£ Ei#® / Presidential Lecture

£ R58E / Presidential Lecture
H K:12H18H (K) 835~8:50

2 G UEIsy OV T o aliie sty 2— 5F 501+502)

Date : Thursday, December 18 8:35 ~ 8:50

Room : Room 1 (501+502, 5F, PACIFICO Yokohama)

EEDEICHET
Reflections at a Milestone Year
Z% {ft—H[S (Kenichiro Hata)
BES K REBE R 2R S5 R) BN B R g > 2 —

(Department of Medical Genetics and Genomics, Gunma University Graduate School of Medicine / National
Center for Child Health and Development)

1BF5E5E / Invited Lecture

1B1F58:E 1/ Invited Lecture 1
o 12H18H OK)  13:40 ~ 14:40
i Bas O 7 afi Rk Z— 5F 5014502)
E R R BESRPREGE SRVERL EN R E R s > 2 —)
: Thursday, December 18 13:40 ~ 14:40
Room : Room 1 (501+502, 5F, PACIFICO Yokohama)
Chair : Kenichiro Hata (Department of Medical Genetics and Genomics, Gunma University Graduate School of
Medicine / National Center for Child Health and Development)

IL1 Is there still a need for clinical geneticists in a new Al world?

Alain Verloes
Department of Genetics, Robert DEBRE University Hospital, Paris, France / European Reference Network for
(neuro)developmental anomalies ERN-ITHACA

A1F:87E 2/ Invited Lecture 2

H B:12H18H (OK) 14:45~ 1545

= B WIaY O T aki Rt Z— 5F 5014502)

JE R —Z (ERLKE RS > 2 — 8 R RERTFER)

Date : Thursday, December 18 14:45 ~ 15:45

Room : Room 1 (5014502, 5F, PACIFICO Yokohama)

Chair : Kazuhiko Nakabayashi (Department of Maternal-Fetal Biology, National Center for Child Health and
Development, Tokyo, Japan)

Unraveling the developmental dynamics of genome architecture through single-cell DNA
replication profiling
SEA FEFEA (Ichiro Hiratani)

BEEWTSERT AR AR RE R AT S v 2 —
(RIKEN Center for Biosystems Dynamics Research, Kobe, Japan)
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}B1%:%8 3 / Invited Lecture 3

H I
2ot
P R
Date
Room
Chair

DHIEY OV T ¢ affiit &ty x— 5F 501+502)

: Friday, December 19 14:05 ~ 15:05
 Room 1 (501+502, 5F, PACIFICO Yokohama)
: Ohsuke Migita (Department of Laboratory Medicine, St. Marianna University, School of Medicine)

12A19H (&) 14:05~ 15:05

AH TS GV 7 Y FERKCERRRERE « BT 2 )

Genome science research informing biology, diagnosis, and prospects for treatment in

Autism Spectrum Disorder

Stephen Scherer
The Hospital for Sick Children, University of Toronto, Canada

$B1%587% 4 / Invited Lecture 4

H B:12H19H G&) 16:50 ~ 17:50

= BBy O T ol Rk x— 5F 5014502)
FE R/ ERES (BRSO RE R > 2 —)

Date ! Friday, December 19 16:50 ~ 17:50

Room : Room 1 (501+502, 5F, PACIFICO Yokohama)

Chair : Kenjiro Kosaki (Keio University Center for Medical Genetics)

EEBENSEDITH

H H 1&7% C (Hanako Jimi)
Skl A

(Member of the House of Councillors)

English
Session

D12H20H (1) 13:15~14:15
IR OSv T o ok &kt X— 5F 501+4502)

DR R (BESREER AR R AR IERL RS RN RN i (s 172 )
: Saturday, December 20 13:15 ~ 14:15

 Room 1 (501+502, 5F, PACIFICO Yokohama)
: Atsushi Ozawa (Gunma University Graduate School of Health Sciences / Division of Genetics, Gunma University

Hospital)

Mitochondrial Medicine

Fef34¢ = BH (Takaaki Abe)

HAERSAR AR TAWIZER ) FIRAEIEE 17 / R ARTTE RN RE IR ML

(Tohoku University Graduate School of Biomedical Engineering, Tohoku University Graduate School of
Medicine)
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JHG Young Scientist Award ZE:&i& /
The Journal of Human Genetics Young Scientist Award Lectures

JHG Young Scientist Award S E &8
The Journal of Human Genetics Young Scientist Award Lectures

H K 12H19H0 GB) 15:10 ~ 1555

= B iEIay OV T ok &ty Z— 5F 5014502)

HE R I GRETREARY: BB AR (R 20 )

Date : Friday, December 19 15:10 ~ 15:55

Room : Room 1 (501+502, 5F, PACIFICO Yokohama)

Chair : Toshihiro Tanaka (Department of Human Genetics and Disease Diversity, Institute of Science Tokyo)

Two families with TET3-related disorder showing neurodevelopmental delay with
craniofacial dysmorphisms
WL PHEE (Rie Seyama)
[FPRE=v v 8 TN
(Department of Obstetrics and Gynecology, Juntendo University Faculity of Medicine)

Analyses of biomarker traits in diverse UK biobank participants identify associations
missed by European-centric analysis strategies

Quan Sun

Center for Computational and Genomic Medicine, Department of Biomedical and Health Informatics, Children’s
Hospital of Philadelphia / Department of Pathology and Laboratory Medicine, University of Pennsylvania
Perelman School of Medicine

T8 E / Award Lecture

SEEE / Award Lecture

H K:12H19H () 16:.00 ~ 16:45

= iEiay OV T ok a2ty x— 5F 501+502)
R A sl (B R

Date : Friday, December 19 16:00 ~ 16:45

Room : Room 1 (501+502, 5F, PACIFICO Yokohama)

Chair : Naomichi Matsumoto (Yokohama City University)

Genetic Testing for Intractable Diseases and I: A Forty-Year Journey

e 2% (Eiji Nanba)
PR NSRS Rl RE I 1 by BB 38R 7R2 i dt b e e 2ot
(Otani Hospital / Department of Medical Genetics Kakogawa Central City Hospital / Division of Clinical
Genetics, Tsuyama Chuo Hospital)

BH1E-1 Integrated analysis of human genomic and single-cell data to uncover the mechanisms of
COVID-19 severity
1% & BESK (Ryuya Edahiro)
KK ZAR AR SRS R, B RH GG
(Department of Statistical Genetics, Graduate School of Medicine, The University of Osaka)

BHE-2 Unveiling the genetic landscape of the Japanese populations through genetic analysis
A Bf— (Kenichi Yamamoto)
RIRK AR B LR IZERE R 2L B NRRP A S

(Laboratory of Children's Health and Genetics, Division of Health Sciences, The University of Osaka Graduate
School of Medicine)



Computational frameworks to elucidate alterations in transcriptional regulatory
architecture underlying complex traits
/N K (Masaru Koido)
FRURZER BRI B RP AR AT J1 ) USRI

(Department of Computational Biology and Medical Sciences, Graduate School of Frontier Sciences, The
University of Tokyo)
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VURITL B - BHERBEGRHECT / LOZEN  BER. YR Y. T LTERERHN

Symposium 1 Deciphering the Genomic Complexity of Neuropsychiatric Disorders:

Variants, Risks, and Therapeutic Targets

H B:12H18H OK) 10:10 ~12:10
= WY OV T Ok Rt Z— 5F 5014502)
R R QUIETIRSAIREERR R AR TR R
R (HHEERRAMREEERII 7Y > X — iR AR, M i R AR R s s 129D
Date : Thursday, December 18 10:10 ~ 12:10
Room : Room 1 (5014502, 5F, PACIFICO Yokohama)
Chairs : Masayuki Nakamori (Department of Neurology, Yamaguchi University Graduate School of Medicine)
Satoko Miyatake (Department of Neurogenetics, Molecular Neuroscience Research Center, Shiga University of
Medical Science, Shiga, Japan / Department of Clinical Genetics, Yokohama City University
Hospital, Yokohama, Japan)
S1-1 Impact of germline and somatic mutations to risk of neuromyelitis optica spectrum disorder

S HIK 122 (Tomohiro Yata) | /i 5% 2% (Go Sato) . /INA[ EAER ! (Kotaro Ogawa) |

N BE22 %5 (Tatsuhiko Naito) . BHRJE 2% A 2°%7 (Kyuto Sonehara) | {/{['] #E:2 8 (Ryunosuke Saiki) |

KB HESR 2°° (Ryuya Edahiro) , 37 B.— 2> (Shinichi Namba) | JE¥8 7£ '© (Mitsuru Watanabe) .

AT 42! (Makoto Kinoshita) , /)N [| Fi] 8112 (Seishi Ogawa) . #13  $f3H1 '%!3 (Takuya Matsushita) ,

L — 191415 (Jun-ichi Kira) . 2] F516f ! (Hideki Mochizuki) . B4 %07~ '° (Noriko Isobe) .

ALY %8 ! (Tatsusada Okuno) . e[ Bifige 2°%1%17 (Yukinori Okada)

1 RBORAERZRE [RAERBTZER RN
(Department of Neurology, Graduate School of Medicine, The University of Osaka, Suita, Japan)

2 REBCRZRAEG RAARATTER EARHER 7
(Department of Statistical Genetics, Graduate School of Medicine, The University of Osaka, Suita, Japan)

3 [ENZIRBERERE KB IARILIERR & > 2 — fihie R
(Department of Neurology, National Hospital Organization Osaka Toneyama Medical Center, Toyonaka,
Japan)

4 RBRFHRERE EESRIEZERE I EdRs Rl
(Department of Gastroenterological Surgery, Graduate School of Medicine, The University of Osaka, Suita,
Japan)

5  BYEEBSEIT EmEREAI L 2 — Y AT LB T — L
(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)

6 HEURFEREERE RERUIZER BRI
(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)

7 RBCRYAICEAEBRAZERERNS (OTRD “E@ERVARIG 7 1 > 7 ¢ 7 B2 58
(Integrated Frontier Research for Medical Science Division, Institute for Open and Transdisciplinary
Research Initiatives (OTRI), The University of Osaka, Suita, Japan)

8  HUERRSAIERT RAAHTTERE s AP
(Department of Pathology and Tumor Biology, Graduate School of Medicine, Kyoto University, Kyoto,
Japan)

9 RBCRFARZABE EARIIFER My « SRl
(Department of Respiratory Medicine and Clinical Immunology, Graduate School of Medicine, The
University of Osaka, Suita, Japan)

10 JUNKZERZERE BREERTTERT pii R
(Department of Neurology, Neurological Institute, Graduate School of Medical Sciences, Kyushu University,
Fukuoka, Japan)

11 5 & MEMIPES SIS (ASHBD)

(Institute for the Advanced Study of Human Biology (WPI-ASHBI), Kyoto University, Kyoto, Japan)

12 Center for Hematology and Regenerative Medicine, Department of Medicine (MedH), Karolinska Institutet,
Huddinge, Sweden

13 BRI R N
(Department of Neurology, Kochi Medical School, Kochi University, Nankoku, Japan)

14 faki sl I phit -t > & — ke
(Department of Neurology, Brain and Nerve Center, Fukuoka Central Hospital, Fukuoka, Japan)

15 ERRESREALR ARG AR bV AL—yaf o —ad ATV AV —F v 2 —
(Translational Neuroscience Center, Graduate School of Medicine, and School of Pharmacy at Fukuoka,
International University of Health and Welfare, Fukuoka, Japan)

16 KPR e 7 a7 ¢ 7 Wit > 2 — (IFReC) ffighint
(Laboratory of Statistical Immunology, Immunology Frontier Research Center (WPI-IFReC), The University
of Osaka, Suita, Japan)

17 KPR € a—< >« A2N—REEFFLHLT (PRIMe)

(Premium Research Institute for Human Metaverse Medicine (WPI-PRIMe), The University of Osaka, Suita,
Japan)
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S1-2

S1-3

S1-4

S1-5

Dissecting SCA27B in Japanese Using Nanopore Sequencing

=K A+ 12 (Satoko Miyatake)

1 HBERCE thREHERITZE L > & — M A i
(Department of Neurogenetics, Molecular Neuroscience Research Center, Shiga University of Medical
Science, Shiga, Japan)

2 MMM EHE TS RER
(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)

Recent Advances in the Genetics and Treatment of Inherited Peripheral Neuropathies

2211 [ 7% (Masahiro Ando) . BT It —- B[S (Yujiro Higuchi) . [l & (Hiroshi Takashima)

JEENE SRS Wit R AR 7

(Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental
Sciences, Kagoshima, Japan)

Decoding the Genomic Layers Linked to Amyotrophic Lateral Sclerosis Therapy
A 15 (Satoru Morimoto)

PER AR AR ) ¥ —F 2 —

(Keio University Regenerative Medicine Research Center)

Beyond Exome: An Integrative Multi-Scale Genomics Analysis of Autism Spectrum
Disorders

= EE (Atsushi Takata)

BEAEWIZEAT - MR 2 se > 2 —
(RIKEN Center for Brain Science)

IURIVL2 HEDEGHEROERBEDTHDBAERD/INAF /N DER

Symposium 2 Elucidation of the genetic background in complex traits using the

Japanese biobank data

S12H18H (K) 10:10 ~12:10
VY OV T g afiie it x— 5F 503)
E B CETERKZE WO THILA T 1 21V « XA KNV 7 Bk AR IS HARHT B

HiA B — CRECR AR AR AR ZER PRI AEB K E/ NRRE AR R)

: Thursday, December 18 10:10 ~ 12:10
: Room 2 (503, 5F, PACIFICO Yokohama)
: Yoichi Sutoh (Division of Biomedical Information Analysis, Iwate Tohoku Medical Megabank Organization,

Iwate Medical University)
Kenichi Yamamoto (Laboratory of Children’s Health and Genetics, Division of Health Sciences, The University
of Osaka Graduate School of Medicine)

Utilizing Tohoku Medical Megabank Multi-omics Data for Understanding Genetic Basis of

S2-2

S2-3

Traits
Jeith B ¥ (kuko Motoike)
BALRZE ALR T ¢ H1)V o AHINT T RS 7 7 LSRR
(Department of Integrative Genomics, Tohoku Medical Megabank Organization, Tohoku University)
Leveraging biobank resources in Japan explores genetics of multimorbidity in respiratory
and cardiometabolic diseases
LA &) 12 (Yuji Yamamoto) . [ 1 "2 (Yuya Shirai)
1 RBCRAAR AR R2ARIER B Rk
(Department of Statistical Genetics, Graduate School of Medicine, The University of Osaka)
2 RBURZARERE PEARIERE IS « S NF
(Department of Respiratory Medicine and Clinical Immunology, Graduate School of Medicine, The
University of Osaka)

GWAS on longitudinal and cross-sectional traits of child health and development in a
Japanese population

BEIR B % 2 (Natsuhiko Kumasaka)
1 ENZRRE BRI 2 — T a5 ViR E VL
(National Center for Child Health and Development, Tokyo, Japan)
2 HEURAERE ST
(Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
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Host Susceptibility to COVID-19 and COVID-19 Vaccination

P4 = 1] (Ho Namkoong)
BEHEFR IR R AT YYE A B
(Department of Infectious Diseases, Keio University School of Medicine, Tokyo, Japan)

IVRIVL3 DAT/ LIREDERODF RV ZRDD
Symposium 3 Mastering the Fundamentals of Cancer Genome Testing Interpretation

H K 12H18H (OK) 10:10 ~12:10

=2 W3RN OV T« okt &k x— 3F 308)

R Rl A GREDCAEAEIEREL T/ LSRR
152 ity (ELLDANTEE > 2 —rhivEk)

Date : Thursday, December 18 10:10 ~ 12:10

Room : Room 3 (303, 3F, PACIFICO Yokohama)

Chairs : Nana Akiyama (The University of Tokyo Hospital, Department of Clinical Genomics)
Mizuki Watanabe (National Cancer Center Hospital)

Ensuring reliable cancer genomic testing through quality metrics
{fe i LA (Aiko Sato)
BRI m s e /N A
(Department of Pediatrics, The University of Tokyo Hostpital, Japan)

S3-2 How to determine the pathogenicity of genetic alterations in cancer

BE17 B Y (Masahiro Sekiguchi)
ENT R E R v 2 — N A Y Z— NI AT LS HER
(Division of Cancer Genomics, Children’s Cancer Center, National Center for Child Health and Development)

S3-3 Interpreting Copy Number Alterations in Cancer Genomics

HEE ¢ (Motohiro Kato)
FOR PRAEFR /N
(Department of Pediatrics, The University of Tokyo, Tokyo, Japan)
S3-4 Interpretation and significance of clonal hematopoiesis in comprehensive genome profiling
KI5 ZE N 1 (Yasuhito Suehara)
1 BORY: RAAEHER MR
(Department of Hematology, Institute of Medicine, University of Tsukuba, Tsukuba, Japan)
2 UK ik AR
(Department of Hematology, University of Tsukuba Hospital, Tsukuba, Japan)
S3-5 Evaluation and response to germline findings in comprehensive genomic profiling tests for
cancer patients
“-H & (Makoto Hirata)
ENT AL > 2 — HRUE R AR RS R
(Department of Genetic Medicine and Services, National Cancer Center Hospital)
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IVRIILG NMEIURNBENIES / LIC5Z 358

Symposium 4 Impacts of External and Internal Environments on the Epigenome

H K 12H18H OK) 10:10 ~12:10

= B HARY OSU T Ot ZtrX— 3F 304)

B R AR R (BRI A AR
Rzt 1 (RERS R AR EIR 22T

Date : Thursday, December 18 10:10 ~ 12:10

Room : Room 4 (304, 3F, PACIFICO Yokohama)

Chairs : Yoshifumi Kasuga (Department of Obstetrics and Gynecology, Keio University School of Medicine)
Naoko Hattori (Institute for Molecular and Cellular Regulation, Gunma University)

S4-1 Epigenetic Alterations and Cellular Senescence
ik BT "> (Akiko Takahashi)
1 RASMERENDS AR Z DN AW Al E LT
(Division of Cellular Senescence, Cancer Institute, Japanese Foundation for Cancer Research)
2 DIRWEREND ARFZEZ: NEXT-Ganken 7 1 75 I DS AR AR 7 0y = &7
(Cancer Cell Communication Project, NEXT-Ganken Program, Japanese Foundation for Cancer Research)

3 HEURY: KEEBEARIITER ML L2 8=
(Laboratory of Cellular Senescence Biology, Graduate School of Pharmaceutical Sciences, The University of
Tokyo)

S4-2 Epigenome alterations in the tissue microenvironment and their impact on carcinogenesis
RS Z3fEF "2 (Naoko HattorD), V) =77 127 (Yu-Yu Liv), *4/F HZ ' (Masayuki Tobo)
Z2) 1| £ 2 (Yoshimi Yasukawa) , =2 {£%1? (Toshikazu Ushijima)
1 BRSO ARHETREZEAT > 2 7 Ll oy
(Laboratory of Integrative Metabolic Regulation, Institute for Molecular and Cellular Regulation, Gunma
University, Gunma, Japan)
2 BRI JelnE @Rl AU TS LA E
(Department of Epigenomics, Life Science Tokyo Advanced Research Center, Hoshi University, Tokyo,
Japan)
S4-3 Early Life Stress or Neonatal Corticosterone Administration Change Genomic DNA
Methylation Status in Mouse Sperm
‘w2 F5i ! (Hidenobu Miyaso) . B 1] #8E[ ' (Yutaro Natsuyama) . JAFH 1% — ' (Shinichi Kawata) .
KA &1 (Tomiko Yakura), 25 H3Hi ! (Zhong-Lian L), & FF =3% ' (Miyuki Kuramasu)
I B! (Shota Tanifuji) 5 g ' (Xi W), /N1 A7) ' (Yuki Ogawa) . #FH P ? (Satoshi Yokota)
D [IE4R ' (Masahiro Itoh)
1 EIERRSE REEARE AR ARG 2E 0 B
(Department of Anatomy, Tokyo Medical University, Tokyo, Japan)
2 [FENZPESE R VI L2 Rt > & —
(Division of Cellular & Molecular Toxicology, Center for Biological Safety & Research, National Institute of
Health Sciences, Tono-Machi, Kanagawa, Japan)
S4-4 Antenatal Steroids Save Neonatal Lives, Leaving Epigenomic Signatures: Epididymal
Exosomes and Paternal Inheritance
1 H #3& (Hirotaka Hamada)
HIERZERlT FERE
(Department of Obstetrics and Gynecology, Tohoku University Hospital)
S4-5 Epigenetic Memory of Environmental Stress
T FEAT (Keisuke Yoshida)
HARBERIR: Jetm B A e
(Institute for Advanced Medical Sciences, Nippon Medical School, Tokyo, Japan)
S4-6 Transgenerational Inheritance of Epigenetic Memory in Mammals
=G 14K (Yuta Takahashi)
HEAR P [EI B e 2 2 E 7 Bk

(International Research Center for Medical Sciences, Kumamoto University)
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YVRITLS T/ LBRARTOER~ERICE Y DT ENEWHIT

Symposium 5 Advances in Omics Analysis Technologies

H K 12H18H (OK)  15:55 ~17:55
= B iEIal OSV 7 afiik 2ty X— 5F 501+502)
R RO GREREERY)
A R (RROREER G iR R AR
Date : Thursday, December 18 15:55 ~ 17:55
Room : Room 1 (5014502, 5F, PACIFICO Yokohama)
Chairs : Teppei Shimamura (Institute of Science Tokyo)
Yutaka Suzuki (Graduate School of Frontier Sciences, The University of Tokyo)

Towards Multi-Omics Spatial Analysis to Reveal Cancer Heterogeneity
R ## (Yutaka Suzuki)
RGOS ER AR R A R AR N B L T — 2 A o A v X —
(Life Science Data Research Center, Graduate School of Frontier Sciences, The University of Tokyo)
S5-2 Proteomic Analysis in Biobank Japan
KA 75— 12 (Koichi Matsuda)
1 EHECRYR GRS A R AR
(Graduate School of Frontier Science, The University of Tokyo)
2 WK ERPE
(Institute of Medical Science, The University of Tokyo)

S5-3 Deep Learning for Modeling Spatiotemporal Tissue Dynamics
BEHRF T (Teppei Shimamura)
ROERAR Re BTl MERa s BT GH s A7 LAY A0 Y
(Department of Computational and Systems Biology, Medical Research Laboratory, Institute of Science Tokyo)

S5-4 Spatial multi-omics analyses of refractory cancers
[ A B ] (Koji Okamoto)
WIKE: Febhifa & TS
(Advanced Comprehensive Research Organization, Teikyo University, Tokyo, Japan)
S5-5 Leveraging long-read sequencing and pangenome graphs for population-specific disease
studies
WA 7EAT (Yosuke Kawai)

I S SR B BRI 2 B [ 5 IR R e 7/ LERE T m Y = 7 b
(Genome Medical Science Project, National Institute of Global Health and Medicine, National Institute for Health
Security)

716 BRFRBREERZEHL SEIVIE ABEEEDOTOY T4 T

H Ko 12H18H (K)  15:55 ~ 17:55
& B eat; OV T afiit [ty 2— 5F 503)
RN —iz (FRERAR AR
GH E ESV T FERA)
Date : Thursday, December 18 15:55 ~ 17:55
Room : Room 2 (503, 5F, PACIFICO Yokohama)
Chairs : Kazuyuki Matsushita (Chiba University Hospital)
Ohsuke Migita (St. Marianna University, School of Medicine)

Roles of Clinical Laboratory Physicians in Expanding Human Genetics: Emerging
Technologies in Genetic Analysis
PEAT 3 ' (Motoi Nishimura) | 55111 BA+-? (Satoko Kageyama) . XH £ 5% 2 (Masayuki Ota)
1 THERPEAIHERGRETS - BI5F2HE - DAY/ Ly 22—
(Division of Laboratory Medicine, Clinical Genetics and Proteomics, Chiba University Hospital)
2 TEERPRABTE LIS Wis B2
(Department of Diagnostic Pathology, Graduate School of Medicine, Chiba University)
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Genetic Analysis of Hemophilia for Personalized Medicine: From Variant Diversity to

S6-3

S6-4

Variable Expressivity
&1 &+ (Keiko Shinozawa)

FERIR S W R A R 7 0 B
(Department of Laboratory Medicine, Tokyo Medical University, Tokyo, Japan)

Addressing the extra chromosome in human trisomy 21 cells using the CRISPR-Cas9
system
KE3E g 2 (Ryotaro Hashizume) , fif} FH 52771 (Sachiko Wakita) . {1 1857  (Hirofumi Sawada) .
FTHK fE—E[* (Shin-ichiro Takebayashi) | It HEH]° (Yasuji Kitabatake) | &) | THESE © (Yoshitaka Miyagawa) |
JE1] {3252 7 (Yoshifumi Hirokawa) , 4 #3 %8 (Hiroshi Imai) , 8 1546t (Hiroki Kurahashi)
1 ZERYPRABE EAARIR B m R R
(Department of Pathology and Matrix Biology, Mie University Graduate School of Medicine)
2 ZHERAPECEEIERE T LR
(Department of Genomic Medicine, Mie University Hospital)
3 ZHARERYRE EAERVIZER NERL
(Department of Pediatrics, Mie University Graduate School of Medicine)
4 ZHERARCEGE BV AVISER O iR A BE T
(Laboratory of Molecular and Cellular Biology, Graduate School of Bioresources, Mie University)
5 RBRRFARZEBE EARIZERL NRE
(Department of Pediatrics, Graduate School of Medicine, Osaka University)
6 HARERKSE 57 F#ns
(Department of Biochemistry and Molecular Biology, Nippon Medical School)
7 ZHERAREGE EARIIZERE
(Department of Oncologic Pathology, Mie University Graduate School of Medicine)
8  ZERZABRZATBIE R S
(Pathology Division, Mie University Hospital)
9 RHERARSE ERENIEE 2 — o FEIR AT

(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University)

Human genome research in Ryukyu populations ~ Okinawa Bioinformation Bank project ~

Skt FEFEF 12 (Minako Imamura)

1 BRBRRIAR B AMFRE Sete 7/ LR R 23 P
(Department of Advanced Genomic and Laboratory Medicine, Graduate School of Medicine, University of
the Ryukyus)

2 BREIORHRG A A
(Division of Clinical Laboratory and Blood Transfusion, University of the Ryukyus Hospital)

AR =23 RD— piet i
SURIYLT INEBEORD—F, FHEAE

Symposium 7 Future Directions in Pediatrics: From Treatment to Prevention

S
& 4

B R

Date
Room
Chairs

12A18H (K) 15:55~17:55

3 OV 7 akiiE &kt Z— 3F 303)

A B (AR REBL R R UTFR N R aE 7 1)

B RS (R LR 22 22T 2 e R b SR b N R R TR BE 2 0 )

: Thursday, December 18 15:55 ~ 17:55
: Room 3 (303, 3F, PACIFICO Yokohama)
. Atsuo Kikuchi (Department of Pediatrics, Tohoku University Graduate School of Medicine)

Toshiki Takenouchi (Department of Pediatric Neurology, Okayama University Graduate School of Medicine,
Dentistry and Pharmaceutical Sciences)

Emerging Gene Therapies for DMD: Clinical Expectations and Ongoing Challenges

BEYY 772,27 (Hiroyuki Awano)
JSHUOREE WS HEE R 7ol > 2 —
(Organization for Research Initiative and Promotion, Tottori University)
Advancing Therapeutics for Pediatric Liver Diseases: From PFIC2 Drug Development to
the Research Platform CIRCLe
K A S22 (Hisamitsu Hayashi)
1 HECRY KA ARIERE
(Graduate School of Pharmaceutical Sciences, The University of Tokyo, Tokyo, Japan)

2 —f%+tHE ADelta Compass
(General Incorporated Association Delta Compass, Tokyo, Japan)
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Proteomic Screening and Diagnosis of Inborn Errors of Immunity Using Dried Blood Spots:
Toward Early Intervention
FE2 F15] (Kazushi Izawa)
FUHEB K E R EBE R 2 PR s N R
(Department of Pediatrics, Kyoto University Graduate School of Medicine, Kyoto, Japan)

S7-4 How can information from large-scale cohort studies be applied to pediatric practice?
TP HZE+* (Emiko Noguchi)
1 PR BRZEERPER M RE
(Department of Medical Genetics, Institute of Medicine, University of Tsukuba)
2 FENIWFIEBHIEE NENL BBt ma T Vi a T vy 2 —
(Japan Environment and Children’s Study, National Institute for Environmental Studies)

YURIVLS TREMREAD T SHDHERERRIT & T DHER

Symposium 8 Strategies for Mechanistic Insights into Human Disease through Functional
Analyses and Model Organisms

H f:12H18H (OK) 1555~ 17:55

= B UHARY OSU T Ol Rt X— 3F 304)

B R T CGRIERSAREE IR AR R R R R 0 )
HHAR B8 GLIRERA A ERPOE (s T2 8RD

Date : Thursday, December 18 15:55 ~ 17:55

Room : Room 4 (304, 3F, PACIFICO Yokohama)

Chairs : Tetsuya Niihori (Department of Medical Genetics, Tohoku University School of Medicine)
Tasuku Mariya (Sapporo Medical University Hospital, Department of Clinical Genetics)

Advances in Monogenic IBD: Genomic Diagnostics, Functional Validation, and Precision
Therapeutics
TN —BH (chiro Takeuchi)
ENT R RS > 2 — N SSE RS R > 2 — T AR

(Center for Pediatric Inflammatory Bowel Disease, Division of Gastroenterology, National Center for Child
Health and Development, Tokyo, Japan)

Analysis of Model Organisms Harboring Pathogenic Variants in Mendelian Disorders
Hrhm PTH (Tetsuya Niihori)

FALR RAABIR AR TR BHRIE S T8

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

Molecular Mechanisms and Therapeutic Strategies in Cardiomyopathy

P TIEACER (Seitaro Nomura)
B KRG R AR AERE Seii G R on Rl 22 5 e

(Department of Frontier Cardiovascular Science, The University of Tokyo Graduate School of Medicine)

St F (Kazu Kikuchi)
E N ER AR e > 2 —WEIERT SOl P A il 15

(Department of Cardiac Regeneration Biology, National Cerebral and Cardiovascular Center Research Institute)

Elucidating cardiomyocyte renewal pathways in zebrafish

The Comprehensive Mouse Phenotyping Platform at RIKEN BioResource Research Center
FEAS P 12 (Masaru Tamura)

1 BB N A ) Y — AW V2 — < ARSI TE R

(Mouse Phenomics Division, RIKEN BioResource Research Center, Tsukuba, Japan)
2 HARDURZVYZvZ

(Japan Mouse Clinic, RIKEN BioResource Research Center, Tsukuba, Japan)
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Symposium 9 ASHG-ESHG-JSHG Joint Symposium: Genetics and Genomics Surrounding

Newborn Screening

H B:12H19H ) 9:40~11:40
= B iEIal OSV 7 afiik 2ty X— 5F 501+502)
R KO RE GUUREERERRNERD
= AT (RRRZEZENERZER)
Date : Friday, December 19 9:40 ~ 11:40
Room : Room 1 (5014502, 5F, PACIFICO Yokohama)
Chairs : Kimihiko Oishi (Department of Pediatrics, The Jikei University School of Medicine)
Noriko Miyake (Department of Pediatrics, Nagasaki University Institute of Biomedical Sciences)

Bridging the Gap: Japan’s Expanding Newborn Screening and the Emerging Role of
Genomic Testing
KA 2N (Kimihiko Oishi)
R ERER R NER
(Department of Pediatrics, The Jikei University School of Medicine)

S9-2 Newborn Genome Screening in Europe: Current Status and Prospects

David Bick

Genomics England, United Kingdom

GUARDIAN: Genomic Uniform screening Against Rare Diseases In All Newborns

Wendy K. Chung
Boston Children's Hospital, Harvard Medical School, USA

YURIVLN0 BEEHRBOBERRIR~ES T - REEEH, SELFERE T~

Symposium 10 Advances in the Treatment of Genetic Disorders:
From Small Molecules to Gene Therapy

H IK:12H19H (&) 9140~ 11:40

= 2Ry OSUT Ol Rt X— 5F 503)

B R EARTET GRIERY: REZEGIEARIIIR R )
i T (R AEY NS R 2 )

Date : Friday, December 19 9:40 ~ 11:40

Room : Room 2 (503, 5F, PACIFICO Yokohama)

Chairs : Yoko Aoki (Department of Medical Genetics, Tohoku University Graduate School of Medicine)
Mariko Taniguchi-Tkeda (Department of Pediatrics Kochi Medical School)

S10-1 Advances in Therapeutic Development for Myotonic Dystrophy
AR HE. 2 (Masayuki Nakamori)
IHETRAARAARE PE2E R ZER) [ IR ehRE2
(Department of Neurology, Yamaguchi University Graduate School of Medicine)
S10-2 Advances in Multimodal Therapeutic Strategies for Duchenne Muscular Dystrophy
7NV 72 S (Hirofumi Komaki)
FENLRE o - PR RS > X —
(National Center of Neurology and Psychiatry)
S10-3 Growing Gene Therapy -From Hope to Practice-
/NES FERA (Karin Kojima)
HIRERRE NRFZE
(Department of Pediatrics, Jichi Medical University)
S10-4 Nucleic acid therapy for Fukuyama congenital muscular dystrophy
FHH 325 (Tatsushi Toda)

[ENZRE - PR PR FRI SR > 2 — il
(National Center of Neurology and Psychiatry Hospital)
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Symposium 11 Recent Progress in Epigenomic Disease Research

H B:12H19H ) 9:40~11:40
R B WARY OV T Ok Rt X— 3F 304)
R EAR TE GURER B ESRTZERD
bk —2 (BENZEERIHS 1 > 2 — SRR LR
Date : Friday, December 19 9:40 ~ 11:40
Room : Room 4 (304, 3F, PACIFICO Yokohama)
Chairs : Motoko Unoki (Graduate School of Medicine, The University of Tokyo)
Kazuhiko Nakabayashi (Department of Maternal-Fetal Biology, National Center for Child Health and

Development)

S11-1

S11-2

S11-3

S11-4

S11-5

Understanding the Regulation of Chromatin Accessibility and Its Applications
K, %A (Yusuke Miyanari)
BIRKE F /R AT 23 AU SR HIE T
(Kanazawa University, Nano Life Science Institute, Cancer Research Institute)
Epigenetic analysis of the Mendelian disorders of epigenetic machinery
& B+ (Tomoko Kawai) | HI#K — 2 ! (Kazuhiko Nakabayashi) , 2% fift—E[; ' (Kenichiro Hata)
1 ENT A BRI > 2 — JE R RS
(Department of Maternal-Fetal Biology, National Center for Child Health and Development, Tokyo, Japan)
2 BRI RABTEERIZR il

(Department of Human Molecular Genetics, Gunma University Graduate School of Medicine, Gunma, Japan)

Molecular Insights into Beckwith-Wiedemann Syndrome and Related Imprinting Disorders
FI| 5 BEfH (Hidenobu Soejima)

PEBRY: RS 0 FAEMRLARRIE 70 TRIRY: » TY¥ Y 2 2T « 7 AN

(Division of Molecular Genetics & Epigenetics, Department of Biomolecular Sciences, Saga University Faculty of
Medicine, Saga, Japan)

Molecular pathogenesis underlying imprinting disorders linked to defective cytoplasmic
lattice formation in oocytes

FEAR T (Motoko Unoki)

FUAKRER B RAARITER NBTRARE )Y

(Department of Human Genetics, The University of Tokyo, Tokyo, Japan)

Past history of obesity exacerbates Age-related Macular Degeneration

K A (Masayuki Hata)

GUBK AR AR 2 R 2R AR

(Department of Ophthalmology and Visual Sciences, Kyoto University Graduate School of Medicine)
Accumulation of epigenomic aberrations by environment factors and lifestyles involved in
gastric tumorigenesis

S 555 %3 (Atsushi Kaneda)

1 TIERYE REBTERZENISLT 707152
(Department of Molecular Oncology, Graduate School of Medicine, Chiba University, Chiba, Japan)

2 THERY WRREA I/ ALY 2—
(Health and Disease Omics Center, Chiba University, Chiba, Japan)

3 TIERZEZMIERG DAY/ Ly R —
(Cancer Genome Center, Chiba University Hospital, Chiba, Japan)
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Session

Symposium 12 Genomic Analysis of Complex Diseases Toward Precision Medicine

H B 1282080 (1) 9:40~11:40
= B iBIaY OSv7afiik 2ty X— 5F 501+502)
B RKLCHEN CUNRSS)
R % CREURSAIEERIE ARITTRD
Date : Saturday, December 20 9:40 ~ 11:40
Room : Room 1 (5014502, 5F, PACIFICO Yokohama)
Chairs : Masato Akiyama (Kyushu University)
Yukinori Okada (Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo)

S12-1 Genomic Analysis of Eye Diseases Causing Visual Impairment

oLy e (Masato Akiyama)

JUNKZ: KBRS RRE A A — > & b0

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

S12-2 Genome biology of suicide

KIF B2 (kuo Otsuka)
1 P REE R AT RE o R 220

(Department of Psychiatry, Kobe University Graduate School of Medicine)
2 BULAIRITEGMERART Y VB — 7 LTSRS T — L

(Laboratory for Statistical and Translational Genetics, RIKEN Center for Integrative Medical Sciences)

The Triad of Gene, Behavior, and Disease Structured by ALDH2 rs671: Toward Ancestry-
Informed Precision Medicine

JINBI & Fi—F~ (Yuriko Koyanagi)

D A > Z—HIFEAT DA TR EFRIFFERIK 25 A TR0 1

(Division of Cancer Epidemiology and Prevention, Department of Preventive Medicine, Aichi Cancer Center
Research Institute, Nagoya, Japan)

S12-4 Cross-biobank Polygenic Risk Scores for Precision Medicine
/NI et pfr 123458 (Takafumi Ojima)
1 HEIRY: KEBEEERIZERE B

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

2 HUERZE LA T ¢ AL« RIS 7 ik
(Tohoku Medical Megabank Organization, Tohoku University)
3 HULRZ: RZBEEZERUIGR AT7 12T ¢ 7 HE Al 0
(Department of Al and Innovative Medicine, Graduate School of Medicine, Tohoku University)
4 PHEZAWIZOT EMmERENISE Y Y 2 — Y AT LEIRET— L
(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences)
5 B AW EHHIBER SISt > & — BUSHGE AT — L
(Laboratory for Statistical Genetics, RIKEN Center for Advanced Intelligence Project)
6 RBRY: KGR ARIFR ARG

(Department of Statistical Genetics, Graduate School of Medicine, The University of Osaka)
Applying causal inference approaches with genomic information: from “Who is at risk” to
“Who remains healthy and Why?”
e w2 (Ryosuke Fujii)
1 BRFAERRSE EEREEA WL =y & FRAER Y
(Department of Preventive Medical Sciences, Fujita Health University School of Medical Sciences)

2 RN RAERIIZER PR

(Department of Preventive Medicine, Nagoya University Graduate School of Medicine)
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Symposium 13 Transformative Genetic Approaches in Reproductive and Perinatal
Medicine

H K:12H20H (1) 9:40~11:40
=2 R OV T ok &Rk x— 5F 508)
BER o N CERE (BEERIAORY)
S (BN RE ERgee > 2 — SR - Rk v 2 —)
Date : Saturday, December 20 9:40 ~ 11:40
Room : Room 2 (503, 5F, PACIFICO Yokohama)
Chairs : Shiho Uchida (Keio University)
Ken Takahashi (Center for Maternal-Fetal-Neonatal and Reproductive Medicine, National Center for Child
Health and Development)

S13-1 Non-invasive Preimplantation Genetic Testing for Aneuploidy (niPGT-A): Current Evidence
and Ethical Considerations
F17% 5/t ' (Hiromitsu Shirasawa) . ¢ [ =27/, "2 (Yukihiro Terada)
1 RRERY: BR2AERIN IR e 2 Rt AR
(Department of Obstetrics and Gynecology, Akita University Hospital)
2 RRHR: RABEEARIZERE Felm A7l
(Department of Obstetrics and Gynecology, Graduate School of Medicine, Akita University)

S$13-2 Development of NIPT methods using amplicon-sequencing and single-cell omics
technologies
Hifk — = (Kazuhiko Nakabayashi)

ENL B EFR 7S > 2 — JE PE R REI ST
(Department of Maternal-Fetal Biology, National Center for Child Health and Development, Tokyo, Japan)

The utility of comprehensive genomic testing in families with stillbirth due to fetal disorders
FHH Mt ! (Yuya Tanaka), 5 H 2550 ' (Yoshifumi Kasuga) . [LIFH ZEA T 2* (Mamiko Yamada)
KA FIPE ! (Toshimitsu Otani) . FHIEC JFE A ' (Marie Fukutake) . i/ |+ 2% ! (Satoru Ikenoue)
AR 25 2° (Hisato Suzuki) | B 46} 2 (Fuyuki Miya) , FiglE 5 ° (Noboru Inagaki) . FFIH 5F ! (Mamoru Tanaka)
JINIFF JEERER 2 (Kenjiro Kosaki)
1 BEMESRAARY: EAAS pEMm AR 28R
(Department of Obstetrics and Gynecology, Keio University School of Medicine)
2 BEESREICE B KRR Y 2 —
(Center for Medical Genetics, Keio University School of Medicine)
3 KT BERERESR DS THERE Y X —
(Research Center for Preventive Medicine, University of Tsukuba Hospital)
4 ERRBEIFHIG G 27 B NER
(Federation of National Public Service Personnel Mutual Aid Associations Tachikawa Hospital)
5 wYFUARAVZIVZwY
(Saint Women'’s Clinic)

S13-4 Potential of Cell-Free microRNA as Molecular Markers in Perinatal Medicine
ERJI © D (Yuri Hasegawa), —Jfj 751 (Kiyonori Miura)
BRI pEm AR
(Department of Obstetrics and Gynecology, Nagasaki University Graduate School of Biomedical Sciences,
Nagasaki, Japan)

S13-5 Gestational Diabetes Management from the Perspective of Epigenetic Changes in
Umbilical Cord Blood
# H #F£5 (Yoshifumi Kasuga)

BRI DR PN AR
(Department of Obstetrics and Gynecology, Keio University School of Medicine)
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YVRIVLNE BIEAVVEV YV TDRBENLHY ERKEE  SHEBL LBITEZBZREOLD

Symposium 14  Exploring Genetic Counseling in Practice and Prospect: Shaping Support through
Diverse Professional Perspectives

H K:12H20H (1) 9:40~11:40
2 W3RN OV T kit &bk x— 3F 308)
g R Ok SN RN EERE > 2 — EIRESRD
ey SR (ENLERRERTE o 2 — WIRT/ LR
Date : Saturday, December 20 9:40 ~ 11:40
Room : Room 3 (303, 3F, PACIFICO Yokohama)
Chairs : Shiho Ito (Department of Clinical Genetics, Tokyo Metropolitan Children’s Medical Center)
Mari Urano (National Center for Global Health and Medicine, Department of Genomic Medicine, Hospital)

Genetic Counseling After Sudden Death: Grief Support and Collaboration in Postmortem
Genetic Testing
HEIE (£ (Kanako Koike Fukushima)
B i e o N N Tl < o e e T S = L ey s AV AV c Y IV A i

(Department of Genetic Counseling, International University of Health and Welfare Graduate School, Tokyo,

Japan)
Genetic Counseling with Children: Supporting Families with a Focus of Children’s Agency
and Future

PP T 75 F# (Chikaho Nomaguchi)
ERRY: BEAERS G AR
(School of Nursing, Faculty of Medicine, University of Miyazaki)
“Invisible Risks” and Reproductive Autonomy: Current Landscape and ELSI of Carrier
Screening
F5R F#F- (Shohei Suzuki) / & 22 (Kyoko Takashima)
] V7 A R fe B PR B BRIR I 252 > & —
(Center for Clinical Sciences, Japan Institute for Health Security, Tokyo, Japan)
Genetic counseling that discusses the future: Psychological decision-making support for
progressive neurological diseases
B {& 5 (Eri Kamada)
BRSO
(Department of Psychology, Tokyo-fukushi-University, Gunma, Japan)

< ooy e . , .
Y VRIIL5  KEHEEE Dtranslational genomics

Symposium 15 Translational Genomics of Psychiatric Disorders

H 128208 () 15:30 ~17:30

= et OV ol a2ty X— 5F 501+502)

FE R GHEERIZERT I ERRRATTE O 2 — 0 FREMREEREZE T — L)
PHIL 3 (Bt R E ATER R )

Date : Saturday, December 20 15:30 ~ 17:30

Room : Room 1 (501+502, 5F, PACIFICO Yokohama)

Chairs : Atsushi Takata (Laboratory for Molecular Pathology of Psychiatric Disorders, RIKEN Center for Brain Science)
Takeshi Nishiyama (Department of Public Health, Nagoya City University Graduate School of Medical

Sciences)

Strategies for Translating Psychiatric Genomic Research into Clinical Practice
Wi [E7E Masashi Ikeda)
Gl RRERAGE E A RVIZER R0
(Department of Psychiatry, Nagoya University Graduate School of Medicine)

Potential for Genetic Information in the Diagnosis of Psychiatric Disorders
KF: — 5 (Kazutaka Ohi)

g B R AP e R 22 R T e R LR 52
(Department of Psychiatry, Gifu University Graduate School of Medicine)
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S15-3 Bipolar disorder and mitochondrial diseases: phenotypic spectrum by heteroplasmic
variants
PG I I35 (Masaki Nishioka)
MER At R 2 % 2 P Ao 2 2
(Department of Psychiatry, Faculty of Medicine, Juntendo University)
S15-4 Insights into molecular heterogeneity of schizophrenia gained from multi-layer omics
analyses of multiple mouse models
FEF 875 2 (Yuki Niwa) . BEF: £75] 2° (Takashi Tsuboi) . 25 & ' (Atsushi Takata)
1 BMEZEDITET iRl 22 ot > 2 —
(RIKEN Center for Brain Science, Saitama, Japan)
2 HHUREE REEGERSARITR LRSI
(Department of Biological Sciences, Graduate School of Science, The University of Tokyo, Tokyo, Japan)
3 HEURY RFGRE A UL ZER L BBkl 2R
(Department of Life Sciences, Graduate School of Arts and Sciences, The University of Tokyo, Tokyo, Japan)

PVRIIL6 WOERERT /IR FA - REMRRICAITZENGT TO0—F

Symposium 16 Rare Disease Genomics: Multifaceted Approaches to Understanding
Genetic Causes and Pathomechanisms

H B:12H2080 (1) 1530~ 17:30
= % W3Ry O T Ok Rt XZ— 3F 303)
FE 5 DK (BRI R2AERER )
EH ZE R (RIS R X RS AR
Date : Saturday, December 20 15:30 ~ 17:30
Room : Room 3 (303, 3F, PACIFICO Yokohama)
Chairs : Takeshi Mizuguchi (Department of Human Genetics, Yokohama City University Graduate School of Medicine,
Yokohama, Japan)
Koh-ichiro Yoshiura (Department of Human Genetics, Atomic Bomb Disease Institute, Nagasaki University)

S16-1 The roles of G-quadruplexes in rare genetic neurological disorders
S fi 52 (Norifumi Shioda)
RRACK: AR AWIIAT 7/ LR A0 Y
(Department of Genomic Neurology, Institute of Molecular Embryology and Genetics, Kumamoto University,
Kumamoto, Japan)

S16-2 Identification of aberrant THE1B endogenous retrovirus fusion transcripts in sarcoidosis
by digital genetics
FRFE {47 ! (Shunsuke Funaguma), i 452 ' (Aritoshi Tlida) . PHEF — = "2 (Ichizo Nishino)
1 ESTRE - SRERIRTE B — X T 1 IV Lk v &= 7 LIS HRBASEN
(Department of Genome Medicine Development, Medical Genome Center (MGC), National Center of
Neurology and Psychiatry (NCNP))
2 [ENTR M - WEREREE Y > 2 — MRS BRI 5
(Department of Neuromuscular Research, National Institute of Neuroscience, NCNP, Kodaira, Tokyo, Japan)
S16-3 Next generation cytogenetics: Applications of Optical Genome Mapping in Rare Disease
Research
& 5UE (Atsushi Fujita)
WAL KRR AR -5
(Department of Human Genetic, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
S16-4 Diseases identified through WGS analysis: Non-coding RNA-related diseases
ghi [ 123 (Tadashi Kaname)
1 ENI KB BEBRE Y 2 — 5/ LERES
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
2 R AR I UNRE R
(Department of Advanced Pediatric Medicine, Tohoku University School of Medicine, Sendai, Japan)
3 REARZ LGBV - Rt 2 —

(Institute of Resource Development and Analysis, Kumamoto University, Kumamoto, Japan)
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DYRIDLNT FHRDNAF AV TART A v DBERST

T/ LR O RFR
Symposium 17 Shaping the future of genomic analysis through the next generation of
bioinformaticians

0 12H20H (+) 15:30~17:30
Ui LAY OV T afiR Rk Z— 3F 304)
R R EE GRECRAERENIZEAT)
& AR CETERRT)
Date : Saturday, December 20 15:30 ~ 17:30
Room : Room 4 (304, 3F, PACIFICO Yokohama)
Chairs : Natsuhiko Kumasaka (Institute of Medical Science, The University of Tokyo)
Shohei Komaki (Iwate Medical University)

B> m

S17-1 Whole-exome sequencing in gynecologic diseases: the importance of strategic sampling

RS 72 K BH (Kotaro Takahashi)

HHRISE R R AR IR ERm AR

(Department of Obstetrics and Gynecology, Niigata University Graduate School of Medical and Dental Sciences,
Niigata, Japan)

S17-2 Cancer genome analysis based on personalized reference genome using long-read
sequencing technologies

YA #£B£ ! (Yoshitaka Sakamoto) | 81| 1E% ' (Masahiro Sugawa) . [ % ' (Ai Okada) .,
R [ ACER 2 (Yotaro Ochi) . FHHR A/ T3 (Yosuke Tanaka) | AL Z87% * (Yasunori Kogure) |
T {— ' (Kenichi Chiba), HI#} fifi | (Wataru Nakamura) , /& 7251 *° (Junji Koya)
RHEY 1817 ° (Hiroyuki Mano) | /)N 1| 3] %7 (Seishi Ogawa) . Fr i 2255 *° (Keisuke Kataoka) |
4 A — ! (Yuichi Shiraishi)
1 ENLA ARG 2 Z— 5T 7/ LA B B o B
(Division of Genome Analysis Platform Development, National Cancer Center Research Institute, Tokyo,
Japan)
2 BUBRY: BEAES M AW
(Depertment of Pathology and Tumor Biology, Graduate School of Medicine, Kyoto University, Kyoto,
Japan)
3 ENIASAITE v 2 —TFET MRS R
(Division of Cellular Signaling, National Cancer Center Research Institute, Tokyo, Japan)
4 ENLA AL 22— )RR A B
(Division of Molecular Oncology, National Cancer Center Research Institute, Tokyo, Japan)
5 BEMEFRINTE AT MmN E
(Division of Hematology, Department of Medicine, Keio University School of Medicine, Tokyo, Japan)

6 U WEITER & A RS LR
(Institute for the Advanced Study of Human Biology (WPI-ASHBI), Kyoto University, Kyoto, Japan)

7R RS
(Kindai University, Faculty of Medicine, Osaka, Japan)
Epigenomic Resources from a Japanese Multi-generational Cohort: Toward DOHaD
Insights and Pediatric Risk Prediction
3 754K (Shiori Minabe)
ATERARZE WO THRIEAT 1 1)V « XN 7 HRE A RIS AT S

(Division of Biomedical Information Analysis, Iwate Tohoku Medical Megabank Organization, Disaster
Reconstruction Center, Iwate Medical University)

S17-4 Inference and Assessment of Gene Regulatory Networks from Single-Cell Transcriptomic
Data
/i1 7EHH (Noriaki Sato)

WRUEER AW EREE A > T ) ¥ v A5
(Division of Health Medical Intelligence, The Institute of Medical Science, The University of Tokyo)
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S17-5 Machine learning reveals heterogeneous treatment effects of risk factors on diseases
across polygenic risk scores
N e 14345 (Tatsuhiko Naito)
LYY R RS
(Department of Neuroscience, Icahn School of Medicine at Mount Sinai)
2 Za—3—Ur5/Ltra—
(New York Genome Center)
3 HUURZRFEGRE LRV RIE (R
(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo)
4 RBCRZERZER LRV RRE (R
(Department of Statistical Genetics, Graduate School of Medicine, The University of Osaka)
5 BMEZWIZITEMERSENITLE VX — 2 AT LR
(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences)

RRECEMEFIERES iﬁfiEﬁt;T—%Eé‘@lﬁﬁ@
Hettviay BREGEMAENET-T75v2 a7y ItEIir—/
Educational Session: Refresher Seminar for Clinical Geneticists

BRRECEMENERZESR / EEF I F—EE8RAREE
&+ v > 3~ 1/Educational Session 1
H 128180 (K) 9:00 ~ 10:00
= B EIay Oy 7 afk &ty x— 5F 5014502)
BE R iR GRARERDEE AR )
Date : Thursday, December 18 9:00 ~ 10:00
Room : Room 1 (501+502, 5F, PACIFICO Yokohama)
Chair : Hirotomo Saitsu (Department of Biochemistry, Hamamatsu University School of Medicine)

Collection of genetic annotation and evaluation of pathogenicity of variants
= &gt (Fuyuki Miya)

BEHESRIAR Y A TR IRE (R v 2 —
(Center for Medical Genetics, Keio University School of Medicine)

BRREGEMIENERER / EGEF I F—Z8REMH

&+ v <3 2/Educational Session 2

H W:12H18H OK) 9:00 ~ 10:00

= ety OV T akiik ekt Z— 5F 503)
P HAR B (BHIRMNAL Y 2 —)

Date : Thursday, December 18 9:00 ~ 10:00

Room : Room 2 (503, 5F, PACIFICO Yokohama)

Chair : Issei Imoto (Aichi Cancer Center)

Hereditary tumor syndromes in the era of cancer genomic medicine

F B VRACER 2 (Yataro Daigo)
1 BRORE ERPEDIFEAT AR SRR
(Research Platform Office, Institute of Medical Science, The University of Tokyo)
2 WHERICY A TR a s - SR - E5e > & —
(Department of Medical Oncology and Cancer Center, Shiga University of Medical Science)
3 WEERLRY S A Y A —
(Center for Advanced Medicine against Cancer, Shiga University of Medical Science)
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BRARECEFIENERER / EGEF I F—EERAREE

#HE+t v < 3> 3/Educational Session 3

H K 12H18H (K) 9:00 ~ 10:00

= % W3Ry O T Ok Rt Xx— 3F 303)

JE R P CRIRREF RS > & — @R HRh

Date : Thursday, December 18 9:00 ~ 10:00

Room : Room 3 (303, 3F, PACIFICO Yokohama)

Chair : Eriko Nishi (Department of Medical Genetics, Osaka Women's and Children’s Hospital)

Role and future prospects of clinical geneticists in pediatric genetic diseases

A 1843 (Toshiki Takenouchi)

B LR AT Sl R DR8I /N s R B~ 7 P

(Department of Pediatric Neurology, Okayama University Graduate School of Medicine, Dentistry and
Pharmaceutical Sciences)

BRARBECEMENEZER / BEEFL I F—ZERERALE

B+ v < 3 4/Educational Session 4

H B:12H19H ) 830~9:30

= B EIal OSV7 o afiik 2ty X— 5F 501+502)
BE R i Sk s E D

Date : Friday, December 19 8:30 ~ 9:30

Room : Room 1 (5014502, 5F, PACIFICO Yokohama)

Chair : Takahiro Yamada (Hokkaido University Hospital)

Genetic counseling and testing in the NGS era; case studies

Mkt 758 (Hiroshi Umemura)

H AR KA R 2 B e o P 2 SR Bl R A 12 22 00

(Division of Laboratory Medicine, Department of Pathology and Microbiology, Nihon University School of
Medicine, Tokyo, Japan)

BRARBECEFENEZER / ECEFLIF—ZESSRALE

B+ v <3 5/ Educational Session 5

H K:12H19H (&) 8:30~9:30

= Y iEent; OV T O Kty X— 5F 503)

BE R R R (SN TBOGE ARG R R AT NS B R v 2 — BRI ARESRD
Date : Friday, December 19 8:30 ~ 9:30

Room : Room 2 (503, 5F, PACIFICO Yokohama)

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

Handling Genomic Information under APPI and the Genomic Medicine Promotion Act
K49y B (Megumu Yokono)
AR A A ARREE

(School of Social Sciences, Waseda University)
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BRARECEFIENERER / EGEF I F—EERAREE

#HE+t v 3> 6/Educational Session 6

H K:12H19H (%) 8:30~9:30

= % W3Ry O T Ok Rt Xx— 3F 303)

BE R TN T CREERERIERIR IS OS5 5D

Date : Friday, December 19 8:30 ~ 9:30

Room : Room 3 (303, 3F, PACIFICO Yokohama)

Chair : Chisen Takeuchi (Department of Clinical Genetics, Jikei University Hospital)

Advances in the Diagnosis and Management of Adult-Onset Genetic Disorders: From
Genomic Testing to Targeted Therapies
K2 FHH 2% (Masaaki Matsushima)
1 dbimERE R > 2 —
(Health Care Center, Hokkaido University)
2 AR AR A AL TR W
(Division of Clinical Genetics, Hokkaido University Hospital)
3 JbEE AR AR
(Department of Neurology, Faculty of Medicine and Graduate School of Medicine, Hokkaido University)

BRRECEMENERZER / EGEF I F—ZERAREE

B+t v < 3> 7/Educational Session 7

H W:12H20H (£) 830~9:30

= Iy O Tk 2ty Z— 5F 5014502)

FE R AR ME CATERICEEAN HARREARD

Date : Saturday, December 20 8:30 ~ 9:30

Room : Room 1 (5014502, 5F, PACIFICO Yokohama)

Chair : Nobuhiro Suzumori (Iwate Medical University, Department of Clinical Genetics)

Prenatal and Preimplantation Genetic Testing: Current Challenges and Future Prospects
111 75+ ' (Makiko Egawa)
1 HOERARS I RGP
(Department of Nutrition and Metabolism in Cardiovascular Disease, Graduate School of Medical and Dental
Sciences, Institute of Science Tokyo, Tokyo, Japan)

2 WERPEARE B2 %R
(Department of Medical Genetics, Institute of Science Tokyo, Tokyo, Japan)

BRRECEMENERZER / EEF I F—ZERAREE

B+t v < 3 8/Educational Session 8

H K:12H20H (£) 830~ 9:30

2 G i2aY OV T afit &ty &— 5F 503)

BE R RN I (TRERAIEERIE AV R

Date : Saturday, December 20 8:30 ~ 9:30

Room : Room 2 (503, 5F, PACIFICO Yokohama)

Chair : Yoshihiro Onouchi (Department of Public Health, Chiba University Graduate School of Medicine)

ES8 Multidimensional Prediction of Atrial Fibrillation: A Novel Al and Genetics-Based Strategy

= kG {ACER (Kentaro Takahashi)
P SrVR ey NE RIS EA s SR (e yaniig

(Department of Human Genetics and Disease Diversity, Institute of Science Tokyo, Tokyo, Japan)
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BRFENREREEEEHSEZY 3/
Educational Session by the Committee on Genetic Testing

BIZFNREZEREEHRET Y3 Y

BIER 77— MER. ECFREZNOBWVWESDOE., M

Part 1: Survey Results, Inquiries to Genetic Testing Laboratories, and Basic Knowledge
H Bf:12H18H (K) 9:00~ 10:00

2 AR OV T Ok Sty X — 3F 304)

LIEEI 3 S (= YN BN | )

Date : Thursday, December 18 9:00 ~ 10:00
Room : Room 4 (304, 3F, PACIFICO Yokohama)
Chairs : Eiji Nanba (Otani Hospital)
Hideki Niimi (Department of Clinical Laboratory and Molecular Pathology, Faculty of Medicine, Academic
Assembly, University of Toyama)

BRI7Z T MREDHEREZDS R
BRFREZNODEIL[OEHLERABTLENSADIIG
ERME (WRERIR. EEHRICSITIECENREORKRUZEEME)

mE RlIRF £t (Tetsuya Okazaki)
] LR TS E ot R b S S M ROB i R
(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama University)
Wi #1E (Tomoki Kosho)
TEMIREA R AR R ARSI AR R A R (s IR iRt > 2 —
(Department of Medical Genetics, Shinshu University School of Medicine / Center for Medical Genetics, Shinshu
University Hospital)
7% bk H -1~ (Mariko Ando)
JEAETT R R - A nh e 2 e S B R

(Intractable / Rare Disease Control Division, Health Service Bureau, MHLW)

BEFNRERESEERE LY Va3 Y

280 RERAVEREE L RN

Part 2: Practical Issues and Interpretation of Results in Genetic Testing

H k125190 ) 830~9:30
= B WARY OV T Ok Rt Z— 3F 304)
JE R EIE (ENIREEES Y 22— W5 7 LR
RN A USHORY: WITEHEERSS DiFeii > 2 —)
Date : Friday, December 19 8:30 ~ 9:30
Room : Room 4 (304, 3F, PACIFICO Yokohama)
Chairs : Tadashi Kaname (Department of Genome Medicine, National Center for Child Health and Development, Tokyo,
Japan)
Kaori Adachi (Research Initiative Center, Organization for Research Initiative and Promotion, Tottori
University)

VAOO7 LA REFBREDREICS ITDRELHERBROKRA b
BIERNREZEROBEERERES. NU7 2V MNERY — VORI ESERE
&

aE K 21 (Satoko Miyatake)
B ERIR AR I 721 > 2 — AR ARR I R LA I R s e "2 ekt
(Department of Neurogenetics, Molecular Neuroscience Research Center, Shiga University of Medical Science,
Shiga, Japan / Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)

= &gt (Fuyuki Miya)

BEMEFRIAR T R IR e > 2 —
(Center for Medical Genetics, Keio Univiersity School of Medicine)
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EHEEH /NI PR ESS (Kenjiro Kosaki)

BEMERIANR S R2EH IR Rt v 2 —
(Center for Medical Genetics, Keio Univiersity School of Medicine)

FE mERARESEE / Public Forum

BEZEMETE TRAKMEBE 7 /LER - - EEBER - £SE6EHHOEEEK ST
—RBELFRE—
Public Forum Sharing of Genomic Information, Medical Information, and Biological Samples:
Prospects and Challenges

H 128208 () 15:30~17:30

= 2Ry OSUT 0 aMit Rty Z— 5F 503)

B OB B CUNIRSE BB £ ZEAT)
UK 5t (ENZIR e PERTFERANS - N ERRERRTIERT

Date : Saturday, December 20 15:30 ~ 17:30

Room : Room 2 (503, 5F, PACIFICO Yokohama)

Chairs : Takashi Ito (Medical Institute of Bioregulation, Kyushu University)
Katsushi Tokunaga (National Institute of Global Health and Medicine)

The establishment of human disease biobanks and their contribution to medicine and
healthcare
%1% IE— "* (Yu-ichi Goto)
1 TR - R ERR T v 2 —
(National Center of Neurology and Psychiatry, Tokyo, Japan)
2 NI HE R PR T RS
(Japan Institute for Health Security, Tokyo, Japan)

PF-2 The importance of genomic information in medicine
IR 52 (Akira Hirasawa)
e | LI 22 A AR 2 2 16 b 5 28 B PR (s 1 R 0 7
(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama University)

PF-3 The Act on the Protection of Personal Information and Data Utilization
SR H# (George Shishido)
FOEURARABGE BRI R
(Graduate Schools for Law and Politics, The University of Tokyo, Tokyo, Japan)

PF-4 Protection of Fundamental Rights in the Utilisation of Human Genome Information:
Case of Protection Systems in Europe
g B/ (Hiroko Tateishi)
HEBORE: Vs 8%
(Hosei University, Tokyo, Japan)

PF-5 FAIR and CARE reuse of personal genomes through databases
FH 1EF (Masanori Arita)
ESRvAEY e ST AT
(National Institute of Genetics)

€O
HASAR RIS R - WS RAS - EREFEARAR (7 LR
PKIE AT L THIR T/ WEEFIE

€230
HANHEZ AR
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ClinicalNotes Chat Café

ClinicalNotes Chat Café 2025 BIGEZEDLHE?ES LTS ?%. Fyr v bE&EHT T THER !

