





IR K8 / Presidential Lecture

IBEE:#E / Presidential Lecture

H B 104 12H () 11:10~12:00

= B CE1aE (U RAVFa—)UlGEAR 3F R—)LL—L BCO)

FER ST SE GLIRIERDC AR AR )

Date ! Saturday, October 12 11:10 ~ 12:00

Room :Room 1 (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)

Chair  : Akihiro Sakurai (Department of Medical Genetics and Genomics, Sapporo Medical University)

Rare disease genomics research now and in the future
Fi7 38 (Naomichi Matsumoto)

Lt VN NS e Rl
(Yokohama City University Graduate School of Medicine)

Nature’s 10 %5538 /E / Nature’s 10 Special Lecture

Nature’s 10 #55!5&:% / Nature’s 10 Special Lecture

H K D104 10H OK) 10:40 ~ 11:30

= 5 CE1e% (I RAVFa—)ULRKGEAR  3F R—)LL—L BC)
FER o RER R (ERZEERIE > 2 — E8imigiit v 2—)

Date  : Thursday, October 10 10:40 ~ 11:30

Room :Room 1 (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)

Chair  : Kenji Kurosawa (National Center for Child Health and Development)

Synthetic germ line: insights from the reconstitution of cellular and molecular networks
for germ cell development
bk 7z 42 (Katsuhiko Hayashi)
1 RBRORE « KEERBIR AR/ IR} « A0 R
(Department of Genome Biology, Graduate School of Medicine, Osaka University, Suita, Japan)

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

3 RBCREE - R aniRRENT ek

(Graduate School of Frontier Biosciences, Osaka University, Suita, Japan)

ZRTtEH V&EEEELERE/
Human, Language, and Genetics

H K 108 11H & 1530~ 16:30

2 B CE1Ia (U FAVFa—)ULIRAGERE 3F R—)L)L—L BC)

BRI R GLIRERER AR AR (RIE Y

Date ! Friday, October 11 15:30 ~ 16:30

Room :Room 1 (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)

Chair @ Akihiro Sakurai (Department of Medical Genetics and Genomics, Sapporo Medical University)

Genetic and linguistic evolution studied by the GelLaTo database
17K EAER (Kentaro Shimizu)

University of Zurich, Institute of Evolutionary Biology and Environmental Studies
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H K :10H11H & 16:50~ 17:50

2 % B (U RAVFa—)UIIRRKERE 3F A—Lb—L BO)
Date  : Friday, October 11 16:50 ~ 17:50

Room : Room 1 (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)

PP2 BECAFADERLRF. BIfFEETOREA
—ilEs FS
TRAHER

Invited Lecture

Invited Lecture 1

H & :10H10H (OK) 12:55~ 1345

2 % THE1IRS (I RAVF - VILIRKGERE 3F  AR—LL—L BC)

BE RO R GLIRERPEEE AR )

Date  : Thursday, October 10 12:55 ~ 13:45

Room :Room 1 (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)

Chair @ Akihiro Sakurai (Department of Medical Genetics and Genomics, Sapporo Medical University)

IL1 [BR] ZH<>TIARBEER] OMRE - BRRDSHMOTHEINEZ L
— 20t DEBLEL2H S0 EET/LDOFEFR] AN

I #8 N (Hiroto Kawabata)

{E5 (writer)

Invited Lecture 2

H K 104 10H OK) 13:55~ 14:45

= 5 E1e (I RAVFa—)ULRKGEAR 3F R—)LL—L BC)

FE R i S5k CbHmE R AR BARR (ST R2 5t

Date  : Thursday, October 10 13:55 ~ 14:45

Room :Room I (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)

Chair  : Takahiro Yamada (Division of Clinical Genetics, Hokkaido University Hospital)

#rBKREEAOAO SAPPOROM( kit | I EBE |
LN 4 (Masao Yamauchi)
LKA AOAO SAPPORO R / Bt th 4 4

Invited Lecture 3

H B t10H11H (&) 13220~ 14:10

2 B tE1as (IR AVF a—)ULIRRERE  3F R—)L)L—L BC)
Bl e (LA AR

Date  : Friday, October 11 13:20 ~ 14:10

Room : Room 1 (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)

Chair  : Hiroyuki Ishiura (Department of Neurology, Okayama University)

IL3 Identifying, Profiling and Therapeutically Clearing Senescent Cells in Alzheimer’s
Disease

Miranda Orr
Wake Forest University School of Medicine
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Invited Lecture 4

H K 108 11H (& 1420~ 15:10

2 % CHE1RE (I RAVF - VILIRKERE 3F  AR—LL—L BC)

BE R SRR TR ER GREURSE REABHTEEEI AR £ 7ERD

Date ! Friday, October 11 14:20 ~ 15:10

Room : Room 1 (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)

Chair  : Yoichiro Kamatani (Graduate School of Frontier Sciences, The University of Tokyo)

Advancing Genomic Medicine for Rare and Common Diseases

Gail P. Jarvik
University of Washington Medical Center

% tE 12 (U5 Y RAVF a—ULIBGERE  3F  AR—)L—L BC)
B EE (BT ER AR E AT RhE R
Date  : Thursday, October 10 15:05 ~ 16:05
Room :Room 1 (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)
Chair  : Naomichi Matsumoto (Department of Human Genetics, Yokohama City University Graduate School of
Medicine)

B

H K :10H 10H OK) 15:05~ 16:05
/ﬁ\

ﬂu’_‘

=8 Rare disease genetics in children: novel genetic and phenotypic variations
5 B (Shigeo Kure)
EWIRNT C E B IR
(Miyagi Children’s Hospital)

=178 Lessons from human genetics and our future

P BH (Akira Hata)

B RS TR

(Chiba Foundation for Health & Disease Prevention)

BHE - 1 Decoding diseases with large-scale genetic analysis and machine learning techniques
Wi BEZ (Tatsuhiko Naito)
YUY M AFAERKRE, —a—3—07 /Lty a—

(Icahn School of Medicine at Mount Sinai, New York Genome Center)

RHEE - 2 Statistical genetic analysis for identification and functional characterization of disease
susceptibility loci
B 22 A\ (Kyuto Sonehara)

)% NN I e U1 AT
(Wellcome Sanger Institute)
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JHG Young Scientist Award ZE:&i&E /
The Journal of Human Genetics Young Scientist Award Lectures

JHG Young Scientist Award 2 E387% /
The Journal of Human Genetics Young Scientist Award Lectures

H B :10H10H &) 16:05~16:30

= 5 CE1eE (I RAVFa—)ULIRKGEAR  3F R—)LL—L BC)

FER o HA I GRERARE IREZERMEE (A0 8

Date  : Thursday, October 10 16:05 ~ 16:30

Room :Room 1 (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)

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

JHG-1 Common genetic variation influences plasma cortisol, corticosteroid binding globulin
and risk of cardiovascular disease

Sean Bankier

Computational Biology Unit, Department of Informatics, University of Bergen, Bergen, Norway

JHG-2 Genome sequencing and RNA sequencing of urinary cells reveal an intronic FBN1
variant causing aberrant splicing

SEH $htH (Takuya Hiraide)
AR N

(Department of Pediatrics, Hamamatsu University School of Medicine)

S

2 RTID L/ Symposium

YURITLT BEAKEHEDEL

Symposium 1 Evolution of the Japanese population

H K D10H 10H (K) 830~ 10:30
= 0 T 1a (U FAVFa—)UiREARE 3F R—)LL—L BO)
BE R KK IR GREURSD)
A BTE CREURZZ R AR IR NSRS 285D
Date  : Thursday, October 10 8:30 ~ 10:30
Room :Room 1 (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)
Chairs : Jun Ohashi (The University of Tokyo)
Akihiro Fujimoto (Graduate School of Medicine, The University of Tokyo)

S1-1 Population genome structure of the Japanese as revealed by whole-genome
sequencing data
WA FEAT (Yosuke Kawai)

L EPRRERT > 2 — Wigei 7/ LERE 0 2 7 b
(Genome Medical Science Project, Research Institute, National Center for Global Health and Medicine)

S1-2 Population history of the Ryukyus inferred from population genomics
ARA F24T (Ryosuke Kimura)

BRERK: AR A ITERE NI B2 R e
(Department of Human Biology and Anatomy, Graduate School of Medicine, University of the Ryukyus, Okinawa,
Japan)
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Ancient Human Genomes Reveal the Origin of the Japanese Population

I FEHH ! (Hideaki Kanzawa) . 4 [ E#fE 2 (Tsuneo Kakuda) . 273 %52 (Noboru Adachi) .

WM 36— (Ken-ichi Shinoda)

1 ERIREA YA NSRS N /L — 7
(Department of Anthropology, National Museum of Nature and Science, Ibaraki, Japan)

2 HBIREE REERRR2E T AR S WICH TR R 27 P
(Department of Legal Medicine, Interdisciplinary Graduate School of Medicine and Engineering, University of
Yamanashi, Yamanashi, Japan)

3 ERIHZEREYIRE

(National Museum of Nature and Science, Ibaraki, Japan)
S1-4 Exploring Ancient Environments Through Coprolite Genomics

JKHH 18 (Hiroki Oota)
FURY: « RAPBTHARITR - ZEMRP 2SI

(Department of Biological Sciences, Graduate School of Science, University of Tokyo, Japan)

€23
PN A4 Eh2)

YURIIL2 I haVRUTRICETZERSE

Symposium 2 Genetic Practice in Mitochondrial Disease

H & :10H10H (CK) 830~ 10:30
= W T2l (VI RANVFa—ULERGEAR 3F R—)Lb—L A)
BE Al OEREARSAHEATERERSHT - iaie: / /NERD
HCIER GERURZAR AT NERD
Date  : Thursday, October 10 8:30 ~ 10:30
Room : Room 2 (Ballroom A, 3F, Grand Mercure Sapporo Odori Park)
Chairs : Kei Murayama (Diagnostics and Therapeutics of Intractable Disease, Intractable Disease Research Center.
Department of Pediatrics, Juntendo University Faculty of Medicine)
Masakazu Mimaki (Department of Pediatrics, Teikyo University School of Medicine)

S2-1 General Topics of Mitochondrial Diseases
%1 Ift— " (Yuichi Goto)

1 ERTHSE - ARERI e Y R— AT o TV - T Ly R—
(Medical Genome Center, National Center of Neurology and Psychiatry)
2 ENTHEBRERENIE L > 2 —  NCBNHI A AN 7
(National Center Biobank Network, National Center for Global Health and Medicine)

S2-2 Comprehensive Mitochondrial Disease Gene Panel Sequencing
[ FEH]'? (Yasushi Okazaki) . Af(L &' (Kei Murayama)

1 ERER: KEAREE AR
(Juntendo University, Tokyo, Japan)

2 MBI R ER A v 2 —
(IMS RIKEN, Yokohama, Japan)

S2-3 Genetic medicine for mitochondrial hearing loss
¥k 3" (Tatsuo Matsunaga)
1 ENORBRER IO R v 2 — RS v 2 — B - P

(Division of Hearing and Balance Research, National Institute of Sensory Organs, National Hospital
Organization Tokyo Medical Center, Tokyo, Japan)
2 ENTRBER R R R 2 — B IEE v R —
(Medical Genetics Center, National Hospital Organization Tokyo Medical Center, Tokyo, Japan)
3 ERIRREREAS R R o 2 — H SR
(Department of Otolaryngology, National Hospital Organization Tokyo Medical Center, Tokyo, Japan)

S2-4 Early diagnosis and accurate treatment of mitochondrial nephropathy
41 2.2 (Toshiyuki Imasawa)

[E| 2 e s T S il i
(Department of Nephrology, National Hospital Organization Chiba-Higashi National Hospital)
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S2-5 Current Status of Prenatal and Preimplantation Diagnosis for Mitochondrial Diseases
iy B2 (Akira Namba)
B EERNK AR 7/ LIEFRR

(Department of Clinical Genomics, Saitama Medical University Hospital)

OHAE]
JBATEE HEATEREBORDITRE S har RU 7REIIE (SHOD
ARSI e MRt RBEMEE S S hay RU 7WUIE (Rhiligb

YURIIL3 WRBENT/ LERRARICET ST —2RA~BELAV ) T DERD S5~

Symposium 3 How to return variant data in comprehensive genetic analysis
~From the Perspective of Genetic Counseling~

B 1104 10H OK) 830~ 10:30
% E 3R (I Y RAVFa—VAIBGERE 2F YT LAKR—)L)
E =T (EZERERSTTLE > 2 —)
F =7 CREREAREEN R B 729 RD
Date  : Thursday, October 10 8:30 ~ 10:30
Room : Room 3 (Empress hall, 2F, Grand Mercure Sapporo Odori Park)
Chairs : Noriko Miyake (National Center for Global Health and Medicine)
Hiroko Kohbata (Department of Medical Genetics, Institute of Science Tokyo)

B>

S3-1 Returns of genomic results to pathogenic variant carriers of hereditary cancer
syndromes in a population-based cohort
KARH %5+ (Kinuko Ohneda)

HULKZE BULA T 1 J1)V « ATV ¥ 7 LT BES
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)

S$3-2 Risk communication in returning polygenic risk score
5 H B2 (Akiko Yoshida)
1 APERKRE WD THRIEAT 1 7V« RIS TR A/ R—3 3 Al - AME RN

(Division of Innovation and Education, Iwate Tohoku Medical Megabank Organization, Iwate Medical
University, Shiwa, Japan)

2 ATERRZE R BRRIEER

(Department of Clinical Genetics, Iwate Medical University, Morioka, Japan)
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S3-3 Comprehensive Genomic Analysis in Cancer Patients:
Germline Findings Associated with Hereditary Cardiovascular Diseases

iR A4 " (Arisa Ueki) . TEHF 2P (Eri Habano) . £ F— 2 (Seiichi Mori) . & —F-* (ppei Fukada) .
A JKER® (Taro Shiga) . FkFF EiE ° (Mizuki Momoi) . % i >® (Yoshinori Katsumata)
NI f@ERER T (Kenjiro Kosaki) % 8,2 %9 (Takayuki Ueno)

1 DA EABIREEE BRI R
(Department of Clinical Genetic Oncology, Cancer Institute Hospital of Japanese Foundation for Cancer
Research)
2 DAWTE WAT LYY g VEREE Y 2 — RN AN — ABER T By 2 7 b
(Project for Development of Innovative Research On Cancer Therapeutics, Cancer Precision Medicine Center,
Japanese Foundation for Cancer Research)
3 DAWREAEIRERE 7/ LT
(Department of Genomic Medicine, Cancer Institute Hospital of Japanese Foundation for Cancer Research)
4 DA AYIFE SRS - RN
(Department of Onco-Cardiology/Cardiovascular Medicine, Cancer Institute Hospital of Japanese Foundation
for Cancer Research)
5 BEMEFEARAIR AL fEER AR R
(Department of Cardiology, Keio University School of Medicine)
6 BEMEFIR AR AR— Y ARy 2 —
(Institute for Integrated Sports Medicine, Keio University School of Medicine)
7T BEESREMERAES AR Y B —
(Center for Medical Genetics, Keio University School of Medicine)
8  MAMFEEAMREE ALIRIE
(Breast Surgical Oncology, Cancer Institute Hospital of Japanese Foundation for Cancer Research)
9 DANHTHIRET St R R
(Advanced Medical Development Center, Cancer Institute Hospital of Japanese Foundation for Cancer
Research)

S3-4 Initiative on Rare and Undiagnosed Diseases (IRUD) - toward ending the diagnostic
odyssey -
EiG #6 = (Yuji Takahashi) | 7Ki5 967 (Hidehiro Mizusawa)
FENTRE O - SRR BRI > 2 — Jole Bt NS - 7/ LGSR

(Department of Neurology, Department of Genomic Medicine, National Center Hospital, National Center of
Neurology and Psychiatry)

VURIVLA DAY/ LERRRBEADL S DG ERDESE

Symposium 4 Insights and Future Horizons: Lessons from the Dawn of Cancer Genomic Medicine

H K D10H 10H (K) 12:55~ 14:55
= W W2l (USURAVFa—)UIRIGERE 3F AR—Ib—LA)
BE £ TR R (RLRSAZEE S R B2 B R T R REE D )
T (EN DA > 2 — sl B AR R2 )
Date  : Thursday, October 10 12:55 ~ 14:55
Room : Room 2 (Ballroom A, 3F, Grand Mercure Sapporo Odori Park)
Chairs : Akira Hirasawa (Department Clin.Genomic.Med, Okayama University, Med. Sch.)
Makoto Hirata (Department of Genetic Medicine and Services, National Cancer Center Hospital)

S4-1 Action plan for whole genome analysis and genomic medicine in cancer
-H . (Makoto Hirata)

ENLA AT > & — il R s
(Department of Genetic Medicine and Services, National Cancer Center Hospital)

S4-2 Multi-gene Panel Testing (MGPT) guidance for Hereditary cancer syndrome
HH BT (Reiko Yoshida) . AR 522 (Akira Hirasawa)

1 BRI AR 2 — 52 - TRR
(Saitama Cancer Center Department of Molecular Diagnosis and Cancer Prevention)

2 BIRARAA G SR AR Cr TRt R R EIRL A 5 S -2 . (REH 7 R 0 B)
(Department of Clinical Genomic Medicine. Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama University)
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S4-3 Presumed germline pathogenic variants identified in cancer genome profiling tests
Z%H {i (Takeshi Kuwata)
FENT I AT > 2 — SRR s 2 FEE

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

S4-4 Cancer Genome Medicine in Japan: Current Status and Challenges
W% [%— (Yoichi Naito)
[ENL D ABIFGE Y > 2 —Hile fRE R

(Department of General Internal Medicine, National Cancer Center Hospital East)

€23/

JEAE TR AT A BN 1S AR ERHEERE B I 2 g

17/ LEHICIS CIe DA TRIIC D % 158 OHE LTI IC BT 2 R - (L2 DR X TEROBE & &
B9 2% BE

YURIVLS BIEFRBEORMEXIM

Symposium 5 Gene therapy cutting edge

H K 108 10H (K) 12:55~ 14:55

= B CE3ay (VU FAVFa—)UIRGEAR 2F TV LAKR—)L)

FE Rl B CGREUERERIRAARARE R AR S IZER e 5F)
T FE T R PR RN

Date  : Thursday, October 10 12:55 ~ 14:55

Room : Room 3 (Empress hall, 2F, Grand Mercure Sapporo Odori Park)

Chairs : Tojo Nakayama (Neurology and Neurological Science Tokyo Medical and Dental University)
Mariko Taniguchi-Ikeda (Fujita Health University Hospital)

Advancing N-of-1 Oligonucleotide Therapeutics in Japan: Establishing a Centralized
Drug Discovery Model
Haply s 12 (Tojo Nakayama)
1 BEERIE RIS AR AR AR AR IR is 2 o i
(Neurology and Neurological Science, Tokyo Medical and Dental University)
2 WERERER AR AR il - X7 T AR v 2 —
(Nucleotide and Peptide Drug Discovery Center, Tokyo Medical and Dental University)

S5-2 Development of gene therapy for intellectual disabilities in Down syndrome using new
genome editing technologies

b & BE] (Yasuji Kitabatake)
KBRZER A B2 ER TR N R

(Department of Pediatrics, Osaka University Graduate School of Medicine)

S5-3 Designable chimeric RNAs that induce exon skipping
H1J1] E— (Shinichi Nakagawa)

JhiEE A SEEAWIZEE RNAEYIZAT R
(Faculty of Pharmaceutical Sciences, Hokkaido University, Japan)

S5-4 Strategic technology solutions for manufacturing high-quality gene therapy vectors
[l % E (Takashi Okada)

WHURS: RRPANIRRT B T - Ml > 2 —
(Center for Gene and Cell Therapy, The Institute of Medical Science, The University of Tokyo)
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SUKRIIIG IR BTRIRITOHR

Symposium 6 Expanding World of Spatial Analysis

H K D10 H 10H (K) 12:55~ 14:55

2 B Ay (UIYFAVFa)UIRKERE 2F V—Y Y bR—)

BEE AR R CRECRAREEGTH IR AR AR
e whisE GRETRE)

Date  : Thursday, October 10 12:55 ~ 14:55

Room : Room 4 (Regent Hall, 2F, Grand Mercure Sapporo Odori Park)

Chairs : Yutaka Suzuki (Graduate School of Frontier Sciences, The University of Tokyo)
Hiroyuki Aburatani (The University of Tokyo)

