}BEFEEE / Invited Lecture

AFF:8IE1 / Invited Lecture 1

H K :11A19H (OR)  13:40~14:40

& B UEIEY (IBEE e v ¥ —BTRE  JBTRE3-B)

BE R EARTEFR GRALKRY: RFAREERUIZR BB A7)

Date : Thursday, November 19 13:40~14:40

Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)

Chair : Yoko Aoki (Department of Medical Genetics, Tohoku University Graduate School of Medicine)

The genetics of congenital heart disease: Long, dazed journey into clinic

Bruce D. Gelb

Icahn School of Medicine at Mount Sinai

}B1F:85H2 / Invited Lecture 2
H K :11H19H (KR)  14:50~15:50

& B EIEY (WaEE Y v ¥ —ERf JBR%E3-B)

BE R AR B (BRI EBE SRR BB E R )

Date : Thursday, November 19  14:50~15:50

Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)

Chair : Kenichiro Hata (Department of Human Molecular Genetics, Gunma University Graduate School of Medicine)

Epigenetic inheritance — models and mechanisms
Anne C Ferguson-Smith, Carol A Edwards, Ariella Weinberg-Shukron, Fran Dearden, Nozomi Takahashi,

Grace Alston

Department of Genetics, University of Cambridge

$B15:8783 / Invited Lecture 3
H B D11H20H (8)  14:00~15:00

2 5 EBIaY (IEEE e v & —RETRi RR%E3-B)

BE R EARIEE GUHERFERYBEESSRUTER fhft AR

Date  : Friday, November 20 14:00~15:00

Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)

Chair : Masashi Aoki (Department of Neurology, Tohoku University School of Medicine)

Integrating Human Genetics and iPSC Modeling Reveals Cholesterol Biosynthesis as a Therapeutic
Target in ALS

%Y 22 (Hideyuki Okano)

BEERARAHEERE) Y —F L 5 —

(Keio University Regenerative Medicine Research Center)




}B#5:8584 / Invited Lecture 4

H K :11H20H ()  15:00~15:30
& B EIEY (IaEE Y v ¥ =B JBR%E3-B)
BE 5l NIR EERER (BEREREARE)
Date : Friday, November 20 15:00~15:30
Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)
Chair : Kenjiro Kosaki (Keio University)
Genomic Medicine Japan and its mission
JKE HEL3E 123 (Hidehiro Mizusawa)
1 HAY 7 LEEHEAEERE
(Genomic Medicine Japan)
2 ESRE - RERTE v 5 —
(National Center of Neurology and Psychiatry)
3 HEBERY:
(Institute of Science Tokyo)
B1F:8E5 / Invited Lecture 5
H W :11A21H (&) 13:10~14:10
& B ISy (IBEBe v ¥ —EBrRiE  JBRE3-B)
BE R R B (HALK)
Date : Saturday, November 21 13:10~14:10
Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)
Chair : Masahiro Hiratsuka (Tohoku University)

Emerging Physiological Roles of RNA Modifications and Their Links to Human Genetic Disease

Zi YUHF 2 (Fan-Yan Wei)
1 BRI A IEAERAT € F S 7 ABEY I

(Department of Modomics Biology and Medicine, Institute of Development, Aging and Cancer, Tohoku University)
2 JUERFRABEHR AT

(Graduate School of Pharmaceutical Sciences, Tohoku University)

W& %@ / Educational Lecture

D1LH20H (%) 11:10~11:30

DE1IEY (B EE R vy — B JBRE3-B)

T/INIRF FRERER (BEREFEAR )

: Friday, November 20  11:10~11:30

: Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)
. Kenjiro Kosaki (Keio University)

Japan's New Regulatory Framework for Human Genome-Edited Embryos and Germ cells: Overview of
the Act

i 7Eik (Katsuya Tanaka)

(Ministry of Health, Labour and Welfare)
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2026 ASHG Lifetime Achievement Award2 it L = —/
2026 ASHG Lifetime Achievement Award Commemorative Ceremony

2026£EASHG Lifetime Achievement AwardZ 82t E=—

2026 ASHG Lifetime Achievement Award Commemorative Ceremony
H ®:11H19H (K)  13:30~13:35

2 5 EIRYS (WEERY Y ¥ —EBRf JBrR%E3-B)

Date ' Thursday, November 19 13:30~13:35

Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)

JHG Young Scientist Award 2 E 8% /
The Journal of Human Genetics Young Scientist Award Lectures

JHG Young Scientist Award3 & :&&
The Journal of Human Genetics Young Scientist Award Lectures

HoOBED1H20H () 15:35~16:25

2 5 EIaY (IGER e v & — BT JBT=E3-B)

JER D =ZE AT (RIEKRYE)

Date : Friday, November 20 15:35~16:25

Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)

Chair : Noriko Miyake (Nagasaki University)

A deep intronic TCTNZ2 variant activating a cryptic exon predicted by SpliceRover in a patient with
Joubert syndrome

SEH $H (Takuya Hiraide)

WEARBERER S /N LR

(Department of Pediatrics, Hamamatsu University School of Medicine)

Proteome-wide mendelian randomization identifies causal plasma proteins in venous
thromboembolism development

Haobo Li
China-Japan Friendship Hospital
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TEEE / Award Lecture

%58 / Award Lecture

D 1TH20H () 16:25~17:15

B sl (leEE e v ¥ — R BR%E3-B)

R AR EGE (BT LR R B E AT R

Date : Friday, November 20 16:25~17:15

Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)
Chair : Naomichi Matsumoto (Yokohama City University Graduate School of Medicine)

Molecular genetics and pathogenesis of rare disorders associated with dysregulated intracellular
signaling

A HET (Yoko Aoki)

HALREAR B R R W PR (R B o 1

(Department of Medical Genetics, Tohoku University School of Medicine)

Understanding Cancer Disease Architecture through Systems Epidemiology

HEFH: =HH (Yoshiaki Usui)
ENLDSARISE X v & —BFSET & A T L5 BT

(Division of Systems Epidemiology, National Cancer Center Research Institute)

Precision Disease Genomics through Integrative Analysis of Genetic and Environmental Factors
3% E— (Shinichi Namba)

HHUR Y KRB E AR IR IR

(Department of Genome Informatics, Graduate School of Medicine, the University of Tokyo)

Epigenomic research connecting non-coding genome function with disease-associated variants

A% 1ERH (Naoki Kubo)
BYLAERFZERT 234 A ) Y — A%k v 5 —
(RIKEN BioResource Research Center)
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SURIY I
Symposium 1  East Asia Unison of Human Genetics Societies (EAUHGS) session:
Advancing human genetics in East Asia: Connecting the Next Generation

of Human Genetics Research

T11H19H (K)  10:10~12:10
DS (LBEES vy —EBRH JBRE3-B)
LA TEE (RERETI AL R KB R A2 )

Jong Hee Chae (Department of Clinical Genomics and Medicine, Seoul National University Hospital, Department of
Pediatrics, Seoul National University College of Medicine, Seoul, Korea)

: Thursday, November 19 10:10~12:10
: Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)
: Naomichi Matsumoto (Yokohama City University Graduate School of Medicine)

Jong Hee Chae (Department of Clinical Genomics and Medicine, Seoul National University Hospital, Department of
Pediatrics, Seoul National University College of Medicine, Seoul, Korea)

Genetic risk of extranodal natural killer T-cell ymphoma: a genome-wide association study in

multiple populations

Jinxin Bei!, Guo-Wang Lin?, Caigang Xu3, Kexin Chen*, Hui-Qiang Huang', Jieping Chen®, Bao Song®,
John K C Chan’, Wenyu Li!, Weiping Liu?

Sun Yat-Sen University Cancer Center, Guangzhou

Sun Yat-Sen University Cancer Center; Guangdong General Hospital, Guangzhou

West China Hospital, Sichuan University, Chengdu

Tianjin Medical University Cancer Institute and Hospital, Tianjin

Southwest Hospital, Army Medical University, Chongqing

Shandong Cancer Hospital and Institute, Jinan
Queen Elizabeth Hospital, Hong Kong SAR

~N N N R WD =

Deep population history and the landscape of complex disease genetics in East Asia

Xiaowei Mao!, Jielin Li!, Ningbo Sun', Jiaheng Li!, Qiming Tang', Qihan Huang', Yanju Huang',
Kaijiong Zhang', Ye Wang?, San Ming Wang?, Xianjun Zhu', Zhenglin Yang'

1 Sichuan Provincial People's Hospital; University of Electronic Science and Technology of China

2 Chengdu Research Base of Giant Panda Breeding
3 University of Macau

Genotype-Specific Motor Trajectories and Phenotypic Clustering in Hereditary Spastic Paraplegia

Jong Ho Cha!, Sangbin Hong!, Jee-Min Kim!, Soo Yeon Kim!, Seungbok Lee!, Man Jin Kim!,
Jangsup Moon'3, Jong-Hee Chae'*

1 Department of Genomic Medicine, Seoul National University Hospital, Seoul, Korea

2 Department of Pediatrics, Seoul National University College of Medicine, Seoul National University Children's Hospital,

Seoul, Korea
3 Department of Neurology, Seoul National University Hospital, Seoul, Korea

Structural Resolution Redefines the Clinical Interpretation of Intragenic Duplications: Lessons from the
DMD Gene

Man Jin Kim?>*, Jee-Soo Lee!, Seungbok Lee?**, Hobin Sung’, Seung Won Chae®, Sung Im Cho?,
Sang Bin Hong?*, Jong Ho Cha?*, Jee Min Kim?>*, Yeseul Kim!, Joowon Jang!, Moon-Woo Seong ',
Jong-Hee Chae>3*

1 Department of Laboratory Medicine, Seoul National University Hospital, Seoul National University College of Medicine, Seoul,
Republic of Korea.

2 Department of Genomic Medicine, Seoul National University Hospital, Seoul, Republic of Korea.

3 Department of Pediatrics, Seoul National University College of Medicine, Seoul National University Children's Hospital, Seoul,
Republic of Korea.

4 Rare Disease Center, Seoul National University Hospital, Seoul, Republic of Korea.

5 Department of Laboratory Medicine, Seoul National University Hospital.

6 Seoul National University Cancer Research Institute, Seoul, Republic of Korea.
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Genomic Variation Between and Within Individuals: An Epidemiological Perspective on Disease Risk
Tt 2HH 12 (Yoshiaki Usui)
1 [ESZHAW SR v & —WHERT & A T LT
(Division of Systems Epidemiology, National Cancer Center Research Institute)
2 BULSADTIERT AL aERIAITTE & v & — SRR AEITZE - — &
(Laboratory for Genotyping Development, IMS, RIKEN)
Deciphering Genetic Dynamics through Gene—Environment Interactions: Toward Precision Medicine
and Drug Discovery
e ¥1—12 (Shinichi Namba)
1 BRRFERAGLE AR FERRE G
(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo)
2 FLAERFRATEMIERIETITi - v ¥ — > R T AEIRYEF — A
(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences)

SURUDL2  REROWEY ) LEY  SRERERFSEHETH SEETENAS @HR
ADEH)

Symposium 2  Next-Generation Genomic Medicine in Neurology: From Diverse Pathogenic
Mechanisms and Modifiers to Gene-Targeted Therapies

OB o1H190 OK)  10:10~12:10
2 Rl (RERe vy —BR BRE3-A)
BE R SR ERR (ALK
IR (BEm LR EA TN R - AR ES)
Date : Thursday, November 19 10:10~12:10
Room : Room 2 (Exhibition Hall 3-A, Exhibition Building, Sendai International Center)
Chairs : Naoki Suzuki (Tohoku University)
Hiroshi Doi (Department of Neurology and Stroke Medicine, Yokohama City University Graduate School of Medicine)

Long-read sequencing: Unveiling the hidden landscape of neurogenetics

=k 8+~ (Satoko Miyatake)
A RN A Y e e e e )
(Department of Clinical Genetics, Yokohama City University Hospital)

Paradigm shifts in repeat expansion disorders
A3 5.2 12 (Hiroyuki Ishiura)
1 OO R A E B R S R WAL RHRE N Bl
(Department of Neurology, The University of Tokyo)
2 RLCR AR AT AR Rl
(Department of Neurology, Okayama University)
Repeat Expansions in Sporadic Neurodegenerative Diseases: Focusing on BIN1 Abnormalities in
Multiple System Atrophy

I K TR (Koudai Kume)

INCPNE I e R Ry e s ) g o
(Department of Molecular Epidemiology, Research Institute for Radiation Biology and Medicine, Hiroshima University)

Genetic modifiers of phenotypic heterogeneity in ALS
ik} ZE—1 (Ryoichi Nakamura) , F18 E 542 (Masahiro Nakatochi) , e K #34 (Genki Tohnai) ,
ERT] TR (Naoki Atsuta), FHAQVT. I35 (Gen Sobue)
1 BRIBERERY: WREAGEE (AR
(Department of Neurology, Aichi Medical University School of Medicine)
2 A ERFRAAGEE A RUIIER AR A PRI ST AR e e
(Public Health Informatics Unit, Department of Integrated Health Sciences, Nagoya University Graduate School of Medicine)
3 BHIBERERY: ALSIAHEITIERIZE M
(Division of ALS research, Aichi Medical University)
4 BHRIBERRY: OHEAl SR v & —
(Research Creation Support Center, Aichi Medical University)
5 BRIBERERY: MR EIARHAENTI 2 v & —

(Research Center for Neurological Therapeutics, Aichi Medical University)
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From registry-based approach to precision medicine in familial ALS

PaIL #EE3E (Ayumi Nishiyama)

FACREAR B e N RGBS -5
(Department of Neurology/Center for Genomic Medicine, Tohoku University Hospital)

SURSOL3 EEREBEZICSITIRBOEEMAEGTFOBHENDSEZD

Symposium 3  The Importance of Nutrition in Perinatal Medicine: A Genetic Perspective

H K 1H19H OK) 10:10~12:10

2 51 H32Y (IeERY v & —BRH RR=E1-B)

BE R HRH R (BERARE SR AR
A i (B2 E BRI > 8 —)

Date : Thursday, November 19 10:10~12:10

Room : Room 3 (Exhibition Hall 1-B, Exhibition Building, Sendai International Center)

Chairs : Yoshifumi Kasuga (Department of Obstetrics and Gynecology, Keio University School of Medicine)
Ken Takahashi (National Center for Child Health and Development)

Metabolic Reprogramming and Epigenetic Dynamics during Human Early Embryonic and Primordial
Germ Cell Development

AL Z5k 1 (Naoko Irie)
BEMESETAR Y BRAEER S Ao
(Department of Molecular Biology, Keio University School of Medicine)

Reproductive and Pregnancy Outcomes in Women Born with Low Birth Weight
/NI S (Kouhei Ogawa)
[ESZ R BRI e v & — FPEH] - RIS e v & —
(National Center for Child Health and Development)
Diet, Gene-Diet Interaction, and Pregnancy Complications: Evidence from Cohort Studies in the US
and Japan
=K Bl ¥ (Makiko Mitsunami)
ERZKE BEEE v & — ZEDORER G Y Y — ~NVAAL ¥ 7 2T 4 7 AER
(Division of Health Informatics, Integrated Center for Women's Health, National Center for Child Health and Development)
Fetal vitamin D status and childhood asthma: linking maternal nutrition, placental biology, and genetic
susceptibility
J5{ F-HL1 (Chisato Hara), "} #8322 (Taiji Nakano), 4% [Ef8}'3 (Naoki Shimojo),
BEH: fft—1 (Kenichi Sakurai)
1 THRYE PHiE 2 ¥ —
(Center for Preventive Medical Sciences, Chiba University)
2 TEERAAEARIEME N R
(Department of Pediatrics, Chiba University Hospital, Chiba, Japan)
3 THAFEIIERGE 7 L L ¥~ > 5 —
(Allergy Center, Chiba University Hospital)

Maternal Birth Weight, Intrauterine Environment, and Pregnancy Complications in Japanese Birth
Cohorts

M _E 1% L2 (Kazuma Tagami)

L filiE& i S7 e e e AR
(Department of Obstetrics and Gynecology, Sendai City Hospital)

2 gL B I AR
(Department of Obstetrics and Gynecology, Tohoku University Hospital)
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Maternal Folate Administration Acts on Neural Crest Cell Development to Ameliorate Cardiac Outflow
Tract Malformations

LA —#512 (Kazuki Yamamoto), 8 —148f13 (Kazuki Kodo), PN #}f-1# (Keiko Uchida),

1L/ Wz 1S (Hiroyuki Yamagishi)

1 BRI R AR AN R

(Department of Pediatrics, Keio University School of Medicine)
2 HE e R

(Department of Pediatrics, Hino Municipal Hospital)
3 BORHIREOE N R

(Department of Pediatrics, Tokyo Metropolitan Ohtsuka Hospital)
4 FURERERSA R AR e A B oy T

(Department of Physiology, Tokyo Medical University)
5 BURHNLN RS AR v 8 —

(Tokyo Metropolitan Children's Medical Center)

D URIDDL4  genotype&phenoypeZ DS ERRIREDES

Symposium 4  Progress in Clinical Laboratory Medicine Connecting Genotype and Phenotype

HoEe
& 5 Hasy (InERe v & — R 2=

B R

e

Date
Room
Chairs

11A19H (R)  10:10~12:10

G ST (B ARABEPR AR B R 5
&1k GHEREmEE HRRAT)

: Thursday, November 19 10:10~12:10
: Room 4 (Meeting Room 1, Exhibition Building, Sendai International Center)
: Minako Imamura (Department of Advanced Genomic and Laboratory Medicine, Graduate School of Medicine, University

of the Ryukyus)
Makoto Kaneko (Department of Clinical Laboratory, Mitsui Memorial Hospital)

From Genotype to Phenotype in Inherited Dyslipidemias: The Expanding Role of Clinical Laboratory
Testing
/B IETE (Masatsune Ogura)
[FPSEvNE QR RS SR aeRe g
(Department of Clinical Laboratory Technology, Faculty of Medical Science, Juntendo University)
Advances in HbA1c Measurement and Abnormal Hemoglobins: Connecting Clinical Laboratory
Findings to Genotype
= %1 (Ayako Miyazaki)
SR ERER AR SR B
(Department of Clinical Genetics, Hyogo Medical University Hospital)
Bridging Genotype and Phenotype: Advances in Endoscopy for Hereditary Gastrointestinal Tumor
Syndromes
1 fdt (Takeshi Nakajima)
KIREERDS A v & — BT R LIRS 25 Rt
(Osaka International Cancer Institute, Department of Genetic Oncology (Hereditary Tumors))
The Vital Role of Cardiovascular Examinations in Bridging Genotype and Phenotype
fiitH B 12 (Natsuko Inagaki)
1 BT BERER S FEBR S AR
(Department of Cardiology, Tokyo Medical University)

2 HEBERERAAHERD BIE TR
(Department of Clinical Genetics, Tokyo Medical University Hospital)
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DURIDLS
Session

Symposium 5 ASHG-ESHG-JSHG Joint Symposium: Al-driven Genetics for Precision
Medicine

H B 1190 (K)  16:00~18:00

2 B EIaYs IGEBe v ¥ —BRM JBRZ=E3-B)

R B VB CRRUR SR A BEHT SR A BRI SE R
WE (BB ERIE 5 —)

Date @ Thursday, November 19  16:00~18:00

Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)

Chairs : Yoichiro Kamatani (Graduate School of Frontier Sciences, The University of Tokyo)
Tadashi Kaname (National Center for Child Health and Development)

The ASHG Al Initiative Task Force (tentative)

Marylyn D. Ritchie
Medical University of South Carolina

Al-driven phenomics for precision genetic diagnosis and variant interpretation

Alexander J. M. Dingemans

Department of Human Genetics, Radboud University Medical Center, Nijmegen

Diagnostic supports for rare diseases utilising artificial intelligence
BH [£ 123 (Tadashi Kaname)
1 ESIREBEFEE v ¥ — 7 ) NERITIE
(Department of Genome Medicine, National Center for Child Health and Development)
2 AR RAEBEDE AR S AN Y R e
(Advanced Pediatric Medicine, Tohoku University School of Medicine)
3 REARY: AR - ey 5 —

(Institute of Resource Development and Analysis, Kumamoto University)

DURSULE RBETIVHARIES BEMREBOEREEE

Symposium 6 Disease Model Research Driving the Understanding and Treatment of Genetic
Disorders

H B 11H19H (K)  16:00~18:00
= 5 Eay (EEE e v & — R BRE3-A)
B R EHBE (SIORY: R Lkt y ¥ —)
B Tt (RAERAR ARG 2RI RLE R PR 22 T )
Date : Thursday, November 19  16:00~18:00
Room : Room2 (Exhibition Hall 3-A, Exhibition Building, Sendai International Center)
Chairs : Yasuhiro Kazuki (Chromosome Engineering Research Center, Tottori University)
Tetsuya Niihori (Department of Medical Genetics, Tohoku University School of Medicine)

Diversity and decline in the regenerative ability of vertebrate appendages.

& 215 (Koji Tamura)

HALRAR B A BT AR

(Graduate School of Life Sciences, Tohoku University)

Modeling vascular disorders with genome-edited iPS cells and flow-based platforms

IR N (Kimihiko Bannno)

RIS BERER S BRAA TSR AR 2R BB T

(Department of Physiology II, Nara Medical University)

From chromatin loops to mitochondria: decoding MBD-family dysfunction in Rett syndrome and MAND
Y5 fE— (Shin-ichi Horike)

SRR PERE T VRAEIL v & —

(Division of Integrated Omics research, Research Center for Experimental Modeling of Human Disease, Kanazawa University)
Generation of Full-Length Gene-Humanized Mice for Modeling Human Biology and Disease

/INR 22 (Manabu Ozawa)

HE R ERETTZERT
(Institute of Medical Science, The University of Tokyo)
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Transchromosomic Technology for Genomically Humanized Disease Models

FHH HiZE (Yasuhiro Kazuki)
BEHURY: Yetaff T4 v & —

(Chromosome Engineering Research Center, Tottori University)

DUIRDOLT
Session

Symposium 7  Establishing Comprehensive Germline Analysis for Cancer Patients:
A Roadmap from MGPT to WGS

H B D1H19H (K)  16:00~18:00
= 53Ry (IWEEB e v & —ETRi ER=E1-B)
JE R M (ENL AR v & —dUET)
P (ERZHATSER v 8 — k)
Date : Thursday, November 19 16:00~18:00
Room : Room 3 (Exhibition Hall 1-B, Exhibition Building, Sendai International Center)
Chairs : Takeshi Kuwata (National Cancer Center Hospital East)
Makoto Hirata (National Cancer Center Hospital)

National Implementation of Cancer WGS: Advancement of the Action Plan for Whole Genome
Sequencing
BEH] —>F12 (Ippei Fukada)
1 HAS /7 & BEFEHEEREA B3R - BT
(Department of Patient-Centric Genomic Analytics, Genomic Medicine Japan)
2 AR SEYRERE 7/ L SR

(Department of Genomic Medicine, The Cancer Institute Hospital of the Japanese Foundation for Cancer Research)

Clinical Implementation of Cancer WGS in Japan: A Framework for Germline Findings
HAAR P (Arisa Ueki)
DA WL
(Department of Clinical genetic Oncology, Cancer Institute Hospital for JFCR)
Maximizing Clinical Utility of Moderate-Penetrance Variants: Transitioning from Risk Assessment to
Treatment Selection
JTHE SR 12 (Tomohiro Kondo)
1 RURRRARBE AT I Ims e NEEs st
(Department of Clinical Oncology, Kyoto University Hospital)
2 FURRAERZFBESAMZR U 7 L7 — )L R 57— & iR S
(Real-World Data R&D, Graduate School of Medicine, Kyoto University)
Germline Profiling in Pediatric Oncology: Early Identification of Cancer Predisposition Syndromes and
Long-term Benefits
IL1iRF 3% (Fumito Yamazaki)
ENZS A X v & — HIuEbE

(Department of Genetic Medicine and Services, National Cancer Center Hospital)

Cardiovascular Secondary Findings in Cancer WGS: From Variant Interpretation to Specialist Care

BHEY {—# (Yoshihiro Asano)
FE SAEBSRZE R v & —
(National Cerebral and Cardiovascular Center)
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DURDOLS ERBIEGENREICEITIEGEHRBEOEREHEEZD

Symposium 8 Considering the Severity of Genetic Disorders in Preimplantation Genetic Testing

Ho e

I

Date

Room :
: Kiyonori Miura (Nagasaki University)

Chairs

T

B R

1HH19H (R)  16:00~18:00
WA (iBEEL Y ¥ —FRM 2EELD
= R (RIFERE)

WA R CERZTBERRY)

: Thursday, November 19  16:00~18:00

Room 4 (Meeting Room 1, Exhibition Building, Sendai International Center)

Toshiyuki Yamamoto (Tokyo Women's Medical University)

Assessing Severity in Preimplantation Genetic Testing for Monogenic Disorders: Evolving Challenges
in Japan

e % K 5% (Aiko Sasaki)

ERZ KB EREE e > 5 —

(National Center for Child Health and Development)

Criteria for seriousness of hereditary disease is still in the process of being established

AH 7] (Koji Kugu)

IR BRI Rl R 27 R HH 282

(Department of Pharmaceutical Sciences, International University of Health and Welfare)

Reconsidering the severity of adult-onset hereditary neurological and neuromuscular disorders: A
Neurologist's Perspective

¥ Tl (Chisenn Takeuchi)

FOREE I 2 BRI i B fo i e

(Department of Clinical Genetics, Jikei University Hospital)

Considering Seriousness in Hereditary Tumors: Phenotypic Assessment and Genetic Counseling

PAAS 12 (Megumi Matsumoto)
1 RIBRERAGEIMRIE N 58 g R o i

(Division of Thoracic and Pelvic Surgery, Department of Surgery, Nagasaki University )
2 RIGREEWREET / Lighter ¥ —8EAY v v 7 M

(' Genetic Counseling unit, Clinical Genomic Center, Nagasaki University Hospital)

Rethinking “Severity” in PGT-M: Five Questions on Perspective, Justification, and Responsibility

#H ¥k (Momoko Sasaduki)
LY e PN N il e e =2 ]

(Faculty of Human Sciences, Waseda University)

DURSULY FPRU—BMIIBIIDSRYBREZEZEAD - AT - SHMY - BEEROERLO—

Symposium 9  SRY Gene Testing in Athletes: Exploring the Intersection of Fairness, Diversity, and

Date
Room

Chairs

Genetic Medicine

11A20H (8)  9:40~11:40
A (B EER e vy — BB BIRE3-A)
DR R (BERERER D SRR R A5 BY)
H T (BEEBRERAER Y 5 — 7/ 2R
: Friday, November 20  9:40~11:40
: Room 2 (Exhibition Hall 3-A, Exhibition Building, Sendai International Center)
Hiroko Kohbata (Department of Life Sciences and Bioethics, Institute of Science Tokyo)
Noriko Tanabe (Department of Clinical Genetics, Saitama Medical Center, Saitama Medical University)

Issues Surrounding SRY Gene Testing in Female Athletes
HH %2+ (Hiroko Terui-Kohbata)

FORRHER AR S BRE R Ao I

(Department of Life Sciences and Bioethics, Institute of Science Tokyo)

Human Sex Differentiation: Lessons from Disorders of Sex Development (DSD)

JEE 5 fgt— (Kennichi Kashimada)
ENREF BRI v & — Wil - ¥ = v ¥ —FiEe v ¥ —
(National Center for Child Health and Development (NCCHD))
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DSD and SRY Testing for Female-Category Eligibility: JAAF Implementation from a Clinical
Geneticist's Perspective

¥t 18 (Akira Namba)

HAR: Bt E R 2

(Medical Committee, Japan Association of Athletics Federations)

A Dialogue Between Sport and Genetic Medicine on SRY Testing: Implementation and Positioning of
Genetic Information

FRH =+ (Kyouko Raita)

HFERAER A R — Y BRET

(School of Health and Sport Scuences, Chukyo University)

Supporting Female Athletes Undergoing SRY Gene Testing - A Genetic Counselor’s Perspective -
34 82 (Noriko Tanabe)

BEBERREREER L v 5 — 7 ) Lokt

(Department of Clinical Genetics, Saitama Medical Center, Saitama Medical University)

SURSYLI0 IEY/LEBEER : BRHSHAICAITERYBHET

Symposium 10 Epigenomics and Regenerative Medicine: From Basic Research to
Translational Applications

H B 11H20H (&) 9:40~11:40
= 53Ry (IWEEEe v & — B ER%E1-B)
JE R D AL ER (HYLSEESERT N4 ) Y — A v 8 —)
AR TE A K)
Date : Friday, November 20 9:40~11:40
Room : Room 3 (Exhibition Hall 1-B, Exhibition Building, Sendai International Center)
Chairs : Naoki Kubo (RIKEN BioResource Research Center)
Motoko Unoki (Azabu University)

Genetic and epigenetic diversity at evolutionarily young transposable elements across human induced
pluripotent stem cell lines

Btk L1Z D (Shihori Yokobayashi)

i 20 P

(RIKEN)

Understanding developmental compatibility between species toward interspecies organ regeneration
1EAK SR (Hideki Masaki)

R BEARA

(Institute of Science Tokyo)

Toward the reconstruction of snake “limb” cells through reprogramming

T B+ (Yuuji Atsuta), ZE[L] 5 (Shoma Kuriyama), J#i2 1 (Seiko Watanabe)

LR

(Kyushu University )

Epigenetic control of neuronal identity and brain repair through direct reprogramming

A Z8€23} (Taito Matsuda)

7 R B B R AR

(Nara Institute of Science and Technology)

Age-Associated Gene Regulatory Changes in the Choroid Plexus and Their Impact on CSF and Brain
Homeostasis

EX[T] B~ (Sayako Katada)

SR £ PSHINETSE T

(Center for iPS Cell Research and Application, Kyoto University)

Astrocyte-enriched cortical organoids for studying human brain development, synaptogenesis and
neural circuit formation

IEF 5A+ (Hiroko Shimada)

PR AR LR Y —F e vy —

(Keio University, Regenerative Medicine Research Center)
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DURDD L1
Session

Symposium 11 RASopathies- history and future perspective

Tk
& B

B R

Date
Room
Chairs

11H20H (&)  9:40~11:40

ALY (IBEEX v ¥ —ERi £#5E1)
B A (BN EERE L v 5 —)

K Kl (FEES/NRERE Y ¥ —)

. Friday, November 20  9:40~11:40
: Room 4 (Meeting Room 1, Exhibition Building, Sendai International Center)
: Kenji Kurosawa (National Center for Child Health and Development)

Daiju Oba (Saitama Children's Medical Center)

Overview-the molecular genetics of somatic, mosaic, and germline RASopathies

A T (Yoko Aoki)
WALKE KGR LRUITERL RIS ST BY
(Department of Medical Genetics, Tohoku University Graduate School of Medicine)

Noonan syndrome and related disorders: How to get to less but not too little
Bruce D. Gelb

Icahn School of Medicine at Mount Sinai

RASopathies Model Mice for Elucidating the Pathogenetic Mechanism and Developing Treatments
F £ ¥ (Shinichi Inoue), P AHC 2 (Taiki Abe), H7lE Eith' (Tetsuya Niihori),
HA PEA! (Yoko Aoki)
1 JUERAER AR R ERE SR R 2o I
(Department of Medical Genetics, Tohoku University School of Medicine)

2 Human Biology Division, Fred Hutchinson Cancer Center
(Human Biology Division, Fred Hutchinson Cancer Center)

RASopathies in vascular anomalies: from somatic variant discovery to pathway-targeted therapy
/N GE R (Michio Ozeki), T5 R PET-2 (Yoko Aoki), BFiEE BHE ! (Akifumi Nozawa),
A B (Kosuke Ishikawa), £ #241* (Shunsuke Yuzuriha), B&HH H13€ 75 (Yumiko Hirose),
THEHT BHYE S (Akihiro Fujino), N 1EFF7 (Masatoshi Jinnin) , HE 508 (Katsuyosi Ko) ,
WPIRT K A9 (Taiki Nozaki), KVE 758! (Hidenori Ohnishi)
1 IR IAEBE AT /N R
(Department of Pediatrics, Graduate School of Medicine, Gifu University)
2 HUERAAR AR R UTTE RHRAR P I I
(Department of Medical Genetics, Tohoku University Graduate School of Medicine)
3 JGEE R ARG R AR SRS R
(Department of Plastic Surgery, Faculty of Medicine, Hokkaido University)
4 BIRAAIITTEBE R 5 RIS R
(Department of Plastic Surgery, Shinshu University School of Medicine)
5 EISEIRBRERE R B v & — BRI AR
(Department of Clinical Laboratory, Osaka National Hospital)
6 BEMERIAR AR TN VSR
(Department of Pediatric Surgery, Keio University School of Medicine)
7 RIS SZE R B B R
(Department of Dermatology, Wakayama Medical University School of Medicine)
8 BRSNS v & — RIS R
(Division of Hematology/Oncology, Saitama Children's Medical Center)
9 BHETEERIR AR R R L
(Department of Radiology, National Defense Medical College)
RASopathies and hematologic malignancies: genetic and immunological analysis of juvenile
myelomonocytic leukemia
I 7538 (Hideki Muramatsu)

] PR S S R AN S
(Department of Pediatrics, Nagoya University Graduate School of Medicine)

45




DURIDL12 BHRBMADMER — 7/ LSD SRRERN - BIEAN —

Symposium 12 Advances in Rare Disease Research: From Genomic Diagnosis to
Mechanism and Therapeutics

H B 11H21H (1) 9:40~11:40
2 5 EIaYy (IEEEe v & — BTl ER=E3-B)
B R RASR BT (ESZOMERIFEEAN ENIREM - SEERIIE L v 8 — X T4 ANT ) e v 5 — 77 ) Lishihas
i)
AR (BT L RAA R AT AR )
Date : Saturday, November 21  9:40~11:40
Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)
Chairs : Mariko Okubo (Department of Genomic Medicine Development, Medical Genome Center, NCNP)
Takeshi Mizuguchi (Department of Human Genetics, Yokohama City University Graduate School of Medicine)

Beyond the exome: genome-transcriptome integration for interpreting non-coding variants in rare
disease

TR R (Hirotomo Saitsu), = A £+~ (Sachiko Miyamoto)

HEANERERS: AL

(Department of Biochemistry, Hamamatsu University School of Medicine)

Haplotype-resolved long-read genomic and epigenomic profiling improves variant interpretation in rare
disease

7K1 Wl (Takeshi Mizuguchi)

L IRVAPNE S VR S el TR 2

(Department of Human Genetics, Yokohama City University Graduate School of Medicine)

SNUPN-Associated Spinocerebellar Ataxia: From Gene Discovery to Disease Modeling and
Mechanistic Insights

RALR BIF (Mariko Okubo)

EZIFZERAFE A BT - fRERIE 2 v ¥ — X T4 ANT ) Lk v ¥ — 7 ) NS

(Department of Genomic Medicine Development, Medical Genome Center, NCNP)

From long-read genomic diagnosis to international N-of-1 therapeutic development for rare diseases
S Eibs ! (Koyo Tsujikawa), P V4112 (Yosuke Nishio), ¥k 53 12 (Tomoo Ogi)

1 Al RRYBUR AT B R 7/ DR ) WERE 2 v 8 —

(Rare Disease Genome Centre, Nagoya University)
2 Al ERAFBEE AR J84 - R
(Department of Genetics, Research Institute of Environmental Medicine (RIeM), Nagoya University )

From Genetic Diagnosis to Splicing-Directed Therapy: Targeting Pseudoexons in Rare Diseases
SE R 2k (Tomonari Awaya)
UNTENYINER O A

(Department of Anatomy and Regenerative Biology, Osaka Metropolitan University)
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Symposium 13 Navigating Pediatric Genetic Medicine: From Genomic Insights to Clinical
Practice

H 11821 (&) 9:40~11:40
& B Ea (haEERY v ¥ — BB RARE3-A)
FE R g A (RAEKYE)
R B — (IR 2R bE)
Date : Saturday, November 21  9:40~11:40
Room : Room 2 (Exhibition Hall 3-A, Exhibition Building, Sendai International Center)
Chairs : Atsuo Kikuchi (Tohoku University)
Keiichi Hirono (Toyama University Hospital)

Genetic Etiology of Persistent Truncus Arteriosus: Prevalent TMEMZ260 Variants in the Japanese
Population
KRN AHET (Hisao Yaoita), )11 $&—HE? (Eiichiro Kawai), ;L IE4567 (Jun Takayama),
PG TEH2 (Naoya Saijo), A T-HE2 (Chiharu Ota), £ K B! (Daijiro Sato),
LR HiE.2 8 (Masayuki Abiko), $iAK HEAS® (Kouta Suzuki), AR 1 A3 (Masato Kimura),
INEE 543 (Akira Ozawa), HE JG4567 (Gen Tamiya), S %2279 (Shigeo Kure),
4ith #4227 (Atsuo Kikuchi)
IO B W 2 AR B
(Department of Pediatrics, Tohoku University Hospital)
2 WALRAERAERE AR WFSERE Fhk - FEIRPE A NN AE 2o 1Y
(Department of Pediatrics, Tohoku University Graduate School of Medicine)
3 ESLC E S REEE fEE R
(Department of Pediatric Cardiology, Miyagi Children's Hospital)
4 JULRPERERE BRAERFZERE AT7 0 v 7 4 7 HTERR A4
(Department of Al and Innovative Medicine, Tohoku University Graduate School of Medicine)

5 BULRZE B X T4 AL - X TNV 7 iR
(Tohoku Medical Megabank organization, Tohoku University)
6 ESZHFZERATEE NBULAARTSERT SRR A2 v 8 —
(Statistical Genetics Team, RIKEN Center for Advanced Intelligence Project)
7 WAERFERERE EAAITZER D EE 7 /o T Ik R SE R
(Department of Rare Disease Genomics, Tohoku University Graduate School of Medicine)
8 TR AAZE S AN By e
(Department of Pediatrics, Yamagata University Graduate School of Medicine)
9 BRI Z & Bk
(Miyagi Childrens Hospital)

The Importance of Early Detection and Treatment Initiation in Familial Hypercholesterolemia
a7k £ H]12 (Keiji Matsunaga)
1 ENZIfEBRERIIE R v ¥ — A =T v A /) R=varvk ¥ — NAF NV D
(Biobank, Open Innovation Center, National Cerebral and Cardiovascular Center)
2 FIRARLAE faBRas - Eh - BE b IRk

(Cardiorenal and Cerebrovascular Medicine, Faculty of Medicine, Kagawa University)

A Novel Inborn Error of Immunity Caused by Heterodimeric Interference of BCL11B

Bl —4: (Kazuki Okuyama)

E LR BA R AN DS AW TE X v & —, SRR

(The National Cancer Center Research Institute)

Therapeutic prospects for Fukuyama congenital muscular dystrophy: from splicing pathology to
clinical implementation

i BB (Mariko Tkeda)

[N VS S AN AN S <3 T RE & Y
(Department of Pediatrics, Kochi Medical School, Kochi University)
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DURIDL1A BRBEEERFENOHAYT )/ LERETD

Symposium 14 To explore cancer genomes through advanced technologies and large
databases

B 1218 () 9:40~11:40

2 53Ry (IGEE e v & — BTl E1=E1-B)

i © Young Seok Ju (Korea Advanced Institute of Science and Technology)
Il 3E7) (FRALAERTZERT EamER A v 8 —)

Date : Saturday, November 21  9:40~11:40

Room : Room 3 (Exhibition Hall 1-B, Exhibition Building, Sendai International Center)

Chairs : Young Seok Ju (Korea Advanced Institute of Science and Technology)
Hidewaki Nakagawa (Center for Integrative Medical Sciences, Riken)

Deciphering VUS Pathogenicity via Phenotypic Enrichment Analysis Using C-CAT Data

LA [l (Gou Yamamoto)
BB A5 AL Y 5 — R

(Department of Medical Genetics and Genomics, Saitama Cancer Center)

ABO Blood Group as an Inherited Host Trait: Survival and Spatial Tumour Immunity in Pancreatic
Cancer
FEJI FK 1 (Shota Sasagawa), FHA K135 12 (Tomone Ueki), JEEF: 1EA112 (Fujii Masakazu),
Miih £E%51-34 (Kanako Hatanaka), {EJ# 5256 (Go Sato), [l Hfi>}-8#12 (Atomu Kiriyama),
K #E 12 (Yuki Okawa), BB FIHE! (Kazuhiro Maejima), KR C7-! (Ayako Oosawa),
K7 HEH7 (Masaya Ohnishi), [ BRS¢ (Yukinori Okada), HH H, #1728 (Kazuhiro Kakimi),
N EAER? (Shintaro Takeuchi), iR} 32 (Toru Nakamura), -8 &2 (Satoshi Hirano) ,
iR F2° (Yutaka Suzuki), #fid #34 (Yutaka Hatanaka), H)I] J&J]! (Hidewaki Nakagawa)
1 BMBAATTAEIT, EmER AR v ¥ — AT ) LR T — 4

(Laboratory for Cancer Genomics, RIKEN Center for Integrative Medical Sciences, Yokohama, Kanagawa, Japan)
2 JEpE R ARG E AT e AL 2R ARl

(Department of Gastroenterological Surgery II, Faculty of Medicine, Hokkaido University, Sapporo, Hokkaido, Japan)
3 AEEKREEEE 7 b - a v o= BRI

(Research Division of Genome Companion Diagnostics, Hokkaido University Hospital, Sapporo, Hokkaido, Japan)
4 JGiEE R Seln s Wi T2 v & —

(Center for Development of Advanced Diagnostics, Hokkaido University Hospital, Sapporo, Hokkaido, Japan)
5 BYLAWFLRT A mERIEY e v 8 — v R T LEIBETF — L

(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences, Yokohama, Kanagawa, Japan)
6 WHURFERFEGESRERL IS E R

(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
7 WCERRAER AR A R RE LR ARl

(Department of Gastroenterology/Internal Medicine, Gifu University Graduate School of Medicine, Gifu, Japan)
i SN S

(Department of Immunology, Kindai University Faculty of Medicine, Osakasayama, Osaka, Japan)

9 WRURERAGEH AR BIAVIERE X 7 4 A VRS
(Department of Computational Biology and Medical Sciences, Graduate School of Frontier Sciences, The University of Tokyo,
Kashiwa, Chiba, Japan)

Spatiotemporal dynamics of clonal selection and diversification of somatic mutations in normal human
endometrial epithelium

dafd] 52 (Hirofumi Nakaoka)

BV RAER R AR AR, 77— 8 3 A v 2558

(Department of Biomedical Data Science, Kagoshima University Graduate School of Medical and Dental Sciences)
Decoding Cancer-Specific Enhancers and Gene Regulation through Large-Scale Transcription Start
Site Analysis

R Z8# (Yasuhiro Murakawa)

kN NG S e T B R R e

(Department of Pathology and Biology of Diseases, Graduate School of Medicine, Kyoto University)

Embryonic origins of epigenetic mosaicism in the human colorectal epithelium

Young Seok Ju'!, Hyein Won!, Yunah Lee!, Min-Jung Kim?

1 Korea Advanced Institute of Science and Technology
2 Seoul National University College of Medicine
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DURIDL15 HARNEADRR - 2HIE - BICERD Y/ LHR
Symposium 15 Population Genomics of the Japanese Archipelago

H B 11H21H (1) 9:40~11:40
2 8 HARY (B ERE vy — R 2=
B R RIGIE (RRURAEAERDIER
A Bl (RAURAEARDIER
Date : Saturday, November 21  9:40~11:40
Room : Room 4 (Meeting Room 1, Exhibition Building, Sendai International Center)
Chairs : Jun Ohashi (Graduate School of Science, The University of Tokyo)
Akihiro Fujimoto (Graduate School of Medicine, The University of Tokyo)

From Jomon to Present-Day Japan: Genomic Insights into Population Formation and Regional Diversity
KA NE (Junn Oohashi)

P NE SHE ST

(Graduate School of Science, The University of Tokyo)

Jomon genomes illuminate the formation, diversity, and adaptation of populations in the Japanese
Archipelago

K HH 48 (Hiroki Oota)
BHURAE P RFSE R}
(Graduate School of Science, University of Tokyo)

Genetic Diversity, Population Structure, and Natural Selection in the Japanese Population

FJ8 Anf 51234 (Chikashi Terao)
1 BRHBEBEKRYE 7 S 7 AR v ¥ — IS RIS R 25
(Department of Statistical and Translational Genetics, Center for Genomic Medicine, Fujita Health University)
2 BRHEERERY: FEf) - ShEWRBARI 2 > & — KEPRIREREE HIRAT - ATHEF
(Division of Neuropsychiatric Statistics and Al, International Center for Brain Science, Fujita Health University)
3 B RAZAR AR AR DEE R
(Clinical Research Center, Shizuoka General Hospital)
4 EREEBNLRY: SRAEER 7 ) DR BT R
(The Department of Applied Genetics, The School of Pharmaceutical Sciences, University of Shizuoka)

Genomic perspective on the peopling of the Ryukyu Archipelago
AW Z84 (Ryousuke Kimura)
BRERAR AR AR R AT IE R AR 25 e
(Department of Human Biology and Anatomy, Graduate School of Medicine, University of the Ryukyus)
Human Evolution in the Era of Complete Genome Sequencing
WA FEA 12 (Yosuke Kawai)
1 ERDEEATZERT b FERYT 2 AHEE
(Human Population Genomics Laboratory, National Institute of Genetics)
2 IR GHE BOTIEERE 7 AERE T e 2 7 b

(Genome Medical Science Project, Japan Institute for Health Security)

DURTYL16 BRFEEDEGHEBRRAICEIT=S /) LERFOHER

Symposium 16 Advances in Genomic Analysis to Unravel the Genetic Basis of Complex
Diseases

D1H21H () 14:20~16:20
IS (LBEE e vy —ERM BREE3-B)
DREH BER CGRERRARE SR UFERD
Wi B (BN B BRI v ¥ —)
Date : Saturday, November 21 14:20~16:20
Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)
Chairs : Yukinori Okada (Graduate School of Medicine, The University of Tokyo)
Tatsuhiko Naito (National Center for Child Health and Development)

i

m S

B W m
pr

Experimentally-Informed Cell-State Modelling: Linking Single-Cell Genomics to GWAS Interpretation

BRI 72\ (Kyuto Sonehara)
R % NN I R

(Wellcome Sanger Institute)
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Alcohol-Metabolism Genotypes and Multifactorial Cancer Risk in Japan

JINBI B~ (Yuriko Koyanagi)
FHIRD A v 8 — 03 TR i

(Division of Cancer Epidemiology and Prevention, Aichi Cancer Center Research Institute)

Rare k-mers reveal centromere haplogroups underlying human diversity and cancer translocation
A4 K— (Yuuichi Shiraishi)
ESZs A e v 8 — 77 ) MRHTHAE B S S By

(National Cancer Center Research Institute, Division of Genome Analysis Platform Development)

Beyond Mendelian Inheritance: Unraveling the Complex Genetic Architecture of Cardiomyopathies

FHEF {4 (Yoshihiro Asano)
EN B AR v & —

(National Cerebral and Cardiovascular Center)

Machine learning-guided interpretation of rare variants affecting RNA splicing

N BEEZ 123 (Tatsuhiko Naito)
1 EZREEEE e 5 —
(National Center for Child Health and Development)

2 UV R A A BERRY
(Tcahn School of Medicine at Mount Sinai)

3 Za—2—U5 )Lk —
(New York Genome Center)

DUIRSU LT E MERFORGEZSH DM

Symposium 17 New Technologies to Advance Human Genetics

H W2 11H21H (1) 14:20~16:20
& 8 HE3AY (IGEB L v 9 —BTRM BR=E1-B)
B R E (BENZREEREe S —)
A B (RAURZAE A RDIER
Date : Saturday, November 21 14:20~16:20
Room : Room 3 (Exhibition Hall 1-B, Exhibition Building, Sendai International Center)
Chairs : Tadashi Kaname (National Center for Child Health and Development)
Akihiro Fujimoto (Graduate School of Medicine, The University of Tokyo)

Comprehensive understanding of lung cancer abnormalities using genomic and multi-omics
measurement technologies

SR f9712 (Ayako Suzuki)

1 bR
(Kyorin University School of Medicine)

2 BHUREE
(The University of Tokyo)

Transcriptome analysis using long-read sequencing technology
JREAS WA (Akihiro Fujimoto)

PN A T

(Graduate School of Medicine, The University of Tokyo)

Deciphering human functional genome using Massively Parallel Reporter Assays
H: | il (Fumitaka Inoue)

FHBRY: - & MY ARSI LR
(Kyoto University, ASHBi)

Interpreting Disease Variants in Glycan-Related Genes from Protein Structure and Glycosylation
LT 5k (Yoshiki Yamaguchi), KEY 2541 (Shiho Ohno), ELfl 138 (Noriyoshi Manabe),
9 [£2 (Tadashi Kaname), V§J ££ -3 (Shoko Nishihara)
1 JULEEREERER S 0 TR IEDHERT BEmE e s
(Division of Structural Glycobiology, Institute of Molecular Biomembrane and Glycobiology, Tohoku Medical and
Pharmaceutical University)

2 ENREEHEIE 7 — & LRI
(Department of Genome Medicine, National Center for Child Health and Development)

3 AMIRA: WS A A s 2 7 LRATTZEAT (GaLSIC)
(Glycan and Life Systems Integration Center (GaLSIC), Soka University)
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Development of a Sequencing Method for Tear-Derived DNA: Application to Liquid Biopsy of Ocular
Malignancies

FKIL HEA 12 (Masato Akiyama)
1 AMENEADS AW &8 R BER R
(Cancer Institute Hospital of JFCR)
2 SUMRZERAEBEE A ZEBEIRIRRE A X — 2 v JRlE

(Department of Ocular Pathology and Imaging Science, Graduate School of Medical Sciences, Kyushu University)

ﬁﬁﬁﬁ%ﬁ@ﬂgééﬁEEE?t}T—gE%SFﬁE
Bty a3y BREGEMEANRITLETS Y17y TEIF—|
Educational Session: Refresher Seminar for Clinical Geneticists

ERECEMENEZESEGEZFE I —&8

Bt 3 1/ Educational Session 1

H K:11H19H (K)  9:00~10:00

& B UEIRY (laEEe v ¥ —ERM JER=E3-B)

BE R DI SEA (AGHBE R R BEREROE (B T2 RT)

Date  : Thursday, November 19 9:00~10:00

Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)
Chair : Takahiro Yamada (Division of Clinical Genetics, Hokkaido University Hospital)

Genetic Medicine in Reproductive and Perinatal Care: Current Practice and Emerging Challenges

e 2 K - (Aiko Sasaki)
EIVZ A BRI e v 5 —
(NCCHD)

BRECEMEFERZEEREGEF I —Z828RATE

Btz 23 22/ Educational Session 2

H W:11A19H (K)  9:00~10:00

& B UEaY (IGEB e v ¥ —BRE JBRE3-A)

BE R B ME CAFBERIRY)

Date : Thursday, November 19  9:00~10:00

Room : Room 2 (Exhibition Hall 3-A, Exhibition Building, Sendai International Center)
Chair : Nobuhiro Suzumori (Iwate Medical University)

Hereditary Cancer: Clinical Insights from Endometrial and Ovarian Cancer
JINBR 41 (Yusuke Kobayashi)

PPN AR A PEHE R PERH A
(Department of Obstetrics and Gynecology Institute of Medicine, University of Tsukuba)

BARECEMEFEEEREREF IS —R855R

B\t v >3 >3/ Educational Session 3

H B 11H19H (OK)  9:00~10:00

2 8 3R (lBEY vy — R JBR=E1-B)

BE R BT (BRI SERN VT AR R 25 )

Date : Thursday, November 19  9:00~10:00

Room : Room 3 (Exhibition Hall 1-B, Exhibition Building, Sendai International Center)
Chair : Mariko Ikeda (Department of Pediatrics, School of Medicine, Kochi University)

Core Pillars of Comprehensive Practice in Pediatric Genetics
57K #t5] (Kenji Shimizu)

FRiA U7 2 & IR BT

(Division of Medical Genetics and Cytogenetics, Shizuoka Childrens' Hospital)
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BRECEMEFEEEREREF IS —R855R

B\t w34/ Educational Session 4

H B o1rH20H () 8:30~9:30

= 5 EIaY (IWEEEe Yy & — R ER%E3-B)

BE Rl B (HACKSA R A B BB B R I R AL R 22 )

Date : Friday, November 20 8:30~9:30

Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)

Chair : Tomohiro Nakayama (Division of Laboratory Medicine, Department of Pathology and Microbiology, Nihon University
School of Medicine)

Ethical Challenges and Clinical Practice in Presymptomatic Genetic Testing for Adult-Onset
Hereditary Disorders
KE 712 (Yuko Ohnuki)
1 BEREEAR M ERbOR B TR R
(Department of Clinical Genetics, Tokai University Hospital)
2 BRSBTS TR R R i B2
(Department of Medical Ethics, Tokai University School of Medicine)

B EEEMEFEREREBEEFE I F—RE=SREHE

2Bt v > 3>5/ Educational Session 5

H k118208 (%)  8:30~9:30

& B UEaY (IGEB e v ¥ —BRE JBRE3-A)

BE R AR TR (RIRBERIR A E S E R )

Date : Friday, November 20 8:30~9:30

Room : Room 2 (Exhibition Hall 3-A, Exhibition Building, Sendai International Center)
Chair : Moriya Iwaizumi (Hamamatsu University School of Medicine)

Navigating Genetic Testing for Patients with Undiagnosed Diseases: Test Selection and Result
Interpretation

#K F# A (Hisato Suzuki)

FRA

(University of Tsukuba)

B ECEMEFERER/EBEEFE I —RE=5R

2Bt w2 326/ Educational Session 6

H 11208 ()  8:30~9:30

& % E3sYy (haEE Y v ¥ —EaAf JBRE]L-B)

JE R e B GREUREREBEHT RIS AR B e R

Date : Friday, November 20  8:30~9:30

Room : Room 3 (Exhibition Hall 1-B, Exhibition Building, Sendai International Center)
Chair : Yoichiro Kamatani (Graduate School of Frontier Sciences, The University of Tokyo)

Advances in genomic medicine
A0 24123 (Kosuke Taniguchi)
1 BESRARTAGLE AR IIZERL IR R R A
(Department of Human Genetics and Genomics, Gunma University Graduate School of Medicine)
2 BEBRAABE AT R BT S TR
(Division of Genetics, Gunma University Hospital)

3 ENLKBBERT R v 8 — I FEIE B I
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development)
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BRECEMEFEEEREREF IS —R855R

Btz 2 3 27/ Educational Session 7

H B 11H21H (&) 8:30~9:30

& B EIas (EaEE Y v ¥ —'pRf JRR%E3-B)

BE RO EAT (GUEERAPE AN e be)

Date : Saturday, November 21  8:30~9:30

Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)
Chair : Makiko Egawa (Kyoto University Hospital)

Multifactorial Diseases, Genetic Susceptibility, and Polygenic Risk Scores: Basic Concepts and
Clinical Interpretation
= 5 (Satoru Miyawaki), FHF Jff K12 (Yudai Hirano), [ BZR2 (Yukinori Okada),
754 SE ' (Nobuhito Saito)
1 BB A iR SR
(Department of Neurosurgery, Faculty of Medicine, The University of Tokyo)
2 JURERFRABER S RO E R A
(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo)

RRECEMENEREZEEEZ I -8

B tzw < 3 >8/Educational Session 8

HoOE o218 (k) 8:30~9:30

2 2Rl (RERE vy —BRR BRE3-A)

BE RS . RN RS ER 2 v & — EESEHARE R R

Date : Saturday, November 21  8:30~9:30

Room : Room 2 (Exhibition Hall 3-A, Exhibition Building, Sendai International Center)

Chair : Hiroshi Yoshihashi (Department of Clinical Genetics, Tokyo Metropolitan Children's Medical Center)

The 2026 Revision of Medical Service Fees under public health insurance system
HE f#E] (Kenji Kurosawa)

E KB EE e v 5 —
(National Center for Child Health and Development)
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ClinicalNotes Chat Café 2026

H B D1H19H (K)  14:40~17:00
2 B iAvAAveITF—a8 (IGHEER Yy — BB 23%E4)
T8-S A R 2 v & — RGBSR
AN (FLIBEEERER AN kbt {5 1229588
Date : Thursday, November 19 14:40~17:00
Room : Hands-On Seminar Room (Meeting Room 4, Exhibition Building, Sendai International Center)
Directors - Hiroshi Yoshihashi (Department of Clinical Genetics, Tokyo Metropolitan Children's Medical Center)
Aki Ishikawa (Department of Clinical Genomics, Division of Genomic and Preventive Medicine, Sapporo Medical
University School of Medicine / Department of Clinical Genetics, University Hospital, Sapporo Medical
University)

ClinicalNotes Chat Café

Li-FraumenifiE{&E$
dAXVT—5— fl¥ 7 (Yoshiko Nakano)

b /N IR

(Division of Haematology/Oncology, The Hospital for Sick Children)
FES—5— AR B (Arisa Ueki)

D3PI W IR E (R

(Department of Clinical Genetics, Cancer Institute Hospital, JECR)

5% 2P (Eri Habano)

DIAME WL AR S PR

(Department of Clinical Genetics, Cancer Institute Hospital, JECR)

NoonanfiEf&&E
AAVT=5— K KISt (Daiju Oba)

B RRAST/NRBER R v 7 — BIEFR

(Division of Medical Genetics, Saitama Children's Medical Center)
FTET—5— KL # (Miyako Mizukami)

ALBET 7 & b FHEER G v ¥ — MR

(Department of Pediatrics, Sapporo Child Development Support Center)

/NI BT (Maki Ogawa)

EYRRSL L SR A B R

(Miyagi Children's Hospital)

Fabry/&
dAXVT=9— /MR IEZK (Masahisa Kobayashi)

B2 BERER M@ B /N R

(Department of Pediatrics, The Jikei University School of Medicine)

F H T4 (Ousuke Migita)

=) 7 v FERERSE BIRESHRET

(Department of Medical Genetics, St. Marianna University School of Medicine)
TES—5—  F§tH B (Natsuko Inagaki)

FORERER Y Bl Tightie v ¥ —

(Center for Medical Genetics, Tokyo Medical University Hospital)

JEH 4% (Kana Harada)

FRURE SRR IR e BHR W

(Department of Medical Genetics, The Jikei University Hospital)



AEERME Y>3 (OE) /Oral Presentation Award Session

{®fEitzv> 3> (O&) /Oral Presentation Award Session

HoOBE 1200 () 11:45~12:35
2 5 IEIRY (IWEEBL vy — BT JBTE3-B)
JE R PR HIA (BALREE)
PIE Tt (RALRZER R RS R R AR R 5 BT )
Date ' Friday, November 20 11:45~12:35
Room : Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)
Chairs : Masahiro Hiratsuka (Tohoku University)
Tetsuya Niihori (Department of Medical Genetics, Tohoku University School of Medicine)

Common variant architecture in the rare Mendelian disease of Retinitis Pigmentosa

B @12 (Kensuke Goto), FKIL A3 (Masato Akiyama) , Nk /3 (Yusuke Murakami),
£ BL—2 (Shinichi Namba), /NI F5412 (Yosuke Ogawa), EARJE 75 A2 (Kyuto Sonehara),
BRIRE #E3¥22 (Yohei Tsukazaki), HYFT {44 (Tsuyoshi Deguchi), 1%J& #E&kS (Ryuya Edahiro),
FFH: HfEhs (Yuya Shirai) , 1A B —6 (Kenichi Yamamoto) S
INA F N7 ¥ % 237 (The BioBank Japan Project), #AH] Ji— 39 (Koichi Matsuda),
HiH #4511 (Akiko Maeda), ¥} A" (Shinji Ueno), R 28212 (Takaaki Hayashi)
Y H =13 (Yoshihiro Hotta) s Ak 4 (Akira Murakami) , B —fgt15 (Kazuki Kuniyoshi) ,
HT 215 (Shunji Kusaka)
1 R RAEBRE ARV IR
(Department of Ophthalmology, Nagoya University Graduate School of Medicine, Nagoya, Japan)
2 JUEURAE KB R R ZE R AR R
(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
3 JUNREE REEBEBEATTERE IRHES T EY
(Department of Ophthalmology, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)
4 FIRILSSZERERY: #IE SRl
(Department of Orthopaedic Surgery, Wakayama Medical University, Wakayama, Japan)
5 RBRYE REBERE AR WIZERE WPk - U2 ARl
(Department of Respiratory Medicine and Clinical Immunology, Osaka University Graduate School of Medicine, Suita, Japan)
6 KBRS RAEBEE RS RMR R I A i e R R e
(Laboratory of Children's health and Genetics, Division of Health Sciences, Osaka University Graduate School of Medicine,
Suite, Japan)
7 B BERERTSERT
(Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
8 HEIKY: RFBEFHISAIRBIEVIER X 71 ANEBEREK 7 ) Ay — 7 T v A58
(Laboratory of Clinical Genome Sequencing, Department of Computational Biology and Medical Sciences, Graduate School
of Frontier Sciences, the University of Tokyo, Tokyo, Japan)
9 HEKRY BERVAERT > — 7 = v ABABHTE B
(Laboratory of Genome Technology, Human Genome Center, Institute of Medical Science, The University of Tokyo, Tokyo,
Japan)
10 FFTZAT 7 4 & >~ & — Wbt IRE
(Kobe City Eye Hospital, Department of Ophthalmology, Kobe, Japan)

11 BARTRSE KRB~ RIPFERE IR

(Department of Ophthalmology, Hirosaki University Graduate School of Medicine, Hisoraki, Japan)
12 B E R ERIR A IRBHARE

(Department of Ophthalmology, The Jikei University School of Medicine, Tokyo, Japan)
13 BEARPERERS: IR

(Department of Ophthalmology, Hamamatsu University School of Medicine, Shizuoka, Japan)
14 KRR RAEBEEADIZERE IR

(Department of Ophthalmology, Juntendo University Graduate School of Medicine, Tokyo, Japan)
15 SEMRAAPE AR IR AEE

(Department of Ophthalmology, Kindai University Faculty of Medicine, Osaka-sayama, Japan)
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Structural variation with CGG repeats expansion in oculopharyngodistal myopathy
VL3 12212 (Nobuyuki Eura), ¥ 1 &2 (Satoru Noguchi), /]MI| F&2 (Megumu Ogawa)
EARJE 2 A3 (Kyuto Sonehara), [LIHf 2% 12 (Ai Yamanaka), B $¢&4 (Takashi Kurashige),
MR E—HEE2 (Shinichiro Hayashi), [ B5R3 (Yukinori Okada), #271. F1H5! (Kazuma Sugie),
PEI — =2 (Ichizo Nishino)
1 ZE RIS ERERY: it AR

(Department of Neurology, Nara Medical University, Kashihara, Japan)
2 FERIKEHE - PRS2 v & — MRETIERT PERIETE T

(Department of Neuromuscular Research, National Center of Neurology and Psychiatry, Kodaira, Japan)
3 RUREREG R R AR R R

(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
4 ERLEPBER R R e v 7 — - PEDA 2 v 7 — RN R

(Department of Neurology, NHO Kure Medical Center and Chugoku Cancer Center, Kure, Japan)

Identification of Cell-Free mRNA Profile Associated with Maturity of Multiple Fetal Organs in Amniotic
Fluid
VL4757 THH! (Chiaki Eishi), =i 41! (Shoko Miura), 7K 3#! (Koh Nagata), 7KH] 2! (Ai Nagata),
JbE HA T (Yuriko Kitajima), 2311 ¥ D 1 (Yuri Hasegawa), 153 2£—H? (Koh-ichiro Yoshiura),
= T (Kiyonori Miura)
1 RIEARSEREGE P2 AR S UIERE B ARIE 1
(Department of Obstetrics and Gynecology, Nagasaki University Graduate School of Biomedical Sciences, Japan)
2 RiRFERAYBE BRSO R NSRS A 0TE 5 B

(Department of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki, Japan)

Cross-Population Germline Analysis of Early-Onset Pancreatic Cancer
g 2831 (Taito Itoh), ¥4 = F ¥ K2 (Rachid Zagani), V) — I A —2 (Minyi Lee),
NI 341134 (Yusuke Ono), EifE BfVA 14 (Kenji Takahashi), /N1 —184 (Kazuya Koyama),
Z545 TS (Masaki Kuwatani) , /MR —4H¢ (Kazuya Koizumi) , S48 Hi527 (Kuniyuki Takahashi)
5 prhs (Shingo Asahara), HEAR W20 (Kiyotaka Umeki), EE #1410 (Tomoko Takagishi),
VST (Hiroshi Takihara), 7 748! (Hiroki Tanaka), [LIA #t! (Takuya Yamamoto),
K+ A7 <w=v 3 2? (Manish K. Gala), 7K | #1234 (Yusuke Mizukami)
1 PEAEELAE - (EE - SCEEWFSURT HEW - SRS AR v — HRAMEEREMIE e Y = 7 b
(Center for Intractable Diseases and ImmunoGenomics, National Institutes of Biomedical Innovation, Health and Nutrition,
Ibaraki, Japan)
2 T a—y VRATEB LER A= S — F R
(Division of Gastroenterology, Massachusetts General Hospital & Harvard Medical School, Boston, MA, USA)
3 AL AN 2T BRAAWRSERT 7/ LB WESE
(Institute of Biomedical Research, Sapporo Higashi Tokushukai Hospital, Sapporo, Japan)
4 MNIEERIRS: PRHEIIE LRI B
(Division of Gastroenterology, Asahikawa Medical University, Asahikawa, Japan)
5 GBI RAERE AR R B LRl B
(Department of Gastroenterology and Hepatology, Hokkaido University Graduate School of Medicine, Sapporo, Japan)
6 MIFEETR ARl LSRN v & —
(Center for Gastroenterology, Shonan Kamakura General Hospital, Kamakura, Japan)
7T TR 2wk HLAR AR
(Center for Gastroenterology, Teine-Keijinkai Hospital, Sapporo, Japan)
8  THEEM2IREE W Lar AR
(Deoartment of Gastroenterology, Chiba Tokushukai Hospital, Funabashi, Japan)
9 TEEMEHRAWBE LA AR
(Department of Gastroenterology, Chiba-Nishi General Hospital, Matsudo, Japan)
10 FHREM b HILEAER
(Department of Gastroenterology, Uji-Tokushukai Medical Center, Uji, Japan)
11 A1 AR 29958 A e AR
(Department of Gastroenterology, Kishiwada Tokushukai Hospital, Kishiwada, Japan)
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Oral Session

Oral Session 1 Reproductive Genetics

Ho e
= B

R

Date
Room
Chairs

: Thursday, November 19  10:10~11:10
: Room 5 (Meeting Room 2, Exhibition Building, Sendai International Center)
: Osamu Samura (The Jikei University School of Medicine)

11H19H (K)  10:10~11:10

WAy (iBEEt > —Erm S#%E2)

et & CRAUEESERIRY)

2 B x s (B SAREHERboE M -2 R

Haruka Hamanoue (Yokohama City University Hospital, Department of Clinical Genetics)

Discordant ovarian phenotypes in sisters carrying an identical novel FOXL2 nonsense variant
(p-Tyr143Ter)

JK I S (Yuki Mizuguchi), £73% 75 1~ (Kiyoko Ishizuka), F}J5 £/ (Motomasa Ihara),

F1E {2 (Kimihiko Nakao), f73% SCF (Bunpei Ishizuka)

=L T4 —RA7Y =7
(Rose Ladies Clinic, Tokyo, Japan)

Somatic C>A/G>T substitutions acquired early in human placental development: implications for
oxidative stress
+FH 2 (Hibiki Doi), AR 113 (Atsushi Hattori), FE 45! (Kanako Tanase—Nakao),
KA fd—HE4 (Kenichiro Motomura) , Fl1FH 3% 5]5 (Seiji Wada), #&H: F1F 7! (Yuko Katoh-Fukui),
EH B2 (Maki Fukami)
1 ENIRE BRI v ¥ — N itseEs
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development, Tokyo, Japan)
2 WALRAER G R IIFERE AN ULt G
(Department of Advanced Pediatric Medicine, Tohoku University School of Medicine, Tokyo, Japan)
3 ENZIRE BRI v 5 — KA o TR BT sE
(Division of Molecular Pharmacology, Department of Pharmacology, National Research Institute for Child Health and
Development, Tokyo, Japan)
4 ERLREBEEL v F — HERENA F AT 4 A NVITHE
(Division of Immuno-Biomedical Research, Integrated Center for Women's Health, National Center for Child Health and
Development, Tokyo, Japan)

5 ENZREBEREIE L v ¥ — FPEY - ey ¥ —
(Center of Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and Development, Tokyo,
Japan)

Universal routine molecular genotyping for suspected hydatidiform moles: A multicenter retrospective
cohort study

HHI BT (Yoko Aoyagi), FHZE {# KR 12 (Kentaro Kai), #AH] Efiff3 (Takao Mastuda),
ik FEF]! (Kanetoshi Takebayashi), 2/ H>F2 (Shimpei Sato), /NI 4 -4 (Naoko Koyama),
VA B5%°&5 (Haruto Nishida), #AZ J&fH12 (Harunobu Matsumoto), 2578 55422 (Kaei Nasu),
/B 22421 (Eiji Kobayashi)
1 RRAE AT R AR

(Department of Obstetrics and Gynecology, Oita University Faculty of Medicine)
2 e S P RO Al AR

(Department of Obstetrics and Gynecology, Nakatsu Municipal Hospital, Nakatsu, Japan)
3 EE B v R b AR

(Department of Clinical Research, NHO Nishibeppu National Hospital, Beppu, Japan)
4 RIOFTTRbE e AR

(Department of Obstetrics and Gynecology, Oita Red Cross Hospital, Oita, Japan)
5 RATRAE EAEEE B B

(Department of Diagnostic Pathology, Oita University Faculty of Medicine, Yufu, Japan)

The effects of assisted reproductive technology on epimutation-mediated imprinting disorders
J5 Ff#'2 (Kaori Hara-Isono), 434 ¥il! (Hayate Masubuchi), Jii/Il 373! (Tatsuki Urakawa),
Fi+Ja, BifE ! (Mizuho Igarashi), EH, B! (Maki Fukami), #% #fEft! (Masayo Kagami)
1 ESZRE RS2 v & —WFERT 5o ige s
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development, Tokyo, Japan)

2 BESRSOREE AN R AR
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)

57



Improving mitochondrial function in in vitro fertilized ova did not affect embryo telomere length
F&A JE1 (Shu Hashimoto) , {45 £BE-! (Chisako Izawa), [LIHf Ei#ik? (Masaya Yamanaka),
FRA M2 (Yoshiharu Morimoto)
1 RIRAREF
(Osaka Metropolitan University, Osaka, Japan)
2 HORACZ' Z7v7muy bRKRZV=v7
(HORAC Grand Front Osaka Clinic)

Age-Associated Alterations in Symbiotic Microbiota in the Human Reproductive Tract: Implications for
Embryo Implantation
e B B! (Moeko Sakuma), fg[f] 3E4%! (Mio Fukuoka), f&[i] ! (Asahi Tokuoka),
K 45451 (Reina Ooka), AR B! (Yuichi Matsuzawa), P i7" (Maki Iwai)
e % K #5321 (Hiroyuki Sasaki), /NEY Beflit (Masanori Ono), = 2 (Kenji Miyado),
T30 3 (Jumpei Sasabe), LI Jii&! (Mitsutoshi Yamada)
1 BEREFRER A R el AR

(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
2 BRARSE R A RlAR

(Department of Life Sciences, School of Agriculture, Meiji University, Kanagawa, Japan)
3 BEERAKRY: EAE X 7 ) 7 1 AR E

(Laboratory of Chiral Biology, Keio University School of Medicine, Tokyo, Japan)

Oral Session 2 Cancer Genetics 1

o

B R

Date
Room
Chairs

DY (ILGEBR vy —BRH £23E3)

: Thursday, November 19 10:10~11:10
: Room 6 (Meeting Room 3, Exhibition Building, Sendai International Center)
. Akira Hirasawa (Department of Clinical Genomic Medicine, Okayama University Graduate School of Medicine, Dentistry

11A19H (K)  10:10~11:10

RS (BITRSRAABERE 3R AAe A e R IR S 1 PR )
B 5275 (BAL-A0TSERT)

and Pharmaceutical Sciences, Okayama, Japan)
Yukihide Momozawa (RIKEN)

Characterization of URST1 as a new prognostic biomarker and therapeutic target for lung cancer
57 7123 (Atsushi Takano) , R FE-4 (Yohei Miyagi), PR TR AR 123 (Yataro Daigo)
1 HRURABERIAIZERT AR S =
(Platform Office, Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
2 UEEPEBERY: RIS A e - i v ¥ —
(Department of Medical Oncology and Cancer Center, Shiga University of Medical Science)
3 WEEBERERY: Selids A e v & —
(Center for Advanced Medicine against Cancer, Shiga University of Medical Science)
4 WERNDAX YT — DBATTIRER

(Molecular Pathology and Genetics Division, Kanagawa Cancer Center)
Structure-Based Identification and Functional Validation of Cancer Driver Gene Candidates
VH 753k (Miku Soeda), AR BHYE (Akihiro Fujimoto) , fEAR JLEF (Motoko Unoki), AR 5 (Ko lkemoto),
BEIR S5 R (Ryoji Kuribayashi)

FORRER A A RS RHE R PR 2 B8 NBDE (R A5 17
(Department of Human Genetics, School of International Health, Graduate School of Medicine, The University of Tokyo, Tokyo,
Japan)
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Alternative splicing rewires therapeutic response to RAS/MAPK pathway inhibitors in lung cancer
FAIER ACHC 123 (Taiki Abe), 7 ¥ 5 A 5 —45 (Taylor Won), 7 =)L k¥ 2L v k45 (Colette Felton),
L Y 7 E 1 (Kevin Levine), /N—3 ¥ — 7 U A! (Alice Berger),
Javy 7 A 7Y x 745 (Angela Brooks)
1 7Ly Ay F vy Uy BAMfEey s —
(Human Biology Division, Fred Hutchinson Cancer Center)
2 B RAERAE GRS R IR
(Tohoku University School of Medicine)
3 HRRE SRR
(School of Pharmaceutical Sciences, University of Shizuoka)
4 AV T FNZTREY VY 7N — AR T LR
(Department of Biomolecular Engineering, University of California)
5 AVTZANZTREY VY I N—XKT ) 7 AR
(UC Santa Cruz Genomics Institute, University of California)

Multi-omic analysis of Multiple Endocrine Neoplasia Type 1 with spatial transcriptomics
R 7 (Akane Naruoka), KE E—1 (Keiichi Ohshima), 2B} B2 (Takashi Sugino),
R 35 2 (Kouji Muramatsu), J2ME il 5134 (Takeshi Nagashima), Fi E 35! (Masakuni Serizawa)
B 1Ly B#—5 (Keiichi Hatakeyama), KJR #& -3 (Ohnami Sumiko), KJR {23 (Shunpei Ohnami),
FuIll Z£ ¢ (Kouji Maruyama) , i 28713 (Yasue Horiuchi), I H 55353 (Yuji Shimoda),
B35 BH7 (Akira liduka), =52 54 1I-8 (Katsumasa Miyake), jii_I #ff—3 (Kenichi Urakami),
il 35 A7 (Yasuto Akiyama), |11 #° (Ken Yamaguchi)
1 ERRAREANZERRADSA & > & —WFFE0T B SERIES - SHlTZaE

(Drug discovery and development division, Shizuoka Cancer Center Research Institute)
2 ERRSRSIERFA DA & v ¥ —IEEE BT RE

(Division of Pathology, Shizuoka Cancer Center Hospital)
3 HRE RS DS A 2 v 8 —WFSEIT T BN B FE WFSE R

(Cancer Diagnostics Research Division, Shizuoka Cancer Center Research Institute)
4 BAEtEZAT7—L IV

(SRL Inc.)
5 FRAESIER DS A v 8 —TRERT 7/ DRBTIFZEE

(Cancer Multiomics Div. Shizuoka Cancer Ctr. Res. Inst.)
6 HRiEESTE DS A v & —WFSETT FEERTY Y

(Experimental Animal Facility Div. Shizuoka Cancer Ctr. Res. Inst.)
7 RS SLERRA S AR v F —TIFFEIT SR

(Immunotherapy Div. Shizuoka Cancer Ctr. Res. Ins.)
8 HHRH ST ER S A v & —WFSET JBAR T Wit oas

(Med. Genetics Div. Shizuoka Cancer Ctr. Res. Inst.)
9 R ESIFRA DS A2 v 5 —

(Shizuoka Cancer Center)

Identification of URST4 as a promising candidate biomarker and therapeutictarget for breast cancer.
Hoa Thi Nguyen'!, Yataro Daigo!?, Atsushi Takano'?, Yohei Miyagi?

1 Department of Medical Oncology and Cancer Center; Center for Advanced Medicine against Cancer, Shiga University of
Medical Science, Japan

2 Center for Antibody and Vaccine Therapy, Research Hospital, Institute of MedicalScience, The University of Tokyo, Japan

3 Molecular Pathology and Genetics Division, Kanagawa Cancer Center, Japan

Deep learning reinterpretation of germline VUS in hereditary cancer syndromes

Mario Bernabeu Aracil', Ana Fernandez Montes?, Jesus Garcia Mata?, Maria del Carmen Penin Corderi?,
Silvia Carles Gonzalez', Jimena Massiel Flores Naupari', Nooshin Bayat®, Laura Martinez Gomez?,
Kristina Ibafiez’, Ander Martinez?, Nuria Garcia Santa®, Abe Shuya*, Sho Takishita*, Fuji Masaru?,
Clara Ruiz Ponte!, Serban Georgescu®, Raul Valin®, Ceres Fernandez Rozadilla!