H K :12H18H OK)  13:40 ~ 16:00
2 i Fry b AT OV T Ot Rk X— 4F 413)
FAVYh- RS FE GREEN NS SRR > & — IRIREIERD
A A FLIREERER A AR EOR (6172 5ERh
Date : Thursday, December 18 13:40 ~ 16:00
Room : Chat Café (413, 4F, PACIFICO Yokohama)
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)

BIEtEILESRE
A F PR M4 FEZ (Masahiko Tanabe)

HRURABE AN o e FLIRIN U854

(Department of Breast and Endocrine Surgery, The University of Tokyo Hospital)
TET—5— [l &5 (Akiko Abe)

AR bi AR

(Department of Gynecology, Cancer Institute Hospital, JFCR)

Fkily Z5 % (Nana Akiyama)

WHUER LA @l 7/ L s HEls
(The University of Tokyo Hospital, Department of Clinical Genomics)

B

A FvZN K5 ] (Tsuyoshi Baba)

FLISR R R 2 B fir N2

(Department of Obstetrics and Gynecology, Sapporo Medical University)
FES—5—  11)I| Efi—F (Makiko Egawa)

BRERAR: IV R RERGE R - B 52 Rt

(Department of Medical Genetics, Institute of Science Tokyo)

ik MR (Shiho Tto)

R NS A ERE > & — IRREER

(Department of Clinical Genetics, Tokyo Metropolitan Children’s Medical Center)

TAVIVRBHIOAMATA—
A VFPZL T #2H (Bri Takeshita)

FEINAE R - PRI o 2 — il g R

(Department of Child Neurology, National Center Hospital, National Center of Neurology and Psychiatry)
FESF—5— [l #h (Tetsuya Okazaki)

I | LR 2 2 AT RIF e 125 e S =2 SR R RO B AL 7

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

Sciences, Okayama University)

B BH (Akiko Yoshida)
BT ERRRE S R R

(Department of Clinical Genetics, School of Medicine, Iwate Medical University)
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English
Session

H K :12H19H (&) 11:45~12:35
= Iy OV T ok Sty Z— 5F 5014502)
R NE EE (BEBRSA AR ATTERL RS R AR eB a1 72 )
AH ET GV 7V FERKCERIRRERE « BT 28D
Date : Friday, December 19 11:45~ 12:35
Room : Room 1 (501+502, 5F, PACIFICO Yokohama)
Chairs @ Atsushi Ozawa (Gunma University Graduate School of Health Sciences / Division of Genetics, Gunma University
Hospital)
Ohsuke Migita (Department of Laboratory Medicine, St. Marianna University, School of Medicine)
Functional analysis of a pathogenic CLDN5 missense mutation associated with alternating

hemiplegia
K& Pf4f ' (Yosuke Hashimoto) , Gergo Porkolab®, Natalie Hudson®, Xiuyuan Zhan', Karine Poirier”,
Nathalie Boddaert®, N J#kf ' (Yasuo Uchida), Arnold Munnich®, Matthew Campbell®
1 JRERY: REAGE SRR ANIZER
(Graduate School of Biomedical and Health Sciences, Hiroshima University, Hiroshima, Japan)
2 MIZTo ALy IRTY Y AR—T 4y MERANIGT
(Smurfit Institute of Genetics, Trinity College Dublin, Dublin, Ireland)
3 R - TR AT VW
(Institut Imagine, Universite Paris Cite, Paris, France)

I Uncovering a deep Intronic FBN 1 variant by genome and transcriptome sequencing in a

Marfan syndrome patient

LI #5E ' (Moeka Yamagishi) . PHJE £/ T 2" (Yosuke Nishio) . [/ 2 > (Hidenori Yamamoto)
3T &5 2 (Koyo Tsujikawa) | 35 FH FHAHR ? (Kotaro Tsukada) | [if] Z&HH 2 (Yasuyoshi Oka) |
Rk TE{# 2 (Hironobu Morinaga), % &4 2 (Kana Kato) . WEH] fi 12 (Mayuko Shimada)
FIJR F3E 26 (Yuka Nakazawa) | AP A fEF* (Yukako Muramatsu) . Z57% 174 7 (Shinji Saitoh)
Ik 55 28919 (Tomoo Ogi)
1 A EARREERESR
(Nagoya University School of Medicine, Nagoya, Japan)
2 AR BUREAVIUT SRR
(Department of Genetics, Research Institute of Environmental Medicine, Nagoya University, Nagoya, Japan)
3 HHEAREERNER 7 LR 22—
(Medical Genomics Center, Nagoya University Hospital, Nagoya, Japan)
4 HERERFEREREZRIIR MR
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Japan)
5 HiEEARZEEBN R DN > 2 —
(Department of Pediatric Cardiology, Children’s Heart Center, Nagoya University Hospital, Nagoya, Japan)
6 HEEARFEICERE ARV R I B0 PR v X —
(Department of Molecular Genetics, Center for Neurological Diseases and Cancer, Nagoya University
Graduate School of Medicine, Nagoya, Japan)
7 HERINIRAIABE AR BRI - NRBE B
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)
8 Ml ERIARABE SRR NBEIE - 0B R2 8=
(Department of Human Genetics, Graduate School of Medicine, Nagoya University, Nagoya, Japan)
9 IERRFEFENIEE One Medicine s 7 Y AL—y a3 )Y —F 2 X—
(Center for One Medicine Innovative Translational Research (COMIT), Gifu University Institute for
Advanced Study, Gifu, Japan)
10 SREE K2 #E ARSI/ iGCORE
(Division of Molecular Physiology and Dynamics, Institute for Glyco-core Research (iGCORE), Tokai National
Higher Education and Research System, Nagoya, Japan)
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A cross-population compendium of gene-environment interactions uncovers the dynamics
of genetic architecture

e B— 123 (Shinichi Namba) . AR 2% A "*3 (Kyuto Sonehara) , /M3l Az B+ * (Yuriko N Koyanagi) |
Bt K35 ° (Takezou Kikuchi) , /NIE 2251 1236 (Takafumi Ojima) . 4% HEEK 2*7 (Ryuya Edahiro)
{IejE 52 1238 (Go Sato) . [LiHh AKS ® (Taiki YamajD) . &% 5272 *® (Yoshihiko Tomofuji)
A 2E47 210 (Hiroyuki Ueda) | [LjAS Bf— 2111213 (Kenichi Yamamoto) , /M 1] [/t 11 (Yosuke Ogawa) |
4K 85 2"° (Ken Suzuki) . 2H W2 '° (Akinori Kanai) | BE [+ 22— ' (Shinichi Higashiue) |
JINFE & =17 (Shuzo Kobayashi) | [Lj[] {248 '® (Hiroki Yamaguchi) | 7k ZZ{i1 '® (Yasunobu Nagata) |
[l FEE] ' (Yasushi Okazaki) , ¥AZS B2 '° (Naoyuki Matsumoto) , A} {8A 2° (Kenta Motomura) |
5 7513 2° (Hidenobu Koga) . ZEFH §H[ 2" (Asahi Hishida) | JHII #3073 22 (Hiroaki Ikezaki) |
i 8 < F 2 (Megumi Hara) |, 7k 75 B+ *! (Mako Nagayoshi) . J2ilfi TH *° (Isao Oze), H1%} Z5#% ° (Shiori Nakano)
INA F N7« % 73/ (The BioBank Japan Project) , /N 7515k 2 (Yoshiya Oda) | #57K i 1 (Yutaka Suzuki) |
IR 3L %27 (Motoki Iwasaki) . 72 e 27 (Norie Sawada) . K38 HUAHR 128 (Keitaro Matsuo)
PRI %55 2930 (Takayuki Morisaki) . [LjA fii(IF '° (Toshimasa Yamauchi) . FHJ}f} 2% 3! (Takashi Kadowaki)
KHH 75— 3932 (Koichi Matsuda) | [if]FH [fig "33 (Yukinori Okada)
1 EURYE KRB R R ZER BRI
(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo)
2 KBCR: KGR AARIIIR BARHR
(Department of Statistical Genetics, Osaka University Graduate School of Medicine)
3 BEAABIEAT IMS & AT LR AT — L
(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences)
4 BRI At Y 2 =TT DA TR
(Division of Cancer Epidemiology and Prevention, Aichi Cancer Center)
5 HEURY R
(Faculty of Medicine, The University of Tokyo)
6 HULRZE REBEERIIZEH
(Graduate School of Medicine, Tohoku University)
7 KBRS REZBEEZZRUITER MP0kds - SeENR
(Department of Respiratory Medicine and Clinical Immunology, Osaka University Graduate School of
Medicine)
8  RBRY: RPBEIRZRIZER Lot Bl 7
(Department of Gastroenterological Surgery, Osaka University Graduate School of Medicine)
9 ENLMAHIEY B2 — DS A RIS S S
(Division of Epidemiology, National Cancer Center Institute for Cancer Control)
10 KBRS REABERZRITZERE Wit - BN
(Department of Metabolic Medicine, Osaka University Graduate School of Medicine)
11 RBORYE RABERER T e RIS AT kG sl e
(Laboratory of Children’s Health and Genetics, Division of Health Sciences, Osaka University Graduate
School of Medicine)
12 KPR REARIE ARIIFERL NRREE
(Department of Pediatrics, Osaka University Graduate School of Medicine)
13 KBRS S0fs2 7 1 > 7« 7ot > & — st
(Laboratory of Statistical Immunology, Immunology Frontier Research Center (WPI-IFReC), Osaka
University)
14 RUREE RZBERZERITZER DR
(Department of Pediatrics, Graduate School of Medicine, The University of Tokyo)
15 UK REBEEERITZRE B « AR
(Department of Diabetes and Metabolic Diseases, Graduate School of Medicine, The University of Tokyo)
16 HERY: RABHTEBAER AR Ef T — 2 A 2 A v 2 —
(Life Science Data Research Center, Graduate School of Frontier Sciences, The University of Tokyo)
17 NI NV—T
(Tokushukai Group)
18 HARERKZE Mk R
(Department of Hematology, Nippon Medical School)
19 ERERZE REBEZNIZER RO IEREZ N - 1BeE
(Diagnostics and Therapeutics of Intractable Diseases, Intractable Disease Research Center, Graduate
School of Medicine, Juntendo University)
20 gl
(Tizuka Hospital)
21 BHIERIE EANITERE DR 2
(Department of Public Health, Aichi Medical University School of Medicine)
22 JUNKAEE BB wekt
(Department of General Internal Medicine, Kyushu University Hospital)
23 R PREER A Rl T [ R 22 00 B
(Department of Preventive Medicine, Faculty of Medicine, Saga University)
24 PbERY REBIRERIIZER PR
(Department of Preventive Medicine, Nagoya University Graduate School of Medicine)
25 BRI At > Z—WHERT DAER « WRWITE 0
(Division of Cancer Information and Control, Aichi Cancer Center)
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BO-4

26 LUK RZREZRIIGR U ¥ R X 7 A2 s e
(Department of Lipidomics, Graduate School of Medicine, The University of Tokyo)
27 NI AAZEY > 2 — DN A IRIEZE T R — Mg
(Division of Cohort Research, National Cancer Center Institute for Cancer Control)
28 HiHEAE REBUEZERIIZER D AT
(Division of Cancer Epidemiology, Nagoya University Graduate School of Medicine)
29 WHEURY: ERPANIZEHT N a0
(Division of Molecular Pathology, Institute of Medical Science, The University of Tokyo)
30 HLURZ: KGR RIAIKFIAWIR X7 ¢ ) VIEIREGSIR 7 Z vy — 7 Y A0

(Laboratory of Clinical Genome Sequencing, Department of Computational Biology and Medical Sciences,

Graduate School of Frontier Sciences, The University of Tokyo)
31 J&/ Mkt
(Toranomon Hospital)

32 WK ERPEWSET & — 2 T 2 AR R0 1

(Laboratory of Genome Technology, Human Genome Center, Institute of Medical Science, The University of

Tokyo)
33 KAY: b a—<> « A ZN— X ERIZEILS
(Premium Research Institute for Human Metaverse Medicine (WPI-PRIMe), Osaka University)

Urinary Heteroplasmy Outperforms Blood for Non-Invasive mtDNA Variant Detection in

Mitochondrial Disease Patients

[l 2+ ' (Atsuko Okazaki) . j\35% FIfdF ' (Yukiko Yatsuka), KT HH%® (Akira Ohtake)
AFily 32 1 (Kei Murayama) . [l FfE] ' (Yasushi Okazaki)

1 ERBRIEREGE PE2eR HEA TR - e

(Juntendo University, Graduate School of Medicine, Diagnostics and Therapeutics of Intractable Diseases)

2 BiRERRE NER

(Department of Pediatrics, Saitama Medical University)
3 BIREERRE T LESER

(Department of Clinical Genomics, Saitama Medical University)
4 TFIEIRC E&yEkE, RER

(Department of Metabolism, Chiba Children’s Hospital)

Oral Session 1 Clinical Genetics 1

Oral Session

A

I

Date
Room
Chairs

12H18H (K) 10:10 ~11:00

= B UEsRY OV T Ok 2EtrX— 3F 311+312)

HE R

N R (BERBREER AR 2 72 RERS R AR i 5 12 HE)
G B (BN KB RIS > 2 — I FNTIZEER)

: Thursday, December 18 10:10 ~ 11:00
: Room 5 (311+312, 3F, PACIFICO Yokohama)
: Atsushi Ozawa (Gunma University Graduate School of Health Sciences / Division of Genetics, Gunma University

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

IGIEE  Rhopathy-A Neurodevelopmental Disorder Spectrum Caused by Rho GTPase Variants with

Cochlear Hypoplasia

% Al ! (Daisuke Nakato), PH[ F-B 1! (Chikako Nishida) . %52 A 2 (Sota Iwatani)
FRET TE5R 2 (Naoya Morisada) | = 2481 | (Fuyuki Miya) | /N {#EE ! (Kenjiro Kosaki) |
ISP {216 3 (Toshiki Takenouchi)
1 BEERBIEEZRFIRE R > 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
2 JEREURNTC E BT HREGR
(Department of Clinical Genetics, Hyogo Prefectural Kobe Children’s Hospital, Kobe, Japan)
3 LIRS N RERE
(Department of Child Neurology, Okayama University Graduate School of Medicine, Dentistry and
Pharmaceutical Sciences, Okayama, Japan)




01-2

01-3

01-5

Long-term prognosis of Kagami-Ogata syndrome

HApA] 98 "2 (Hayate Masubuchi) | /[N FH3E 3 (Rika Kosaki) . /5 %] * (Tsutomu Ogata) , £ Bifd ' (Maki Fukami) |
55 FEAC! (Masayo Kagami)
1 ESLREEFIZ Y 2 — 5T N gl
(Dept. of Molecular Endocrinology, National Research Institute for Child Health and Development)
2 BERERBICARZA R R AE
(Dept. of Pediatr., Keio Univ. Sch. of Med.)
3 ERNIKEEHTE VX — USSR
(Division of Medical Genetics, National Center for Child Health and Development)
4 ERERY Y 2 — DR
(Dept. of Pediatr., Hamamatsu Medical Center)

Summary of patients with cancer predisposition syndrome over the past 15 years;
a single-center retrospective study

BFF — ¥ 2 (Kazuki Tanimura) . AP #3)- ' (Yuto Oonishi) | 4% 3% ' (Fumika Tachibana)
A BT ' (Rishu Kayatani) | #3f] #if8f ' (Yuki Matsuoka) . (L[l B ' (Kai Yamasaki) | =48 T~ ' (Chika Nitani) ,
[t B ' (Keiko Okada) . £ifi[] EL ] % (Shinji Higuchi), HIAY 1814 ? (Hiroaki Nakamura) |
TR T2 (Yuko Akaishi)
1 KRR G R > 2 — /NJLIfE - B A
(Department of Pediatric Hematology & Oncology, Osaka City General Hospital, Osaka, Japan)
2 KBRS EERE > 2 — R TR
(Department of Genetic Medicine, Osaka City General Hospital, Osaka, Japan)

Coexistence of Sitosterolemia and Heterozygous FH Diagnosed by Atypical Features and
Genetic Analysis

e HE 1 (Satoru Takase) | {17R 12 2 (Hiroyuki Ishiura) . FHHT ¢30 ! (Masaki Tanaka) |
BB B4 T (Mikio Takanashi) . Bid5 B~ ' (Youko lizuka) . [AJIRF f/c%4 7! (Sachiko Okazaki)
[ IRs F&BH ! (Hiroaki Okazaki)
1 SEURAR AR Il BEPRIN - AR
(Department of Diabetes and Metabolic Diseases, The University of Tokyo Hospital, Tokyo, Japan)
2 WIHAR RN
(The Institute of Medical Science, Asahi Life Foundation, Tokyo, Japan)
3 HEURZEEZEASIE i AR
(Department of Neurology, The University of Tokyo Hospital, Tokyo, Japan)

The CYP21A1P/CYP21A2 chimeric gene CH4 is a major pathogenic variant in Japanese
patients with non-classic 210HD
PRI PET- ! (Yoko Saito) , 205% FEFI|[F ' (Briko Adachi), H11| #&— ! (Ryuichi Nakagawa) , 31 32 ' (Atsumi Tsuji)
THH 322 (Aya Yoshida) , 1% EAd - (Makiko Tachibana) , {&HF {fi—EH * (Shinichiro Sano)
B 6% ' (Maki Gaw) . %P 3% ' (Shizuka Kirino), H143 /AJE ! (Hisae Nakatani) | [[|E} 45t | (Haruki Yamano) .
1Ly SEE 2 (Kohei Aoyama) |, 257% 7% ! (Kei Takasawa) | /M5 J&° (Osamu Ohara) .
JEE 2 {i— '® (Kenichi Kashimada)
1 BERSARY: R AR A IFeRE FEFE R s 0 1
(Department of Pediatrics and Developmental Biology, Institute of Science Tokyo, Tokyo, Japan)
2 HlERETNLRYIREBE R AITTR A - NRER A
(Departement of Pediatrics, Nagoya City University, Aichi, Japan)
3 RBRY: REFABESARMZERE NRRE
(Department of Pediatrics, The University of Osaka Graduate School of Medicine, Osaka, Japan)
4 FRRURNT T & BhElE BEE - KR
(Department of Diabetes and Metabolism, Shizuoka Children’s Hospital, Shizuoka, Japan)
5 W9 EDNABISEHT 7/ LBEEHEE
(KAZUSA DNA Research Institute, Chiba, Japan)
6 MEEREMATE Y Z— N - R
(National Center for Child Health and Development, Tokyo, Japan)
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Oral Session 2 Functional Genomics / New Technologies

N
=’

Date
Room
Chairs

H o e
i

[

12H18H (K) 10:10 ~ 11:00

Moty OSV 7 akfiE Skt &Z— 3F 313+314)
KH F (iREEEER « Felmif ettt > 2 —)

FESE AL GRSKAmBE JEE T2

: Thursday, December 18 10:10 ~ 11:00
: Room 6 (313+314, 3F, PACIFICO Yokohama)
: Tohru Ohta (Advanced Research Promotion Center, Health Sciences University of Hokkaido)

Kazumasa Saigoh (Kindai University Hospital)

Pharmacogenomic Influence of HMGCR rs12916 on LDL-C Lowering by Simvastatin in

02-2

02-3

02-4

Thai Patients

Phichet Dapha', Natchaya Vanwong®, Suvara Wattanapitayakul®, Sarawut Siwamogsatham®”,

Punyabhorn Rattanacheeworn®

1 Faculty of Medicine, Srinakharinwirot University, Bangkok, Thailand

2 Department of Clinical Chemistry, Faculty of Allied Health Sciences, Chulalongkorn University, Bangkok,
Thailand

3 Department of Pharmacology, Faculty of Medicine, Srinakharinwirot University, Bangkok, Thailand

Cardiac Center, King Chulalongkorn Memorial Hospital, Thai Red Cross Society, Bangkok, Thailand

5 Maha Chakri Sirindhorn Clinical Research Center (Chula CRC), Research Affairs, Faculty of Medicine,
Chulalongkorn University, Bangkok, Thailand

S

Whole-genome sequencing reveals an East Asian-specific rare variant of INPP5)J
associated with Alzheimer’s disease

AN #7521 (Tetsuaki Kimura) . [11)1] BT~ ! (Akiko Yamakawa), Y¢#% PP ! (Risa Mitsumori) |
BRI 8 2 (Shumpei Niida) | 2R 75— 14 (Kouichi Ozaki) , EE/K K& 15 (Daichi Shigemizu)
1 ERSLRAFEFIICY 2 — W AT« Vo) Ly 2 —
(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
2 [FENIRFESHITL > 22— b7
(Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
3 HhEARFICEGIE SRUITIR AR AR R
(Department of Aging Research, Nagoya University Graduate School of Medicine, Nagoya, Japan)
4 PUEFOIZERT A ER AT > 2 —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
5 IRERFRAGIERBIANITR TREER R
(Department of Cardiovascular Medicine, Hiroshima University Graduate School of Biomedical and Health
Sciences, Hiroshima, Japan)

Mapping dynamic eQTLs in mid-brain organoids using CRISPRi/a to elucidate molecular
mechanisms in Parkinson’s disease
=T AGTE T (Yuji Miyatake) . 5 2 (Atsushi Fukuda) . #5111 F1HH ® (Kazuaki Yokoyama)
AR H 2% ! (Natsuhiko Kumasaka)
1 HERY ERETE © T LRt 22— TR - 7 2 A0
(Division of Digital Genomics, Human Genome Center, Institute of Medical Science, The University of Tokyo,
Tokyo, Japan)
2 RS EAES SR AR 0 AR
(Tokai University School of Medicine, Kanagawa, Japan)
3 WHEURY: ERPANIZE TN S s PR
(Department of Hematology/Oncology, Research Hospital, The Institute of Medical Science, The University
of Tokyo, Tokyo, Japan)

Region-specific generation and retention of acetylated cohesin shapes genome-wide
pattern of sister chromatid cohesion
V7K 48 123 (Mai I Shimizu) | Y8 B 2 (Masashige Bando) . 4] #8552 (Atsunori Yoshimura) |
152 7372 ? (Katsuhiko Shirahige) . ZH7} 51  (Takashi Sutani)
1 BROKLFRERER BRI HARER
(Faculty of Core Research, Natural Sciences Division, Ochanomizu University, Tokyo, Japan)
2 WEUKY AR AT
(Institute for Quantitative Biosciences, The University of Tokyo, Tokyo, Japan)
3 WRETFERRYE T LisiR
(Institute of Medical Genetics, Tokyo Women’s Medical University, Tokyo, Japan)
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Comprehensive CYP2D6 genotyping using long-read sequencing and detection of novel
haplotypes across global populations
TEK Wit ' (Koya Fukunaga) . =B, [ F: 2 (Kyohei Miyag)) ., HIAY 734 2 (Katsunori Nakamura)
= AH8H3 (Puyuki Miya) | /NI (B0 ® (Kenjiro Kosaki) . 7 FH Z23 ! (Taisei Mushiroda)
1 BB EmEREIIS Y 2 — T 7 —x 37 27 ARG — I
(Laboratory for Pharmacogenomics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
2 BRERASARABEE AR SEMa e e
(Department of Pharmacotherapeutics, Graduate School of Medicine, University of the Ryukyus, Japan)
3 BERBIFAEAN WE R AL 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)

Oral Session 3  ELSI/ Psychosocial Aspects

H W:o12H18H (K) 10:10 ~ 11:00

= B HTRY OSVT O Rty Z— 4F 411+412)

FE R g AN CRIRORSAREER R AR/ TFERD
B BT CGEERERENERRD

Date : Thursday, December 18 10:10 ~ 11:00

Room : Room 7 (411+412, 4F, PACIFICO Yokohama)

Chairs : Kazuto Kato (Graduate School of Medicine, The University of Osaka)
Mikiko Kaneko (The Jikei University Hospital)

A New Framework for Benefit Sharing in Genomic Research: A Participatory Approach
Involving Patients and Communities

i F 1 ' (Mayumi Kusunose) , iU 7k % (Kaori Muto)

1 P22 AR mER ATt v 2 — EmER AR E O - TV A VIR — L
(Biomedical Ethics and Co-design Team, Center for Integrative Medical Sciences, RIKEN, Tokyo, Japan)

2 HEUKY BEREATE b b Lk v 2 — RNILBERITL B
(Department of Public Policy, Human Genome Center, Institute of Medical Science, The University of Tokyo,
Tokyo, Japan)

03-2 Genetic Research and Indigenous Rights: Ethical Considerations for Studies Involving
Ainu People in Japan

{7 Bk~ (Momoko Sato) . i F#ik 12 (Kaori Muto)
1 B2 ERTET R mEREM T v 2 — EmERA R E O - TV A VI — L
(Lab for Biomedical Ethics and Co-design, RIKEN Center for Integrative Medical Sciences, Kanagawa, Japan)
2 WERPERPERIZEAT DI BRI
(Department of Public Policy, Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
03-3 Implementing PPI in the Design of Informed Consent for Biobank Participants: A Case
Study from BioBank Japan
TATHH #ifi— " Qunichi Kawata) . 7k3: #lit5 3 (Akiko Nagai) , % 754k % (Kaori Muto)
KA 75— * (Koichi Matsuda)
1 REURY: ERVARIUN & b Lt > & — NHBORIFTO 5
(Department of Public Policy Human Genome Center, Institute of Medical Science, The University of Tokyo,
Tokyo, Japan)
2 BMEAHTRRT LEmERETT v A — A ER A & O - T A VTR T — L
(Center for Integrative Medical Sciences, Laboratory for Biomedical Ethics and Co-design, RIKEN)
3 UK KR R E R A e R A T o JV R A s
(Department of Computational Biology and Medical Sciences, Graduate School of Frontier Sciences The
University of Tokyo)
4 HEURY: KRB Hal AR ARIZERE R T o JDVEICE RS AT 1 7))V A T RGP
(Laboratory of Clinical Genome Sequencing, Department of Computational Biology and Medical Sciences,
Graduate School of Frontier Sciences, The University of Tokyo)

03-4 Decision-making on marriage and childbearing in Huntington’s Disease: the relationship
with health care providers
A %" (Kaori Kawai) . ICHE 754k 2 (Kaori Muto)
1 RS RZEBE A BRI He I
(Graduate School of Interdisciplinary Information Studies, The University of Tokyo, Tokyo, Japan)
2 WK ERSANISL T
(The Institute of Medical Sciences, The University of Tokyo)
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Oral Session 4 Pediatric Genetics 1

H I
2 i
P R
Date

Room
Chairs

: Thursday, December 18 11:10 ~ 12:00
- Room 5 (311+312, 3F, PACIFICO Yokohama)
: Sumito Dateki (Department of Pediatrics, Nagasaki University Graduate School of Biomedical Sciences)

12A18H (K) 11:10~12:00

Hoaty OSv 7o Jkiik &ty Z— 3F 311+312)
BHER A (BIRERZE KGR SRR A TRl NERES)
B GESEINEEYE > 2 — EBiED

Yu Yamaguchi (Department of Clinial Genetics, Gunma Children’s Medical Center)

IEZEI  Clinical delineation and mouse modeling of Noonan syndrome with autosomal dominant

04-2

04-3

LZTR1 variants

FEAR PET ! (Yoko Aoki) . ZRIF {25 | (Kaho Morisaki) . [AAS #1722 (Nobuhiko Okamoto) .
i T (Tetsuya Niihori) |, 52 254> (Miho Terao) . 5 FH {&15 ® (Shuji Takada) , FAf345 Afd ' (Taiki Abe)
1 HHERY: RAPBIEARISERL BIRERE AT
(Department of Medical Genetics, Tohoku University Graduate School of Medicine, Sendai, Japan)
2 RBRRFFERL Y 2 — B2k
(Department of Medical Genetics, Osaka Women’s and Children’s Hospital, [zumi, Japan)
3 ENIECE BRI 22— S AT LFREESLE
(Department of Systems BioMedicine, National Research Institute for Child Health and Development, Tokyo,
Japan)

Identification of a hemizygous OCA2 variant in a neonate with oculocutaneous albinism
and Prader-Willi syndrome
FHEAR 78 A2 (Sumito Dateki) . A+ I i 2 (Chiaki Murakami) | JI[4#] 3% 2 (Haruka Kawamura) .
JE] BT 2 (Kohei Haraguchi) . 75 [ A<#5 B 2 (Midori Motokawa)
1 BIRRARARTE SR G UR N

(Department of Pediatrics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki, Japan)
2 RIGRAER NER

(Department of Pediatrics, Nagasaki University Hospital)

Meta-Analysis of iPSC-based Transient abnormal myelopoiesis model identifies GATA1
mutation induces elevation of CEBPA
HEA 3EHB ! (Tatsuro Kumaki) | PEH (84 ERF- 12 (Yoko Nishinaka-Arai) | b)1| B! (Yoko Kitagawa)
1] BH ' (Akira Niwa) | Z57% 4 ' (Megumu K. Saito)
1 BUERRS: iPSHINEWTZERT BRI TS50
(Department of Clinical Application, Center for iPS Cell Research and Application, Kyoto University, Kyoto,
Japan)
2 B REEBEEE AR AR A R &
(Department of Human Health Sciences, Graduate School of Medicine, Kyoto University, Kyoto, Japan)

PY®E  Dental abnormality is a useful indicator for early diagnosis of familial adenomatous

polyposis
HA BF ! (Kyoko Moritani) , AR = H ' (Yuzuki Ooki) , FEIF kB 45 ? (Erina Ozaki)
i 75 ' (Minenori Ishimae) , T[] B ' (Mariko Eguchi)
1 BUERAEATRIE R /N R
(Department of Pediatrics, Ehime University Hospital, Toon, Japan)
2 BRI R A (R R

(Division of Medical Genetics, Ehime University Hospital, Toon, Japan)
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Comprehensive Molecular Studies in 88 Japanese Patients With Congenitall
Hypogonadotropic Hypogonadism

2311 # ' (Wataru Tanikawa) . A7 $1E # (Shingo Okamoto) . /N5 1§ ® (Osamu Ohara)
58 22+ ' (Yasuko Fujisawa) , K [LI 1% ' (Ibuki Ohyama) . ¥t 75 * (Hirotomo Saitsu)
VERL B4d 5 (Maki Fukami) , B [ © (Tadashi Kaname) | #%75 % "7 (Tsutomu Ogata)
IR VNES R N R W R e
(Department of Pediatrics, Hamamatsu University of Medicine, Hamamatsu, Japan)
2 HWMARRCEEZYZ=wY
(Okamoto Internal Medicine and Pediatrics Clinic, Sakurai, Japan)
3 Hg EDNAMZEIT
(Kazusa DNA Research Institute, Kisarazu, Chiba, Japan)
4 PHRERCAR
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
5 ENIREERE Y 2 — 5T NI
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
6 BENIREERYY2— T LEERT
(Department of Genome Medicine, National Research Institute for Child Health and Development, Tokyo,
Japan)
7 EREREY Y 2 — R

(Department of Pediatrics, Hamamatsu Medical Center, Hamamatsu, Japan)

Oral Session 5 Bioinformatics

H 125180 OK)  11:10 ~ 12:00
= B WeRY; OSY T« Ol Xty Z— 3F 313+314)
JE R OREE IR GRECRZA RSB RIZERD
ZME L2 (RIS JFURRREE RN ST AR AT )
Date : Thursday, December 18 11:10 ~ 12:00
Room : Room 6 (313+314, 3F, PACIFICO Yokohama)
Chairs : Jun Ohashi (Graduate School of Science, The University of Tokyo)
Hiroyuki Mishima (Department of Human Genetics, Atomic Bomb Disease Institute, Nagasaki University)

=  Transposon Variants as an Underrecognized Cause of Genetic Disease: A MEGANE-Based
Study in an Undiagnosed Cohort
7N {EERETS ! (Kenjiro Kosaki) | /| MIE: Y52 2 (Shohei Kojima) ., FigiE 5% * (Mie Inaba)
1 BHERIARY: RS RS R 2 —
(Center for Medical Genetics, Keio University, Tokyo, Japan)
2 BEMRESRIICE R ¢ MEYPE- AR B AR o 2 —
(Human Biology Microbiome Quantum Research Center, Keio University, Tokyo, Japan)
3 EMRIEFRERG & > 2 —hRils NN SR ER
(Department of Pediatrics, Central Hospital, Aichi Developmental Disability Center, Kasugai, Japan)

05-2 Rapid Computation of Haplotype Frequencies via Wavelet Trees
=1 35 2 (Kazuharu Misawa)
1 BREHNIRY: 77— 2P A T REHR
(Graduate School of Data Science, Yokohama City University, Yokohama, Japan)

2 EMEAERTSEATAIP L > 2 —
(RIKEN Center for Advanced Intelligence Project)

05-3 Prediction of chaperone drug amenability for GLA variants in Fabry disease

kG BL! (Yuji Sakahashi) . = |~ £ 23 (Yohei Miyashita) . {7 5% B & 3 (Yasuki Ishihara) .
& 23342 (Manami Hama) | (L[] & ' (Osamu Yamaguchi) , B} {~#3 > (Yoshihiro Asano)
1 ENARREREII L > 2 — AIEA Sy 7 R ikt > 2 —

(Omics Research Center, National Cerebral and Cardiovascular Center, Suita, Japan)
2 ENIIEERARRISEE v R — T LR SR

(Department of Genomic Medicine, National Cerebral and Cardiovascular Center, Osaka, Japan)
3 ENIEEREMEIIILE X — NA ANV

(Biobank, Open Innovation Center, National Cerebral and Cardiovascular Center, Osaka, Japan)
4 BWERPRCERE PESRIIZERE TEERAR « PR « B e R

(Department of Cardiology, Pulmonology, Nephrology, and Hypertension, Ehime University, Ehime, Japan)
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I  Establishment of a high-throughput long-read genome and transcriptome analysis

platform for large-scale disease research

S &l 2 (Koyo Tsujikawa) . PHJEE FEST 1% (Yosuke Nishio) . ¢ FHACE] ' (Kotaro Tsukada)

[it] &M ! (Yasuyoshi Oka), F7Kk 7 ' (Hironobu Morinaga) . filIfi% 7543 (Kana Kato)

MEFH 8 7~ (Mayuko Shimada) ., HHJR HH3E 10 (Yuka Nakazawa) . 3K HH5S 5°7 (Tomoo Ogi)

1 Al ERYE BRBIRENIIEAT SRR
(Department of Genetics, Research Institute of Environmental Medicine (RIeM), Nagoya University, Nagoya,
Japan)

2 HHEARZEERNER 7 LR 2 —

(Medical Genomics Center, Nagoya University Hospital, Nagoya, Japan)

3 Genome Maintenancetkz{2x k
(Genome Maintenance Inc., Nagoya, Japan)

4 FlEIREARAGE RIEZERE IS Al - BIG 0 F R A2 > 2 — R i
(Department of Molecular Genetics, Center for Neurological Diseases and Cancer, Nagoya University
Graduate School of Medicine, Nagoya, Japan)

5 HUBENIRZHERMOne MedicinefI3E 2 — ZXBAFE « B BT AE L (COMIT)

(Center for One Medicine Innovative Translational Research (COMIT), Gifu University Institute for
Advanced Study, Gifu, Japan)

6 HiHEAERERIEARIITOR AR R
(Department of Human Genetics, Graduate School of Medicine, Nagoya University, Nagoya, Japan)

7 HGEENT AR Gy 2 7 D8R (1IGCORE)

(Division of Molecular Physiology and Dynamics, Institute for Glyco-core Research (iGCORE), Tokai National
Higher Education and Research System, Nagoya, Japan)

Oral Session 6 Education / Awareness

Ho R
&= B
BE R
Date
Room
Chair

: Thursday, December 18 11:10 ~ 12:00
 Room 7 (411+412, 4F, PACIFICO Yokohama)
: Miyuki Nishiyama (PDnavi, Inc.)

12H18H (K) 11:10 ~ 12:00
WY OV 7 ¢ KR Rtk X— 4F 411+412)
Phil %S (MR & #EPDnavi)

PEEE  Development of ICT materials for informed assent of upper elementary school children in

06-2

genome analysis research

JINFE A (Tomoko Kobayashi) | 7§ B4 2 (So Sakai) . 2] {81ifi > (Shunsuke Sawaguchi) |
iy #2923 (Qzumi Ishiyama) . T 5432 ! (Yoshifumi Kudo) | 1 5 ' (Atsushi Asai)
1 HIERS

(Tohoku University, Miyagi, Japan)

2 b TR
(Tohoku University of Art and Design, Yamagata, Japan)

3 HHERY
(Tokoha University, Shizuoka, Japan)

A Pilot Study to Evaluate the Face Validity of a Questionnaire on Awareness of Genetic and
Genomic Medicine

1] EEJE 1% (Mashu Futagawa) . A3 BE7) 2 (Risa Osumi) | FAIRF 541 12 (Tetsuya Okazaki)
e #9441 (Chika Fukano) . [ {E3F 2 (Kana Yamatogi) . [L{A 25 12 (Hideki Yamamoto)
2 H HZEF 3 (Yumiko Tada) | 7]k 2 * (Yutaka Kobayashi) | Jg [ {8 * (Ken Sakaguchi) | “J-JN 52 2 (Akira Hirasawa)
1 FRZEZEM S 12 o 3822 RO AL R
(Department of Clinical Genomic Medicine, Okayama University Graduate School of Medicine, Dentistry and
Pharmaceutical Sciences, Okayama, Japan)
2 BRI BRRE AL -2 Hek
(Department of Clinical Genetics and Genomic Medicine, Okayama University Hospital, Okayama, Japan)
3 LB AR AL R A R
(Health and Welfare Department, Tamano City Office, Tamano, Okayama, Japan)
4 NTTFLyVavA7Ta vy HAEt
(NTT Precision Medicine Corporation)
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Current Challenges in Providing Information on Post-RRSO Sexual Health: Feedback

Survey on an Educational Tool

I 227 12 (Eri Habano) . #3)1] 227k 2® (Manami Matsukawa) . JE5ilE: J{E - *° (Masako Torishima)
IR B+ &7 (Makiko Dazai) , *J-FH . (Makoto Hirata) . fEA G #D ' (Arisa Ueki), /M2 [EH] *° (Shinji Kosugi)
1 DAWREAIIHERE BRA SRS
(Department of Clinical Genetics Oncology, Cancer Institute Hospital of Japanese Foundation for Cancer
Research, Tokyo, Japan)
2 HUECRZRERE EAAIER LR R AR R B - BB
(Department of Healthcare Ethics, Kyoto University School of Public Health, Kyoto, Japan)
3 ENIA AT 2 — YRR SR TR
(Department of Genetic Medicine and Service, National Cancer Center Hospital, Tokyo, Japan)
4 FUEBRZPRAEG RAWITERL 7/ LR
(Department of Genomic Medicine, Kyoto University School of Public Health, Kyoto, Japan)
5 BUERRARAAS IR i m 1 He
(Department of Clinical Genetics Units, Kyoto University Hospital, Kyoto, Japan)
6 FEEIFEFANEENEAN 75T 4 AT IVD A
(Nonprofit Organization, Clavis Arcus; Association of Patients for Hereditary Breast and Ovarian Cancer
Syndrome (HBOC), Tokyo, Japan)
7 —AEEEN T LERYRE MR EG S

(Genetic Alliance JP, General Incorporated Association, Tokyo, Japan)

Oral Session 7  Epigenetics
H B:12H18H (OK) 1555~ 16:45
= B HeRy; OSY T« Ol &Rty &— 3F 313+314)
JE 7R A (Rl EINLRER AR R AR « N2 E)
FHIS 20 (BROKE RSO DTSRI AR 7/ LIS ET)
Date : Thursday, December 18 15:55 ~ 16:45
Room : Room 6 (313+314, 3F, PACIFICO Yokohama)
Chairs : Shinji Saitoh (Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical

Sciences)
Atsushi Tajima (Department of Bioinformatics and Genomics, Kanazawa University)

Characterization of short-term fluctuations in DNA methylation and gene expression

07-2

profiles

/INE FJNF- (Shohei Komaki) , /A ][5 (Tsuyoshi Hachiya) . Ak 75k (Hideki Ohmomo) .

FE3/] F%f% (Shiori Minabe) | B 73— (Yoichi Sutoh), K5¢ - [L1IE§ 752E (Yayoi Otsuka-Yamasaki)

fE 7eH (Motoki Nakao) . =llE 4 (Akira Takashima) . /NP 1457 (Kanako Ono) . 77K JE:E (Atsushi Shimizu)
BAFERNKZODTHIEA T 1 H)b « XA\ 7

(Iwate Medical Megabank Organization, Iwate Medical University, Iwate, Japan)

Global hypomethylation in immune diseases: passive and active demethylation via cell
division and signaling molecules
g2 2547 ' (Mihoko Shimada) . KR [5#ii ¢ (Yosuke Omae), AL #3422 (Yuki Hitomi)
ANZ 75T (Yoshiko Honda) . { & == ! (Tohru Kodama) . A% Bi ' (Makoto Honda) .
ik W12 (Katsushi Tokunaga) . &7)[| B! (Taku Miyagawa)
1 RESMEIREN E R AR ST

(Tokyo Metropolitan Institute of Medical Science)
2 [EINT MR PR [T [ B R R ST

(National Institute for Global Health and Medicine, Japan Institute for Health Security)
3 EEESTERIR BN E RS R E DTS

(Institute of Biomedical Sciences, Fukushima Medical University School of Medicine)
4 RERMEEN SRS R

(Seiwa Hospital, Institute of Neuropsychiatry)
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X-chromosome inactivation contributes to sex differences in height by mediating sex-

07-4

07-5

biased SHOX expression
RS 7% ! (Atsushi Hattori) . B $¢{~ 3 (Atsuhito Seki) | #H: FI52F ' (Yuko Katoh-Fukui) . #% /7 %} *(Tsutomu Ogata) ,
ZER Bl ' (Maki Fukami)
1 ENTRE EFRTL Y > 2 — 5T 50 TN It ges

(Department of Molecular Endocrinology, National Research Institute for Child Health and Development)
2 ENIKEESITE 2 X XA N— 2T 1 W E

(Division of Diversity Research, National Research Institute for Child Health and Development)
3 ENIKEEBIIE 22— NSRRI R R

(Division of Orthopaedic Surgery, National Center for Child Health and Development)
4 EARERAR

(Hamamatsu University School of Medicine)

mPA Is Essential for PEG10 Regulation Through Its Interaction with Reader Proteins in
Human Trophoblast Stem Cells
FAL O 12 (Ryohei Oeda) . AT 23/ 1 1> (Kosuke Taniguchi) . E5FH #7851 (Tetsuro Shimada) |
EJ& f# *° (Takeshi Nagao) , {i] & £+ * (Tomoko Kawai) . FI#k —Z * (Kazuhiko Nakabayashi) |
Y59 A 2 (Akira Iwase) , 22 fi2—H3 "3 (Kenichiro Hata)
1 BEBRAIRCERE LEARmESeR) o0 Rl 7 i e
(Department of Molecular and Cellular Biology, Gunma University Graduate School of Medicine, Gunma,
Japan)
2 BERBRAICERE AR ZERE EERMG AR5 e
(Department of Obstetrics and Gynecology, Gunma University Graduate School of Medicine, Gunma, Japan)

3 HERRAEZAAS I s s g

(Department of Human Molecular Genetics, Gunma University Graduate School of Medicine, Gunma, Japan)

4 REERY 2 — R ENIFEE
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)
5 HERERKE ER G AR AREEE
(Department of Obstetrics and Gynecology, Jichi Medical University, Tochigi, Japan)
6 HERREHAERKY PR AR AR
(Department of Obstetrics and Gynecology, The Jikei University School of Medicine, Tokyo, Japan)

R T

Oral Session 8 Cancer Genetics 1

HoR
£ 4

B R

Date
Room
Chairs

12H18H (R) 15:55~ 16:45

WTEYE OSV 7 0 JMiE Sty Z— 4F 411+412)
FAR B O AT REARRE BiRE (S R PER)

AL BEBENTDAY Y Z— DAY L)

: Thursday, December 18 15:55 ~ 16:45
* Room 7 (411+412, 4F, PACIFICO Yokohama)
: Arisa Ueki (Department of Clinical Genetic Oncology, Cancer Institute Hospital)

Takeshi Miyamoto (Department of Cancer Genome Diagnosis and Treatment, Gunma Prefectural Cancer
Center )

PGEER  Examination of Universal Screening for Lynch Syndrome in Endometrial Cancer at Our

Institution

B i ! (Fumika Hamaguchi) , 228 G+ ! (Yukiko Ando) . HEET AHfSF 2 (Maki Umemiya)
BN {4 ® (Kensuke Fujiwara) , B WD/ O 3 (Yukari Atsumi), 7] £ A * (Takahito Kawata) ,

w8 < H 2 (Megumi Mukai) | {7 115 ' (Hiroshi Sato) | JEHE HEBR * (Masaya Hirose) . 83 FIK ' (Kazuyo Kakui)

1 ST R SR 2 — ik AR
(Department of Obstetrics and Gynecology, Hyogo Prefectural Amagasaki General Medical Center, Hyogo,
Japan)
2 BUBRRAAGS I AR R R A
(Department of Obstetrics and Gynecology, Kyoto University Graduate School of Medicine, Kyoto, Japan)
3 RNBRS AR Y X — B ma R v X —
(Clinical Genetics Center, Hyogo Prefectural Amagasaki General Medical Center, Hyogo, Japan)
4 BEFHENBFERA—VAT A ATV =YY
(Iris Women’s Clinic, Aoba-kai Medical Corporation, Shiga, Japan)
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Application of nanopore Flongle sequencing for analyzing pathogenic retrotransposon
insertions in BRCA1 and BRCAZ2

Fedi /=507 "2 (Sachiko Ohori) | #i7y FE433* (Mina Waraya) . JiH% 2 * (Kaoru Fujisaki)
= £ 3 (Takafumi Sangai) , 5 K8 FH > (Keiko Takahashi), JI|FH (£ ® (Rika Kawata) |
EER W3 (Naomi Araki) . 7/NEF %54 2 (Yuika Ono) | $KJ5 IEFL 2 (Maho Ogiwara) . /)N 4 2 (Minami Ozawa) |
AE %2 (Al Motoyoshi) . #5 F /T 2 (Ohsuke Migita) , =48 H 2 © (Satomi Mitsuhashi) |
15 524 7 (Yoshihisa Yamano) ., i 5758 ° (Fumio Takada)
1 )7 U FERERY: IR Y. « BARMRAT -
(Department of Laboratory Medicine, St. Marianna University School of Medicine)
2 BT U FIERRARNE B2
(Department of Clinical Genetics, St. Marianna University Hospital)
3 JEHERZAE BIRRSHHH
(Department of Clinical Genetics, Kitasato University Hospital)
4 JEHRY: AR IRIRS A
(Department of Breast and Thyroid Surgery, Kitasato University School of Medicine)
5 BT UFERRY: AIRN ISR
(Department of Breast and Endocrine Surgery, St. Marianna University School of Medicine)
6 BN T UFIERERY: IAREN R
(Department of Neurology, St. Marianna University School of Medicine)
7 HRV) T FERRY: BRI > 2 —
(Department of Rare Disease Research, St. Marianna University School of Medicine)

08-3 Regional Disparities in BRCA Genetic Testing in Ovarian Cancer: A Descriptive study Using
the Shizuoka Kokuho Database
V7K 3 12 (Rei Shimizu) |, [LIAS 5 —EJ5 ! (Seiichiro Yamamoto), F454: {it ! (Takeshi Usui)
RPN Z%71 ! (Yasue Horiuchi)
1 FRb e RREE 2R s Y ) T a—
(Shizuoka Graduate University of Public Health, Shizuoka, Japan)
2 WS R BB
(Shizuoka Prefectural Hospital)
08-4 Implementation status and associated factors of Genetic Testing for HBOC among Ovarian
Cancer Cases in Osaka

iy, BIE 1235 (Chie Inui) | H1 B fH ' (Takeshi Nakajima) . JI|l% 754 ** (Hidenori Kawasaki) |
PRE i © (Toshitaka Morishima) . } |+ FH#EF ' (Tazuko Inoue) . JE¥E 12 " (Noriyuki Watanabe) |
Hapl) #5887 (Takahiro Nakayama)., /A 35 ® (Tsuyoshi Hisa) . /N[ & 2! (Masanobu Ogawa)
sINKZ BT 234 (Shinji KosugD . E7{% B ° (Isao Miyashiro)
1 REIEEED A > & — R 7S F R RS S5k
(Department of Genetic Oncology (Hereditary Tumors), Osaka International Cancer Institute, Osaka, Japan)
2 BUEBRYRAERT AR AR ERR AR RF Y - SRR
(Department of Medical Ethics and Medical Genetics, Kyoto University School of Public Health)
3 BUEBRYRAERT RAAWITER 7/ LR
(Department of Genome Medicine, Kyoto University)
4 HERRARZEAS ISR s s EE
(Clinical Genetics Unit, Kyoto University Hospital)
5 A=A 3 VAt
(KONICA MINOLA, INC.)
6  KRBREREMAL Y Z— DAty 22—
(Cancer Control Center, Osaka International Cancer Institute)
7 KREFEMN ALY Z— A - s RE
(Breast and Endocrine Surgical Oncology, Osaka International Cancer Institute)
8  KEREFEMN AL > Z— i AR

(Gynecology, Osaka International Cancer Institute)
08-5 A Retrospective Analysis of Breast Cancer Patients Undergoing BRCA Genetic Testing at
Our Institution
Haly #8F '? (Yuko Nakayama) , g3 T~ ' (Chihiro Onomichi) . Jiit[A] Z7T. " (Yasue Horiuchi)
152 {522 (Shinji Furuya) , 2 7 % 52 ' (Hideaki Yagasaki) . £ 3553 ! (Hiroki Ishiguro) |
31| F<Hifi 2 (Daisuke Ichikawa)
1 AR AR A R b B e v 2 —
(Center for Genetic Diseases, Faculty of Medicine, Yamanashi University, Yamanashi, Japan)
2 IIBERAR A VR AR R 1 3R

(First Department of Surgery, Faculty of Medicine, University of Yamanashi, Yamanashi, Japan)
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Oral Session 9 Rare Diseases: New Technologies

N
=’

Date
Room
Chairs

H o e
i

[

12H18H (K) 16:55 ~ 17:45

Moty OSV 7 akfiE Skt &Z— 3F 313+314)
PHEAR BN (BRI RAERE R R G TZR NRES)
AR SR (TEERAT C L &R AR E R

: Thursday, December 18 16:55 ~ 17:45
: Room 6 (313+314, 3F, PACIFICO Yokohama)
: Sumito Dateki (Department of Pediatrics, Nagasaki University Graduate School of Biomedical Sciences)

Naoya Morisada (Department of Clinical Genetics, Hyogo Prefectural Kobe Children’s Hospital)

GEERE  Molecular Modeling Analysis of Double Heterozygous Primary Chylomicronemia Using

09-2

09-3

AlphaFold3

FHFE faEACHR ' (Kentaro Suda) . JiITE JE% ' (Kaho Kato), JEEHE #F ! (Yuko Takasu), =if ¥525? (Ayana Miura)
EHA 5% (Tasuku Mariya) | 7)1 #ig5 ' (Aki Ishikawa) . ##H 527 " (Akihiro Sakurai)
1 AUBEREREE 7/ LT RGESEGR I IR NS08
(Department of Clinical Genomics, Division of Genomic and Preventive Medicine, Sapporo Medical
University School of Medicine)
2 ALBRERE RS s 125k
(Department of Clinical Genetics, Sapporo Medical University Hospital)
3 ALBREERIAE FElm ABRE s
(Department of Obstetrics and Gynecology, Sapporo Medical University School of Medicine)
4 H VAR T/ LESE 22—
(Center for Genomic Medicine, Caress Memorial Hospital)

Genotype-Phenotype Correlation of Non-Primary Features in Japanese
Pachydermoperiostosis
FAH 25! (Ryo Tanaka) . #i5 FH FE#D ' (Risa Fukuda) , [ 51 ® (Hironori Niizeki) | 77 [+ £51 % (Tomoya Takegami)
SEEF #8113 (Tomoko Hirano) . BF A 1 52 ® (Takashi Nomura) . BE 2{~* (Atsuhito Seki) .
B FEAF° (Mikiko Miyasaka) . W 58 © (Satoshi Narumi), HIAK —jZ 7 (Kazuhiko Nakabayashi) |
2 152 Hiroyuki Murota) , £ H 18 ! (Kazue Yoshida)
1 ENTRE ERTE > 2 — NIRRT FHE SR
(Division of Dermatology, National Center for Child Health and Development, Tokyo, Japan)
2 BRHGE TR
(Meidaimae Skin Clinic, Tokyo, Japan)
3 BUEBRFAERT RAAUTTER KR
(Department of Dermatology, Kyoto University Graduate School of Medicine, Kyoto, Japan)
4 BENLKE EFRT L 22— NRARSREMRES BEIESRL
(Division of Orthopaedic Surgery, National Center for Child Health and Development, Tokyo, Japan)
5 [ENLKE EHIITE 22— BEEESEEE A2 W
(Division of Radiology, National Center for Child Health and Development, Tokyo, Japan)
6 BEMEFRINE R DR
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
7 FENLKEESITE > 2 — B ESRRERTZEE JHED S X 7 AW E
(Maternal-Fetal Biology, National Center for Child Health and Development, Tokyo, Japan)
8  RIFAZMERZER [RHHEAEOUITR K RE g
(Department of Dermatology, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki,
Japan)

Investigation and function analysis of alternative splicing causing neurodevelopmental
disorder in TENM4 and other genes
HA 7 12 (Shin Hayashi) . $5AK FE ¥ ! (Yasuyo Suzuki), 87 % 3 (Yasushi Enokido) ,
LLIFH ZE—HB " (Kenichiro Yamada) . %4 jf8— * (Jun-Ichi Takanashi) . & Jii SAHH ° (Hiroaki Miyahara)
Fii2 #8742 (Johji Inazawa)
1 ERIREFRER G 2 — FEREFVIIN B PRI
(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center,
Kasugai, Japan)
2 HLREARYE
(Institute of Science Tokyo)
3 EMURERRERG 2 — FEEEFVIAT MR
(Department of Cellular Pathology, Institute for Developmental Research, Aichi Developmental Disability
Center)

4 HEECFERIRAATRER > 2 —
(Yachiyo Medical Center, Tokyo Women'’s Medical University)

5 ERERAINEG ER AT
(The Institute for Medical Science of Aging, Aichi Medical University)
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Limitations and Potentials of ChatGPT in Clinical Genetic Diagnostics of Pediatric Rare
Disorder

AR A 12 (Hisato Suzuki) , B[] FHZEF ! (Emiko Noguchi)
1 SRR EZERCR RS R

(Department of Medical Genetics, University of Tsukuba, Ibaraki, Japan)
2 PUARE: EZERR NN

(Department of Child Health, University of Tsukuba, Ibaraki, Japan)

PGEE  Bridging Clinical Genetics and Research: A Collaborative Approach to VUS Interpretation

Hk 1% 12 (Shin Hayashi), [[|[H F&—Ep ! (Kenichiro Yamada) . 254 Hi ¥ ! (Yasuyo Suzuki) |
A #3H1 ' (Yuya Sakimoto) | 7§ B | (Takuma Mori) . _FH H 1% (Hiyori Ueda) , K3t ¥5 R 2 (Shiomi Otsuiji)
Hk Zs#54c 2 (Natsuki Nakamura) , | J5i JJlF- 2 (Tomoko Uehara), ‘& Jii 5AHH * (Hiroaki Miyahara)
JKEY ZH] 2 (Seiji Mizuno) , FE3E 2E4% 2 (Mie Inaba)
1 EHREFRRE RG> X — FEEREIONT BRFEE
(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center,
Kasugai, Japan)
2 EBHIRERRERG L 22— RIuERE SRR
(Department of Pediatric Internal Medicine and Clinical genetics, Aichi Developmental Disability Center
Central Hospital, Kasugai, Aichi, Japan)
3 ERIERIEEIRRER AT
(The Institute for Medical Science of Aging, Aichi Medical University, Nagakute, Japan)
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Oral Session 10 Neuromuscular Disorders 1

H K 12H18H (K) 16:55 ~ 17:45

= B DHTRY OSVT Ot Rty R— AF 411+4412)

JE R B (ENTEBRER S 22— WK LR
NE T8 (RERZZ ISR R R AT ERT)

Date : Thursday, December 18 16:55 ~ 17:45

Room : Room 7 (411+412, 4F, PACIFICO Yokohama)

Chairs : Reiko Arakawa (Department of Genomic Medicine, National Center for Global Health and Medicine)
Hideshi Kawakami (Hiroshima University RIRBM)

010-1

Genome-wide association analysis of age at onset of amyotrophic lateral sclerosis in
Japanese subjects

A FE2E T (Yumi Matsuda) . A 25— 2 (Ryoichi Nakamura) , N ZHH 3 (Genki Tohnai) |

AT RS 2 (Naoki Atsuta) | B Kl * (Daisuke Tto) | JAEF HfE 52  (Masahisa Katsuno) . F158 ME(S 5 (Yuishin Izumi)
FRHE 5k © Mitsuya Morita) . 75 B+ (kuko Iwata) . 25 —E[ 7 (Ichiro Yabe)

HEE BH - ® (Tomoko Nakazato) . RS {£2% ® (Nobutaka Hattori) , || /A ® (Takehisa Hirayama)

FFE & ° (Osamu Kano) . AT J#F 7 '© (Asako Tamura) | $57 [E ) 1! (Naoki Suzuki) . F5 /K 1F & 12 (Masashi Aoki) .
Hifj E8L ' (Masahiro Nakatochi) . #1471 7T '° (Gen Sobue)

1

10

11

12

13

YT EERIARAGE ERVITERE R G PRI A SEAL ST R R e o i

(Public Health Informatics Unit, Department of Integrated Health Sciences, Nagoya University Graduate
School of Medicine, Nagoya, Japan)

EHERRZE: B NREE (FENED

(Department of Neurology, Aichi Medical University School of Medicine, Nagakute, Japan)
FHIERIR A ALSIRFEI S B

(Division of ALS Research, Aichi Medical University School of Medicine, Nagakute, Japan)

R KRR ERVITR g N R

(Department of Neurology, Nagoya University Graduate School of Medicine, Nagoya, Japan)

TR IEERZSE PR SEANIILHR IR AIRERL 200 8

(Department of Neurology, Tokushima University Graduate School of Biomedical Sciences, Tokushima,
Japan)

EHRERIRS: R phRE N RR2ERREY

(Division of Neurology, Department of Internal Medicine, Jichi Medical University, Shimotsuke, Japan)
JEHRE R RABE RADIER MRENREE T SRR

(Department of Neurology, Faculty of Medicine and Graduate School of Medicine, Hokkaido University,
Sapporo, Japan)

NECR 2 R 2 R4 BRI B IR B e It R

(Department of Neurology, Juntendo University School of Medicine, Tokyo, Japan)

BROFRAA BE2AHR INRLARE I ARt Rl

(Department of Neurology, Toho University Faculty of Medicine, Tokyo, Japan)

=EHRY EAATRI e i R

(Department of Neurology, Mie University Graduate School of Medicine, Tsu, Japan)

AR BRIR R 2

(Department of Rehabilitation Medicine, Tohoku University Graduate School of Medicine, Sendai, Japan)
FAER: MR NFEE

(Department of Neurology, Tohoku University Graduate School of Medicine, Sendai, Japan)
ERIERA

(Aichi Medical University, Nagakute, Japan)
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010-2

010-4

Exploration of genetic variants associated with the rate of amyloid beta accumulation
using whole-genome sequencing

1L1)1] BHF- " (Akiko Yamakawa) . K 752 ! (Tetsuaki Kimura) . Hk A {2 2 (Shumpei Niida)
FEIR 15— 13 (Kouichi Ozaki) . 1% F& ] ° (Takashi Kato) . A I © (Akinori Nakamura)
HFK KEF 1 (Daichi Shigemizu)
1 ENZHIRRFEEN BN ERERIITEY 2 — WA AT« VT ey 2 —
(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
2 BENIRFZERHFEEN BN R 2 — WS
(Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
3 [ENZHIZERFEEN BUL ERIZEAT EmIER AT > 2 —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
4 JRERFRAEG ERRENIZER TRB RN
(Department of Cardiovascular Medicine, Hiroshima University Graduate School of Biomedical and Health
Sciences, Hiroshima, Japan)
5  FERNZWFIEBFEEN ENLRAFEIIE > 2 — WS ARATE ST PR e > & —
(Center for Development of Advanced Medicine for Dementia, Research Institute, National Center for
Geriatrics and Gerontology, Obu, Japan)
6 FERIWFZEHAEEN ERLRFERVITTE V& — it & ot 2 —
(Center for Comprehensive Care and Research on Memory Disorders, National Center for Geriatrics and
Gerontology, Obu, Japan)

Identification and annotation for novel loci associated with the risk of late-onset
Alzheimer’s disease in Japanese
YERR D ! (Risa Mitsumori) | JETE #34H ' (Yuya Asanomi) |, ‘& N #7812 (Akinori Miyashita) |
%D [%& ! (Takashi Morizono) . Jit #{iF] ? (Norikazu Hara) . E/K A& 3 (Daichi Shigemizu)
A {8 % (Takeshi Ikeuchi) . FARF 8 * (Shumpei Niida) , IR 74— '3°° (Kouichi Ozaki)
1 ENLRFERITCE 2 — WHeH AT« Vs Lk 2 —
(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology (NCGG), Obu,
Japan)
2 HHERY: REWITAT
(Department of Molecular Genetics, Brain Research Institute, Niigata University, Niigata, Japan)
3 JRERY RABERRIEAVITR 1R A AR
(Department of Cardiovascular Medicine, Hiroshima University Graduate School of Biomedical and Health
Sciences, Hiroshima, Japan)
4 ENRFERI R 22— W
(Research Institute, NCGG, Obu, Japan)
5  BMLEWgET AR amER AT v X —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
6 HERERPRABE EAERVIGRE « EAE0E AR BRI A A
(Department of Aging Research, Nagoya University Graduate School of Medicine, Nagoya, Aichi, Japan)

Analysis of SMN in the cord and postnatal blood of neonates with SMA: a rationale for
prompt treatment

JH HLTF 12 (Noriko Otsuki) | JiIjEE B 2 (Tamaki Kato) . KA 5F 2 (Mamoru Yokomura) | iy ELFH 2 (Mari Urano) .
Hy 2 BB 2 (Mari Matsuo) . /JNViK B2 (Bmiko Kobayashi) | #KEF A F1# * (Kazuhiro Haginoya)
BEHY 522 56 (Hiroyuki Awano) . 77 Z85)\ 7 (Yasuhiro Takeshima) | 75% FIJft  (Toshio Saito)
kG HEEZ ' (Masahiko Takahashi) | 725/ I 2 (Kayoko Saito)
1 BRI Z—FF AT A VATF v VT RD R
(R&D Division, Institute of Stress Check Research, Doctor Trust Co.,Ltd., Tokyo, Japan)
2 W FERRZE BIarERY > 2— 7 LigiR
(Institute of Medical Genetics, Tokyo Women’s Medical University, Tokyo, Japan)
3 IERIRNTHERT AR
(Department of Pediatrics, Gifu Prefectural General Medical Center, Gifu, Japan)
4 EIRN T E B IR AR
(Department of Pediatric Neurology, Miyagi Children’s Hospital, Miyagi, Japan)
5  MERAREGE INIRL A
(Department of Pediatrics, Kobe University Graduate School of Medicine, Hyogo, Japan)
6 ISHURY: WISEHEERRE DI > 2 —
(Organization for Research Initiative and Promotion, Tottori University, Tottori, Japan)
7 LEEERIRE N REERR
(Department of Pediatrics, Hyogo Medical University, Hyogo, Japan)
8 ENTIRBTREAS KBTI E R > 2 — N R
(Division of Child Neurology, Department of Neurology, National Hospital Organization Osaka Toneyama
Medical Center, Osaka, Japan)
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Oral Session 11 Complex Disorders

H K 12H19H () 9:40 ~ 10:30
= HsRY OV T Ot &ty &— 3F 3114312)
Je R I Bt (ERRCAHE N R AR AR AR AR I ZER T/ LR R 7 B
TH HHE GRAGEERERARE S ERIEENTT L > 2 — 7 Tl A7E)
Date : Friday, December 19 9:40 ~ 10:30
Room : Room 5 (311+312, 3F, PACIFICO Yokohama)
Chairs : Kinya Ishikawa (Department of Personalized Genomic Medicine for Health, Graduate School, Institute of
Science Tokyo)
Mayumi Tamari (The Jikei University School of Medicine, Research Center for Medical Science, Division of
Molecular Genetics)

Genome-wide association study identifies novel loci associated with white matter
hyperintensities in Japanese subjects
B # (Yuya Asanomi) , Y&2% FEAD ! (Risa Mitsumori) | [1j]1] A ' (Akiko Yamakawa) ,
x| F%& ' (Takashi Morizono) . Hi/K K 12 (Daichi Shigemizu) . B £ * (Shumpei Niida) |
P 224 (Takashi Sakurai) | JEIR 15— 1256 (Kouichi Ozaki)
1 ENLRFERITCE 2 — WH9EH AT 1 Vs Lk 2 —
(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
2 IRERFRAEG ERRENI e TRB RN
(Department of Cardiovascular Medicine, Hiroshima University Graduate School of Biomedical and Health
Sciences, Hiroshima, Japan)
3 ENLRFEFRML > 2 — W5
(Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
4 FENLRAFERIICE 22— W TR
(Department of Prevention and Care Science, Research Institute, National Center for Geriatrics and
Gerontology, Obu, Japan)
5 BHEZEWIET AmEREENITE Y > 2 —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
6 AR EERITZH SRR
(Department of Aging Research, Nagoya University Graduate School of Medicine, Nagoya, Japan)

011-2 Long-read sequencing for an allergic-disease susceptibility gene

B 7 5% ' (Akane Yuda) . FIR} £ ! (Takako Nakamura) . E il & < 5 ! (Sakura Momose) .
G 123 (Sena IshiD) . A AZ% ! (Hiromu Tanaka) . | LA E5H17- 2 (Kiwako Yamamoto-Hanada)
TSR J5R8 ? (Tatsuki Fukuie) | K2 525), 23 (Yukihiro Ohya), JyA {2251 5 (Toshifumi Nomura) |
B[] FHZET ° (Emiko Noguchi)
1 RPRY: NHRREREZ AN 71T ¢ 7 BERPAEL AR
(Department of Genetic Medicine, Degree Programs in Biomedical Sciences, Graduate School of
Comprehensive Human Sciences, University of Tsukuba)
2 BENIRBBERHTE Y 2— T UVF -y 2 — a7 LIVEF—R
(Division of General Allergy, Allergy Center, National Center for Child Health and Development)
3 HnbEWNIERZGE RN BB B L o)
(Department of Occupational and Environmental Health, Graduate School of Medical Sciences, Nagoya City
University, Aichi, Japan)
4 ERHERKE EA TR G 7 LIVFE—F
(Division of General Allergy, Bantane Hospital, Fujita Health University, Aichi, Japan)
5 PR EZERER KEH
(Department of Dermatology, Institute of Medicine, University of Tsukuba, Ibaraki, Japan)
6 PR EZERR BIREY

(Department of Medical genetics, Institute of Medicine, University of Tsukuba)

011-3 Polygenic risk scores and Mendelian randomization reveal circadian genetic contributions
to idiopathic hypersomnia
][] &' (Taku Miyagawa) . 25 FEfli7- 12 (Mihoko Shimada), o 5 ' (Tohru Kodama)
sk BS1-? (Katsushi Tokunaga), A% H 13 (Makoto Honda)
1 DRI IR NSRS R 2R SRR 7 a Y = 7 b
(Sleep Disorders Project, Tokyo Metropolitan Institute of Medical Science, Tokyo, Japan)
2 BENTEBRERHR Y 2— 7 LERNETaY 2 b (FD)
(Genome Medical Science Project (Toyama), National Center for Global Health and Medicine (NCGM),
Tokyo, Japan)
3 WIRENTZERTIR R R
(Japan Somnology Center and Seiwa Hospital, Tokyo, Japan)
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011-4 Genome wide association study for height in the Ryukyu population

THH 52K 12 (Akihiro Yoshida) . #3J HEf2 ' (Masatoshi Matsunami), Azeem Javed'. Xiaoxi Liu>’,

KA 75— 56 (Koichi Matsuda) . SFE #10] 51 347 (Chikashi Terao) . 2} FEFF 1® (Minako Imamura)

1 BRBRKSERABERZERIIER St/ LR Rl e
(Department of Advanced Genomic and Laboratory Medicine, Graduate School of Medicine, University of
the Ryukyus, Okinawa, Japan)

2 BRERRZEET EEMR AR
(Department of Obstetrics and Gynecology, University of the Ryukyus Hospital, Okinawa, Japan)

3 MR EMERAIIT v 2 — 7 LRITISHDIE T — L
(Laboratory for Statistical and Translational Genetics, RIKEN Center for Integrative Medical Sciences,
Kanagawa, Japan)

4 FRRRSIRE AT B RIIEZE
(Clinical Research Center, Shizuoka General Hospital, Shizuoka, Japan)

5 HEIRY: AT o4 FDVIERIER S T ¢ 71V A T 2 Al
(Institute of Medical Science, The University of Tokyo, Tokyo, Japan)

6 HEURZE KRG AR AR
(Department of Computational Biology and Medical Sciences, Graduate School of Frontier Sciences, The
University of Tokyo, Tokyo, Japan)

7 RN FEA T LRRERRAT T
(Department of Applied Genetics, School of Pharmaceutical Sciences, University of Shizuoka, Shizuoka,
Japan)

8  BRBIORY: BESATSI Rl AR - il il
(Division of Clinical Laboratory and Blood Transfusion, University of the Ryukyus Hospital, Okinawa,
Japan)

011-5 Synergistic Impact of HLA-DPB1*05:01 and HBx Mutation on HBV Integration and
Hepatocarcinogenesis
PEH 2852 ' (Nao Nishida) . £I7 [FBH * (Masao Nagasaki) , #211] B.th ® (Masaya Sugiyama) ,
3 BiAL ! (Takayo Tsuchiura) | {7k 1 * (Katsushi Tokunaga)
1 HERPAR ARG EE IR 7/ LAREZ AR 1
(Institute of Integrated Research, Institute of Science Tokyo)
2 JUtRE
(Kyushu University)
3 ENT RGP E S
(Japan Institute for Health Security, Kohnodai)
4 ENT R BT RRS L
(Japan Institute for Health Security, Toyama)

Oral Session 12 Neuromuscular Disorders 2

H BF:12H19H () 9:40 ~ 10:30

= B HeRY OSVT Okt ZaktrX— 3F 313+314)

e R R (ENZRS R - BRI Y X — X T VT Ly B )
TR (BREIIRAE AR RS - Asrh )

Date : Friday, December 19 9:40 ~ 10:30

Room : Room 6 (313+314, 3F, PACIFICO Yokohama)

Chairs : Ken Inoue (National Center of Neurology and Psychiatry, Medical Genome Center)
Hiroshi Doi (Department of Neurology and Stroke Medicine, Yokohama City University)

Genetically driven elevation of cholesterol synthesis impairs adenosine-to-inosine RNA
editing in motor neurons of ALS
I ¥A 4G 12 (Chris Kato) . ZE4% |8 12 (Satoru Morimoto) . HUAS 75 2 (Shiho Nakamura) .
/NEB a2 (Fumiko Ozawa) . Ei4G Ii— ' (Shinichi Takahashi) ., [f{%F 522 "2 (Hideyuki Okano)
1 EHERARY HEER) Y —F 2 —

(Keio University Regenerative Medicine Research Center, Tokyo, Japan)

2 W RA R X — W2 M MR R e
(Division of Neurodegenerative Disease Research, Tokyo Metropolitan Institute for Geriatrics and
Gerontology, Tokyo, Japan)

3 WRERAE EERER Y 22— R NR - s N R
(Department of Neurology and Stroke, Saitama Medical University International Medical Center, Saitama,
Japan)
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012-2

012-4

012-5

NOP56 is crucial for mammalian generation and commonly associated with SCA36 and
C9orf72 repeat expansion ALS pathology

KT 46 | (Kosuke Matsuzono) . £ 48 ? (Yasumitsu Nagao) . [l T-#3 2 (Chihiro Sarai)
Ml A kD (Yuki Takayanagi), J¢ N 95H] * (Biji Sakashita) . [ I ' (Kazumasa Sekiguchi)
5 F18), ' (Kazuhiro Saito) | Jaiji# {— ] * (Hitoshi Endo) | 2t 3351 3 (Tatsushi Onaka) |, A% % ' (Shigeru Fujimoto)
1 EIRERRY: BRAAES WRPERSIE shRt AR AET
(Division of Neurology, Department of Medicine, Jichi Medical University)
2 HBRERICE FREEL Y 2 —
(Center for Experimental Medicine, Jichi Medical University)
3 ERERIRY: A AR AR whit g A B
(Department of Physiology, Jichi Medical University)
4 EIRERIRY: E2EES MR AR
(Department of Biochemistry, Jichi Medical University)
Analysis of Repeat Expansion Disease using Pacbio Revio platform: Comparison with
Nanopore Sequencer

=K Ha+ 1% (Satoko Miyatake) | BiL7K 7T B2 (Eriko Koshimizu) . JEFH HTE ? (Atsushi Fujita) |
AL AR 24 (Yuri Uchiyama) . +FH Z$#%2% 2* (Naomi Tsuchida) . &A1 #°F- 2 (Kohei Hamanaka)
7K1 W] ? (Takeshi Mizuguchi) . #37% T3 #** (Naomichi Matsumoto)
1 B PERR AR 2 & o 2 — s R A
(Department of Neurogenetics, Molecular Neuroscience Research Center, Shiga University of Medical
Science, Shiga, Japan)
2 BEETNRCEM BRI RS R
(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)
3 BTN RCAE AR R AR
(Department of Human Genetics, Yokohama City University Graduate School of Medicine)
4 MOEASOCARIEERE #s T LR
(Department of Rare Disease Genomics, Yokohama City University Hospital)
Early manifestation of developmental delay in extremely preterm twins with Duchenne
muscular dystrophy
FHAT B ACHES ' (Kentaro Tamura) , [ B 75 ' (Mitsuhide Nagaoka) , & X %52 ! (Satomi Inomata) ,
11185 #3725 F ! (Yukako Kawasaki) . f5HH 432 (Rei Fukuda) . 75 H] S/ ! (Taketoshi Yoshida)
1 BRI B Ja R v 2 —
(Division of Neonatology, Maternal and Perinatal Center, Toyama University Hospital, Toyama, Japan)
2 EILCREEM T B T2
(Department of Clinical Genetics, Toyama University Hospital, Toyama, Japan)
Clinical and genetic characterization of 8 patients with ARSACS diagnosed by whole
genome sequencing
i 23R 1 (Naoko Sato), {13 Jif2 ! (Hidetoshi Date) . [11)1] (' (Toru Yamakawa) , {& H975 ' (Yuka Hama)
R B 2 (Yousuke Omae) | 7R PEST 2 (Yousuke Kawai) | fifizk [Pt 2 (Katsushi Tokunaga) |
k8 %5 ' (Yuji Takahashi), 7Ki% ¥ 1 (Hidehiro Mizusawa), J-CAT*
1 [ESIREA - pRREERRMITE 2 > 2 — PR R
(Department of Neurology, National Center Hospital, National Center of Neurology and Psychiatry, Kodaira,
Japan)
2 [ENTIR e R PR 7T RS N R I R 22
(Genome Medical Science Project, National Center for Global Health and Medicine)
3 HERARY
(Institute of Science Tokyo)
4 HARHEBIRET > Y =7 L
(J-CAT (Japan Consortium of Ataxias))
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Oral Session 13  Genetic Counseling

H W:12H19H () 940~ 10:30
& B UETEY OSV T 0 JfiiE SRt Z— 4F 411+412)
B R AEAR T (BAROIKLTFRERLAGE NESULRIREARZER 54 79 A L0 AHE EnAho o) vy

Pl B (IR BB R v 2 —)

Date : Friday, December 19 9:40 ~ 10:30

Room : Room 7 (411+412, 4F, PACIFICO Yokohama)

Chairs : Motoko Sasaki (Department of Life Sciences, Genetic Counseling, Ochanomizu University)
Tomoko Nishikawa (Kanagawa Children’s Medical Center)

a—XZ / fEi)

013-1

013-2

013-4

Status of Visiting Genetic Counseling After Disclosure of Secondary Findings in
Comprehensive Genomic Profiling

Fifq 1 (Yuko Akaishi) . HiAY 183 2 (Hiroaki Nakamura) . 234 — i 2 (Kazuki Tanimura) |
K@ BiH] 2 (Shinji Higuchi) . {7k fifith ! (Shinya Tokunaga), Bk W5+ ' (Haruko Daga)
1 RBHSZER G R > 2 — BN R
(Department of Medical Oncology, Osaka City General Hospital)
2 KBRS EER L v 2 — B2
(Department of Genetic Medicine, Osaka City General Hospital)
Genetic counseling and transitional care for a patient with neurofiboromatosis type1 and
mild intellectual disability
FIH {68 2 (Yuka Wada) . bk B 1 (Naoki Takabayashi) . fHFR 4555 12 (Fumi Kurebayashi)
LI 7597 ! (Kousuke Yamada) | §757K fgtw] ' (Kenji Shimizu)
1 ERRASRNT C B REE EER EAR
(Department of Genetics and Chromosomology, Shizuoka Children’s Hospital, Shizuoka, Japan)
2 ERRNIRR AR EARRS PR
(Department of Genetics, Shizuoka General Hospital, Shizuoka, Japan)

Hurdle of Disease and Carrier Disclosure in Hemophilia Carriers

# {7 ' Jingyi Dong) . MK F1fL " (Kazuyo Kiribayashi) , KA A&ZF1F- ' (Sawako Matsumoto)
1% B8 ! (Masato Bingo)., fiiH H ¥ ! (Natsuko Inagaki)
1 HEERKARN B n Tkt 22—
(Clinical Genetics Center, Tokyo Medical University Hospital)
2 BROIKZFRERZRE

(Ochanomizu University)

A nationwide survey on facility choice among non-invasive prenatal testing (NIPT)
recipients in Japan

25 [R5 ! (Kayo Lee) , 11 7% (FF ' (Nahoko Shirato) | £73} & "% (Tatsuko Ishii) , 14} 5% ' (Takeshi Nakamura)
1L £28), 3 (Takahiro Yamada) . {4 AR T~ (Aiko Sasaki) . Z% fid— [ 5 (Kenichiro Hata) .
H7 #HF-© (Yuko Masuzawa) | [L|ZK {25 7 (Toshiyuki Yamamoto) . 7258 [#5H 8 (Hiroshi Yoshihashi) |
=2 757 ° (Hidehiko Miyake) . PR AHZ ' (Akihiko Sekizawa)
1 PERERIR Y EAES pEMm AR as R
(Department of Obstetrics and Gynecology, Showa Medical University School of Medicine)
2 WHRIERKRAR AR (RIEERZEVIIOR
(Showa Medical University Graduate School of Health Sciences)
3 AbiEE AN WRIRE SR PR
(Division of Clinical Genetics, Hokkaido University Hospital)
4 ENIRE BRI 2 — EER - RS v 2 —
(Division of Obstetrics, Center for Maternal-Fetal, Neonatal and Reproductive Medicine/Center for Medical
Genetics, National Center for Child Health and Development)
5 HESRZERERELRVITR -G T2 00
(Department of Human Molecular Genetics, Gunma University Graduate School of Medicine)
6 BRI EERY A
(Faculty of Nursing, Niigata College of Nursing)
7 HERFERKRE T LR
(Institute of Medical Genetics, Tokyo Womens Medical University)
8  HEUEB/NRMRAER Y v 2 — B EERE RE LR
(Department of Clinical Genetics, Tokyo Metropolitan Childrens Medical Center)
9 BREOKELTFRE NXCRPERIZER

(Graduate School of Humanities and Sciences, Ochanomizu University)
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013-5 Evaluation of Telegenetic Counseling for Hereditary Cancer: Improving Understanding and
Reducing Burden

FAR MR Miho Aoki) . K J5—H5 1 (Kohichiro Kido) , HI#K i+ ' (Noriko Nakabayashi) |
TN 2527 ' (Mieko Takeuchi) , 2] X D ! (Sayuri Hiraoka) , X — & " (Kazunori Nagasaka)

1

T RURA R AN o e B E mas it > 2 —

(Clinical Genetics Center, Teikyo University Hospital, Tokyo, Japan)

T RUR AR A s e 7t AR

(Department of Obstetrics and Gynecology, Teikyo University Hospital)

Oral Session 14 Reproductive Genetics

H K o12H190 () 10:40 ~ 11:30

= B ESRY OV T okt Rty Z— 3F 311+312)

FE ROk i CREGEERERRY: FEIRARD
FHIS 20 AR

Date : Friday, December 19 10:40 ~ 11:30

Room : Room 5 (311+312, 3F, PACIFICO Yokohama)

Chairs : Yuki Ito (The Jikei University School of Medicine, Department of Obstetrics and Gynecology)
Atsushi Tajima (Kyorin University)

014-1 Common and rare genetic variants predisposing females to unexplained recurrent
pregnancy loss

WY £ ! (Yoshitaka Yano) | 74 {2 ' (Shinobu Goto) , B #RJE 22 A ? (Kyuto Sonehara)
PN 7 (Tatsuhiko Naito) | 15 )5 #£47 ' (Hiroyuki Yoshihara) | A7y [k * (Takahiro Otani)
/N 517! (Fumiko Ozawa) . JE4T ko ! (Tamao Kitaori) . F2F 75— ° (Koichi Matsuda) .