S6-1 Spatial Analysis of Cancer Tissue and Extraction of Biological Information
A1 B2 (Shumpei Ishikawa)

1 BEURE EAAAR « KRB ARIIZERE A=
(Department of Preventive Medicine, Graduate School of Medicine, The University of Tokyo)
2 [ERID AN R — JelmE R R > 2 — H R R ) B
(Division of Pathology, Exploratory Oncology Research & Clinical Trial Center, National Cancer Center)

S6-2 Single-cell and spatial omics analysis to develop cardiovascular precision medicine
HPAF fIEACER 2 (Seitaro Nomura)

1 SRR RISl fBdds R
(Department of Cardiovascular Medicine, The University of Tokyo Hospital)
2 WK REERRIEERIITERE St bR dn R B i i

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

S6-3 Highly multiplexed spatial single-cell multi-omic imaging of tau neuropathology in
human brain tissue sections

Miranda Orr"#, Timothy C Orr', Lidan Wu®, Ashley Heck®, Alyssa Rosenbloom®,
Caitlin Latimer®, C. Dirk Keene®, Joseph M. Beechem®

1 Wake Forest University School of Medicine, Internal Medicine Geriatrics and Gerontology, Winston-Salem, NC,
USA

2 Salisbury VA Medical Center, Salisbury, NC, USA

NanoString® Technologies, Seattle, WA, USA

4 University of Washington, Department of Laboratory Medicine and Pathology, Seattle, WA, USA

w

S6-4 Photo-isolation chemistry for high-resolution and deep spatial transcriptome with
tissue sections
i1 ELH/R (Shinya Oki)
BRARCE A it oe b > 2 —

(Institute of Resource Development and Analysis, Kumamoto University)

S6-5 Unveiling Cellular Microenvironments through Deep Generative Models
B #CFE 2 (Teppei Shimamura)
1 WERPERYE FHR Y AT LAY 8
(Department of Computational and Systems Biology, Institute of Science Tokyo)
2 HHERE REBEZRISR & X7 LY
(Division of Systems Biology, Nagoya University Graduate School of Medicine)
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Symposium 7 ASHG-ESHG-JSHG Joint Symposium:

Session

Global data sharing for equitable precision medicine: progress and barriers

H B D108 11H (& 9:00~ 11:00
= W W1 (USYRAVF a—)UILIRKGERE  3F A—L—L BC)
JBE R UKER ST (ENZRS - MERREITE R > 2 —)
B TE—HB CREURS: KEEBTHT iR R AR
Date  : Friday, October 11  9:00 ~ 11:00
Room : Room 1 (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)
Chairs : Hidehiro Mizusawa (National Center of Neurology and Psychiatry)
Yoichiro Kamatani (Graduate School of Frontier Sciences, The University of Tokyo)

S7-1 Towards global data sharing from Japan

filik 112 (Katsushi Tokunaga)

1 ENEBRERE Y 2 — 7 LERE T Y 2 7 -

(Genome Medical Science Project, National Center for Global Health and Medicine, Tokyo, Japan)
2 FyatbyR=INAENRY TRy N T =T FRINA AN T

(Central Biobank, National Center Biobank Network, Tokyo, Japan)

S7-2 Diversifying Genetic Research: The All of Us Cohort

Gail P. Jarvik
University of Washington Medical Center

S7-3 The possibilities of long-read sequencing for medical genetics
Christian Gilissen

Radboud university medical center

YURIYILS TLAVETY avirT LEGER
Symposium 8 Genetic Medicine in Preconception Care

H K 10H11H (& 900~ 11:00

= W T2l (U RAVFa—)UBRGEAR 3F R—)LL—LA)

B i (IO S FERHE ARD
BRI O (R AR AR

Date ! Friday, October 11  9:00 ~ 11:00

Room : Room 2 (Ballroom A, 3F, Grand Mercure Sapporo Odori Park)

Chairs : Shinji Tanigaki (Department of Obstetrics and Gynecology, Kyorin University School of Medicine)
Yuri Hasegawa (Department of Obstetrics and Gynecology, Nagasaki University)

IEEEI Preconception care - Knowing yourself is the first care in perinatal yourself
A 5! (Shinji Tanigaki) . /[VPk T-#&" (Chie Kobayashi) . FgI-] 2:+-' (Kyouko Sakaguchi) .
B Hh ZE# 2 (Mari Kikuchi) . #IH T4 12 (Chikako Yanagida) . #fFH #5152 (Ayane Murata) .
Bk AHNN Y (Brika Sudow) . 7)1 FEFE" (Mika Ishikawa) . {58 5158 ' (Fumio Asano) .
FAE 5258 " (Miho Matsushima) . HHIE 2" (Atsushi Tajima) . i)[] #5342 -2 (Yaeko Ichikawa) .
/MK [ — ! (Yoichi Kobayashi)
1 AMREBEAES FER e AR

(Department of Obstetrics and Gynecology, Kyorin University School of Medicine)

2 BRI R B i v X —

(Genetic Medicine Center, Kyorin University Hospital)

S$8-2 Preconception care concerning congenital heart disease and considering the genetic
aspects
Fef% 1% (Hironobu Hyodo)

nt VAT T ia T YN S VS P ev e
(Department of Obstetrics and Gynecology/ Department of Clinical Genetics, Tokyo Metropolitan Bokutoh Hospital,
Tokyo, Japan)
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S$8-3 Preconception care for women with glucose metabolism disorders
Tk P (Briko Eto) . 1111 % (Hisashi Masuyama)

W LR E RGP S AR R TE R R - I AR
(Department of Obstetrics & Gynecology Okayama University Graduate School of Medicine, Dentistry and
Pharmaceutical Sciences)

S$8-4 Preconception Care for Hypertensive Disorders of Pregnancy
AT 1548 (Hironori Miyamura) . 43 S5f¢ ' (Miki Shirai) . H1J& BEH ' (Hazuki Nakajima) |
Yl B+ (Yoshiko Sakabe) . H#FH £EIR " (Yoshiteru Noda) . kL {321 ' (Yoshinori Moriyama) .
At B (Masamitsu Nakamura) . BHA (R ! (Takao Sekiya) . BAG 74 ¢ (Hiroki Kurahashi) |
PHE2 FHd ' (Haruki Nishizawa)
1 REHERIRY: fElm AR

(Department of Obstetrics and Gynecology, Fujita Health University)

2 PEHERIRYE ERPAS Y v 2 — ) B HZEE

(Department of Molecular Genetics, Fujita Health University)

S8-5 Should preconception care in rheumatoid arthritis and connective tissue disease
consider genetics ?
A Kl (Daisuke Fujita)
KB ERSER R E R I AR 2B

(Department of Obstetrics and Gynecology, Osaka Medical and Pharmaceutical University , Osaka Japan)

S8-6 Preconception care for Turner syndrome
b5 BE - (Yuriko Kitajima) . =il 751 (Kiyonori Miura)
RIGRS: Pl N

(Department of Obstetrics and Gynecology, Nagasaki University Hospital, Japan)

VVRIVLY NAFAVTHIT 4 ATHBY 55/ LEZOFGb b
Symposium 9 New Perspectives on Genomic Medicine Through the Lens of Bioinformatics

H K 10811 H &) 9:00~ 11:00
= B THE3ay (UIUFAVFa—-)URREAE 2F T L AKR—)L)
JEE IR HE GRURRERSESTT © N7 Ltk 2 — TO2)V - 7 27 Z058)
HRI He s CRLIREERIR AR AER W@ A ABIESERT 7/ LEEREAERED)
Date ! Friday, October 11 9:00 ~ 11:00
Room : Room 3 (Empress hall, 2F, Grand Mercure Sapporo Odori Park)
Chairs : Natsuhiko Kumasaka (Division of Digital Genomics, Human Genome Center, Institute of Medical Science,
The University of Tokyo)
Masashi Idogawa (Department of Medical Genome Sciences, Cancer Research Institute, Sapporo Medical
University)

S9-1 Advancing Personalized Medicine: Bioinformatics in Genome Cohort Studies
157K JEE (Atsushi Shimizu)
EFERAY: BEHSEROTITZT LRSS

(Division of Biomedical Information Analysis, Institute for Biomedical Sciences of Iwate Medical University, Iwate,
Japan)

S9-2 Leveraging Large-Scale Generative Al for Omics with High-Throughput Transcriptome
Analysis
TR 2 ? (Itoshi Nikaido)
1 BERE R
(Science Tokyo)
2 BEARRSET
(RIKEN)
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S9-3 Systematically developing a registry of splice-site creating variants utilizing massive
publicly available RNA-seq
145 & — (Yuichi Shiraishi)
ENZA AT > 2 — BT 7/ IR B 57 i

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

S9-4 Unraveling the Genetic Basis of Disease: A Journey Through Bioinformatics Methods

1N S kEE 1?2 (Fumihiko Takeuchi)

1 ERIEBREBE Y 2 —
(National Center for Global Health and Medicine)
2 Baker Heart and Diabetes Institute

S9-5 Leveraging Machine Learning and Omics Data for Personalized Medicine
157K F532 (Hideyuki Shimizu)

RS BBt MDT— 2 Rl v 2 —
(MD Data Science Center, Institute of Science Tokyo, Tokyo, Japan)

YVRITLN0 N02AFHETRR OEMEREICE DECFNRELETCHV VL) VT
IS 440 RS54V ZEICERDRZTESERI 5D ?

Symposium 10 How do we use the JCS/JCC/JPCCS 2024 Guideline on genetic testing and
counseling in cardiovascular medicine in the practice of medical genetics?

H K 108 11H (&) 9:00~ 11:00
= W AR (U FAVFa—)ULIRKERE 2F V—Y Y FR—)b)
R REH 2 GRERERY)
mE A (BINR AR ARG A=)
Date ! Friday, October 11 9:00 ~ 11:00
Room : Room 4 (Regent Hall, 2F, Grand Mercure Sapporo Odori Park)
Chairs : Natsuko Inagaki (Tokyo Medical University)
Tomoki Kosho (Department of Medical Genetics, Shinshu University School of Medicine)

S10-1 On the Revision of Guidelines for Genetic Testing and Counseling in Cardiovascular
Diseases
3 3% (Yasushi Imai)

BHAERIRSE: [REAT SR G M I RSB AR« RS2 al B B AR N R AR

(Division of Clinical Pharmacology and Cardiovascular Medicine, Jichi Medical University)

Clinical implication of genetic testing in inherited primary arrhythmic syndrome based
on recent evidence in Japan
FHJEE EXA] (Takeshi Aiba)
ENZIEBRER I > X —
(Department of Clinical Laboratory Medicine and Genetics, National Cerebral and Cardiovascular Center, Suita,
Japan)

S10-3 Genetic testing-based treatment strategy and research development for
cardiomyopathy and heart failure
kT fIEAHER " ? (Seitaro Nomura)

1 HURZEBREARI il B de R
(Department of Cardiovascular Medicine, The University of Tokyo Hospital)
2 HREURAR IR RIGR SeinlE iR s R Rl Al s

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

S10-4 Significance of genetic testing for pulmonary hypertension in the new guideline
Friel HeRG (Masaharu Kataoka)
PESEBERIAY: B S 2NA

(University of Occupational and Environmental Health, Kitakyushu, Japan)
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S10-5 The front line of clinical sequencing for cardiovascular diseases
(LT #5 "%3 (Tomomi Yamaguchi)
1 SRR AR e i n 7 ER I o 2 —
(Center for Medical Genetics, Shinshu University Hospital)
2SI RS BRI AR
(Department of Medical Genetics, Shinshu University School of Medicine)
3 MR R 7)) Zh)b - v— T T A
(Division of Clinical Sequencing, Shinshu University School of Medicine)

S10-6 Genetic counseling for hereditary cardiovascular disease
V41 Bl (Masakazu Nishigaki)
FEBRERSHE AR BB V) > 70T

(Department of Genetic Counseling, International University of Health and Welfare)

S10-7 Closing Remarks
[ W3¢ (Hiroyuki Yamagishi)
PRI NS B > 2 —
(Tokyo Metropolitan Children’s Medical Center)

YURIILN T/ LEROREICEVZEY #d

Symposium 11 Implementing Genomic Medicine in Practice

H B t10H11H (&) 13:20~ 15:20
= W W2 al (USYRAVFa—)ULIRIGERE 3F AR—b—LA)
JE RN R (BIERRARC AR R > 2 —)
% 8 (RERS AR AR R AR ITFERE 70 Rl Y7
Date  : Friday, October 11 13:20 ~ 15:20
Room : Room 2 (Ballroom A, 3F, Grand Mercure Sapporo Odori Park)
Chairs : Kenjiro Kosaki (Keio Unversity School of Medicine, Center for Medical Genetics)
Kenichiro Hata (Department of Human Molecular Genetics, Gunma University Graduate School of Medicine)

S11-1 Preparation status of the organization for whole genome analysis and implementation
128 7 (Hitoshi Nakagama)
ENTI AT > 22—

(National Cancer Center, Japan)

S11-2 Initiative on rare and Undiagnosed Diseases (IRUD) enters a new stage
7Ki3 PP (Hidehiro Mizusawa)

[ESZAE R - PREERRITIeE > X —
(National Center of Neurology and Psychiatry)

S11-3 Progress of The Tohoku Medical Megabank Project for Realization of Personalized
Healthcare
1A 2 (Masayuki Yamamoto)

WILRS: BHLR T 1 FV » AN 0 B
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)

S11-4 National Consortium for Mitochondrial Disease Research and Practice
FiL = (Kei Murayama)
ERAERE R B AR HEETERLRSWT - TR

(Diagnostics and Therapeutics of Intractable Disease, Intractable Disease Research Center, Juntendo University
Faculty of Medicine, Tokyo, Japan)
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VURIVL2 T/ LEREWET DT —EN—R2EZD

Symposium 12 Databases for the development of genome medicine

H K 108 11H & 1320~ 15:20

= % 3R (VI FAVFaUIRKGERR 2F TV T LAR—L)

BE R AUk L (ELEBRE SRS > 2 —)
P All— GRACR @ SR AR R At > 2 —)

Date  : Friday, October 11 13:20 ~ 15:20

Room : Room 3 (Empress hall, 2F, Grand Mercure Sapporo Odori Park)

Chairs : Katsushi Tokunaga (National Center for Global Health and Medicine)
Soichi Ogishima (INGEM, Tohoku University)

S12-1

S12-2

S12-3

The Current Status and Challenges of the NBDC Human Database
JIE 921 (Minae Kawashima)

T - & AT LS 7 — 29 A4 =2 ASLAF AR 54 79 A L ZAMET —ZN—X kv 2 —
(ROIS-DBCLS, Chiba, Japan)

Current and future of AMED Data Utilization Platoform

B A (Daiju Okuda)
ENTIFZE AR E N H AREREIT 2B 7/ L« 7 — Z RS 7 — Z TG P et 3R

(Division of Data Utilization, Department of Health and Clinical Data, Japan Agency for Medical Research and
Development, Tokyo, Japan)

Development and challenges of the clinical variant database MGeND
8 PEST (Yosuke Kawai)

EINTEIBRER > 2 — W9 7/ LERSE T 0P 2 7 b
(Genome Medical Science Project, Research Institute, National Center for Global Health and Medicine)
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S12-4

S12-5

Biobank network in Japan to accelerate progress towards genomic medicine

TKE Bll—" (Soichi Ogishima) . #3FH {— 2 (Koichi Matsuda) . ARl [#5%* (Takayuki Morisaki) |
%1% IfE—* (Yuichi Goto) . KR #B7-° (Kinuko Ohneda) . %Y {~#3° (Yoshihiro Asano) .

AR THAER” (Kotaro Hattori) . 22 FHES 4$® (Yasushi Yatabe) . 145 fifithh® (Kouya Shiraishi)
T8 T 1° (Ken Watanabe) . H3% BE5A ' (Akihiro Umezawa) . ZxH] Fiifs 12 (Mizuki Morita) .

% %" (Manabu Mutow) .  FIH f#if# '* (Toshihiro Tanaka) . PH(L1 .2 '° (Hiroyuki Nishiyama)
Fishe 251 (Hiroshi Matsuoka) . o3 A1 (Tomoki Kosho) . PHJE JAS5 '® (Hiroshi Nishihara) |
M %671 (Junko Ikeda) . FRYT. #3%5 1° (Hiroki Nakae) . X Z5#% 2 (Kaori Muto) .

5 H fESE 2% (Masayuki Yoshida) . E4f1 JE - ° (Fuji Nagami) . ¥F[] #—° (Kenichi Noguchi) .
FEH] 1#° (Hiroshi Yokota) . /K FI[/A ' (Toshihisa Takagi)

1 SRS TR AR SR A > R — JHUEA T 0 J1)U » XA 7 ek
(INGEM/ToMMo, Tohoku University, Sendai, Japan)
2 HEURE EREEVIT
(The Institute of Medical Science, The University of Tokyo)
3 HHURY RGO B R TR
(Graduate School of Frontier Sciences, The University of Tokyo, Tokyo, Japan)
4 ENIEBEREMSE Y 2 — F o a by Z— e SA AN TRy T =T YA AN T
(National Center for Global Health and Medicine, Tokyo, Japan)
5 HULKZ LA T 1 )b« RIS 7 4k
(ToMMo, Tohoku University, Sendai, Japan)
6 [ENIEERERRIITT VX — XA AN Y
(Center Hospital of the National Center for Global Health and Medicine, Tokyo, Japan)
7 ENIRER - MRRERRI Y X — AT A - T LY B A F Y Y — X
(National Center of Neurology and Psychiatry, Tokyo, Japan)
8  [ENIAAWITEY > & — HIYEBHRBLZWTRL/ B ZEAT A A8 > 7R
(National Cancer Center Hospital, Tokyo, Japan)
9 ERIAAIILE Y RIS 7 LAV BRT S/ LRAT
(National Cancer Center Research Institute, Tokyo, Japan)
10 ERLRFEFIZL > 2 — HEER M > 2 — A AR o
(National Center fof Geriatrics and Gerontology, Osaka, Japan)
11 ERZKE RO > 2= XA F N T
(National Center for Child Health and Development, Tokyo, Japan)
12 FAREE SNV A S AT LR EREA
(Graduate School of Interdisciplinary Science and Engineering in Heaith Systems, Okayama University,
Okayama, Japan)
13 BUEBRZE KA AR S R
(Graduate School of Medicine and Faculty of Medicine, Kyoto University, Kyoto, Japan)
14 U ERIEERRE SEA DI RN A1)V — A 2 —
(Bioresource Research Center, Tokyo Medical and Dental University, Tokyo, Japan)
15 U RAARFR BRI B RESI VR
(Institute of Medicine, University of Tsukuba, Ibaraki, Japan)
16 TR REZEBEEAVIIERASKE G /83 A AV — R« NVAT T a5
(Kobe University Graduate School of Medicine, Hyogo, Japan)
17 SN RN R S n  RE I o 2 —
(Shinshu University Hospital, Shinshu University, Nagano, Japan)
18 BEMESRIR AR AT
(Keio University School of Medicine, Tokyo, Japan)
19 — AL EEN AAL B IREEEN I ks DI
(Council for Industrial use of Biological and Environmental Repositories, Tokyo, Japan)
20 FERZRPAEN HERIBR R BEGWIZEM Lyt > 2 —
(Life Science and Bioethics Research Center, Tokyo Medical and Dental University, Tokyo, Japan)
21 EILEAZE

(Toyama University of International Studies, Toyama, Japan)

A knowledge base for the use of genomic information in medical/health care
management

FEAR 3#2A (Issei Imoto)
FHIRMW At > 2 — TS5
(Aichi Cancer Center Research Institute)
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Symposium 13 Japanese genomes unveiled by advanced enome-sequencing

H K 108 11H & 1320~ 15:20
2 W AR (U FAVFaUIRKGERR 2F V—Y Y bR—)b)
BE R R RS GREORSERERE ARITTRD
HE 7T GO RABIESRIZERE AL 7 10 2 7 ¢ 7 R0 )
Date  : Friday, October 11 13:20 ~ 15:20
Room : Room 4 (Regent Hall, 2F, Grand Mercure Sapporo Odori Park)
Chairs : Yukinori Okada (Graduate School of Medicine, the University of Tokyo)
Gen Tamiya (Department of Al and Innovative Medicine, Tohoku University Graduate School of Medicine)

S13-1 JG3: a near telomere-to-telomere Japanese reference genome
il JE " ? (Jun Takayama)
1 BAERZE KEEGIE RIS AT 0 > T o« 7 i A A 7 B