Health Research Institute of Santiago de Compostela (IDIS), Spain
Complexo Hospitalario Universitario de Ourense, Spain

Fujitsu Research of Europe Sucursal en Espafia, Spain

Fujitsu Research, Fujitsu Ltd, Japan

Fujitsu Research of Europe, United Kingdom

L S O R S
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Oral Session 3 Pediatric Genetics 1

H K :11H19H (OK)  10:10~11:10

2 B L ETRY (IIEREAT  SRIEER — L)

BE R EEH E#— (ENREEER R Y —)
I 755 (JIERRY: BB SERR)

Date : Thursday, November 19 10:10~11:10

Room : Room 7 (Grand Hall, Sendai Ryokusaikan Visitor Center)

Chairs : Kenichi Kashimada (National Center for Child Health and Development (NCCHD))
Yoshio Makita (Department of Clinical Genetics, Asahikawa Medical University)

Identification of Disease-Associated Genes in Status Epilepticus Associated with Fever and Acute
Encephalopathy
[T 221 (Hiroshi Yamaguchi), {E5E 720" (Hiroaki Hanafusa), Ming Ye'!, #%E [H%?2 (Naoya Morisada)
PP K1 (Kandai Nozu), 7K #5801 (Hiroaki Nagase), PH[LI 5//! (Masahiro Nishiyama)
1 MERERABE AR IPZERE N R

(Department of Pediatrics, Kobe University Graduate School of Medicine, Hyogo, Japan)
2 RSN E ST RAOEG R

(Department of Genetics, Hyogo Prefectural Kobe Children's Hospital, Hyogo, Japan)

Functional and protein structural analyses of 4 GNAS-Gsa variants associated with gain-of-function
phenotypes

T JFRAC -1 (Maiko Tkeda), JIEE JE95 1! (Fumiko Kato), /& J&E 23 (Chikahiko Numakura)
Atilano Carcavilla*5, Guiomar Perez de Nanclares®, PG} %7 (Gen Nishimura), PG{5 (G 1 (Naoya Saijo),
L ME o1 (Jun Takayama), Ji 287! (Yasuko Fujisawa), filif5 fi%"! (Toru Sengoku),
%G5 112 (Kazuhiro Ogata), ¥t Ji%4 13 (Hirotomo Saitsu), & /5 14 (Tsutomu Ogata)
1 EABERERS: NS RLaE
(Department of Pediatrics, Hamamatsu University School of Medicine)
2 T REEBE AR /N R
(Department of Pediatrics, Yamagata University School of Medicine)

3 RERBERERYHREE 7/ LBEER
(Department of Genomic Medicine, Saitama Medical University Hospital)
4 2 F U= FEBASE 7 - S AR NEAIGR
(Pediatric Endocrinology Department, Universidad Autonoma de Madrid, University Hospital La Paz)
57 - SARNEE B RBREEFNZH L=y I (UMDE), ERN-BOND
(Skeletal Dysplasia Multidisciplinary Unit (UMDE) and ERN-BOND, University Hospital La Paz)
6 7 7/ NKEWEBE Bioarabal @ FEIIZEHT 47 ¥ (L&) BUBAWIEE A AREBIIE 7V —7
(Rare Diseases Research Group, Molecular (Epi) Genetics Laboratory, Bioaraba Research Health Institute, Araba University
Hospital)
7 R A2 R
(Department of Radiology, Musashino-Yowakai Hospital)
8  HALRARAABE R WEZERE AN R
(Department of Pediatrics, Tohoku University Graduate School of Medicine)
9 WALRFEREGE B RUIERE
(Tohoku University Graduate School of Medicine)
10 JLRY: AR AR > & —
(Department of Al and Innovative Medicine, Tohoku University School of Medicine)
11 BEEHLRE EATseRt A e s
(Department of Biochemistry, Yokohama City University Graduate School of Medicine)
12 [EBEEE R AL R AR DTS2 v 9 —
(Innovation & Research Support Center, Graduate School, International University of Health and Welfare)
13 JEIRBERERSE AL AR
(Department of Biochemistry, Hamamatsu University School of Medicine)
14 JEIREEREE v & — /NIRRT

(Department of Pediatrics, Hamamatsu Medical Center)
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Progressive familial intrahepatic cholestasis type 7 with refractory rickets after improvement of
coagulopathy

JH7K ¥ (Ayaka Sunaga), V[0 HHEER ! (Azusa Kawaguchi), B[ —HE 12 (Jiro Abe),
HH 453 (Toju Tanaka), ERRE 254 ¢ (Nana Kushima), 7)1 #figE 456 (Aki Ishikawa),
VEEE FE/ 789 (Yosuke N1sh10) ik HHEE 710 (Tomoo Ogi), & HEPL' (Masayoshi Nagao)

U ENORBERRS dba e v & — AR NREE N #H e v s —
(Dept. of Pediatrics, Center for Genetic Metabolism, NHO Hokkaido Medical Center, Sapporo, Japan)

2 [ENEBEEERE dbEEE e v v — R - ek v 7 —

(Center for Neuromuscular Disease, Child Health and Development, NHO Hokkaido Medical Center, Sapporo, Japan)
3 RV =y

(Niko-niko pediatric clinic, Sapporo, Japan)

4 ALIRBERERSE BEAR /N SRR
(Department of Pediatrics, School of Medicine, Sapporo Medical University, Sapporo, Japan)

5 FLBRERRER AR BE S in 1 2Rt
(Department of Clinical Genetics, Sapporo Medical University Hospital, Sapporo, Japan)
6 ALBREREREE AT /7 A TR iR 7/ L2245
(Department of Clinical Genomics, Division of Genomic and Preventive Medicine, Sapporo Medical University School of
Medicine, Sapporo, Japan)
7T AR BRI AAITERT FEAE R
(Department of Genetics, Research Institute of Environmental Medicine (RIeM), Nagoya University, Nagoya, Japan)
8 AWERERAGEARIZER NERL
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Japan)

9 Al EREEAEIERE 7 AR v 5 —
(Department of Medical Genomics Center, Nagoya University Hospital, Nagoya, Japan)

10 Al KRR R R TR NGRS -8 {n Ao iy

(Department of Human Genetics and Molecular Biology, Nagoya University Graduate School of Medicine, Nagoya, Japan)
Identification of loss of heterozygosity identified by paired tumor-germline WGS in a patient with
ROHHAD syndrome
FHRE JHL! (Akari Utsunomiya), HJ5t #fi2 (Hikaru Nakahara), ~[1] :HL! (Akari Hirayama),
LAk %071 (Ichiko Yamakita), 4311 /a3 (Kosei Hasegawa), #F: %2 (Takao Hinoi)
1 JRRHAGERER £ v & —LAeli RIEH N - B3A7 7 bisHiRt

(Department of Pediatrics, Cancer genome, Hiroshima City North Medical Center, Asa Citizens Hospital)

PANINCYNE S R R

(Department of Clinical and Molecular Genetics, Hiroshima University Hospital)

3 BEILCRAAAAMTRIT TR B PR g N YR

(Department of Pediatrics, Okayama University Medical Development Field)

Comprehensive Genetic Analysis of Severe Early-Onset Obesity at a Single Institution in Japan
& (Jun Mori), £ H72>D ! (Akari Nagai), HI2 B H! (Eri Koga), &l F! (Yo Watanabe),
LI B84 (Yuki Yamada), BfI] B H]! (Shinji Higuchi), JIIALFERE! (Rie Kawakita), 7KZZ f4%2 (Yui Nagayasu)
K& 1 #7452 (Ayano Hashiguchi), Z&43 W2 (Saori Kuwatani), I 52 (Masaru Kato)
s} {033 (Hiroaki Nakamura)
1 RBRHZRR AR v & —/NRRE A0 - B R R
(Division of Pediatric Endocrinology, Metabolism and Nephrology, Children's Medical Center, Osaka City General Hospital)

2 KRBz AR e v & — B TR
(Clinical Genetics Laboratory, Osaka City General Hospital)

3 KRB AER L v ¥ — RS HEE
(Department of Clinical Genetics, Osaka City General Hospital)

Early Genomic Diagnosis of Distal Deletion 14q Syndrome Triggered by Research-Based Trio Exome
Sequencing

FiT JAYVA! (Koji Nakae), Y& Z#4% 2 (Shiori Hamada), JIIA5f NE>2! (Junpei Kawamura),

37 @ RKER! (Kentaro Ueno), N #21512 (Toshiki Takenouchi), 4 FE#! (Yasuhiro Okamoto)

1 BRI N VAR
(Department of Pediatrics, Kagoshima University Hospital, Kagoshima, Japan)

2 BEILORAE “AATRITTERE 12 o 32 /N JA SRR R RE 27 o) B
(Department of Pediatric Neurology, Okayama University Graduate School of Medicine Dentistry and Pharmaceutical Sciences,
Okayama, Japan)
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Oral Session 4 Prenatal Genetics

Date
Room
Chairs

H B:11H19H (K)  11:10~12:10
2 B S (IGEEL Y & — B 252)
BRI BT GRERARA R 2 E e be)

: Thursday, November 19 11:10~12:10
: Room 5 (Meeting Room 2, Exhibition Building, Sendai International Center)
: Makiko Egawa (Kyoto University Hospital)

ke i (BIPREERERSEE - Rl E 2 v 8 —)

Hiroki Kurahashi (Clinical Genetics Center, Kansai Medical University Hospital)

A Case with repeated Meckel Gruber Syndrome, Preimplantation Genetic Test Performed, Resulting in
a normal Pregnancy

W SEf#H12 (Miho Kodama), J5 §3 5234 (Tetsuaki Hara), #4& %12 (Aya Toyofuku),

=7 His (Norio Miharu), &M% J%2 (Hanae Satano), /&M FEHL -5 (Minako Hikita) ,

BEAR {453 (Masaki Sekine), $H 95323 (Eimi Rai), 52 %83 (Takashi Kodama), Ml £ 7-3 (Keiko Hata),
= B 5A3 (Takahiro Miura), JE32 51~ (Yoko Watanabe), fifiHH #2° (Aya Ueda), @t 51432 (Ayana Tsuboi)
I SEMT-2 (Mihoko Doi), B#E #iH]! (Kouji Banno), E4& Jifdt6 (Hiroki Kurahashi)

1 BSZ)A EbE el AR
(Department of Obstetrics & Gynecology, Hiroshima Prefectural Hospital, Hiroshima, Japan)
2 BSZNESRBE 7 SRR
(Department of Genomic Medicine, Hiroshima Prefectural Hospital, Hiroshima, Japan)
3 BRSZ)IE B AL TE R
(Division of Reproductive Medicine, Hiroshima Prefectural Hospital, Hiroshima, Japan)
4 JRETHYLIE b 7 H R AR
(Hiroshima Chuo-Dori Katsuki Ladies Clinic, Hiroshima, Japan)

5 REART IR B SR

(Department of Clinical Genetics, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital, Hiroshima, Japan)
6 BAPISRORSRAE - BPR L > 5 —
(Clinical Genetics Center, Kansai Medical University Hospital, Hirakata, Osaka, Japan)
Pregnancy-Related Risk Perception and Preconception Care in Women with Autosomal Dominant
Polycystic Kidney Disease
SN E# (Mari Tadakawa), 25 FH7- (Shoko Saito), BEZ #H{E (Yusaku Kumagai),
W ZE7R (Hasumi Tomita), & #3E: (Hirotaka Hamada), 5t %2 (Noriyuki Iwama),
7518 Efl] (Masatoshi Saito)
LBl 2] i

(Department of Obstetrics, Tohoku University, Sendai, Japan)

Cases in which chromosomal abnormalities undetected by PGT-A were identified during pregnancy
HIR} £ 39F (Chieko Tamura), F:J50 F-Z (Chikoto Thara), {5 Af (Mio Furusawa),

fiRt 3 (Yasushi Nakamura)

FMCHEZ )V =y 7

(Medical Information and Genetic Counseling Division, FMC Tokyo Clinic, Tokyo, Japan)

Clinical Outcomes of Fetuses with Increased Nuchal Translucency and Negative NIPT or Normal
Karyotype

164 2E1h (Maya Hanatani), &7 8 (Taketoshi Adachi), BFIFF HEHH (Yuki Nozaki),

FI {42 (Hiromi Hayakawa)

b ENRREERR A v 5 —

(Aichi Children's Health and Medical Center, Aichi, Japan)

Maternal plasma level of miR-518b at 36 weeks gestation may predict the labor induction outcome in
late-term pregnancy

M $HE (Yusuke Shigematsu), A0S H AT+ (Yuriko Kitajima), =i £ 1! (Shoko Miura),

7K 52! (Koh Nagata), YI.47 T-HH! (Chiaki Eishi), =4I ¥ D! (Yuri Hasegawa), R | 52 (Akira Kinoshita) ,
i 2£—HB? (Koh-ichiro Yoshiura), =i 5! (Kiyonori Miura)

1 Rk B AR
(Department of Obstetrics and Gynecology, Nagasaki University)

2 RIS RS BRI ABBEAIIED Y (HUhER)

(Department of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki, Japan)
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Three consecutive pregnancies in a woman with hypochondroplasia: prenatal management and
offspring outcomes
&L FEHI (Yoshinori Moriyama), {5} ! (Masamitsu Nakamura), i} Hi5%2 (Shigemitsu Kamino),
JEEY 1122 (Masayuki Fujino), &= B 52 (Masafumi Miyata), 7K# #5722 (Haruo Mizuno),
ARZE PHk! (Tori Kisu)
1 BRHEERER S BRI A\ B e

(Department of Obstetrics and Gynecology, Fujita Health University School of Medicine, Aichi, Japan)

2 RRHBEREREBE AN R
(Department of Pediatrics, Fujita Health University School of Medicine, Aichi, Japan)

Oral Session 5 Cancer Genetics 2

How
2 B

B

Date
Room
Chairs

11H19H (R)  11:10~12:10

oty (MiBEEL Y ¥ —FBRM 2E%E3)

ME e (BEIRABBILFTH oS 2 SEEb)
Bl 7R AR (R IERERSE - HURREEE AT

: Thursday, November 19 11:10~12:10
: Room 6 (Meeting Room 3, Exhibition Building, Sendai International Center)
: Akihiro Sakurai (Tonan Hospital, Federation of National Public Service Personnel Mutual Aid Associations)

Yataro Daigo (Shiga University of Medical Science / Institute of Medical Science Hospital, The University of Tokyo)

Healthcare utilization after return of genomic results among BRCA 1/2 pathogenic variant carriers in
general population

V&P PEYE 12 (Yohei Hamanaka), J&5H] 5EHH3 (Muneaki Shimada), ¥ fifi7~3 (Junko Hasegawa-Minato) ,
WA 524543 (Mikako Tochigi), $5AR VE—14 (Yoichi Suzuki), ffififi 555! (Nobuo Fuse),

F i Jil =" (Fuji Nagami), JI| H #° (Hiroshi Kawame), = [ f2 (Minoru Miyashita), 5 /K ¥+ (Yoko Aoki),

KR #87! (Kinuko Ohneda)

1 BEERE B A T4 v - AH N 7B

(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)
2 WAERAEREGE A RUIERE FUIR - WNshploa oy iy

(Department of Breast and Endocrine Surgical Oncology, Graduate School of Medicine, Tohoku University)
3 BERAERYBE B WPSERE i AR iy

(Department of Obstetrics and Gynecology, Graduate School of Medicine, Tohoku University)
4 LFRERREEEE BARES R

(Department of Clinical Genetics, Ageo Central General Hospital)
5 BUREESBEREREIIEREE MBS REN

(Department of Clinical Genetics, Jikei University Hospital)
6 HUALRFERAERE B RUMERE AR ER A 1

(Department of Medical Genetics, Graduate School of Medicine, Tohoku University)

Factors Associated with Reducing Image Sensitivity for BRCA-Related Breast Cancer

KH 5] (Kouji Ohta), i AT~ (Tomoko Itoh), JfgE U w Ao (Jun Katoh), /I fifyT. (Ikue Hata)
ISR EBIRZHEE

(Department of Clinical Genetics, Fukui Prefectural Hospital)

Germline secondary findings in cancer whole-genome sequencing: experience and disclosure in 198

patients
A JET (Itaru Kushima), #%J1] Eft! (Maki Morikawa) , YTJ# T-&%! (Chiaki Kondo),
IEAR —PF1 (Kazumasa Mogi), &1L A& ! (Miki Hatakeyama), 75 H 354%! (Mii Yoshida),
i [ N2 (Masato Nakaguro), JFUE JRHL! (Mari Haratake), F1l| 2% (Kotoe Katayama),
Fot 1§ k> (Seiya Imoto), IRl {2531 (Toshio Kokuryo), ZZji Hff—! (Yuichi Ando)
1 Al REREEE AR SR 7 7 LR v 5 —

(Medical Genomics Center, Nagoya University Hospital, Nagoya, Japan)
2 Al EIAE AR T Bt i BR R

(Department of Pathology and Laboratory Medicine, Nagoya University Graduate School of Medicine)
3 WRUREBERIAIZT & 7 AfigfTe > & —

(Human Genome Center, The Institute of Medical Science, The University of Tokyo)
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Germline Findings Following Increased Use of Tumor-Normal Paired Comprehensive Genomic Profiling
o5 1212 (Shihyen Chang), JTJ#% 1K ! (Tomohiro Kondo), [LIFH 5! (Atsushi Yamada),
6 - 1di3 (Masahiro Yoshioka), #ILI BEMK -2 (Sayoko Haruyama), FR%E £52 (Akira Inaba),
AH BHE? (Sayaka Honda), BB -2 (Masako Torishima), #3952 (Hiromi Murakami),
IV #3584 (Hiroaki Ozasa), f£75 42525 (Takayuki Sumiyoshi), [LIZ {}i -6 (Etsuko Yamamoto),
1 H: BE 7 (Koji Yamanoi), $5AK T-f4® (Chiaki Suzuki), JI[ I JE 119 (Nobuko Kawaguchi-Sakita)
T Hifs2 (Aki Kondo), /INE IS 1-2 (Kanako Ogura), [ %1152 (Tomomi Oka),
JIIIR 5572 (Hidenori Kawasaki), X 2%! (Manabu Muto)
1 SR ZEBR AR R bt T N R
(Department of Medical Oncology, Kyoto University Hospital, Kyoto, Japan)
2 ECRAEPE AT R e AR T
(Clinical Genetics Unit, Kyoto University Hospital)
3 PRSI R 2 v & — SR
(Department of Clinical Oncology, Kobe City Nishi-Kobe Medical Center)

4 FUHCRAZPE ST e Wik R

(Department of Respiratory Medicine, Kyoto University Hospital)
5 FUESRAAPE TR R e PR da R

(Department of Urology, Kyoto University Hospital)

6 HUHSRAEER AR R T SR
(Department of Neurosurgery, Kyoto University Hospital)
7T FRESRERABEE AR AR PERI B R
(Department of Gynecology and Obstetrics, Kyoto University Graduate School of Medicine)
8 IHSARYERA AR AR IE SRR - BTSSR
(Department of Otolaryngology-Head and Neck Surgery, Kyoto University Hospital)
9 FESRAAPE TR R e LIRS RE
(Department of Breast Surgery, Kyoto University Hospital)

Performance of Insurance-Coverage Criteria for Detecting BRCA Pathogenic Variants in Breast Cancer
TiEZ 15112 (Reiko Mitsueda), JI[%F #fiF-2 (Junko Kawano), {71 HfiZX? (Ai Fukae), P8 ¥:f\? (Mitsuyo Nishi),
T IT 2! (Tomoko Yoshimoto), A1 Mifs 7! (Akiko Arimura), BEAR FE#KX! (Yoshitaka Fujiki),

Fh] B (Megumi Teraoka), 420 75— (Shuichi Kanemitsu), & #HH' (Yoshiaki Rai),

/AR FF-> (Toshiko Miyaki), KR #E3 (Tetsuhiko Taira), FH R ZNF! (Yasuaki Sagara),

KB B! (Shinji Ohno)

1 HHEYREE FLIR - HIRIRSMRE

(Department of Breast and Thyroid Surgical Oncology, Sagara Hospital, Kagoshima, Japan)
2 MHEJEBE B IEHZRIR

(Genetic Counseling Clinic, Sagara Hospital)
3 HH BB IEE N R

(Department of Oncology, Sagara Hospital)

Impact of a Cancer Genetics Program at a Pediatric Tertiary Care Center

Yoshiko Nakano, Bailey Gallinger, Rose Venier, Jonathan Wasserman, Anita Villani, David Malkin
The Hospital for Sick Children, Canada
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Date
Room
Chairs

H K:I11H19H OK)  11:10~12:10
2 B TRy (ISR RS —L)
BE R g A (BNIRE B v 8 —)
KiG i (aRES/NEBER 2 v & —#{ERD
: Thursday, November 19 11:10~12:10
: Room 7 (Grand Hall, Sendai Ryokusaikan Visitor Center)
: Masayo Kagami (National Center for Child Health and Development)
Hirofumi Ohashi (Division of Medical Genetics, Saitama Children's Medical Center)

De novo SVA type D insertion in a deep intronic region of NIPBL causing Cornelia de Lange syndrome
F# 22152 (Hironao Shirai), HAR HBAF13 (Yuiko Aoki), 1A FF34 (Keiko Yamamoto),
LA 22213 (Toshiyuki Yamamoto)
1 R ERER S KRB E AR Jabind: arE R R BB T B 17
(Division of Gene Medicine, Graduate School of Medicine, Tokyo Women's Medical University, Tokyo, Japan)
2RI B N R
(Department of Pediatrics, Kitasato University School of Medicine)
3 WHRLTERERYE: 7 7 LR
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
4 PR FERD i - Mile 7 e s v 7

(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo, Japan)

Targeted long-read sequencing reveals allele-specific methylation profiles at the GNAS locus in
pseudohypoparathyroidism
&5 HER (Masayo Kagami) , TR b EL 2 (Sayuri Nakamura) s J R 5% 14 (Hiromune Narusawa) R
T 37! (Tatsuki Urakawa), 24 12445 (Yukie Tanimoto), +J& 7§ —EF5 (Kyoichiro Tsuchiya),
JITE B¢ (Sayaka Kawashima), HAf B! (Akie Nakamura), ¥, B! (Maki Fukami)
1 ESIREEEEIE ~ ¥ — 55T N e

(Department of Molecular Endocrinology, National Research Institute for Child Health and Development, Tokyo, Japan)
2 ENIREBEEE L Y —HEHEE v 5 —

(Center for Postgraduate Education and Training, National Center for Child Health and Development, Tokyo, Japan)
3 WU RAEPE AL AN YR BRI I

(Department of Advanced Pediatric Medicine, Tohoku University School of Medicine, Tokyo, Japan)
4 (LB EBE AR I e R

(Department of Pediatrics, Faculty of Medicine, University of Yamanashi, Yamanashi, Japan)
5 ILAURAEBE A R e R - N bR

(Department of Diabetes and Endocrinology, University of Yamanashi, Yamanashi, Japan)
6 LIRS R g N SR

(Department of Pediatrics, Yamagata Prefectural Central Hospital, Yamagata, Japan)
Complete Paternal Isodisomy of Chromosome 10 Harboring a Novel ERLIN1 Variant Causing Spastic
Paraplegia Type 62
fpRy HER! (Nakamura Sadao), I 2248 " (Yasutsugu Chinen) , fiH & 12 (Takaya lida),
Ml AF2F-2 (Kumiko Yanagi), % [%2 (Tadashi Kaname), P4 jf—! (Koichi Nakanishi)

1 BRBRRSE Kb BRAETE R B R R A3
(Department of Child Health and Welfare (Pediatrics), Graduate School of Medicine, University of the Ryukyus, Ginowan,
Okinawa, Japan)

2 ENIREEEIIGE L v 5 — F ) LR
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
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A neonatal case of CHARGE syndrome with a synonymous CHD7 variant shown to be pathogenic by
RNA analysis

VA Fi 12 (Chikahiko Numakura), HHP 712 (Moeko Tanaka), B/ X 712 (Sayaka Suzuki-Ajihara),
Ay FER 3 (Eri Shijiki), 0 B! (Megumi Saito-Tsuruoka), /&8 %245 (Hiroyuki Takao),
SHIE ZH4 (Taisuke Nabeshima), FH #f—* (Koichi Toda), JNE I 6 (Osamu Ohara),
H#F BWE'? (Ikuma Musha)
1 BEBERERENEE 7 ) L EER
(Department of Clinical Genomics, Saitama Medical University, Saitama, Japan)
2 B RBERRSR N TR
(Department of Pediatrics, Saitama Medical University, Saitama, Japan)
3 WHCRAEDEAETTEGE 7/ L3 is
(Department of Clinical Genomics, The University of Tokyo Hospital)
4 BiRBERIRY ERRER 2 v 5 — DNLOIER
(Department of Pediatric Cardiology, International Medical Center, Saitama Medical University, Saitama, Japan)
5 REERBERERYE e v & — AR
(Department of Pediatrics, Saitama Medical Center, Saitama Medical University, Saitama, Japan)
6 59 SDNAWFFAT 7/ LR SEHEER
(Department of Applied Genomics, Kazusa DNA Research Institute, Chiba, Japan)

Clinical Comparison of Disorders Caused by Abnormalities of Histone H3 Lysine Methyltransferases
AR 753 (Hidefumi Tonoki), )15 32D & (Mutsumi Kawabata)

rhBREEE N KiwEEE MRS v 8 —

(Medical Genetics Center, Tenshi Hospital, Sapporo, Japan)

A case of SUFU haploinsufficiency presenting with mild Joubert syndrome spectrum and intellectual

developmental disorder
H I 3K (Kentaro Shirai), A (Ll {2 (Jun Oyama), 334 ZFE! (Akimitsu Watababe),
PUE ] %345 (Yu Shiguta), ] BE5E346 (Megumi Ueda), H I ZZ1H47 (Hironao Shirai)
THF BH%%3 (Rina Shimomura) s e (LLIZIS) 4738 (Keiko Shimojima Yamamoto) s
ILI4S 22234 (Toshiyuki Yamamoto)
1 il EE B J R

(Department of Pediatrics, Tsuchiura Kyodo General Hospital, Ibaraki, Japan)
2 BRI e O RS Wi R

(Department of Diagnostic Radiology, Institute of Science Tokyo Hospital, Tokyo, Jpan)
3 BRI BERERET ) LS

(Institute of Medical Genetics, Tokyo Womens Medical University, Tokyo, Japan)
4 PR FERIRER B et A fr R R BOB R T Ry i

(Division of Gene Medicine, Graduate School of Medical Science, Tokyo Womens Medical University, Tokyo, Japan)
5 HARENER

(Department of Pediatrics and Child Health, Nihon University School of Medicine, Tokyo, Japan)
6 WL TIEBRS R

(Department of Pediatrics, Tokyo Womens Medical University School of Medicine, Tokyo, Japan)
7 LA

(Department of Pediatrics, Kitasato University School of Medicine, Sagami, Japan)
8  WRATERERYINL - M7 w2 v 7R

(Department of Transfusion Medicine and Cell Processing, Tokyo Womens Medical University, Tokyo, Japan)
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H B 11H19H (K)  16:00~17:00

2 ey (RERE Yy — R &H=3)

R DO EET (PIRRAEAERREIEEY)
Tl 75 GRACKREERALA 74 BV AN 7 HEHE)

Date : Thursday, November 19  16:00~17:00

Room : Room 6 (Meeting Room 3, Exhibition Building, Sendai International Center)

Chairs : Emiko Noguchi (Department of Medical Genetics, Institute of Medicine)
Nobuo Fuse (Tohoku Medical Megabank Organization, Tohoku University)

Clinical Outcomes of BRCA1/2 Testing and Olaparib Treatment in Patients with mCRPC at Gunma
Univesrsity Hospital

=5 BT (Yoshiyuki Miyazawa), it #35% (Yusuke Tsuji), H¥F #3352 (Hiromi Nakano),

%1l HT X (Azusa Kanayama), YA (SeijiArai), By B sH (Masashi Nomura),

BIfR 755 (Yoshitaka Sekine), /Nt F5H (Hidekazu Koike), nH: i (Hiroshi Matsui),

K f17E (Kazuhiro Suzuki)

RERG R KRBT 222 WIERE IR SRk
(Department of Urology, Gunma University Graduate School of Medicine)

Molecular and Clinical Analyses of Patients with Anterior-Segment Dysgenesis/Aniridia and
Microphthalmia/Anophthalmia
{8} s+ 12 (Sachiko Nishina), 7% 1% H 1 (Hazuki Anzai), = H ARt (Tomoyo Yoshida) ,
/N2 N1 (Yoshito Koyanagi), $ifH X °1F3 (Sayaka Kamada), g A T4 (Kumiko Kato),
BsJE 15 (Kaoruko Torii), 4 WH1-5 (Akiko Hikoya), VT 4=+ (Mineo Kondo),
A5 T-FE3 (Chie Sotozono), A5 2 7-26 (Keiko Matsubara), 4, ELf27 (Maki Fukami)
IR E B 5 — IR

(Division of Ophthalmology, National Center for Child Health and Development)
2 ESIREERE R 5 — EmgE e Y —

(Center for Medical Genetics, National Center for Child Health and Development)
3 FESZERERSE IR

(Department of Ophthalmology, Kyoto Prefectural University of Medicine)
4 =FEARP IR

(Department of Ophthalmology, Mie University Graduate School of Medicine)
5 WEABERERAE IR

(Department of Ophthalmology, Hamamatsu University School of Medicine)
6 ENZERB BRI v ¥ — AT 54 N —> 7 A RE

(Division of Diversity Research, National Research Institute for Child Health and Development)
7 ERNIRE BRI 8 — RPN e

(Department of Molecular Endocrinology, National Research Institute for Child Health and Development)

Four Adult Cases of Hyper IgE Syndrome diagnosed in Dermatology Outpatient Clinic

INERR B 5 (Mayumi Komine), 4> 3E482 (Meijuan Jin), HE} 35! (Naomi Nakano),
T3 H14E3 (Chika Watanabe), ZNA ] 53 (Tsuyoshi Kodachi), BEZS 7543 (Hideki Kumagai)
1 ATREERERSY: oA B Rl

(Department of Dermatology, Jichi Medical University, Tochigi, Japan)
2 HBERRES i EEEE v Y — KSR

(Department of Dermatology, Jichi Medical University Saitama Medical Center)
3 EIREERERY: RS N

(Department of Pediatrics, Jichi Medical Unieversity)

Long-read phasing demonstrates allelic dose effects of COL4A4 variants: Implications for living donor
kidney transplant
$% W32 12 (Emi Qian), B 448! (Fuyuki Miya), /B fERER! (Kenjiro Kosaki), & 753 (Kaori Hayashi),
I | 33 (Tatsuhiko Azegami)
1 BERERRR P EAIRRER e v 8 —
(Center for Medical Genetics, Keio University School of Medicine)
2 BEMESRRRAPE N R B E
(Department of Internal Medicine, Keio University School of Medicine)

3 BRI AR AN R A RN 3 b A A R
(Division of Nephrology, Endocrinology, and Metabolism, Department of Internal Medicine, Keio University School of
Medicine)
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Ocular-Neural Genetics in Aging: ToMMo Eye-Brain General Neuroimaging Initiative in Japan
SER EERC 112 (Makiko Taira), H 7S fSif! (Takanori Hidaka), =i 57! (Akiko Miyazawa),

HrE ! (Shu Tadaka), /N1 B! (Takuya Koyama), Z5#% %! (Tomo Saito),

A ¥ 7 K 2—3 (Andrew J. Saykin), AR B 14 (Kengo Kinoshita), ffiliti 5755 14 (Nobuo Fuse)

1 BALR2E WAL X T4 BV« RNV TR 77 7 LSRR
(Department of Genomics, Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)
2 ERAERS: BREAER phgoAaiis) NER AR R AR i 2om bt et AR
(Department of Neurology, Juntendo University School of Medicine, Tokyo, Japan/ Department of Neurology, Juntendo
University Urayasu Hospital, Chiba, Japan)
3 AVFATF  TAUNL e—IEIS R VY —. A VT4 T RFEE AR R R SR
(Indiana Alzheimer's Disease Research Center, Indiana University School of Medicine, Indianapolis, IN, USA)
4 JULKRE ASREIPRAIR 2 >~ & —

(Advanced Research Center for Innovations in Next- Generation, Tohoku University, Sendai, Japan)

Clinical Outcomes of Insurance-Covered Genetic Testing and Expert Panel Evaluation for Suspected
RPE65-Retinopathy

RN T 123456 (Kaoru Fujinami), A H] F1%%7 (Kazushige Tsunoda), I 8138 (Yu Fujinami-Yokokawa),
F: b e 2 (Satomi Inoue), i)l ELEE2 (Makoto Ichikawa), /T B2 (Mami Notake)
PAZK BEE2 (Tatsuo Matsunaga) , LLEE — 62 (Kazuki Yamazawa)
1 YRER L vy — - BIRIIZE R v & — BRI - SIS AR B AT S
(Laboratory of Visual Physiology, Division of Vision Research, National Institute of Sensory Organs, NHO Tokyo Medical
Center, Tokyo, Japan)
2 HURPERY vy — EHESEE
(Department of Medical Genetics, NHO Tokyo Medical Center, Tokyo, Japan)
3 EED v Ry RARBIIERT IR
(Department of Genetics, UCL Institute of Ophthalmology, London, UK)
4 WEET 74— FIREDEEE
(Moorfields Eye Hospital, London, UK)
5 BERAARATIRFIAEE
(Department of Ophthalmology, Keio University School of Medicine, Tokyo, Japan)
6 R RIS Rl b
(Department of Biological Sciences, Graduate School of Science, The University of Tokyo, Tokyo, Japan)
7T BB v Y — - IR R v 7 — ST
(Division of Vision Research, National Institute of Sensory Organs, NHO Tokyo Medical Center, Tokyo, Japan)
8 BEMERIAKAPEAEE BIRBOR - BB
(Department of Health Policy and Management, Keio University School of Medicine, Tokyo, Japan)
9 BEMESRIAR AR AT, BETE - P TEREZE
(Division of Hearing and Balance Research, National Institute of Sensory Organs, NHO Tokyo Medical Center, Tokyo, Japan;
Medical Genetics Center, NHO Tokyo Medical Center, Tokyo, Japan)

Oral Session 8 Neuromuscular Disorders 1

oW
2 B

B

Date
Room
Chairs

: Thursday, November 19 16:00~17:00
: Room 7 (Grand Hall, Sendai Ryokusaikan Visitor Center)
. Reiko Arakawa (National Center for Global Health and Medicine)

1HA19H (R)  16:00~17:00
I (MIERREAE AR —L)
BT (ENZEEER 9 —)
A S (A8 B RAEKAEBE)

Hirofumi Maruyama (Hiroshima University)

Genome-wide association study of age at onset of amyotrophic lateral sclerosis reveals a novel
European-specific locus.
PAH 632! (Yumi Matsuda), HA} 58—2 (Ryoichi Nakamura), PN Y3 (Genki Tohnai),
0 A2 (Naoki Atsuta), KA& 4! (Yuki Ohashi), H145 E5A! (Masahiro Nakatochi),
AT 763 (Gen Sobue)
1 Al ERARGE R RUIZERE e A& IRl A I SRR R e iy
(Public Health Informatics Unit, Department of Integrated Health Sciences, Nagoya University Graduate School of Medicine,
Nagoya, Japan)
2 BRIBERER: BEAEE AR (FREERD
(Department of Neurology, Aichi Medical University School of Medicine, Nagakute, Japan)
3 BMBERLRYE ALSIEREITZEREFE M
(Division of ALS Research, Aichi Medical University School of Medicine, Nagakute, Japan)
4 BRIERAY
(Aichi Medical University, Nagakute, Japan)
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Genome Mapping and HiFi Sequencing Identified a Novel Complex Structural Variant in Hereditary
Neuralgic Amyotrophy

Wil AFEF-1 (Kumiko Yanagi), 7T EHEY-! (Mariko Takeuchi), B4~ & F&! (Yumi Enomoto),
KB §P K7 (Sayaka Ohno), FH1J&l & ) X! (Arisa Igarashi), [LTEF] HEEE! (Masahiko Yamamori),
41 {72? (Kimihiko Kaneko), 32 B{3& -2 (Rumiko Izumi), 5 B2 (Gakusuke Umezawa),
B IE7E?2 (Masashi Aoki) , HYE s (Tetsuya Niihori), A T3 (Yoko Aoki) ,
PNJE PE—4 (Yoichi Matsubara), 3 [£! (Tadashi Kaname)
1 ENZREBERVIE R v & —WHEaT 7 7 & BRI

(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
2 BUALRAABE TS e R

(Department of Neurology, Tohoku University Graduate School of Medicine, Miyagi, Japan)
3 B REREGE SRR AR R A B

(Department of Medical Genetics, Tohoku University School of Medicine, Miyagi, Japan)
4 ENIEBERII R v & — e

(National Center for Child Health and Development, Tokyo, Japan)

TPK1 Deficiency Successfully Managed by Empirical Vitamin B1 Supplementation Before Genetic
Diagnosis
PAHE K (Dai Matsuse), JiHF #£4§2 (Yoshiyasu Kono), FAR 327523 (Yukiharu Une),
WA IF5%4 (Masamune Sakamoto), PAAS [E3H* (Naomichi Matsumoto), & fC. ! (Noriko Isobe)
1 JUNREE RFAGEEEDITEE fie AR
(Department of Neurology, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)
2 UL ARE R Y ¥ —
(Kitakyushu Children's Rehabilitation Center, Kitakyushu, Japan)
3 BEREAN —FXTFRIV=v 7
(Une Clinic, Onomichi, Japan)
4 BRI LRY R BEE ATFERRE R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
A Patient of Familial amyloidosis of the Finnish type with GSN Variant presenting with aortic valve
regurgitation.
el Z5fli-1 (Naoko Sato), JJ #5th2 (Hiroya Naruse), /5if& # ! (Yuji Takahashi)
1 [ESZKEh - ARREEREITTE R v & — IriRE R
(Department of Neurology, National Center Hospital, National Center of Neurology and Psychiatry)
2 WRURAEBE AT T g AR
(Department of Neurology, Graduate School of Medicine, The University of Tokyo)

Dopaminergic dysfunction in proximal 18g12.1-q12.3 deletion presenting with adult-onset tremor
TSB! (Haruka Urabe), 7NEE £TK2 (Tetsuo Ozawa), H1Jey 412 (Takashi Nakajima),
K H fEAER 12 (Kentaro Ohta), A% %! (Aki Sato)
1 ENTRBERERS BTkl arhis R
(Department of Neurology, NHO Niigata National Hospital, Niigata, Japan)

2 ENLIEBERERE Bkl SRR
(Department of Clinical Genetics, NHO Niigata National Hospital)
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Childhood-onset white matter disease and brain malformations caused by heterozygous end-truncating
LAMB1 variants
210 35 (Ryo Sugiyama), =i §&1-12 (Satoko Miyatake), 7 B~ (Kohei Hamanaka),
Bi7K YT.HL¥-1 (Eriko Koshimizu), T H] #JA3 (Kunihiro Yoshida), AH] 54 (Kouichi Ohta),
WE —55 (Kazuo Kodama), /M5 Ei6 (Taku Omata), | Z5f%3%17 (Naomi Tsuchida),
WL f#E L7 (Yuri Uchiyama), 3KAS 1E5%! (Masamune Sakamoto), 7K1 [ifll! (Takeshi Mizuguchi),
FEt A8 (Hirotomo Saitsu), PAA [ESE 1279 (Naomichi Matsumoto)
[t VAN N & VR 2 P N e

(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2 BRET RIS S22

(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)
3 JARWEASE BHG =LY N Y T = a v vy — HBGREEE ERA R

(Department of Neurology, JA Nagano Kouseiren, Kakeyu-Misayama Rehabilitation Center Kakeyu Hospital, Ueda, Japan)
4 ERAGEILFHH aE A2 B AR

(Department of Neurology, KKR Tachikawa Hospital, Tachikawa, Japan)
5 BEEEAMIE 702 HEZoBHATECIED

(Home Care Clinic Aozora Makuhari, Medical Incorporated Foundation Harutaka Kai, Chiba, Japan)
6 BRI BERERSY: NTRER & v 8 — fik N R

(Department of Pediatrics, Tokyo Women's Medical University Yachiyo Medical Center, Yachiyo, Japan)
7 MEETHORERER T E 2 L TR

(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
8 MEIMMEERERABE Rl

(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
9 [ENZREHH - MRS v Y — AT A NS ) bk vy —

(Medical Genome Center, National Center of Neurology and Psychiatry, Tokyo, Japan)

Oral Session 9 Pediatric Genetics 3

H K
X

B R

Date
Room
Chairs

. Thursday, November 19 17:00~18:00
: Room 6 (Meeting Room 3, Exhibition Building, Sendai International Center)
: Toshiki Takenouchi (Department of Pediatrics, Okayama University Graduate School of Medicine, Dentistry and

1HAI9H (R)  17:00~18:00

Wweety (MiBEES L v & — R &3%E3)

A B (R LR AR S e B2 o 3 N S R R BT )
TLH BT (BIERERAGEERTRRNERE)

Pharmaceutical Sciences)
Mariko Eguchi (Department of Pediatrics, Ehime University Graduate School of Medicine)

Integration of palliative care into the management of pediatric genetic diseases
WP 54" (Fumihito Nozaki), KH B4 (Chikao Ohigashi) , Bk 32 (Hiromi Murakami),
FIFH #1~2 (Takahito Wada)
1 RGBT AR /N SRR
(Department of Pediatric Genetics, Shiga General hospital)

2 BAEREREBEEEIR 7/ L BERRAEHIE
(Department of Genomic Medicine, Kyoto Graduate School of Medicine)

Era-based changes in cardiac intervention and survival in infants with trisomy 18

L —&" (Kazuki Hatayama), FlIH K%' (Yuka Wada), 42H 48K (YasuhisaTkuta), fE: IIZ" (Kana Fukui),
fH 2 (Yuka Kameda), < 5EAR2 (Ki-Sung Kim), Y- HElE® (Yasutaka Hirata), /NI HL#2¢ (Rika Kosaki),
/NEE S (Katsusuke Ozawa), FIFH 3F] 5 (Seiji Wada), H435 {1 F]¢ (Kenji Kurosawa),

BRI Bk (Tetsuya Isayama)

1 ESZRE BRI v 8 — Fr VR
(Division of Neonatology, National Center for Child Health and Development, Tokyo, Japan)
2 ERNZEEERTY R v 8 — 165
(Division of Cardiology, National Center for Child Health and Development, Tokyo, Japan)
3 ENIRE ERE v & — Dl s R
(Division of Cardiovascular Surgery, National Center for Child Health and Development, Tokyo, Japan)
4 ENIREBERI v 8 — BB v 5 — BIESRE
(Division of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)
5 ENZREBERIITE v 7 — JHEEN] - RHESREE v 7 — IR
(Division of Maternal-fetal, Neonatal and Reproductive medicine, National Center for Child Health and Development, Tokyo,
Japan)
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Diagnostic pathways of Rett syndrome-like cases: A five-year review at a single pediatric center
J& SEAY (Munetsugu Hara), %52 JIE1-! (Yoriko Watanabe), faH: Ff#k! (Kaori Fukui),
B ! (Ryuta Takase), /7 2 (Go Kawano), & 52%%3 (Yukina Hayashi), H§H 5{3%3 (Atsushi Fujita),
A B3 (Naomichi Matsumoto), [LI4< 2724 (Toshiyuki Yamamoto)
1 ARURRA: BRAAE /N AR
(Department of Pediatrics and Child Health, Kurume University, School of Medicine, Kurume. Japan)
2 HoWRE W) 7Rk N
(Department of Paediatrics, St Mary's Hospital)
3 BREWIRYRABE BEATSe R B R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine)
4 R TERERY: @ is TRt e v & —
(Institute of Medical Genetics, Tokyo Women's Medical University)

Five children of Macrocephaly Associated with PTEN Hamartoma Tumor Syndrome
FEH [Hisk'2* (Naoya Morisada), B H 7583 (Yoshitaka Asagai), ik f&#k* (Yuya Aoto),
A1 Efd? (Maki Taniguchi), {055 Z2HH3 (Hiroaki Hanafusa), HPHt %K °® (Kandai Nozu)
1 RS C & BkE BAE R R
(Department of Clinical Genetics, Hyogo Prefectural Kobe Children Hospital)
2 BRI SOk T AR v Y —
(Genome Medical Center, Hyogo Prefectural Kobe Children Hospital)
3 P RAERAABE BEAAITERI A RER G /N Rl iy
(Department of Pediatrics, Kobe University Graduate School of Medicine)
4 JCHELTIE ) SRR AR v & — IR

(Department of Pediatrics, Hyogo Prefectural Harima-Himeji General Medical Center)

Acute recurrent pancreatitis in a 3-year-old girl with SPINK71 and compound heterozygous UBR1
variants

S #EF T (Hiroyuki Shimada), {87 2832 (Yasuto Sano), HEAT JEA! (Futa Uetake), i 5213 (Shiho Iwase)
A8 JF 21 (Yoshihiko Kawano), T ffi—FER4 (Jyunichiro Machida), HH] 38 A2 (Yoshihito Tokita)
1+ ayadambed iR
(Department of Pediatrics, Toyota Memorial Hospital, Toyota, Aichi, Japan)
2 BHIRERRERAO Y ¥ —FOERETIT BEE T 7L
(Department of Disease Model, Institute for Developmental Research, Aichi Developmental Disability Center, Kasugai, Aichi,
Japan)
3 AW BERFARABEE A RIISERE N R R S o
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Aichi, Japan)
4 I yERWEEET ) LHBEERE
(Department of Genome Medicine, Toyota Memorial Hospital, Toyota, Aichi, Japan)

Spectrum of Congenital Malformations and Syndromic Pathology in Neonates: A Retrospective Analysis
of 167 Clinical Cases

Assel Arginbekova
Scientific Centre of Obstetrics, Gynaecology and Perinatology, Kazakhstan
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Oral Session 10 Neuromuscular Disorders 2

H K :11H19H (K)  17:00~18:00

2 B TRy (LSRR SRR — L)

BE R ERG IR CRBRZER R RITERD
TR BB (LR R AR B PR RTS8 et BB 2 S BT AR R L)

Date : Thursday, November 19 17:00~18:00

Room : Room 7 (Grand Hall, Sendai Ryokusaikan Visitor Center)

Chairs : Masanori Takahashi (The University of Osaka Graduate School of Medicine)
Ichiro Yabe (Department of Neurology, Hokkaido University)

Autosomal recessive spastic ataxia of Charlevoix-Saguenay (ARSACS):Clinical and genetic analyses
in the 22 patients
MES RS M 76 12 (Haruo Shimazaki) , eI %2 A 34 (Yoshihisa Takiyama)
1 RiEBERERY: fRIEETEAATS
(Faculty of Health and Medical Care, Saitama Medical University)
2 ERERERSE wikt R
(Department of Neurology, Jichi Medical University)
3
(Fuefuki Central Hospital)
4 [LBRAE PEN R

(Department of Neurology, Yamanashi University)

Characterization of Somatic Instability and Repeat Interruptions in Japanese Patients with Myotonic
Dystrophy Type 1
—F fl13¥! (Yuzuha Ichimura), 75 3E7%! (Mika Yoshida), 15i4& JEZ ' (Fuuka Takahashi),
FAH Z %! (Konomi Okada) | MR B (Haruka Shioi) , Bk 3! (Haruna Shimamura) s
B b 722 A1 (Monami Toba), Af#H £#k! (Tomoya Kubota), #AK} [ll2 (Thuyoshi Matsumura)
1A Bf—3 (Kenichi Yamamoto), gk JiE 24 (Masayuki Nakamori) s Bk IEAC! (Masanori Takahashi)
1 RIRRERAASE BRI BRI S e 4 Bl
(Clinical Neurophysiology, The University of Osaka Graduate School of Medicine, Suita, Japan)
2 ENORBEESRE B IR IR v 7 — AL
(Department of Neurology, NHO Osaka Toneyama Medical Center, Toyonaka, Japan)
3 RBRRFRAYBE AR 0PERE PRI B B H N RRADIE SR
(Laboratory of Children's health and Genetics, Division of Health Sciences, The University of Osaka Graduate School of
Medicine, Suita, Japan)

4 IERAERAGE R R ZERE i Rk Z 3
(Department of Neurology, Yamaguchi University Graduate School of Medicine, Ube, Japan)

A Comparative Review of International Guidelines for Asymptomatic Hereditary ATTR Amyloidosis

i 58k 12 (Katsuya Nakamura), 7745 fEHH! (Tsuneaki Yoshinaga), B, A8t (Yoshiki Sekijima)
1 ASHEREE BEAES I RL, U v <5 - IBEURNF

(Department of Medicine (Neurology and Rheumatology), Shinshu University School of Medicine)
2 SR BB B bt AR -T2 v & —

(Center for Medical Genetics, Shinshu University Hospital)
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Enrichment of LRP12 CGG repeat expansions in adult-onset non-5q spinal muscular atrophy
B 518! (Hiroya Naruse), = H: §ifit2 (Jun Mitsui) , 437 ¥5:2 13 (Hiroyuki Ishiura), K4 Yl (So Okubo),
HH FH5! (Chiharu Yoshida), {77 #! (Wataru Satake), /&8 1L 74 (Shokichi Takahama),
LA #t4 (Takuya Yamamoto), 31 252K 5 (Shoji Tsuji), HA #iifi¢ (Yusuke Nakamura),
JFHH 2E527 (Tatsushi Toda)
1 BOURYE KRB R IR Rl MiE N R
(Department of Neurology, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2 KRR RFEBERERIIARL 7L oy a v X 74 o v kil
(Department of Precision Medicine Neurology, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
3 BLREE SAARTRITFEIE B b o i et A R
(Department of Neurology, Okayama University Graduate School of Medicine, Dentistry and Pharmaceutical Sciences,
Okayama, Japan)
4 ENZOMEBAZE NS - (R - SEEDIIEAT HEW - SR AR v Y —
(Center for Intractable Diseases and ImmunoGenomics, National Institutes of Biomedical Innovation, Health and Nutrition,
Osaka, Japan)
5 ERRERENLRY 7 L EEDFERT
(Institute of Medical Genomics, International University of Health and Welfare, Chiba, Japan)
6 [EZWTIERRFE R ARSI - R - SREETIERT

(National Institutes of Biomedical Innovation, Health and Nutrition, Osaka, Japan)
7 SRR - RIS R v 7 R
(National Center Hospital, National Center of Neurology and Psychiatry, Tokyo, Japan)

Mitochondrial Dysfunction in Digenic TBP/STUB1 Spinocerebellar Ataxia
Y v ¥ —&'2 (Kazuki Yamada), ##/7 #84' (Shunsuke Ogata), ‘& J& 714 (Satoko Miyatake)
LB %2 (Hisashi Uwatoko), 7} {E—2 (Shinichi Shirai), BH7K JT.BL7-! (Eriko Koshimizu),
Eh HFF1 (Kohei Hamanaka), <[] 253515 (Naomi Tsuchida), PNILI f1#H S (Yuri Uchiyama),
WA IES%! (Masamune Sakamoto), K I [l (Takeshi Mizuguchi) , FE —Hf2 (Ichiro Yabe),
PAAS [HH 145 (Naomichi Matsumoto)
1 TSRS KRB R A SERE iR
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2 AWE RS PREA R
(Department of Neurology, Faculty of Medicine and Graduate School of Medicine, Hokkaido University, Sapporo, Japan)
3 BRETIRY: RABER AT fifE RIS - A rh st
(Department of Neurology and Stroke Medicine, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
4 BT ORI SRR
(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)
5 BRETIRYAMEEEL #E 2 L BWTRk

(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)

Mitochondrial DNA Variant Screening in 646 Japanese Patients with Hereditary Spastic Paraplegia
16T BHH#E! (Akinori Kinoshita) s TA A (Taijun Yunoki) s P Tt (Chika Matsuoka) ,
VA #4471 (Tomohito Kawano), F1[ 45 3&! (Yumi Nakada), Z3H] &1BH! (Tomoaki Nada),
M b %81 (Ken Ikegami), f&IF #5411 (Yusuke Fukui), FRJE A ! (Ryuta Morihara)
AT #5352 (Takashi Matsukawa), = i3 (Jun Mitsui), £37R Jf:2 ! (Hiroyuki Ishiura)
1 RELOREE Kb 15 3R~ A R S UTFERE g IRl
(Department of Neurology, Graduate School of Medicine, Dentistry and Pharmaceutical Sciences, Okayama University,
Okayama, Japan)
2 HURURAE PREN R
(Department of Neurology, The University of Tokyo, Tokyo, Japan)
30 HRIKE KRB 7L v a v XA T4 o iR
(Department of Precision Medicine Neurology, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
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Oral Session 11 Bioinformatics/Statistical Genetics

H WK 11H20H (&)  9:40~10:40

& B UESEY (heEERY v ¥ —EAs &5kE2)

BE R SR (RIRRSA UG B R e it N AR A1)
BN (BERFKRY)

Date : Friday, November 20 9:40~10:40

Room : Room 5 (Meeting Room 2, Exhibition Building, Sendai International Center)

Chairs : Hiroyuki Mishima (Department of Human Genetics, Atomic Bomb Disease Institute, Nagasaki University)
Fuyuki Miya (Keio University School of Medicine)

Genetic diagnosis of sibling cases guided by outlier expression analysis using urine-derived cell
transcriptomics
B fL! (Toru Takagi), A #££T-! (Sachiko Miyamoto), j& 7K f@ ]2 (Kenji Shimizu),
FHrr 35523 (Yasuhiko Tanaka), #A%K AH7-4 (Tomoko Matsubayashi), H57K [%3~15 (Yohei Masunaga),
FEt A (Hirotomo Saitsu)
I VNV S NG o Vs i PR (e o L
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 ERB IR S & DB g AR
(Division of Clinical Genetics and Cytogenetics, Shizuoka Children's Hospital, Shizuoka, Japan)
3 FREEENL 2 &b IREE JEBR AR
(Devision of Pediatric Cardiology, Shizuoka Children's Hospital, Shizuoka, Japan)
4 HRERAZ Z &S BT ARt
(Department of Pediatric Neurology, Shizuoka Children's Hospital, Shizuoka, Japan)
5 WEABERERAE BRAAER /N R R
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)

Genome clustering using GDD-ENS enables reinterpretation of diagnoses and inference of cancer of
unknown primary

o5 $ifi ! (Hikaru Nakahara), #TEE ZZ0H! (Hiroaki Niitsu), Bufi BH7-12 (Akiko Abe),

Fi i 358D 112 (Misako Ishihara), 17/ H1 2 H ! (Mizuki Takenonaka), ~A X %)L}/ >3 (Nelson Hayes),
A& JYeH]* (Koji Arihiro), i 221 (Takao Hinoi)

1R ERAARE BUR - 2E

(Department of Clinical and Molecular Genetics, Hiroshima University Hospital, Hiroshima, Japan)

2 RERAEME B

(Department of Nursing, Hiroshima University Hospital, Hiroshima, Japan)

3 JREBRFERSE ERRAUIZERE ML E R
(Department of Gastroenterology, Graduate School of Biomedical and Health Sciences, Hiroshima University, Hiroshima,
Japan)

4 JRESREAEBE B WTRE

(Department of Anatomical Pathology, Hiroshima University Hospital, Hiroshima, Japan)
CLAVI: an LLM-agent framework for contextual interpretation of variants of uncertain significance
87 A (Yuki Yano), FAH 2 (Ai Okada), WA #EE21 (Yoshitaka Sakamoto),

41 &' (Yuichi Shiraishi)
1 ENZASASE & v & —HFSERT &7/ L AT B B G 43 7

(Division of Genome Analysis Platform Development, National Cancer Center Research Institute, Tokyo, Japan)
2 HURBRARA: I e aA o Y

(Department of Neurology and Neurological Science, Institute of Science Tokyo)
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Development and Evaluation of ZebraSeek, an Integrated Generative Al Based Diagnostic Support Tool
for Rare Diseases

5% SZ9513 (Naoya Yoshikuwa), [IRF #5522 (Teppei Okazaki), HH £EF3 (Jae-mun Shin), Orion Buske®,
+ I8 25245 (Eisuke Dohi) , =g {82 ¢ (Hiroyuki Mishima), 11T 372 (Atsuko Yamaguchi) ,
Tzung-Chien Hsieh”, T-%% & #13 (Hirokazu Chiba), i E5H3 (Toyofumi Fujiwara)
3] 13 (Susumu Goto)
1 HEURAE B AR FBADIERE 2 7 4 A VG SR
(Department of Computational Biology and Medical Sciences, Graduate School of Frontier Sciences, The University of Tokyo,
Tokyo, Japan)
2 WEHERTORSE RAEBEEE T — & BIA e Rt 7 — & Blad
(Department of Information and Data Science Graduate School of Information and Data Science Tokyo City University, Tokyo,
Japan)
3 ENDEBEAIERT N4 7 — S 74 79 A TV ARG T — 8 X — 2 M
(Database Center for Life Science (DBCLS), BioData Science Initiative, National Institute of Genetics)
4 PhenoTips, # 7% - A v FUAMbur b
(PhenoTips, Toronto, ON, Canada)
5 EZHTERRAFEE NE IR - MRS £ v & — fREITZEAT
(National Institute of Neuroscience, National Center of Neurology and Psychiatry)
6 Rl SRR kR BRI
(Atomic Bomb Disease Institute, Nagasaki University)
T RYREEE T LREE - NA A VT F 2T 4 7 AR
(Institute for Genomic statistics and Bioinformatics - University Hospital Bonn, Germany)

Long-read RNA sequencing reveals gene- and transcript-level expression changes in Alzheimer's
disease

AR #3151 (Yuki Iwasaki), [L)I] BH7-! (Akiko Yamakawa), A #7 5! (Tetsuaki Kimura),
i 7! (Takumi Nishiki), FRHE 22 (Shumpei Niida), FBIF 75— 1345 (Kouichi Ozaki),
H/K K14 (Daichi Shigemizu)
1 ESZRFEEEE . v 7 — W8T X T4 AT ) by d—
(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology, Obu, Aichi, Japan)
2 ERNZRFERIITLR v ¥ — WHERT
(Research Institute, National Center for Geriatrics and Gerontology, Obu, Aichi, Japan)
3 EULAEWTSERT A EREA S v Y —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
4 JRERFERERE PR FFETIER IG5 AR
(Department of Cardiovascular Medicine, Hiroshima University Graduate School of Biomedical and Health Sciences,
Hiroshima, Japan)
5 ANERERER BEERVIER BIEERAE
(Department of Aging Research, Nagoya University Graduate School of Medicine, Nagoya, Japan)

A trio-based long-read sequencing workflow identifies a pathogenic Alu element insertion in an

undiagnosed patient
= {82 12 (Hiroyuki Mishima) , 3% I -3 (Yoriko Watanabe)
a)NVAy 7Y AT 9! (Uradzislau Korzun), 7R Z%—H[ 12 (Koh-ichiro Yoshiura)
1 RelkiR SR e PR TIE AT U B NS B AT S0 ABDRIE 0 1
(Department of Human Genetics, Unit of Radiation Effects on Humans, Atomic Bomb Disease Institute, Nagasaki University,
Nagasaki, Japan)
2 RIRERARERE 2 A A IR S 3 B 1R 2 d I B
(Leading Medical Research Core Unit, Graduate School of Biomedical Sciences, Nagasaki University, Nagasaki, Japan)
3 RBHRRA: R AN R
(Department of Pediatrics and Child Health, Kurume University School of Medicine, Kurume, Japan)
4 KRR R B R T R 2 S P ik

(Research Institute of Medical Mass Spectrometry, Kurume University School of Medicine, Kurume, Japan)
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Oral Session 12 Reproductive and Prenatal Genetics

H B2 11H20H () 9:40~10:40
2 ey (RERE Yy — R &i=3)
HE Rt/ et (ERNZRE BRI v 5 —)
BRI Wb (RiRERER AR
Date : Friday, November 20 9:40~10:40
Room : Room 6 (Meeting Room 3, Exhibition Building, Sendai International Center)
Chairs : Katsusuke Ozawa (National Center for Child Health and Development)
Yuri Hasegawa (Department of Obstetrics and Gynecology, Nagasaki University)

Aortic Dissection During the Perinatal Period in Women with Marfan-Related Disorders: A Retrospective
Cohort Study

BAH ZEIE! (Maika Nariai), /4l /52 (Osamu Hiraike), # 838! (Hiromi Ga), i BLE ! (Risa Takai),
A &4 (Yuki Enomoto), )11 ELL! (Maho Furukawa), #AJE #5—EB3 (Yuichiro Matsuo),
T4 #5474 (Yusuke Sasabuchi), FE7K #5423 (Hideo Yasunaga), {11l %! (Seisuke Sayama),
AL BT (Takayuki Irlyama), JE I SEfd! (Miyuki Harada), J&H] Z8! (Yasushi Hirota)
1 HECRERA BRI A TEFEE MR R 2 e ARl
(Department of Obstetrics and Gynecology, The University of Tokyo, Tokyo, Japan)

2 HARBERERAW IR 2Rt - R
(Department of Obstetrics and Gynecology, Nippon Medical School Hospital, Tokyo, Japan)

3 BURRERZBEE S RWITER MRIRIZL: - REFTA8E

(Department of Clinical Epidemiology and Health Economics, School of Public Health, The University of Tokyo)
4 HRRERERBEERARR U 7 V7 — L R E 5 v AGHE

(Department of Real-World Evidence, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)

Perinatal outcomes of rare autosomal trisomies and sex chromosome aneuploidies detected by NIPT
in Japan

L™ At (Yuka Yamashita), P+ 72 (% Z ! (Nahoko Shirato), F15 75 1-2 (Mikiko Izumi),

i B2 (Tatsuko Isii), IR #{ES (Kiyotake Ichizuka), /M2 ¥5%%4 (Reina Komatsu)

FH 385 (Seiji Wada), A& 1556 (Haruhiko Sagou), EA) &7 (Osamu Samura),

7% 1728 (Nobuhiro Suzumori), FEH: FEHH® (Hideaki Sawai), H-AF HIAL 1-10 (Yukiko Katagiri),

B EEfC " (Yoshinori Maeda), ZRIFF #31-12 (Hiroko Morisaki), HEj7 Ha1® (Akira Namba),

B BB (Yoshimasa Kamei), 4311 W D 14 (Yuri Hasegawa), —jifi /514 (Kiyonori Miura),

L #7-15 (Setsuko Nakayama), BHIR HHEE! (Akihiko Sekizawa)

1 BERIERERS: BEAAER el AR

(Department of Obstetrics and Gynecology, Showa Medical University, School of Medicine, Tokyo, Japan)
2 WHRIERER R R A SR 2 v 8 —

(Center of Clinical Genetics, Showa Medical University Hospital)
3 EEMERER AR T AL B A AR

(Department of Obstetrics and Gynecology, Showa Medical University Northern Yokohama Hospital)
4 IERIERER AT S e dat AR

(Department of Obstetrics and Gynecology, Showa Medical University Koto Toyosu Hospital)
5 ENIREBER Y v 8 — FERESE e v 5 —

(National Center for Child Health and Development)
6 INEN—RLVF—

(Sanno Birth Center)

7 BHERERERE A AR
(Department of Obstetrics and Gynecology, The Jikei University School of Medicine)

8 ATERRHRBIRAEER

(Department of Clinical Genetics, Iwate Medical University)
9 FEHPERERYRbERE AR
(Department of Obstetrics and Gynecology, Hyogo Medical University)
10 JFRR2 DR v & — KA be e i AR
(Department of Obstetrics and Gynecology, Toho University Omori Medical Center)

11 Fil5 Rl e e e AR
(Department of Obstetrics and Gynecology, Sakakibara Heart Institute)

12 fill )R R e AR R S

(Department of Clinical Genetics, Sakakibara Heart Institute)

13 35 K ERER RO AR

(Department of Obstetrics and Gynecology, Saitama Medical University)
14 RIRR ARG I AR

(Department of Obstetrics and Gynecology, Nagasaki University)
15 BE 7Y =y 7 WAENTZEER

(Department of Prenatal Diagnosis, Aiiku Clinic)
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Oocyte Donation ART in Mosaic Turner Syndrome: Treatment Outcomes and Perinatal Prognosis in
Four Cases
P #h 12 (Yuya Makino), 7K 3! (Motoi Nagayoshi), & 77%%! (Anna Endo),
A J%H8H 13 (Shigeki Fujimoto), HHY JB-D'& ! (Izumi Tanaka), HIH ! (Atsushi Tanaka)
1 ey b v — e ARHERE
(Saint Mother Clinic, Kitakyushu, Japan)
2 MERER PRAAT PEM ARG
(Department of Obstetrics and Gynecology, Juntendo University School of Medicine, Tokyo, Japan)
3 PESEBRRERS HHRBE
(Department of Obstetrics and Gynecology, Wakamatsu Hospital of University of Occupational and Environmental Health,
Kitakyushu, Japan)

A CVS case with an NGS-detected deletion missed by karyotyping and classified as VUS by SNP array
H i (Atsushi Tanaka), 7K F&! (Motoi Nagayoshi), 5 #1112 (Yuya Makino),
JREA 7%A8H 13 (Shigeki Fujimoto), ¥EJEE 7745 (Anna Endo), HIth -0 ! (Izumi Tanaka)
1 &> by —pha ARHERE
(Saint Mother Clinic, Kitakyushu, Japan)
2 WRAERA: BRAAHE Ph N RHER
(Department of Obstetrics and Gynecology, Juntendo University School of Medicine, Tokyo, Japan)
3 EESEBERERS: BHVRBE
(Department of Obstetrics and Gynecology, Wakamatsu Hospital of University of Occupational and Environmental Health,
Kitakyushu, Japan)

Mildly Increased Nuchal Translucency and Progressive Fetal Findings Associated With 5p Abnormality
ke & 371F 12 (Mizuho Kadooka), K #i4:2 (Ryo Otaka), K HL % 7% &2 (Chinami Osato),
ZRI%H 1&8k23 (Yuto Naroda), -8 H&245 (Satoshi Dohi), [HIE 526 (Atsushi Tajima)
1 fEHERAwREEE kAR
(Department of Obstetrics and Gynecology, Kameda Medical Center, Chiba, Japan)
2 BB A BAEER
(Department of Genetics, Kameda Medical Center, Chiba, Japan)
3 B AR WK EE
(Department of Urology, Kameda Medical Center, Chiba, Japan)
4 BT —AZ )=y
(Toyosu Ladies Clinic, Tokyo, Japan)
5 WAFEREREEAAEE PEAAE0E R
(Department of Medical Education, Showa Medical University School of Medicine, Tokyo, Japan)
6 AMRAEBEATS PERHR AR A E R
(Department of Obstetrics and Gynecology, Kyorin University School of Medicine, Tokyo, Japan)

Maternal copy number variations detected by noninvasive prenatal testing in Japanese women
BEH §512 (Kaku Masuda), = 8,23 (Hiroyuki Mishima), i 2%—Hf3# (Koh-ichiro Yoshiura),
LS HA T (Yuriko Kitajima), =i 427! (Shoko Miura), =431 ¥ ) ! (Yuri Hasegawa),
P ks (YukiTto), fEA) &S (Osamu Samura) , #5725 fH1Z2¢ (Nobuhiro Suzumori), EH: JEHH7 (Hideaki Sawai)
H+. %1% 1-* (Nahoko Shirato), BEHJR BHEE® (Akihiko Sekizawa), —jij /& (Kiyonori Miura)
1 RIRRAAEE e AR
(Department of Obstetrics and Gynecology, Nagasaki University, Nagasaki Japan)
2 JCHOMUFHR AL
(Japan Community Health care Organization Isahaya General Hospital)
3 R FRS R R ITTE T ABUEIS Y
(Department of Human Genetics, Atomic Bomb Disease Institute, Nagasaki University, Nagasaki, Japan)
4 RIRERZEE SRR AR SEE BRI 2 7 AEHEE
(Department of Human Genetics, Leading Research Core Unit, Graduate School of Biomedical Sciences, Nagasaki University,
Nagasaki, Japan)
5 YRS ERERY BRI 2k AR
(Department of Obstetrics and Gynecology, The Jikei University School of Medicine, Tokyo, Japan)
6 HTFEERERY: BAEIE AR
(Department of Clinical Genetics, Iwate Medical University, Morioka, Japan)
7 EFERERY: B AR
(Department of Obstetrics and Gynecology, Hyogo Medical University, Nishinomiya, Japan)

8 HHRIPEBERA: EEd At
(Department of Obstetrics and Gynecology, Showa Medical University School of Medicine, Tokyo, Japan)
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Oral Session 13 Cancer Genetics 3

Date
Room
Chairs

H B :11H20H (%)  9:40~10:40
& B ETEY (IhERE  SKEERR—L)
BE R AR EBY (BHIEN ARV Y —)

: Friday, November 20  9:40~10:40
: Room 7 (Grand Hall, Sendai Ryokusaikan Visitor Center)
: Issei Imoto (Aichi Cancer Center)

g (RS

Manabu Muto (Kyoto University)

Clinical management of secondary findings in hematologic malignancy panel testing: a single-institution
analysis
BR SEREE ! (Yurika Suzuki), JAF AT (Tomohiro Kubo) , TEE £ ! (Hayato Watabe),
5 1F%22 (Masahiro Yoshida), F[11 #ii? (Satoshi Iyama), FH:FJI| 53 (Masashi Idogawa),
/MR HEFS2 (Masayoshi Kobune), 18] 5A—! (Kohichi Takada)
1 ALBREERERSAPR SR RIAEE TR R iy
(Division of Medical Oncology, Department of Internal Medicine, Sapporo Medical University School of Medicine, Sapporo,
Japan)
2 ALIREERIRSABE SR NRRAFEE I N REE
(ivision of Hematology, Department of Internal Medicine, Sapporo Medical University School of Medicine)
3 FLBREERERZEBR AT &7 ) TR AR 7 ) bR BT
(Division of Medical Genome Sciences, Department of Genomic and Preventive Medicine, Sapporo Medical University School
of Medicine)

Pan-cancer germline findings beyond BRCA1/2 in 8,109 paired tumor-normal CGP cases
EHY %812 (Eri Habano), /)N I] #5F#34 (Miho Ogawa), JEi% [A$H3* (Kosuke Watanabe)
FKIL1 %% % + (Nana Akiyama), i 75514 (Hyangri Chang), 753 #&¥H* (Eri Shijiki), [EH 47T (Akiko Kunita),
Bt f&—5 (Shuich Tsutsumi), JZEF f@ 5 (Kenji Tatsuno), JH4 ¥i3%5 (Hiroyuki Aburatani)
BT 7556 (Hidenori Kage), f%H 5af] 4 (Katsutoshi Oda)
1 BORRERFAGRLRZER AT ) b5
(Division of Integrative Genomics Graduate School of Medicine, The University of Tokyo)
2 PERMEREAN HADTESEIREE RS BREES
(Department of Clinical Genetics Oncology, Cancer Institute Hospital of Japanese Foundation for Cancer Research)
3 BURRFERFBEE A ROIZER KR T L > 2 a v X 70 o VBTEHE
(Next-Generation Precision Medicine Development Laboratory, Graduate School of Medicine, The University of Tokyo)
4 HORCRAEPEATRI SR 7/ b SRR
(Department of Clinical Genomics, Hospital, The University of Tokyo)
5 HEURSE St AR v & —
(Research Center for Advanced Science and Technology, The University of Tokyo)
6 HRURERAGER A RIFERE WPk AR
(Department of Respiratory Medicine, Graduate School of Medicine, The University of Tokyo)
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Clinical Genetics Collaboration for Suspected Germline Findings Triggered by Hematologic Malignancy
Expert Panel Review

BRI FH 555312 (Motoshi Sonoda), FAIR {2172 (Sawako Matsuzaki), 75)1| i 72 (Akiko Ishikawa)

i #8 =F-2* (Yumiko Taura), f1HF flI%5-12 (Kanako Ishii), filiji¢ iff— BB+ (Yuichiro Semba),

TN YGRS (Koji Kato), %% %< 15 3t (Yoshikane Kikushige), F5lRF {86 (Takeshi Iwasaki)

ZAIL K7 (Mikita Suyama), 85 BEAR! (Yasunari Sakai), F53; 95|28 (Eishi Baba),

HifHH 754 (Takahiro Maeda)

1 JWNRAE REpBeEAEmrge ke /N JE At
(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University)

2 JWNRAASIGE WA R R
(Department of Clinical Genetics, Kyushu University Hospital)

3 UNREE REEBEEAAT el 2 e AR
(Department of Obstetrics and Gynecology, Graduate School of Medical Sciences, Kyushu University)

4 JUNRE KEFEBEE AR 7' L > 2 a VR
(Division of Precision Medicine, Graduate School of Medical Sciences, Kyushu University)

5 JUIIEREE REFABEREITEGE SRR IS IR

(Department of Medicine and Biosystemic Science, Graduate School of Medical Sciences, Kyushu University)

6 JUMIRAE REABEBR AT FElE T BRI PILo~
(Department of Anatomic Pathology, Graduate School of Medical Sciences, Kyushu University)

7 NUNREE AEFIBIEADIFERT NA A A ¥ 7 4 =T 1 7 A
(Division of Bioinformatics, Medical Institute of Bioregulation, Kyushu University)

8 JUMNRA: KRB EITERE IR~

(Department of Comprehensive Oncology, Graduate School of Medical Sciences, Kyushu University)

Feasibility of the Chrovis Platform for CGP Decision Support: A Concordance Study with Expert
Panel Interpretations

N WeE 112 (Sakiko Naito), 111 BAS (Keita Fukuyama), 75 [ 1F-{# 16 (Masahiro Yoshioka),

LI F1K1 (Tomohiro Kondo), fARd &2 ! (Tomohiko Sunami), /NE 4515 (Kanako Ogura)

Btk 14 (Osamu Klkuchl) ML 35— (Junichi Matsubara) @ﬁ‘ FH#87 (Kunihiro Nishimura) ,

P 271 (Manabu Muto)

1 BSR4 s e JEES
(Department of Clinical Oncology, Kyoto University Hospital)
2 JURERERY: ML a R
(Department of Gastroenterology and Hepatology, Tokyo Medical University)
3 RUHSRAABR A TR e It i A i
(Division of Medical Information Technology and Administration Planning, Kyoto University Hospital)
4 GUHRED A BRI v & —

(Center for Cancer Immunotherapy and Immunobio]ogy, Kyoto University)

5 RERABR AN RS T S 1R
(Clinical Genetics Unit, Kyoto Unlversny Hospital)
6 PEHIZPEE R v 7 — JEEFARE
(Department of Clinical Oncology, Kobe City Nishi-Kobe Medical Center)

7 HRASHT o —
(Xcoo, Inc.)

DNA Degradation in Prostate Cancer Tissue: Analysis Across Multiple CGP Platforms
f#EE £ (Sho Umegaki), #%ZE Eiffiy (Hiromichi Ebi)
BRI Ay 8 — 77 ) LW v 5 —

(Center for Cancer Genomics and Advanced Therapeutics, Aichi Cancer Center, Aichi, Japan)

Clinical interpretation of low variant allele fraction variants in blood-based hereditarycancer testing
4% {12 (Akito Dobashi), #7)I] #33€! (Hiromi Arakawa), AFK HiyP3E! (Asami Kuga),

IEHY 2281 (Eri Habano), i $61-! (Yuko Minoura), 47~ 5! (Keika Kaneko), HiAR HfP! (Arisa Ueki)
1 ASMEEADS A2 HUIREEE BRE S R

(Department of Clinical Genetics, Cancer Institute Hospital, Japanese Foundation for Cancer Research, Tokyo, Japan)

2 RAEMENEADI AW S 23 AFGERT WS / 0 FERRER 70 P = 7 b
(Department of Pathology / Pathology Project for Molecular Targets, The Cancer Institute, Japanese Foundation for Cancer
Research, Tokyo, Japan)
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Oral Session 14 Complex Disorders

Date
Room
Chairs

H B 11H20H () 10:40~11:40
2 SRy (IRERE vy —ER 2H=2)
BE R It (RERIEEREE)
EA Bl REESERRY: 7 FEEAITEE)
: Friday, November 20  10:40~11:40
: Room 5 (Meeting Room 2, Exhibition Building, Sendai International Center)
: Kinya Ishikawa (Institute of Science Tokyo)
Mayumi Tamari (The Jikei University School of Medicine, Division of Molecular Genetics)

Proteomic patterns associated with serum urate level and dysfunctional ABCG2 urate transporter
variants

diff; Bl (Masahiro Nakatochi), KA B8#fcl! (Yuki Ohashi), HiJ& {#=£# -2 (Sahoko Ichihara),
LA {3 (Ken Yamamoto), LA #HE52 (Yuki Kitamura), #AJE 3R 4 (Tatsuaki Matsubara) ,
HILRE 2 D% (Ruriha Beppo), AR T SCHES (Fumie Kinoshita), JIIE ffii 76 (Tomoko S Kato),
HH 47 (Yu Toyoda), JA 47 (Yusuke Kawamura), ¥AJE V227 (Hirotaka Matsuo)
T 223E8 (Kimiyoshi Ichida), H#H] 78542 (Mitsuhiro Yokota)
1 Al RRRAAGE B R UTERE Sk il B B
(Public Health Informatics Unit, Department of Integrated Health Sciences, Nagoya University Graduate School of Medicine,
Nagoya, Japan)
2 FIRBERERY: BEAAT BRI T B3
(Department of Environmental and Preventive Medicine, Jichi Medical University School of Medicine, Shimotsuke, Japan)
3 KBRS R AL ARG
(Department of Medical Biochemistry, Kurume University School of Medicine, Kurume, Japan)
4 FHATIERAE AR
(Faculty of Human Sciences, Aichi Mizuho College, Nagoya, Japan)
5 Al EIAEARIE B Saim R G T
(Department of Advanced Medicine, Data Science Division, Data Coordinating Center, Nagoya University Hospital, Nagoya,
Japan)
6 AFRREE BR2E NRIEGEIE (DS - i NRREM)
(Division of Cardio-Vascular Medicine, Department of Internal Medicine, Kurume University School of Medicine, Kurume,
Japan)
7 BEREREREES T A Al
(Department of Integrative Physiology and Bio-Nano Medicine, National Defense Medical College, Tokorozawa, Japan)
8  HRUHERERAY: AT
(School of Pharmacy, Tokyo University of Pharmacy and Life Sciences, Tokyo, Japan)
9 REDKF: R
(Kurume University School of Medicine, Kurume, Japan)

Functional analyses of SHARPIN variants associated with the risk of late-onset Alzheimer's disease
using genome editing
Bt #ht (Yuya Asanomi), AR #7521 (Tetsuaki Kimura), | &% ! (Nobuyoshi Shimoda),
6 FiAE 23 (Satoshi Kamijo), =Hifi 754612 (Hideki Miwa), BE7K K% 14 (Daichi Shigemizu),
Tk 255 (Shumpei Niida), JBIF & — 1467 (Kouichi Ozaki)
1 ESZRFEFEIE v 7 — W0 X T4 AT ) by —
(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
2 EINAER - SRREERIZE R v & — RERMMETIERT R SRR
(Department of Neuropsychopharmacology, National Institute of Mental Health, National Center of Neurology and Psychiatry,
Kodaira, Japan)
3 BAREERERAAES LA
(Department of Physiology, National Defense Medical College, Tokorozawa, Japan)
4 JRERFERERE PR FFATIER IGSR R AR
(Department of Cardiovascular Medicine, Hiroshima University Graduate School of Biomedical and Health Sciences,
Hiroshima, Japan)
5 ESZRAFPERIE R v & — WF5ET
(Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
6 HUVAEWTSERT A aEREY e v Y —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
7 BEBERFARABE AR R B AR
(Department of Aging Research, Nagoya University Graduate School of Medicine, Nagoya, Japan)
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Polygenic risk analyses reveal shared genetic architecture between narcolepsy type 1 and type 2
beyond HLA-DQB1*06:02

=)l 1 (Taku Miyagawa), 5% JEFH 112 (Mihoko Shimada), Vg7 T¥23 (Tohru Kodama),
fEi7k 12 (Katsushi Tokunaga), "% H.23 (Makoto Honda)
1 R4S IR N AT A A DT TR 71 2 = 7 b
(Sleep Disorders Project, Tokyo Metropolitan Institute of Medical Science, Tokyo, Japan)
2 ESZEREHEE DI 7 2BERY: 7 ey 2 7 b
(Genome Medical Science Project, National Institute of Global Health and Medicine, Japan Institute for Health Security)
3 PEREWTSERT I I IS AR b
(Japan Somnology Center and Seiwa Hospital, Tokyo, Japan)

Longitudinal Analysis of HBV Mutations in Serum Samples Using Survival Analysis
VA Z591 (Nao Nishida), f2[1] E{H2 (Masaya Sugiyama), Af& JIEi3 (Jun Ohashi),
+3i B! (Takayo Tsuchiura), fi7K 1! (Katsushi Tokunaga)
JNES VA S ER i = B 5
(Japan Institute for Health Security, Toyama)

2 [EINZAR R R BRI T

(Japan Institute for Health Security, Kohnodai)
3 BEIREE
(University of Tokyo)

Association analysis between tryptase genotypes and food allergy in Japanese population

e % AR KA12 (Yamato Sasaki) s E[] 84! (Shunsuke Kuriyama) , 4 #1551 (Kazuhiro Hosoya) ,
diff B! (Takako Nakamura) , PiH- HEHH3 (Teruaki Matsui) , FZiR 2R3 (Shiro Sugiura) ,
A B FIl7# (Kiwako Yamamoto), 858 Jf8l* (Tatsuki Hukuie), K 2% 324AS (Yukihiro Ohya),
BP0 FH3EF-! (Emiko Noguti)
1 SR BRI R SR

(Department of Medical Genetics, Institute of Medicine, University of Tsukuba, Ibaraki, Japan)
2 SPCRAERAEGE AR A RIEAiE 7 vy 7 4 TERSEAL 70 75 4

(Graduate School of Comprehensive Human Sciences, Master's Program in Medical Sciences)
3 HOB/NRRIHERR Ay S — fE - TLAX -k —

(Division of Allergy, Allergy Center, Aichi Children Health and Medical Center, Aichi, Japan)
4 ENTREERNEL =T LA —k vy —

(Division of General Allergy, Allergy Center, National Center for Child Health and Development, Tokyo, Japan)
5 AlENSIRERAGE AR

(Department of Occupational and Environmental Health, Graduate School of Medical Sciences, Nagoya City University)

Multi-ancestry genome-wide association studies elucidate spatio-cellular features of multiple
sclerosis genetics
JEEAS R HER 12 (Rintaro Fujimoto), ZINA[ ¥ KHE3 (Kotaro Ogawa), ¥l EL— 12 (Shinichi Namba),
/NI B! (Yosuke Ogawa), 7/ FE#K24 (Ryuya Edahiro), ARJE %% A 125 (Kyuto Sonehara),
FH) 1] & #8%" (Shiori Tagawa), JE3& 786 (Mitsuru Watanabe), K[ %1K3 (Tomohiro Yata)
E I B4 (Yuya Shirai), [ f&5]4 (Yuji Yamamoto), {28 5212 (Go Sato), H1ZE T-J17 (Chifune Kai),
P HEEZ! (Tasuhiko Naito), PAH] j&—8 (Koichi Matsuda), KT 7.3 (Makoto Kinoshita)
# R B—¢ (Jun-ichi Kira), By BEME3 (Tatsusada Okuno), TR #C+¢ (Noriko Isobe) ,
[t FH [ 5R 12 (Yukinori Okada)
1 HRURAPRR R R R RL R IR
(Department of Genome Informatics, Graduate School of Medicine, the University of Tokyo)
2 EMVAEWRZETT @ ERREI S v Y — v AT LR T — 4
(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
3 RBRORARAERE R WFSERE ARl
(Department of Neurology, Graduate School of Medicine, The University of Osaka, Suita, Japan)
4 RBRREREDE PEAERITSERE W2 - SR
(Department of Respiratory Medicine and Clinical Immunology, Graduate School of Medicine, The University of Osaka, Suita,
Japan)
5 DxlVAL T )L FYx USRI 2NA L AR
(Wellcome Sanger Institute, Wellcome Genome Campus, Cambridge, UK)
6 JUNRZERABE BEAAITTERE Mk AREE
(Department of Neurology, Neurological Institute, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)
7 RBREFERAERE AR UTSERE IR
(Department of Ophthalmology, Graduate School of Medicine, The University of Osaka, Suita, Japan)
8  WERYRAYNE Fra AR B AR X 74 AV 4 v A

(Laboratory of Clinical Genome Sequencing, Graduate School of Frontier Sciences, The University of Tokyo, Tokyo, Japan)
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Oral Session 15 Neuromuscular Disorders 3

H B 11H20H (8)  10:40~11:40
= Bigexy (IeEEt vy — BT 2%E3)
B R vuE FE GERRS)
A = (2SR - s e v 5 —)
Date : Friday, November 20 10:40~11:40
Room : Room 6 (Meeting Room 3, Exhibition Building, Sendai International Center)
Chairs : Kazumasa Saigoh (Kindai University)
Yuji Takahashi (National Center of Neurology and Psychiatry)

S-Nitrosylation at Cys406 Drives Aberrant Androgen Receptor Condensate Formation and
Transcriptional Dysfunction in SBMA

TG4~ 28812 (Yasumasa Hashimoto), Marco Fritzsche?®, Richard Premont*’, Jonathan S. Stamler*s,
Matthew JA Wood?, Carlo Rinaldi?
1 BYPHBERER A e PRl e
(Department of Neurology, Kansai Medical University)
2 Ky 7 A7 x— PR FEERIIEAT
(Institute of Developmental & Regenerative Medicine (IDRM), University of Oxford)
3 Av VA7 4 — FRE 737 1 W80T
(Kennedy Institute for Rheumatology, University of Oxford, UK)
4 F=RATIRY VRS BEER
(Department of Medicine, Institute for Transformative Molecular Medicine, Case Western Reserve University School of
Medicine, Cleveland, Ohio, USA)

5 Y v URERT
(Harrington Discovery Institute, University Hospitals Cleveland Medical Center, Cleveland, Ohio, USA)

AGG Repeat Expansion and Aggregation of BIN1 in Multiple System Atrophy
AK JAKR!T (Kodai Kume), £ 3¢5 12 (Takashi Kurashige), HifG &3 (Takeshi Itabashi)
IRAR BHAE 4 (Akio Akagi), Tiff [E2%5 (Masataka Nakamura), 3§4% #%! (Mai Kikumoto),
T B¢ (Atsushi Tamada), $ifFH [F#C7 (Masaki Kamada), $E/K 28 (Takashi Ayaki),
R WS (Yuishin Izumi), 3 —EB1 (Ichiro Yabe), 75HL B 1-6 (Keiko Muguruma),
A R (Tatsuo Miyamoto), 5 54 (Yasushi Iwasaki), JI| = 755! (Hideshi Kawakami)
1 RESRA: BB E R AWTIERT 27 F AT sE 0
(Department of Molecular Epidemiology, Research Institute for Radiation Biology and Medicine, Hiroshima University,
Hiroshima, Japan)
2 NHOM[E & v & — [pde ARk
(Department of Neurology, NHO Kure Medical Center and Chugoku Cancer Center, Hiroshima, Japan)
3 IHERAERAEGEE SRR 40 Tl A B2 R
(Department of Molecular and Cellular Physiology, Graduate School of Medicine Yamaguchi University, Japan)

4 BRIERER MR EEAITZERT fhRem B
(Department of Neuropathology, Institute for Medical Science of Aging, Aichi Medical University, Japan)
5 BEVHPERERY: phiE Rl
(Department of Neurology, Kansai Medical University, Japan)
6 BAPEEERLRY: iPS - AN 25 27
(Department of iPS Cell Applied Medicine, Graduate School of Medicine, Kansai Medical University)
T BINRAABESAEE Lt AR
(Department of Gastroenterology and Neurology, Kagawa University Faculty of Medicine, Japan)
8 IHSRYRAABEIE A ITIE R B PR e
(Department of Neurology, Graduate School of Medicine, Kyoto University, Japan)
9 FEERFRABEIE P A A DTN AR R 2o iy
(Department of Neurology, Tokushima University Graduate School of Biomedical Sciences, Japan)
10 JGHEERAARABEBR-AIT T e B o WY Aie R
(Department of Neurology, Faculty of Medicine and Graduate School of Medicine, Hokkaido University, Japan)
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Whole-genome sequencing reveals genetic risk factors associated with Amyloid-g accumulation rate
L)1 B! (Akiko Yamakawa), HA BH#I2 (Akinori Nakamura), ARAf 35 5% ! (Tetsuaki Kimura),
B #3th! (Yuya Asanomi), $f [£! (Takumi Nishiki), Jl 5] (Takashi Kato),
HEkH 233 (Shumpei Niida) , FEIFs ¥ — 1456 (Kouichi Ozaki), H7K KBS (Daichi Shigemizu)
1 ENRFERHIL Y S — T AT+ AVT ) by ¥ —
(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
2 ENZITERFEE A LR FEEEIE € v & — WEEAT RAE St R 2 v & —
(Center for Development of Advanced Medicine for Dementia, Research Institute, National Center for Geriatrics and
Gerontology, Obu, Japan)
3 ESZATERFEE A BN RFEREIIE X v & — 280
(Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
4 ENZOIERRTEEA BYLETT A mE R A v 8 —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
5 JRESREEREDE RPN R ISR N R
(Department of Cardiovascular Medicine, Hiroshima University Graduate School of Biomedical and Health Sciences,
Hiroshima, Japan)

6 FdiERERAGE A RITER B LEEIERE
(Department of Aging Research, Nagoya University Graduate School of Medicine, Nagoya, Japan)

A Study of Epilepsy Cases with GABAA Receptor Mutations: Mutations and Clinical Characteristics
G s 18 (Takahashi Yukitoshi), tE R 1IEFE! (Masataka Fukuoka), FHH Af~F! (Kuniko Ida),
K KB (Taikan Ooboshi), A Z&84:! (Hiroo Oomatsu), 5 i3 ! (Katsumi Imai)
L #4381+ (Rumiko Takayama), FIF: K41 (Daisuke Usui), H:I0 572! (Akihiro Iguchi),
BN JEPE (Mitsuhiro Miyashita), [l ffi—2 (Shinichi Hirose), I Y6/A3 (Mitsuhiro Kato),
LA #2524 (Toshiyuki Yamamoto), —F38t {5445 (Tomohiro Saitsu), PE{4E (A6 (Naoya Saijou),
=1L ME7 (Jun Takayama), Zgith 24567 (Atsuo Kikuchi), & %%k67 (Shigeo Kure)
1 ELLIEBERERE B0 CA DA - MRBEFE L v & —
(National epilepsy center, NHO, Shizuoka institute of epilepsy and neurological disorders, Shizuoka, Japan)
2 fERREEETR A B v 5 —
(General Medical Research Center, School of Medicine, Fukuoka University)
3 EFERERERE AT IR TERERER B CA D A B2 v & —
(Department of Pediatrics, Showa Medical University School of Medicine, Epilepsy Medical Center, Showa Medical University
Hospital)
4 YR FERERYESAE T 2 SieHE
(Institute of Medical Genetics, Tokyo Womens Medical University)
5 WEMEREREEALY:
(Department of Biochemistry, Hamamatsu University School of Medicine)
6 WALRYEREGEE RV Fok - FEREPE L NN 2 oy I
(Department of Pediatrics, Tohoku University School of Medicine)
7 WALRFERFEGESRUIERE D HE 7/ L BT L R TS e
(Department of Rare Disease Genomics, Tohoku University Graduate School of Medicine)
8 I FLH AN R
(Department of Pediatrics, Gifu Municipal hospital, Gifu, Japan)
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Population-specific genetic architecture underlies prevalence of NOTCH2NLC CGG repeat expansion
in East Asians

RALR YR (So Okubo), S fst! (Hiroya Naruse), f&ii# 11752 (Shokichi Takahama),
LA #2 (Takuya Yamamoto), & W' (Chiharu Yoshida), #&J1] #}(#! (Takashi Matsukawa),
= i3 (Jun Mitsui), 4T #1 (Wataru Satake), JiHi B¢ (Toyomasa Katagiri),
A 2 S (Hiroyuki Ishiura), 31 24216 (Shoji Tsuji), HPAT #ilili* (Yusuke Nakamura)
I 3% 517 (Tatsushi Toda)
1 HURRASAR DG PR RIS flfe Rl
(Department of Neurology, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2 [ESZWTERRFERE A BRARAL - R - SREEWTSERT HEW - e Lk vy —
(Center for Intractable Diseases and ImmunoGenomics, National Institutes of Biomedical Innovation, Health and Nutrition,
Osaka, Japan)
3 BUURERYBE BEAERIISERE 7L o2 a v X T 1 o it
(Department of Precision Medicine Neurology, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
4 [ENZOMEBASEEE N PEERIE - (A - BUITEAT
(National Institutes of Biomedical Innovation, Health and Nutrition, Osaka, Japan)
5 BRIIIRAERAARE Bt HE AR A DTZERE it Rl
(Department of Neurology, Okayama University Graduate School of Medicine, Dentistry and Pharmaceutical Sciences,
Okayama, Japan)
6 [EBEBREALR: 7/ S BEEADTSE T
(Institute of Medical Genomics, International University of Health and Welfare, Chiba, Japan)
7 ESZOFERIFEIEAN ERLR A - phRE R v —
(National Center Hospital, National Center of Neurology and Psychiatry, Tokyo, Japan)

Genetic stratification of Parkinson's disease by NOTCH2NLC and LRP12 repeat expansions.