PhIL %% * (Takeshi Nishiyama) . #3575 17 (Nobuhiro Suzumori) . [fFH [#5  (Yukinori Okada) |
A== ! (Mayumi Sugiura-Ogasawara)

1

2

FtT RS KGR ANTTER R AR

(Department of Obstetrics and Gynecology, Nagoya City University Hospital, Nagoya, Japan)

RHURSE KPR R IR R e

(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
RBEREE R R IR B siat

(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Osaka, Suita, Japan)
FT R IRY: KRB R2ANITER R A

(Department of Public Health, Nagoya City University Graduate School of Medical Sciences, Nagoya, Japan)
HHURAE R B AR ARt

(Laboratory of Genome Technology, Human Genome Center, Institute of Medical Science, The University of
Tokyo, Tokyo, Japan)

EFERRAE AR RRERAR

(Department of Clinical Genetics, School of Medicine, Iwate Medical University, Morioka, Japan)

TUBBS variants in Japanese primary female infertility: a novel homozygous nonsense
variant with multinucleation
iy 150 ' (Yusuke Sako) . FigkE 75 A ' (Hideto Inagaki), {3 %I 2 (Yoshimasa Asada) |
fEH ZAF? (Aisaku Fukuda) . 57K BL= 4 (Mayumi Shimizu) . K~ 2%— ° (Kouichi Kinoshita) |
H F BHT-© (Tomoko Inoue) . Z3A% 5 3° (Yoshiharu Morimoto) . Y 5% " (Masanori Ochi) .
BRE YRS (Hiroki Kurahashi)

1

2

R ERIRZ: ERZEI 2 — 0 B 7EmM
(Division of Molecular Genetics, Fujita Health University, Aichi, Japan)
RHLT 4 —A7 )=y

(Asada Ladies Clinic)

IVERRZ VU =w &

(IVF Osaka Clinic)

MHY 4 AV A7) =y 7

(Kanda Womens Clinic)

HEIVEZ U = &

(Kyoto IVF Clinic)

HORACY' S >v7uaY b KRZVV=v>

(HORAC Grand Front Osaka Clinic)

BHEI V=D

(Ochi Yume Clinic)
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014-3

014-4

014-5

Isolation of high-quality nucleated red blood cells suitable for cell-based non-invasive
prenatal testing via G&T-seq

B $0 ' (Noriko Ito) | (5548 {8 % (Ken Takahashi) | - 33 ! (Tatsuya Fujii) . 2311 23T ' (Kosuke Taniguchi)
[l 45 75 2 (Yuka Okazaki) , /5 i ' (Hiroko Ogata-Kawata) . FIFH 2] 2 (Seiji Wada)
JEA 1B 2" (Haruhiko Sago) . %% {at—H[5 ' (Kenichiro Hata) . ik — % ! (Kazuhiko Nakabayashi)
1 ENI KB ER T > 2 — WFFET A R R e I
(Department of Maternal-Fetal Biology, National Center for Child Health and Development, Tokyo, Japan)
2 ENIECE RFER S v 2 — JEE - B RE 2 —
(Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and
Development, Tokyo, Japan)
3 BEBRYREGEZRIIGERE 0l
(Department of Human Molecular Genetics, Gunma University Graduate School of Medicine, Gunma, Japan)
4 WENR—RbHR—
(Sanno Birth Center, Tokyo, Japan)
5  [EFRER AL
(International University of Health and Welfare, Chiba, Japan)

A nation-wide survey on attitudes of obstetricians toward comprehensive prenatal genetic
testing

L5 A5 1E 2 (Yuka Shibata) . [1]H] 28/, ! (Takahiro Yamada) . [ 1 7%1% T ° (Nahoko Shirato) .
BEIR A ® (Akihiko Sekizawa) . {4 K 5T * (Aiko Sasaki), Z& {Ht—E[ ° (Kenichiro Hata) .
HA7E #HF-© (Yuko Masuzawa) | [L|7ZK {85 7 (Toshiyuki Yamamoto) . 7558 [#5 8 (Hiroshi Yoshihashi) |
5B O {4:3% - ° (Kanako Koike Fukushima) | HEIZF 22HH '© (Hideaki Masuzaki) | /JME f@#2RER ' (Kenjiro Kosaki) |
FA A F]BH 2 (Shiro Tanaka) . /]Ngg HBAE 2 (Ikuo Konishi) | [LIFH 2 A '* (Shigehito Yamada)
PHIE Ef0° (Masakazu Nishigaki) . =52 75 '° (Hidehiko Miyake)
1 JRHEE AR BARE (R T2 590
(Division of Clinical Genetics, Hokkaido University Hospital)
2 kA& ttPDnavi
(PDnavi, Inc)
3 HHRIERIRZAEZETR e Nl
(Department of Obstetrics and Gynecology, Showa Medical University)
4 [ENLKEESIE 22— EREN] - B v 2 — SEniag it v 2 —
(Division of Obstetrics, Center for Maternal-Fetal, Neonatal and Reproductive Medicine/Center for Medical
Genetics, National Center for Child Health and Development)
5  HER KRR ADIZERE 20 il P
(Department of Human Molecular Genetics, Gunma University Graduate School of Medicine)
6  HRINI AR EE G
(Faculty of Nursing, Niigata College of Nursing)
7 WEILFERRZESAS 7/ LigFik
(Institute of Medical Genetics, Tokyo Women's Medical University)
8 LN AR & — BREZHR P R AR
(Department of Clinical Genetics, Tokyo Metropolitan Children’s Medical Center)
9 [ERREFHEAEA AR R LA B 7R
(Department of Genetic Counseling, International University of Health and Welfare Graduate School)
10 RIGAAARERT Rl AW EERHm AR 0 17
(Department of Obstetrics and Gynecology, Nagasaki University Hospital)
11 BEHERIRER A R R Y & —
(Center for Medical Genetics, Keio University School of Medicine)
12 BUARZE R IR 2AWTTERE BRRAE T 2l e
(Department of Clinical Biostatistics/Clinical Biostatistics Course, Graduate School of Medicine Kyoto
University)
13 nUfEgL > 2 —
(National Hospital Organization Kyoto Medical Center)
14 BURARSARAZRER AIITERE A IR e 2~ 85
(Human Health Science, Graduate School of Medicine, Kyoto University)
15 BAROKKZAEGIITEN AAR 2R
(Graduate School of Humanities and Sciences, Ochanomizu University)

Outcomes and Challenges of PGT-M for Distant Clients
HIbk 25 ' (Akira Nakabayashi) . #EZEFH ] ! (Tsukuru Kamoshida) . 3 #& ! (Yu Horibe)
LI {828 2 (Toshiyuki Yamamoto) . FH/H #5 ' (Tsutomu Tabata)

1 R IRRERY: e AR

(Department of Obstetrics and Gynecology, Tokyo Women’s Medical University)
2 WERTERKE T/ Lk

(Institute of Medical Genetics, Tokyo Women's Medical University)
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Oral Session 15 Rare Diseases / Mendelian Disorders

H K o12H19H () 10:40 ~ 11:30
= W HeRY OSYT ot Aty &— 3F 313+314)
FE R NG R BERSRARE BRI ATTIERL B A s R B a2 Hi)
e el (RACRER R R eI AR5 )
Date : Friday, December 19 10:40 ~ 11:30
Room : Room 6 (313+314, 3F, PACIFICO Yokohama)
Chairs : Atsushi Ozawa (Gunma University Graduate School of Health Sciences / Division of Genetics, Gunma University
Hospital)
Taisuke Sato (Department of Obstetrics and Gynecology, The Jikei University School of Medicine, Tokyo,
Japan)

015-1 Genotype and phenotype of nephronophthisis-related ciliopathies in the Japanese
population
FRE ESR ' (Naoya Morisada) , FHH & ! (Yu Tanaka) | 8 El 755 ' (Yoshitaka Asagai)
1E= 223 ' (Hiroaki Hanafusa) . HillJit 3% 4 ' (Nana Sakakibara) , 87 &)l (China Nagano)
.2 N £ F ! (Tomoko Horinouchi) . BF: &5k ! (Kandai Nozu)
1 AP RSAREE R AT TR R N R R e N R 220 B
(Department of Pediatrics, Kobe University Graduate School of Medicine)
2 LIRS T 8RR AR
(Department of Clinical Genetics, Hyogo Prefectural Kobe Children’s Hospital)
015-2 Gene tests for pediatric steroid resistant nephrotic syndrome in tertiary hospital, West
Java, Indonesia
Rini Rossanti'“, Nana Sakakibara®, Ahmedz Widiasta'*, China Nagano®, Tomohiko Yamamura®,
Tomoko Horinouchi®, Dedi Rachmadi'“, Dany Hilmanto'“, Kazumoto lijima*’, Kandai Nozu®
Department of Child Health, Nephrology Division, Dr. Hasan Sadikin General Hospital, Bandung, Indonesia
Faculty of Medicine, Universitas Padjadjaran, Bandung, Indonesia
Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan

Hyogo Prefectural Kobe Children’s Hospital, Kobe, Japan
Department of Advanced Pediatric Medicine, Kobe University Graduate School of Medicine, Kobe, Japan

015-3 Current Status of High-Risk Screening for Fabry Disease Using Urinary Mulberry Bodies

and Cells at Our Institution

J5i 72HH ! (Hiroaki Hara) | K 355 ? (Tatsuo Hayashi) . J378 J& 2 ® (Chikahiko Numakura)

1 SR ERVIRER « Wt 2 2 — EIENE
(Department of Kidney, Saitama Prefectural Cardiovascular and Respiratory Center, Saitama, Japan)

2 EERIRNIIEERGS « PR L 2 — R
(Department of Laboratory Medicine, Saitama Prefectural Cardiovascular and Respiratory Center, Saitama,
Japan)

3 RIRERAEERIRT / LIRS

(Department of Genomic Medicine, Saitama Medical University Hospital, Saitama, Japan)

QL W N~

015-4 Identification of a ninth complementation-group of xeroderma pigmentosum, XP-J

K AA5S (Tomoo Ogi)

PR R BB AT R B R
(Department of Human Genetics, RIeM, Nagoya University, Nagoya, Japan)
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015-5 Temple Syndrome: Comprehensive Clinical Study in Genetically Confirmed 60 Japanese
Patients

NI ARE 2 (Tomoe Ogawa), iX{8 7257 3 (Hiromune Narusawa) , I 745 ! (Keisuke Nagasaki) |

/IMEF HE3E S (Rika Kosaki) . PN {8 6 (Yasuhiro Naiki) | Fek 82 ! (Michihiko Aramaki)

B T 17 (Keiko Matsubara) . H1A BHAS ! (Akie Nakamura) ., EH Bkl 7 (Maki Fukami) |

FE75 B 189 (Tsutomu Ogata) |, 5 Eﬁfﬁ ! (Masayo Kagami)

1 ENLRRE RS v 2 — T 5 N Wi
(Department of Molecular Endocrmology, National Research Institute for Child Health and Development,
Tokyo, Japan)

2 HUERZARZEBREARIITERE I N B gt e
(Department of Pediatrics, Tohoku University School of Medicine, Sendai, Japan)

3 LELRE AR /NRR AR
(Department of Pediatrics, Faculty of Medicine, University of Yamanashi, Chuo, Japan)

4 FORRZAEHEERR AT IR
(Division of Pediatrics, Department of Homeostatic Regulation and Development, Niigata University
Graduate School of Medical and Dental Sciences, Niigata, Japan)

5 BENIKE R > 2 — i md e
(Department of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)

6 ENIRE EHITE 2 X — Nk - AR
(Division of Endocrinology and Metabolism, National Center for Child Health and Development, Tokyo,
Japan)

7 ENIREEEIE 2 — A AN— T o R
(Division of Diversity Research, National Research Institute for Child Health and Development, Tokyo,
Japan)

8 IRERIRY: EAES
(Departments of Pediatrics and Biochemistry, Hamamatsu University School of Medicine, Hamamatsu,
Japan)

9 EMERLE 2 — NEE
(Department of Pediatrics, Hamamatsu Medical Center, Hamamatsu, Japan)

Oral Session 16 Bioinformatics / Statistical Genetics

H Ko12H19H () 10:40 ~ 11:30

= B UETRY OV T Ol REty 22— AF 411+4412)

BE R OREG IR GRECRZARAABEEERITZERD
PR FIE GLE R A B s T2

Date : Friday, December 19 10:40 ~ 11:30

Room : Room 7 (411+412, 4F, PACIFICO Yokohama)

Chairs : Jun Ohashi (Graduate School of Science, The University of Tokyo)
Kazumasa Saigoh (Kindai University Hospital)

016-1 Evaluation of Platform-Specific Bias in CNV Detection Using HI-CNV on SNP Arrays in a
Japanese Population
LA 22 ! (Yasuyuki Yamamoto) . AKG T4 ! (Yuki Ohashi) | K8 FEACHES 2 (Keitaro Matsuo)

S R=EIN (Masahiro Nakatochi)\
HASZ fiti a3 ] s— NS O apan Multi-Institutional Collaborative Cohort Study)

1 %EE#{?#&?B}E E??ﬁﬂ RSB IR A FIK
(Public Health Informatics Unit, Department of Integrated Health Sciences, Graduate School of Medicine,
Nagoya University)

2 BHENAR Y Z— DATH S
(D1v131or1 of Cancer Epidemiology and Prevention, Aich Cancer Center)

Development of Normalization Methods for Accurate Detection of Copy Number
Alterations from 3D Genome Mapping Data
YT FI9/R (Kazuya Sakaguchi), FHH' < < U (Kugui Tanaka) . 3558 {57 (Satoshi Yuhara)
H.U. 7V — 7 et g alBRBa T

(Department of Research Testing Development, H.U. Group Research Institute)
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016-3 Skin condition improvement factors identified by decision tree analysis of skin-related
SNPs and lifestyle habits
)11 3L (Tatsuya Yoshikawa) , 57K ZEM ' (Miho Miyanaga) ., B 2271, % (Yukie Miyaki) |
WL e ' (Masako Katsuyama) . 4gHh /A 2B+ (Kumiko Kikuchi), JXH7 H4 ' (Satoshi Amano)
1 HRREHEAEHR 25 ORIRDIZEHT
(Shiseido Co. Ltd., MIRAI Technology Institute)
2 HRESHBER 75 2 RIMERIFITZET
(Shiseido Co. Ltd., Brand Value R&D Institute)
016-4 ROWVA: a novel structure-based metric using AlphaFold2 to assess the pathogenicity of
protein variants

Fif E5h ' (Masahiro Nakatochi) | 7177 AR ! (Taiki Furutani) | 427 45 ? (Yuka Okusha)

kAL 72488 2 (Hiroki Nagami) . {EJE #3F % (Hiroko Hanahusa) . & FH 754 ® (Shuta Tomida)

BH F&/T 2 Ryusuke Sawada) ., ¥ ££,2 2 (Yasuyuki Hosono)

1 BEEIERZGIEERIIZER St R R e
(Nagoya University Graduate School of Medicine, Public Health Informatics Unit, Department of Integrated
Health Sciences, Nagoya, Japan)

2 PR “AAR B ZRIE R bk KBy iy
(Okayama University Graduate School of Medicine Dentistry and Pharmaceutical Sciences, Department of
Pharmacology, Okayama, Japan)

3 MR ARER R 7/ LR At > 2 —

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

016-5 The future direction of human genetics in the Al era
A E.2 " (Naoyuki Kamatani)
1 #HatAz—vrv
(StaGen Co. Ltd., Tokyo, Japan)
2 RMEERICERGREN R
(Department of Neurology, Fujita Health University)

Oral Session 17 Rare Diseases

H K:12H19H (&) 14:05~ 14:55
= W DHSRY OSYT ot &ty &— 3F 311+4312)
BE R A R (T RYERD
7% 22 (R R ERIRF eI AR AR )
Date : Friday, December 19 14:05 ~ 14:55
Room : Room 5 (311+312, 3F, PACIFICO Yokohama)
Chairs : Aya Goji (Tokushima Municipal Hospital)
Taisuke Sato (Department of Obstetrics and Gynecology, The Jikei University School of Medicine, Tokyo,
Japan)

Short- and Long-read sequencing successfully determined pathogenic variants in all 35
congenital hemophilia A families
L AR M2 (Yuri Uchiyama) | 7[5 1] L3 3 (Yoshiyuki Ogawa) . HiIi5 F5#fE *° (Kunio Yanagisawa) |
KA B2 2 (Akira Matsumoto) . PNifF 58 2 (Hideki Uchiumi) . - H Z$§£3% 12 (Naomi Tsuchida) .
JE A B 2 (Kohei Hamanaka) | B/ 7T - 2 (Briko Koshimizu) | FH 5T ? (Atsushi Fujita)
I BT ° (Satoko Miyatake) | 7K ] # (Takeshi Mizuguchi) | #AZK [ '® (Naomichi Matsumoto)
1 BEmI K2 ke #E L s R
(Department of Rare Disease Genomics, Yokohama City University Hospital)
2 BRRMNIRER AR RAANZER R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine)
3 BERBRZAEZAAIE R Mk AR
(Department of Hematology, Gunma University Graduate School of Medicine)
4 RERSRARAAASI I it REAL RIS
(Infection Control and Prevention Center, Gunma University Hospital)
5  RBART TR WE
(Division of Internal Medicine, Fukaya Red Cross Hospital, Fukaya, Japan)
6 BTN IAERE G s 1 2 HER
(Department of Clinical Genetics, Yokohama City University Hospital)
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017-2

017-4

Identification of PTGIS as a causative gene for idiopathic extracranial internal carotid
artery vasospasm

IR 2 12 (Hiroyuki Akagawa) . JELFH 9EHH * (Hideaki Onda) . i 57 ' (Takahiro Hori)
7 RIMT ! (Kenko Azuma) , JI[{% £5— * (Takakazu Kawamata) . AfF 45— 2 (Yuichi Kubota)
1 T IRRERY: S B EREANTTLAT
(Institute for Comprehensive Medical Sciences, Tokyo Women’s Medical University, Tokyo, Japan)
2 WU FERIRY JEALEEL > 2 — ke R
(Department of Neurosurgery, Adachi Medical Center, Tokyo Women’s Medical University, Tokyo, Japan)
3 HURFIERE SRR
(Kofu Neurosurgical Hospital, Kofu, Japan)
4 HEULTFERICS IR
(Department of Neurosurgery, Tokyo Women’s Medical University, Tokyo, Japan)

Comprehensive analysis of Coffin-Siris syndrome with unresolved exome sequencing

+ A 28524 " (Naomi Tsuchida) , AL AR "% (Yuri Uchiyama) . A fifiEZ ® (Nobuhiko Okamoto)
JKEF 2] * (Seiji Mizuno) |, JEHT HF- ' (Kohei Hamanaka) | #K 5723 ' (Yukina Hayashi) | JEFH 5U& ! (Atsushi Fujita) |
Byl YT B¢ ' (Eriko Koshimizu), &k FAF ' (Satoko Miyatake) . 7K[Z] ] ' (Takeshi Mizuguchi)
KA B3/ *° (Naomichi Matsumoto)
1 BERMNIRSE R AEER R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 REEEmHIEM T e LS TRE
(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
3 KB rERY V2 — BRsHR
(Department of Medical Genetics, Osaka Women'’s and Children’s Hospital, Osaka, Japan)
4 EHREERERG 22—yl NEARE - B ER2 R
(Department of Pediatrics, Central Hospital, Aichi Developmental Disability Center, Kasugai, Japan)
5 BTN RCEMERGE En 2R

(Clinical Genetics Department, Yokohama City University Hospital, Yokohama, Kanagawa, Japan)

A novel splicing and recurrent variants in ID4 domain-specific Menke-Hennekam
syndrome cause histone hyperacetylation

FAR KZE ' (Taiga Aoki), R FEZ 2 (Yasuyuki Fukuhara) , fif T B2 (Tetsumin So), /)M B3 ? (Rika Kosaki)
HtJE H D & ! (Arisa Igarashi) . [LIZEF] HEZ | (Masahiko Yamamori) , /JzFk 54 ! (Nana Kobayashi) .
Rl 512 ' (Yukimi Abe) . A% /2% ' (Yumi Enomoto) | Hl /AZE T~ ' (Kumiko Yanagi) |
& B3 (Tomoko Kawai) | FHL15 i) ? (Kenji Kurosawa) . FAJE 1E— ' (Yoichi Matsubara) |
Wi £ '° (Tadashi Kaname)
1 ENIREBEBR 2 — 5/ LERES
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo)
2 ENTRRE BERE v 2 — R RR
(Division of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)
3 [ENIRE EHEGE O 2 — JE RN AL
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development)
4 V7T LWERZEZ Y =y o
(CRIFM Prenatal Medical Clinic)
5 BALRPARABTE ZRUIFER AN B e e

(Department of Advanced Pediatric Medicine, Tohoku University School of Medicine, Sendai, Japan)
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A de novo PSMC5 p.Pro320Arg variant associated with neurodevelopmental disorder and

facial dysmorphism

FfE 254 ! (Nana Kushima), £7)1] #1523 (Aki Ishikawa) . FHFH fEACE] 22 (Kentaro Suda)

EHA 5% 2" (Tasuku Mariya) . PHJE 73T 5 (Yosuke Nishio) . ¥k 55 ©7 (Tomoo Ogi)

FRJI %" (Takeshi Tsugawa) . #H: 5275 >° (Akihiro Sakurai)

1 ALBEER A e /IR
(Department of Pediatrics, School of Medicine, Sapporo Medical University, Sapporo, Japan)

2 ALBRERER S s 125k
(Department of Clinical Genetics, Sapporo Medical University Hospital, Sapporo, Japan)

3 ALREERIKEEEER 7 LTI BRSNS ET
(Department of Clinical Genomics, Division of Genomic and Preventive Medicine, Sapporo Medical
University School of Medicine, Sapporo, Japan)

4 FLREREM R 2w AR
(Department of Obstetrics and Gynecology, School of Medicine, Sapporo Medical University, Sapporo,
Japan)

5 AVLARREHE T/ LERE Y 2 —
(Center for Genomic Medicine, Caress Memorial Hospital)

6 HiEEAY BIEEAVIT SRR
(Department of Genetics, Research Institute of Environmental Medicine (RIleM), Nagoya University, Nagoya,
Japan)

7 HEERERERIE SRR AR
(Department of Human Genetics and Molecular Biology, Nagoya University Graduate School of Medicine,
Nagoya, Japan)

8 b EICERAARGIE LR IITIR N
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Japan)

9 HEEIEEARNERE 7/ LR 2 —
(Medical Genomics Center, Nagoya University Hospital, Nagoya, Japan)

Oral Session 18  Clinical Genetics 2

Ho R
K

pE

Date
Room
Chairs

127198 (&) 14:05 ~ 14:55

Wenty O 7 ¢ kR At X— 3F 313+314)
R BT (ERNIE RS V2 — X AN—2 T 1 B%E=E)
i — At (LB R R o 2 — SRS HRD

: Friday, December 19 14:05 ~ 14:55
: Room 6 (313+314, 3F, PACIFICO Yokohama)
: Keiko Matsubara (National Center for Child Health and Development, Division of Diversity Research)

Kazuki Yamazawa (Department of Medical Genetics, NHO Tokyo Medical Center)

018-1 A Case Clinically Diagnosed as Neonatal Hemochromatosis Harboring Novel RFX6

Variants with Extrahepatic Hemosiderosis

[l A7 ' (Yuka Okazaki) , {/7 4 A B+ (Aiko Sasaki) . 23] 23T 2 (Kosuke Taniguchi)
K KE ! (Taishin Kido) . #/K ¢ ! (Fumika Shimizw) ., [E7fF ¥ ! (Akira Naomi), F1[H &7 ' (Yuka Wada) .
FH 357] " (Seiji Wada) | 28 {H—HJ3 ? (Kenichiro Hata)
1 ENTRE ERTCE v 2 — JHFEN - RS 2 —
(Center for Maternal-Fetal-Neonatal and Reproductive Medicine, National Center for Child Health and
Development, Setagaya-ku, Tokyo, Japan)
2 ENIRCE BRI o 2 — JE R e
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Setagaya-ku, Tokyo, Japan)

Prediction of Epilepsy Using Machine Learning on Integrated Polygenic Risk Scores and

Perinatal Data

AR B&<Z 12 (Takafumi Kubota) . A JH ° (Hisashi Ohseto) . FH #it6f *° (Yuki Kashiwada) .
sINE $7 2 (Taku Obara) . K 1% 2 (Kazutoshi Konomatsw), F5 7K 1F& | (Masashi Aoki), f# —Hj % (Kazutaka Jin)
1 IERZE R BRI 2R TR N R 2220 B
(Department of Neurology, Tohoku University Graduate School of Medicine)
2 HULRZREERELRVITLR T A AZEN T
(Department of Epileptology, Tohoku University Graduate School of Medicine)
3 HULRZEREERRELRVITRI ) 7220
(Division of Molecular Epidemiology, Tohoku University Graduate School of Medicine)
4 BALRPRARALT v > T 1 7 HE R AL 5
(Division of Al and Innovative Medicine, Tohoku University Graduate School of Medicine)
5 BYE AW R Gz > 2 —
(Center for Advanced Intelligence Project, RIKEN)

85




018-3

Comparison of single-site and multi-site sampling for chromosomal analysis of villi by
next-generation sequencing
[ A 7! (Hiromu Okaki) , BN ] 2 (Tsuyoshi Takiuchi) . (L% %3 4 ® (Nana Yamakoshi)
AHF WL 2 (Yoshitaka Kimura) . $5AK EJA * (Shota Suzuki) . 22 A2 (Yuki Yasu) . {2 A5 3% ! (Yumi Nakao) .
4> 2" (Sohmi Kin), JEA % O T ' (Briko Hamamoto) , FHAR BLFH ' (Mari Tabuse) |, 31 Y24k ' (Saori Tsuji)
LA 5L (Koyo Yamamoto) | A% 5 (Hidemine Honda) | £EFH (% ! (Mika Handa)
[ 22! (Aiko Okada), HHEE % O ! (Brika Nakatsuka) , — 3 ' (Tatsuya Miyake) .
Y F O3 ' (Mahiru Kawano) , AT FIi5E ' (Kazuya Mimura) | /N 258+ ' (Michiko Kodama)
1 RERRRRTE BEAERIFSERE HERP 20 AR 78

(Department of Obstetrics and Gynecology, The University of Osaka, Osaka, Japan)
2 RBRKZRFEE BEARER e/ L E g L S i e

(Department of Clinical Genomics, Graduate School of Medicine, The University of Osaka, Osaka, Japan)
3 ZHTNA A RS

(Takara Bio Inc., Shiga, Japan)
4 tRAZHOVUS

(OVUS Co., Ltd., Aichi, Japan)
5 RELT4—A7VZwY

(Honda Ladies Clinic, Fukui, Japan)

018-4 The genetic heterogeneity in AD contributes to concomitant clinical disorientation among
the Japanese general population
SR RS- 12 (Makiko Taira) | A7 558 1° (Nobuo Fuse) . FH 5 J& ! (Shu Tadaka) . F17Y [ A5 ' (Naoki Nakaya) |
/INEL $1! (Taku Obara) . kB Bl— ' (Soichi Ogishima) . 228 87 "** (Shunji Mugikura) |
% 5% 12 (Atsushi Hozawa) | K N B 34 (Kengo Kinoshita) , [L[7 ffZ ' (Masayuki Yamamoto)
1 BHERYHIEA T 1 1)V« XA\ 7 B
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)
2 HUERYEZRIIFHR
(Graduate School of Medicine, Tohoku University, Sendai, Japan)
3 HILRYASRBERRAINR L > 2 —
(Advanced Research Center for Innovations in Next-Generation Medicine, Tohoku University, Sendai, Japan)
4 HIERZANFRFARIZER
(Graduate School of Information Sciences, Tohoku University, Sendai, Japan)
5 NAREERIABE A AR R R
(Department of Neurology, Faculty of Medicine, Juntendo University, Tokyo, Japan)
018-5 Case report: Gene disruption associated with cryptic chromosomal rearrangement in a
case of balanced translocation
B 5! (Takuya Naruto) , A+ | f#HE # (Hiroaki Murakami) . 7k FE5 ® (Koki Nagai) |
PEJI| 2973 (Tomoko Nishikawa) . 17[# BT (Ruriko Tachioka) . L AZ#dF 2 (Yukiko Kuroda)
1 PRI C &SRR > 2 — [RIRBIZERT
(Clinical Research Institute, Kanagawa Children’s Medical Center, Kanagawa, Japan)
2 IRRIRFRAER L Y 2 — NER
(Department of Pediatrics, Gifu Prefectural General Medical Center, Gifu, Japan)
3 MERJINRNLC EB R v 2 — sk
(Division of Medical Genetics, Kanagawa Children’s Medical Center, Kanagawa, Japan)
Oral Session 19 Cardiovascular Disorders 1

H B:12H19H G 15:10 ~ 16:00

= oments O\ T okt Kt 2— 3F 313+314)

BE R R GV NRED
i HEE (RETREERS)

Date : Friday, December 19 15:10 ~ 16:00

Room : Room 6 (313+314, 3F, PACIFICO Yokohama)

Chairs : Yasunari Sakai (Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University)
Masayuki Yoshida (Institute of Science Tokyo)

019-1

Clinical Characteristics of RYR2 Exon 3 Deletion Carriers Causing Catecholaminergic
Polymorphic Ventricular Tachycardia
S HE - (Seiko Ohno) | JIIH% 75— 2 (Koichi Kato) . J#7T 2 2 (Minoru Horie)
1 ENEREREII L > 2 —
(National Cerebral and Cardiovascular Center, Suita, Japan)
2 WHEERKY
(Shiga University of Medical Science)
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019-2

019-3

019-4

019-5

The effects of FBN1 variants on pregnancy-related aortic dissection in women with Marfan
syndrome

/INPE b ! (Tae Konishi) , #1} T-Ht+ ' (Chizuko Aoki-Kamiya) , £ )5 FEET 2 (Yasuki Ishihara)
BN P23 (Yohei Miyashita) . BHEF {=#3 2 (Yoshihiro Asano) . #lI4E [dl] * (Takeshi Yagyu) .
R #5375 (Hiroko Morisaki) . “F[A] ¢ | (Mai Temukai) . 2] FEZE ! (Masami Sawada) .
fifi 2 B B4 7! (Aiko Kakigano) . 57K 1A T~ ' (Naoko Iwanaga) ., 42/)1| i) ' (Takeshi Kanagawa) .
R s 2 (Kazufumi Ida) | AEAC 357 ' (Reiko Neki) . K2 72 ! (Jun Yoshimatsu)
1 EYIERERIITTE > 2 —
(Department of Obstetrics and Gynecology, National Cerebral and Cardiovascular Center, Osaka, Japan)
2 ENLEERESEIIZEE Y B =AM ANV Y
(Department of Biobank, National Cerebral and Cardiovascular Center, Osaka, Japan)
3 ENIEEREEII Y Y X —7T ) LRSS
(Department of Genomic Medicine, National Cerebral and Cardiovascular Center, Osaka, Japan)
4 ENZIRER RIS > 2 — O E AR
(Department of Cardiovascular Medicine, National Cerebral and Cardiovascular Center, Osaka, Japan)
5 fillE LR AR SR
(Department of Clinical Genetics, Sakakibara Heart Institute, Tokyo, Japan)

Phenotypic Variability and Concordance with Andersen-Tawil Syndrome Diagnostic
Criteria in KCNJ2 Variant Carriers

HiE 75— (Koichi Kato), FH[11 £53¢ ' (Takafumi Iguchi), FH758 Biiffi? (Takanori Aizawa) |
#1L B ' (Megumi Fukuyama) . [&FH 47~ (Keiko Sonoda) . HJZE ] * (Takeshi Aiba) , AHF BEF-3 (Seiko Ohno)
1] 250! (Yoshihisa Nakagawa) . J#7T. £2 ' (Minoru Horie)
1 HEERRY: JERE R
(Department of Cardiovascular Medicine, Shiga University of Medical Science, Otsu, Japan)
2 SRR TRERE R
(Department of Cardiovascular Medicine, Kyoto University Graduate School of Medicine, Kyoto, Japan)
3 ENIEERERIEE Y A — AT VT Ly A —
(Medical Genome Center, National Cerebral and Cardiovascular Center, Suita, Japan)
4 ENTIEREHREIITE > 2 — JER&G R
(Department of Cardiovascular Medicine, National Cerebral and Cardiovascular Center, Suita, Japan)

Discovery of novel genetic mechanisms underlying chronic thromboembolic pulmonary
hypertension

BEH: B ' (Mizuki Momoi) . YEHY 143 ! (Takahiro Hiraide) | PR 4 ' (Yoshinori Katsumata)
2274 7 ! (Atsushi Anzai) , /MR {BEXCER  (Kenjiro Kosaki) . 4[] HEHG ' (Masaharu Kataoka) ,
SR kS ' (Masaki Teda)
1 BEHESSEAR PR2AES TRER AN R
(Department of Cardiology, Keio University School of Medicine, Tokyo, Japan)
2 BEMEFEEARIEEES AR— Y EER G Y 2 —
(Institute for Integrated Sports Medicine, Keio University School of Medicine)
3 BEFRER AR AT IR R v 2 —
(Center for Medical Genetics, Keio University School of Medicine)
4 FEEERIRY AR

(The Second Department of Internal Medicine, University of Occupational and Environmental Health)

Sibling fetal cases of MYH7-related biventricular noncompaction caused by parental
somatic mosaicism
FkH: FEEL ' (Koki Nagai) , A] & Z€E8 ' (Yasuhiro Kawai) ,
ST BAESF ' (Ruriko Tachioka), P41 &' (Tomoko Nishikawa), i/~ Eith % (Takuya Naruto) .
AL T4 % (Chihiro Kishaba) | 71| {& * (Takeshi Ikegawa) . FHHI 7)k#& ° (Mio Tanaka)
HH AHd T (Yukiko Kuroda)
1 WRINRSL C E e it v 2 — Bnk
(Division of Medical Genetics, Kanagawa Children’s Medical Center, Yokohama, Japan)
2 PRJINRNLC &6 R > 2 — IR
(Clinical Research Institute, Kanagawa Children’s Medical Center, Yokohama, Japan)
3 MRJINRNLC BB R 2 — RIS - ek AR
(Division of Obstetrics and Gynecology, Kanagawa Children’s Medical Center, Yokohama, Japan)
4 PRERNIRNIC EBERE v 2 — TEEER R
(Department of Cardiology, Kanagawa Children’s Medical Center, Yokohama, Japan)
5 MZRJIRNLC E B R v 2 — JRERSWTRE
(Department of Pathology, Kanagawa Children’s Medical Center, Yokohama, Japan)
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Oral Session 20 Cardiovascular Disorders 2

H K:12H20H (1) 9:40~10:30
= W USRIl OV T o ok ity Z— 3F 311+312)
FEE Y g (ENIEERZREITSE > 2 —)
I 15— (BN BAEES 2 — W58 AT 1 VT ) Ly Z2—)
Date : Saturday, December 20 9:40 ~ 10:30
Room : Room 5 (311+312, 3F, PACIFICO Yokohama)
Chairs : Yoshihiro Asano (National Cerebral and Cardiovascular Center)
Kouichi Ozaki (Medical Genome Center, NCGG Research Institute)

020-2

020-3

Exploring Cardiac Pathogenesis in a Knock-In Mouse Model of ABL1 Gain-of-Function
Mutation
LA HEf ! (Hidenori Yamamoto) , &8y B8 2 (Yuki Miyasaka) , $57K 2 ACER ' (Kentaro Suzuki)
A ZE{= " (Yoshihito Morimoto) . % 755 ' (Kiyotaka Go), 14415 {142 ' (Yoshie Fukasawa) .
kG TS ' (Naoki Ohashi) . KHF B4 2 (Tamio Ohno) ., il JX— ! (Taichi Kato)
1 BEERCERARGIEARSERL NRPE
(Department of Pediatrics, Nagoya University Graduate School of Medicine)
2 BlERERABIE RIS SRR

(Division of Experimental Animals, Nagoya University Graduate School of Medicine)

GWAS of intracranial artery stenosis and PheWAS of RNF213 p.Arg4810Lys variant

I 7! (Satoru Miyawaki) , 5 FlE "2 (Shogo Dofuku) | B HRJE 2% A ** (Kyuto Sonehara) |
43 PEHA 2 (Hideaki Imai) , 757K #3443 ° (Masahiro Shimizu) | A 1885 ' (Hiroki Hongo) . B4 #igx ' (Yuki Shinya)
JINE B! (Kenta Ohara) . SEPY #3 ' (Yu Teranishi) . [A%EF 75 ' (Atsushi Okano) . /N F5BH ' (Hideaki Ono)
B 1532 ! (Hirofumi Nakatomi) . Sf %] & © (Akira Teraoka) . [ [ [ifige ** (Yukinori Okada) .
A 4E N ! (Nobuhito Saito)
1 BEURY: E2AHS Mt s Rt
(Department of Neurosurgery, Faculty of Medicine, The University of Tokyo)
2 JCHOBEHIE A 7« /1)Lt > 2 — Bt sb Rt
(Department of Neurosurgery, JCHO Tokyo Shinjuku Medical Center)
3 RBURY: REFABEEARI SR BARHRHE
(Department of Statistical Genetics, Graduate School of Medicine, Osaka University)
4 HEURY: RABEARIZERE BRI
(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo)
5 BB ARRESI R fahie SR
(Department of Neurosurgery, Kanto Neurosurgical Hospital)
6 SFRRCHEE IR
(Department of Neurosurgery, Teraoka Memorial Hospital)
Whole genome sequencing identified ten novel candidate genes for peripartum
cardiomyopathy in the Japanese population
4> B2 (SohmiKin) . (5K6 ! (Atsushi Takahashi) | 3} JfilZ£ ! (Pei Chieng Cha) .,
A Z D 72 (Briko Hamamoto) . FHR BEiFH ? (Mari Tabuse) . A} 2204 2 (Sakaaki Machimura)
[ /K 7% 2 (Hiromu Okaki) | {f1)2 75 ? (Yumi Nakao) , [LIA 34X ? (Koyo Yamamoto) . [ %512 (Aiko Okada)
HiAy {=2% 2 (Hitomi Nakamura) . BFA| FT5E 2 (Kazuya Mimura) , ffiy T+ 3 (Chizuko Kamiya) |
S S 2 (Masayuki Endo) , T4 1 3 (Jun Yoshimatsw) . /N ZEE T2 (Michiko Kodama)
1 ENERESRII L > 2 — FRIET /) LR
(Department of Genomic Medicine, National Cerebral and Cardiovascular Center, Osaka, Japan)
2 RO e AR
(Department of Obstetrics and Gynecology, The University of Osaka, Osaka, Japan)
3 ENIIRERAREIISEE > 2 — PER AR
(Department of Obstetrics and Gynecology, National Cerebral and Cardiovascular Center, Osaka, Japan)
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020-4

Differential Diagnosis of Marfan and Loeys-Dietz Syndromes Using Immunohistochemical
Profiles of Aortic Tissue

fitE B+ "% (Natsuko Inagaki) , F-I5¢ $)7- 2 (Ayako Tezuka) . ik FI ' (Kazuyo Kiribayashi)
KA {07 ! (Sawako Matsumoto) , # {iif ! (Jingyi Dong) ., fifi{% EL¥E ' (Masato Bingo) ., [LIFH # > (Mai Yamada)
A 113 (Shinji Suzuki) . BLEF {8#i# ' (Hironobu Okuno) . #RIFF #31-* (Hiroko Morisaki)
Al 1?48 ° (Hiyo Obikane)
1 BUERR AR B okt v 2 —
(Clinical Genetics Center, Tokyo Medical University Hospital, Tokyo, Japan)

2 WEIERIRE: BRI R0
(Departmet of Cardiology, Tokyo Medical University, Tokyo, Japan)

3 HEIERAAE NRE - BEDRE S
(Department of Pediatrics and Adolescent Medicine, Tokyo Medical University, Tokyo, Japan)

4 FillsEC AR RS
(Sakakibara Heart Institute, Clinical Genetics, Tokyo, Japan)
5  HHUERIRY: SRELRZ IR
(Department of Pathology and Diagnostics, Tokyo Medical University, Tokyo, Japan)

020-5 Cardiovascular screening tests for adult patients with osteogenesis imperfecta
i ﬁ;ﬁz (Yoshihiko Kodama) , 35 j(ﬂ (Daisuke Tezuka) . 738 %23 (Nozomi Watanabe)
X ¥ ! (Hiroshi Moritake) | 2 %50 * (Hideaki Sawai)
1 BRI RS NRE
(Division of Pediatrics, Faculty of Medicine, University of Miyazaki, Miyazaki, Japan)
2 AIC\EMZ Y = 7 JEER&GNR
(Department of Cardiovascular Medicine, Advanced Imaging Center Yaesu Clinic, Tokyo, Japan)
3 CERRS PEAAHS IR BRI
(Division of Cardiovascular Physiology, Faculty of Medicine, University of Miyazaki, Miyazaki, Japan)
4 FHEERICAR B SRR
(Department of Clinical Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
Oral Session 21 Cancer Genetics 2

H B 125200 () 9:40 ~ 10:30
= B iEeRt; O T Ot Kty X— 3F 313+314)
JE R R R GREORAE AR 7/ LGSHt)
A OREE (RG> & —RIRIT L > 2 —)
Date : Saturday, December 20 9:40 ~ 10:30
Room : Room 6 (313+314, 3F, PACIFICO Yokohama)
Chairs : Katsutoshi Oda (The University of Tokyo Hospital, Department of Clinical Genomics)
Yonehiro Kanemura (Institute for Clinical Research, NHO Osaka National Hospital, Osaka, Japan)

Identification of a Germline Variant in PGRMC1 Promoting Double Primary Cancers of
Breast, Ovary, or Pancreas
A Bifs ' (Maki Tanioka), )1 EEJ& 2 (Mashu Futagawa) . /[N 1] 35 J* 3 (Ayumi Ogawa) |
HEIR 5275 3 (Yukihide Momozawa) . {5 E#5R * (Shinya Sato) . BRA] SR ACER *° (Yataro Daigo)
THH 1E4T 7 (Masayuki Yoshida) . *Jfi#] {1417 (Nobuyoshi Hiraoka) . [ T~ & (Chihiro Okada)
R PR (Yohei MiyagD . = #fi ® Jun Mitsui)
1 RRA AR JEE > 2 —
(Clinical Oncology Center, Okayama University Hospital, Okayama, Japan)
2 WL AIR R 2T B I8 b 5 A I e RSB A 1R ey
(Department of Clinical Genetic Medicine, Okayama University)

3 BMLEWIRATEMIERAENIT Y > 2 — BRI
(Laboratory for Genotyping Development, RIKEN Center for Integrative Medical Sciences (IMS))

4 PRNEBSI AL > B — BRIRIZET « YA )T IRies:
(Molecular Pathology and Genetics Division, Kanagawa Cancer Center Research Institute)

5  HEURZERZENIZEAT AR S R
(Research Platform Office, Institute of Medical Science, The University of Tokyo)

6 WEE PRI IR NG e s AR

(Department of Medical Oncology and Cancer Center, Shiga University of Medical Science)
7 ENIAAWTE R 2 — TR R

(Department of Diagnostic Pathology, National Cancer Center Hospital)
8 =EHEBEY T byt

(Mitsubishi Electric Software Corporation)

9 HIHURYE REEBEARMZFR TP a Y AT ¢ & i
(Precision Medicine in Neurology, Graduate School of Medicine, The University of Tokyo)
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021-2

021-3

021-4

021-5

Characterization of URST8 as a novel prognostic biomarker and therapeutic target for lung
cancer

E Y 75 123 (Atsushi Takano) | EVHK 5T * (Yohei Miyagi) . B2 /R ACHS > (Yataro Daigo)
1 BRORSE BEREERTST BikY 7 F >t > 2 —
(Center for Antibody and Vaccine Therapy, Institute of Medical Science, The University of Tokyo, Tokyo,
Japan)
2 WHEERCAIIANSG A, W5t > 2 —
(Deptartment of Medical Oncology & Cancer Center, Shiga University of Medical Science, Otsu, Japan)
3 WHEIERICARIANLG A, Jomhi At > X —
(Center of Advanced Medicine against Cancer, Shiga University of Medical Science, Otsu, Japan)
4 MEND Ay Z— WA TR
(Molecular Pathology and Genetics Division, Kanagawa Cancer Center Research Institute, Yokohama,
Japan)

Investigation of high-risk breast cancer genes using targeted sequencing methods beyond
known hereditary cancer genes
PrE {5 2 (Yuri Takehara) , 5 B4 ' (Rumi Sasai) . & = 37~ ! (Mikiko Endo)
1 HEAT ! (Yusuke Iwasaki) . FFH 75— 2 (Koichi Matsuda) . BN 355 12 (Yukihide Momozawa)
1 ENZHFZERAEE N B LA e AR ER AR v 2 — BB 7 T — L
(Laboratory for Genotyping Development, Center for Integrative Medical Science, RIKEN)
2 REEWST R RARG SR HE
(Department of Human Genetics, Yokohama City University Graduate School of Medicine)
3 HERY RGO AR A TR A T« VIERERE 7 ) = AV — I TV A5
(Laboratory of Clinical Genome Sequencing, Department of Computational Biology and Medical Sciences,
Graduate School of Frontier Sciences, The University of Tokyo)

ERBBZ2 gene overexpression by the formation of super-enhancer with genomic structural
abnormality in lung adenocarcinoma
/M TEBA 1 (Masaaki Komatsu) , 4~ &= 2 (Syuzo Kaneko), {EAs [ "# (Ryuji Hamamoto)
1 BB AL SEHTRER B2 > 2 — AIIEH L5 — L

(AI Medical Engineering Team, RIKEN Center for Advanced Intelligence Project, Tokyo, Japan)
2 ENIA AR 2 — ST EERATIESE B T 0 1

(Division of Medical Al Research and Development, National Cancer Center Research Institute)
Significance of universal screening for Lynch syndrome in elderly colorectal cancer
patients aged 70 years and over
i E#3 (Takahiro Yoshioka) . HHJE2 ELf# (Maaya Nakao) . /\/K ] (Tomohiko Yagi) . 34_I= 5/\% (Hiroaki Inoue)
A7 —f7 (Kazuyuki Ooishi) . fiH 75t (Ryo Inada)
EHIER A > 22— HILARIRL « — R
(Dept. of Gastroenterological Surgery, Kochi Health Sciences Center, Kochi, Japan)
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Oral Session 22 Reproductive Genetics / Prenatal Genetics

N
=’

Date
Room
Chairs

H o e
i

[

12H20H () 10:40~11:30

WAty OV 7o Ok Sty X— 3F 304)
ANEE i (N B R 2 — BRIk
HEP I (a EERAARD

: Saturday, December 20 10:40 ~ 11:30
: Room 4 (304, 3F, PACIFICO Yokohama)
. Katsusuke Ozawa (National Center for Child Health and Development, Division of Fetal Medicine)

Akira Namba (Saitama Medical University Hospital)

Nanopore Long-Read Sequencing for CTG Repeat Sizing in DMPK1 Gene in Prenatal and

Preimplantation Genetic Testing

5 Hy# ' (Yui Shichiri) | FgtE 75 A ' (Hidehito Inagaki) , ELH 7} % 3 (Tasuku Mariya) . Ff 7l 1&FH ! (Yuri Murase) .

H275 ! (Takeshi Sugimoto) | #2J51 P57 * (Biji Sugihara) . PHi% #5540 ° (Haruki Nishizawa) |

2KE 75K 12 (Hiroki Kurahashi)

1 BEHERNKE ERPEICE 2 — 5 TR A
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)

2 EMERICAR B s T2 RE
(Department of Clinical Genetics, Fujita Health University Hospital, Aichi, Japan)

3 ALBRIERIA: PR R I ARl e
(Department of Obstetrics and Gynecology, School of Medicine, Sapporo Medical University)

4 BRHERRCY BFEAHITE 2 — BIR RSN 3 A—T 2T 72V 7 1 k22— 7 L=
(Open Facility Center and Oncology Innovation Center, Research Promotion Headquarters, Fujita Health
University, Aichi, Japan)

5 BEHERIERERE FERHS AR
(Department of Obstetrics and Gynecology, Fujita Health University School of Medicine, Aichi, Japan)

022-2 Pathogenic copy number variations found by chromosomal microarray analysis following

Nuchal translucency thickening

Fafst 3% T (Yasushi Nakamura) . FHAY £5257- ! (Chieko Tamura) | [L{FH fiff — ' (Kenji Yamada)
HeJE T2E ! (Chikoto Thara) . i Ak ' (Mio Furusawa) . $23F 772 (Chikara Kihira) . €7R 2] ! (Seiji Kanazawa)
I FMCHEZY=vw 2
(FMC Tokyo Clinic, Tokyo, Japan)
2 W EORA A i AR
(Dept. OB&GYN, Teikyo University School of Medicine)

A Study on the Etiology and Pathophysiology of Hydrops Fetalis through Whole-Exome

Sequencing

/N2 Pt 2 (Katsusuke Ozawa) , Z87% /= "2 (Jin Muromoto) | #24k H{4: % (Rika Sugibayashi) |
EAJI| 43 % (Fuyuki Hasegawa) . {i[ & B2 (Tomoko Kawai) . Ik — 3 (Kazuhiko Nakabayashi) |
BT 28T (Kosuke Taniguchi) , 2 {at—E[5 * (Kenichiro Hata) . S fE{E ° (Yuka Shibata) |
FIM A&7 ° (Yuka Wada) . FIIFH 2] 12 (Seiji Wada)
1 ENIREEREMIE L > 2 — RIS HRER
(Division of Fetal Medicine, National Center for Child Health and Development, Tokyo, Japan)
2 ENIREERI R Y 2 — B Rt s 2 —
(Center for Clinical Genetics, National Center for Child Health and Development, Tokyo, Japan)
3 ENIRH BRI > & — JE pE R RS
(Department of Maternal-Fetal Biology, National Center for Child Health and Development, Tokyo, Japan)
4 BERRYPIAGRRIITERL 70l A=
(Department of Human Molecular Genetics, Gunma University Graduates School of Medicine, Gunma,
Japan)
5 BENIRKEERI L > 2 — A RE
(Division of Neonatology, National Center for Child Health and Development, Tokyo, Japan)

022-4 Incidence of dizygotic, monochorionic diamniotic twin

ALl 5 ' (Hidehiko Maruyama) | 545 47 ' (Keiko Tsukamoto) | Zill] #7#k ! (Tetsuya Isayama) .
i w37 ' (Yushi Ito) . FIFH 3] 2 (Seiji Wada)
1 ENRBBEEWILE 2 — AR
(Division of Neonatology, National Center for Child Health and Development, Tokyo, Japan)
2 ERNLREBEEMILE 2 — RIS R
(Division of Fetal Medicine, National Center for Child Health and Development, Tokyo, Japan)
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022-5 Prenatal Genetic Counselling for egg donated pregnancy
AR ¥E—E[ " (Koichiro Kido) . F'>- 77! (Chikara Kihira), {1 £f# ' (Takahiro Seyama)
JUAR B! (Keita Yatsuki) . PHH] B5Z5 | (Haruka Nishida) . FHAK ffi 7+ 2 (Noriko Nakabayashi) |
A FEF 2 (Miho Aoki) | £ XDV # (Sayuri Hiraoka) . /TN FES: T2 (Mieko Takeuchi) |
KBRS Fé ! (Yutaka Oosuga), =[x —3& ! (Kazunori Nagasaka)
1 AWEORY: BB petm AR
(Department of Obstetrics & Gynecology, Teikyo University, School of Medicine, Tokyo, Japan)
2 WEIKPEZAIE R MR B RS e v 2 —

(Center for Clinical Genetics, Teikyo University Hospital)

Oral Session 23 Therapeutics of Genetic Disorders / New Technologies

H B :12H20H (1) 10:40~11:30
= B WsRYy OOkt ARt rX— 3F 311+4312)
W R /vEE S (ENRE R 2 —)
{HR BeR (RIS “AIITTEER R AR HRIR 0TI AR AL 7 )
Date : Saturday, December 20 10:40 ~ 11:30
Room : Room 5 (311+312, 3F, PACIFICO Yokohama)
Chairs : Motomichi Kosuga (National Center for Child Health and Development)
Hideki Niimi (Department of Clinical Laboratory and Molecular Pathology, Faculty of Medicine, Academic
Assembly, University of Toyama)

023-1 A case of successful pregnancy with burosumab in X-linked hypophosphatemia with

favorable maternal and fetal outcomes

i {3251 ' (Yoshinori Moriyama) . $43 %2 ' (Nozomi Nabetani) , $57K (G 2 (Atsushi Suzuki)

JKEF g 2 (Haruo Mizuno) . EKE 1446t ¢ (Hiroki Kurahashi) | P57 #4C | (Haruki Nishizawa)

1 RFAERIR: RAAHR REhm ARl
(Department of Obstetrics and Gynecology, Fujita Health University School of Medicine, Toyoake, Aichi,
Japan)

2 BRHERIKCE BEAES NG - ARG« BEDRE Rt e
(Department of Endocrinology, Diabetes and Metabolism, Fujita Health University School of Medicine,
Toyoake, Aichi, Japan)

3 RHERICE BEAES INRL A
(Department of Pediatrics, Fujita Health University School of Medicine)

4 ERHEERKE ERSETICE 2 — 5 TR IZETIZEE
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Toyoake, Aichi, Japan)

023-2 Adenine base editing for treatment of Sturge-Weber syndrome
Y¥¥ /32 (Kimihiko Banno) . Y71, %§& . (Kyoji Horie)

AR RLIRNTRR AR AR R
(Department of Physiology II, Nara Medical University, Kashihara, Japan)
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023-3

023-4

023-5

Development of a Gene Panel and SSO Therapy Targeting Deep Intronic Variants in Citrin
Deficiency

4 J1| JEHL " (Eri Imagawa), Jin Rong Ow”, Feng Chen®, Wei Yuan Cher®, Shermin Yu Tung Chan®,
Rajasekhar Reddy Gurrampati, Venkataramanan Ramadass”, Mun Fai Loke*, Tommaso Tabaglio®,
B H BaT-° (Yoko Manome) , AR 3 1 1 L ATPEN ° (Hirotaka James Okano) | 2Rl 1F 9% ® (Masahide Yazaki) .
Gaik Siew Ch'ng’, Manikandan Lakshmanan®, Su Seong Lee®. Jackie Y. Ying®. Ernesto Guccione'’,
KFi 45 ' (Kimihiko Oishi), Keng Boon Wee?
1 HEREERERARY: NR AR
(Department of Pediatrics, The Jikei University School of Medicine, Tokyo, Japan)
2 Institute of Molecular and Cell Biology (IMCB), Agency for Science, Technology and Research (A*STAR),
Singapore
3 King Faisal Specialist Hospital and Research Centre, Riyadh, Saudi Arabia
4 Camtech Biomedical Pte Ltd, Singapore
5 REUERHEERY HEE AN
(Division of Regenerative Medicine, The Jikei University School of Medicine, Tokyo, Japan)
6 SR SeBiEE S W SEHE /8 A A AT ¢ VISR
(Institute for Biomedical Sciences, Shinshu University, Matsumoto, Japan)
7 Department of Genetics, Penang General Hospital, Penang, Malaysia
8 Department of Bioengineering and Nanomedicine, King Faisal Specialist Hospital & Research Centre, Riyadh,
Saudi Arabia
Department of Bioengineering, King Fahd University of Petroleum & Minerals, Dhahran, Saudi Arabia
10 Center for OncoGenomics and Innovative Therapeutics (COGIT), Center for Therapeutics Discovery,
Department of Oncological Sciences and Pharmacological Sciences, Tisch Cancer Institute, Icahn School of
Medicine at Mount Sinai, New York, USA

Long-read sequencing revealed the complicated structure of the causative gene for
congenital adrenal hyperplasia

HOK [ 12 (Yoko Kuroki) . FHEHE $0+ * (Noriko Ito) , 85111 £l ° (Ikuko Kageyama)

HE & F5 0 ° (Saori Miyasako) . HIFK —EZ ? (Kazuhiko Nakabayashi) . Jfij I+ 3 ® (Tatsuhiko Urakami) ,

s H147 5 (Noriyuki Katsumata) . 7R Eifd >° (Maki Fukami)

1 ENTRE ERG > 2 — 7 LRI
(Department of Genome Medicine, National Research Institute for Child Health and Development, Tokyo,
Japan)

2 ENTRRE EREIEE v 2 — LA P
(Division of Collaborative Research, National Research Institute for Child Health and Development, Tokyo,
Japan)

3 ENIREERIHS L Y 2 — A AN— T — =
(Division of Diversity Research, National Research Institute for Child Health and Development, Tokyo,
Japan)

4 ENTRE EFRT R 22— JE PR AT
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)

5  ENIRE BRI 2 — PN I
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)

6 HARZWE NLR
(Department of Pediatrics, Nihon University Hospital, Tokyo, Japan)

Evaluation of Emedgene: an Al software that identifies pathogenic variants

Fa)1l & ! (Osamu Shimokawa) , FCH] Lg% | (Masayoshi Takeda), X 42 ' (Akemi Ota)
KK V4% (Hiroyasu Ohashi) | #13J8 7%£— 2 (Yoichi Matsubara) ., T-f{ ZZIg ' (Hideaki Chiyo)
HTHEH & < 2 (Megumi Machida) . HIAY £1 2 (Takako Nakamura) , & 7 "2 (Ritsuko Pooh)
1 VY RATF o WS 7V Z VT RT b —

(Clinical Laboratory, Ritz Medical Co., Ltd.)
2 VT LN U=y s

(CRIFM Prenatal Medical Clinic)
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Oral Session 24 Cancer Genetics 3

H W :12H20H (£) 10:40 ~ 11:30
= Wi HeRY OSYT ot &ty %— 3F 313+314)
BE R Rk i (R ERA AN AR B AR
B s (THERD AL Y Z— « BIRTR2WER)
Date : Saturday, December 20 10:40 ~ 11:30
Room : Room 6 (313+314, 3F, PACIFICO Yokohama)
Chairs : Yuichi Ando (Nagoya University Hospital)
Sana Yokoi (Division of Genetic Diagnostics, Chiba Cancer Center)

024-1

024-2

024-3

Clinical and genetic features of 28 families with Li-Fraumeni syndrome at National Cancer
Center Hospital

117§ 528 ! (Fumito Yamazaki) . 2-Jg 2E4F 7 % (Mineko Ushiama) . 14/ E/Zs 2 (Masahiro Goto) .
PN #P 73 (Briko Uchida) . 52 207 ! (Noriko Tanabe) . J32 247~ ! (Tomoko Watanabe)
K1 A ! (Manami Matsukawa) . A 7% J& ' (Chikako Tomozawa), /|NFH E51H: ' (Satoyo Oda)
7N BT S (Yoko Odaka) | /)81 F#&52 6 (Takafumi Koyama) . Y AR #3522 7 (Hiromi Sakamoto)
Y HET ® (Kokichi Sugano), T i 2 ! (Teruhiko Yoshida) . - B! (Makoto Hirata)
1 BN A v 2 — sk B R T2 s

(Department of Genetic Medicine and Services, National Cancer Center Hospital, Tokyo, Japan)
2 ENLA AT 2 R —WIEATERIR T/ L AT

(Department of Clinical Genomics, National Cancer Center, Research Institute, Tokyo, Japan)
3 ENIA AR > 2 — e N SRR R

(Department of Pediatric Oncology, National Cancer Center Hospital, Tokyo, Japan)
4 ENIA AT v 2 — H R R R R R A R