(Department of Al and Innovative Medicine, School of Medicine, Tohoku University)
2 PMErERESEAT SOHURER G IFSe > 2 — G A T — L
(Statistical Genetics Team, RIKEN Center for Advanced Intelligence Project)

S13-2 Analysis of complex tandem repeats within the Japanese population
i) 1] Fk#t (Kazuki Ichikawa) . % N H.— (Shinichi Morishita)

WHURSARAE FREAIRRATR X 7 1 A1) VIEHRA G 8K
(Department of Computational Biology and Medical Sciences, Graduate School of Frontier Sciences, The University
of Tokyo)

S13-3 Relationship between clonal hematopoiesis and diverse human diseases revealed in
large scale human cohorts

A BEZ ATt (Ryunosuke Saiki)

FRS: REABER AT TR} s BNt e
(Department of Pathology and Tumor Biology, Kyoto University, Kyoto, Japan)

S13-4 Methodology for previously overlooked genetic variants and applications in biobank
study

7INIE; JFE32 (Shohei Kojima)

BEAEWSERT L mER A > 2 —
(RIKEN IMS, Japan)

S13-5 Elucidation of genetic and phenotypic landscape of the mitochondrial genome in the
Japanese population

LA B — 123 (Kenichi Yamamoto)
1 KBRRZERZABE SRR (RSB KB/ NIRES =

(Laboratory of Children’s health and Genetics, Division of Health Science, Osaka University Graduate School of
Medicine, Suita, Japan)

2 RBORAER AR RIZER NRE
(Department of Pediatrics, Osaka University Graduate School of Medicine, Suita, Japan)

3 KBRS RO TER S-SR

(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Suita, Japan)

44
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Symposium 14 A potential role of journalism in promoting diversity, equity, and inclusion

in genomic research

H K 104 12H (f) 9:00~ 11:00
= W W1 (USYRAVF a2 —)UILIRGERE 3F AR—L—L BC)
BE R Bk AR CREOCEERZAIERT)
o SR GRETREER A SR 28R
Date  : Saturday, October 12 9:00 ~ 11:00
Room : Room 1 (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)
Chairs : Kaori Muto (The Institute of Medical Science, The University of Tokyo)
Masayuki Yoshida (Institute of Science Tokyo Hospital, Department Medical Genetics)

S14-1

S14-2

S14-3

S14-4

S14-5

Patient Public Involvement and Responsible Research and Innovation in Genomics:
Ethical and Societal Impact

T Hi=2 (Masayuki Yoshida)

FOTREAR AT UL FRo PR

(Institute of Science Tokyo Hospital, Department Medical Genetics)

Public relations in genomic medicine and research - an attempt to create a press
release guide
Ep il — (Fuji Nagami) . 37t/ 1| ZEP% (Misaki Arakawa)

AR /AL R T ¢ J10 « A AN 71k
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)

Genome Medicine Research from the Perspective of the Journalism Frontline
JKEF A (Yuta Mizuno)

HABGE I AT+ 7 #8)R
(General Media Administration Japan Broadcasting Corporation)

How to focus on and report the results of genome research? From the standpoint of a
news agency reporter

A B (Kento Iwamura)

AL EREN LA R

(Science news section, Kyodo News, Tokyo, Japan)

The role of the mainstream media in the context of ethical, legal, and social issues
(ELSI)

% F5H% "2 (Kaori Muto)

1 B ERPERIZEAT & N7/ Lkt > 2 — RALBORITZE 3 Y
(Department of Public Policy, The Institute of Medical Science, The University of Tokyo, Tokyo, Japan)

2 MBI AEmERAI o 2 — EWMERPAEEL L O - TV VT — L
(Laboratory of Biomedical Ethics and Co-design (BECoD) , RIKEN Center for Integrative Medical Sciences,
Kanagawa, Japan)
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VURITLIS INRERICH BEREGEDREEBE

Symposium 15 Role of medical genetics in pediatrics

H K
= %

BE R

Date
Room
Chairs

108 12H () 9:00~11:00
22 (I V RANFa—IVALIRKENR 3F R—b—LA)
DEHE i AN IATBOGE N RN G R O 2 — PR AR

: Saturday, October 12 9:00 ~ 11:00
* Room 2 (Ballroom A, 3F, Grand Mercure Sapporo Odori Park)
: Hiroshi Yoshihashi (Department of Clinical Genetics, Tokyo Metropolitan Children’s Medical Center)

MR e (BEARA R ER A iR AR ZE i N R 238 )

Kimitoshi Nakamura (Department of Pediatrics, Kumamoto University)

S15-1 Diagnosis Support for Pediatric Rare Genetic Diseases Using Artificial Intelligence

5L el (Toyofumi Fujiwara)

T - & AT LS 7 — 29 A4 =2 ASLAF AR 54 79 A L ZAMET —ZN—X kv 2 —
(Database Center for Life Science, Joint Support-Center for Data Science Research, Research Organization of
Information and Systems, Chiba, Japan)

S15-2 Genomic diagnosis in neonatal and pediatric acute care

X/ 243 (Toshiki Takenouchi)
BEMEFIAKRLE [R2EH INRRI 2R

(Department of Pediatrics, Keio University School of Medicine)

S$15-3 Expanded Newborn Screening to Rescue Children with Genetic Disorders

sl - "? (Reiko Arakawa)
1 BN ERRERES Y > 2 — ikt BRRT /) LA

(Department of Genomic Medicine, National Center for Global Health and Medicine)
2 ENIEBRERTE 2 — T AT« VT Wy 2 —

(Medical Genomics Center, National Center for Global Health and Medicine)

S15-4 Research on the Genetic Factors of Kawasaki Disease - Achievements and Future

perspectives
BN 341 # (Yoshihiro Onouchi)

1 TEEREERARR AW e i R 2
(Department of Public Health, Chiba University Graduate School of Medicine, Chiba, Japan)

2 BMEENIATEMERZNIICE Y Z— ERET /) 7R« A VT 4T 4 U APRT— L
(Laboratory for Cardiovascular Genomics and Informatics RIKEN Center for Integrative Medical Sciences,
Yokohama, Japan)

VURIVL6 REFBHARDHIGER

Symposium 16 Current Topics in Chromosome Research

H K 10H12H (£) 9:00~11:00
2 B E3RE (U FAVFa—)ULIRKGERE 2F TV LAKR—))
PER R ER GRS iPS AR
SR e (ENIRRCE R v 2 — dlinggit v 2 —)
Date ! Saturday, October 12 9:00 ~ 11:00
Room @ Room 3 (Empress hall, 2F, Grand Mercure Sapporo Odori Park)
Chairs : Naoki Harada (Center for iPS Cell Research and Application, Kyoto University)
Kenji Kurosawa (Medical Genetics Center, National Center for Child Health and Development)
The molecular mechanism underlying switch from mitosis to meiosis

A 5 7 —BR (Kei-ichiro Ishiguro)
FRARE A R A SE T

(Institute of Molecular Embryology and Genetics, Kumamoto University)
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S16-2 Genomically humanized animal models via transchromosomic technology
A BEZ2 1% (Yasuhiro Kazuki)

1 SHORT: Rafk TAisee > 2 —
(Chromosome Engineering Research Center, Tottori University, Yonago, Japan)

2 FHCKREE BRI ARl AR RO R T2
(Department of Chromosome Biomedical Engineering, School of Life Science, Faculty of Medicine, Tottori
University, Yonago, Japan)

S16-3 Exploring disease-associated structural variants in rare diseases
JKI7T i) (Takeshi Mizuguchi)
BRI LR AR L

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

S16-4 Precise characterization of the recurrent translocation der(1;7)(q10;p10) via long-read
sequencing and pangenomes

5 }— (Yuichi Shiraishi)

[ERZAWITE > 2 — WRIEAT 7/ LT R 5 E 0 B
(Division of Genome Analysis Platform Development, National Cancer Center Research Institute)

IVRIDLNT BZRFRBERIVIIZV Y YRV « AATDEEICMEITT

Symposium 17 Toward the implementation of polygenic risk scores for complex diseases

H K :10H12H (1) 1425~ 16:25

2 % W1 a (UIYFAVFa—ILRGERE 3F AR—)LL—L BC)

BE R DB TR GREURSE K2 il Al sk A 7eRh)
SRR I CETERIRS)

Date ! Saturday, October 12 14:25 ~ 16:25

Room : Room 1 (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)

Chairs ! Yoichiro Kamatani (Graduate School of Frontier Sciences, The University of Tokyo)
Tsuyoshi Hachiya (Iwate Medical University)

S17-1 A polygenic score method boosted by non-additive models

KH /732" (Rikifumi Ohta) . &[] FE/T 22 (Yosuke Tanigawa) . $iA #A " (Yuta Suzuki) |
Manolis Kellis®®, # R E— ' (Shinichi Morishita)

1 BEURY: REAGEH RIS R AR A 7 AU dr sk
(Department of Computational Biology and Medical Sciences, Graduate School of Frontier Sciences, The
University of Tokyo, Tokyo, Japan)

2 Computer Science and Artificial Intelligence Laboratory, Massachusetts Institute of Technology, Cambridge,
MA, USA

3 Broad Institute of MIT and Harvard, Cambridge, MA, USA

S17-2 The interface between monogenic diseases and PRS: Considerations from
hypercholesterolemia

ZH % N\' (Hayato Tada) . ¥pff B¢ (Akihiro Nomura) . {38 752 (Atsushi Watanabe) |
At fEZ ' (Masayuki Takamura)

1 SRRl BRI
(Department of Cardiology, Kanazawa University Hospital)
2 BIRORAIERRRE ERR2 S

(Division of Clinical Genetics, Kanazawa University Hospital)

S17-3 Development of the world’s first birth three-generation cohort and PRS analysis
21 [} 3 — (Shinichi Kuriyama)
LR SEER AR BT

(International Research Institute of Disaster Science, Tohoku University, Sendai, Japan)
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Polygenic effects on human complex traits across environmental factors, cancer
somatic alterations, and embryo selection
#fey BL— "2 (Shinichi Namba)
1 GRS KEEBER RS R RUATE

(Department of Genome Informatics, Graduate School of Medicine, the University of Tokyo, Tokyo, Japan)
2 KRB RABEEZRIIZER Rk

(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Osaka, Japan)
3 LA AEaRER A VX — Y AT LR T — L

(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)

S17-5 Genetic Subtyping of Alzheimer’s Disease Using Polygenic Risk Scores and Omics
Technologies in a Japanese Cohort

Sl TE[% (Masataka Kikuchi)
FHER ERFZERT SR T RERERRAT 220 17

(Department of Molecular Genetics, Brain Research Institute, Niigata University, Japan)

YURIIL8 SREERERBDRHDEE

Symposium 18 Recent topics on neurological and muscular disorders

H B T10A12H (1) 14:25~16:25
= B T2y (VI RAVFa—)URGEAR 3F R—)LL—LA)
FER D RES —EE CIEHEE AN RD
fi iz (BRIt I RE
Date ! Saturday, October 12 14:25 ~ 16:25
Room : Room 2 (Ballroom A, 3F, Grand Mercure Sapporo Odori Park)
Chairs : Ichiro Yabe (Department of Neurology, Hokkaido University)
Hiroyuki Ishiura (Department of Neurology, Okayama University)

S18-1 Clinical implications of genetic testing for Alzheimer’s disease
WA fid (Takeshi Ikeuchi)
ARG frfb e ) ) — Affget > 2 —

(Department of Molecular Genetics, Brain Research Institute, Niigata University)

S18-2 Recent Advances in Hereditary Spinocerebellar Ataxia
F15+ {8— (Shinichi Shirai) , J<[] #8355 (Hiroaki Yaguchi) , J%#5 —HE[ (Ichiro Yabe)
JEHHE R AREARE
(Department of Neurology, Hokkaido University)

S18-3 Myotonic dystrophy: advances in genetics, pathophysiology, and therapeutic
approaches

7% M2 (Masayuki Nakamori)

IR BEASRIFTERE BRIR e
(Department of Neurology, Yamaguchi University, Ube, Japan)

S18-4 Advances in the genetics of multiple system atrophy
=FF # (Jun Mitsui)

HHURY: REBIEZRIFR T Loy g v AT ¢ o Ui
(Department of Precision Medicine Neurology, Graduate School of Medicine, The University of Tokyo)
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Symposium 19 Unraveling Novel Disease Mechanisms through Epigenome Research

H K 104 12H (1) 1425~ 16:25
= % 3R (VI FAVFaUIRKGERR 2F TV T LAR—L)
JE R — 2 (ENREEE R 2 —)
RIS S0 (FERUORA IR A 0 7 A e R R )
Date  : Saturday, October 12 14:25 ~ 16:25
Room : Room 3 (Empress hall, 2F, Grand Mercure Sapporo Odori Park)
Chairs : Kazuhiko Nakabayashi (National Center for Child Health and Development)
Hidenobu Soejima (Department of Biomolecular Sciences, Faculty of Medicine, Saga University)

S19-1 Mechanisms and roles of sexually dimorphic epigenome regulation in mammalian germ
cells
IS {#KE[ (Kenjiro Shirane) . #K 78 (Katsuhiko Hayashi)

KBREAR A BEEERTERE 7/ LY AERH IR A R
(Department of Genome Biology, Graduate School of Medicine, Osaka University, Suita, Japan)

S19-2 Tracking the dynamic chromatin changes in spermiogenesis: Implications for Male
Infertility Diagnosis
[ Hfd ! (Yuki Okada) . SPIFH Bym] ' (Masashi Hada) . 58 T 2 (Yoshinori Makino) |
FT "3 (Satoru Kaneko)

1 B ERE R

(Institute for Quantitative Biosciences, The University of Tokyo)
2 ALY B TR

(Department of Diagnostic Pathology, Sapporo-Kosei General Hospital)
3 IZR-kvhrrUZvo

(S - SET Clinic)

Epigenetic Disease Model Mice by Epigenome Editing

Y fE FRER (Takuro Horii)
BERB RS AEARFHEINIZET BRI L) Y — Ak & —

(Biosignal Genome Resource Center, Institute for Molecular and Cellular Regulation, Gunma University, Gunma,
Japan)

S19-4 Somatic mosaicism of epigenetic silencing in FDFT1 as a cause of porokeratosis
AR FE1E (Akiharu Kubo)
W RZERZBE AR R Rl e 5 R 200 B

(Division of Dermatology, Department of Internal Related, Kobe University Graduate School of Medicine, Kobe,
Japan)

S19-5 DNA methylation analysis using long-read sequencing in rare diseases
7K1 W (Takeshi Mizuguchi)
BRI R AR L2

(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
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INRIVT 14 A AW 3 / Panel Discussion

INRIVT A RABy a3y HAGTEHERDEGHV VI —DBERICOVWTEZELS
ERERILICETT

Panel Discussion Let’s redefine genetic counselors in Japan: toward national qualification

H & 10H12H (£) 14225~ 16:25
= B CHEARY (I RAVFa—)ULBGERR 2F V—Y Y FR—)b)
BER A RS RN ALY Z—)
HFH 7555 QBINEERERSA G Bn 2w >t ) J=)
Date ! Saturday, October 12 14:25 ~ 16:25
Room : Room 4 (Regent Hall, 2F, Grand Mercure Sapporo Odori Park)
Chairs : Issei Imoto (Aichi Cancer Center)
Yoshio Makita (Department of Genetic Counseling, Asahikawa Medical University Hospital)

NRUZ B K52 1 (Makiko Dazai)
FREIFHFIEINEN D T 0 4 AT VI R/~ MENT / LR REMRE S 2=
(Clavis Arcus ./ Genetic Alliance JP)
= 7232 (Hiromi Moriya)
FfE R A B AR
(Tokai University, School of Medicine, Faculty of Nursing)
kG s (Hiroshi Yoshihashi)

HTMNTATBAEN AN NRRS SRR > & — SRR HES BRRE R
(Department of Clinical Genetics, Tokyo Metropolitan Children’s Medical Center)

IESEI  The status of genetic counselors in the context of the current Japanese medical system

=5 #5Z (Hidehiko Miyake)

BROKLFRERAGE NHSHERIRREAIZER S A 75 A T2 AEBGEIEA Y ) > 72— A /5K
(Department of Genetic Counseling, Graduate School of Humanities and Sciences, Ochanomizu University)

PD-2 Expected requirements and systems for government authorized genetic counseling
P4IE Efil (Masakazu Nishigaki)
FEIBRESE AL AR AR R Y >y v 755y

(Department of Genetic Counseling, International University of Health and Welfare)

PD-3 The role of certified genetic counselors for multidisciplinary collaboration in a cancer-
specialized medical institution

=% fiAG (Nobue Takaiso) . FHEAS 324 (Issei Imoto)
BHIRMN A Y 22—
(Aichi Cancer Center Hospital, Aichi, Japan)
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WebCast ClinicalNotes F+¥'w b A7 T

WebCast ClinicalNotes ¥+ v FA7 = (82[E)

H & 107 10H CK) 14:00~ 16:50
2 B TRARERY T —)b—L (I FAVF 2 —)ULIRKERE 3F TAIIVEA)
FEr=4— Il i RLIBRIERPR 2R A BRI
IKEHS BLR~ 2 =7 ¢« A AV ZTRAEZ))
Date  : Thursday, October 10 14:00 ~ 16:50
Navigators: Aki Ishikawa (Department of Medical Genetics and Genomics, School of Medicine, Sapporo Medical
University, Sapporo, Japan)
Miyako Mizukami (Sapporo Maternity Women’s Hospital, Sapporo, Japan)

NTHEE
EkE 728 (Hironori Takahashi)

HIRERR R R
(Department of Obstetrics and Gynecology, Jichi Medical University, Tochigi, Japan)

DownfE % &
157K fdtE] (Kenji Shimizu)

YT C & &l RO
(Department of Clinical Genetics and Cytogenetics, Shizuoka Children’s Hospital, Shizuoka, Japan)

FRMEQTE RIEREF

1L17# 5\ (Hirokuni Yamazawa)

JEHHERE NRER AR
(Department of Pediatrics, Hokkaido University, Sapporo, Japan)

2B 704> L / Educational Program

B 70743 L 1/Educational Program 1

H B AT~y REEDH
Date . On-demand

= Prenatal Genetic Testing: Current Status and Future Prospects
R & (Osamu Samura)

WU RIERIRS: Efm NRIE
(Department of Obstetrics and Gynecology, The Jikei University School of Medicine)

70745 L 2/ Educational Program 2
H K A2 7<Y FEEDH

Date . On-demand
EP2 Cancer treatment and genetic medicine from the perspective of DNA mismatch repair
system

YR SRR 2 (Moriya Iwaizumi)
R N VY SN ke i ] o

(Department of Laboratory Medicine, Hamamatsu University School of Medicie)
2 THRIERLRZER ARl iR T2 B

(Clinical & Molecular Genetics Center, Hamamatsu University School of Medicine)
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B 7043 L 3/ Educational Program 3
H K A7y RREDOH

Date . On-demand
Genetic medicine in the context of treatment strategy for common disease

N Tl (Chisen Takeuchi)
FRIE SRR RE N s R R s

(Department of Clinical Genetics, Jikei University Hospital)

B 70% 3 L 4/ Educational Program 4

H B Ay 7<y REMEDH
Date . On-demand

The roles of Clinical Geneticists in pediatrics
AR HE EEK (Naoya Morisada)

FEREINT C & SRR ERL
(Department of Clinical Genetics, Hyogo Prefectural Kobe Children’s Hospital)

BIEEZE - 7/ LEFE BULOHHILES

BIEEE -7/ LEFE IZLHHESER
H B AT~y REMEDH

Date . On-demand
BEROERO BMESR

ES1-2

ES2

ES3

7838 75 (Atsushi Watanabe)
EIRKFHSBIRGE AR HER « B gt > 2 —

(Division of Clinical Genetics and Center for Genetic Support Center, Kanazawa University Hospital)

HEROBRQO BizFHERE-  RaFRE
&8 1% (Atsushi Watanabe)

SEIRREAMIEIRIE BGOSR « BRER SR v 2 —

(Division of Clinical Genetics and Center for Genetic Support Center, Kanazawa University Hospital)

BROERO EIEERE 7/LERE
1538 72 (Atsushi Watanabe)
SRR mis T SR - B RERsE L v 2 —

(Division of Clinical Genetics and Center for Genetic Support Center, Kanazawa University Hospital)

Bizhoote oy
T 4y (Rei Fukuda)
B R A TR

(Toyama University Hospital, Department of Clinical Genetics)