I KA8H (Hiroki Komatsu), Ty i 1-2 (Hiroko Nakano), Y& BHEE! (Akihiko Mitsutake),
% BEKS (Kenta Orimo), )11 #fi& ! (Takashi Matsukawa), = H: #ifi3> (Jun Mitsui),
A0 W52 4 (Hiroyuki Ishiura), J7 [T ZE515 (Tatsushi Toda), 24T #! (Wataru Satake)
1 HJORURAEE AR RE fiiE YRR

(Department of Neurology, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2 P RAEBE AR UTERE MRE A RIE S B0y I REE S B

(Division of Neurology/Molecular Brain Science, Kobe University Graduate School of Medicine, Japan)
3 HECRY: REBEEERVIARL 7L o a v X 74 o v il

(Department of Precision Medicine Neurology, Graduate School of Medicine, The University of Tokyo, Japan)
4 BEILREERAERE B SRR A WO IR AR

(Department of Neurology, Okayama University Graduate School of Medicine, Dentistry and Pharmaceutical Sciences)
5 [ENZRSR - PREPERIITE R v 7 — e

(National Center Hospital, National Center of Neurology and Psychiatry, Tokyo, Japan)
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Oral Session 16 Cancer Genetics 4

Date
Room
Chairs

H B 11H20H () 10:40~11:40
2 5 ETRY (=R SOREER —L)
BE KRR AR (FEREPSAL VY —BIBTFEZWHET)
Wit 2K (8BRS BETF2HRD
: Friday, November 20  10:40~11:40
: Room 7 (Grand Hall, Sendai Ryokusaikan Visitor Center)
. Sana Yokoi (Div. Genetic Diagnostics, Chiba Cancer Center)
Takao Hinoi (Hiroshima University Hospital, Department of Clinical and Molecular Genetics)

MMR Loss Patterns and Lynch Syndrome Detection in Young Japanese Endometrial Cancer: A
Prospective Study
BYAF F5E! (Hidetaka Nomura), Fifif #2-1-12 (Akiko Abe), fRA 7! (Atsushi Fusegi),
B RIS (Mayumi Kamata), H: b #3A! (Yuta Inoue), [1117] $7! (Shogo Yamaguchi),
B P (Yuri Kuratomi), fAH BEAER! (Eitaro Funada), ffHH 5F! (Mamoru Kakuda),
/NEE BLYh -1 (Risako Ozawa), PEEF 7! (Shogo Nishino), ARyt SEf#! (Sachiho Netsu),
B E ! (Motoko Kanno), FEE 11! (Makiko Omi), 75K ¥ (Yoichi Aoki),
R Ef! (Mayu Yunokawa), HEAR %P3 (Arisa Ueki), 4} &1+ (Akiko Tonooka),
4 #i.2 ' (Hiroyuki Kanao)
1 ASAWHEIIREEE I AR
(Department of Gynecology, Cancer Institute Hospital of Japanese Foundation for Cancer Research, Tokyo, Japan)
2 DSAWPEBEES 7/ LT
(Department of Genomic Medicine, Cancer Institute Hospital of Japanese Foundation for Cancer Research, Tokyo, Japan)
3 DIAWHE W ERRE (SRS
(Department of Clinical Genetics, Cancer Institute Hospital of Japanese Foundation for Cancer Research, Tokyo, Japan)
4 DSAWPEIDIEES L

(Division of Pathology, Cancer Institute of Japanese Foundation for Cancer Research, Tokyo, Japan)

Sustainable HBOC surveillance: survey of current challenges and implementation of a surveillance
program
I BEFE 1123 (Yumiko Goto), B¥ HH1-36 (Tomoko Seki), T Kififi! (Daisuke Nakato),
s} BESE 134 (Kohei Nakamura) , Hiik B1-135 (Tomoko Yoshihama), M B 236 (Masayuki Tanaka),
NP A FE L3 (Tkumi Ono), =28 AFEF-137 (Kumiko Misu), /ME {54! (Yusuke Kobayashi)
PO R 135 (Kenta Masuda), 5540 B2 (Hiromasa Takaishi), [L]_F H 35 (Wataru Yamagami),
IINRE R ER 13 (Kenjiro Kosaki)
1 BEMERIARY: R KRR v 8 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
2 BEMEZRRAR PRAAHS PRI 2 v ¥ —
(Center for Preventive Medicine, Keio University School of Medicine, Tokyo, Japan)
3 BHERAARANEE S FIRIN B RE e >~ & —
(Center for Hereditary Breast and Ovarian Cancer Syndrome, Keio University Hospital, Tokyo, Japan)
4 BREFREVRYE RYF DA ) KRR Y 8 —
(Center for Cancer Genomics, Keio University School of Medicine, Tokyo, Japan)

5 BENERIARY: RS PR AL
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)

6 BEREFTAKE PRop SRl
(Department of Surgery, Keio University School of Medicine, Tokyo, Japan)

7 BHERERAELE FRE
(Nursing Department, Keio University Hospital, Tokyo, Japan)

Multi-locus Inherited Neoplasia Allele Syndrome (MINAS): Clinical Characteristics of Nine Individuals
ATk HiybIE (AsamiKuga), 41~ 57 (KeikaKaneko), 7/l #33¢ (Hiromi Arakawa), ¥ 23 (Eri Habano),
i #i7 (Yuko Minoura), 4% B~ (Akito Dobashi), fEA G %> (Arisa Ueki)

DM ERE A DS A2 A B EE BRE S PR

(The Cancer Institute Hospital, Japanese Foundation for Cancer Research)
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Clinical Characteristics of Patients with Endometrial Cancer Associated with Lynch Syndrome at Our
Hospital
FETH #H7! (Yuko Minoura), 41 5¢7r! (Keika Kaneko), 7)1l #332! (Hiromi Arakawa),
WG EF 2P (Eri Habano), A$X Hiyb3&! (Asami Kuga), 145 M{=12 (Akito Dobashi),
I Z£)5 14 (Takahiro Kogawa), P #2-1-3 (Akiko Abe), WFAf F515° (Hidetaka Nomura)
48 #i.2 % (Hiroyuki Kanao), fHA P! (Arisa Ueki)
1 SAWFE2AYIREEE MRS S PR
(Department of Clinical Genetics Oncology, The Cancer Institute Hospital of Japanese Foundation for Cancer Research)

2 DSAWIER B
(Department of Pathology, The Cancer Institute of Japanese Foundation for Cancer Research)
3 BAMESEIEEE AR
(Department of Gynecologic Oncology, The Cancer Institute Hospital of Japanese Foundation for Cancer Research)

4 DA ARG SoimPR B

(Department of Advanced Medical Development, The Cancer Institute Hospital of Japanese Foundation for Cancer Research)

Comprehensive genomic profiling reveals a higher prevalence of Li-Fraumeni syndrome than
previously estimated
KiH: /%% (Sana Yokoi), $57K 1 (Ryoko Suzuki), /NE 471+ (Reiko Ohara)

THERDA L v & —  BIZ T2
(Div. of Genetic Diagnostics, Chiba Cancer Center, Chiba, Japan)

Integrated genomic analysis reveals HBOC in patients with inconclusive BRCA test results
H BESA 1234 (Kohei Nakamura), B9 H] 235 (Kenta Masuda), 7 %% £ 1-235 (Tomoko Yoshihama),
B EIEF236 (Yumiko Goto), B BH+37 (Tomoko Seki) , /N JEUHE3S (Takeo Kosaka),
Tty BHEE! (Reika Takamatsu), JUEF H1 7! (Yuko Kitano), 2 S (Shigeki Tanishima),
B[ BHEE (Norie Abe), JEI A (Hisamitsu Zaha), =ZH A JE-2310 (Kumiko Misu),
JNIF A 2300 (Tkumi Ono), PHJEE [T (Hiroshi Nishihara), [1] b E35 (Wataru Yamagami),
JINFF R B 23 (Kenjiro Kosaki)
1 BEMEREK R AT DA T ) LR v 5 —

(Center for Cancer Genomics, Keio University School of Medicine, Tokyo, Japan)
2 BERERRARERE AR E e v Y —

(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
3 BEERAN RGOS T IN B E e v & —

(Center for Hereditary Breast and Ovarian Cancer Syndrome, Keio University Hospital, Tokyo, Japan)
4 PR BE R AR R R

(Department of Hereditary Cancer, Nakagami Hospital, Okinawa, Japan)
5 BHERRARYPRATE R AR

(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
6 BHERARYEAT PN e Y —

(Center for Preventive Medicine, Keio University School of Medicine, Tokyo, Japan)
7 BERRARFEATEILIA R

(Department of Surgery, Keio University School of Medicine, Tokyo, Japan)
8 BEMEFSHN IR

(Department of Urology, Keio University School of Medicine, Tokyo, Japan)
9 rhEEEHEELIA R

(Department of Breast Surgery, Nakagami Hospital, Okinawa, Japan)
10 B AR AR E

(Nursing Department, Keio University Hospital, Tokyo, Japan)
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Oral Session 17 Clinical Genetics 2

Date
Room
Chairs

H B o1H20H () 15:30~16:30

2 B3Ry (IGER e v & — BT JBTE1-B)

BE R TN T R E S ERER ISR BEE (52 565)

il R IIpNE s SO AV s S S o 7 Sl RV - ok 39

: Friday, November 20 15:30~16:30

: Room 3 (Exhibition Hall 1-B, Exhibition Building, Sendai International Center)

. Chisen Takeuchi (Department of Clinical Genetics, The Jikei University Hospital)

Tetsuya Okazaki (Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical

Sciences, Okayama University)

A case report of hereditary transthyretin amyloidosis with transthyretin p.Thr80Ala in Japanese family
PNH 42%13 (Naotaka Uchida), 7T Z&£! (Miho Takeshita), #AH #KiA2 (Koji Matsuda)
LI 254873 (Mihoko Yamada), ZHH % & -3 (Takako Suda)

1

VNI IRVAT] R AN B

(Department of Medical Genetics, Matsue City Hospital, Shimane, Japan)
IATL T Sy be A5 BREs N Rt

(Department of Cardiology, Matsue City Hospital)

PATLTT S bE FLR - A sh L

(Department of Breast and Endocrine Surgery, Matsue City Hospital)

Varporter-based Al system for pathogenicity assessment of germline variants by comprehensive
genomic profiling in cancer
HF I Hs (Masashi Idogawa) , 11 H 5A—2 (Kohichi Takada), fEH: 5&7:3 (Akihiro Sakurai)

1

HIRBERIRY: B2 7/ L PUIEEIE 7/ BIERES I
(Division of Medical Genome Sciences, Department of Genomic and Preventive Medicine, Sapporo Medical University)
ALBEEERER Y BRAEER NRE R IS N Rl A 2 i

(Division of Medical Oncology, Department of Internal Medicine, Sapporo Medical University)

HIRBERIRY: B 7/ b PUITS 0 Wk 7/ 12500

(Division of Clinical Genomics, Department of Genomic and Preventive Medicine, Sapporo Medical University)

A novel de novo RBBP5 variant impairs KMT2D-SET binding and clusters within the Kabuki
syndrome episignature

B il (Takuya Naruto), 24T &'f-! (Tomoko Satake), B4 & &1 (Yumi Enomoto),
L f#E]2 (Kenji Kurosawa), B A&k -2 (Yukiko Kuroda)

1

PEINEAL 2 &b Bt v & — BRI RT
(Clinical Research Institute, Kanagawa Children's Medical Center)

2 MERNIRSLC &b Bt v v — E{skt

(Division of Medical Genetics, Kanagawa Children's Medical Center)
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Initiation of a prospective study on clinical management of Fabry disease identified through newborn
screening

I B2 12 (Masatoshi Yamaguchi), - 22 AHF 12 (Koutaro Doi), H1 B %%3 (Kana Nakashima),
A MR (Minayo Iwai), F7)1] 1! (Chiharu Terakawa), BHFI| HRHH4 (Satoru Meiri)
oG FEffE# (Takao Konomoto), FEH ¥ 1S (Hirotake Sawada) , A #5543 (Kinuko Yamamoto),
Bt 153 (Masao Kikuchi), fZ111 52516 (Takashi Sugiyama), j#§7: Ta{H6 (Katsuya Sakai),
R 5 fE#3 (Toshihiro Tsuruda), JE3# 227 (Nozomi Watanabe), 754 75{=¢ (Hidenobu Ochiai),
HiAR E ]2 (Shinji Katsuragi)
1 ERRAE A b iR 7 v e ) v 7
(Division of Clinical Genetics, University of Miyazaki Hospital)
2 EiRRAE BRI IR e AR
(Department of Obstetrics and Gynecology, University of Miyazaki Hospital)
3 EIRERYE PGB - EIRAR
(Division of Cardiovascular Medicine and Nephrology, Department of Internal Medicine, University of Miyazaki)
4 EIRRAEE RN E R N KR
(Department of Pediatrics, University of Miyazaki Hospital)
5 EIRIRYE R AR A0S - R
(Division of Fundamental Nursing, Department of Fundamental and Community Nursing Science, School of Nursing, Faculty
of Medicine, University of Miyazaki)

6 EIRRSEEE AR et R

(Division of Neurology, Department of Internal Medicine, University of Miyazaki Hospital)
7 BEIRREEANERRE N — ey —

(Heart and Vascular Center, University of Miyazaki Hospital)

8 HIEARFEAI R BiiE ey s —
(Advanced Emergency and Critical Care Center, University of Miyazaki Hospital)

Genomic Re-evaluation of an Xp11.3 Deletion in a Man Reveals a Contiguous Gene Deletion
Syndrome Involving KDM6A and RP2
i 387122 (Motoko Kamiya), {i/A § 1! (Akiko Sakyu), %} -2 (Kyoko Takano),
T FE 1 124 (Tomoki Kosho)
1 EMRAEBE AT IR B s T ERE 2 v & —

(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
2 fBINRAABE AT BB

(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
3 EMREREA NS

(Department of Pediatrics, Shinshu University School of Medicine, Matsumoto, Japan)
4 BMRFEAR 7V 2L - > — 7 v AR

(Division of Clinical Sequencing, Shinshu University School of Medicine, Matsumoto, Japan)
Common features and differences among three cases of myotonic dystrophy first suspected during
pregnancy
721 FH -1 (Shoko Saito), & H FEHR! (Hasumi Tomita), PYIE #EiK! (Kokin Uchibori)
e $HTE! (Yusaku Kumagai), J#H #3E! (Hirotaka Hamada), )1 B! (Mari Tadakawa),
Al #F 2 (Noriyuki Iwama), {4 K Eifi7-2 (Maako Sasaki), JHti% E#2 (Mari Tsubata)
BHAR FET? (Yoko Aoki), 7RE B F)! (Masatoshi Saito)
1 HLRA AR ek AR

(Department of Obstetrics and Gynecology, Tohoku University Hospital, Miyagi, Japan)
2 JULARAEE A IR R

(Department of Medical Genetics, Tohoku University School of Medicine)
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Oral Session 18 Metabolic and Mitochondrial Disorders

H K
Y X

B R

Date
Room
Chairs

11H20H (%) 15:30~16:30

WAL (IBEEL > ¥ — Rk 23%E])
AINAE Sl (ENV B BERR v 5 —)
T M CRRRAR)

: Friday, November 20 15:30~16:30
: Room 4 (Meeting Room 1, Exhibition Building, Sendai International Center)
. Motomichi Kosuga (National Center for Child Health and Development)

Masayuki Yoshida (Institute of Science Tokyo)

A candidate biomarker for ML: reduced urinary heparan sulfate after unrelated cord blood
transplantation

e #r& (Hiroaki To), B (Yasuyuki Fukuhara), B KR (Kotaro Sakaya),

HE f#E] (Kenji Kurosawa), /NEE FE@ (Motomichi Kosuga)

ENZ KB R v 5 —
(National Center for Child Health and Development)

Non-coding spliceosomal defects in mitochondrial disease: evidence from RNU4-2 andRNU4ATAC
At BAK! (Kohta Nakamura), 1EARHR2 (SoMasaki), R T ! (Yoshihito Kishita), #2iij #%! (Ayumu Sugiura)
AR 2! (Atsuko Okazaki), PAA 1H. 21 (Naoyuki Matsumoto), I 3 (Yohei Sugiyama),
A ¥4 (Hiroshi Matsumoto), KAT B4 (Akira Ohtake), A 1 (Kei Murayama),
F i) 18472 (Naoyuki Kataoka), [IFF ]! (Yasushi Okazaki)
1 MERE KRR REAFZeRl BEATER B2 - 100/ W Ol & iakiisie v ¥ —
(Diagnostics and Therapeutics of Intractable Diseases, Intractable Disease Research Center, Juntendo University, Graduate
School of Medicine)

2 WRIRYEREGR AL A REATTZE AL IS B R A S Ml AL EmgE s
(Graduate School of Agricultural and Life Sciences, Department of Animal Resource Sciences, Laboratory of Cellular
Biochemistry, The University of Tokyo)

3 MERERANEFE - EAEE
(Department of Pediatrics, Juntendo University)

4 BEBEBRREEEET 2 LR - AR

(Department of Pediatrics, Saitama Medical University)
Clinical Spectrum and Liver Transplant Outcomes of DGUOK-Related MTDPS in Japan: Comparison
With an International Cohort
VAT 0% (Tomoki Saito), FHYE #%2 (Mai Kashisaka), FHJE A A! (Hisato Aihara),
K21 PEYA13 (Yohei Sugiyama), HPAS BAA? (Kota Nakamura), R I 343 (Yoshihito Kishita)
[ 7 JEEE]3 (Yasushi Okazaki), R 2213 (Kei Murayama)

1 MERAE AR A B I R B L e /N ekt - AR
(Department of Pediatrics and Adolescent Medicine, Juntendo University Hospital, Tokyo, Japan)
2 MEREE AR AR I 2 b /N SR
(Department of Pediatrics, Juntendo University Urayasu Hospital, Chiba, Japan)
3 MR ERAEBE AR BN R AL e B 0 Wt & inktiisie > & —
(Diagnostics and Therapeutics of Intractable Diseases, Intractable Disease Research Center, Graduate School of Medicine,
Juntendo University, Tokyo, Japan)
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Genetic counseling and reproductive options for mitochondrial diseases: a retrospective review of 24
families.
I B (Megumi Saito-Tsuruoka) , ARAY fk! (Midori Kimura), 75 £ F=HH2 (Eri Shijiki),
VUG 71! (Junko Yotsumoto), A 0 Z & 13 (Nozomi Uemura), R a3 (Akira Namba),
R X 714 (Sayaka Suzuki-Ajihara), JRIR #3585 (Yusuke Narizuka), 7KE} 7415 (Yosuke Mizuno)
1L =E6 (Kei Murayama), [fIFF HEw]¢ (Yasushi Okazaki), #K [Ef#7 (Naoki Hayashi),
A V14 (Hiroshi Matsumoto) , V& J&EZ 14 (Chikahiko Numakura), K47 BH'4 (Akira Ohtake)
1 RiEERERY: 7 L R
(Department of Clinical Genomics, Saitama Medical University)
2 HUKWEBE 77 7 D SRE
(Department of Clinical Genomics, The University of Tokyo Hospital)
3 RERBERERY: AN
(Department of Pediatrics, Saitama Medical University)
4 EERERERY: FERHm AR
(Department of Obstetrics and Gynecology, Saitama Medical University)
5 RRPERERY: rhaRpFE e TR Rr
(Division of Morphological Science, Biomedical Research Center, Saitama Medical University)
6 MR RS: HHAVER LN - 16
(Diagnostics and therapeutic of intractable diseases, Intractable Disease Research Center, Juntendo University)
T ARV RZY =y 75U AR

(Women's Clinic Fujimino)

Antisense oligonucleotide-mediated skipping of an 84-bp pseudoexon restores PCC activity in
propionic acidemia
FE FEEET-1 (Eriko Totsune), FIH F—12 (Yoichi Wada), 75/ %5 1-! (Yasuko Mikami-Saito),
TIPS HEE 7! (Natsuko Arai-Ichinoi), PE{4 B! (Naoya Saijo), il 3456 (Jun Takayama),
B BEfE7 (Yasuhiro Maeda), 1/ B 1-8 (Yoko Nakajima), /N Iz® (Osamu Ohara),
15, 521610 (Shigeo Kure), 5§ith 225 16 (Atsuo Kikuchi)
1 BALRZER AR LR RE AN R AR A S B

(Department of Pediatrics, Tohoku University Graduate School of Medicine)
2 ALK SIRTUSEE A/ R—3 a2 VIFSET

(Department of Medical Science and Innovation, SiRIUS Institute of Medical Research, Tohoku University)
3 HULRERZFBEEERUZER A7 v > 7 4 7 HiERAIA 7 5

(Department of Al and Innovative Medicine, Tohoku University Graduate School of Medicine)

4 FALKRE AL R T4 AV - RNV 7RG
(Tohoku Medical Megabank organization, Tohoku University)
5 BYLSANTIERT BRTAIRER A IIYi L v & — BIEHEH ST — &
(Statistical Genetics Team, RIKEN Center for Advanced Intelligence Project)
6 HALRAERYBE BEAERWISERE D BN 7 7 L T AL lm) 3 e
(Department of Rare Disease Genomics, Tohoku University Graduate School of Medicine)
7T HEHBERKE AT 77y VT4 S —
(Open Facility Center, Fujita Health University)

8 HRHHPERIRA: PRAAHS N LRI
(Department of Pediatrics, Fujita Health University School of Medicine)

9 ¢ IDNAWISERT 7/ b HSEHEERT
(Department of Applied Genomics, Kazusa DNA Research Institute)
10 ERIENL & & b Jile
(Miyagi Children's Hospital)
A Founder Tandem Duplication at the APOC4-APOC2 Locus in Severe Hypertriglyceridemia with
Markedly Reduced apoC-lI
TS %12 (Satoru Takase), £33ifi ¥ 3 (Hiroyuki Ishiura), J&¥¥ {2 ! (Makoto Kurano),
HI &30 (Masaki Tanaka) , S Ep4:! (Mikio Takanashi), @i P 7! (Yoko lizuka) , J5i (Efifi* (Masumi Hara)
3 4K 3 (Shoji Tsuji), [ /%41 (Sachiko Okazaki), [ I 7%HH 14 (Hiroaki Okazaki)
1 BORORAABE R e Bl Lo - AR
(Department of Diabetes and Metabolic Diseases, The University of Tokyo Hospital, Tokyo, Japan)

2 W HA AR AIEIESERT
(The Institute of Medical Science, Asahi Life Foundation, Tokyo, Japan)
3 HRURAEBE AR T et AR
(Department of Neurology, The University Of Tokyo Hospital, Tokyo, Japan)
I VN SPRE SHI AR P e S
(Fourth Department of Internal Medicine, Teikyo University Hospital Mizonokuchi, Japan)
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Oral Session 19 Cancer Genetics 5

Date
Room
Chairs

H B o1H20H () 15:30~16:30
& ¥ UEsA
JE R D W (RECREE)
THH BT FREZ»AL Y Y — EERD
: Friday, November 20 15:30~16:30
:Room 5 (Meeting Room 2, Exhibition Building, Sendai International Center)
: Koichi Matsuda (University of Tokyo)
Reiko Yoshida (Saitama Cancer Center Department of Medical Genetics and Genomics)

]

(B EEEE > 7 — R 2%E2)

A case of germline pathogenic variant in EGFR identified through comprehensive genomic profiling in
lung cancer

Bt Z20H 1 (Hiroaki Niitsu), HJit $ifi! (Hikaru Nakahara), Bu[i BH7~12 (Akiko Abe),

FaJ Fkb-12 (Misako Ishihara), 7T/ f1 35 H ! (Mizuki Takenonaka), JIIFF JA3 (Kohei Kawasaki),

IFF 29 2 (Kozue Miyazaki), f1HH 5K+ (Katsunari Ishida), 75 & Yt H]* (Koji Arihiro), C.Nelson Hayes>,
M 2251 (Takao Hinoi)

1

IR BRI IE AR -2

(Department of Clinical and Molecular Genetics, Hiroshima University Hospital, Hiroshima, Japan)

IR B

(Department of Nursing, Hiroshima University Hospital, Hiroshima University, Hiroshima, Japan)
[ESZSBERE HUR B2 > & — ISR R

(Department of Respiratory Medicine, National Hospital Organization Higashi-Hiroshima Medical Center, Higashi-Hiroshima,
Japan)

JE B R e S RS TR

(Department of Anatomical Pathology, Hiroshima University Hospital, Hiroshima, Japan)

IR B RAERAE BRRADIIERE L ds ARl

(Department of Gastroenterology, Graduate School of Biomedical and Health Sciences, Hiroshima University, Hiroshima,
Japan)

Bioinformatics analysis of lung cancer using TCGA data set for the insight of impaired tumor immune
microenvironment

fEAR F4#7123 (Hidetoshi Sumimoto), 15 71234 (Atsushi Takano), SFA S&75 123 (Koji Teramoto),

PRI 7R ASER 1234 (Yataro Daigo)

1

R ERER S BRAEH PRI, < il

(Department of Medical Oncology, Shiga University of Medical Science, Shiga, Japan)

WG PERERS: PR i e v 5 —

(Cancer Center, Shiga University of Medical Science)

W ERERY: BRAEES Jetmds At v 8 —

(Center of Advanced Medicine against Cancer, Shiga University of Meical Science)

FRUREERIAZETT ik v 7 F v e v 8 —

(Center for Antibody and Vaccine Therapy, Research Hospital, Institute of Medical Science, The University of Tokyo)

Hereditary multiple lung adenocarcinomas in identical twins with germline PCLO variant
LA B 7512 (Hiromasa Yamamoto) , % {64534 (Yuho Maki), F¥¥ |4 (Tsuyoshi Ueno),
FiH: ZHES (Hiromasa Arai), B H K¢ (Shuta Tomida), ] fi—7 (Shinichi Toyooka)

1

ESRR AR AT E b MEAORIE - 7 2B v 9 —

(Center for Clinical Genetics and Genomic Medicine, Shimane University Hospital, [zumo, Japan)
NSV S Ny N R R A R

(Department of Thoracic Surgery, Shimane University Hospital, Izumo, Japan)

A s T SIS N i B lE P AR St

(Department of Thoracic Surgery, Hiroshima City Hiroshima Citizens Hospital, Hiroshima, Japan)
ENRBE R TUE D A & v & — WP bR

(Department of Thoracic Surgery, National Hospital Organization Shikoku Cancer Center, Matsuyama, Japan)

PN ST BRE PRGN £~ & — WP RE

(Department of Thoracic Surgery, Kanagawa Cardiovascular and Respiratory Center, Yokohama, Japan)

FILREEBE 7 7 bIERR A v 8 —

(Center for Comprehensive Genomic Medicine, Okayama University Hospital, Okayama, Japan)

BEILLIR AR AR B o SRR A WTSERE W2 - FUIRN T I oh Rk

(Department of General Thoracic Surgery and Breast and Endocrinological Surgery, Okayama University Graduate School of
Medicine, Dentistry and Pharmaceutical Sciences, Okayama, Japan)
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Evaluating the impact of epidemiologic factors on cancer risk and diagnosis age across eight hereditary
cancer genes

P7)5 46 B 12 (Yuri Takehara), [LIH] FB¥! (Ryoko Yamada), 7K b £ FB! (Keijiro Mizukami),
HfEFH: B2HH 13 (Yoshiaki Usui), IR BEA! (Yusuke Iwasaki), >F-H] EL45 (Makoto Hirata),
B4 PE—HE® (Yoichiro Kamatani), A _F 32HI|7 (Yoshinori Murakami), /Ml /B 7-8 (Yuriko Koyanagi),
)1 3E7]° (Hidewaki Nakagawa), {JHgE #1011 (Kaoru Ito), #AJE FEAHR® (Keitaro Matsuo),
PAH ¥5— 12 (Koichi Matsuda)
1 ESZAEBFEE NEA LTSS AR RHATTYE & v & — SEEEARBHFITE 7 — &
(Laboratory for Genotyping Development, Center for Integrative Medical Science (IMS), RIKEN, Yokohama, Japan)
2 BEETIASE RS PR IF R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
3 ENIAIM LR v 8 —RSEAT & R T LIEESTEY
(Division of Systems Epidemiology, National Cancer Center Research Institute, Tokyo, Japan)
4 ERNZAAIE R v & — thIuiike R TR
(Department of Genetic Medicine and Services, National Cancer Center Hospital, Tokyo, Japan)
5 WHURYE ERISATTZERT i - MR TS A Re AR 720 i
(Division of Molecular Pathology, Department of Cancer Biology, Institute of Medical Science, The University of Tokyo, Tokyo,
Japan)
6 HLURYE KAGEHIEIRAIR BRI R X 74 ANV EREGEL EHIE 7 /) LR 5
(Laboratory of Complex Trait Genomics, Department of Computational Biology and Medical Sciences, Graduate School of
Frontier Sciences, The University of Tokyo, Tokyo, Japan)
7 HARBERERY: SalmlE i SenT 41 %A
(Department of Molecular Biology, Institute for Advanced Medical Sciences, Nippon Medical School, Tokyo, Japan)
8 FHURMN ALY VY — ATl
(Division of Cancer Epidemiology and Prevention, Aichi Cancer Center Research Institute, Nagoya, Japan)
9 PLAEWFZERT EWMBERETIZE R v ¥ — AT ) LITEF — 4
(Laboratory for Cancer Genomics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
10 THERERPBPELIZE Sl — 5 BEREE
(Advanced Biomedical Data Science, Chiba University, Graduate School of Medicine, Chiba, Japan)
1 BMESERRT A BRI L v & — BT/ S 7R - 4 ¥ 7 42T 4 2 AT —
(Laboratory for Cardiovascular Genomics and Informatics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
12 JURtRAE KPBE s AR AR X 74 A VIEREMER 7 ) = ANy — 7 v A5
(Laboratory of Clinical Genome Sequencing, Department of Computational Biology and Medical Sciences, Graduate School
of Frontier Sciences, The University of Tokyo, Tokyo, Japan)

Subsite-specific analysis of biliary tract cancer using genome-wide and gene-based analysis in
Japanese subjects
+ 7 B &L (Airi Hijikata), #f B2 (Yingsong Lin), KA SBfc! (Yuki Ohashi), 3}~ (3 (Naoki Sasahira),
9% 3%¢ (Makoto Ueno), VIJI| IE A5 (Naoto Egawa), fE37. V&7 (Yasushi Adachi),
B SEEE® (Mika Sakurai-Yageta), J%H] &8 (Akira Narita), )[4 #01H:2 (Sayo Kawai),
TR 25 12 (Tae Sasakabe), 5111 %2 (Itsuki Kageyama), #£H #1552 (Asahi Hishida),
Zdh 1EE2 (Shogo Kikuchi), Fi5 E5A' (Masahiro Nakatochi)
1 Al EREREGE BRI R A PR A ST ST 2 MR et o iy
(Public Health Informatics Unit, Department of Integrated Health Science, Nagoya University Graduate School of Medicine,
Nagoya, Japan)
2 BRIERERY: BEAHE DR
(Department of Public Health, Aichi Medical University School of Medicine, Nagakute, Japan)
3 SAWIES BYIEEE TFIHREN R
(Department of Hepato-Biliary-Pancreatic Medicine, Cancer Institute Hospital, Japanese Foundation for Cancer Research,
Tokyo, Japan)
4 PEIESI A2 v 7 — LSRR
(Department of Gastroenterology, Kanagawa Cancer Center, Yokohama, Japan)
5 RN E R
(Department of Internal Medicine, Tokyo Metropolitan Matsuzawa Hospital, Tokyo, Japan)
6 ALBEL &2 BENNEE Hba AR
(Department of Internal Medicine, Division of Gastroenterology, Sapporo Shirakaba-dai Hospital, Sapporo, Japan)
7 ALBREERERS: PR AL R
(Department of Gastroenterology and Hepatology, Sapporo Medical University, Sapporo, Japan)
8 LAY HAL A 71 AL - X H N RS
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Miyagi, Japan)
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Multiple HPVs are Common in Cervical Cancer Cytological Specimens with HPV16 with a High
Incidence Rate
P B (Masaki Nishi), = {82 23 (Hiroyuki Mishima), R 523 (Akira Kinoshita)
=3 B! (Shoko Miura), L& HA&T! (Yuriko Kitajima), 431 ¥ ) 1 (Yuri Hasegawa),
i 2£—HB23 (Koh-ichiro Yoshiura), =jifi ' (Kiyonori Miura)
1 RIRERAR RS B3R A e Rl B fa Ao By
(Department of Obstetrics and Gynecology, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki, Japan)
2 RIRERAEIR Bt b BRI JE AT NEDR ARS8 57 B
(Department of Human Genetics, Unit for Radiation Effects on Humans, Atomic Bomb Disease Institute, Nagasaki University,
Japan)
3 RIRERFERFEGEE bR A et S PRI AR I W 8 NIEE (R AT 0 B
(Department of Human Genetics, Advanced Preventive Medical Sciences, Leading Medical Research Core Unit, Nagasaki
University Graduate School of Biomedical Sciences, Japan)

Oral Session 20 Complex Disorders and Bioinformatics

Ho e
& B

WO

Date
Room
Chairs

11H20H (&)  15:30~16:30

Weey (MiBEEs L v ¥ — R &3%E3)
e —3 CHBTEERLR)

KIG NE (BUR KRR LGB RIS RE)

. Friday, November 20  15:30~16:30
: Room 6 (Meeting Room 3, Exhibition Building, Sendai International Center)
: Kazuyoshi Hosomichi (Tokyo University of Pharmacy and Life Sciences)

Jun Ohashi (Graduate School of Science, The University of Tokyo)

Expression and chromatin accessibility QTL of 29 FACS-sorted immune cells reveal mechanisms of
immune-mediated disease
Akl #5212 (Hiroki Kitaoka) , JEEAS B A ER 123 (Rintaro Fujimoto), AMEf %23 (Saya Hisano),
JNEL #8124 (Akiko Oguchi), $% 2524 (Raku Son), K7 fE#%23 (Ryuya Edahiro), % 5%1? (Go Sato),
R 552212 (Yoshihiko Tomofuji), 7' = V) —= < v 742 (Matteo Guerrini), FJJI| Z&#3>4 (Yasuhiro Murakawa) ,
$R i B2 (Akari Suzuki), [ FESR 123 (Yukinori Okada), [1I4% —£2 (Kazuhiko Yamamoto)
1 JURURAER AR AR ITSE R
(Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2 BYLAAWFAERT A mERI AN e v 8 —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
3 RBRORFERFERE R TSER
(Graduate School of Medicine, The University of Osaka, Suita, Japan)
4 FEBREREBE BRI E R
(Graduate School of Medicine, Kyoto University, Kyoto, Japan)
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Shared and ASD-preferential whole-genome risk layers in autism and schizophrenia
A5 JE12 (Itaru Kushima) , B F343 (Ran Wei), B Xij Al 14 (Ikuko Natsukari), fllj# 35— (Hidekazu Kato),
AW KB (Hiroki Kimura), 451 £E5A! (Yoshihiro Nawa), B5JE ¥ ! (Youta Torii),
A BT H! (Maeri Yamamoto) s FK ! (Yu Hayashi) s # KHifis (Daisuke Mori) , £ [ #5F¢ (Yuko Arioka) s
BT Rt (Hiroki Okumura), W AEfIF! (Sawako Furukawa), PAAS fdigRe (Junya Matsumoto),
ZEH H3E° (Yuka Yasuda), {7 Ui e (Satsuki Ito), JE7K fE—EB10 (Yuichiro Watanabe),
FR)II Z219 (Ryo Morikawa), =8 $PEL 110 (Satoko Takano), YIJII #fi® (Jun Egawa)
1 Al ERRAGE R R E Ao
(Department of Psychiatry, Nagoya University Graduate School of Medicine, Nagoya, Japan)
2 AN REREEERR SRR 7 L ER e v 5 —
(Medical Genomics Center, Nagoya University Hospital, Nagoya, Japan)
3 EZEE R P ERS [  E R EET ST
(National Institute of Global Health and Medicine, Japan Institute for Health Security, Tokyo, Japan)
4 D EOXRORBLEIT
(Department of Psychiatry, Yakitsubeno-Michi Clinic, Yaizu, Japan)
5 AHERYMEZ AWMLY Y —
(Brain and Mind Research Center, Nagoya University, Nagoya, Japan)

6 A ERAEBE AR e Sl BEIRe B 8
(Center for Advanced Medicine and Clinical Research, Nagoya University Hospital, Nagoya, Japan)
7 A ERAE AT E B HEA
(Department of Hospital Pharmacy, Nagoya University Hospital, Nagoya, Japan)
8 [ESZRERN - AREERIRITSE R v & —AEAITSEAT BEIRIFZE SRS =
(Department of Pathology of Mental Diseases, National Institute of Mental Health, National Center of Neurology and Psychiatry,
Kodaira, Japan)
9 BEREANTARY— 5477097 VITYEXVINI )=y Y
(LifeGrowBrilliant Mental Clinic, Medical Corporation Foster, Osaka, Japan)
10 FrRRARA B AR O WEERE R iR 2o By
(Department of Psychiatry, Niigata University Graduate School of Medical and Dental Sciences, Niigata, Japan)

Comprehensive analysis of Japanese-specific multiple-nucleotide variants and their potential
regulatory effects
%M T12 (Chinatsu Yasuda), HJF-H1H;: &012 (Yuya Tahara-Arai), FZIRF %2 (Haruka Ozaki)
1 PR BEAEERR AMERER N A A > 7 4 2T 4 7 AWRE
(Bioinformatics Laboratory, Institute of Medicine, University of Tsukuba, Iba raki, Japan)

2 BTSSR BALSAIITERT A mbRE Rl A e v & — AR F — A
(RIKEN Center for Biosystems Dynamics Research, Laboratory for Al Biology)

Cross-ancestry transferability of mitochondrial DNA copy humber-associated variants in a Japanese
population
Gohar Rahman!, {&J# 2 (Takehiro Sato), 3171 {543 (Hiromasa Tsujiguchi), #H7% P44 (Takayuki Kannon),
MIE —3%5 (Kazuyoshi Hosomichi), *HIfF #EfP! (Risa L. Iwasaki), il #8541 (Sadahiro Iwabuchi)
J5 Z#13 (Akinori Hara) s hk #23 (Hiroyuki Nakamura) , H M =% (Atsushi Tajima)
1 @I REGSeE TR ADIERE 587/ AR
(Department of Bioinformatics and Genomics, Graduate School of Advanced Preventive Medical Sciences, Kanazawa
University, Ishikawa, Japan)
2 BiBRORSE RFAGEER-ART LR A AR o R
(Department of Human Biology and Anatomy, Graduate School of Medicine, University of the Ryukyus, Okinawa, Japan)
3 ERRYE BEIROMEDTIEIRE R RS - SRR
(Department of Hygiene and Public Health, Faculty of Medicine, Institute of Medical, Pharmaceutical and Health Sciences,
Kanazawa University, Ishikawa, Japan)
4 JERITEERERA: Fpf - MW v & — FHRRIEATERY
(Division of Computational Science, International Center for Brain Science, Fujita Health University, Aichi, Japan)
5 HRUERERSY: aBleAi 7 ) L EWRERATT S
(Laboratory of Computational Genomics, School of Life Science, Tokyo University of Pharmacy and Life Sciences, Tokyo,
Japan)
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Trans-ethnic meta-analysis reveals the contribution of HLA-A*31:01 to susceptibility to carbamazepine-
induced SJS/TEN
fE7K it (Koya Fukunaga), Kim Hajung?®, & H JfR#K+* (Maiko Kurata), 7KJI[ E2f* (Yoshiko Mizukawa)
P E.2 5 (Hiroyuki Niihara), FEH 5&fH5 (Eishin Morita), &3 #4316 (Yuko Watanabe)
I f#ke (Yukie Yamaguchi) , VE T (Hideaki Watanabe) , = VW HE8 (Saeko Nakajima) ,
WYAF 58 (Takashi Nomura), HEE @758 (Kenji Kabashima), Il 5 1-* (Mikiko Tohyama),
JNETEE 9210 (Hiroaki Azukizawa), VM 75510 (Hideo Asada), F22)I] BEA ! (Akito Hasegawa),
& A1 (Natsumi Hama) , KB 35! (Takeshi Ozeki), #A7K FE{H- 112 (Kayoko Matsunaga)
Btk f& B2 (Eri Tsukagoshi)
1 HLARZETT A mERA e v ¥ — 77—~ a ) U AETF — 4
(Laboratory for Pharmacogenomics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
PN RVAVSE ST SRR Ve e N At
(Division of Medicinal Safety Science, National Institute of Health Sciences, Kawasaki, Japan)
3 VYLK AR
(College of Pharmacy, Seoul National University, Seoul, Republic of Korea)
4 EHIRRE R B R
(Department of Dermatology, Kyorin University School of Medicine, Tokyo, Japan)

5 ERORAE B BUM R
(Department of Dermatology, Faculty of Medicine, Shimane University, Shimane, Japan)
6 RRIETILRS: BRAAHR B R
(Department of Environmental Immuno-Dermatology, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
7 WERIRA: BEAATR B R B Bl A 30
(Department of Dermatology, Showa Medical University Northern Yokohama Hospital, Yokohama, Japan)
8 ISR BRAAE R Rl
(Department of Dermatology, Graduate School of Medicine and Faculty of Medicine, Kyoto University, Kyoto, Japan)
9 MSZATEOE NELRDFBEEREIE DA 2 v ¥ — (R v 5 —)
(Department of Dermatology, National Hospital Organization Shikoku Cancer Center, Japan)
10 R REAZEERIRSE B RASEE
(Department of Dermatology, School of Medicine, Nara Medical University, Kashihara, Japan)
11 FrR R RAEER BUM R 1
(Division of Dermatology, Niigata University Graduate School of Medical and Dental Sciences, Niigata, Japan)
12 FEFHBERIRAEBE AR 7 L L X — B2 O SR B e
(Department of Integrative Medical Science for Allergic Disease, Fujita Health University School of Medicine, Nagoya, Japan)

Detection and analysis of complex genome structural variation in postmortem brains of donors with
psychiatric disorders

Bo Zhou', Joseph Arthur?, Hanmin Guo?, Taeyoung Kim?, Yiling Huang?, Soumya Kundu?, Tao Wang?,
Annika Weimer*, John FullardS, Jaroslav Bendel®, Kiran Girdhar3, Giltaec Song3, Dean Palejev,
Heinrich Zu Dohna’, Panos Roussos®, Anshul Kundaje?, Joachim Hallmayer?, Michael Snyder?,

Wing Wong?, Alexander Urban?

Texas A&M University, USA

Stanford University, USA

Pusan National University, South Korea

Broad Institute of MIT and Harvard, USA
Icahn School of Medicine at Mount Sinai, USA
Bulgarian Academy of Sciences, Bulgaria
American University of Dubai, U.A.E.

~N NN R W N =
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Oral Session 21 Clinical Genetics 3

H K :11H20H (%) 15:30~16:30

2 B L ETRY (INERREAT SRR — L)

BE R EE AT (BNRFEAREREYAE)
FRZE 28 (BRIRERKERE X v & — P IuiEk)

Date : Friday, November 20 15:30~16:30

Room : Room 7 (Grand Hall, Sendai Ryokusaikan Visitor Center)

Chairs : Tomoki Kosho (Department of Medical Genetics, Shinshu University School of Medicine)
Mie Inaba (Aichi Developmental Disability Center Central Hospital)

Optical genome mapping resolves complex chromosomal rearrangements in three patients with
developmental delay
AR B (Masanori Fujimoto), 47 [ B> 1-1 (Risako Ishioka), 23 %1%¢! (Tomoshige Tanimura),
FRAGF! (Yuka Murofushi), R KHifi! (Daisuke Ieda), /5% B! (Yutaka Negishi),
F)Il 2872 (Yasuko Togawa), F7)I| B2 (Takao Togawa), R ¢! (Ayako Hattori),
ZE T #1378 (Shinji Saitoh)
1 Al RS RAERAGER EWTERE B - NV AE 0
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences, Nagoya, Aichi,
Japan)
2 LHRET RO N R
(Department of Pediatrics, Toyohashi Municipal Hospital, Toyohashi, Aichi, Japan)
Supporting Healthcare Transition in Congenital Genetic Disorders: Insights from a Survey on Mowat-
Wilson Syndrome
FHiEE A7 (Mie Inaba), ] HFI! (Hioyri Ueda), T4} Z38B#%C! (Natsuki Nakamura)
Kt #E R (Shiomi Otsuji), FJ5 AHF! (Tomoko Uehara), #k 2 (Shin Hayashi)
1 B ERRE R A v & —hYuiEEE N AR - B{RER
(Department of Pediatrics, Medical Genetics, Central Hospital, Aichi Developmental Disability Center)
2 BHIRBEFRER AR v & — FEREVIILHT 5 BRI
(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center)
Segmental uniparental isodisomy due to deletion rescue in a girl with mosaic partial monosomy 9p
KH: BEE ! (Koki Nagai), /MH ZNE A2 (Sayuri Oda), 1EF: 21 (Kei Masai), HIFT 253! (Nami Bessho),
S EH1F (Miwako Kizumi), KA 32! (Hirofumi Ohashi), A3 KMt (Daiju Oba)
1 BRI 2 v & — IR
(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
2 EmEREINEER R v 8 — BIEREE

(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
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[EEERZIN  Clinical Utility of Genetic Testing for Patients with Suspected Neurofibromatosis Type 1
By 421 (Tomoki Nonaka) , Z55% JFR#K2 (Mai Adachi), [ @ AKH! (Kentaro Okada),
JEANT B (Kaori Adachi), VLJ5 Hi4f 14 (Yuko Ehara), A 1415 (Masanobu Fujimoto),
[ 75 e (Tohru Okanishi) , 5% {87 (Kensaku Yamaga), il 303 (Yoshiko Suyama),
/N 59 (Satoshi Koyama), 7 2] 10 (Atsushi Kambe), =5 ! (Hitomi Miyake),

%

£ Bt 2 (Ryoya Ochiai), 42FH 313 (Tatsuya Kaneda), Hi#H 3446 (Yoshihiro Maegaki)

5 1 JfE—# (Yuichi Yoshida), 3EY¥ %22 13 (Hiroyuki Awano)

1

FSHUR AR TR i e

(Department of Clinical Genetics, Tottori University Hospital, Tottori, Japan)

SR AABR A AR s bt il

(Division of Nursing, Tottori University Hospital)

FSHUORAE W HEE RS DT O SRR 2~ & —

(Organization for Research Initiative and Promotion, Tottori University)

FSIURAABR A RSEE B R 38R B R iy

(Division of Dermatology, Department of Medicine of Sensory and Motor Organs, Faculty of Medicine, Tottori University)
FSHURSAPRAATE # A PRI A3 A PER - NJER Ao 1

(Division of Pediatrics and Perinatology, Department of Multidisciplinary Internal Medicine, Faculty of Medicine, Tottori
University)

FSHURAA LR A IR AR ot N JE Ao B

(Division of Child Neurology, Department of Brain and Neurosciences, Faculty of Medicine, Tottori University)
BSHUORAABR AT R SE B R 3 I R Rl A o iy

(Division of Orthopedic Surgery, Department of Sensory and Motor Organs, Faculty of Medicine, Tottori University)
RSHUR AR A TN IR e T AR

(Department of Plastic and Reconstructive Surgery, Tottori University Hospital)

BSHUORAA R A RSB PR 2 G 1 SN - BT ER LBl iy

(Division of Otolaryngology Head and Neck Surgery, Department of Sensory and Motor Organs, Faculty of Medicine, Tottori
University)

BSHURAABE AT iRt PE R it SR iy iy

(Division of Neurosurgery, Department of Brain and Neurosciences, Faculty of Medicine, Tottori University)
SR AA PR A RS E B R 3 SRR ~2 o iy

(Division of Ophthalmology and Visual Science, Department of Sensory and Motor Organs, Faculty of Medicine, Tottori
University)

FSIURAABR A MO N RHEE 23 IR IR 0 i

(Division of Radiology, Department of Multidisciplinary Internal Medicine, Faculty of Medicine, Tottori University)
FSHUR A PR AA TR I i e 36507

(Division of Pharmacy, Tottori University Hospital)

I Genetic Analysis of Skeletal Dysplasia Using Whole-Exome Sequencing: A Single-Center Study
[Li4% B —12 (Kenichi Yamamoto), RS Eiti? (Masaya Hattori), f/i HH{F? (Yusaku Ito),
I EtWH? (Takaaki Shimada), A7 KI5 2 (Takeshi Ishimi), H#F Hif -2 (Yukako Nakano),
dpl| 323 (Hirofumi Nakayama), JE§Ji 32 (Makoto Fujiwara), K% Z8/K 2 (Yasuhisa Ohata),
JL & FER]? (Yasuji Kitabatake)

1

PN TN T NE Ve Y o P SNy

(Division of Health Sciences, The University of Osaka Graduate School of Medicine)
KB FBEBE RFE R R

(Department of Pediatrics, The University of Osaka Graduate School of Medicine)
RIERSFR A B RF o S LIRS R

(Department of Oral and Maxillofacial Surgery, The University of Osaka Graduate School of Dentistry)

[GEFEFM  Prenatal Diagnosis of Noonan Syndrome/RASopathy
ik 3 (Yasushi Nakamura), HHA] £/ 3 (Chieko Tamura), F}J51 FZE (Chikoto Thara),
Wi i (Mio Furusawa)

FMCHE 7 V) =y 7
(FMC Tokyo Clinic, Tokyo, Japan)
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Oral Session 22 Cardiovascular Disorders

H K :11H21H (1) 9:40~10:40
& B LSS (IWGEERR v & — B &58%2)
BE R H b R0 (REREERAE)
Rk ¥— (ENLRFERME LY 5 —)
Date : Saturday, November 21 9:40~10:40
Room : Room 5 (Meeting Room 2, Exhibition Building, Sendai International Center)
Chairs : Toshihiro Tanaka (Institute of Science Tokyo)
Koichi Ozaki (National Center for Geriatrics and Gerontology)

Differences in phenotypes of carriers with loss-of-function type SCN5A variants in the families
KUy BE7-1 (Seiko Ohno), [ #:7-! (Keiko Sonoda), JNJg i —2 (Koichi Kato), ¥#VT. &2 (Minoru Horie)
1 ENZIEBREHHRIIZE L v ¥ — X T4 AT ) bk v —

(National Cerebral and Cardiovascular Center, Suita, Osaka)
2 UREPEBERY: EBR g N R

(Shiga University of Medical Science)

Real-World Characteristics of Genetic Counseling in the Cardiovascular Field: A 10-Year Single-
Center Experience

h B B 7512 (Kana Nakashima) A JERER23 (Koutarou Doi), A EZR2 (Minayo Iwai) ,
I T2 (Chiharu Terakawa), fE/K ELH]3 (Shinji Katsuragi), ¥#gdL 32— (Koichi Kaikita)
1 Bf£223 (Masatoshi Yamaguchi)
1 EIRRAEGE AT NRIAREIE I8 - IR RIE i
(Division of Cardiovascular Medicine and Nephrology, Department of Internal Medicine, Faculty of Medicine, University of
Miyazaki, Miyazaki, Japan)
2 HEIRRAEE AR R Y v ) v 7
(Division of Clinical Genetics University of Miyazaki Hospital)
3 EIRRAABE AT A AR
(Department of Obstetrics and Gynecology, Faculty of Medicine, University of Miyazaki)

Homozygous SGCB splice-site variant causes isolated dilated cardiomyopathy through sarcoglycan
complex destabilization
PUEr HHEL? (Haruki Shinomiya), zs f5 )5 (Fangfang Li) s RN B 4523 (Yuki Kuramoto),
4= 24 (Koshiro Kanaoka), KHRH #8715 (Kinuko Ohneda), BEH: 5526 (Hidetoshi Sakurai),
Y Zg52 (Yasushi Sakata) , Y {412 (Yoshihiro Asano)
(S RYA S T R e e
(Department of Genomic Medicine, National Cerebral and Cardiovascular Center Research Institute, Osaka, Japan)
2 REERFERFBEE 2 WERE B R
(Department of Cardiovascular Medicine, The University of Osaka Graduate School of Medicine, Osaka, Japan)
3 ENIIGEBRAEITL R v 8 — DA R RIS
(Department of Pathophysiology of Heart Failure and Therapeutics, National Cerebral and Cardiovascular Center Research
Institute, Osaka, Japan)
4 ENAEBREDRITITE R v 8 — TEHR R 5
(Department of Medical and Health Information Management, National Cerebral and Cardiovascular Center Research Institute,
Osaka, Japan)

5 HALKRZEHALRA T4 AoV« XNV T B
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Miyagi, Japan)

6 HUHIRS: iPSHUNEMTIEAT HEPRIG FARFZE B
(Department of Clinical Application, Center for iPS Cell Research and Application (CiRA), Kyoto University, Kyoto, Japan)
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Expanded Non-p.R4810K RNF213 Variant Spectrum in East Asian Pediatric PAH
KH: AL 712 (Ayako Nagai), 771l ¥f:23 (Hiroyuki Akagawa), T4 B 32 (Yoshiyuki Furutani)
HeR% B+ (Hiroki Sato), F7H: 6 (Taku Ishii), PNHH 4 +-™¢ (Keiko Uchida),
1L Wz 70 (Hiroyuki Yamagishi), g ffE2 (Toshio Nakanishi), fiEF: B2 (Kei Inai)
1 AGRER ARG N VR
(Department of Pediatrics, Hokkaido University Hospital, Sapporo, Japan)
2 PR ERERA BRI - IR SER DR SR
(Department of Pediatric Cardiology and Adult Congenital Cardiology, Tokyo Women's Medical University)
3 BURFBERERY: A ERIAIIE AT
(Institute for Comprehensive Medical Sciences, Tokyo Women's Medical University)
4 ROREBETHIERDE $E< 2P X v MRGELr v ¥ —
(Disaster Management Center, Oita University Hospital)
S RIRFRBUNR - BRBRE I
(Department of Cardiology and Clinical Examination, Faculty of Medicine, Oita University)
6 BRI
(Department of Pediatrics, Institute of Science Tokyo)
7 BHESRAAKRY NERE
(Department of Pediatrics, Keio University School of Medicine)

8 HURERER Ml Bep oy i
(Department of Physiology, Tokyo Medical University)

9 WEELNERAERE vy —
(Tokyo Metropolitan Children's Medical Center)

Polygenetic, cellular, and spatial contrasts distinctly between dilated and hypertrophic

cardiomyopathies
NI BG4 1123 (Yosuke Ogawa), B | #3245 (Yohei Miyashita), - | 12167 (Shunsuke Inoue),
AR B4+ (Yuki Kuramoto), ZEH 2 ¢ (Masayuki Kubota), K7 {4 (Tomohito Ohtani),
i 1E3ES (Masamichi Ito), Al 59880 (Reo Hata), 4[] =2 BH 0 (Koshiro Kanaoka),
SN 267 (Manami Katoh), 3 H, #k#8 (Hiroki Shiomi), PUE Ze#fi4S (Haruki Shinomiya),
1% [H] 556 (Takashi Hiruma), BRI 22 A 1311 (Kyuto Sonchara) , HER H—13n (Shinichi Namba) ,
M —5h 1 (Kazushi Ikeda) AR 2 (Takeshi Kimura) , FElRG s — 1304 (Kouichi Ozaki) ,
F I BB (Yuya Shirai), /MIE S2501 1311 (Takafumi Ojima)
1 BECREE REEGEEERWUIZER BB HRE
(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo)
2 WHURYE KPR RITSERE AN YR
(Department of Pediatrics, Graduate School of Medicine, The University of Tokyo)
3 BMLAAGIZERT IMS & R 7 LBIEETF — 4
(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences)
4 KPR REFBEE 2R R IEERE ARl
(Department of Cardiovascular Medicine, Graduate School of Medicine, The University of Osaka)
5 ENIIEBRERIISE 2 v & — 7 ) DERESRER
(Department of Genomic Medicine, National Cerebral and Cardiovascular Center)
6 WHURY: RAEBEE R ITSERE TGBR 2R IRl
(Department of Cardiovascular Medicine, Graduate School of Medicine, The University of Tokyo)
7T BUREE RGBT SemmfE B o Rk
(Department of Frontier Cardiovascular Science, Graduate School of Medicine, The University of Tokyo)
8  HUEERAARABE PRAATSURL faBRER Rl
(Department of Cardiovascular Medicine, Graduate School of Medicine, Kyoto University)
9 HUEBRAFPSHIRERTZEAT Ao L BERE T 72 58 1]
(Department of Cell Growth and Differentiation, Center for iPS Cell Research and Application (CiRA), Kyoto University)
10 EZIEBREHEITZE 2 v & — A (e
(Department of Medical and Health Information Management, National Cerebral and Cardiovascular Center)
11 KPCREE REEGEEERIIZER BB HEH
(Department of Statistical Genetics, Graduate School of Medicine, The University of Osaka)
12 B pebe 168 % AR
(Department of Cardiology, Hirakata Kosai Hospital)
13 ENZRFERI L v 8 — W X T4 ANT ) by ¥ —
(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology)
14 PALERFARRT IMS EBRER 7 ) S VR « A v 7 4= T 4 7 AR F — 24
(Laboratory for Cardiovascular Genomics and Informatics, RIKEN Center for Integrative Medical Sciences)

Ethical Challenges in Genetic Testing for Cardiovascular Diseases: A Comprehensive Framework
IKEF E (Atsushi Mizuno)
BRI e

(Department of Cardiovascular Medicine, St. Luke's International Hospital)
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Oral Session 23 Rare diseases and Cytogenetics

H e

AN

[

Date
Room
Chairs

& e

11A21H ()  9:40~10:40

5 (e EEY v ¥ —BRi S#E3)

K ] (B 2 & bk

b RS (BESRAAKRAR AT AR EYE v ¥ —)

. Saturday, November 21  9:40~10:40
: Room 6 (Meeting Room 3, Exhibition Building, Sendai International Center)
: Kenji Shimizu (Shizuoka Children's Hospital)

Takanobu Inoue (Center for Medical Genetics, Keio University School of Medicine)

Refractory Epilepsy Associated With a Final-Exon Nonsense Variant in MSL2

By {1 (Hironobu Okuno), {5 (% % 7F! (Haruka Nakazawa), $iAK 52! (Shu Suzuki),

M H:ET 7! (Kanako Hayashi), 3% 16! (Yusuke Watanabe), 77 3&{E! (Mika Takeshita),

FEHb Jz—EE! (Shinichiro Morichi), 45 f&! (Yu Ishida), 453 %1% 7-1 (Chiako Ishii),

INFASE (Shingo Oana), |11 £E' (Mai Yamada), (1] f2%2! (Toshihiro Nakayama), & 4482 (Fuyuki Miya),
IMRE R ER? (Kenjiro Kosaki), M Y&JA 34 (Mitsuhiro Kato), i Wi AHES (Watanabe Kotaro) ,

fEH YEEKS (Mitsumasa Fukuda), [J_]EF' H1 (Gaku Yamanaka)

1 BURERERSE NREL - AR IRE
(Department of Pediatrics and Adolescent Medicine, Tokyo Medical University)
2 BEMERACKPRET MREE e v ¥ —
(Center for Medical Genetics, Keio University School of Medicine)
3 WARIERERS: NRRR
(Department of Pediatrics, Showa University School of Medicine)
4 BRERLRY: CADALERE Y § —
(Epilepsy Medical Center, Showa Medical University Hospital)
5 WSS e R

(Department of Neuropediatrics, Tokyo Metropolitan Neurological Hospital)

Pathogenic mobile element insertions as overlooked causes of unresolved rare disease: ancestry-
enriched founder alleles

FE I %42 (Takanobu Inoue), AR # A (Hisato Suziki), g Kl (Daisuke Nakato),
/INIE 4§52 (Shohei Kojima), fi3E 35443 (Mie Inaba), BEJ5{ 234 (Toshihide Kurihara),
FRE EskS (Naoya Morlsada) = AR (Fuyuk1 Mlya) 7N R ER (Kenjiro Kosaki)

1 BEERFRS PR %T“xa{zw‘%z vy —
(Center for Medical Genetics, Keio University School of Medicine)

2 BEMERAAKRY RS © YA MR- R R e v v —
(Human Biology Microbiome Quantum Research Center, Keio University School of Medicine)
3 BHIRERERERA Y v & — R IuEE N RNE
(Department of Pediatrics, Central Hospital, Aichi Developmental Disability Center)
4 BERERIRY: PR IR
(Department of Ophthalmology, Keio University School of Medicine)
5 ERHRAZC &k ARES R
(Department of Clinical Genetics, Hyogo Prefectural Children's Hospital)

Current Status of High-Risk Screening for Fabry Disease Using Urinary Mulberry Bodies and Cells at
Our Institution

JEU 7B (Hiroaki Hara) 7{‘?[( BER? (Tatsuya Hayashl VB& FEE3 (Chikahiko Numakura)
1 R RS EBR S - ”-T'“Z’(%%f“"z v ¥ —ElEAE

(Department of Nephrology, Saitama Prefectural Cardiovascular and Respiratory Center, Saitama Japan)

2 I RUAIIEBE: - WREHA £ v & — RN

(Department of Laboratory Medicine, Saitama Prefectural Cardiovascular and Respiratory Center, Saitama Japan)

3 ERBERERREEE T / LERER

(Department of Genomic Medicine, Saitama Medical University Hospital, Saitama Japan)

Assessment of Structural and Copy Number Variants in Constitutional Samples Using Electronic
Genome Mapping

Adam C Smith!, Michael Howard?, Amanda Sussman?, Karen K. Phillips2, Patrick A. Lennon?,
Venkateswara R. Potluri?, Robert G. Best?, Lily Nasanovsky?, Anna Lozar®, Yang Zhang®, Hanae Sugiura“,
Shuk Shuktor*, Eiichi Araki*

1 Labcorp, Center for Molecular Biology and Pathology, USA

2 Labcorp, Center for Molecular Biology and Pathology (Cytogenetics), USA
3 Nabsys 2.0 LLC, USA

4 Hitachi High-Tech America, USA
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CRISPR/Cas9 Customization of Electronic Genome Mapping Repeat Expansion Assays
John F. Thompson'!, Wentao Huang', Syndi Koltz!, Lindsay Opsahl!, Dong Zhang', Xu Tan!,
Shuk Shukor?, Kasra Tabatabaei', Mike Kaiser!

1 Nabsys 2.0 LLC, USA

2 Hitachi High Tech, USA

CRISPR/Cas9 Optimization Using Electronic Genome Mapping

John F. Thompson, Lindsay Opsahl, Wentao Huang
Nabsys 2.0 LLC, USA

Oral Session 24 Complex Disorders and Database/Biobank

Ho e
= B

B

Date
Room
Chairs

11H21H ()  9:40~10:40

HIaY (IEREAE SRS —)L)

HHE 3 (SRR

BN #IE (TITERFREGEAIT R N4

. Saturday, November 21  9:40~10:40
: Room 7 (Grand Hall, Sendai Ryokusaikan Visitor Center)
: Atsushi Tajima (Kanazawa University)

Yoshihiro Onouchi (Department of Public Health, Chiba University Graduate School of Medicine)

Regional Trends in Genetics Terminology in PubMed Abstracts: A 1996-2025 Bibliometric Analysis
EifG EE K12 (Yoshihiro Takahashi), /I 32532 (Yukio Horikawa), 7% #3572 (Kimiko Asai),
AL #3322 (Yumi Matsuyama), fEJI[ 7! (Shin Tsunekawa)
1 I RRAERAEGEDE - R WL BRI - oA Rl
(Department of Diabetes and Endocrinology, Gifu University, Graduate School of Medicine, Gifu 501-1194, Japan)
2 WCEREIE ARG 7 ) LI - RIS TR 5 —
(Clinical Genetics Center, Gifu University Hospital, Gifu 501-1194, Japan)
Common and Distinct Genetic Characteristics in Maternal Lineages of ASD: A Next-Generation
Sequencing Study
YR A %12 (Yuka Shiota), 111 %34 (Shigeru Yokoyama), 23/ T-#k3 (Chiaki Hasegawa),
M BL1¥534 (Sanae Tanaka), AFEBC F1%Y3 (Yuri Okanemasa), J&72 fit! (Tetsu Hirosawa)
3§51 9814 (Mitsuru Kikuchi)
1 @YK EERCMEITIER 2R BT B Rk
(Department of Psychiatry and Neurobiology, Graduate School of Medical Science, Kanazawa University, Kanazawa, Japan)
2 HARZEMHRE 2
(Japan Society for the Promotion of Science, Tokyo, Japan)
3 BIRREFELDIIADIENEL Y ¥ —
(Research Center for Child Mental Development, Kanazawa University, Kanazawa, Japan)
4 RBERAEREBE AN FGE AR
(United Graduate School of Child Development, Osaka University, Kanazawa University, Hamamatsu University School of
Medicine, Chiba University, and University of Fukui, Kanazawa, Japan)

Rare variant analysis identifies candidate genes potentially involved in nephrotic syndrome
R 2B (China Nagano), 2N &+ (Tomoko Horinouchi), Pt 5K (Kandai Nozu),
5 —i (Kazumoto lijima)

P REER DR LRI RN BRI AN ERE
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
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Effects of ABCG2 SNPs on hyperuricemia progression: the potential for implementation of genome-
personalized nursing
il Bl 12 (Akiyoshi Nakayama), —4f 753 (Yuka Miyoshi), JA[A ! (Yusuke Kawamura),
TE 7K B! (Seiko Shimizu), EFH ' (YuToyoda), %Y 304 (Miki Ueno), ¥} #3EF-5 (Kimiko Hayano),
PY /= B fE! (Nariyoshi Shinomiya), B 22! (Hirotaka Matsuo)
1 BHEER RS 2 AR AR~ R e
(Department of Integrative Physiology and Bio-Nano Medicine, National Defense Medical College)
2 BERIEERIRSERE BT AA i v 8 — [EBSSRVIZEE
(International Research Collaboration Officer, National Defense Medical College Research Institute, National Defense Medical
College)
3 BAERIRAEL M R A A e
(Department of Preventive Medicine and Public Health, National Defense Medical College)
4 BERFEERLRYHE Bt i e
(Department of Nursing, National Defense Medical College)
5 BT R Mtk 3 AR
(Department of Community Health Nursing, National Defense Medical College)

CaseSharing: a privacy-preserving case matchmaking platform for rare disease diagnosis and research

JEEJE i1 (Toyofumi Fujiwara), HH ZE#(! (Jaemoon Shin), - %% (Eisuke Dohi),
A Z8%21 (Yasunori Yamamoto), [[1IFT 313 (Atsuko Yamaguchi), Z&ith 3244 (Atsuo Kikuchi),
WM& PEA! (Yosuke Kawai)
1 ESGEIBEEIERT N A F 7 — & Wil
(BioData Science Initiative, National Institute of Genetics)
2 [ESZRGH - MREBSREITSE R v 7 — PRETSERT
(National Institute of Neuroscience, National Center of Neurology and Psychiatry)
3 WEETHIRY: 7Y A v - F— Bl
(Faculty of Design and Data Science, Tokyo City University)
4 JULRFRFEBE PR RAFZERE N g2 4y 1y
(Department of Pediatrics, Tohoku University Graduate School of Medicine)

Prevalence of Germline Pathogenic Variants in Uterine Cervical Cancer: A Large-Scale Analysis Using
the C-CAT Database

A4 5 HR 12 (Tetsuro Shiraishi), 7N 7 1H34 (Satoyo Oda), J#3 #5413 (Tomoko Watanabe),

WA 2R3 (Manami Matsukawa) , A3 i 1-3 (Chikako Tomozawa), /NI F&SCS (Takafumi Koyama),

5 H #HiEE? (Teruhiko Yoshida), 1[I SC&3 (Fumito Yamazaki), F-H] B3 (Makoto Hirata)

1 ENZS ARG v 8 — SRR S AR
(Department of Gynecology, National Cancer Center Hospital, Tokyo, Japan)

2 BEMESEAAKY: RAAES IR ARl

(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
3 ESEDSANIYE R v — Uik SRR

(Department of Genetic Medicine and Services, National Cancer Center Hospital, Tokyo, Japan)
4 ERZHAWIE R v & —rhdyiE ke BRI

(Department of Laboratory Medicine, National Cancer Center Hospital, Tokyo, Japan)
5 ESEDSAMYE R v 8 — v IulE St R

(Department of Experimental Therapeutics, National Cancer Center Hospital, Japan)
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Oral Session 25 Large Scale Association Studies

H K :11H21H () 10:40~11:40
& B UEsaY (eEERY v ¥ —EAs 25k%2)
BE R CEABE (ENEERETEE Y —)
NI S (B RE)
Date : Saturday, November 21 10:40~11:40
Room : Room 5 (Meeting Room 2, Exhibition Building, Sendai International Center)
Chairs : Yoko Kuroki (National Center for Child Health and Development)
Takafumi Ojima (The University of Tokyo)

A genome -wide association study for dementia with grain.
YEFF FHD 1 (Risa Mitsumori) , JEIR & — 1234 (Kouichi Ozaki), T -5 (Yuko Saito),
K KB 14 (Daichi Shigemizu), 75 756 (Atsushi Iwata), /111 Z5}fES (Shigeo Murayama),
FKF #EiL7 (Masahiro Akishita), 751 ¢ (Tomio Arai), HifkH #29 (Shumpei Niida),
B3 i .7 (Kenji Toba)
1 ERZRBFEEE Y & — W X T4 ANT ) by 5 —
(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology, Obu, Aichi, Japan)
2 BULAAWISERT EmBERAIE e v 8 —
(RIKEN Center for Integrative Medical Sciences)
3 AR REEGERARVITERE - PRAATRIE AR EALIERERI
(Department of Aging Research, Nagoya University Graduate School of Medicine)
4 JREREE KRB R RADIERE I BRE N Rl
(Department of Cardiovascular Medicine, Hiroshima University Graduate School of Biomedical and Health Sciences)
5 BURHMEHERFF R v & — MR BE IS
(Department of Neuropathology (Bioresource Center, Brain Bank for Aging Research), Tokyo Metropolitan Institute for
Geriatrics and Gerontology)
6 WHHMEHER A7 2 v & — g R
(Department of Neurology, Tokyo Metropolitan Institute for Geriatrics and Gerontology)
7 HRHEREER FER e v Y —
(Tokyo Metropolitan Institute for Geriatrics and Gerontology)
8  WRUARERER R £ v & — Wi
(Department of Pathology, Tokyo Metropolitan Institute for Geriatrics and Gerontology)
9 ERZRFERIILR > ¥ — WHET

(Research Institute, National Center for Geriatrics and Gerontology)

Pharmacogenomic architecture of antihypertensive switching implicates neurotensin-NTSR1 signaling
in ACE inhibitor cough

N5 7 ) v 7 A2 (Felix Vaura), Kristi Krebs®, Tuomo Kiiskinen2*, Joel Ramo2%¢, Max Tamlander?,
Finngen Group?, Estonian Biobank Reserach Team Group?, Simone Rubinacci?, Lili Milani?,

Samuli Ripatti>”8?