(Department of Laboratory Medicine, National Cancer Center Hospital, Tokyo, Japan)
5  ENLA ARG 2 2 — RS ST

(Department of Analytical Pathology, National Cancer Center, Research Institute, Tokyo, Japan)
6 NI AT > & — i B S i S R

(Department of Experimental Therapeutics, National Cancer Center Hospital, Tokyo, Japan)
7 ENLA AT R — IR S A AN Y TR

(Department of Biobank and Tissue Resources, National Cancer Center, Research Institute, Tokyo, Japan)
8 IARMNIE N A ARWIFERT 8 Ay E A s s T Fek

(Department of Genetic Medicine, Kyoundo Hospital, Tokyo, Japan)

The factors affecting decision-making of RRSO in breast cancer patients with germline
pathogenic variants in BRCA1/2

2 P¥ (Michiko Nagamine), #iE FiHAZS (Rurina Watanuki), A PG 2 (Tatsuya Onishi)

HH 7% (Hiroshi Tanabe) . J5#F #f— (Kenichi Harano) . [fi]J5 fA (Toru Mukohara), #l1FH 2y (Masafumi Tkeda)
ik} {2 (Nobuyuki Nakamura) . A4 J§i—FE[ (Genichiro Ishii) , = A Y9 & (Izumi Miki)

SERA =A% (Yumie Hiraoka) . PUH4 JEASH (Miki Aitani) | Z%[H & (Takeshi Kuwata)

AT > 2 — BT

(National Cancer Center Hospital East, Kashiwa, Japan)

Expanding Olaparib Coverage for Breast Cancer with Tumor-Based BRCA1/2 Testing

S FZE T (Emiko Hiraoka) . #8: 225k 2 (Takao Hinoi) . 1At 72BH ? (Hiroaki Niitsu)
FIIF BHH 7 2 (Asuka Toshida) . FAJ5E i 2 (Hikaru Nakahara) . B[S BH -2 (Akiko Abe) .
G5 F7DF 2 (Misako Ishihara) | JEE R BT ' (Momoko Takaya) | #5K 1] F§F ' (Kanako Suzuki)
JREAS [ ! (Mutsumi Fujimoto) , #J71 1% % A ! (Haruka Ikejiri) . R 2% ' (Ai Amioka) , #FFH #2F> (Noriko Goda)
FEFA {197 ' (Shinsuke Sasada) . B¥[] 32 ° (Midori Noma) , BB JEEH ! (Hideo Shigematsu)
[ 57 ' (Morihito Okada)
1 IRERAEwEBELIRI R
(Department of Breast Surgery, Hiroshima University, Hiroshima, Japan)
2 JRERARGOE S SRR
(Department of Clinical and Molecular Genetics, Hiroshima University, Hiroshima, Japan)
3 NIRRT R

(Department of Breast Surgery, Hiroshima Prefectural Hospital, Hiroshima, Japan)
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024-4 Establishing a Surveillance System for SDHB-Associated Hereditary Paraganglioma-
Pheochromocytoma Syndrome

Fhils 234 ' (Nana Akiyama) | AffF Z£U% 2 (Yasuo Kubota) . I 75 ACEE ® (Kotaro Doi)
7B Z5FH ! (Hyangri Chang), W= 54k * (Shiori Amemiya) . filIj% 7T:[# 2 (Motohiro Kato)
FEH vaF] ! (Katsutoshi Oda) . FE [ %272 (Noriko Makita)
1 REORPAREARIN R 7/ LasFRis

(Department of Clinical Genomics, The University of Tokyo Hospital, Tokyo, Japan)
2 HEURZARAAAR I el Nk

(Department of Pediatrics, The University of Tokyo Hospital, Tokyo, Japan)
3 WEURAEAEASI e B - N0 R

(Department of Nephrology and Endocrinology, The University of Tokyo Hospital, Tokyo, Japan)
4 HUEURAR AR eIt PR

(Department of Radiology, The University of Tokyo Hospital, Tokyo, Japan)

024-5 HPV-Related Cervical Cancer Diagnosed via Comprehensive Genomic Profiling in a Patient
with Unknown Primary Metastases

% #E ' (Yuma Goto), 3 Z2AHEB ' (Koutarou Doi) . (L[] = T-#% ' (Michika Yamaguchi)
FtH: 1623 ' (Yukina Murai) , #13 H{/T ' (Keisuke Matsw) . A flififi | Qunsuke Muraoka) . JEl% 25 ' (Midori Fujisaki) |
SEHH ! (Toru Hirata) , k) 78— 2 (Keiichi Akizuki) , 755 252348 3 (Minayo Iwai) |
Z£J1| T 2 (Chiharu Terakawa) . [L[[7] B2 ' (Masatoshi Yamaguchi) . & 25 ? (Ryo Tsuzuki)
Mt {3+ (Yoshiko Umekita) . {/Cji% 55— B[S * (Yuichiro Sato) |, #E/K ELF] ' (Shinji Katsuragi)
1 ERRAE AR Sl FERE - b AR
(Department of Obstetrics and Gynecology, Faculty of Medicine, University of Miyazaki)
2 EWRRAEEE R AR R - BERIE © N RN I
(Division of Hematology, Diabetes, and Endocrinology, Department of Internal Medicine, Faculty of
Medicine, University of Miyazaki)
3 BRSPS R LA T ) v T
(Division of Clinical Genetics, University of Miyazaki Hospital)
4 CERR A A ERI R R
(Division of Pathology, University of Miyazaki Hospital)

Oral Session 25 Population Genetics / Complex Disorders

H 128208 () 15:30 ~ 16:20
= B WSRY OSY T« Ol &ty Z— 3F 311+312)
JE R EAR T (ERIEEEEITE Y 2 — 7 LRSS ERET /) L)
i —&F (REEERRY)
Date : Saturday, December 20 15:30 ~ 16:20
Room : Room 5 (311+312, 3F, PACIFICO Yokohama)
Chairs : Yoko Kuroki (National Center for Child Health and Development, Department of Genome Medicine, Division
of Pediatric Disease Genetics)
Kazuyoshi Hosomichi (Tokyo University of Pharmacy and Life Sciences)

025-1 Y chromosome diversity and regional distribution in Japanese males

M 520" (Kasho Den) ., 32 ZEE]EL ' (Kenshiro Nii) . IR #3012 (Yuka Nagasaki) . {21 B— 2 (Youichi Sato)

1 ERRY: SR Sp R IR e 0 1Y
(Department of Pharmaceutical Information Science, Faculty of Pharmaceutical Sciences, Tokushima
University, Tokushima, Japan)

2 EERY: KRBT ST S S HRE 0 1
(Department of Pharmaceutical Information Science, Tokushima University Graduate School of Biomedical
Sciences)

The Evolutionary History of the APOBEC3B Deletion Linked to Cancer Risk

BEF W ' (Naoko Fujiit)), AV RZ T IINVTA4— LI 7 T4 —T U« 24 (Revathidevi Sundaramoorthy)
YR B3 (Yoko Satta), H./ I 38EH 2 (turo Inoue)
1 BRI IOEERT HE L AT 7T 2
(Department of System Pathology for Neurological Disorder, Brain Research Institute, Niigata University,
Niigata, Japan)
2 FENDERAANITE AT ABRRHIZEE
(Human Genetics Laboratory, National Institute of Genetics, Mishima, Shizuoka, Japan)
3 MBI MR AT > 2 —
(Reaserch Center for Integrative Evolutionary Science, SOKENDAI)
4 SRMABP ALY T 2B~
(Department of Genetic Engineering, College of Engineering and Technology, SRM Institute of Science and
Technology, Tamil Nadu, India)
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025-3

025-4

Integrating a polygenic risk score calculator into a Japanese genotype imputation server
for precision medicine research

J\A W5k ! (Tsuyoshi Hachiya) , £7F *# ' (Manabu Ishii) , P 2% =" (Kozo Nishida) , JA] FEST % (Yosuke Kawai) |
Seik-Soon Khor®. JI[ME 5211 * (Minae Kawashima) , —f& {£2% ? (Nobutaka Mitsuhashi)
tE ] dyD2E 5 (Asami Fukuda) . T #&— ° (Yuichi Kodama) . Jif% £5%5 5 (Takatomo Fujisawa) |
ik W12 (Katsushi Tokunaga) . B AR /A © (Toshihisa Takagi)
1 MASHT L7 F VT4 VAT w8
(Genome Analytics Japan Inc., Tokyo, Japan)
2 [ESTAEH R PR - L EBRERAT - 7 LERPET O 2 Uk
(Genome Medical Science Project, National Institute of Global Health and Medicine, Japan Institute of
Health Security)
3 UAR—IVETEETCE BREEGRE T2 >V 2 —
(Singapore Centre for Environmental Life Sciences Engineering, Nanyang Technological University,
Singapore, Singapore)
4 FATHALVAHAT —EAN—At >y &—
(Database Center for Life Science, Research Organization of Information and System, Chiba, Japan)
5 ENLERAL A - DDB] 22—
(Bioinformation and DDBJ Center, National Institute of Genetics, Shizuoka, Japan)
6 EILEEAY
(Toyama University of International Studies, Toyama, Japan)

Haplotype analysis of DRC1 gene variant in primary ciliary dyskinesia in Japanese
population

TN T3 % (Kazuhiko Takeuchi) | §§3% 43 AHB® (Ryotaro Hashizume) | 14 #EJE ' (Yifei Xu) |
7 2% * (Makoto Ikejiri) . 7% % ° (Shimpei Gotoh)
1 ZHRY: H AN - SR
(Department of Otorhinolaryngology, Head & Neck Surgery, Mie University Graduate School of Medicine,
Tsu, Japan)
2 FaBerhRER S
(Matsusaka Chuo Hospital, Matsusaka, Japan)
3 THRY REBE AR RHEIE A e
(Department of Pathology and Matrix Biology, Mie University Graduate School of Medicine, Tsu, Japan)
4 ZHRSHEBREL
(Department of Clinical Laboratory, Mie University Hospital, Tsu, Japan)
5  HUEBAKAPSHIRR ST
(Center for iPS Cell Research and Application, Graduate School of Medicine, Kyoto University, Kyoto, Japan)
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025-5

Associations between obesity, diabetes, and pancreatic cancer in the Japanese
population: Mendelian randomization study

T+ RS (Haruki Sasado) | A #8442 (Yingsong Lin) | §H3F: A8 ® (Naoki Sasahira) . _[-#¥ 3 * (Makoto Ueno)
/NIl & FRF-° (Yuriko Koyanagi) . {i% 7525 © (Hidemi Ito) . #F 2517 (Mika Sakurai-Yageta)
T 2 8 (Teruhiko Yoshida) . #H S22 © (Fumihiko Matsuda) . 82 7E—E[ 1° (Yoichiro Kamatani) .
FRE 25 1 (Shiori Nakano) , AR N BfE 2 (Kengo Kinoshita) , ZEi# 73— ' (Yoichi Sutoh)
Pl 2% 1 (Takashi Kadowaki) . 755 56 ' (Motoki Iwasaki) . £ At 1° (Kenji Wakai) ,
9% B "5 (Atsushi Hozawa) . 757K JEE 17 (Atsushi Shimizw), H14 8L ! (Masahiro Nakatochi) .
K )2 ’EQHL ® (Keitaro Matsuo)
1 AHERERZG RERUIER B A I g2 S St S i e e o B
(Public Health Informatics Unit, Department of Integrated Health Science, Nagoya University Graduate
School of Medicine, Nagoya, Japan)
2 BRIERRAE R R
(Department of Public Health, Aichi Medical University School of Medicine, Nagakute, Japan)
3 WAWIZER AUEEE TN
(Department of Hepato-Biliary-Pancreatic Medicine, Cancer Institute Hospital, Japanese Foundation for
Cancer Research, Tokyo, Japan)
4 PRI A > 2 — W EERNE
(Department of Gastroenterology, Kanagawa Cancer Center, Yokohama, Japan)
5 FHIEDAL Y Z— DATH DY
(Division of Cancer Epidemiology and Prevention, Aichi Cancer Center, Nagoya, Japan)
6 EHURD ALY X— DA - MR
(Division of Cancer Information and Control, Department of Preventive Medicine, Aichi Cancer Center
Research Institute, Nagoya, Japan)
7 HUERE HIEA T 1 7))V« AHNY T BERE GWASt > 22—
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Miyagi, Japan)
8  ENIMWAWLE & — ik
(Department of Genetic Medicine and Services, National Cancer Center Hospital, Tokyo, Japan)
9 LUK BEZWIER MEY / LES 2 —
(Center for Genomic Medicine, Graduate School of Medicine, Kyoto University)
10 SEURZE REABTHT REI A R 2 7e R
(Graduate School of Frontier Sciences, The University of Tokyo, Tokyo, Japan)
11 BRI A > 2 — DYAHERISE AT A WSLEs
(Division of Epidemiology, National Cancer Center Institute for Cancer Control, Tokyo, Japan)
12 ALK BAL AT o A1)V« AANY T 60 7/ L fih e
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Miyagi, Japan)
13 BFERKZ WD THIEAT 1 71)U « XA\ 7 BRE AEAR IR
(Division of Biomedical Information Analysis, Iwate Tohoku Medical Megabank Organization, Disaster
Reconstruction Center, Iwate Medical University, Yahaba, Japan)
14 JEOMIERE
(Toranomon Hospital, Tokyo, Japan)
15 Al ERERZGE RERUITER TRIES
(Department of Preventive Medicine, Nagoya University Graduate School of Medicine, Nagoya, Japan)
16 HHLRE SALRA T 1 A1)V« XA D B TRITEY: - 3250
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Miyagi, Japan)
17 ATERRE ERSER SV A A
(Division of Biomedical Information Analysis, Iwate Tohoku Medical Megabank Organization, Disaster
Reconstruction Center, Iwate Medical University, Yahaba, Japan)
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Oral Session 26 Pediatric Genetics 2

H W 12H20H (£) 15:30 ~ 16:20
= W HeRY OSVT Ot &ty Z— 3F 313+314)
FE R ME ERREREERE 2 — FEEREIIT B 5 ERUTTED
AREEAR (JLRIRAL C & SRR R
Date : Saturday, December 20 15:30 ~ 16:20
Room : Room 6 (313+314, 3F, PACIFICO Yokohama)
Chairs : Shin Hayashi (Department Head of Genetics, Institute for Developmental Research, Aichi Developmental
Disability Center)
Naoya Morisada (Department of Clinical Genetics, Hyogo Prefectural Kobe Children's Hospital)

PFEEI  Defining Endosomal Recyclinopathy through Genetic and Functional Dissection of
Ritscher-Schinzel Syndrome
hE HHE 1 (Kohji Kato) | PR FEST "> (Yosuke Nishio) , A3t #51 ! (Shiomi Otsuji) , ZFH 3 ' (Aya Yoshida)
ZER G675 ' (Yuka Murofushi), 77 L2/ ¥ — | ? (Pete Cullen) , Z5/% 174 ' (Shinji Saitoh)
1 AHETIRS KA AR #rd ] - N BRI
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School, Nagoya, Japan)
2 TVAMVKRENAATIA MY —AT—)
(School of Biochemistry, University of Bristol, Bristol, United Kingdom)
3 HEHERE NEE
(Department of Pediatrics, Nagoya University Graduate School of Medicine)
4 HHERY BREEEAISET R

(Department of Genetics, Research Institute of Environmental Medicine, Nagoya University)

Hyperactivation of mTORC1 caused by SZT2 dysfunction increases outer radial glial cells
in human brain organoids
fiiE 7% 2 (Bmi Sato) . Fk 5574 ' (Yuji Nakamura) |, AN B | (Masanori Fujimoto)
WELFH 352 ° (ssei Shimada) | =4 1|22 ' (Toshihiko Iwaki) | S8 AHifi | (Daisuke leda) , #RJF 22 ! (Yutaka Negishi) |
RS S+ 1° (Ayako Hattori) |, % 12— ° (Yoichi Kato) . Z5/% {175 ' (Shinji Saitoh)
1 HEEHILRZERZEGEZNIZER AU - NREEZS Y
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Aichi, Japan)
2 ERINREA R A EE 2 e R R
(Department of Pediatrics, Aichi Prefectural Welfare Federation of Agricultural Cooperatives Kainan
Hospital, Aichi, Japan)
3 Al EINLRYREB R AR M bt
(Department of Cell Biology, Nagoya City University Graduate School of Medical Sciences, Aichi, Japan)
4 EBRTTRSERE AN RE
(Department of Pediatrics, Gamagori City Hospital, Aichi, Japan)
5 i ERILR Y R A e AR R > 2 — N
(Department of Pediatrics, Nagoya City University East Medical Center, Aichi, Japan)

Clinical Characterization and Genetic Insights of Isolated Proteinuria Associated with
CUBN Variants
Fill i 34 (Nana Sakakibara), £ [1] J&*F- (Shuhei Aoyama) , ARAJ #8375 (Yuka Kimura), JEEFAR A (Yuta Inoki)
HHH & (Yu Tanaka), (114X 8 H (Asahi Yamamoto), [1| N E 2% (Marina Yamashita) , £ £/l (China Nagano)
Wit .2 N B (Tomoko Horinouchi) | [Li#] £ (Tomohiko Yamamura) . 5 #x B (Shingo Ishimori)
B %5 K (Kandai Nozu)

AR N
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
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026-4

026-5

Clinical Utility of Genetic Analysis in Pediatric Inflammatory Bowel Disease

TN —BH ' (chiro Takeuchi) . 2211 2341 2 (Kosuke Taniguchi) . B 4875 * (Satoshi Narumi)
AR EHH 56 (Hideaki Morita) . 4% {—#[ %® (Kenichiro Hata) . 71 K ! (Katsuhiro Arai)
1 ENIKE R > 2 — NRRSEPE R R > 2 — i s
(Center for Pediatric Inflammatory Bowel Disease, Division of Gastroenterology, National Center for Child
Health and Development, Tokyo, Japan)
2 ENLRCE ERE v 2 — RS
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)
3 HESRZIEERELRVITR 7l A2
(Department of Human Molecular Genetics, Gunma University Graduate School of Medicine, Gunma, Japan)
4 PERESFRINEE A NIH
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
5 BENIKEEFR L Y 2 — Ry L)L — - R
(Department of Allergy and Clinical Immunology, National Research Institute for Child Health and
Development, Tokyo, Japan)
6 ENIREERREY 2— T LV F -ty 2 —
(Allergy Center, National Center for Child Health and Development, Tokyo, Japan)

Comparison of polygenic scores for the allergic phenotype: same mediator but different
genetic backgrounds

JEIE 7F— "% (Yoichi Sutoh) | J\# M5 2 (Tsuyoshi Hachiya) . [L{I #7342 (Yayoi Otsuka-Yamasaki)
7INE FISE 12 (Shohei Komaki) . J557] 48% 2 (Shiori Minabe) . AAk 546t ' (Hideki Ohmomo)
PHEF 5= 3* (Kozo Tanno) , % 8 °5 (Atsushi Hozawa) , HH23 TELASf © (Naoki Nakaya) . #FHH 35 351 ®7 (Aoi Noda)
KIH HEfi &7 (Masatsugu Orud) | £ 5 B35 %7 (Mami Ishikuro) . 7[ME 47 %7 (Taku Obara)
8[| 3#— 7 (Shinichi Kuriyama) , {4 /K ELH 8 (Makoto Sasaki) . 57K JEik ' (Atsushi Shimizu)
1 EBFERRY: WD THRIEAT 1 77)V « XA\ 7Bk LR IEHTERM
(Division of Biomedical Information Analysis, Iwate Tohoku Medical Megabank Organization, Iwate Medical
University, Japan)
2 EFERKRE ESEER U LA R AT
(Division of Biomedical Information Analysis, Institute for Biomedical Sciences, Iwate Medical University,
Japan)
3 BFERKZE OO THEILAT ¢ AV« AHINY T BERE BERIAZE - B2 AR
(Division of Clinical Research and Epidemiology, Iwate Tohoku Medical Megabank Organization, Iwate
Medical University, Japan)
4 ATERIRAE A A2 R
(Department of Hygiene and Preventive Medicine, School of Medicine, Iwate Medical University, Japan)
5 HULRY: KGR ARAITRE R A A B R Lo i
(Division of Epidemiology, School of Public Health, Graduate School of Medicine, Tohoku University, Japan)
6 HLKF HALA T ¢ A1)V « RINT T Mg TR - JE2EEM
(Department of Preventive Medicine and Epidemiology, ToMMo, Tohoku University, Japan)
7 HUERY: RZGRARITLR 70 72 o0ty
(Department of Molecular Epidemiology, Tohoku University School of Medicine, Japan)
8 EATERKZE WO THILAT 1 2L - AAN2 7 Bk
(Iwate Tohoku Medical Megabank Organization, Iwate Medical University, Japan)
9 ATIERKE EERFER ST B MRIZET « JRRERTZEHM
(Division of Ultrahigh Field MRI, Institute for Biomedical Sciences, Iwate Medical University, Japan)
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Oral Session 27 Metabolic and Mitochondrial Disorders

H W 12H20H (£) 16:30 ~ 17:20

= B DHSRY OSVT ot Aty Z— 3F 311+312)

BE R /VEE il (ENREERTEE 2 —)
AT QREERRZ NERE)

Date : Saturday, December 20 16:30 ~ 17:20

Room : Room 5 (311+312, 3F, PACIFICO Yokohama)

Chairs : Motomichi Kosuga (National Center for Child Health and Development)
Tomoko Lee (Department of Pediatrics, Hyogo Medical University)

027-1

027-2

027-3

Identification of pathogenic intronic variants on retrotransposons that cause splicing
abnormalities

AT ##{~ "% (Yoshihito Kishita) , {1} 8/ 2 (Kohta Nakamura) . j\35 FH#C -2 (Yukiko Yatsuka) .
F2IR 43 2 (Ayumu Sugiura) | I -2 (Atsuko Okazaki) . KA B >* (Akira Ohtake) , A5f(L] 32 ? (Kei Murayama)
[l B 2 (Yasushi Okazaki)
1 EEER: BT A Al
(Department of Life Science, Faculty of Science and Engineering, Kindai University, Osaka, Japan)
2 MERERZRZERT REENICR HEHATER BT - 152/ HER D2 L iagiiset v 2 —
(Diagnostics and Therapeutics of Intractable Diseases, Intractable Disease Research Center, Juntendo
University, Graduate School of Medicine, Tokyo, Japan)
3 WEERAY NE
(Department of Pediatrics, Saitama Medical University, Moroyama, Saitama, Japan)
4 BEERRE T/ LEGER

(Department of Clinical Genomics, Saitama Medical University, Moroyama, Saitama, Japan)

Identification of a Spliceosome U4 Variants in Patients with Mitochondrial Disease

Faft 8L ! (Kohta Nakamura) , RN #{~ 2 (Yoshihito Kishita) , [l 21 (Atsuko Okazaki)
/IM% £ 3 (Taku Omata) | BF<F ELS 5 (Maki Nodera) , J\I35 FH#C T~ ' (Yukiko Yatsuka) . A2 ## ! (Ayumu Sugiura) |
KA 12 ' (Naoyuki Matsumoto) , )L H— 7133 7 (Prokisch Holger) . #3AK ¥ 8 (Hiroshi Matsumoto)
KA HH 8O (Akira Ohtake) | A (L] 2 "0 (Kei Murayama) | [l FE] | (Yasushi Okazaki)
1 DR HHATERIER2 I - 1niss
(Diagnostics and Therapeutics of Intractable Diseases, Intractable Disease Research Center, Graduate
School of Medicine, Juntendo University, Tokyo, Japan)
2 R BT K2Rt fe BB T2ARTIe R
(Department of Life Science, Faculty of Science and Engineering, Kindai University, Osaka, Japan)
3 W TERIRY: NTRER 2 — kR
(Department of Pediatrics, Tokyo Womens Medical University, Yachiyo Medical Center, Yachiyo, Japan)
4 RBIRNERRE NS
(Fukushima Medical University, Pediatric Neurology, Fukushima, Japan)
5 IRFEFvAIVZwY
(Suyama Kids Clinic, Pediatrics, Fukushima, Japan)
6 NVLRIVY « 22 UNVHRRT 20 AT
(Institute of Neurogenomics, Computational Health Center, Helmholtz Zentrum Munchen, Neuherberg,
Germany)
7 2aUNYVIRRY b MRV
(School of Medicine, Institute of Human Genetics, Technical University of Munich, Munich, Germany)
8 IRERRE NAER
(Department of Pediatrics, Saitama Medical University, Saitama, Japan)
9 BEEERKE T/ LIERY
(Department of Clinical Genomics, Saitama Medical University, Saitama, Japan)
10 THEC E &bt 1HHR
(Department of Metabolism, Chiba Children’s Hospital, Chiba, Japan)

Identifying mitochondrial DNA deletions at cell-type resolution from single-cell RNA
sequencing data
FaJ ] 5 2 (Haruko Nakagawa) , J& FE2 3 (Yasuyuki Shima) , {7/[| 7£F 12 (Yohei Sasagawa) .
st 5% 12 (Itoshi Nikaido)
1 SETRIZEREE MEEIehe SRR A 47— X RZENIEREM 7/ Lsae o2y
(Department of Functional Genome Informatics, Division of Biological Data Science, Medical Research
Laboratory, Institute of Integrated Research, Institute of Science Tokyo, Tokyo, Japan)
2 PMESATRSYTT IRSESRIHIE T Ty b T & — Ll A RAT MR E TV T 0 S L A S U AGHEE
TIVBFET— Ly
(Omics Al Research Team, Advanced General Intelligence in Science Program, TRIP Headquarters, RIKEN)
3 PEZEBIUT AR AR IS o & — P2 M B R 28 - — L
(Neurodegenerative Disorders Collaborative Laboratory, RIKEN)
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027-4 Expression and function of the class V alcohol dehydrogenase encoded by ADH6 gene

which resides in the ADH gene cluster

2% SERB ' (Michio Yasunami) . AHFH 12 ' (Tomomi Kashiwada)

1 BB X — G ERE SR GRS - B8S /) LS
(Department of Medical Genomics, Medical Research Institute, Saga-ken Medical Centre Koseikan, Saga,
Japan)

2 RV v 2 — R ERRIESAL (5 NRD
(Department of Oncology, Saga-ken Medical Centre Koseikan, Saga, Japan)

MBD5 and MBD6 Deficiency Leads to Mitochondrial Dysfunction

PSR 1E— ! (Shin-Ichi Horike) . 75 £ -2 (Keiko Iwata) , KA B 1~ ' (Yoko Hashimoto)

Kl 7555 2 (Hideo Matsuzaki), H B #¢+ ' (Makiko Meguro-Horike)

1 PO RBE T IV AT v 2 — BIEA I 7 X551
(Division of Integrated Omics Research, Research Center for Experimental Modeling of Human Disease,
Kanazawa University)

2 fHRY: FEL DT T ADIFEEWILL > & — IFREFEE R FTAM
(Division of Development of Functional Brain Activities, Research Center for Child Mental Development,
University of Fukui)

3 HRRILRIZ RIS SR ST
(Faculty of Pharmacy Pharmacology Laboratory, Wakayama Medical University)

Oral Session 28 Pediatric Genetics: Case Report

H K:12H20H () 16:30 ~17:20

= WiEests OV T o Ok &kt Z— 3F 313+314)

PE KRG s (R RIESINREE R > 2 —EERD
JEEH @ — (ES B EEE > 2 —)

Date : Saturday, December 20 16:30 ~ 17:20

Room : Room 6 (313+314, 3F, PACIFICO Yokohama)

Chairs : Hirofumi Ohashi (Division of Medical Genetics, Saitama Children's Medical Center)
Kenichi Kashimada (National Center for Child Health and Development)

028-1 Clinical Implications of Combined Dominant and Recessive GJB2 Mutations in a Family
with Variable Hearing Loss

IR 1675 1% (Yuji Kanazawa) | [ {d@t ' (Takeshi Usui), f#HK #5335 ! (Fumi Kurebayashi) |
J5iRF [F+ ' (Masashi Harazaki) . 7]Vi% BESEF- 1 (Rieko Kosugi) . 251 75 ° (Kiyomitsu Nara) |
H I 7PHa° (Satomi Inoue) , FF |+ 3&F ° (Haruka Murakami) | #1375 2EHE °>© (Tatsuo Matsunaga)
1 EHE RN SRR AR R
(Department of Medical Genetics, Shizuoka General Hospital, Shizuoka, Japan)
2 FRRURSIRR AR SRS - H SRR
(Department of Otolaryngology-Head and Neck Surgery, Shizuoka General Hospital, Shizuoka, Japan)
3 MUK G ANER
(Department of Pediatrics, Shizuoka General Hospital, Shizuoka , Japan)
4 ERRURNTRE G BRI « NI N > 2 —
(Center for Diabetes, Endocrinology and Metabolism, Shizuoka General Hospital, Shizuoka , Japan)
5 HLUEHY Y 2 — BREBHR
(Medical Genetics Center, NHO Tokyo Medical Center, Tokyo, Japan)
6 HLUEREY 2 — BERE PR ST AR
(Division of Hearing and Balance Research, National Institute of Sensory Organs, NHO Tokyo Medical
Center, Tokyo, Japan)

101



028-2

028-3

Functional analysis of a novel ACVRL1 mutation associated with hereditary hemorrhagic
telangiectasia

B $E17 " (Hiroyuki Shimada) | {58 #2=} 23 (Yasuto Sano) . A/ #£7Z ' (Yoshihiko Kawano)
BT #i— Bl * Qunichiro Machida) . R #7717~ * (Akiko Ota) . 78H f8° (Toru Iwasa) | JiH #52L ® (Takuma Asahi)
J& it ! (Shinya Hara) | #%0% #3817 (Hiroko Morisaki) . IEEFH 2 A ® (Yoshihito Tokita)
1 b IRk NRER
(Department of Pediatrics, Toyota Memorial Hospital, Toyota, Aichi, Japan)
2 BHIFBEAE A SR
(Department of Maxillofacial Surgery, School of Dentistry, Aichi Gakuin University, Nagoya, Aichi, Japan)
3 EHRESRERR At 2 — FEERGEHIT T TV
(Department of Disease Model, Institute for Developmental Research, Aichi Developmental Disability Center,
Kasugai, Aichi, Japan)
4 b IRFIERE T LIRS
(Department of Genome Medicine, Toyota Memorial Hospital, Toyota, Aichi, Japan)
5  ENEBRARIIT L > 2 — NEERRR N R
(Department of Pediatric Cardiology, National Cerebral and Cardiovascular Center Research Institute, Suita,
Osaka, Japan)
6 HUERS: BEAMIAVIZLAT & A L ASREAESEERI So eI oy i
(Laboratory of Immune Regulation, Department of Virus Research, Institute for Life and Medical Sciences,
Kyoto University, Kyoto, Japan)
7 hillsEC RN BRREASR
(Department of Medical Genetics, Sakakibara Heart Institute, Fuchu, Tokyo, Japan)

Clinical features of syndromic microphthalmia with two novel RARB variants

/NI A8 N ! (Yoshito Koyanagi) . 2275 1 ' (Hazuki Morikawa-Anzai) . 75 FH A TH ' (Tomoyo Yoshida) |
Bk B 23 (Makiko Tominaga) . FA[i #3— *° (Yuichi Abe), /JME EE3E © (Rika Kosaki) |
B 778 (Keiko Matsubara) . ER, Bk 8 (Maki Fukami) . {—F} 57+ 15 (Sachiko Nishina)
L ERZIIRRFEEN ERLKE ERRIIZE L > 2 — NEARERE M2 H IR
(Division of Ophthalmology, National Center for Child Health and Development, Tokyo, Japan)
2 ERIERCERGR T LR RS - 7/ LR > 2 —
(Showa Medical University Northern Yokohama Hospital, Center for Clinical Genetics and Genomic
Medicine, Kanagawa, Japan)
3 WEMERICARTTT IR C b 2 —
(Showa Medical University Northern Yokohama Hospital, Children’s Center)
4 ENZOFIEBHFEEN ERLRE ERERIIE Y > 2 — ANRARER SRS RS whi AR
(Division of Neurology, National Center for Child Health and Development, Tokyo, Japan)
5 [ENZHFFEHFEEAN BN B ERVITE > 2 — Einigfit 2 —
(Center for Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)
6 ENZHFFEHFEEA ENLKE BRI O 2 — Bt v X — BIRS R
(Department of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)
7 FENZWPZERFEEN ENLKF IERIITTE > 2 — 70 F NS
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
8  ENZWIEHAEEN ERLKE EFIILE ¥ 2 — A= T 1 IR
(Division of Diversity Research, National Research Institute for Child Health and Development, Tokyo,
Japan)

Mosaic in-frame deletion in COL11A2 causing a fibrochondrogenesis-like skeletal
dysplasia

B HA 5% "2 (Tasuku Mariya) , £7)1] dfig ? (Aki Ishikawa) , [ {&@ AER ? (Kentaro Suda)

JNT 7S (Marie Ogawa) . A7 75132 ' (Yoshika Kuno) . 555 W' (Tsuyoshi Baba)

FEE 1| HE s ® (Masashi Idogawa) . 251 5% ' (Tsuyoshi Saito) , #5F 527 2 (Akihiro Sakurai)

1 ALBEE R SR R AR d AR ol
(Department of Obstetrics and Gynecology, Sapporo Medical University School of Medicine, Hokkaido,
Japan)

2 HURERICAEZAIRT ) LY BIEERIERIR T /) Lg%
(Division of Clinical Genomics, Department of Genomic and Preventive Medicine, Sapporo Medical
University School of Medicine, Hokkaido, Japan)

3 MRERICEE AT ) LT BRI ) LERA I B
(Division of Medical Genome Sciences, Department of Genomic and Preventive Medicine, Sapporo Medical
University School of Medicine, Hokkaido, Japan)

4 HVARZRRT S/ LERE 2 —
(Genome Medical Center, Carres Memorial Hospital, Hokkaido, Japan)
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=@ty 3> ((KXA%—) / Poster Presentation Award Session

SERWEt vy 3> (KX4Z—) /Poster Presentation Award Session
H K:12H18H OK) 18:00 ~ 19:00
2 WL RAR—RG1 OV T 0 Ok Skt 2 — 3F 301+302)
Date : Thursday, December 18 18:00 ~ 19:00
Room : Poster Room 1 (301+302, 3F, PACIFICO Yokohama)

L BP-1 Wt DR

PR Complex regulation of chemokine receptor expression by functionally opposite SNPs in
linkage disequilibrium
JbJ1] BB+ (Yohko Kitagawa) , #§7% FH 3 2 (Rina Hashimoto) . {/5% 274 * (Mitsuharu Sato) |
7 H L7 (Noriko Ishida) . BEFH FiTe% * (Kazuki Kumada) . 7T 5572 (Ikuko Motoike) .
L i 2 (Kazuo Takayama) | 757 74 ' (Megumu Saito)
1 BUESRAPSHIRIFFE T i PR S 2R
(Department of Clinical Application, Center for iPS Cell Research and Application, Kyoto, Japan)
2 HUEBRAPSHIBARIZE AR SE5E ) (LR RIS
(Department of Cell Growth and Differentiation, Center for iPS Cell Research and Application)
3 HALRA T 0 VA TN TR 7 INRATER
(Department of Integrative Genomics, Tohoku Medical Megabank Organization)

4 LR T 1 7))V A HINY T BEME 84 A8 Z R
(Department of Biobank, Tohoku Medical Megabank Organization)

BP-3 Pangenome graph for the Japanese and Saudi Arabian populations

Saeideh Ashouri', Maxat Kulmanov®, Yang Liu®, Marwa Abdelhakim®, Ebtehal Alsolme®,

Masao Nagasaki’, Yasuyuki Ohkawa®, Yutaka Suzuki’, Rund Tawfiq®, Katsushi Tokunaga'.

Toshiaki Katayama®, Malak S Abedalthagafi’, Robert Hoehndorf?. Yosuke Kawai'

1 Genome Medical Science Project, National Institute of Global Health and Medicine, Japan Institute for Health
Security, Tokyo, Japan

2 Computer, Electrical and Mathematical Sciences & Engineering (CEMSE) Division, King Abdullah University
of Science and Technology, Thuwal, Saudi Arabia

3 KAUST Center of Excellence for Smart Health (KCSH), King Abdullah University of Science and Technology,
Thuwal, Saudi Arabia

4  Genomics and Precision Medicine Department, King Fahad Medical City, Riyadh, Saudi Arabia

5 Division of Biomedical Information Analysis, Medical Research Center for High Depth Omics, Medical
Institute of Bioregulation, Kyushu University, Fukuoka, Japan

6 Division of Transcriptomics, Medical Institute of Bioregulation, Kyushu University, Fukuoka, Japan

7 Department of Computational Biology and Medical Sciences, Graduate School of Frontier Sciences, The
University of Tokyo, Chiba, Japan

8 Database Center for Life Science, Joint Support-Center for Data Science Research, Research Organization of
Information and Systems, Chiba, Japan

9 Department of Pathology and Laboratory Medicine, Emory School of Medicine, Atlanta, GA, USA

BP-4 Cell State Analysis of Immune Cells in the Tumor Microenvironment with Deep Semi-NMF
25 (£ ! Giaxin L), VA>3 7 )L L 2 (Artem Lysenko), fAH 32 12 (Tatsuhiko Tsunoda)
1 BURERZEBE FEA SR AR A T o VS HAE i S
(Department of Computational Biology and Medical Sciences, Graduate School of Frontier Sciences, The
University of Tokyo, Tokyo, Japan)
2 HEURFARFRE BARgeRt AR EI
(Department of Biological Sciences, Graduate School of Science, The University of Tokyo, Tokyo, Japan)

IR Establishment of brain organoids from a patient with Phelan-McDermid syndrome

FHF HER] ' (Yuji Ueno), i 5172 ' (Fumihiko Fujii), B[R 753 1 (Sayaka Okuzono)
K &HH3a ' (Akane Matsuda) . FRlE 57472 (Hideyuki Nakashima) . E5HE 74552 2 (Hiroyuki Torisu)
A2 #t— 2 (Kinichi Nakashima) . {#iH: HEK | (Yasunari Sakai)
1 JUNREAR AR E2AW 7R IREFEE A ChRFRS)
(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)
2 R REE N R
(Section of Pediatrics, Department of Medicine, Fukuoka Dental College, Fukuoka, Japan)
3 JUNKFRAABEAOITERE WS R B
(Department of Stem Cell Biology and Medicine, Graduate School of Medical Sciences, Kyushu University,
Fukuoka, Japan)
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GIPC1 intermediate-length repeat expansion in amyotrophic lateral sclerosis

& T DM ' (Konoka Tachibana) . X% 75 ' (Kohei Muto), =4s #&4T ' (Ryosuke Miyamoto)

Z=P5 A 2 (Yuki Kuwano) . RJE [E & b (Naoki Kihara) . i TE#C 2 (Masaki Kamada) |

PP 375 >° (Seishu Banzai) . _|%¥ 548 *° (Hiroki Ueno) . fEAN #&tH ! (Tatsuya Fukumoto) .

F 25 F 1 L% (Keyoumu Nazere) |, AL 183 # (Hirofumi Maruyama) | F{158 ME(Z ! (Yuishin Izumi) |

Ry 22 2 (Hiroyuki Morino)

1 R RRIE P2 WS R R R 22 00
(Department of Neurology, Tokushima University Graduate School of Biomedical Sciences)

2 TEERZE R R SR AR B R R A 0
(Department of Medical Genetics, Tokushima University Graduate School of Biomedical Sciences,
Tokushima, Japan)

3 RNZATBGE N FE LGRS S R BT AR A R
(Department of Research Laboratory, National Hospital Organization Hyogo-Chuo National Hospital, Sanda,
Japan)

4 IRERFRIEGERBAIITR N A R 7
(Department of Clinical Neuroscience and Therapeutics, Hiroshima University, Graduate School of
Biomedical and Health Sciences, Hiroshima, Japan)

5 LN LIRERAS A T IL A B T BB iR R

(Department of Neurology, Hiroshima City Hiroshima Citizens Hospital, Hiroshima, Japan)

BP-7 Intron and copy number variants identified in patients with split-hand/foot malformation by
whole genome sequencing

DA 5% ! (Kaori Yamoto) . ¥t Y55 ! (Hirotomo Saitsu) . fAS {H 72 2 (Nobuhiko Okamoto) |
%275 %1 (Tsutomu Ogata)
1 RRERRY: R R

(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 KBBRrEEfL 2 — BRRSHRED

(Department of Medical Genetics, Osaka Women'’s and Children’s Hospital, Osaka, Japan)
3 EMERE Y 2 — NER

(Department of Pediatrics, Hamamatsu Medical Center, Hamamatsu, Japan)

Poster Session

Poster Session 1-01 Reproductive Genetics
H Bf:12H18H (K) 18:00 ~ 19:00

= B RAZ—251 OSU7 ¢ aliit &t 2— 3F 301+302)
Date : Thursday, December 18 18:00 ~ 19:00

Room : Poster Room 1 (301+302, 3F, PACIFICO Yokohama)

P1-01-1 Consideration of factors hindering the selection of preimplantation genetic testing
i B92 ' (kumi Moriyama) | Ja[4f BFE 2 (Rie Kawamura) | A3 #5542 (Yuri Murase)
diAt 55 ® (Masamitsu Nakamura) | (L1 {3251 ® (Yoshinori Moriyama) , PHi% #54c ® (Haruki Nishizawa) |
EKE 1585 12 (Hiroki Kurahashi)
1 HEHERIK AR LTS
(Department of Clinical Genetics, Fujita Health University Hospital, Aichi, Japan)
2 EHERRE ERSEVISE Y V2 — 5 A
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)
3 HEFHEERIRS: BEAEFS P AR5
(Department of Obstetrics and Gynecology, Fujita Health University School of Medicine, Aichi, Japan)
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P1-01-2

P1-01-3

P1-01-4

P1-01-5

P1-01-6

Current Situation and Challenges of Certified Local Facilities for Preimplantation Genetic
Testing for Monogenic Disease

J5 3552 "2 (Tetsuaki Hara) | §EH: 5175 2 (Ayana Tsuboi) , ' 2B 2 (Miho Kodama) | {2 FHEF 7 2 (Hanae Satano)
+ o FEILF 2 (Mihoko Doi) . BAARE {4l ' (Masaki Sekine) . #if %35 ! (Bimi Rai), 5 157 ! (Takashi Kodama) .
JIF 2BV ! (Misa Ootuka) . =3 Ex0A ! (Takahiro Miura) | J3% B 7! (Youko Watanabe) . 4l 2+ F ! (Keiko Hata) .
FitiFH % ' (Aya Ueda)
IO SVAIN T e T

(Division of Reproductive Medicine, Hiroshima Prefectural Hospital, Hiroshima, Japan)
A SVAING T TN

(Department of Genomic Medicine, Hiroshima Prefectural Hospital, Hiroshima, Japan)
3 IRk UE D A& H R AR EEEARES

(Hiroshima Chuo-Dori Katsuki Ladies Clinic, Hiroshima, Japan)

Awareness survey of HBOC women for Preimplantation Genetic Testing for Monogenic

RAlR A %2 12 (Yuuka Abe) | & HH {1 2* (Yoshinobu Hamada) . #2443 23 (Kohei Sugimoto) |
BT #80" (Toru Higuchi)
1 EWER Tl FLIRE
(Breast Unit, Japanese Red Cross Saitama Hospital)
2 BWHERER EEREY Y 2 — BB ) vy a—
(Genetic Counseling Center, Dokkyo Medical University Saitama Medical Center)
3 WHERESE R 2— ) T aR sy a vy a—
(International Center for Reproductive Medicine, Dokkyo Medical University Saitama Medical Center)
4 RHERICER EER Y > 2 — ERE AR
(Obstetrics and gynecology, Dokkyo Medical University Saitama Medical Center)

Clinical and Molecular Genetic Analysis in Patients with Delayed Puberty

e T > (Naoko Sato) , /[N JB 2 * (Atsuko Ogasawara) . [HJif 5L (Hiroko Kadowaki)
PR 5% 2 (Shun Soneda) . 7 i ACE[ 2 (Kentarou Kishi) . B¥HH HE#S 2 (Masahiro Noda) .
Fifilie] 15 2 (Naoki Morooka) . FHH #3.2 ° (Hiroyuki Tanaka) . FH A (&3 ? (Toshiaki Tanaka)
1 BRAT7IV—rU=vy

(Nami Family Clinic)
2 BRhREZIVZY Y

(Tanaka Growth Clinic)
3 HGURSALR GBI 8 b

(The University of Tokyo Hospital, Tokyo, Japan)
4 R T E &b

(Department of Pediatrics, Ibaraki Children’s Hospital, Ibaraki)
5 T EURA R AR e T 1

(Teikyo University Hospital, Mizonokuchi)

A Case Report of Infertility Associated with a Ring Y Chromosome

TN 7% 1% (Shigeto Takeuchi), 173 H1 2 (Kaname Nakatani), B2 £5f% 2 (Ikuyo Mochiki) ,
2 &K ! (Takahiro Yada), 8 2% | (Shiori Hirano), 144 #3F ' (Yuko Dodo), B B~ (Rieko Higashi)
KE F1Ji " (Kazuhiro Oosato) . B4 fi ' (Ken Sugaya) . JIFH %ZHA ' (Tomoaki Ikeda) .
B[] Bk ? (Yoshinaga Okugawa)
1 WhESMBRE ST ARTAEER 2 > 2 —
(ART Reproductive Medicine Center, Saiseikai Matsusaka General Hospital, Mie, Japan)
2 ZEKHEEE T LR

(Department of Genomic Medicine, Mie University Hospital)

Congenital anomaly after preimplantation genetic testing for monogenic disease

JKIT RS V2 (Yuki Mizuguehi) . AR 7 2 (Kou Sueoka), PHH 7E#E ' (Shiho Uchida), A% 55 * (Suguru Sato)
A 57 ! (Mamoru Tanaka)
1 BEMESRIARE: [RAAHR FEhm AR
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
2 B—XLTF4—RARIV=ZvY
(Rose Ladies Clinic, Tokyo, Japan)
3 R R R AR
(Shizuoka Graduate University of Public Health, Graduate School of Public Health, Shizuoka, Japan)
4 WERIVFZV=w7Z
(Fujisawa IVF Clinic, Fujisawa, Japan)
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P1-01-7

P1-01-9

P1-01-10

P1-01-11

P1-01-12

A Survey on Attitudes Toward PGT-M Among Breast Cancer Patients Who Underwent
Fertility Preservation

/INPE /A ! (Haruhisa Konishi) | H[if] 25 ! (Yoshiharu Naokaoka) )%Hﬁ % H7-1 (Michiko Anmae)
P9 | K# ' (Daisuke Kadogami) . #f5FH 22 {F ? (Aisaku Fukuda) . A% 55 ® (Yoshiharu Morimoto)
1 WWFRARRZVZ=vD
(IVF Namba Clinic, Osaka, Japan)
2 INFRIRZ7V=w?Z
(IVF Osaka Clinic, Osaka, Japan)
3 HORACZZrvruYbhKlZovV=wZ
(HORAC GRANDFRONT Osaka Clinic, Osaka, Japan)

The two-year cumulative live birth rate in women =38 years undergoing preimplantation
genetic testing for aneuploidy

4 YDZRF 1 (Sakiko Nukaga) | BF3 Ffd+ 2 (Mikiko Tokoro) . APE F-H. ! (Kazuma Oonishi)
B JE S ' (Shuhei Kamata) . 7§ 7E4G ' (Yousuke Minami), T-HH F##% ' (Yasutaka Senda) |
B £240 ! (Takahiro Suzuki) | ST 2325 ' (Manami Kondo) . HilJ5i 522 | (Yoshihiko Sakakibara)
fH ﬂ:ﬁ (Chiharu Ishida) . 7E% HJ5 T~ (Emiko Asano). 5[4 [ 7' (Youko Yoshioka) .
?Eﬂ< FE[% 12 (Noritaka Fukunaga) . {7 FIES ' (Rie Ito), }: | AHh ! (Daichi Inoue) , 257 -t ! (Masaya Saito)
L5 FLRSH ! (Yoshiki Hashiba) . 3 35 1F "2 (Yoshimasa Asada)
1 RHLT—R7VU=wY
(Department of Obstetrics and Gynecology, Asada Ladies Clinic)
2 TRHATEE R

(Asada Institute for Reproductive Medicine)

Cases of somatic/gonadal mosaicism for structural autosomal rearrangements suspected
from PGT-A results

hiE ’E— ' (Keiichi Kato) | JI[I7 ZS2% ' (Nami Kawasaki) , #k [#—- ' (Hiroko Hayashi) . S{A:2% BH2E ' (Akemi Usami) |
R ZEAR " (Shiho Tto) . FEFH Y3 ' (Mitsuyoshi Amita) | P[5 52 2 (Takashi Abe) . HLFH 17" (Tomoko Kuroda)

1 LT 2 ATV =

(Kato Ladies Clinic, Tokyo, Japan)
2 WMEARTZ VU =vw 7o

(Shinjuku ART Clinic)

Is PGT-A effective even with only a few blastocysts available for biopsy?

HhJE JER ! (Eri Nakahara) ] W3 ! (Shoji Kokeguchi) | A< FEFR ' (Bri Okamoto)
TE A —3 > " (Yihsien Enatsu)\ 45§ 72D "2 (Chinatsu Kinjo) , %2J5i 755 ' (Hiroaki Shibahara)
2y S ! (Masahide Shiotani)
1 WY ATV =Zw
(Hanabusa Women'’s Clinic, Hyogo, Japan)
2 FERRERICARRGEOE (R RS
(Department of Clinical Genetics, Hyogo Medical University Hospital, Hyogo, Japan)

Evaluation of genetic diagnoses in couples requesting preimplantation genetic testing for
monogenic disorders (PGT-M)
Hfd 2§ ! (Yoshiharu Nakaoka) ., HER(T 252+ ' (Michiko Ammae) . /J\ﬁ %/ ! (Haruhisa Konishi)

P9 I K#i ' (Daisuke Kadogami) . 3 #—F 2 (Yoshiko Asai) . A F5H5  (Yoshiharu Morimoto)
1 IVFRAR 2V =v

(IVF Namba Clinic)
2 HORACHSrvumybhKWZV=wZ

(HORAC Grand Front Osaka Clinic)
Our infertility treatment outcomes for cases of amenorrheic women with monosomy X and
mosaicism
ARA] BB (Machiko Kimura), FE5 557y (Motomasa Thara) . 7K ] [ & (Yuki Mizuguchi)
I EL— (Shinichi Twasaki) . {735 15~ (Kiyoko Ishizuka), {735 SC - (Bunnpei Ishizuka)
O—XLT o —A7V=wY
(Rose Ladies Clinic)
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P1-01-13

P1-01-14

P1-01-15

P1-01-16

P1-01-17

Current Status of Preimplantation Genetic Testing (PGT-M) for Mitochondrial Diseases

A DOF T2 (Nozomi Uemura) , #Eif7 B4 12 (Akira Namba) , J||l8 17,2 " (Naoyuki Kawashima) |
SEFE fAFE " (Bri Shijiki) , B0 B " (Megumi Tsuruoka) , B & 07 '° (Sayaka Ajihara) .
KA & 3 (Hiroshi Matsumoto) . FER(T F58 11 (Michiko Ammae) . H1[ &M * (Yoshiharu Nakaoka) .
{1l 2 AR FEBF ° (Shino Sasaki) | #A 6} ° (Naoki Hayashi) . {472 J& 2 '® (Chikahiko Numakura)
B K ? (Yoshimasa Kamei) ., K7 BH ' (Akira Ohtake)
1 BEREERREERGE 7/ LERR
(Department of Clinical Genomics, Saitama Medical University, Saitama, Japan)
2 RERERICEERRE ER AR
(Department of Obstetrics and Gynecology, Saitama Medical University, Saitama, Japan)
3 REEERAEER NER
(Department of Pediatrics, Saitama Medical University, Saitama, Japan)
4 WFRAE 7V =v7o
(IVF Namba Clinic, Osaka, Japan)
5 UARYZXT)Zw I SUHE
(Women’s Clinic Fujimino, Saitama, Japan)

Spermatogenic Failure in Men with Chromosomal structural abnormality: Three Case
Reports
9 I Kth ! (Daisuke Kadogami) . FERT FEEF | (Michiko Anmae) , /|N\JH [§/A ! (Haruhisa Konishi) |
B VERH (Hiroki Kurahashi) . HI[T 0% | (Yoshiharu Nakaoka) . 54 M5 2 (Yoshiharu Morimoto)
1 WWFRAR 7V =y
(IVF Namba Clinic, Osaka, Japan)
2 HORACZZrv7uYhKRBZV=wr
(HORAC Grand Front Osaka Clinic, Osaka, Japan)

A case of successful birth following genetic counseling for parents with different balanced
translocations

H N ATl ' (Daisuke Higeta) , ¥A4s 5235 2 (Akina Matsumoto) . FHH i 1~ # (Ayuko Tanaka)
PRH & A 2 (Akihito Morita) . {/#% 33 % (Tatsuya Sato) . AR/ JAHH * (Hiroaki Negishi) |
R Y5 E * (Hidemi Yokota) | 2411 2391 ° (Kosuke Taniguchi) . 7578 B ? (Akira Iwase) | Z& fid— H[3 ° (Kenichiro Hata)
1 BERSRAAE ARl S Rk > 2 —
(Perinatal and Maternal Center, Gunma University Hospital)
2 BEBRAEAAI R R EER R AR
(Department of Obstetrics and Gynecology, Gunma University Hospital)
3 MY 2 =7 1 — KA Y 2 LR R AR
(Division of Reproduction, Yokota Maternity Hospital)
4 BEANZZT7 1 —RAE RV FEm AR
(Devision of Obstetrics and Gynecology, Yokota Maternity Hospital)
5 HERARYPREGRARVIZERE 70 Tl ¥
(Department of Molecular and Cellular Biology, Graduate School of Medicine, Gunma University)
Investigation of PGT-A and the chorionic villus chromosome in miscarriages analysis
results at Tonan Hospital
3% 5L {957 (Hirofumi Henmi) | {1 A& (Taishi Hamaguchi) . /MilliE: S5 (Mika Oyaizu) . 73K 2 (Yutaka Iwaki) |
FEH 275 (Aki Kishida), = I IS (Tomomi Mikami) | Juifi#% {£HH (Toshiaki Endo)
EHRAHEHFEHGES S it m AR - 5N wE
(Department of Gynecology and Reproductive Endocrinology, Tonan Hospital)
Approval of Preimplantation Genetic Testing for Monogenic Disorders (PGT-M) for a Male
Patient with DM1
Rt 2527 (Michiko Ammae) | ¥ 3EH1 ! (Tatsuya Nakano) | [H_I= K#fi ' (Daisuke Kadogami) |
7INPY B/ ! (Haruhisa Konishi) . HYRA 2R | (Yoshiharu Nakaoka) . Z5A% £ 2 (Yoshiharu Morimoto)
1 BEEREAZEES IVFRAR 7Y =y Y
(Sunkaky Medical Corporation IVF Namba Clinic)

2 BEEHEANZZEASHORACY S 7ury bRER7 U=
(Sunkaky Medical Corporation HORAC Grand Front Osaka Clinic)
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P1-01-18

P1-01-19

Association of Chromosomal Polymorphisms with Assisted Reproductive Technology

Outcomes

K - Co' (Yoko Suzuki) . 2] -7 > Co® (Ying Liv), 21| 3&7¥ ' (Michihiro Tanikawa)

JEH %% ' (Yasushi Hirota) . [E 4EF- 2 (Yanpin Kuang)

1 EURPARZERIIER P AR
(Department of Obstetrics and Gynecology, Graduate School of Medicine, The University of Tokyo, Tokyo,
Japan)

2 pE EiEEGE R SIUNRERE ESEE R
(Department of Assisted Reproduction, Shanghai Ninth Peoples Hospital, Shanghai Jiao Tong University
School of Medicine, Shanghai, China)

3 HE b o sEE R
(Towako Hospital, Shanghai, China)

Experience with Carrier Screening at a Clinical Genetics Center

FHA 2557~ (Chieko Tamura) . )i T2 (Chikoto Thara) . 518 Af# (Mio Furusawa) , HA ¥ (Yasushi Nakamura)
FMCHEZ U = 7
(FMC Tokyo Clinic)
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Poster Session 1-02 Prenatal Genetics 1

H K:12H18H OK) 18:00 ~ 19:00

= B RAZ—SE OV T ¢ Ok St 22— 3F 301+302)
Date : Thursday, December 18 18:00 ~ 19:00

Room : Poster Room 1 (301+302, 3F, PACIFICO Yokohama)

P1-02-1 Significance of noninvasive prenatal testing using MPS in women with twin or vanishing
twin pregnancies

IS BRI ' (Bri Takeda) . $57% 17 " (Nobuhiro Suzumori) . f4 & 2 (Osamu Samura) .
= Rt (Kiyonori Miura) . B R ° (Yoshimasa Kamei) ., {21 %A © (Hideaki Sawai) |
LLIFH 221), 7 (Takahiro Yamada) . Tiii5¢ 75 ® (Kiyotake Ichizuka) , /]VK F42% ° (Reina Komatsu)
FUE Z07] '° (Seiji Wada) . 4 A+ "' (Yukiko Katagiri) . 5l #3+F "2 (Hiroko Morisaki)
ML 83 (Setsuko Nakayama) , %2 | (3% /' (Haruka Hamanoue), 25 F] 7% ' (Jun Murotsuki)
AT IR ¢ (Kazuya Mimura) . #1851 #3F 7 (Yuko Matsubara) . §ifFH F17F '® (Kazuhisa Maeda)
£ B34 " (Akinori Ida) , (i 5275 % (Mika Ito) . FJ1| 14 ! (Hiromi Hayakawa) .
s 3 O X %2 (Arisa Fujiwara) , [+ 7213FF?® (Nahoko Shirato) , {75 T2 (Tatsuko Ishii)
& VBEZ #* (Haruhiko Sago) . BHIN BHE 2° (Akihiko Sekizawa)
1 AEEHILRZE BAE R
(Division of Clinical and Molecular Genetic, Nagoya City University, Graduate School of Medical Sciences,
Nagoya City University, Nagoya, Japan)
2 ATERAY
(Department of Clinical Genetics, Iwate Medical University School of Medicine, Morioka, Japan)
3 HEEEXERAE
(Department of Obstetrics and Gynecology, Jikei University School of Medicine, Tokyo, Japan)
4 RIRRY:
(Department of Obstetrics and Gynecology, Nagasaki University Graduate School of Biomedical Sciences,
Nagasaki, Japan)
5 HEERAY
(Departments of Obstetrics and Gynecology, Saitama Medical University School of Medicine, Moroyama,
Iruma, Saitama, Japan)
6 LLEERIRE
(Department of Obstetrics and Gynecology, Hyogo College of Medicine, Nishinomiya, Hyogo, Japan)
7 AGiEEREE
(Department of Obstetrics and Gynecology, Hokkaido University Graduate School of Medicine, Sapporo,
Hokkaido, Japan)
8 HRRIASARGE T LNkt
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A Familial Case of SOX10-Related Waardenburg Syndrome

1 A ! (Yu Yamaguchi) , | B HIZS+ 2 (Kanako Ueshima) | JE3/) 2—E[3 3 (Eiichiro Watanabe) |
BIAR 1K (Kouta Kaburagi) . AL 7&— 4 (Kenichi Maruyama)
1 BESISNRER - > 2 — SR
(Department of Genetics, Gunma Children’s Medical Center, Shibukawa, Japan)
2 LIRS T Rk Mk R
(Department of Hematology and Oncology, Kobe Children’s Hospital, Kobe, Japan)
3 JEHURAERAAAS AN R
(Department of General Pediatric and Hepatobiliary-Pancreatic Surgery, Kitasato University School of
Medicine, Kanagawa, Japan)
4 BEBRNUNRIER > 2 — i iR
(Department of Neonatology, Gunma Children’s Medical Center, Shibukawa, Japan)

Poster Session 1-04 Cancer Genetics 1

H K:12H18H (K) 18:00 ~ 19:00

2 R AZ—EE1 OV T ¢ Ok Skt 22— 3F 301+302)
Date : Thursday, December 18 18:00 ~ 19:00

Room : Poster Room 1 (301+302, 3F, PACIFICO Yokohama)

P1-04-1 Identification of Cancer Driver Genes Using 3D Protein Structure and Functional
Validation
VR 953K (Miku Soeda) . AN BHTE (Akihiro Fujimoto) . 5K 712 (Motoko Unoki) . FEFK 4522 (Ryoji Kuribayashi) |
WA 7% (Ko Tkemoto)
BUOR KPR BRI R E R ORI 22 S N AR50 7
(Department of Human Genetics, School of International Health, Graduate School of Medicine, The University of
Tokyo)

PEIEY® A A Case of Gastric-Type Endocervical Adenocarcinoma Detected During Surveillance for
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Germline findings via CGP testing: Six-year review from a core facility of Cancer Genomic
Medicine in Japan
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(Center for Advanced Medicine against Cancer, Shiga University of Medical Science)
4 WEEERREE R 0 AR e

(Department of Biochemistry and Molecular Biology, Shiga University of Medical Science)
5  HEURZERZENIZCHT kY 7 F oy &2 —

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

of Tokyo)
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P1-04-14

P1-04-15

Establishing the GeMSort algorithm to extract PGPVs in liquid genomic profiling: Insights
from the C-CAT Database

/INFH B 12 (Satoyo Oda) , #23)1] 27K 2 (Manami Matsukawa) , {5 J& -2 (Chikako Tomozawa) ,

FH3/ 20 %2 (Noriko Tanabe) | JE3/] -2 (Tomoko Watanabe) . /5L [&5Z * (Takafumi Koyama)

T 2 2 (Teruhiko Yoshida) . Y[ Bi 2 (Makoto Hirata)

1

BN ARG > 2 — rhouisBe B R

(Department of Laboratory Medicine, National Cancer Center Hospital, Tokyo, Japan)

LA AWITER > & — TRyl il s 12 HEik Y

(Department of Genetic Medicine and Services, National Cancer Center Hospital, Tokyo, Japan)
BERERIRY: RE B > 2 — 7/ LigHEk

(Department of Clinical Genetics, Saitama Medical Center, Saitama Medical University, Saitama, Japan)
ENZAAWITE R > & — TRyl SR HeRt

(Department of Experimental Therapeutics, National Cancer Center Hospital, Tokyo, Japan)

Two cases that led relatives of patients with Birt-Hogg-Dube syndrome to genetic
counseling
I3 {22 ' (Norihiro Kusumi) . BEJE {624 ! (Yuki Kurihara) . ¥4 = 33 & ! (Azusa Matsumi) ,

filizk %' (Moto Tokunaga) . FIFHE #5{E ' (Shogo Watari), ZEFH PEY ' (Risa Kubota) |
Hi)l] 2415 ' (Takaharu Ichikawa) . F B %35 ! (Tomoyasu Tsushima) , R 5 2 (Akira Hirasawa)

1

NHOPlE# > % —

(Department of Urology, NHO Okayama Medical Center)

i LR S22 AR RITFE e 15 M S bl B ROE s - R

(Department of Clinical Genetics and Genomic Medicine, Okayama University Faculty of Medicine, Dentistry
and Pharmaceutical Sciences)
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Poster Session 1-05 Cardiovascular Disorders

H WK:12H18H (OK) 18:00~ 19:00

= B RAZ—SE OV T ¢ Ok St 22— 3F 301+302)
Date : Thursday, December 18 18:00 ~ 19:00

Room : Poster Room 1 (301+302, 3F, PACIFICO Yokohama)

P1-05-1 Genetic variants involved in increased risk of paroxysmal atrial f ibrillation in a Japanese
population

FHH #5345 2 (Kanji Tabata) | 2% $35H ° (Takeaki Sudo) . 7K 575 ' (Yuki Nagata)
FEJE AT 514 (Kensuke Thara) . 335 & 57 (Ken Asada) . AT 751 ® (Atsuhiro Kinoshita) |
M 2525 ® (Yasuaki Tanaka) . [P BHEHA ® (Yasuteru Yamauchi) | {54 A< 33 '° (Takeshi Sasaki)
1445 = ' (Hitoshi Hachiya) , 43 3% '? (Yasushi Imai) | JEFH Jifff ' (Hideo Fujita) | 7/ $#7H[ ' (Tetsuo Sasano)
1] #7535 (Tetsushi Furukawa) . 5 FHC 2 (Takanori Iwata) . FH A ]2 '* (Toshihiro Tanaka)
1 BRPAIC AR AR A0 Y
(Department of Human Genetics and Disease Diversity, Institute of Science Tokyo)
2 R
(Department of Periodontology, Institute of Science Tokyo)
3 HEREER
(Department of Educational Media Development, Institute of Science Tokyo)
4 HERERE
(Bioresource Research Support Center, Institute of Science Tokyo)
5 HERZARE
(Department of Bio-Informational Pharmacology, Medicine Research Institute, Institute of Science Tokyo)
6 BHLZEBIZEHT
(Cancer Translational Research Team, RIKEN Center for Advanced Intelligence Project)
7 ENIBANSEE Y 2 —
(Division of Medical Al Research and Development, National Cancer Center Research Institute)
8  RUHE IRl
(Department of Cardiology, Yokosuka Kyosai Hospital)
9 MRHG LSRR
(Department of Cardiology, Yokohama City Minato Red Cross Hospital)
10 KFEERL Y 2—
(Department of Cardiology, Heart Rhythm Center, National Hospital Organization Disaster Medical Center)
11 b Rl R
(Cardiology Division, Cardiovascular Center, Tsuchiura Kyodo General Hospital)
12 BIRERRE
(Division of Clinical Pharmacology, Department of Pharmacology, Jichi Medical University)
13 HIRERKE
(3Division of Cardiovascular Medicine, Saitama Medical Center, Jichi Medical University)
14 BERARY

(Department of Cardiovascular Medicine, Institute of Science Tokyo)

P1-05-2 Progress of a 2-year-old boy with de novo hetero R406W desminopathy diagnosed with
tonsillectomy

R F1HH (Kazuyoshi Saito) | 3% b T (Yumiko Asai) |, ZNEs A #Y (Arisa Kojima) . N FH 241 (Hidetoshi Uchida)
T5)1] 58 (Tetsushi Yosikawa)

R EERIR S R4S /N R
(Department of Pediatrics, School of Medicine, Fujita Helath University, Aichi, Japan)
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P1-05-3

P1-05-4

P1-05-5

P1-05-6

P1-05-7

Identification of a risk allele at SLC41A3 and a protective allele HLA-DPB1*02:01
associated with sarcopenia in Japanese

HA TR Motoki Furutani) | AAF £752 2 (Tetsuaki Kimura) , 7K fifith * (Koya Fukunaga)
Pkt BEHAS * (Marie Takemura) | K3 HEZE* (Yasumoto Matsui) . {477 BT (Shosuke Satake)
Y FHd T ' (Yukiko Nakano) . 7& [ %53 (Taisei Mushiroda) . 1k £2F © (Shumpei Niida)
2R 75— 122 (Kouichi Ozaki) , #ll1L] %7 (Tohru Hosoyama) , 7K K%5 12 (Daichi Shigemizu)
1 JRERY: EBR RN
(Department of Cardiovascular Medicine, Hiroshima University Graduate School of Biomedical and Health
Sciences)
2 BENIREFEERIISL S 2— AT ANT ) ey a—
(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology)
3 BMLZAWIOT A mEREENIIE Y > X —
(RIKEN Center for Integrative Medical Sciences)
4 FERIRFERHITLE Y Z— JEt na€ 7 LA )by 2—
(Center for Frailty and Locomotive Syndrome, National Center for Geriatrics and Gerontology)
5 ERIRFERNIICE Y 2 — W B4 - R Y 2 —
(Center for Gerontology and Social Science, Research Institute, National Center for Geriatrics and
Gerontology)
6 FENIRFERHITLE > X2 — BT
(Research Institute, National Center for Geriatrics and Gerontology)
7 ENRFERUCY S 2 — PP Y o ad A T AWEE Y X —
(Geroscience Research Center, Research Institute, National Center for Geriatrics and Gerontology)