KIEEDINEERZRDIER
ey %A (Tomoharu Tokutomi)
JIRF R RS /N2

(Department of Pediatrics, Kawasaki Medical School)
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ES4 NUT 2 NDEER
]Iz £ (Tetsuya Okazaki)

B LA AT TR E IR b3~ W RO 0 i
(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical Sciences,
Okayama University)

ES5 B FAE
el (E#F (Masayoshi Nakakuni)

ENL B R 7Tt o 2 — s RlifiA g > 2 — - BRI > 2 —
(Gene and Cell Therapy Promotion Center / Center for Clinical Research and Development, National Center for
Child Health and Development)

ES6 EFRRIE2
Fx1l F32 (Ikumi Moriyama)
TR R Rl
(Fujita Health University Hospital)
ES7 IET/L
Il &5 Zifd (Hidenobu Soejima)
PEEREEZAR ) FAEMBEERE 0 FEGZ - TV 2 2T 1 7 A5
(Division of Molecular Genetics & Epigenetics, Department of Biomolecular Sciences, Faculty of Medicine, Saga
University)

ES8 IhAVRUTR
A1l = (Kei Murayama)
JER R HEE TR RS - e/ R

(Diagnostics and Therapeutics of Intractable Disease, Intractable Disease Research Center. Department of
Pediatrics, Juntendo University Faculty of Medicine)

[) DAY/ LEBRE G EEAEIRE
31 F¢¥ (Noriko Tanabe)
B EERRERE RS Y 2— 7 Ligk)

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

BEREROREE/NREERMERE
T BEPE (Mari Urano)

[ENZE R R TE 2 > 2 —
(Center Hospital of the National Center for Global Health and Medicine)

HREBELEEERDESR
& B H - (Chieko Kukinaka)
REARR ARG E MR IR

(Faculty of Life Sciences, Kumamoto University)

T/ LEBRHEE
5 HESE (Masayuki Yoshida)
FTRV AR A E B ER 2T - BAFR2 Rt

(Department of Medical Genetics, Institute of Science Tokyo)
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SEEMtEYI a3y (A®) /
Oral Presentation Award Session

w </ 3> (O;&) /Oral Presentation Award Session

H K 108 11H (&) 11.05~ 11:55
2 B CEW1a (U FAVFa—)UILRAGERE 3F R—)L)L—L BC)
BRI Sk AGEERERBRRE (S TR 51D
R 75755 QBINERRAHRE Bin iy v k) v 7%)
Date  : Friday, October 11 11:05 ~ 11:55
Room :Room 1 (Ballroom BC, 3F, Grand Mercure Sapporo Odori Park)
Chairs : Takahiro Yamada (Division of Clinical Genetics, Hokkaido University Hospital)
Yoshio Makita (Department of Genetic Counseling, Asahikawa Medical University Hospital)

Management of patients with hematological disorders with germline predispositions in
Japan

P854 Bi# % (Mizuki Watanabe) . i 741" (Junya Kanda) . J1[IF 557 (Hidenori Kawasaki) .
R J51 T ¢ (Seniji Kasahara) . Fek) {277 ° (Nobuhiro Kanemura) , A< &K ® (Norihiro Hiramoto) |
FI#F %457 (Kensuke Usuki) . 4 188 (Kazunori Imada) . [ 2%81° (Yasunori Ueda) |
=8 $ET "0 (Kinuko Mitan) . JLEF 817" (Tosiyuki Kitano) . #RIN =2 '# (Yukiyoshi Moriuchi)
fAlEs {172 ° (Nobuhiko Uoshima) | i B " (Shigeo Fuji) , /M1 @] " (Seishi Ogawa)
T S5 ! (Akifumi Takaori) | F34% 2%~ '® (Yasuhito Nannya)
1 BUEBRZZ AR ol iR
(Department Hematology, Kyoto University Hospital, Kyoto, Japan)
2 ENIDARISEE v 2 — g AR
(Div. Stem Cell Transplantation, National Cancer Center Hospital, Tokyo, Japan)
3 FURCEEE AL e AL A2 BT
(Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)
4 IR R iR
(Department of Hematology, Gifu Municipal Hospital, Gifu, Japan)
5 I FRAAPR AR el il - RAENF
(Department Hematology and Infectious Disease, Gifu University Hospital, Gifu, Japan)
6 piEALERR Y 2 — e R i R
(Department Hematology, Kobe City Medical Center General Hospital, Kobe, Japan)
7 NTTHHABIHGHEGE fig
(Department of Hematology, NTT Medical Center Tokyo, Tokyo, Japan)
8 KRBTl MENF
(Department of Hematology, Japanese Red Cross Osaka Hospital, Osaka, Japan)
9 ABChYLERE Mk
(Department of Hematology, Kurashiki Central Hospital, Kurashiki, Japan)
10 WIHERRENRE M - 5N
(Department of Hematology and Oncology, Dokkyo Medical University, Tochigi, Japan)
11 W ER S E AL AT LR R fmiis
(Department of Hematology, Kitano Hospital, Osaka, Japan)
12 R A R > 2 — MR E
(Department of Hematology, Sasebo City General Hospital, Sasebo, Japan)
13 BUEREE - HAIR -7l M N
(Department Hematology, Japanese Red Cross Kyoto Daini Hospital, Kyoto, Japan)
14 KIREBED AL > 2 — RNE
(Department of Hematology, Osaka International Cancer Institute, Osaka, Japan)
15 HEBRZE R AN ZER 5
(Department Pathology and Tumor Biology, Kyoto University, Kyoto, Japan)
16 HEURCEERPANIFLAT RIS N
(Department Hematology/Oncology, Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
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BO-2

BO-3

New quantitative and qualitative analytical framework of scRNAseq data reveals the
pathophysiology of SLE

Hhi [EfE ! (Masahiro Nakano) . (7 5@ 2 (Michihiro Kono) . 1% 225 #3HH ! (Hiroaki Hatano) .
e fl—BR ' (Kenichiro Asahara) . PHEY £k ! (Takahiro Nishino) . &ikG %12 (Haruka Takahashi) .
B fi ! (Bunki Natsumoto) . 473H F1EE 23 (Kazuyoshi Ishigaki)
1B MR Y X — L R BB — L

(Laboratory for Human Immunogenetics, RIKEN Center for Integrative Medical Sciences, Kanagawa, Japan)
2 BESTICEE AT A - A AE

(Department of Microbiology and Immunology, Keio University School of Medicine)
3 BEERIARY b MEVYE MR- E TR R o 2 —

(Keio University Human Biology-Microbiome-Quantum Research Center (WPI-Bio2Q))

Germline Findings in Whole Genome Sequencing: Contribution to Carcinogenesis?

IEEY 22 ! (Bri Habano) . FHAP #(4: 2 (Norio Tanaka) . 48 M{= 3 (Akito Dobashi) .
47 575" (Keika Kaneko) . #7)1] 825" (Hiromi Arakawa) . B #57-' (Yuko Minoura) .
AFE HiyDE " (Asami Kuga) . 5] 75K " (Kota Ishioka) . Ak 524" (Naomi Hayashi) |
1 #2J4 " (Takahiro Kogawa) . #EH —F-' (Ippei Fukada) . # F{—* (Seiichi Mori) .
B kG #2 " (Shunji Takahashi) , % #,2 ' (Takayuki Ueno) , HiEA 45 #) " (Arisa Ueki)
I BN DA

(The Cancer Institute Hospital, Japanese Foundation for Cancer Research)
2 DAMEREN WA MAT LYY a VIEERT Y 2 —

(The Cancer Precision Medicine Center, Japanese Foundation for Cancer Research)
3 DARWHTEN WA DS AT

(The Cancer Institute, Japanese Foundation for Cancer Research)

Long-term efficacy of gene therapy for AADC deficiency and development of diagnostic
system
T HAS " (Marina Mizobe) . /& ERK ' (Karin Kojima) . %32 %1 ' (Chika Watanabe) |
FH fE—2 (Shin-ichi Muramatsu) . /NJE {= ! (Hitoshi Osaka) . [LIJ% 52ff '** (Takanori Yamagata)
1 BEIRERERY: AR
(Department of Pediatrics, Jichi Medical University, Tochigi, Japan)
2 HIRERRZE MR R T E R
(Division of Neurological Gene Therapy, Jichi Medical University, Tochigi, Japan)
3 HARRIZUNCYTF—arbri—
(Tochigi Rehabilitation Center, Tochigi, Japan)
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—% ;& / Oral Session

—MROE 1 EIEETF
Oral Session 1 Reproductive Genetics

H & :10H10H (CK) 8:30~9:20
= W ARy (U FAVFa—UILIRKREARE 2F V—Y ¥ bR—)b)
B R EAR BT (ENREEEMEE Y X —)
et 18 (REURERERYE: ERARD
Date  : Thursday, October 10 8:30 ~ 9:20
Room : Room 4 (Regent Hall, 2F, Grand Mercure Sapporo Odori Park)
Chairs : Aiko Sasaki (NCCHD)
Osamu Samura (Department of Obstetrics and Gynecology, The Jikei University School of Medicine)

IEIEI  Investigation of genetic causes by exome sequencing in families with non-obstructive
azoospermia

PEE PA 7' (Kuniko Nishida) . T3 2322 (Kosuke Kojo) . 84 K/T? (Daisuke Numahata) .
P J%5 4 (Masahiro Uchida) | [/l —7&° (Kazumitsu Yamasaki) . 754 52HH 2 ¢ (Teruaki Iwamoto) .
EIR #3507 (Yuka Nagasaki) . 1A% [%— " (Youichi Sato)
1 (EERSE SR SR R e 0 i
(Department of Pharmaceutical Information Science, Faculty of Pharmaceutical Sciences, Tokushima
University)
2 EBREZHEAL AR U TR R s v q b v 2 — B
(Center for Infertility and IVF, International University of Health and Welfare Hospital)
3 FEOEMIR R WK RE
(Department of Urology, University of Tsukuba Hospital)
4 HUAERRZETIR R > 2 — WhRER
(Department of Urology, Tokyo Medical University Ibaraki Medical Center)
5 BUCAEEET wRER
(Urology department, Tsukuba Gakuen Hospital)
6 ERE VT RA Y v vy 2 — AR
(Department of Male Infertility, Reproduction Center, Sanno Hospital)
T PEEREE KRR AT RS R 0
(Department of Pharmaceutical Information Science, Tokushima University Graduate School of Biomedical
Sciences)

01-2 Identification of Causative Mutations in Infertility and Recurrent Pregnancy Loss
through Whole Exome Sequencing

ey 1% (Yusuke Sako) . FEtH 75 A (Hidehito Inagaki) . &HG A8 (Hiroki Kurahashi)

TR RIS TR ERCAERIAN T > 2 — Pl Are s
(Department of Molecular Genetics, Research Center for Medical Sciences, Fujita Health University)

01-3 Effect of a precursor of NAD", on the frequency of appearance of anaphase lagging in
oocyte meiosis |

F&AS J& ' (Shu Hashimoto) . HI[d M52 (Yoshiharu Nakaoka) . A< 5% 3 (Yoshiharu Morimoto)

1 KRB RZERZBRE AR
(Osaka Metropolitan Uniersity)

2 WFEARZVZwD
(IVF Namba Clinic)

3 HORACZZr7uYhKRZ7VU=w’
(HORAC Grand Front Osaka Clinic)
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01-4

01-5

Systematic molecular analyses for 115 karyotypically normal men with isolated non-
obstructive azoospermia

AP R 2 (Yuki Muranishi) . 7N 342 2 (Yoshitomo Kobori) . #EE FHF2 T+ ' (Yuko Katoh-Fukui) .

Tfit] £ ' (Satoshi Tamaoka) , AR % ' (Atsushi Hattori) . K 52H1® (Akiyoshi Osaka) .

R 543 (Hiroshi Okada) , Hifk —Z * (Kazuhiko Nakabayashi) . {i[& 2 * (Tomoko Kawai)

%85 J5F* (Hiroko Ogata-Kawata) . 58 J&:2 ® (Toshiyuki Iwahata) , 4 ff51 % (Masafumi Kon) .

W& )5 {212 (Nobuo Shinohara) . R, Bifd! (Maki Fukami)

1 ENTREERTE 2 — 2 TN
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)

2 ABRE R R AT B IR VR AR
(Department of Renal and Genitourinary Surgery, Hokkaido University Graduate School of Medicine, Sapporo,
Japan)

3 BmERKE HEERE 2= ) T sy g vy a—
(International Center for Reproductive Medicine, Dokkyo Medical University Saitama Medical Center,
Koshigaya, Japan)

4 ENTRCE RV 2 2 — SRR RERTSER
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development, Tokyo,
Japan)

Development of a predictive model for sperm retrieval by micro-TESE using genomic
information

ZHh B ' (Yasutomo Kikuchi) . T8 2062 (Kosuke Kojo) . @M K/ 12 (Daisuke Numahata) .
PYH 5 (Masahiro Uchida) . [LIE —7%%° (Kazumitsu Yamasaki) . 754% 5212 (Teruaki Iwamoto)
iR #3007 (Yuka Nagasaki)  {/# F5— " (Youichi Sato)

1 (EEREE SR SR R e 0
(Department of Pharmaceutical Information Science, Faculty of Pharmaceutical Sciences, Tokushima
University)
2 ERREGEHREAERERGE U IO R T Y g vty =B A
(Center for Infertility and IVF, International University of Health and Welfare Hospital)
3 FEOCAMIR R WKy RE
(Department of Urology, University of Tsukuba Hospital)
4 HUABERRZETRIR R > 2 — WhRER
(Department of Urology, Tokyo Medical University Ibaraki Medical Center)
5 BUEREEET AR
(Urology department, Tsukuba Gakuen Hospital)
6 EREE VT uX sy g v 2= A
(Department of Male Infertility, Reproduction Center, Sanno Hospital)
T PEEREE RERRIE R EEAT I RS IR 0 e
(Department of Pharmaceutical Information Science, Tokushima University Graduate School of Biomedical
Sciences)
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—MEE 2 HEEEE

Oral Session 2 Neurogenetics

H & :10H10H (CK) 830~ 9:20
2 % TSR (I FANFa—NVHIRIGERE 2F A R AKR—)L)
JE R RIS S CIEHBE R AR ARG E AT IR R
sl By (N ERRE R > 2 —)
Date  : Thursday, October 10 8:30 ~ 9:20
Room : Room 5 (Highness Hall, 2F, Grand Mercure Sapporo Odori Park)
Chairs : Ichiro Yabe (Department of Neurology, Hokkaido University)
Reiko Arakawa (National Center for Global Health and Medicine)

IEEI  Spinal cord motor neuron phenotypes and polygenic risk scores in sporadic
amyotrophic lateral sclerosis

IE $AEAG Y (Chris Kato) . 28 B2 (Satoru Morimoto) . 155k & — '° (Shinichi Takahashi) .
e BL—* (Shinichi Namba) , F 7 *° (Qingbo Wang) . [ % *°° (Yukinori Okada) ,
Rl 242 ! (Hideyuki Okano)

1 BERESRIAAZ BERERRY Y —F 2 —
(Keio University Regenerative Medicine Research Center, Kanagawa, Japan)
2 HUUENE R RAR R 2 — T AR A M R
(Division of Neurodegenerative Disease Research, Tokyo Metropolitan Institute for Geriatrics and Gerontology,
Tokyo, Japan)
3 WRERERY: EERER Y 22— R NEE « 2R R
(Department of Neurology and Cerebrovascular Medicine, Saitama Medical University International Medical
Center, Saitama, Japan)
4 RBOREE REAGE SRR R
(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Suita, Japan)
5 HEIREE RZREZRIIZER BRI
(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
6 HMEAAREIEAT AR IERPANTE Y X — O AT LR T — L
(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)

02-2 Clinical and genetic characteristics of ALS patients with SOD7 mutation in Japan

Hikf F5—"' (Ryoichi Nakamura) . 14 Ei5/\% (Masahiro Nakatochi) . &P %' (Genki Tohnai) .
ENFH TS| (Naoki Atsuta) . i Kiili 2 (Daisuke Ito) . JPE%EF Dk 2 (Masahisa Katsuno) .
F5 ME(=Z3 (Yuishin Izumi) . L WIZA* (Takehisa Hirayama) . J7%F & * (Osamu Kano)
&R (5% ° (Nobutaka Hattor) . G4 H1Z$° (Rina Hashimoto) . 2845 A5 7-° (Ikuko Aiba) .
HEY AIE2 7 (Kazumoto Shibuya) . F&Jii H&7 (Satoshi Kuwabara) . $5A [EfE® (Naoki Suzuki) |
FHA IFE® Masashi Aoki) . #kH HEH.° (Masaya Oda) . £RHI Y58 '° (Mitsuya Morita) |
JEE 2% ' (Manabu Doyw) . AL 7T' (Gen Sobue)
1 EBHERRE
(Aichi Medical University, Nagakute, Japan)

2 HhERY
(Nagoya University, Nagoya, Japan)
3 K
(Tokushima University, Tokushima, Japan)
4 WK
(Toho University, Tokyo, Japan)
5 NERHKE

(Juntendo University, Tokyo, Japan)
6 [ENZE RS SR A e
(National Hospital Organization Higashinagoya National Hospital, Nagoya, Japan)

7 TR
(Chiba University, Chiba, Japan)
8  HILA

(Tohoku University, Sendai, Japan)
9  EN—F{EDHHEE

(Vihara Hananosato Hospital, Miyoshi, Japan)
10 EIRERRY:

(Jichi Medical University, Shimotsuke, Japan)
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02-3 Three-year experiences of viltolarsen treatment in pediatric patients with Duchenne
muscular dystrophy
7 I+ (Tomoko Lee) . Jy|l1 252 (Yoshiyuki Katayama) , #nt S5 (Miki Matsui) |
F4H AR (Tomohiro Kakuta) . SFIR iff (Eisuke Terasaki) . fifi7k 791 (Sachi Tokunaga) .
A1 E T (Naoko Taniguchi) . FAf %% (Hideki Shimomura) . 7)5 Z£5), (Yasuhiro Takeshima)

TERREERIR Y /N
(Department of Pediatrics, Hyogo Medical University)

PP A case of spinal muscular atrophy in which risdiplam administration is thought to have
affected the reproductive organs
7RI I (Toshio Saito) . /JMJll 2+-2 (Yoshiko Koyanagi) . Ji {5 (Yasuo Hara) .
Bl FH k4% 2 (Momoyo Sonoda) . P4/ /ABE ! (Hisahide Nishio)
1 ENDRGSHE RN RILER & > & — N R
(Division of Child Neurology, Department of Neurology, National Hospital Organization Osaka Toneyama
Medical Center, Toyonaka, Japan)
2 FHBRRARTZ VY = 7
(Sonoda Momoyo ART clinic)
3 FErUZws
(Hara clinic)
4 WA E YV NE Y T = g VA
(Faculty of Rehabilitation, Kobe Gakuin University)

IEEE  Deficiency of ASD top gene SCN2A in mouse mPFC models schizophrenia
)11 F15L (Kazuhiro Yamakawa) . $5AK £ (Toshimitsu Suzuki)
BT R TLRS: KEAGEE S AIIERE iRl AT SRR R A0
(Department of Neurodevelopmental Disorder Genetics, Institute of Brain Sciences, Nagoya City University
Graduate School of Medical Sciences)

—MRR3 EEEEE 1

Oral Session 3 Cancer Genetics 1

H K (104 10H (K 830~9:20
2 5 rHEeRE (U RAFa—)ULIRKGERR 1F Fv v Z)L)
P BT E (ENIA AR 22— R
R TR GREORCAE AR ERET 7/ Lag#il)
Date  : Thursday, October 10 8:30 ~ 9:20
Room : Room 6 (Castle, 1F, Grand Mercure Sapporo Odori Park)
Chairs : Makoto Hirata (National Cancer Center Hospital)
Katsutoshi Oda (The University of Tokyo Hospital, Department of Clinical Genomics)

Analysis of Secondary Findings Related to Pathogenic BRCA1/2 Variants ldentified in
Comprehensive Genome Profiling
B[] Bk "? (Yoshinaga Okugawa) . TEM $fifF ' (Takumi Fujiwara) . P JIEEL " (Junya Tsuboi)
JblE &{ " ? (Takahito Kitajima) , SFZ% {15! (Emi Teramoto) . HAf JBR#E 1 (Maki Nakamura)
L 3k (Makoto Tkejiri) . ZEA AR (kuyo Mochiki) . K&k A5 KHB ! (Ryotaro Hashizume) |
A #' (Hiroshi Imai) . 14+ F1! (Kaname Nakatani) . [&(11 #8 % (Yuji Toiyama)
1 EEREEEBINERE 7/ LERS
(Department of Genomic Medicine, Mie University Hospital, Mie, Japan)
2 SERPERUIR IME NSRS

(Department of Gastrointestinal and Pediatric Surgery)
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03-2

03-3

03-4

Clinical outcome of returning genomic results to BRCA7T and BRCAZ2 pathogenic variant
carriers found in general population

$HA 7E— "% (Yoichi Suzuki) , KM $57-' (Kinuko Ohneda) . &1 #°F- "> (Yohei Hamanaka) ,
A 25 ° (Takanori Ishida) . #§ #liF* (Junko Minato) , B 523 *° (Muneaki Shimada) .
JIIH #3° (Hiroshi Kawame) . ffifiti 555 '° (Nobuo Fuse) . = J& "> (Fuji Nagami) .