1 RURS: KRB R PR U TR

(Department of Genome Informatics, The University of Tokyo, Tokyo, Japan)

Institute for Molecular Medicine Finland (FIMM), HiLIFE, University of Helsinki, Helsinki, Finland

Estonian Genome Centre, Institute of Genomics, University of Tartu, Tartu, Estonia

Department of Biomedical Data Science, Stanford University, Stanford, CA, USA

Cardiovascular Disease Initiative, Broad Institute of MIT and Harvard, Cambridge, MA, USA

Division of Cardiology, Heart and Vascular Institute, Mass General Brigham, Boston, MA, USA

Broad Institute of MIT and Harvard, Cambridge, MA, USA

Department of Public Health, University of Helsinki, Helsinki, Finland

ATGU, Department of Medicine, Mass General Brigham, Boston, MA, USA

O 00 1 AN kAW
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Cardiometabolic multi-trait polygenic risk score is associated with vascular dementia risk

I S5l 12 (Ryosuke Fujii), FKLL HfE A3 (Masato Akiyama), iyt 3545 (Ryoh Funatsu),

/INE 12 ¢ (Tomoyuki Ohara), S€H] #EMK! (Mao Shibata), %% 57 (Jun Hata), = | 7#{H® (Tatsuya Mikami),
BT #7H° (Tetsuya Maeda), /B B B 10 (Kenjiro Ono), = 4! (Masaru Mimura),

{65 At T2 (Ritsuko Hanajima), {8 #— "2 (Jun-ichi Iga), T4k 94 (Minoru Takebayashi)

= MR (Toshiharu Ninomiya)

1

FUMIRAER IS PR RWEZEIE fi2E - DNRA RS2 1T

(Department of Epidemiology and Public Health, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)
JHEHHBERER Y. B RAT WITE L = v b PRIERA T

(Department of Preventive Medical Sciences, Fujita Health University School of Medical Sciences, Aichi, Japan)
TUNREEREBE BEEATTERE IRRRE A X — 2 v 7 i

(Department of Ocular Pathology and Imaging Science, Graduate School of Medical Sciences, Kyushu University, Fukuoka,
Japan)

IR R PRSI 5y 87

(Department of Ophthalmology, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)

BEVE RS ISR AN BE AR TR R IRl By

(Department of Ophthalmology, Kagoshima University Graduate School of Medical and Dental Sciences, Kagoshima, Japan)
JUNRERAABE PRAAIITSEBE R g o

(Department of Neuropsychiatry, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)
TUWNRAERAABE BEAAIITIERE PEMREED - 87 BIL

(Department of Health Care Administration and Management, Graduate School of Medical Sciences, Kyushu University,
Fukuoka, Japan)

BAHTR S BEEADFTE R SatilBeiecr e

(Department of Preemptive Medicine, Graduate School of Medicine, Hirosaki University, Hirosaki, Japan)

HTFERERY: IWRHAREIEE et R - B4R

(Division of Neurology and Gerontology, Department of Internal Medicine, School of Medicine, Iwate Medical University,
Morioka, Iwate Japan)

BIRER At R SRR T E IR 2 It Rl

(Department of Neurology, Kanazawa University Graduate School of Medical Sciences, Kanazawa University, Kanazawa,
Japan)

BHHELR AR BRAAE PRI e v 8 —

(Center for Preventive Medicine, Keio University School of Medicine, Tokyo, Japan)

FSHUR S PRAATE e I RLAA I I

(Division of Neurology, Department of Brain and Neurosciences, Faculty of Medicine, Tottori University, Yonago, Japan)
BIRKAARAGE BR22 R ERE RS i B2 e

(Department of Neuropsychiatry, Ehime University Graduate School of Medicine, Ehime University, Ehime, Japan)
REARR AR AR 2L BlA eI E (R A R RIINITE 2 > & — KSRl B IS AR e

(Department of Psychiatry and Neuroscience, Center for Metabolic Regulation of Healthy Aging, Faculty of Life Sciences,
Kumamoto University, Kumamoto, Japan)

EREERD T

East Asian-specific genetic architecture of circulating plasma metabolite concentrations

eI ¥R (Mitsuharu Sato), A #3—! (Yuichi Aoki), Z= i/ /! (Donghan Li), 5 &! (Shu Tadaka),
/NE; B (Kaname Kojima), JGith B 1~! (Ikuko Motoike), ZE7H J&5 12 (Eiji Hishinuma)

[l shdak 12 (Fumiki Katsuoka), /[NSE A& 12 (Seizo Koshiba), AR Bf# 12 (Kengo Kinoshita) ,

K SE 5T (Akihito Otsuki), /NEE FLAS! (Mana Kogure), HH4S [EfSH! (Naoki Nakaya), /INE #! (Taku Obara)
#5E B (Atsushi Hozawa), ZE[1] jE—! (Shinichi Kuriyama), Afifi 553! (Nobuo Fuse),

LA 2! (Masayuki Yamamoto)

1

2

ALK AL A T4 AL« A TN 7 BN
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)
BLRZE FRBERAIS 2 v & —

(The Advanced Research Center for Innovations in Next-Generation Medicine (INGEM), Tohoku University, Sendai, Japan)
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Clinical Genetics, Bayesian Interpretation, and BRCA1/2 Spectrum in Fukushima
MerH %112 (Kenji Gonda), JEIR BEfE 1345 (Akihiko Ozaki), J§i 3535 (Akemi Hara),
1 | & F67 (Michio Murakami), 4xH {6 K" (Yudai Kaneda), ZZRE b (Ayu Ajitomi),
FIH E5A '8 (Masahiro Wada), 257 #HH® (Toyoaki Sawano), HJI] & 18° (Tomohiro Kurokawa),
K #1° (Yutaka Tamada), IR 5211 (Akira Hirasawa), PEE 1EJA12 (Masaharu Tsubokura)
[y % 1-2 (Maiko Okano), %Y JF32 (Masaru Noda), 37{% Fll:ZiE? (Kazunoshin Tachibana),
ffy5 Hifli13 (Shigehira Saji), KAT fif? (Tohru Ohtake)
1 HEwbe LR IRI 2 v & —
(Breast and Thyroid Center, Jyoban Hospital of Tokiwa Foundation, Fukushima, Japan)
2 MRERISZERLRE B FUBRAL Rl
(Department of Breast Surgery, Fukushima Medical University, Fukushima, Japan)
3 BN N AW
(Medical Governance Research Institute, Tokyo, Japan)
4 TRBESZERERS: B BRI 2 i
(Department of Thyroid and Endocrinology, Fukushima Medical University, Fukushima, Japan)
S RN BRI L 5 —
(Clinical Research Center, Jyoban Hospital of Tokiwa Foundation, Fukushima, Japan)
6 RBRR: RERREBE SR
(Center for Infectious Disease Education and Research, The University of Osaka, Osaka, Japan)
7 RBRZEEIPME v ¥ —
(EIPM Center, The University of Osaka, Osaka, Japan)
8 FHmey by Y=y 2 AR
(Department of Breast Surgery, Utsunomiya Central Clinic, Tochigi, Japan)
9 HEHBE SR
(Department of Surgery, Jyoban Hospital of Tokiwa Foundation, Fukushima, Japan)
10 HE¥EbE ek AR
(Department of Gynecology, Jyoban Hospital of Tokiwa Foundation, Fukushima, Japan)
11 RELORAE BEAAE WS T B
(Department of Clinical Genomic Medicine, Okayama University, Okayama, Japan)
12 i B UL A7 AR A S R HEAE B 2
(Department of Radiation Health Management, Fukushima Medical University, Fukushima, Japan)
13 RERSZERIRS: B IS ARk
(Department of Medical Oncology, Fukushima Medical University, Fukushima, Japan)

Oral Session 26 Cardiovascular and Metabolic disorders

H OB D1H21H () 10:40~11:40
2 ey (AEME vy —BRH 2H=3)
B R AR A (Rl B e i)
il & (EREREE)
Date  : Saturday, November 21  10:40~11:40
Room : Room 6 (Meeting Room 3, Exhibition Building, Sendai International Center)
Chairs : Hiroko Morisaki (Sakakibara Heart Institute)
Kei Murayama (Juntendo University)

Ethnic distribution of EYS pathogenic variants detected in Japanese patients across global genomic
databases
/W22 N 12 (Yoshito Koyanagi), # F #i/! (Yusuke Murakami), {=F} 5% -2 (Sachiko Nishina),
[ FEF-! (Koh-Hei Sonoda)
1 JUNREER AR R AT e Be IR B
(Department of Ophthalmology, Graduate School of Medical Sciences, Kyushu University, )

2 ESIREREE v 8 — IRE
(Division of Ophthalmology, National Center for Child Health and Development)

Systematic Re-evaluation of Genetic Variants in Pediatric Inherited Arrhythmia Syndrome
$HK FEHL! (Takanori Suzuki), BPA 2782 (Yoji Nomura), #5fi 72 (Hiromu Ukai) ,
B E Vb2 (Saori Sugawara) , |11 {5182 (Yuya Yamada), P {82 (Yu Tanaka), SEBH EH11-2 (Machiko Kito),
[ 152 (Satoru Kawai), ¥ H {&—BH2 (Shuichiro Yoshida)
1O SRR A e JRE
(Department of Pediatrics, Kariya Toyota general hospital)
2 HoBL/ANRREERR A€ v ¥ —IEERE R
(Aichi Childrens Health and Medical Center)
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Shwachman-Diamond syndrome as a mitochondrial disease mimic identified by integrated genomic
and transcriptomic analysis
AT " (Yoshihito Kishita), HHJ5 A A2 (Hisato Aihara), FH#f A (Kohta Nakamura),
JNI Hhid 7! (Yukiko Yatsuka), #23# #%! (Ayumu Sugiura), [fIF 257~ (Atsuko Okazaki),
KAT B34 (Akira Ohtake), PAAS V3 (Hiroshi Matsumoto), Al 212 (Kei Murayama),
[ BER] ! (Yasushi Okazaki)
1 MERERYRAYGE e Rl SEHETER BT - IR/ BN O8I L IGii%ie v ¥ —
(Diagnostics and Therapeutics of Intractable Diseases, Intractable Disease Re search Center, Juntendo University, Graduate
School of Medicine, Tokyo, Japan)
2 KRR BREAER /N RR
(Department of Pediatrics, Faculty of Medicine, Juntendo University, Japan)
3 WEERRE NRE
(Department of Pediatrics, Saitama Medical University, Saitama, Japan)
4 BEERIRE 7 LERR

(Department of Clinical Genomics, Saitama Medical University, Saitama, Japan)

Genetic Landscape and Clinical Features in 282 Japanese Patients with Thoracic Aortic Aneurysm
and Dissection

[ IFF 351~ (Atsuko Okazaki), /\¥% Hifc 1+! (Yukiko Yatsuka), M HEPH? (Masaaki Kato),

[ BER]! (Yasushi Okazaki)

1 ERERAARAABE PEAAi7ent MR IR BT - 10t
(Department of Diagnostics and Therapeutics of Intractable Diseases, Juntendo University, Graduate School of Medicine,
Tokyo, Japan)

2 FRZEWE RENRIGRE L > & — /Dl s R
(Department of Cardiac Surgery, Morinomiya Hospital, Osaka, Japan)

Assessment of Genetic Risk and Clinical Outcomes in Heritable Thoracic Aortic Disease: A Japanese
Cohort of 41 Patients

Thi Xuyen Pham', 8171 #3523 (Hiroyasu Tsukaguchi), &N fEKER! (Shintaro Kuwauchi)

PhILI TEAT! (Masayuki Nishiyama), {/# £/{£? (Chica Sato), EjH &> (Saki Shimada),

AW FH 24 (Kaori Kimura), Z[1] B&f& -5 (Sayoko Haruyama), 4 R 7 % ¢ (Kaoru Sasaki)

S (Kenji Fukui), & w2 (Hiroki Kurahashi), [i6] FH P2 ! (Takayuki Okada),

/N FE B (Tadaaki Koyama)

1 BAEEERIRE

(Department of Cardiovascular Surgery, Kansai Medical University, Hirakata, Osaka, Japan)
2 BYPHEERER ISR b RS n e v 8 —
(Clinical Genetics Center, Kansai Medical University Hospital)
3 BAVHEEREREE 2N
(Second Department of Internal Medicine, Kansai Medical University)
4 phF B AT IR B
(Department of Medical Genetics, Kobe University Hospital)
5 FHEEARSEPE A R e B S T
(Clinical Genetics Units, Kyoto University School of Public Health)
6 BYVHEERER SIS e A
(Department of Ophthalmology, Kansai Medical University)
7T WRATRPATEERIERA R GYREY
(Department of Food Science and Nutrition Faculty of Human Life and Environment, Nara Women's University)

Identifying EOLA1 Loss of Function as a Novel Cause of X-Linked Mitochondrial Translation Disease

Ching Wan Lam
The University of Hong Kong, Hong Kong, China
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Oral Session 27 Genetic Counseling 1

H K :11H21H () 10:40~11:40

2 B L ETRY (IIEREAT  SRIEER — L)

BE R HE (%) T (BRERKEREERt VY —)
e R ILT (BHRDOKLFKE)

Date : Saturday, November 21 10:40~11:40

Room : Room 7 (Grand Hall, Sendai Ryokusaikan Visitor Center)

Chairs : Noriko Tanabe (Saitama Medical Center, Saitama Medical University)
Motoko Sasaki (Ochanomizu University)

Perceptions of Family Planning Among Patients and Families with Retinoblastoma: A qualitative study
K B+~ (Chikako Tomozawa), V&34 A1 (Tomoko Watanabe), I 24! (Manami Matsukawa),
M3 327-12 (Noriko Tanabe), /it 4 1-3 (Yoshiko Takahashi), |1l SC&! (Fumito Yamazaki),
AR J%AH14 (Shigenobu Suzuki), 7] HHEE! (Teruhiko Yoshida), [ B! (Makoto Hirata)
1 ESZHAWE R v & — e S -2 R
(Department of Genetic Medicine and Services, National Cancer Center Hospital, Tokyo, Japan)
2 RiEERRHERAEReY Y — 7 L HE
(Department of Clinical Genetics, Saitama Medical Center)
3 ERSEDSAIE A v 8 — ke B
(Department of Nursing, National Cancer Center Hospital)
4 ENLAAIIE R v 8 — iyl IR A
(Department of Ophthalmic Oncology, National Cancer Center Hospital)

Family Communication of Genetic Risk: Lifeworld Integration Through a Dynamic Process
A R (Miwa Arita), ¥ 3823 (Takami Maeno), ¥ B35 -4 (Emiko Noguchi),
e % R Ju+-56 (Motoko Sasaki), =55 75= 56 (Hidehiko Miyake)
1 SR EEM @b BARTSRER
(Department of Clinical Genetics, University of Tsukuba Hospital, Tsukuba, Japan)
2 YHEEREMNRY:BELY Y —
(Center for Medical Education, The Jikei University School of Medicine, Tokyo, Japan)
3 SRIBRAER AR Hs DR
(Department of Primary Care and Medical Education, Institute of Medicine, University of Tsukuba, Tsukuba, Japan)
4 SR PRAARER R
(Department of Medical Genetics, Institute of Medicine, University of Tsukuba, Tsukuba, Japan)
5 BROKRLTFREREGE AFSUCAIRBRAVIZEERL 7 4 73 4 = v REI

(Department of Life Sciences, Genetic Counseling, Ochanomizu University, Tokyo, Japan)
6 BEDKLTRFE 22—V I4 794y A5
(Institute for Human Life Science, Ochanomizu University, Tokyo, Japan)

Genetic counseling for APOE €4 variant as the secondary finding in multigene testing for familial
hypercholesterolemia
SERE E W 1) 12 (Sayuri Hiraoka), B ¥ FE5 2 (Kokichi Sugano), Z¢H J5f#2 (Miho Ando),
PARF BEJA3 (Yasuhiro Matsumura), FAVHT ZIH134 (Tomokazu Matsuura) , YA 45 (Masaru Sakamoto),
BT £ ¢ (Haruhiko Sugimura), J2[K —%& ' (Kazunori Nagasaka)
1 AR E AR b FAE st v & —
(Clinical Genetics Center, Teikyo University Hospital, Tokyo, Japan)
2 AASHRBU I 2 ARUTSEHTI B 7 SR S0 e B s o ieht
(Department of genetic medicine, Sasaki Foundation, Kyoundo Hospital, Tokyo, Japan)
3 AR R 2 ARBTSERTIN I A 25 A le R
(Department of Internal Medicine, Sasaki Foundation, Kyoundo Hospital, Tokyo, Japan)
4 EERE R 4 RBTZEITI S Wk 2 v 8 —
(Shonan Health Examination Center, Sasaki Foundation, Kyoundo Hospital, Tokyo, Japan)
5 ASHIREUE I 4 ARIFZERTHTE A 2 5t R
(Advisor, Sasaki Foundation, Kyoundo Hospital, Tokyo, Japan)
6 AASHRBUM I 2 ARATSEHTHTE A 22 S0 BiR
(Hospital Director, Sasaki Foundation, Kyoundo Hospital, Tokyo, Japan)

Expanding NIPT Consultations Among Younger Pregnant Women: Subjective Anxiety and the Role of
Genetic Counseling

HH O & & (Hitomi Yoshida), Fi# %2 (Tomoyuki Minamitani)

R BEFEE AR fe A RHESIRGERERE H A B2 I
(Department of Prenatal Diagnosis, Department of Obstetrics, Daiyukai General Hospital)
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027-05 A female with Fabry disease who underwent arrhythmia treatment and chaperone following cascade
screening

I A23E (Nami Kyoi), W 25! (Sumire Sakai), /N5 F§ 2 (Minami Ozawa), $5AK H12!34 (Yuki Suzuki),
B iko Itakura = atoki Deguchi ; ichiko Honda
WA #7115 (Akiko Itakura), {1 %! (Satoki Deguchi), A 4T ¢ (Michiko Honda)
=i 1 Motoyoshi), &I # (Sachiko Ohori g suke Migita
A 17 (AIM hi), FEdi #e1y~1# (Sachiko Ohori), 47 FA'# (Ohsuke Migita)
UMy 7 BERRAR RS
(Department of Clinical Genetics, St. Marianna University Hospital, Kanagawa, Japan)
2 e RZ% B e /N TR
(Department of Pediatrics, Kawasaki Municipal Tama Hospital, Kanagawa, Japan)
3 W) 7y BERERERERE e AR
(Department of Obstetrics and Gynaecology, St. Marianna University Hospital, Kanagawa, Japan, Kanagawa, Japan)
4 M=) 7 v ERERS BEEIERIITE R v & — SRR FE AR
(Department of Frontier Medicine, Institute of Medical Science, St. Marianna University School of Medicine, Kanagawa, Japan)
5 BOFLT4—A2Y=v D
(Sakuranome Ladies Clinic)
6 BRZV=v7
(Ikuryo Clinic)
7 B 7y FERERAERRETT AR TR - NN E
(Department of Breast and Endocrine Surgery, St. Marianna University Yokohama Seibu Hospital, Kanagawa, Japan)
8 Moy 7y BRI BIRBEEY: - EERRHT

(Department of Laboratoy Medicine, St. Marianna University School of Medicine, Kanagawa, Japan)

027-06 How Do We Support Children with Gorlin Syndrome? A Case of a Young Athlete
A 5T (Kyoko Moritani), KA 5 H 12 (Yuzuki Ooki), 7K T (Kozo Nagai),
W) 1] A2 (Kazuki Segawa) , FElR s (Erina Ozaki), 2K {474 (Nobuyuki Kuribayashi),
F1H] 5! (Minenori Ishimae), V1.1 EH 1-12 (Mariko Eguchi)

1 BB KRR AR B e At
(Department of Pediatrics, Ehime University Hospital, Toon, Japan)
2 BIRIFBE AR IR AR BERE
(Division of Medical Genetics, Ehime University Hospital, Toon, Japan)
R0 VA A ]
(Ehime Prefectural Central Hospital, Matsuyama, Japan)
4 SERAFIEF IR SR TIRESLRL - I
(Department of Dentistry, Oral Surgery and Orthodontics, Ehime University Hospital, Toon, Japan)
5 WED AL v 8 — BRI AR
(Department of Hereditary Cancer Medicine, NHO Shikoku Cancer Center, Matsuyama, Japan)
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Oral Session 28 Rare Diseases 1

H ®:11H21H () 14:20~15:20
& B LAY (IWGEERR v & — B &58E1)
BE R D L R (BT R EN IR
FRE HER (N C &b EbL)
Date : Saturday, November 21 14:20~15:20
Room : Room 4 (Meeting Room 1, Exhibition Building, Sendai International Center)
Chairs : Yuri Uchiyama (Yokohama City University Hospital)
Naoya Morisada (Hyogo Prefectural Kobe Children's Hospital)

Expanding phenotypic spectrum of SMARCAS5-related neurodevelopmental disorders

FJ5 BH ' (Tomoko Uehara), 7K 3] 12 (Seiji Mizuno), [LIFH AR 734 (Mamiko Yamada),
AR #7 N3 (Hisato Suzuki), N 21516 (Toshiki Takenouchi), | FHFI' (Hiyori Ueda),
it ZRERHC! (Natsuki Nakamura), K5t 35 5! (Shiomi Otsuji), #K 747 (Shin Hayashi), FHZE 9% ! (Mie Inaba),
MR R BE? (Kenjiro Kosaki)
1 BHRERRTE R A2 v 5 — huuiEbe ANRAR - BRI
(Department of Pediatrics and Clinical Genetics, Aichi Developmental Disability Center, Central Hospital)
2 AR BB AAIERT A RBEIE - BIEIDTIE R F84k s iy
(Department of Genetics, Research Institute of Environmental Medicine, Nagoya University)
3 BHERBARPAPEAT HREEY e v 5 —
(Center for Medical Genetics, Keio University School of Medicine)
4 EZRATBIFFHAEA 2R AR
(Department of Pediatrics, Tachikawa Hospital)
5 BHORYE AR BEE R
(Division of Disability Sciences, University of Tsukuba)
6 FALIRA: SAARTITIEITE 12 b orduk /N LSt s Rl R~ S Y
(Department of Pediatric Neurology, Okayama University Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences)

7 BRRPEEER A v ¥ — FEEREVIZAT B TR

(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center)
GWAS and Single-Nucleus Transcriptomics Identify Mesenchymal-Like Endothelial Cells in
Moyamoya Disease

ST JfEK 12 (Yudai Hirano), &M #5' (Satoru Miyawaki), HHRJE 72 A2 (Kyuto Sonehara)

ey EL—2 (Shinichi Namba), Ff I [#5° (Hirotaka Inoue), [ EfEth2 (Yuya Shirai),

4AFt HHH3 (Hideaki Imai), ASH #4151 (Hiroki Hongo), /NEF 758! (Hideaki Ono), P 8! (Yu Sakai),
eI KA1 (Daisuke Sato), 1:J= H#3! (Takahiro Tsuchiya), ~H] #! (So Hirata),

e #5 ! (Hirofumi Nakatomi), 51| #23F3 (Shumpei Ishikawa), [ 52 (Yukinori Okada),

751 AE ! (Nobuhito Saito)

1 UK AR R

(Department of Neurosurgery, The University of Tokyo, Japan)
2 BURRAERABE R R TSR R T W

(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo, Japan)
3 WHCRER G EE AR RHA A2 2

(Department of Preventive Medicine, Graduate School of Medicine, The University of Tokyo, Japan)

o~ o~ o~ —~

Updating Gene Lists for Intractable Diseases in Japan: Primary Ciliary Dyskinesia as a Model

Al 72K (Kota Ishioka), JHEJE 503 (Toyofumi Fujiwara), HJHE Kfifi! (Daisuke Nakato),
BIF #E2 (Yoshifumi Kimizuka), HH A 224 (Takanori Asakura), fE7K HilE4 (Koichi Fukunaga),
FA = W5 (Ho Namkoong) , 7N R B (Kenjiro Kosaki)
1 BEESBR PR AR RS e v & —
(Center for Medical Genetics, Keio University School of Medicine)
2 BHFTERIR AN B (RYYIE - W% ER)
(Division of Infectious Diseases and Respiratory Medicine, National Defense Medical College)

3 ENGREBAEIT N AT = SR 74 7 A TV ARG T — 7 X — 2 M
(Database Division for Life Science, BioData Science Initiative, National Institute of Genetics)
4 BESRFIC AR AR SR N R
(Department of Pulmonary Medicine, Keio University School of Medicine)
5 BERERRAR LI AT G A
(Department of Infectious Disease, Keio University School of Medicine)
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Population-Based Genomic Analysis Reveals an Expanded Spectrum of NOTCH3-Related Arteriopathy

in Japan

HEA ! (Masaya Kumamoto), kIR 527523 (Yukihide Momozawa), wH] 752 4 (Yoshihiko Furuta),

ZEH K5 (Mao Shibata), /NE 1.2 16 (Tomoyuki Ohara), Z% 757 (Jun Hata), JHE ¥& 2 8 (Yasuyuki Taki)

> Y > > yu >
= b 3 h° (Tatsuya Mikami), HijH #10 (Tetsuya Maeda), /NiF B —HE " (Kenjiro Ono),

= 12 (Masaru Mimura), {65 - 7-13 (Ritsuko Hanajima), /P2 J#—14 (Jun-ichi Iga),

Fr#k 9215 (Minoru Takebayashi), & Fl|#5 4 (Toshiharu Ninomiya)

D USRI R R AR 57
(Department of Epidemiology and Public Health, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)

2 [ESZOHERITEIE AP AW ZERT B MIEEREI S 2 v & — BB T — &

(Laboratory for Genotyping Development, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)

3 BYLAARTERT AdmEREE e Y Y — vV F A SO RATERE 7 b - IV A T F— ATy b
(Genomics and Transcriptomics Unit, Advanced Multi-Omics Technology Division, RIKEN Center for Integrative Medical
Sciences, Yokohama, Japan)

4 JUNRERSABEIE AR i REFEAE IR
(Department of Medicine and Clinical Science, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)

5 JUNRERFBEE AT Rt — v ¥ —

(Center for Cohort Studies, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)

6 JUNRFERFBEEAIITEBE s B R 2o i
(Department of Neuropsychiatry, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)

T FUMIRAERABE R AT e BRstre sl - R A iy
(Department of Health Care Administration and Management, Graduate School of Medical Sciences, Kyushu University,
Fukuoka, Japan)

8 HALRZAINRIEEEWIFERT WK i L AT oE 4 BY
(Department of Aging Research and Geriatric Medicine, Institute of Development, Aging and Cancer, Tohoku University,
Sendai, Japan)
9 SARTRERYBEEAWITER BEEAR A / N—vaver sy —
(Department of Preemptive Medicine, Innovation Center for Health Promotion, Graduate School of Medicine, Hirosaki
University, Aomori, Japan)
10 S5 FERERSAEE AT BN R - ZERITE
(Division of Neurology and Gerontology, Department of Internal Medicine, School of Medicine, Iwate Medical University,
Yahaba, Japan)
11 EIRFER GRS TR L 2% e R
(Department of Neurology, Kanazawa University Graduate School of Medical Sciences, Kanazawa University, Kanazawa,
Japan)
12 BERE R B AA BT PRI 2 v 8 —
(Department of Neuropsychiatry, Keio University School of Medicine, Tokyo, Japan)
13 BHURSAPR AR i PRl i
(Division of Neurology, Department of Brain and Neurosciences, Faculty of Medicine, Tottori University, Yonago, Japan)
14 BIRRAPRBEIRLA TR R B
(Department of Neuropsychiatry, Ehime University Graduate School of Medicine, Ehime University, Toon, Japan)
15 FEARRAERABE A AR AL MY HR A RS v & —
(Department of Psychiatry and Neuroscience, Center for Metabolic Regulation of Healthy Aging, Faculty of Life Sciences,
Kumamoto University, Kumamoto, Japan)

Practical considerations for RNA-seq in diagnosing rare diseases
+ 1 Z=f%3512 (Naomi Tsuchida), PNIL A1#HE L2 (Yuri Uchiyama), 7K¥F 5% E]3 (Seiji Mizuno),
HErh #F! (Kohei Hamanaka), BE7K VI HL7-! (Eriko Koshimizu), & i Ja+14 (Satoko Miyatake),
7K1 [t (Takeshi Mizuguchi), #AAS TE# 124 (Naomichi Matsumoto)
1 BT LRYE KRBT AT ERE R

(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2 BEEEHNRZEMEREEE %7 2 A 2R

(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
3 BEHIRERFRERA L v & — IRk NN

(Department of Pediatrics, Central Hospital, Aichi Developmental Disability Center, Kasugai, Japan)
4 BERTDLREMERE ISR

(Clinical Genetics Department, Yokohama City University Hospital, Yokohama, Kanagawa, Japan)
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Iso-Seq reveals aberrant full-length transcripts caused by SMARCB1 and WDR45 genomic deletions
I dBE L2 (Yuri Uchiyama), [ 233512 (Naomi Tsuchida), A& {833 (Hirofumi Ohashi)
YA IE5%? (Masamune Sakamoto), HH7K 71252 (Eriko Koshimizu), J&H #}i*1>> (Kohei Hamanaka),
= R +-24 (Satoko Miyatake), KT ]2 (Takeshi Mizuguchi), PAAS B 24 (Naomichi Matsumoto)
1 BT SREIE T #7 / o 2R

(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
2 AR REABEE AR B IR

(Department of Human Genetics, Yokohama City University Graduate School of Medicine)
3 BiERSNEER L v & — SR

(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
4 BERETLRER R B IS T2

(5Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)

Oral Session 29 Function and Disease Models

H B2 11H21H (1) 14:20~15:20

2 8 SRy (BERE v — R 2H=2)

HE R DM B (BAIREEEER G v & —FER VI
Hb - (AR

Date : Saturday, November 21 14:20~15:20

Room : Room 5 (Meeting Room 2, Exhibition Building, Sendai International Center)

Chairs : Shin Hayashi (Institute for Developmental Research, Aichi Developmental Disability Center)
Shinichi Inoue (Tohoku University)

Etiologic analysis of megalocephaly by activated variant of AKT3 using mice model and potential of
rapamycin treatment
Ak BE1 (Shin Hayashi), 77 BXFES! (Takuma Mori), 5K BEF! (Yasuyo Suzuki), /I #FF! (Yuko Furukawa),
A PERf? (Yosuke Miyamoto), TfRAE & #43 (Tomohiro Chiyonobu)
1 BHRERRERO 2 v & — SEERETIZERT B BRI

(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center, Kasugai, Japan)

2 mUERIESZEERER A ARl
(Department of Pediatrics, Kyoto Prefectural University of Medicine)

3 BERSZERRLRE 7512 WT - iR

(Department of Molecular Diagnositics and Therapeutics, Kyoto Prefectural University of Medicine)

Urine-derived cells reveal autophagy defects caused by in-frame EPGS5 variants
AR FE-1 (Sachiko Miyamoto), /M FlI5E! (Kazuyuki Komatsu), T.j# Tafsf2 (Katsumasa Kudou),
fEAF 2.2 (Shinobu Fukumura), 3% $HH3 (Takuro Sakai), B§7K [~14 (Yohei Masunaga),
1 & Y% 7+5 (Mitsuko Nakashima) , ¥t %51 (Hirotomo Saitsu)
[ N SN S VY (e o
(Department of Biochemistry, Himamatsu University School of Medicine, )

2 FLMEEERERSE N

(Department of Pediatrics, Sapporo Medical University School of Medicin)

3 ALBREERERS: Bk A

(Department of Perinatal Medicine, Sapporo Medical University School of Medicine)
4 PEIRBERERSE N

(Department of Pediatrics, Hamamatsu University School of Medicine)
5 EERY: RERE

(Division of Dermatology, Department of Internal Medicine, Faculty of Medicine, Saga University)
A novel Zeb2-HA-flox mouse model for analyzing the pathomechanisms of Mowat-Wilson syndrome
BN BT (Yasuyo Suzuki), #x BCEE (Takuma Mori), W 7 (Yuko Furukawa), R ¥ (Shin Hayashi)
FHRERRER O v ¥ — Fe s e s Bt
(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center, Aichi, Japa)
Reduced hepatic Igf1 expression in a Noonan syndrome mouse model with Rit1 mutation
=3 REHE 12 (Akinobu Miura), B[ AHC! (Taiki Abe), - b ¥ —! (Shin-ichi Inoue),
HE B (Tetsuya Niihori) , %t 3422 (Atsuo Kikuchi), H A FET! (Yoko Aoki)
1 JUERAER A AR ITSERE AR R Ao I

(Department of Medical Genetics, Tohoku University Graduate School of Medicine, Sendai, Japan)
2 BACRAERABE AR WPERE /NI R oA o i

(Department of Pediatrics, Tohoku University Graduate School of Medicine, Sendai, Japan)
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Juvenility-oriented analysis of pediatric physiology
7 JeAst 123 (Masaki Mori)
1 ENEE BRI v & — NS
(Department of Pediatric Physiology, National Center for Child Health and Development)
2 JLRAE BEAAFR/NRE AN YR B
(Advanced Pediatric Medicine, Tohoku University)
3 RERORYE RYPBEBE TAAWRemt ALl 77 a 75 &
(Department of Regulatory Biology, Saitama University)

The role of hypoxia in the regulation of transforming growth factor-beta in cancer-associated fibroblasts
TR 512 (Koji Teramoto) , K FH? (Hidetoshi Sumimoto), BRI TR AR 12 (Yataro Daigo)
1 BB BERERS: BRAEE MRS~ al e (I R
(Department of Medical Oncology, Shiga University of Medical Science, Otsu, Japan)
2 WEHEEBERERYE dedahs Aitdie v 5 —
(Center for Advanced Medicine against Cancer, Shiga University of Medical Science, Otsu, Japan)

Oral Session 30 Epigenetics, Function and Therapy

H K:11H21H (&) 14:220~15:20

2 Yoy (REME vy —BRH XE=E3)

BE R RE R (BERDRE BRI v 5 —)
TR QERERRE)

Date : Saturday, November 21  14:20~15:20

Room : Room 6 (Meeting Room 3, Exhibition Building, Sendai International Center)

Chairs : Maki Fukami (National Center for Child Health and Development)
Hirotomo Saitsu (Hamamatsu University School of Medicine)

Genomic imprinting of KIf14 is regulated by a paternal sub-TAD anchored at Mest and a shared
enhancer in mice

M E 4512 (Natsuki Hayashi) ,N— TRV 43 (Amanda Ha) , A=y 7—m3 (Aaron B. Bogutz) ,
£ Fua 7/ 74 (Benoit Moindrot), I X A @ — 5 (Laura Gomez),

<)LV T L 7 FIL6 (Alexandre Marcil), 77 —)V 7 7 > 277 (Frank Court) , 3{E3& 35528 (Miyuki Shindo),

NY R P2 Yy b6 (Juliette Harris), 7L/ — 7 4 1 v 77 (Philippe Arnaud)
FL—7 > ¥ % v 76 (Jacques Drouin), 7 # L% T 4 LY —35 (Thierry Forne), 151 1&74° (Shuji Takada),
V7 2 —7 ) LA 3 (Louis Lefebvre), tiffk —pZ! (Kazuhiko Nakabayashi)
1 ENZREERIE € v ¥ — FPEUREETTZEE
(Department of Maternal-Fetal Biology, National Center for Child Health and Development, Tokyo, Japan)
2 JUERFER B R ITSERE AN VR R e
(Department of Advanced Pediatric Medicine, Tohoku University School of Medicine)
3 7V T4yyaaurETKE T4 7Y A TV AR BESEIBAERM ()5
(Department of Medical Genetics, Life Sciences Institute, University of British Columbia)
4 %Y - ¥ 7L =R - CEA - CNRS Millg#e W E0%ERT (12BC) (7 7~ R)
(University of Paris-Saclay, CEA, CNRS, Institute for Integrative Biology of the Cell (12BC))
5 By RY I FRIBETZET (IGMM), € ¥ R_Y IRE, 7 7 v AENREENYE2 > 4 — (CNRS), 77V A
(Institut de Genetique Moleculaire de Montpellier (IGMM), University of Montpellier, CNRS)
6 E¥ YA VKRG (IRCM) 2 FHEGHIIRE (HF5)
(Laboratoire de Genetique Moleculaire, Institut de Recherches Cliniques de Montreal (IRCM))
7 R - EFE - FEAERYUT (IGReD). 7 7 v AEINIRIEANIYE 4 — (CNRS). 7 7 ¥ A EISZAREBEAEWIET
(INSERM), ZLILEY « A =T 2 )V =2 K% (7 5V R)
(Genetics, Reproduction and Development Institute (iGReD), CNRS, INSERM, Universite Clermont Auvergne)
8  ENZIEUE YL v & — B E
(Division of Laboratory Animal Resources, National Center for Child Health and Development)
9 EVRBEREIIE LY ¥ — > 2T LIREDIER
(Department of Systems Developmental Biology, National Center for Child Health and Development)

>
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030-02

030-03

030-04

030-05

Scriptaid Enhances ROSI Blastocyst Development Without Altering DNA Methylation
HHrr #i ! (Atsushi Tanaka) , $CHF #1812 (Yuya Makino), 7K & J&! (Motoi Nagayoshi),
T3 3% (Seiji Watanabe), i B E£¢ (Masahiko Ito)
1 v b~ —pEk ARHERE
(Saint Mother Clinic, Kitakyushu, Japan)
2 MR ERAE PRAEE ek ARl e
(Department of Obstetrics and Gynecology, Juntendo University School of Medicine, Tokyo, Japan)
3 BABTREER NG RS RHE ARG Rl
(Anatomical Science, Hirosaki University Graduate school of Medicine, Hirosaki, Japan)
4 EIMERIRYE BT, - SRR

(Department of Infectious Diseases, Hamamatsu University School of Medicine, Hamamatsu, Japan)

Clinical trial of 5-aminolevulinic acid for ATR-X syndrome
A #%f 12 (Takahito Wada), & FH ]34 (Takeshi Yoshida), & 2%—E[5 (Koh-ichiro Yoshiura),
R fdtE] 67 (Kenji Kurosawa), [ fHiEZ8 (Nobuhiko Okamoto), 3 H] 45 ® (Norifumi Shioda)
1 SRR BEEAAIITERE 7 7 b B
(Department of Genomic Medicine, Kyoto University Graduate School of Medicine, Kyoto, Japan)
2 VREW V=YY
(Hidamari Clinic, Kawasaki, Japan)
3 RUBRAERAYBE B AATTERE N Rl e
(Department of Pediatrics, Kyoto University Graduate School of Medicine, Kyoto, Japan)
4 FEBREREBELEIFERE TAD A - JHT) S 2k 7 e
(Department of Epilepsy, Movement Disorders and Physiology, Kyoto University Graduate School of Medicine, Kyoto, Japan)
5 R FRS R BERITTE T ABDEIS Y
(Department of Human Genetics, Atomic Bomb Disease Institute, Nagasaki University, Nagasaki, Japan)
6 PRI &b e v & — BIGE
(Department of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
7 ENIREBBEREGE L 5 — EREe v Y —
(Centre for Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)
8  KWKKRFFEEH L v & — iRt
(Department of Medical Genetics, Osaka Women's and Children's Hospital, Izumi, Japan)
9 REAKPEFEEPEFEWIERT 7/ Lt
(Department of Genomic Neurology, Institute of Molecular Embryology and Genetics. Kumamoto University, Kumamoto,
Japan)

iPS cell-based functional genomics reveals combinatory effects of functionally opposite SNPs in
linkage disequilibrium

ALJII %71 (Yohko Kitagawa), &g i#! (Megumu Saito), {ERE f2i53 (Mitsuharu Sato),

FiH #7-4 (Noriko Ishida), FF3 BH! (Akira Niwa), /MK {E=5 (Shuzo Kobayashi),

REM &4 (Kazuki Kumada), /)NE 983 (Kaname Kojima), JGith B 13 (Ikuko Motoike)

AT B 53 (Kengo Kinoshita) , =511 FlIkfE2 (Kazuo Takayama), f&AS H3Z2 (Rina Hashimoto)

1 AR APSHIIENIZE AT B )IS LSRR
(Department of Clinical Application, Center for iPS Cell Research and Applica tion, Kyoto, Japan)

2 REERAHPSHINEITIEAT S FH o (BRI ZE E
(Department of Cell Growth and Differentiation, Center for iPS Cell Research and Application)

3 WALA T4 ANRATTN Y T RERE 7 LR

(Department of Integrative Genomics, Tohoku Medical Megabank Organization)
4 HILA T4 AN A TN 7 BRGNS A F Ny 7

(Department of Biobank, Tohoku Medical Megabank Organization)
5 NEFEvATR ARl

(Shonan Kamakura General Hospital, Japan)

A novel MITF mutation associated with hyperpigmentation
JII_E Haf& " (Akinori Kawakami), 47~ $72 (Shin Kaneko), &5 {74! (Kenji Kabashima)
1 BERAER AR AR B
(Department of Dermatology, Kyoto University Graduate School of Medicine)
2 HUERRAAPSHIIEWIE BT e Fl S LA L B P
(Department of Cell Growth and Differentiation, Center for iPS Cell Research and Application (CiRA), Kyoto University)
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Differential sensitivity of pituitary cell types to changes in Pou1f1 isoform proportions in mice
FEE 155123 (Kazuhisa Akiba), F47 B! (Akie Nakamura), %R, B! (Maki Fukami)
1 ERZKEERIIE € > & —WIERT 47 W mbirge s
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development, Tokyo, Japan)
2 ESIREERIIE R v 8 — T ¥4 S—> T 4 RS
(Division of Diversity Research, National Research Institute for Child Health and Development)
3 ESZREERIE v & — W a2 5OV S T
(Genetics Division, Medical Research Center for Japan Environment and Children's Study, National Research Institute for Child
Health and Development)

Oral Session 31 Genetic Counseling 2

H K:11H21H (&) 14:220~15:20

2 5 UHTRY (IR SOREER —L)

B R FUR BAT (BRIERERSNET)
Gf T EESERR A ER)

Date : Saturday, November 21  14:20~15:20

Room : Room 7 (Grand Hall, Sendai Ryokusaikan Visitor Center)

Chairs : Mikiko Izumi (SHOWA Medical University Hospital)
Mikiko Kaneko (The Jikei University Hospital)

Comprehensive Support for Cascade Genetic Testing in Minor Relatives in a Family With Marfan

Syndrome
B % 512 (Akiko Nonoshita), 7KEF B-! (Akiko Nagano), VII% #3323 (Hiroyuki Esaki),
HA& Mz 4+ (Masayuki Takura), Hij[H 28725 (Yasuhiro Maeda), 7K T-##2 (Chiharu Tomonaga)
f&As f1EZ 13 (Kazuhiko Hashimoto), 4 JIEZX 16 (Yorihisa Sumida)
1 RS AEER e v ¥ — 7 LAER eV 8 —
(Genome Medical Center, Sasebo City General Hospital, Nagasaki, Japan)
2 et R IR A R v & — AR
(Department of Obstetrics and Gynecology, Sasebo City General Hospital, Nagasaki, Japan)
3 MR IR A ER 2 v 7 — TR
(Department of Pediatrics, Sasebo City General Hospital, Nagasaki, Japan)
4 et R IIR A R v 8 — DlIIE SR
(Department of Cardiovascular Surgery, Sasebo City General Hospital, Nagasaki, Japan)
5 IR IR A ER L v ¥ — e
(Department of Neurology, Sasebo City General Hospital, Nagasaki, Japan)
6 et IR AR L v & — AF
(Department of Surgery, Sasebo City General Hospital, Nagasaki, Japan)

Current Status and needs of Genetic Counseling in Expanded Newborn Screening in Japan

&1 FEHREA-1 (Mikiko Kaneko), {HFS ]2 (Go Tajima), JIIH #' (Hiroshi Kawame)
1 U R ERER IR AR 32
(Department of Clinical Genetics)
2 ENZERBBEE v Y — PRI v AR 7 ) —= v SR
(Division of Neonatal Screening, Research Institute, National Center for Child Health and Development)

Evolving Reproductive Decision-Making in a Family with Mucopolysaccharidosis Type [lIB

HH B! (Reiko Tsuda), i1 fE.7&2 (Tsuji Haruka) , A& HH SEHFF-2 (Minako Hikita), 1% B2 (Takayo Shoji),
R B3 (Mariko Fujita), RIL 823 (Yasuyuki Kiyama), ASH £54L3 (Nao Honda),

{2 fi# B3 (Kenjiro Date), LI #51-3 (Yuko Shiroyama), [} % 34 (RumiMatono), #F %535 (Nami Mori),
3I B 5 (Keiji Tsuji), =% #ii k2 (Norio Miharu)

1R BRI e AN R

(Department of Pediatrics, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital, Hiroshima, Japan)
2 RER IR R

(Department of Clinical Genetics, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital)
3 JRRFRTEIE SR 2 AR

(Department of Obstetrics Genecology, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital)

4 REFRT TR SR
(Department of Surgery, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital)

5 IREART L AR

(Department of Gastroenterology, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital)
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Characteristics of Pregnant Women Requiring Deliberation After Genetic Counseling for NIPT
e R FE' (Megumi Sasaki), P 75 1+ (Sayoko Abe), H1|l] 524! (Munetoshi Nakayama)
A WATE! (Akinori Ishii), 5K A (Yuuki Suzuki), BHHR 48! (Yuuya Sekine), {/£/#% BJ5! (Rino Sato),
M _F FIEE ! (Kazuma Tagami), JK=Z #3535 (Hiromi Himuro), |1 #if11~! (Ayuko Hirayama),
FE A 2 (Tomohisa Ugajin), BA #THR! (Tetsuro Hoshiai), B #1 (Atsushi Hayasaka),
K3 &2 (Toshihiro Ohura), A8 {8 E[! (Takeo Otsuki)
1 AiB LR EE 2k AR
(Department of Obstetrics and Gynecology, Sendai City Hospital, Miyagi, Japan)

2 Al HLEbE AR AR
(Department of Clinical Laboratory, Sendai City Hospital)

Ethical considerations in prenatal diagnosis of X-linked adrenoleukodystrophy in an opposite-sex
twin pregnancy

JITE 5.2 12 (Naoyuki Kawashima), AR %! (Midori Kimura), PUJG 7+ (Junko Yotsumoto),

R D F #12 (Nozomi Uemura), #EJ% #2 12 (Akira Namba), $5KIEE & 713 (Sayaka Suzuki-Ajihara),
fBH BB (Yoshimasa Kamei), JH& FEZ1® (Chikahiko Numakura)

1 REEBERERSE R AR 7/ L BERERR

(Department of Clinical Genomics, Saitama Medical University, Saitama, Japan)
2 WEERERSE AR

(Department of Obstetrics and Gynecology, Saitama Medical University, saitama, Japan)
3 RiEERERYE NER

(Department of Pediatrics, Saitama Medical University)

From Universal Tumor Screening for Lynch Syndrome to Genetic Care in Endometrial Cancer : Who

Reaches Counseling?
1Ei% AL (Nobue Takaiso), #iff #4%2 (Akiyo Yoshimura), $5iARK SHEH3 (Shiro Suzuki),
HA B4 (Issei Imoto)
1 BHBBALY Y =7 ) LB v 5 — ) 27 FHiiE
(Aichi Cancer Center, Risk Assessment Center, Aichi, Japan)
2 BRIEDA Y VY — HIREHE
(Aichi Cancer Center, Department of Breast Oncology)
3 FHESAY Y Y — g AR
(Aichi Cancer Center, Department of Gynecologic Oncology)
4 FBRIRDAX v ¥ — HERT
(Aichi Cancer Center, Research Institute)
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Oral Session 32 Rare Diseases 2

H K
Y X

B R

Date
Room
Chairs

. Saturday, November 21 15:20~16:20
: Room 4 (Meeting Room 1, Exhibition Building, Sendai International Center)
. Osuke Migita (St. Marianna University, School of Medicine)

11H21H (£)  15:20~16:20

WAL (IBEEL > ¥ — Rk 23%E])
FH EN (=) 7y FERKRE)

—BHeT (RRAY)

Noriko Miyake (Nagasaki University)

Shared features of ZTTK syndrome, NKAP disorder, and ReNU syndrome - Temporal dysmorphology

in RNA-related syndromes -
KB 35k A 12 (Seiji Mizuno) , Rtk A2 (Shiomi Otsuji) , bJs A2 (Tomoko Uehara) ,
df ZARAC 2 (Natsuki Nakamura), FRZE JEK72 (Mie Inaba), P8 74! (Yosuke Nishio),
M 3226 (Yukina Hayashi) ) 3354 (Kosuke Izumi) , A 224635 (Toshiki Takenouchi) )
JIMRE R R (Kenjiro Kosaki), PAZK E@S (Naomichi Matsumoto), ¥k 53 (Tomoo Ogi)
1 Al ERYBUREAITZEAT AR E
(Department of Genetics, Research Institute of Environmental Medicine, Nagoya University, Nagoya, Japan)
2 BMRERSRER AL v 7 — AR - BB
(Department of Pediatrics and Clinical Genetics, Aichi Developmental Disability Center Hospital, Kasugai, Japan)
3 BERARY KBRS —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
4 FTEYRARYEFIRAT RS Y RAT 4 Ak vy — ARG - B IS
(Division of Genetics and Metabolism, Department of Pediatrics, University of Texas Southwestern Medical Center, Dallas,
USA)
5 REILOR AT IR e I 5 2l N Ve Az ERIp B2 43 B /) e o
(Department of Pediatric Neurology, Okayama University Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama, Japan)

6 RIS REEE R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)

Novel HK1 intronic variant in congenital hyperinsulinism: impaired transactivation function for FOXA2

KA FH%! (Kaori Yamoto), EEA ££7-! (Sachiko Miyamoto), &% fi—RH2 (Shinichiro Sano),
KA 13573 (Yumiko Ohkubo), 231 44 (Wataru Tanikawa), #7K P! (Yohei Masunaga),
BT EH]S (Shinji Higuchi), 7% 5 (Jun Mori), JE&EE Z8 1~ (Yasuko Fujisawa), =¥ yEt #5%'! (Hirotomo Saitsu)
4G5 146 (Tsutomu Ogata)
1 EABERER S BRAV AL
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 ERRAURSZ 2 & bR BRI - AR
(Department of Diabetes and Metabolism, Shizuoka Children's Hospital, Shizuoka, Japan)
3 RS RAWEE NEE
(Department of Pediatrics, Shizuoka Saiseikai Hospital, Shizuoka, Japan)
4 BERERAE ANRERE
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
5 KBRS AR v & — NN - BN AR
(Division of Pediatric Endocrinology, Metabolism and Nephrology, Children's Medical Center, Osaka City General Hospital,
Osaka, Japan)
6 WEEREE Y ¥ — PNEE
(Department of Pediatrics, Hamamatsu Medical Center, Hamamatsu, Japan)
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Maternal uniparental disomy of chromosome 20: comprehensive clinical study in genetically confirmed
18 patients
/NI BHFEY (Tomoe Ogawa), ZE4F 5 .2 (Koji Muroya), IR ##fi34 (Keisuke Nagasaki) ,
P BXORHR4 (Kentaro Sawano), $5K 3445 (Shigeru Suzuki), B A#d 76 (Yukiko Kuroda),
A ESRT Maki Gau), 475 880 (Tsutomu Ogata), R B (Maki Fukami), &5 HER (Masayo Kagami)
1 ENZ A BRI v & — RT3 1 N it geis
(Dept. of Molecular Endocrinology, National Research Institute for Child Health and Development)
2 RIS C & B v 8 — N GEER
(Dept. of Endocrinology and Metabolism, Kanagawa Children's Medical Center)
3 REFESLC &b N R
(Dept. of Endocrinology and Metabolism, Nagano Children's Hospital)
4 HNRREE AR A ANERE
(Div. of Pediatrics, Department of Homeostatic Regulation and Development, Niigata University Graduate School of Medical
and Dental Sciences)
5 JUNERERS: ANJERE
(Dept. of Pediatrics, Asahikawa Medical University)
6 PRI &b e v & — BIGE
(Div. of Medical Genetics, Kanagawa Children's Medical Center)
7 WHREERY: S B E RS I
(Dept. of Life Science and Bioethics, Institute of Science Tokyo)
8 HEAREERERA: PEAAE
(Dept. of Pediatrics and Biochemistry, Hamamatsu University School of Medicine)
9 EINER R vy — NEE
(Dept. of Pediatrics, Hamamatsu Medical Center)

A Case of ADAR-Related Disease Complicated by Ventricular Septal Defect

=HEF 521 (Go Yoshino), By eh 21422 (Tomoki Nonaka), [ K B2 (Kentaro Okada),

JENT Tik3 (Kaori Adachi), Z5E JiR4<* (Mai Adachi), HjIE 254! (Yoshihiro Maegaki)

B K YT H 5 (Eriko Koshimizu), 757 $55f° (Suzuran Saito), TAZR [E #5678 (Naomichi Matsumoto) ,
SEWY 7.2 23 (Hiroyuki Awano)

1 BIUORAEE A bt it N JErt

(Division of Child Neurology, Department of Brain and Neurosciences, Faculty of Medicine, Tottori University, Yonago, Japan)
2 BSHUORAABR AT R BT B E iRt
(Division of Clinical Genetics, Faculty of Medicine, Tottori University, Yonago, Japan)

3 RSHURSAMIFEHEE PRSI FE R ki 2 > &7 —

(Organization for Research Initiative and Promotion, Faculty of Medicine, Tottori University, Yonago, Japan)
4 SSIURAAPE TSI e e i

(Division on Fundamental Nursing, School of Health Science, Tottori University Faculty of Medicine)
5 BERTIIRARFGUE AR BB

(Department of Human Genetics, Yokohama City University Graduate School of Medicine)
6 REET R ER DL ST R

(Department of Clinical Genetics, Yokohama City University Hospital)
7 REETIIRAAT R #E S bR

(Department of Rare Disease Genomics, Yokohama City University Hospital)
8  ENZAEM - MRERR LY S — AT AN ) by —

(Medical Genome Center, National Center of Neurology and Psychiatry)

A pediatric case with minor glomerular abnormality and renal function decline caused by a novel
MAFB variant
HEZY TH5%5 12 (Naonori Kumagai), ZJf $hEE! (Takuma Ando), VT AH5Z! (Tomomi Kondoh),
PAAS Fhk T (Yuji Matsumoto), HillJ5t 3 4 3 (Nana Sakakibara), By K3 (Kandai Nozu),
HAE FESET (Yohei Ikezumi)
1 RRHHBSRERS: BEAAER /N R
(Department of Pediatrics, Fujita Health University School of Medicine, Toyoake, Japan)

2 JHRHTBRRERSE PEAA AR
(Department of Joint Research Laboratory of Clinical Medicine, Fujita Health University School of Medicine, Toyoake, Japan)

3 PERAE KA AT RN BRI N Rl A iy

(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
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A Case of Loeys-Dietz Syndrome Type 3 Detected via Routine Health Screening and Treated with the
Bentall Procedure

L)1 #3212 (Hiroyuki Yamakawa), $i7K B 7+ (Keiko Susuki), f5H O\>% ? (Hikaru Tsuruta),
I JAFN (Hirokazu Fujiwara), F&ah Bf—* (Kenichi Hashizume), /MR R EES (Kenjiro Kosaki)
SR ER? (Masaki Ieda), [HIRF #fE5A6 (Masahiro Jinzaki), %7K 75474 (Hideyuki Shimizu),
EA B9 (Hiromasa Takaishi)
1 BERESRARY: BRAAER PRI v 8 —
(Center for Priventive Medine, School of Medicine, Keio University)
2 BERERTAOE PR B R
(Department of Cardiology, School of Medicine, Keio University)
3 BEMEZRTACRY PR IR A
(Department of Clinical Laboratory Science, School of Medicine, Keio University)
4 BEMESRIARY: RS DRI SR
(Department of Cardiovascular Surgery, School of Medicine, Keio University)
5 BEMEZRROR: RS IR A v 8 —
(Center for Clinical Genetics, School of Medicine, Keio University)
6 BEEFRTAKY: AT U RE
(Department of Radiology, School of Medicine, Keio University)

Oral Session 33 Epigenetics

Date
Room
Chairs

H ®:11H218 (+)  15:20~16:20
& B UESEY (IlaEERR vy —BRE &#E2)
PE ol (BRI e v v — BERERD

. Saturday, November 21  15:20~16:20
:Room 5 (Meeting Room 2, Exhibition Building, Sendai International Center)
: Kazuki Yamazawa (Department of Medical Genetics, NHO Tokyo Medical Center)

bk — (ENZREERIE 2 v 8 —)

Kazuhiko Nakabayashi (National Center for Child Health and Development)

X chromosome inactivation and clinical phenotypes: Analysis of female carriers of X-linked chronic

granulomatous disease
A JR 12 (Hayate Masubuchi), W4 FI 43 (Toshinao Kawai) , Y HHH4 (Naoaki Hori),
BER, B4 (Maki Fukami), #% %! (Masayo Kagami)
1 ERLREBEREITL L v ¥ —9E0T 2 F NI
(Dept. of Molecular Endocrinology, National Research Institute for Child Health and Development, Tokyo, Japan)
2 BESRSOEE AN R A
(Dept. of Pediatr., Keio Univ. Sch. of Med.)
3 ENIREBERT L v 5 — g
(Division of Immunology, National Center for Child Health and Development)
4 KHEL&WEE ANRH
(Dept. of Pediatr., Ota Memorial Hospital )

Solo-WCGW hypomethylation index reflects cumulative immune activation and correlates with T-cell
receptor clonality

IE% ZEREF-12 (Mihoko Shimada), Kui Bifiliz (Yosuke Omae), AR #hE:3 (Yuki Hitomi),
A% F5 1! (Yoshiko Honda), THE =1 (Tohru Kodama) s A% E.! (Makoto Honda) s
ik Wst:? (Katsushi Tokunaga), &)I] B! (Taku Miyagawa)
1 RISEEN REERE AR S UIERT MR ERIATIZE D K 72 = 7 b
(Department of Clinical Medical Sciences, Tokyo Metropolitan Institute of Medical Science, Tokyo, Japan)

2 [T (@R AR PLIT OS[BS ERR R 7 ) AERE e Y 2 o b
(Genome Medical Science Project, National Institute of Global Health and Medicine, Japan Institute for Health Security)

3 TSR RIRY: AN R A ARGV AT A BT SEE

(Department of Biometry and Genetics, Institute of Biomedical Sciences, Fukushima Medical University School of Medicine)
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Clinical and molecular profiling of maternal uniparental disomy of chromosome 6: Silver-Russell
syndrome-like condition

L5 5t (Kazuki Yamazawa), APRF: 812 (Toru Kuboi), ZKHY % H]3 (Seiji Mizuno),
Pai)Il B57-* (Reiko Horikawa), M ARV (Ikue Hata), ik —p£¢ (Kazuhiko Nakabayashi),
Z% flt—H[ 7 (Kenichiro Hata), HRllE B! (Moeko Nakashima), Jii)I] 3718 (Tatsuki Urakawa),
df BHE% 8 (Akie Nakamura), #AJF £ 1-810 (Keiko Matsubara), $i4 ff{%® (Masayo Kagami)
1 ESDR PR R R R o & — s ieRt

(Department of Medical Genetics, NHO Tokyo Medical Center, Tokyo, Japan)
2 ENZEREAEEIUE C &b & B R oBER YL v & — Fid AR

(Department of Neonatology, NHO Shikoku Medical Center for Children and Adults, Kagawa, Japan)
3 BHIRBERSRER AL v & — IR N RAFRE - B {sER

(Department of Pediatrics, Central Hospital, Aichi Developmental Disability Center, Aichi, Japan)
4 ENIREBEEIT R v 5 — NI

(Division of Endocrinology and Metabolism, National Center for Child Health and Development, Tokyo, Japan)
5 RIFERC LSR8 — NEE

(Department of Pediatrics, Fukui Prefectural Rehabilitation Center for Children with Disabilities, Fukui, Japan)
6 EZRE BRI v & — Wit FE s RS

(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development, Tokyo, Japan)
T RERSRZER PR 2RI RL R R R

(Department of Human Molecular Genetics, Gunma University Graduate School of Medicine, Gunma, Japan)
8 ENZEE BRI v & — RT3 N i oes

(Department of Molecular Endocrinology, National Research Institute for Child Health and Development, Tokyo, Japan)
9 RIRZERZBEE d AR AR N R

(Department of Pediatrics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki, Japan)
10 ERZREBEEIIL X v & =580 54 N — 2 7 4 =

(Division of Diversity Research, National Research Institute for Child Health and Development, Tokyo, Japan)

Intergenerational Association between Maternal Birth Weight and Congenital Malformations in
Offspring
&= M ZE7R! (Hasumi Tomita), & #3E! (Hirotaka Hamada), *5[H] #8212 (Noriyuki Iwama),
M b flIEE! (Kazuma Tagami), AEZY 23735 ! (Natsumi Kumagai), P #Efik! (Hongxin Wang),
SR HIHh 1S (Seiya Izumi), JE#E F! (Zen Watanabe), 47 5% E.J523 (Mami Ishikuro), /N5 $723 (Taku Obara),
HEH 474 (Nozomi Tatsuta), [ FRf AA{=56 (Hirohito Metoki), K H] - +8 (Chiharu Ota),
S|} y&—247 (Shinichi Kuriyama), #58 F&f#¢ (Takahiro Arima), 25/ B9 (Masatoshi Saito)
1 SRR P AR
(Department of Obstetrics and Gynecology, Tohoku University Hospital)
2 JUEX T 4 AV A TN 7 KR PRIPRAE - AT ERIML TR - By
(Division of Molecular Epidemiology, Department of Preventive Medicine and Epidemiology, Tohoku Medical Megabank
Organization, Tohoku University)
3 WALRAERAGEE A RIFERE 73 Ry
(Division of Molecular Epidemiology, Tohoku University Graduate School of Medicine)
4 BUERFRYBEE AR UTZER BRI A 6 e v & —
(Environment and Genome Research Center, Tohoku University Graduate School of Medicine)
5 HALEEREERIRY: BRAAE s - NREIEAHE
(Division of Public Health, Hygiene and Epidemiology, Tohoku Medical Pharmaceutical University)

6 ALK HALR T4 AL - X AN T R
(Tohoku Medical Megabank Organization, Tohoku University)
7 BAERA: KERAEBETERT
(International Research Institute of Disaster Science, Tohoku University)
8 ALK AABTEE R TFERE N SR By By
(Department of Paediatrics, Tohoku University Graduate School of Medicine)
9 HLRFERFBEE 2 WIERE IR VR~ 1Y
(Department of Maternal and Fetal Therapeutics, Tohoku University Graduate School of Medicine)

Coalescent Distortion Index: Reference-Based Detection of Uniparental Disomy from a Single Genome
=1 EHA12 (Kazuharu Misawa)
1 BRETIRERERE 77— 8 3 A = > AWkt

(Graduate School of Science, Yokohama City University)

2 BLATE TR AR AT s v & —
(RIKEN Center for Advanced Intelligence Project (AIP))
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Study of Recurrent Hydatidiform Mole: Clinical Utility of Genetic Testing in Determining Reproductive
medicine
P & (Yu Horibe), ¥SZZH A (Tsukuru Kamoshida), A HL%%! (Rina Shimomura),
FJIl P (Gen Ishikawa), FKiE ANFE ' (Yoshika Akizawa), 1K #2 (Akira Nakabayashi),
FH4H %5! (Tsutomu Tabata), [ 272! (Toshiyuki Yamamoto)
1 B TFERRY
(Tokyo Women's Medical University, Tokyo, Japan)
2 PR TFERAE R ER e v 8 —
(Tokyo Women's Medical University, Adachi Medical Center)

Oral Session 34 Clinical Genetics 4
H W 11H21H (1) 15:20~16:20
= 5oty (EEE ey & —ERM 2658%3)
BE R BH ARRT (IR &b B v & —@IER)
TEAR A0 (A3 AW IR ER AR (5 PR )
Date : Saturday, November 21  15:20~16:20
Room : Room 6 (Meeting Room 3, Exhibition Building, Sendai International Center)
Chairs : Yukiko Kuroda (Division of Medical Genetics, Kanagawa Children's Medical Center)

Arisa Ueki (Department of Clinical Genetic Oncology, Cancer Institute Hospital for JECR)

EREERD T

Multidisciplinary Evaluation of Germline Findings in Tumor-Normal Paired Whole-Genome Sequencing
AR 01 (Arisa Ueki), Wy 228 (Eri Habano), 3% Kifcl? (Yoshinori Katsumata),
PeH: F A3 (Mizuki Momoi), T 754 (Kaoru Fujinarni), B B4 (Yu Fujinami), faH: 22525 (Takao Hinoi),
=B e (Hirotsugu Miyoshi) s M £ 7-¢ (Keiko Mukaida) s e I (Takeshi Sato) ,
BRI 753578 (Kiyomi Abe), K 75° (Kaori Hayashi), /& #3510 (Yuya Nakajima),
7N R BB 1 (Kenjiro Kosaki) , AL #—12 (Maru Yuichi), ZEH —>13 (Ippei Fukada), #F #%—'4 (Seiichi Mori)
8} 5.2 15 (Takayuki Ueno)
1 SAWHRE2EWIEEE RASE (S EERE
(Department of Clinical Genetic Oncology, Cancer Institute Hospital of JECR, Tokyo, Japan)
2 BEERAREBEHAR -V BEEREGE Y 5 —
(Institute for Integrated Sports Medicine, Keio university School of Medicine)
3 BERAR AT IEB g AR
(Department of Cardiology, Keio University School of Medicine)
4 HURBEER v v — IR v 8 — BRI SR A B A e Es
(Laboratory of Visual Physiology, Division of Vision Research, National Institute of Sensory Organs, NHO Tokyo Medical
Center)
5 REREEBEE S TSR
(Department of Clinical and Molecular Genetics, Hiroshima University Hospital)
6 IR BRAHEERER
(Department of Anesthesiology and Critical Care, Hiroshima University Hospital)
7 BERRARYBE AN R
(Department of Pediatrics, Keio University School of Medicine)
8 RiREN/NLEER A v — 3 - e
(Saitama Prefectural Children's Medical Center)
9 BHERAARYBEATEEN - NI - AREARE
(Division of Nephrology, Endocrinology and Metabolism, Department of Internal Medicine, Keio University School of
Medicine)
10 BHIERBREBEAT P R 2 v 8 —
(Center for Preventive Medicine, Keio University)
11 BERERAN AR A RS2 v § —
(Center for Medical Genetics, Keio University School of Medicine)
12 JSHUORAAAATITSERE Mtk R B
(Faculty of Regional Sciences, Tottori University)
13 DSABEIIREEE T 7 23R
(Genomic Medicine, Cancer Institute Hospital, Japanese Foundation for Cancer Research(JFCR))
14 ARSI T VLY a VBRI v & —
(Cancer Precision Medicine Center, Division of Cancer Genomics, Japanese Foundation for Cancer Research(JFCR))
15 3AMTE IR 2 v & —
(Breast Surgical Oncology, Breast Oncology Center, Cancer Institute Hospital, Japanese Foundation for Cancer Research
(JFCR))
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Whole-genome discovery of pathogenic snRNA variants and efficient extended-exome screening

8 {57! (Yuka Nakano), $57K 73 A 12 (Hisato Suzuki), HH A 7-3 (Yukiko Kuroda),
G 1#52 4 (Hiroshi Yoshihashi), FAZS ffiE£5 (Nobuhiko Okamoto), T 45756 (Akane Kondo),
/NS FL#E7 (Rika Kosaki) , HE B H fit—# (Kenichi Kashimada) , BHJE (2959 (Toshihide Kurihara) )
Y v % %4 a2 (Meow-Keong Thong), 7 Y 77 77 >/ 1011 (Sok-Kun Tae),
Y 7Ny = X5 10 (Mazlan Rifhan), #8[5] £2%13 (Takashi Enokizono), $if5f %214 (Hiroshi Suzumura),
5 H f@t )5 (Takeshi Yoshida), /M2 (E.7]'¢ (Shinji Kosugi), 7KE¥ 3717 (Seiji Mizuno)
FHIE A7 (Mie Inaba), HR) Z5HRHC Y7 (Natsuki Nakamura), PABE ¥ ¥ A 18 (Mayumi Matsufuji)
1 BB Rl KR e v 8 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
2 BUEORY PR ERER R PR 2
(Department of Clinical Medicine, Institute of Medicine, University of Tsukuba, Ibaraki, Japan)
3 ARSI &b B v — E{EFR
(Division of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
4 HRHNNERGER 2 v & — BURBREM
(Department of Clinical Genetics, Tokyo Metropolitan Children's Medical Center, Fuchu, Tokyo, Japan)
5 KIBFFEEER v & — BB
(Department of Medical Genetics, Osaka Women's and Children's Hospital, Osaka, Japan)
6 MWECZED LB LELEDOBERL VY — RAERENTEEL Y ¥ —
(Perinatal Medical Center, Shikoku Medical Center for Children and Adults, National Hospital Organization, Kagawa, Japan)
7 ENTRE I v v — SRR
(Division of Medical Genetics, NCCHD, Tokyo, Japan)
8 [ENZEUE BEEIISE L v & — N - fREHRE
(Division of Endocrinology and Metabolism, NCCHD, Tokyo, Japan)
9 BEEIFANY: EAAEE IR
(Department of Ophthalmology, Keio University School of Medicine, Tokyo, Japan)
10 =9 Y KERXT 4 Ht sy — BIESER
(Genetics Medicine Unit, Universiti Malaya Medical Centre, Kuala Lumpur, Malaysia)
11 = 7 v R A N R
(Genetics and Metabolism Unit, Department of Paediatrics, Faculty of Medicine, Universiti Malaya, Kuala Lumpur, Malaysia)
12 by Y777 KoL d—< v R B
(M. Kandiah Faculty of Medicine and Health Sciences, Universiti Tunku Abdul Rahman, Bandar Sungai Long, Kajang,
Selangor, Malaysia)
13 SR PRop R ANk
(Department of Child Health, Institute of Medicine, University of Tsukuba, Ibaraki, Japan)
14 BRI BT N JRE
(Department of Pediatrics, Dokkyo Medical University, Tochigi, Japan)
15 HUERZEBR AR B /N Rt
(Department of Pediatrics, Kyoto University Graduate School of Medicine, Kyoto, Japan)

16 VAR R FEE AR T e JR 32

(Department of Genomic Medicine, Graduate School of Medicine, Kyoto University, Kyoto, Japan)
17 BARERHEER AL v ¥ — NENE - BIESHR

(Department of Pediatrics, Central Hospital, Aichi Developmental Disability Center, Kasugai, Japan)
18 JHE U ST 2 e /N JE Rt

(Department of Pediatrics, Kagoshima City Hospital, Kagoshima, Japan)

Indirect Somatic Genetic Rescue Caused by a Somatic ATP2A2 Mutation in Epidermolytic Ichthyosis:
A Case Report

AT YEWE (Teruasa Murata), 45 il (Nobuo Kanazawa)

TR R

(Department of Dermatology, Hyogo Medical University, Hyogo, Japan)

Automated phenotype-driven prioritization of genomic variants tool in rare diseases tested on inherited
heart conditions

Kristina Ibafiez!, Alejandro Blanco-Verea?, Nooshin Bayat!, Laura Martinez'!, Ander Martinez',

Sho Takishita3, Shuya Abe?, Masaru Fuji3, Raul Valin', Maria Brion2, Nuria Garcia-Santa'

1 Fujitsu Research of Europe Limited (Spain), Spain
2 Grupo de Xenética Cardiovascular - IDIS (Instituto De Investigacion Sanitaria de Santiago de Compostela), Spain
3 Fujitsu Laboratory, Fujitsu Ltd., Japan
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Improving diagnosis of neurodevelopmental disorders by screening spliceosome snRNA paralogues
(RNU4-2, RNU2-2, RNU5B-1) in an Indian cohort

Vivekananda Bhat!, Shobika Kulandasamy?, Aakanksha Anand?, Priyanka Patra?, Lakshmi Priya Rao?,
Meher Mounika Vangara?, Selinda Mascarenhas?, Suvasini Sharma®, Yatheesha B L*, Sanket Limaye?,
Purvi Majethia?, Radhakrishnan Periyasamy>°, Katta Mohan Girisha’, Anju Shukla®

1 Kasturba Medical College, Manipal, India, India

2 Department of Medical Genetics, Kasturba Medical College, Manipal Academy of Higher Education, Manipal, India

3 Neurology Division, Department of Pediatrics, Lady Hardinge Medical College and Associated Kalawati Saran Children’s
Hospital, India
Dheemahi Child Neurology and developmental Center, India

5 Department of Medical Genetics, Kasturba Medical College, Manipal Academy of Higher Education, Manipal Medical Genetics,
Institute of Medical Genetics and Pathology, India

6 Department of Clinical Research and Department of Biomedicine, University Hospital Basel, and University of Basel, Basel,
Switzerland

7 Department of Genetics, College of Medicine & Health Sciences, Sultan Qaboos University, Oman

Oral Session 35 ELSI/Psychosocial Aspects and Education/Awareness

Ho e
'k

L

Date
Room
Chairs

. Saturday, November 21  15:20~16:20
: Room 7 (Grand Hall, Sendai Ryokusaikan Visitor Center)
: Yukako Muramatsu (Nagoya University Hospital)

11H21H (£)  15:20~16:20

I (MISEREAE SRS —L)
WY KEET (A BRI E b
A g CEFERKRYE)

Kayono Yamamoto (Iwate Medical University)

Historic Analysis of Genomic Research on Ainu people: Implications for Indigenous Data Sovereignty
in Japan
121 Bk~ (Momoko Sato)
EZHrERAZEE N BLAEIE AT A drE Rl YE e v & —
(RIKEN Center for Integrative Medical Sciences)
Public Views on Genetic and Genomic Discrimination in Japan (1): A Scenario-Based Questionnaire
Survey
JKFH: HiiE 7! (Akiko Nagai), A& 232 (Yukitaka Kiya), /[ #ifi—2 (Junichi Kawata),
i 5483 (Hideki Yui), JE 7##k2 (Saori Watanabe), /% Bk1-3 (Momoko Sato),
T % W &3 (Mayumi Kusunose), VB ik 123 (Kaori Muto)
1 HUEUREE RAEGE Bt AR BFEDTZERE X 7 4 A VS8R fr ik
(Department of Computational Biology and Medical Sciences, Graduate School of Frontier Sciences, The University of Tokyo,
Tokyo, Japan)
2 JURURA: EBEANTERT A ILBORITZE T B
(Department of Public Policy, The Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
3 BULSAWTSERT EmERIAIIYE € v & — EmERIAHEEL L 2 - TYA VTS — A
(Laboratory for Biomedical Ethics and Co-design, RIKEN Center for Integrative Medical Sciences, Kanagawa, Japan)

T itle: Public Views on Genetic and Genomic Discrimination in Japan (2): A Scenario-Based Group
Interview Study
VA ffi—1! (Junichi Kawata), AR 324! (Yukitaka Kiya), HIH #5162 (Hideki Yui),
TE Yo% (Saori Watanabe), 12/ #kT-2 (Momoko Sato), 7k i -3 (Akiko Nagai),
T % W A3 (Mayumi Kusunose), U A ik (Kaori Muto)
1 RRUREBERADIERT A S BRI 0 i
(Department of Public Policy, Institute of Medical Science, University of Tokyo, Tokyo, Japan)
2 BULSADFTET AR AR v ¥ — EMERIARE L 2 - TYA VRS — A
(Laboratory for Biomedical Ethics and Co-design, RIKEN Center for Integrative Medical Sciences, Kanagawa, Japan)
3 BOURYE RABEH AR B ADIERE A 74 A NERE GBS 74 ANY A L2 ZFEE
(Graduate School of Frontier Sciences, Department of Computational Biology and Medical Sciences, The University of Tokyo,
Chiba, Japan)
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How Should Web-Based Information on Presymptomatic Testing and PGT-M for Rare Diseases Be
Provided? Patient Insights
TEEK V%! (Saori Watanabe), EHE 7k 2 (Kaori Muto) , V1[4 Fi#k® (Kaori Kawai)
1 EUREERAIERT A ILBORITZE T B
(Department of Public Policy, Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
2 BULSADFSEAT AL mERIANIYE 2 v ¥ — EMmERIARE L 2 - TYA VIS — A
(Laboratory of Biomedical Ethics and Co-design (BECoD), Center for Integrative Medical Sciences, RIKEN)
3 WRIRERAGEARE SR AL - ARIESS 2 — 2
(Graduate School of Interdisciplinary Information Studies Cultural and Human Information Studies Course, The University of
Tokyo, Tokyo, Japan)

Development of ICT materials for informed assent of middle school students in genome analysis
research

/AR BHF-12 (Tomoko Kobayashi), 3 &3 (So Sakai), 17 {27 (Shunsuke Sawaguchi),
MR 554 (Osami Shiwaku), T 573" (Yoshifumi Kudo), #H: ! (Atushi Asai),
Al B35 (Tzumi Ishiyama)

1 LR
(Tohoku University)

2 PSR R
(Tohoku Bunka Gakuen University)

3 ALET LR
(Tohoku University of Art and Design)

E T SAGITRE TR 25

(Okayama Prefectural Okayama Sozan Junior and Senior High School)
5 A

(Tokoha University)
Challenges of PGT-M for Cancer Predisposition Syndromes: Perspectives of Cancer and Genetics
Professionals.
Fill #5352 (Hiromi Arakawa), 41 St7r (Keika Kaneko), Iy 258 (Eri Habano), i #H 1~ (Yuko Minoura),
AFk i3 (Asami Kuga) R 48 Wef (Akito Dobashi), FRE 7K (Kota Ishioka), AR G5 (Arisa Ueki)
DIAMINTEE IR AR PR

(Department of Clinical Genetics, Cancer Institute Hospital, Tokyo, Japan)
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BEEEE (RAY—) (&% / Poster Presentation Award Session

BEEEE (KR —) &l / Poster Presentation Award Session

H K2 11H20H () 15:30~16:30

2 B RRY =2 (IBEEx v —BR JRRE1-A+2)

Date : Friday, November 20 15:30~16:30

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

A Multi-Axis Cell-State Framework for Decoding Tumor Microenvironment Heterogeneity and
Immunotherapy Response
25 R (Jiaxin Li), fH 32212 (Tatsuhiko Tsunoda), 7 L7 A LA % 2 22 (Lysenko Artem)

1 BRORSE Fr AR BHADIZERE £ 7 1 A UG A Ak
(Department of CBMS, Graduate School of Frontier Sciences, The University of Tokyo, Tokyo, Japan)

2 HHEURYE BEARIMERL ARl E
(Department of Biological Sciences, Graduate School of Science, The University of Tokyo)

Division state identifies dynamic genetic regulation during T-cell activation and immune disease-linked
gene programmes
AR JEA ! (Kyuto Sonehara), Megan Gozzard', Kevin Ly'2 Tarran S. Rupall!, Ziying Ke',
Ximena Ibarra-Soria3, Mohammad Lotfollahi'?, Blagoje Soskic*, Carla P. Jones!, Olivier B. Bakker!,
Gosia Trynka'
1 7 x)VA L - H—WgeRT

(Wellcome Sanger Institute, Cambridge, UK)
2 7Ny YR

(University of Cambridge, Cambridge, UK)
3 U9V RIRTITAV

(GSK, Stevenage, UK)
4 ta—wv- .77/ K=

(Human Technopole, Milan, Italy)

Genome-wide association study of blood cell traits in a Japanese general population cohort
A v 7Y X 12 (Tsz Ki Yip), HA #—1 (Yuichi Aoki), LA #fEZ 12 (Masayuki Yamamoto),
7&K H7-12 (Ritsuko Shimizu)

1 LR T4 AV - XA TR

(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)
2 JULRFER T AR UTZER

(Graduate School of Medicine, Tohoku University, Sendai, Japan)
3 HALRAYERAERE Bl EprE Rt

(Graduate School of Information Sciences, Tohoku University, Sendai, Japan)

Reclassification of a PRKAR1A Splice-Site variant of uncertain significance in Carney complex
EHH 758 (Yoshitaka Asagai), {lFE ZZHH! (Hiroaki Hanafusa), V2 {882 (Yuki Sawada),
H v #5172 (Keiko Tabaka), A B FRS (Seiji Tomofuji), 3B 5AZ%3 (Hironori Bando), ¥ Z&Hili! (Ryosuke Bo),
18 35814 (Hidenori Fukuoka), PR Bk (Kandai Nozu)
1 R KRR B R AT SE RN RER G EEN IR E S B
(Department of Pediatrics, Kobe University Graduate School of Medicine)
2 MERAEBE AR R 2 Lkt - D%tk v & — BB TR
(Department of Medical Genetics, Kobe University Hospital)
3 M RN AT IE R A REREEE BERAOW - N BT
(Division of Diabetes and Endocrinology, Kobe University Graduate School of Medicine)
4 MEREEAAT SRR BN - NN
(Division of Diabetes and Endocrinology, Kobe University Hospital)
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Establishment of a Runx2 missense mouse model of cleidocranial dysplasia and identification of a novel
dental phenotype
NI BEAT 12 (Saki Ogawa), BliIT ELZHH! (Shinnosuke Higuchi), &4~ Hifd'? (Yuki Yoshimoto),
=3 FE{E" (Shigenori Miura), V& 7874 (Atsuko Hamada), 1/ /AN FF 55 (Tetsushi Sakuma),
[ 752 (Ryo Kunimatsu) , B 37 KBE? (Kotaro Tanimoto) , /NSF Z2 6 (Toshihisa Komori) ,
fEFd 204/ (Chisa Shukunami)
1 IRERE KRB R RIADITERE Rk T Hae
(Department of Molecular Biology and Biochemistry, Graduate School of Biomedical & Health Sciences, Hiroshima
University)
2 JRESREE RYBEE B RIAVITERE i RHEIEY:
(Department of Orthodontics and Craniofacial Developmental Biology, Graduate School of Biomedical and Health Sciences,
Hiroshima University)
3 BRI RIERY: RGP AR A WA R 01388 - MR B
(Department of Molecular Craniofacial Embryology and Oral Histology, Graduate School of Medical and Dental Sciences,
Institute of Science Tokyo)
4 JRESRAE RGBSR RIARERE TR 2
(Department of Oral Oncology, Graduate School of Biomedical & Health Sciences, Hiroshima University)
5 RHERAE REPBEEEAERTERE 7/ LS G e
(Laboratory of Genome Editing Breeding, Graduate School of Agriculture, Kyoto University)
6 R KRB b dE R A UHE Rt o3 RERH AR A Mo

(Department of Molecular Bone Biology, Graduate School of Biomedical Sciences, Nagasaki University)

Aberrant transcripts of BRCA1/BRCAZ2 in T cells of breast cancer patients without pathogenic variant
by BRACAnalysis
W) #PTE! (Sayaka Yoshioka), YI.I1 #Z%2 (Hidetaka Eguchi), % 113 (Yukiko Namba),
i §2 -4 (Satoko Nakano), JTHE HE/5 (Yosuke Kondo), HZ3BE 3545 (Ryota Itayagoshi),
L1 k5 (Shigeo Yamaguchi), #H1F 12381 (Masami Arai)
1 MR E R ARG R AL AR 2
(Depertment of Clinical Genetics, Juntendo University Graduate School of Medicine)
2 MEREREREBRELDIZER HER D2 &R v & —
(Intractable Disease Research Center, Juntendo University Graduate School of Medicine)
3 MR AL e e R
(Oncology Center, Juntendo University Urayasu Hospital)
4 JIIOWZBEE R v & — AR
(Department of Breast Surgery, Kawaguchi Municipal Medical Center)
5  cBioinformaticstka\ &4k
(cBioinformatics Inc)

Secondary BRCAZ Findings in Pediatric Exome Sequencing: Clinical and Ethical Challenges in Cascade
Testing
7&K #1 (Mai Shimizu), A HLZ%! (Rina Shimomura), [ B2 (Megumi Ueda), {EJE #41-! (Yuko Sato),
LA 2% 12 (Toshiyuki Yamamoto)
1 R TEBERY: 7/ LisHert

(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
2 WHICTFERERSE KRBy 7 LR EY

(Graduate School of Medical Science, Tokyo Women's Medical University, Tokyo, Japan)

Epidemiology of Mortality and Stillbirths in Down Syndrome Using Japanese Vital Statistics

DN B 3E ! (Narumi Kato), fEH] 3% 72 (Kimiko Ueda), PEJI| 173 (Masako Nishikawa)

#rP4 Tili* (Chisen Takeuchi)

1 ENIRE BRI v & — N MR E s R
(Department of Specific Pediatric Chronic Disease Information, National Center for Child Health and Development, Tokyo,
Japan)

2 BAVERAE N M HE A5

(Faculty of Health and Well-being, Kansai University)
3 WEEESERR I v 8 —

(Research Promotion Center, Jikei University School of Medicine)
4 PR 2 ERER I B IR b 2

(Department of Clinical Genetics, Jikei University Hospital)
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Poster Session

Poster Session 1-01  Reproductive Genetics 1

H K D11H19H (K)  16:00~17:00

= B iaARY—2Y (IIBEER Y ¥ — R RREI-A+2)

Date : Thursday, November 19 16:00~17:00

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

ART Enabled by micro-TESE in Bosma Arhinia Microphthalmia Syndrome
" K#h! (Daisuke Kadogami), /NP 5 /A ! (Haruhisa Konishi), &R JE8 1! (Michiko Anmae),
Hi] FEhE ! (Yoshiharu Nakaoka) , E74& Jifst! (Hiroki Kurahashi), #EA #M52 (Yoshiharu Morimoto)
1 IVFBAEZ7 V) =v 7

(IVF Namba Clinic)

2 HORACZZ7v7uvbt KRZ7V=v7
(HORAC Grandfront Osaka Clinic)

Cases of three women with Xq microdeletions and diminished ovarian reserve who performed PGT-SR
g (F#L (Masanori Ito), E:HH %17~ (Tomoko Kuroda), JI[I 2535 (Nami Kawasaki)

FAEJE BH3E (Akemi Usami), #f {87~ (Hiroko Hayashi), i 78k (Kaori Nakase),
HAH Sk (Mitsuyoshi Amita), 1k (Dan Sato) g B — (Keiichi Kato)

gL 74 A7V =y 7
(Kato Ladies Clinic, Tokyo, Japan)

DD twin pregnancy after double blastocyst transfer in a de novo X-chromosome deletion carrier: A
case report

i BB (Eri Nakahara), & 11 B! (Syoji Kokeguchi), [ FEFR! (Eri Okamoto),

LB £ —3 = ! (Yihsien Enatsu), ¥ %2 (Hideaki Sawai), J:EE] E 13 (Mako Ueda),

[ Ff#* (Chiho Okada), & 48 WifélS (Hiroki Kurahashi), fffH 75 A6 (Hideto Inagaki),

ek & e (Yusuke Sako) WA HfiZe ! (Masahide Shiotani)

1 HEI4 ARV =y

(Hanabusa Women's Clinic)
2 FEHPERERY: - RYBLE AR
(Graduate School of Nursing Hyogo Medical University)
3 TERREERERRE BAR T BEREL
(Hyogo Medical University Hospital Department of Clinical Genetics)

4 T UEANTPEE R
(Hyogo Prefectural Nishinomiya Hospital)
5 BAPEERER AL MRS v & —
(Clinical Genetics Center, Kansai Medical University Hospital)

6 EHERERY: Bk AR
(Department of Obstetrics and Gynecology, Fujita Health University)

Reproductive Genetics Across Generations: A Case of Carrier Testing in an Adult Born Following
PGT-M

PNH] & f#! (Shiho Uchida), 7K I fff 512 (Yuki Mizuguchi), =28 A 3% 1-34 (Kumiko Misu),

K] 75 (Kou Sueoka) JINEP BefiE ! (Masanori Ono)

1 BEMESBORE PRI AR A
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
2 B—ALTA—AIY=y
(Rose Ladies Clinic, Tokyo, Japan)
3 BEREERAKY HRKER Y v 8 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
4 BRI, B
(Nursing department, Keio University School of Medicine, Tokyo, Japan)
5 HRi R E AR AP R
(Graduate School of Public Health, Shizuoka Graduate University of Public Health, Shizuoka, Japan)
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PGT-SR for a couple with paracentric inversion: suspected reunitant chromosome based on U-loop
exchange
S B — (Keiichi Kato), ]I %3¢ (Nami Kawasaki), #K {#i7- (Hiroko Hayashi), S2{f3&HH3E (Akemi Usami),
g 18 (Masanori Ito), 8] Y53 (Mitsuyoshi Amita), HH] %17 (Tomoko Kuroda)
gL 74 A7V =y o
(Kato Ladies Clinic, Tokyo, Japan)
A Decade of Preimplantation Genetic Testing for Monogenic Disorders -Retrospective study at a Private
Clinic-
FERT LR+ (Michiko Ammae), 15 JAR! (Hiroki Izumi), H1%F 5# ! (Tatsuya Nakano),
M F K#fi! (Daisuke Kadogami), /)N 5K ! (Haruhisa Konishi), Hi[if] #5! (Yoshiharu Nakaoka),
PR 252 (Yoshiharu Morimoto)
1 BEREAZEAIVERARE ) =y 7
(Sunkaky Medical corporation IVF Namba clinic)
2 PEREHEANZEAHORACY 7v7my bRV =y 7
(Sunkaky Medical corporation HORAC Grand Front Osaka clinic)

Poster Session 1-02 Prenatal Genetics 1

H B:I11H19H (K)  16:00~17:00

2 B RRY -2 (IBEEL Y Y —BR BRE1-A+2)

Date : Thursday, November 19  16:00~17:00

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

A case of suspected mosaic trisomy 21 involving NIPT through the after giving birth
FEB At (Yui Niwa), 238 e 12 (Toshiyuki Sado), Bl EH3EF12 (Emiko Niiro),
ZJ B&13 (Hajime Yasuhara)
| RREROENE Y 5 — 8RS YY) ¥ I

(Department of Medical Genetics, Nara Prefecture General Medical Center)
2 FRERAREER VY — ERAR

(Department of Obstetrics and gynecology, Nara Prefecture General Medical Center)
3 HBRERAERER v ¥ — B4 ERIERTS

(Neonatal Intensive Care Unit, Nara Prefecture General Medical Center)
Two Cases of Prenatal Diagnosis in Pregnancies Complicated by Myotonic Dystrophy Type 1 at Different
Stages of Diagnosis
FRMH & (Akihito Morita), Fd diif1 7+ (Ayuko Tanaka), Z5Jg S2f#% (Shiori Saito),
HH 227 (Kanako Toyoda), &I % (Mamoru Michizaki), {2/ 3 (Tatsuya Sato),
H N K (Daisuke Higeta), #f HH (Akira Iwase)
HE RS KA R B s be 2 bt AR

(Department of Obstetrics and Gynecology, Gunma University Graduate School of Medicine, Gunma, Japan)

Current Status After the Introduction of Non-Invasive Prenatal Testing (NIPT) at Our Hospital

FrN A2 (Shigeto Takeuchi), B P T-2 (Rieko Higashi), KH A2 (Kazuhiro Osato),
B {12 (Ken Sugaya), vt 2/HH2 (Tomoaki Ikeda)
1 AR ARG ek AR
(ART Reproductive Medicine Center, Saiseikai Matsusaka General Hospital )
2 FHhESRRANEE AR AR

(Department of Obsterics and Gynecology, Saiseikai Matsusaka General Hospital)
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Postnatal course of fetal-onset renal anomaly in Zhu-Tokita-Takenouchi-Kim syndrome with a novel
SON variant
FrfEs i (Yushi Abe), HHep JfEtl 12 (Yuya Tanaka), & H #&5H! (Yoshifumi Kasuga),
AR MK (Naoki Kuremoto), K4 F]Jf:! (Toshimitsu Otani), f R EF%! (Marie Fukutake),
W/ b 27 (Satoru Ikenoue), #R7EE F13E3 (Kazumi Morisawa), M J5#24 (Mototoshi Kato)
G @3 (Takeshi Arimitsu), NI FRER IS 2 (Kenjiro Kosaki)
1 BEMESRRRE DR ek AR

(Department of Obstetrics and Gynecology, Keio University School of Medicine)
2 BEMESRSORE R RIS e v 8 —

(Center for Medical Genetics, Keio University School of Medicine)
3 BERESTARAE PRoA AR

(Department of Pediatrics, Keio University School of Medicine)

4 BEMESRIRS: RS ARt (IR
(Department of Pediatric Surgery, Keio University School of Medicine)

A Case of Mosaic Trisomy 2 Detected by Amniocentesis with a Normal Karyotype After Birth
FHIE %! (Atsushi Tajima), B T-FE -2 (Chikako Yanagida), #\ /K Zf#! (Miho Matsushima)
4G M A2 (Mari Kikuchi), 2% {41} (Shinji Tanigaki)
1 MRS RS PERHR AR
(Department of Obstetrics and Gynecology Kyorin University Faculty of Medicine)

2 WMREE IS m e B R ighE e v v —
(Center for Genetic Medicine, Kyorin University Hospital)

Fetal Bilateral Multicystic Kidneys Leading to Potter Sequence in Two Siblings with TMEM67 Variants
FEM BT (Yuri Niwa), Z3/ JAK! (Koudai Minoura), fiHH =E#f! (Keisuke Fukuda),

A FLH ! (Mayuko Sunohara), f#[1] #{! (Kaori Kishida), # M 79<¥! (Sayako Yoshita),

T fH1E]! (Shinji Kondo), [ ffi58! (Setsuo Okada), &Il 4232 (Miki Hatakeyama),

PR #4123 (Yosuke Nishio)

O/ NVAL GRS R TN

(Department of Obstetrics and Gynecology, Tosei General Hospital, Aichi, Japan)
2 AR ERE 7 b v 5 —