Clinical and Genetic Insights into Congenital Long QT Syndrome: A Single-Center
Retrospective Study
B B! (Ryuta Takase), =1 3§ UL (Yousuke Miyagi), #5 Zhik T (Kaori Fukud) . ZAH 775" (Kenji Suda)
58 JIE T "% (Yoriko Watanabe)
1 ARPRR AR /INRRL A i e
(The Department of Pediatrics and Child Health, Kurume University School of Medicine)
2 INBPRORZE 2SR B oM R 22 T S g
(Research Institute of Medical Mass Spectrometry, Kurume University School of Medicine)
Characteristics of Hypertrophic Cardiomyopathy Genetic Testing at the National Cerebral
and Cardiovascular Center
1 BiZ%2E ! (Manami Hama), = PEE ! (Yohei Miyashita) , A% {3 5L 12 (Kaori Kugo) .
T3 3% 12 (Ryo Takezawa) . A 7% BEEEF- 1% (Rieko Osawa) , IEA YD ! (Sakae Masaki)
kG G (Yuji Sakahashi) | )5 5 ? (Yasuki Ishihara) | 7Rf0 {8 B F ! (Yukako Akamatsu) |
R F50 ! (Kazufumi 1da) . FEAR B35 7 ! (Reiko Neki) | 564 Z%1F °(Yasumasa Tsukamoto) . It 5% °(Takeshi Kitai) .
HAEY {—#3 ' (Yoshihiro Asano)
1 ENIIEEREHEIIIEE > 2 — 7 LIRS R
(Department of Genomic Medicine, National Cerebral and Cardiovascular Center, Osaka, Japan)
2 ENIEEREMRITIE R v 2 — IR
(Department of Clinical Laboratory, National Cerebral and Cardiovascular Center, Osaka, Japan)
3 ENIEERZMEITILE > 2 — BIESEA 2 v 7 A fiiTz > 2 —
(Omics Research Center, National Cerebral and Cardiovascular Center, Osaka, Japan)
4 [ENIIEERAMRIIS L Y R— A =T VA I R—2a e B— AN
(Biobank, Open Innovation Center, National Cerebral and Cardiovascular Center, Osaka, Japan)
5  [ENEERARINIIZE L O X — DRE - BEREERR
(Department of Heart Failure and Transplantation, National Cerebral and Cardiovascular Center, Osaka,
Japan)

Early Diagnosis of Atrial Fibrillation by Al-based ECG analysis and Polygenic Risk Score
kS {BCEE ! (Kentaro Takahashi) . (1178 175  (Masahiro Yamazoe) . YIAE 4G %% 2 (Yusuke Ebana)
FREEY PTH)S 2 (Tetsuo Sasano) . FHHY il ! (Toshihiro Tanaka)
1 HERARY RS R
(Department of Human Genetics and Disease Diversity, Institute of Science Tokyo)
2 HEREARCE JEE RN
(Department of Cardiovascular Medicine, Institute of Science Tokyo)
Elucidation of the role of ITPKC, a susceptibility gene for Kawasaki disease, in coronary
artery tissue
F1)1] B (Saki Ishikawa) . H. [N 5— (Yoichi Mashimo) . [LJif} BE— (Keiko Yamazaki)
&M 7. (Yoshihiro Onouchi)
THERAR AT PRAAIIZESE N R
(Department of Public Health, Graduate School of Medicine, Chiba University, Chiba, Japan)
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P1-05-8

P1-05-10

P1-05-11

Suspected Novel Pathogenic Variant in Loeys-Dietz Syndrome

H 1B ' (Makoto Takei) , FA[§55 1535 2 (Kiyomi Abe) , {5 £ > (Takahiro Fukushima)
BEAE v * (Katsutoshi Sekine) . T1$58 Jff B 7~ 4 (Mariko Hida)
S VAY sl 1 ERVA T [ H T
(Department of Cardiology, Saitama City Hospital)
ALY N ERVA TS T NGY S
(Department of Pediatrics, Saitama City Hospital)
3 TV e EMInm kT AR R
(Department of Respiratory Medicine, Saitama City Hospital)
4 EWeEWImEEES AR
(Department of Oncology, Saitama City Hospital)

A case of hereditary hemorrhagic telangiectasia receiving continuous collaborative
therapy of multiple divisions

= 0T 2 (Takenori Takahata) . /88 1F38 > (Masamichi Ttoga), ¥ Kl * (Tomonori Makiguchi) ,
kg 51225 (Fumiyasu Tsushima) | AL £l ° (Sho Maruyama) | #HH 11 ? (Yohei Sawada)
STH 712 (Tetsuya Tatsuta) . 4g it i#ifi 2 (Hidezumi Kikuchi) . B2H Kiifi # (Daisuke Chinda)
FiHH 15 S (Shingo Kakeda) ., FHIR E & * (Sadatomo Tasaka) . FEE #4331 1% (Hirotake Sakuraba)
1 BhRTARSERER [RAEREIERE & 1 JL s R el
(Department of Community Medicine in Mutsu and Shimokita, Hirosaki University, Graduate School of
Medicine, Hirosaki, Japan)
2 BhETRYARERE EEANFERE T b i S e R 2 e
(Department of Gastroenterology, Hematology and Clinical Immunology, Hirosaki University, Graduate
School of Medicine, Hirosaki, Japan)
3 AhATRSARZERT REANTTERE BT R 27l e
(Department of Clinical Laboratory Medicine, Hirosaki University, Graduate School of Medicine, Hirosaki,
Japan)
4 ShRTRSARZERT RAANTTERE IR N R e
(Department of Respiratory Medicine, Hirosaki University, Graduate School of Medicine, Hirosaki, Japan)
5 ShRTARSERZERT RAANTTERE AR S W77 e
(Department of Radiology, Hirosaki University, Graduate School of Medicine, Hirosaki, Japan)
PCSK9 Pathogenic Variant in a Breast Cancer Patient with Suspected Familial
Hypercholesterolemia
au *° (Sayuri Hiraoka) | &4y 5~ (Kokichi Sugano) | %7 i ° (Miho Ando)
T i MO (say )\ EE RS O ( gano), ZZH FERE° ( )
Kk IS 2 (Yasuhiro Matsumura) . #7H &1 %2 (Tomokazu Matsuura) , YA {8 * (Masaru Sakamoto)
¥} i ! (Haruhiko Sugimura) . {4 AR #(° (Takashi Sasaki)
1 3 R N & ARWFFE AT Ja A5 S A o e i s 7~ e
(Department of Genetic Medicine, Sasaki Foundation, Kyoundo Hospital, Tokyo, Japan)
2 ARME N 2 ARWPTERTI S A A A
(Department of Internal Medicine, Sasaki Foundation, Kyoundo Hospital, Tokyo, Japan)
3 N ARARBUS Ik 4 ARDITRRTIE (@it > & —
(Shonan Medical Examination Center, Sasaki Foundation, Kyoundo Hospital, Kanagawa, Japan)
4 AR A2 RIS AT e A 225 i
(Sasaki Foundation, Kyoundo Hospital, Tokyo, Japan)
5 ARMEIE AL A2 ARDFTERT
(Sasaki Foundation, Tokyo, Japan)
6 FEEURSAE AR I el
(Teikyo University Hospital, Tokyo, Japan)

Genetic Testing in Hypertrophic Cardiomyopathy: Outcomes and Opportunities for
Improving Family Follow-up

I {ER ! (Kaho Kato) , 71| i ' (Aki Ishikawa) | #fij#t 2% 2 (Hidemichi Kouzu) | 8} {272 %(Toshiyuki Yano)
JINKA 25T T (Kayano Komatsu), —f F54S ! (Ayana Miura) | JEHE 4f7 ' (Yuko Takasw), i 2%F ' (Aiko Seto)
P {8 AEB ' (Kentaro Suda), BLELAS %% ! (Tasuku Mariya) . #HE 523 1 (Akihiro Sakurai)
1 FUREERIR AR EE 7 LT R IERIR T/ L o7 8y
(Department of Clinical Genomics, Division of Genomic and Preventive Medicine, Sapporo Medical
University School of Medicine)
2 AUBREERIE RS R IR B RE R 7 70 B O« ifn 75 IR
(Department of Cardiovascular, Renal and Metabolic Medicine, School of Medicine, Sapporo Medical
University)
3 AL ARk T/ LR Y 2 —
(Center for Genomic Medicine, Caress Memorial Hospital)
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HEEEE A Case of Myotonic Dystrophy Type 1 Presenting with Ventricular Tachycardia and a
Brugada-Type ECG Pattern

A FE 1 (Motoko Kamiya) . HIA JPEEK ' (Katsuya Nakamura) | fE/A 8+ ' (Akiko Sakyu) .,
LT 82 125 (Tomomi Yamaguchi) . o5 3 H1C% %5 (Tomoki Kosho)
1 ENORAEEARIN R b B s R et > 2 —
(Center for Medical Genetics, Shinshu University, Matsumoto, Japan)
2 BINRZEEAERIE A HE
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
3 (EMRZAEEE N E 2 R B ER
(Department of Pediatrics, Shinshu University School of Medicine, Matsumoto, Japan)
4 EINRZEZMNR S ZHE (MENR - V< FRESENED
(Department of Medicine (Neurology and Rheumatology), Shinshu University School of Medicine,
Matsumoto, Japan)
5 [EMKZZELAERT ) =)0 « o — U TV G
(Division of Clinical Sequencing, Shinshu University School of Medicine, Matsumoto, Japan)

KCNH2-Related Long QT Syndrome in Monochorionic Diamniotic Twins with Discordant
Fetal Manifestations
WAL T8 ! (Chihiro Kishaba) . 17 [ BF8 1~ 2 (Ruriko Tachioka), P§JI] %52 (Tomoko Nishikawa) ,
il & Z2E ? (Yasuhiro Kawai) . HLHH A2 2 (Yukiko Kuroda) . *LiLI 75— ! (Kouichi Maruyama) |
M5 Z2JY ' (Kotono Umehara) | 155111 #fifF: ' QJunka Kouyama) , S74 £ ! (Kotomi Imanishi)
FHJE B F7 ! (Takamitu Aihara) . 5)1] AR (Yuuta Ishikawa) . AfRE EF | (Yuka Kubokura) |
P4 B8 (Michi Kasai) , £ 23 ' (Hiromi Nagase) ., 7)1] 747 ' (Hiroshi Ishikawa)
2% B—KJ5® (Shinichirou Ina) | FRFH HE/T > (Yuusuke Morita) | #1)1] {8 * (Takeshi Ikegawa)
1 FENENC S EEY > 2 — s AR
(Department of Obstetrics and Gynecology, Kanagawa Children’s Medical Center, Yokohama, Japan)
2 MFENENC EEEEY Y 2— BnR
(Department of Medical Genetics, Kanagawa Children’s Medical Center, Yokohama, Japan)
3 MBI EEEEEL Y 2 — e R
(Department of Neonatology, Kanagawa Children’s Medical Center, Yokohama, Kanagawa, Japan)
4 RN & EEY 22— JEERARNERL

(Department of Cardiology, Kanagawa Children’s Medical Center, Yokohama, Kanagawa, Japan)

Poster Session 1-06 Metabolic and Mitochondrial Disorders

H K 12818H (OK)  18:00 ~ 19:00

= B RAZ—252 0\ T o akiik Rt X— 3F 315)
Date : Thursday, December 18 18:00 ~ 19:00

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P1-06-1 Identification of novel pathogenic deep intronic variants in undiagnosed mitochondrial
disease patients
S5 H%C 7! (Yukiko Yatsuka), AR 3{~ 2 (Yoshihito Kishita), H1f 844 ! (Kohta Nakamura)
A2 42 (Ayumu Sugiura) | IR 2 ' (Atsuko Imai-Okazaki) . AAT B >* (Akira Ohtake) |
HF1L £ ' (Kei Murayama) . [l BEw] ' (Yasushi Okazaki)
1 EREIZERZGE R e BEATEREZ T - BEes
(Diagnostics and Therapeutics of Intractable Diseases, Intractable Disease Research Center, Graduate
School of Medicine, Juntendo University)
2 EEREE BLAANS LRl eA R
(Department of Life Science, Faculty of Science and Engineering, Kindai University)
3 RERKE NRR
(Department of Pediatrics, Saitama Medical University)
4 RIEERREE T/ LEGFR

(Department of Clinical Genomics, Saitama Medical University)
PEIEEE QT Prolongation in Mild Propionic Acidemia with PCCB Variants: A Retrospective Study
from a Single Center
“ZZHH ZZHA ' (Yasuaki Yasuda), H1/5 B! (Yoko Nakajima) . ZE% {8 K ' (Yuta Sudo)
K vasE2 (Katsuyuki Yokoi) ., {JHji# £715% ! (Tetsuya Ito)
1 BRFAERRSE RAEES NERE
(Department of Pediatrics, Fujita Health University School of Medicine, Toyoake, Japan)
2 BMERACEMIEER L > 2 — hRR
(Department of Pediatrics, Fujita Health University Okazaki Medical Center, Okazaki, Japan)
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P1-06-3

P1-06-7

Association between non-alcoholic fatty liver disease risk SNP variants and lipid
metabolism
il #3HE 3 (Hiroaki Tkezaki) . HE #EF ' (Ryoko Nakashima) . VI F5[% ' (Yoshitaka Etoh)
NHF {547 ' (Nobuyuki Shimono), 77—/ & k 3/ £ — 7 7 — 2 (Schaefer Ernst J)
1 JUR AR #a s ekt
(Department of General Internal Medicine, Kyushu University Hospital)
2 RTVRY
(Tufts University)
3 JHERT #R AR
(Department of Internal Medicine, Haradoi Hospital)
Bilateral Cochlear Implantation in a MELAS Patient with the mitochondrial DNA Variant,
A3243G
B & H]Ep 2 (Shujiro Minami), 32 v % Vi ! (Wonjin Yang), |- 702 3 (Satomi Inoue) .
it I 375 3 (Haruka Murakami) | 8 B J#)'¢: 2 (Kiyomitsu Nara) | #37 2EHE >° (Tatsuo Matsunaga) |
hnFR 22 (Kimitaka Kaga)
1 ENREBTRNE SRR > 2 — SR
(Department of Otolaryngology, NHO Tokyo Medical Center, Tokyo, Japan)
2 BENDRGIRERS SRR Y 2 — R v 2 —
(National Institute of Sensory Organs, NHO Tokyo Medical Center, Tokyo, Japan)
3 EVRGIERS SRR Y 2 — R Y 2 —
(Department of Medical Genetics, NHO Tokyo Medical Center, Japan)
Biallelic TFRC Variants Cause Neonatal-Onset Multisystem Mitochondrial Disease: The
First Human Case Report

ESH 55 ! (Shino Shimada) . J\35 %0 7~ ° (Yatsuka Yukiko) . FAJFE 22 A 2 (Takato Akiba)
HAFA 12T 2 (Shimpei Matsuda) . &[] B HC 2 (Natsuki Okawa) . BIEAA 2238 2 (Hiromichi Shoji) |
[l EE] ® (Yasushi Okazaki) . FF1L = ° (Kei Murayama)
1 EN R AR BRSNS N BRI ST A T« bt > 2 —
(Medical Genome Center, Division of Genomic Medicine, National Institute of Global Health and Medicine)
2 NERAER A AES I B MER e LR I5E /N IR - R IR
(Department of Pediatrics and Adolescent Medicine, Juntendo University Graduate School of Medicine)
3 NERAER PR OZ W Lipgitset > 2 —
(Diagnostics and Therapeutics of Intractable Diseases, Intractable Disease Research Center, Juntendo
University Graduate School of Medicine)

Genetic Analysis in Hypercholesterolemia
i JEEE ' (Michishige Terasaki) , FI3R 2575+ 2% (Mikiko Izumi) | AJEE FiG ? (Shinji Koba)
/INEL {5 T (Makoto Ohara) . £f HE/F ' (Yusaku Mori) . i} 25 ' (Tomoyasu Fukui) |
BEIR BHE 2 (Akihiko Sekizawa) . || E— ' (Sho-Ichi Yamagishi)
1 BRRIERRSE RAAAS WRREGE I BEPRP - ACHE - N0 I N RRZEAR Y
(Division of Diabetes, Metabolism and Endocrinology, Showa Medical University School of Medicine, Tokyo,
Japan)
2 WEMERKEER BRERE Y 2 —
(Center for Clinical Genetics, Showa Medical University Hospital, Tokyo, Japan)
3 WERMERASE E2AES pEm AR AR
(Department of Obstetrics and Gynecology, Showa Medical University School of Medicine, Tokyo, Japan)
4 WERERIRSE EAES EERE N R
(Department of Medicine, Division of Cardiology, Showa Medical University School of Medicine, Tokyo,
Japan)

Energy balances in carriers of recessive metabolic diseases
NI FIEB ! (Kazuro Shimokawa) . JA[4f Kfifi ! (Daisuke Komura) . AR [~ 2 (Yoko Kuroki)
)1 B (Shumpei Ishikawa) ., FHHT {8 ' (Hiroshi Tanaka) , AR #5F > (Yuko Oho)
1 BUTKRY: AR Ry
(The University of Tokyo, Tokyo, Japan)
2 BENIRREBERTE 2 —
(National Center for Child Health and Development, Tokyo, Japan)
3 FEEL R EERIAE BRI ER

(Jissen Women's University, Tokyo, Japan)
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P1-06-8

P1-06-9

Changes in the Genetic Variant Spectrum of FAODs After Implementation of Nationwide
Newborn Screening

7NPK 5L HE T (Hironori Kobayashi), A %ﬁ‘\]z (Miki Matsui) . fHFF ﬁiﬁe’ (Hideo Sasai) |

KA ikt * (Hideki Matsumoto) | #f ELLL* (Mai Mori), J&IR #2515 (Takashi Hamasaki)

1 BRI ws B A

(Laboratories Division, Shimane University Hospital, [zumo, Japan)
2 FEERICENREE
(Department of Pediatrics, Hyogo Medical University, Kobe, Japan)
3 RN ELRWITERE N D HER RS W - TR R
(Department of Early Diagnosis and Preventive Medicine for Rare Intractable Pediatric Diseases, Graduate
School of Medicine, Gifu University, Gifu, Japan)

4 IR RERIE FERIRL R AR
(Department of Pediatrics, Graduate School of Medicine, Gifu University, Gifu, Japan)
5 RBRARNIRAERZGIRAWITERL FEid N R
(Department of Pediatrics, Graduate School of Medicine Osaka Metropolitan University, Osaka, Japan)
Genetic and Endocrine Factors Affecting Impaired Growth in Pediatric Mitochondrial
Diseases
5% o Iy UE52 (Hideaki Yagasaki), ({5 7=5% (Hiromune Narusawa), {35 Aifj (Daisuke Watanabe)
J&3& T-& (Chihiro Onomichi), A Z&71. (Yasue Horiuchi), {75 V%% (Hiroki Ishiguro)
IR AR 22 I el i s IR > 2 —

(Center for Genetic Diseases, University of Yamanashi Hospital, Yamanashi, Japan)

A Case of Mucopolysaccharidosis Type 4A Diagnosed by Genetic Analysis and Treated
with Elosulfase alfa at 19 Months
A o7k 7! (Kiiko Iketani) , $i#k 2% ' (Aya Nishikiori) . PE#K /8 ' (Yu Nishibayashi)
RN 2 ! (Ayaka Moriwaki) . #7185 ' (Mai Kashisaka) . PEJZE 15§ ' (Tomoki Saito) , HFE #k ? (Kandai Nodu)
FRE E5E (Naoya Morisada) | 2 {14 ' (Kayo Ozaki)
1 JufilRa7 C 2 &bt AN e
(Department of Endocrinology and Metabolism, Hyogo Prefectural Kobe Children’s Hospital)
2 MERARARRIE AR NRERGEEE NRL U
(Department of Pediatrics, Kobe University Graduate School of Medicine)
3 SLHIRNT T E B RkE BRE SR
(Department of Clinical Genetics, Hyogo Prefectural Kobe Children’s Hospital)

Oral taurine therapy on diabetes in patients with mitochondrial disease: A retrospective
study

A 255 % (Takashi Kurashige) . ¥AM #fi# ° (Tsuguka Matsuda) , Ff& 734 ! (Tomomi Murao)

AREY Z3725 * (Natsumi Himeno) . ZAf%H 25 H. ° (Mitsunobu Kubota) . [ [ (I '? (Riho Okada)

KK B! (Tomohiko Ohshita) , FL1LJ f#3Z  (Hirofumi Maruyama)

1 NHOREHE > & — Rt Nt
(Department of Neurology, NHO Kure Medical Center and Chugoku Cancer Center, Kure, Japan)

2 IREEREE KRBT e N R
(Department of Clinical Neuroscience and Therapeutics, Hiroshima University Graduate School of
Biomedical and Health Sciences, Hiroshima, Japan)

3 IREART - G N - AR
(Department of Endocrinology and Metabolism, Hiroshima Red Cross Hospital and Atomic bomb Survivors
Hospital, Hiroshima, Japan)

4 JAIRISFEEIRIE BERE - QAR
(Department of Diabetes and Metabolic Disease, JA Hiroshima General Hospital, Hatsukaichi, Japan)

5 NHOREHEL > Z— Wb« BERIEARE
(Department of Endocrinology and Diabetes, NHO Kure Medical Center and Chugoku Cancer Center, Kure,
Japan)
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Poster Session 1-07 Clinical Genetics 1

H WK:12H18H (OK) 18:00~ 19:00

= B RA X2 OV T o Ok 2t 2— 3F 315)
Date : Thursday, December 18 18:00 ~ 19:00

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P1-07-1 A recurrent R83W mutation in RAB3A causes autosomal-dominant cerebellar ataxia

A 55T (Ryosuke Miyamoto) . H AR #li - 2 (Ayuko Sakane) . #REF 2.2 * (Hiroyuki Morino)
DK JEA® (Kodai Kume) |, KB % 6 (Tomoyasu Matsubara), fi4s et ! (Tatsuya Fukumoto) ,
K #5355 ' (Yusuke Osaki) | #% C 0D ' (Konoka Tachibana) . PG 3= 7 (Yoshihiko Nishida)
EkE $h 8 (Yuji Takahashi) . 7K[] Bf ] ° (Kenji Mizuguchi) | A5 (L] Z&HE 1° (Shigeo Murayama) |
7 1h -6 (Yuko Saito), JI|_F F5 51 ° (Hideshi Kawakami) . {/£/4 A Fit ? (Takuya Sasaki)
FI5R MEZ ! (Yuishin Izumi)
[ PN /N AP ap e S 7R R e S
(Department of Neurology, Tokushima University Graduate School of Biomedical Sciences)
2 TEERRAEGR RS ANITE R A L2 0 B
(Department of Biochemistry, Tokushima University Graduate School of Biomedical Sciences)
3 MEERYRARLEDY # b= AW Rl &2 i
(Department of Interdisciplinary Researches for Medicine and Photonics, Institute of Post-LED Photonics)
4 TEERSA AR IE AT TR R A 70
(Department of Medical Genetics, Tokushima University Graduate School of Biomedical Sciences)
5 IRERZIERGRRIE R AT ) A 5E 70 E
(Department of Molecular Epidemiology, Research Institute for Radiation Biology and Medicine, Hiroshima
University)
6 LR ET X — MR - EiinE T LA VNV
(Department of Neuropathology (Brain Bank for Aging Research), Tokyo Metropolitan Geriatric Hospital
and Institute of Gerontology)
7 BEEENOS A 2GR R R
(Department of Neurology, Itsuki Hospital)
8 ENTHEA - MRRERRIIS 2 2 R Rt R
(Department of Neurology, National Center Hospital, National Center of Neurology and Psychiatry)
9 RBCRZEEHENIZHT
(Institute for Protein Research, The University of Osaka)
10 RRRARZAGGH G/ NEFERE AR IS &6 D T T A D0 FHEIERIIIZ L > 2 —T LA 2N 7 - 8o
F Y — ZEM
(Brain Bank for Neurodevelopmental, Neurological and Psychiatric Disorders, United Graduate School of
Child Development, Osaka University)
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Genetic analysis of early-onset inherited retinal dystrophy in Japanese infants and young
children

B R B (Kaoruko Torii) . {~%} =& 72 (Sachiko Nishina) . J#7#] = 3 (Kei Mizobuchi) , 275 1 H 2 (Hazuki Anzai)
S kD % (Miki Hiraoka) | ST/ B2 © (Hiroyuki Kondo), PHITT . ™® (Koji Nishiguchi) |
H{E 7 (Toru Nakazawa) . E, Bifd ® (Maki Fukami) | =111 BEF] ' (Masakazu Takayama) .
A4S BT ! (Akiko Hikoya) . 3T~ #4HH ' (Hiroki Kaneko) , {/5% (% ' (Miho Sato), B Hif T >'° (Noriyuki Azuma) |
A 2282 3 (Takaaki Hayashi) . ¥t {55 ! (Hirotomo Saitsu) ., Jiii = #3 ' (Yoshihiro Hotta)
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(Department of Ophthalmology, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 FENIRE BRI o 2 — IR
(Division of Ophthalmology, National Center for Child Health and Development, Tokyo, Japan)
3 HLURHIRERIRSE HIRARR
(Department of Ophthalmology, The Jikei University School of Medicine, Tokyo, Japan)
4 JGEERZERIEG A7 b B8R
(Department of Ophthalmology, Faculty of Medicine and Graduate School of Medicine, Hokkaido University,
Sapporo, Japan)
5 dbimEEER AR IR
(Department of Ophthalmology, Health Sciences University of Hokkaido, Sapporo, Japan)
6 ERERAZE WHZEE
(Department of Ophthalmology, University of Occupational and Environmental Health, Kitakyushu, Japan)
7 HUERZERERRELRVITIR IR 8=
(Department of Ophthalmology, Tohoku University Graduate School of Medicine, Sendai, Japan)
8 AL RRCERARE ARISERL IR
(Department of Ophthalmology, Nagoya University Graduate School of Medicine, Nagoya, Japan)
9 ENIKEBEBN L > 2 — 3 INITIEES
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
10 SETRIEAREE HRAIRNTZERT
(Medical Research Institute, Institute of Science Tokyo, Tokyo, Japan)
11 BARERERSE RS

(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)

Application of rLAS (RNA Long-amplicon Sequencing) for splicing analysis of non-
expression genes in blood using iPSC

WF 78~ " (Sumihito Togi) . Jfij A "% (Hiroki Ura) . i1 AL ! (Hisayo Hatanaka) , - 25 1% (Yo Niida)
1 SIRERKARGE 7/ LEgEE > 22—

(Center for Clinical Genomics, Kanazawa, Medical University Hospital)

2 BIRERKCE G R AT Sobn RN ZE a7/ LRI
(Division of Genomic Medicine, Department of Advanced Medicine, Medical Research Institute, Kanazawa
Medical University)

Weakened binding to SNP25 due to PRRT2 mislocalization: The pathogenesis of
paroxysmal kinesigenic dyskinesia
BRI ! (Kenko Azuma) . Hii{# - 2 (Shiro Horisawa) . 71 72 3 (Jun Ikezawa) .
JIMR £f— 2 (Takakazu Kawamata) | 77)1] 7452 ' (Hiroyuki Akagawa)
1 T ERRSE: B ERZAT
(Institute for Comprehensive Medical Sciences, Tokyo Women’s Medical University, Tokyo, Japan)
2 W ERRE It s iR
(Department of Neurosurgery, Tokyo Women’s Medical University, Tokyo, Japan)
3 EILARRGEET MR R
(Department of Neurology, Tokyo Metropolitan Neurological Hospital, Tokyo, Japan)

Fifty Years of Clinical Experience with Prader-Willi Syndrome: A Single-Center Study

Kt HE R (Shiomi Otsuj) . | 1" Hiyori Ueda) . Fif Z5E4%d ' (Natsuki Nakamura)

JE A (Tomoko Uehara) | 7KHF 2] ' (Seiji Mizuno) , #K 7 "% (Shin Hayashi) | FEIE 254 | (Mie Inaba)
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(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center,
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HEVEET]  Complex structural variants involving PHEX at Xp22 in a female patient with X-linked
hypophosphatemia
FJE $2PEA ! (Brika Uehara) . PNAS JETEE 2 (Yasuhiro Naiki) . RS 7% ' (Atsushi Hattori)
VER Bkl ' (Maki Fukami) | FAJE ZEF ' (Keiko Matsubara)
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(Division of Diversity Research, National Research Institute for Child Health and Development)

Differential genetic basis of antibody response and adverse reactions to SARS-CoV-2
vaccines in Japanese population
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(Department of Public Health, Chiba University Graduate School of Medicine, Chiba, Japan)
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(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Suita, Japan)
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(Department of Allergy and Clinical Immunology, Chiba University Graduate School of Medicine, Chiba,
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(Department of Infectious Diseases, Chiba University Hospital, Chiba, Japan)
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(Chiba University Hospital COVID-19 Vaccine Center, Japan)
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(Division of Laboratory Medicine, Chiba University Hospital, Chiba, Japan)
7 TEIERARZAGRIE T RRBR S
(Clinical Research Center, Chiba University Hospital, Chiba, Japan)
8 THERWFRLABLEAWTLE NG« ik - EENFRE
(Department of Endocrinology, Hematology and Gerontology, Chiba University Graduate School of
Medicine, Chiba, Japan)
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(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo)
A study on the usefulness of Longitudinal hearing evaluation for each causative gene of
syndromic hearing loss
JINHK 5 FEF ! (Yumiko Kobayashi) | [L[As {E{H )4 ' (Kayono Yamamoto) , 75 FH BHF- ' (Akiko Yoshida)
RS AT ! (Yosuke Katsube) . 2378 fH172 | (Nobuhiro Suzumori) . P& {Zi% ? (Shin-Ya Nishio)
FAfi2£ E— 2 (Shin-Ichi Usami)
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(Department of Clinical Genetics, Iwate Medical University, Iwate, Japan)
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(Department of Hearing Implant Sciences, Shinshu University School of Medicine, Nagano, Japan.)
Report on clinical findings in 34 patients diagnosed with Sotos syndrome based on
genetic examination
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(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center)
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Replication of the association between the ELAVL2 rs4977887 variant and postoperative
opioid-related nausea/vomiting
PHi% Al % (Daisuke Nishizawa) , =A% il (Tsutomu Mieda) | 31-FH ZEd * (Miki Tsujita) ,
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(Department of Neuropsychopharmacology, National Institute of Mental Health, National Center of
Neurology and Psychiatry (NCNP))
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(Addictive Substance Project, Tokyo Metropolitan Institute of Medical Science, Tokyo, Japan)
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(Department of Anesthesiology, Saitama Medical University Hospital, Saitama, Japan)
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(Department of Anesthesiology, Saitama Medical University International Medical Center, Saitama, Japan)
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(Department of Gastroenterological Surgery, Saitama Medical University International Medical Center,
Saitama, Japan)
6 RIS
(Division of Anesthesiology, Koujinkai Daiichi Hospital, Tokyo, Japan)
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(Department of Anesthesia, Cancer Institute Hospital, Tokyo, Japan)
8  HbEE N BRI
(Department of Anesthesiology, East Hokkaido Hospital, Hokkaido, Japan)
9 MEREICELEZ IR « A2 TV 2y J G
(Department of Anesthesiology & Pain Medicine, Juntendo University School of Medicine, Tokyo, Japan)

Crude estimation of the number of Down syndrome births based on a survey of delivery
facilities
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I Tl # (Chisen Takeuchi)
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(Faculty of Health and Well-being)
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(Department of Specific Pediatric Chronic Disease Information, National Center for Child Health and
Development)
3 WEEERERAY WAL Y & —
(Center for Research Promotion, The Jikei University School of Medicine)
4 WHEEERERAY: B2 R
(Department of Clinical Genetics, Jikei University Hospital)

A case of familial hypercholesterolemia with suspected homozygosity and genetic testing

Fuls B D! (Ruriko Maruyama) . (L[] E {8 ' (Masatoshi Yamaguchi), B /A% ? (Hisanobu Shimazu)

K TH #2972 (Yunosuke Matuura) |, 7t 53— 2 (Koichi Kaikita)

RPN Vs SHIEETA - (v T A g
(Division of Genetic Counseling, University of Miyazaki Hospital, Miyazaki, Japan)

2 HIRASEAEASNR AR B - BT
(Division of Cardiovascular Medicine and Nephrology, Department of Internal Medicine, University of
Miyazaki, Miyazaki, Japan)

Long-read sequence of DSPP gene in familial Dentinogenesis imperfecta

HHY B (Hiroshi Kurosaka) . 317K &7 (Takayuki Tsujimoto), F{{7 f82> (Yuki Shiraishi)

FRE HI1E (Chisato Morita) . {FHi% [EJSF (Shinsuke Itoh) . RAR {£18 (Toshihiro Inubushi)

L3 % (Takashi Yamashiro)
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(Department of Orthodontics and Dentofacial Orthopedics, The University of Osaka Graduate School of
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Two cases with hereditary dilated cardiomyopathy due to parental somatic mosaicism

KI5 KAt (Daiju Oba), 5diIFL {d A (Kenta Hasumi) | #f k55 FE225 (Miyu Fukushima) |, Ji'G 51T (Hiroyuki Kuramitsu) |
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P1-08-1 Pathological investigation of the myometrium in a woman with musculocontractural
Ehlers-Danlos syndrome

kS 575 1 (Yuki Takahashi) . ZZjE <51 3 (Hirofumi Ando) . ‘55 A 88 (Tsutomu Miyamoto)
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(Department of Medical Genetics, Shinshu University School of Medicine, Nagano, Japan)
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(Division of Clinical Sequencing, Shinshu University School of Medicine, Nagano, Japan)
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(Department of Obstetrics and Gynecology, Shinshu University School of Medicine, Nagano, Japan)
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(Center for Medical Genetics, Shinshu University Hospital, Nagano, Japan)
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(Research Center for Advanced Science and Technology, Shinshu University, Nagano, Japan)
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(BioBank Shinshu, Shinshu University Hospital, Nagano, Japan)

SEeEEP] A Rare Case of Kartagener Syndrome with Situs Inversus and Homozygous Exon 1-4
Deletion in DRC1

A Hili ' Qunko Miyamoto) | I 71 2 (Tetsuya Okazaki) | FHL Fifd > (Saki Shinzato)
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(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama University, Okayama, Japan)
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(Division of Medical Education, Faculty of Medicine, Tottori University, Tottori, Japan)
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(Department of Clinical Genetics, Tottori University Hospital, Tottori, Japan)
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(Department of Respiratory Medicine, Shimane Prefectural Central Hospital, Shimane, Japan)
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(Department of Clinical Oncology, Shimane Prefectural Central Hospital, Shimane, Japan)
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(Department of Gynecology, Tokushukai Medical Corporation Izumo Tokushukai, Shimane, Japan)
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(Department of Gastroenterological Surgery, Shimane Prefectural Central Hospital, Shimane, Japan)
9 MRRSTH IR BRIR T LIRS R

(Clinical Genomic Medicine Promotion Office, Shimane Prefectural Central Hospital, Shimane, Japan)

Clinical Features of Patients with Stickler Syndrome/Non-syndromic Hearing Loss
Associated with COL11A2/COL2A1 Variants
H I 7Ha ! (satomi Inoue) ., K | 3&FF ' (Haruka Murakami) . 4% F2 &' 2 (Kiyomitsu Nara)
R BT 2 (Reiko Muramatsw) . FkiR {34 2 (Kayo Momozawa) . 75 FH 2344 2 (Natsumi Yoshida) .
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(Department of Otorhinolaryngology, NHO Tokyo Medical Center, Tokyo, Japan)
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Identification of novel IQSECZ2 isoform specific to the fetal brain: New perspectives on
IQSECZ2 pathogenesis
A BT ! (Yasuyo Suzukd) , BFk) #0F ' (Noriko Nomura) , [L{FH #—H[$ ' (Kenichiro Yamada)
[t fifi 2 2 (Nobuhiko Okamoto) , K 74 ' (Shin Hayashi)
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(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center,
Aichi, Japan)
2 RBRRFFERE V2 — JBIR2 R
(Department of Medical Genetics, Osaka Women'’s and Children’s Hospital)
A case of ZNF148-neurodevelopmental disorder caused by a 3q13.33qg21.2
microdeletion
b b {#HE 2 (Hiroaki Murakami) , f&HH {8 ' (Masaru Shinoda), [ |N %5k % (Tatsuya Sakashita) ,
JINVFR BEZE ! (Emiko Kobayashi), #1837 $87£ ' (Kunihiro Matsunami), fiff 2l ' (Kuniko Tokoro)
KRR Hiy4 ! (Biji Matsukuma) | 421~ el 1% (Hideo Kaneko) . &4} 5 ! (Atsushi Imamura)
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(Department of Pediatrics, Gifu Prefectural General Medical Center, Gifu, Japan)
2 IR EER L 2 — BL R RR
(Department of Medical Genetics, Gifu Prefectural General Medical Center, Gifu, Japan)
HLA Typing of cfDNA Confirms Fetal DNA and Enables Accurate Non-Invasive Prenatal
Diagnosis of MODY
HHE —3% ' (Kazuyoshi Hosomichi) , /&8 {4k # (Yoshihiro Takahashi) . Jii) 1| %55 ? (Yukio Horikawa)
1 SRAUEERERZE MR 7/ LFRER AR
(Laboratory of Computational Genomics, Tokyo University of Pharmacy and Life Sciences, Tokyo, Japan)
2 IRBRZARERE ESRIZERE N i eE 2
(Department of Diabetes, Endocrinology and Metabolism, Graduate School of Medicine, Gifu University)

Two Cases of Adult-Onset Hypophosphatasia with Different Disease Severities

kG (K 12 (Yoshihiro Takahashi) | $ifi)1] 558 123 (Yukio Horikawa) , K2k ZE1E 1% (Keigo Oya)

B 2257 (Kimiko Asa) | FALL #33% ° (Yumi Matsuyama) . {8)[] %7 " (Shin Tsunekawa)
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(Department of Diabetes, Endocrinology and Metabolism and Department of Rheumatology and Clinical
Immunology, Gifu University Graduate School of Medicine)

2 I FROREAPRAEARI e BRI AN/ S - N R
(Division of Diabetes, Endocrinology and Metabolism and Division of Rheumatology and Clinical
Immunology, Gifu University Hospital)
3 U/ LRE BTt 2 —
(Department of Clinical Genetics Center)
Clinical features of Cockayne syndrome type B in a Japanese girl: Novel ERCC6 compound
heterozygous mutations found
J5i 22 | (Munetsugu Hara) | 5 Z5#% ' (Kaori Fukui) . (L] N Kl | (Daisuke Yamashita) , £33 &K ' (Ryuta Ishii) |
/N 5 | (Takayoshi Koike) . /&5 &K ' (Ryuta Takase) | JE3% NI ' (Yoriko Watanabe)
FiAt 752 2 (Hirotomo Saitsu) . JITE Y¢JZ ® (Mitsuhiro Kato)
1 ARDRICE RAAHS /Nt s
(Department of Pediatrics and Child Health, Kurume University, School of Medicine, Kurume, Japan)
2 PHRIERICE R ARE ALl
(Biochemistry Department, Hamamatsu University School of Medicine)
3 BHNIRS: PR /N RL il
(Department of Pediatrics, Showa University School of Medicine)
A Novel IRF2BP2 Variant (c.1663T>A, p.C555S) in a Patient with Combined
Immunodeficiency
st BF ' (Yoshika Tsuj), 24 &3 ' (Tomohiro Koga) |, g & EEE ' (Yushiro Endo)
BRI 25K 2 (Shota Kurushima) | J1]_| #i ' (Atsushi Kawakami)
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(Department of Immunology and Rheumatology, Graduate School of Biomedical Sciences, Nagasaki
University)
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(Sasebo City General Hospital)
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Auditory neuropathy caused by a frameshift variant of DIAPH1 gene
{12 )5 HAH ' (Sosuke Sahara) . HpE 5% ! (Hiroshi Nakanishi), =2+ J&5% ' Qunya Kita) , J5J2 {55k 2 (Shin-Ya Nishio) |
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Hamamatsu, Japan)
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(Department of Hearing Implant Sciences, Shinshu University School of Medicine, Matsumoto, Japan)

A pediatric case of ANKH-related craniometaphyseal dysplasia presenting with delayed
eruption of permanent teeth
Y& A 18 "2 (Tomohiro Hori) | £f ELLL % (Mai Mori) . ¥\As Tk ' (Hideki Matsumoto) |, $F ZEkfE 142 (Hideo Sasai)
7NBE SR T (Michio Ozeki) |, )14 it T (Norio Kawamoto) . APH 5L 124 (Hidenori Ohnishi)
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(Department of Pediatrics, Graduate School of Medicine, Gifu University, Gifu, Japan)
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(Clinical Genetics Center, Gifu University Hospital, Gifu, Japan)
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(Department of Early Diagnosis and Preventive Medicine for Rare Intractable Pediatric Diseases, Graduate
School of Medicine, Gifu University, Gifu, Japan)
4 IRRZAIERRIELRIITRE T M7 =
(Laboratory of Intractable and Rare Diseases, Graduate School of Medicine, Gifu University, Gifu, Japan)
Rapid identification of pathogenic variants in Hirschsprung disease and related disorders
using Targeted sequencing
Tt 3 D & ! (Arisa Igarash) , [LIZEF] HEEZ ! (Masahiko Yamamori) . 7]VK 484 ! (Nana Kobayashi) |
Rl 512 ' (Yukimi Abe) . F5AK A3 ! (Taiga Aoki) . FEAC A& ' (Yumi Enomoto) , Hll AZE T~ (Kumiko Yanagi) .
HAJEL 2F— ' (Yoichi Matsubara) , |~ B TEASf  (Naoki Shimojima) . 2% [£ ! (Tadashi Kaname)
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(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
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(Division of Pediatric Surgery, National Center for Child Health and Development, Tokyo, Japan)

Nanopore Sequencing as a Practical Tool for Single-Gene testing in Familial
Mediterranean Fever
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Medical Lives of Women with Mc Cune Albright Syndrome
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HEIN 5K (Ryouta Kumasaka), Kl 2+ (Akiko Otake), JIFH Z£ 98 (Norichika Ushioda)
LA Y (Yoshimitsu Yamamoto)
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A novel missense variant of FKBP14 in the Japanese case with kyphoscoliotic Ehlers-
Danlos syndrome

B 72 (Mio Tsuruoka) , L[] #5223 (Tomomi Yamaguchi) . [L7% 331 ° (Tatsuya Yamamoto)
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(Center for Medical Genetics, Shinshu University Hospital)
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(Division of Clinical Sequencing, Shinshu University School of Medicine)
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(Department of Pediatrics, Hirosaki University School of Medicine)
6 BINKY BRI R 2 —

(Research Center for Supports to Advanced Science, Shinshu University)
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ARG  Review of information obtained through group outpatient program for Williams syndrome
for preparing online resources
HIF Z33& (Nami Bessho), {1 FEMT+F (Miwako Kizumi), [FFH 2% (Kei Masai), /[Mk FEFT (Miwa Kobayashi)

#55 FEEE (Miyu Fukushima) | 5 R K (Kenta Hasumi), /N 7N (Sayuri Oda)
O B 1T (Hiroyuki Kuramitsu) . /NCT #f£E (Yusuke Oguchi) . KH5 KK (Daiju Oba) . KkG 1832 (Hirofumi Ohashi)
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(Division of Medical Genetics, Saitama Children’s Medical Center, Saitama, Japan)

HECEENA  Connective tissue abnormalities in Myhre syndrome: Diagnostic Clues and Implication for
Secondary Complication

LI 35T (Kosuke Yamada), 1 /65 (Yuka Wada), @A [ELi (Naoki Takabayashi) |

FEAK #33E (Fumi Kurebayashi) | 757K {H 5] (Kenji Shimizu)
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(Division of Clinical Genetics and Cytogenetics, Shizuoka Children’s Hospital, Shizuoka, Japan)

Poster Session 1-09 Genetic Counseling 1

H K:12H18H OK) 18:00~ 19:00

= 5 RARZ—252 OSVT o akiie ftr 22— 3F 315)
Date : Thursday, December 18 18:00 ~ 19:00

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P1-09-1 Perceptions and Challenges of Genetic Counseling in Hemophilia: A Japanese Center
Study
[t #7 Ha2 ' (Satomi Okano). [Lj[] HiF]7d % (Arisa Yamaguchi), + 7 12 (Takako Tsuchiya).,
[E %5%PA ' (Toshiaki Oka) . 4z & % (Makoto Kaneda)
1 FLitEM R NRER
(Department of Pediatrics, Sapporo Tokushukai Hospital)
2 FLIEN SRR ARt > X —
(Hemophilia Treatment Center, Sapporo Tokushukai Hospital)
PEEEEE  An Adult Male with Down Syndrome in Whom Methylphenidate Reduced the Frequency of
Inappropriate Fire Alarm Activation

HIG SRS (Miki Twasaki) . £/ 8 (Yuko Sato) [LI4S 8% (Toshiyuki Yamamoto)
WP ERRE T i ikt
(Institute of Medical Genetics, Tokyo Women’s Medical University, Tokyo, Japan)

AR Why Did Some Mothers Decline NIPT? - An Analysis of Factors Influencing Prenatal
Decision-Making
JB A1 K ¥ (Tomoko Oishi), FI2E I KH[ (Kentaro Kai), A /]2 (Hatsumi Sato), J I 52 (Naomi Inoue)
JFRAE EZS (Saki Aso) . PHHH 1EAI (Masakazu Nishida) . £l B+~ (Yoko Aoyagi), Z¢ R B4 (Shunsuke Yasumi)
i1 HR (Satoshi Eto) . 7[MPR 28 (Eiji Kobayashi)
KRR AR PR AR
(Department of Obstetrics and Gynecology, Faculty of Medicine, Oita University)

P1-09-4 Genomic medicine initiatives at a regional hub hospital, Kakogawa Central City Hospital
HA B! (Chisako Aoki) . KJI| #3F- " (Hiroko Yonekawa) . Y} ¥ A ! (Shoto Kojima)
P #51if ' (Kosuke Nishida) . PHI A& 2% ' (Tomomi Nishida), FA (33 3% ! (Haruna Nakamura) .
PaIL 25 ! (Atsushi Nishiyama) . HiEHEF & 527 12 (Sayaka Ueno) . #fEj 2% ' (Eiji Nanba) ,
£ FB2% ! (Kunihiko Kaneda)
1 iR ety Rk S8 AR R2
(Department of Medical Genetics, Kakogawa Central City Hospital, Hyogo, Japan)
2 HEHERKARGID AT/ LR
(Department of Cancer Genetics and Genomics, Fujita Health University Hospital, Aichi, Japan)
3 BEFRIE ARG S Kb
(Ohtani Hospital, Seikenkai Medical Corporation, Okayama, Japan)
P1-09-5 Establishment and Evaluation of a Clinical Framework for Secondary Findings in CGP at
Our Institution
R FEREEF (Yurika Suzuki) . AR 257 (Tomohiro Kubo) | &5 5/\— (Kohichi Takada)
ALBREE R A A R AR e S5 R 5 B

(Division of Medical Oncology, Department of Internal Medicine, Sapporo Medical University School of
Medicine, Sapporo, Japan)
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P1-09-6

P1-09-8

P1-09-9

P1-09-10

Perspectives of Siblings of Patients with Genetic Disorders on Preimplantation and
Prenatal Genetic Testing
-H HA0 " Hiyori Ueda) , 75 FH 54K % (Mii Yoshida) , FRFH B 2 (Mami Morita) . 111 A3k 2 (Miki Hatakeyama) |
)1 Bl 2 (Maki Morikawa) . HIAT Z3#B%C ' (Natsuki Nakamura) , At 55 5! (Shiomi Otsuji)
| J5 BT (Tomoko Uehara) , 7KEF Z] ' (Seiji Mizuno) . A 1% 2 (Shin Hayashi) | f2E 2545 | (Mie Inaba)
1 EHIREFRER Gt > & — skt DNIENF - S iR
(Department of Pediatric Internal Medicine and Clinical Genetics, Aichi Developmental Disability Center
Central Hospital, Kasugai, Aichi, Japan)
2 HEEREEEIERGE 7 LR 2 — 85T ) v T
(Department of Genetic Counseling, Medical Genomics Center, Nagoya University Hospital, Nagoya, Aichi,
Japan)
3 ERRERSER At > 2 — FEEREFUIT BT R
(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center
Central Hospital, Kasugai, Aichi, Japan)

A survey of current status of financial toxicity in asymptomatic germline pathogenic variant
carriers of BRCA1/2genes
BT L | (Nobue Takaiso) | 7547 B54X ? (Akiyo Yoshimura) | FE7 35224 ' (Issei Imoto)
1 BRIENAR Y Z— 7 LEFRE Y 2 — U X7 FHiE
(Aichi Cancer Center Risk Assessment Center, Aichi, Japan)
2 BHIRMNAY Y 2 — FLURRHR
(Aichi Cancer Center, Breast Oncology)

Exploring Approaches for Providing Health Education to Individuals with Down Syndrome
4 F2HELF (Mikiko Kaneko) | JEIFH {345 (Kana Harada) . /TN Tl (Chisen Takeuchi)
FURE IR R ZE I B bt i (5m2 Bl
(Department of Clinical Genetics, The Jikei University Hospital)
A difficult case of genetic counseling for a child with dilated cardiomyopathy (DCM) and
her relatives
FER 1 (Naomi Araki) . E2HE {/2H1F ! (Sachiko Ohori) . &8 H{ T~ ! (Keiko Takahashi) .
B #5—Ep ' (Yuichiro lida) . =5 5058 12 (Fumio Takada)
IR | AW & (R
(Genetics Division, Department of Genetics, Kitasato University Hospital, Sagamihara, Japan)
2 JEHRSRAERT IRFERITILR IR SR
(Department of Medical Genetics and Genomics, Kitasato University Graduate School of Medical Sciences,
Sagamihara, Japan)

Persistent Immune Dysregulation after SARS-CoV2 infection in Clinically Recovered
Individuals
Anunya Opasawatchai'?, Masahiro Nakano', Akari Suzuki', Matteo Guerrini', Keiko Myouzen',

Miwako Tochigi'. Kana Kuwahara', Gyo Inoue', Mai Abe', Seiko Furukawa', Kazuyoshi Ishigaki'.
Kazuhiko Yamamoto'

1 RIKEN Center for Integrative Medical Sciences, Yokohama, Kanagawa, Japan
2 Faculty of Dentistry, Mahidol University, Bangkok, Thailand
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HECEEEE  Implementation of a Hereditary Tumor Surveillance Program and the Role of Genetic
Counselors in a Checkup Facility

] ZEM1 "° (Miwa Arita) , SEBE 5175 ! (Fumika Morokuma) . BiHR%E [ A 2 (Masato Yonamine)
1 456 (Mai Okazaki) . K&4< 5t24% ® (Sachie Hashimoto) , ;& &P+ * (Ayumi Shikama)
AR 07 (Hisato Suzuki) . /MK {71 ' (Yusuke Kobayashi) | ¥ B #3F ' (Hiroko Bando) .
18k —18# 2 (Kazuhiro Takekoshi) ., {/Zjif #5214 (Toyomi Sato), ¥F[ ] FEIE+F- 167 (Emiko Noguchi)
Z3 FIy {81 °® (Toshiaki Narasaka)
1 BRI R SRS

(Department of Medical Genetics, Institute of Medicine, University of Tsukuba)
2 PR EAESOR KRR R

(Laboratory, Institute of Medicine, University of Tsukuba)
3 BPCRY: EAEFCR FLIRRIRN s R

(Department of Breast and Endocrine Surgery, Institute of Medicine, University of Tsukuba)
4 PR EAEFCR EERHEAREE

(Department of Obstetrics and Gynecology, Institute of Medicine, University of Tsukuba)
5 DL THEEILE Y 2 —

(Tsukuba Institute for Preventive Medical Research)
6 PCRY: EEFCR NRNR

(Department of Child Health, Institute of Medicine, University of Tsukuba)
7 RPCRY: EESCR HREY

(Department of Medical Genetics, Institute of Medicine, University of Tsukuba)
8  HBIRY: EAEFCR HIEaRNEL

(Division of Gastroenterology, University of Tsukuba Hospital)

SR Motives and psychosocial status of pregnant women under 35 undergoing NIPT
Wi ST ! (Fumiko Tkeda) | 1570 3£~ (Motoko Watanabe) . ZEji#% 22 H ! (Mizuki Sudo) . H:3z &M, ' (Miho Isaka) .
1A #6742 (Yuka Yamamoto) . HiH: 1F2% ' (Masami Arai)
U TR PEERER R (5
(Department of Clinical Genetics, Juntendo University Graduate School of Medicine, Tokyo, Japan)
2 WRERAAPE A MR NECR B R e e R - It AR
(Department of Obstetrics and Gynecology of Juntendo University Hospital)

Poster Session 2-01 Prenatal Genetics 2

H WF:12H19H (%) 17:50 ~ 18:50

= B RRAZ—SE OV T o Akl St 2 — 3F 301+302)
Date : Friday, December 19 17:50 ~ 18:50

Room : Poster Room 1 (301+302, 3F, PACIFICO Yokohama)

P2-01-1 Validation of SNP-based NIPT for twin pregnancies: Accuracy and clinical implications

PNHT &E ! (Shiho Uchida) . 7K1 HEET 123 (yuki Mizuguchi) , {Eji# B 4 (Suguru Sato), K[ & 3 (Kou Sueoka) |
FH M 5 ' (Mamoru Tanaka)
1 BESRIARY: EAES PEmm AR 28
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
2 B—XLTa4—R7V=vY
(Rose Ladies Clinic, Tokyo, Japan)
3 R AR R AR AR
(Shizuoka Graduate University of Public Health Graduate School of Public Health, Shizuoka, Japan)
4 HERIVEZ Y =w o
(Fujisawa IVF Clinic, Fujisawa, Japan)
A2 A Case of Low-Level Mosaic Trisomy 20 Diagnosed by Amniocentesis: Importance of
Counseling and Ongoing Support
J115 A Th T (kuno Kawabata) . L] EF, ! (Maho Kuroda) . {5 %17~ (Tomoko Sahara) .
FFI BEF 2 (Momoko Owada) , =52 F57% 1 (Hidehiko Miyake) , #5/K {74 ? (Shunji Suzuki) |
L F5 5 T (Takeshi Yamada)
1 HARERRZAN B B HRR
(Division of Clinical Genetics, Nippon Medical School Hospital)
2 HARERKZE pEm AR
(Department of Obstetrics and Gynecology, Nippon Medical School)
3 BAOKZ PR NESUCAIERP IR Biah v v 7 a—X

(Department of Genetic Counseling, Graduate School of Humanities and Science, Ochanomizu University)
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P2-01-3

P2-01-4

P2-01-5

P2-01-6

P2-01-7

Current status of NIPT and genetic counseling at our hospital

Hi7¥% 577 (Saki Nakamizo) . D& R (Mao Sakura) . i H: MESE (Emi Arai), BB AHZZ (Tomohiro Shigematsu) |
V7 #8—B (Yuichiro Tateno), H1)[| #8725 (Yuuka Nakagawa) . i1t 7 (Mitsuru Tsuji), 25 5 Y53 (Kureha Tajima)
B4R L] A& (Haruka Maneyama) . ¥ VD% (Saori Unno), fNE £~ (Takako Amemiya)

K[l 3% — (Shinich Nagaoka), H 5 & f# (Shiho Hidaka), 5B BL (Makoto Asano), [=kG M+~ (Akiko Takahashi)
KFE FHEE (Rie 0D, 77N R (Sawako Takeuchi) . 75 H] & & F (Misako Iwata)

BN KR PR AR

(Department of Obstetrics and Gynecology, Tokyo Metropolitan Ohtsuka Hospital)

Two cases of congenital myotonic dystrophy type 1 suspected prenatally following
maternal diagnosis during pregnancy

% B! (Kohei Mori), & H] ZE95 ! (Hasumi Tomita) . FH_ | 1% ! (Kazuma Tagami)

wEl| 24357 (Minako Miyazoe) | =45 T ' (Tsukasa Takahashi) | {& [ #A48£f ' (Hirotaka Hamada)
1| B (Mari Tadakawa) | 5 2 ' (Noriyuki Iwama) | 42 F {~jZ ? (Kimihiko Kaneko) ,
R 5B B3 (Yoshie Sakurai) |, 3% B3 (Shinpei Watanabe) . FRIE B * (Mari Tsubata) |

FHAK PET* (Yoko Aok, 757k EfI] ' (Masatoshi Saito)

1 BUCRAREE FERE

(Department of Obstetrics, Tohoku University Hospital, Sendai, Japan)
2 AUERSARGE fi AR

(Department of Neurology, Tohoku University Hospital, Sendai, Japan)

3 bR ARE Hrk bR
(Department of Neonatology, Tohoku University Hospital, Sendai, Japan)

4 LKA ERE R
(Department of Medical Genetics, Tohoku University Hospital, Sendai, Japan)

Obstetric management of pregnancy complicated by osteogenesis imperfecta: A case
report

FiH: 855 ' (Kensaku Nakai) | b #E5F 2 (Kohei Kitada) L BEE B 2 (Yasushi Kurihara) . [HJE =45 23 (Mie Tahara) N
P28 HHY¥ 2 (Akihiro Hamuro) . =4% Biih1 % (Takuya Misugi) . H1HF 452 % (Akemi Nakano) .
Y#H #l+3 Qunko Hotta) . {7 220 ° (Kosuke Ito) , /[N %1% 3 (Chie Ono) . ¥l #3%0F ° (Yukiko Jogu) .,
)i A5 5L 3 (Yuki Fujiwara) | il {82 3 (Toshiyuki Seto) . k% A /T2 (Daisuke Tachibana), £ 25 * (Toshiyuki Sumi)
ISP N ERVA
(Department of Obstetrics and Gynecology, Izumiotsu Women’s and Children’s Hospital, Izumiotsu City,
Japan)
2 RBRRNIREERIARE AW TR A e
(Department of Obstetrics and Gynecology, Osaka Metropolitan University)
3 RBRASLIAEARIN RS 7/ L g Heh
(Department of Clinical Genomics, Osaka Metropolitan University Hospital)
4 RBRSIRAARZGERAITERE SRR
(Department of Obstetrics and Gynecology, Osaka Metroplitan University)
Non-Invasive Prenatal Fetal RhD Genotyping Using Maternal Blood: Toward Clinical
Application
kS (i 123 (Ken Takahashi) . FFEE %0 7 ' (Noriko Ito) . i 39 ! (Asuka Hord) , {4} & 2 (Osamu Samura) .
[ 5B % (Aikou Okamoto) | [l 775 (Yuka Okazaki) , {f5 4 /K -3 (Aiko Sasaki) . FIFH FH] > (Seiji Wada) .,
Z& fi—HB ' (Kenichiro Hata) , H1#k — 2 ' (Kazuhuiko Nakabayashi)
1 ENI KB R > 2 — JE rERE RS
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)
2 WERERERRS i NP A
(Department of Obstetrics and Gynecology, The Jikei University School of Medicine, Tokyo, Japan)
3 ENIE BRI 2 — R - R v 2 —
(Center for Maternal-Fetal-Neonatal and Reproductive Medicine, National Center for Child Health and
Development, Tokyo, Japan)

4 BESRZEREERELRVITERE 707l A Y2 e

(Department of Human Molecular Genetics Gunma University Graduate School of Medicine)
A rare case of double trisomy due to a Robertsonian translocation between chromosomes
14 and 22
KEL s (Takafumi Okusa) . Hiit7 1 {d&] (Kenji Horie) . JE5HH T[S (Tetsuro Shimada) . /JMfk #i5€ (Ami Kobayashi)

K21 BifE (Mizuho Sugiyama) . 7N %% (Manabu Ogoyama) . 3K % 1 (Hirotada Suzuki)
k& 7Bl (Hironori Takahashi) . )51 &1 T (Hiroyuki Fujiwara)

HIRERER R AR
(Department of Obstetrics and Gynecology, Jichi Medical University)
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HAECE]  Prenatal testing initiatives at our hospital

#&H = HI| (Takanori Fukuda), 75 H {8 (Hiroshi Yoshida), H_I= #3358 (Hiromi Inoue), A3 —tH (Kazuya Onuma)
K8 E{& (Shinji Takahashi) . 515 545 (Yoshie Uzawa), T5 Ml 3 (Ryo Aoyagi) . MAZ &t (Manayo Matsumoto)
PEA 1EBH (Masaaki Nishiki) . ZZH J5 A\ (Masato Yasuda) | JAS 255 (Tomomi Sakamoto)

WA RR AR BT PE b AR

(The Department of Obstetrics and Gynecology, Shonankamakura General Hospital, Kanagawa, Japan)

LN A Case of Prader-Willi Syndrome with Normal Antenatal Cardiotocography: A Phenotypic
Insight into Methylation-Type PWS

B fE4C ' (Yoshiki Maeda) |, J23E JE T~ ' (Mako Atsumi), -l JF A ! (Masato Teshima), 4> 575 | (Miki Kin)
fitiH: HfE " (Yuka Inad) | itk ACEx ' (Daiki Wakisaka) . FH 5/, ' (Tokihiro Senda), 4= #%HE ? (Eri Ushida)
JE % I 2 (Tomoaki Maji) | JT/EE 5] * (Biji Kondo) . i %7HA ® (Tomoaki Ikeda)
1 FEHHRGERE > 2 — AR
(Department of Obstetrics and Gynecology, Kuwana City Medical Center)
2 RuhirsaERt Yy 2— NER
(Pediatrics, Kuwana City Medical Center)
3 WERMBGEG R, kAR
(Saiseikai Matsusaka General Hospital, Obstetrics and Gynecology)
4 ZHRYMERR. ER AR
(Mie University Hospital, Obstetrics and Gynecology)

Trends and Impact of Non-invasive Prenatal Testing and Amniocentesis over Time at a
Single Institution

YfZ N 22+ ' (Takashi Horinouchi) , X% %5 ' (Megumi Muto) . JAFH F.1#j ° (Sanae Numata)
B! (Tomoya Sudo) , FFH 711 ' (Hironobu Kashiwada) | #745 /i ' (Aki Tetsuo) . [A[ 85 | # ' (Mai Azakami)
FEAS 8 (Yu Okamura), 5% F5K ! (Kunio So) ., V57K [&5), ! (Takahiro Shimizu) | #§28 TF A ! (Masato Yokomine) .
T35 JIHT- 2 (Yoriko Watanabe) . J3tHH MG | (Naotake Tsuda)
1 AR AN
(Department of Obstetrics and Gynecology, Kurume University Hospital, Fukuoka, Japan)
2 DEPRRZENRRE /NI
(Department of Pediatrics, Kurume University Hospital, Fukuoka, Japan)
3 KRR Il > 2 — /i (Esk
(Department of Cancer Center/Genetic Division, Kurume University Hospital, Fukuoka, Japan)
4 DEPRR2ERRRE SHRE

(Department of Surgery, Kurume University Hospital, Fukuoka, Japan)

NN Trends and Future Issues in NIPT and Amniocentesis at Our Hospital
Ik 2 (Takashi Nagai), J1ji# #E 7 (Yorika Kato), 7TH? SEB)E (Misaki Takenaka), {/:% i R4S (Arina Sato)
JINPR [E-F~ (Mako Kobayashi) . FELH] & A (Keita Kuroda) . $5K 1~ (Yuko Suzuki) . f=fif} #&1~ (Ayako Osafune)
Mg BAFT (Tomokazu Umezu)
AR R ARl pEkm AR
(Department of Obstetrics and Gynecology, Kariya Toyota General Hospital, Aichi, Japan)

0NN Prenatal Diagnosis of 4p Deletion Syndrome (Wolf-Hirschhorn Syndrome) in a Fetus
K& Ax 2251 ! (Takashi Hashimoto) ., #HFH B[ 2 (Toshiro Tkeda) . {FHEERE 225 ! (Takashi juin)
ARER R ® (Masaya Kibe) | FijHH F&fiil | (Takatsugu Maeda) . _[3 1E A ' (Masato Kamitomo)
1 RS TRRE b AR
(Department of Obstetrics and Gynecology, Kagoshima City Hospital, Kagoshima, Japan)
2 BWREREEG BIZAY ) TR
(Genetic Counseling Room, Kagoshima University Hospital)
3 JEVEETINTEETE B SR
(Department of Neonatology, Kagoshima City Hospital)
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P2-01-13

P2-01-15

P2-01-16

Spontaneous pregnancy and vaginal delivery in a patient with 45,X/47,XXX mosaic Turner
syndrome: case report

T #5L " (Tomohiro Yoshida), FHJE =A% 2° (Mie Tahara) | gt A £ ? (Taiki Kikuchi)
LU JFACER ? (Shotaro Yamamoto) . b $2F 2 (Kohei Kitada) . BEJ5 5 2 (Yasushi Kurihara) .
3128 HAYE 2 (Akihiro Hamuro) | =42 Eith ? (Takuya Misugi) . HIEF 253 2 (Akemi Nakano) , /|NEF %81%% 3 (Chie Ono)
el #he 72 (Yukiko Jogu) |, JREJE 453 2 (Yuki Fujiwara) . 7 {82 ° (Toshiyuki Seto)
¥ KT 2 (Daisuke Tachibana) | g {85 * (Toshiyuki Sumi)
1 PLIER Pl AR

(Department of Obstetrics and Gynecology, PL Hospital)
2 KBRS RZFERAREEAWISR 2R R

(Department of Obstetrics and Gynecology, Osaka Metropolitan University)
3 RRASIKFAEATBINERET 7/ Las ikt

(Department of Clinical Genomics, Osaka Metropolitan University Hospital)
4 RBRSTRZFERAREARISER LM ERRE R

(Department of Obstetrics and Gynecology, Osaka Metropolitan University)

A study of cases of mosaicism in amniocentesis performed at our hospital over a 10-year
period

WA T (Akiko Itakura) . 7114 {=7& ! (Hitoshi Isohata) . F54J 22J/5 ! (Yoshihiro Yoshimura) .
A T ' (Masako Honda) , A PY JdF 1~ (Yoko Onishi), FiA 112 2 (Naomi Araki) | 7527 KE: ! (Daigo Ochiai)
= 5258 2 (Fumio Takada)
1 JEERS AR petm AR
(Department of Obstetrics and Gynecology, Kitasato University School of Medicine, Kanagawa, Japan)
2 JEERAIEE AR HET

(Division of Genetics, Kitasato University Hospital, Kanagawa, Japan)

A Case of Tonne-Kalscheuer Syndrome Diagnosed by Trio Exome Sequencing After
Stillbirth

F1f5 {3322 ! (Yoshitaka Shiraishi) . FHEF #J] ' (Sho Tano), ¥\ B2+ ' (Seiko Matsuo) . F 5 FIth ' (Kazuya Fuma)
FEA 4 ' (Satoru Katsuki) . fighf 34 ' (Tatsuo Inamura) . /1| 7> ' (Risa Hishikawa) . i &5 ' (Sumire Fujito) |
BEH 2222 ' (Takahiro Shibata) . %E/1| TE£¢ | (Mei Kubokawa) . Fril| B ! (Komei Katayama)
i FAE " Kensaku Furud) | (L] 3K 2 (Miki Hatakeyama) | /N 72 2 (Tomomi Kotani) |
HH B¢ ! (Takafumi Ushida) , #2111 JisBA ' (Hiroaki Kajiyama)
1 HEERERZG EZRR AR
(Department of Obstetrics and Gynecology, Nagoya University Graduate School of Medicine, Nagoya, Aichi,
Japan)
2 HlRERAEAE RS 7 LR 2 — s Y Y v T
(Department of Genetic Counseling, Medical Genomics Center, Nagoya University Hospital, Nagoya, Aichi,
Japan)
3 IEMRERIE AR
(Department of Obstetrics and Gynecology, Hamamatsu University School of Medicine, Hamamatsu,
Shizuoka, Japan)

A Case of Genetic Counseling and Prenatal Diagnosis for a Couple with a Child Affected by
STXBP1-Related West Syndrome
fifEg A5 J " (Yumi Nakao) . #EPN | "% (Tsuyoshi Takiuchi) . ¢ %3 3 (Ayumi Yonei)
1[I Bf— 3 (Kenichi Yamamoto) . ZZJf & HC ' (Yuki Yasui) . FAZAR 7% ! (Hiromu Okaki) . 43 2535 ' (Sohmi Kin)
FHR ELFR ! (Mari Tabuse) , #EA< 2 0 ! (Eriko Hamamoto) | 31 Y04tk ' (Saori Tsuji)
LA 7L (Koyo Yamamoto) | £:FH 2B+ ' (Mika Handa) , [ FH 2+ (Aiko Okada),
IR Z O /! (Brika Nakatsuka), — 5% 3% ' (Tatsuya Miyake) . JA[#f & 0% ' (Mahiru Kawano)
A Fisg 2 (Kazuya Mimura)
1 ORBROKSA 2SR e s o i sk by AR
(Department of Obstetrics and Gynecology, The University of Osaka Hospital, Japan)
2 KRR RZREE R Sebii 7/ LR R SL R o eai ks
(Department of Clinical Genomics, The University of Osaka Hospital)
3 RBOK A s e i 12 i
(Department of Genetic Counseling, The University of Osaka Hospital)