LA 2 ' (Masayuki Yamamoto)

1 AMERIBF RIERSE BAEA T ¢ 0V« XIS TS
(Tohoku University Tohoku Medical Megabank Organization, Sendai, Miyagi, Japan)

2 bR AR KRR
(Department of Clinical Genetics, Ageo Central General Hospital, Ageo, Saitama, Japan)

3 HULRZFERZFGEZROIIER FUIR « W oVERA o ey
(Department of Breast and Endocrine Surgical Oncology, Tohoku University Graduate School of Medicine,
Sendai, Miyagi, Japan)

4 HUERZRFGIEFROIIER e AR
(Department of Gynecology and Obstetrics, Tohoku University Graduate School of Medicine, Sendai, Miyagi,
Japan)

5 HULKRYE S FERITERA AR AR > 2 —
(Advanced Research Center for Innovations in Next-Generation Medicine, Tohoku University, Sendai, Miyagi,
Japan)

6 REHERIRHRN BT RS H
(Department of Clinical Genetics, Jikei University Hospital, Tokyo, Japan)

Evaluations of secondary findings using CGP with a focus on family history in
colorectal cancer

JElE &1 "? (Takahito Kitajima) ., B2JI| 27k "? (Yoshinaga Okugawa) . HAT JFEAf ' (Maki Nakamura) .
L #k (Makoto Tkejiri) . JEJ5 $A7f5 * (Takumi Fujiwara) . P JIESR ' Qunya Tsuboi) |
SR AL (kuyo Mochiki) . KaG S AR (Ryotaro Hashizume) . 4 #3 ' (Hiroshi Imai)
F1 f1! (Kaname Nakatani)
1 ZERPEEAEH R 7 LIRS
(The Department of Genomic Medicine, Mie University Hospital)
2 SEHREE A R - NS

(The Department of Gastrointestinal and Pediatric Surgery, Mie University)

Characterization of Clonal Hematopoiesis Associated Findings in the FoundationOne
Liquid(F1L) test in Pancreatic Cancer

Kol okt (Manami Matsukawa) . AfF 222 (Takashi Kubo) . 81§ Af=F 2 (Kuniko Sunami) .
/N B&SZ? (Takafumi Koyama) . ZERE —#d ®* (Kazuki Sudo) . /[NHH Z5H 2 (Satoyo Oda) |
M3 07 1° (Noriko Tanabe) . 745 257! (Tomoko Watanabe) . /1% J& 7-' (Chikako Tomozawa) .
5 FfiEE ' (Teruhiko Yoshida) . 1145 5% (Noboru Yamamoto) , “J-FH E ' (Makoto Hirata)
1 FERIA AT > & — il S-S

(Department of Genetic Medicine and Services, National Cancer Center, Tokyo, Japan)
2 ENIARIT v 2 — ik R AR

(Department of Clinical Laboratories, National Cancer Center, Tokyo, Japan)
3 ENIAAISE Y v 2 — Tl Selin e R

(Department of Experimental therapeutics, National Cancer Center, Tokyo, Japan)
4 ENIDAGE V2 — B IS AR

(Department of Medical Oncology, National Cancer Center, Tokyo, Japan)
5 REERREROERY Y 2 — 7/ Lishk

(Department of Clinical Genetics, Saitama Medical Center, Saitama, Japan)
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03-5

Clinical profiling of postzygotic mosaicism in hereditary cancer genes: analysis of 27
individuals in 18 families

771 JE ' (Chikako Tomozawa) . %3] £5F-' (Tomoko Watanabe) . 152 &0 7~ 2 (Noriko Tanabe) .
A1 32K (Manami Matsukawa) . f-fg ZE4E T " (Mineko Ushiama) , #47# B/L° (Masahiro Gotoh)
/N B4 (Satoyo Oda) . #%% 14 ° (Yasushi Goto) . JIf5f#] #ii°® (Susumu Hijioka) .
Ik B2 7 (Mayumi Kato) . #3H: 3,28 (Yoshiyuki Matsui) . #7532 T-##° (Chigusa Morizane) .
HE®F #H° (Sho Shiino) ., /K /i1 '© (Shigenobu Suzuki) . L/ B "' (Masayoshi Yamada) .
WA #3255 112 (Hiromi Sakamoto) . B8 e 1!° (Kokichi Sugano) . g5 [ #fiZ ! (Teruhiko Yoshida) .
SEH B (Makoto Hirata)
1 ENID A v 2 — il s TR
(Department of Genetic Medicine and Services, National Cancer Center Hospital, Tokyo, Japan)
2 RIEERKFROERY Y Z— 7/ Lis ik
(Department of Clinical Genetics, Saitama Medical Center, Saitama, Japan)
3 ENIASAISE R 2 — WS BRI R
(Department of Clinical Genomics, National Cancer Center Research Institute, Tokyo, Japan)
4 ENIDAIE 22— dmEl BEARER
(Department of Clinical Laboratories, National Cancer Center Hospital, Tokyo, Japan)
5  ENZDAZER 2 B — Tkt IR AR R
(Department of Thoracic Oncology, National Cancer Center Hospital, Tokyo, Japan)
6 ENIAAISE Y > 2 — sl AR R
(Department of Hepatobiliary and Pancreatic Oncology, National Cancer Center Hospital, Tokyo, Japan)
7 ENDARE v 2 — sl b A ER
(Department of Gynecology, National Cancer Center Hospital, Tokyo, Japan)
8 NI AT > & — HLELE RS - RIS R
(Department of Urology and Retroperitoneal Surgery, National Cancer Center Hospital, Tokyo, Japan)
9 ENIAAIZEY 2 — HElE RS
(Department of Breast Surgery, National Cancer Center Hospital, Tokyo, Japan)
10 ERIAS A > 22— B ISR
(Department of Ophthalmic Oncology, National Cancer Center Hospital, Tokyo, Japan)
11 ERZA AR > 2 — Hile NARETR
(Endoscopy Division, National Cancer Center Hospital, Tokyo, Japan)
12 ENIAWIEE > & — WEEAT 234 48> 781
(Deptartment of Biobank and Tissue Resources, National Cancer Center Research Institute, Tokyo, Japan)
13 R ARBIFLATIE A Rl s 2
(Department of Genetic Medicine, Kyoundo Hospital, Sasaki Foundation, Tokyo, Japan)
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—fEOE4 TEIVIRTA VX, HEEGRE

Oral Session 4 Epigenetics, Cytogenetics

H & :10H10H (K) 9:30~10:20
= AR (I FAVFaULRKERR 2F V—Y Y FR—)b)
BE R RIS B (B AR AR AR 7 RRY c TEY 2 2T 0 7 A0E)
Rk e (B RN SE R E R AR A I - /NREE A58
Date  : Thursday, October 10 9:30 ~ 10:20
Room : Room 4 (Regent Hall, 2F, Grand Mercure Sapporo Odori Park)
Chairs : Hidenobu Soejima (Division of Molecular Genetics & Epigenetics, Department of Biomolecular Sciences,
Faculty of Medicine, Saga University)
Shinji Saitoh (Department of Pediatrics and Neonatology, Nagoya City University Graduate School of
Medical Sciences)

=  Long-read sequencing analysis in two Beckwith-Wiedemann syndrome families caused
by defects of OCT4/SOX2 binding site
$5 HEAC ! (Masayo Kagami) . #4574 8 ' (Hayate Masubuchi) . Jii/I] 778 ' (Tatsuki Urakawa)
/MR B #E? (Rika Kosaki) . 2% 7 IF§ B85 (Hideaki Yagasaki) . f&ll/E FEfifi* (Hidenobu Soejima) .
%575 #)° (Tsutomu Ogata) . R, Ehd ' (Maki Fukami)
1 ENZRCEERVIE > 2 — WS8R 70 TS s
(Department of Molecular Endocrinology, National Center for Child Health and Development, Tokyo, Japan)
2 ENIBERIZCY 2 — Bng R
(Division of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)
3 AR N
(Department of Pediatrics, Yamanashi University, Yamanashi, Japan)
4 EERCEE AR AR SRR A
(Department of Biomolecular Sciences, Faculty of Medicine, Saga University, Saga, Japan)
5 EMERE 22— NEER
(Department of Pediatrics, Hamamatsu Medical Center, Hamamatsu, Japan)

04-2 Comprehensive diagnosis of a case of Silver-Russell syndrome and Beckwith-
Wiedemann syndrome using nanopore sequencing
(L% —f " (Kazuki Yamazawa) . HUIE 857" (Moeko Nakashima) . &£ #2342 (Eri Shijiki) |
e 7% (Megumi Saito-Tsuruoka) . 3378 J& % (Chikahiko Numakura)
1 ERTERES M R R v 2 — BSHR
(Department of Medical Genetics, NHO Tokyo Medical Center, Tokyo, Japan)
2 BEBERKRN T/ LERR
(Department of Clinical Genomics, Saitama Medical University Hospital, Saitama, Japan)
3 RiRERRARER N

(Department of Pediatrics, Saitama Medical University Hospital, Saitama, Japan)

04-3 Identification of genomic polymorphisms associated with intellectual disability in ATR-X
syndrome
B A D AL (Karin Hori) . KI5 1ERK ' (Masanari Otsuka) . 1 F§Z% 2 (Namiki Doi) .
HEFA ffivsE "2 (Norifumi Shioda)
1 REARRAE FEBR AT 7/ IR0
(Department of Genomic Neurology, Institute of Molecular Embryology and Genetics, Kumamoto University,
Kumamoto, Japan)

2 FRARRE RER SABE R AR AT

(Graduate school of Pharmaceutical Sciences, Kumamoto University, Kumamoto, Japan)
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04-4 High proportion of monosomy 21 cells revealed by chromosomal microarray in a
patient with ring chromosome 21 mosaicism
K 2 (Kenta Hasumi) . &5 2528 % (Miyu Fukushima) ., #HE ELFT- 2 (Mariko Sagara) .
/N ZNE A2 (Sayuri Oda) . e B4 1% (Hiroyuki Kuramitsu) . /N1 B4 2 (Masahiro Koyama) |
/INCT 4 (Yusuke Oguchi) | SRf3: SERTF* (Miwako Kizumi) | K35 KA ® (Daiju Oba) |
FHE 1852 2 (Hirofumi Ohashi)
1 REENDNRER Y 2 — B aRE=
(Genetic Laboratory, Saitama Children’s Medical Center, Saitama, Japan)
2 RiRENNRERRY 2 — B
(Department of Clinical Laboratory, Saitama Children’s Medical Center, Saitama, Japan)
3 EERENNRER G 2 — sk
(Department of Medical Genetics, Saitama Childlen’s Medical Center, Saitama, Japan)

Y Unbalanced translocation involving an acrocentric chromosome not predicted by
chromosomal microarray analysis
L 754 (Kosuke Yamada) . 15 #K TE## (Naoki Takabayashi) . ###k 24332 (Fumi Kurebayashi) .
157K f@ ] (Kenji Shimizu)
FHRAVRNT C & & iRt BURS AR}
(Division of Clinical Genetics and Cytogenetics, Shizuoka Children’s Hospital, Shizuoka, Japan)

—MRRS WIMER

Oral Session 5 Rare Diseases

H K 107 10H CK) 9:30~10:20
= B rHea (U RAVFa—)ULRKENR 1F Fv v A)L)
FER K EEE] GRS & WD)
T2 T (ARAR AR AAGRE BT R 22 G IS EtEaR / [7) /NRR A8
Date  : Thursday, October 10 9:30 ~ 10:20
Room : Room 6 (Castle, 1F, Grand Mercure Sapporo Odori Park)
Chairs : Kenji Shimizu (Shizuoka Children’s Hospital)
Yoriko Watanabe (Research Institute of Medical Mass Spectrometry, and Department Pediatrics and Child
Health)

05-1 X-Linked Hypophosphatemia with complex inverted duplication of intra PHEX gene

PN EFR Y2 (Yari Uchiyama) | 5 #i— 2 (Yuichi Takashi) . BEK 715112 (Eriko Koshimizu)
- Z5#%34 "% (Naomi Tsuchida) . REFT 5T % (Atsushi Fujita) . =75k BA1-%* (Satoko Miyatake) .
7K W ? (Takeshi Mizuguchi) . JI[{E &34 ° (Daiji Kawanami) . #3445 438 '** (Naomichi Matsumoto)
1 BRIl B 7/ Lis Wi

(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
2 BRETWNLRIARARE AR L

(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
3 HER RIS NI « BEPRIE N

(Department of Endocrinology and Diabetes, Fukuoka University School of Medicine, Fukuoka, Japan)
4 BRI Rl s SR

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

05-2 Functional analysis of loss-of-function biallelic RINT1 variants responsible for infantile
recurrent liver dysfunction
FHAR KIE"? (Taiga AokD) . Tt & O & ! (Arisa Igarashi) . #l /AZE ! (Kumiko Yanagi) .
ILIZEA] HEEZ ' (Masahiko Yamamori) . fliFH £t ' (Takaya lida) . #87% A& 2% ' (Yumi Enomoto) .
/MK 484 ' (Nana Kobayashi) . Bl 335 ' (Yukimi Abe) . #J5 73— " (Yoichi Matsubara) .
Hi [£ 12 (Tadashi Kaname)
1 ERNIRE BRI 22— LRSS
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
2 ENINEBEERML 2T LV F - R —
(Allergy Center, National Center for Child Health and Development, Tokyo, Japan)
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05-3

05-4

Two patterns of phenotype in patients with Snijders Blok Campeau syndrome and
behavior test using zebrafish model

KA KF"' (Yumi Enomoto) . 7K 2223 (Takashi Shiromizu) , J\+ & /£ 512 (Sakyo Yasojima) .
JINE T2 (Junko Koiwa) . S 240714 (Yukiko Kuroda) . A I 1l * (Hiroaki Murakami) .
B B! (Takuya Naruto) , P4 42 %2 (Yuhei Nishimura) . HE75 {gt7] '* (Kenji Kurosawa)

1 BRI 8 R > 2 — RIS
(Clinical Research Institute, Kanagawa Children’s Medical Center, Yokohama, Japan)
2 THREE REBIERSRIIZER O sRRE
(Department of Integrative Pharmacology, Graduate School of Medicine, Mie University, Tsu, Japan)
3 =ERE BRI 2 —
(Mie University Research Center for Cilia and Diseases, Tsu, Japan)
4 )RS E bR 2 — s
(Division of Medical Genetics, Kanagawa Children’s Medical Center, Yokohama, Japan)

The impact of variant annotations on the diagnostic yield of genetic analysis for rare
neurological diseases

/K = T (Kazuyuki Komatsw) . HHE Y6/ 2 (Mitsuhiro Kato) . 4% #£7- ' (Sachiko Miyamoto) .
KA TR (Kaori Yamoto) . P #1113 (Takuya Hiraide) . 3% —#5f* (Kazuki Watanabe)
51 A" (Shogo Furukawa) . HK Z%7% ' (Taiju Hayashi) . f#H E&' (Mayu Isogai) |
JEUIRS PHEL ! (Takuma Harasaki) . H1E: Y67 (Mitsuko Nakashima) . 7t 75%5 ! (Hirotomo Saitsu)
1 IERREERIRY: R R Rl
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 BHRIRZE R N R
(Department of Pediatrics, Showa University School of Medicine, Tokyo, Japan)
3 WRAREERLAEEE AR e /N R
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
4 ERRERIRAE AR 25— RE e N
(First Department of Medicine/Department of Neurology, Hamamatsu University School of Medicine,
Hamamatsu, Japan)

Rare variant in the NR5AT gene causing 46,XY complete gonadal dysgenesis with a
non-communicating rudimentary uterus

2 K i (Toru Sasaki) . 5K B2 (Shinji Suzuki) . /NEF B ' (Masanori Ono) .
LA Bk ' (Akiko Yamamoto) | fifif% EL%5** (Masato Bingo) . L/ %2 (Gaku Yamanaka) .
B HfE2Z° (Masahiko Kuroda) ., FgiH B 7 *°® (Natsuko Inagaki) . 75 3% ' (Hirotaka Nishi)

1 HERRS: EERHm AR

(Department of Obstetrics and Gynecology, Tokyo Medical University, Tokyo, Japan)
2 HEERRAE NRRA

(Department of Pediatrics, Tokyo Medical University, Tokyo, Japan)
3 HERAZ BIRTamt s 2 —

(Department of Clinical Genetics Center, Tokyo Medical University, Tokyo, Japan)
4 EERRS: BRI R 200

(Department of Laboratory Medicine, Tokyo Medical University, Tokyo, Japan)
5 HEERIREE ) FIRBEE )

(Department of Molecular Pathology, Tokyo Medical University, Tokyo, Japan)
6 HEERRS BRI Y

(Department of Cardiology, Tokyo Medical University, Tokyo, Japan)
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—fREE6 NAFAVTAITA VR, BIERETE, 72—« INA1FN\V Y, HEEeRRIA

Oral Session 6 Bioinformatics, Statistical Genetics, Database/Biobank, Functional Genomics

H & :10H10H OK) 12:55~ 1345
= ey (VI FAVFa—ULRIGERR 1F Fv v L)
BEE O REE FHA GEEERRS)
SR 2 GREURZEREAITED
Date  : Thursday, October 10 12:55 ~ 13:45
Room : Room 6 (Castle, 1F, Grand Mercure Sapporo Odori Park)
Chairs : Hidehito Inagaki (Fujita Health University)
Natsuhiko Kumasaka (The Institute of Medical Science, The University of Tokyo)

PEEEE LPA, KIV2, serum Lp(a), and the lifetime risk of Cancers and Cardiovascular diseases

FH A #2712 (Noriko Tanaka) . fESA T ! (Hidemasa Nose) . /TP 52J%* (Ayano Takeuchi)
= EEH B-° (Makiko Mieno) . #i B4 6 (Tomio Arai)
1 BUERRS ARl zert Btie e ar it 8o o 2 —
(Center for Living Systems Information Science, Graduate School of Biostudies, Kyoto University, Kyoto, Japan)
2 ENIEBERe 22— 7/ LERPE T Y 2 b (P
(Genome Medical Science Project-Toyama, National Center for Global Health and Medicine, Tokyo, Japan)
3 RENAIER RS BRI > 2 —
(Clinical Research Center, Fukushima Medical University, Fukushima, Japan)
4 RS BT NRIRE G BE LA
(Department of integrated Science and Engineering for Sustainable Societies, Chuo University, Tokyo, Japan)
5 HABERY it > 2 —
(Department of Medical Informatics, Center for Information, Jichi Medical University, Tochigi, Japan)
6 LEMERFERAF R > & — SRS TR
(Department of Pathology, Tokyo Metropolitan Geriatric Hospital, Tokyo, Japan,)
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Dissecting cross-population polygenic heterogeneity of multimorbidity across
respiratory and cardiometabolic diseases

(LA #&H] ' (Yuji Yamamoto) . FF Bt "2 (Yuya Shirai) . AR 22 A "> (Kyuto Sonehara) |

i B—"* (Shinichi Namba) , [LIAx Bf—"° (Kenichi Yamamoto) , A% #ik "** (Ryuya Edahiro) |
AR B 1° (Ken Suzuki) . /M S25 1347 (Takafumi Ojima) , #CH &5 A ? (Yoshito Takeda) .