(Medical Genomics Center, Nagoya University Hospital, Nagoya, Japan)
3 AERABEEE IR ARE)E - BT

(Department of Genetics, Research Institute of Environmental Medicine, Nagoya University, Nagoya, Japan)

A Case of Mosaic Trisomy 12 Diagnosed by Amniocentesis

AR Z5Yt1 (Nao Honda), JEH] EFH -1 (Mariko Fujita), ARIlj Z£.2 ! (Yasuyuki Kiyama),

3L {6752 (Haruka Ysuji), JBH] 964512 (Minako Hikita), ] 351~ (Reiko Tsuda), 1% E{%2 (Takayo Shoji),
111 K1 (Vuko Shiroyama), {JH i H! (Kenjiro Date), —# ik (Norio Miharu)

1 JRERTFIRE B 2 AR

(Department of Obstetrics and Gynecology, Hiroshima Redcross Hospital and Atomic Survivors Hospital, Hiroshima, Japan)
2 JREAR R R
(Department of Clinical Genetics, Hiroshima Redcross Hospital and Atomic Survivors Hospital, Hiroshima, Japan)
3 REAR TR N R
(Department of Pediatrics, Hiroshima Redcross Hospital and Atomic Survivors Hospital, Hiroshima, Japan)
Changes in Testing Performance and Maternal Characteristics According to Shifts in Indications for
NIPT.
R FEA] 2 (Eri Takeda), A% 722 (Nobuhiro Suzumori), REA 7811 (Kyoko Kumagai),
) 121 (Shinobu Goto), KIF Fir! (Saki Inuzuka), A FEHR! (Misato Kamegai),
i B5 1 (Mayumi Sugiura)
1 AdETYREHRE Vv avft T4 Van 7
(Division of Clinical and Molecular Genetic, Nagoya City University, Nagoya, Japan)
2 HATFERERY: BT ARG AR

(Department of Clinical Genetics, Iwate Medical University School of Medicine, Morioka, Japan)
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Repeated Inconclusive Noninvasive Prenatal Testing (NIPT) Results Associated With Large Uterine
Fibroids

] B2 (Mako Ueda), 545 JiRZK -2 (Maiko Iwamoto), JEA #5332 (Yumi Takimoto),
)1 2232 (Kohei Nakagawa), Ji¥H] S2{%2 (Sachiyo Narita), 2+ %352 (Roze Taniguchi),
M 225212 (Hiroyuki Tanaka), S JEHH! (Hideaki Sawai), = I %1+ (Ayako Miyazaki)
1 SRR EERER AR BB

(Department of Clinical Genetics, Hyogo Medical University Hospital, Hyogo, Japan)
2 EHERIRY: ERHR AR

(Department of Obstetrics and Gynecology, Hyogo Medical University School of Medicine, Hyogo, Japan)

Retrospective study of NIPT with fetal fraction in twin pregnancies and vanishing twin cases at our
institution

3L f6% ! (Haruka Tsuji), M ZEHET-! (Minako Hikita), JEH] E#H -2 (Mariko Fujita),

ARl Z8.2 2 (Yasuyuki Kiyama), #tH] ¥57-3 (Reiko Tsuda), MY¥F % 354 (Rumi Matono),

1E# B! (Takayo Syoji), #% 25385 (Nami Mori), AXH 259%2 (Nao Honda), 31 B 5 (Keiji Tsuji),

1L #1-2 (Yuko Shiroyama), 32 fd —F[2 (Kenjiro Date), =& #fik! (Norio Miharu)

1 REHRTT - SR BRSHEE

(Department of Clinical Genetics, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital, Hiroshima, Japan)
2 B - SR A AR
(Department of Obstetrics Genecology, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital)

3 REARAT - R R

(Department of Pediatrics, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital)
4 JRERAT - BB SR

(Department of Surgery, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital)
5 REAR - SRR ELEAR

(Department of Gastroenterology, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital)

Poster Session 1-03  Pediatric Genetics 1

H K:11A19H (K)  16:00~17:00

& YRRy =2 (IhGEER v & —BrR JBREL-A+2)

Date : Thursday, November 19 16:00~17:00

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

A case of atypical Rubinstein-Taybi syndrome associated with CREBBP mosaic deletion and EP300
variant.
% 75121 (Hidenobu Kaneyasu), [A]'Hf SCE! (Fumitaka Kouno), AP {74! (Yuji Ohnishi),
[ 11 757-2 (Naoko Okayama), AJ& #1523 (Yutaka Suehiro), =43/I[ 251! (Shunji Hasegawa)
1 I RAER B BRI AR AN YRl
(Department of Pediatrics, Yamaguchi University Graduate School of Medicine, Yamaguchi, Japan)
2 AR AN RS B - 7 LR
(Division of Medical Genetics, Yamaguchi University Hospital, Yamaguchi, Japan)

3 INERZERZBEE R WIFER FRRAREL - BB A e
(Department of Oncology and Laboratory Medicine, Yamaguchi University Graduate School of Medicine, Ube, Japan)

Clinical significance of whole-genome sequencing in fatal infant cases

FEEY 251112 (Sachiko Ohori), JPiFH: 242 (Sumire Sakai), FEH: 25352 (NamiKyoi), /N5 23 (Minami Ozawa),
R a2 (Yuki Suzuki), A< 2%24 (Ai Motoyoshi), = 4& HL3&5 (Satomi Mitsuhashi)
5K E3 (Manami Suzuki), /INAT 3543 (Shiori Komachi), 7K #%& 13 (Ayako Matsunaga),
JLIE 73 (Isamu Hokuto), 757K 1A 3 (Naoki Shimizu), [L[H} 5g /K 56 (Yoshihisa Yamano),
FH FA1r123 (Ohsuke Migita)
1 By 7 o FERDRS: RS R RS - SRR AT 223
(Department of Laboratory Medicine, St Marianna University School of Medicine, Kanagawa, Japan)
2 =) 7y ERDREAREBE BIREHRE
(Department of Clinical Genetics, St Marianna University Hospital, Kanagawa, Japan)
3 W= 7y FERERE DNEE
(Department of Pediatrics, St Marianna University School of Medicine, Kanagawa, Japan)
4 W= 7 ERERS FURN IR
(Department of Breast and Endocrine Surgery, St. Marianna University School of Medicine, Kanagawa, Japan)
5 B 7 ERERSE RN RE
(Department of Neurology, St. Marianna University School of Medicine, Kanagawa, Japan)
6 = 7y FERRYE #NIRRI e v Y —

(Department of Rare Disease Research, St. Marianna University School of Medicine, Kanagawa, Japan)
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A case of 1q deletion and 5q duplication with refractory atopic dermatitis and eosinophilic
gastroenteritis

K BER ! (Keita Osumi), VYA FfB! (Yuka Yotsumoto), 757K B522 (Takeshi Yoshinaga),
g KB (Daigo Kato), IR A7 (Yuka Hattori), R EMT (Miwako Nagasaka) ,
Ki#E 1" (Tomoko Tamaoki)
1 BoomBEkE diiigwe v ¥ —

(Center for Clinical and Molecular Genetics, Takatsuki General Hospital, Takatsuki, Japan)
2 B EWHEEE AN R

(Department of Pediatrics, Takatsuki General Hospital, Takatsuki, Japan)

Clinical features and disease course of a Japanese boy with GEMIN5-related neurodevelopmental
disorder

P BB -1 (Eriko Nishi), Ml A3&7-? (Kumiko Yanagi), %8 [£2 (Tadashi Kaname),
[ A f#1Z 1 (Nobuhiko Okamoto)
1 KRBRREFBEER v & — BB HR

(Department of Medical Genetics, Osaka Women's and Children's Hospital, Osaka, Japan)

2 ENIREBEEIEGE L v 5 — 7 LR
(Department of Genome Medicine, National Research Institute for Child Health and Development, Tokyo, Japan)

Whole-genome sequencing analysis of complex structural variants in 9p deletion and duplication
syndrome
TR $558! (Suzuran Saito), BHyK VT.EL {1 (Eriko Koshimizu), M B! (Atsushi Fujita),
BN %22 (Akihiko Miyauchi), [ Z5#%3%13 (Naomi Tsuchida), PN HI¥E'3 (Yuri Uchiyama),
YA 1571 (Masamune Sakamoto) , & B! (Kohei Hamanaka), = Ja -4 (Satoko Miyatake),
7K [l (Takeshi Mizuguchi) , MR R ERS (Kenjiro Kosaki) , /N {722 (Hitoshi Osaka) s
AR [EE 346 (Naomichi Matsumoto)
1 BRETNLRYRARE BEAAIFeRt 6
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2 HIRBERERZE N RlAR
(Department of Pediatrics, Jichi Medical School, Shimotsuke, Tochigi, Japan)
3 BRETRYENEEEE #7 2 L 2R
(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
4 BRETILREREE G 8IS T2
(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)
5 BERERRACRERE AT KRB e v ¥ —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
6 [ESZUIZERAFEIEAN BRI - MRty S — AT 4 AN T ) bk v Y —
(Medical Genome Center, National Center of Neurology and Psychiatry, Tokyo, Japan)

A Case of a Novel TUBB3 Gene Variant Associated with Spastic Quadriplegia, EEG Abnormalities, and
Cortical Dysplasia
THF %312 (Rina Shimomura), - 59223 (Megumi Ueda), A F2+4 (Keiko Yamamoto Shimojima),
f&1E #25 (Kaoru Eto), £4iH & 1-2 (Keiko Ishigaki)
1 WL FERERYE T ) AiplERt

(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)

2 BURIFBERERSA/NER
(Department of Pediatrics, Tokyo Women's Medical University, Tokyo, Japan)
3 B BERERYER AT R AP E Rl i A d R Rl R L BGR R 1 R 2A o B
(Division of Gene Medicine, Graduate School of Medical Science, Tokyo Women's Medical University, Tokyo, Japan)
4 HRFBERERAAIN - fiE 7 a e v R
(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo, Japan)
5 WU FBERERAIE R SL R R v 7 — /N
(Department of Pediatrics, Adachi Medical Center, Tokyo Women's Medical University, Toyko, Japan)
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Identification of a hemizygous IRS4 pathogenic variant in a Japanese patient with central congenital
hypothyroidism
PHER # N 12 (Sumito Dateki), AJI] A#BHL2 (Midori Motokawa), JII45 %2 (Haruka Kawamura),
JE T FEY22 (Kohei Haraguchi), #HJ5 Hifc /%3 (Yukino Kashiwabara), #AH] #H7-3 (Riko Matsuda),
=g 8.2 4 (Hiroyuki Mishima), 75 22—F4 (Koh-ichiro Yoshiura)
1 RIBRERAGEE AR A DITERE DN R

(Department of Pediatrics, Nagasaki University Graduate School of Biomedical Sciences)
2 RIRRAAERE N LRk

(Department of Pediatrics, Nagasaki University Hospital)
3 SRAZERTIS: iR / bk 5 — iED Y ) v 7

(Department of Genetic Counseling, Clinical Genomics Center, Nagasaki University Hospital)
4 RIRRAAR G MR AU R AR

(Department of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences)

A mild form of RORA-related neurodevelopmental disorder in a Japanese patient with hypotonia and
cerebellar ataxia

JEITT BESET (Kohei Haraguchi), FHJE Hifc /92 (Yukino Kashiwabara), #AH] #H7-2 (Riko Matsuda),
=& 8.2 3 (Hiroyuki Mishima), 753 Z2—H}3 (Koh-ichiro Yoshiura), {/H&AK 7& A! (Sumito Dateki)
1 R N EE

(Department of Pediatrics, Nagasaki University Hospital, Nagasaki, Japan)
2 RIGKEREGE 7 highie vy — BEAT v v M

(Department of Genetic Counseling, Clinical Genomics Center, Nagasaki University Hospital, Nagasaki, Japan)
3 RIRRZEIFR B R I NBHEAS

(Department of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki, Japan)

Unexpected Death with Autopsy Findings of Right Heart Failure in PCGF2-Related Disorder: Expanding
Phenotypic Spectrum

iR #' (Yutaka Otobe), i K34 (Daisuke Nakato), &7 e VS 2 (Masazumi Miyahara),
NE JAE* (Hiromasa Uchizono), 54 7! (Atsushi Kohso) , KIE 7.2 1 (Hiroyuki Ohashi),
B ¢! (Hirofumi Sawada), P T3 15 (Chikako Nishida), BN {2156 (Toshiki Takenouchi),
JMRE R ER7 (Kenjiro Kosaki), /N Z§—8 (Hirokazu Kotani), /NI %234 (Masahiro Ogawa)
1 ZFERAEE AR AN SR
(Department of Pediatrics, Mie University Hospital, Mie, Japan)
2 PR AEBE AN
(Pediatrics, Okanami General Hospital, Mie, Japan)
3 S Y 5 — BRI
(Clinical Research Institute, National Hospital Organization Mie Chuo Medical Center, Mie, Japan)
4 ZmEhREER v 5 — AR
(Department of Pediatrics, National Hospital Organization Mie Chuo Medical Center, Mie, Japan)
5 BURBMERSAREE A7 7 LSRR
(Department of Precision Cancer Medicine, Institute of Science Tokyo Hospital, Tokyo, Japan)
(O TIpNE S5 AN 2
(Department of Pediatric Neurology, Okayama University Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama, Japan)
7 BRERRR R AR v Y —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
8  ZHLRAAPESAR A

(Department of Forensic Medicine and Sciences, Mie University Graduate School of Medicine, Tsu, Japan)

A case of Activated PI3K& Syndrome Type 1 with Thyroid Autoimmunity and Renal Involvement
FrN J1 212 (Kazuhiko Takeuchi), F&as 4 AHR? (Ryotaro Hashizume)
1 ZHRAE BRAAER S - SRR
(Department of Otorhinolaryngolgoy and Head & Neck Surgery, Mie University, Mie, Japan)
2 PABRh R AT E SRR
(Department of Otorhinolaryngology, Matsusaka Central General Hospital)
3 ZHRAYE RS BRAER TR B A AR R
(Department of Pathology and Matrix Biology, Mie University)
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Valvular Heart Disease in Geleophysic Dysplasia: Surgical and Perioperative Challenges in Three
Pediatric Cases
R 2R/ (Mika Saito), Y FHIEF1 (Kanako Kishiki), SR it (Satoshi Yazaki) s
ARFF =" (Hitomi Kimura) s I G B+ (Yuriko Shima) s AR B! (Yu Matsumura) s
- #1521 (Tomomi Uyeda), 3&)II 1% (Tadahiro Yoshikawa), #AFH: EZEE! (Hikoro Matsui),
FIH MER2 (Naoki Wada), #RIFF #37-3 (Hiroko Morisaki)
I ) s S A N R S R
(Department of Pediatric Cardiology, Sakakibara Heart Institute, Tokyo, Japan)
2 FilEEL IR AN YOI SR
(Department of Pediatric Cardiovascular Surgery)
3 SRR SR GRS R

(Department of Medical Genetics)

Compound heterozygous B3GALT6 variants in an infant with severe short stature and achondroplasia-

like features
P K 1Ei 123 (Tomohiro Hori), #F ELDL123 (Mai Mori), ¥AZA PEffi13 (Hideki Matsumoto)
T8 H: Jahfe 1234 (Hideo Sasai), ALEH —42123 (Kazuo Kubota), /NBH B 13 (Michio Ozeki),
JIAS #1413 (Norio Kawamoto), AP 75 #1123 (Hidenori Ohnishi)
1 IERRAE KApBElE o RAFZERE ANl
(Department of Pediatrics, Graduate School of Medicine, Gifu University, Gifu, Japan)
2 BRBRREEBEATHIERDE 7/ LBE - BIE TR v 5 —
(Clinical Genetics Center, Gifu University Hospital, Gifu, Japan)
3 WERORAE RAEBE DR R WAL A5 RIS &
(Laboratory of Intractable and Rare Diseases, Graduate School of Medicine, Gifu University, Gifu, Japan)
4 I RRAE REEGEEERWIIER N A A e SRS W - TR RS
(Department of Early Diagnosis and Preventive Medicine for Rare Intractable Pediatric Diseases, Graduate School of Medicine,
Gifu University, Gifu, Japan)

Interpretation of 3g29 Copy Number Loss: A Diagnostic Pitfall in Chromosomal Microarray Analysis
45 & E D (Midori Hijikata), [} F2 (Chihiro Mukai), {75 (Yuki Sato), 5 %28 (Hidetoshi Go),
& 521 (Takeaki Tamura), L5 BAT (Takayuki Imaizumi), A —I% (Kazumasa Fuwa),

EHY 1 (Nobuhiko Nagano), G % (Aya Okahashi), #RFd —BH (Ichiro Morioka)
HACKAEE TN R RN Rl oy B

(Department of Pediatrics and Child Health, Nihon University School of Medicine)

Retrospective Study of Foramen Magnum Development in Patients With Achondroplasia Starting
Vosoritide Before Age Three

)l J7BEFE! (Nakagawa Marie), JE37 B! (Natsuho Adachi), ##)I] J1Z22 (Motoyuki Umekawa),

R P2 (Hirotaka Hasegawa) , [l B#AC? (Keita Okada), HHh #5.2 ! (Hiroyuki Tanaka)

1 BORORAABE AR m e /N e Rk

(Department of Pediatrics, The University of Tokyo Hospital, Tokyo, Japan)
2 JURURAAPR AT ms e st Rt

(Department of Neurosurgery, The University of Tokyo Hospital)

3 WRURAE AN RS B R
(Department of Orthopaedic Surgery, The University of Tokyo Hospital)
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Poster Session 1-04 Cancer Genetics 1

H K:11H19H (K)  16:00~17:00

& YRRy =2 (IEEER vy —BTR [BREL-AL2)

Date : Thursday, November 19 16:00~17:00

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

BRCA deleterious alterations in advanced prostate cancer: insights from the nationwide cancer
genomic database
AT 75 B 123 (Hideyasu Tsumura), Fro/S %352 (Naomi Araki), JI[HH #j4E2 (Rika Kawata),
EifG T2 (Keiko Takahashi), FiAS 1IEHfE2 (Masao Araki), £l #—EE? (Uichiro lida),
BT 432 (Mina Waraya), ANH] #f7-2 (Masako Honda), HF: Z£1E.2 (Hironao Shirai),
) ZJA2 (Yoshihiro Yoshimura), A fIfF ! (Kazumasa Matsumoto) , 5 H 525823 (Fumio Takada)
1 JEERAABR AR AR
(Department Urology, Kitasato University School of Medicine)
2 JEHLRAAREE SR SRS
(Genetics Division, Department of Genetics, Kitasato University Hospital)
3 JBHORAER B R U ZE R R 5 B o

(Department of Medical Genetics and Genomics, Kitasato University Graduate School of Medical Sciences)

Expanded HBOC coverage, but disrupted cascade testing: multi-layered barriers revealed by CGP.
K A-1F 12 (Mizuho Suzuki), K E 8 1-12 (Yuko Ohnuki), 7 AH4G 12 (Tomoari Mori), JHIFF 212 (Ai Unzaki)
T HE 35W¢3 (Misaki Momose), & Kiifi4 (Daisuke Ohugiya), PHH #4A5 (Naohiro Nishida)
HT T 712 (Kei Takeshita)
(Department of Medical Ethics, Tokai University School of Medicine, Kanagawa, Japan)
2 HUERAEEE AT ARG S TR
(Department of Clinical Genetics, Tokai University Hospital)
3 BOERAEE AR A EME AR AR
(Department of Obstetrics and Gynecology, Tokai University Hospital)
4 HHERAR AR R MR
(Department of Hematology, Tokai University Hospital)
5 BORERAEBE AR AT RIS RS A
(Department of Medical Oncology, Tokai University Hospital)

Distribution of BRCA 1/2 Pathogenic Variants Identified by BRACAnalysis at a Single Japanese Center
Bk —% 12 (Kazunori Nagasaka), 4[] X D ! (Sayuri Hiraoka), H#K {7~ (Noriko Nakabayashi),
% R Jt+! (Motoko Sasaki), Jfi[l| £ 812 (Takahiro Seyama), jHi[H }E2£ 13 (Tatsuhiko Ikeda),
JE32 7554 (Kiyotaka Watanabe), %Y 7563 (Hiromitsu Jinno), ARF #5—Ff 12 (Koichiro Kido),
KZEE FE12 (Yutaka Osuga), =4 1FH1LS (Masakazu Mimaki)
1 A RURAE BEAAE BB R IRZH e v & —

(Clinical Genetics Center, Teikyo University Hospital, Tokyo, Japan)
2 ARUREE BREAHS rEm AR

(Department of Obstetrics and Gynecology, Teikyo University, School of Medicine, Tokyo, Japan)
3 AEHURYE BEAAES FLAMRE

(Department of Surgery, Breast Group, Teikyo University, School of Medicine, Tokyo, Japan)
4 FEURAE PR S R

(Department of Internal Medicine, Teikyo University, School of Medicine, Tokyo, Japan)
5 AT EURAE BEAAES /N TR

(Department of Pediatrics, Teikyo University, School of Medicine, Tokyo, Japan)
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BRCA1/2 Pathogenic Variant Characteristics in HBOC Care at Our Hospital and Their Implications for
Nursing Care
bR A3ET-12 (Kumiko Kitamura), FHH %53 (Hideo Tanaka), #gJ Akt 14 (Yukiko Kajiwara),
g FE %4 (Mitsuya Itoh), A JBRZE -5 (Maiko Ueda), B} F15 (Madoka Sekino),
MG IERES (Masae Yorimitsu), B 22225 (Yasuhiko Kamada), {1l B¢ (Tomoko Sako),
R ffi6 (Wataru Murao), /MR 2826 (Yasuyuki Kobayashi), |[14% J&& 17 (Hideki Yamamoto),
ZJI BER] 17 (Masyu Futagawa), R 517 (Akira Hirasawa), )1 551818 (Yasuhiro Shirakawa)
1 MBTFIRSZAT IO N B T SIS e L s i 32 ) oy T RS B SRS -2 08t
(Department of Clinical and Molecular Medicine, Hiroshima City Hospital, Hiroshima City Hospital Organization)

2 HTRRNZATIRRE L IR S e I 5 i SLIA R T RO e RIS v 8 —

(Department of Medical Support Center, Hiroshima City Hospital, Hiroshima City Hospital Organization)
3 BT IRSEATBOE N L i SO GERRS I S i 2 e i OB IR

(Department of Clinical Laboratory, Hiroshima City Hospital, Hiroshima City Hospital Organization)
4 HFTIRSIATIBOE IR S T SERRIGERAT A 15 i 37 I s s BOR e FLIRAVBH

(Department of Breast surgical oncology, Hiroshima City Hospital, Hiroshima City Hospital Organization)
5 HOTHRNZATBOENIL BT S BB I 5 T 2R S i BB PERE - AR
(Department of Obstetrics and gynecology, Hiroshima City Hospital, Hiroshima City Hospital Organization)

6 Hu T IRNZATBAE N IR B TR BERERE I o v N2 s i ORI Wb as B
(Department of Urology, Hiroshima City Hospital, Hiroshima City Hospital Organization)

7 RELIRAEA ARG o R A B PR S T B o W
(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical Sciences, Okayama
University)

8 ML ATIBOE N A By T LI e A I I v 32 s o B Be SRR

(Department of surgery, Hiroshima City Hospital, Hiroshima City Hospital Organization)
Secondary Findings Identified Through Comprehensive Genomic Profiling: A Single-Institution Analysis
of 100 Cases
%l Al (Hajime Kikuchi), #AZ F&#f! (Ryusuke Matsumoto), 77 [if] {8 (Tatsuya Yoshioka),
B BEA! (Keisuke Kikuchi), FRM fiE52! (Masashi Moriwaki), 4572 fifi2 (Shin Ariga),
AT —HE2 (Ichiro Kinoshita), #& FRHBH3 (Masaaki Matsushima), L[] £25A3 (Takahiro Yamada)
R N =K S

(Obihiro-Kousei General Hospital, Obihiro, Japan)
2 AR 55 ANRET BT

(Division of Clinical Cancer Genomics, Hokkaido University Hospital, Sapporo, Japan)
3 JGHRE IR AR IS T2

(Division of Clinical Genetics, Hokkaido University Hospital, Sapporo, Japan)

Universal tumor screening for Lynch syndrome and real-world MGPT candidates in colorectal cancer

6 4 (Takahiro Yoshioka), Z&[ i (Tatsuo Kuwada), /\’K §H}Z (Tomohiko Yagi),
H: | AEE (Hiroaki Inoue), A Vi (Ryo Inada)
RHIER v & — HLaRIRL - — s Rt

(Dept of Gastroenterological Surgery, Kochi Health Sciences Center)

Real-World Barriers to Confirmatory and Cascade Testing Following Germline Findings from
Comprehensive Genomic Profiling
=i 4312 (Ayana Miura), A% 25 VE3 (Tomohiro Kubo), il 2% 1-12 (Aiko Seto), MR {LA#1? (Kaho Kato),
JE B #1712 (Yuko Takasu), FEE {HKER2 (Kentaro Suda), ELHL4Y 3%12 (Tasuku Mariya),
)1l Hi 12 (Aki Ishikawa) , BRI 527124 (Akihiro Sakurai)
1 AL RER A IR e 85 132 Rt
(Department of Clinical Genetics, Sapporo Medical University Hospital)
2 ALIREEBERZEEEZETS 7 ) A PHIREIEE MK /7 Dy By
(Department of Clinical Genomics, Division of Genomic and Preventive Medicine, Sapporo Medical University School of
Medicine)
3 ALRBERER A BEAAT EBEE N R
(Department of Medical Oncology, Sapporo Medical University School of Medicine)
AN R - S

(Genome Medicine Center, Tonan Hospital)
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P1-04-08

P1-04-10

Current Practice of Reproductive and Preventive Care Support for BRCA1 and BRCA2 Variant Carriers
T 13 (Keiko Terazawa), 58 A 3123 (Tomomi Shiga), A £EZ%3 (Kana Matsuhara)
W FEAT3 (Miwa Masuda), 3h4% H:4823 (Yoshimasa Bomoto), ] AKH[? (Taro Kuwayama),
AR fPAR 23 (Saki Murase) KIFE B D3 (Kaori Otsuka), W Z2-3 (Kyoko Kikuno),
R sEffE3 (Yukio Suzukl) HIf 23 (Yo Hayasaki) , EI =2 (Kimiko Asai) s
AL #3322 (Yumi Matsuyama) , %75 EL{fi '3 (Masanori Isobe)
1 I RRAEPE AR MR E 2 AR it e v 8 —
(Gifu University Hospital Perinatal and Reproductive Medicine Center)

2 IRRAAE RS 7 ARERE Sk Y —

(Gifu University Hospital Clinical Genetics Center)

3 WCERRZEPE TSI R I ek AR
(Gifu University Hospital Obstetrics and Gynecology)

One Case with Two Pathogenic Variants in the BRCA2 Gene

SERA X W 1) 1 (Sayuri Hiraoka), JfH] 322 (Tatsuhiko Tkeda), HiAK iy 7+! (Noriko Nakabayashi),
% R Ju! (Motoko Sasaki), Jfi[l| B f#'3 (Takahiro Seyama), 3% 5=+ (Kiyotaka Watanabe),
AP 7S (Hiromitsu Jinno), AR ji—HE 13 (Koichiro Kido), KZHE f#'3 (Yutaka Osuga),

=9 IEAD S (Masakazu Mimaki) R —% 13 (Kazunori Nagasaka)

1 R AR E e iR E2 R e v 5 —
(Clinical Genetics Center, Teikyo Unlver51ty Hospital, Tokyo, Japan)

2 ATRURAE R SR
(Department of Surgery, Teikyo University, School of Medicine, Tokyo, Japan)
3 RERURAE RAHS PRI AL
(Department of Obstetrics and Gynecology, Teikyo University, School of Medicine, Tokyo, Japan)

4 REEURAE R RSN
(Department of Internal Medicine, Teikyo University, School of Medicine, Tokyo, Japan)
5 AT EURAE EAAES FLAMRE
(Department of Surgery, Breast Group, Teikyo University, School of Medicine, Tokyo, Japan)

6 A HURAE BEAAES /N TR
(Department of Pediatrics, Teikyo University, School of Medicine, Tokyo, Japan)

Genetic counseling following identification of EGFR T790M by comprehensive genomic profiling in lung
cancer
A %123 (Al Motoyoshi), 57 43 (Sumire Sakai), IH: 25383 (Nami Kyoi), /NEE Fg3¢ (Minami Ozawa),
SR i3S (Yuki Suzuki), FEYR #417-34 (Sachiko Ohori), #5H F4134 (Ohsuke Migita) ,
I v —HE23 (Koichiro Tsugawa)
1 M=) 7 v ERDEEROE T PG i uds - —Aobet
(Division of Gastroenterology & General Surgery, St. Marianna University Yokohama Seibu Hospital, Yokohama, Japan)
2 W) 7y ERERAE TR - N ARl
(Department of Breast & Endocrine Surgery, St. Marianna University School of Medicine)

3 Moy 7Y FIERAY BEBIT
(Department of Clinical Genetics, St. Marianna University School of Medicine)
4 B=Y) 7 v BERIRY: R AR
(Department of Laboratory Medicine, St. Marianna University School of Medicine)
5 B 7y ERERYE EEEERETI e v Y —
(Institute of Medical Science, St. Marianna University School of Medicine)
6 JIIRT 2% B /N R

(Devision of Pediatrics, Kawasaki Municipal Tama Hospital)

A case of juvenile gastric polyposis with germline SMAD4 mutation
il 312 (Takenori Takahata), ¥ K23 (Daisuke Chinda), 7iJ& E>F2 (Shohei Igarashi),
1 222 (Taka Asari), 37 #7112 (Tetsuya Tatsuta), %ith 9&4fi2 (Hidezumi Kikuchi) , >KH] f#iff4 (Hiroki Maita)
B #3512 (Hirotake Sakuraba)
1 BARTRAE RAEBREEADIZERE L0 1 bt B 5 e
(Department of Community Medicine in Mutsu and Shimokita, Hirosaki University Graduate School of Medicine)
2 SARTRZE REABEEZEDIZERE LA MR S ARG e
(Department of Gastroenterology, Hematology and Clinical Immunology, Hirosaki University Graduate School of Medicine)
3 HAR RO —
(Aomori General Health Examination Center)

4 LIRS RTINS R M i i il

(Department of General Medicine, Hirosaki University Hospital)
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A Case of Peritoneal Cancer in which Comprehensive Cancer Genome Profiling Testing Was Useful for
Diagnosis
BH7K T4 (Chiharu Tomonaga), #y4 & $&7-13 (Akiko Nonoshita), 7K BH¥-3 (Akiko Nagano),
@A F1Z£ 23 (Kazuhiko Hashimoto), HijH] Z€%4 (Yasuhiro Maeda), 7 H] 3! (Atsushi Yoshida),
£ NE /A 25 (Yorihisa Sumida)
1 et R A B e v & — AR
(Department of Obstetrics and Gynecology, Sasebo City General Hospital)
2 Rt EEEe ¥ — 7 LRV Y —
(Genomic medical center, Sasebo City General Hospital)
3 et fRATR A S v & — B
(Department of Pediatrics, Sasebo City General Hospital)
4 Pt fRiie At v & — IR R
(Depertment of Neurology, Sasebo City General Hospital)
5 ettt A B v ¥ — LRI
(Depertment of Gastroenterological Surgery, Sasebo City General Hospital)

A case of Lynch syndrome with advanced adrenal sarcoma
JII'F & %7»! (Sayaka Kawashita), #AZ &2 (Megumi Matsumoto) , #AH] Filf-2 (Riko Matsuda),
AH B3 (Takuya Honda), =3ij 2:7-12 (Shoko Miura), i §P 5! (Sara Kusumoto),
Mett 241 (Itsuki Kajimura), 7KH Z%! (Ai Nagata), &)1l ¥ b ! (Yuri Hasegawa),
=i 75 fE 12 (Kiyonori Miura)
1 RIS s AR
(Department of Obstetrics and Gynecology, Nagasaki University, Nagasaki, Japan)
2 RIGREEWREE 7/ sigie vy —BEBAT &) v 7EM
(Clinical Genomics Center, Nagasaki University Hospital)
3 RIRERAEBE A B 5 —
(Clinical Oncology Center, Nagasaki University Hospital)
Spatial transcriptomics reveals the molecular pathological features of ERBB2-amplified colorectal
cancer

IR #ficE (Jumpei Takeshita), PEAF B3¢ (Takahiro Nishimura)

PEAERIRSE AT ALETE e RS A
(Medical Research Institute KITANO Hospital Department of Medical Oncology)

A review of the cases detected germline pathogenic variants through cancer genome panel testing in
our institute.
FtE #5—EB12 (Yuichiro Inagaki), 75 & NE -3 (Junko Arima), F2iifi 5cHA4 (Norihiro Sugiura)
1 ZERTEEE s AR
(Department of Oncology, Anjo Kosei Hospital)
2 LB RN F
(Department of Hematolog, Anjo Kosei Hospital)
3 EHR AT BT
(Division of Nursing, Anjo Kosei Hospital)

4 LT B =
(Clinical laboratory, Anjo Kosei Hospital)

Experience of Multigene Panel Testing for At-Risk Relatives from Lynch Syndrome Families; its benefits
and issues

JEEE R4S (Mina Kashima), &4 47112 (Yukiko Yoshimoto), F:_I= FHESF! (Tazuko Inoue),
P 3= (Yuki Iwano) , )5 7! (Sachiko Takahara)

1 RS AR AT LB FLESL R
(Department of Breast Surgery, Medical Research Institute Kitano Hospital)

2 R A ER L v & — AR
(Department of Breast Surgery, Hyogo Prefectural Amagasaki General Medical Center)
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Validating Germline Structural Variants from Short-Read WGS Using Nanopore Target Adaptive
Sampling Long-Read Sequencing
/N B 12 (Satoyo Oda), TF-EE f@—3 (Kenichi Chiba), AR 4%! (Takashi Kubo),
W11 B2 (Manami Matsukawa) , 75 744 (Akane Sei), JBEH: 182! (Hiroyuki Fujii), FHEE FE{7-2 (Kayoko Tao),
JINT BEECS (Takafumi Koyama), ¥ SC&2 (Fumito Yamazaki), nH: X% (Hirotaka Matsui),
A 55 (Noboru Yamamoto), fF§ Af~ 1! (Kuniko Sunami), 447 & —3 (Yuichi Shiraishi),
SF-H E:2 (Makoto Hirata)
1 ENZAAE v 8 — dhdyili BRI R
(Department of Laboratory Medicine, National Cancer Center Hospital Japan)
2 ESEDSAMYE R v 8 — gyl R R
(Department of Genetic Medicine and Services, National Cancer Center Hospital Japan)
3 EREDSAYE A v 8 — WESERT 77/ L T SRR E o3
(Division of Genome Analysis Platform Development, National Cancer Center Japan)

4 [FENLHAE R v & — DHERT IR B

(Division of Molecular Pathology, National Cancer Center Japan)
5 ERZDIANNE R v 8 — HdyiEke St PR R
(Department of Experimental Therapeutics, National Cancer Center Hospital Japan)
Hereditary breast and ovarian cancer diagnosed through comprehensive genomic profiling in a young
lung cancer patient
HL T (Yoshiko Mori), FH3J 57! (Noriko Tanabe), A#A Fllfif? (Kazutsugu Uematsu),
Abil Y501 (Sachi Kitayama), /ME P13 (Madoka Ogata), $5AK Bl (Okihide Suzuki),
FiHH 7547 (Hideyuki Ishida)
I HEERATR AT ¥ 8 — 7 ) DA
(Department of Clinical Genetics, Saitama Medical Center, Saitama Medical University)

2 EEERRARA R v & — RGN
(Department of Respiratory Medicine, Saitama Medical Center, Saitama Medical University)

Poster Session 1-05 Neuromuscular Disorders 1

H k11190 (K)  16:00~17:00

& B RRY -2 (IIEEEL Y ¥ —BTrf ERE1-A+2)

Date : Thursday, November 19  16:00~17:00

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Platform-specific characteristics in the analysis of pathogenic RFC1 repeat motifs using long read
sequencing
%G5 #2412 (Shunsuke Ogata), I H2 -1 (Satoko Miyatake), ¥ #FF! (Kohei Hamanaka),
LI —8& 4 (Kazuki Yamada), +[H Z5#%3%15 (Naomi Tsuchida), PYILI HiEELS (Yuri Uchiyama),
WA IF52! (Masamune Sakamoto), BH7K VT.HH-1 (Eriko Koshimizu), 7K [fll! (Takeshi Mizuguchi),
+ 3} 722 (Hiroshi Doi), H¥ # 52 (Fumiaki Tanaka), PAZK [EJ# 35 (Naomichi Matsumoto)
1 BT SLRY: R BE AT e R R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2 AR REEBEE AR g A REY: - A E2
(Department of Neurology and Stroke Medicine, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
3 BRET RIS S22
(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)
4 LB R R R
(Department of Neurology, Faculty of Medicine and Graduate School of Medicine, Hokkaido University, Sapporo, Japan)
5 BREWIRYAME R #0E7 2 LBWTRE

(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)

Urinary occult blood findings in spinal muscular atrophy patients treated with risdiplam

7RI F] e (Toshio Saito), V&8 AFE2 (Hisahide Nishio)

1 ESHRBEERERBIRILEE R £~ 8 — /NJE AR R
(Division of Child Neurology, Department of Neurology, National Hospital Organization Osaka Toneyama Medical Center,
Toyonaka, Japan)

2 MBS A ) A E Y T o 3 VA
(Faculty of Rehabilitation, Kobe Gakuin University, Kobe, Japan)
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A novel CTNNB1 variant in a patient with neurodevelopmental disorder and lower limb dystonia
PPIRF B4 (Maki Nozaki), B 787! (Kyoko Hoshino), F4J HE%%2 (Rina Shimomura)
7K FELR3 (Miho Nagata), BHWY {-#334 (Yoshihiro Asano), #k HHE! (Masaharu Hayashi),
114 2222 (Toshiyuki Yamamoto)
1 NGRS AR 7 ) =y &

(Segawa Memorial Neurological Clinic for Children, Tokyo, Japan)
2 YR ERIRSANEEE 7/ LI

(Institute of Medical genetics, Tokyo Women's Medical University, Tokyo, Japan)
3 RBRORY: KRB AR PR R BRI Rl

(Department of Cardiovascular Medicine, Osaka University Graduate School of Medicine, Suita, Japan)
4 ENAGEREN X v & — 7 DERESRT

(Department of Genomic Medicine, National Cerebral and Cardiovascular Center, Suita, Japan)

A pedigree of mild encephalitis/encephalopathy with a reversible splenial lesion with mutation p.Q403R
of the MYRF gene

i L (Yoshitsugu Nakamura), £4& ZZH12 (Hirokazu Kurahashi), Vg A 48t® (Hiroki Itoh),
HHJT] PEESE (Takafumi Hosokawa), B # /42 (Akihisa Okumura), Fiti e (Shigeki Arawaka)
1 RBREEBIEERLRE WREE 4 B igniie Ak
(Department of Internal Medicine IV, Division of Neurology, Osaka Medical and Pharmaceutical University, Osaka, Japan)
2 BRIERERSE DR
(Department of Pediatrics, Aichi Medical University, Aichi, Japan)
3 KELX A OB
(Department of Neurology, Tenri Hospital, Nara, Japan)

A novel p.Gly42Cys SOD1 variant causing ALS with reduced thermal stability, aggregation propensity,
and autopsy findings
Felif] 71! (Utako Nagaoka), i BHHZ 2 (Asuka Funai), JI[ft] @EAER! (Kentaro Kawama),
MR AEAER! (Kentaro Hayashi), AR #EAK! (Kota Bokuda), #)11 & /53 (Kano Aikawa),
I B3 (Yoshiaki Furukawa), B4 55—+ (Nakamura Ryoichi), ZN\ ME 4 (Naoki Atsuta)
BN XIS (Genki Tohnai), #4y Z2FH7 (Airi Tarutani), 2341 B A7 (Masato Hasegawa)
BEH: FK 28 (Kenta Masui), /NfR & H]2 (Takashi Komori), #5271, Ji¢ (Gen Sobue),
=il — ]! (Kazushi Takahashi), 7375 247129 (Keisuke Ishizawa)
1 UL AR b IR R
(Department of Neurology, Tokyo Metropolitan Neurological Hospital)
2 BURHZAMRREE B R hREE B
(Department of Laboratory Medicine and Pathology (Neuropathology), Tokyo Metropolitan Neurological Hospital)
3 BEMERFANT B LR
(Department of Chemistry, Faculty of Science and Technology, Keio University)
4 BRIBERLRY: BEATRNRIETEE  (MRENR)
(Department of Neurology, Aichi Medical University School of Medicine)
5 BRIERERS: ALSHRHRITZ BT
(Division of ALS Research, Aichi Medical University School of Medicine)
6 BHMPERERY:
(Aichi Medical University School of Medicine)
7 BGEREE AR A WIS SRAMENIE 7u Y = 7 b
(Department of Brain and Neurosciences, Tokyo Metropolitan Institute of Medical Science)
8 RIRiR2: REABEEE b 3 p i A e R S i e Bl 7
(Department of Integrative Neuroscience, Graduate School of Biomedical Sciences, Nagasaki University)
9 RiEEERERY: EAAT
(Depatment of Pathology, Saitama Medical University)
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Poster Session 1-06 Cardiovascular Disorders 1

H K:11H19H (K)  16:00~17:00

& YRRy =2 (IEEER vy —BTR [BREL-AL2)

Date : Thursday, November 19 16:00~17:00

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Clinical Phenotype and Outcomes of Desmoplakin Cardiomyopathy: A Systematic Review and Meta-
analysis

7RI F (Kazuyoshi Saito), HH WA Z (Yumiko Asai), INE B (Arisa Kojima),

PN 5&F] (Hidetoshi Uchida), JI[HH j#— (Jyun-ichi Kawada), {5 3%k (Hideo Izawa),

I & (Akira Yamada)

TEHBERIAE PS80 LR
(Department of Pediatrics, School of Medicine, Fujita Health University, Toyoake, Japan)

Genetic variants and polygenic risk scores associated with paroxysmal atrial fibrillation
W © AT (Megumi Shiomi), 7K 7512 (Yuki Nagata), ZEji $¢WH° (Takeaki Sudo),
EifG fEACHER 12 (Kentaro Takahashi), Al -7 14 (Chihiro Higuchi), 5 {84756 (Kensuke Ihara),
e {78 (Ken Asada), Hr 28229 (Yasuaki Tanaka), [LIPN FEIE 0 (Yasuteru Yamauchi)
& R F%N (Takeshi Sasaki), W& {12 (Hitoshi Hachiya), 4-J: 1513 (YasushiImai), B SEkE4 (Hideo Fujita) ,
T FTHES (Tetsuo Sasano), /I #7525 (Tetsushi Furukawa), FHH #fH# 2 (Toshihiro Tanaka)
1 U REE R BB SRR R 2 B
(Department of Human Genetics and Disease Diversity, Graduate School of Medical and Dental Sciences, Institute of Science
Tokyo, Tokyo, Japan)
2 WHERPERFEREANL A Y Y — ARy 5 —
(Bioresource Research Support Center, Institute of Science Tokyo, Tokyo, Japan)
3 WHREERY: BE X 7« THFEETE
(Department of Educational Media Development, Institute of Science Tokyo, Tokyo, Japan)
4 [ENZOTEBAZEEE N BEERIENE - fRHE - SEEROTTEAT AERE - BREEDIE 2 v o —
(Artificial Intelligence Center for Health and Biomedical Research, National Institutes of Biomedical Innovation, Health and
Nutrition, Osaka, Japan)
5 WRRIERY: AR BRI
(Department of Bio-informational Pharmacology, Medical Research Institute, Institute of Science Tokyo, Tokyo, Japan)
6 HHURHERS: MBI N A4 1
(Department of Cardiovascular Medicine, Institute of Science Tokyo, Tokyo, Japan)
7 BULSADISET AR AU v 8 — ATEA T T — A
(AI Medical Engineering Team, RIKEN Center for Advanced Intelligence Project, Tokyo, Japan)
8 ENZSAMIYE & v & —WFSEIT BEREATTZE RS 7 57

(Division of Medical Al Research and Development, National Cancer Center Research Institute, Tokyo, Japan)
9 RHBEIRBL (i 2 v 8 —

(Cardiovascular Center, Yokosuka Kyosai Hospital, Kanagawa, Japan)
10 BEIETALA 78 & AR-TFE FRBLAT N AL

(Department of Cardiology, Yokohama City Minato Red Cross Hospital, Kanagawa, Japan)

11 BRERR AR AR >~ 5 —
(Heart Rhythm Center, University of the Ryukyus Hospital, Okinawa, Japan)
12 L3t [F e JEBR AR 2 > & — B aR N R
(Cardiovascular Center, Tsuchiura Kyodo General Hospital, Ibaraki, Japan)
13 EREBERERY: BRAAER SRER AR MR PRIR B AT
(Division of Clinical Pharmacology, Department of Pharmacology, Jichi Medical University, Tochigi, Japan)
14 EWRBERERENE S Wi E B L v & — 155 NE

(Division of Cardiovascular Medicine, Saitama Medical Center, Jichi Medical University, Saitama, Japan)
A Familial SCN5A p.Glu1783Lys Channelopathy Presenting as Long QT Syndrome, Brugada Syndrome
and Sinus Node Dysfunction
A B2 (Hidenori Yamamoto), AR SRS (Kentaro Suzuki), o4 i (Yiqing Zhu), e #f (Jun Sato),
KI [E8 (Naoki Ohashi)
ol ERAPE TR s e /N B v 8 —
(Children's Heart Center, Nagoya University Hospital)
Importance of Detecting Copy Number Variations in PKP2 in Arrhythmogenic Right Ventricular
Cardiomyopathy
[ M FE 1~ (Keiko Sonoda), fHJ%E K H] (Takeshi Aiba), KH} B2¥- (Seiko Ohno)
E L IEBRERII i v 5 —

(National Cerebral and Cardiovascular Center)
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A Case of TNNI3-Related (p.K183del) Hypertrophic Cardiomyopathy with Right Ventricular Septal and
Apical Hypertrophy

SRR 112 (Toru Awaya)

1 AR EE AT A R BEG Bas N R

(Department of Cardiovascular Medicine, kyorin University Hospital)
2 R RNEREBEIEB R N R

(Department of Cardiovascular Medicine, Toho university Ohashi Medical Center)

Poster Session 1-07 Mendelian Disorders 1

H B 11H19H (K)  16:00~17:00

2 B ARY =&Y (IGEEEE Y Y — R ERE-A+2)

Date @ Thursday, November 19  16:00~17:00

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Reclassification of TMEM67 Variants in Japanese Siblings with Lethal Joubert Syndrome
+ & ! (Naoki Tsuchiya), HHEFE 355! (Miki Tanoshima), ZZP4 {6 (Fuka Anzai),
K FHEFE! (Sumiko Sueyoshi), FHEERE BAR! (Akifumi Tjuin), 4 P4 2352 (Kotomi Imanishi),
S 382 (Hiromi Nagase), 47/1[ #5522 (Hiroshi Ishikawa), B Aft -3 (Yukiko Kuroda),
EifE B EE4 (Yutaro Takahashi) , & —iik4 (Kazuya Hiiragi) , JERE 55414 (Ryosuke Shindo) s
/N H&—BH 4 (Obata Soichiro), /NE ELZ%4 (Mana Kohara), $H#%f %1%+ (Takahiro Kenmotsu),
[ 1.5 (Tomonari Hayama) , B/ %4 (Shigeru Aoki) s I -6 (Etsuko Miyagi)
1 BEETILREE T RS G R 2 v & — BIE T 2HA

(Department of Clinical Genetics, Yokohama City University Medical Center)
2 RIS &S B v ¥ — RIS - AR

(Division of Obstetrics and Gynecology, Kanagawa Children's Medical Center)
3 FRRIIESLC &S BRI v 8 — BIER

(Division of Medical Genetics, Kanagawa Children's Medical Center)
4 BRmi o REHE T RRAERE v ¥ — A RENTFERL v ¥ —

(Perinatal Center for Maternity and Neonate, Yokohama City University Medical Center)
5 MOETZRENETRREERE X v & — AR

(Department of Gynecology, Yokohama City University Medical Center)
6 BRETIRY KB R ADITE R PEM AR A B R

(Department of Obstetrics and Gynecology, Yokohama City University School of Medicine)

Double de novo pathogenic variants of the NF1 and H71-4 genes in a patient with macrocephaly and
intellectual disability

A K (Yumi Enomoto), fait B2 2 (Yasuyuki Fukuhara), Ml A1 (Kumiko Yanagi),
ILIFEH] HEEZ ! (Masahiko Yamamori), 32 [£ 13 (Tadashi Kaname)
1 B REEEIIG v 5 — 7 DRI
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
2 ENIREERE e 8 — Em e Y —
(Division of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)
3 BULRZERABEES SRR - B KAV R R
(Department of Advanced Pediatric Medicine, Tohoku University School of Medicine, Sendai, Japan)

A novel CRYGC mutation identified in a patient with congenital cataract
BT 5F1 (Mamoru Yokomura), A5 HLZ%! (Rina Shimomura), [ F{5Z23 (Megumi Ueda),
PUEr ] f&24 (Yu Shiguta), F{F: 721825 (Hironao Shirai), /4% 3£7-16 (Keiko Yamamoto),
LA 2% 12 (Toshiyuki Yamamoto)
1 BURLTFERREE 7 ) LighRt

(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
2 R ERERY: AR R 1 2 B

(Division of Gene Medicine, Graduate School of Medical Science, Tokyo Women's Medical University, Tokyo, Japan)
3 B TERREME R LR 2 v & — MR

(Department of Pediatrics, Tokyo Women's Medical University Adachi Medical Center, Tokyo, Japan)
4 HARFEET NRRRER NRREES I

(Department of Pediatrics and Child Health, Nihon University School of Medicine, Tokyo, Japan)
5 JREREE R NREE

(Department of Pediatrics, Kitasato University School of Medicine, Kanagawa, Japan)

6  HRRFEERERY: I - Ml 7 a ey > v 7

(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo, Japan)
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Poster Session 1-08 Clinical Genetics 1

H K:11H19H (K)  16:00~17:00

& YRRy =2 (IEEER vy —BTR [BREL-AL2)

Date : Thursday, November 19 16:00~17:00

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Two unrelated families with upstream MSX2 non-coding duplications refine a cranial bone regulatory
region
[LIFH K772 (Mamiko Yamada), Mark Cleghorn®?, Prabhakara Krishnamurthy?? Tegan French??,
David Francis??, Tiong Tan?*
1 ERAEBIGFHAE A2 Sk
(Federation of National Public Service Personnel Mutual Aid Associations Tachikawa Hospital)

2 Victorian Clinical Genetics Services
(Victorian Clinical Genetics Services, Parkville, Australia)

3 Murdoch Children's Research Institute
(Murdoch Children's Research Institute, Parkville, Australia)

4 RVERI VRN EEE
(Department of Paediatrics, University of Melbourne, Melbourne, Australia)

ANKRD17-related disorder presenting with short stature and congenital heart disease resembling
Noonan syndrome

3% KHii 12 (Daisuke Watanabe), 2%~ I 95513 (Hideaki Yagasaki), B{i% 725%'3 (Hiromune Narusawa)
&) BR%g 12 (Tamao Shinohara), JFEJE 5! (Chihiro Onomichi), YN Z=V1.! (Yasue Horiuchi),
v (Hiroki Ishiguro), 7K JEf£4 (Miho Nagata), KF: %5 (Ayumi Yonei),
LA Bf—6 (Kenich Yamamoto), HHEF {-#34 (Yoshihiro Asano), Kfii] £ 513 (Takeshi Inukai)
1 ILBLRAEGE AT b s T v 8 —
(Center for Genetic Diseases, University of Yamanashi Hospital, Yamanashi, Japan)
2 [LBLERSTH IO SR AR IR T R v 8 — B RINEE
(Department of Neonatology, Perinatal Center, Yamanashi Prefectural Central Hospital, Yamanashi, Japan)
3 IEREE BREAES N R
(Department of Pediatrics, Yamanashi University, Yamanashi, Japan)
4 KBRS KB R AR ZE R IEER 2R N Rl
(Department of Cardiovascular Medicine, The Osaka University Graduate School of Medicine, Osaka, Japan)
5 RBRORAEPE AT e IR 12950
(Department of Genetic Counseling, The Osaka University Hospital, Osaka, Japan)
6 KBRFERFEGEESRIIIERE SR I
(Division of Health Sciences, The University of Osaka Graduate School of Medicine, Osaka, Japan)

Genetic screening of a retinitis pigmentosa family with compound heterozygous variants in EYS gene
SR 364123 (Miiki Hiraoka) , [l 52412 (Mio Mukainakano), i filiji¢2 (Honami Fujita),
=l 522 (Sachiko Miyazaki), ZJg 523 (Ryo Ando), 7 H] %3 (Susumu Ishida),
L1 22542 (Takahiro Yamada)
1 G PRRER AR TR R v & — IR
(Ophthalmology Dept. Health Sciences Univ of Hokkaido, Sapporo, Japan)
2 JGEEKR - HRREE TSR
(Division of clinical genetics, Hokkaido Univ. Hospital, Sapporo, Japan)
3 dwERA - IRE
(Ophthalmology Dept. Hokkaido Univ., Sapporo, Japan)

Association of BRCA and HRD Status with Hematologic Toxicity during Initial Chemotherapy for
Ovarian Cancer

] BERF (Kosuke Yoshida), FoAR B (Hajime Araki), [LIH &ZUFE (Yurika Yamada),

1EAE (48 (Yoshiki Masahashi), AR F2EH (Emir Miyamoto), Rl 58 (Komei Katayama),

FBJI ZEA (Mei Kubokawa), JAK —fF (Kazumasa Mogi), it HE A (Masato Yoshihara),

KR AR (Yukari Nagao), TN 2#& (Satoshi Tamauchi), REH: B% (Akira Yokoi),

F I & A (Nobuhisa Yoshikawa), #7132 # (Kaoru Niimi), #2[L JABH (Hiroaki Kajiyama)

Pl RRAE AR IR be 7 R AR
(Department of Obstetrics and Gynecology, Nagoya University, Nagoya, Japan)
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A case of intellectual disability male with Xg28 microduplication telomeric to MECPZ2 inherited from the
carrier mother
5 143! (Shinsuke Ninomiya), {E[fl 172 (Yoshiyuki Hanaoka), #k B K2 (Takahiro Hayashi),
114 2283 (Toshiyuki Yamamoto)
1 BHrh YR R
(Department of Clinical Genetics, Kurashiki Central Hospital, Okayama, Japan)
2 Arh o N
(Department of Pediatrics, Kurashiki Central Hospital, Okayama, Japan)
3 RO BERERSE, 7 LHER
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
Osteoporosis as complication in a 41-Year-Old Male with Rubinstein-Taybi Syndrome Caused by a
CREBBP Frameshift Variant

ST SRR (Tatsuro Kondoh), —-&7 M1 (Yoshikazu Ninomiya), #&HH HfE3C! (Masafumi Fukuda),
= {82 2 (Hiroyuki Mishima), $53Hj 22—E[2 (Koichiro Yoshiura), Jii 1 FEF-? (Kohei Haraguchi),
=5 #1-* (Noriko Miyake)
1 ZE 2 DREBATREER L ¥ 5 — LD ADR BHFHE

(Dvision of Develomental Disabilities, The Misakaenosno Mutsumi Developmental, Medical and Welfare Center)

2 RIREFEWHEE

(Department of Human Genetics, Nagasaki University)
3 RIASNER

(Department of Pediatrics, Nagasaki University Hospital)

A Case of Metachronous Bilateral Breast Cancer with an LZTR1 Pathogenic Variant Identified by
Multigene Panel Testing

AL 5 4 7! (Sadia Matsutani), FHAR &2 (Kaori Tane), )5 535! (Hiromi Sugawara)
) HLyb! (Risa Goto), [T WEL3 (Saki Hinoshita), IR 25114 (Motoko Fujisaki) , {7 & %714 (Yuki Sako),
IR Edfd 4 (Miyuki Kawamura), R F85C 4 (Mitsunori Morita) , 34 5548t 14 (Hideki Sakai),
FE | BKEE 14 (Takuma Onoe), N 7 1-'4 (Kyoko Ikeuchi), JAFI] %12 (Koichi Hirokaga),
WA W75 (Takashi Shibutani), Ef B s (Mayu Ukai), & ESFE1S (Shohei Tanabe),
i &S (Keisuke Ichida), Y& EEFE 1S (Mayuka Mitsuoka), AT FIEH! (Kazuo Tamura),
PAA Y5l 14 (Koji Matsumoto)
1 NI A & v ¥ — BB HER

(Division of Clinical Genetics, Hyogo Cancer Center, Hyogo, Japan)
2 ST AR v 7 — AR

(Division of Breast Surgery, Hyogo Cancer Center)
3 ERESLAA R v 8 — BT

(Department of Nursing, Hyogo Cancer Center)
4 NI AR v Y — EENR

(Department of Medical Oncology, Hyogo Cancer Center)
5 EFEESISAR Y Y — AR

(Department of Gynecologic Oncology, Hyogo Cancer Center)

Establishment of the Genetic Counseling Room and Future Prospects

iy #£712 (Toshiyuki Kakinuma), /NEF HiZ& 71 (Ayako Ono), #5H] EHfHf! (Maria Masuda),
15 B (Maria Masuda), {5 -5 2 (Chinatsu Miyazawa), B &t (Yuki Tojo),
b BAh2 (Takuya Kitamura), TN %2 (Jun Takeuchi), A & £ D 2 (Midori Tamura),
AR B2 13 (Ai Motoyoshi), H7L 1E3E* (Seido Takae), #5A [E4 (Nao Suzuki)
y b bl
1 W=y 7 ERRE BEhiraisEht 85 A v v e ) v IE
(St. Marianna University School of Medicine, Kanagawa, Japam)
2 M=) 7 v ERERY: MO RN b ek AR
(Department of Obstetrics and Gynecology, St. Marianna University School of Medicine, Yokohama City Seibu Hospital)
3 By 7R ERRSE Wik - SR
(Department of Gastroenterology & General Surgery, St. Marianna University School of Medicine, Yokohama City Seibu
Hospital)
4 Bl 7 v FBERRY: AR
(Department of Obstetrics and Gynecology, St. Marianna University School of Medicine)

Two Cases of Down Syndrome Regression Disorder Treated with Oral Corticosteroids
PR F b 7% (Marina Asamoto), TN ER (Toshiyuki Yamamoto)

B TIERIRSE 7 ) B IER
(Department of Genomic Medicine. Tokyo Women's Medical University, Tokyo, Japan)
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Long-read analysis of RFC1 AAAGG repeat expansions in spinocerebellar degeneration and hereditary
spastic paraplegia.
PARA F-hm' (Chika Matsuoka), 73R 52! (Hiroyuki Ishiura), ~FA3 #ifi 7-2 (Junko Hirase),
LN EHE? (Yoshiki Yasukochi), PAEE 8.2 3 (Yoshiyuki Matsuo), FH A3 (Yumi Nakada),
T T BHH#L (Akinori Kinoshita), Z5H F1HH! (Tomoaki Nada), FH IR (Masahiro Ishida),
JA[EY 23471 (Tomohito Kawano), b 7 (Ken Ikegami), AT FEFE! (Emi Nomura),
NI Bt (Yosuke Osakada), FHFT B! (Koh Tadokoro), A JFRFE! (Mami Takemoto),
EH B4 (Yusuke Fukui), AR AR (Taijun Yunoki), R k4 (Ryuta Morihara),
H 4% s2—Hf2 (Koichiro Higasa), ILI'F f#* (Toru Yamashita)
1 RELRAAE G e R

(Department of Neurology, Okayama University)
2 BAHEERER NS A G 2EDE eIt 7 2 A TR

(Department of Genome Analysis, Institute of Biomedical Science, Kansai Medical University)
3 BAVHERERSEI IS A A A A TSR RT e T Ek

(Central Research Center, Institute of Biomedical Science, Kansai Medical University)
4 BILRER T kg AR

(Department of Neurology, Faculty of Medicine, Academic Research Division, University of Toyama)

Clinical and genetic evaluation of 335 individuals with intellectual disabilities: 12-years experiences of

"ID clinic"
i =712 (Kyoko Takano), 4y 3 1-123 (Motoko Kamiya), 1] #3%124 (Tomomi Yamaguchi),
THAF: W12 (Keiko Wakui), B FRiES (Ryojun Takeda), Ml AZET-67 (Kumiko Yanagi),
B [£67 (Tadashi Kaname), i £1C 2489 (Tomoki Kosho)
[ =7 N o Ve B N VR 25
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
2 SR BB bt AR TR e v & —
(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
3 fBMIRAE BRAEEE NI E AR
(Department of Pediatrics, Shinshu University School of Medicine, Matsumoto, Japan)
4 fFMRE BT 7)) = AN« =7 TV A EHE
(Division of Clinical Sequencing, Shinshu University School of Medicine, Matsumoto, Japan)
5 RPN Z &b EbE EER
(Department of Medical Genetics, Nagano Children's Hospital, Azumino, Japan)
6 [ENIRBEEIEIGE L Y ¥ — 7 LEREIZEER
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
7T RBWEREA =TT T
(Initiative on Rare and Undiagnosed Diseases, Tokyo, Japan)
8 [EMKE BRI SE v & — - &R T
(Research Center for Supports to Advanced Science, Shinshu University, Matsumoto, Japan)
9 NAFNVIEN
(BioBank Shinshu, Shinshu University Hospital, Matsumoto, Japan)

Discordant PALB2 Pathogenic Variants Between Tumor-Only CGP and Germline Single-Site Testing
R A& (Fumie Fujisawa), [N #5475 1-23 (Chikako Yamauchi), $%J#% %1212 (Tomoyuki Goto),
TIE {HER 2 (Yusuke Miyajima), 31 F17F+4 (Wakako Tsuji)
1 WG RNTRR A e TS R
(Department of Medical Oncology, Shiga General Hospital, Shiga, Japan)
2 BRI AW RS Y —
(Center of Medical Genetics)
3 WEBEBRSIAR AN HORRGERER
(Department of Radiation Oncology)
4 BEEASIIR AR TSR
(Department of Breast Surgery)

Predominantly Genital-Limited Phenotype of Pediatric Haploinsufficiency of A20

[ A5 B 12 (Yuri Sonoda), HAR EH7? (Mayuka Shiraki), [ H 524 (Motoshi Sonoda),
K 7543 (Hidenori Ohnishi), ¥ #EH]! (Kenji Furuno)
1 ARl
(Department of Pediatrics, Japanese Red Cross Fukuoka Hospital, Fukuoka, Japan)
2 FERARTEBE T 2 b R R

(Division of Genomic Medicine, Japanese Red Cross Fukuoka Hospital)
3 MRS R e VR

(Department of Pediatrics, Gifu University Graduate School of Medicine)
4 JUNRAEBE AT R Tk B o7 5

(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University)

143



Poster Session 1-09 Rare Diseases 1

H K:11H19H (K)  16:00~17:00

& YRRy =2 (IEEER vy —BTR [BREL-AL2)

Date : Thursday, November 19 16:00~17:00

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Severe Fetal Phenotype Associated with a de novo ATP6V0OA1 p.R804H Variant Suggests a Dominant-
Negative Mechanism
S H #ER L2 (Tetsuro Shimada), 2411 224123 (Kosuke Taniguchi), A7 5224 (Ryohei Oeda),
T A HL2 (Yuri Kondo), KB 5t (Takafumi Okusa), HEYT @ %]! (Kenji Horie),
/NI 241 (Manabu Ogoyama) , 1[4y %4 1-? (Tomoko Kawai), "k — %3 (Kazuhiko Nakabayashi)
EifG 7281 (Hironori Takahashi), Z fg—H23 (Kenichiro Hata)
1 ATREERERSY: FERHR AR
(Department of Obstetrics and Gynecology, Jichi Medical University, Tochigi, Japan)
2 BERRAYERAARE R RUIERE S E R
(Department of Medical Genetics and Genomics, Gunma University Graduate School of Medicine, Gunma, Japan)

3 ESZEREEEE R v 7 —WHRT PR AR S
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development, Tokyo, Japan)

4 BERARERADE PR RUTERE EERHm AR
(Department of Obstetrics and Gynecology, Gunma University Graduate School of Medicine, Gunma, Japan)

Clinical Course and Psychosocial Impact of Genetic Diagnosis in an Adult Patient with RAPADILINO
Syndrome
FaF: INZE 12 (Kanako Ishii), #AIR /EF1T-! (Sawako Matsuzaki), 45)I] #7511 (Akiko Ishikawa),
it [EE%3 (Masataka Ishimura), fFER 5F4 (Mamoru Ito), ARAS Z82%5 (Yasutaka Kimoto),
HHEY ZRHK.6 (Yasunari Asano), F&ik EL757 (Maki Umakoshi), it 278 (Gaku Tsuji), FHVE #8 = 7! (Yumiko Taura),
THH: BERK® (Yasunari Sakai), F§35 95%]° (Eishi Baba)
1 JUHRAAIE e T AGE 5 R
(Department of Clinical Genetics and Medicine, Kyushu University Hospital, Fukuoka, Japan)
2 JulRAAE R R
(Department of Pediatrics, Kyushu University Hospital, Fukuoka, Japan)
3 JUINREE REEbe ERAEIIIERE IR FE R R 207
(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)
4 JUNRAEREE MR + WIS - Ol AR
(Department of Hematology, Oncology and Cardiovascular Medicine, Kyushu University Hospital, Fukuoka, Japan)
5 JUNREEEE %% - BRI - IEYGE N
(Department of Clinical Immunology, Rheumatology, and Infectious Disease, Kyushu University Hospital, Fukuoka, Japan)
6 JUMIRAAEEE DR
(Department of Psychosomatic Medicine, Kyushu University Hospital, Fukuoka, Japan)
7T JUINEREE RAERE EAERITSERE o B IR P Bl 1
(Department of Medicine and Bioregulatory Science, Graduate School of Medical Sciences, Kyushu University, Fukuoka,
Japan)
8 JUMREAIE M5 4 4 * > VWi v ¥ —
(Research and Clinical Center for Yusho and Dioxin, Kyushu University Hospital, Fukuoka, Japan)
9 JUNRZE KRBT BRAENTZERE fhaxBRIGIPE AR e L s~ sy Wy
(Department of Comprehensive Oncology, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)

A novel homozygous missense NPR2 variant identified in a patient with acromesomelic dysplasia,
Maroteaux type
i 7 -—HE 13 (Kenichiro Nakamura), #AH] B fiff2 (Takao Matsuda), $/E B! (Katsumasa Goto)

TEG $H1% '3 (Takuya Hanaoka), AR Bi&3 (Noriyuki Kimura)
U SRS AT B N E R RS PO B S e it R
(Department of Neurology, NHO Nishibeppu National Hospital)
2 RSEATEOE NE DR B PR R A - B R R
(Department of Reproductive medicine and Genetics, NHO Nishibeppu National Hospital)
3 R REFBE AN R R
(Department of Neurology, Faculty of Medicine, Oita university)
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A Second Case of CLDN19 p.(Gly20Asp) Homozygosity with Sensorineural Hearing Loss
I %351 (Manami Morii), Isabel Castillo?, #£4 &K %174 (Rino Sasaki), fll3& —3%' (Kazuyoshi Hosomichi)
Vanessa Romero#
1 EUCRRERYER B A an B Rt 7/ A MERIAITEE
(Laboratory of Computational Genomics, Tokyo University of Pharmacy and Life Sciences, Tokyo, Japan)
2 kL ARReRbE EeRt
(Department of Immunology, Complejo Hospitalario de Caceres, Caceres, Spain)
3 U7 IvyRa T X PR WA
(Instituto de Microbiologia, Colegio de Ciencias Biologicas y Ambientales, Universidad San Francisco de Quito, Quito,
Ecuador)

4 Fr7Iv AR T - F R ER
(Escuela de Medicina, Colegio de Ciencias de la Salud, Universidad San Francisco de Quito, Quito, Ecuador)

Analyzing Complex Genomic Regions Using a Nanopore-based Long-Amplicon Sequencing Strategy
for the Human ABCC6 Gene

HR Weth (Keisuke Miyako), 447G 522 (Takayuki Ishige), =558 S (Masaki Takazawa)
S 2% (Sakae Ttoga), /N5t I (Osamu Ohara)

M2 SDNAWMERT 7/ L HEHEERS
(Department of Applied Genomics, Kazusa DNA Research Institute)

A Case of PLPBP Homozygous Variant Presenting with Fever-Triggered Super-Refractory Epilepsy
A ! (Hiroshi Matsumoto) , <P Z23€! (Hiromi Teranishi), K3 HL3E! (Satomi Ohtaki), - fifi! (Jun Hirai)
YA 228 D ! (Kaori Sassa), [ ARKDFZ2 (Konomi Shimoda), A} [E A3 (Naoto Nishimura),
7K1 T3 (Takeshi Mizuguchi), FAZS TELE34S (Naomichi Matsumoto), [L[N F/ff! (Hideo Yamanouchi)
1 REERERSE NRE
(Department of Pediatrics, Saitama Medical University, Saitama, Japan)
2 DEEERROERET Y 5 —
(Department of Pediatrics, National Rehabilitation Center for Children with Disabilities, Tokyo, Japan)
3 BESETLRSE R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
4 RREWILRE FPET ) LR
(Department of Rare Disease Genomics, Yokohama City University Hospital)
5 MESETLRY: BS TR
(Department of Clinical Genetics, Yokohama City University Hospital)
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Novel atypical CAH-X allele and new molecular pathogenesis revealed by integrated analysis of TNXB
chimeric structures
L1 %4 3& 123 (Tomomi Yamaguchi), fEiis &4 (Kei Takasawa), %232 BEF 745 (Eriko Adachi),
PEIE VET-* (Yoko Saito), &1 T4 (Yuri Takiguchi), #AJ: 7.2 ¢ (Katsuyuki Matsui),
FHRE B (Akari Utsunomiya), Ay 945 (Shizuka Kirino), [[[#} #f#4 (Haruki Yamano),
iy AFE4 (Hisae Nakatani), 4311 1773 (Yukihiro Hasegawa), ¥& k5 529 (Takashi Hamajima),
JIFH: 14510 (Masanobu Kawai), 431 ZR4E!! (Tomonobu Hasegawa), & H 7% 1! (Satoshi Narumi),
JE B fg@t—4+5 (Kenichi Kashimada), 1 FE 1 1231213 (Tomoki Kosho)
1 SMRAEE AT b s T BERE 2 v & —
(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
2 (EMK: PR R
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
3 BMARFE RS 7V = h - o — 0 T A
(Division of Clinical Sequencing, Shinshu University School of Medicine, Matsumoto, Japan)
4 HRRRERY: S FERREY
(Department of Pediatrics and Developmental Biology, Institute of Science Tokyo, Tokyo, Japan)
5 REBERIIT L v 8 — Nt
(Division of Endocrinology and Metabolism, National Center for Child Health and Development, Tokyo, Japan)
6 WEEBSIERAIREE ANR I AREE R R
(Division of Pediatric Endocrinology, Metabolism & Diabetes, Shiga General Hospital, Moriyama, Japan)
7R EHLGERE R € v & — 2l R ANERE - BSA T LR
(Department of Pediatrics, Cancer genome, Hiroshima City North Medical Center, Asa Citizens Hospital, Hiroshima, Japan)
8  WEUEBSZ/NIAR AR v & — AR - AR
(Department of Pediatrics, Division of Endocrinology and Metabolism, Tokyo Metropolitan Children's Medical Center, Tokyo,
Japan)
9 HBHARRERERRA X v & — N ARET
(Department of Endocrinology and Metabolism, Aichi Children's Health and Medical Center, Obu, Japan)
10 KERFFER € v & — H{La - Wikt
(Department of Molecular Genetics and Endocrinology, Research Institute, Osaka Women's and Children's Hospital Research
Institute, Izumi, Japan)
11 BEMEFRRRAE R AN A
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
12 FMRAE SR R e v & —
(Research Center for Supports to Advanced Science, Shinshu University, Matsumoto, Japan)
13 EIRAAERI BT /S A A8 750
(BioBank Shinshu, Shinshu University Hospital, Matsumoto, Japan)

A case with KDM6B-related neurodevelopmental disorder harboring a novel pathogenic variant

[ FH fEEACEH ! (Kentaro Okada), ¥ /41 (Tomoki Nonaka), %3 K42 (Mai Adachi),

TR {8 /A3 (Takehisa Fujiwaki), f&37 itk (Kaori Adachi), HijfH #5A5 (Yoshihiro Maegaki)

WA 1526 (Masamune Sakamoto), FAZS [E3H 6789 (Naomichi Matsumoto), SEHY 722 4 (Hiroyuki Awano)
1 BEOREE AT bt s 2wt

(Department of Clinical Genetics, Tottori University Hospital, Yonago, Japan)
2 BHUORAEBE AT s T A e
(Division of Nursing, Tottori University Hospital)
3 BALAREbE N R
(Division of Pediatrics, Matsue Red Cross Hospital)
4 SIURAAWTFEHEERRS Dr7eiiiimg e v & —
(Research Initiative Center, Organization for Research Initiative and Promotion, Tottori University)
5 JSHURABE AT I ms e harhis DRt
(Division of Child Neurology, Department of Brain and Neurosciences, Faculty of Medicine, Tottori University)
6 RRETLRARY B AR R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine)
7 REEIRA R B S RS
(Department of Clinical Genetics, Yokohama City University Hospital)
8 T RAAMYE R E 2 SRR
(Department of Rare Disease Genomics, Yokohama City University Hospital)
9 [ENIKERN - AEERSL R Y S — AT A AN ) Ay Y —
(Medical Genome Center, National Center of Neurology and Psychiatry)
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A Case of FARSA-Related Congenital Alveolar Proteinosis: Molecular Diagnosis Without
Reproductive Eligibility
=1 T4 (Chiharu Miyayama), 5] 237123 (Shino Shimada), 34 J£7-2 (Motoko Watanabe)
FiFH: 12382 (Masami Arai), B 5t 12 (Keiko Gotou)
1 MEIRAER A BRAAHR /N SR e

(Department of Pediatrics, Juntendo University Faculty of Medicine, Tokyo, Japan)
2 ERERS PRAAT B ER AR SR

(Department of Clinical Genetics, Juntendo University, Tokyo, Japan)

3 IR G BT N ERER e v Y — AT AT ) sk v S —
(Medical Genomic Center, National Center for Global Health and Medicine, Japan Institute for Health Security, Tokyo, Japan)

Correction of Glycan Abnormalities in a Case of CDG lic Caused by a Novel Pathogenic SCL35C1
Variant via Fucose Intake

9 [E! (Tadashi Kaname), FJ5 -2 (Tomoko Uehara), KM # A3 (Hayato Ohta),
W1l ##—# (Jun-ichi Furukawa), Ml A3EF1 (Kumiko Yanagi), |11 F54f3 (Yoshiki Yamaguchi),
P 5 #£1-3 (Shoko Nishihara)
1 ESIREEEIIGE R v 5 — 7 DRI
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
2 kAT SR N R
(Naha City Hospital, Department of Pediatrics, Naha, Japan)
3 AR PSR G s R 7 L RS RFSET
(Glycan and Life Systems Integration Center (GaLSIC), Soka University, Tokyo, Japan)

4 AR WS G o TS
(Institute for Glyco-Core Research (iGCORE), Nagoya University, Nagoya, Japan)

5 BLPRBIEERLRAE 1R RIERE AT

(Institute of Molecular Biomembrane and Glycobiology, Tohoku Medical and Pharmaceutical University, Sendai, Japan)

Poster Session 1-10 Cytogenetics 1

H k11190 (K)  16:00~17:00

& B RRY—2Y (EaEEE v ¥ B JBREL-AL2)

Date : Thursday, November 19 16:00~17:00

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Same-day chromosomal copy number variation screening using nanopore sequencing with optimized
low-coverage strategy
EHA $E! (Tasuku Mariya) R A1 M2 (A Ishikawa), FEFH R ACER? (Kentaro Suda),
H N 53 (Masashi Idogawa), 757 55! (Tsuyoshi Saito)
1 ALBREERERS: BRAAEE e dar AR
(Department of Obstetrics and Gynecology, Sapporo Medical University of Medicine, Hokkaido, Japan)
2 FLBRERRERAABEAEL T 2 L U AR 7/ &2t i
(Division of Clinical Genomics, Department of Genomic and Preventive Medicine, Sapporo Medical University School of
Medicine, Hokkaido, Japan)
3 ALIREERERZEEESATS T ) A PRI /) DERIE B
(Division of Medical Genome Sciences, Department of Genomic and Preventive Medicine, Sapporo Medical University School
of Medicine, Hokkaido, Japan)

Pallister Killian Syndrome Suspected by Exome-Based CNV Analysis in a Prenatally thought to be

Skeletal Dysplasia Case

G %51 (Akira Naomi), /NEE Taii! (Katsusuke Ozawa), 431 4252 (Fuyuki Hasegawa),

#f TTER2 (Tetsumin So), H2J5 —fl5! (Kazuhiro Kajiwara), ZEA {1 (Jin Muromoto)

MR BLEE! (Rika Sugibayashi), $57: 2! (Riku Suzui), K7 K2 (Taishin Kido),

o i 3RS (Natsumi Nakashima), #Rfig KR! (Ryuuta Moriwaki), /MK ®Wp7> D) 1 (Yukari Kobayashi)

LIy Fifc! (Kazuki Yamano), FIHH 35]! (Seiji Wada)

1 ENIREEEIE R v ¥ — FENESHEr v ¥ —
(Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and Development, Tokyo,
Japan)

2 ESZEE BRI v 8 — IR v 5 —
(Center for Genetic Medicine, National Center for Child Health and Development, Tokyo, Japan)
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Three cases of cryptic unbalanced translocations identified following chromosomal microarray analysis.
/N ZNEAr 12 (Sayuri Oda), SE L @K 12 (Kenta Hasumi) , #555 352212 (Miyu Fukushima)
JE G BT 12 (Hiroyuki Kuramitsu), JE%F ]2 (Tsuyoshi Numano), IEH: 23 (Kei Masai),
S %553 (Nami Bessyo), A% SE/1- (Miwako Kizumi), 7K FEE? (Koki Nagai),
KNG B3 (Hirofumi Ohashi), =il 3Z 4 (Sachie Miura), K K (Daiju Oba)
1 BiRRESNRPES 2 v 8 — JERH =

(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
2 EERESTNRBER R v 5 — BT

(Department of Clinical Laboratory, Saitama Children's Medical Center, Saitama, Japan)
3 wERESNEER e v & — B—{ER

(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
4 BRASHELSIA 7« = v R BT ffafk 7 L—7

(LSI Medience Corporation, Molecular Genetic Testing Office, Chromosome Analysis Group)

Dicentric X Chromosome in a Male: Implications for Phenotype and Genetic Counseling

i kAT (Natsuki Nakamura), B84 X 5272 (Sayaka Enomoto), ] H#I! (Hiyori Ueda),
Kb HE ALY (Shiomi Otsuji), FJ& 7! (Tomoko Uehara), #4413 (Shin Hayashi), i[#f #FE4 (Rie Kawamura),
&G Wafdls (Hiroki Kurahashi), FRZE JEA7! (Mie Inaba)
1 BB EREEE R A2 v 7 —hyuile N AR - SRR
(Department of Pediatrics, Central Hospital, Aichi Developmental Disability Center, Aichi, Japan)
2 b3 yEewbe R
(Department of Pediatrics, Toyota Memorial Hospital, Aichi, Japan)
3 BMREESRER AL v & — b Ikt FOERE DT ES TBERErEEE
(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center, Aichi, Japan)
4 RRHBERDEESS by /2 L PR
(Department of Genomic Medicine, Fujita Health University School of Medicine, Aichi, Japan)
5 BETHRERER RN MRS v & —
(Clinical Genetics Center, Kansai Medical Uiversity Hospital, Osaka, Japan)

Prevalence of chromosomal heteromorphisms in Japanese children: A retrospective single-center
analysis.
I 2812 (Miyu Fukushima), i L K12 (Kenta Hasumi), /NH ZNE A 12 (Sayuri Oda),
JEG E£712 (Hiroyuki Kuramitsu), JH%F ]2 (Tsuyoshi Numano), [EF: 23 (Kei Masai),
WIAT 2233 (Nami Bessho), e FEFIT-3 (Miwako Kizumi), 7K HEEL3 (Koki Nagai),
K& 1#3C3 (Hirofumi Ohashi), K35 Ak} (Daiju Oba)
1 BERENEER R v ¥ — BB E

(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
2 BRSNS v 8 — BT RATS

(Department of Clinical Laboratory, Saitama Children's Medical Center, Saitama, Japan)
3 RERISNEER v 5 — BER

(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)

Poster Session 1-11  Bioinformatics/Statistical Genetics

H B:11H19H (K)  16:00~17:00

= 5 RARY -8 (IEEER v Y — R BRE-A+2)

Date : Thursday, November 19  16:00~17:00

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Ensemble Machine Learning Identifies Radiosensitivity Associated Missense Variants in Cervical
Cancer

F AL (Rei Gou), faH] &2 (Tomohiko Fukuda), %4+ J:2 (Hikaru Tagaya), 7% {&2 (Osamu Yoshino)
NI RET 7

(Department of Obstetrics and Gynecology, Japanese Red Cross Yamanashi Hospital, Fujikawaguchiko, Japan)
2 IIBLRAA PR AT I s e P A ARt

(Department of Obstetrics and Gynecology, University of Yamanashi Hospital)
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P1-11-03

P1-11-04

P1-11-07

Computational Comparison of Differential Splicing tools for Targeted RNA Long-Amplicon Sequencing
(rLAS)

TR KASH2 (Hiroki Ura), FiH:H] %12 (Yo Niida)

1 BIRERERSY: O BEEERT SemBR et 7/ L5 o ¥
(Division of Genomic Medicine, Department of Advanced Medicine, Medical Research Institute, Kanazawa Medical
University)

2 IRERERANERE 7 LR e Y 5 —

(Center for Clinical Genomics, Kanazawa Medical University Hospital)

Al-based evaluation of phenotypic mutations in recessive metabolic disorders
T FIER 3 (Kazuro Shimokawa), BIK F1-12 (Yoko Kuroki), FHtf 3 (Hiroshi Tanaka),
PR #i 4 (Yuko Oho)
1 ESIRE R v & — LR E
(Division of Collaborative Research, National Center for Child Health and Development)

2 ESIREBEENE Y — 7 AERIRRRERE T AR

(Division of Pediatric Disease Genetics, Department of Genome Medicine, National Center for Child Health and Development)

3 BRASHDAERA
(DAERA c0.LTD)

4 FEERLFRY: BREAE E AR AR

(Department of Nutrition and Dietetics Faculty of Food Sciences and Nutrition Jissen Women's University)
Identification of Structural Variations Associated with Isoform-Specific Expression in the Human
Transcriptome
2 KA (Tajung Lee), AR AR (Yunalso), HhAS ¥ (Ko Ikemoto), A BHPE (Akihiro Fujimoto)
FURURA: RAAWITER) [E R o e NBDRIR A3
(Department of Human Genetics, School of International Health, Graduate School of Medicine, The University of Tokyo)

Structural Biases in GWAS Risk Allele Detection
Y8 P& (Takashi Kido)
R e LB HE v Y —
(Teikyo University Center for General Education)
Towards testing for associations between genome-wide active LINE-1 transposon burden and human
phenotypes
S5H 3£% ' (Mio Shibata), 27K #K? (Ryota Sugimoto), Vamshikrishna R. Pothireddy?,
Adam B. Burkholder?, Farida S. Akhtari’, Alison A. Motsinger-Reif®, Michael B. Fessler?,
Nicholas F. Parrish!
1 72— 7 R B AR
(Department of Surgery, Duke University, Durham, NC, USA)
2 BILESLRSE LA A LR ST E Y iR oL i
(Department of Biotechnology, Bioinformatics Laboratory, Toyama Prefectural University, Toyama, Japan)