136



Poster Session 2-02 Pediatric Genetics 2

H K:12H19H (&) 17:50~ 18:50

= B RAZ—SE OV T ¢ Ok St 22— 3F 301+302)
Date : Friday, December 19 17:50 ~ 18:50

Room : Poster Room 1 (301+302, 3F, PACIFICO Yokohama)

P2-02-1 A Japanese individual with Bryant-Li-Bhoj neurodevelopmental syndrome due to a de novo
H3-3A pathogenic variant
V4 BEFR- ' (Briko Nishi) | #jl /AZEF-? (Kumiko Yanagi) . %% [ ®(Tadashi Kaname) . [if] 4% {#12 ' (Nobuhiko Okamoto)
1 RERBFFERL > % — B HRR
(Department of Medical Genetics, Osaka Women’s and Children’s Hospital, Osaka, Japan)
2 ENIRE RS 22— S T LRSS
(Department of Genome Medicine, National Research Institute for Child Health and Development, Tokyo,
Japan)

P2-02-2 First case of Independent Walking in Osteogenesis Imperfecta with IFITM5 Missense
Variant following Neonatal Pamidronate

YR Y5 ! (Kairi Tsuura) . K8 74 | (Yosuke Ichihashi) . IR {E4# ! (Kaho Hattori)
iy X D= 2 (Satsuki Nakano) . 1A% 08 ! (Takeshi Sato) . 3 5F 258/ 12 (Tomohiro Ishii)
EAJI| Z84E ' (Tomonobu Hasegawa) . ME#F B ! (Satoshi Narumi)
1 BEESRAARAE LR DR AR
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
2 EWIcEE NEE
(Department of Pediatrics, Saitama City Hospital, Tokyo, Japan)
3 WHEUS/NRRSEERE Y &2 — N - EH
(Division of Endocrinology and Metabolism, Tokyo Metropolitan Children’s Medical Center, Tokyo, Japan)
4 W77l
(Kashiwa Tanaka Hospital, Tokyo, Japan)

MYT1L partial duplication without a NF1 whole gene deletion in a case with intellectual
disability
S BI% % Ryojun Takeda) , HEE 2EHT 3 Miyu Ito) . 1L &2 **5 (Tomomi Yamaguchi) |
W L 578 (Tomoki Kosho)
1 RIS & &kt Bmk
(Department of Medical Genetics, Nagano Children’s Hospital, Azumino, Japan)
2 RPN C SRk Rl amst v 2 —
(Life Science Research Center, Nagano Children’s Hospital, Azumino, Japan)
3 RFRNC &Lk lAMRER
(Department of Laboratory Medicine, Nagano Children’s Hospital, Azumino, Japan)
4 EINRZAEZEAS SRR R B
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
5 [EINARAEEZEA IS R s T R > 2 —
(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
6 SMKZZESAES 7V =)L« & — 0 TV R
(Division of Clinical Sequencing, Shinshu University School of Medicine, Matsumoto, Japan)
7 IR B R X —
(Research Center for Advanced Science and Technology, Shinshu University, Matsumoto, Japan)
8 INAANVTEM
(BioBank Shinshu, Shinshu University Hospital, Matsumoto, Japan)
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P2-02-4

P2-02-5

P2-02-6

P2-02-7

P2-02-8

A Prospective Birth Cohort Study of the PHKA2 p.G991A Variant and Hypoglycemia in
Early Childhood

VI € ! (Hana Eto) | £ BELLL "2 (Mai Mori) , E9 #}H2Z ' (Yasuhiko Ago) ., JI| & ##H ' (Hiroki Kawai)
KA ik ! (Hideki Matsumoto) , {5 HEfE " (Hideo Sasai) . ¥ 7 fdi ' (Tomohiro Hori) ,
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A novel MSX2 variant leading to co-occurrence of craniosynostosis and parietal foramina
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Generalized epilepsy as a neurological phenotype in a girl with 48, XXXX
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2p25.3 Deletion and 2p25.3-p24.2 Duplication with MYCN-DDX1 in an Infant Requiring
Tumor Surveillance
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Genetic background of patients with CAKUT and developmental delay
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Utilization and limitations of genetic testing for long QT syndrome in general pediatric
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COL1A1 C-propeptide variant p.Tyr1408Cys potentially altering disulfide bond causes
osteogenesis imperfecta type 3
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P2-03-1 Sporadic Pleuropulmonary Blastoma in a 1-Year-Old Boy with a Germline Pathogenic
Variant in DICER1
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P2-03-3 Laparoscopic total hysterectomy with bilateral adnexectomy for a client with a pathological
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P2-03-5 Low penetrance variants in exon 1 of RB1: A single institution experience
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TFHY AN | (Mikoto Nosaka) | 287k 37/ 0 ! (Akari Masunaga) , /&% B4 | (Maho Sato)
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A case of Peutz-Jeghers syndrome in which a large deletion of STK71 gene was detected
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Frequency and distribution of large genomic rearrangements in BRCA1 and BRCA2
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What is the penetration rate of hereditary papillary renal cell carcinoma?
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Characterization of URST4 as a cancer biomarker and molecular target for breast cancer
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Imaging findings of BRCA-associated breast cancers
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The contribution of certified specialists in cancer nursing to the decision-making support
in cases of MGPT candidates
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Current status of hospital-clinic collaboration for hereditary breast cancer
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Assessment of the Clinical Utility of a Dual DNA-RNA Cancer Genomic Panel in the
Detection of Gene Fusions
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Poster Session 2-04 Mendelian Disorders
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P2-04-1 A heterozygous germline deletion within USP8 causes severe neurodevelopmental delay
with multiorgan abnormalities
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Pathology of mice carrying exon 21-skipping variant of Slc12a2, a responsible gene of
hereditary hearing loss DFNA78
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Genotype-phenotype correlation in Usher syndrome and the related hearing loss
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A Japanese Adult Female with Primary Ciliary Dyskinesia Due to a Homozygous DRC1
Exon 1 to 4 Deletion
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Hemizygous SMARCA1 variants cause X-linked intellectual disability
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/NI = ° (Hitoshi Osaka) | 757/ 22—HE[ ' (Koh-Ichiro Yoshiura) | & /5 —1& 2! (Kazuhiro Ogata) ,
KA 158 7 (Naomichi Matsumoto)
1 BRRHLREE R EADIER BIRY
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 BRI R R R
(Department of Biochemistry, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
3 ARPRARYE NIRE
(Department of Pediatrics and Child Health, Kurume University School of Medicine, Kurume, Japan)
4 BRETNIEN S e/ LWk
(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
5 BOERMIKYE KREBET— 2 ¥ 1 T2 AWZeR
(Yokohama City University Graduate School of Data Science, Yokohama, Japan)
6 BMEEWIZERT FHBER ST > 2 —
(RIKEN Center for Advanced Intelligence Project, Tokyo, Japan)
7 BRETNIERE G s T2 EER
(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)
8  ARDRIZE R2AHS H T RIS I WTFE A %
(Research Institute of Medical Mass Spectrometry, Kurume University School of Medicine, Kurume, Japan)
9 HIRERKZE NERE
(Department of Pediatrics, Jichi Medical University, Tochigi, Japan)
10 RIRAY: BRI S EFRIT7E AT NS 27270 2
(Department of Human Genetics and Leading Medical Research Core Unit, Nagasaki University Graduate
School of Biomedical Sciences, Nagasaki, Japan)
11 [ERRE SRR LR KPR
(Graduate School, International University of Health and Welfare, Tokyo, Japan)

A familial case of neurodevelopmental disorders caused by a maternally inherited variant
in the KMT5B gene

B = 12 (Kyoko Takano) . #l /AZE+>* (Kumiko Yanagi) ., FE3E £ ° (Yuji Inaba)
1L %2522 25 (Tomomi Yamaguchi) . i 7 12 (Keiko Wakui) . 5 1 4578 (Tomoki Kosho)
1 SR BRI il B s IR > & —

(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
2 fEINR: RAE SRR A=

(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
3 ENIKEEHTCE Y 2 — T LERHE

(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
4 KREWIREBA =T F7

(Initiative on Rare and Undiagnosed Diseases in Pediatrics, Tokyo, Japan)
5 RFENCE &R Nk

(Division of Neuropediatrics, Nagano Children’s Hospital, Azumino, Japan)
6 (SR EAINIERET 7 ) =)« =0 T2 R

(Division of Clinical Sequencing, Shinshu University School of Medicine, Matsumoto, Japan)
7 EINRYE EBIISR X —

(Research Center for Supports to Advanced Science, Shinshu University, Matsumoto, Japan)
8 (BN AT /3 A A3 75

(BioBank Shinshu, Shinshu University Hospital, Matsumoto, Japan)
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el Long-read RNA-Seq reveals widespread transcript isoform changes in an IFAP syndrome
patient with an MBTPS2 variant

Ik FIlEZ 2 (Toshihiko Iwaki) ., PHJEE /T %2 (Yosuke Nishio) | A4S BLfili 2 (Masanori Fujimoto)
ot 72 25 (Bmi Sato) . HA B874 2 (Yuji Nakamura) . Z8FH K 2 (Daisuke leda)
EnAR A TAR 7 (Sachiyo Takagi) . AR 2 (Yutaka Negishi) | AR 32 28 (Ayako Hattor) , $k 5 * (Tomoo Ogi)
P17 2 (Shinji Saitoh)
1 i e N R
(Department of Pediatrics, Gamagori City Hospital, Gamagori, Japan)
2 HlREANLRYICEB R AITER A - NREE A
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)
3 HHEREEREEZAVI R E (LY
(Department of Genetics, Research Institute of Environmental Medicine, Nagoya University, Nagoya, Japan)
4 NV THIVETKEY VT 0 TAREZI R AR
(Department of Neurosciences, School of Medicine, University of California, San Diego, La Jolla, CA, USA)
5 HiEEMILERLZGIEZENIIR G « BRI SR T
(Department of Geriatric and Environmental Dermatology, Nagoya City University Graduate School of
Medical Sciences, Nagoya, Japan)
6 R NERE
(Department of Pediatrics, Aichi Prefectural Welfare Federation of Agricultural Cooperatives Kainan
Hospital, Yatomi, Japan)
7 HlERETNLRA R E & S W R R R
(Department of Dermatology, Nagoya City University Mirai Kousei Hospital, Nagoya, Japan)
8 bW AR A R AR R R > % —
(Department of Pediatrics, Nagoya City University East Medical Center, Nagoya, Japan)

P2-04-9 Genomic alteration in a case of synchronous extranodal marginal zone lymphoma with
ovarian endometrioid carcinoma

Rose Maria Mathew', Tsutomu Kouno®, Keiichi Iwaya®, Haruhiko Sugimura®‘, Hirofumi Nakaoka®
Department of Cancer Genome Research, Sasaki Institute, Sasaki Foundation, Tokyo, Japan

Department of Medical Oncology, Kyoundo Hospital, Sasaki Foundation, Tokyo, Japan

Department of Pathology, Kyoundo Hospital, Sasaki Foundation, Tokyo, Japan

Kyoundo Hospital, Sasaki Foundation, Tokyo, Japan

Department of Biomedical Data Science, Kagoshima University Graduate School of Medical and Dental
Sciences, Kagoshima, Japan
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Poster Session 2-05 Complex Disorders

H KE:12H19H &) 17:50 ~ 18:50

= B RAZ—2H1 O T ¢ Ok Kt 22— 3F 301+302)
Date : Friday, December 19 17:50 ~ 18:50

Room : Poster Room 1 (301+302, 3F, PACIFICO Yokohama)

P2-05-1 Association analysis of the moyamoya disease susceptibility gene RNF213 in cervical
internal carotid artery stenosis
A AR (Yui Mitani) . B R[] ! (Kenko Azuma) . JEUH 25HH 2 (Hideaki Onda) . k] 24 ° (Hidenori Ohbuchi) .
IR 45— 2 (Yuichi Kubota) | JI[{% £f— * (Takakazu Kawamata) . 73/[| {52 ' (Hiroyuki Akagawa)
1 HEZTFERRY B ERAIIRT
(Institute for Comprehensive Medical Sciences,Tokyo Women'’s Medical University, Tokyo, Japan)
2 FRFR R R
(Kofu Neurosurgical Hospital)
3 R TFERRZNEELEE L 2 — KR
(Department of Neurosurgery, Tokyo Women's Medical University Adachi Medical Center)
4 G TFERRYE Behgss et

(Department of Neurosurgery, Tokyo Women’s Medical University)
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P2-05-2

P2-05-3

Association of FAM13A variant with interstitial lung disease in ANCA-associated vasculitis
in a Japanese population

T4 $54E ' (Yuka Kawamura) | {5 723 (Ken-Ei Sada) . (i {5 * (Kenji Itoh) | /[NEF {172 (Nobuyuki Ono)
Bl BHA © (Tomoaki Higuchi) . 7[Mpk %A 7 (Shigeto Kobayashi) . E3% 5 8 (Kenji Nagasaka) .
F2JE %47 © (Takahiko Sugihara) . AN [% '° (Takashi Fujimoto) , i FLHIE ! (Makio Kusaoi) ,
Kl £+ "% (Takashi Higuchi) | 11| 55/ '® (Kunihiro Yamagata) | {E[H 242 ' (Takayuki Sumida) ,
FEAS {2 '° (Hiroshi Hashimoto) . FEHY 1850 ¢ (Hirofumi Makino) . G 4) 3822 '8 (Yoshihiro Arimura)
148 IE££° (Masayoshi Harigal) . FHAY TE A "' (Naoto Tamura), 2 12 ' (Naoyuki Tsuchiya) ,
JIIF #% ' (Aya Kawasaki)
1 B EZERSR 7 R sl
(Molecular and Genetic Epidemiology, University of Tsukuba, Tsukuba, Japan)
2 BILCRZEREERT B - udz - OGN R
(Department of Nephrology, Rheumatology, Endocrinology and Metabolism, Okayama University Graduate
School of Medicine, Okayama, Japan)
3 WHIRY: WK
(Department of Clinical Epidemiology, Kochi University, Kochi, Japan)
4 BIEERDCA B « 7 LLF—AF
(Division of Hematology and Rheumatology, National Defense Medical College, Tokorozawa, Japan)
5 AR RN B - U o~ FNR
(Department of Rheumatology, Faculty of Medicine, Saga University, Saga, Japan)
6 HELLFERRE BERY v~ F AR
(Division of Rheumatology, Department of Internal Medicine, Tokyo Women’s Medical University, Tokyo,
Japan)
7 WOREE AR AR
(Department of Internal Medicine, Juntendo University Koshigaya Hospital, Koshigaya, Japan)
8 WIIEMHRAERY Y 2 — U U< FIRERR
(Department of Rheumatology, Ome Medical Center, Ome, Japan)
9 BUFBRAE EZAHS WRIAAREIRE B ISR~ 70 B
(Division of Rheumatology, Department of Internal Medicine, Toho University School of Medicine, Tokyo,
Japan)
10 AR ERRSE A ER
(Department of General Medicine, Nara Medical University, Nara, Japan)
11 EREREE EZAES BRI R
(Department of Internal Medicine and Rheumatology, Juntendo University Faculty of Medicine, Tokyo,
Japan)
12 "NERE G B i R
(Department of Nephrology, Ushiku Aiwa General Hospital, Ushiku, Japan)
13 SRR BN E
(Department of Nephrology, University of Tsukuba, Tsukuba, Japan)
14 FUPARY: BN
(Department of Internal Medicine, University of Tsukuba, Tsukuba, Japan)
15 JERERZE R
(School of Medicine, Juntendo University, Tokyo, Japan)
16 R Lk
(Okayama University, Okayama, Japan)
17 MR B - ) o < FIBEGREN R
(Department of Nephrology and Rheumatology, Kyorin University, Tokyo, Japan)
18 EEsrd & Uk W
(Department of Internal Medicine, Kichijoji Asahi Hospital, Tokyo, Japan)

Genetic risks of common side effects following COVID-19 booster vaccination in a cohort
of corporate employees in Japan

S Bl ' (Yosuke Omae) . 2 £%% ! (Seik-Soon Khor), &% JEf#H 1! (Mihoko Shimada) ,
WA AT (Yosuke Kawai) | [Lj[] Z8F- 2 (Taihei Yamaguchi) , J\K JFi2¢—F % (Maiko Yagi)
#2851 % (Masashi Ebisawa) ., 7T ¥ Qunko Takeuchi), 7 |- #H1® (Tetsuya Mizoue) ,
A2 KL 3 (Wataru Sugiura) | ik P51 ' (Katsushi Tokunaga)
1 ENT AR B RS N ERR RS I 7/ LERY T ey = 7 b
(Genome Medical Science Project, National Institute of Global Health and Medicine, Japan Institute for
Health Security)
2 MRS HAh s o1 751 2 AHEER
(Life Science Business Office, Corporate Technology Planning Division, Toshiba Corporation, Tokyo, Japan)
3 EINTEFEE R B RRS BRIRRF S > 2 —

(Center for Clinical Sciences, Japan Institute for Health Security, Tokyo, Japan)
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P2-05-4

P2-05-5

P2-05-6

Abnormal feeding and anxiety-like behaviors are induced in female mice by a CRHR2
variant

[it] 52 ' (Akira Oka), HiAt F2{E 2 (Ayaka Nakamura) , = 7535 ' (Hiromi Miura) , K35 1F A ' (Masato Ohtsuka)
1 HGERY: BRAAER PRop Rt BEREIE R 70 A d Rk e
(Department of Molecular Life Sciences, Division of Basic Medical Science and Molecular Medicine, Tokai
University School of Medicine)
2 WK BESRE 2 —
(The Support Center for Medical Research and Education, Tokai University)

An early neonatal death case of X-linked myotubular myopathy successfully diagnosed
after birth by exome sequencing

V5 BEAC ' (Akinori Nukariya) | i Ffc | (Yuki Ito) , #8 A {2 ' (Yuto Turuoka) , JEJ&2 fH 2 (Takeshi Nagao)
At TEHE " (Tokumasa Suemitw) . {/% Z2iifi | (Taisuke Sato), )2 1. B3 * (Erina Nagao)
/B TEZA® (Masahisa Kobayashi) . JiiFH {£2% * (Kana Harada) . /7PN Tl * (Chisen Takeuchi)
Sk 153 2 (Hiromi Kamura) | 480 5% % (Ryo Kikuchi) . 7€Mk B 7] ° (Kenji Kobayashi) , #35F {~7& ' (Hitoshi Matui) |
FHY 2% ! (Taizan Kamide) | 23] 2341 7 (Kosuke Taniguchi) , Z {gdt—E[$ ” (Kenichiro Hata)
NH J%:2.° Masayuki Shimoda) | {54 & ' (Osamu Samura) | [i#] A8 2 ! (Aikou Okamoto)
1 RGERERERAS i AR
(Department of Obstetrics and Gynecology, The Jikei University School of Medicine)
2 ENIRCE BRI o 2 — A R e
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development)
3 HEEERERARZ MR
(Department of Pediatrics, The Jikei University School of Medicine)
4 HEEERERRZWIERRE RS
(Department of Clinical Genetics, The Jikei University Hospital)
5 HEEERERRY: B
(Department of Pathology, The Jikei University School of Medicine)
6 JTHMIYEHEZIR S U =y 7
(Toda Central Pathology Institute)
7 BESREAEIE R AR

(Department of Human Molecular Genetics, Gunma University Graduate School of Medicine)

Effect of CXCR5-positive B cells on disease susceptibility and activity in primary biliary
cholangitis (PBC)

N #5312 (Yuki Hitomi) . FH3E fE7E 3 (Yoshihiro Aiba) . KE% 172 (Kazuko Ueno) .
B G 1415 (Haruka Takahashi) | JA[H¥ 5@k *° (Michihiro Kono) . P 2552 ® (Nao Nishida) .
T PEAT 2 (Yosuke Kawai) . J 1| 5755 " (Minae Kawashima) . Seik-Soon Khor®®, 22 5[ ° (Michio Yasunami) |
e S *° (Kazuyoshi Ishigaki) | IR 1EEH 1" (Masao Nagasaki) | fii7k 2 (Katsushi Tokunaga) |
Hkst 23192 (Minoru Nakamura)
1 SR ERIRS: AR L s E TS
(Institute of Biomedical Sciences, Fukushima Medical University School of Medicine)
2 [ENLIERERT RN R 1537 [ R R ST
(National Institute of Global Health and Medicine, Japan Institute for Health Security)
3 NHOE/PERt > 2 — iRzt > 2 —
(Clinical Research Center, NHO Nagasaki Medical Center)
4 BMEZRWIERT AmEREENITE Y > 2 —
(RIKEN Center for Integrative Medical Sciences)
5 BEIESRIBNRE A
(Keio University School of Medicine)
6 HERZEREE HRGIENIIET
(Medical Research Laboratory, Institute of Science Tokyo)
7 MR AT LA DA T A LY ARBT AN A R —
(Database Center for Life Science, Research Organization of Information and Systems)
8 Singapore Centre for Environmental Life Sciences Engineering, Nanyang Technological University
9 EHERERY Y =R T A T YA T A5
(Medical Research Institute, Saga-Ken Medical Centre Koseikan)
10 FUNRY: ZEARBG R 2T Z2AT
(Medical Institute of Bioregulation, Kyushu University)
11 R RPABER T 7ER
(Graduate School of Medicine, Kyoto University)
12 RIGARY: RPABEIR AR S i TeRt

(Nagasaki University Graduate School of Biomedical Sciences)
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Poster Session 2-06 Clinical Genetics 2

H K:12H19H (&) 17:50~ 18:50

= B RAX—SE1 OV T Ok St 22— 3F 301+302)
Date : Friday, December 19 17:50 ~ 18:50

Room : Poster Room 1 (301+302, 3F, PACIFICO Yokohama)

P2-06-1 A Case of Trisomy 9 Mosaicism Diagnosed Following Detection of Placental Trisomy 9

WA 505 " (Sara Kusumoto), =& /1] € O ' (Yuri Hasegawa) , #3H] P2 (Riko Matsuda) .
P8 Bifi ' (Masaki Nishi), JI| F &5/ ' (Sayaka Kawashita) | Hgh) 24 ' (Itsuki Kazimura) , 7K 52 ! (Ai Nagata) ,
LB HAF " Yuriko Kitajima) , =i A2+ ' (Shoko Miura), =Jfij 77 ! (Kiyonori Miura)
1 RIS ERm AR
(Department of Obstetrics and Gynecology, Nagasaki University)
2 EWRRAREET / Lisiit > 2 —
(Department of Clinical Genomics Center, Nagasaki University Hospital, Nagasaki, Japan)

P2-06-2 Noonan Syndrome-Like Phenotype in a Patient with a BMP2 Loss-of-Function Variant
IKEF k]! (Seiji Mizuno) , 7k BE et 34 (Koki Nagai), A1 Z ! (Toshi Tatematsu) ,
Ht Z3ERHC ' (Natsuki Nakamura) . A5E 25 L ! (Shiomi Otsuji), _FJ5 AT ' (Tomoko Uehara)
F BHA0" (Hiyori Ueda), #K 7 "% (Shin Hayashi) , 13 #7t1 * (Tetsuya Niihori) | FFHE 247 | (Mie Inaba) |
FHAR PEF* (Yoko Aoki)
1 BHIRESSEERG Y Y 2 — skt Bnsir
(Department of Pediatircs and Clinical Genetics, Aichi Developmental Disability Center Hospital, Aichi,
Japan)
2 EMURIEFFRE G & v & — JEER GV B R ERR I
(Department of Medical Genetics, Institute of Developmental Research, Aichi Developmental Disability
Center, Aichi, Japan)
3 ML R ERY Y 2 — ERR
(Genetics Department, Kanagawa Children’s Medical Center)
4 HERY: A EARERE

(Department of Medical Genetics, Tohoku Universitiy)

Z2lEel]  Compound heterozygous variants of PNPT1 identified in a patient with severe
neurodevelopmental delay

IR &M (Tomoe Yanagishita), NAJ 2% 1% (Rina Shimomura), 7T N W&~ ' (Akiko Takeshita)

SR Fe- T (Kyoko Hirasawa) . JEH1 #EF ® (Kouhei Hamanaka) . =1 J&- * (Satoko Miyatake) |

FKFH %5 ! (Satoru Nagata) , ¥AZK 858 ° (Naomichi Matsumoto) , [L[As {82 14 (Toshiyuki Yamamoto)

1 BRELFERRE
(Department of Pediatrics, Tokyo Women’s Medical University, Tokyo, Japan)

2 HEFERRER A E AR i L ar IR R SRR R 22 0 Y
(Institute of Medical Genetics, Tokyo Women’s Medical University, Tokyo, Japan)

3 BTN R ERARE AW SR AR
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)

4 WL FERRZET /) LigHR
(Division of Gene Medicine, Graduate School of Medicine, Tokyo Women’s Medical University, Tokyo,
Japan)

P2-06-4 Immune dysregulation in females with incontinentia pigmenti: A retrospective study

Bl 251 "2 (Motoshi Sonoda) |, F} 224 ! (Sungyeon Park) . FiMA fEFIF- 2 (Sawako Matsuzaki) |
)1 #7552 (Akiko Ishikawa) , FHIf #3 ——F > (Yumiko Taura), {I.[7] 5275 ' (Katsuhide Eguchi)
Gkl 22 (Masataka Ishimura) | 7B BERK | (Yasunari Sakai) | JIj% B2~ 22 (Kiyoko Kato)
1 FURYE REBERZERITESE IR FEE R
(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)
2 JUNKSAEEE BRREAR R
(Department of Clinical Genetics and Medicine, Kyushu University Hospital, Fukuoka, Japan)
3 UMK KRB ATl A iin i A Bl
(Department of Obstetrics and Gynecology, Graduate School of Medical Sciences, Kyushu University,
Fukuoka, Japan)

149



P2-06-5

P2-06-6

P2-06-7

P2-06-8

P2-06-9

Verheij syndrome with auricular malformation and plagiocephaly due to de novo in-frame
deletion of PUF60

5K @5k ! (Hiroshi Yoshihashi) . —J[| 5AT] ' (Hiroshi Futagawa) . {7 &N, ! (Shiho Ito)
SR EHE 7 (Mariko Endo) . 75 FH F5HH ' (Yuri Yoshida) . |[jH? BEH ' (Haruka Yamanaka)
FEH B! (Kentaro Fukuda) . HAJi% A 2 (Daisuke Nakato) . 54 75 A 2 (Hisato Suzuki) .
JINIFF R 2 (Kenjiro Kosaki)
1 HEE NG EEL > 2 — BRI BAREER

(Department of Clinical Genetics, Tokyo Metropolitan Children’s Medical Center)
2 BERIMRPEARER R 22—

(Center for Medical Genetics, Keio University School of Medicine)

Comparison Between PGT-A Results and the Al-Based Embryo Scoring System, iDAScore,
in Our Clinic

A B! (Shouhei Komemoto) . /778 72— ' (Youichi Takemoto) . H1E: 25 ! (Akira Nakashima)
[F N v (Shigeki Fujimoto) , ¥ #h5tH 13 (Yuya Makino) ., 7K &5 F ! (Motoi Nagayoshi) |
FHH B ' (zumi Tanaka) . HAT JiE ' (Atsushi Tanaka) . JE3E 35 . (Seiji Watanabe)
1 Y by —pEm ARHERE
(Saint Mother Clinic, Kitakyushu, Japan)
2 FERERIAE R
(Wakamatsu Hospital of University of Occupational and Environmental Health, Kitakyushu, Japan)
3 MEREEARN: PR b N e
(Department of Obstetrics and Gynecology, Juntendo University School of Medicine, Bunkyo-ku, Japan)
4 ShETRSPRIERT RAATTERE AR O IE Rt )

(Department of Anatomical Science, Hirosaki University Graduate School of Medicine, Hirosaki, Japan)

Evaluation of Cochlear Duct Length in 22g11.2 Deletion Syndrome Patients Using
OTOPLAN

KIT. fHE ' (Kengo Oe) ., (L% 18] " (Hiroshi Yamazaki) | Az 1 & > (Seiichi Tomotaki)
1 UK REZBERZENIZER B SR « BRETRAR
(Department of Otolaryngology, Head and Neck Surgery, Graduate Schoool of Medicine, Kyoto University)
2 HUECRSAEAEIE Rl S 1R
(Clinical Genetics Unit, Kyoto University Hospital, Japan)
3 HUBREE RZBEEZMIILR MR
(Department of Pediatrics, Graduate School of Medicine, Kyoto University, Kyoto, Japan)
Novel Compound Heterozygous Splice Site Variants in COL11A1 Cause Autosomal
Recessive Stickler Syndrome
H T 225 2 (Hironao Shirai) . JFEURE {4517~ 1 (Sachiko Ohori) . 7 345 * (Kosuke Murata) |
=i kS BT ' (Keiko Takahashi) . T AR Wi2E ! (Naomi Araki) . 55 5058 125 (Fumio Takada)
1 JEBRZARE BARRS PR
(Division of Genetics, Kitasato University Hospital, Kanagawa, Japan)
2 JEEIEAERZAGR N
(Department of Pediatrics, Kitasato University School of Medicine, Kanagawa, Japan)
3 WV T FERRAEN BRI
(Department of Clinical Genetics, St. Marianna University Hospital, Kanagawa, Japan)
4 JEHIREARZANE BB R
(Department of Orthopaedic Surgery, Kitasato University School of Medicine, Kanagawa, Japan)
5 JEHRZIERE EFRCRIZER BRI R R
(Department of Medical Genetics and Genomics, Kitasato University Graduate School of Medical Sciences,
Kanagawa, Japan)

An adult case with 22g11.2 deletion syndrome presenting with recurrent hyperventilation
attacks
PUA FHAR ' (Yuka Yotsumoto) . 2111 #38% * (Yuuki Kikuyama) , 17{E ZAfiil ® (Hisatsugu Tachibana)
EYR 2517 (Miwako Nagasaka), & %] F- ' (Tomoko Tamaoki)
1 B Raimb B inght 2 —
(Center for Clinical and Molecular Genetics, Takatsuki General Hospital, Takatsuki, Japan)
2 bR R RS AR
(Department of Psychiatry, Shin-Abuyama Hospital, Takatsuki, Japan)
3 B RaBwEkT IR
(Department of Neurology, Takatsuki General Hospital, Takatsuki, Japan)
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P2-06-10

P2-06-11

P2-06-12

P2-06-13

P2-06-14

Three cases where short-read NGS facilitated the diagnosis of genetic disorders
associated with structural variants

Hkt 7 —H5 ' (Kenichiro Nakamura) , ¥AFH 51 2 (Takao Matsuda) , £ $HE5K ' (Takuya Hanaoka)
R BEOKE ! (Shintaro Iwao) . 12 PSR ! (Katsumasa Goto) . K JE PifA 2 (Etsuro Matsubara) |
KA BGE? (Noriyuki Kimura)
1 [ESTHRIGERERS DUl
(Department of Neurology, NHO Nishibeppu National Hospital)
2 [ENTIRBERERE R A - B RR
(Department of Reproductive Medicine and Genetics, NHO Nishibeppu National Hospital)
3 RO RIFARZEAR MR
(Department of Neurology, Faculty of Medicine, Oita University)

Establishment of a sanger sequencing system following comprehensive genetic testing by
NGS

HiTHH B> (Kohei Maeda), H1AK B &L (Takeru Nakabayashi), 155t &7 (Satoshi Yuhara)

MREH T AT — VTV
(SRL, Inc)

Evaluation of GestaltMatcher using patient data of congenital syndromes with facial
phenotypes in Japan

= i, 1? (Hiroyuki Mishima) Tzung-Chien Hsieh®, &) 2 g1 (Toyofumi Fujiwara) Jing-Mei Lis.

FHEAR 78 A ° (Sumito Dateki) . 27Hi 2%—H5 "2 (Koh-ichiro Yoshiura) , YT/ 3% ® (Tatsuro Kondoh)

1 RIRERY: SRR RS ERRITIEIT AR A0S0
(Department of Human Genetics, Atomic Bomb Disease Institute, Nagasaki University, Nagasaki, Japan)

2 RIFRYREGE ERIE ARG TR SeimERRNIZE 2 7 ANRUEARATFE Y
(Department of Human Genetics, Leading Medical Research Core Unit, Nagasaki University Graduate School
of Biomedical Sciences, Nagasaki, Japan)

3 RYREE 7/ LRt A A 2T X< T 1 7 AW
(Institute for Genomic Statistics and Bioinformatics, University Hospital Bonn, Rheinische Friedrich-
Wilhelms-Universitaet Bonn, Bonn, Germany)

4 MR - AT LIRASEM T — 2 Y A T AREFIH IR A TV A LY AT AN Ak 2 —
(Database Center for Life Science, Joint Support-Center for Data Science Research, Research Organization of
Information and Systems, Chiba, Japan)

5  RIFRYREGE ERIEAFET IR MR
(Department of Pediatrics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki, Japan)

6 AETHRADEFEEFEEEFRMEMAL > X —TDHRDR
(Misakaenosono Mutsumi Developmental, Medical, and Welfare Center, Isahaya, Japan)

A case of hereditary angioedema diagnosed during pregnancy with successful treatment
using C1 inhibitor
4K A (Tomo Suzuki) . {54 K B+ (Aiko Sasaki), £l Fkidt ' (Akitsu Higuchi)
£ 87! (Kayoko Kaneko) . MR BEAER 2 (Kotaro Umezawa) | | LA EH1F- % (Kiwako Yamamoto) .
Y7k ¢ ! (Fumika Shimiza) . 1B Fl%d | (Kazuki Yamano) . 72 8 5 ! (Yuri Nakao) |
HiiE #316H (Yuuki Kakinuma) . K7 A2 ! (Taishin Kido) . 728 78+~ (Rinko Ibi), PHE} T (Chihiro Nishino)
Y B3 ! (Akira Naomi) | 7747 FHZS ! (Rina Akaishi) , FiFH %~ ° (Naoko Arata) . FIFH ] ' (Seiji Wada)
1 ENTREEEVIIEE > 2 — 5 e - RS2 v 2 —
(Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and
Development, Tokyo, Japan)
2 BENIRBEEMILE 2 — T LIVF -t 2 —
(Allergy Center, National Center for Child Health and Development)
3 ENIERE ERTE e v 2 — kO G Y X —
(Integrated Center for Women’s Health, National Center for Child Health and Development)

Chronic Enteropathy Associated with SLCO2A1 Due to a Novel Homozygous Splice
Variant Identified in Adulthood

[ IEs #7123 (Tetsuya Okazaki) , 7 AS {1 H[$ * (Shinjiro Takagi) . % 575 ° (Haruka Tada)

EF #3+F3 (Hiroko Fujita) , HIZE 832 3 (Kyohei Kai) | “-JR 52 '?3 (Akira Hirasawa)

1 BRZEZEA ISl 5 b A BRI RO AL T R
(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama University, Okayama, Japan)

2 PR
(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama University, Okayama, Japan)

3 SRR R RS R
(Department of Genetic Medicine, Japanese Red Cross Society, Himeji Hospital, Himeji, Japan)

4 WEESSRRENRE

(Department of Internal Medicine, Japanese Red Cross Society, Himeji Hospital, Himeji, Japan)
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Poster Session 2-07 Rare Diseases 2

H K:12H19H (&) 17:50~ 18:50

= B RAX—22 OV T o akfi 2t 2— 3F 315)
Date : Friday, December 19 17:50 ~ 18:50

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P2-07-1 Completely resolved structural variants by optical genome mapping with adaptive sampling
from CNV discovery
F #12 LR, A 23535 1 (Naomi Tsuchida) . PN HHEE ' (Yuri Uchiyama) .
By YT B 7! (Briko Koshimizu) , JE[H1 ! (Kohei Hamanaka) , =i A1~ ' (Satoko Miyatake)
7K1 ] ' (Takeshi Mizuguchi) , LUE T (Atsushi Fujita), ¥ EHE 134 (Naomichi Matsumoto)
1 BT R E G R AR R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama Japan)
2 NAORAE A S E o b N7 i
(Department of Obstetrics and Gynecology, Juntendo University Faculty of Medicine, Tokyo Japan)
3 BTN R EIN R R R R 1 RS R
(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama Japan)
4 RO ARSI T L2 TR
(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama Japan)
e Transcriptomic analysis reveals potential mechanisms of liver failure under inflammatory
stress in Lars1 mutant mice
H I Bl ' (Masanori Inoue), £/N 2 F+ >/ 7 > ! (Wulan Apridita Sebastian) . & Jii 54/ ? (Hiroaki Miyahara) ,
17K 3.2 2 (Nobuyuki Shimizw) . FifFH ZEH1T- ' (Miwako Maeda) . {EHH 2% (Toshikatsu Hanada)
TEM fLF* (Reiko Hanada) , FJ5 fit ' (Kenji Ihara)
1 KRR RS /NP R
(Department of Pediatrics, Oita University, Faculty of Medicine, Oita, Japan)
2 ERERRE hmERE AV
(Department of Neuropathology, Institute for Medical Science of Aging, Aichi Medical University, Aichi,
Japan)
3 KRR B Ml Y2
(Department of Cell Biology, Faculty of Medicine, Oita University, Oita, Japan)
4 ROPRE BRZAT i A Al e
(Department of Neurophysiology, Faculty of Medicine, Oita University, Oita, Japan)

P2-07-3 Review of Kabuki Syndrome Group Clinics for Website Resource on Genetic Syndromes
1EH £ (Kei Masai) . {3 FERIF~ Miwako Kizumi) . HIfff 255 (Nami Bessho), 7[Mk JEFT (Miwa Kobayashi) ,
8 5 FEEE (Miyu Fukushima) | 58 R A (Kenta Hasumi), /NFH 7N 7 (Sayuri Oda)
O 4T (Hiroyuki Kuramitsu) . /NCT # (Yusuke Oguchi) . K45 A8 (Daiju Oba), KAE 1832 (Hirofumi Ohashi)
R RN/ NRER 2 > 2 — 8 5FR
(Division of Medical Genetics, Saitama Children’s Medical Center, Saitama, Japan)

P2-07-4 Evaluation of oxford nanopore-based target enrichment sequencing for clinical genetic
testing of rare diseases
)| £ K (Keidai Miyakawa) . HAK X2 (Takeru Nakabayashi) . [ i~ (Riko Fujioka) . fEFH HIfc (Yuki Fujita)
Bl 1E5E (Satoshi Yuhara) . 5 {d—EH (Kenichiro Kori)
Mt =27 —)vx )b
(SRL, Inc., Tokyo, Japan)

P2-07-5 Web-based resources about 22q11.2 deletion syndrome established through group
clinics since 2000
AT BRI Miwako Kizumi), FIF 253& (Nami Bessho) . [FH £X (Kei Masai), 7[Mk FEFT (Miwa Kobayashi)
55 FEEY (Miyu Fukushima) | 5 L R (Kenta Hasumi), /NFH 7N £ (Sayuri Oda)
JEOE 4T (Hiroyuki Kuramitsu) . /NCT $f£E (Yusuke Oguchi) . K5 KKt (Daiju Oba) . KkE 18 32 (Hirofumi Ohashi)
RRES N BER R 2 — B ER
(Division of Medical Genetics, Saitama Children’s Medical Center, Saitama, Japan)
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P2-07-6

P2-07-7

| P2-07-8 |

P2-07-9

Early-onset chronic kidney disease in an infant with HNF1B-Related disorder

FAK TE ' (Shinji Suzuki) ., AFHA FIfL 2 (Kazuyo Kiribayashi) . [LIFH $% ' (Mai Yamada) .
Haply f2%2 ! (Toshihiro Nakayama) . A {18! (Yasuyo Kashiwagi) . & {53 % (Jingyi Dong) .
KA {17 2 (Sawako Matsumoto) . FGEE B 72 (Natsuko Inagaki) . FRJi% i  (Daisuke Nakatou)
NI JHERER * (Kenjiro Kosaki) . [LIH &% ! (Gaku Yamanaka) | BLES {8 14 (Hironobu Okuno)
1 SCEERAE MR - IR
(Department of Pediatrics and Adolescent Medicine, Tokyo Medical University, Tokyo, Japan)
2 WRERICERNE L2t v 2 —
(Department of Clinical Genetics Center, Tokyo Medical University, Tokyo, Japan)
3 WHERICERE RGN
(Department of Cardiology, Tokyo Medical University, Tokyo, Japan)
4 BIEERRRAE AR R v 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)

Prime Editing in induced pluripotent stem cells from a patient with the p.R756C variant in
ATP1A3

e hiZ ! (Fumihiko Fujii) . M B2 (Eriko Hatai) . % 5] % (Yuji Ueno) . 7716 ¥ 2 (Satoshi Akamine) |
B BEARHES ' (Ryutaro Kira) . J8§5F FiEAK 2 (Yasunari Sakai)
1 S RVA e Y ]
(Department of Pediatric Neurology, Fukuoka Children’s Hospital, Fukuoka, Japan)
2 JUNKEBE R

(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)

A Case of SMC3-related CdLS Unraveled by WES After a Diagnostic Odyssey

EikE BT (Keiko Takahashi) . Y& /417 2 (Sachiko Ohori) | TR JE ! (Naomi Araki)
U& 39 H 5 (Asuka Hori), Z& fH—H5%° (Kenichiro Hata) . 15 FH 5158 ™ (Fumio Takada)
I | AW 2 G )
(Division of Genetics, Kitasato University Hospital, Kanagawa, Japan)
2 BER RSN RAERIITER RAARE AR 70yl AP
(Department of Molecular and Cellular Biology, Gunma University, Gunma, Japan)
3 WRVUTVFTERARY HARERY « BT
(Department of Laboratoy Medicine, St. Marianna University School of Medicine, Kanagawa, Japan)
4 JEHRAICERRERERIITERE R (R
(Department of Medical Genetics and Genomics, Kitasato University Graduate School of Medical Sciences,
Kanagawa, Japan)
5  ENZHFFEHFEE NEN R E EF T > 2 — R AT IT
(Department of Maternal-Fetal Biology, National Reseach Institute for Child Health and Development,
Tokyo, Japan)

Compound Heterozygous TRPM6 Variants in Siblings With Hypomagnesemia and
Secondary Hypocalcemia

sINE 15 - 123 (Yasuko Kobari) | FifFH 5= ?(Shozo Maeda) . (5% 7 - % (Yoko Takano) . PE{6 15 th * (Naoya Saijo)
FAR B ° (Tomohisa Suzuki) . 55111 I Y5 (Jun Takayama) . ‘5 Bk 5'6(Shigeo Kure) | 251 24 45 (Atsuo Kikuchi) N
FHE 71 ° (Gen Tamiya) . J# 7N BKEL ® (Takumi Takizawa)
1 SIEREREERRIE AR IIIR AT 1 2 7 ¢ 77 R A A 0 i
(Department of Al and Innovative Medicine, Tohoku University Graduate School of Medicine)
2 O RO EE /N IRE
(Department of Pediatrics, Isesaki Municipal Hospital)
3 RS RZREERELRIITR NER 2
(Department of Pediatrics, Gunma University Graduate School of Medicine)
4 HUERZRZEBREARVIZERE NILRREA ) HF
(Department of Pediatrics, Tohoku University Graduate School of Medicine)
5 HULRSARABE RWIZERE D 7/ AT SRS CRs e
(Department of Rare Disease Genomics, Tohoku University Graduate School of Medicine)
6 EBKIRSTC BT
(Miyagi Children’s Hospital)
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P2-07-10

P2-07-11

P2-07-12

P2-07-13

Reframing Rare Disease Diagnosis: Recognizing Mitochondrial Disease Through Whole
Genome Sequencing

EHF %8 " (China Nagano), =ifj {&t— B[ ? (Kenichiro Miura) , IR 7C52 2 (Motoshi Hattori)
e B (Naoya Fujita) , 1L $HH ' (Asahi Yamamoto) . EL1 J& qz ! (Shuhei Aoyama) ,
AKRAT #5335 ! (Yuka Kimura) . JEBFA HEA ' (Yuta Inoki) | FilJE 3£ 4 ! (Nana Sakakibara) |
2 N &7 (Tomoko Horinouchi | [} £ ! (Tomohiko Yamamura) . {775 ELE ! (Shingo Ishimori) |
PP Bk ! (Kandai Nozu)
1 mE R NREE
(Kobe University)
2 WU TFERKRY
(Tokyo Women’s Medical University School of Medicine)

3 D B/NRREERBG Y X —
(Aichi Children’s Health and Medical Center)

The phenotype similarities among Verheij, CHARGE syndrome and hnRNP-related
disorders from Puf60/FIR mechanism

R —,Z (Kazuyuki Matsushita)

THERALR A ETHGE BAEHS - BRRMER, B2, DA/ Ly 2—

(Department of Laboratory Medicine & Division of Clinical Genetics and Proteomics / Center for Cancer
Genomes, Chiba University Hospital, Japan)

Biallelic variants in TNR cause neurodevelopmental disorders with variable expressivity

FEIR 1554 ! (Atsuhiro Ozaki) . HRAS TF5% %2 (Masamune Sakamoto) . BEF] B2 T~ (Satoko Kumada) .
*ﬁﬂﬁ =T~ ° (Fusako Yokochi) | 78] B © (Keisuke Hamada) . &/ 1‘@ (Kazuhiro Ogata) |
A 23534 1 (Naomi Tsuchida) . PNLL HIEH ' (Yuri Uchiyama) | Bz 7T 827! (Eriko Koshimizu)
I%EEI 5UE ! (Atsushi Fujita) | B BA+ 17 (Satoko Miyatake) |, /K[ [fll] ! (Takeshi Mizuguchi)
KA T ' (Naomichi Matsumoto)
1 BEEMIRARERE AR IR
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 BREHNIAERZ R RAENTZERE R
(Department of Pediatrics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
3 BRSNS e/ L s Wik
(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
4 ARSI AP i IR
(Department of Neuropediatrics, Tokyo Metropolitan Neurological Hospital, Tokyo, Japan)
5 ARSI I ehiE R
(Department of Neurology, Tokyo Metropolitan Neurological Hospital, Tokyo, Japan)
6 BTN IAERF R REN7eR A e
(Department of Biochemistry Yokohama City University Graduate School of Medicine, Yokohama, Japan)

7 BEETSIERE G s T2 EEeR
(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)

Estimation of ENPP1 Deficiency Genetic Birth Prevalence in East Asia and Japan

Kkt £iH 2 (Takayoshi Matsumura) . FYEE fHIEH >4 (Nobuaki Ito) . 1% A4 ° (Hajime Kato)
AHF B85 (Soichiro Kimura), Mark J Kiel®, Amina Kozaric®, Michael Levine’, Carlos Ferreira®,
38 | # ° (Toshimi Michigami)
1 BHIBERKE 5 TRsInRtL o 2 — Dl - BUR A
(Division of Cardiovascular and Genetic Research, Center for Molecular Medicine, Jichi Medical University,
Tochigi, Japan)
2 HRERKE JERGNR
(Division of Cardiovascular Medicine, Department of Medicine, Jichi Medical University, Tochigi, Japan)
3 HEURY: MEATEE IIIG b R e
(Division of Therapeutic Development for Intractable Bone Diseases, Graduate School of Medicine and
Faculty of Medicine, The University of Tokyo, Tokyo, Japan)
4 HEURZEZETRI R AR > & —
(Osteoporosis Center, The University of Tokyo Hospital, Tokyo, Japan)
5  HEURZEZARI R B - N0 R
(Division of Nephrology and Endocrinology, The University of Tokyo Hospital, Tokyo, Japan)
6 Genomenon, Ann Arbor, MI, United States
7 Center for Bone Health, Children’s Hospital of Philadelphia, Philadelphia, PA, United States
8 Eunice Kennedy Shriver National Institute of Child Health and Human Development, National Institutes of
Health, Bethesda, MD, United States
9 RIRBFFERL > 2 — SFREREHIEM
(Department on Bone and Mineral Research, Research Institute, Osaka Women'’s and Children’s Hospital,
Osaka, Japan)
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P2-07-14

P2-07-15

P2-07-16

Identification of pathogenic RNU4-2 variants in neurodevelopmental disorders

FA 5245 ! (Yukina Hayashi), Juliet Taylor®, Nerine Gregersen®, /)M {=° (Hitoshi Osaka), Dorit Lev*,
Tally Sagie’. Ifat Nezer-Kaner®, Patrick Yap®, Wee Teik Keng’. Mei Yan Chan®,
T Y¢JA ¢ (Mitsuhiro Kato) |, JF: HERK 7 (Yasunari Sakai) . el {84 7 (Kenta Kajiwara) |
AL sadR® (Katsuya Tashiro), {3 /] Y9 (LiFu), R —7 119 (Kazuhiro Iwama) . Qiaowei Liangl\
a1 ' (Naoto Nishimura) | 5% #31# | (Suzuran Saito) . $xAS [F57% ! (Masamune Sakamoto)
“FEREY 289/ ' (Yasuhiro Utsuno) . - Z8#£35 1! (Naomi Tsuchida), PYLL HTRE "' (Yuri Uchiyama) |
Byl YT B 7' (Eriko Koshimizu), JEH B2 ' (Kohei Hamanaka), =X JA "2 (Satoko Miyatake) ,
FKIT Il ! (Takeshi Mizuguchi) . & HT& ' (Atsushi Fujita) . #87% (B | (Naomichi Matsumoto)
1 BERANIRER B RAIER R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Kanagawa, Japan)
2 Genetic Health Service NZ, Northern Hub, Auckland City Hospital, Auckland, New Zealand
3 ERERAYE DR
(Department of Pediatrics, Jichi Medical School, Tochigi, Japan)
4 Wolfson Medical Center, Holon, Israel
5 Department of Genetics, Hospital Kuala Lumpur, Kuala Lumpur, Malaysia
6 HEFERICAEAAS NRR AR R
(Department of Pediatrics, Showa Medical University School of Medicine, Tokyo, Japan)
7 JUNRFAIREERE AR iIRFEE R 20 CNERS)
(Department of Pediatric and Developmental Medicine, Graduate School of Medical Sciences, Kyushu
University, Fukuoka, Japan)
8 JEHAR TR NRR
(Department of Pediatrics, Japanese Red Cross Karatsu Hospital, Saga, Japan)
9 MERHEREE RZANS B fm NRR2a# s
(Department of Obstetrics and Gynecology, Juntendo University, Tokyo, Japan)
10 RRminn KRB AR FAE R E /N
(Department of Pediatrics, Yokohama City University Graduate School of Medicine, Yokohama, Kanagawa,
Japan)
11 RGRdin K2 e #i7/ L2 W
(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Kanagawa, Japan)
12 RgRdin K22l B s g gkt

(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Kanagawa, Japan)

Eight-Year Review of IRUD Implementation at Hiroshima University: Institutional
Achievements and Future Perspectives

Ral8 B ' (Akiko Abe), FLJ[| #— 2 (Seiichi Hayakawa) . FI|FH B H %5 ° (Asuka Toshida)
B #E+ ' (Shoko Okuda) | UL 832 * (Hirofumi Maruyama) |, #815: 2%k 3(Takao Hinoi) | [if] FH '&f *(Satoshi Okada)
1 JREREEERE BREHS
(Department of Nursing, Hiroshima University Hospital, Hiroshima, Japan)
2 IRESRZFRZERE SRR DR
(Department of Pediatrics, Graduate School of Biomedical and Health Sciences, Hiroshima University,
Hiroshima, Japan)
3 IREREE BT RR
(Department of Clinical and Molecular Genetics, Hiroshima University Hospital, Hiroshima, Japan)
4 JRESRFRZER ERREENIZER e R
(Department of Clinical Neuroscience and Therapeutics, Graduate School of Biomedical and Health
Sciences, Hiroshima, Japan)

A Study of the Natural History of DRPLA in Japan: Toward an ASO Trial

ERE siEFI| 1234 (Yukitoshi Takahashi) | 23 2225 ' (Manami Yabe) . A f 7~ | (Akiko Ota) .
A A ! (Kentaro Tokumoto) . #33 (5 ! (Takashi Matsudaira) , DRPLA 5¢/#%<> ° (DRPLA Family Association)
1 ENTIRBERERS Sid T A A - iR ER 2 2 —
(National Epilepsy Center, NHO, Shizuoka Institute of Epilepsy and Neurological Disorders, Shizuoka,
Japan)
2 IBRRAEEAENR
(Department of Pediatrics, Gifu University School of Medicine, Japan)
3 HRIAUR AT REASEA N
(School of Pharmaceutical Sciences, University of Shizuoka, Japan)
4 IR RAERT IR
(Department of Pediatrics, Gifu Municipal Hospital)
5 DRPLAZKfZ
(DRPLA Family Association)
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orgivel  National interview survey for patients with Hutchinson-Gilford syndrome and progeroid
laminopathies and their families

KN BT (Yuko Okawa) ., A 4EAS 2 (Nobue Tsukatani) . H:_F Bifd '? (Masanori Inoue)
KRB 52HH 2 (Muneaki Matsuo) | /)MBF HL37E 4 (Rika Kosaki) . Ji 5 {dt— ° (Kenichi Kashimada) .
K& B 7 (Keiichi Ozono) . 251 /53¢ " (Hiroyuki Saitou), HI3E FE#K 7 (Tatsuya Nakamichi)
A [Eif ® (Masanobu Fujimoto) | #fEJ #1417 ® (Noriyuki Namba) . 44K 53¢ ° (Hidefumi Tonoki)
it #F '° (Yuko Murai) | FEJE f# — '? (Kenji Ihara)
1 ROPRY: RS /N
(Department of Pediatrics, Faculty of Medicine, Oita University, Oita, Japan)
2 RO RE AR IR AL 2 i
(Genetic Medical Center, Oita University Hospital, Oita, Japan)
3 BRI
(Department of Pediatrics, Faculty of Medicine, Saga University, Saga, Japan)
4 FENIRE BRI v 2 — R v 2 — B s R
(Division of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)
5  ENIE BRI > 2 — Nk - AR
(Division of Endocrinology and Metabolism, National Center for Child Health and Development, Tokyo,
Japan)
6 [Eaks EERR AR M R > 2 —
(Center for Promoting Treatment of Intractable Diseases, Iseikai International General Hospital, Osaka,
Japan)
7 PRk EER SR IR
(Department of Pediatrics, Iseikai International General Hospital, Osaka, Japan)
8  ISHUORY: RS JEFEW] - /NIRRT
(Division of Pediatrics and Perinatology, Faculty of Medicine, Tottori University, Tottori, Japan)
9 R BKEISE > & —
(Medical Genetics Center, Department of Pediatrics, Tenshi Hospital, Hokkaido, Japan)
10 R IR 7 NE L e /N IR

(Department of Pediatrics, Yaeyama Hospital, Okinawa, Japan)

Poster Session 2-08 Cytogenetics

H K:12H19H &) 17:50~ 18:50

= B RA X2 OV T o Ok 2t 2— 3F 315)
Date ! Friday, December 19 17:50 ~ 18:50

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P2-08-1 A mos 45,X/46,X,r(X) case where the r(X) region was identified using a male reference in
chromosomal microarray analysis
T 357 12 (Keiko Wakui) . 75 21 2 (Tomoki Kosho) . #E B 285 2 (Yoshimitsu Fukushima)
1 ABINRAA BR2AER BHRIR AR
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
2 SRS BEAATS IR e i R PR ge v & —
(Center for Medical Genetics, Shinshu University Hospital)

Trends of Variations of Log, Values on Microarray Analysis according to the size of CNVs
/N ZINE A 2 (Sayuri Oda) . 7N #hf 3 (Yusuke Oguchi) 58 R {2k 2 (Kenta Hasumi) |
1H B 2585 12 (Miyu Fukushima) | @O B4 7 2 (Hiroyuki Kuramitsu) . /)61 E5A # (Masahiro Koyama)
TFH: 23 (Kei Masai) . BIJFT 2525  (Nami Bessyo) . 3R{E ZEF1T-° Miwako Kizumi) . K K48t > (Daiju Oba)
FHR B4 (Shunpei Tosaka) . Fi3FE: {4 (Takeshi Matsui) . AAG 832 ° (Hirofumi Ohashi)
1 WRESNRERE 2 — B ERE S
(Division of Medical Genetics, Saitama Children’s Medical Center, Saitama, Japan)
2 WEESNRER V2 — RE RS
(Department of Clinical Laboratory, Saitama Children’s Medical Center, Saitama, Japan)
3 RRES/NERE Y > 2 — BER
(Department of Genetics, Saitama Children’s Medical Center, Saitama, Japan)
4 LSIAT ¢ TV R B FRER Rk L—7
(LSI Medience Corporation)
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L0EERl] A pediatric case of male infertility revealed by secondary findings from microarray
chromosome testing

JEAT 5% (Kaori Adachi) . BFHY %2945 2 (Tomoki Nonaka) . 235% JF4¢ ® (Mai Adach) . 70 7 2 (Nozomi Motoi) ,
L] B 25 * (Mana Yamaguchi), JE8F A& f# * (Tomohiro Kitano) . /]vFk HE4% ? (Seiya Kobayashi) |
HiftE %81 ° (Yoshihiro Maegaki) . BEEF %22 1% (Hiroyuki Awano)
1 SHORY: BEZeHEERRs mi7eRi & > 2 —
(Research Initiative Center, Organization for Research Initiative and Promotion, Tottori University, Yonago,
Japan)
2 SHCRY: AT AR -2 Bt
(Department of Clinical Genetics, Tottori University Hospital, Yonago, Japan)
3 SHCRY: ARSI AR A aEa
(Nursing Department, Tottori University Hospital, Yonago, Japan)
4 SHCRY: REABLEARIZERE ERAEI
(Major in Integrated Medical Sciences, Graduate School of Medical Sciences, Tottori University, Yonago,
Japan)
5 RHUOKRZ: B2 2R B R R I i N IR 220 B
(Division of Child Neurology, Department of Brain and Neurosciences, Faculty of Medicine, Tottori
University, Yonago, Japan)

Improving Clinical Care System for Microdeletion/Microduplication Syndromes Detected
by Chromosomal Microarray Testing

LA 8% ! (Toshiyuki Yamamoto) . JE7K {&] 2 (Kenji Shimizu) |, #AZK ##® (Ayumi Matsumoto) |
TN Tl * (Chisen Takeuchi), P4 FEPHEF-° (Eriko Nishi) . #RET TE#5% ® (Naoya Morisada) |
G| dEE7 (Aki Ishikawa) . FRY AT 8 (Yukako Muramatsu) . 25 FH f@tH] ° (Takeshi Yoshida) .
K KA 10 (Daiju Oba), b Vi ' (Yosuke Kita)
1 BRI FERICE T LR
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
2 ERRNT C & R ERE EHAR AR
(Division of Clinical Genetics and Cytogenetics, Shizuoka Children’s Hospital, Shizuoka, Japan)
3 EIRERIRE FIRBIGHIT L o 2 — NHRHR A
(Division of Cardiovascular and Genetic Research, Center for Molecular Medicine, Jichi Medical University,
Shimotsuke, Japan)
4 HEEERERAE BRI
(Department of Clinical Genetics, Jikei University Hospital, Tokyo, Japan)
5 KB rERY Y2 — B2 HER
(Department of Medical Genetics, Osaka Women’s and Children’s Hospital, Izumi, Japan)
6 JLREIRNIC & LRl MREGR
(Department of Clinical Genetics, Hyogo Prefectural Kobe Children’s Hospital, Kobe, Japan)
7 ALRERIREE 7/ LIRS WIRT ) L5
(Departments of Medical Genetics and Genomics, School of Medicine, Sapporo Medical University, Sapporo,
Japan)
8 FEERE NILH
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Japan)
9 HUARZE MK
(Department of Pediatrics, Graduate School of Medicine, Kyoto University, Kyoto, Japan)
10 B RRY/NREER > 2 — AR
(Division of Medical Genetics, Saitama Children’s Medical Center, Japan)
11 BERERIANREE AR
(Keio University, Faculty of Letters, Tokyo, Japan)

EOEESE] A case of 10926 deletion syndrome with right-sided stapes aplasia

(LI $5 ' (Mai Yamada) . 55 757 2 (Kyoko Shirai), FH L] {27 ! (Toshihiro Nakayama) ,
Pl & € O ' (Midori Nishibata) | 5% 8! (Shinji Suzuki), 25 5751 ! (Shonosuke Nara)
IR R (Yasuyo Kashiwagi) . # {hiff® Uingyi Dong) . ¥AZS {ffI—F > (Sawako Matsumoto)
fitE B+ (Natsuko Inagaki) . [LJH7 {7 ' (Gaku Yamanaka), B {#J# ' (Hironobu Okuno)
1 SRUERERE R N - IR

(Department of Pediatrics and Adolescent Medicine, Tokyo Medical University, Tokyo, Japan)
2 HORERACERE T AR - SR

(Department of Otorhinolaryngology, Head and Neck Surgery, Tokyo Medical University, Tokyo, Japan)
3 HUHERASERR s Tt v 2 —

(Department of Clinical Genetics Center, Tokyo Medical University, Tokyo, Japan)

157



P2-08-6

P2-08-7

Cytogenetic and karyotypic analysis of primate iPS cells by QFH-banding and M-FISH
techniques

FH3/ 752 ' (Hideyuki Tanabe) . {fiFt PRV 23 (Risako Nakai) . 7kAG S ** (Ayako Nagahashi)

1857 #3971 ° (Yusuke Hamazaki) . F-H J4 © (Satoshi Hirata) . [+ 784 23! (Haruhisa Inoue)

St 2Nk 57 (Masanori Imamura)

1 FEEWIERZABERY: AR A > & —
(Research Center for Integrative Evolutionary Science (RCIES), The Graduate University for Advanced
Studies, SOKENDAI, Kanagawa, Japan)

2 HUEBRAPSHIBARIZERR SE5E ) (L ARERIF A sl 27 0 B
(Laboratory of Stem Cell Medicine, Department of Cell Growth and Differentiation, Center for iPS Cell
Research and Application (CiRA), Kyoto University, Kyoto, Japan)

3 HEEWISEIANA AU Y — A v 2 — PSRRI R T — L
(iPSC-based Drug Discovery and Development Team, RIKEN Bioresource Research Center (BRC), Kyoto,
Japan)

4 PRSI HIRER A TS > 2 — iPSHIRHEHE R 22 U R 77 [alkEF— L
(Medical-risk Avoidance based on iPS Cells Team, RIKEN Center for Advanced Intelligence Project (AIP),
Tokyo, Japan)

5 FKRFE MIEELwE L > 2 — 5/ Lk
(Molecular Biology Section, Center for the Evolutionary Origins of Human Behavior, Kyoto University,
Inuyama, Japan)

6 HUECRAEEIYINISE Y X —
(Wildlife Research Center, Kyoto University, Kyoto, Japan)

7 RIRKAE SRS B R
(Graduate School of Medicine, Kanazawa University, Kanazawa, Japan)

Two Cases in Which Chromosomal Microarray Was Useful for Interpreting Karyotypes

Difficult to Evaluate by G-banding

ERE B ' (Yuki Sawada) . {E7 %203 "2 (Hiroaki Hanafusa) . [/ HT {1~ ' (Keiko Tanaka).