FAH 3—® (Koichi Matsuda) , &/ 4 35919 '+ 12:° (Atsushi Kumanogoh) |

(LI fE ® ' (Toshimasa Yamauchi) | i 22°'° (Takashi Kadowaki) |

A fge 341817 (Yukinori Okada)

1

10

11

12

13

14

15

16

17

KRBCREEREASE RAER IR B SR

(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Suita, Japan)
RBCRFRFE RAARITER] PR - IR

(Department of Respiratory Medicine and Clinical Immunology, Osaka University Graduate School of Medicine,
Suita, Japan)

WHRURFRAGE RAARIER B R

(Department of Genome Informatics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
BYE ARG A ER A 2 — Y AT LEIR Y

(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
RBCREERBE PRI N RRE

(Department of Pediatrics, Osaka University Graduate School of Medicine, Suita, Japan)

WHRURZAREARE R/ IITERE BEIR - AR

(Department of Diabetes and Metabolic Diseases, Graduate School of Medicine, The University of Tokyo, Tokyo,
Japan)

WIERZAARZARE AR

(Graduate School of Medicine, Tohoku University, Sendai, Japan)

WHURAR AR FE AR AITR A T A)VIERAEGRSR 7V =)V — 7 T2 2551

(Laboratory of Clinical Genome Sequencing, Department of Computational Biology and Medical Sciences,
Graduate School of Frontier Sciences, the University of Tokyo, Tokyo, Japan)

KRBORE S 7 v > 7« 7 ge > 22— [EGYRRE

(Department of Immunopathology, Inmunology Frontier Research Center (WPI-IFReC), Osaka University, Suita,
Japan)

KBRS SEBH A EFFERRS (OTRD) AEdnER AR S 7 1 > T ¢ 77 B

(Integrated Frontier Research for Medical Science Division, Institute for Open and Transdisciplinary Research
Initiatives (OTRI), Osaka University, Suita, Japan)

KBRS EAYERE S BT WU

(Center for Infectious Diseases for Education and Research (CiDER), Osaka University, Suita, Japan)
FEISZAFFERFEE N AARERRIIZCHFE A oot/ b Fe S b

(Japan Agency for Medical Research and Development, Core Research for Evolutional Science and Technology
(AMED CREST), Osaka University, Suita, Japan)

KBRS T 7 F 2 HREFHLR JebiE XY 7« « DDSHIZE X > & —

(Center for Advanced Modalities and DDS (CAMaD), Osaka University, Suita, Japan)

FEZHTFERFEE N HARE SR ZEbH FE b

(AMED CREST, Japan Agency for Medical Research and Development, Tokyo, Japan)

g/ Ml

(Toranomon Hospital, Tokyo, Japan)

KBRS ey 7 a7 ¢ 7R o 2 — St

(Laboratory of Statistical Immunology, Immunology Frontier Research Center (WPI-IFReC), Osaka University,
Suita, Japan)

KBRS €= = A RN—ZPRBITHLS

(Premium Research Institute for Human Metaverse Medicine (WPI-PRIMe), Osaka University, Suita, Japan)
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06-3

Genetic determinants of centenarian longevity are associated with multiple age-related
diseases and a longer healthspan

fle &R £150 ! (Takashi Sasaki) . [ J& 2 (Shu Tadaka) . “FEf |5 ° (Takumi Hirata) .

PEAS %4~ (Yoshinori Nishimoto) , &4 {5i' (Ryo Shikimoto) . Kl Hifd 7' (Yukiko Abe) |

17 T (Aiko Shiohama) . B #4:2 47 (Matsuyuki Shirota) , 711 & T-2° (Ikuko Motoike) |
e 512° "8 (Gen Tamiya) . A BE %% (Kengo Kinoshita) , (L1 HZ2 *7 (Masayuki Yamamoto) .
SF 2 28 F R —3 % '© (Natasha S Latysheva) , L KY Ly ¥ 3t 7! (Joseph R Ledsam) .

hnily AL (Hiroki Kayama) . bk = ' (Toru Takebayashi) . [f]%§ 2.2 ** (Hideyuki Okano)

AR Bk (Makoto Suematsu) . /)NEF fHERER ¢ (Kenjiro Kosaki) . JZ5H 1§25 7 (Nobuyoshi Hirose) |
B FEE '8 (Yasumichi Arai)

1 BERSORY: oA e Ot v 2 —
(Center for Supercentenarian Medical Research, Keio University School of Medicine, Tokyo, Japan)
2 BULAT 1 FIVAHINY T ek
(Tohoku Medical Megabank Organization, Tohoku University, Miyagi, Japan)
3 NSRS > X — W fEk & S T T — L
(Human Care Research Team, Tokyo Metropolitan Institute for Geriatrics and Gerontology, Tokyo, Japan)
4 PEMEFINNE RATE MRENEY
(Department of Neurology, Keio University School of Medicine, Tokyo, Japan)
5 HUEKRAE R
(Graduate School of Medicine, Tohoku University, Miyagi, Japan)
6 LR KRB ISR ANTER
(Graduate School of Information Sciences, Tohoku University, Miyagi, Japan)
7 HUEREE ACRIERRAKE > 2 —
(Advanced Research Center for Innovations in Next-Generation Medicine, Tohoku University, Miyagi, Japan)
8 BMLEWITLAT FHRER AWzt > 2 —
(RIKEN Center for Advanced Intelligence Project, Tokyo, Japan)
9 RHULRE MR EE 2T
(Institute of Development, Aging, and Cancer, Tohoku University, Miyagi, Japan)
10 J=UNWTF 4 =TV
(Google DeepMind, London, UK)
11 =0V v Ry
(Google Japan G.K., Tokyo, Japan)
12 BEIEFRINE AT AR IR HE
(Department of Preventive Medicine and Public Health, Keio University School of Medicine, Tokyo, Japan)
13 BEMESRINNE R4 PP
(Department of Physiology, Keio University School of Medicine, Tokyo, Japan)
14 DU EREN FErpit
(Central Institute for Experimental Medicine and Life Science, Kanagawa, Japan)
15 BEMEFRIANZE v MM #- Rt Rt o 2 —
(WPI-Bio2Q Research Institute, Keio University, Tokyo, Japan)
16 BEMESRIART: RAA IR In A2 > 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
17 BERE NS e
(Houtokukai Utsunomiya Hospital, Tochigi, Japan)
18 BEMESRIANY: Bl
(Faculty of Nursing and Medical Care, Keio University, Tokyo, Japan)

The NBDC-DDBJ imputation server and controlled access reference panel datasets in
Japan

J\A IsE ! (Tsuyoshi Hachiya) . /43 %! (Manabu Ishii) . PEH 22=" (Kozo Nishida) .
& PE 2 (Yosuke Kawai) . Seik-Soon Khor?®, JI[IE ZZ1H * (Minae Kawashima) .
— k& {222* (Nobutaka Mitsuhashi) . &M #Ey)J° (Asami Fukuda) . 2 #&—° (Yuichi Kodama) .
e 2157 ° (Takatomo Fujisawa) . ik 12 (Katsushi Tokunaga) . /K FIJ/A ° (Toshihisa Takagi)
1 MRS LT F VT4 7RI vy
(Genome Analytics Japan Inc., Tokyo, Japan)
2 EIZHFREEANERLERERIC 2 — 7 LERNE T O 2 U b
(Genome Medical Science Project, National Center for Global Health and Medicine, Tokyo, Japan)
3 MEETRY O UARVEIREGRE T Y 2 —
(Singapore Centre for Environmental Life Sciences Engineering, Nanyang Technological University, Singapore)
4 HH s AT LIRS 5 A T A LU AMBT —ZN—A Y X —
(Database Center for Life cience, Research Organization of Information and System, Chiba, Japan)
5 EILE(RENFT L ER - DDBJ £ X —
(Bioinformation and DDBJ Center, National Institute of Genetics, Shizuoka, Japan)
6 HEILEAZE

(Toyama University of International Studies, Toyama, Japan)
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PEEE Functional analysis of seven rare DPYD variants associated with 5FU-based anticancer
drug toxicity in cancer patients

JERE 1K (Yuta Sudo) . HIJE BEF! (Yoko Nakajima) . ZZFH #2HH ! (Yasuaki Yasuda) .
KiHE 7255 (Katsuyuki Yokoi) . i {72 (Yasuko Shinkai) . #iifH 5H#[#* (Yasuhiro Maeda) .
)1 #53 (Tetsushi Yoshikawa) , % 278! (Tetsuya Ito) . AKE 15462 (Hiroki Kurahashi)
1 RHEEERIRY: A8 NRR
(Department of Pediatrics, Fujita Health University School of Medicine)
2 BEHBERKY BRI 2 — 5 TR AR
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University)
3 HHERREA—T T 7T A—
(Open Facility Centers, Fujita Health University)

—MRR7 /NRERE

Oral Session 7 Pediatric Genetics

H K 10711 H (&) 9:00~9:50

= B tEeRE (I RAVFa—)ULIRKGEAR 1F Fv v Z)L)

R 55 GUIEREERE s Faaihy ) v %)
B AR GRS B EfRE 2 2 —EERD

Date ! Friday, October 11  9:00 ~ 9:50

Room : Room 6 (Castle, 1F, Grand Mercure Sapporo Odori Park)

Chairs : Yoshio Makita (Department of Genetic Counseling, Asahikawa Medical University Hospital)
Yukiko Kuroda (Division of Medical Genetics, Kanagawa Children’s Medical Center)

07-1 Identification and analysis of loss-of-function variants in a repressor downstream ERK
in Noonan syndrome

I 1% % (Yusuke Goto) . il ¥t ' (Tetsuya Nithori) . ] 4% {417 ® (Nobuhiko Okamoto) .
#8677 %" (Tsutomu Ogata) . 7K%F # ] ° (Seiji Mizuno) . Hi2 {@77]° (Kenji Kurosawa) .
JKG 18527 (Hirofumi Ohashi) . KA 7£— 2 (Yoichi Matsubara) . 4ttt 252 2 (Atsuo Kikuchi) |
B A ! (Taiki Abe) , A P (Yoko Aoki)
1 HUERT KRB SRR U REE A0
(Department of Medical Genetics, Tohoku University School of Medicine, Sendai, Japan)
2 HUERZE RZRREZRIITRE NRRES /T
(Department of Pediatrics, Tohoku University School of Medicine, Sendai, Japan)
3 KBURFREFIER v 2 — R iR
(Department of Medical Genetics, Osaka Women’s and Children’s Hospital, [zumi, Japan)
4 PERRERIRY: A N - B
(Departments of Pediatrics and Biochemistry, Hamamatsu University of Medicine, Hamamatsu, Japan)
5 EHIRERSEER G Y 2 — R N RR
(Department of Pediatrics, Central Hospital, Aichi Developmental Disability Center, Aichi, Japan)
6 FRJIRILC SRR 22— RR
(Division of Medical Genetics, Kanagawa Children’s Medical Center, Yokohama, Japan)
7 REEESNRER 22— IR
(Division of Medical Genetics, Saitama Children’s Medical Center, Saitama, Japan)
8 [ELNLKEEFIILE >~ 2 —
(National Center for Child Health and Development, Tokyo, Japan)
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07-2

07-3

07-4

Exploring Unsolved Cases of Lissencephaly Spectrum: Integrating Exome and Genome
Sequencing for Higher Diagnostic Yield

1 15" (Shogo Furukawa) . A YE/E 2 (Mitsuhiro Kato) . {511 B ® (Akihiko Ishiyama) .
REMT 175 * (Tomohiro Kumada) . 7 7] ° (Takeshi Yoshida) , 7T~ #&H.° (Eri Takeshita)
F3 > ¥ 7 ¢ — ° (PinFee Chong) . LI 5" (Hideo Yamanouchi) . B[ F15%® (Kazuo Abe) .
/NPT &9 (Yuko Kotake) . FLH 42 '© (Takayoshi Kyoda) . Bf#t fiftk ! (Toshihiro Nomura) |
BVH T3] "2 (Yohane Miyata) , A1 Y& (Mitsuko Nakashima) . it 7% ! (Hirotomo Saitsu)
1 BRAREERRS: Rl

(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 BRI NRE

(Department of Pediatrics, Showa University School of Medicine)
3 [ENZAERH - PREERRITIC Y > 2 — e N R

(Department of Child Neurology, National Center Hospital, National Center of Neurology and Psychiatry)
4 {FEFvX-T7IV—V=wY

(Kumada kids-family clinic)
5 nHURREE NRF

(Department of Pediatrics, Kyoto University Graduate School of Medicine)
6 JUNKZ /R

(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University)
7 EERERERY NER

(Department of Pediatrics, Saitama Medical University, Saitama, Japan)
8 TR pfig R

(Division of Neurology, Hyogo College of Medicine College Hospital, Nishinomiya, Japan)
9 HREEZRERAY NEE

(Department of Pediatrics, The Jikei University School of Medicine, Tokyo, Japan)
10 BERTRZZRE LRl C bt > 2 —

(Children’s Medical Center, Showa University Northern Yokohama Hospital, Yokohama, Japan)
11 AR > 2 — /NEER

(Department of Pediatrics, Kawaguchi Municipal Medical Center, Saitama, Japan)
12 AR NRRE

(Department of Pediatrics, Kyorin University School of Medicine, Tokyo, Japan)

Identification of deep intronic variants affecting exonic splicing enhancers of ASNS
gene by transcriptome sequencing

R HA ! (Takuya Naruto) . B &35 % (Yumi Enomoto) . 251 7' (Yoko Saito)
& ZEE5 ! (Yasuhiro Kawai) . 7k BEE5 ' (Koki Nagai) . p4/I| &' (Tomoko Nisikawa) ,
371 B3RS ' (Ruriko Tachioka) ., HH] Afd ' (Yukiko Kuroda) ., H% {gH] ! (Kenji Kurosawa)

1 ARINIRAL T 8 & R > 2 — BRI
(Kanagawa Children’s Medical Center, Clinical Research Institute)
2 MRS B8 R v 2 — EIER
(Kanagawa Children’s Medical Center, Division of Medical Genetics)

Retrotransposon insertion in the FGFR1 gene is responsible for congenital
hypogonadotropic hypogonadism

HR [ 1% (Yoko Kuroki) ., Y BXKEE? (Kentaro Sawano) . #4548 7123 ° (Brina Suzuki) .
FKJE -5 (Yasuko Ogiwara) . I B * (Keisuke Nagasaki) . ZERL Bk ® (Maki Fukami)
1 ENIRE BRI Y 2 — 7 LERTIZE
(Department of Genome medicine, National Research Institute for Child Health and Development, Tokyo,
Japan)
2 ERNIRREERIS Y 2 2 — HEE R
(Div. of Collaborative Research, National Research Institute for Child Health and Development)
3 ENIRBBERN Y X — XAN—TT o — =
(Div. of Diversity Research, National Research Institute for Child Health and Development)
4 TR R RERS AT N
(Div. of Pediatrics, Department of Homeostatic Regulation and Development, Niigata University Graduate
School of Medical and Dental Sciences)
5 BENIBBERIZEY > 2 — 55N IBIEES
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development)
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07-5 NALCN regulate sodium leakage in SCN neurons and may affect Circadian Rhythms in
CLIFHADD syndrome

IBJE BFHL ' (Mari Tsukahara) . J3% Kififi 12 (Daisuke Watanabe) . Ji%i% %252 (Hiromune Narusawa) .
T8 PEAT ! (Yosuke Kono) . {/£8F S0 (Fumikazu Sano) . 2K/ IF§ 9552 ! (Hideaki Yagasaki)
PN 84> (Toshiki Takenouchi) . /[N f@2RE[? (Kenjiro Kosaki) . R £551 ! (Takeshi Inukai)
1 HBDREE BE2AER N
(Department of Pediatrics, Faculty of Medicine, University of Yamanashi, Yamanashi, Japan)
2 BEMESRIART R RIS v 2 —
(Center for Medical Genetics, Keio University School of Medicine)
3 BEEEIRY A N
(Department of Pediatrics, Keio University School of Medicine)

—RRE8 AFERE, I IV FUTKRR

Oral Session 8 Metabolic and Mitochondrial Disorders

H B 10811 H & 10:00~ 10:50

= B tEeRE (I RAVFa—)ULIRKGEAR 1F Fv v Z)L)

R M (ERDRS - SRS Y B — AT L - T L 2—)
FRE HED (T e A G et > 2 —)

Date ! Friday, October 11  10:00 ~ 10:50

Room : Room 6 (Castle, 1F, Grand Mercure Sapporo Odori Park)

Chairs : Yu-ichi Goto (Medical Genome Center, National Center of Neurology and Psychiatry)
Masayoshi Nagao (NHO Hokkaido Medical Center)

IEEER A new genome editing therapy for MLII/III using the CRISPR/Cas3 and utilization of the
RADDAR-J
fEJF FE.2 ? (Yasuyuki Fukuhara) . B[ #E /B (Ryunosuke Sanada) . fk 7" (Tetsumin So)
/INEEE B8 (Motomichi Kosuga) . Hi5 HH54 2 (Akihiro Umezawa) . 57 i) ' (Kenji Kurosawa)
1 ENIRE R Y 2 R ng it 2 —
(Center for Genetic Medicine, National Center for Child Health and Development)
2 ENINBEEREIIEY S 2 — AR S 2 —

(Center for Regenerative Medicine, National Center for Child Health and Development)

08-2 New developments in neonatal mass screening for homocystinuria

£ HeBt (Masayoshi Nagao) . FHH j#%f6t (Toju Tanaka)

ENTRGRERE LS E R > 2 — NGB > 2 —
(Department of Pediatrics & Genetic Metabolism, NHO Hokkaido Medical Center, Sapporo, Japan)

08-3 Clinical utility of quantitative sudomotor function testing in Fabry disease
Hdf % 12 (Katsuya Nakamura) . £R5% H#ER ' (Teruya Morizumi) . &5 & 1HBH ! (Tsuneaki Yoshinaga) .
BHS BT (Yoshiki Sekijima)
1 AEMIREE BEAAES AN, U < F - BIERNFRE
(Department of Medicine (Neurology and Rheumatology), Shinshu University School of Medicine)
2 BINRZEEAARI e (s TR et > & —
(Center for Medical Genetics, Shinshu University Hospital)
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08-4

08-5

Identification of intronic variants in NDUFA3 as a cause of Leigh syndrome by multi-
omics analysis

ikt 54K " (Kohta Nakamura) ., A | 31~ % (Yoshihito Kishita) . #2{i#§ #*' (Ayumu Sugiura)
RS 255" (Atsuko Okazaki) , IR .0v"? (Kokoro Ozaki) . /%K Hifd - (Yukiko Yatsuka) |
KA 1.2 ' (Naoyuki Matsumoto) . KAT BH*7 (Akira Ohtake) . #J1l] &' (Kei Murayama) ,
947 /Z—° (Yuichi Shiraishi) . [l BER] 2 (Yasushi Okazaki) . #A7AS 3457 (Hiroshi Matsumoto)
1 MEERERZAIEERE BEAA SR MEATERIERZWT « 1P

(Diagnostics and Therapeutics of Intractable Diseases, Intractable Disease Research Center, Graduate School of

Medicine, Juntendo University)
2 EEEREE PLTEAAS « REART MR P T2AHeRt

(Department of Life Science, Faculty of Science and Engineering, Kindai University)
3 BYLARISET AEMERIANIS e v 2 — ST WA T — L

(Laboratory for Comprehensive Genomic Analysis, RIKEN Center for Integrative Medical Sciences)
4 RERERKE T/ LEFRR

(Department of Clinical Genomics, Saitama Medical University)
5 THERC E iRk (RHR

(Department of Metabolism, Chiba Children Hospital)
6 [FERNIAANITLE > Z—HI5EAT 7/ LRHTREAR B R 0 E

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

(Department of Pediatrics , Saitama Medical University)

Interaction effect between resistin gene rs1862513 variant and low birth weight on
T2DM development: Toon Genome Study

T FEff ' (Yasunori Takata) . g5 FH SC7F % (Ayaka Yoshida) . FHJ§ F2* (Yasuharu Tabara) .
K% 72 (Haruhiko Osawa)
1 BR R R RIIFRE BEPRIR N R
(Department of Diabetes and Molecular Genetics, Ehime University Graduate School of Medicine, Ehime,
Japan)
2 BRREERERIEERIITR: B fm N Aas
(Department of Obstetrics and Gynecology, Ehime University Graduate School of Medicine, Ehime, Japan)
3 R SRR
(Graduate School of Public Health, Shizuoka Graduate University of Public Health, Shizuoka, Japan)
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—fMRIE9 ERFREIGE

Oral Session 9 Clinical Genetics

H K 108 11H & 1320~ 14:10
2 % e (VI Y FANFa—ABRIGERE 1F Fv v AL
BEOEAH ES ESV T FERRE)
JENT R USIORSE: WITHEERRS IFyeikiE > 2 —)
Date  : Friday, October 11 13:20 ~ 14:10
Room : Room 6 (Castle, 1F, Grand Mercure Sapporo Odori Park)
Chairs : Ohsuke Migita (St. Marianna University, School of Medicine)
Kaori Adachi (Research Initiative Center, Organization for Research Initiative and Promotion, Tottori
University)

IEEI  Cross-Disorder Analysis of Copy Number Variations in Bipolar Disorder, Schizophrenia,
and Autism Spectrum Disorder

S JE 12 (taru Kushima) | Hi#; E54° (Masahiro Nakatochi)

752 a 7L 73w F ! (Branko Aleksic) . [ {28! (Takashi Okada) . AKf Kkt (Hiroki Kimura) |
hniE 75— ' (Hidekazu Kato) . #§)1| E¥-' (Mako Morikawa) ., FGH] 841! (Toshiya Inada) .