3 Clinical Research Branch, National Institute of Environmental Health Science, Durham, NC, USA
(Clinical Research Branch, National Institute of Environmental Health Science, Durham, NC, USA)

4 Environmental Science Cyberinfrastructure, National Institute of Environmental Health Sciences, Durham, NC, USA
(Environmental Science Cyberinfrastructure, National Institute of Environmental Health Sciences, Durham, NC, USA)

5 Biostatistics & Computational Biology Branch, National Institute of Environmental Health Sciences, Durham, NC, USA
(Biostatistics & Computational Biology Branch, National Institute of Environmental Health Sciences, Durham, NC, USA)

EREERD T
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Poster Session 1-12  Genetic Counseling 1

H K:11H19H (K)  16:00~17:00
B RAY =2 (laEEXx v ¥ — B BRE-A+2)
. Thursday, November 19 16:00~17:00
Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

HBOC Management in Collaboration with Certified Genetic Counselors.
BRI B - 12 (Noriko Abe), 1)1 FEJE2 (Reimi Sogawa), rm&r {6752 (Yumi Takakura),
BI85 5462 (Miki Yonamine) s N B! (Mayurni Ikeuchi) s B 45451 (Reina Yajima) s
16 A 25123 (Uiko Hanaoka), FEJT #f/ 24 (Kensuke Kumamoto)
1 FNIRAEARI R e FLIR A s R
(Breast and Endocrine Surgery, Kagawa University Hospital, Takamatu, Japan)
2 BN AEI RS RS /) L 25R
(Clinical Genetics and Genomic Medicine, Kagawa University Hospital, Takamatu, Japan)
3 FNREABEAATR B Rl a e R R A AR
(Perinatology and Gynecology, Kagawa University Faculty of Medicine, Takamatu, Japan)
4 FNREBEER 7 7 LERERIZES
(Genome Medical Science and Medical Genetics, Takamatu, Japan)
Genetic counseling dilemmas in 46, XY DSD with diagnostic uncertainty: three cases initially suspected
as AIS
1L #23€ (Emi Yokoyama), 7P 1" (Masahito Tachibana), 7775 3&f (Miki Takezawa),
EiliG A8t (Yuki Takahashi) , e HAS (Takeki Sato), 1EifE & &Y (Yuri Takahashi) R 4G T (Tsukasa Takahashi),
538 3 (Zen Watanabe), 75 BF] (Masatoshi Saito)
el e TN
(Department of Obstetrics and Gynecology, Tohoku University, Miyagi, Japan)
Importance of Hereditary Cancer Assessment in Oncofertility Care: A Case of Sperm Cryopreservation
in Lynch Syndrome
BV (Yutaka Iwaki) , ¥ 11 A& (Taishi Hamaguchi) , /MilEE 957 (Mika Oyaizu), &g 20 (Toshiaki Endo),
s 5 (Hirofumi Henmi)
S EE AR v 7 — WABE - BN IR
(Clinical Genetics Center, Department of Gynecology and Reproductive Endocrinology, Tonan Hospital)
Genetic Counseling for a Family with Hypermobile Ehlers-Danlos Syndrome and Mast Cell Activation
Syndrome
A0 EfL! (Maki Taniguchi), 7% H %2 (Naoya Morisada)

1 EHENZZ ESWEbE 7 LR VY —
(Genome Medical Center, Hyogo Prefectural Kobe Children's Hospital, Kobe, Japan)

2 SRR &bk EARES R
(Department of Clinical Genetics, Hyogo Prefectural Kobe Children's Hospital, Kobe, Japan)
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Genetic Counseling and Confirmatory Testing Uptake Following Comprehensive Genomic Profiling: A
Process Evaluation

I H B1{2! (Takanobu Shimada), FKAL % 1-2 (Noriko Akimaru), HA ! (Takehiko Tsumura),

I (Shogo Yamamura), VN r[j:,% (Soma Sugimoto), TR K2 (Shigeru Tsuyuki) ,

HIF Zf6t3 (Hiroki Tado), #%31: 223 (Takanori Sakurai), 4] F1#4 (Kazunori Imada),

B {5 (Takeshi Nakajima), /N B 6 (Shinji Kosugi), &H Hesd7 (Masashi Kanai),

i) {89 (Masahiro Yoshioka), #gILI &K 10 (Keita Fukuyama), ZJE 27° (Manabu Muto)

1 RBRARw ke g AR
(Department of Medical Oncology, Japanese Red Cross Osaka Hospital)

2 RBRA- skt FLIRSHRE
(Department of Breast Surgery, Japanese Red Cross Osaka Hospital)

3 RBEARAEbE R EEEWTRE
(Department of Diagnostic Pathology, Japanese Red Cross Osaka Hospital)
4 RIRFRT-96EE Akt v & —
(Cancer Treatment Center, Japanese Red Cross Osaka Hospital)
5 KEREEDIA 2 v & — BAGST- 2R B IR EE 2R
(Department of Genetic Oncology, Division of Hereditary Tumors)
6 HUHRERABEE AR R REYR 7 LR
(Department of Genomic Medicine, Kyoto University School of Public Health)
7 BEVHEERER AN B R R R
(Department of Clinical Oncology, Kansai Medical University Hospital)
8 PF ISP BN v 7 — JEEFNRE
(Department of Clinical Oncology, Kobe City Nishi Kobe Medical Center)

9 FESRERABLE AL IR a e
(Department of Therapeutic Oncology, Kyoto Umver51ty Graduate School of Medicine)

10 SRR IR TR 1= M i Ao

(Division of Medical Information Technology and Administration Planning, Kyoto University Hospital)

Beyond the known familial variant: A dilemma in HBOC cascade testing in a BRCA1/2 double-
heterozygous case

¥r /v ZEH 1 (Mizuki Takenonaka), $1t ZZH0H! (Hiroaki Niitsu), H7J5 $fi! (Hikaru Nakahara)

Frf3Es HH-12 (Akiko Abe), £ SEP1-12 (Misako Ishihara), &} 22K (Takao Hinoi)

1 RERAREE @672 hR

(Department of Clinical and Molecular Genetics, Hiroshima University Hospital, Hiroshima University, Hiroshima, Japan)
2 JRERAEBE BT

(Department of Nursing, Hiroshima University Hospital, Hiroshima University, Hiroshima, Japan)

Assessment of the uptake of genetic testing for hereditary hemorrhagic telangiectasia (HHT) in Mie
Prefecture
IR ¥ 2 (Takumi Fujiwara), B8J1] Ei7K! (Yoshinaga Okugawa), dGillEs #{! (Takahito Kitajima),
AR BT (Ryo Hanaki), I&aE A KHEE (Ryotaro Hashizume) 4SFF #1 (Hiroshi Imai)
YR AR (Ikuyo Mochiki), H748 1! (Kaname Nakatani), /[NFK #52 (Tetsu Kobayashi)
1 ZERPEPEAEHTI G 7/ L RS
(Department of Genomic Medicine, Mie University Hospital, Mie, Japan)
2 ZERAE MR AR N RLAAGEEE
(Department of Pulmonary and Critical Care Medicine, Mie University Faculty and Graduate School of Medicine, Mie, Japan)

Living with von Hippel-Lindau syndrome (VHL): A qualitative study of family members with VHL

E5IE 1123 (Masako Torishima), #&)1] 2445 (Manami Matsukawa), 1] B 73 (Sayoko Haruyama),
& f@36 (Takeshi Nakajima), fEif& #8137 (Ayako Takahashi)
1 FUEERAE RAPBEBRAWIERE 7/ LB

(Department of Genomic Medicine, Graduate School of Medicine, Kyoto University)

2 FHRARARARIERE VHLE X > & —
(VHL Center, Kyoto University Hospital)

3 REERAABE AT R T S iAo

(Clinical Genetics Unit, Kyoto Umversny Hospital)
4 HUHTRAARFGE RAARTTER BRIRefm B

(Department of Medical Ethics, Graduate School of Medicine, Kyoto University)
5 ESLPAINTE R v 5 — IR B R TSR

(Department of Genetic Medicine and Services, National Cancer Center Hospital)
6 KIREFEAIA & v & — LT B IR EE SRR
(Department of Genetic Oncology, Osaka International Cancer Institute)
7 RUBRAE REEBERAEIIERE IR
(Department of Ophthalmology and Visual Sciences, Graduate School of Medicine, Kyoto University)
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Genetic counseling for a patient with somatic BRAF V600E-mutated colorectal cancer harboring a
pathogenic MLH1 variant
I 165 12 (Yuka Wada), K #8! (Takagi Aya), bk 1A 12 (Takabayashi Naoki),
MR 4323812 (Kurebayashi Fumi), 3N Z&7113 (Yasue Horiuchi), %5 381! (Michiko Tsuneizumi)
JEUIRF 111 (Masashi Harazaki), /M2 BHIE 11 (Rieko Kosugi), % H] By i1 (Masayo Ukita)
£R VR (Yuji Kanazawa), % 722! (Hiroyuki Ariyasu), FIF: {13 (Takeshi Usui)
1 E EAZ R Wb AR HR

(Department of Medical Genetics, Shizuoka General Hospital)
2 ERRARST C & B SRS AR

(Department of Medical Genetics, Shizuoka Childrens Hospital)
3 Rt R AR B R

(Graduate School of Public Health, Shizuoka Graduate University of Public Health)

A Case of Fetal Multiple Congenital Anomalies Evaluated by Genomic Autopsy

IIIF 5! (Aya Yamazaki), % JFREE -2 (Mariko Ueno), 14k B2 (Akira Nakabayashi),
114 2283 (Toshiyuki Yamamoto)
1 R FERERAI S R v 8 —
(Tokyo Women's Medical University Adachi Medical Center)
2 WEICTERERS: B AR
(Department of Obstetrics and Gynecology, Tokyo Women's Medical University)
3 BURRFBERERSA R A BRAOHE Rt Seli/l ar SR R B R AT 7 ) LRt

(Institute of Medical Genetics, Tokyo Women's Medical University)

Poster Session 1-13  ELSI/Psychosocial Aspects

H k11190 (K)  16:00~17:00

& B RRY =2 (IIEEEL Y ¥ —BTrf EBRE1-A+2)

Date : Thursday, November 19  16:00~17:00

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Perceived concordance masks actual discordance among couples undergoing NIPT: a dyadic
questionnaire study in Japan

M # (Hiroshi Yomogita), difif B 50 (Takashi Nakasuji), ik @A (Takeru Ichimura),

Wik =55 (Mikio Ichimura)

BrrBnN—27 V=
(Kamagaya birth clinic)

Social Acceptance of Genetic Information-Related Health Conditions in Japan, Korea, and Taiwan: A
Comparative Survey
# B #5112 (Hyunsoo Hong), $8 EL#F3 (Yicheng Chung), FH R SE8#4 (Miho Tanaka),
KAAF: 5£56 (Suguru Okubo)
1 1RR2EBERY: tha A B OTAE AT
(Institute of Sociology and Social Work, Meiji Gakuin University, Tokyo, Japan)
2 ENIEE BRI v 8 — BRI
(Department of Medical Legal Research, National Ceter for Child Health and Development, Tokyo, Japan)
3 BEARRAERAARE ARl ETs A8 i Bl a e
(Department of Bioethics, Faculty of Life Sciences, Kumamoto University, Kumamoto, Japan)
CINVA i3 NS S (R e 1 vl v S e S
(Institute of Ars Vivendi, Kinugasa Research Organization, Ritsumeikan University, Kyoto, Japan)
5 A& HBMSH R
(BMS Yokohama Inc.)
6 BURRIERY: RABEp A0 emt AR - RIBIEER
(Department of Child and Family Nursing, Graduate School of Health Care Sciences, Institute of Science Tokyo, Japan)
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Exploring Researcher Competencies Required for Patient and Public Involvement in Genomic Medicine
and Research
VRWY #1481 (Chika Fukano), B 7Z7-2 (Hiroko Terui-Kohbata), 7T AH{R3 (Tomoyo Takeuchi),
£t JB, 4 (Fuji Nagami), F7H (1 % £E5 (Haruka Nakada), B 7k (Kaori Muto),
w5 M HE=Z2 (Masayuki Yoshida)
1 HERRPERE VY —F AL 7T - w22 AV M Eafaiie v ¥ —
(Life Science and Bioethics Center, Research Infrastructure Management Center, Institute of Science Tokyo, Tokyo, Japan)
2 HERHEERSEREDE AR AR SeiEta IR E R 2 B
(Department of Life Sciences and Bioethics, Graduate School of Medical and Dental Sciences, Institute of Science Tokyo,
Tokyo, Japan)
3 FMREREREE o I Ml ANV ey s —
(Tsukuba Human Tissue Biobank Center, University of Tsukuba Hospital, Tsukuba, Japan)

4 HALKRE HAL X T4 AV - R F NV o 1R
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)
5 A SIRRER AR A~V A A ) R— 3 VIfgERE
(Graduate School of Health Innovation, Kanagawa University of Human Health Services, Kawasaki, Japan)
6  HHRURSEERIEVIZERT & R 7 AR v & — A RBORIFE 0
(Department of Public Policy, Human Genome Center, The Institute of Medical Science, The University of Tokyo, Tokyo, Japan)

Exploratory Interviews on Returning Polygenic Scores in Japan: Practical and ELSI Challenges
114 23R! (Natsuko Yamamoto), KA& #fif~! (Noriko Ohashi), JI[IE S22 (Minae Kawashima)

1 KRR D3t v ¥ —
(D3 Center, The University of Osaka)

2 FATHA LV AFET —FIR—Ak v ¥ —
(Database Center for Life Sciences)

Parental decision-making process regarding treatment options for a fetus diagnosed with
myelomeningocele
S TJZ% 18 (Kana Nagase), B 3! (Makoto Fujii), "4 [l .15 (Goji Nakamoto),
K% B5 1 (Mayumi Nagayasu), i B H &' (Asuka Ikeda), f21- $HHLZS! (Yurina Hoshiko),
WA FlI#k 136 (Kazuya Mimura), [ 2% 7-13 (Aiko Okada), 454z B41-1237 (Shoko Sugao),
FI i SER B4 (Michie Shiraga), J& /i 3.2 1 (Masayuki Endo)
1 RIRRERARE R RIIER
(The University of Osaka, Graduate School of Medicine)

2 RIRKRERF T NEREAITZERE
(The University of Osaka, Graduate School of Human Sciences)
3 RBORAEBEAEI R LT i s Wiadie v & —
(The University of Osaka Hospital, Center for Fetal Diagnosis and Treatment)

4 RBRAESEIERE BEHUfEr K-ty —
(The University of Osaka Hospital, Patient Support Center)
5 RBBEEELCT RS FEATE ) XTIV T — V4R
(Osaka Shoin Women's University, Faculty of Liberal Arts, Department of Liberal Arts)

6 JIREERIRS: Pk AR AEE

(Kawasaki Medical School, Department of Obstetrics and Gynecology)
7 Ay 7 A7 A — PR RBULEYR

(The Department of Experimental Psychology, The University of Oxford)
8 [ENIIEBREAITE v & — 7 L ERSIR

(National Cerebral and Cardiovascular Center Hospital)

Implementation of polygenic scores in a Japanese DTC genetic testing: user understanding and
behavioral implications
P¥JI] #% (Shun Nogawa), T-% 7 &AW = (Miyuki Chijiiwa), JIIfA 2% % (Kaoru Kawafune)

W&ty —rv 72 b
(Genequest Inc., Tokyo, Japan)

Ethical Considerations for Sex and Gender in Human Genetics: A Cross Journal Survey of Editorial
Policies
5 H 512 (Akiko Yoshida), K FlIjifE2 (Kazuo Hayashi), F: I f&Hifi2 (Yusuke Inoue)

1 AFT LB v & — ey R B I R
(Department of Medical Oncology, Kobe City Medical Center General Hospital)

2 FURRAERZBEE ARt R PR R PRI oy B
(Department of Healthcare Ethics, Kyoto University Graduate School of Medicine / School of Public Health)
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Poster Session 2-01  Reproductive Genetics 2

H K :11H20H (%) 15:30~16:30

& YRRy =2 (IEEER vy —BTR [BREL-AL2)

Date  : Friday, November 20 15:30~16:30

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Three Cases of Rare X-Chromosome-Linked Chromosomal Abnormalities Presenting with
Azoospermia

3 R, ESC (Hirofumi Henmi), ¥ K% (Taishi Hamaguchi), /Ml EEE (Mika Oyaizu)

R (Yutaka Iwaki) ) s 2B (Toshiaki Endo)

EZR B BIFTHAE A2 LR SR - AR R

(Department of Gynecology and Reproductive Endocrinology, Tonan Hospital)

A case of PGT-SR with a balanced reciprocal translocation carrier diagnosed following male infertility
211 BifE (Mizuho Sugiyama), /7 JB5HI! (Seung Chik Jwa), FAZ #5323 (Ayumi Matsumoto)

L W4 (Satoshi Ando), #iMfk Ei1-2 (Hiroko Wakabayashi), MR ££ -5 (Yoshiko Yanagisawa),

JEE¥¥ X D &1 (Satsuki Hirono), 7)I] EL5 ! (Mayumi Furukawa), S %! (Ryo Izumi),

A £ 1! (Yoko Fujimoto), Z5/I[ 57! (Keiko Kagawa), J& . #ifP! (RisaNarumi), KAE JFRa%! (Mai Ohashi)
Bk 72411 (Hironori Takahashi), HEJE B! (Hiroyuki Fujiwara)

1 ERERERY: PERHm A BHAGE
(Department of Obstetrics and Gynecology, Jichi Medical University, Tochigi, Japan)
2 HIRBERERENEREE B v e ) v 7=
(Department of Genetic Counseling, Jichi Medical University Hospital, Tochigi, Japan)
3 HIRERERS NERRAGHEE
(Department of Pediatrics, Jichi Medical University, Tochigi, Japan)
4 ERRBERERY: WIRA R
(Department of Pediatrics, Jichi Medical University, Tochigi, Japan)
5 HIRERERANERDE e v 5 —
(Department of Oncology center, Jichi Medical University Hospital, Tochigi, Japan)

Ovarian tumor management and fertility counseling in Peutz-Jeghers syndrome: a case requiring
repeated ovarian surgery
WdE b, (Hiroya Itagaki), JI[IFF 221~ (Akiko Kawasaki), J&37 f5%E (Yuka Adachi), ZEJE JFRIZ (Suto Suto),
R B (Fujieda Fujieda), ¥ #EE (Yoshihiko Ino), KR K EL (Yuri Tenjimbayashi),
S H WA (Ayumi Shikama), HJE PP (Sari Nakao), /MK #54 (Yusuke Kobayashi)
KT il (Takeo Minaguchi), £/ 5% (Toyomi Satoh)
B R B BRER R AR
(Department of Obstetrics and Gynecology, Institute of Medicine, University of Tsukuba, Tsukuba, Japan)
Two cases of female infertility with X chromosome deletions:impact of structural abnormalities on
phenotypic variability
HGHE 75 A\' (Hidehito Inagaki), &7 512 (Yusuke Sako), B {2553 (Shunsaku Fujii),
B BEXR4 (Shoji Kokeguchi), ARZE JHik! (Tori Kisu), &A& Wifé 125 (Hiroki Kurahashi)
1 JRITERERS: BRAATE kAR
(Department of Obstetrics and Gynecology, Fujita Health University, Toyoake, Japan)
2 RHEERERY: BEREAIYE R v & — Sy Flins:
(Division of Molecular Genetics, CMS, Fujita Health University, Toyoake, Japan)
3 27.79=v7
(ef.clinic, Aomori, Japan)
4 EY4RAVRAIYZv 7
(Hanabusa Women's Clinic, Kobe, Japan)
5 BEVHERIRAE K EE 2 v & —

(Clinical Genetics Center, Kansai Medical University Hospital, Osaka, Japan)

Oocyte donation: current status and challenges identified through genetic counseling practice
A} 22+~ (Chieko Tamura), H:J5 T (Chikoto lhara), Fif} 35 (Yasushi Nakamura)

FMCHE 7V =y 7
(FMC Tokyo Clinic, Tokyo, Japan)
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A Case of PGT-SR After Identification of a Paternal Balanced Reciprocal Translocation
FRIL B! (Ikumi Moriyama), B A} Jf#2 (Hironori Miyamura) , &3 (FE£3 (Masahiko Manabe)
= H B 53 (Masafumi Miyata) , &% J&5##24 (Hiroki Kurahashi)

1 BREHBERER b

(Fujita Health University Hospital, Center for Genomic Medicine)
2 RHEERERY: ARRE

(Fujita Health University, Department of Obstetrics and Gynecology)
3 REHIEEREASE AR

(Fujita Health University, Department of Pediatrics)
4 BHPERAEPE TR e R RE R v 5 —

(Kansai Medical Univercity Hospital Clinical Genetics Center)

Poster Session 2-02 Prenatal Genetics 2

H W2 11H20H () 15:30~16:30

2 B ARY -2 (IGEEEE Y Y — R ERE]-A+2)

Date : Friday, November 20 15:30~16:30

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Prenatal Diagnostic Challenges in Stickler Syndrome: A Case Report
HEHF V% (Saori Unno), K J5HL ! (Noriko Ooshima), 7K1 JlI4: -2 (Uiko Mizuguchi),
] IFF #52 (Kaoru Okazaki), L/ B H 3 (Haruhi Yamanaka), #&H #&KEE? (Kentaro Fukuda),
G 153 (Hiroshi Yoshihashi), A% 51 (Izumi Honda)
1 LEERGEBRER Y v ¥ — ERAR

(Tokyo Metropolitan Tama Medical Center)
2 HSNERREER e v & — BiA VAR

(Tokyo Metropolitan Children's Medical Center)

3 HOSLANRIR AR R v ¥ — BIEBHER
(Tokyo Metropolitan Children's Medical Center)

A VUS Microdeletion Detected by Prenatal CMA Following First-Trimester Ultrasound Abnormalities: A
Case Report

HH %! (Aya Yoshida), ff/#E 22 (Chika Satou), $EF 1#H]! (Hiroaki Makino), E5H W2 (Saki Shimada),
B1& 15?2 (Hiroki Kurahashi), |11 52543 (Takahiro Yamada), [ 3€2%! (Hidetaka Okada)

1 BAVYEERERY: PERK A A BHERE

(Department of Obstetrics and Gynecology, Kansai Medical University, Hirakata, Japan)
2 BHPEERRERSY: MRS R v & —

(Department of Clinical Genetics, Kansai Medical University, Hirakata, Japan)

3 AGMEERAAR G ARR R T2
(Division of Clinical Genetics, Hokkaido University Hospital, Sapporo, Japan)

Relationship of NIPT Results with Fetal Ultrasound Findings and Postnatal Outcomes
g B 12 (Shinya Katoh), JFiR JREL1-23 (Mariko Serizawa), #&/7 #24 (Tsutomu Ogata)
1 g v ¥ — BEE R v Y —

(Patient support Center, Hamamatsu Medical Center, Hamamatsu Japan)
2 EIRERER Y S — 7 AR S —

(Genome Center, Hamamatsu Medical Center, Hamamatsu, Japan)
3 MR v v — Pl AR

(Department of Obstetrics and gynecology, Hamamatsu Medical Center, Hamamatsu, Japan)
4 JEIEEY vy — R

(Department of Pediatrics, Hamamatsu Medical Center, Hamamatsu, Japan)

Three cases in which patients requested NIPT but high risk for other conditions
HE BHY- (Akiko Toko), (1177 I (Satoru Yamaguchi)

BRI LR B
(YAMAGUCHI WOMEN'S HOSPITAL)
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Experience with NIPT in a Monochorionic Triamniotic Pregnancy
R LR (Mihoko Nagara), 1Ei#E Hf—FB2 (Yuichiro Takahashi), 7=¥H EE#C2 (Shigenori Iwagaki),
BH: —E£2 (Kazuhiko Asai), #aF: H1-2 (Masako Matui), 5[l #&—2 (Ryuiti Shimaoka)
JNEF O & A2 (Hitomi Ono), BN 3#E&k! (Tatuya Sakashita), & _F {#HH! (Hiroaki Murakami),
41 1 (Hideo Kaneko)
1 IR AL & — G TRk
(Department of Medical Genetics, Gifu Prefectural General Medical Center, Gifu, Japan)
2 IERIERAEEY v ¥ — BRITSHER
(Department of Fetal Maternal Medicine, Gifu Prefectural General Medical Center, Gifu, Japan)

PGT-M in Muscular Dystrophy:Clinical, Genetic, and Ethical Considerations from a Multidisciplinary
Perspective
W EEET-1 (Mariko Taniguchi-Tkeda), {EJE 52 (Yuki Sato), /&ifG 1E4C3 (Masanori Takahashi) ,
e R B+ (Aiko Sasaki), 7T f&HLS (Eri Takeshita), T[] 56 (Yoshiharu Nakaoka),
PARE W7 (Tsuyoshi Matsumura)
1 AR BRAAES /N Ve R AR R o
(Department of Pediatrics, Kochi Medical School, Kochi University, Nankoku JAPAN)
2 RBORAABE A RS bEE 5 1726
(Department of Genetic Medicine, The University of Osaka Hospital)
3 RBERFERFBEE 20RO AR AR I R el 5 129l
(The University of Osaka Graduate School of Medicine/Department of Genetic Medicine, The University of Osaka Hospital)
4 ENIREERDIE R vy — JHEW - RS e v 5 — BiE2H e Y —
(National Center for Child Health and Development Center for Maternal-Fetal, Neonatal and Reproductive Medicine/Center
for Medical Genetics)
5 [ESZRER - MEREBERITYE R v & —IR T e R
(Department of Child Neurology, National Center Hospital, National Center of Neurology and Psychiatry)
6 IVFRAE7 V=7
(Namba IVF clinic)
7 ENTRBEERE RO IR ¢ v & — BN R
(Department of Neurology, NHO Osaka Toneyama Medical Center)
Postnatally diagnosed congenital myotonic dystrophy revealing previously undiagnosed maternal DM1:
a case report
T H #8A" (Tomohiro Yoshida), ALH] fE>F-2 (Kouhei Kitada), SEJ5 FE2 (Yasushi Kurihara)
H 5 =4%2 (Mie Tahara), ¥ BH7:2 (Akihiro Hamuro), =42 {12 (Takuya Misugi),
ity 28352 (Akemi Nakano), /)N %4253 (Chie Ono), 74iA #3c 13 (Yukiko Jogu), )& 4 FE3 (Yuki Fujiwara),
WA 2.2 3 (Toshiyuki Seto), #f§ A412 (Daisuke Tachibana), f§ #2524 (Toshiyuki Sumi)
1 PLwE PER AR
(Department of Obstetrics and Gynecology, PL Hospital)
2 RBRARSERFREGEEFAIITERE 2ot A R
(Department of Obstetrics and Gynecology, Osaka Metropolitan University)
3 RBRASERAFBETRMERE 7/ b HER
(Department of Clinical Genomics, Osaka Metropolitan University Hospital)

4 RBRARNERFREGEFAIITERE 2R
(Department of Obstetrics and Gynecology, Osaka Metropolitan University)

Clinical Significance of Combining First-Trimester Screening with NIPT

P& FET-12 (Sachiko Kasuya), 3 JE7-1 (Motoko Watanabe), AT %54 3 (Nana Matsuzawa)
JE L BHELS (Rie Seyama), REZY JBR -3 (Asako Kumagai), H7Hf 1F3E! (Masami Arai),
LA #5383 (Yuka Yamamoto)
1 MERE RS KGR R HHOR R
(Department of Clinical Genetics, Juntendo University, Graduate School of Medicine, Tokyo, Japan)
2 JURURYE BTN IEIRIE 7/ AW
(The University of Tokyo Hospital / Department of Clinical Genomics)
3 MRS R AR BN R S R e Bl AR
(Department of Obstetrics and Gynecology Juntendo University Faculty of Medicine)

Outcomes of 35 Fetal Hydrops Cases at Our Hospital for ten years
MJI > & (Satsuki Hosokawa), HH5 &k (Kaori Arima), 55F iR (Yasuyo Kasai)

AARMA- R v & — PElm AR
(Obstetrics and Gynecology, Japanese Red Cross Medical Center)
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Initial Fetal Findings and Timing of Prenatal Diagnosis in Fetuses With Trisomy 18
Y2 N 224 (Takashi Horinouchi), ##% 1E A (Masato Yokomine), Z# % (Megumi Muto),
157K B8 (Takahiro Shimizu), 5% 5K (Kunio Sou), & 3K (Masaki Morioka),

BH .2 (Hideyuki Miyahara), tH M (Naotake Tsuda)

RAARR A b

(Department of Obstetrics and Gynecology, Kurume University Hospital, Kurume, Japan)

Poster Session 2-03  Pediatric Genetics 2

H KF:11H20H (%) 15:30~16:30

& YRRy =2 (IEEE2 vy —BTR [BREL-AL2)

Date : Friday, November 20 15:30~16:30

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Atypical Kearns Sayre Syndrome Lacking Classic Features and Initially Manifesting with Primary

Adrenal Insufficiency
IR FE! (Kayo Ozaki), #Rfifh %22 (Ayaka Moriwaki), $ffi% 4! (Akane Nishikiori),
PEFK ! (Yu Nishibayashi), e foifk+! (Kiiko Iketani), F1L 322 (Kei Murayama),
Al &9 X3 (Azusa Maruyama), #fH [Hik* (Naoya Morisada), [l FET]S (Yasushi Okazaki)
1 MRS 2 & ke AR ok
(Department of Endocrinology and Metabolism, Hyogo Prefectural Kobe Children's Hospital)
2 MERERERGEEAHIERE SHATER BRSO - AR
(Juntendo University Graduate School of Medicine, Department of Intractable Disease Diagnosis and Treatment)
3 JRELZ C LB EIE mhiRe R
(Department of Neurology, Hyogo Prefectural Kobe Children's Hospital)
4 LEJEELNT 2 bR IRGEGER
(Department of Clinical Genetics, Hyogo Prefectural Kobe Children's Hospital)
5 MERERAARAGEE-ARIFER K D W7 & inliisie > & —
(Diagnostics and Therapeutics of Intractable Diseases, Intractable Disease Research Center, Juntendo University, Graduate
School of Medicine)

A case of 3-year-old girl with Bainbridge-Ropers syndrome associated with ASXL3 de novo nonsense
variant

PUETH %123 (Yu Shiguta), e T+ (Yuko Yatomi), B 4874 (Kyoko Hoshino),
- 92125 (Megumi Ueda), AT HLZ%12 (Rina Shimomura), [H: ZZ[H 126 (Hironao Shirai)
BHAR HLLF12 (Yuiko Aoki), [IA (FE) 117 (Keiko Yamamoto (Shimojima)),
LA 2% 12 (Toshiyuki Yamamoto)
1 BT ERERE 7 ) LR
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
2 BURFBERERSE KAERE ARl B s 1 e iy
(Division of Gene Medicine, Graduate School of Medical Science, Tokyo Women's Medical University, Tokyo, Japan)
3 HAKRFEREEE NREER ANERA B
(Department of Pediatrics and Child Health, Nihon University School of Medicine, Tokyo, Japan)
4 BN SNREE S ) =y o
(Segawa Memorial Neurological Clinic for Children, Tokyo, Japan)
5 BURKTBERREME R ER 2 v & — MR
(Department of Pediatrics, Tokyo Women's Medical University Adachi Medical Center, Tokyo, Japan)
6 ALHURAERRSAER /N RALEE
(Department of Pediatrics, Kitasato University School of Medicine, Sagami, Japan)
7 BURACTBEREREE Wil - Ml 7 e s v U

(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo, Japan)
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SEEEREDN A novel ASXL3 frameshift variant in a girl with Bainbridge-Ropers syndrome
R B 12 (Ryojun Takeda), E5#f 5 1-134 (Kyoko Takano), 1] #3345 (Tomomi Yamaguchi),
HE A1l 13456 (Tomoki Kosho)
1 RIFESZ Z &Sk SR
(Department of Medical Genetics, Nagano Childrens Hospital)
2 REFIILC &b Embleitite v 4 —
(Life Science Research Center, Nagano Childrens Hospital)
3 fEMIREE A R EAHE
(Department of Medical Genetics, Shinshu University School of Medicine)
4 EMRABETRI e S TR v 8 —

(Center for Medical Genetics, Shinshu University Hospital)
5 EMRPEER 79 A - v — 7 v R

(Division of Clinical Sequencing, Shinshu University School of Medicine)
6 ASMRFEIERWITE S v 8 —

(Research Center for Advanced Science and Technology, Shinshu University)

Birth cohort differences in behavioral outcomes in Prader-Willi syndrome
K3k HE R (Shiomi Otsuji), = HAFI! (Hiyori Ueda), Hifsf Z3Hl#! (Natsuki Nakamura),
FJ5BH-! (Tomoko Uehara), #K 712 (Shin Hayashi), ffiZE 354%! (Mie Inaba)
1 BRHIREEEERA L v ¥ —hyuiht W52

(Department of Clinical genetics, Aichi Developmental Disability Center Central Hospital, Kasugai, Aichi, Japan)

2 BRLEFHRE R G L v ¥ —FEREBEVIEIT 851 BRI

(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center, Kasugai, Aichi, Japan)

New Initiatives in the DK Clinic for babies with Down Syndrome
WIFT 5381 (Nami Bessho), JefF: FEFIT-! (Miwako Kizumi), 1EH: 2! (Kei Masai),
IR ZERT (Miwa Kobayashi), i /5 3E85%2 (Miyu Fukushima), 3 H, f#42 (Kenta Hasumi),
/NE NE A2 (Sayuri Oda), Y E0472 (Hiroyuki Kuramitsu), 7K HEEL! (Koki Nagai),
KNG ¢! (Hirofumi Ohashi), K35 AffH! (Daiju Oba)
1 B RESNBE R v & — 8RR

(Division of Medical Genetics, Saitama Children's Medical Center)

2 BRESNRBER Y vy —REREE
(Division of Medical Genetics, Saitama Children's Medical Center)

A Novel TFE3 Missense Variant in a Male Patient with TFE3-Related Neurodevelopmental Disorder:
Genetic Counseling
e BT (Mariko Endou), i £ (Hirofumi Kashii), $5/K % A3 (Hisato Suzuki),
FR7E KHi3 (Daisuke Nakafuji), 0PN #2883 (Toshiki Takenouchi), |17 BEH ' (Haruka Yamanaka),
fEH FEARER! (Kentaro Hukuda), /)MiF R ER3 (Kenjiro Kosaki), T54& f#5 ! (Hiroshi Yoshihasi)

1 HRHEL DR AR e v 5 —
(Department of Clinical Genetics, Tokyo Metropolitan Childrens Medical Center)

2 BURH AR
(Department of Neurology, Tokyo Metropolitan Childrens Medical Center, Tokyo, Japan)

3 BISEARFEARERER e v 5 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)

Genetic screening unrecognized by parents: parental awareness for newborn screening
aH (Hiroaki Kurata) At £ (Mika Maklmura) TLE RS2 Shigenobu Motoshima),
JIE @1 (Isao Kawakami), & HL 2522 (Toshiyuki Yoshizato)
1 MS7ATBOE NESLR R INE R & — NIRRT
(Department of Pediatrics, National Hospital Organization Kokura Medical Center, Kitakyushu, Japan)

2 FRATBOE NENDR B NEER R v 8 — P AR
(Department of Obstetrics and Gynecology, National Hospital Organization Kokura Medical Center, Kitakyushu, Japan)
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Comparative variant analysis between blood and buccal mucosa in PIK3CA-related Overgrowth
Spectrum.
L K12 (Kenta Hasumi), fi /s 385512 (Miyu Fukushima), /N ZNE A 12 (Sayuri Oda)
G EAT 12 (Hiroyuki Kuramitsu), VEEY 2 (Tsuyoshi Numano), I 23 (Kei Masai),
WIAT 45383 (Nami Bessho), e JEF11-3 (Miwako Kizumi), 7KF: HEEL3 (Koki Nagai),
KA f#C3 (Hirofumi Ohashi), K35 A16t3 (Daiju Oba)
1 BREANNER R v & — RS =

(Division of Medical Genetics, Saitama Children's Medical Center)
2 BERS/NRERE R v 5 — R

(Department of Clinical Laboratory, Saitama Children's Medical Center)
3 BRSNS v 8 — R

(Division of Medical Genetics, Saitama Children's Medical Center)
CDC73-Related Pediatric Parathyroid Carcinoma in a 15-Year-Old Boy
FRIE AR (Kazuki Ogihara), 2% 4 Iff %51 (Hideaki Yagasaki), ¥ Jt2 (Tatsuya Horiuti)
JikE 727" (Hiromune Narusawa) , f1 #3452 (Hiroki Ishii), #7/ B(# 3 (Masanori Wako),

IR3P BAE ! (Koshi Akahane), #EFF K2 (Daiju Sakurai), K ffi 52! (Takeshi Inukai)
1 LBLRAABR AN R

(Department of Pediatrics, School of Medicine, University of Yamanashi)

2 INBCRAAR AT SR - SHETRSMR

(Department of Otorhinolaryngology, Head and Neck Surgery, Interdisciplinary Graduate School of Medicine, University of

Yamanashi)
3 MSZATEOE NIRRT RS e E o R
(Plastic Surgery of National Hospital Organization Kofu National Hospital)

Maternal Full 15911913 Hexasomy with Marked Generalized Hyperpigmentation: Possible OCA2 Gene

Dosage Effect

B B2 (Kaori Fukui), #A8 ! (Masaru Matsukura), [1[4< IE7-! (Junko Yamamoto),
TEE P2 (Ryuta Takase), 3% NI 1-23 (Yoriko Watanabe)
1 SZATIBOE N Mtk PR e HEOE RS TR e N R R
(Department of Pediatrics, Japan Community Health care Organization Kyushu Hospital, Fukuoka, Japan)
2 BRI NUR s
(Dept. Pediatrics and Child Health, Kurume University School of Medicine, Fukuoka, Japan)
3 KBRS R B s A R A T e s
(Research Institute of Medical Mass Spectrometry, Kurume University School of Medicine, Fukuoka, Japan)

A case of classic Fabry disease diagnosed through expanded newborn screening and subsequent

family analysis

P 8 (Miki Matsui), ZE %17+ (Tomoko Lee), F1l] 2.2 (Yoshiyuki Katayama),
HERJE -2 (Shoko Sonehara), 35 55Hifi2 (Ryosuke Bo), SEE} 7%:2 3 (Hiroyuki Awano),
F1 B Z&5A1 (Yasuhiro Takeshima)

I RSB AR
(Department of Pediatrics, Hyogo Medical University)
2 U RFEREBEE R ITSERE WRBR N R Ao B
(Department of Pediatrics, Kobe University Graduate School of Medicine)
3 BHCRENIEHEERRREII L A s 2 v & —

(Organization for Research Initiative and Promotion, Tottori University)
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Clinical characteristics of childhood-onset dentatorubral-pallidoluysian atrophy (DRPLA)

IR $2H 1 (Eri Takeshita), 11/ #! (Kaoru Yamamoto), [[[AS #F7-! (Hisako Yamamoto),
2K B! (Noriko Sumitomo), &35 {83! (Shimpei Baba), A& #31-! (Yuko Shimizu-Motohashi)
7B 155" (Takashi Saito), Hv)1] 522 (Eiji Nakagawa), {5ifG $H 3 (Yuji Takahashi),
K P93 (Hidehiro Mizusawa), P 4 (Narihiro Minami), R JfE—4 (Yu-ichi Goto),
% R AiFFTS (Masayuki Sasaki), /MY 22 3¢ 16 (Hirofumi Komaki)
1 SRR - PEREIRITZE & > & —IlE MniRe N WAt
(Department of Child Neurology, National Center Hospital, National Center of Neurology and Psychiatry, Tokyo, Japan)
2 ISR - ARG > 5 — i T A A
(Department of Epileptology, National Center Hospital, National Center of Neurology and Psychiatry, Tokyo, Japan)
3 ESZAER - SRS v 7 —IEbE IR AL
(Department of Neurology, National Center Hospital, National Center of Neurology and Psychiatry, Tokyo, Japan)
4 ENTRER - REIRITZ R Y Y — X T AN - ) Wk vy —
(Medical Genome Center, National Center of Neurology and Psychiatry, Tokyo, Japan)
5 HRUNEEEREE N ERE
(Department of Pediatrics, Tokyo Children's Rehabilitation Hospital, Tokyo, Japan)
6 [ETHSH - MREERIIE L v S — P VAL —vaF s AF 4 ANV —
(Translational Medical Center, National Center of Neurology and Psychiatry, Tokyo, Japan)

Diagnostic yield of chromosomal microarray testing according to prior genetic testing: a single-
center study
W B! (Akiko Yoshida), B H1E -2 (Yukiko Toya), /A 5 3E 1! (Yumiko Kobayashi),
LA 151 (Kayono Yamamoto), [ #5411 (Yosuke Katsube), 7R3N ELASF52 (Manami Akasaka),
A% 172 (Nobuhiro Suzumori)
1 CETFERIRY: B ARG R

(Department of Clinical Genetics, School of Medicine, Iwate Medical University)

2 ATEERERY: BRAETE N R
(Department of Pediatrics, School of Medicine, Iwate Medical University)

A mother-daughter pair carrying a novel MYH7 variant with distinct cardiomyopathy phenotypes

BJE fgt—! (Ken-ichi Torii), A AFH7F? (Nayuka Sumida), i ¥ (Susumu Urata)
BT B4 (Mami Notake), Tf5JI] B4 (Makoto Ichikawa), & B—5 (Keiichi Hirono),
1173 —48 4 (Kazuki Yamazawa)
1 ESR R R R B 2 v & —
(Department of Pediatrics, NHO Tokyo Medical Center, Tokyo, Japan)
2 DR R v & — BRI
(Department of Cardiology, NHO Tokyo Medical Center, Tokyo, Japan)
3 ESZREREEIIE R v & — IEERER
(Division of Cardiology, National Center for Child Health and Development, Tokyo, Japan)
4 ENDRBEERE R R R v 8 — G ER
(Department of Medical Genetics, NHO Tokyo Medical Center, Tokyo, Japan)
5 B AR EEEE AN R R

(Department of Pediatrics, Faculty of Medicine, University of Toyama, Toyama, Japan)

Poster Session 2-04 Cancer Genetics 2

H KF:11H20H (%) 15:30~16:30

& B RRY =2 (IIGEBe v ¥ —EBRH BREI-A+2)

Date : Friday, November 20 15:30~16:30

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Implementation of universal mismatch repair screening for endometrial carcinoma and genetic

medicine collaboration

S48 B (Ryoko Imatani), JFE NET-! (Junko Haraga), PEI B! (Kohei Nishida),

FERF T-HH! (Chiaki Kashino), Y& 42! (Takashi Mitsui), [/ {6:3%2 (Kana Yamatogi)

ZJI BER 2 (Mashu Futagawa), 7T $#PBil1-2 (Sayoko Takeuchi), [l #5tH2 (Tetsuya Okazaki),

LA 3EEE2 (Hideki Yamamoto), /NI F-flIf~! (Chikako Ogawa), F£/& E ! (Shoji Nagao),

SR 522 (Akira Hirasawa), B[] 53! (Hisashi Masuyama)

1 BILREER A BT g 2R A UFE R FERHR AR
(Department of Obstetrics and Gynecology, Okayama University Graduate School of Medicine, Dentistry, and Pharmaceutical
Sciences)

2 BEILCRAAIE HAOE R T PR

(Department of Clinical Genetics and Genomic Medicine, Okayama University Hospital)
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Initial Experience with Comprehensive Genomic Profiling in Renal Cell Carcinoma
dbily #5012 (Sachi Kitayama), JI[ | #H! (Satoru Kawakami), #}HL 1~ (Yoshiko Mori),
H34 82 7+2 (Noriko Tanabe), 7K J5f—1 (Shoichi Nagamoto), [if]H] #£>~! (Yohei Okada),
A &3 (Shuji Momose), B 5F¥? (Morihiro Higashi), &ZHF iK' (Akihiro Yano)
1 BRBERKARGER L v ¥ — RS

(Department of Urology, Saitama Medical Center, Saitama Medical University)
2 RiEBERRERGTEE Y Y 5 — 7 ) LRl

(Department of Clinical Genetics, Saitama Medical Center, Saitama Medical University)

3 EERERRARAER L v ¥ — RELEE
(Department of Pathology, Saitama Medical Center, Saitama Medical University)

A case of bladder cancer in which BRCA1 was identified by PGPV in cancer gene panel testing

Ak %071 (Ichiko Yamakita), (1] 4 H.2 (Akari Hirayama), FHRE J:H3 (Akari Utsunomiya),
ASH #34 (Hiroshi Honda)
1R EWALAGRIEERR £ v & — 24k Bl H3A 7/ L RIS R
(Department of Cancer Genome and Clinical Oncology, Hiroshima City North Medical Center Asa Citizens Hospital,
Hiroshima, Japan)
2 JREWSZAGHBER 2 v ¥ — 2l BREE B3A T ASREERI ARSI v 7 —
(Department of Cancer Genome and Cancer Consultation and Support Center, Hiroshima City North Medical Center Asa
Citizens Hospital, Hiroshima, Japan)
3 JREAGER RS 2 v & — LT R A3A 7 SRR R
(Department of Cancer Genome and Pediatrics, Hiroshima City North Medical Center Asa Citizens Hospital, Hiroshima, Japan)
4 JRESTSZALE N & v & — LAt RYEEE 2347/ LSRR e AR
(Department of Cancer Genome and Gynecology, Hiroshima City North Medical Center Asa Citizens Hospital, Hiroshima,
Japan)

Retrospective analysis of BRCA domains and PARP inhibitor efficacy in BRCA1/2 pathogenic variant-
positive ovarian cancer
F&A #7-12 (Masako Hashimoto), H: b ¥ EE2 (Futaba Inoue), 23/1] 312 (Michihiro Tanikawa)
FRZE £ 5C2 (Hirofumi Inaba), 7KEF ££2 (Sho Mizuno), JIIH] #1772 (Yoshiko Kawata), {1 5%2 (Akira Kawata),
BH] %2 (Kayo Asada), P85 HH2 (Akira Nishijima), FHIT 232 (Ayumi Taguchi), f&%H 5@ (Katsutoshi Oda),
JEH FEfd? (Miyuki Harada), J# ] Z€2 (Yasushi Hirota)
1 BRURAE KRBT R RO R
(Graduate School of Medicine and Faculty of Medicine, The University of Tokyo, Tokyo, Japan)
2 HURURAAPE R ANRFESE
(Department of Obstetrics and Gynecology, Faculty of Medicine, The University of Tokyo, Tokyo, Japan)
3 BURURMEBEAT I EREE 7/ LB
(Department of Clinical Genomics, The University of Tokyo Hospital, Tokyo, Japan)
Status of cascade testing for first-degree relatives of hereditary breast and ovarian cancer patients at
our hospital
/NI FTJST (Kazuno Ogawa) , el @i ! (Kenta Takahashi), #HTHL B! (Moe Shinzato),
BEYR $hifE! (Takumi Sekizawa), #F %' (HarunaMori), KA 524" (Takahiro Oki), K fH#H! (Tatsuki Mera)
N H2 (Ayako Fudono), 7 T&! (Chihiro Koga), KJek BEFE 1 (Yoshinori Ookura)
1 A B EGE b S b
(Asahi general hospital, Chiba, Japan)
2 WRRERAE B AR
(Department of Obstetrics and gynecology, Insititute of SCIENCE TOKYO, Tokyo, Japan)
Lynch Syndrome Identified After Endometrial Cancer in a Patient with Prior Rectal and Subsequent
Sigmoid Cancer
HEGH Al (Tsukuru Kamoshida), FkiEE #{F (Yoshika Akizawa), i #& (Yu Horibe),
B 252 (Toshiyuki Kanno), 47)I] VB (Gen Ishikawa), 1A B2 (Akira Nakabayashi),
L1 seAst (Shigeki Yamaguchi) , {21 #3F (Yuuko Sato) , A 2R (Toshiyuki Yamamoto) ,
FHHH %5 (Tutomu Tabata)
R ERER b
(Tokyo Women's Mediacal University Hospital)
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Gynecologic Surveillance in Lynch Syndrome: Three Cases lllustrating Benefits and Limitations
FHE BREL 123 (Mari Inada), P4 +JL=" (Tokuzou Kasai), - Z=H14 (Hirokazu Usui),

P4 #h 5 (Yujii Habu), H5K 3% (Toru Tochigi), 225 7% 7 (Jun Yasutomi), JIIHf & & b 8 (Midori Kawano),
JEL 50 (Akira Hara), AT —. 2310 (Kazuyuki Matsushita), B A3 (Yoshihiro Onouchi),

ST BH13 (Akira Hata), W94 SCK 13 (Fumio Nomura)
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(Chiba Foundation for Health Promotion and Disease Prevention)

FHEI SRk 7/ & - EIBBHER

(Chiba Rousai Hospital Department of Genomic Medicine and Clinical Genetics)
TR AR R e {5 13256

(Chiba University Hospital Division of Clinical Genetics)
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(Chiba Cancer Center Department of Gynecology)

TR AR I IR I AR

(Chiba University Hospital Department of Gynecology)

THERBE AR B friE S s R

(Chiba University Hospital Department of Esophageal-Gastro-Intestinal Surgery)
T4 Sl SRt

(Chiba Rousai Hospital Department of Gastroenterological Surgery)

T-HE97 Sl R da AR

(Chiba Rousai Hospital Department of Gynecology)

T-HE55 SO e ML iEss R

(Chiba Rousai Hospital Department of Hematology and Oncology)
TR PR AT I s e A

(Chiba University Hospital Division of Laboratory Medicine)
THERR LB AT SR L2

(Chiba University Graduate School of Medicine Department of Public Health)

Six-Year Report on Risk-Reducing Surgery and Decision-Making in Pathogenic BRCA1/2 Variant
Carriers at Our Institution

A FA! (Junko Miyamoto), JII I #5123 (Koushi Kawakami), Hfrp 2434 (Tomoki Nonaka),

A1 EidS (Maki Taniguchi), Fb35z ! (Takeru Higa), KA 75176 (Hideyuki Onuma),

7 1ER7 (Naoki Yoshino), [l #4538 (Tetsuya Okazaki), 475 JHE 30 (Akiyoshi Kanazawa)

1

BRI ST e e e AR

(Department of Obstetrics and Gynecology, Shimane Prefectural Central Hospital, Shimane, Japan)
SRR YL e PRI

(Department of Clinical Oncology, Shimane Prefectural Central Hospital, Shimane, Japan)

SRR R e BRI 7 2 R

(Clinical Genomic Medicine Promotion Office, Shimane Prefectural Central Hospital, Shimane, Japan)
BSHORAEE AT bt s TRt

(Department of Clinical Genetics, Tottori University Hospital, Tottori, Japan)

LCEEIL C O NRlE 7 AR v 5 —

(Genome Medical Center, Hyogo Prefectural Kobe Children's Hospital, Hyogo, Japan)
ESHLURST  SL e J BRES TR

(Department of Pathology, Shimane Prefectural Central Hospital, Shimane, Japan)

DR NN 2 2N 2Bt S AR

(Department of Gynecology, Tokushukai Medical Corporation Izumo Tokushukai, Shimane, Japan)

R LR A2 AP IR FE e 12 Bl S 2 bk B PR AR 1 Bt o o0 1

(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical Sciences, Okayama
University, Okayama, Japan)

LR SZ h S e T AL 2R SR

(Department of Gastroenterological Surgery, Shimane Prefectural Central Hospital, Shimane, Japan)
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Nonsense-Associated Altered Splicing Observed in a Lynch Syndrome Family with an MSHZ2 Nonsense
Variant
INE INZS -1 (Kanako Ogura), L1 ¥ (Atsushi Yamada), fE%E £5! (Akira Inaba),
F 1L BEk+1 (Sayoko Haruyama), ARH BHE! (Sayaka Honda), Bl 713 (Masako Torishima),
#F F #3E (Hiromi Murakami), [ 13" (Tomomi Oka), I #3! (Yuko Yamaguchi),
JIllR 55413 (Hidenori Kawasaki), YIJI| 471! (Makiko Egawa), /& {@!# (Takeshi Nakajima),
I FE5 (Yo Niida), 7]V (EH]'* (Shinji Kosugi)
U SRR B RS TR
(Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)

2 RUARRAEBE AT I e s R
(Department of Clinical Oncology, Kyoto University Hospital, Kyoto, Japan)
3 GUSRZERZEBERZENIGERL 77 ) L RRE
(Department of Genomic Medicine, Graduate School of Medicine, Kyoto University, Kyoto, Japan)
4 KBREBEDA & v & — JBIG T2 BB R
(Division of Genomic Medicine, Osaka International Cancer Institute, Osaka, Japan)
5 SRBERIRYE A BEAVFFERT Sl Juseig 7/ L5 Birsa iy
(Division of Genomic Medicine, Department of Advanced Medicine, Medical Research Institute, Kanazawa Medical University,
Ishikawa, Japan)

Young-onset metachronous bilateral breast cancer with a germline TP53 pathogenic variant in a
BRCA1/2-negative patient

B F# (Chihiro Toyoda), % F &7 (Madoka Iwase), JI[3 S (Kana Kawabe),
21 #2352 (Emi Taniguchi), P W& (Saki Shimoyama), B5JE 259 (Nao Torii), FiGHE Pl (Gai Inaguma),
KM BT~ (Reiko Ohata), —JI| E¥f (Takahiro Ichikawa), BN K (Dai Takeuchi), 5% f& 1~ (Yuko Takano),
AR EAR (Toyone Kikumori), G B (Masayuki Nagahashi)
Pl ERAEPE AT AR I FLIR - InBA R
(Department of Breast and Endocrine Surgery, Nagoya University, Aichi, Japan)
Implementation of TCGA Molecular Classification Panel in Endometrial Cancer Care Centered on
Radiotherapy
i —#% (Kazuho Nakanishi), f2H [E& (Masatoshi Sugita)
B h YRR A AR
(Department of Gynecology, Shinmatsudo Central General Hospital, Chiba, Japan)
Current Status and Challenges of Genetic Testing in Cancer-Unaffected Individuals After Genetic
Counseling for HBOC
AFHE F00R 12 (Saki Murase), EE KFE (Tomomi Shiga), NJE fE4s! (Kana Matsuhara),
A FEfE 12 (Yoshimasa Bomoto), Z&|1] A KR! (Taro Kuwayama), KK 7238 D ! (Kaori Otsuka),
WY Z2o-1 (Kyoko Kikuno), $5AK gt (Yukio Suzuki), 575 B1-13 (Keiko Terazawa),
HRF 25! (Yoh Hayasaki), %I Z3EF-2 (Kimiko Asai), #A[L #3322 (Yumi Matsuyama)
T35 B 1 (Masanori Isobe)
1 IR IRAE B A ER R e et AR
(Department of Obstetrics and gynecology, Gifu University Hospital)
2 URRORAEPRAATRI R 7 L - BT v 5 —
(Clinical Genetics Center, Gifu University Hospital)
3 WCRRAEBE AT I b R - ATl e v 8 —
(Perinatal and Reproductive Medicine Center, Gifu University Hospital)

Current Status of Colorectal Surveillance and Metachronous Colorectal Cancer in Lynch Syndrome
JighH EEfifi12 (Shigenori Wakita), [/l Z2£E! (Takayoshi Kawabata), 41 EL3E! (Mami Kaneko),

I ¥3453 (Rena Yamazaki), IKAS Z&IK3 (Yasunari Mizumoto), I FER4 (Shiro Terai) s

3 EEfk2 (Shigetsugu Tsuji), HFJ5 5! (Atsushi Nohara)

1 A IRS7 Y S8 (R ia e it

(Department of Clinical Genetics, Ishikawa Prefectural Central Hospital, Ishikawa, Japan)
2 RJIESE R I E WAL R
(Department of Gastroenterology, Ishikawa Prefectural Central Hospital, Ishikawa, Japan)

3 AIASZ el AR

(Department of Gynecology, Ishikawa Prefectural Central Hospital, Ishikawa, Japan)
4 FNRAZ g e AL de s R

(Department of Gastroenterological surgery, Ishikawa Prefectural Central Hospital, Ishikawa, Japan)
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A Case of Li-Fraumeni Syndrome Difficult to Diagnose Genetically
PEH: i (Miki Tsuboi), (LA [fl]2 (Gou Yamamoto), #£ 18352 (Naomi Hayashi),
i H ¥51-2 (Reiko Yoshida)
1 BWEENDAR v 5 — FLURESNF
(Division of Breast Oncology, Saitama Prefectural Cancer Center, Saitama, Japan)
2 HEESIBA R VY — BER
(Department of Medical Genetics and Genomics, Saitama Prefectural Cancer Center, Saitama, Japan)

The impact of BRCA genetic testing for breast cancer-free individuals becoming covered by insurance.
L8R Bl (Fuminori Aki)

PSR 2 V= 7
(Tto Breast Surgery Clinic)

Reimbursement Gap for Unaffected Relatives in HBOC Families Identified by Tumor-Only CGP in Japan
)5 171 (Tomoko Sahara), HL[H BTN (Maho Kuroda), #/ $53¢13 (Masafumi Toyosima),
JIls A Y13 (Ikuno Kawabata) , {2/ [H] B 1-1#4 (Naoko Sakuma), | Jfi £12 (Kei Uehara),
=5 F 5 (Hidehiko Miyake), [LIH 512 (Takeshi Yamada)
1 HARERRAN BN BS25R
(Division of Clinical Genetics, Nippon Medical School Hospital, Tokyo, Japan)
2 HARBERER A mREE 1 as R
(Department of Gastrointestinal and Hepato-Biliary-Pancreatic Surgery, Nippon Medical School Hospital)
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(Department of Obstetrics and Gynecology, Nippon Medical School Hospital)
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(Otolaryngology Head and Neck Surgery, Nippon Medical School Hospital)
5 BROKRLTFREREGE NESUCAIRBEAVIZEREZ 4 79 4 =¥ ZEEGRIEA Y v 2 ) v 7 3 — R fEK

(Department of Genetic Counseling, Graduate School of Humanities and Science, Ochanomizu University)

Preliminary results for detection of secondary findings using CGP for hematological disorder
BAJI| ¥7K 12 (Yoshinaga Okugawa), F24% H175? (Yuka Sugimoto), fEA K ! (Ryo Hanaki),
f&a5 4 KHEF! (Ryotaro Hashizume), 4-Ff #3! (Hiroshi Imai), B2K fl{R! (Ikuyo Mochiki)
JblE {1 (Takahito Kitajima), FEIE $hg! (Takumi Fujiwara), i Hi! (Kaname Nakatani),
Rl #8 —-2 (Yuji Toiyama)
1 ZHRFBETRIERE 7/ b PR

(Department of Genomic Medicine, Mie University Hospital)
2 ZHRRYPE - AL - ANEA R

(Department of Gastrointestinal and Pediatric Surgery, Mie University)
3 ZEARERERE - MRS N R

(Department of Hematology and Oncology, Mie University)

Development of Photoimmunotherapy Targets for Hereditary Breast and Ovarian Cancer-Associated
Breast Cancer
RN PEXR 3 (Hirotsugu Yanai), & EL7+2 (Naoko Yoshida), ARJI| fff—EF! (Yuichiro Kikawa),
e F4EE3 (Chika Sato), KK Hifé1-! (Aiko Obayashi), K& &2 (Tomoe Taji),
7 X 1 (Sang Nguyen), ZZM[N EHii4 (Yoshiki Yasukochi), 45 52—+ (Koichiro Higasa),
ER 2525 (Hirofumi Hanaoka), B iR (Koji Tsuta), = H IE#! (Masahiro Takada)
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(Department of Breast Surgery, Kansai Medical University, Osaka, Japan)
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(Department of Pathology, Kansai Medical University, Osaka, Japan)
3 BIVHERERYENEWBE ARG v 5 —
(Clinical Genetics Center, Kansai Medical University Hospital, Osaka, Japan)
4 BIVEEERIRY: ME L e oAWTIERT 7/ ST R
(Department of Genome Analysis, Institute of Biomedical Science, Kansai Medical University, Osaka, Japan)
5 BIVHEERERAE WG S At e AT
(Near InfraRed Photo-Immuno Therapy Research Institute, Kansai Medical University, Osaka, Japan)
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Clinical Characteristics and Genetic Counseling in BRCA-Positive Prostate Cancer at Our Institution

AT 2! (Norihiro Kusumi), 85 {42! (Yuki Kurihara), ¥A=. &9 X! (Azusa Matsumi)
fli7k ! (Moto Tokunaga), ZEM] P! (Risa Kubota), A #ii! (Takesi Hirata)
Il 228" (Takaharu Ichikawa), /s 155! (Tomoyasu Tushima), LT [7-2 (Mutsuko Yamashita),
i 42 (Minayo Aizawa), FIHH #{%E3 (Syogo Watari), IR 524 (Akira Hirasawa)
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(Department of Urology, NHO Okayama Medical Center, Okayama, Japan)
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(Cancer Counseling and Support Center, NHO Okayama Medical Center)
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(Department of Urology, Kagawa Prefectural Central Hospital)
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(Department of Clinical Genetic Medicine, Faculty of Medicine, Dentistry and Pharmaceutical Sciences, Okayama University)

A Case of MEN1 in Which Expert Panel Discussion Prompted Reclassification of a VUS as Pathogenic
AW FH! (Kaori Kimura), {52 7ZHH 12 (Hiroaki Hanafusa), HH 7 #§1-! (Keiko Tanaka),
45t S 13 (Shiro Kimbara), & (4Ei3 (Naomi Kiyota), B #45! (Yuki Sawada),
g H 751512 (Yoshitaka Asagai), PEA BH1-34 (Meiko Nishimura), fiftB% #£3~3 (Yohei Funakoshi),
JAR FBIE LS (Akiharu Kubo), B £5K 16 (Tomonari Kunihisa), ¥fj ZZiifi 2 (Ryosuke Bo),
PP Bk 12 (Kandai Nozu)
[ UVAPNE SVRE SHI N B e d R o) g
(Department of Medical Genetics, Kobe University Hospital, Kobe, Japan)
2 MFRERAGEEEIFERE R AR N R Rl
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
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(Division of Medical Oncology/Hematology, Department of Medicine, Kobe University Hospital and Graduate School of
Medicine, Kobe, Japan)
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(Department of Breast Medical Oncology, Cancer Institute Hospital, Japanese Foundation for Cancer Research, Tokyo, Japan)
5 ARSI T R BRI BRI
(Department of Dermatology, Kobe University Graduate School of Medicine, Kobe, Japan)
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(Department of Breast and Endocrine Surgery, Kobe University Graduate School of Medicine, Kobe, Japan)

Poster Session 2-05 Neuromuscular Disorders 2
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Date : Friday, November 20 15:30~16:30

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Respiratory Complex | Deficiency Caused by a Novel Multi-exonic PUS1 Deletion
= T (Junhui Yuan), A8 BEEB! (Yujiro Higuchi), 27 [£)A! (Masahiro Ando),
& 11 BH K2 (Akihiro Hashiguchi), R #&4i3 (Yuji Okamoto), “F-#A 4! (Yu Hiramatsu)
WA B! (Akiko Yoshimura), JETE % A! (Kento Kodama), [SiilE f&i! (Hiroshi Takashima)
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(Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental Sciences)
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(Department of Neurology, National Hospital Organization Okinawa Hospital, Okinawa, Japan)
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(Department of Neurology, Itoshima Medical Association Hospital, Fukuoka, Japan)

165



Preserved mutant SOD1 transcript expression in familial ALS with splice-altering or protein-truncating
variants

HH FH5! (Chiharu Yoshida), B 5t (Hiroya Naruse), KAfR Uil (So Okubo),
] H#8T (Kunihiro Ueda), #3J11 B! (Takashi Matsukawa), = F #ifi2 (Jun Mitsui)
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(Department of Neurology, Kyorin University School of Medicine, Tokyo, Japan)
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(Department of Neurology, Fukushima Medical University Hospital, Fukushima, Japan)
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(National Center Hospital, National Center of Neurology and Psychiatry, Tokyo, Japan)

Investigation of c.3725G>A of dysferlin not to determine as a pathogenic variant
1EifG 2! (Toshiaki Takahashi), Ff5 B¥3E 712 (Rumiko Izumi), $5R [EHH23 (Naoki Suzuki),
JAARIE 1+ (Chikako Yaginuma), KK %55 (Yasushi Oya), {£#4G B¢ (Ko Sahashi),
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HA 1Ei? (Masashi Aoki)
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(Department of Neurology, National Hospital Organization Sendai Nishitaga Hospital, Sendai, Japan)
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(Department of Neurology, Tohoku University School of Medicine, Sendai, Japan)
3 HARRAE BEAAE R R

(Department of Rehabilitation Medicine, Tohoku University School of Medicine, Sendai, Japan)
4 [FENDRBRREL G P % R AR R

(Department of Clinical Laboratory, National Hospital Organization Sendai Nishitaga Hospital, Sendai, Japan)
5 SRR - eSS v 7 —EbE IR R

(Department of Neurology, National Center Hospital, National Center of Neurology and Psychiatry, Kodaira, Japan)
6 FEHIERIRY: PR e EL

(Department of Neurology, Aichi Medical University School of Medicine, Nagakute, Japan)
7 RAERAE B SRR B

(Department of Medical Genetics, Tohoku University School of Medicine, Sendai, Japan)

Novel XK variant identified in a patient with McLeod syndrome presenting initially with sleep apnea

T 712 (Keiko Shimojima), #fiFH > (Ryusuke Kamada) , 7% 3 (Megumi Hosoya)
B 3f—3 (Kenichi Todo), /M 18 A (Hirohito Kobayashi), [114% 8222 (Toshiyuki Yamamoto)
1 B TFEREREE il - Ml 7 e 2> v 7%

(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo, Japan)
2 BRI BERERSE 7 LR

(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
3 WELCTERERS: IR

(Department of Neurology, Tokyo Women's Medical University School of Medicine, Tokyo, Japan)

Epitranscriptomic landscapes of TDP-43 and FUS reveal convergent méA-modified RNA networks in
ALS
FrA 5 12 (Ren Takemura), A 252413 (Ryosuke Miyamoto), ZxMF 12 (Yuki Kuwano),
B K&S3 (Daiki Arima), #R¥ .21 (Hiroyuki Morino)
1 FRERARY G R ERE A
(Department of Medical Genetics, Tokushima University Graduate School of Biomedical Sciences, Tokushima, Japan)
2 FEERYE BUTAAT BT AR BOWBE TRVG 70 77 A
(Transdisciplinary Program for Medicine, Photonics, and Engineering, Tokushima University, Tokushima, Japan)
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(Department of Neurology, Tokushima University Graduate School of Biomedical Sciences, Tokushima University, Tokushima,
Japan)
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Poster Session 2-06 Cardiovascular Disorders 2
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Date  : Friday, November 20 15:30~16:30

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Clinical Stability Following a Switch to Migalastat in Fabry Disease with an Amenable GLA Variant
(L300P)

SEER fi! (Toru Awaya), &I 5523 (Masao Moroi)
1 EMREE AT A R IE G B s N R
(Department of Cardiovascular Medicine, kyorin University Hospital)
I ENE N R S S e
(Department of Cardiovascular Medicine, Toho university Ohashi Medical Center)
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(Department of Internal Medicine, Misato Central General Hospital, Saitama, Japan)
Identification of a Novel NKX2-5 Variant in a Family with Atrial Septal Defect and Atrioventricular
Conduction Disease
B BT (Ryuta Takase), i Ffk! (Kaori Fukui), ZHH #&JA° (Kenji Suda),
832 JIE1-12 (Yoriko Watanabe)
1 ABHRRA: RIS /N RRL A
(Department of Pediatrics and Child Health Kurume University School of Medicine)
2 RBRORA: AR B o iR A S W ek
(Research Institute of Medical Mass Spectrometry Kurume University School of Medicine)
3 W=y 7k
(St.Mary's Hospital)
Exploration of a Rare-Variant Burden Signal Associated with Apical Aneurysm in Apical Hypertrophic
Cardiomyopathy
B DERE! (Koki Takamura), F2307 fH#K! (Kenta Sugiura), Af££ ! (Toru Kubo), HIf¥ EHH2 (Mari Tashiro),
TN He% ! (Masato Takeuchi), FA 2% (Toshihiro Moriki), R KA (Yuri Ochi),
FE35 #5—" (Yuichi Baba), M7 3%k (Tatsuya Noguchi), A P44 ! (Takayoshi Hirota)
ALt #35 ! (Hiroaki Kitaoka)
DA - R
(Department of Cardiology and Geriatrics, Kochi Medical School, Kochi University, Nankoku, Japan)

2 EAEIRAEBE SR B AR AR S
(Department of Clinical Genetics, Kochi Medical School Hospital)

Genomic Sequencing Using FFPE-Derived DNA: Feasibility and Limitations in Variant Validation

DA F EDH (Madoka Tanimoto), E M #E7 (Keiko Sonoda) R KEBP BEY- (Seiko Ohno)
ENZIERAHEIIAE L v 8 — X T4 AT ) bk vy —
(National Cerebral and Cardiovascular Center, Suita, Osaka)

Functional Validation of a MYH11 Splice-Site Variant by Minigene Assay in a Family with HTAAD
)1 123 (AkiIshikawa) , ELHLZR %%24 (Tasuku Mariya), #fi/7 2 1-2 (Aiko Seto), JEHL 4 1-2 (Yuko Takasu),
g fEAR2 (Kaho Kato), =i #%%* (Ayana Miura), P H] {#AES 2 (Kentaro Suda), %l EL5 (Shin Kikuchi),
A1 E.5A5 (Nobuhiro Wada) , KI5 HEREES (Yuki Ohsaki)
1 AR RERAER G T ) b PHBR AR 7/ b2
(Department of Clinical Genomics, Division of Genomic and Preventive Medicine, Sapporo Medical University School of
Medicine, Sapporo, Japan)
2 FLBREERER A R bEE {5 12 R
(Department of Clinical Genetics, Sapporo Medical University Hospital, Sapporo, Japan)

3 ALREERER B ATN TRE
(Department of Pediatrics, School of Medicine, Sapporo Medical University, Sapporo, Japan)
4 FLBREE R AR AR R I AR
(Department of Obstetrics and Gynecology, Sapporo Medical University School of Medicine, Sapporo, Japan)
5 AL IR AREOR A2 R o At ) A A el o
(Department of Cell and Tissue Morphology, Department of Anatomy, Sapporo Medical University School of Medicine,
Sapporo, Japan)
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Poster Session 2-07 Complex Disorders
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Date  : Friday, November 20 15:30~16:30

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Association study of HLA-B in ANCA-associated vasculitis in a Japanese population
JIIR #%! (Aya Kawasaki), {2 ZEWRL23 (Ken-ei Sada), i fHH]4 (Kenji Itoh), /NI fH1:25 (Nobuyuki Ono),
SEY Az 6 (Fumio Hirano), /M 7% A7 (Shigeto Kobayashi), =3¢ 743 (Kenji Nagasaka),
F2J5 BREZ° (Takahiko Sugihara), JEEAS A 10 (Takashi Fujimoto), BiA: ELALME! (Makio Kusaoi),
BEIT B4 112 (Takashi Higuchi), JA/#} 2&'2 (Hajime Kono), [L1%% F54 (Kunihiro Yamagata)
&S {8515 (Hiroshi Hashimoto) , HEMF #5116 (Hirofumi Makino), HH $&8%72 718 (Yoshihiro Arimura),
A A1 (Naoto Tamura), #+43 1EFE1 (Masayoshi Harigai), )& 4.2 ! (Naoyuki Tsuchiya)
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(Molecular and Genetic Epidemiology, University of Tsukuba, Tsukuba, Japan)
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(Department of Nephrology, Rheumatology, Endocrinology and Metabolism, Okayama University Graduate School of
Medicine, Okayama, Japan)
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(Department of Clinical Epidemiology, Kochi University, Kochi, Japan)
4 PEFERIRYER B - 7Ly ¥ —AF
(Division of Hematology and Rheumatology, National Defense Medical College, Tokorozawa, Japan)

5 PEERAEAEINEREE BEYE - Y v < F R
(Department of Rheumatology, Faculty of Medicine, Saga University, Saga, Japan)
6 BRI BIR S A e N <
(Department of Lifetime Clinical Immunology, Tokyo Medical and Dental University (TMDU), Tokyo, Japan)
7 MR R N
(Department of Internal Medicine, Juntendo University Koshigaya Hospital, Koshigaya, Japan)
8 WuHMHAGER Y ¥ — ) v~ FBEHRE
(Department of Rheumatology, Ome Medical Center, Ome, Japan)
9 HURRIERY BEGE - U v~ T NF
(Department of Rheumatology, Institute of Science Tokyo, Tokyo, Japan)
10 FRIGZERERY: SR AP
(Department of General Medicine, Nara Medical University, Nara, Japan)
11 MR AR BRAAER IBIEOR N
(Department of Internal Medicine and Rheumatology, Juntendo University Faculty of Medicine, Tokyo, Japan)
12 A AERIRAIRBE B AT
(Department of Nephrology, Ushiku Aiwa General Hospital, Ushiku, Japan)
13 FRORAE B YR
(Department of Internal Medicine, Teikyo University School of Medicine, Tokyo, Japan)
14 FipeR EhEAE
(Department of Nephrology, University of Tsukuba, Tsukuba, Japan)
15 MR ERA: BRAAE
(School of Medicine, Juntendo University, Tokyo, Japan)

16 [ 11K
(Okayama University, Okayama, Japan)

17 HMKRE Fhik - V7~ FBEEAR

(Department of Nephrology and Rheumatology, Kyorin University, Tokyo, Japan)
18 HHESrdH S DRl W

(Department of Internal Medicine, Kichijoji Asahi Hospital, Tokyo, Japan)

19 FEERBERHRARY: U 7= F - BEWEAR
(Department of Rheumatology, International University of Health and Welfare School of Medicine, Chiba, Japan)
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Marked Regional Variation in APOE €4 Frequency Among Patients with Alzheimers Disease
A7 B 75! (Haruka Naoe), #AJE H1FE? (Tomoyasu Matsubara), {6 il A3 (Kenta Hanada),

S 44 (Masaki Kamada), /I fIf#? (Kazuki Sogawa), 7 3&fti® (Miki Tani),

AR FE/3 (Ryosuke Miyamoto), BI85 H]S (Koji Fujita), F15% ME{Z5 (Yuishin lzumi),

AR B2 (Hiroyuki Morino)
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(Department of Medical Genetics, Tokushima University Graduate School of Biomedical Sciences, Tokushima, Japan)

2 JREREEEbE IR R
(Department of Neurology, Hiroshima University Hospital, Hiroshima, Japan)
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(Department of Neurology, Tokushima University Hospital, Tokushima, Japan)
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(Department of Neurology, Kagawa University Hospital, Kagawa, Japan)

5 PEESRERABEIR AT R A R oy B

(Department of Clinical Neuroscience, Tokushima University Graduate School of Biomedical Sciences, Tokushima, Japan)

Genome-wide scan identifies candidate loci associated with smoking quantity in patients undergoing
cancer pain treatment
Va5 K12 (Daisuke Nishizawa), HEF: f@3 (Takeshi Terui), £ F2%3 (Kunihiko Ishitani),
A5 [EAl2 (Shinya Kasai), J%43)1] #87-2 (Junko Hasegawa), H[1] 5 T-'? (Kyoko Nakayama),
W 1P 12 (Kazutaka Tkeda)
1 IR - RS v 8 — R EETTIR T R R SR
(Department of Neuropsychopharmacology, National Institute of Mental Health, National Institute of Neurology and Psychiatry,

Tokyo, Japan)
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(Department of Clinical Medical Sciences (Addictive Substance Project), Tokyo Metropolitan Institute of Medical Science,
Tokyo, Japan)

3 BT B2 R
(Division of Internal Medicine, Department of Medicine, Higashi-Sapporo Hospital, Hokkaido, Japan)

Poster Session 2-08 Clinical Genetics 2

H B D11H20H (&) 15:30~16:30

= 5 ARS8 (IEEEER v ¥ — R BRE1-A+2)

Date : Friday, November 20 15:30~16:30

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Risk-Reducing Surgery in BRCA1/2 Pathogenic Variant Carriers at a Regional Cancer Care Hospital
Tl 5% (Tomoyoshi Aoyagi), FifS Ef (Maki Namura), 5 H AL (Kanae Iwata),

=G 758 (Hidekazu Takahashi), #§7K J&—Ef (Shinichiro Shimizu), H&H] & \> (Ai Kumada),

PG A8 (Hiroshi Matsuzaki)

Mg L v 8 —
(Funabashi Municipal Medical Center)
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De novo in-frame CREBBP variant identified in a patient with developmental delay and velopharyngeal
incompetence
I 5212 (Megumi Ueda), H AR HILLF-13 (Yuiko Aoki), HH: ZZ1E 3¢ (Hironao Shirai),
A HZ%2 (Rina Shimomura), PUE ] #&'S (Yu Shiguta), |14 £7-16 (Keiko Yamamoto),
LA Bf—7 (Kenichi Yamamoto), 7KH] J5£#7 (Miho Nagata), HHHE} £#37 (Yoshihiro Asano),
57 SEAE2 (Minobu Shichiji), 47iH 512 (Keiko Ishigaki), [LIAX 22213 (Toshiyuki Yamamoto)
1 R FERERY: REpBE ARt S an R Rl f B R R 25 iy
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)

2 R ERERNEE N R
(Department of Pediatrics, Tokyo Women's Medical University Hospital, Tokyo, Japan)
3 B FBERIRYRAEGE R e Rl B S 1 e r i iy
(Division of Gene Medicine, Graduate School of Medical Science, Tokyo Women's Medical University, Tokyo, Japan)

4 JEHCRAE NREE
(Department of Pediatrics, Kitasato University School of Medicine, Sagami, Japan)
5 HARRZEEAERIEREE R
(Department of Pediatrics and Child Health, Nihon University School of Medicine, Tokyo, Japan)

6 BT EERERS i - #ilE 7 a2 s v U
(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo, Japan)

7 RBORAABE AT R BT S 132
(Department of Medical Genetics, Osaka University Hospital, Osaka, Japan)
GATA4 In-Frame Deletion in a Boy with Congenital Heart Defects, Differences of Sex Development, and
Diaphragmatic Hernia
W {22212 (Nobuhiko Koga), fiad: H1551~! (Yuko Katoh-Fukui), 5 H5A '3 (Sadahiro Fukui) ,
HE B H fit—34 (Kenichi Kashimada) , TRAL Ef! (Maki Fukami)
1 ESZRE R 2 v & —WFERT 53 o irge i
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development, Tokyo, Japan)
2 R REABE TS N LR
(Department of Pediatrics, Faculty of Medicine, Fukuoka University, Fukuoka, Japan)
3 ENLKEBERR v 7 — N - AR
(Division of Endocrinology and Metabolism, National Center for Child Health and Development, Tokyo, Japan)
4 EREERI ¥ 5 — P & 27 LR
(Division of Systems Pathobiology, National Research Institute for Child Health and Development, Tokyo, Japan)

Compound heterozygous VUSs in the KCNQ17 gene with clinical features suggestive of Jervell and
Lange-Nielsen syndrome
Il (B2 (Makoto Ichikawa), W4T ELoR! (Mami Notake), B f8—2 (Ken-Ichi Torii),
Z5H i3 (Kiyomitsu Nara), v H Z34#° (Natsumi Yoshida), BkiR £E{R° (Kayo Momozawa),
RN #57-3 (Reiko Muramatsu) , Hh FEI3 (Yumika Fue) , XEY PR3 (Yoko Karino) ,
B & AE]HR4 (Shujiro Minami) , {32/ E.3C5 (Naofumi Sumitomo), [1[{5# —f§}12 (Kazuki Yamazawa),
PAZK 134 (Tatsuo Matsunaga)
1 JZATBOE N ERDR RS RO R 2 v & — SRR
(Department of Medical Genetics, National Hospital organization Tokyo Medical Center, Tokyo Japan)
2 MSAATEOEAN ENLEBERE R R v 7 — AR
(Department of Pediatrics, NHO Tokyo Medical Center, Tokyo, Japan)
3 BNIATEGEAN ERTRBIRERE e v & — KRR v v — TR - SRR
(Division of Hearing and Balance Research, NHO Tokyo Medical Center, Tokyo, Japan)
4 JOZATBOE N ENDEEERERE FURPER e v 8 — H ARG
(Department of Otolaryngology, NHO Tokyo Medical Center, Tokyo, Japan)
5 BEMERFARFREAE NP EEE
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)

Phenotype-Driven Interpretation of a Heterozygous CNV Involving the Autosomal Recessive Gene
SLC12A6
LI 754! (Kosuke Yamada), I {5 ! (Yuka Wada), fEiAfk DK (Naoki Takabayashi),
AR #2351 (Fumi Kurebayashi), ER i (Toru Takagi) , it VEAI2 (Hirotomo Saitsu) ,
&7k ftE] ! (Kenji Shimizu)
1 FRRAL C & bk B g AR
(Division of Clinical Genetics and Cytogenetics, Shizuoka Children's Hospital, Shizuoka, Japan)

2 WRARPERLRAE PRAL

(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
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Can MDCT (multidetector-row CT) Be an Alternative to Breast MRI Surveillance?
AR AT (Yachiyo Iwamura), 12111 F3E2 (Tomoki Sugiyama), fE7K B2 7! (Satoko Yorinaga),
2 AT (Taketetsu Kubota) , fHAT 27! (Satoko Uemura), —jfi 5! (Takumi Miura),
T B2 (Hiromitsu Domen), M2 —F! (Kazuomi lchinokawa), Y B! (Junkichi Koinuma),
EiZ& B (Yasunari Takakuwa), A4S Hif&4 (Mizue Teramoto), ¥5(J #5325 (Hiroyuki Shikisima)
1 NTTH HAALEwE 445

(Department of Surgery, NTT Medical Center Sapporo, Hokkaido, Japan)

2 NTTH H AR E W0k 851 R
(Department of Thoracic Surgery, NTT Medical Center Sapporo, Hokkaido, Japan)
3 NTTHHAMBEEE HARRER
(Department of Clinical Laboratory, NTT Medical Center Sapporo, Hokkaido, Japan)
4 NTTH HAFLIERE 2k AR
(Department of Gynecology, NTT Medical Center Sapporo, Japan)
5 ALBEBETL & L EHMARIZ V= 2
(Shikisima Breast Surgery Clinic, Sapporo, Japan)

The role of clinical geneticists in recommending genetic counseling for patients with MSI-H/ dMMR
colorectal cancer

SR BZ="1 (Yozo Suzuki), KH #f! (YukiOzato), A FIiEk! (Kazuya Iwamoto), YRS (245! (Toshiki Noma)
AR 5 HI (Katsunori Matsushita), FT1H A ! (Naoki Shinno), H1 & {El41! (Shinsuke Nakashima),
A FEHI2 (Hidenori Kusumoto), [ Z£HA3 (Yasuhiro Toyoda), 757K =" (Junzo Shimizu),
JUE BHJY 14 (Tomono Kawase), #RAR 3 =3 (Kenzo Akagi), /)Ml J B 14 (Mariko Koike),
4 F fE] 14 (Hiroshi Imamura), & M ##3 4 (Naohiro Tomita)
IO TRVA =L e R SR (e A B
(Department of Gastroenterological Surgery, Toyonaka Municipal Hospital, Osaka, Japan)

2 iz YRR R

(Department of Respiratory Surgery, Toyonaka Municipal Hospital, Osaka, Japan)
3wzt ke FLIRARE

(Department of Breast Surgery, Toyonaka Municipal Hospital, Osaka, Japan)
4 IR A3 AR

(Center for Cancer Genomics, Toyonaka Municipal Hospital, Osaka, Japan)

Chromosomal microarray diagnosis of Smith-Magenis syndrome in an ELBW infant with hyperacusis
and estropia

+ A EH (Midori Hijikat), A 52 (Takeaki Tamura), &% {41 (Nobuhiko Nagano),
[afE % (Aya Okahashi) s #%F —EH (Ichiro Morioka)

HARAEE AN A RN R B
(Department of Pediatrics and Child Health, Nihon University School of Medicine)

A case of Peutz Jeghers syndrome suggestive of mosaic whole-gene deletion of the STK711 gene
BT EoR! (Mami Notake), TfiJI] [EZE! (Makoto Ichikawa), #& )5 #%—H[? (Seiichiro Fukuhara),
B BT 34 (Kokichi Sugano), 4+JE J84E -4 (Mineko Ushiama), 5[ #fiZ4 (Teruhiko Yoshida),
1% —k (Kazuki Yamazawa)
1 HOATBOEN ERDREEEAS R v & — BIR2HR

(Department of Medical Genetics, NHO Tokyo Medical Center, Tokyo, Japan)
2 MSZATEOEN ENDEBEERE SRR v & — LA IR

(Department of Gastroenterology and Hepatology, NHO Tokyo Medical Center, Tokyo, Japan)
3 PASMAENEA e RUFEHTIN R B A0w e B s s ikt

(Department of Genetic Medicine, Sasaki Foundation, Kyoundo Hospital, Tokyo, Japan)
4 ENZORBARE BRI AR v & — kT SRR

(Department of Genetic Medicine and Services, National Cancer Center Hospital, Tokyo, Japan)
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Clinical features of GBA1-related Parkinson's disease in Japanese patients

¥ 4! (Hiroyo Yoshino), 2% 523 (Yuanzhe Li), fAILI 2%12 (Manabu Funayama), F-7- &2 (Yutaka Oji),
8% B2 (Shin-ichi Ueno), P[] {754 (Kenya Nishioka), JiHI#} BX? (Taku Hatano),

AR 1222256 (Nobutaka Hattori)

1 MERE RS RAEREE TSR & N ENTE - TRtk > & —

(Research Institute for Diseases of Old Age, Graduate School of Medicine, Juntendo University, Tokyo, Japan)
2 MEREE KA P

(Department of Neurology, Faculty of Medicine, Juntendo University, Tokyo, Japan)
3 MR RS RBEE AR RARESWT - 85 - I8 e

(Department of Diagnosis, Prevention and Treatment of Dementia, Graduate School of Medicine, Juntendo University, Tokyo,
Japan)

4 NERERA: DL R NE R 5 J VL i e e > & — Il Rl

(Department of Neurology, Juntendo Tokyo Koto Geriatric Medical Center, Yokyo, Japan)
5 ERIEKRYE: KFEGEEMER —a—m v Y 7 7uR b=y —

(Neuron-Glia Crosstalk Center, Graduate School of Medicine, Juntendo University, Tokyo, Japan)
6 BYLAAWFSLIT AR A 2 v & —

(Neurodegenerative Disorders Collaborative Laboratory, RIKEN Center for Brain Science, Saitama, Japan)

Fertility Preservation During Breast Cancer Treatment in Cowden Syndrome: Live Birth Despite
Metachronous Cancers
PAAS FE13 (Megumi Matsumoto) , #AH] BEF-3 (Riko Matsuda), =Jifi 245123 (Shoko Miura),
Heft 2223 (Itsuki Kajimura), HH 3213 (Aya Tanaka), J5H] #if13823 (Ayumi Harada),
FEAJI W D 23 (Yuri Hasegawa), =i 1523 (Kiyonori Miura), #AAS FEKHEF! (Keitaro Matsumoto)
1 RIREEE SMRIEEEE FUBR N 0 Rt
(Breast and Endocrine Surgery, Department of Surgery, Nagasaki University Hospital, Nagasaki, Japan)

2 RIRRAEBE Bk AR
(Department of Obstetrics and Gynecology, Nagasaki University Hospital, Nagasaki, Japan)

3 RIEKRAEEE 7/ biglier 5 — @8ish v ey v 7HM

(Genetic Counseling Unit, Clinical Genomics Center, Nagasaki University Hospital, Nagasaki, Japan)

A suspected Androgenetic/Biparental Mosaic/Chimeric Conception (ABMC) with discordant p57i?2
immunostaining
i B34 (Reika Takada), FEPN W12 (Tsuyoshi Takiuchi), V4§ b {£%%! (Yuna Nishiue),

W Pl (Takuya Awaji), FAAR B! (Hiromu Okaki), HH F%1! (Yoshitomo Tanaka),
/M TEN! (Naoto Komatsu), LH KR (Yuki Yasui), R A (Yumi Nakao),

I &3 (Tomomi Taguchi), PIAR $h2: 1 (Yuki Takemoto) [JJK %! (Koyo Yamamoto),
PEH JEEE! (Mika Handa), [ 22 7-! (Aiko Okada), 3k %ﬁ“ (Kansuke Kido),

R £ (Tomohiko Tsuruta), /NE FEF ! (Michiko Kodama)
1 RBRRAE REEBEE A2 R SERE EERH AR AR A B
(Department of Obsterlcs and Gynecology, Graduate School of Medicine, the University of Osaka, Osaka, Japan)
2 RBRAE KRB AR WPGERE Sabi sy 7 L BRI
(Department of Clinical Genomics, Graduate School of Medicine, the University of Osaka, Osaka, Japan)
3 RBRRAE REEBEEE S RUISERE BB BR 2R
(Department of Pathology, Graduate School of Medicine, the University of Osaka, Osaka, Japan)
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Poster Session 2-09 Rare Diseases 2

H K :11H20H (%) 15:30~16:30

& YRRy =2 (IEEER vy —BTR [BREL-AL2)

Date  : Friday, November 20 15:30~16:30

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Failure to thrive associated with recurrent aspiration pneumonia in a patient with Baraitser-Winter
syndrome.
KH: P& (Kozo Nagai), KA B H 23 (Yuduki Ooki), A 123 (Kyoko Moritani)
FEIR} ¢ BR4%3 (Erina Ozaki), 7KH] 354 (Miho Nagata), >KJ: %5 (Ayumi Yonei),
LA Bf—6 (Kenichi Yamamoto), BH¥F {-#5+ (Yoshihiro Asano), 44T 1723 (Minenori Ishimae),
VLI ELH7-23 (Mariko Eguchi)
1 BRI g e /N R
(Department of Pediatrics, Ehime Prephectural Central Hospital, Ehime, Japan)
2 BIERARGEE SRR D YR
(Department of Pediatrics, Ehime University Graduate School of Medicine, Ehime, Japan)

3 BIERAEPE AT T B R PRI
(Division of Clinical Genetics, Ehime university hospital, Ehime, Japan)
4 RBREREBEE R VIFERE B & R
(Department of Cardiovascular Medicine, The University of Osaka Graduate School of Medicine, Osaka, Japan)
5 RBRORSERAEBE AR b 815 1329
(Department of Genetic Counseling, The University of Osaka Hospital, Osaka, Japan)
6 KBRFEREGEESRUITERE SR I
(Division of Health Sciences, The University of Osaka Graduate School of Medicine, Osaka, Japan)

A case of infantile epileptic spasms syndrome and neurodevelopmental disorder with a homozygous
DNAJAS variant
PAJE K- (Kohei Matsubara), 7K1 Jifll! (Takeshi Mizuguchi), 1 FH Z5##3%!2 (Naomi Tsuchida),
I d B2 (Yuri Uchiyama), 34 1E5%! (Masamune Sakamoto), HizK yT.HL -1 (Eriko Koshimizu),
P #FE! (Kohei Hamanaka), 7, A 1-13 (Satoko Miyatake), LR —EB4 (Ichiro Kuki),
[ {414 (Shin Okazaki), AR [ELE 23 (Naomichi Matsumoto)
1 MO R R B R AU RRE G S
(Department of Human Genetics, Yokohama City University Graduate School of Medicine)
2 BRI RSB 7 b TR
(Department of Rare Disease Genomics, Yokohama City University Hospital)
3 BRET O RYME R BOE S 2R R
(Department of Clinical Genetics, Yokohama City University Hospital)
4 RIRTZRR AR £ v & —/NRIRE - SEEE AR
(Department of Pediatric Neurology and Neurolinguistics, Osaka City General Hospital)

Hospital-Based Peer Support and Educational Meeting for Rare Genetic Diseases: Utility and Evolving

Participant Needs.