#HE 778 "% (Yoshitaka Asagai) | B ARJE f—F 2 (Akiko Sonehara) , #Z][| #75 2 (Shizuka Oikawa) |

I 5 2 (Ryosuke Bo) | B %1k "% (Kandai Nozu)

1 MR RAEES SR BIR T/ L2k - itk o 2 — a2
(Department of Medical Genetics, Kobe University Hospital, Kobe, Japan)

2 WP RARCEGIE AR RER AR /NR
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)

Poster Session 2-09 Epigenetics

H K:12H19H (&) 17:50 ~ 18:50

= W RZAX—22 OV T o akfiR 2t X— 3F 315)
Date : Friday, December 19 17:50 ~ 18:50

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P2-09-1

Long-read sequencing-based episignature and diagnostic utility of single-locus DNA
methylation mark in Sotos syndrome

JKIT W] ! (Takeshi Mizuguchi) | [ {i1EZ 2 (Nobuhiko Okamoto) . Jii A ! (Taiki Hara)
PEAT A ' (Naoto Nishimura) | YA 1F 5% | (Masamune Sakamoto) . ¥ #(j ' (Li Fu), YL HTR# ' (Yuri Uchiyama)
T Z3#E25 1 (Naomi Tsuchida) . JEFHE #H°F- ! (Kohei Hamanaka) . Bil/Kk 71,5 ¥ ! (Eriko Koshimizu) .
B 5UE ! (Atsushi Fujita), =75 15 4% (Kazuharu Misawa) . Fkk — % © (Kazuhiko Nakabayashi) |
= a7 7 (Satoko Miyatake) . #3A% B3 "7 (Naomichi Matsumoto)
1 BTN R ARERE AR R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 RBeRFrE#E 2 — @i fr
(Department of Medical Genetics, Osaka Women's and Children’s Hospital)
3 BN RS HeE T LR
(Department of Rare Disease Genomics, Yokohama City University Hospital)
4 BERINLKYE 77— 2 Y A T2 AR
(Yokohama City University Graduate School of Data Science)
5 BMEWIZEHT FRARER A 2 —
(RIKEN Center for Advanced Intelligence Project)
6 ERLKEESIIE > 2 — W5 JE R NYRRERTIE - EENT ) X 7 ASEER
(Department of Maternal-Fetal Biology, National Center for Child Health and Development)
7 BRI E R B ST R
(Department of Clinical Genetics, Yokohama City University Hospital)
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P2-09-2 Maternal NESP-H expression is essential for the methylation imprint on the GNAS locus

#5 HEAC ! (Masayo Kagami) | JiiJ[| 3735 "2 (Tatsuki Urakawa) . 2% JfE/E ° (Haipeng Huang)
FkH: B (Takuhito Nagai) , JREE 75 ' (Atsushi Hattor) , |1l A2 2 (Tomoyuki Kawasaki) |
it VEET S (Hirotomo Saitsw) . FifZA 8t #5578 ° (Hidenori Akutsw) . e, Bijd ! (Maki Fukami)
1 ENIRE ERT Y 2 — 51 N IR
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
2 RIRREZAEZAGS NRERE
(Department of Pediatrics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki, Japan)
3 ENIKEER L V2 — R 2 —
(Center for Regenerative Medicine, National Center for Child Health and Development, Tokyo, Japan)
4 ZR T RGERE DR
(Department of Pediatrics, Tajimi City Hospital, Gifu, Japan)
5 IEMRERIRE AR

(Department of Biochemistry, Hamamatsu University School of Medicine, Shizuoka, Japan)

el Two cases of Angelman syndrome diagnosed in adolescence following reevaluation for
worsening tremor
BEH #5852 1'% (Takaaki Sawada) . 2232 7! (Sakiko Abe), #&H1 EFHEF- 15 (Chieko Kukinaka)
e 2 AR PEZE 1 (Rumi Sasaki), %% 5250 13 (Akitake Mukasa) . HURf 232 ' (Kimitoshi Nakamura)
1 BEACRAARGE s it v 2 —
(Center for Clinical Genetics, Kumamoto University Hospital, Kumamoto, Japan)
2 AR AR RIEA R
(Department of Pediatrics, Faculty of Life Sciences, Kumamoto University, Kumamoto, Japan)
3 REARFARAARE AR AH 7R I o iE R
(Department of Neurosurgery, Faculty of Life Sciences, Kumamoto University, Kumamoto, Japan)
4 BEARFRAAGE AR AR 7R 2 AR i
(Department of Obstetrics and Gynecology, Faculty of Life Sciences, Kumamoto University, Kumamoto,
Japan)
5 REARZERZERE EMREENIZE (CREER) IREEZ

(Faculty of Life Sciences (Health science group), Kumamoto University, Kumamoto, Japan)

AR  Improvement of Epigenetic Modification and Developmental Rate by Scriptaid in ROSI

A 72 ! (Atsushi Tanaka) | 774 72— ! (Youichi Takemoto) , H1/5; &% ! (Akira Nakashima)
JREAS SRS 12 (Shigeki Fujimoto) . 50 #hith ' (Yuya Makino) , 775 5t ' (Motoi Nagayoshi) |
FAH J8 5 ! (lzumi Tanaka) | JE38 3 * (Seiji Watanabe) , {}i% 52 ° (Masahiko Ito)
1 by by —Em ARHER:
(Saint Mother Clinic, Kitakyushu, Japan)
2 EREERIREE TRk
(Wakamatsu Hospital of University of Occupational and Environmental Health, Kitakyushu, Japan)
3 NAREER: EZAHR PEIR AR e
(Department of Obstetrics and Gynecology, Juntendo University School of Medicine, Bunkyo-ku, Japan)
4 ahETRZAREERE REARTTCRE ORI R 2 A
(Department of Anatomical Science, Hirosaki University Graduate School of Medicine, Hirosaki, Japan)
5 IEMRERIRE AR - o R

(Department of Infectious Diseases, Hamamatsu University School of Medicine, Hamamatsu, Japan)

Poster Session 2-10 Therapeutics of Genetic Disorders

H K:12H19H GB) 17:50 ~ 18:50

= B RAR—252 0\ T o akiik Rt X— 3F 315)
Date : Friday, December 19 17:50 ~ 18:50

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

G-Quadruplex-Based Splice Switching as a Therapeutic Approach in Duchenne Muscular
Dystrophy
A5 B KH[ (Taro Ishiguro) , 751 7% (Ryo Iwase)
HRI AR it RRe

(Institute of Science Tokyo, Department of Neurology and Neurological Science)
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P2-10-2

P2-10-3

P2-10-4

Clinical and characteristics of pheochromocytoma and paraganglioma in the Adolescent
and Young Adult generation

S 44 (Chihiro Toyoda), PN K (Dai Takeuchi), J[[#[ HRFg (Kana Kawabe), [N|L| B¢ (Saki Shimoyama)
F5E 239 (Nao Torii), FHAE /1 (Gai Inaguma), |14~ FEH (Misato Yamamoto) . JFEIR A& (Yuri Ozaki)
3 & (Kayoko Sugino), Kl EEF (Reiko Ohata), — /|| {3 (Takahiro Ichikawa)

Hill F £ hH (Madoka Iwase), =3 #&— (Yuko Takano), 4§#% 2 (Toyone Kikumori)

Pl BRI IE e FLIR A bR

(Department of Breast and Endocrine Surgery, Nagoya University Hospital, Aichi, Japan)

Full-field Stimulus Test in RPE65-retinopathy and RPGR-retinopathy: Establishment of
endpoint for ocular gene therapy

M 75 12345078910 (Kaory Fujinami) . I (K)11) 18 *7 (Yu Fujinami-Yokokawa) |
AR ZEEE " (Yasutaka Suzuki), 7 7 —<— ¥ 1 7 1 1) — & Jeffery Farmer) . [1[{# —#f5f % (Kazuki Yamazawa) ,
I 37 2 (Haruka Murakami) . 3 [ 7DHA 2 (Satomi Inoue) . FA7K 3 *° (Tatsuo Matsunaga) .
] i o (Kazushige Tsunoda)
1 EHEEREE 2 — - BRI > 2 — RIS - SR AR A
(Laboratory of Visual Physiology, Division of Vision Research, National Institute of Sensory Organs, NHO
Tokyo Medical Center, Tokyo, Japan)
2 WRERL Y X —BIEZEE
(Department of Medical Genetics, NHO Tokyo Medical Center, Tokyo, Japan)
3 B R YRERBIZE T
(Department of Genetics, UCL Institute of Ophthalmology, London, UK)
4 ET T 14—V FERFYEBE
(Moorfields Eye Hospital, London, UK)
5 BESRBIZEZBRHZLZ
(Department of Ophthalmology, Keio University School of Medicine, Tokyo, Japan)
6 HURZEREGB LRI R E YR A S B Y 2l e
(Department of Biological Sciences, Graduate School of Science, The University of Tokyo, Tokyo, Japan)
7 BEESIARC AR AR R BORE A A
(Department of Health Policy and Management, Keio University School of Medicine, Tokyo, Japan)
8 HATT /=T
(Diagnosys LLC, MA, USA)
9 HRUERL V2 — - MRS > 2 — BE - TR ESeED
(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)
10 HEERRE > X — - MRS > 22— SR
(Division of Vision Research, National Institute of Sensory Organs, NHO Tokyo Medical Center, Tokyo,
Japan)

Development of an artificial antisense oligonucleotide (ASO) based therapeutics for
treating trichothiodystrophy (TTD)

HIJ HEE 123 (Yuka Nakazawa) , Bbf 355 2 (Ye Lin) | JiljE 7545 2 (Kana Kato) , lEFH i 2 (Mayuko Shimada) |
KI5 2342 (Tomoo Ogi)
1 AEEIERZG RERUTER 0 s
(Department of Molecular Genetics, Center for Neurological Diseases and Cancer, Nagoya University
Graduate School of Medicine, Nagoya, Japan)
2 HhERYE B SA S SRR
(Department of Genetics, Research Institute of Environmental Medicine (RleM), Nagoya University, Nagoya,
Japan)
3 One Medicine 83> — XBiFE - B RITZLEE NS (COMIT)
(Center for One Medicine Innovative Translational Research (COMIT), Gifu University Institute for
Advanced Study, Gifu, Japan)
4 PRI RERIIZER AR
(Department of Human Genetics, Graduate School of Medicine, Nagoya University, Nagoya, Japan)
5 B4 dr a7 58T (iGCORE)
(Division of Molecular Physiology and Dynamics, Institute for Glyco-core Research (iGCORE), Tokai National
Higher Education and Research System, Nagoya, Japan)
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Poster Session 2-11 Bioinformatics / Statistical Genetics

H K:12H19H (&) 17:50~ 18:50
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Date : Friday, December 19 17:50 ~ 18:50

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P2-11-1

P2-11-2

P2-11-3

P2-11-4

P2-11-5

PanelSearch: A Flexible Gene Panel System for Rare Disease Diagnostics
FR 1ERC " Jaemoon Shin) | [L1[7] (-2 (Atsuko Yamaguchi) . JI[lE FZ1%j ' (Minae Kawashima) ,
bt P53 (Hirotomo Saitsu) , R 2! (Toyofumi Fujiwara)
1 15# - AT LGN 54 79 A T ABT — ARt 2 —
(Database Center for Life Science, Research Organization of Information and Systems, Kashiwa, Japan)
2 HEHIRE A LA RS IR
(Tokyo City University, Tokyo, Japan)
3 WIRERIRY: A R AR

(Hamamatsu University School of Medicine, Hamamatsu, Japan)
Immunological Characterization towards Immunotherapy Response of Highly Immune-
Infiltrated Soft Tissue Sarcoma
2 D3R (Xinyi Zhw), Artem Lysenkol\ 1 5% 12 (Tatsuhiko Tsunoda)
1 HEURY: R2ARE PR ISERE ARl Ak

(Department of Biological Sciences, Graduate School of Science, The University of Tokyo, Tokyo, Japan)
2 RECREE KRBT HTRURBIRRREANIERE A T VT SR Gl

(Department of Computational Biology and Medical Sciences, Graduate School of Frontier Sciences, The

University of Tokyo, Tokyo, Japan)

Genetic Risk Prediction of Osteoporosis Using BMD Polygenic Scores, and Modifying
Effects of Environmental Risk Factors

Iyl R4 (Yayoi Otsuka-Yamasaki) . ZE % 73— (Yoichi Sutoh), J\2 [l|5 (Tsuyoshi Hachiya)

HE 5 (Motoki Nakao) ., 377 Fifik (Shiori Minabe) |, /N2 EJIST- (Shohei Komaki) . KBk F546t (Hideki Ohmomo)
{1/ 2 R BLFE (Makoto Sasaki) . 77K JE:E (Atsushi Shimizu)

ETFERKTE WO THILA T o« )V« AN 2 Bk A AR ST
(Iwate Medical Megabank Org. Iwate Medical Univ. Iwate, Japan)

GWASLab: A Python package for processing and visualizing GWAS summary statistics
 ZHF ! (Yunye He), /Nt A (Masaru Koido) , #F1#% A&7 2 (Yuka Shimmori) ., 77PN J2>- ' (Yohei Takeuchi)
HEA PE—BI " (Yoichiro Kamatani)
1 RO kAR AR SRR T/ L s o

(Laboratory of Complex Trait Genomics, The University of Tokyo, Tokyo, Japan)
2 WEURFERZENIZERT

(The Institute of Medical Science, The University of Tokyo, Tokyo, Japan)

Exploring novel epilepsy-causing genes using network propagation approach
J5 KASH (Taiki Hara) , 7K1 W] ' (Takeshi Mizuguchi) . PN AP M2 (Yuri Uchiyama)
+ ] Z3#E25 12 (Naomi Tsuchida) . JEHE - ! (Kohei Hamanaka) ., Bil/K 71,52 F- ! (Eriko Koshimizu) .
e 518 ! (Atsushi Fujita) , B 1% A~ (Satoko Miyatake) , #34< [E38 | (Naomichi Matsumoto)
1 BRI RARAGR AR B R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 RRETN RIS s/ L Wik
(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
3 BT E SR BT 2R
(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)

161



ZZANEET|  Heterogeneous Endotypes of Eosinophilic CRSWNP in Nasal Tissue and Brushing Samples

JEH B (Tomomitsu Hirota) , H1E A ' (Daiki Nakashima) . 2§ ] 2 (Eri Mori) |

il k3 (Tsuguhisa Nakayama) . {AJg 11 14 (Yohei Sato), Ff I+ 75 % ° (Natsuki Inoue)

)11 %7 ° (Mamoru Yoshikawa) . i =35 2 (Nobuyoshi OtorD) . 7|\Ej 18 2, 2 (Hiromi Kojima) |

EF) EHZE ' (Mayumi Tamari)

1 REERERER AR EERNZEILE V2 — SR
(Division of Molecular Genetics, Research Center for Medical Science, The Jikei University School of
Medicine, Tokyo, Japan)

2 HEEERERAS: H R 25
(Department of Otorhinolaryngology, The Jikei University School of Medicine, Tokyo, Japan)

3 HIHERIRSE S « SRS R
(Department of Otorhinolaryngology, Head and Neck Surgery, Dokkyo Medical University, Shimotsuga-gun,
Tochigi, Japan)

4 REITRAAAAT TR 2R A0 Ha iR -SSR iz - 7 LV F - =y b)
(Immunology and Allergy Research Unit, Division of Otorhinolaryngology, Head & Neck Surgery, Faculty of
Medicine, University of Fukui, Fukui, Japan)

5 HHERAER 2 — KGR B R
(Department of Otorhinolaryngology, Toho University Ohashi Medical Center, Tokyo, Japan)

S NEvEe] Comprehensive Analysis of Characteristics of Multi-Nucleotide Variants (MNV) in the
Japanese Population

2 T-& ' (Chinatsu Yasuda) . IR 3% ! (Haruka Ozaki)
1 R EPEEER EMEREE NA A A VT AT 1 7 AR

(Bioinformatics Laboratory, Institute of Medicine, University of Tsukuba, Ibaraki, Japan)
2 PR BRI YA

(Biological Sciences, Life and Environmental Sciences, University of Tsukuba, Ibaraki, Japan)
lEEE]  Why Are Minor Alleles More Likely to Be Detected as Risk Alleles in GWAS?
W % (Takashi Kido)

R
(Teikyo University)

Poster Session 2-12 Functional Genomics

H K:12H19H (&) 17:50 ~ 18:50

= B RAX—22 OV T o akiiR St X— 3F 315)
Date : Friday, December 19 17:50 ~ 18:50

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P2-12-1 Gb3 accumulation in cells related to mechanisms of impairment and function interaction
FiAK FOAC ' (Kazuyo Kiribayashi) . HEEE 172 2 (Tomohiro Umezu) . it 5812 (Tachun Hong)
fitE B (Natsuko Inagaki) . FELFH #fEjZ 2 (Masahiko Kuroda)
1 WEERR AR B L it v 2 —
(Clinical Genetics Center, Tokyo Medical University Hospital, Tokyo, Japan)
2 WGUERIERY: 3 PR B0 0
(Department of Molecular Pathology, Tokyo Medical University, Tokyo, Japan)
pP2-12-2 Consideration of sequence variant classification about the transition to Sequence Variant
Interpretation Guideline v4.0
TEH #3 A (Yuta Hamano) . # 239t (Nao Kamae) . 5541y 75 £ (Siho Kasamatu), 248 EiHH (Takuya Sugimoto)
W B (Mika Mizoguti) . e {21+~ (Sawako Minami)

RN T BE RO I R 7 SEARRE AT
(Department of Clinical Genetics, Wakayama Medical University Hospital)
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pP2-12-3 Gene expression analysis in MLC1-null cell-lines created by genome editing

=5 EA ' (Naoko Sangw), AR HILAF- 2 (Yuiko Aoki), N B F:2* (Keiko Shimojima) ,

LA {828 23 (Toshiyuki Yamamoto)

1 U RRERS: SIS R
(Department of Oral and Maxillofacial Surgery, Tokyo Women’s Medical University, Tokyo, Japan)

2 WEILFERRSE 7/ LigHk
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)

8 B FIERRE RSB R AW 7R i i R R S BOR s 7R 70 B
(Division of Gene Medicine, Graduate School of Medicine, Tokyo Women’s Medical University, Tokyo,
Japan)

4 HECFERRE Bl - il ok s v R
(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo,
Japan)

Poster Session 2-13  Genetic Counseling 2

H K:12H19H &) 17:50 ~ 18:50

2 WL RAR—RG2 OV T ¢ akgi Skt X— 3F 315)
Date : Friday, December 19 17:50 ~ 18:50

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P2-13-1 An apparently benign synonymous variant causes Menkes disease by aberrant splicing

Libk B+ 1% (Hiroko Wakabayashi) | K\4s 43 2 (Ayumi Matsumto) , 7k FEJ- 3 (Kohei Nagai)
BN B2 3 (Akihiko Miyauchi) . kv IsJL/3— &)L AT R 2 (Suvd Tumurbaatar)
S Y 2 (Yasutomi Higashikuni) ., FHR %% ° (Manabu Tanaka) . AAG 832 © (Hirofumi Ohashi)
AR —7# 2 (Kazuhiro Muramatsw) . FH s 5/ ° (Toshihiro Tajima) . ER H] ! (Masashi Bando) ,
Kokt 2t (Takayoshi Matsumura), /JNg {— 3 (Hitoshi Osaka)
1 EIRERK SRR MRS > 2 — BRI - RS Es
(Division of Clinical Trial, Clinical Investigation Center, Jichi Medical University Hospital, Tochigi, Japan)
2 HIRERKY: 5 FREREIILE VX — DIE - BRI
(Division of Cardiovascular and Genetic Research, Center for Molecular Medicine, Jichi Medical University,
Tochigi, Japan)
3 ERERAZE N
(Department of Pediatrics, Jichi Medical University, Tochigi, Japan)
4 EIRERSE fEBRa R
(Department of Cardiovascular Medicine, Jichi Medical University, Tochigi, Japan)
5 IRRN/NRER Y > 2 — fai iR
(Division of General Pediatrics, Saitama Children’s Medical Center, Saitama, Japan)
6 I RIRV/NRER R > 2 — sk
(Division of Medical Genetics, Saitama Children’s Medical Center, Saitama, Japan)

The Status of Genetic Testing and Genetic Counseling for MODY at Our Institution

el #3+F (Yuko Sato) . FF %% %3 (Satoshi Tanaka) . {&7K # ' (Mai Shimizu) . [[jAS {82 ' (Toshiyuki Yamamoto)
IR T 143* (Naoko Iwasaki)
1 W FERRE 7/ Ligir
(Institute of Medical Genetics, Tokyo Women’s Medical University)
2 W ERRZERERGN « ANEZED B
(Diabetes and Metabolism, School of Medicine, Tokyo Women’s Medical University)
3 WL T ERRZRAEVIT
(Tokyo Women'’s Medical University Institute of Integrated Medical Sciences)
4 HEECFERIRENE AT IRER 2 > 2 — BRI W - FGHINR
(Division of Diabetes, Endocrinology and Metabolism, Tokyo Women’s Medical University Yachiyo Medical

Center)
pP2-13-3 Current operation of JaSMIn (Japan Registration System for Metabolic and Inherited
Diseases)

HE B 123 (Satoko Tsushima) . K% Rl 2 (Masumi Omori) |, R Z8+2 (Taiko Fujioka)
/B TEZA 2* (Masahisa Kobayashi) | /[NE %658 #° (Motomichi Kosuga)
1 ENIRE R v 2 — Bl S EHEE
(Nursing Department, Specialist Nursing Office, National Center for Child Health and Development)
2 HARKRHEE S EESREAS
(Committee for Patient Registration, Japanese Society for Inherited Metabolic Diseases)
3 [ENE RS v 2 — B migEt v X —
(Division of Medical Genetics, National Center for Child Health and Development)
4 R EERRYE NRR AR
(Department of Pediatrics, The Jikei University School of Medicine)
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P2-13-4

P2-13-5

P2-13-6

P2-13-7

Temporal Trends and Institutional Framework of BRCA Genetic Testing in Breast Cancer
Care in a Single Japanese Center
KA —4 ' (Kazuo Matsuura) | FillJ5i F2{E ! (Ayaka Sakakibara), —fi A7 ' (Yuki Ichinose)
As B ! (Akihiro Fujimoto), E{HF JBRAR ' (Asami Nukui), 787 ¥ ! (Aya Asano), B {5 ' (Hiroko Shimada)
KJF IE# ' (Masahiro Ohara) , £33 7£ ! (Hiroshi Ishiguro) . AKI% FZZ ! (Akihiko Osaki)
AR BPE ! (Toshiaki Saeki) . 75 [ #3:2 2 (Hiroyuki Yoshida)
1 WREMREEERES Y 22— FLREE R
(Department of Breast Oncology, Saitama Medical University International Medical Center)
2 REERRAERER Y > 2 — @ AR

(Department of Gynecologic Oncology, Saitama Medical University International Medical Center)

Challenges in long-term follow-up of MEN patients and at-risk relatives: A retrospective
study at a single institution
= 43 12 (Ayana Miura) , F5/A BEE 3 (Takeshi Twaku) |, FEFH {#ACEE 2 (Kentaro Suda)
G HiE 2 (Aki Ishikawa) , B 5235 #* (Akihiro Sakurai)
1 ALBEERR A e 8 s T fekt
(Department of Clinical Genetics, Sapporo Medical University Hospital)
2 ARERCAEZR 7/ LTI BIKT S Loy
(Department of Clinical Genomics, Division of Genomic and Preventive Medicine, Sapporo Medical
University School of Medicine)

3 BEFEAMHNHCE & oiF A HHRIRZ 5T
(Sapporo Thyroid Clinic, Kohjin-kai Medical Corporation)
4 K VARSI T/ LERE Y 2 —
(Center for Genomic Medicine, Caress Memorial Hospital)
Genetic Counseling in Two Cases Initially Diagnosed with PWS but Confirmed as Angelman
Syndrome by Methylation PCR

H F fEH (Kayo Inoue), K3 =EF (Keiko Matsuda), []A% {ifi £ (Nobuhiko Okamoto)

KBRBFFBERE 2 — RS R
(Department of Medical Genetics, Osaka Women’s and Children’s Hospital, Osaka, Japan)

Evaluation of the risk of contralateral breast cancer using BRCA-CRisk in breast cancer
patients

ik B e (Akiyo Yoshimura) , /Ei {Hiff 2 (Nobue Takaiso) . RS 1EH1 ! (Masaya Hattori) |
/INA &5 B ! (Haruru Kotan) | [ 27 ' (Ayumi Kataoka) . FKFH FHZEF ' (Yumiko Akita) |
S F75 ' (Yuka Endo) , /N HLRE ! (Rie Komaki) | ZZHE 50D HL ' (Minori Antou) | /[N 1] #j{H:F ' (Rikako Ogawa)
HI 5 ' (Aya Nakazawa), JfAs 35024 23 (Issei Imoto) | Jii SCEX ! (Fumikata Hara)
1 ERRA A X — TLIRR
(Department of Breast Oncology, Aichi Cancer Center, Nagoya, Japan)
2 EBHMBENAYYZ— ) AT FHIEE
(Risk Assessment Unit, Aichi Cancer Center, Nagoya, Japan)
3 EBHUEMNAY Y X — BT
(Aichi Cancer Center Research Institute, Nagoya, Japan)
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P2-13-8

P2-13-9

P2-13-10

P2-13-11

Barriers to Genetic Counseling and Cascade Testing After Comprehensive Genomic
Profiling: A Single-Center Study in Japan
FIFHE 2518 ! (Shogo Watari) , BHJE /F4E ' (Yuki Kurihara) | ik 2%’ (Moto Tokunaga) , #EFH P ' (Risa Kubota)
IME 72 ' (Norihiro Kusumi) | i) 1] 2474 ! (Takaharu Ichikawa) . 7B %[1i% ' (Tomoyasu Tsushima)
1L B2 (Yoko Shinno) , 77 &4 2 2 (Tomohiko Mannami) . B [+ %75/ * (Tomohiro Nogami)
FHEE 1% ° (Hisashi Tagashira) . [L| | B ¢ (Mutsuko Yamashita) . IR 52 7 (Akira Hirasawa)
55 —5 ® (Kazutaka Sunami)
1 ENTIRBERRE R > 2 — IR
(Department of Urology, NHO Okayama Medical Center, Okayama, Japan)
2 FENTREEREAE LR > 2 — SRR R
(Department of Pathology, NHO Okayama Medical Center)
3 ENTEEEREAE LR > 2 — TEEdR R
(Department of Gastroenterology, NHO Okayama Medical Center)
4 [ENTAREGERRS B LR > 2 — FLIRSR
(Department of Breast Surgery, NHO Okayama Medical Center)
5 [ENZAREGERRS Bl > 2 — SEEIES
(Department of Pharmacy, NHO Okayama Medical Center)
6 ENTAEGERERE B LIERE > 2 — AR
(Cancer Supportive Care Center, NHO Okayama Medical Center)
7 BHRAREARE Rt AR S IR B AROE (R R0 i
(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama University)
8 ENTIRBEHEAS b LR > 2 — il N
(Department of Hematology, NHO Okayama Medical Center)

BRCA1/2 Genetic Testing at Our Facility

LEFH J5#Hi—F- (Mayuko Shibata) . %51 J7 & 2 (Mayuka Kuwabara) . ARRES BHHEL (Akie Hattori)

g B7 3 B e P fet AR
(Department of Obstetrics and Gynecology, Gifu Municipal Hospital, Gifu, Japan)

Identifying Regional Challenges for the Promotion of Genetic Medicine: Insights from a
Shizuoka Prefecture Survey

Rl 75 12 (Kou Sueoka) . 7K 5 3 (Yuki Mizuguchi) . Hiit A Z€7T. " (Yasue Horiuchi), F9F}: i ' (Takeshi Usui)
YA & (Osamu Mochizuki) . =45 752 ° (Hidehiko Miyake), 1%/ [f— 16 (Yuichi Goto)
1 iR R R
(Shizuoka Graduate University of Public Health, Graduate School of Public Health, Shizuoka, Japan)
2 BEMESRIICHR BRE R v 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
3 BEMERIICE R ER AR AR
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
4 WVENELTA—ATVZw Y
(Inagaki Ladies Clinic, Shizuoka, Japan)
5 BEOKLTKE
(Ochanomizu University, Tokyo, Japan)
6 [ENZEERERIIEE > 2 —
(National Center for Global Health and Medicine, Tokyo, Japan)

Adaptation Process in a Family Diagnosed with Hereditary Diffuse Gastric Cancer
A1 JFFZE " (Asami Segawa) . K {% i | (Harumo Osawa) . [L/FH #i2% 2 (Hidetaka Yamada)
FAF FOH1 2 (Kazuya Shinmura) | 7555 T8 ' (Moriya Iwaizumi)
YRS YNV RN Vst i) =R ] i e PR e g

(Clinical & Molecular Genetics Center, Hamamatsu University School of Medicine, Shizuoka, Japan)
2 KRR M s B G

(Department of Tumor Pathology, Hamamatsu University School of Medicine, Shizuoka, Japan)
3 ERERIR AR LTSI E R MRS

(Department of Clinical Laboratories, Hamamatsu University School of Medicine, Shizuoka, Japan)
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P2-13-12

A Case of Challenging Genetic Counseling by The Reverse Cascade Approach for A Family
of HBOC

et AZEF "2 (Kumiko Kitamura) | [L{A% B '3 (Hideki Yamamoto) . —J1| EEJ& ' (Mashu Futagawa) ,
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Genotype and Phenotype in children with ADPKD-Related Gene Variants
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Wiskott-Aldrich Syndrome may be hidden among refractory ITP
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A case report of HBOC developed therapy-related acute myeloid leukemia after adjuvant
chemotherapy
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Current status of Lynch syndrome screening Across Multiple Departments in our hospital
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RRSO

FHAK #5+ (Ryoko Suzuki), /N 43— (Reiko Ohara) . A} /2% (Sana Yokoi)
TIERMN A > 2 — BT WD
(Chiba Cancer Center, Department of Genetic Diagnosis)

High-Resolution Detection of TP53 Deletions Using Electronic Genome Mapping

Shuk Shukor', Yang Zhang®, Sangjun Lee’, Hanae Sugiura'. Anna Lozar®, Lily Nasanovsky",
Pasko Lee®, Erika Headrick®, Kyoko Roberts', Jefferson Chan®

Hitachi High-Tech America, San Diego, USA

Nabsys, San Diego, USA

University of California Irvine (UCI), Irvine, USA

Nabsys, Los Angeles, USA

Nabsys, Pensacola, USA

QL W W N~

Genetic panel testing for gastrointestinal cancer and response to secondary findings

ZRH CF % (Ayako Murota) , 7)1 #iEf ' (Aki Ishikawa), T fHCER ' (Kentarou Suda) ,

A %% 13 (Tasuku Mariya)

1 ALBEERRSE R RE
(Department of Medical Genetics and Genomics, Sapporo Medical University School of Medicine, Sapporo,
Japan)

2 AUBRERI A AR N Rl
(Department of Gastroenterology and Hepatology, Sapporo Medical University School of Medicine, Sapporo,
Japan)

3 FLIRERIA AR AR A R
(Department of Obstetrics and Gynaecology, Sapporo Medical University School of Medicine, Sapporo,
Japan)

A Case of Endometrial Cancer Diagnosed between Scheduled Surveillance Visits in a
Woman with Lynch Syndrome
12 B ' (Haruka Tsutsumi) | &5 5D ' (Ayumi Shikama) , FEFF FF#k ' (Kaori Ono)
FAFK /B4 (Yuri Tenjimbayashi) . FkLL #7: ! (Azusa Akiyama), H12 fi B4 ! (Sari Nakao) ,
JINFK {67 ! (Yusuke Kobayashi) . 7K1 Il ' (Takeo Minaguchi), Z&[# 5175 2 (Fumika Morokuma)
AH 22 Miwa Arita), B[] FEZEF 2 (Emiko Noguchi), 7% %52 ! (Toyomi Satoh)
| IR ERGR R AR
(Department of Obstetrics and Gynecology, Institute of Medicine, University of Tsukuba, Ibaraki, Japan)
2 PR E ST BARRS RS
(Department of Medical Genetics, University of Tsukuba Hospital, Ibaraki, Japan)
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Poster Session 3-03 Neuromuscular Disorders

H WK 12H208 (1) 14:20 ~15:20

= B RAX—SE1 OV T Ok St 22— 3F 301+302)
Date : Saturday, December 20 14:20 ~ 15:20

Room : Poster Room 1 (301+302, 3F, PACIFICO Yokohama)

Genetic analysis of VPS13C in Japanese Parkinson’s disease
HE 15/ Hiroyo Yoshino) | 25 1 22 (Yuanzhe L), 7)1] £— % (Kei-Ichi Ishikawa) |
AL 27 12 (Manabu Funayama) , PE[E {85/5 ° (Kenya Nishioka) , IR {522 1434 (Nobutaka Hattori)
1 MORAERZER A BREAWIIERE ENTERIGHRRE « ittt > 2 —
(Research Institute for Diseases of Old Age, Graduate School of Medicine, Juntendo University)
2 MEREERZE BREATS MhfEEa e
(Department of Neurology, Faculty of Medicine, Juntendo University)
3 MERERZERZEGE 2R SRAERZ T - TIT - 1G4
(Department of Diagnosis, Prevention and Treatment of Dementia, Graduate School of Medicine, Juntendo
University)
4 NERBERPERAGE AR 7/ L - AR 2 —
(Center for Genomic and Regeneration Medicine, Graduate School of Medicine, Juntendo University)
5 NERAEAR AL AE M E MR Lo a5 R > 2 — B it R
(Department of Neurology, Juntendo Tokyo Koto Geriatric Medical Center)
6 HMLAWSE IRt Ep s > 2 —

(Neurodegenerative Disorders Collaborative Laboratory, RIKEN Center for Brain Science)
Analysis of the clinical characteristics and novel variations in 21 cases with IQSEC2-
related intellectual development disorder
Xiaozhen Song. Fang Yuan. Xiaojun Tang. Xiaoping Lan. Wuhen Xu. Man Xiao. Xugin Chen,
Yongchen Yang., Wenhao Weng, Shengnan Wu
Shanghai Children’s Hospital, Shanghai, China

A 12-year-old girl with a novel ITGA7 homozygous variant with ankle flexion limitation as

the primary symptom

NAF B 43 12 (Rina Shimomura) , AR5 #5775 2 (Yuki Kihara) . #I N AWk ? (Tomoe Yanagishita)

1 H /AZEF 2 (Kumiko Ishiguro) , H27 2E4E 2 (Minobu Shichiji) , {5 22{% 2 (Takatoshi Sato)

LA 27 3 (Keiko Yamamoto Shimojima) . {738 -2 (Keiko Ishigaki), 7k % # (Satoru Nagata) ,

LA 828 1 (Toshiyuki Yamamoto)

1 WU ERER AR ARG R A S R et A ar R Rl AR S UGE AR R 220 B
(Division of Gene Medicine, Graduate School of Medical Science, Tokyo Women’s Medical University, Tokyo,
Japan)

2 WO ERR A NR
(Department of Pediatrics, Tokyo Women’s Medical University, Tokyo, Japan)

3 WL FERKAmLME T aes v R
(Department of Transfusion Medicine and Cell Processing, Tokyo Women’s Medical University, Tokyo,
Japan)

4 WHEFERIRET /) LEHER
(Institute of Medical Genetics, Tokyo Women’s Medical University, Tokyo, Japan)

Genomic analysis of the SMN1 gene region in patients with clinically diagnosed spinal
muscular atrophy
% B3 ' (Tamaki Kato) . K] 5F ! (Mamoru Yokomura) . K72 #3 2 (Yutaka Osawa) . #3278 L ® (Kensuke Matsuo)
IR B (Yuji Kubo) |, R[] #2°F- * (Taihei Honma) | Z57% JifC+ " (Kayoko Saito)

1 BT ERKE
(Institute of Medical Genetics, Tokyo Women’s Medical University)
2 I EREE SRR
(Department of Neurology, Kawasaki Medical School)
3 HUASHLLH UL N
(Division of Pediatrics, Kyoto Tanabe Central Hospital)
4 NAFXT 2y TvRY
(Biogen Japan Ltd.)

173



ZEEERE] A Targeted Nanopore Long-Read Sequencing Panel for the Molecular Diagnosis of
Familial Adult Myoclonic Epilepsy

TR Bads | (Haruka Urabe) . — A48 HLZE 2 (Satomi Mitsuhashi) . A B H)S ' (Kentaro Ohta)
H & 2 ! (Takashi Nakajima) . 1 757 ° (Hidehiko Fujinaka) . 1%/ 75 R > (Kiyoe Goto) . {/% /i ' (Aki Sato)
1 BENIRBEREREHTR IR et AR
(Department of Neurology, NHO Niigata National Hospital, Niigata, Japan)
2 BT VT IERRR ARG AR
(Department of Neurology, St. Marianna University)
3 ENLEERRE TR R R
(Department of Genetics, NHO Niigata National Hospital)

P3-03-6 Difficult genetic diagnosis of autosomal dominant leukodystrophy due to lamin B1
upstream deletion - A case report

22 15 ' (Rei Yasuda) . 7K /A 7! (kuko Mizuta) | %51 251! (Takashi Kasai) |

T 3RFL ' (Tomokatsu Yoshida) . )5 %017 ! (Tomoyuki Ohara) , fifiFH i 2 (Yuichi Tokuda)

FE [F 1% (Masakazu Nakano) . FHfC 5% 2 (Kei Tashiro) . 7K 548 | (Toshiki Mizuno)

1 BUBIALERER R BRI R it R
(Department of Neurology, Graduate School of Medical Science, Kyoto Prefectural University of Medicine,
Kyoto, Japan)

2 SESRSIEERLRY: 7 LERPE

(Department of Genomic Medical Sciences, Kyoto Prefectural University of Medicine, Kyoto, Japan)

eR0EETA]  Association between white matter hyperintensity volume and NOTCH3 rare variants in the
general population in Japan

IR A F ! (kuko Mizuta) . (11~ BiAE 234 (Fumio Yamashita) . 77K JEE 3 (Atsushi Shimizu)
JEE 7" (Yoichi Sutoh) | 538 - il =L ¥ ' (Akiko Watanabe-Hosomi) , [Lil% #/R4E ** (Yayoi Otsuka-Yamasaki) |
& 7] ° (Shunji Mugikura) , K B E ¢ (Kengo Kinoshita) . - F EERZ T~ %7 (Makiko Taira)
% - (Naoko Mori) . 5% 24 (Tomo Saito) . 7 7% ! (Hiraku Matsuura) , ‘515 527-© (Akiko Miyazawa)
I A 18 ° (Hiroshi Sakamoto) | L7 HfE2 © (Masayuki Yamamoto) , {54 /K ELHf 2* (Makoto Sasaki)
il 55 ¢ (Nobuo Fuse) . 7% ki | (Toshiki Mizuno)
1 BBIILEERERS: IR R 22
(Dept. of Neurology, Kyoto Prefectural University of Medicine, Japan)
2 AFERKE BESMRIZH « HEVFZEM
(Div. of Ultrahigh Field MRI, Institute for Biomedical Sciences, Iwate Medical University, Japan)
3 ATEREE AW R
(Div. of Biomedical Information Analysis, Institute for Biomedical Sciences, Iwate Medical University,
Japan)
4 VHTHIEAT 1 J1V » AT 2 Hh
(Iwate Tohoku Medical Megabank Organization, Iwate Medical University, Japan)
5 HALAT 1 A1)V« RAINY D B USRS A M s 2 B
(Div. of Image Statistics, Tohoku Medical Megabank Organization, Tohoku University, Japan)
6 HALAT 1 AV« AHINV T RERE 7 L RATER M
(Dept. of Integrative Genomics, Tohoku Medical Megabank Organization, Tohoku University, Japan)
7 MEREERS: PREA phi e
(Dept. of Neurology, Faculty of Medicine, Juntendo University, Japan)

P3-03-8 Genetic evaluation of 26 suspected Japanese BAFME cases negative for TTTCA repeats in
SAMD12 by repeat-primed PCR

H) 1] FEFE 2 (Miho Matsukawa) |, 77/ 752 2 (Hiroyuki Ishiura) | 23] [] #GE ! (Takashi Matsukawa) |

A 5 (Tatsushi Toda) | 31 2428 M5 (Shoji Tsuji)

1 ORI AR TR R R
(Department of Neurology, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)

2 HUURZAEZA TR I e e 2 S I HEAH R
(Staff Wellness Consulting Room, The University of Tokyo Hospital, Tokyo, Japan)

3 RILERZA R R o SRR B WS RHI IR A Rl 22
(Department of Neurology, Okayama University Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama, Japan)

4 [EAREM - PSRRI > 2 — R e R
(Department of Neurology, National Center Hospital, National Center of Neurology and Psychiatry, Tokyo,
Japan)

5 [EBREREAERTT S LIRS

(Institute of Medical Genomics, International University of Health and Welfare, Chiba, Japan)
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P3-03-9

P3-03-10

P3-03-11

P3-03-12

Dentatorubral pallidoluysian atrophy (DRPLA) in Japan: real-world data based on J-CAT

EkE #i ' (Yuji Takahashi) , 3£ 4% (Hidetoshi Date) | 78 FI75 © (Yuka Hama)
TR TP (Hidehiro Mizusawa) , JEFNZLFMIED £ L2 A k1) ° (Japan Consortium of Ataxias (J-CAT))
1 ENTRGI - SRR > 2 — Jibt R ahER AL R
(Department of Neurology, National Center Hospital, National Center of Neurology and Psychiatry, Kodaira,
Japan)
2 ENTR O - hRRERIT Y v 2 — il T LSRR
(Department of Genomic Medicine, National Center Hospital, National Center of Neurology and Psychiatry,
Kodaira, Japan)
3 ENTHH - WRERIR Y X — AT AT Ly A —
(Medical Genome Center, National Center of Neurology and Psychiatry, Kodaira, Japan)
4 [EIREM - PRI 2 —
(National Center of Neurology and Psychiatry, Kodaira, Japan)
5 J-CAT
(Japan Consortium of Ataxias)

A partial exon deletion of DMD in a case with BMD, shown by the NGS-first approach and
frozen blood-based RNA analysis

L] %252 23 (Tomomi Yamaguchi) . ] B & (Yuri Takiguchi) . 7Nk B3, ® (Shiho Kobayashi)
&L PIIE * (Tetsuhiro Fukuyama) . 585 527 12 (Kyoko Takano) . 77F %1 14*° (Tomoki Kosho)
1 EINRAAE AR e B R > 2 —

(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
2 (SR BEAES R IE AR

(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
3 EMRF B 7)) =)« =0 TV R

(Division of Clinical Sequencing, Shinshu University School of Medicine, Matsumoto, Japan)
4 (SMIRY: AL NRIEAHR

(Department of Pediatrics, Shinshu University School of Medicine, Matsumoto, Japan)
5 (SMIRY: BTS2 —

(Research Center for Supports to Advanced Science, Shinshu University, Matsumoto, Japan)

Characteristics of Miyoshi muscular dystrophy and limb-girdle muscular dystrophy in
dysferlin gene in Japan

kS 2BH ' (Toshiaki Takahashi) . 4R BT 2 (Rumiko Izumi) , FAAK [ 2% (Naoki Suzuki) .
JAAKIB B85 (Chikako Yaginuma) . 7TH 7751 ! (Hiroyuki Takenaka) . = &4~ ' (Tomoko Totsune)
fz /2 AR Bl 5 (Takahiko Sasaki) . 7 7] [ | (Masaru Yoshioka) . F535 (! (Toru Baba) , A5 Hifsf ! (Hideki Oizumi) .
FAHT P£EE ! (Hiroyasu Tanaka) . F1HE #7H © (Tetsuya Nithori) , F£23)1] &3¢ ' (Takafumi Hasegawa) |
O EE ! (Atsushi Takeda), FAN FET-® (Yoko Aoki), 75K 1FE 2 (Masashi Aoki)
1 ESCRBERREL S P2 T e R

(Department of Neurology, National Hospital Organization Sendai Nishitaga Hospital)
2 HULRZERZER E2ERUIZER SRR

(Department of Neurology, Tohoku University School of Medicine)
3 HULRZERZERR R2ERUZER Nk 22

(Department of Rehabilitation Medicine, Tohoku University School of Medicine)
4 ERLIRGEERENG VG2 BE R BR R AR

(Department of Clinical Laboratory, National Hospital Organization Sendai Nishitaga Hospital)
5 ERZIRGEERENG V2R R

(Department of Internal Medicine, National Hospital Organization Sendai Nishitaga Hospital)
6 HULRZARZERE EAERUIIR BRI

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

Anti-amyloid-beta antibody treatment to a hereditary Alzheimer’s disease patient with a
novel variant of PSEN2

FE SR 12 (Katsuya Nakamura) . 75 H — 75 ° (Kazuki Kasuga) . %275 T ® (Chinami Yuzawa)
Bk s 3 (Yusaku Shimizu) < JEU B * (Norikazu Hara) | JiPN {6 4 (Takeshi Tkeuchi) BB B (Yoshiki Sekijima)
1 EINRAA E2ATE it AR, U o~ 7 - BIEURNEL
(Department of Medicine (Neurology and Rheumatology), Shinshu University School of Medicine,
Matsumoto, Japan)
2 IR RN AT R > 2 —
(Center for Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
3 PUIBH U g R
(Department of Neurology, Ina Central Hospital, Ina, Japan)
4 FHRRZE IESeET R Vv — At 2 —

(Department of Molecular Neuroscience, Brain Research Institute, Niigata University, Niigata, Japan)
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P3-03-13

P3-03-14

P3-03-15

P3-03-16

Prenatal diagnosis of spinal muscular atrophy and Duchenne muscular dystrophy at
Hyogo Medical University Hospital

25 H1- "2 (Tomoko Lee) , 48k B 75D ! (Chinatsu Kinjo) . [ FH T-ffi ' (Chiho Okada) . JFEIE 2% ' (Mina Kashima)
FH B+ "3 (Mako Ueda), FHH 2257 3 (Hiroyuki Tanaka) , ¥AF: ZE48f 2 (Miki Matsui)
Frily 242 2 (Yoshiyuki Katayama) , PHJE& /A% * (Hisahide Nishio) ., 7} JEHH ' (Hideaki Sawai)
g BT (Ayako Miyazaki), 7T Z£5 12 (Yasuhiro Takeshima)
1 SERERR Y R ERRES

(Department of Clinical Genetics, Hyogo Medical University, Nishinomiya, Japan)
2 FREHERRAE DR

(Department of Pediatrics, Hyogo Medical University, Nishinomiya, Japan)
3 RRERICE AR

(Department of Obstetrics and Gynecology, Hyogo Medical University, Nishinomiya, Japan)
4 ALEmaEANENR REEHRDITE2

(Social Welfare Corporation for People with Disabilities ASUNARO)

Clinical characteristics of patients with expansions of CGG repeats in LRP12

TA[EF %294~ ! (Tomohito Kawano), KR T * (Chika Matsuoka) . #&F: #2341 ! (Yusuke Fukui) .
PRIE B! (Ryuta Morihara) . HY T {2 ACHR 2 (Kentaro Deguchi) . i  ® (Atsushi Nagai) ,
1L #" (Toru Yamashita) . £77fi 7.2 ' (Hiroyuki Ishiura)
1 BAHERAAARE B pfie N R

(Department of Neurology, Okayama University, Okayama, Japan)
2 Ly R IGE PR R

(Department of Neurology, Okayama City Hospital, Okayama, Japan)
3 MR AR

(Department of Neurology, Shimane University, Shimane, Japan)

Uncovering cryptic genetic variants in Parkinson’s disease: diagnostic implications of
long-read sequencing

FRH fHE4h ' (Kensuke Daida) . 7587 75! (Hiroyo Yoshino) . £7 5 BE.H ' (Mayu Ishiguro)
Y—F— T A1) — ?(Rylee Genner), 25 5T ! (Yuanzhe Li), P[] {5 ' (Kenya Nishioka)
51| B2 (Satoshi Masuzugawa) . FBF # A ? (Makito Hirano) ., EkG fdK ° (Kenta Takahashi) |
YA — F LAY — 2 (Kimberley Billingsley) | ff3[1] %% ' (Manabu Funayama) |
TS5 YT 25—k a—3%1) X %(Cornelis Blauwendraat) . ART {£2% ' (Nobutaka Hattori)
1 ERE RS RS It R

(Department of Neurology, Juntendo University Faculty of Medicine)
2 7 AV A EN AT

(National Institutes of Health)
3 ETINDbERARIY =YY

(Masuzugawa Neurology Clinic)
4 GEHRY

(Kindai University)
5 HAFERKY

(Iwate Medical University)

Two cases of slowly progressive ataxia associated with KCNA2 missense variants

18 7 | (Yuka Hama) . 353 #5428 2 (Hidetoshi Date) . [11)1] f8° (Toru Yamakawa) . #& %1% ® (Youwei Lin) .
AR fash 4 (Hiroshi Sakiyama) . kG tH . 13 (Yuji Takahashi), 7K{3% &y ° (Hidehiro Mizusawa)
1 ENRS A - AR 2 X — TR T LR
(Department of Genomic Medicine, National Center Hospital, National Center of Neurology and Psychiatry
(NCNP))
2 BRI - MREES Y 2 — AT )V T Ly 2— (MGC) 7/ LisHRBHF S
(Department of Clinical Genome Analysis, Medical Genome Center (MGC), NCNP)
3 NIRRT 2 X — JRRE KRR
(Department of Neurology, National Center Hospital, NCNP)
4 RBRZAREGEE 2R WIZLR it AR
(Department of Neurology, Osaka University, Graduate School of Medicine)
5 ENREM - R ERIIT v 2 —
(NCNP)
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P3-03-17

P3-03-18

P3-03-19

P3-03-20

Resolving the pathogenicity of VPS4 1 variants by long-read genome andtranscriptome-
based analysis

Hk Zs#540 | (Natsuki Nakamura) , P PEST 2> (Yosuke Nishio), A H #53% 5 (Hiromi Nyuzuki) |
K K ®(Takeshi Ono) . 3170 155 R5 2 (Koyo Tsujikawa) , £ FH BACER 2(Kotaro Tsukada) , [if] Z2HT 2(Yasuyoshi Oka)
Rk 15{# 2 (Hironobu Morinaga) . fIIji% 75245 % (Kana Kato) , B H] -2 (Mayuko Shimada)
HIR EH9E 27 (Yuka Nakazawa) . FgiE 2545 | (Mie Inaba) . 7P i ° (Takeshi Ikeuchi)
RS A HEF* (Yukako Muramatsu) . 257 fif5 ® (Shinji Saitoh) . #K JJ1 58 29191 (Tomoo Ogi)
1 FRIREFRER G 2 — Iyl NNEL - B2 R
(Department of Pediatrics and Genetics, Aichi Developmental Disability Center Central Hospital, Aichi,
Japan)
2 AR BRI SRR
(Department of Genetics, Research Institute of Environmental Medicine, Nagoya University, Nagoya, Japan)
3 HEEARREEN R 7 LR 22—
(Medical Genomics Center, Nagoya University Hospital, Nagoya, Japan)
4 HEERFRERELRIITOR MR
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Japan)
5 HHERZEE ARG 7/ LR EinERt 2 —
(Center for Medical Genetics, Niigata University Medical and Dental Hospital, Niigata, Japan)
6 HRARFERER EEER AR DR
(Department of Pediatrics, Niigata University Graduate School of Medical and Dental Sciences, Niigata,
Japan)
7 A EREREGIE SR UITIR I AR - 5 PRSI Y 2 —
(Department of Molecular Genetics, Center for Neurological Diseases and Cancer, Nagoya University
Graduate School of Medicine, Nagoya, Japan)
8 Al EINLRYAR LB AWIFLRE HrAE I - NRER A B
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)
9 HHERFERZGEZRIZOR ABEIE - 7 FEas2 8=
(Department of Human Genetics, Graduate School of Medicine, Nagoya University, Nagoya, Japan)
10 IR R EMZENE One Medicine s T Y AL — 5 )V U H—F 22—
(Center for One Medicine Innovative Translational Research (COMIT), Gifu University Institute for
Advanced Study, Gifu, Japan)
11 SRR Y7 RAA A 8 SRR ZEILA iGCORE
(Division of Molecular Physiology and Dynamics, Institute for Glyco-core Research (iGCORE), Tokai National
Higher Education and Research System, Nagoya, Japan)

Mild Verheij syndrome caused by a novel PUF60 splice variant resulting in partial RRM2
deletion
HHE 7515 " (Yoshitaka Asagai) . {EF5 72 % (Hiroaki Hanafusa) , 2HH {85 2 (Yuki Sawada) ,
FHHR 57 2 (Keiko Tanaka) | [L[[7] %% ' (Hiroshi Yamaguchi) | 3fj #&iifi ' (Ryosuke Bo) . 7Kl #38H ' (Hiroaki Nagase)
PP E5 A 1% (Kandai Nozu)
1 M RARAR R AV N RER N RL 200 1

(Department of Pediatrics, Kobe University Graduate School of Medicine, Hyogo, Japan)
2 WA RPEEH N ESRIRIR T/ LisRE - et > 2 — s AR

(Department of Medical Genetics, Kobe University Hospital, Hyogo, Japan)
A case diagnosed as developmental and epileptic encephalopathy 70 by identification
pathogenic variant in PHACTR1

% 2Bl (Kosuke Ito) . i fli+ Qunko Hotta), |1 N AA{X (Tomoyo Yamashita), i/ £ ,2 (Toshiyuki Seto)
KRN K AR AR B REAR

(Department of Medical Genetics, Osaka Metropolitan University Graduate School of Medicine)

HyperCKemia caused by a loss-of-function variant in DAG1

FEHAR HLLF "2 (Yuiko Aoki) | F1HE 2278 2 (Hironao Shirai) | B 32+ 2* (Keiko Shimojima) |
{IiiE 2% ° (Takatoshi Sato) | {7}H 57 ° (Keiko Ishigaki) . [Lj7 8% " (Toshiyuki Yamamoto)
1 B P ERIRCER AR R A Rt A R AR S UG T2 ) B
(Division of Gene Medicine, Graduate School of Medical Science, Tokyo Women’s Medical University, Tokyo,
Japan)
2 WHILFERRSE 7/ LigHk
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
3 JEHRYE NRE
(Department of Pediatrics, Kitasato University School of Medicine, Sagamihara, Japan)
4 R ERIRE il - Al a ks v R
(Department of Transfusion Medicine and Cell Processing, Tokyo Women’s Medical University, Tokyo,
Japan)
5 HEEFERRYE NER
(Department of Pediatrics, Tokyo Women’s Medical University, Tokyo, Japan)
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Rl A case of SORD-related peripheral neuropathy treated with short-term epalrestat therapy
KilE K (Dai Matsuse) , 38 F& (Mitsuru Watanabe) , [ [JlE 5% (Ryo Yamasaki), {4 #'—F (Noriko Isobe)
FUNREAEGERG st AR
(Department of Neurology, Neurological Institute, Graduate School of Medical Sciences, Kyushu University,
Fukuoka, Japan)

Poster Session 3-04 Clinical Genetics 3

H W:12H200 (1) 14:20 ~ 15:20

= B RAZ—SE OV T o Ak St 2 — 3F 301+302)
Date : Saturday, December 20 14:20 ~ 15:20

Room : Poster Room 1 (301+302, 3F, PACIFICO Yokohama)

P3-04-1 A case of 22q13.3 deletion syndrome with multicystic dysplastic kidney
FA{R P 12 (Mari Tabuse) . BRAT FI5R 12 (Kazuya Mimura) | K3 4% 2 (Ayumi Yonei) , FAZR 7% ! (Hiromu Okaki)
7K BN ' (Naoto Komatsw) . FHHT ELH1! (Yoshitomo Tanaka) . 223 A&Zd ! (Yuki Yasui) .
TEH B (Atsuko Kiyota) . {12 A2 ' (Yumi Nakao), PEZR FL7H ' (Sanae Nishimori) |
AR Z D F ! (Briko Hamamoto) . 43 B35 ! (Sohmi Kin), HTA 208 ! (Sakaaki Machimura) .
[ 27! (Aiko Okada), Hik} {=3 ' (Hitomi Nakamura) | Jji 3,2 ' (Masayuki Endo) .
= kS IF4C 2 (Masanori Takahashi) . /N5 252 ' (Michiko Kodama)
1 ORBORY KPR B RIIIER FER A ARPE SR
(Department of Obstetrics and Gynecology, Graduate School of Medicine, The University of Osaka, Osaka,
Japan)
2 KBRS BEAESI Rl 3 m -2
(Department of Genetic Counseling, Osaka University Hospital)
P3-04-2 Comprehensive genomic profiling at Koseikan to date: Considerations including secondary
findings
SR 5 ! (Yasushi Kubota) . FH %12 22 (Tomomi Kashiwada) . 22 3 E[ %2 (Michio Yasunami)
1 EBIRER Y 2 — A R
(Department of Clinical Laboratory Medicine, Saga-Ken Medical Centre Koseikan, Saga, Japan)
2 R v 2 — IR R PRI R
(Department of Oncology, Saga-Ken Medical Centre Koseikan, Saga, Japan)
3 RBEIRER A v X — U AR A ERRIIET YRS/ L
(Department of Medical Genomics, Medical Research Institute, Saga-Ken Medical Centre Koseikan)
eREEef] A case of clinically typical Noonan syndrome without pathogenic variant of responsible
genes
BT B/} (Shinsuke Ninomiya), #k 17 2 (Tomohiro Hayashi) , #& £{K 12 (Takahiro Hayashi) |
JIAE BREE 2 (Rie Kawakita)
1 ABh Il RS R
(Department of Clinical Genetics, Kurashiki Central Hospital, Okayama, Japan)
2 ABChYEk N
(Department of Pediatrics, Kurashiki Central Hospital, Okayama, Japan)

Rl Current status of comprehensive genetic profiling for gynecological malignant tumors in

our hospital
5 1 K # (Mayuka Kuwabara) . $6[H J5 #i+~ (Mayuko Shibata), AlR&[ BHFEL (Akie Hattori)
IEg F T BT 7 fet AR

(Department of Obstetrics and Gynecology, Gifu Municipal Hospital, Gifu, Japan)
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P3-04-5

Identification of VPS13B CNV Variants Undetectable by Whole-Exome Sequencing

By YT B¢ ' (Eriko Koshimizu), 7K[] Jl] ! (Takeshi Mizuguchi) , /[N B[S 2 (Shiro Ozasa) .
- Z$5E25 " (Naomi Tsuchida) . PN FHEE 2 (Yuri Uchiyama) | JEH BHF ' (Kohei Hamanaka) .
M FGE ! (Atsushi Fujita) . B0 HAF ' (Satoko Miyatake) . I 754 ° (Yoshinao Wada)
A F BL 7% (Yoshiko Murakami) . K< E38 ' (Naomichi Matsumoto)
1 BTN RAR AR AW IR L
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 BEARRFHRGUNAECER LR v X —eARIR R 7 R o 2 —
(Department of Pediatrics, Kumamoto University Hospital, Kumamoto, Japan)
3 BRSNS L2 R
(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
U VN S SRR T T
(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)
5 RBUMFRFFESRE 2 —
(Osaka Women'’s and Children’s Hospital, Osaka, Japan)
6 KBRS b2 T BB o A 2 B 1 2 F P
(Laboratory of Immunoglycobiology, Research Institute for Microbial Diseases, Osaka University, Osaka,
Japan)

A case of a 42-year-old woman who had healthy twins after two times of unsuccessful
transfers of PGT-A:A embryos

Y Hit 2 (Yuya Makino) , 7K 7 J ' (Motoi Nagayoshi) | lEAS /548 ' (Shigeki Fujimoto)
H1E 2 ! (Akira Nakashima), FHH -3 ' (zumi Tanaka), FHHA {5 ' (Atsushi Tanaka)
RN A
(Department of Obstetrics and Gynecology, Saint Mother Clinic, Kitakyushu, Japan)
2 MERAERE BEATS pE b AR 78 e
(Department of Obstetrics and Gynecology, Juntendo University School of Medicine, Bunkyo-ku, Japan)
3 FEREBERIKY: FRRERT
(Department of Obstetrics and Gynecology, Wakamatsu Hospital of University of Occupational and
Environmental Health, Kitakyushu, Japan)

A case of thermo-sensitive nonsyndromic auditory neuropathy due to the OTOF gene

/N 555 1 (Chie Ono) . Y415 #%CF (Yukiko Jyogw) ., 15 REFI| ' (Eri Sakai) . i 4G %L ' (Yuki Fujiwara)
W 8.2 ! (Toshiyuki Seto) , fiAs ¥&— '# (Hirokazu Sakamoto) . 137k BEEME > (Tatsuo Matsunaga)
1 RBRRIERZERSBE R BRI S
(Department of Medical Genetics, Osaka Metropolitan University Graduate School of Medicine, Osaka,
Japan)
2 KBRASIRARAGEZAWIIR B 5 R S Wik ae e
(Department of Auditory and Language Information Pathophysiology, Graduate School of Medicine Osaka
Metropolitan University, Osaka, Japan)
3 ENRGIRE R R E R 2 — BIRIFSE Y > 2 — BEFE - TR ESEES
(Division of Hearing and Balance Disorders, National Institute of Sensory Organs, NHO Tokyo Medical
Center, Tokyo, Japan)
4 ENTIRBERRE RO E R X — AR X —
(Medical Genetics Center, NHO Tokyo Medical Center, Tokyo, Japan)

Recurrent SOX 5 variant identified in a patient with Lamb-Shaffer syndrome

F1H: 2278 3 (Hironao Shirai) | B FILLF 12 (Yuiko Aoki), AT HLZS ' (Rina Shimomura)
MR AWt (Tomoe Yanagishita), f71H 5% * (Keiko Ishigaki), B 32+ 2° (Keiko Shimojima) ,
SR 576 (Kyoko Hoshino) | [L[AS 2% ' (Toshiyuki Yamamoto)
1 U IRRER AR AR R A R i A i R R S BORA 7E 2 70 B
(Division of Gene Medicine, Graduate School of Medicine, Tokyo Women’s Medical University, Tokyo,
Japan)
2 W TERRE T/ LR
(Institute of Medical Genetics, Tokyo Women’s Medical University, Tokyo, Japan)
3 JEERE NRE
(Department of Pediatrics, Kitasato University School of Medicine, Sagamihara, Japan)
4 HEEFERRYE NER
(Department of Pediatrics, Tokyo Women’s Medical University, Tokyo, Japan)
5 HELCFERRE il - Ml 7ok s v R
(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo,
Japan)
6 WIRL/NEsREZE Y =y &
(Segawa Memorial Neurological Clinic for Children, Tokyo, Japan)
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De novo loss-of-function heterozygous variant in SETD 1B identified in patients with
psychomotor developmental delay

A 792 % (Megumi Ueda) | #l N At 2 (Tomoe Yanagishita), N4} B8 2 (Rina Shimomura) |
FiHE - 2(Keiko Ishigaki) , 7K FH %5 % (Satoru Nagata) . 7k FH 2E{# > (Miho Nagata) , B {—#3 >*(Yoshihiro Asano)
LA 828 1 (Toshiyuki Yamamoto)
1 U IRRER R B R A R et A i R R 2R S BOR s 7 R 2 70 B
(Division of Gene Medicine, Graduate School of Medical Science, Tokyo Women’s Medical University, Tokyo,
Japan)
2 HEEFERRYE NER
(Department of Pediatrics, Tokyo Women’s Medical University, Tokyo, Japan)
3 RBRY: RABLERIIZER TEERER Rl
(Department of Cardiovascular Medicine, Osaka University Graduate School of Medicine, Suita, Japan)
4 ENIEERER L 2 — 7 WERSCRS
(Department of Genomic Medicine, National Cerebral and Cardiovascular Center, Suita, Japan)
5 WL TERKE T/ LgiR
(Institute of Medical Genetics, Tokyo Women’s Medical University, Tokyo, Japan)

Incidentally diagnosed genetic disorders in two adolescent and adult patients presenting
with amenorrhea

i 72 3 (Bmi Kondo) , AT 2B43: 2 (Mika Makimura) ., 7T 4= * (Shigenobu Motoshima) |
JI_E 759Y 2 (Kousuke Kawakami) | 75 $§ 7 2 (Kyoko Watanabe) . HIE i 2 (Toshinori Nakashima) .
AT 3R ! (Yoshiaki Kawano) . 75 B {57 3 (Toshiyuki Yoshizato)
1 HSTATBOE N MR HEE RS (JCHO) Ukl 2w AR
(Department of Obstetrics and Gynecology, Japan Community Health care Organization Kyushu Hospital)
2 ENLERTREEE N ERE v 2 — NRE
(Department of Pediatrics, National Hospital Organization Kokura Medical Center)
3 ENLERTRME N ERE v 2 — PElm AR
(Department of Obstetrics and Gynecology, National Hospital Organization Kokura Medical Center)

Postoperative surveillance with whole-body MRI in hereditary cancer syndrome patients

Jbils Y50 1 (Sachi Kitayama) . J1| |- P ! (Satoru Kawakami), JE5/] H%E ' (Sohei Watanabe) ,
B 3 (Seishi Sawano) | FH3/] 227 % (Noriko Tanabe) . B[S #7707 ! (Risako Abe) | 7k} HEZ% ! (Rina Nagai)
AR e ' (Masataka Morita) . K5 F146H ! (Kazuki Yokota) | J&IRF #9554 ! (Shieru Hamasaki) .
SEHT $5 ' (Wataru Hirata) . 7 B85/ ' (Masahiro Arai) . 37 {E BERER ! (Kojiro Tachibana) .
JKAS J§— " (Shoichi Nagamoto) , [ FE% ' (Yohei Okada), 7 FH 7517 % (Hideyuki Ishida) |
ey ok ! (Akihiro Yano)
1 BEERKHREEE Y > 2 — WRAER
(Department of Urology, Saitama Medical Center, Saitama Medical University, Saitama, Japan)
2 WEERKEREEREE Y Z— T LigiER
(Department of Clinical Genetics, Saitama Medical Center, Saitama Medical University, Saitama, Japan)
3 AIC/\EMIZV=vD
(AIC Yaesu Clinic, Tokyo, Japan)

Whole-Exon Deletion in One Allele of PROC Gene Missed by NGS and Confirmed by MLPA
/INVEZ B 12 (Rieko Kosugi) . n bk TEJi# ! (Naoki Takabayashi) | X[ [F2% 3 (Makoto Motooka)
2R {65 (Yuji Kanazawa) | JEUIR 1F 1 ' (Masashi Harazaki) . FIFH {E ' (Yuka Wada)
FERK 4326 1 (Fumi Kurebayashi) . F93: {8 '® (Takeshi Usui)
1 ERRZ AR B AR R
(Department of Medical Genetics, Shizuoka General Hospital, Shizuoka, Japan)
2 FRRSTRE AT BRI - NI R
(Department of Diabetes and Endocrinology, Shizuoka General Hospital)
3 ERRIRE AT IR AR R
(Department of Cardiovascular Medicine, Shizuoka General Hospital)
4 ERRRASTRE AT E s
(Department of Otorhinolaryngology, Head and Neck Surgery, Shizuoka General Hospital)
5 FhRRSIEE AT N ER
(Department of Pediatrics, Shizuoka General Hospital)
6 i SRR RSB
(Shizuoka Graduate University of Public Health)

The lifestyle and reproductive factors of patients underwent BRCA genetic test for breast
cancer

N 22 12 (Naotaka Uchida) . 77 N 2E{4# ! (Miho Takeshita) . 2B %75 -2 (Takako Suda)
1 ANLHILEEE 7/ Lagfeh

(Department of Medical Genetics, Matsue City Hospital, Matsue, Japan)
2 RLTENIERE TR - o iss R

(Department of Breast & Endocrine Surgery)
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A case of a young woman with HDGC in which a short-term surveillance was effective in
the early detection of cancer

hiE 25254 12 (Fumino Kato) | i & 7 ' (Sayaka Ueno) | Jii)1| 8 "% (Yusaku Urakawa) .
KIT. Bit7T. 3 (Tamae Ohye) . Hiit[] fifi,Z2 * (Noriyuki Horiguchi) . ZE% {4 # (Tamotsu Sudo)
1 RREPERERS: BEAES Jetin 7/ LEHRRL
(Department of Genomic Medicine, Fujita Health University School of Medicine, Aichi, Japan)
2 REERKERRE WAT /) LGSR
(Department of Cancer Genetics & Genomics, Fujita Health University Hospital, Aichi, Japan)
3 EMERAEERBAIR #s A Y e ) 70
(Department of Genetic Counseling, Graduate School of Medical Science, Fujita Health University, Aichi,
Japan)
4 EMERCAE A T EE N R
(Department of Gastroenterology, Fujita Health University School of Medicine, Aichi, Japan)

A case of Von Hippel-Lindau disease diagnosed based on family history

T8 B (Takuya Watanabe) | 74 B 51 3 (Masashi Nomura) . AR 75 5% ' (Yoshitaka Sekine) |
HHE 31 (Sedji Arad) . AR FEEH ' (Mayu Aoki) . 83K F17d: 2 (Kazuhiro Suzuki) |, /N2 JE7 T (Atsushi Ozawa)
1 BRSSP EARIN e a2 Fe
(Division of Genetics, Gunma University Hospital)
2 JARYEAE AR EINE EAER > & — RS ER
(Division of Medical Genetics, Saku Central Hospital Advanced Care Center)
3 HER ARG RARATITR W RE R

(Department of Urology, Gunma University Graduate School of Medicine)
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P3-05-1

A case of BCL11B-Related Disorder with Intellectual Disability from Childhood and
Parkinsonism in Adulthood

] 225 " (Takanobu Iri) . = 557 "% (Utako Nagaoka) . fifH ZACH * (Kentaro Fukuda)
I PE2 2 (Hirofumi Kashii) | £71L) 3 2° (Akihiko Ishiyama) . 8 B A\ 2 (Akihito Hao)
JU {1 "2 (Tomoya Kawazoe) . #3772 ! (Atsuhiro Matsuno) , [a]FH: HE—F ' (Masako Mukai) |
% 14T ! (Shinsuke Tobisawa) . AKFH FHA ! (Kota Bokuda) , fi&FH HAF- > (Satoko Kumada) |
T8 185 4 (Hiroshi Yoshihashi) . k& —7] ! (Kazushi Takahashi)
1 SOTER AR i R

(Department of Neurology, Tokyo Metropolitan Neurological Hospital, Tokyo, Japan)
2 SRTES AR T R ARE SR

(Department of Clinical Genetics, Tokyo Metropolitan Neurological Hospital, Tokyo, Japan)
3 RTES AR T i N AR

(Department of Neuropediatrics, Tokyo Metropolitan Neurological Hospital, Tokyo, Japan)
4 NG R 2 — BEEZEREM BRER v 2 — BRKEER

(Department of Clinical Genetics, Tokyo Metropolitan Children’s Medical Center, Tokyo, Japan)
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Histological changes in the skeletal muscle of a mouse model of facioscapulohumeral
muscular dystrophy

FAH #E— ' (Ryuichi Tanaka) ., 4G A7 > (Yuki Takahashi) | 75N F&7 * (Takahiro Yoshizawa) |
5 20 23557 (Tomoki Kosho)
L SRR A RITZERE R AL
(Shinshu University Graduate School of Medicine, Shinshu University School of Medicine, Nagano, Japan)
2 ENIRAE A AR AR
(Department of Medical Genetics, Shinshu University School of Medicine, Nagano, Japan)
3 EMNKZEEER Y V=)V - o — D TV R
(Division of Clinical Sequencing, Shinshu University School of Medicine, Nagano, Japan)
4 SRR S D o 2 — B SRR R AR
(Division of Animal Research, Research Center for Advanced Science and Technology, Shinshu University
School of Medicine, Nagano, Japan)
5 EMRAE AR RO A T R o 2 —
(Center for Medical Genetics, Shinshu University Hospital, Nagano, Japan)
6 (SMIRERRMI S & —
(Research Center for Advanced Science and Technology, Shinshu University School of Medicine, Nagano,
Japan)
7 ASINRZAR A SRR N A 73> 7 {50
(Biobank Shinshu, Shinshu University Hospital, Nagano, Japan)

Al-driven societal implementation of rare disease screening that enables early diagnosis
and patient support

LA 7255 12 (Hiroshi Yamanaka) . ¥g A 17 '° (Naoko Sakamoto) . #if #7 [ * (Tetsumin So) .
K 7S ° (Saki Aoto) | 28 /|NHE S (Xiaokang Li) . ¥ 7 7 (Qian Shen), F 222 (Yi Wang) .
£ F AT 8 (Ohsuke Migita) , 7NEEE F8 * (Motomichi Kosuga) . FAFT 5] ! (Kohji Okamura)
1 ENIEEBBERIEE V2 — 2 AT LFEEHE
(Department of Systems Developmental Biology, National Center for Child Health and Development, Tokyo,
Japan)
2 hETE HIRAR R N fht R
(Department of Neurology, Children’s Hospital of Fudan University)
3 HiEEMILRERZR Sl AR
(Graduate School of Design and Architecture, Nagoya City University)
4 ENTRREBEREE 2 — B nig kit v X —
(Division of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)
5 BENIREBE#IIGE Y Z— AT 4 VT Ly Z—
(Medical Genome Center, National Center for Child Health and Development, Tokyo, Japan)
6 ENIREE#TIIE 22— BRe e s
(Division of Transplantation Immunology, National Center for Child Health and Development, Tokyo,
Japan)
7 WETEEEENE N R B R
(Department of Nephrology, Children’s Hospital of Fudan University)
8 HIRV T U FERKERT

(Department of Laboratory Medicine, St. Marianna University School of Medicine)
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IRUD Identified the Causative Gene for a-Mannosidosis: Diagnosis, Follow-up, and
Future Challenges in Ultra-Rare Disease
K 43 1 (Ayumi Yonei) , #2111 fEACE # (Shintaro Sugiyama) | [ =i % (Misako Kaidou)
T $H522 (Norio Sakai) . k8 1E#C 1> (Masanori Takahashi) . FHZ% H % ! (Tsukisa Tamori)
i Ahd ! (Yuki Sato) , |14 B — %7 (Kenichi Yamamoto) | Z-H¥ #if# 15 (Hidetaka Yano) .
AT FI5E 18 (Kazuya Mimura) . 7T 2544 ©1° (Miho Nagata) . £7J51 JE 1 ©1° (Yasuki Ishihara) |
R %10 (Youhei Miyashita) . 58 {—448 910 (Yoshihiro Asano) . ¥z [H &5 1 (Yasushi Sakata)
1 RBORZAE AR b AR T2 H
(Department of Genetic Counseling, Osaka University Hospital)
2 YRR AR 2 — IR
(Sakai City Medical Center, Department of Neurology)
3 EME EERFEGRb R 2R
(ISEIKAI International General Hospital, Department of Genetic Counseling)
4 EFHEN HE THAIOEE AR
(Kyowakai Medical Corporation Senri Chuo Hospital, Department of Neurology)
5 RBURFIREEGIE LR WIFR At Rl
(Department of Neurology, Graduate School of Medicine, The University of Osaka)
6 RBURFIEEGIEZRIIFR (R TEK
(Division of Health Sciences, Graduate School of Medicine, The University of Osaka)
7 RBRFIREEGEE LR IFER DR
(Department of Pediatrics, Graduate School of Medicine, The University of Osaka)
8  RBRYARLABLERIFER FERHE AR
(Department of Obstetrics and Gynecology, Graduate School of Medicine, The University of Osaka)
9 RBCRZARAERGEE ARIITR THER N R
(Department of Cardiovascular Medicine, Graduate School of Medicine, The University of Osaka)
10 RBCRPARZGEE AR ATER TEEE AR (RUDf# TR > % —)
(Department of Cardiovascular Medicine, Graduate School of Medicine, The University of Osaka (IRUD
Analysis Center))

A novel pathogenic variant and direct mapping of differentially methylated region of SGCE

in a family with dystonia
P £ 1% (Tadashi Kaname) . 71.)1| 2 (Kiyoshi Egawa), #l /AFEF- ' (Kumiko Yanagi) .
LLIZEFI] e | (Masahiko Yamamori) | 458 IF ° (Tadashi Ariga) . FJ5 7E— " (Yoichi Matsubara)
1 ENIREERT 2 — 7 LRSS
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo)
2 HERY: ESRIEZERE KU NRER
(Department of Advanced Pediatric Medicine, Tohoku University School of Medicine, Sendai, Japan)
3 AGHEARY: RAIER R
(Department of Pediatrics, Hokkaido University, Sapporo, Japan)
4 V7 LML) =y s
(CRIFM Prenatal Medical Clinic)

Development of Clinical Guidelines for ReNU Syndrome and associated disorders

[ 4 ffi 2 ' (Nobuhiko Okamoto) ., 5 FEFHEF- ' (Eriko Nishi), &/ | fifF ' (Yuiko Hasegawa)
Ml /A2 ? (Kumiko Yanagi), %5 | ? (Tadashi Kaname) . P11 FHEE ** (Yuri Uchiyama)
KA 0538 *4° (Naomichi Matsumoto)
1 RERBFFERY > 2 —@ma2 ik
(Department of Medical Genetics, Osaka Women's and Children’s Hospital)
2 ENIREERII R V2 — WIS LERR T
(Department of Genome Medicine, National Center for Child Health and Development)
3 BT R AR E A RE R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine)
4 BEEmRIERE RGN T LR TR
(Department of Rare Disease Genomics, Yokohama City University Hospital)
5  BEEMN AR E RO 725
(Department of Clinical Genetics, Yokohama City University Hospital)
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Identification of a Novel ATP7B Pathogenic Variant in Ecuadorian Patients with Wilson’s
Disease
I 2 K BLTH ! (Rino Sasaki), 77 1) 77 A7 )V A A 2 X >/7\3 >/ (Benjamin Arias-Almeida)
T IV A VT ¢ F 1 (Martina Armas), LAY/ 7877 )L 2 (Paul Leon) . 75N B~ ! (Yoko Iwauchi)
HH3E —38 ' (Kazuyoshi Hosomichi) | T1 A 1T 733w Y 3 (Vanessa Romero)
1 SRRUERERSE BRI 7/ LIS IER A=
(Laboratory of Computational Genomics, Tokyo University of Pharmacy and Life Sciences, Tokyo, Japan)
2 YUITSUVARID T - F R EAR
(Escuela de Medicina, Colegio de Ciencias de la Salud, Universidad San Francisco de Quito)
3 YISV RI T FRRE L) - BRETREEN MM AT
(Instituto de Microbiologia, Colegio de Ciencias Biologicas y Ambientales, Universidad San Francisco de
Quito)
4 HBUTIGUTRAA T - F IR BERPEI SO A T U n YR
(Escuela de Biotecnologia, Colegio de Ciencias Biologicas y Ambientales, Universidad San Francisco de

Quito)

A Live-born Case of Non-mosaic Trisomy 22 with Multiple Congenital Anomalies
G A (Keita Ishida) | S50 TE—E[S ' (Shinichiro Yabe) . &% £l ' (Sho Sato), A% B ! (Masahiro Okano) .
7K Te78 ' (Motoharu Shimizu) | B 2ZE5K | (Tatsuya Narita) | {5 133 % ' (Hazuki Sato) .
AR 37! (Sachi Kijima), g T+~ (Yukiko Itaya) . FLHE [55E ' (Yosuke Gomi), V1| #& " (Sumiko Era).
ok el ! (Shigetaka Matsunaga), 4t HH 2 ! (Akihiko Kikuchi) | &7 %% 2 (Yasushi Takai)
1 HWEBERKRERGEREY Y2 — RO EERRTEE Y > 2 — AR BT
(Center for Maternal, Fetal, and Neonatal Medicine, Saitama Medical Center, Saitama Medical University)
2 WMEBEMKAROERY X — Em AR

(Department of Obstetrics and Gynecology, Saitama Medical Center, Saitama Medical University)

Our three years of experience with variant interpretation through Al-curation tool:
Emedgene

—JII 5\&] (Hiroshi Futagawa), ZEH % (Chiharu Suda), ##H FEARR (Kentaro Fukuda)

1L B2 H (Haruka Yamanaka), 75 FH 75 B (Yuri Yoshida) | 3=/ B P (Mariko Endo) . % N (Shiho Ito) .
B 45 {20 (Hiroshi Yoshihashi)

BN G e > 2 — SEARESERES BRE (LR

(Department of Clinical Genetics, Tokyo Metropolitan Children’s Medical Center, Tokyo, Japan)

Phenotypic Characterization and Gentic Couseling in a Patient with a FOXP1 Missense
Variant

TiH AP (Yuri Yoshida), i ZEIN (Shiho Tto) |, =i ELFH 1~ (Mariko Endo), —JI| 5AF] (Hiroshi Futagawa)
& FAER (Kentaro Fukuda) . [L1H BZ H (Haruka Yamanaka), ZEH] T3 (Chiharu Suda) .