35 2578 (Kanako Ishizuka) . B2 7K' (Youta Torid) . HIA FEE 7' (Yukako Nakamura) |
FHH B2 %10 (Satoshi Tanaka) . 4% 254 ° (Miho Imaeda) . kG [£75* (Nagahide Takahashi) .

A BT H ' (Maeri Yamamoto) . & #h 1" (Yuko Arioka) . & Adifi ° (Daisuke Mori) .

i EE ! (Masashi Tkeda) . IR 7% (Norio Ozaki)

1 AR RZERZGEZRIIIR FEE T
(Department of Psychiatry, Nagoya University Graduate School of Medicine, Nagoya, Japan)
2 HhEREEIAIMER 7 LERE 2 —
(Medical Genomics Center, Nagoya University Hospital)
3 il ERAERUIITR G RIS A N T R AR e
(Public Health Informatics Unit, Nagoya University Graduate School of Medicine, Nagoya, Japan)
4 PEERERIAGIE RIUTR L 7 £ & D08
(Department of Integrated Health Sciences, Department of Child and Adolescent Psychiatry, Nagoya University
Graduate School of Medicine, Nagoya, Japan)
5 HHEKREMMECCADRIEY X —
(Brain and Mind Research Center, Nagoya University Graduate School of Medicine, Nagoya, Japan)
6 bR FARIE R (LR
(Department of Clinical Oncology and Chemotherapy, Nagoya University Hospital, Nagoya, Japan)
7 Al ERREE RIS Jot R R SO - MRS R v 2 —
(Center for Advanced Medicine and Clinical Research, Nagoya University Hospital, Nagoya, Japan)
8 HiHETERY gt x—
(Health Support Center, Nagoya Institute of Technology, Nagoya, Japan)
SRR ESRVA T 7 4 e R e
(National Hospital Organization Higashi Owari National Hospital, National Hospital Organization Nagoya
Medical Center, Nagoya, Japan)
10 Rl L R ER o 2 —
(Clinical Research Center, National Hospital Organization Nagoya Medical Center, Nagoya, Japan)
11 BRFEERRZA A i
(Department of Psychiatry, Fujita Health University School of Medicine, Toyoake, Japan)

09-2 Whole-exome sequencing identified novel pathogenic variants in APOB, confirming
compound heterozygous FHBL1

{55 BE 2 (Satoru Takase) . 7 ¥52 ° (Hiroyuki Ishiura) . /K #hE * (Yuugo Takaki) |
95 F75 * (Madoka Sawatari) , /JMi 72 && * (Nagisa Komatsw) . FHT 50 ' (Masaki Tanaka) .
AL #4:" (Mikio Takanashi) . 3% [~ (Youko lizuka) . [rlif§ /2% " (Sachiko Okazaki)
[R5 F&BH ! (Hiroaki Okazaki)
1 BREORCEEE SR m e BEIR - (AR

(Department of Diabetes and Metabolic Diseases, The University of Tokyo Hospital, Tokyo, Japan)
2 WIHAEMR R NIRRT

(The Institute of Medical Science, Asahi Life Foundation, Tokyo, Japan)
3 WLUEE AR BRIt ffiiet AR

(Department of Neurology, The University Of Tokyo Hospital, Tokyo, Japan)
4 BEASRA TR NER

(Department of Pediatrics, Kumamoto Red Cross Hospital, Kumamoto, Japan)
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09-3

Whole genome sequencing revealed complex genetic etiologies in a patient with
multiple malformation and hypopigmentation

AR AT (Yuka Murofushi) . PEE FE/T"4® (Yosuke Nishio) . #$K 532 * (Hidefumi Tonoki) .

HLEZS 15 T-° (Naoko Asahina) . 3k 55 # (Tomoo Ogi) . 257 {Hi& " (Shinji Saitoh)

1 AR R R EAVIER AR - BERERITRIEE A sl A - B RIE AR TR - AN B
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)

2 bR BRIV S - B R
(Department of Genetics, Research Institute of Environmental Medicine, Nagoya University, Nagoya, Japan)

3 il ERARAARE ERITTERE NRR
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Japan)

4 RAEwERE REIRE > &2 —

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

5 Kkt RIEC EL X T ¢ At Z— /NER

(Department of Pediatrics, Tenshi Chirdren’s Medical Center, Tenshi Hospital, Sapporo, Japan)

Extended Whole Exome Sequence: Detection of repeat expansion and mitochondrial
gene variants

rh Al (Daisuke Nakato) . 7632 Kifili | (Daisuke Watanabe) . [/ 2647+ (Mamiko Yamada) .
AR £ N (Hisato Suzuki) . PN #2462 (Toshiki Takenouchi) . FgHH 5* (Noboru Inagaki)
B &gt (Fuyuki Miya) | /]MEF {@2KEB " (Kenjiro Kosaki)
1 BEMESRIARS R IR Is A2 > 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
2 BUESRSORYE NIRRT
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
3 YR UARAYAIYZw Y
(Saint Women'’s Clinic)

Varporter software contributes to the evaluation of cancer gene panel tests by
automating the manual curation

FH)1] D' (Masashi Idogawa) . £+ R (E—H" (Shoichiro Tange) . /% 4=+ ' (Shoko Goto) .
PR 5272 (Akihiro Sakurai) . BFEF f&Z ! (Takashi Tokino)
1 ALIRERIRY: WIEA ARSI 7/ LEREAESM

(Department of Medical Genome Sciences, Cancer Research Institute, Sapporo Medical University)
2 FUBRERR: SRR

(Department of Medical Genetics and Genomics, Sapporo Medical University)

—REE 10 ELSI, EEHE

Oral Session 10 ELSI, Education

H K 104 11H (& 14:20~ 1510
= 8 HS R (UIUFAVFa—)UIIRKERE 2F N R AKR—IL)
BE R huRE RN ORBROR AR ABEE R TR
F 727 GRERIEZR A s 28D
Date ! Friday, October 11 14:20 ~ 15:10
Room @ Room 5 (Highness Hall, 2F, Grand Mercure Sapporo Odori Park)
Chairs : Kazuto Kato (Graduate School of Medicine, Osaka University)
Hiroko Kohbata (Department of Medical Genetics, Institute of Science Tokyo)

Practice of Patient and Public Involvement in the Action Plan for Whole Genome
Analysis of Rare/Intractable Diseases

TS YD#% (Saori Watanabe) . EUHE i (Kaori Muto) . 2= 8K (Izen Ri)

WHURZAER AT S HBORVITT S
(Department of Public Policy, Institute of Medical Science, University of Tokyo, Tokyo, Japan)

REBRUTIS
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010-3 Toward developing a press release guide for genomic issues: a qualitative study with
patient and public involvement

FE)l| EmE (Misaki Arakawa) . TP G2 (Tomoyo Takeuchi) . 7TAE %% (Yusuke Ebana) .
5 27 (Kyoko Takashima) . i 4k ° (Kaori Muto) . 5 [ 5% ® (Masayuki Yoshida)
FEff il (Fuji Nagami)
1 BHERAE BHEA T o F1b « RN 7 Kk
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)
2 BRI D <X MEBNA AN Iy 2 —
(Tsukuba Human Tissue Biobank Center, University of Tsukuba Hospital)
3 HGUERIERIRY: it > 2 —
(Life Science and Bioethics Research Center, Tokyo Medical and Dental University)
4 ENTEBREREVE 2 — BRI v 2 —
(Center for Clinical Sciences, National Center for Global Health and Medicine)
5 HEURYE ERAEHITEAT
(The Institute of Medical Science, The University of Tokyo)

010-4 Questionnaire survey on learning needs of genetic medicine for nursing staff in rural
hospitals in Japan

BA MER: T (Nobue Tsukatani) . 5 #5222 (Yumi Shimada) . 47 BH -3 (Akiko Hatanaka) .
Bk EHAC? (Shizuyo Tominaga) . HJE @ '? (Kenji Ihara)
1 RO RZFIEFARI g s s
(Division of Genetic Counseling, Oita University Hospital, Japan)
2 ROFREAEAE NRR AR
(Department of Pediatrics, Oita University Faculty of Medicine, Japan)
3 RO KRR Bt
(Department of Nursing, Oita University Hospital, Japan)

010-5 Current knowledge and learning needs about genetic medicine among nurses working
in maternity hospitals offering NIPT

K b # ' (Miyako Mizukami) , ELHLA %23 (Tasuku Mariya) . FI 5572 (Sachiko Miyazaki) ,
£1)1] #i#5® (Aki Ishikawa) . 527 % (Akihiro Sakurai)
1 MR Z=T 1 « AR ARAE X))
(Sapporo Maternity Women’s Hospital, Sapporo, Japan)
2 HUIRERERA R AT E R R
(Department of Medical Genetics and Genomics, Sapporo Medical University School of Medicine, Sapporo,
Japan)
3 FLIRERICAE AR e Im AR R e
(Department of Obstetrics and Gynecology, Sapporo Medical University School of Medicine, Sapporo, Japan)
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—ROE 11 ZRFERR

Oral Session 11 Complex Disorders

H K 104 12H (1) 9:00~ 9:50

2 W AR (U FAVFaUIRKGERR 2F V—Y Y bR—)b)

BEOE o TEE B (IRERRE NEREE)
Al BRE (HASRSARZERR)

Date  : Saturday, October 12 9:00 ~ 9:50

Room : Room 4 (Regent Hall, 2F, Grand Mercure Sapporo Odori Park)

Chairs : Tomoharu Tokutomi (Department of Pediatrics, Kawasaki Medical School)
Tomohiro Nakayama (Nihon University School of Medicine)

011-1 Identification of PTPNZ2 as a susceptibility locus for primary biliary cholangitis by
genome-wide association study

AR #6EE T (Yuki Hitomi) . i85 #1172 (Kazuko Ueno) . FHEE {£72£ 3 (Yoshihiro Aiba) |
PHHH 4552 (Nao Nishida) , A/ @K ° (Michihiro Kono) . #2Jii 92kt ¢ (Mitsuki Sugihara)
T VEST 2 (Yosuke Kawai) . 1|l 221 7 (Minae Kawashima) . Seik-Soon Khor?,
A FIBE S (Kazuyoshi Ishigaki) . {218 1FBH® (Masao Nagasaki) . {7k 1% (Katsushi Tokunaga) .
it #2238 (Minoru Nakamura)
1 EN7EBRERII R o X — RS LS
(Department of Human Genetics, Research Institute, National Center for Global Health and Medicine)
2 ENIEBREEDCE 2 X =W LERYE Y o Uk
(Genome Medical Science Project, Research Institute, National Center for Global Health and Medicine)
3 RiRERY 2 —FHR > 2 —
(Clinical Research Center, NHO Nagasaki Medical Center)
4 HUERERRZHROIREM I/ LAREZ R Y
(Department of Genomic Function and Diversity, Medical Research Institute, Tokyo Medical and Dental
University)
5 BULAWIRITEMERIANIE 2 — b N IEEEgE T — L
(Laboratory for Human Immunogenetics, RIKEN Center for Integrative Medical Sciences)
6 JUNK A EAABIIR AT NA 7 X T 0 7 IVIERAEAT 77 7
(Division of Biomedical Information Analysis, Medical Research Center for High Depth Omics, Medical Institute
of Bioregulation, Kyushu University)
7 THH - VAT LTRSS A TV A LY ARE T — A=A X —
(Database Center for Life Science, Research Organization of Information and Systems)
8  RIRRZEARAGEEE A B SR B E o R 1 S 2 e S e S R 5

(Department of Hepatology, Nagasaki University Graduate School of Biomedical Sciences)

011-2 A conditional mutant strategy to unravel mysteries of lethal congenital disorders

R E /INE B (Sayuri Sakagami) . A F)VT ¢ LNY R (Mukhamad Sunardi) . % E4f (Keisuke Ito) |
3% 5) (Toshihiro Uesaka) . A4 7543 (Hideki Enomoto)
P REEREARE AR Mot - A1

(Division of Neural Differentiation and Regeneration, Kobe University Graduate School of Medicine, Hyogo, Japan)

011-3 Contribution of rare variants to heritability of a disease is much greater than
conventionally estimated

EJE 7511 "% (Yoshiro Nagao)
(I b dvse SHITNYFA B =GR 2 o

(Department of Clinical Genetics, Tokai University Hospital, Isehara, Japan)
2 AR SRR AR

(Department of Laboratory Examination, Takashimadaira Chuo General Hospital)

PEIE I Association analysis of HLA-DQBT1 with narcolepsy type 2 and idiopathic hypersomnia

1] 51! (Taku Miyagawa) . WEZ5 J5f#- 12 (Mihoko Shimada) . Y= %' (Tohru Kodama) .

A% FF' (Yoshiko Honda) . {7k Js1-? (Katsushi Tokunaga) , 4<% ' (Makoto Honda)

1 USRS R TEIE 22 0 W i 0 = o b
(Sleep Disorders Project, Department of Psychiatry and Behavioral Sciences, Tokyo Metropolitan Institute of
Medical Science)

2 ENIEBREESTE Y A= 7 LERE T Y 2 7 b (F)
(Genome Medical Science Project (Toyama), National Center for Global Health and Medicine (NCGM))

3 PRI A

(Japan Somnology Center and Seiwa Hospital)
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011-5 Anxiety-like behaviors are increased in female mice by a CRHRZ2 variant identified in an

eating disorder family

[ 52" (Akira Oka) , H1kf F{E % (Ayaka Nakamura) ., =3 752 ' (Hiromi Miura) |

K% IEA (Masato Ohtsuka)

1 U RSE R SRR AR 0 ARl T
(Department of Molecular Life Sciences, Division of Basic Medical Science and Molecular Medicine, Tokai
University School of Medicine)

2 UK AR A SR v 2 —
(The Support Center for Medical Research and Education, Tokai University)

—RROE 12 #HEedl, SEEEF

Oral Session 12 New Technologies, Population Genetics

H Kk 104 12H (1) 9:00~9:50

= B THeRM (UIVRAVFa—)ULBGERR 1F Fv v L)

B R EAR BT (ELOREEE Y 2 —)
A EE GRETRE)

Date ! Saturday, October 12 9:00 ~ 9:50

Room : Room 6 (Castle, 1F, Grand Mercure Sapporo Odori Park)

Chairs : Yoko Kuroki (National Center for Child Health and Development)
Tatsuhiko Tsunoda (The University of Tokyo)

012-1 Developing a rapid method for creating mouse models of genetic diseases using novel
chromosome engineering technology

/IR K52 (Hiroaki Kobayashi) . B4 ASAL' (Hitomaru Miyamoto) . (i) 7412 (Yosuke Hiramuki) .
7 H InZs73 (Kanako Kazuki) . #57K 2 * (Teruhiko Suzuki) . ZH %2125 (Yasuhiro Kazuki)
1 SHCORT: KRB AR RRR A G kIR T 27 s
(Department of Chromosome Biomedical Engineering, Integrated Medical Sciences, Graduate School of Medical
Sciences, Tottori University, Tottori, Japan)
2 HORAE RS Asan Rl Rt RO R T
(Department of Chromosome Biomedical Engineering, School of Life Science, Faculty of Medicine, Tottori
University, Tottori, Japan)
3 RHUCE RO A > 2 —
(Chromosome Engineering Research Center, Tottori University, Tottori, Japan)
4 HEURPE AR AT Sfile 7 a2 7 b
(Stem Cell Project, Tokyo Metropolitan Institute of Medical Science, Tokyo, Japan)
5 FISRIZERITERERS BRI > 2 — (BxCELLS) Yefafk T 20522 )L —7
(Chromosome Engineering Research Group, The Exploratory Research Center on Life and Living Systems
(ExCELLS), National Institutes of Natural Sciences, Aichi, Japan)

RNAseq analysis and targeted longread sequencing to unravel complicated splicing

abnormalities in dystrophinopathy

ROAMR BELFF 12 (Mariko Okubo) ., %7 &' (Satoru Noguchi) . %) &5k (Tomonari Awaya)

A —H" (Shinichirou Hayashi) , P§#f —=" (Ichizo Nishino)

1 ENTRE S - AERERETZE 2 o 2 — MHERIETEAT YRS —ih
(Department of Neuromuscular Research, National Institute of Neuroscience, National Center of Neurology and
Psychiatry, Tokyo, Japan)

2 ENTEBREREME v 2 — T R LSRR
(Department of Human Genetics, National Center for Global Health and Medicine)

3 BURREE REEBEERAVITER B R a2 > 2 —

(Center for Anatomical Studies, Graduate School of Medicine, Kyoto University)

76



012-3

012-4

012-5

Evolution of the Japanese Y chromosome in the context of haplogroups and AZFc
region deletion patterns

HilE ATIEE " (Kenshiro Nii) . 22 FH 50" (Atsushi Tada) . FJI] /T (Yusuke Nakagawa)
iR #3h1% (Yuka Nagasaki) , {/j# [5—* (Youichi Sato)

1 (EERSE SEA SR R e 0
(Department of Pharmaceutical Information Science, Faculty of Pharmaceutical Sciences, Tokushima
University)

2 (EEREE RABER REEAIE R et iy
(Department of Pharmaceutical Information Science, Tokushima University Graduate School of Biomedical
Sciences)

Repeated ancient pandemics inscribed in the anti-viral APOBEC3 regulatory region of
Homo sapiens

B 12 (Naoko Fujito) . L' 774 77 4 AR T I)VT 4 — * (Revathi Sundaramoorthydevi) .
YR 73 (Yoko Satta) . ./ | 3#f? (Ituro Inoue)
1 HHERCE WL & AT LIMRRRE 201 GEALIRAR)
(Laboratory for Evolutionary Brain Pathology, Department of System Pathology for Neurological Disorder,
Brain Research Institute, Niigata University, Niigata, Japan)
2 ENLE{RENITET
(National Institute of Genetics, Mishima, Japan)
3 BB JeER AR
(School of Advanced Sciences, The Graduate University for Advanced Studies, Hayama, Japan)
4 Department of Genetic Engineering, SRM Institute of Science and Technology, Chennai, India

Association of beta 2-adrenergic receptor gene polymorphism with seasonal
differences in total daily energy expenditure

SEE kS 2 (Aki Kondo) . MHFH Z#% 2 ° (Kaori Tkeda) . JI[i% 3578 " (Hidenori Kawasaki) .
FHM K4 % (Daisuke Tanaka) . ELAE (F1F) FE3E7? (Fumika Mano-Usui) |
il 5272 (Sachiko Kawashima) . [} #2342 (Emi Okamura) . FGiH #5312 ° (Nobuya Inagaki) |
BEHs KA1 ? (Daisuke Yabe)
1 B AR A e B 72 Heal
(Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)
2 BUEBRZERZEEZZDIFRE BERRIE « N8 « SRENF
(Department of Diabetes, Endocrinology and Nutrition, Graduate School of Medicine, Kyoto University, Kyoto,
Japan)
3 BUABRZEBEEFRI T Jetm BT Fep
(Department of Clinical Research Facilitation, Institute for Advancement of Clinical and Translational Science,
Kyoto University Hospital, Kyoto, Japan)
4 HUEBRZRZRELWIIER 7/ LIRS
(Department of Genomic Medicine, Graduate School of Medicine, Kyoto University, Kyoto, Japan)
5 RUESRAAPREARIT el Sl - AinE BTt > 2 —
(Preemptive Medicine and Lifestyle Related Disease Research Center, Kyoto University Hospital, Kyoto, Japan)
6 NAEHA A AR 2 AT Ll
(Medical Research Institute Kitano Hospital, PI1LF. Tazuke-Kofukai, Osaka, Japan)
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—&OE 13 B’zhotwU>VT