I HAI! (Hiyori Ueda), H) Z3HBHC! (Natsuki Nakamura) , K50 ¥ Lt (Shiomi Otsuji)

EJ5 BHF-! (Tomoko Uehara), #£ %2 (Shin Hayashi), FE%E 38671 (Mie Inaba)

1 BRIREFRT R A2 v 7 — iyl NRNE - SIS0
(Department of Pediatric Internal Medicine and Clinical genetics, Aichi Developmental Disability Center Central Hospital,
Kasugai, Aichi, Japan)

2 BHIRBEFRER AL v & — FEEFEVIILRT @5 BRI
(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center Central Hospital,
Kasugai, Aichi, Japan)

Diagnostic Yield of Whole-Exome Sequencing in Fetuses with Unexplained Structural Anomalies

A& O9> 1 1 (Hikari Nebashi), fHiE difc! (Yuki Ito), RALE Z3%!' (Haruna Okubo),
A FEIE " (Tokumasa Suemitsu), 2K ZEHifi! (Taisuke Sato), /EifiG {23 (Ken Takahashi),
A N2 (Kousuke Taniguchi) , %% {dt—Hp24 (Kenichiro Hata) , VR e (Osamu Samura) )
N JE B (Nozomu Yanaihara)
1 U 2 ERERAY: Al N B
(Department of Obstetrics and Gynecology, The Jikei University School of Medicine, Tokyo, Japan)
2 ENZERB BRI v & — WFSUT FE R S RE A a5
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development, Tokyo, Japan)
3 ENIREEIE e v v — FEY - SRR v Y —
(Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and Development)
4 PSRRI AR IR R E R

(Department of Human Molecular Genetics, Gunma University Graduate School of Medicine)
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Current Status of Genetic Panel Analysis for Intractable Rare Disorders at Tokyo Women's Medical
University Hospital
BHAR LT 12 (Yuiko Aoki), FFH: ZZ1E23 (Hironao Shirai), FF 5F! (Mamoru Yokomura),
A B3 (Rina Shimomura), [ B 5224 (Megumi Ueda), PUE ] #&25 (Yu Shiguta),
T E£7-16 (Keiko Shimojima Yamamoto), |[[4% {85212 (Toshiyuki Yamamoto)
1 WRCFERERYE 7 7 LR
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
2 PR TFERIRAR A AR e A ar R R R R R TR 1
(Division of Gene Medicine, Graduate School of Medical Science, Tokyo Women's Medical University, Tokyo, Japan)
3 AGERAE ANERE
(Department of Pediatrics, Kitasato University School of Medicine, Sagami, Japan)
4 R TERRERERZER 2~ & — NEE
(Department of Pediatrics, Tokyo Women's Medical University Adachi Medical Center, Tokyo, Japan)
5 HAERYE NREE
(Department of Pediatrics and Child Health, Nihon University School of Medicine, Tokyo, Japan)
6  BUEATERERAE il - #ifid 7 v x> v 7F

(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo, Japan)

A Japanese infant with chronic anemia harboring a novel pathogenic variant affecting the same
residue as G6PD lerapetra
AT 522! (Takeaki Tamura) R T JiH (Katsuyoshi Shimozawa) , AR (Koji Kanezawa) R
HFER IER (Masataka Ito), )i 2 HL3Z! (Erina Nakahara), DU f&! (Yu Shiguta), 5 52! (Hidetoshi Go),
B —IF! (Kazumasa Fuwa), I 11 (Nobuhiko Nagano), TE £ (Keiko Shimojima-Yamamoto),
2 4 I 111 (Hiroshi Yagasaki), |14 #8223 (Toshiyuki Yamamoto), & B} {72 (Hitoshi Kanno),
Ffd —BH' (Ichiro Morioka)
1 HARFEAE NRREE RN R o B

(Department of Pediatrics and Child Health, Nihon University School of Medicine, Tokyo, Japan)
2 ECTERPRAAE AR I - Al 7 a2 v 7R

(Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo, Japan)

3 WHLTEREREESRR 7/ L%
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)

A case of TAF4 related intellectual developmental disorder with Cornelia de Lange syndrome-like facies

& ZEfE 12 (Yasutsugu Chinen), fifff E B2 (Sadao Nakamura), Hl A& ¥-3 (Kumiko Yanagi),
9 [E3 (Tadashi Kname), & W -4 (Kenji Naritomi), F1P5 jf—! (Koichi Nakanishi)
1 BB AR AT RS R SR
(Department of Child Health and Welfare, Graduate School of Medicine, University of the Ryukyus, Ginowan, Japan)
2 BRERRARBOEE A Y v ) v
(Genetic Counseling Unit, University of the Ryukyus Hospital. Ginowan, Japan)
3 BERNZREBERVIZE R v 8 — WA 7 L BEIETET
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
4 hEREEEY Y 5 —
(Okinawa Nanbu Habilitation and Medical Center, Naha, Japan)

Early Genetic Diagnosis Enabling Pre-symptomatic Intervention in an Extremely Preterm Infant with
Menkes Disease

TR Z 412 (Yoshihiro Yoshimura), B -1 (Keiko Takahashi), FiAR 3 (Naomi Araki),

KFH: 3! (SouNagai), -l {72 (Hitoshi Isohata), A<H] HfE7-!3 (Masako Honda), f:II5 314 (Taira Toki),
JINBR S EE T4 (Yukako Kosaka), Y& A2 (Daigo Ochiai), /& 525! (Fumio Takada)

1 AEHIRAAIR R R

(Division of Clinical Genetics, Kitasato University Hospital)
2 JEEURZEPE AR EE R
(Department of Obstetrics, Kitazato University, Kanagawa, Japan)

3 ABERAHE AR
(Department of Gynecology, Kitasato University, Kanagawa, Japan)
4 JEEIAAN LR

(Department of Pediatrics, Kitasato University, Kanagawa, Japan)
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ATP7B Variants and Structural Variant Analysis in Ecuadorian Wilson's Disease
e %2 R ZLJG1 (Rino Sasaki), 7 )L v A <ILF 4 72 (Martina Armas),
TYTATIVAAF XN 3 3 (Benjamin Arias-Almeida), L 4 > 2877 )L3 (Paul Leon),
AW BT (Yoko Iwauchi), @ X 1 232 34 (Vanessa I Romero), flli& —3%! (Kazuyoshi Hosomichi)
1 BORCERERYRAERE R BHAERE 7/ D EHRIERIEERIAE S
(Laboratory of Computational Genomics, Tokyo University of Pharmacy and Life Sciences, Tokyo, Japan)

2 Escuela de Biotecnologia, USFQ
(Escuela de Biotecnologia, Colegio de Ciencias Biologicas y Ambientales, Universidad San Francisco de Quito, Quito, Ecuador)
3 Instituto de Microbiologia, USFQ
(Instituto de Microbiologia, Colegio de Ciencias Biologicas y Ambientales, Universidad San Francisco de Quito, Quito,
Ecuador)
4 Escuela de Medicina,USFQ
(Escuela de Medicina, Colegio de Ciencias de la Salud, Universidad San Francisco de Quito, Quito, Ecuador)

Poster Session 2-10 Database/Biobank

H W:11H20H ()  15:30~16:30

& B RRY =2 (IIaEBER vy ¥ —EBRH EBREI-A+2)

Date : Friday, November 20 15:30~16:30

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Importance of Prior Awareness for Obtaining Participation Consent in Biobanking: A Literature Review
1 di#t 1+ (Yukiko Nakashima), /MU T+f& (Chie Oyamada), A &+ (Fujiko Itaya),
/IR 351 (Ryosuke Kobayashi), # % &% (Tatsuya Kanto), 21| BB (Masaya Sugiyama)

[ 7 R AR BRITTE AR B EI B B e v 5 —
(National Kohnodai Medical Center, Japan Institute for Health Security)

Immune Reference Datasets for Transcriptome Analysis and Interpretation
iR B B! (Akari Suzuki), Jessica Michelle Severin2, #1)1] ifEth? (Takeya Kasukawa),
A% —Z!1 (Kazuhiko Yamamoto)
1 BEGAERFZEIT R ERIEZE v & — A O REREmRF — 4
(Laboratory for autoimmune diseases, IMS, RIKEN)
2 PLsARSET A EREA S v 8 — R BERERE R T — & it — &
(Laboratory for Large-Scale Biomedical Data Technology, IMS, RIKEN)

Building a Cohort-wide Genomic Resource through Array Genotyping and Imputation in the Tohoku
Medical Megabank Project

A B (Mika Sakurai-Yageta) s VVNEEAY (Sachiyo Sugimoto), AT T-E (Chinatsu Gocho) s

AR HER (Masae Kimura), 5 B (Akira Narita), 428 {5+ (Satoshi Makino),

fit1 L1 &6 (Takamitsu Funayama), A 550 (Akihito Otsuki), 75K #3— (Yuichi Aoki), HH/S; f& (Shu Tadaka),
Tk A% (Hisaaki Kudo), REH] f1E (Kazuki Kumada), HE Ji (Gen Tamiya),

A Hf2 (Masayuki Yamamoto), KT BEE (Kengo Kinoshita)

BALKSE AL A T 4 AL« X BN TR
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)

NanbyoData: A Japanese Rare Disease Portal with Ontology-Based Data Integration

M (EFE! (Masae Hosoda), HH ZEf! (Jaemoon Shin), 15 H HAVT.! (Terue Takatsuki),

=& 1824 (Nobutaka Mitsuhashi) , Zgith 35422 (Atsuo Kikuchi), B 51t (Toyofumi Fujiwara)

1 RS FRFHBEEIE A R - > A 7 L WP ENDEAREITEAT S A A4 7 — S el (BSD 74 794 v
ARG T — 4 X— ¥ (DBCLS)

(Database Division for Life Science (DBCLS), BioData Science Initiative (BSI), National Institute of Genetics, Research
Organization of Information and Systems. Chiba, Japan)

2 HULRYE KABEE RIS R NV e o
(Department of Pediatrics, Tohoku University Graduate School of Medicine, Sendai, Japan)
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BioBank Japan: Better Biological Resource Toward the Further Utilization of Samples and Data
FRIFT P32 12 (Takayuki Morisaki), [ FEZR 13 (Yukinori Okada), AEYN B 14 (Natsuhiko Kumasaka)
K H: #7125 (Akiko Nagai), B &gk (Kaori Muto), #AH] 35— 126 (Koichi Matsuda)
LR BERERRAT 54 AN 7 - Pty
(BioBank Japan, The Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
2 BURRZERABE HASAURFIANIR 7V = Ay — 7 2 v 2538
(Department of Computational Biology and Medical Sciences, Graduate School of Frontier Sciences, The University of Tokyo,
Tokyo, Japan)
3 HCRYERAERE A RITERE AR R Y
(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
4 WRURSE BERFAIERT &t 7 L2 v ¥ — FY I - 7 27 AN
(Division of Digital Genomics, Human Genome Center, The Institute of Medical Science, The University of Tokyo, Tokyo,
Japan)
5 HURY ERIAIIZERT © b7 AT v 5 — RNILBORI I
(Department of Public Policy, Human Genome Center, The Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
6 HURURYE EBIAWIERT & N7 LT v & — o — 7 v ZAEANBFE T
(Laboratory of Genome Technology, Human Genome Center, The Institute of Medical Science, The University of Tokyo, Tokyo,
Japan)

A multicentre study on craniofacial anomalies in orthodontic patients in Japan: diagnosis and
insurance eligibility
/NI Al (Takuya Ogawa), 5L 132 (Satoru Hayano), _E[l %52 (Hiroshi Kamioka),
+ 4 3 (Shinobu Tsuchiya), F+J& 223 (Kaoru Igarashi), Si3% B¢ (Hiroshi Kurosaka),
I3k FAe4 (Takashi Yamashiro), J}J& {%5 (Jun Nihara), HFH]H Fi%e (Kaori Gunjigake),
JIJG fEF%¢ (Tatsuo Kawamoto), )5 BK1H7 (Takuya Fujiwara), {5 {7 (Ken Miyazawa),
e 5 5¢8 (Yoshiaki Sato), ZEHH [E A ° (Naoto Suda), #R[L| B HE]L10 (Keiji Moriyama)
1 U RIERER G PR AR A e SRR RS IE 240 1
(Department of Maxillofacial Orthognathics, Graduate School of Medical and Dental Sciences, Institute of Science Tokyo,
Tokyo, Japan)
2 REILRA: ST e S B S22 S RHR I
(Department of Orthodontics, Graduate School of Medicine, Dentistry and Pharmaceutical Sciences, Okayama University,
Okayama, Japan)
3 BELRAYERAYBE b AITFERE SR S R S o iy
(Division of Craniofacial Anomalies, Tohoku University Graduate School of Dentistry, Sendai, Japan)
4 RWREFRE PR S R I 2l
(Department of Orthodontics and Dentofacial Orthopedics, The University of Osaka, Graduate School of Dentistry, Osaka,
Japan)
5 FHRARYERERE R EAIT R lRURIE A
(Division of Orthodontics, Graduate School of Medicine, Dentistry and Health Sciences, Niigata University, Niigata, Japan)
6 JUMNBRELR: SHIPERERE NG (o7 0 i
(Division of Orofacial Functions and Orthodontics, Kyushu Dental University, Fukuoka, Japan)
7 BHISABERY: AT o R R 2
(Department of Orthodontics, School of Dentistry, Aichi Gakuin University, Nagoya, Japan)
8 ALMBERERYDE RMEIE A EE
(Department of Orthodontics, Faculty of Dental Medicine and Graduate School of Dental Medicine, Hokkaido University,
Sapporo, Japan)
9 BHHERY: HAAER BRI IR B
(Division of Orthodontics, Department of Human Development and Fostering, Meikai University School of Dentistry, Saitama,
Japan)
10 HRRHERY: ORERlYE 2 v 5 —
(Oral Science Center, Institute of Science Tokyo)

TogoVar data expansion: structural variants, JGA-derived variants, and splice-site creating variants
=& 182% (Nobutaka Mitsuhashi), 5FJ& Bt (Yuki Moriya), JIIIE SZ7F (Minae Kawashima),

M -5 (Masae Hosoda), JI[ & 75— (Shuichi Kawashima), FIl| f2HH (Toshiaki Katayama)

THH - > AT AR ESOBEAVTART S A A 7T — Z e (BSD 74 794 ¥ AT — 8 X — A
(DBCLS)

(Database Division for Life Science (DBCLS), BioData Science Initiative (BSI), National Institute of Genetics Research
Organization of Information and Systems (ROIS), Kashiwa, Japan)
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Identifying risk factors for childhood obesity associated with genetic factors in hypertensive disorders
of pregnancy

HeH: £21 (Takashi Mitsui), =& #¥-! (Sakurako Mishima), H¥¥ 772 (Riki Nakano),

JKHF B2 +-3 (Satoshi Mizuno), 7K SR B3 (Satoshi Nagaie), AR s+ (Mizuki Morita),

Fk 5 Bll—3 (Soichi Ogishima), i JEHH -1 (Eriko Eto), #4|l] #7' (Hisashi Masuyama)

1 RILERe: kR AR

(Department of Obstetrics and Gynecology, Okayama University, Okayama, Japan)
2 PHEEAEEE
(Nishinomiyawatanabe Hospital)

30 RULA T4 AL - RNV NG RS ERICTEM
(Department of Health Record Informatics, Tohoku Medical Megabank Organization)

4 FALRERZESE ~V A S AT LRARIENER
(Department of Biomedical Informatics, Okayama University Graduate School of Interdisciplinary Science and Engineering
in Health Systems)

PanelSearch Nanbyo for evidence-based curation of gene lists in designated intractable diseases
HI 725! (Jaemoon Shin), JI[ME SEH! (Minae Kawashima), |11 37~ (Atsuko Yamaguchi),
= A3 (Fuyuki Miya), F 1L f2HH! (Toshiaki Katayama), /MR @2 EE3 (Kenjiro Kosaki),
JEJE b1 (Toyofumi Fujiwara)
1 ENTBBAHE N4 47— F R 74 794 =V AffiaT — 8 X — 2 M
(Database Division for Life Science, BioData Science Initiative, National Institute of Genetics, Chiba, Japan)
2 HLUERTHIRAE R A L LA SE RHE RS
(Tokyo City University, Setagaya, Tokyo, Japan)
3 BERERARFERE ARG E e v 5 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)

Poster Session 2-11  Function and Disease Models

H K :11H20H (£)  15:30~16:30

2 B AR -2 (IeEEX v Y — BT EBRE1-A+2)

Date : Friday, November 20 15:30~16:30

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Pentose phosphate pathway dysfunction and lipid peroxidation in inflammatory liver injury in Lars1
mutant mice
FF £ Ef (Masanori Inoue), Wulan Apridita Sebastian!, & it ABH? (Hiroaki Miyahara) ,
{GH #2143 (Toshikatsu Hanada), fEH #L7-4 (Hanada Reiko), J}:Ji {dt ! (Kenji Ihara)
1 RIPRAFBER AN YRR
(Department of Pediatrics, Faculty of Medicine, Oita University, Oita, Japan)
2 FRIBERERA NG Rl e ehRe i B2 AR
(Department of Neuropathology, Institute for Medical Science of Aging, Aichi Medical University, Aichi, Japan)
3 RORNFEFWEACS: - 7 EIEr s
(Department of Biochemistry and Molecular Genetics, Faculty of Medicine, Oita University, Oita, Japan)
4 RO RAFPE AT A B R
(Department of Physiology, Faculty of Medicine, Oita University, Oita, Japan)
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EDA1 variants impair EDAR signaling in severe permanent tooth agenesis

4% Z€3)-1 (Yasuto Sano), HTHH fifi—EE2 (Junichiro Machida), # H 3 #%2 (Jo Kasugai)

5L B2 (Youko Toudou), fEAT JL¥E2 (Motohiro Fukumura), J5H] #4732 (Hiroyuki Shimada),
KH Hifi7+ (Akiko Ota), FTHI FET-5 (Reiko Tokuyama-Toda), HLff — A5 (Kazuhito Satomura),
EifG —HE¢ (Ichiro Takahashi), #&J# Ttk (Mitsuo Goto), FRf[H] & A7 (Yoshihito Tokita)

1 BEBERY: el PR B A o i

(Department of Oral and Maxillofacial Surgery, School of Dentistry, Aichi Gakuin University, Aichi, Japan)

2 b3y R AR
(Department of Oral and Maxillofacial Surgery, Toyota Memorial Hospital, Aichi, Japan)

3 AEERERABR A RUITER N R R S R A
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Aichi, Japan)

4 a3y Rl N AL
(Department of Oncology, Toyota Memorial Hospital, Aichi, Japan)

5 BRI T P R e
(Department of Oral Medicine and Stomatology, School of Dental Medicine, Tsurumi University, Kanagawa, Japan)

6 SRR AT 28 e B R 20 1
(Department of Dental Science, Division of Oral Health, Growth and Development, Graduate School of Dental Science, Kyushu
University, Fukuoka, Japan)

7 BARERREERA R v ¥ —FERETTRRT BEEE 7OV
(Department of Disease Model, Institute for Developmental Research, Aichi Developmental Disability Center, Aichi, Japan)

Functional analysis of AMOTL1, a candidate gene for orofacial clefts, during palatal development
751 FETY R (Honoka Saito), /N[ 544! (Takuya Ogawa), Ye Thiha!, HEJ# #ii4' (Norihisa Higashihori),
FRIL & F] 12 (Keiji Moriyama)

1 HORRkAR Y. SR AR IE 2

(Department of Maxillofacial Orthognathics, Graduate School of Medical and Dental Sciences, Institute of Science Tokyo)
2 RERRERE DR v & —

(Oral Science Center, Institute of Science Tokyo)

Establishment of disease-specific iPSCs derived from Japanese familial NBCCS with a novel PTCH1
mutation

V& F87-! (Atsuko Hamada), T ¥£ 5] 12 (Yoji Nakase), AR 53! (Fumitaka Obayashi),

AbA T35 (Naoya Kitamura), Hil 367 (Tsuyoshi Hata), LI %07+ (Sachiko Yamasaki),

A % FE+12 (Taeko Fukutani), /NGt Jf—! (Koichi Koizumi), M4 #2Hi! (Souichi Yanamoto)

LA F45 (Tetsuya Yamamoto), [ #7414 (Tetsuji Okamoto)

1 RERERER Erﬁﬂ%’ﬁhﬂ 1 [P e T £

(Department of Oral Oncology, Graduate School of Biomedical and Health Sciences, Hiroshima University, Hiroshima, Japan)
2 RETALE PR R v 7 — i RYRBE Rk - DS R

(Department of Oral Surgery, Hiroshima City North Medical Center Asa Citizens Hospital)
3 ERBRERAE RS A A AR Rl o 1y

(Department of Comprehensive Dentistry, Tokushima University Graduate School of Biomedical Sciences)

4 ERIRE BEAEE YAMAKINI AR b ARk 9 D 6 s e
(Department of YAMAKIN Next Generation Dental Medical Development Lecture, Kochi Medical School, Kochi University)

5 AR RS SRR
(Department of Oral and Maxillofacial Surgery, Kochi Medical School, Kochi University)
6 JIIEFERER IR bE it - FEsbat
(Department of Oral Surgery, Kawasaki Medical School)
7 NN RHEE B
(Kondo Dental Clinic)
8 TRHERA: EREATR
(Faculty of Medicine, University of East Asia)

Transcriptomic analysis of brain organoids derived from a patient with a GNAO1 Variant

Wy i E] (Yuji Ueno), #AHH d57%>2a.! (Akane Matsuda), i 5222 (Fumihiko Fujii), 2 H & &2 (Ryoji Taira),
JRIEE #71 (Satoshi Akamine) Y@# FERR ! (Yasunari Sakai)
1 JuHRA AR BN YRt

(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University)
2 fERETSLZ E bkt
(Department of Pediatric Neurology, Fukuoka Children's Hospital)

178



Poster Session 2-12  Genetic Counseling 2

H K :11H20H (%) 15:30~16:30

& YRRy =2 (IEEER vy —BTR [BREL-AL2)

Date  : Friday, November 20 15:30~16:30

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Rapid Genetic Evaluation for Suspected Marfan Syndrome in Late Pregnancy: A Case Report
FRHH EIL (Maho Kuroda), 113 14 )52 (Ikuno Kawabata), {AJi H1f-! (Tomoko Sahara),

IR B! (Ai Hosaka), 15 5312 (Masafumi Toyoshima), =55 75 13 (Hidehiko Miyake),

kJi 214 (Kei Uehara) , A2 A ] [E-15 (Naoko Sakuma), $5AK HH3E! (Yumi Suzuki),

[LIHH 55014 (Takeshi Yamada)

1 HARBERER AN @R B R
(Department of Genetic Medicine, Nippon Medical School Hospital, Tokyo, Japan)
2 HABERERZEM ISR S wE - ER
(Department of Obstetrics and Gynecology, Nippon Medical School Hospital, Tokyo, Japan)
3 BHROKRLTFREREGE ANFSUCBIRBEAVIERE 7 4 79 4 TV ZAEBGEIEA Y v 2 ) v K
(Department of Genetic Counseling, Graduate School of Humanities and Sciences, Ochanomizu University, Tokyo, Japan)
4 HAEBERDRA @b i Ldsat
(Department of Gastrointestinal Surgery, Nippon Medical School Hospital, Tokyo, Japan)

5 HARBERERAMEREE B SR - BHEs R
(Department of Otorhinolaryngology-Head and Neck Surgery, Nippon Medical School Hospital, Tokyo, Japan)

Psychosocial Aspects of Families of Children Diagnosed with ReNU Syndrome: A Retrospective Review
of Clinical Narratives
g AN (Shiho Tto), B 24482 (Fuyuki Miya), T Kififi2 (Daisuke Nakato), 5K ## A2 (Hisato Suzuki),
18 {672 (Yuka Nakano), /]MRF {8 HE? (Kosaki Kenjiro), #i4& #5111 (Hiroshi Yoshihashi)
1 WSZATBOE NS LR bR satil /N AR SRR 2 v & — JBUSES R IEHORE R

(Tokyo Metropolitan Children's Medical Hospital)
2 BIREARPRE AN MREE e v Y —

(Center for Medical Genetics, Keio University School of Medicine)

Temporal trend in clinical needs for genetic counseling at a children's hospital
EH: E 1 (Kei Masai), 43 BRI+ (Miwako Kizumi), BT 25351 (Nami Bessho),
IR ZERT (Miwa Kobayashi), i 5 €52 (Miyu Fukushima), 38 5, f#A2 (Kenta Hasumi),
/NH NE A2 (Sayuri Oda), JEE E472 (Hiroyuki Kuramitsu), 7K H: FEEL! (Koki Nagai),
KNG 30! (Hirofumi Ohashi), A5 K (Daiju Oba)
1 BRESNRER 2 v 5 — SBER
(Division of Medical Genetics, Saitama Children's Medical Center)
2 BERESNRER R v Y —EEREE
(Division of Medical Genetics, Saitama Children's Medical Center)

Continuous Genetic Counseling from the Prenatal Period for the Family of a Child with a TUBB2A-
Related Disorder
H B3 (Mari Tashiro) , ¥P4} EL{h2 (Shinya Nomura), =i fri 7-2 (Noriko Miura), AJL A#712 (MikiIrie)
A 312 (Ryo Uraki), AT 812 (Tomoko Uemura), AL =14 (Toru Kubo), 7KF: 3713 (Ryuhei Nagai)
A 22485 (Toshiki Takenouchi), T (ﬁ-l:l) 12 (Mariko Taniguchi-lkeda)
(= SIpNE SVRE Sl S T RGN a5l

(Department of Clinical Genetics, Kochi University Hospital)

2 EAURAEPE AT /N VB I R Ay
(Department of Pediatrics, School of Medicine, Kochi University, Kochi, Japan)
3 RAURAERE AT B ARG
(Department of Obstetrics and Gynecology, Kochi Medical School, Kochi University, Kochi, Japan)
4 EAUKEEE NN - (EBLER ARl
(Department of Cardiology and Geriatrics, Kochi Medical School, Kochi University, Kochi, Japan)
5 FAILREESAMITITSERE PR o SR RS R RIR RE 2257 BT Tl LR 22 e/ A sl
(Department of Pediatric Neurology, Okayama University Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences)
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[CEEPEEN  Sharing Genetic Information with Relatives: Decision-Making Processes and Challenges
EIF R4 12 (Kozue Takano), Fi)ll 35112 (Reiko Arakawa), =k Z%1-3 (Kyoko Takashima),
TR ECPH 12 (Mari Urano), 5] 238712 (Shino Shimada), fMEE AiHA 2 (Norihiro Kato)

1 ESZAEER A PR SeAE E S ERRE R 2 v & — KT 7 AR
(Department of Genomics Medicine, Hospital, National Center for Global Health and Medicine, Japan Institute for Health
Security)

2 [EIN R B PRI RS [  ERRER R X T4 AL T ) bk v —
(Medical Genomics Center, Research Institute, National Center for Global Health and Medicine, Japan Institute for Health
Security)

3 ENZERERE BTERAS R v 8 —

(Center for Clinical Sciences, Japan Institute for Health Security)

[CEEFEEN  Consensus on presymptomatic diagnosis of multiple endocrine neoplasia type 1 in children: A single-
center experience
et FERT (Miwako Kizumi), HIFT 538! (Nami Bessho), 1EH: Z! (Kei Masai),
IR ZERT (Miwa Kobayashi), /5 3E852 (Miyu Fukushima), 3 F, f#42 (Kenta Hasumi),
/NE NE A2 (Sayuri Oda), Y Ei472 (Hiroyuki Kuramitsu), 7K FEEL! (Koki Nagai),
A& 30 (Hirofumi Ohashi), A3 At (Daiju Oba)
1 BEESNEBEE - v & — 8RR
(Division of Medical Genetics, Saitama Children's Medical Center)
2 BRES/NRBER R v Y — BB E

(Division of Medical Genetics, Saitama Children's Medical Center)

P PEiAl A case referred for genetic counseling following internet-based information searches by family
members

FHEFIT #5! (Akane Inomoto), BEF KHfifi 123 (Daisuke Sawada), NJI| Fifi+S (Hideki Uchikawa),
&M 3#JA 1 (Yoshihiro Onouchi)
1 FRERZEE AR b B 5 T2
(Division of Clinical Genetics, Chiba University Hospital)
2 TR Ew T N VR
(Department of Pediatrics, Chiba University Hospital)
3 FEERZEREBLEADERE Nk g
(Department of Pediatrics, Chiba University Graduate School of Medicine)
4 HTHEAF 4 Arery— Nk
(Department of Pediatrics, Eastern Chiba Medical Center)
5 TIERZERABEANIEDE A BRI A
(Department of General Medical Science, Graduate School of Medicine, Chiba University)
6 TLEERFRPGEEIZERE AR A
(Department of Public Health, Chiba University Graduate School of Medicine)

Role of Genetic Counselors based on Three Cases of Marfan Syndrome Patients Diagnosed in
School age
N7 [ BiHE T (Ruriko Tachioka), PHJI| & (Tomoko Nishikawa), A £ 1 (Mari Ota),
KFH: FEE (Koki Nagai), HH A#d+ (Yukiko Kuroda)
ZENNL 2 &b L v & — BBk

(Division of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
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Genetic Counseling Facilitated Recognition and Family Health Management in NFKB1
Immunodeficiency
H &5 1+! (Keiko Tanaka), )2 ZZHH 2 (Hiroaki Hanafusa), {5 88! (Yuki Sawada),
Wl H 75812 (Yoshitaka Asagai), A FH' (Kaori Kimura), T A3 (Naohisa Masuko),
SFE 47383 (Hitomi Imafuku), &4 Hff 7-3 (Masako Tomimoto), 35 Z&Hifi'2 (Ryosuke Bo),
K %14 (Tomonari Kunihisa), [ 1522 (Nobuyuki Yamamoto), UlE KL #55 (Yoshifumi Hirashima),
JAR F2IB 16 (Akiharu Kubo), BPiEE %K 12 (Kandai Nozu)
I W RAEE AR e BR 7 2 L5898 - %tk v & — BIR 2R
(Department of Medical Genetics, Kobe University Hospital, Hyogo, Japan)
2 R RGP RAEE R
(Department of Pediatrics, Kobe University Graduate School of Medicine, Hyogo, Japan)
3 P RERABEE AL R BRI 2E R AR
(Department of Obstetrics and Gynecology, Kobe University Graduate School of Medicine, Hyogo, Japan)
4 MFRAERFGER AR AR Rl FLIRN b B
(Department of Breast and Endocrine Surgery, Kobe University Graduate School of Medicine, Hyogo, Japan)
5 BT RO G AN R R
(Department of Pediatrics, Akashi City Hospital, hyogo, Japan)
6 M RERAGEE AR BRI S Rl
(Department of Dermatology, Kobe University Graduate School of Medicine, Hyogo, Japan)
Presymptomatic PALBZ carrier surveillance and genetic counseling enabling early breast cancer

detection: a case report
it EH ! (Mizuki Takatsu), ¥ §E5E2 (Ryosuke Hirano), f&#Hf 3% 1-2 (Toko Hashizume),
R KEf2 (Daisuke Murayama), FHES B52 (Ai Soma), H5J5 j%H6f3 (Shigeki Shiohara)
Hie HIFT* (Norikazu Arakura), A 755 (Kenji Takagi), FEfE o A& ! (Megumi Furuhata)
FAR VE T (Yasuko Suzuki), J%AR FEHHT (Hideaki Moteki)
1 FHEwRE @ 6w
(Department of Clinical Genetics, Aizawa Hospital, Matsumoto, Japan)
2 AHEEEEE TR - R R
(Department of Breast and Thyroid Surgery, Aizawa Hospital, Matsumoto, Japan)
3 FHEEwERE A AR
(Department of Obstetrics and Gynecology, Aizawa Hospital, Matsumoto, Japan)
4 MHEREbE AL AR
(Department of Gastroenterology, Aizawa Hospital, Matsumoto, Japan)
5 MHEBlHEE v & — BIEE

(Department of Health Management, Aizawa Health Checkup Center, Matsumoto, Japan)

Poster Session 2-13  Education/Awareness

H K :11H20H ()  15:30~16:30

2 B AR -2 (LeEEx v Y — BT EBREL-A+2)

Date : Friday, November 20 15:30~16:30

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Improving genetic literacy through public lectures and workshop on a pedigree drawing
R ¥35 ! (Ayane Murata), i 212 (Tomohiko Taki), 2§t ZEFj! (Mari Kikuchi),
i1l 7413 (Yaeko Ichikawa)
1 BMRAE AR B 6 gk v & —
(Center for Genetic Medicine, Kyorin University Hospital)
2 AMRORAE PR BRR R BN -~ F
(Department of Medical Technology, Kyorin University Faculty of Health Sciences)
3 APMOREE BEAATR e PR
(Department of Neurology, Kyorin University School of Medicine)
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Identifying Challenges in Providing Remote Supervision to Clinical Genetics Trainees in Hokkaido
A 5E 2K %! (Maaya Ishikuri), ‘BVIR 3% 1-2 (Sachiko Miyazaki), [ %17]-! (Chikako Yamada),
e BEFE (Momoka Tto) , JRH] FHIE2 (Honami Fujita), [ HiHy 5242 (Mio Mukainakano),
YEH AAE (Yuka Shibata), =] Bi124 (Takashi Mitamura), #; BHH 1256 (Masaaki Matsushima),
[LIFH 5%5A 12 (Takahiro Yamada), iH 75 537 (Yoshio Makita), %3 —HE 125 (Ichiro Yabe)
1 AGHRE R Kb PR BEAOER Y - R Er 8
(Department of Clinical Genetics and Medical Ethics, Graduate School of Medicine, Hokkaido University, Hokkaido, Japan)
2 diEE R AR e BREAS TR
(Division of Clinical Genetics, Hokkaido University Hospital, Hokkaido, Japan)

3 FRE&H: PDnavi
(PDnavi Co., Ltd., Tokyo, Japan)
4 AEHEERAEEE kAR
(Department of Obstetrics and Gynecology, Hokkaido University, Hokkaido, Japan)
5 AWRE RS RAERE BREADITElE MRt RlE s
(Department of Neurology, Faculty of Medicine and Graduate School of Medicine, Hokkaido University)

6 AuifEE Ry PR gt v & —
(Health Care Center, Hokkaido University, Hokkaido, Japan)

7 NERERAR BIEF2H AT v ) v 7
(Department of Genetic Counseling, Asahikawa Medical University Hospital, Hokkaido, Japan)

Awareness and Education for Multidisciplinary Staff in Introducing family tree into Electronic Medical
Record
FHA ! (Yukie Aoki), R[] ZZHL! (Yoshinori Akama), i #FF-2 (Kouhei Nakachi),
=& %323 (Yasuyuki Miyakura)
1 MAHNATBOE ARSI A v 8 — 7 ) Wk v & —
(Local Incorporated Administrative Agency Tochigi Cancer Center Genome Center)
2 MITFMSIATEBOE MG ARAL)S A2 v & — [BEEAE
(Local Incorporated Administrative Agency Tochigi Cancer Center Medical Oncology)
3 S ENATBOER AN R0 A v 8 — SBIRF2HRE Kot

(Local Incorporated Administrative Agency Tochigi Cancer Center Department of Genetic Medicine Colon and Pelvic Surgery)

Communicating Genomic Information to the Public: Preliminary Findings from a Scoping Review
Fo)ll EMe 12 (Misaki Arakawa), £ JE, 12 (Fuji Nagami)

1 HIERZA WAL X 7 4 AL« X TN 7 B

(Tohoku Medical Megabank Organization, Tohoku University)
2 HALRERAGEE LR

(Tohoku University Graduate School of Medicine)

Public awareness of genetic and genomic medicine: a survey of randomly sampled citizens in Japan
ZJI BER ' (Mashu Futagawa), [ #545! (Tetsuya Okazaki), |11/ f¢3%? (Kana Yamatogi),
1N $PEELF-2 (Sayoko Takeuchi), 3 H: HT-T-3 (Machiko Hasei), % H 13273 (Yumiko Tada),
IR B4 (Yutaka Kobayashi), 3171 {4 (Ken Sakaguchi), Y4JR 5% 12 (Akira Hirasawa)
1 RELORAEAAR TG 2 S A2t PR R 1 o
(Department of Clinical Genomic Medicine, Okayama University Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama, Japan)
2 BRI W AE LS T2 R
(Department of Clinical Genetics and Genomic Medicine, Okayama University Hospital, Okayama, Japan)
3 KRBT HERALTS R
(Health and Welfare Department, Tamano City Office, Tamano, Okayama, Japan)
4 NTT7 VLo avX7qa v v RRat
(NTT Precision Medicine Corporation)
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Three-Year Implementation of Genomic Literacy Lectures for the General Public: A Questionnaire-
Based Analysis

+ 3 ST~ (Mihoko Doi), %5 b INZST-! (Kanako Iwami), ¥} %! (Hanae Satano),
A 5241 (Mika Uemoto), @& 5214512 (Ayana Tsuboi), = I ELH]'3 (Shinji Miguchi),
Hii¥F 2714 (Seiko Maeno), HFft] 3213 (Midori Noma), 2 EHH S (Miho Kodama),
i #3424 (Yusei Nakata), Ei45 %215 (Aya Toyofuku), PGJ %16 (Takashi Nishisaka),
53K &7 (Takashi Kodama), Jii §85%17 (Tetsuaki Hara)
1 BSZIREIREE 7 7 LR

(Department of Genomic Medicine, Hiroshima Prefectural Hospital, Hiroshima, Japan)
2 BASTIE Bk VR

(Department of Pediatrics, Hiroshima Prefectural Hospital, Hiroshima, Japan)
3 RN EEbeiEALas - T - BRSERE

(Department of Gastroenterology, Breast, and Transplant Surgery, Hiroshima Prefectural Hospital, Hiroshima, Japan)
4 BS7IR BRBERT A VR

(Department of Neonatology, Hiroshima Prefectural Hospital, Hiroshima, Japan)
5 BANTZIL BB RE i AR

(Department of Obstetrics and Gynecology, Hiroshima Prefectural Hospital, Hiroshima, Japan)
6 WAL ERBERELESIIR - BRI RAE R

(Department of Pathology and Laboratory Medicine, Hiroshima Prefectural Hospital, Hiroshima, Japan)
AN = TR R

(Division of Reproductive Medicine, Hiroshima Prefectural Hospital, Hiroshima, Japan)

Poster Session 3-01 Prenatal Genetics 3

H B 11H21H (&) 14:220~15:20

& ARy =28 (IIGEEE Y ¥ —EBRH BREI-AR2)

Date : Saturday, November 21  14:20~15:20

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

A Case of Pregnancy Following Miscarriage of a Tetraploid Fetus with a Balanced Translocation,
Achieved Through PGT-SR

A A (Miwa Sakamoto), -+ 7212 7+ (Nahoko Shirato), i 3% (Tatsuko Ishii),
ik #3E (Hiroki Nakabayashi), BEIR BHEE (Akihiko Sekizawa)

RERIBERER A BEAEE e da NG I
(Department of Obstetrics and Gynecology, SHOWA Medical University, Tokyo, Japan)

Changes in Prenatal Genetic Counseling and NIPT Uptake After Certification System Revision at Our
Hospital
AR E—HB! (Koichiro Kido), il X b 2 (Sayuri Hiraoka), 4K {12 (Noriko Nkabayashi)
e % R JLF25 (Motoko Sasaki) , gL & (Takahiro Seyama) s =4 IEFT24 (Masakazu Mimaki) ,
KZEE FE13 (Yutaka Osuga), $2 —#7& 12 (Kazunori Nagasaka)
1 & aURAY:
(Department of Obstetrics & Gynecology, Teikyo University, School of Medicine, Tokyo, Japan)
2 AT ECRAEE A R bR IS e v & —
(Center for Clinical Genetics, Teikyo University Hospital)
3 AERAARIRIYE e v 8 —
(Teikyo Academic Research Center)
4 AEOREE AN R
(Deaprtment of Pediatrics, Teikyo University, School of Medicine)
5 BHROKRLFREREHE NFSUCABIRBEATARE 7 4 794 TV AEBGEIEA Y v ) v 7 a— R /5

(Department of Life Sciences, Genetic Counseling, Ochanomizu University, Tokyo, Japan)
Two Sibling Cases of Fetal Cleft Lip and Palate Prenatally Diagnosed by Three-Dimensional
Ultrasonography
HJIl BEF! (Mayu Kurokawa), HH" 152 (Kazuharu Tanaka), #K HfE352 (Masami Hayashi),
B 172 (Haruko Fujito), LI FACHH? (Shotarou Yamamoto), SE3t $F—RH? (Yuichiro Awadu),
L #7-2 (Ayako Taniwaki), J2IE 25 1-2 (Aiko Nagashima), H1JI] £{%71-2 (Kayoko Nakagawa),
V5 IH¥-2 (Junko Nishio) , i {2 (Osamu Ishiko)
1 BN<g=7470=v7

(Okumura Maternity Clinic)
2 SRORHET SRR 2 v 5 —

(Izumiotsu Women's and Children's Hospital)
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Amniocentesis in the NIPT Era: Patient Background and Psychological Factors with AMA as the Sole
Indication
R Ffd 12 (Saki Inuzuka), $2/HE & 1212 (Shinobu Goto), HRUH Zi1-12 (Satoko Kito),
B % 8 B2 (Megumi Nonobe), f&H] 9vfci'2 (Miki Shinoda), /N5 JE %12 (Sakura Ogasawara)
5 fefT 12 (Hiroyuki Yoshihara), L FEH]2 (Bri Takeda), BN ER2 (Misato Kamegai),
HEA 75723 (Kyoko Kumagai), BEM #iZ%12 (Yuki Sawada), $57% #1754 (Nobuhiro Suzumori)
1 Al ETSIRAEBE 2R AR
(Department of Obstetrics and Gynecology, Nagoya city university hospital)
2 ARSI IR (R B

(Division of clinical and molecular genetics, Nagoya city university hospital)
3 TLEEIE AR e AR

(Department of Obstetrics and Gynecology, Konan Kosei Hospital)
4 EHTERRYEPE B EIER

(Department of Clinical Genetics, Iwate Medical University Hospital)

False-Positive Expanded Non-Invasive Prenatal Testing Result Associated with a Vanishing Twin
Pregnancy: A Case Report

ZE[T] & (Satoshi Shibata), A % (Ryo Uemura), Z3 fi AHB (Rintaro Abe), #4H] £E7- (Yoshiko Matsuda),
R E RS (Momoe Hattori), 244 —Hi (Kazuki Tanimura), @ B &] (Shinji Higuchi),

] iE (Hiroaki Nakamura)

Kiiisrida B v & — ER

(Osaka City General Hospital Obstetrics)

Trends in Prenatal Testing at Our Hospital from Fiscal Years 2018 to 2025

FH A2 (Tatsuko Ishii) , WEH &2 (Hiroko Takita), L™ Ain? (Yuka Yamashita) ,

41 B 1352 (Mayumi Kaneko), & | 512 (Keiko Miyagami), YA FER12 (Miwa Sakamoto),
A £5E2 (Mai Ikemoto), HIAK #3E:2 (Hiroki Nakabayashi), JIIIE #£5A2 (Akihiro Kawashima),
%2t B2 (Osamu Yasui), 14 35752 (Mikiko Izumi), /N 2272 (Keiko Koide),

F -1 7213+~ (Nahoko Shirato), IR BHEE?2 (Akihiko Sekizawa)

1 IHRIE RSP B A
(Showa Medical University School of Nursing and Rehabilitation Sciences, Tokyo, Japan)

2 HATNEERERSE BRAAER BRI AN BRI R
(Department of Obstetrics and Gynecology, Showa Medical University School of Medicine)

A maternal COL1A1 variant segregating with skeletal dysplasia in successive pregnancies
7K [if] % —1 (Shinichi Nagaoka), H1j# F47! (Saki Nakamizo), PA7K JR3E! (Asami Matsunaga)
B Vo812 (Saori Unno), KIF BHEE! (Rie Oi), WV JFRYL! (Mao Sakura), KA £ T+ (Syoko Ohashi),
A A ! (Misako Iwata)
1 HLARS RIS BE
(Tokyo Metropolitan Ohtsuka Hospital, Tokyo, Japan)
2 BEHNILEER AP v Y —
(Tokyo Metropolitan Tama Medical Center, Tokyo, Japan)

Role of Genetic Counseling in Chromosomal Microarray Analysis for Fetal Ultrasound Abnormalities

850 EA (Natsumi Watanabe), R F751? (Kaya Tsuruga) , P& 112 (Yuko Nishijima) ,
VT 425 12 (Akane Kondo), 11T #8123 (Takahiro Yamashita), §§3; —%&24 (Kazunori Baba),
il $E712 (Setsuko Nakayama)
1 BEZY =y HAERZHR
(Department of Prenatal Diagnosis, Aiiku Clinic, Tokyo, Japan)
2 BHEZY =y U EmAR
(Department of Obstetrics and Gynecology, Aiiku Clinic, Tokyo, Japan)
3 BHEWbE AR
(Department of Obstetrics and Gynecology, Aiiku Hospital, Tokyo, Japan)
4 BERERREREGER LY 57—

(Saitama Medical Center, Saitama Medical University, Saitama, Japan)
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Parental Somatic Mosaicism in KIF11-Related Disorder: A Case Report
KM % D1 (Mari Ota), 7kH: BEE ! (Koki Nagai), 37| BiHE 1! (Ruriko Tachioka),
PaJIl &1 (Tomoko Nishikawa), % Ei{l2 (Takuya Naruto), 7 3 (Jun Shindo),
TR 4 (Tomoyuki Shimokaze), L A +! (Yukiko Kuroda)
1 RN &b B v v — EIEF
(Division of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
2 MRS C &b R v & — ERIRITZERT
(Clinical Research Institute, Kanagawa Children's Medical Center, Yokohama, Japan)
3 RIS E b B v & — IR}
(Division of Ophthalmology, Kanagawa Children's Medical Center, Yokohama, Japan)
4 MENESLC &b EH v ¥ — HE IR

(Division of Neonatology, Kanagawa Children's Medical Center, Yokohama, Japan)

A Case of Gastrointestinal Polyposis and Intellectual Developmental Delay Diagnosed by MGPT and
CMA

KA BH! (Yuzuki Oki), FFA HT-! (Kyoko Moritani), 3% #£ —Ff! (Syojiro Watanabe),
I A2 (Kazuki Segawa), J\WR FI4 (Kazuki Yatsuzuka), [Li4s ZZHIS (Yasunori Yamamoto),
FiH EF (Minenori Ishimae), 7I.I7 ELH#7-12 (Mariko Eguchi)
1 BRI e /N Ve Rt
(Department of Pediatrics, Ehime University Hospital, Toon, Japan)
2 BIERAEBR AT T BRI AR BRI
(Division of Medical Genetics, Ehime University Hospital, Toon, Japan)
3 WHEDA R v Y — BB A SR
(Department of Hereditary Cancer Medicine, NHO Shikoku Cancer Center, Matsuyama, Japan)
4 FIERREBAET IR B R
(Department of Dermatology, Ehime University Hospital, Toon, Japan)
5 BIERAEPE AT E BT AL gR AR

(Department of Gastroenterology, Ehime University Hospital, Toon, Japan)

A Japanese boy with CTNNB1 neurodevelopmental disorder identified by whole-exome sequencing

8 F3~1 (Shuhei Dohi), /N %2%2 (Chie Ono), 3 §ifi 7~12 (Junko Hotta), 2 /A [t {&! (Satoru Sakuma),
W 2212 (Toshiyuki Seto), &I #Z 52! (Takashi Hamazaki)
1 RBRAIZRFER G AR F6E /N R
(Department of Pediatrics, Osaka Metropolitan University Graduate School of Medicine, Osaka, Japan)
2 RBRASERERABE BEAAWTSE Rt B S
(Department of Medical Genetics, Osaka Metropolitan University Graduate School of Medicine, Osaka, Japan)

ADAR-related autosomal dominant hereditary spastic paraplegia in a girl whose father showed only
skin lesions
FEIE HH ! (Hiroshi Terashima), R BEA? (Kenta Orimo), B! (Takayuki Mori), fifiAs #8! (Yu Kakimoto)

PN {25 (Shumpei Uchino), FHE 3 (Hiroya Naruse)
1 BORURAABE AR I e /N e R
(Department of Pediatrics, The University of Tokyo Hospital)
2 BURRERZBEEZERWIER 7L o2 a v X571 o it
(Department of Precision Medicine Neurology, Graduate School of Medicine, The University of Tokyo)
3 U RABERTIA R EHRE
(Department of Neurology, Graduate School of Medicine, The University of Tokyo)

s
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Tethered Cord in Two Patients with PIEZO2-Related Distal Arthrogryposis

fEH #ARHR! (Kentaro Fukuda) , ¥ % 522 (Maya Kono), H:J51 #2 (Satoshi Ihara),
A5 A3 (Yoshiaki Ishizuka), ASH] #EF14 (Norikazu Ota), J& i ELFHY-! (Mariko Endo),
g AN (Shiho Tto), [LiFf BZ H ' (Haruka Yamanaka), 75/ f&52 1 (Hiroshi Yoshihashi)
1 BRI NERGER Y v ¥ — BESET RS ER

(Department of Clinical Genetics, Tokyo Metropolitan Children's Medical Center)
2 WEERLNRRR AR v 8 — Btk R

(Department of Neurosurgery, Tokyo Metropolitan Children's Medical Center)
3 BN RB G BER e v 5 — WIREGE

(Department of Urology, Tokyo Metropolitan Children's Medical Center)
4 BB RIS A R v & — BB

(Department of Orthopedics, Tokyo Metropolitan Children's Medical Center)

Familial Supravalvular Aortic Stenosis associated with 7q11.23 Microdeletion including ELN gene
detected by CMA and MLPA
A 5 (Aki Nagase), FEE 7252 (Hiromune Narusawa), IR HEsh2 (Masashi Yoshizawa),
JHE #i A1 (Yuto Sunaga), =878 HE3-! (Yohei Hasebe), 25 7 IFfF TE5% ! (Hideaki Yagasaki)
1 IBEREE N
(epartment of Pediatrics, Faculty of Medicine, University of Yamanashi, Yamanashi, Japan)
2 ILBYRST h SeE E

(Department of Pediatrics, Yamanashi Prefectural Central Hospital, Yamanashi, Japan)

A case of 5p deletion syndrome treated with tracheostomy due to bilateral vocal cord paralysis.
WRJE X 712 (Sayaka Ajihara), JTJE R3E2 (Satomi Kondo), %R [ F! (Megumi Tsuruoka),
AR fk! (Midori Kimura), PUJG ¥ -! (Junko Yotsumoto), V& J&Z ! (Chikahiko Numakura)
1 BEERRREET 2 SRR
(Department of Clinical Genomics, Saitama Medical University Hospital, Saitama, Japan)

2 EERERERTRBL AR

(Department of Pediatrics, Saitama Medical University Hospital, Saitama, Japan)

Dual molecular diagnoses of EBF3 and TG variants in a child with neurodevelopmental disorder &
congenital hypothyroidism
PG 751 (Kosuke Nishida), 7 H [H.#k2 (Naoya Morisada), PHLL ¥(52" (Atsushi Nishiyama)
HAR BEE T (Chisako Aoki), KJI| #1-! (Hiroko Yonekawa), H#} 1% % 3%! (Haruna Nakamura)
YE3H 2% 13 (Eiji Nanba), 4xH B! (Kunihiko Kaneda), BFt %A * (Kandai Nozu)
Uy I ep e BORBE 7/ A 3896t

(Department of Genomic Medicine, Kakogawa Central City Hospital, Hyogo, Japan)
2 TERRILZ C &SR AR

(Department of Clinical Genetics, Hyogo Prefectural Kobe Children's Hospital, Hyogo, Japan)
3 BEFREANGEES R

(Ohtani Hospital, Seikenkai Medical Corporation, Okayama, Japan)
4 P RRAE PRADZERE RBRAREE /N IR B

(Department of Pediatrics, Kobe University Graduate School of Medicine, Hyogo, Japan)

Williams syndrome characterized by shortened femurs and radioulnar synostosis: A case report

B KA 123 (Daisuke Sawada), HBFJ0 75! (Akane Inomoto), “FA[H 823 (Yutaka Hirata)
BRI 23 (Masaya Kunimatsu), B3 @ HR23 (Kentaro Okunushi), i EL3%7-23 (Mamiko Endo),
JINBA F8H4 (Tatsuki Kobayashi), 1111 & 5A4 (Takahiro Yamazaki), VB H FE#E23 (Hiromichi Hamada),
BN )45 (Yoshihiro Onouchi)
1 TR e AR 1290
(Division of Clinical Genetics, Chiba University Hospital, Chiba, Japan)
2 TEEREEAATI R AR
(Department of Pediatrics, Chiba University Hospital, Chiba, Japan)
3 THREREBEE R N
(Department of Pediatrics, Chiba University Graduate School of Medicine, Chiba, Japan)
4 TLREREREGEEETIDE BRI
(Department of Orthopaedic Surgery, Chiba University Graduate school of Medicine, Chiba, Japan)
5 TLHERYPRPBEEIZERE AR 4
(Department of Public Health, Chiba University Graduate School of Medicine, Chiba, Japan)
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Homozygous GJB2-Related Sensorineural Hearing Loss and 22q11.2 Deletion Syndrome Identified by
Genetic Testing

KH: $& (So Nagai), EifiG BT (Keiko Takahashi), S A 3% (Naomi Araki), f&iH 525 (Fumio Takada)
LR e ARSI

(Department of Genetics, Kitasato University, Kanagawa, Japan)

Association between genotype and age at diagnosis in Noonan syndrome
AR EZ 1! (Minako Takaki), K35 KMt (Daiju Oba), 3 H, f#K! (Kenta Hasumi),
55 588 (Miyu Fukushima), /NI ZNE A (Sayuri Oda), 1EF £ (Kei Masai), HIIFT 253! (Nami Bessho),
FefE FERIF! (Miwako Kizumi), 33 HR2 (Satoshi Asanuma), 7KH: BEE! (Koki Nagai),
KA ! (Hirofumi Ohashi)
1 BERSNEER Y v 5 — EE5R
(Division of Medical Genetics, Saitama Children's Medical Center)

2 WERESNEER X v 8 — HEIHGRR
(Department of Otolaryngology, Saitama Children's Medical Center)

Chronic Recurrent Multifocal Osteomyelitis Associated with A20 Haploinsufficiency
/NG VE 1 (Yasuko Kobari), [ 42 (Yu Yamaguchi), ¥4 %43 (Shigeru Nomura)
1 BERBRZE NRF
(Department of Pediatrics, Gunma University School of Medicine, Gunma, Japan)
2 BEBESNRER R v v — E SR
(Department of Medical Genetics, Gunma Children's Medical Center, Gunma, Japan)
3 BEBESUNEERE Y Y — P LLE— - )< TR
(Department of Allergy and Rheumatology, Gunma Children's Medical Center, Gunma, Japan)

Neonatal subgaleal hematoma following non-instrumental delivery as an early manifestation of
Marfan syndrome

)5 B+~ (Tomoko Ichihara), FiE Z57% (Yasuhiro Nakao)
AR E

(Department of Pediatrics, Japanese Red Cross Takamatsu Hospital, Kagawa, Japan)

Reduced fetal movements, congenital contractures, and micrognathia with limited mouth opening in
QRICH1-related disorder
[ A (Yu Yamaguchi), AL 3 —2 (Kenichi Maruyama), "% K3 (Daisuke Nakato),
R % A3 (Hisato Suzuki) , N 2183 (Toshiki Takenouchi) , JINIE R ER? (Kenjiro Kosaki)
1 BERESLNER X v & — EIER
(Department of Genetics, Gunma Children's Medical Center, Gunma, Japan)
2 BERESNRERE Yy — B R
(Department of Neonatology, Gunma Children's Medical Center, Gunma, Japan)
3 BMERARPEREAN MREE e v ¥ —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)

Introduction of the BRAF V600E mutation using engineered prime editor in induced pluripotent stem
cells
JEEH: S EE12 (Fumihiko Fujii), i BEPR-2 (Eriko Hatai), |- HEF]? (Yuji Ueno) , 7RIE 452 (Satoshi Akamine),
B HEARER! (Ryutaro Kira) , J15F: HEK2 (Yasunari Sakai)
LR 71 N VAN S 7] 7 N 8

(Department of Pediatric Neurology, Fukuoka Children's Hospital, Fukuoka, Japan)
2 JURAAERE AN SR

(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)

Identification of CNKSR2 pathogenic variant and detection of strong XCl in a female patient with severe
DEE-SWAS
EXIH 55213 (Yu Katata), KRAPR 52532 (Yukimune Okubo), PEfE [EH°2 (Naoya Saijo),
B ith 543 (Atsuo Kikuchi)
1 EBRIRAL 2 & B sl
(Department of Pediatric Neurology, Miyagi Children's Hospital, Sendai, Japan)

2\ s Rym ke ANEEE
(Department of Pediatrics, Hachinohe City Hospital, Aomori, Japan)

3 WALRAERAERE R WFSERE AN B A B
(Department of Pediatrics, Tohoku University Graduate School of Medicine, Sendai, Japan)
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Current Status of Germline BRCA1/2 Testing in Patients with Pancreatic Cancer at a Regional
University Hospital

AR A (Hiroshi Miyamoto), KJF —#f (Kazuki Ohara), K1l & A (Takato Katayama),

A R (Shota Fujimoto), PUE & (Ryo Shinomiya), =4 L (Takanori Miyake),

&L 157 (Reiko Yokoyama), [l #8417 (Yasuyuki Okada)

TSRS PR R 7as M ALas Bk

(Department of Gastroenterology and Oncology, Tokushima University Graduate School of Biomedical Sciences, Tokushima,
Japan)

Lynch Syndrome Associated with Diffuse Glioma and Co-existence of Germline Variants in MLH1

and ATM
Al 25 & (Yukitomo Ishi), A PES% 12 (Hiroaki Motegi), 11171 75! (Shigeru Yamaguchi),
LA KZE (Taiji Yamamoto), KR NIIZS 13+ (Kanako Hagio), R | —FEf3 (Ichiro Kinoshita)
fdiH: 3—5 (Zen-ichi Tanei) , HH fiikse (Shinya Tanaka) s A B (Miki Fujimura)
1 GRS PR Mg st
(Department of Neurosurgery, Faculty of Medicine, Hokkaido University)
2 FLBERRAE B A E SRR BE I e S R
(Department of Neurosurgery, Sapporo Azabu Neurosurgical Hospital)
3 AWEERAFEBE 53 AR S T2 W
(Division of Clinical Cancer Genomics, Hokkaido University Hospital)
4 BAWEAWIRLE 7/ L85
(Department of Genomic Medicine, Cancer Institute Hospital of Japanese Foundation for Cancer Research)
5 AGHEER ARG AT E S R R R Bl o
(Department of Cancer Pathology, Hokkaido University School of Medicine)
6 AWERE WPT7 1 275 L ALSA RS BIATFE LR,
(WPI-ICReDD, Hokkaido University)

Lynch Syndrome Identified After Endometrial Cancer in a Patient with Prior Rectal and Subsequent
Sigmoid Cancer

WS Al (Tsukuru Kamoshida), FkiE #{F! (Yoshika Akizawa), & ¥ 2521 (Toshiyuki Kanno),

YAl f& L (Yu Horibe), {8 #3512 (Yuko Sato), £5JI] JE! (Gen Ishikawa), Hifk B! (Akira Nakabayashi)
LA #2522 (Toshiyuki Yamamoto), 1177 J3#5f3 (Shigeki Yamaguchi), FH/H %5! (Tutomu Tabata)

1 B FEREREEMEE Pk AR

(Obstetrics and Gynecology, Tokyo Women's Medical University, Tokyo, Japan)
2 W FBERRYREE 7 2 5585

(Genomic Medicine, Tokyo Women's Medical University, Tokyo, Japan)

3 W FERERYREE Mo R
(Gastroenterological Surgery, Tokyo Women's Medical University, Tokyo, Japan)

Identification of a novel pathogenic variant of gastric adenocarcinoma and proximal polyposis of the
stomach (GAPPS)
A8 34 FE1 (Nanami Iwakiri), V1.1 9€3%2 (Hidetaka Eguchi), 57K #&FH! (Eri Shimizu),
[l BE ]2 (Yasushi Okazaki), 771 3%3 (Tsutomu Takeda), k(1] i3 (Hiroya Ueyama),
K #4734 (Akihito Nagahara), /\J& F&55 (Takashi Yao), #H1J: 1238 (Masami Arai)
1 MERERRAAWE BRI RS S e
(Department of Clinical Genetics, Juntendo University Graduate School of Medicine, Tokyo, Japan)
2 MERERAFRAGE BREERFant Shm 0 2T &R v & —
(Intractable Disease Research Center, Juntendo University Graduate School of Medicine, Tokyo)
3 MERERAEEAE HALd R
(Department of Gastroenterology, Juntendo University Faculty of Medicine, Tokyo, Japan)
4 MERERFRYBE BEAR7eh W E R
(Department of Pathophysiological Research and Therapeutics for Gastrointestinal Disease, Juntendo University Graduate
School of Medicine, Tokyo, Japan)

5 MERERERZERE BEADIERI AR R R
(Department of human pathology Juntendo University Graduate School of Medicine, Tokyo, Japan)
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Establishing a Clinical System for Unaffected HBOC Relatives under Japan's 2026 Medical Fee Revision
WA B 12 (Akiyo Yoshimura) , fEh% k2 (Nobue Takaiso), /N 125 %! (Haruru Kotani)
JriE 251 (Ayumi Kataoka), FKH 357! (Yumiko Akita) , J&i7#E FH7F! (Yuka Endo), /[N BLFE! (Rie Komaki)
L FEDOH! (Minori Anto), H1{5 #£' (Aya Nakazawa), /M| FEET-! (Rikako Ogawa),
PN B (Yuka Niwa), W 521 (Go Hirano), J5i SCHE%! (Fumikata Hara), FAK 32423 (Issei Imoto)
1 FRIED AL v & — IR
(Department of Breast Oncology, Aichi Cancer Center, Nagoya, Japan)
2 BEIED AR Y — ) R 7 EHiiE
(Risk Assessment Unit, Aichi Cancer Center, Nagoya, Japan)
3 BHMRDA L v F —HERT
(Aichi Cancer Center Research Institute, Nagoya, Japan)

Retrospective Analysis of the Timing of Risk-Reducing Salpingo-Oophorectomy in Women With
BRCA1/2 Pathogenic Variants

FEA) w1 (Yuri Hasegawa), —jii 427! (Shoko Miura), fAH] P7-2 (Riko Matsuda),

JII'F & %°7»! (Sayaka Kawashita), FHH %3 (Aya Tanaka), #A4s B3 (Megumi Matsumoto),

AR HERHER? (Keitaro Matsumoto), =R 75 £ 12 (Kiyonori Miura)

1 Rk ik AR

(Department of Obstetrics and Gynecology, Nagasaki University, Nagasaki, Japan)
2 RIRRY: SRl FURN 2w st
(Nagasaki University, Department of Surgery, Breast and endocrine surgery, Nagasaki, Japan)
3 RMGKGE 7 ) bl 8 —
(Clinical Genomic Center, Nagasaki University Hospital, Nagasaki, Japan)
Clinical MEN1 Without an Identifiable Germline MEN1 Variant: Phenocopy or Undetected Hereditary
Disease
238 Bt 12 (Takuya Watanabe) , WA i (Yui Nakamura), [ & ¢! (Megumi Furuhata)
/NEE JE 2 (Atsushi Ozawa), [BRFZ kA ! (Kenji Kunieda)
1 JARWPEA (e JG AR ARt £ » & — BISESHE
(Department of Genetics, Saku Central Hospital Advanced Care Center, Saku, Japan)
2 RERSRZEPE TSI R e SEAS 1 We
(Division of Genetics, Gunma University Hospital, Maebashi Japan)
A Presumed Germline STK711 Pathogenic Variant identified by CGP in a Young Patient with Advanced
Breast Cancer
A A4S (Kanae Iwata), 5348 751 (Hidekazu Takahashi), #AIR 547 (Hiroshi Matsuzaki)
FAM Bkt (Maki Namura), BEMH & V> (Ai Kumada), /57K JR—HE (Shinichiro Shimizu),
Tl 2125 (Tomoyoshi Aoyagi)
MG T L v 8 —
(Funabashi Municipal Medical Center)

Expected Roles of Our Cancer Genetic Services: Review of Community Liaison Office Referrals
B 72321 (Hiromi Sugawara), 1A 35 4 7! (Sadia Matsutani), 5% B! (Risa Goto),
JAF] Js—12 (Koichi Hirokaga), HIHE k2 (Kaori Tane), Wity Mlii'? (Takashi Shibutani),
VEIE 3713 (Kyoko Hamasaki) , fagi B3 (Mayu Ukai), & B 513 (Shohei Tanabe),
i A 13 (Keisuke Ichida), YR B3 (Mayuka Mitsuoka), IR 35 1-14 (Motoko Fujisaki),
el KA 14 (Yuki Sako), AR FEdTHd 14 (Miyuki Kawamura), #RH J6HcC 4 (Mitsunori Morita) ,
55 F5H6114 (Hideki Sakai), & I+ B 14 (Takuma Onoe), P FT-1# (Kyoko Ikeuchi),
FHASF FIEH ! (Kazuo Tamura), FAAS S5 14 (Koji Matsumoto)
1 FEHESZASA £ v & — BRI
(Division of Clinical Genetics, Hyogo Cancer Center, Akashi, Japan)
2 EHESI AR v 8 — FLRSMR
(Division of Breast Surgery, Hyogo Cancer Center, Akashi, Japan)
3 SBESS ARV S — AR
(Department of Gynecologic Oncology, Hyogo Cancer Center, Akashi, Japan)
4 ENIHA R VY — BN
(Department of Medical Oncology, Hyogo Cancer Center, Akashi, Japan)
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Hereditary tumor treatment system in an emergency hospital with no prior experience of genetic
medicine

KA {difgt (Takeki Sugimoto), MIJII {57! (Nobuko Yanagawa), fE7K 1! (Yukiko Fukunaga),
IR % 2 2 (Kimi Fujiwara), % BB (Mari Tasiro)

1 SEFREEE TSR

(Department of Surgical Breast Oncology, Chikamori Hospital, Kochi, Japan)
2 EARBE BT

(Nursing Department, Chikamori Hospital, Kochi, Japan)

3 AR AT R T R RS 3
(Clinical Gentics Department, Kochi Medical School Hospital)

BCCR/OCCR-Based Risk Stratification in BRCA Pathogenic Variant Carriers: A Single-Institution
Analysis
PELL B2 ! (Yasuyuki Nishiyama), A 27! (Aiko Sueta), Mg 723 ! (Naomi Gondo),
YA TR-2 (Satoko Shiotani)
1 fEREATEEEE TSR
(Fukuoka Wajiro Hospital Department of Breast Surgery)

2 FRAEL
(Munakata Breast Surgery Clinic)

Current Status and Challenges of BRCA Genetic Testing in Breast, Ovarian, Prostate, and Pancreatic
Cancer

Kl B 12 (Masumi Yazaki), KR ! (Kei Yonezawa), Jitik #1223 (Masayoshi Horikoshi),

A Fil—2 (Goichi Honda), HijHH Bf A2 (Masato Maeda)

1 il i3 SZ R e 1R

(Department of Surgery, Shizuoka City Shizuoka Hospital)
2 HRBETLERREEE 7 LR v 5 —

(Genome Medical Center, Shizuoka City Shizuoka Hospital)

3 il v LR R 2R AR
(Department of Obstetrics and gynecology, Shizuoka City Shizuoka Hospital)

Efficacy of PARP inhibitors for patients with BRCA2¢.5576_5579del variants; retrospective study at
single institution
PAA Y511 (Koji Matsumoto) , 5 Jit Z535! (Hiromi Sugawara), TA%ZS Y5 4 7! (Sadia Matsutani)
I b1 (Risa Goto), JAR] J—13 (Koichi Hirokaga), HIAR &' (Kaori Tane),
PSR Tl 14 (Takashi Shibutani) , TEIF 314 (Kyoko Hamasaki), g B4 (Mayu Ukai),
T R&Af 14 (Keisuke Ichida), 3 5314 (Shohei Tanabe), Y EL{EE 14 (Mayuka Mitsuoka)
JREIRE 35 7-12 (Motoko Fujisaki), #£ 7 K472 (Yuki Sako), J[#f ZEHT#C 12 (Miyuki Kawamura),
FRH Yeid 12 (Mitsunori Morita), 38 7588112 (Hideki Sakai), N 75 1-12 (Kyoko Ikeuchi),
& b B 12 (Takuma Onoe), HIFF FIEH! (Kazuo Tamura)
1 JHESZASA £ v & — BIZBHER

(Department of Clinical Genetics, Hyogo Cancer Center, Akashi, Japan)
2 EERNIDAL VS — [EENE

(Department of Medical Oncology, Hyogo Cancer Center, Akashi, Japan)
3 NI AR v 7 — AR

(Department of Breast Surgery, Hyogo Cancer Center, Akashi, Japan)
4 RN AR VY — AR

(Department of Gynecologic Oncology, Hyogo Cancer Center, Akashi, Japan)

Identification of a Germline PALB2 Pathogenic Variant by Multigene Panel Testing in a Young Woman
with Breast Cancer

i 5 i (Takeshi Nakajima), Fp B2%%2 (Sungae Park), VH)I| %3 1-! (Kanako Nishikawa),

B B! (Mai Takae), PAH: A2 (Saki Matusi), HH¥] H1#45 72 (Yukiko Tabuchi), BEET 2 (Jun Okuno),
4K 72 (Yuko Kanemoto) , F24% [E{£* (Naotoshi Sugimoto), H|l] 2 (Takahiro Nakayama)

1 KIREBEDS AL v 5 —

(Osaka International Cancer Institute)
2 RBREEEDS AL v 8 — LM - WorwstE

(Department of Breast and Endocrine Surgery, Osaka International Cancer Institute)
3 RIREEEDSA & v & — BRI B3A T/ LSHR

(Department of Genetic Oncology, Cancer Genome Analysis, Osaka International Cancer Institute)
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Transcriptome Analysis of HBV-related Hepatocellular Carcinoma Using Long-read Sequencing
WA P (Ko Tkemoto), FL|J& & D X 12 (Arisa Igarashi)
TxT7FvF X/ T4y ¥ T4 (Wittawin Worakitchanon), 7Y F ¥ >~ £ 4 I! (Pyae Aye Chan),
7 7 77 ¥ 1 (Fangling Fan), H1)1| J&J]3 (Hidewaki Nakagawa), P 2594 (Nao Nishida),
W b Jfe s s (Masashi Mizokami), {7k P16 (Katsushi Tokunaga), JBEAS BHYE ! (Akihiro Fujimoto)
1 HUREREDE B RIS R ABDR B2
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2 ERZWFERRTE I NE LB BRI v 8 — 7 S ERITEE
(National Center for Child Health and Development)
3 ESZHFERATEE NBUL AR, ERl e v & —
(Center for Integrative Medical Sciences, Riken)
4 HHERIEERSE T ) LSRR S RIS BT
(Institute of Science Tokyo)
5 ESZHFZERE NENZEBRERE e v ¥ — 7 ) LAERE TR Y 2 7 b
(Genome Medical Science Project, National Center for Global Health and Medicine)
6 [ENZHFZERAFIE AN EBS P2 v & — 7 2 AERE TR Y 2 7 I

(Genome Medical Science Project-Toyama, National Center for Global Health and Medicine)

Case report of a breast cancer patient with the BRCA2 p.Ser2616Phe variant

A HA 112 (Yukiko Yoshimoto), FEEME HLZ%! (Mina Kashima), F: | FI%S1-! (Taduko Inoue),
A hZ (Yuki Iwano), B B (Ryouhei Katsuragi), G gt (Tsuyoshi Tachibana),
EJE 7~ (Sachiko Takahara)

1 JEwkbe TSR
(Department of Breast Surgery, Kitano Hospital, Osaka, Japan)

2 R ERERGERE vy —
(Hyogo Prefectural Amagasaki General Medical Center)

Clinicopathological Study of Patients Who Underwent Risk-Reducing Salpingo-Oophorectomy for
HBOC

PEH] A& 3! (Tomomi Nishida), B #i7-! (Noriko Seki), )| 513 (TakuNakagawa), KI5 #Hl7-2 (Shoko Otsuka),
M 431~ (Hiroko Fujita), % 1] B 75 (Haruka Tada), 91 JFR#K> (Mai Sakai), /NP8 #5E! (Kyoka Konishi),
il fE—HE[! (Shinichiro Nakane), A f&7K! (Yuta Matsumoto), & H #JMEL ! (Yukari Yoshida),
&0 SR (Shiho Kiyomoto), 234 HE7F! (Rika Tanimura), fyG #E (Rie Kusumoto),
AR HEARER! (Kotaro Kubo), /N S2fi! (Koji Odaka), H(l1 HH7+! (Tomoko Nakayama),
JINIFF Bf4H2 (Kensuke Kawasaki), FZE %323 (Kyohei Kai), IR 54 (Akira Hirasawa)
1 SRR R b P AR
(Department of Obstetrics and Gynecology, Japanese Red Cross Himeji Hospital)

2 IR TEE FLERSHRE

(Department of Breast Surgery, Japanese Red Cross Himeji Hospital)
3 R R TSR

(Department of Clinical Genetics, Japanese Red Cross Himeji Hospital)
4 FLRAAEE B S 1 BRises

(Department of Clinical Genetics and Genomic Medicine, Okayama Univesity Hospital)

Cases of Pregnancy Following In Vitro Fertilization in Patients with HBOC Toward Empathetic Genetic
Counseling

K #8T (Ryoko Suzuki), /NE 4T (Reiko Ohara), 1 /545 (Sana Sana)
TEEEBAL VY —
(Chiba Cancer Center)

A Case of Breast Cancer in a Patient with a History of Retinoblastoma

T HH-! (Tomoko Ito), K V]! (Kouji Ohta), 4 AFYL2 (Ikue Hata), JMi%E U w A3 (Jyun Kato)
1 @HERIERE SR
(Department of Surgery, Fukui Prefectural Hospital)
2 FEIFEEEE N R
(Department of Pediatrics, Fukui Prefectural Hospital)
3 REIFRSTERE e AR
(Department of Obstetrics and Gynecology, Fukui Prefectural Hospital)
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Surveillance Initiatives and Challenges for Asymptomatic Relatives of Patients with Hereditary Breast
and Ovarian Cancer

H:P 2L (Miho Isaka), FEH LT (Eri Yokota), IR A ZE+12 (Kumiko Yabuki),

EJR & A3 (Megumi Takahara), #AH] 3845113 (Minako Matsuda), 3% VT.HL13 (Eri Soga),

= (Yuji Miyoshi) {RIHT fE#15 (Shusuke Yasuura), F | K16 (Dai Inoue)

I WL ER AR e v & — 7 ) LR

(Department of Clinical Genomics, Tokyo Metropolitan Tama Medical Center, Tokyo, Japan)
2 HRHEL S EERR AR v 7 — R

(Department of Nursing department, Tokyo Metropolitan Tama Medical Center, Tokyo, Japan)

3 BRHNLL EER AR v & — AR
(Department of Obstetrics and Gynecology, Tokyo Metropolitan Tama Medical Center, Tokyo, Japan)

4 HRHELNLZEER AR Y 7 — U U= FIBERNE

(Department of Rheumatology and Collagen Disease Medicine, Tokyo Metropolitan Tama Medical Center, Tokyo, Japan)
5 BIEHNI S EER AR L v ¥ — AR

(Department of General Medicine, Tokyo Metropolitan Tama Medical Center, Tokyo, Japan)

6 RN L EEREIER L v & — H LN
(Department of Gastroenterology, Tokyo Metropolitan Tama Medical Center, Tokyo, Japan)

Current Status and Challenges of Cancer Panel Testing at Our HospitaI-Focusing on Gene Mine TOP-

AR ﬁj%‘%l Naomi Araki), A F5HE12 (Hideyasu Tsumura), /5if& B T-! (Keiko Takahashi),
JITH #if:! (Rika Kawata), FEAR 1EHET (Masao Araki), fEiH 525313 (Fumio Takada)
[ (i N T e

(Department of Clinical Genetics, Kitasato University Hospital, Kanagawa, Japan)
2 JBHIRAE BRAAHS WIR G

(Department of Urology, Kitasato University School of Medicine, Kanagawa, Japan)
3 AEHIRAERAAGE PRI R AR R SR

(Department of Medical Genetics and Genomics, Kitasato University Graduate Scool of Medical Sciences, Kanagawa, Japan)
Integrative genomic and transcriptomic analysis identifies BAX as a regulator of disease progression
in prostate cancer
Bo-Ying Bao!, You-Cheng Shih!, Chi-Fen Chang!, Chao-Yuan Huang?, Chia-Cheng Yu3, Victor C. Lin*,
Te-Ling Lu!, Shu-Pin Huang?®
1 China Medical University, Taiwan
National Taiwan University Hospital, Taiwan
Kaohsiung Veterans General Hospital, Taiwan

E-Da Hospital, Taiwan
Kaohsiung Medical University, Taiwan

[ SN VE I )

Detection of Leukemia-Associated Structural Variants Using Electronic Genome Mapping Technology
Hanae Sugiura', Ying Zhang?, Sangjun Lee?, Anna Lozar®, Shuk Shukor!, Lily Nasanovsky?,
Kyoko Roberts!, Eiichi Araki!, Yang Zhang?, Jefferson Y. Chan?