TS 1#i50 (Hiroshi Yoshihashi)

PR/ NI B E R > 2 — BURES S AR SR

(Department of Clinical Genetics, Tokyo Metropolitan Children’s Medical Center, Tokyo, Japan)

Insulin resistant diabetes mellitus in a girl with mild Rabson-Mendenhall syndrome

Bk [T 12 (Yohei Masunaga) . # BEfC * (Yuki Murai) . 7% Z8 % (Yasuko Fujisawa) ,
Fat 152 (Hirotomo Saitsu) | #%75 % %2 (Tsutomu Ogata)
1 IARERERE R
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 BHRERIE NERRE G
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
3 MR 22—/ R
(Department of Pediatrics, Hamamatsu Medical Center, Hamamatsu, Japan)

A case of Ohdo syndrome, SBBYS variant (SBBYSS) with a novel frameshift variation in
exon 15 of the KAT6B gene
W& ZEkE 1 (Yasutsugu Chinen) | {fft ETER ' (Sadao Nakamura) , #l /A 2B+ (Kumiko Yanag) .
B [ 3 (Tadashi Kaname) . {5 fff —* (Kenji Naritomi), HIpg 74— " (Koichi Nakanishi)
1 BRBERRE ROARRIR AW SERL 5 K1 20
(Department of Child Health and Welfare, Graduate School of Medicine, University of the Ryukyus,
Ginowan, Japan)
2 BRERRSAERE MR Y Y v E
(Genetic Counseling Unit, University of the Ryukyus Hospital, Ginowan, Japan)
3 ENIERE ERE T v 2 —TET T LR
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)

4 PPRER AR R > X —
(Okinawa Nanbu Habilitation and Medical Center, Naha, Japan)
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A Female Case of Osteopathia Striata with Cranial Sclerosis Due to a Known AMER1
Variant Requiring Multiple Surgeries
/N2 T 1% (Minami Ozawa) , 45 F /T 2° (Ohsuke Migita) ., JEIE {0+ 2 (Sachiko Ohori)
V7K ELASH ! (Naoki Shimizu)
1 )7 UFERER IR
(Department of Pediatrics, St. Marianna University, School of Medicine)
2 BT VFIERR ARG
(Department of Clinical Genetics, St. Marianna University Hospital)
3 BNV T VFIERRAERMEEE Y. « ST
(Department of Clinical Laboratory Medicine and Genetic Analysis, St. Marianna University School of
Medicine)

A Case of Pregnancy Complicated by Renal Disease Diagnosed as Alport Syndrome
through Detailed Medical History

W %7 (Hiroko Takita), ] [% (Ryu Matsuoka) . HAK #3 5 (Hiroki Nakabayashi)

HIAA 3 (Makoto Nakabayashi) [1I N I (Yuka Yamashita), 4> ELH12E (Mayumi Kaneko)

JIIE 255/, (Akihiro Kawashima) | ¥¢A~ JEH (Miwa Sakamoto) . 7N E& - (Keiko Koide) . 473 1% - (Tatsuko Ishii)
FIER &4+ (Mikiko Izumi) | [t 7%(% ¥ (Nahoko Shirato), BEiR B (Akihiko Sekizawa)

WA R R R o 2 B Nk i

(Department of Obstetrics and Gynecology, Showa Medical University School of Medicine, Tokyo, Japan)

A familial case with hypophosphatasia diagnosed based on migratory bone and joint pain
K& H.] 2 (Shinji Higuchd . J\F -~ (Shuhei Yao) . Jif7 #5312 (Yuko Akaishi)
AT — i 2 (Kazuki Tanimura) . 2% 18 ! Gun Mord) . 4 {2l ? (Hiroaki Nakamura)
1 R AERE Y > 2 — NUREN W - BEAN R
(Division of Pediatric Endocrinology, Metabolism and Nephrology Children’s Medical Center, Osaka City
General Hospital, Osaka, Japan)

2 KBRS ER Y v 2 — A
(Department of Genetic Medicine, Osaka City General Hospital, Osaka, Japan)
3 KBRS EREYE > 2 — RO ENR
(Department of Internal Medicine, Osaka City General Hospital, Osaka, Japan)
Antenatally detected copy number variants and their impact on pregnancy termination
rates following genetic counselling

Fallon Noon. Christopher Richmond

Genetic Health Queensland, Brisbane, Australia

A case of FLNC gene-associated hypertrophic cardiomyopathy with characteristic findings
of Noonan syndrome
EAJ #5F " (Yuiko Hasegawa) , T5AX K342 (Taiga Aoki) . Hll /AZEF 2 (Kumiko Yanagi)
G BB ® (Yoichiro IshiD) . PEAY 4725 ! (Yumiko Nishimura) . 3% [ 2 (Tadashi Kaname)
[t A% {4172 ! (Nobuhiko Okamoto)
1 RBRBRFFESR 2 — B8 naHe
(Department of Medical Genetics, Osaka Women's and Children’s Hospital, Murodo-cho, Izumi, Osaka,
Japan)
2 BENIRAERL V2 — T LEREES
(Department of Genome Medicine, National Center for Child Health and Development, Okura, Setagaya-ku,
Tokyo, Japan)
3 RBRRFFERE > 2 — JEEREE AR
(Department of Cardiology, Osaka Women'’s and Children’s Hospital, Murodo-cho, Izumi, Osaka, Japan)
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P3-06-1 Enhancement of TogoVar with clinical variants, mouse mappings, protein annotations, and
imputed SNP, SV, and LD datasets

=& {222 ' (Nobutaka Mitsuhashi) . 5P B4 | (Yuki Moriya), )1l 525 | (Minae Kawashima) |

dipd BN 2 (Licht Toyo-Oka) , /K FlJ/A 2 (Toshihisa Takagi) . JI| 5 75— ! (Shuichi Kawashima)

Frily #2BH ' (Toshiaki Katayama)

1 T - AT LSRR 7 — 2 Y 1 T ZAEER RS O TV AT ARG T AN— Ay X —
(DBCLYS)

(Database Center for Life Science (DBCLS), Joint Support-Center for Data Science Research, Research
Organization of Information and Systems (ROIS))

2 EEECE

(Toyama University of International Studies)
2R JoGo 1.0: A Web Portal for ACTG-Based Haplotype Annotation Across 19,211 Human

Genes

El [F#] > (Masao Nagasaki) . 7] & 74T * (Yosuke Kawai) | KJ1] 847 (Yasuyuki Ohkawa)

ik Wt * (Katsushi Tokunaga) . Ji1L] #8HA ° (Toshiaki Katayama) |

IND T Y NS HAEAE (L e 12345 (Standardization Collegium Variant Information)

1 JUNKY: FEBAEE AT SEE A X 0 A A LY A Y Z— IS 4 AT ¢ J)UKGHfgEHT 77 45
(Division of Biomedical Information Analysis, Medical Research Center for High Depth Omics, Medical
Institute of Bioregulation, Kyushu University, Fukuoka, Japan)

2 BERAREGIE AR W8T/ Lt v 2 —

(Center for Genomic Medicine, Graduate School of Medicine, Kyoto University, Kyoto, Japan)

3 ENLIEERZSSIIZEE > 2 — HIRDTZE R FEED
(Department of Clinical Medicine and Development, National Cerebral and Cardiovascular Center, Suita,
Japan)

4 NI RS P SRR 3 R S R S T
(National Institute of Global Health and Medicine, Japan Institute of Health Security)

5 KZHFEFFABBIEN W - & AT LU 7 — 2 Y T2 AR 51 791 T AHa
T—AN—RA A —

(Database Center for Life Science, Joint Support-Center for Data Science Research, Research Organization of
Information and Systems)

P3-06-3 Investigation of Patient Awareness and Decisions Regarding Informed Consent for
Biobanking at National Kohnodai HP.

15 Hifd 7~ (Yukiko Nakashima) , 5 Ji# 321K (Tatsuya Kanto), 21| E AL (Masaya Sugiyama)

| 7 F B B BT P
(National Kohnodai Medical Center, Japan Institute for Health Security Kohnodai, Japan)

P3-06-4 National Center Biobank Network (NCBN) and collaboration for the research of genomic
information for NCBN bioresources
KA B % (Yosuke Omae) . BB 52 | (Hideyuki Shimanuki) | A YDHE ! (Saya 0, B A ZtH ! (Eisei Noiri)
1% HE— " (Yu-ichi Goto) . fiizk [Pt ' (Katsushi Tokunaga)
1 Fyabitrz—- R4 7%y hT—72 (NCBN) FigN1 A3 7
(Central Biobank, National Center Biobank Network (NCBN), Tokyo, Japan)
2 NIRRT TSRS N BRI 7 LERE T B Y 2 7 b
(Genome Medical Science Project, National Institute of Global Health and Medicine, Japan Institute for
Health Security)

P3-06-5 Interviews for utilization of intractable disease patient data by data linkage between
Shouman and Nanbyo DBs in Japan
(LI F-E ' (Chisato Yamasaki) . %%— =£4 2 (Akinori Moriichi) . 7K_F #3ifi | (Yusuke Mizukami) .
LA $t1 ! (Takuya Yamamoto) . JRTF E— ' (Ryuichi Sakate)
1 ENZWHERFEEN BESRAR - (ER - SREEWIZET M - 00iES S/ L v 2 —
(National Institutes of Biomedical Innovation, Health and Nutrition (NIBN), Osaka, Japan)
2 ENTWHERIFEEN BN R E BRI 22— NS PR E R
(National Center for Child Health and Development (NCCHD), Tokyo, Japan)
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Poster Session 3-07 Large Scale Association Studies

H ®:12H20H (1) 14:20 ~ 15:20

= B RAZ—2E2 O T 0 ki Akt x— 3F 315)
Date : Saturday, December 20 14:20 ~ 15:20

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P3-07-1 Renal hypouricemia is associated with decreased glomerular filtration rate: The Shizuoka
Study
BHIEZS %2 ' (Aya Shoji-Asahina) , [HJiE BE¥% ? (Yasuharu Tabara)
I P e L7
(Japanese Red Cross Shizuoka Hospital)
2 A R R AR RER
(Shizuoka Graduate University of Public Health)

Fine-Mapping of the 1224 Locus Reveals Multiple Genetic Variants Influencing Food
Intake Behaviors

Fitjal R | (Maki Igarashi) | $7)1] B2 2 (Shun Nogawa) ., 77/1] 5} 2 (Kyohei Furukawa) |
JIHL 035 3 2 (Kaoru Kawafune) . B £5H * (Huijuan Jia) | 75/ 7 5] 2 (Kenji Saito) . /il /Al ® (Hisanori Kato)
1 FRERY RAERPANIZE T
(Institute of Nutrition Sciences, Kagawa Nutrition University, Saitama, Japan)
2 ) V—rrTAb
(Genequest Inc., Tokyo, Japan)
3 HEHRERYE REB AR AR SRS Bkl
(Laboratory of Animal Nutrition, Department of Animal Science, Graduate School of Bioagricultural
Sciences, Nagoya University, Nagoya, Japan)
4 GRS R2ERE BB AR BOLZ et v 2 —
(Graduate School of Agricultural and Life Sciences, The University of Tokyo, Tokyo, Japan)
5 ILTREERYE AT SRR KE R L E

(Department of Applied Nutrition, School of Nutrition, Kagawa Nutrition University, Saitama, Japan)

Poster Session 3-08 Omics Technologies

H ®:12H20H () 14:20 ~ 15:20

& RRAZ B2 OV T o Ok St Z— 3F 315)
Date : Saturday, December 20 14:20 ~ 15:20

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P3-08-1 Establishment of a Foundational Platform for Inmune Evaluation Using Omics studies
K g5 B (Akari Suzuki), [1JAN — = (Kazuhiko Yamamoto)
P AW R ER AL 2 — B R BT— L
(RIKEN, IMS, Laboratory for Autoimmune Diseases, Kanagawa, Japan)

R An integrated long-read transcriptome workflow for isoform resolution and visualization
A 52 (Ko Tkemoto) . A< BAYE (Akihiro Fujimoto)
WHURE RARATIR NIRRT
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)

Poster Session 3-09 Population Genetics / Evolutionary Genetics

H W:r12820H () 14:20 ~ 15:20

= B RAZ—RE2 OV T 0 ki Akt 22— 3F 315)
Date : Saturday, December 20 14:20 ~ 15:20

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P3-09-1 Origins and Clinical Implications of Japanese Specific Variants
A HEEE ! (Jzumi Naka) | JEEB #3897 | (Yusuke Watanabe) . — 8 ELF T2 (Mariko Isshiki) . KK JIE ' (Jun Ohashi)
1 SREURMERAE R BRI ZeR) ARl A i
(Department of Biological Sciences, Graduate School of Science, The University of Tokyo, Tokyo, Japan)
2 TIWN— T A VY a B A VERKRER R
(Faculty of Genetics, Albert Einstein College of Medicine)
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ZeR0EEPl|  The genetic identity of the Mizo people: A distinct population of Northeast India

Biswabandhu Bankura', Prajjval Pratap Singh®. Gyaneshwer Chaubey”. Madhusudan Das®
1 Multidisciplinary Research Unit, Medical College Kolkata, Kolkata, India

2 Cytogenetics Laboratory, Department of Zoology, Banaras Hindu University, Varanasi, India

3 Department of Zoology, University of Calcutta, Kolkata, India

Poster Session 3-10 New Technologies

H K:12H20H (1) 14:20 ~15:20

2 WL RAR—R2 OV T ¢ Ok Skt X— 3F 315)
Date : Saturday, December 20 14:20 ~ 15:20

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P3-10-1 A Haplotype-Resolved Diploid Genome Assembly from a Patient with Autism Spectrum
Disorder Using Multiple Technologies

B " (Ran Wei) . BN AP 7 (kuko Natsukari) . % 1FBH *>* (Masao Nagasaki) , $5/K 8 ° (Yutaka Suzuki) |

NE JE © (Itaru Kushima) , 7] PEST ! (Yosuke Kawai) . fifi7k JPs+ ' (Katsushi Tokunaga)

1 ET IR R BN SRR SRS &/ LERPE T 0D 2 7
(Genome Medical Science Project, National Institute of Global Health and Medicine, Japan Institute for
Health Security, Tokyo, Japan)

2 JUNKY: AARBIRIE ZRTET ERIEA R 7 AV A T AV 2— INAF AT ¢ J)U GG HT 77 57
(Division of Biomedical Information Analysis, Medical Research Center for High Depth Omics, Medical
Institute of Bioregulation, Kyushu University, Fukuoka, Japan)

3 BUBRZERFEGREZVIR MR/ LEZt > 2 —

(Center for Genomic Medicine, Graduate School of Medicine, Kyoto University, Kyoto, Japan)

4 ENIIEERARRISE > 2 — B PRIFSEBHFE RS
(Department of Clinical Medicine and Development, National Cerebral and Cardiovascular Center, Suita,
Japan)

5 HEURY: Sk A R ge - o 2 —

(Life Science Data Research Center, The University of Tokyo)

6 HFEAAEEI R 7/ LERRE 22— - R
(Medical Genomics Center, Department of Psychiatry, Nagoya University Hospital, Nagoya, Japan)

7 REODNDOEBLH
(Department of Psychiatry, Yakitsubeno-Michi Clinic, Shizuoka, Japan)

P3-10-2 Rare Disease Diagnosis Support Based on Feature Vectors Embedded with Large

Language Models

%% J2R " (Naoya Yoshikuwa) | 75 W8T 2 (Terue Takatuki) . T-HE 551 ? (Hirokazu Chiba)

)5 251 2 (Toyofumi Fujiwara) . Fi=} 3£ 2 (Susumu Goto)

1 UK HIUKBI R AR A 7 0 2 VIS HE A
(Department of Medical Genome Sciences, Graduate School of Frontier Sciences, The University of Tokyo)

2 MR - AT LR T — 20 T AL AR B R T A T YA L ARE T —EN— A X —
(Database Center for Life Science, Joint Support-Center for Data Science Research, Research Organization of
Information and Systems)

Comparison of RNA-Sequencing Methods for Degraded RNA

i M8 2 (Hiroki Ura) , HTHER 38 12 (Yo Niida)

1 BRERKYE T/ LR 2 —
(Center for Clinical Genomics, Kanazawa Medical University Hospital)

2 BIRERRY O BRI Joim R EE 7/ LR B i
(Division of Genomic Medicine, Department of Advanced Medicine, Medical Research Institute, Kanazawa
Medical University)

P3-10-4 Optical genome mapping enables detecting complex structure variants in a single analysis

Ml AZFEF ' (Kumiko Yanagi) , #8745 A2 ! (Yumi Enomoto) . [LIZEFI] HEZE ' (Masahiko Yamamori)
P D 2 (Yuwa Ito) . THAX K3 ! (Taiga Aoki), T 1@ & D & ! (Arisa Igarashi), JfF: #i+ > (Keiko Wakui)
K5 £ — 1 (Yoichi Matsubara) . B2 [£ ! (Tadashi Kaname)
1 ENTRE EREE 2 —
(National Center for Child Health and Development)
2 ALK
(Tokyo University of Pharmacy and Life Sciences)
3 EINKT
(Shinshu University)
4 V7 LHENRE Y =y D
(CRIFM Prenatal Medical Clinic)
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Poster Session 3-11 Genetic Counseling 3

H WK 12H208 (1) 14:20 ~15:20

= B RAX—22 OV T o akfi 2t 2— 3F 315)
Date : Saturday, December 20 14:20 ~ 15:20

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P3-11-1

P3-11-2

P3-11-3

P3-11-4

P3-11-5

Efforts to centralize genetic counseling records/genetic information on a family basis
PRI 2% ' (Yui Niwa) | 0 FELZE- "2 (Emiko Niiro) | /53 #23 " (Toshiyuki Sado), Z2J5% Z& ' (Hajime Yasuhara)
1 RREBREERtYX—#EIY I 2Y VTE
(Department of Medical Genetics, Nara Prefecture General Medical Center, Nara, Japan)
2 WRBEERMEERY Y 2 — pEm AR
(Department of Obstetrics and Gynecology, Nara Prefecture General Medical Center)
3 HRIBRAEREY Y & — FE IR iGEes
(Neonatal Intensive Care Unit, Nara Prefecture General Medical Center)
Establishment of a New Genetic Counseling Clinic : Starting with Hereditary Breast and
Ovarian Cancer (HBOC) Care
IR (Yutaka Iwaki) |, B IR 5% 2 (Sachiko Miyazaki) . 35 #3Z ! (Hirofumi Henmi) | 31 #% ' (Yasushi Tsuji)
1 ERRBEHFH G E G 2 i
(Center for Clinical Genetics, Tonan Hospital, Federation of National Public Service Personnel Mutual Aid
Associations, Sapporo, Japan)
2 JEHBE R AR R 5 RS
(Division of Clinical Genetics, Hokkaido University Hospital, Sapporo, Japan)

Parenting experiences of mothers raising children with hearing loss: A qualitative study

LA #: 1Y (Kayono Yamamoto) | )Nk 5 3EF (Yumiko Kobayashi), #5i#% {17 (Nobuhiro Suzumori)
BAFERRY EEE AR AR

(Department of Clinical Genetics, Iwate Medical University, Morioka, Japan)

Genetic counselling and further genetic tests for three positive NIPT cases from a non-
certified clinic
P43 H A ! (Natsumi Watanabe) | 812 7595 12 (Kaya Tsuruga) , P 87 2 (Yuko Nishijima) |
SERE 455 1% (Akane Kondo) |, [ &{H '2® (Takahiro Yamashita) , H5E5 —78 2* (Kazunori Baba)
Haly $85 '2 (Setsuko Nakayama)
1 BHEIYV =y W2k

(Department of Prenatal Diagnosis, Aiiku Clinic, Tokyo, Japan)
2 BEIVZwY ERAR

(Department of Obstetrics and Gynecology, Aiiku Clinic, Tokyo, Japan)
3 B I AR

(Department of Obstetrics and Gynecology, Aiiku Hospital, Tokyo, Japan)
4 WEERKEREEREZY X—

(Saitama Medical Center, Saitama Medical University, Saitama, Japan)

Attitudes of pregnant women and partners who have experienced Non-Invasive Prenatal
genetic testing (NIPT)
EMN (%7 " (Mihoko Nagara) . /=58 Tfe—E[3 ? (Yuichiro Takahashi) . 7456 Hifd * (Shigeki Iwagaki)
8 — % ? (Kazuhiko Asai) | ¥AFH: -2 (Masako Matui) | 2] #&— 2 (Ryuiti Shimaoka) |
/NEF O & % (Hitomi Ono) |, - 83 ' (Hiroaki Murakami) | [Jx N 375K ' (Tatuya Sakashita) |
Rt Bkl 3 (Saki Inuzuka) . 42 DEffE ' (Hideo Kaneko)
1 RIS Y 2 — B s gkt

(Department of Medical Genetics, Gifu Prefectural General Medical Center, Gifu, Japan)
2 IR E R 2 — JRILEHR

(Department of Fetal Maternal Medicine, Gifu Prefectural General Medical Center, Gifu, Japan)
3 HERETNI KRR R AR

(Department of Obstetrics and Gynecology, Nagoya City University Hospital, Nagoya, Japan)
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P3-11-6

P3-11-7

P3-11-8

P3-11-9

P3-11-10

A Case of Repeated Early Embryonic Arrest Due to a TUBB8 Missense Mutation: Genetic
Counseling Experience

AR 2£— "2 (Koichi Kinoshita) , H1[L] %% (Kaname Nakayama) , {77 18 ® (Yusuke Sako)
AKE 7553 (Hiroki Kurahashi)
1 HHSIVEZ U = %
(Kyoto IVF Clinic, Kyoto, Kyoto, Japan)
2 AKFLFa4—R7VU=wr
(Kinoshita Ladies Clinic, Ootsu, Shiga, Japan)
3 BEHERIKZE ERZEMICE V2 — il A
(Division of Molecular Genetics, Fujita Health University, Toyoake, Aichi, Japan)

Survey of responses after the disclosure of presumed pathogenic germline variants at our
hospital
= KE A ' (Kenta Takahashi) . 73)1] 2 (Shun Hasegawa), HiA| B 3 (Akira Nakamura)

1 Kb R HrhRiEle B s 5R
(Department of Genetics, Asahi General Hospital, Chiba, Japan)

2 KGRl WO AT B PR
(Department of Pathology, Asahi General Hospital)

3 waamlE ER A REE (L2 FRER
(Department of Chemotherapy, Asahi General Hospital)

Online Genetic Counseling as a Solution for Unmet Needs in Genetic Medicine in Japan

11135 —48f (Kazuki Yamazawa) . &} |- 3% ¥ (Haruka Murakami), 3+ = YDH4 (Satomi Inoue)
1% 75 (Kaoru Fujinami) , FA7Kk JE N (Tatsuo Matsunaga)

VAR e bR SR R R o & — RS HRR)
(Department of Medical Genetics, NHO Tokyo Medical Center, Tokyo, Japan)

Prenatal genetic counseling experience of a couple with consecutive miscarriages caused
by trisomy 21 and trisomy 18

FLH B ' (Maho Kuroda) . )13 /A Y ' (Ikuno Kawabata) . )& %17 ' (Tomoko Sahara) ,
{587 55 ' (Ai Hosaka) , 2 % 4% 57 12 (Masafumi Toyoshima) . — 52 75 '*® (Hidehiko Miyake) |
FJE 3 M (Kei Uehara) . AR 15 1° (Naoko Sakuma) . AHIH #kF 4 (Momoko Owada) .
SR H3E ' (Yumi Suzuki) . |1 552 ' (Takeshi Yamada)
1 HARERRANEHG B HRR
(Department of Genetic Medicine, Nippon Medical School Hospital, Tokyo, Japan)
2 HARERKZANEEE L2 Ek - rER
(Department of Obstetrics and Gynecology, Nippon Medical School Hospital, Tokyo, Japan)
3 BEOKLTRE NESALRIERZERIZER Bi5h Y ) 7 a—2R
(Department of Genetic Counseling, Graduate School of Humanities and Sciences, Ochanomizu University,
Tokyo, Japan)
4 HARERKEAERE e e
(Department of Gastrointestinal Surgery, Nippon Medical School Hospital, Tokyo, Japan)
5 HARERRZEN SRS H SR« BER
(Department of Otorhinolaryngology-Head and Neck Surgery, Nippon Medical School Hospital, Tokyo,
Japan)

Predictive genetic testing in asymptomatic minor sisters at risk of GAPPS

HEFH B+ ' Reiko Tsuda), 31 {E75 ? (Haruka Tsuji) . JEFH ZEAB+F° (Minako Hikita) . [ % 2 * (Rumi Matono)
I 585 (Ryo Yuge) . 5 2525 (Nami Mori), 31 F 25 (Keiji Tsuji), =75 ik ® (Norio Miharu)
1 R s N
(Department of Pediatrics, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital, Hiroshima,
Japan)
2 IREFRT IR B A
(Department of Nursing, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital)
3 IREFR TR RS
(Department of Clinical Genetics, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital)
4 JREFRT TR SR
(Department of Surgery, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital)
5 IREFR TR L dR R

(Department of Gastroenterology, Hiroshima Red Cross Hospital & Atomic-bomb Survivors Hospital)
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RSN Current status of remote genetic care and challenges to its use : From the results of a
survey of medical institutions

FiHY & 2! (Sayaka Ueno), Jf)1] B ' (Yusaku Urakawa) . “J-JN 52 2 (Akira Hirasawa)

1 BERERIE BEZA et 7/ LR
(Department of Genomic Medicine, Fujita Health University, Toyoake, Japan)

2 AR AT IS B R Al B R 5 R 2 ) B
(Department of Clinical Genomic Medicine, Okayama University Graduate School of Medicine, Dentistry and
Pharmaceutical Sciences, Okayama, Japan)

The Link from the Proband to Relatives in an HBOC Family Treated at Different Facilities

5 ZERF ' (Michiko Harao) . J3 i 7578 ' (Kasumi Ogihara) , {8 5% ' (Takayo Fukuda)

7% W42 ' (Satomi Shiba) , #A HEF- ' (Masako Sakuragi) . #IjR {2 (Yoshiko Yanagisawa)

1117 %2 | (Hironori Yamaguchi)

1 ERERKY Wk — AR
(Department of Gastroenterological, General and Transplant Surgery, Jichi Medical University, Tochigi,
Japan)

2 ERBERREWGE 7 Ly 2—
(Cancer Genome Medicine)

A Case of Tuberous Sclerosis Complex in Which the Desire for Childbearing Led to Dual
Genetic Diagnoses

1] " (Atsuko Tkegawa) . /NFH WD ¥ ! (tsuki Oda) . HIA] 42 ? (Ayami Nakamura)
K5 5] 2 (Atsushi Otsuka) . B 1555 ? (Takafumi Minami) . FHAE M5 ° (Masahiro Takita) .
B BHT- % (Akiko Kanto) . /N ZE51  (Yasushi Kotani) . K} |- 524 © (Kosuke Murakami) |
HAt 2B © (Noriomi Matsumura) . PEH F1EL "2 (Kazumasa Saigoh)
1 OEBASARNT BAL T2

(Department of Clinical Genetics)
2 EEARARCEGHR G T AR A BGRIZ A U V2 T —

(Department of Life Science, Graduate School of Science and Engineering, Kindai University)
3 ERAANERE KR

(Department of Dermatology, Kindai University Hospital)
4 EMRERT WIRESRE

(Department of Urology, Kindai University Hospital)
5 ERAZER HILaRNE

(Department of Gastroenterology, Kindai University Hospital)
6 EEMRERT EEM AR

(Department of Gynecology and Obstetrics, Kindai University Hospital)

Poster Session 3-12  ELSI / Psychosocial Aspects

H K:12H20H (+) 14:20 ~ 15:20

= B RAZ—2B2 OV T ¢ Ok sty x— 3F 315)
Date : Saturday, December 20 14:20 ~ 15:20

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P3-12-1 Current Status and Challenges of National NIPT Policy Involving Local Governments in

Japan: A Mixed-Methods Study

JRH 8" (Mikito Ota) | il 241 2 (Atsushi Kogetsw) . filTE FI A ! (Kazuto Kato)

1 RBORY: RAARIE AR IPFER OB & N BORY:
(Department of Biomedical Ethics and Public Policy, Graduate School of Medicine, Osaka University, Osaka,
Japan)

2 HUECRS: KRBT AWIIER) R B 0 7
(Department of Healthcare Ethics, Kyoto University School of Public Health, Kyoto, Japan)
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P3-12-2 Consideration of ELSI for the practical application of polygenic scores in Japan

LA 231 ' (Natsuko Yamamoto) . KK #i7- ' (Noriko Ohashi) . [1|H §57] 2 (Hiroshi Yamanaka)
B 1803 (Tohru Masui) | K311 2255 * (Kotone Matsuyama) | 1]l 5275 ° (Minae Kawashima)
1 KRR D3t & —
(D3 Center, The University of Osaka, Osaka, Japan)
2 RBEKY: v VSRS A TSR - it v 2 —
(Health and Counseling Center, The University of Osaka, Osaka, Japan)
3 HILEEBEAYE BT A
(College of Science and Engineering, Aoyama Gakuin University, Tokyo, Japan)
4 [ENLKH ERIE 22—
(National Center for Child Health and Development)
5 FATHALYAFET —EZN—Ar X —
(Database Center for Life Science)

Public Knowledge and Attitudes Toward Prenatal Genetic Testing in Japan: A Nationwide
Survey

V7K 28 12 (Mai I Shimizu) | 71)1] BEL75F > (Makiko Egawa) . K7 251/ ! (Akihiro Osaki)
KGR (Hiroki Kurahashi) , 7Nk - ° (Tomoko Kobayashi) | {4 & © (Osamu Samura)
F 1 7213 F " (Nahoko Shirato) . 77PNl Tl ® (Chisen Takeuchi) . FHH F]EH 8 (Shiro Tanaka) .
VhtE EA11° (Masakazu Nishigaki) , — |+ #255 '© (Mikio Mikami) , [L[[H & A ® (Shigehito Yamada)
(LI 221), ' (Takahiro Yamada) . 75 [T S ® (Masayuki Yoshida) , 25 59K 12 (Izen RD) . /NP A54E © (Ikuo Konishi) |
= 5= " (Hidehiko Miyake)
1 BROKLFRERERGE Sl HARESR
(Ochanomizu University, Tokyo, Japan)
2 WEEFERRYE T Lis iR
(Tokyo Women's Medical University, Tokyo, Japan)
3 HLIREARY
(Institute of Science Tokyo, Tokyo, Japan)
4 RHERRE
(Fujita Health University, Aichi, Japan)
5 LR
(Tohoku University, Miyagi, Japan)
6 HLURHIRERRYE
(The Jikei University School of Medicine, Tokyo, Japan)
7 ERIERRY
(Showa Medical University, Tokyo, Japan)
8 LR
(Kyoto University, Kyoto, Japan)
9 EPREREALAE
(International University of Health and Welfare, Tokyo, Japan)
10 i EEFER
(Shonan University of Medical Sciences, Kanagawa, Japan)
L1 JEHRE R
(Hokkaido University, Hokkaido, Japan)
12 IR
(The University of Tokyo, Tokyo, Japan)

P3-12-4 Developing Adolescent-Friendly Materials on Re-consent in Genomic Research:
A PPI-Based Approach

FRAH 2+ (Hiroko Terui-Kohbata) . [L7 f% 2 (Midori Yamamoto) . 17 A% (Tomoyo Takeuchi)
Ef a1 (Fuji Nagami), Ui &5H% ® (Kaori Muto) . 75 =z ! (Masayuki Yoshida)
1 ERPE R R R SARE A HIZeR JatE Bl R R ) B
(Department of Life Sciences and Bioethics, Graduate School of Medical and Dental Sciences, Institute of
Science Tokyo)
2 TERY FUIESEZ—
(The Center for Preventive Medical Sciences, Chiba University)
3 HREMERRE D < Ee MRS AN Ty a—
(Tsukuba Human Tissue Biobank Center, University of Tsukuba Hospital)
4 LR IEA T 1 A1)V« AN KRS
(Tohoku Medical Megabank Organization, Tohoku University)
5  HEURZERZEMIL & N7/ LT 2 2 — NEEERIHIE 7
(Department of Public Policy, Human Genome Center, The Institute of Medical Science, The University of
Tokyo)
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Poster Session 3-13 Education / Awareness

H WK 12H208 (1) 14:20 ~15:20

= B RAX—22 OV T o akfi 2t 2— 3F 315)
Date : Saturday, December 20 14:20 ~ 15:20

Room : Poster Room 2 (315, 3F, PACIFICO Yokohama)

P3-13-1 Factors affecting accuracy of offspring-reported parental disease history in the TMM
BirThree Cohort Study
5 H BAT- "% (Akiko Yoshida) . {5 %&HA  (Tomoharu Tokutomi) . BE[[] 3f— *5 (Shinichi Kuriyama)
FF 15 B 15 (Atsushi Hozawa) . KAk F5H5 17 (Hideki Ohmomo) | ZEji%E 13— 7 (Yoichi Sutoh) |
/NG BE- 1T (Shohei Komaki) | 757K JEE 7 (Atsushi Shimizu) | 3k All— *° (Soichi Ogishima)
Ef J& — *° (Fuji Nagami) . #555 BH%7% >® (Akimune Fukushima) | #3755 172 ' (Nobuhiro Suzumori)
PHEF 5 = "? (Kozo Tanno)
1 AFERKY EEEFLEEART WD THILA T ¢ A1)« X8 7 HkE
(Iwate Tohoku Medical Megabank Organization, Disaster Reconstruction Center, Iwate Medical University)
2 ETFBERRYE B
(School of Medicine, Iwate Medical University)
3 IR ERR: NERE
(Department of Pediatrics, Kawasaki Medical School)

4 HAERY: HACA T ¢ 2L« AN T B
(Tohoku Medical Megabank Organization, Tohoku University)

5 HULRZARIERE ERmise Rt
(Graduate School of Medicine, Tohoku University)
6 ALK KERAE BT
(International Research Institute of Disaster Science, Tohoku University)
7 CEFERKE ESER SV
(Institute for Biomedical Sciences, Iwate Medical University)
8 b B A&k
(Kitakami Saiseikai Hospital)
P3-13-2 Representation of cancer in pediatrics, adolescents, and young adults in TV programs of
Japanese public broadcaster
2 773 " (Hiromi Moriya) . #AA #3 ' (Yutaka Matsumoto) , A B {8 -2 (Yuko Ohnuki)
Wi —35° (Kazuyoshi Hosomichi) | 7 HH 4 (Megumi Kagotani), ¥ 7 H 2 (Banri Tsuda)
1 RIBERAEAEE LR
(Faculty of Nursing, Tokai University School of Medicine, Kanagawa, Japan)
2 HUBREARAGRIE AR
(Faculty of Medicine, Tokai University School of Medicine, Kanagawa, Japan)
3 BRI R AR A A R R AR
(School of Life Science, Tokyo University of Pharmacy and Life Sciences, Tokyo, Japan)
4 EMOREAR A HEE A2
(Faculty of Health Sciences, Kyorin University, Tokyo, Japan)
P3-13-3 Implementation of a human genetics education for primary school students: evaluation by
participants and parents

Fil B ' (Sayoko Haruyama), BB HE+ 1 (Masako Torishima) . FIFH #¥{— '* (Takahito Wada)
1 BRI AR b S -2 HE

(Department of Clinical Genetics Units, Kyoto University Hospital, Kyoto, Japan)
2 HURBRE REZGEEZAWITERE 7/ LE SR

(Department of Genomic Medicine, Kyoto University School of Public Health, Kyoto, Japan)

eRiEEis] A Study on the Utility of Non-governmental Genetic Disorders Info Media: Impact on
Diagnosis and Behavioral Change
TR BT (Akiko Nihed) , SEIF 185 T (Yuri Shibasaki) . Hiifk 7525 2 (Kana Horikoshi) . 7K TN I£2 2 (Shun Kinoshita)
1 #HN&tEQLife A7« 7R&D=E
(Department of Media Research and Development, QLife, Inc., Tokyo, Japan)
2 ZLARV=X=TT 1 YITHRASHAT 1 A~ —r Z—FEH
(Medical Marketer Division, M3 Marketing, Inc., Tokyo, Japan)
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P3-13-5

P3-13-6

P3-13-8

A Video Explaining the Relationship Between Genomic Research and Society

i 54 12 (Hideki Yui) . {7 Bk ' (Momoko Sato) . KA ZFEAF ' (Miyoko Oki)

FgE £ 1A ' (Mayumi Kusunose)

1 BREAIET M ER AT o 2 — L@ ERPARE L O - TYA VBT — L
(Laboratory for Biomedical Ethics and Co-design, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)

2 AR RABHR A WIS E A o R — btk 2 —
(Center for Birth Cohort Studies, University of Yamanashi, Chuo, Japan)

Educational Practice and Evaluation of Genetics Lessons in Secondary Schools in
Cambodia and Japan

i 2 AR T 2 (Motoko Sasaki) , /54 /K Fi%% * (Kota Sasaki), [{f] 4 FH 1 * (Kazuhiko Mamada)
=2 75 ' (Hidehiko Miyake)
1 BERDIKLFICERARE NHSUERIRBIEAATER 54 79 A T2 AERGEIEA D &Y > 70— A/
(Department of Life Sciences, Genetic Counseling, Ochanomizu University, Tokyo, Japan)
2 BROKZTFKRY Ca—<VIATHA LY AT
(Institute for Human Life Science, Ochanomizu University, Tokyo, Japan)
3 BRIE[ENI A JeE AR
(Innovative and Practical Studies, Yokohama National University, Yokohama, Japan)
4 ENLT URVRE NSRS
(Faculty of SocialbScience and Humanities, Royal University of Phnom Penh, Phnom Penh, Cambodia)

Practice and Issues of Clinical Genetics Education for Junior Residents

Ek B 1 (Makiko Tominaga) . #8F %24 ! (Ayano Sakurai) . F£J 1| F15 % (Yuki Igawa)
Ly diE2E " (Ayumi Okuyama) | FI5% 75 F 1! Mikiko Izumi) | Al 75 {EE " (Kiyotake Ichizuka)
1 BRRIERC ARG AT AR - 7/ LR > 2 —
(Center for Clinical Genetics and Genomic Medicine, Showa Medical University Northern Yokohama
Hospital, Kanagawa, Japan)
2 WEMERICARTT LR C L 2 —
(Children’s Center, Showa Medical University Northern Yokohama Hospital, Kanagawa, Japan)
3 EHMIERA ARG LRl ek AR
(Obstetrics and Gynecology, Showa Medical University Northern Yokohama Hospital, Kanagawa, Japan)
4 HERRHRRE BRRERIER - > 2 —
(Center for Clinical Genetics, Showa Medical University Hospital)

Municipal Health Promotion Initiative Using Genetic Risk Information for Multifactorial
Disorders in Tamano City, Japan

(LI {E3% " (Kana Yamatogi) . [l Tt "2 (Tetsuya Okazaki) . J428F 2437 12 (Chika Fukano)
1] FEJE 1 (Mashu Futagawa) . A3 B ! (Risa Osumi), i1 ZE2£)Y ' (Fumino Kato)
LAk 9555 12 (Hideki Yamamoto) , A BT+ (Machiko Hased) . {1} & ) -3 (Yuriko Itami) |
T T2 (Yoshie Takata) . [a]F: 47 5 ® (Yuri Mukai) | JiféJi 75 (Yoshiko Fujiwara) |
2 HFEF* (Yumiko Tada) | /JVHK 22 5 (Yutaka Kobayashi) | 3z [ {8 ° (Ken Sakaguchi) , IR 52 ' (Akira Hirasawa)
1 BRI B R AL T2 et
(Department of Clinical Genetics and Genomic Medicine, Okayama University Hospital, Okayama, Japan)
2 B 2EIR TSR E 1 b 2 I g PRS- R 7 o W7
(Department of Clinical Genomic Medicine, Okayama University Graduate School of Medicine, Dentistry and
Pharmaceutical Sciences, Okayama, Japan)
3 EEFTHARAT (R AR
(Health and Medical Affairs Section, Tamano City Office, Tamano, Okayama, Japan)
4 KW R AL
(Health and Welfare Department, Tamano City Office, Tamano, Okayama, Japan)
5 NITTL>VayAFayopkdatt
(NTT Precision Medicine Corporation)
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Rl Establishment and operation of the Gunma Prefecture Genomic Medicine
Countermeasures Council
/N JEE 2 (Atsushi Ozawa) | B A gL 3 (Takeshi Miyamoto) | [Lj[] 45 * (Yu Yamaguchi)
G B 2 (Masashi IshiD) | 259E Al ° (Daisuke Takahari) . % filt—E[$ ! (Kenichiro Hata)
1 BEISRY: BR2AER M@l s 1R el
(Division of Genetics, Gunma University Hospital)
2 BN R2EBE DRI AR
(Gunma University Graduate School of Health Sciences)
3 BRI WAt Z—
(Gunma Prefectural Cancer Center)
4 PSS NIRRT 2 —
(Gunma Children’s Medical Center)
5 BEISKY: R2ERE BR2ERIZERL B AR

(Department of Medical Oncology, Gunma University Graduate School of Medicine)

> >F 3>t I+ — / Luncheon Seminar

SUFaaVEISF—1 JVZANNY TV ADRRESEDRE

Luncheon Seminar 1  Current Status and Future Implementation of Clinical Sequencing in Japan

H Ko12H18H (K)  12:25 ~13:25

= B UE3RY O T okt Kty Z— 3F 303)

FE R AR S RARERRE SRR EN R R 2 —)

O AV I RS

Date : Thursday, December 18 12:25 ~ 13:25

Room : Room 3 (303, 3F, PACIFICO Yokohama)

Chair : Kenichiro Hata (Department of Human Molecular Genetics, Gunma University Graduate School of Medicine /
National Center for Child Health and Development)

Co-hosting = Illumina K.K.

LS1-1 Clinical sequencing today and its implementation: opportunities for small laboratories
A 25/T (Kosuke Taniguchi)
BEB KPR BB AR IIZER EN R H R e v 2 —

(Department of Human Molecular Genetics, Gunma University Graduate School of Medicine / National Center
for Child Health and Development)

From Sequencing to Insight: lllumina’s Integrated Platforms Featuring Multi-omics,
DRAGEN, and XAl
/K fd— (Kenichi Sajiki)

AV 2 F Rtk
(Illumina K.K.)

SUFavEIFr—2 IL/MAZVIT/LIVEYTICKBET / LEESRER

Luncheon Seminar2  Electronic Genome Mapping for human whole-genome structural
variation analysis

H 128180 OK) 12:25~13:25

2 U WARY OV T Ot &ty &— 3F 304)

JE R E (ENZHPEREE NERL LA EFIE - > 2 =7 LIEFHTFLH)

O RS RN TS

Date : Thursday, December 18 12:25 ~ 13:25

Room : Room 4 (304, 3F, PACIFICO Yokohama)

Chair : Tadashi Kaname (National Center for Child Health and Development, Department of Genome Medicine)
Co-hosting : Hitachi High-Tech Corporation

LS2-1 Advancing Structural Variant Analysis with Electronic Genome Mapping (EGM)

Edd Lee
Nabsys
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LS2-2 Nabsys OhmX as part of a comprehensive multi-omics strategy for undiagnosed disorders

Catherine Brownstein
Harvard Medical School Assistant Professor

SUFaveI+r—3 AYIU—FY—UIY—lc&B Y E— MERERIT

Luncheon Seminar 3  Investigation of Repeat Expansion Diseases Using Long-Read Sequencing

H 128180 (OK) 12:25~13:25

= Y iEsRY OV T okt Rty Z— 3F 311+312)

JE R =T (RERAEMERAK (BER) NERES)

O P I—T YU AT YK aHE

Date : Thursday, December 18 12:25 ~ 13:25

Room : Room 5 (311+312, 3F, PACIFICO Yokohama)

Chair : Noriko Miyake (Department of Pediatrics, Nagasaki University Institute of Biomedical Sciences)
Co-hosting: TOMY DIGITAL BIOLOGY CO., LTD.

LS3-1 Application of PacBio PureTarget Technology for Analyzing Human Repeat Expansion
Disorders
FAAN [E 3 (Naomichi Matsumoto)

RN R A E e R > SR
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)

ZVFarvtir—4
Luncheon Seminar 4

H B:12H18H OK) 12:25~13:25

= Bimenty OV T o Ot Rty Z— 3F 313+314)

B /N fERER (BEHESRIARY: RAATS R s > 2 —)

O MR IRT =R - FRT T/ aY—X

Date : Thursday, December 18 12:25 ~ 13:25

Room : Room 6 (313+314, 3F, PACIFICO Yokohama)

Chair : Kenjiro Kosaki (Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
Co-hosting : Oxford Nanopore Technologies

Exploring New Frontiers in Disease Research with Nanopore Long-Read Sequencing
= & fgt (Fuyuki Miya)

BEMESREANR S R IR Rt > 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)

SYFavEIf—5 #HaMe MNERRODFEGENT TO—F

Luncheon Seminar5  Molecular Genetic Strategies for Human Rare Diseases

H WK:12H19H (&) 12:50~13:50

= B EIRYy OSU 7Okt 2ty 22— 5F 501+502)
e DB EH] (Twist Bioscience)

$L fi# : Twist Bioscience

Date : Friday, December 19 12:50 ~ 13:50

Room : Room 1 (5014502, 5F, PACIFICO Yokohama)

Chair : Masanori Noguchi (Twist Bioscience)

Co-hosting © Twist Bioscience

Molecular Genetic Approaches for Rare Diseases through Exome Sequencing and Multi-
Omics Analyses
¥t %Y (Hirotomo Saitsu)
PNV SN Al Ve ke 2o SRVl (e 7
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
Enhanced Flexibility with Extended Targets in Twist Exome Capture

FHAY (5 (Toshiki Taya)
Twist Bioscience
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SYFavE3IF+—6 SMA - DMDICHV B REFTDARHEK

Luncheon Seminar6 Latest Treatment Strategies for SMA and DMD

H 128190 () 12:50 ~ 13:50

= B oWReayy O T o akii At X— 5F 503)

B R TS el GRERERY: NI RERSEL)

6 fiE SRR

Date : Friday, December 19 12:50 ~ 13:50

Room : Room 2 (503, 5F, PACIFICO Yokohama)

Chair : Yasuhiro Takeshima (Department of Pediatrics, Hyogo Medical University)
Co-hosting© CHUGAI PHARMACEUTICAL CO., LTD.

LS6-1 Future directions in the management of Spinal Muscular Atrophy
152 [fERC (Tozawa Takenori)
GBI AL ERIR AR AR IE 2R /N R
(Department of Pediatrics, Graduate School of Medical Science, Kyoto Prefectural University of Medicine, Kyoto,
Japan)

LS6-2 Gene Therapy for Duchenne Muscular Dystrophy: Prospects and Challenges as a New
Treatment Option
2 S+ (Tomoko Lee)

TEEERRIRSE /N R 2l e
(Department of Pediatrics, Hyogo Medical University)

ZUFavEIF—T7 FAVI-LRBIHIBHERII Y-V I ~RREFORY fHIH~

Luncheon Seminar7  Newborn Screening for Lysosomal Storage Diseases: Tokyo Metropolitan
Government'’s initiative

0 12H19H (&) 12:50 ~ 13:50

b DE3RYE OSVT o Ol Rty X— 3F 303)

Emi s AQEERZER BTSRRI R KR AR AR )

L I TINR T —T 0 F AKRASHE

Date : Friday, December 19 12:50 ~ 13:50

Room : Room 3 (303, 3F, PACIFICO Yokohama)

Chair : Fumio Takada (Department of Medical Genetics and Genomics, Kitasato University Graduate School of Medical
Sciences)

Co-hosting : Amicus Therapeutics K.K.

Newborn screening for Lysosomal Storage Diseases: Tokyo Metropolitan Government's
initiative
/PR 1TEZA (Masahisa Kobayashi)

R ERR Y N R AR
(Department of Pediatrics, The Jikei University School of Medicine, Tokyo, Japan)

SVFavtIir—8 NEOFIVHRE I EGEREE

Luncheon Seminar8  Rare Genetic Disorders in Children: Progeria and Progeroid Syndromes

H K 128190 GB)  12:50 ~ 13:50

2 Ui WARY OV T Ot &ty &— 3F 304)

JE R /N g (ENLREERTI Y v 2 — B v 2 — B2 ERD

o 72y Akt

Date : Friday, December 19 12:50 ~ 13:50

Room : Room 4 (304, 3F, PACIFICO Yokohama)

Chair : Rika Kosaki (Division of Medical Genetics, National Center for Child Health and Development)
Co-hosting * AnGes, Inc.

Hutchinson-Gilford Progeria Syndrome: Pathogenesis, Organ-Specific Manifestations,
Diagnosis and Therapy
FEJE 2 — (Kenji Thara)

RITREE RS /INERL A
(Department of Pediatrics, Faculty of Medicine, Oita University, Oita, Japan)
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ZUFavEIF—9 EMFNEIURENYRY b OFERZIR/ICBEVWTRESNE
RHDISBERNR b TS5 7 7 14 DR

Luncheon Seminar9  Implementing ISBER Best Practices 5th Edition (Japanese Edition):
Standardizing Biobank Specimen Utilization and Optimizing Sample
Management with Barcoded Tubes

11273190 (&) 12:50 ~ 13:50

= B SR OV T okl &tk Z— 3F 311+312)

i 2 IHIB N =T 0wy =Y AL T 10 T 0 v 7 EE N B AR IR R e
(CIBER))

VT vy AT AT 4w

Date : Friday, December 19 12:50 ~ 13:50

Room : Room 5 (311+312, 3F, PACIFICO Yokohama)

Moderator : Yoshihito Nakajima (Thermo Fisher Scientific K.K./Council for Industrial use of Biological and Enviromental

Repositories)
Co-hosting * Thermo Fisher Scientific

LS9-1 How to Use the Japanese Version of ISBER Best Practices (5th Edition) for Biobank
Specimen Utilization
R — 2 (Kazuyuki Matsushita)
THERZE A NIERIT AT - BRRER GO IS 2B/ DAY/ Lty 2— /a2 —
(Department of Laboratory Medicine & Division of Clinical Genetics and Proteomics/ Center for Cancer
Genomes/Center for Ultrasound, Chiba University Hospital)

LS9-2 ISBER Best Practices (5th Edition) recommend 2D tube for sample management,
enhancing efficiency and reliability.
H & 5L (Hiroki Nakajima)
V=Tt vy —HYALYT 147 4w VKA T R T 0 X7y
(Thermo Fisher Scientific K.K., Tokyo, Japan)

SYFavtZF+— 10 InheriNextDsEMEIRE DR TOLR

Luncheon Seminar 10  Performance Evaluation of InheriNext and Its Unique Analysis Workflow

H K 128190 GB)  12:50 ~ 13:50

2 GimeRyy OV T ot &ty &— 3F 313+314)

JE R R R GO FERICERERE AR JoinE mER AR BCBIEFE AN 7/ LigERD
#E (ENIREERITE 2 — 7 LEFRIRIEHR)

1L fi# : Compasstkiiett

Date : Friday, December 19 12:50 ~ 13:50

Room : Room 6 (313+314, 3F, PACIFICO Yokohama)

Chairs : Toshiyuki Yamamoto (Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
Tadashi Kaname (Department of Genome Medicine, National Center for Child Health and Development)

Co-hosting * Compass K.K.

Approach to Improve Accuracy and Efficiency in Variant Pathogenicity Evaluation:
InheriNext Experience in Cardiomyopathy
=R £ (Yohei Miyashita)
E VL EER AR e o 2 — BRI E
(National Cerebral and Cardiovascular Center)
Streamlining Genetic Diagnosis of Neuromuscular Diseases: Efficient Variant Annotation
via Lab-Industry Collaboration
5 i 175+~ (Wakako Yoshioka)
FENTRE M - MR IRITZE Y o 2 — MRS AT PRI s —

(Department of Neuromuscular Research, National Institute of Neuroscience, National Center of Neurology and
Psychiatry (NCNP), Tokyo, Japan)
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SUFavEIF—11 ZxZIbF b VREDZR & BE

Luncheon Seminar 11 Diagnosis and Treatment of Phenylketonuria

H B :12H20H (1) 12:00 ~ 13:00

= HoWeatyy O T akik At X— 5F 503)
LN R R =P M ON TUNTFNE D)

A FTI T =RV a—T 1 IV v SR A
Date : Saturday, December 20 12:00 ~ 13:00

Room : Room 2 (503, 5F, PACIFICO Yokohama)

Chair : Haruo Shintaku (Osaka Metropolitan University)
Co-hosting * BioMarin Pharmaceutical Japan K.K.

LS11-1 Phenylketonuria : Pathophysiology and its impact on adulthood

$¥] B 1 (Atsuko Noguchi)

FRER
(Akita University)

EREEZE  Clinical Experience with Pegvaliase in classical Phenylketonuria
iy #3 (Chika Takano)

HAR Y
(Nihon University School of Medicine)

SVFIavEIF—12

Luncheon Seminar 12

H K:o12H20H () 12:00 ~ 13:00

= B UE3ay O T ok 2t XZ— 3F 303)

FE R PR AERES CGREOAE AR SR EERaR AR e fE B as R i )
TV T Y —HA

Date : Saturday, December 20 12:00 ~ 13:00

Room : Room 3 (303, 3F, PACIFICO Yokohama)

Chair : Seitaro Nomura (Department of Cardiovascular Medicine, The University of Tokyo Hospital)
Co-hosting : Agilent Technologies, Inc.

LS12 Quality-Controlled Genetic Testing at NCVC: ACCE-Based Evaluation of LDTs and
Perspectives for Clinical Application

=R £ (Yohei Miyashita)
E N IEERER 7S > 2 — UG TEE HE RBOR A A I R R b SR T RoFT
(National Cerebral and Cardiovascular Center / The University of Osaka Hospital)

SUFarvezI+—13
Luncheon Seminar 13

H K:12H20H (+) 12:00 ~ 13:00

= G UHARY OSU T aMiR Rty X— 3F 304)

B R TR BB (RGURSER AR el Bl BRI A Fe R MBI/ LA 70 57)

ik — >~ 7 a T4 I 7 A-Part of Thermo Fisher Scientific /BRI IEF Y £ 23 A

Date : Saturday, December 20 12:00 ~ 13:00

Room : Room 4 (304, 3F, PACIFICO Yokohama)

Chair : Yoichiro Kamatani (Department of Computational Biology and Medical Sciences, Graduate School of Frontier
Sciences, The University of Tokyo)

Co-hosting = Olink-Part of Themo Fisher Scientific / RIKEN GENESIS CO.,LTD.

LS13-1 Applications of Olink Proteomics in Large-Scale Molecular Epidemiologic Studies in Japan

FiJE FEACHER (Keitaro Matsuo)

EZHRMALE Y Z—

(Present Division Chief, Division of Cancer Epidemiology and Prevention, Aichi Cancer Center Research
Institute)
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LS13-2 From Broad Discovery to Clinical Translation: High-Throughput Proteomics with Olink®
Explore HT and Olink® Reveal
FA2E ¥ (Wataru Kai)

FGATTI /A=Y v NS
(Proteomic Sciences, Life Technologies Japan Ltd.)

A4 —Yt I+— / Sweets Seminar

AAL=YEI+—1 XK/ LEERDERER !
AVINTDANGST—2BERBEOV T ) — R —F Y ADRFIE

Sweets Seminar 1 Information Infrastructure of Next-Generation Genomic Medicine : In-House
NGS Data Management and Advances in Long-Read Sequencing Analysis

it 12H18H (OK) 1555 ~ 16:55

DAY OV T g bR &gt Z— 3F 3114312)
B b #R (ST =21

S C S e

Date : Thursday, December 18 15:55 ~ 16:55

Room : Room 5 (311+312, 3F, PACIFICO Yokohama)

Chair : Yasuo Uemura (GeneBay, Inc., Yokohama, Japan)

Co-hosting : GeneBay, Inc.

B D m
i

N
/!
=
mE

Recent Topics in Comprehensive Rapid Variant Search Systems for In-House NGS Data
and Long-Read Sequencing
FAAS [ 3H (Naomichi Matsumoto)
R VA NS - (s
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
GPU-Powered NGS Data Analysis and In-House Variant Database for Next-Generation
Genomic Medicine
FAF Z25 (Yasuo Uemura)
R ar Ve
(GeneBay, Inc., Yokohama, Japan)

AA—=Yt37—2 BEHREORPERICAFHBAFERIARIV-—Z2VTE
BEAOEIVT

Sweets Seminar2  Advancing Early Detection of Genetic Conditions: The Role of Expanded NBS
and Genetic Counseling

H K:12H19H (&) 1510~ 16:10

= B WsRY OSV T« Ol &ty Z— 3F 311+312)

JE R RS QEERSARCERERERITTIR BRAREREE S IR RS )

oy T o Mat

Date : Friday, December 19 15:10 ~ 16:10

Room : Room 5 (311+312, 3F, PACIFICO Yokohama)

Chair : Fumio Takada (Department of Medical Genetics and Genomics, Kitasato University Graduate School of Medical
Sciences)

Co-hosting : Sanofi K.K.

Advancing Early Detection of Genetic Conditions: The Role of Expanded NBS and Genetic
Counseling
45 H FAT (Ohsuke Migita)
W) 7 FERRE MR - BRI
(Department of Laboratory Medicine,St.Marianna University School of Medicine)
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AR P—R 2RI L/ Sponsored Symposium

ARV —RIVRITVL b bEET / LRI EEABERANT VY AD RO—F"2EZ S
Sponsored Symposium Human Embryos and Genome Analysis: Defining the Next Steps in
the Governance of Medical Research and Development

H 128190 (8 940~ 11:40
= B H3RY OSVT g aMik Rty x— 3F 303)
FE R A (ERZRIZERFEEN HARESIZEH 5 ERRS (AMED))
Kk & (ENRCEEN REURY: EREENTZERT I BORWIZE 0 )
O - ENZHIZERRREE N HAREFITFLRAFE NS (AMED)
Date : Friday, December 19 9:40 ~ 11:40
Room : Room 3 (303, 3F, PACIFICO Yokohama)
Chairs : Hitoshi Nakagama (Japan Agency for Medical Research and Development)
Kaori Muto (Department of Public Policy, The Institute of Medical Science, The University of Tokyo)
Co-hosting : Japan Agency for Medical Research and Development

PGT-M in Japan: The Next Step Forward
5 H HiE=E (Masayuki Yoshida)
N R AENBO R E R BT 2R
(Department of Medical Genetics, Institute of Science Tokyo)
Ethical, Legal, and Social Issues Raised by PGT-M
BB %% (Tsutomu Sawai)
ENLRAEN IRER: KB AN 2R AR
(Graduate School of Humanities and Social Sciences, Hiroshima University, Japan)
Human Embryo Genome Editing and Whole Genome Sequencing: Current Status,
Scientific Needs, and Ethical Challenges
Ff /A JEE D7 (Hidenori Akutsu)
ENZ e RFEEN BE ERI e > 2 — - WHEAT AhE R v 2 —
(Center for Regenerative Medicine, Center for Child Health and Development)
Current issues and future direction regarding the governance of the human embryos
handling including PGT-M
H#HH - (Ayako Kamisato)
ENZAFFEFEEN O EFY L > 2 — - WEgein RSk
(National Center for Child Health and Development, Tokyo, Japan)

N XA EZIF—

A7 LA RBERE/IN XA = F— 2025

H B:12H19H G 9:30~12:30
= BNV AF eI S22 OV T o Okl Rt X — 4F 413)

B 157K ] (Kenji Shimizu)
BN T & Bkt
(Shizuoka Children’s Hospital)
K KA (Daiju Oba)
FRESNRBER R 2 — B ER
(Division of Medical Genetics, Saitama Children's Medical Center)
HH &2 (Yukiko Kuroda)

MER)IRALC E R R > 2 — sk
(Division of Medical Genetics, Kanagawa Children's Medical Center)
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ATAHIVINAA AV TART AR T—9ayv T [R—=IvT]

H W :12H20H (+) 10:00~ 12:00/ 13:30 ~ 15:30
2 BNV RFEIF—BIEL OV T o Al Btk X — 4F 411+412)

w

Eif

R ES R

A5 H AT (Ohsuke Migita)

W) 7 2 F IR BRRAIE

(Department of Laboratory Medicine, St. Marianna University, School of Medicine)
B 23St (Kosuke Taniguchi)

REB IR R 2GR 2RI A RER

(Gunma University Graduate School of Medicine, Department of Human Molecular Genetics)

/PR AN (Hisato Kobayashi)
WHERKRY: 7/ LERPE

(Department of Medical Genome Science, Dokkyo Medical University)

fik ¥7 S (Tetsumin So)

E N RE ERRIZE Y > 2 — RS HREL RS R AR ARG R 2R e R - Ml e ¥
(Department of Clinical Genetics, National Center for Child Health and Development / Department of Molecular
and Cellular Biology, Graduate School of Medicine, Gunma University)

ATABIVINAFA AV TART AR T—923v T [7 FINVAR]

H ®:12H20H (1) 10:00 ~ 12:00/ 13:30 ~ 15:30
& BNV ZF R IF—R2 OV T ¢ A St & — 4F 413)

B

R ES )

= &Rt (Fuyuki Miya)

BEMERIANR 2R A AR o R —

(Center for Medical Genetics, Keio University School of Medicine)

R # N (Hisato Suzuki)

FPE B EFR B R i

(Department of Medical Genetics, University of Tsukuba, Ibaraki, Japan)
KH i (Kai Ohta)

BEEF SRR AT R B R 2 v 2 —

(Center for Medical Genetics, Keio University School of Medicine)

HEAY #87f: (Sadahiro Kumagai)

BEHERRAR AR AR AR R > 2 —
(Center for Medical Genetics, Keio University School of Medicine)
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