1 Hitachi High-Tech America, Inc., U.S.
2 University of California, Irvine, Department of Pathology & Laboratory Medicine, U.S.
3 Nabsys 2.0, LLC, U.S.

Comparison of Quality Control Status Groups in Cancer Genomic Profiling Testing at a Community
Hospital.
57K J&—HB (Shinichiro Shimizu)

MG LR 2 v & — BRI Rt
(Department of pathology, Funabashi Municipal Medical Center, Chiba, Japan)
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Poster Session 3-04 Neuromuscular Disorders 3

H K :11H21H () 14:20~15:20

& YRRy =2 (IEEER vy —BTR [BREL-AL2)

Date : Saturday, November 21  14:20~15:20

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Clinical Spectrum of SCA17 and SCA17-DI in Japan
¥ M (Yuka Hama), {fHE J8422 (Hidetoshi Date), f5ifG #H % (Yuji Takahashi),
JKEE B3 (Hidehiro Mizusawa)
1 ENZASH - hEREERITTE v 7 =Wkt 7 ) LB
(Department of Genomic Medicine, National Center Hospital, National Center of Neurology and Psychiatry, Tokyo, Japan)
2 ESTRE - MREEEREIIYE R v 8 — AT 4 AL - ) bk v Z— (MGC) 7/ LSRR
(Department of Clinical Genome Analysis, Medical Genome Center (MGC), NCNP)
3 BN - SRR v 8 — Wb RS
(Department of Neurology, National Center Hospital, NCNP)

A long-term follow up of a Charcot-Marie-Tooth disease caused by a rare mutation
Il #Aln12 (Kinya Ishikawa), /it B2 (Makoto Takahashi), il {#3 (Hiroshi Takashima)
1 U REE R KB R A e Rt 7 2 A (R 2R oy Iy

(Dept. of Personalized Genomic Medicine for Health, Graduate School, Institute of Science Tokyo)
2 RREER AR e R

(Department of Neurology, Institute of Science Tokyo Hospital, Tokyo, Japan)
3 BEULESRA SRR R I AR S

(Neurology, Advanced Therapeutics Course, Kagoshima University, Kagoshima, Japan)

Integrated Targeted Whole-Genome and RNA Sequencing Reveals the Pathogenicity of an Intronic GNE
Variant in GNE Myopathy

A1 B KHR 123 (Taro Ishiguro), FHY @ Z &3 (Nozomi Toide), YLJI| B4 1-12 (Makiko Egawa),
S48 FEPRE-14 (Eriko Takamine), $HTH:H 26 (Masayukiyo Niida), 7 H=% 15 (Masayuki Yoshida)
1 U REERAE AR T2

(Department of Medical Genetics, Institute of Science Tokyo, Tokyo, Japan)
2 HEGURRERA IMAE TR SR A

(Department of Nutrition and Metabolism in Cardiovascular Disease, Institute of Science Tokyo, Tokyo, Japan)
3 WHHURIERAE Nt g

(Department of Neurology and Neurological Science, Institute of Science Tokyo, Tokyo, Japan)
4 HHRRPERY: AT 7 LipER

(Department of Precision Cancer Medicine, Institute of Science, Tokyo, Tokyo, Japan)
5 WHRIERY: S Bl E R A4 I

(Department of Life Science and Bioethics, Institute of Science Tokyo, Tokyo, Japan)
6 SIRERLR WL 7/ L v 5 —

(Center for Clinical Genomics, Kanazawa Medical University Hospital, Ishikawa, Japan)
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Perinatal Experiences in DM1 in Japan: A Nationwide Survey of Parents of Congenital and Childhood-
Onset Patients

K 451 (Ayumi Yonei), —Hf #lidd2 (Yuzuha Ichimura), 45§ #31-3 (Yuko Motohashi)

17 SE4E4 (Minobu Shichiji), ASH] # 2 (Rie Honda), /JNb SEHES (Michio Kobayashi),

PARE 6 (Tsuyoshi Matsumura), &5 X7 (Hotake Takizawa), 75 F]/f¢ (Toshio Saito),

dF BEHI (Akinori Nakamura), 43 B 7-° (Atsuko Ishii), AfRH £k?2 (Tomoya Kubota)

H1 B 28510 (Yasuhiro Takeshima), F J5HfE3 (Harumasa Nakamura), ZRJ8 & & D 1! (Midori Seno),
JREYY F524:912 (Haruo Fujino), /M %23C3 (Hirofumi Komaki), f7#H 514 (Keiko Ishigaki)

=ik B4 120 (Masanori Takahashi)

IIVN NG SV SHI I

(Department of Genetic Medicine, The University of Osaka Hospital)
2 RBRORAERAGERE R FE R SR T PR R A Fil o

(Clinical Neurophysiology, The University of Osaka Graduate School of Medicine)
3 [ENZRGH - PREBSSEITSE R v 8 — IeRE N JE R

(Department of Child Neurology, National Center of Neurology and Psychiatry)
4 WU RBER R AN AR

(Department of Pediatrics, Tokyo Women's Medical University Hospital)
5 ESRBEERS S & 7o

(Department of Neurology, NHO Akita National Hospital)
6 EISRBERERERBOIAR LS 2 >~ & —

(Department of Neurology, NHO Osaka Toneyama Medical Center)
7 ESCKE - AREEEEITSE 2 v & — IR R

(Department of Neurology, National Center of Neurology and Psychiatry)
8 ENLHEEME b L ER Y Y —

(Department of Neurology, NHO Matsumoto Medical Center)
9 RBERFERYBEE AN RFEE IR

(United Graduate School of Child Development, The University of Osaka)
10 FeREPR BRI /N ViR

(Department of Pediatrics, Hyogo Medical University)
1 fFiRiEtEy 2 t e 7 4 —i8% 2 (DM-Family)

(The DM-Family patient association)
12 KRBERAER B AR TR RE

(Graduate School of Human Sciences, The University of Osaka)

Perinatal Manifestations Leading to the Diagnosis of Maternal and Congenital Myotonic Dystrophy Type
1: A Case Report
A H =AM (Kyoso Ishida), SV 25 1-! (Tomoko Tsujie), B #8! (Yu Ito), HIp {#7+' (Hiroko Tanaka),
EifG B! (Ryoko Takahashi), /Mt J7 HL7-2 (Mariko Koike), & H [#352 (Naohiro Tomita)
VA L T N

(Department of Obstetrics and Gynecology, Toyonaka Municipal Hospital, Osaka, Japan)
2 TiSZE YRR 03547 ) LB v 8 —

(Cancer Genome Centor, Toyonaka Municipal Hospital, Osaka, Japan)

Poster Session 3-05 Metabolic and Mitochondrial Disorders

H W:11H21H (&)  14:220~15:20

& B ARy =28 (IIGEBE v ¥ —ERH BREI-A+2)

Date : Saturday, November 21  14:20~15:20

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Effects of Oral Semaglutide, a GLP-1 receptor agonist, on Body Weight in Down Syndrome and Type
2 Diabetes.

eI #5171 (Yuko Sato), JRi'y ELFH! (Mari Urano), Hf# Hi-2 (Tomoko Nagagami),

LA 222 (Toshiyuki Yamamoto)

1 B FBERERYE 7 7 S350
(Institute of Medical Genetics, Tokyo Women’s Medical University, Tokyo, Japan)

2 WU ERERHE R R R
(Division of Diabetology and Metabolism, Department of Internal Medicine, Tokyo Women’s Medical University School of
Medicine, Tokyo, Japan)
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Infection-triggered Acute Psychiatric Onset of Adrenoleukodystrophy Mimicking Encephalitis in an
Adolescent
HUY 2B (Eri Hayano), [LIH] i (Masaaki Yamada), AFH] %! (Hisashi Murata), i3 FJ2! (Rie Nakatani),
A2 B #E (Yuri Sugiura), | 5 H]® (Takeshi Inoue), [if]IFF {13 (Shin Okazaki), [ F 74 (Keiko Okada),
BEYT B3 (Masaru Yokoe), & HI [%#3° (Naohiro Tomita)
1 iz B R g R
(Department of Neurology, Toyonaka Municipal Hospital)
2 KRR RO R ety ot
(Department of Neurology, Osaka University Graduate School of Medicine)
3 KB AR R v 7 — NGRS - SRR R
(Department of Pediatric Neurology and Neurolinguistics, Osaka City General Hospital)
4 RIRIIRREER X > & — /NRIMHE - B NE
(Department of Pediatric Hematology and Oncology, Osaka City General Hospital)
5 R YR A3A R
(Division of Cancer Treatment, Toyonaka Municipal Hospital)
A family with OTC deficiency in which a novel variant was identified and functionally validated by
minigene analysis
Hfifl 434 ! (Nana Kushima), B B4 5223 (Tasuku Mariya), /= 272 (Aiko Seto), JEH #i1-2 (Yuko Takasu),
g fEAR2 (Kaho Kato), =i #%%* (Ayana Miura), ] {#AES24 (Kentaro Suda), %l EL5 (Shin Kikuchi),
HIH EHAS (Nobuhiro Wada), KA HERS (Yuki Ohsaki), 751 M 124 (Aki Ishikawa),
FF I 56 (Masashi Idogawa)
1 ALBEEERER AT AN Rt
(Department of Pediatrics, School of Medicine, Sapporo Medical University, Sapporo, Japan)
2 ALBREERER A b SR o HE R
(Department of Clinical Genetics, Sapporo Medical University Hospital, Sapporo, Japan)
3 FLBREERER A ERbE 2 AR
(Department of Obstetrics and Gynecology, School of Medicine, Sapporo Medical University, Sapporo, Japan)
4 FLBRERIREESGS 7 A TRIEEHE WK T ) Loy iy
(Department of Clinical Genomics, Division of Genomic and Preventive Medicine, Sapporo Medical University School of
Medicine, Sapporo, Japan)
5 FLBEBERIRAR A M R a2
(Division of Cell and Tissue Morphology, Department of Anatomy, School of Medicine, Sapporo Medical University, Sapporo,
Japan)
6 ALIRBERERYAEESAES 7 ) L PRI 7 ) LERSA
(Division of Medical Genome Sciences, Department of Genomic and Preventive Medicine, Sapporo Medical University School
of Medicine)

Newborn Screening and Follow-up for X-linked Adrenoleukodystrophy in Kumamoto Prefecture
B 8212 (Takaaki Sawada), HHEH FEARHEE® (Ryutaro Tsuru), 7 E—H[3 (Shinichiro Yoshida),
dikf 232212 (Kimitoshi Nakamura)

1 REARR AL st v & —

(Center for Clinical Genetics, Kumamoto University Hospital, Kumamoto, Japan)
P ¥ NG Y N e R e 1 i AN e o

(Department of Pediatrics, Faculty of Life Sciences, Kumamoto University, Japan)

3 KMAA A uy 7 2AlhRett
(KM Biologics Co., Ltd, Kumamoto, Japan)

Deoxynucleoside supplementation rescues mitochondrial defects in TWNK-mutant patient-derived
NPCs

Na Wu, Min Xin Guan
Zhejiang University, China
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Poster Session 3-06 Clinical Genetics 3

H K :11H21H () 14:20~15:20

& B RRY =2 (IIGEBe v ¥ —EBRH BREI-A+2)

Date : Saturday, November 21  14:20~15:20

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Clinical and Genetic Analysis of Cleidocranial Dysplasia with RUNX2 Missense Variants

FHIF k! (Jo Kasugai), JEEHL B2 (Yoko Todo), fEHT JGHE? (Motohiro Fukumura)
WY ffi—EB2 (Junichiro Machida), Jlf 2223 (Takamasa Kano), JA%f %723 (Yoshihiko Kawano),
K Hi# 14 (Akiko Ota), {2 Z=3]-5 (Yasuto Sano) , #2J8% fililfES (Mitsuo Goto), =74l 775 (Hitoshi Miyachi)
B AR #FEZ6 (Yoshihiko Aoki), FRFH & A7 (Yoshihito Tokita), F5H] #E£f78 (Hiroyuki Shimada),
%% 1E47° (Masatoshi Sana)
1 b3yl R s R
(Toyota Memorial Hospital, Department of Oral and Maxillofacial Surgery, Aichi, Japan)
2 b ayEdewb R R
(Toyota Memorial Hospital, Department of Oral and Maxillofacial Surgery)
3 b ayidemEb NEE
(Toyota Memorial Hospital, Department of Pediatrics)
4 3 FEIRIEEE IEE AR
(Toyota Memorial Hospital, Department of Medical Oncology)
5 BHISABERY: HEAT 1RSI SR
(Department of Oral and Maxillofacial Surgery, School of Dentistry, Aichi Gakuin University)
6  HARFHEMBER Y v & — b B Wb Rt
(Department of Oral and Maxillofacial Surgery, Japanese Red Cross Aichi Medical Center Nagoya Daiichi Hospital)
7 BAMRERSRER A v ¥ — FOEREVILT
(Institute for Developmental Research, Aichi Developmental Disability Center)
8 Al EARERABEE A ZWIZERE N IR A
(Department of Pediatrics, Graduate School of Medicine, Nagoya University (Growth and Development Medicine))

9 HNEREIERR
(Nagoya Orthodontic Clinic)

A case of Cowden syndrome harboring two pathogenic PTEN variants
LB SR (Miho Ando), -] X Wb D) 16 (Sayuri Hiraoka), & HF HETE ! (Kokichi Sugano),
PR F17-2 (Kazuko Matsuoka), /N FEHLS (Miki Oda), 3AS 24 (Masaru Sakamoto),
AT £S5 (Haruhiko Sugimura), |11 SE4578 (Hideki Yamaguchi)
1 R EEA e 4 RUTERTI IR A E 4t s -2 5eRk
(Department of genetic medicine, Sasaki Foundation, Kyoundo Hospital)
2 REREEA o4 RIFFEATIIE & B &R i AR
(Department of Gynecology, Sasaki Foundation, Kyoundo Hospital)
3 AIMEEA 2 RUFFERTIN IR A A le LIRS R
(Department of Breast Surgery, Sasaki Foundation, Kyoundo Hospital)
4 DAEWIEEN 1 % RUTFERTHTE A 2 50T [F
(Advisor, Sasaki Foundation, Kyoundo Hospital)

5 AIRMEEA e % RFFERTHE & B A0 b ibiR
(Hospital Director, Sasaki Foundation, Kyoundo Hospital)
6 FEUKAIRBE BRES Y v 8 —
(Clinical Genetics Center, Teikyo University Hospital)
7T RIRMENEA 4 AREFFERT RS 2a5
(Department of Cancer Cell Research, Sasaki Institute, Sasaki Foundation)
8 WPIRHE M SR B BRI SERT o3 AR RITZEs

(Cancer Metastasis Laboratory, Research Institute, Nozaki Tokushukai Hospital)
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A case diagnosed as Usher syndrome at young adulthood after genetic analysis of congenital
hearing loss
=G FEE P12 (Erisa Takahashi), S2HJI[ &35 !2* (Tomokatsu Udagawa), ZXfi% HEAR! (Yuta Abe),
JEH FEZ%? (Kana Harada), 41~ 925 7-2 (Mikiko Kaneko), f #HJEMM* (Yumika Fue),
Z B )64 (Kiyomitsu Nara) , & fE5 (Hideki Mutai) N BEH: 538 (Yuika Sakurai) R
A #1 (Yutaka Yamamoto), /INE ! (Hiromi Kojima), PA7K EHE* (Tatsuo Matsunaga)
1 AR R ERER A SRR
(Department of Otorhinolaryngology, The Jikei University School of Medicine, Tokyo, Japan)
2 R R BRI R R R 2 HEN
(Department of Clinical Genetics, The Jikei University Hospital, Tokyo, Japan)

3 BHREEERE R v 8 — KGR
(Department of Otorhinolaryngology, Toho University Ohashi Medical Center, Tokyo, Japan)

4 [EHRBER R RN v & — B RIHERY T v 8 —RKEIE e v 7 —
(Division Hearing and Balance Research, National Institute of Sensory Organs, National Hospital Organization Tokyo Medical
Center, Tokyo, Japan)

5 AEHERAEE A YRR

(Department of Molecular Genetics, Kitasato University School of Medicine, Kanagawa, Japan)

Cognitive and Achievement Profile of a Child with NF1 Presenting a Novel Variant Using KABC-Il and
CHC Theory

PUIG ¥ 1-! (Junko Yotsumoto), ARFf fk! (Midori Kimura), %[ B! (Megumi Tsuruoka)

JH& FiZ 12 (Chikahiko Numakura)

1 RiRBERERYEE 7/ & BEFERE

(Department of Clinical Genomics, Saitama Medical University, Saitama, Japan)
2 RrRBEBERAEEEE AN R

(Department of Pediatrics, Saitama Medical University, Saitama, Japan)

Functional analysis of synonymous and splice-site variants of uncertain significance using Minigene
Assay.
I PR (Takumi Momose), =if& £ /57! (Kanoko Takahashi), [L[17 £3&234 (Tomomi Yamaguchi),
WA H1 23456 (Tomoki Kosho)
1 ABMRER BT PEAERAFZERE R AR
(Shinshu University Graduate School of Medicine, Matsumoto, Japan)
2 ASMREZEE AR BB BIE T BBV v & —
(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
3 fBMIRAYE BRAAE BRI AR
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
4 MR 7)) = AN - =0 T v AN
(Division of Clinical Sequencing, Shinshu University School of Medicine, Matsumoto, Japan)
5 fEMRY: B R v & —
(Research Center for Supports to Advanced Science, Shinshu University, Matsumoto, Japan)
6 EMREEETIEWBE N4 A 3> 7 B
(BioBank Shinshu, Shinshu University Hospital, Matsumoto, Japan)

DYNC1H1-related dyneinopathies: a two case report highlighting the importance of deep phenotyping
55 H] 212 (Shino Shimada), H¥P-#FHL 72 & A3 (Naomi Hino-Fukuyo), PhféE [E 4 (Naoya Saijyo),
&1L NE4 (Jun Takayama), BEVEMK 72382 (Hiromichi Shoji), &t 3485 (Atsuo Kikuchi)

1 [ESZ AR GRS P SEbRS S ERRERTSE X T4 AVT ) bk v 8 —
(Medical Genomic Center, National Center for Global Health and Medicine, Tokyo, Japan)
2 R KA AN R REA R
(Department of Pediatrics and Adolescent Medicine, Juntendo University Faculty of Medicine)
3 WALEREERL R R AR E i v 5 —
(Center For Medical Education, Faculty of Medicine, Tohoku Medical and Pharmaceutical University, Sendai, Japan)
4 HALRZEBEZAR/N R
(Department of Pediatrics, Tohoku University Graduate School of Medicine, Sendai, Japan)
5 BACRAERYBEE R RIAT Y7 v > 7 ¢ 7 HTEERRAIZE S EY

(Department of Al and Innovative Medicine, Tohoku University Graduate School of Medicine, Sendai, Japan)

197



A Lynch syndrome case with a partial MSH2 intron 10 deletion discovered by inconsistent results by
MLPA analysis
TE7K $=ERY (Bri Shimizu), YI.IT 95223 (Hidetaka Eguchi), fRF #i3Ef%3 (Fumiyo Fukui),
Bk IE3E" (Masami Arai)
1 R R ARG R A S e R R AR 22
(Department of Clinical Genetics, Graduate School of Medicine, Juntendo University, Tokyo, Japan)
2 EHRERARLAGRAZERHIRA R B2 - 160
(Department of Diagnostics and Therapeutics for Intractable Diseases, Graduate School of Medicine, Juntendo University,
Tokyo, Japan)
3 MERERAARFAGERAHITURHEIE D W & iniiisie > & —

(Intractable Disease Research Center, Graduate School of Medicine, Juntendo University, Tokyo, Japan)

Long-read sequencing with haplotype phasing resolves complex USHZ2A structural variants: five cases
A P2HH 12 (Hideaki Moteki) , PiJE {2#%?2 (Shin-ya Nishio), FAFE BE—2 (Shin-ichi Usami)
1 RSB H SRR
(Department of Otolaryngology, Aizawa Hospital, Matsumoto, Japan)
2 fEMIRAE BEAAEE N LTS a2l
(Department of Hearing Implant Sciences, Shinshu University School of Medicine)
Very low-level aberrant splicing of RYR2 revealed by Nanopore cDNA amplicon sequencing in a mild

case of CPVT
=R Ha 112 (Satoko Miyatake), Hi/K JT.HL1-2 (Eriko Koshimizu), &M ##*F-2 (Kohei Hamanaka),
YA 15722 (Masamune Sakamoto), NI FiFH23 (Yuri Uchiyama), | Z5#%3€23 (Naomi Tsuchida),
7K1 ]2 (Takeshi Mizuguchi), FAAS TELHE 1234 (Matsumoto Naomichi)
1 BRI LRE R b B 5 T2

(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)
2 BRETIRY: AR B R

(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Kanagawa, Japan)
3 BERETANIRZAMERBE #E 2 LWERE

(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Kanagawa, Japan)
4 [EIKGRH - MRRER Y v Y — ATAANT ) bk Y —

(Medical Genome Center, National Center of Neurology and Psychiatry, Tokyo, Japan)

Neurofibromatosis type 1 associated with transposable element insertions: Two case reports

KI5 KAt (Daiju Oba), 3 KL @A (Kenta Hasumi), #&5 58% (Miyu Fukushima), /N /N4 (Sayuri Oda),
EH # (Kei Masai), WP 2535 (Nami Bessho), St EAT- (Kizumi Miwako), AH HEE (Koki Nagai),
KA i (Hirofumi Ohashi)

R ERS/NRER 2 v & — EER

(Division od Medical Genetics, Saitama Children's Medical Center)
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Genotype-Dependent Full-Field Stimulus Test Thresholds in Inherited Retinal Dystrophies

JBEIY #8123 (Yu Fujinami-Yokokawa), 7 7 —<— ¥ = 7 = U —* (Jeffrey Farmer),

L5 FOfSES (Kazuki Yamazawa), FH: b PH&S (Satomi Inoue), 11i)Il ELZES (Makoto Ichikawa),

BT RS (Mami Notake), #A7K 3 56 (Tatsuo Matsunaga), £ F1%<78 (Kazushige Tsunoda),

&I 751258910 (Kaoru Fujinami)

1 74T BOE NERDRBEERE Rt o & — BRIRITSE 2 > & — BIEITSEES SR Bl AA T gE
(Laboratory of Visual Physiology, Division of Vision Research, National Institute of Sensory Organs, NHO Tokyo Medical
Center, Tokyo, Japan)

2 Department of Genetics, UCL Institute of Ophthalmology, London, UK.
(Department of Genetics, UCL Institute of Ophthalmology, London, UK)
3 BEMESRIAR S RS PR BORAE B3
(Department of Health Policy and Management, Keio University School of Medicine, Tokyo, Japan)
4 Diagnosys LLC, MA, USA.
(Diagnosys LLC, MA, USA)
5 MSZATEOE NERNDE B SO v & — lRER e v 8 —
(Department of Medical Genetics, NHO Tokyo Medical Center, Tokyo, Japan)
6 BAZATECE NE SR BN R v ¥ — BRI v & — B - SPERETEE
(Division of Hearing and Balance Research, National Institute of Sensory Organs, NHO Tokyo Medical Center, Tokyo, Japan)
7 MSZATEOE NE DR B SO v & — R v & — BIEIESEER
(Division of Vision Research, National Institute of Sensory Organs, NHO Tokyo Medical Center, Tokyo, Japan)
8 NZATBOE NELLRHERE R e v 4 — IRFE
(Department of Ophthalmology, NHO Tokyo Medical Center, Tokyo, Japan)
9 BHRERTARY: BT INRASE
(Department of Ophthalmology, Keio University School of Medicine, Tokyo, Japan)
10 HRURSE BEYSROTERE WAL © b7 DS RRIETTE =
(Department of Biological Sciences, Graduate School of Science, The University of Tokyo, Tokyo, Japan)

Factors associated with the uptake of genetic testing among relatives of individuals with hereditary
tumour syndromes.

SN 253512 (Fumino Kato), HE¥F X 5274212 (Sayaka Ueno), JHi/Il #8#{E 2 (Yusaku Urakawa),
VA BHEE 12 (Rie Kawamura), ZEEE £12 (Tamotsu Sudo)

1 RRHERERY: PR Sty 7 L R
(Department of Genomic Medicine, School of Medicine, Fujita Health University, Aichi, Japan)

2 EHERERSEEEE 2347 ) biBIER
(Department of Cancer Genetics & Genomics, Fujita Health University Hospital)

De Novo Genome Assembly of a Rare Disease Trio Using HiFi Long-Read Sequencing

Saeideh Ashouri', Ran Wei!, Yosuke Kawai?, Tomoo Ogi3, Katsushi Tokunaga'

1 Japan Institute for Health Security, Japan
2 National Institute of Genetics, Research Organization of Information and Systems, Japan
3 Nagoya University, Japan

Multi-omics analysis of molecular responses to diphenylarsinic acid (DPAA) exposure in the primate
brain

KBk 8 (Hideki Ohmomo), #§H] 1.2 2 (Tomoyuki Masuda)

1 BEERE HALA T4 AL« A8 7 B BREHICT H
(Department of Informatics for Genomic Medicine, Tohoku Medical Megabank Organization, Tohoku University, Miyagi,
Japan)

2 HHERY PP AR (ESRREA R

(Faculty of Health Sciences, Mejiro University, Saitama, Japan)
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Poster Session 3-07 Rare Diseases 3

H K :11H21H () 14:20~15:20

& YRRy =2 (IEEER vy —BTR [BREL-AL2)

Date : Saturday, November 21  14:20~15:20

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

A novel single-amino-acid insertion in SDHB found in a patient with metastatic paraganglioma
12 HiZ451-12 (Kanako Tanase-Nakao), PNJ§ (4812 (Masaki Uchihara), 27K B&3C? (Hirofumi Sugimoto),
VR FEFFS (Mika Tsuiki), [1IFF A A4 (Yuto Yamazaki), H3Z &4f%2 (Akiyo Tanabe),
PRAE Bt (Maki Fukami)
1 ERZRE BRI > & — U8R 21 N3 mrFes
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development, Tokyo, Japan)
2 LR GRS BROTTE R, [ R 2 v & — BEROR NS
(Department of Diabetes, Endocrinology and Metabolism, National Center for Global Health and Medicine, Japan Institute for
Health Security, Tokyo, Japan)
3 ESOREBERERE SRR v & — o - AR
(Department of Endocrinology and Metabolism, National Hospital Organization Kyoto Medical Center, Kyoto, Japan)

4 FALRAAHIE FRELES
(Department of Pathology, Tohoku University Hospital, Sendai, Japan)

A Case of Fertility Treatment Resulting in a Childbirth in a Woman with Periodontal Ehlers-Danlos
Syndrome

R H H 712 (Asuka Takeda), 177 $A48t! (Hiroki Noguchi), FHAF 23! (Kou Tamura),

FZA SZH! (Tatsuro Sugimoto), 25 & W A>! (Ayuka Mineda), ¥ & D! (Atsuko Yoshida),

LA f B (Yuri Yamamoto), #REY #.22 (Hiroyuki Morino), 54/ ! (Takeshi Iwasa)

1 FEERAARAABEIE SR TS i e R A2 iy
(Department of Obstetrics and Gynecology, Graduate School of Biomedical Sciences, Tokushima University, Tokushima,
Japan)

2 fEESRE 7 LR S —

(Center for Genomic Medicine, Tokushima University Hospital, Tokushima, Japan)

Genotype-dependent dynamics of surgery-induced reactive and regenerative bone formation in a
mouse model of mcEDS

EifG 4512 (Yuki Takahashi), iR &5 (Takahiro Yoshizawa), o A= 1 12456 (Tomoki Kosho)
I =1 AN S VR L= (P VR 2 Y
(Department of Medical Genetics, Shinshu University School of Medicine, Nagano, Japan)
2 fSMRFEBER 70 =)L« =7 T v R
(Division of Clinical Sequencing, Shinshu University School of Medicine, Naga no, Japan)
3 BMIRY: S SR v & — B R SR T
(Division of Animal Research, Research Center for Advanced Science and Technology, Shinshu University, Nagano, Japan)
4 BRI AR BRI & 5 R YE e v 8 —
(Center for Medical Genetics, Shinshu University Hospital, Nagano, Japan)
5 MR SR E 2 v 9 —
(Research Center for Advanced Science and Technology, Shinshu University, Nagano, Japan)
6 fEIMNRYE BTSSR IE N A A N> 2 {30
(BioBank Shinshu, Shinshu University Hospital, Nagano, Japan)

Craniofacial analysis using the musculocontractural Ehlers-Danlos syndrome model mouse
TN B K1 (Yohei Matsuzawa), feifi 45 75 2% (Yuki Takahashi), 7R [#&ii4 (Takahiro Yoshizawa),
HE A1 23567 (Tomoki Kosho)
1 FIRAE A RAARE
(Shinshu University School of Medicine, Nagano, Japan)
2 fBINRAE PR A R
(Department of Medical Genetics, Shinshu University School of Medicine, Nagano, Japan)
3 MBS 7 ) 2L - > — 0 20 A
(Division of Clinical Sequencing, Shinshu University School of Medicine, Nagano, Japan)
4 FIMR: BRI v & — B SRE M
(Division of Animal Research, Research Center for Advanced Science and Technology, Shinshu University, Nagano, Japan)
5 fEMIRYE BEAAEIT BRI BE S T R v & —
(Center for Medical Genetics, Shinshu University Hospital, Nagano, Japan)
6 SR FLMETE iR £ v & — BEER T S
(Research Center for Advanced Science and Technology, Shinshu University, Nagano, Japan)
7 AZMIRYE AT B BE 2N A A N v 7 B
(BioBank Shinshu, Shinshu University Hospital, Nagano, Japan)
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A case of perforated descending colon diverticulitis in a patient with osteogenesis imperfecta
VAR 364512 (Hidetaka Kawamura), ™% 32 (Ryou Kanoda), i f& K12 (Yuta Susa),
Mg B P12 (Shoma Kase), )1 #3412 (Teppei Miyakawa) , #}&f S22 (Yukitoshi Todate),
Ji P BX5Z12 (Takumi Funo), {57 ££TH.2 (Yoshinao Takano), $H7K fHEE2 (Nobuyasu Suzuki),
K% J@Z£12 (Michitaka Honda)
1 i B U7 BE AR A ISR R Tl i 2
(Department of Minimally Invasive Surgical and Medical Oncology, Fukushima Medical University)
2 MR R BT PTIR #E e sk be SR
(Department of Surgery, Southern TOHOKU General Hospital)

Identifying technically challenging short-read NGS regions using standard materials and simulation
data

R B (Maho Ogiwara), FiAK ZRE4! (Takeru Nakabayashi), RiffH B! (Kohei Maeda),
I ZK! (Keidai Miyakawa), H1)1] JfE%52 (Yuto Nakagawa), %1/ A 522 (Hiroahi Chikuta),
H b 1EM22 (Masaaki Hibi), 7556 {&&! (Satoshi Yuhara), H f@—RH 12 (Kenichiro Kori)

1 A&tz 2 7 —v v GBRBHFER
(Department of Research Testing Development, SRL Inc., Akiruno, Tokyo, Japan)

2 RSt A7 — V2oV Selin BRI
(Advanced Medical Care Testing Department, SRL Inc., Akiruno, Tokyo, Japan)

A case of Genitopatellar syndrome with complex craniosynostosis

AH: R (Kaho Ishii), KI5 Kist (Daiju Oba), SR R (Kenta Hasumi), pEY=NE Y (Miyu Fukushima),
/N ZINEA (Sayuri Oda), 86 Ei4T (Hiroyuki Kuramitsu) , (EH: 2 (Kei Masai), BT 2532 (Nami Bessho),
3 EMT (Miwako Kizumi), KiE 83 (Hirofumi Ohashi)

B R RSN R R v 7 — BIER

(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)

Novel de novo COPB2 variants cause neurodevelopmental disorder with pyramidal and
extrapyramidal features
FE IR #HHA1 (Atsuhiro Ozaki), A 1E5%12 (Masamune Sakamoto), & FHifi* (Keisuke Hamada),
567 MR (Masaharu Moroto), AEFH F&T-3 (Satoko Kumada), #i=F —Hit¢ (Kazuki Kodera),
/IR &6 (Yu Kobayashi), 3% (1] {6 (Jun Tohyama), A {227 (Nobuhiko Okamoto),
%45 —1H38 (Kazuhiro Ogata), ] 256351 (Naomi Tsuchida), PNIL H1HL' (Yuri Uchiyama),
Bi7K YT HL 71 (Eriko Koshimizu), & #FF-' (Kohei Hamanaka), & J&1-110 (Satoko Miyatake),
JKET T (Takeshi Mizuguchi), FAZS 3@ 191011 (Naomichi Matsumoto)
1 BRI SLRYRAEDE PRADReRt i fnsy:

(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2 BREWIRYRAGE BEAAWIZERE N R

(Department of Pediatrics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
3 RRETLRSARARE PEAARERE Rl

(Department of Biochemistry, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
4 AR R N TR

(Department of Pediatrics, Fukuchiyama City Hospital, Kyoto, Japan)

5 HURUERIZAHRERIE Al SR

(Department of Neuropediatrics, Tokyo Metropolitan Neurological Hospital, Tokyo, Japan)
6 [EISLRBERERE PERTIR s R IE iR SR

(Department of Child Neurology, National Hospital Organization Nishiniigata Chuo Hospital, Niigata, Japan)
7 KBRFBERE v 8 — BRSHEE

(Department of Medical Genetics, Osaka Women's and Children's Hospital, Osaka, Japan)

8  [EIBEEE AL REDE
(Innovation & Research Support Center, Graduate School, International University of Health and Welfare, Tokyo, Japan)
9 RRETRANEREE #E S b TR
(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
10 MR E S8 122t
(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)
11 ENIRE M - MRRERI T v 8 — AT AN -7 ) bk vy —
(Medical Genome Center, National Center of Neurology and Psychiatry, Tokyo, Japan)
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Analysis of the Deleted Region and a Diabetes-Associated Autoimmunity Locus in 22g11.2DS with Type
1 Diabetes

R 51 (Yuiko Muto), i 7257512 (Hiromune Narusawa), 3% Kififi 12 (Daisuke Watanabe),
B BRELY (Mari Tsukahara), FEj& &2 (Chihiro Onomichi), 3PN ZV1.2 (Yasue Horiuchi),
A 2 (Hiroki Ishiguro), 5% 7 I D512 (Hideaki Yagasaki) , KA &5 1 (Takeshi Inukai)
1 IBEREE BRAAER /N R R
(Dept. of Pediatr. Yamanashi Univ. Sch. of Med)
2 ILBLRAE B R TR R e v 8 —
(Center for Genetic Diseases, University of Yamanashi Hospital, Yamanashi, Japan)
Sibling Cases of Isolated Asymptomatic Proteinuria without Megaloblastic Anemia Caused by Novel
Homozygous AMN Variants
% RER! (Taro Ando), FIF B! (Yoko Shirai), H4+ 35! (Ryo Nakatani), YL #%2 (Makoto Eguchi),
F&A % 581! (Tacko Hashimoto), A ¥ 3 (Yutaka Harita), |14 {8224 (Toshiyuki Yamamoto),
= filE—FEB" (Kenichiro Miura)
1 O ERER S Bl TR
(Department of Pediatric Nephrology, Tokyo Women's Medical University, Tokyo, Japan)
2 HIERAE NEE
(Department of Pediatrics, Yamagata University School of Medicine, Yamagata, Japan)
3 BEREE NEE
(Department of Pediatrics, The University of Tokyo, Tokyo, Japan)
4 WL TBERRSE 7 ) LR

(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)

Poster Session 3-08 Cytogenetics 2

H K :11H21H (4)  14:20~15:20

2 B AR -2 (IeEEX v Y — BT EBRE1-A+2)

Date : Saturday, November 21  14:20~15:20

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Non-neoplastic Chromosomal Findings Incidentally Detected during Chromosome Analysis for
Hematologic Malignancies
R B! (Mariko Sagara), /MR Z832 (Hirofumi Kobayashi), T & %2 (Masahisa Kudo),
PER} W 9 2 (Yu Nishimura), /MK —EZ! (Kazuhiko Kobayashi), [l %5 (Chiharu Okada),
JIAT B2 -24 (Machiko Kawamura)
1 BEENDBAR VY —
(Department of Clinical Laboratory Technology, Saitama Cancer Center, Saitama, Japan)
2 BRGSO A R v 8 — IR AR
(Department of Hematology, Saitama Cancer Center, Saitama, Japan)
3 BEREENIDAR VY —EES W R
(Department of Pathology, Saitama Cancer Center, Saitama, Japan)
4 HEENIA Y vy —RER
(Department of Clinical Laboratory Medicine, Saitama Cancer Center, Saitama, Japan)
5 RPRBESIIEERER - W2 v & — B BT

(Department of Clinical Laboratory Technology, Saitama Cardiovascular and Respiratory Center, Saitama, Japan)
Familial Persistent Fetal Vasculature Associated with Balanced t(4;7)(p15.3;q36): A Possible Position
Effect
drff 23512 (Satomi Nakamura), 57 b &2 (Akira Murakami), 5 B{352 (Megumi Ito)

LR {23 (Shimpei Abe), HIHFML 72383 (Hiromichi Shoji), JE/K f&¥E! (Eri Shimizu),
%I 51 (Keiko Goto)
1 ERAERA AR R

(Department of Clinical Genetics, Juntendo University, Tokyo, Japan)

2 HRHERE IR
(Department of Ophthalmology, Juntendo University, Tokyo, Japan)

3 WMERERY: NRBEWITE - Wilgy:
(Department of Pediatrics and Adolescent Medicine, Juntendo University, Tokyo, Japan)
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A familial supernumerary der(15) resulting from 3:1 segregation of t(11;15)(q23.3;q12)
b fEH 12 (Hiroaki Murakami), [ [ 32k 12 (Tatsuya Sakashita), & 8! (Yu Shinoda),
IR BESE -1 (Emiko Kobayashi), #AJE 7! (Kunihiro Matsunami), FIF #[.7+! (Kuniko Tokoro),
PARE 351 (Eiji Matsukuma), &> Befff 12 (Hideo Kaneko), A8} 7 (Atsushi Imamura)
1 R AR v ¥ — NER

(Department of Pediatrics, Gifu Prefectural General Medical Center, Gifu, Japan)
2 ERERAREER v ¥ — BB TSR

(Department of Medical Genetics, Gifu Prefectural General Medical Center, Gifu, Japan)

Chromosomal aberration analysis of healthy individuals aged 19 to 23 detected by 3-color FISH.

FILr SERE (Miho Akiyama), =555 K42 (Yoshio Takashima), 7K P& -2 (Takako Tominaga),

FaF ARERT (Kotaro Ishii), F1H: Z1K3 (Tomohiro Arai), /% F13& 7! (Yumiko Suto)

1 R RIARAN e TS O AP ZERT FH - SRR
(Dept. of Radiation Measurement and Dose Assessment, Institute for Radiological Science, National Institutes for Quantum
Science and Technology)

2 BT RIABAMITTE DR BURRRIE AW ZEAT B3 < PR
(Dept. of Radiation Emergency Medicine, Institute for Radiological Science, National Institutes for Quantum Science and
Technology)

3 BRAE R R AT

(Faculty of Health Sciences, Komazawa University)

Poster Session 3-09 Epigenetics

H W 11H21H () 14:20~15:20

= 5 ARS8 (IEEER v ¥ — R BRE1-A+2)

Date : Saturday, November 21 14:20~15:20

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Allele-specific DNA methylation profiles of X-chromosome genes detected by long-read sequencing
FAE B fd 2 (Mizuho Igarashi), B89 8! (Hayate Masubuchi), ARES ¥13 (Atsushi Hattori),
T 3735 (Tatsuki Urakawa), HIFH #3524 (Hiroyuki Tanaka), & &5 (Keisuke Yoshii),
JE 5 fgt—5 (Kenichi Kashimada), fi&J5 €2 ¢ (Yasuyuki Fukuhara), &, Ef! (Maki Fukami),
&5 HER (Masayo Kagami)
1 ERIREEBEE € v ¥ — DIERT 0 F W Iirses

(Department of Molecular Endocrinology, National Research Institute for Child Health and Development, Tokyo, Japan)
2 ORI BEAERATZERE A0 - FRE - IR AR IR

(Department of Pediatrics, Graduate School of Medicine, The University of Tokyo)
3 ENIREEREIIE R v 8 — WFRT 54 N—> T 4 RS

(Division of Diversity Research, National Research Institute for Child Health and Development)
4 JOEOREANERE

(Department of Pediatrics, The University of Tokyo)
5 ENZEREB BRI v — Nk - REHR

(Division of Endocrinology and Metabolism, National Center for Child Health and Development)
6 ENZRB RN v ¥ — EESHe v ¥ — RBIESEE

(Division of Clinical Genetics and Molecular Medicine, National Center for Child Health and Development)
Long-read methylation profiling beyond 11p15.5 canonical imprinting regions in Beckwith-
Wiedemann syndrome
PR B! (Naoto Nishimura), 7K1 [fl]! (Takeshi Mizuguchi), [ Z=f#%3%12 (Naomi Tsuchida),
I dBE L2 (Yuri Uchiyama), AN 1E5%! (Masamune Sakamoto), B/K JT.HL1-! (Eriko Koshimizu),
Eh #EF! (Kohei Hamanaka), B3 J21-13 (Satoko Miyatake), Hi| /& J&{H#4 (Hidenobu Soejima),
PNAS [H 3 123 (Naomichi Matsumoto)
1 BRET LR KB R AT R

(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2 BEEETHNRENEREEE #R 7 2 A BIEE

(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)

3 BRI R B B S TR R
(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)
4 PEBERAE RAAEE oy 1A R e

(Department of Biomolecular Sciences, Faculty of Medicine, Saga University, Saga, Japan)
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Gene-Level m®A Profiling Suggests Decay-Biased mRNA Regulation in Human Trophoblast Stem Cells
KL 12 (Ryohei Oeda), 2411 224113 (Kosuke Taniguchi), 5 #EB 14 (Tetsuro Shimada),
JUTRE R ELY (Yuri Kondo), ) fi#tS (Takeshi Nagao), #RH i A2 (Akito Morita), H I H] KHii2 (Daisuke Higeta)
7% A3 (Keisuke Ishiwata) , & A3 (Tomoko Kawai) , ifk —£3 (Kazuhiko Nakabayashi) )
S5 BH2 (Akira Iwase), Z% ft—H[ 13 (Kenichiro Hata)
1 B RARAERE PR R RL B ARl
(Department of Medical Genetics and Genomics, Gunma University Graduate School of Medicine, Gunma, Japan)
2 BERRER ARG R RUTZERE BE R AR
(Obstetrics and Gynecology, Gunma University, Gunma, Japan)
3 ENIEEEREDIZE R v ¥ — W R ST
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development, Tokyo, Japan)
4 HIRBERERYE ERHR ARIE
(Department of Obstetrics and Gynecology, Jichi Medical University, Tochigi, Japan)
5 WRERESERIRY: BERHE AR
(Department of Obstetrics and Gynecology, The Jikei University School of Medicine, Tokyo, Japan)

Real-World Validation of Oxford Nanopore-Based Methylation Classification for Brain Tumors
Ru-Xiu Hsiao, Shih-Hung Yang, Chia-Lang Hsu, Ko-Ping Chang, Pei-Hsin Huang, Tom Wei-Wu Chen,
Melody Men-Ju Tsai, Raisin Hsu, Hui Ann Chen, Wuh-Liang Hwu, Yin-Hsiu Chien, Ni-Chung Lee

National Taiwan University Hospital, Taiwan

Poster Session 3-10 Large Scale Association Studies

H K:11A21H () 14:20~15:20

& B RRY—&Y (aEEL v ¥ —BRM JBREL-AL2)

Date : Saturday, November 21 14:20~15:20

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Integration of blood-based biomarkers and genetic variants identifies intervention-responsive
individuals with MCI

AW 45 5! (Tetsuaki Kimura), Hf BE#2 (Akinori Nakamura), 248 K3 (Taiki Sugimoto),

e BHE4 (Tomomi Satou), HL [H4T5 (Naoyuki Sato), HTARH #2236 (Shumpei Niida),

E2IRF 5 — 1789 (Kouichi Ozaki), BEH: 236 (Takashi Sakurai), i FH#L10 (Hidenori Arai),

7K KB (Daichi Shigemizu), U 2 \WAA L T72Tuw "% —.519 (J-Mint Study Group)

1 ENZRBFEENE L v 8 — BRI X T4 ANT ) bk s —

(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology)
2 ENRFERNIE 2 v 7 — WFJERT RS G i B A
(Department of Clinical and Experimental Neuroimaging, Research Institute, National Center for Geriatrics and Gerontology)
3 ERNZEFBEREDE R v ¥ — TR PHiRETTZEE
(Department of Prevention and Care Science, Research Institute, National Center for Geriatrics and Gerontology)
4 ENLRFEEEI R v 5 — IR N A~ — A —HIER
(Department of Biomarker Research, Research Institute, National Center for Geriatrics and Gerontology)
5 ENZEFBERED R v ¥ — PR 9 5B
(Department of Aging Neurobiology, Research Institute, National Center for Geriatrics and Gerontology)
6 [ENLRFEE L v & — WESET
(Research Institute, National Center for Geriatrics and Gerontology)
7T RERFRFRE ERREANTZE R IEERE R
(Department of Cardiovascular Medicine, Hiroshima University Graduate School of Biomedical and Health Sciences)

8 BLAAWIERT LM IERl A e v 5 —

(RIKEN Center for Integrative Medical Sciences)
9 Al ERERAGLELRITER BRI

(Department of Aging Research, Nagoya University Graduate School of Medicine)
10 [E 7 RFEREIIT L > 8 —

(National Center for Geriatrics and Gerontology)
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Genome-wide Association Study of Social Isolation in the Tohoku Medical Megabank Community-
Based Cohort Study
K {H&! (Hisashi Ohseto), F: |- Vi (Kosuke Inoue), /&ifG —>F~3 (Ippei Takahashi)
N $H345 (Taku Obara), % H %34 (Akira Narita), 475 EL3E34 (Mami Ishikuro),
KHE B 134 (Masatsugu Orui), # | BE 146 (Keiko Murakami), HF[] & & \>345 (Aoi Noda),
&M JL&34 (Genki Shinoda), =il #fE{ 34 (Masato Takase), 14 [EA834 (Naoki Nakaya),
/NEE L2334 (Mana Kogure), Ml HL#¢ 1-34 (Rieko Hatanaka), §143 A 3&34 (Kumi Nakaya),
T-%E —334 (Ippei Chiba), ] #0H1BHE34 (Sayuri Tokioka), TR Hi478 (Yuka Kotozaki)
TE7/K JE &34 (Atsushi Shimizu), FHEF 15 =7# (Kozo Tanno)
1 R BL R S E Rl E T SE

(International Research Institute of Disaster Science, Tohoku University)
2 RUABRZE KRBT 2Rl (R e - FTEhA o By

(Department of Health Promotion and Behavioral Sciences, Graduate School of Medicine, Kyoto University)
3 LR BLRE R EBE R 2 R TS8R

(Graduate School of Medicine, Tohoku University)

4 HALKE HALA T4 v - RIS 7 KRS
(Tohoku Medical Megabank Organization, Tohoku University)

5 HAERAE ALK BE

(Tohoku University Hospital, Tohoku University)
6 HRURAE REABEEAEROIER - il SR 21T A i

(Department of Health and Social Behavior, Graduate School of Medicine, The University of Tokyo)
T ETEERERY: A R A A

(Department of Hygiene and Preventive Medicine, Iwate Medical University)

8 ATEERERYE Wb THALA 71 Av « XA 7R
(Iwate Tohoku Medical Megabank Organization, Iwate Medical University)

Poster Session 3-11  Omics Technologies

H K:11H21H ()  14:20~15:20

2 B ARY =&Y (IGEEEE Y Y — R BRE-A+2)

Date : Saturday, November 21 14:20~15:20

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Sex differences in transcript-level gene expression and differential isoform usage in healthy human
cell lines

fitjE H D X (Arisa Igarashi), /MR Z54 (Nana Kobayashi), [ 238 (Yukimi Abe),
By 157 (Naoko Kuromatsu), 3 [ (Tadashi Kaname)

EIZERE BEEESE 2 v & — T 7/ LR
(Department of Genome Medicine, National Research Institute for Child Health and Development, Tokyo, Japan)

Transcriptome-based endotyping of eosinophilic chronic rhinosinusitis using nasal brushing samples

B 556! (Tomomitsu Hirota), T/ AHi2 (Daiki Nakashima), - b 7z -D &3 (Natsuki Inoue),
5 )11 7413 (Mamoru Yoshikawa), #f (]2 (Eri Mori), % {2352 (Nobuyoshi Otori), /N {812 (Hiromi Kojima)
e VEA 14 (Yohei Sato), HRIL R/A S (Tsuguhisa Nakayama), £H] EH13E! (Mayumi Tamari)
1 R R ERRE A BRI v & — 7 IR AIER
(Division of Molecular Genetics, Research Center for Medical Science, The Jikei University School of Medicine)
2 WRUEESPERERY: B SEGRL AR
(Department of Otorhinolaryngology, The Jikei University School of Medicine)
3 BHREERR X v 8 — KSR B SRR
(Department of Otorhinolaryngology, Toho University Ohashi Medical Center)
4 RFERAAE SR - SR (R - T LA X ==y )
(Immunology and Allergy Research Unit, Division of Otorhinolaryngology, Head & Neck Surgery, Faculty of Medicine,
University of Fukui)

5 BERERSE B - SESEESERE
(Department of Otorhinolaryngology-Head and Neck Surgery, Dokkyo Medical University)
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Poster Session 3-12  Population Genetics/Evolutionary Genetics

H K :11H21H () 14:20~15:20

& YRRy =2 (IEEER vy —BTR [BREL-AL2)

Date : Saturday, November 21  14:20~15:20

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Ancient Jomon Blood Group Genotypes llluminate the Evolutionary History of Red Blood Cell Antigens

Jonghyun Kim, " ff1#3€ (Izumi Naka), K4& I (Jun Ohashi)

FRUR S BIEAR ISR ARl A
(Department of Biological Sciences, Graduate School of Science, The University of Tokyo, Tokyo, Japan)

Association Study of Sensory-Cognitive Phenotypes and SNPs toward Personalized Healthcares
AR FIZE! (Kazumi Motoki), 45 )5 1+ (Yuko Kasahara), & 7K JEIH.2 (Miho Muraki)
KRB {2 (Takeshi Ozeki), FiE 22 (Ayumu Ishigaki), s H 2£K? (Hirotaka Matsuzuki),
{1 25 fHHL? (Iri-Baran Sato), FFH 4L (Takashi Okada)
1 TR BERADIERT BIE T - filinkt v & — {5 I
(Division of Molecular and Medical Genetics Center for Gene & Cell Therapy, The Institute of Medical Science, The University
of Tokyo, Tokyo, Japan)

2 PR T ANV TR AH
(A.D.A.M. Innovations Co.)

Founder Effect of IVS4+919G>A Variant in Fabry Disease in Japan: A Historical Population Diffusion
Perspective
RN ZE#K! (Tatsuya Takeuchi), FE T 2323 (Koji Higuchi), fif #7*4 (Tetsumin So),
i FA15 (Ohsuke Migita)
1 ER7 7 =<MWt <=7 74 v 7

(Sumitomo Pharma Co., Ltd., Product Marketing, Tokyo, Japan)
2 BREERYE AR —YEmBlR

(National Institute of Fitness and Sports in KANOYA, Sports Life Science, Kagoshima, Japan)
3 SNTFRAREEE TEBR s AR

(Imamura General Hospital, Cardiology, Kagoshima, Japan)
4 ENREREFEIE R v ¥ — BESEe 5 —

(Division of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)
5 B 7y ERIRE WK RS - BB

(Department of Laboratory Medicine, St. Marianna University School of Medicine, Kanagawa, Japan)

Exploring balancing selection in the human genome through trans-species polymorphisms

IR fE A (Yuki Miyazaki), A1l ¥R (Mikita Suyama)
THKAERAEBE > 27 DA GFIERT WA

(Division of Bioinformatics, Graduate School of Systems Life Sciences, Kyushu University, Fukuoka, Japan)

Population-scale analysis of predicted loss-of-function variants in the TMM 100K whole-genome
resource

HHE J&! (Shu Tadaka), W06 503812 (Fumiki Katsuoka), JI[IE JIET-! (Junko Kawashima),

[ AP 2548112 (Yasunobu Okamura), /N5 31 (Kaname Kojima), KM 552! (Akihito Otsuki)
7B X 7> 212 (Sakae Saito), JGi B 1-! (Ikuko Motoike), REMH FlIH 12 (Kazuki Kumada),
JNBE A2 312 (Seizo Koshiba), #5 1 (Atsushi Hozawa), SE[1] #—! (Shinichi Kuriyama),
&K JEHE T (Atsushi Shimizu), Al 555 12 (Nobuo Fuse), LA fft2 ! (Masayuki Yamamoto),
AT BE 12 (Kengo Kinoshita)

1 HAERYE AL X 74 2oV X N v o ik
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)

2 HERAE ARBIPIRAR L > 5 —

(Advanced Research Center for Innovations in Next-Generation Medicine, Tohoku University, Sendai, Japan)
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Poster Session 3-13  Genetic Counseling 3

H K :11H21H () 14:20~15:20

& YRRy =2 (IEEER vy —BTR [BREL-AL2)

Date : Saturday, November 21  14:20~15:20

Room : Poster (Exhibition Hall 1-A+2, Exhibition Building, Sendai International Center)

Germline Testing Uptake after Mismatch Repair Immunohistochemistry in Endometrial Cancer Patients
at Our Institution
R #1712 (Yuko Yokohama), [#H] 75532 (Yoshio Makita), 7KIFF B! (Megumi Mizusaki),
kG %! (Aya Itabashi), Ti)l] &2 ! (Hidetoshi Ichikawa), H'1l] % A ! (Hidehito Katayama),
g BB (Yasuhito Kato)
1 JENTERERY: el AR
(Department of Obstetrics and Gynecology, Asahikawa Medical University, Asahikawa, Japan)
2 WIERRAREGRE 2R A7 v 2 ) v 7=
(Department of Genetic Counseling, Asahikawa Medical University Hospital, Asahikawa, Japan)

The factors affecting the surveillance of HBOC-associated cancers and the genetic testing for at-risk
relatives

ZKH #3'2 (Hiroshi Honda), [Lidk f#%1F ! (Ichiko Yamakita), “~[1] 451! (Akari Hirayama),
FHRE S (Akari Utsunomiya), FEJE fifi1-3 (Akiko Emi), JIIFF JEF]2 (Hideki Kawasaki),
i J 2812 (Miki Furudoi), 7K #4B2 (Yuka Nagao), f8[ #%2 (Yuka Enokizono)
4 H BH-2 (Akiko Mochizuki)
1 JRETNZAEBEEE e v & — 22 REEE A3A 7/ LR

(Department of Cancer Genomic Medicine, Hiroshima City North Medical Center Asa Citizens Hospital)

2 JREHNZALEERE R v 8 — i R b e AR
(Department of Obstetrics and Gynecology, Hiroshima City North Medical Center Asa Citizens Hospital)

3 JRETRALE RN R v ¥ — LT RYEEE PR
(Department of Breast Surgery, Hiroshima City North Medical Center Asa Citizens Hospital)

Risk-reducing surgery patterns and clinical predictors in BRCA1/2 carriers with prior breast cancer
AT —ZE" (Kazuo Matsuura) , HillJit 216" (Ayaka Sakakibara), EH: JFRA ! (Asami Nukui),
AR B (Akihiro Fujimoto), —ifi & 4! (Yuki Ichinose), ¥ %! (Aya Asano),
5 H 357+ (Hiroko Shimada), 475 ¥ (Hiroshi Ishiguro), KIFf BHE! (Akihiko Osaki),
4 #2HE 1 (Toshiaki Saeki), 7l #3522 (Hiroyuki Yoshida)
1 1) REERREEEER X > & — FURIEE R
(Department of Breast Oncology, Saitama Medical University International Medical Center, Saitama, Japan)
2 RiEBERRHEERER v & — WARHES R
(Department of Gynecologic Oncology, Saitama Medical University International Medical Center, Saitama, Japan)
Reconstruction of disease understanding during life stage transitions for female carriers of Barth
syndrome
EiPR TEHE 12 (Naoki Takabayashi), FIIH] {6 & 12 (Yuka Wada), #EAR 423212 (Fumi Kurebayashi)
LI 747! (Kosuke Yamada), ¥57K fi ]! (Kenji Shimizu)
1 EEUAZ 2 & Sk B S G iR
(Department of Clinical Genetics, Shizuoka Children's Hospital, Shizuoka, Japan)
2 PRSI AR RS SRER
(Department of Genetics, Shizuoka General Hospital, Shizuoka, Japan)
Genetic counseling for two couples who decided to continue pregnancy after a prenatal diagnosis of
trisomy 21
FEMA FEET-! (Emiko Kise), /NE ZE! (Tomomi Kojima), {2/ &1 (Akiko Sakyu),
fift 72> ! (Natsuki Naka), 74 %1212 (Tomoki Kosho)
1 BIRAAE R e S n R v & —
(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
2 SMIRAABE AT R R
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
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The Role of Certified Genetic Counselors for Families with Hereditary Tumor Syndromes Diagnosed
during Childhood
PaJ11 %471 (Tomoko Nishikawa) , 37[if] BHJE 1! (Ruriko Tachioka), H] & D! (MariOta), B} K2 (DaiKeino),
FiZEE & b 12 (Tomoko Yokosuka), B A& 7+! (Yukiko Kuroda)
(O I 1= SvANPAR NV - S e (i

(Division of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
2 PEEIIENL C &S B v ¥ — IR - ISR

(Division of Hematology and Oncology, Kanagawa Children's Medical Center, Yokohama, Japan)

Clinical Features and Genetic Counseling in Three Patients with Wiedemann-Steiner Syndrome
PAH BET-! (Riko Matsuda), fHZEAR 7 A2 (Sumito Dateki), Ji T FEF-2 (Kohei Haraguchi),
=3 ZE -3 (Shoko Miura), 43/1] W 1 3 (Yuri Hasegawa), =l {24 (Hiroyuki Mishima),
=i 751#3 (Kiyonori Miura) R B 22—HB4 (Koh-ichiro Yoshiura)
1 RIBEKEEGE 7 highite v 5 — B iEh Y vy v 7N
(Department of Genetic Counseling, Clinical Genomics Center, Nagasaki University Hospital, Nagasaki, Japan)
2 RIRARAE NRE
(Department of Pediatrics, Nagasaki University Hospital, Nagasaki, Japan)
3 Rl 2R AR
(Department of Obstetrics and Gynecology, Nagasaki University Hospital, Nagasaki, Japan)
4 RIRRAE JFURR B E BRI ABURIRSE

(Department of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki, Japan)

Current Status and Challenges of a Preconception Care System for Patients with Hereditary Diseases
W= M ZE7R! (Hasumi Tomita), &M #3 8! (Hirotaka Hamada), Y3 #t/ik! (Koukin Uchibori),
{EifG $1! (Sara Takahashi), Z5JE #1171 (Shouko Saitou), REZY #ifE! (Yusaku Kumagai),
SN EH (Mari Tadakawa), 7] %21 (Noriyuki Iwama), f/£4 R Eilfi -2 (Maako Sasaki),
HAR BET-3 (Yoko Aoki), Z5JHE EF! (Masatoshi Saitou)
1 BRI EE ke AR

(Department of Obstetrics and Gynecology, Tohoku University Hospital, Sendai, Japan)
2 gL R GERE 2 v 8 —

(Personalized Medicine Center, Tohoku University Hospital)
3 B RFEREGE SRR AR A B

(Department of Medical Genetics, Tohoku University School of Medicine)

Current Status of Prenatal Genetic Counseling and Prenatal Testing at Our Center
HE Ff% (Kaori Arima), fllJIl &> & (Satsuki Hosokawa), 553 i1t (Yasuyo Kasai)

HASR A4l v & — IR
(Department of Obstetrics and Gynecology, Japanese Red Cross Hospital)

PGT-M genetic counseling in a family harboring the mitochondrial m.8363G>A variant

AR f! (Midori Kimura), PUJG ! (Junko Yotsumoto), FAf ¢ Z & 12 (Nozomi Uemura)
HEIT 12 (Akira Namba), FAZK 13 (Hiroshi Matsumoto) , 378 J& 13 (Chikahiko Numakura)
KAT BH 13 (Akira Ohtake)
1 BEERLRSE 7 L EER

(Department of Clinical Genomics, Saitama Medical University, Saitama, Japan)
2 WERERERE AR

(Department of Obstetrics and Gynecology, Saitama Medical University, Saitama, Japan)
3 REERERERYE NER

(Department of Pediatrics, Saitama Medical University, Saitama, Japan)

HBOC Identified as a Secondary Finding in HemeSight Gene Panel Test for Breast Malignant
Lymphoma: A Case Report
HEEY 123 (Shiny Makino), /&l 55—H[23 (Shuichiro Takashima), & #£.2 12 (Yasuyuki Hasuo),
W] FATT 12 (Sanae Numata), #A T f&fci 12 (Yuki Matushita), BEJE & D & 12 (Arisa Fujiwara)
1 D JUNBERY v 5 — 7 LB
(Department of Clinical genomics, Kyushu Medical Center, Fukuoka, Japan)
2 JuMERER v & — R
(Department of Clinical research, Kyushu Medical Center, Fukuoka, Japan)
3 NUNER R v ¥ — MENE
(Department of Hematology, Kyushu Medical Center, Fukuoka, Japan)
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Current Status and Challenges of Genetic Counseling for MSI-High Cases at Our Institution
&K P12 (Makiko Tominaga), B %241 (Ayano Sakurai), FJI1 H1&2 (Yuki Igawa),
B #3513 (Ayumi Okuyama), Fl15 &5 114 (Mikiko Izumi), TER fEfi#1* (Kiyotake Ichizuka)
1 WARBERER Al b HGRIE - 7 2B v 9 —
(Center for Clinical Genetics and Genomic Medicine, Showa Medical University Northern Yokohama Hospital, Kanagawa,
Japan)
2 EMERERERRET AL Sk vy —
(Children's Center, Showa Medical University Northern Yokohama Hospital, Kanagawa, Japan)
3 WRRIERER AR d AL IR e 2k AR
(Obstetrics and gynecology, Showa Medical University Northern Yokohama Hospital, Kanagawa, Japan)
4 BERIERER AN BARE R ER 2 v 5 —

(Center for Clinical Genetics, Showa Medical University Hospital)

> >F 32t 37} —/Luncheon Seminar

SUFaAEIF—1 REBKNLESTS AV Y - LRABRDTHEN

Luncheon Seminar 1

H B:11H19H OK)  12:25~13:25

& B Eal (WeEERY v ¥ —BAs RRE3-A)

R R BB KRR ERGRITER BRAOE S R dE)

Y 7 g RS

Date : Thursday, November 19 12:25~13:25

Room : Room 2 (Exhibition Hall 3-A, Exhibition Building, Sendai International Center)

Chair : Fumio Takada (Department of Medical Genetics and Genomics, Kitasato University Graduate School of Medical Sciences)
Co-hosting = Sanofi K.K.

Therapeutic Opportunities in Lysosomal Diseases Enabled by Early Diagnosis
/INBA 1] (Hiroshi Kobayashi)

FORRIERERIRAE R A EREAN T v & — IR IREEIIZERE
ivision of Gene Therapy, Research Center for Medical Sciences The Jikei University School of Medicine
(Division of Gene Th R« hC for Medical Sci The Jikei University School of Medicine)

SoFaAEIF—2 OVIY—RFDNAY—T VR ENT/ LOXRBEDMAERS A

Luncheon Seminar 2

H B DIH19H OK) 12:25~13:25

= 53Ry (IGEE e v & —ETRi ER=E1-B)

BE R PHESR (ERZRM - BRI v ¥ —Ebt (NCNP Hospital) )

AR A Yy I AT A= - F AT T/ uY—X

Date : Thursday, November 19 12:25~13:25

Room : Room 3 (Exhibition Hall 1-B, Exhibition Building, Sendai International Center)

Chair - Tatsushi Toda (National Center Hospital, National Center of Neurology and Psychiatry (NCNP Hospital))
Co-hosting = Oxford Nanopore Technologies

Long-Read DNA Sequencing: Opening the Previously Inaccessible Human Genome

daf} #hil (Yusuke Nakamura)
ENZWFFEBASEE N PRSI - R - SRR (NIBN)

(National Institutes of Biomedical Innovation, Health and Nutrition)
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SoFAEIF-3 OVIV—RI—0I U —%FRALELE N/ LTERRR

Luncheon Seminar 3

H B 1THI9H (OK)  12:25~13:25

2 8 HARY (B ERE v — R 2=

BE R BRK BT (BERZREERIE e v — 7 SEBRTEE BERE s/ Ltses L RpEE )
B N AT R R/ S e o )

Date : Thursday, November 19  12:25~13:25

Room : Room 4 (Meeting Room 1, Exhibition Building, Sendai International Center)

Chair : Yoko Kuroki (National Center for Child Health and Development)

Co-hosting * TOMY DIGITAL BIOLOGY CO., LTD.

From Linear References to T2T Genomes: New Opportunities in Genomic Medicine
A PEA 12 (Yosuke Kawai)
1 E SRR

(National Institute of Genetics)

2 [EZIR R BB T

(Japan Institute for Health Security)

SoFAEIFT—4 T UREBEEIDTruPathy ) 1—>3 >

Luncheon Seminar 4
H K:I11H19H OR)  12:25~13:25

& B ESeY (IEER v & —BAH 23%2)

4T RS

Date : Thursday, November 19  12:25~13:25

Room : Room 5 (Meeting Room 2, Exhibition Building, Sendai International Center)

Co-hosting = Illumina K.K.

From Sequencing to Further Insights
#z — K f@t— (Kenichi Sajiki)

AV 2 kA

(Illumina K.K.)

Does lllumina Dream of Long Reads?
= &t (Fuyuki Miya)

BEME SR ER Y
(Keio University School of Medicine)

SoFAEIF—S5 T/LNITPUN ESTD?ENE

Luncheon Seminar 5

H B 11HI9H (K)  12:25~13:25

2 ey (RERE Yy — Rl &i=3)

R IR R (R HYANA T2 TR —7 T 1 v 7))

I fil L RS HIANA T2

Date : Thursday, November 19  12:25~13:25

Room : Room 6 (Meeting Room 3, Exhibition Building, Sendai International Center)

Chair : Tomohiro Yamamoto (Molecular Systems Marketing Dept., Hitachi High-Tech Corporation)
Co-hosting = Hitachi High-Tech Corporation

Next-Generation Mapping: Unlocking the Architecture of the Human Genome with Electronic
Genome Mapping

Alka Chaubey

Nabsys 2.0 LLC

Structural Variants: Now What?

31 [£ (Tadashi Kaname)

FEZ B EIEIIE e v ¥ — 7 ) WERRIFEE
(Department of Genome Medicine, National Center for Child Health and Development)
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SoFaArEIFT—6 RAPKUBEDRELEVEBEN LSO TEEDEL

Luncheon Seminar 6

H I
= 5
BE R
I
Date
Room

Chair

Co-hosting =

IS (IGEEY vy —ERH JBRE3-B)

. Friday, November 20  12:50~13:50
: Room 1 (Exhibition Hall 3-B, Exhibition Building, Sendai International Center)
. Kei Murayama (Department of Pediatrics and Adolescent Medicine / Diagnostics and Therapeutics of Intractable Diseases,

11H20H (%) 12:50~13:50

il 2 (ERAERARAGEE AN ANERl AR MR s BT - 15IE)
BioMarin Pharmaceutical Japan FRzX&tk

Graduate School of Medicine, Juntendo University)
BioMarin Pharmaceutical Japan K.K.

Current Treatment Landscape and Unmet Needs in Adults with Phenylketonuria in Japan: Insights from
the ATLAS Survey

AH #53 (Hiromi Nyuzuki)

FRRAE WA Al NERE - 7 LR REISER 2 v 5 —

(Department of Pediatrics / Center for Medical Genetics, Niigata University Medical and Dental Hospital)

How Pegvaliase Has Changed PKU Care: Practical Management Tips
/NI Z D %> (Erika Ogawa)

LS ne AN e NS
(Department of Pediatrics, Tokyo Metropolitan Hiroo Hospital)

SoFartIFT—7 HADNALBEERHLITHEFIIEADESE
— =79 bFYTFvICLDERT / LERORAIR—

Luncheon Seminar 7 Ancient DNA Unravels the History of the Japanese People

Co-hosting

—Frontiers in Ancient Genome Analysis Using Target Capture—

S11TH20H (%) 12:50~13:50

DAY (IWBERSR v & — B JBRE3-A)

¢ P10 EH] (Twist Bioscience Japantk X&)

. Twist Bioscience Japankk =&tk

: Friday, November 20  12:50~13:50

: Room 2 (Exhibition Hall 3-A, Exhibition Building, Sendai International Center)
. Masanori Noguchi (Twist Bioscience Japan K.K.)

Twist Bioscience Japan K.K.

SUF

The Formation History of Japanese Populations Revealed by Ancient Genomics
i F5HH 1 (Hideaki Kanzawa), 4 {2 (Toshiki Taya), ¥¥ I [EHI2 (Masanori Noguchi)
1 [N RA A

(National Museum of Nature and Science)

2 Twist Bioscience Japanfk 23tk
(Twist Bioscience Japan K.K.)

3 1tz X F—8 Hutchinson-Gilford Progeria Syndrome

Luncheon Seminar 8 Hutchinson-Gilford Progeria Syndrome

H I
N
B R
o
Date
Room
Chair
Co-hosting

11H20H (%)  12:50~13:50

ALY, (IEEEY v ¥ —BRl 235E1)

/NI B (ESTRE ERDIE X v ¥ — BESEL v ¥ — BIEBERN)
7 v Yz AR A

. Friday, November 20  12:50~13:50
: Room 4 (Meeting Room 1, Exhibition Building, Sendai International Center)
. Rika Kosaki (Division of Medical Genetics, National Center for Child Health and Development)

AnGes, Inc.

Hutchinson-Gilford Progeria Syndrome: Clinical Spectrum with a Focus on Milder Phenotypes

HJ5 i~ (Kenji Thara)

RET KBRS AN JURL A
(Department of Pediatrics, Faculty of Medicine, Oita University)
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SyFaAEIF—9 ALS (MEHEMRARELLE) ICETSEMFR

Luncheon Seminar 9

H
= 5
BE R
I
Date
Room
Chair

Co-hosting

DHSRY (BB v ¥ — R 2Ek=2)

. Friday, November 20  12:50~13:50
: Room 5 (Meeting Room 2, Exhibition Building, Sendai International Center)
: Masashi Aoki (Department of Neurology, Tohoku University Graduate School of Medicine)

11H20H (%) 12:50~13:50

HAR ER (RAERAREGEEERUIER thENE)
NAAD 2y« xR eH

Biogen Japan Ltd.

Presymptomatic genetic testing for hereditary neuromuscular diseases

R —E (Ichiro Yabe)
ALHRE R ARG R AR DG MR RBAA BT fii N R
(Department of Neurology, Faculty of Medicine and Graduate School of Medicine, Hokkaido University)

Tofersen Paves the Way for a New Treatment Strategy for SOD1-ALS

Ry 7E—12 (Seiichi Nagano)

1 RBRRAERAGEE AN RTEE AR RHREIEE - 2B ik R T E R e
(Department of Neurodevelopmental and Neurodegenerative Disease Research, United Graduate School of Child Development,
The University of Osaka)

2 RBRRAERAGEE - R W LR RE N R
(Department of Neurology, Graduate School of Medicine, The University of Osaka)

S >F 32t X7 —10 From Technical Limitations to Clinical Implementation:
Integrated Long-Read Sequencing Analysis in Rare Disease

Luncheon Seminar 10 From Technical Limitations to Clinical Implementation:

B W m
B OMSEE

N

~

Date
Room
Chairs

Co-hosting

Integrated Long-Read Sequencing Analysis in Rare Disease

D11H20H (#)  12:50~13:50
DY (ILGEB 2 v ¥ —JBRE £2HE3)
DR BE R L FERRE ARG RG] ol B R R Y OB T EEDE 7 ) LsiFER)

ANF (2548 A3 S DNAWTAERT 7/ L S SEHEMERR)

! 1 CompasstR= &4t

: Friday, November 20  12:50~13:50

:Room 6 (Meeting Room 3, Exhibition Building, Sendai International Center)

: Toshiyuki Yamamoto (Institute of Medical Genetics, Tokyo Women’s Medical University, Tokyo, Japan)

Osamu Ohara (Department of Applied Genomics, Kazusa DNA Research Institute)
Compass K.K.

From Technical Limitations to Clinical Implementation: Integrated Long-Read Sequencing Analysis in
Rare Disease
ZH [E ! (Tadashi Kaname), =N P23 (Yohei Miyashita)

1 ESIREBBEFER v ¥ — 7 ) NERIE

(Department of Genomic Medicine, National Center for Child Health and Development)
2 PEEEABRBERMT ) L AV 74T A7 AR VI — v —

(Hanwa Genome Informatics Center, Kinshukai Medical Corporation)
3 RBRASERFEREGEEAIIZERE Dol Sam P DH 78 25 s

(Department of Advanced Cardiovascular Medicine, Graduate School of Medicine, Osaka Metropolitan University)
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SFartEIF—11 SMA - DMDICHIT D mDEERE

Luncheon Seminar 11

H B2 11H21H (1) 12:00~13:00

2 8 HARY (B ERE v — R 2=

BE R D FH ER (ENZWERAsEE AENI R - MDY X v & — k)
EA L VAR S S

Date : Saturday, November 21  12:00~13:00

Room : Room 4 (Meeting Room 1, Exhibition Building, Sendai International Center)
Chair : Tatsushi Toda (National Center of Neurology and Psychiatry)

Co-hosting = Chugai Pharmaceutical Co., Ltd.

Advances and Remaining Challenges in SMA Care: From Newborn Screening to Long-Term
Multidisciplinary Care

¥ 5EEH (Ryosuke Bo)

P RARABEE SRR NIRRT R 2 B

(Department of Pediatrics, Kobe University Graduate School of Medicine)

Gene Therapy for Duchenne Muscular Dystrophy in Clinical Practice: Current Status and Challenges

2 417 (Tomoko Lee)

FeRERERY: /NERI
(Department of Pediatrics, Hyogo Medical University)

SUFAEIF—12 SMARRICHITDRELBEFHARE VIV AVeEEE] HE5T

GG
Luncheon Seminar 12
H B 11H21H () 12:00~13:00
2 B ESSYE (IhGE R v & — B &5822)
g R R AE (EZEBE R RO R 2 v & — /N R
VT4 R 77— RS
Date : Saturday, November 21 12:00~13:00
Room : Room 5 (Meeting Room 2, Exhibition Building, Sendai International Center)
Chair : Toshio Saito (Division of Child Neurology, Department of Neurology, National Hospital Organization Osaka Toneyama
Medical Center)
Co-hosting = Novartis Pharma K.K.

Past, Present, and Future of Pediatric SMA Treatment

AKG #3+ (Yuko Motohashi)
[ESZWTFEBRTEIE N ESZRS 0 - fhREBRITE 2 > & — ikl Iheehis Rt
(Department of Child Neurology, National Center Hospital, National Center of Neurology and Psychiatry)

Future Perspectives in Adult SMA Care

kg B REE (Kentaro Sahashi)
ik BRI R R A PR
(Department of Neurology, Nagoya University Graduate School of Medicine)

SUFIAEIF—13 BERFNZEHIVA LISHEE | BE2EOERK

Luncheon Seminar 13

H B2 11H21H (1) 12:00~13:00

2 5 ey (EEEL Yy & — B 268=3)

E R A B (ALK R AR R RIS RE A Vw2257 BF)

o 7Y =Y = RS

Date : Saturday, November 21  12:00~13:00

Room : Room 6 (Meeting Room 3, Exhibition Building, Sendai International Center)

Chair : Atsuo Kikuchi (Department of Pediatrics, Tohoku University Graduate School of Medicine)
Co-hosting = Clinigen K.K.

Early Diagnosis Is Transforming CNS Treatment in Severe MPS ||
#% #T R (Tetsumin So)

EIZ A BT ZE 2 v & — SRS
(Department of Medical Genetics, National Center for Child Health and Development)
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Novel therapeutic strategy for central nervous system manifestations in mucopolysaccharidosis type Il

BRI f22 (Torayuki Okuyama)
BERERRY: 7 ) SRR

(Department of Genomic Medicine, Saitama Medical University)

A1 —Yt I +— / Sweets Seminar

A=Y It— FVRBEMENMET DT/ KR7—7 0 ADAIEEM

Sweets Seminar

H W2 11H19H (K)  15:00~16:00

2 8 SR (BERE vy — BRI 2H=2)

B R BRI (Rt — v~ A)

I i ety — v A

Date : Thursday, November 19 15:00~16:00

Room : Room 5 (Meeting Room 2, Exhibition Building, Sendai International Center)
Chair : Yasuo Uemura (GeneBay, Inc.)

Co-hosting = GeneBay, Inc.

Analysis of complex chromosomal structural abnormalities using nanopore long-read sequencing
LA #2212 (Toshiyuki Yamamoto)

1 R ERER ARG R A R el A fr R R R S BORE R 2257 Y
(Division of Gene Medicine, Graduate School of Medicine, Tokyo Women's Medical University, Tokyo, Japan)

2 YR ERER WL,/ &
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
Latest Advances in Nanopore Transcriptome Sequencing

A Z&9 (Yasuo Uemura)
ALY —v R4
(GeneBay, Inc.)

AR Y — R 2RI L | Sponsored Symposium

ARIY—=RIVRIVL AMEDARIEBT DY/ L - IV O RT—5DFER

Sponsored Symposium

H K:11H21H (&) 14:20~15:40
2 By (IEEB e v & —BTRH BRE3-A)
JE R AR E (N4 A4 VSRR Y -1
Tl 3ET] (BULSARFZERT AR mERET Y v 8 —)
It ENZOTEBFEE AN AR (AMED)
Date : Saturday, November 21 14:20~15:40
Room : Room 2 (Exhibition Hall 3-A, Exhibition Building, Sendai International Center)
Chairs : Noriaki Kobayashi (Japan Bioindustry Association)
Hidewaki Nakagawa (RIKEN Center for Integrative Medical Sciences)
Co-hosting = Japan Agency for Medical Research and Development(AMED)

Advancing Data-Driven Dementia Research through the Use of Clinical Imaging Data
/INBK %EBH (Noriaki Kobayashi)
NAFA VT AP —HE

(Japan Bioindustry Association)
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Development of Three-Layer Datasets Integrating Health, Genomic, and Omics Data for Multifactorial
Diseases
i)l B&J] (Hidewaki Nakagawa)

PLAARRSE T A E R E i v 8 —
(RIKEN Center for Integrative Medical Sciences)

Integrating Genomics and Multi-Omics to Decipher Cardiovascular Disease Mechanisms

WA fIEAHE (Seitaro Nomura)
FRUR AR AR PR AR IERE St B e R R 3
(Department of Frontier Cardiovascular Science, The University of Tokyo Graduate School of Medicine)

Facilitating genomic data sharing and utilization through the National Center Biobank Network
Ty PEA112 (Yosuke Kawai), KHT P 13 (Yosuke Omae), fE7K %13 (Katsushi Tokunaga)
IOES VA IS STER B L il vt v A B VAR | SN VR =3
(National Institute of Global Health and Medicine, Japan Institute for Health Security)
2 ERLBEBAVIZERT N4 A T — F WFZeil
(Biodata Science Initiative, National Institute of Genetics)

3 Fvat ey I —  NAFANY TRy T =7 RS F NS
(Central Biobank, National Center Biobank Network)

BioBank Japan in CANNDS: Data Utilization, Sustainable Access, and Future Directions through TRE
and JAMBO

A s —123 (Koichi Matsuda)

1 KRR GRS AR B AT e R

(Graduate School of Frontier Sciences, The University of Tokyo)
2 B REBEREETIIT

(Institute of Medical Science, The University of Tokyo)
3 NAFNYT PRy

(BioBank Japan)

NI ZAIEZIF—

YA OO7 LM EBHRE/N X7t I F—2026

H ®:11H20H (%)  14:00~16:00
& BINVvALE vk =28 (IEEBE Y —BRl &#E4)

B0

157K {8t 5] (Kenji Shimizu)

Bl 2 & bk

(Shizuoka Children's Hospital)

B KT (Yukiko Kuroda)

MRS 2 &S e v 5 —

(Division of Medical Genetics, Kanagawa Children's Medical Center)
Ki& BT (Ikuko Ohashi)
=N R TR ERER A B R FHR i v & —
(Mitoyo General Hospital / Kawasaki Medical School Hospital)
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AFANIVINAAAL VT AT A VR D=3y T [R=2v D]

H ®:11H21H ()  9:30~11:30
& BNV Ad v =4 (IBEBX vy —EBRH &%)

AET

BRTEEIR

4 EA (Ohsuke Migita)

=) 7 v F BERERY: MR A L

(Department of Laboratory Medicine, St. Marianna University, School of Medicine)
@D (L\\fl\ (Kosuke Taniguchi)

BRI BE B2 R P ZE R B IR R R

(Department of Human Molecular Genetics, Graduate School of Medicine, Gunma University)
IR AN (Hisato Kobayashi)

BHERERS: 7 7 SRR

(Department of Medical Genome Science, Dokkyo Medical University)

& ¥ B (Tetsumin So)

ENZ R B e v & — R 26T

(Department of Clinical Genetics, National Center for Child Health and Development)

AFARIWNAAA DV TART AR D=3 9T [PRNVRR]

H W :11H218 (&) 13:30~15:30
& B iAvALA vk =2 (IEEERX Y —BRH SiEE4)

AR

BRTIEEIR

= A8t (Fuyuki Miya)

BEME R AR BRI R R A v 8 —

(Center for Medical Genetics, Keio University School of Medicine)
5K FF N (Hisato Suzuki)

FUPR AR BRIRER IR B 223

(Department of Medical Genetics, University of Tsukuba)

KHH ¥ (Kai Ohta)

BEERAR AR LIRER R v 8 —

(Center for Medical Genetics, Keio University School of Medicine)
HEAY P (Sadahiro Kumagai)

BER AR AR ATIE R B v 8 —

(Center for Medical Genetics, Keio University School of Medicine)
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