Oral Session 13  Genetic Counseling

H K 108 12H (1) 10:00~ 10:50

2 W AR (U FAVFaUIRKGERR 2F V—Y Y bR—)b)

BEE il mEE (ENEERERR T > 2 — k)
SR A1E CLE Rl

Date  : Saturday, October 12 10:00 ~ 10:50

Room : Room 4 (Regent Hall, 2F, Grand Mercure Sapporo Odori Park)

Chairs : Mari Urano (Center Hospital of the National Center for Global Health and Medicine)
Yuka Shibata (Hokkaido University Hospital)

013-1 Genetic testing in sudden death suspected to be due to dilated cardiomyopathy at
autopsy: a case report

)1 BiZS 7! (Akiko Ishikawa) . FHIE # =1+ (Yumiko Taura) . A /17" (Sawako Matsuzaki) .
AT #5" (Midori Kimura) | E{# Hifd 7 (Yukiko Sadamatsu) . 7% 7> (Nozomi Eto) |
Ml BH (Taka-aki Matsuyama) . FA7T 7412 (Yosuke Usumoto) . Jilfi% 227 '+? (Kiyoko Kato)
1 JUNRZEEE BRI R R
(Department of Clinical Genetics and Medicine, Kyushu University Hospital)
2 JUNKRPER G R ZeEe A a2 7 iy
(Department of Obstetrics and Gynecology, Graduate School of Medical Sciences, Kyushu University)
3 JUNKZRZERT RAIE kR A0
(Department of Forensic Pathology and Sciences, Graduate School of Medical Sciences, Kyushu University)
4 BERIREE REAAER 2l
(Department of Legal Medicine, Showa University School of Medicine)

013-2 A scoping review on genetic counseling supervision in other countries

4+ FEHEF (Mikiko Kaneko) . JRHH {£%% (Kana Harada) . /TN T{li (Chisen Takeuchi) .
JIITH # (Hiroshi Kawame)

HHEE R ERI I @R B RR2 N

(Department of Clinical Genetics)

013-3 Parents’ knowledge and anxiety regarding genetic testing for children with hearing
loss
(LA ! (Kayono Yamamoto) . /[Mk 25+ (Yumiko Kobayashi) . #Hi5# 25" (Fumie Aizawa) .
VHT BiF2 (Mari Urano) . $5%% /172" (Nobuhiro Suzumori) . #& k5 BH52"® (Akimune Fukushima)
1 CETERERY: R2AAS BRARE R
(Department of Clinical Genetics, Iwate Medical University, Morioka, Japan)
2 B FERKARE 7/ LisHER
(Institute of Medical Genetics, Tokyo Women's Medical University)

3 LRSI
(KitakamiSaiseikai Hospital, Kitakami, Japan)

013-4 A case of FAP in two 9-year-old boys with fresh bloody stools, for which genetic
testing led to early treatment

I B! (Keiko Tanaka) . €2 %2083 12 (Hiroaki Hanafusa) . J2H] {85 ' (Yuki Sawada) .
HIHE 7582 (Yoshitaka Asagai) . 3 544l 2 (Ryosuke Bo) . /A &% "* (Tomonari Kunihisa)
IR 525" (Akiharu Kubo) . BFEE Bk 12 (Kandai Nozu)
1 B REBE AN BRI BRIR T/ Light « Wigtt > 2 — B2 #E0

(Department of Medical Genetics, Kobe University Hospital, Hyogo, Japan)
2 P RFERFGE AR N R R R

(Department of Pediatrics, Kobe University Graduate School of Medicine, Hyogo, Japan)
3 PEREEE A R PR IR

(Department of Breast and Endocrine Surgery Kobe University Graduate School of Medicine, Hyogo, Japan)
4 PR RZEENIIR N R R

(Department of Dermatology, Kobe University Graduate School of Medicine, Hyogo, Japan)
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A Presumed Germline Pathogenic Variant of BRIP1 was confirmed germline, but the

family didn’t take a cascade testing

%I i)' (Risa Goto) . )5 2234 ! (Hiromi Sugawara) . [AFF & <! (Megumi Mukai) |

AR 7 ¢ 7! (Sadia Matsutani) , H K B¢ '? (Saki Hinoshita) . J&If§ 51+~ ' (Kyoko Hamasaki)
55 F5f5H 1" (Hideki Sakai) , J& |- BKEE"* (Takuma Onoe) . [k} ik '* (Miyuki Kawamura)
AR Fe40 " Mitsunori Morita) . BEF #5— "5 (Koichi Hirokaga) . HIHE 75 !> (Kaori Tane) .
HEA M "? (Takashi Shibutani) . $kA< F:%h " (Keisuke Ogimoto) . M 8% ® (Syunta Tanaka) .
FHAT FITE ' (Kazuo Tamura) | #3AR Y8 '+ (Koji Matsumoto)

1 NI AL v 2 — SRS HER

(Division of Clinical Genetics, Hyogo Cancer Center, Hyogo, Japan)
2 SN AR Y R — B

(Division of Nursing, Hyogo Cancer Center)
3 RN AL Y 2= AR

(Department of Gynecologic Oncology, Hyogo Cancer Center)
4 FEENIAAY Y 2 —ERENE

(Department of Medical Oncology, Hyogo Cancer Center)
5 JLEELIA A Y =AU

(Department of Breast Surgery, Hyogo Cancer Center)
6 SLEENID AL Y X —TH{EERNER

(Department of Gastroenterology, Hyogo Cancer Center)

—HRCE 14 KIRIRIEERART

Oral Session 14 Large Scale Association Studies

H & :10H12H (£) 10:00~ 10:50

= B THeRM (UIVRAVFa—)ULBGERR 1F Fv v L)

BEER R RS (REORSERZEGIE AR BREHRY)
s (FPE T EER R G T ERRERT / R ATBINE R « 7/ LEE)

Date ! Saturday, October 12 10:00 ~ 10:50

Room : Room 6 (Castle, 1F, Grand Mercure Sapporo Odori Park)

Chairs : Yukinori Okada (Department of Genome Informatics, Graduate School of Medicine, the University of Tokyo)
Kaname Nakatani (Ueno General City Hospital / Department of Genomic Medicine, Mie University Hospital)

Identification of stage-specific blood biomarkers for early diagnosis of Alzheimer’s

disease by transcriptome analysis

)1 B! (Akiko Yamakawa) . 514 WE2£ ' (Mutsumi Suganuma) . Y¢#% P45 (Risa Mitsumori) |
Wi 1272 (Shumpei Niida) . BIF 75— "** (Kouichi Ozaki) , HE7/K K '* (Daichi Shigemizu)
1 ENIRFER Y Y Z— IR AT« VT Ly B —

(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology, Aichi, Japan)
2 ERLRAFEFIHITCE v 2 — Wi

(Research Institute, National Center for Geriatrics and Gerontology, Aichi, Japan)
3 BYE ARSI LB ER AT 2 —

(RIKEN Center for Integrative Medical Sciences, Kanagawa, Japan)
4 JRERF RPBEHR PRRAITER

(Hiroshima University Graduate School of Biomedical and Health Sciences, Hiroshima, Japan)
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014-2

Genome-wide association study for late-onset Alzheimer’s disease in a Japanese
population

YeA% FD ' (Risa Mitsumori) . 11 #3H' (Yuya Asanomi) . & |~ #54iL? (Akinori Miyashita)

PR & (Takashi Morizono) . Ji #if{1% (Morikazu Hara) . #E7K K% "3 (Daichi Shigemizu) .

PN f@d? (Takeshi Ikeuchi) . FfRH £ * (Shumpei Niida) , IR {%— 3 (Kouichi Ozaki)

1

ENLRFESIIG > 2 — W5 AT« AT Ly 2 —

(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology (NCGG), Obu,
Japan)

HR RS MW7

(Department of Molecular Genetics, Brain Research Institute, Niigata University, Niigata, Japan)

JRESRS: KA RSB ANITER TREE N R

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

ENLRAFEFIE > 22— W5ET

(Research Institute, NCGG, Obu, Japan)

BT AL EREER e v 2 —

(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)

Mosaic loss of Y chromosome was not associated with all-cause mortality and
cardiovascular events: the Nagahama Study

S () %% (Aya Shoji-Asahina) . JI]1-] %/A ® (Takahisa Kawaguchi) . Jiji#% Fi1t ' (Kazuya Setoh) .
F9FF f@ " (Takeshi Usui) . FHJEL FEY " (Yasuharu Tabara)

1

2

i SRR 22 KA

(Shizuoka Graduate University of Public Health)
AT R e

(Japan Red Cross Shiizuoka Hospital)
FHRRZER AR A SRR 7/ LRt v 2 —

(Center for Genomic Medicine, Kyoto University Graduate School of Medicine)
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014-4

014-5

A genotype-stratified GWAS and a genome-wide interaction study for alcohol
consumption in Japanese people

14 B8L " (Masahiro Nakatochi) . /Ml /¥R 7-2 (Yuriko Koyanagi) . #Ji 2i— 345 (Shinichi Namba) .
yanag

% WE® (Akira Narita) . JI[[] 7 /A7 (Takahisa Kawaguchi) . IR #3#2 2 (Hiroaki Ikezaki)

KT BE® (Kengo Kinoshita) . 2% FE— ' (Yoichi Sutoh) | 7&/K JE:E % '° (Atsushi Shimizu) |

g

Hry 258 1 (Shiori Nakano) . [LiHlt KA ' (Taiki Yamaji) . £ & 12 (Kenji Wakai) |
J 1

K SCE ' (Fumihiko Matsuda) . FA Ffig: >4 (Yukinori Okada) . R HEACHES? (Keitaro Matsuo)

1

10

11

12

13

ARG RARTTERE Sk 2 A e e e

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

EHRD At > Z =R AT

(Division of Cancer Epidemiology and Prevention, Aichi Cancer Center Research Institute, Nagoya, Japan)
LUK R AR IR SBAR e

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

NP N d e SN e B R e

(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Suita, Japan)

YL AT ERERI AT v 2 — S AT LR T — L

(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences, Japan)

FALRE RALA T 1 F1)V « XAV THERE 7/ LSRATER

(Department of Integrative Genomics, Tohoku Medical Megabank Organization, Tohoku University, Sendai,
Japan)

FIBRZRLR LAV RRE T/ L7y

(Center for Genomic Medicine, Kyoto University Graduate School of Medicine, Kyoto, Japan)

FURR R AR A B e S BN R

(Department of Comprehensive General Internal Medicine, Faculty of Medical Sciences, Kyushu University,
Fukuoka, Japan)

EFERRE WO THILAT 1 20V « AN 7 Bk AR TS HRAEHT M

(Division of Biomedical Information Analysis, Iwate Tohoku Medical Megabank Organization, Iwate Medical
University, Yahaba, Japan)

FTIERORY: RS WIZERT LR AT AR

(Division of Biomedical Information Analysis, Institute for Biomedical Sciences, Iwate Medical University,
Yahaba, Japan)

FENZA A > 52— AU RIS - 58l

(Division of Epidemiology, National Cancer Center Institute for Cancer Control, Tokyo, Japan)
HEERERLSE RERVITER PHiEE

(Department of Preventive Medicine, Nagoya University Graduate School of Medicine, Nagoya, Japan)
FHRRFRABE A IRINIE T/ LR > 2 —

(Center for Genomic Medicine, Kyoto University Graduate School of Medicine, Kyoto, Japan)

Genetic analysis of perinatal depression classified based on the depressive symptom
trajectory

KT 5" (Hisashi Ohseto) . ik —F-' (Ippei Takahashi) . JiFH E ' (Akira Narita)

/N $R 22 (Taku Obara) 75 B35 12 (Mami Ishikuro) . /]vhAk Z8it+-2 (Natsuko Kobayashi)
HjHh #PHE® (Saya Kikuchi) . 2% ' (Xue L) . BFH $H 3512 (Aoi Noda) |

kb BT "% (Keiko Murakami) . FHE 7¢"%* (Gen Tamiya) . & Jii #E— "% (Junichi Sugawara)
B R ° (Hiroaki Tomita) . ZE(11 #E— '?° (Shinichi Kuriyama)

1

FIERS: KRB R AR

(Graduate School of Medicine, Tohoku University, Sendai, Japan)
BULRSE BRAEA T 1 J1)V « XA D B

(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)
HIERZAE

(Tohoku University Hospital, Tohoku University, Sendai, Japan)
REE RSB ZE B A NE LA R AT SERTHIRERR BT > 2 —
(RIKEN Center for Advanced Intelligence Project, Tokyo, Japan)
AR TRl

(Suzuki Memorial Hospital, Iwanuma, Japan)

HER: KEERA I

(International Research Institute of Disaster Science, Tohoku University, Sendai, Japan)
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—MRR 15 RAEEET

Oral Session 15 Prenatal Genetics

H K 104 12H (1) 1425~ 15:15

2 % TSR (I FANFa—NVHIRIGERE 2F A R AKR—)L)

BER 2R D (BRI E RO TR
FEIF S (SRR RS

Date  : Saturday, October 12 14:25 ~ 15:15

Room : Room 5 (Highness Hall, 2F, Grand Mercure Sapporo Odori Park)

Chairs : Haruka Hamanoue (Department of Clinical Genetics, Yokohama City University Hospital)
Hideaki Sawai (Hyogo Medical University Hospital)

The study of DNA Copy Number Variants (CNV) in Japanese pregnant woman who
received Non-invasive prenatal testing

P $5 ! (Kaku Masuda) . %% =21 ° (Kohshichi Gotoh) , =l fifi.Z * (Hiroyuki Mishima) .
AT 524 (Akira Kinoshita) . =J#i 27" (Shoko Miura) , 7k 5% ' (Koh Nagata)
E&)I @D ' (Yuri Hasegawa) . 51 22—H[* (Kohichiro Yoshiura) . #5#% fif7= > (Nobuhiro Suzumori) |
BEIN BHEE ? (Akihiko Sekizawa) . —iifi #57ifi ' (Kiyonori Miura)
1 R R0 e fm AR
(Department of Obstetrics and Gynecology, Nagasaki University Hospital, Nagasaki, Japan)
2 BRRIREAEE P AR
(Department of Obstetrics and Gynecology, Showa University Hospital, Tokyo, Japan)
3 ETERRAMEREGE BARE R R
(Department of Clinical Genetics, Iwate Medical University Hospital, Iwate, Japan)
4 RiRRZ FURREEFERVIT AR (REVHED)
(Department of Human Genetics, Nagasaki University, Nagasaki, Japan)
5 GeneTechthm a4t
(Eurofins GeneTech, Inc, Tokyo, Japan)

015-2 Clinical outcome of transferring embryos diagnosed as chromosomal mosaicism by
next generation sequencing method
H F AH¥- (Tomoko Inoue) , 34 75 (Yoshie Nagatakidani) . 7% 31 (Yoshiko Asai) |
AN #5M5 (Yoshiharu Morimoto)

HORAC 75 >»7m Y b KRZ Y =w o
(HORAC Grand Front Osaka Clinic, Osaka, Japan)

Pitfalls of Molecular Genetics - Learning from a PCS/MVA Case

7)1 /&' (Osamu Shimokawa) . ECH] B3 ' (Masayoshi Takeda) . KH (FFEF) k34! (Akemi Shono-Ota) |
KKE #5Z€" (Hiroyasu Ohashi) . #AJ5 7% —2 (Yoichi Matsubara) . X B2 ? (Hideaki Chiyo) .
BT & < 2 (Megumi Machida) , A1k} 1572 (Takako Nakamura) , J% 7% (Ritsuko K. Pooh)
1 UYYAT 4 VR EH TV Z VTR R —
(Clinical Laboratory, Ritz Medical Co., Ltd., Osaka, Japan)
2 7V T LHAENRKZ ) = 7 IRkt Y 2 —
(Fetal Diagnostic Center, CRIFM Prenatal Medical Clinic, Osaka, Japan)

I Experiences of perinatal management on two women with vascular Ehlers-Danlos
syndrome
JNEF TTAC T (Motoki Ono) . 4G &1 ' (Norihiko Kikuchi) . 7% 757522 ! (Nanami Yoshino) .
K1 #4355 (Yusuke Yokokawa) . FHHF Z&43 ' (Yasuhiro Tanaka) . %75 55— ' (Ryoichi Asaka) .
fhfiey THE" (Chiho Fuseya) . T4 %12 % (Tomoki Kosho) . HiiR FHHL ' (Tanri Shiozawa)
1 SRS R FERH AR
(Department of Obstetrics and Gynecology, Shinshu University School of Medicine)
2 SR RS ERE Y
(Department of Medical Genetics, Shinshu University School of Medicine)
3 AR BInTIERITE > 2 —
(Center for Medical Genetics, Shinshu University Hospital)

82



015-5 A viable pregnancy with full trisomy 13 following transfer of an embryo with high-level
and complex mosaicism

JIE G205 12 (Tkuno Kawabata) . K15 54 (Mirei Yonezawa) . f/EJE 112 (Tomoko Sahara) .
U EN? (Maho Kuroda) . £ [5°F- ! (Yohei Tsunoda) . flljE M ' (Masahiko Kato) |
i)l &' (Tomoko Ichikawa) . Z&Ji BE7¢ " (Yoshimitsu Kuwabara) . 2 52! (Masafumi Toyoshima) .
=5 75223 (Hidehiko Miyake) . |1/ f&53 2 (Takeshi Yamada) . 3K 274" (Shunji Suzuki)
1 HARBERK AR
(Department of Obstetrics and Gynecology, Nippon Medical School)
2 HARERKAEmREGE SRR
(Division of Clinical Genetics, Nippon Medical School Hospital)
3 BEROKLTRE NESACAVERSARIR Bimh o ) 7 a—X

(Department of Genetic Counseling, Graduate School of Humanities and Science, Ochanomizu University)

—iRE 16 WHMRER, NEEE

Oral Session 16 Rare Diseases, Pediatric Genetics

H W D107 12H (B) 1425~ 1515
= W rHEeR (VI FAVFa—)ULIRKERRE 1F Fv v A)L)
FE R i Pt (RLORSA A TS E R R s A B ROE (B 7 A0 )
1] H . LIRS AR 2R R R )
Date ! Saturday, October 12 14:25 ~ 15:15
Room : Room 6 (Castle, 1F, Grand Mercure Sapporo Odori Park)
Chairs : Tetsuya Okazaki (Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and
Pharmaceutical Sciences, Okayama University)
Aki Ishikawa (Department of Medical Genetics and Genomics, School of Medicine, Sapporo Medical
University, Sapporo, Japan)

016-1 Whole Exome Sequencing Analysis in Fetal Osteogenesis Imperfecta Detected by
Ultrasonography: An Analysis of 11 Cases

HE ' (Yuri Nakao) . 22K {12 (Jin Muromoto) . #fijZ #3&f ' (Yuki Kakinuma) .
KE KI5 (Taiyo Oguro) . 7K3 1" (Rinko Ibi) , PH% F-=%' (Chihiro Nishino)
FEF] 0! (Shin Mori) . JEEF /{4 (Saho Fujino) . [ ¥i' (Akira Naomi) . /NFY i1~ ' (Akiko Konishi) |
Heli —#k " (Kazuhiro Kajiwara) . $5A i *% (Tomo Suzuki) . 747 FEZS "2 (Rina Akaishi) ,
Kbk HUE"? (Rika Sugibayashi) . /\&# 7a8lL 2 (Katsusuke Ozawa) . 4 A %7 "2 (Aiko Sasaki)
EA)1| %4552 (Fuyuki Hasegawa) . 8t %97/ ** (Asuka Hori) . % {#—F[° (Kenichiro Hata) |
FITH 3] 2 (Seiji Wada)
1 ENTRE R 2 — AR - RS o 2 —
(Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and
Development)
2 ERNIRE BRI 2 — B RS R  X—
(Devision of Medical Genetics, National Center for Child Health and Development)
3 ENIREERI R 2 — R
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development)
4 ARERRZREUINMZEE BT
(Nursing Department, Nippon Medical School Musashi Kosugi Hospital)
5 RERRZERZEGRIRERITTER 70 TRl A

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

Whole Genome Sequencing Diagnosis in NICU: Diagnostic Impact for Critically IlI
Neonates at the Jikei University
R JTHZE " (Brina Nagao) . f4+ Z=5t ' (Toshiki Tsunogai) . P4 &t % (Naoya Saijou)
)1 JEHL Y (Eri Imagawa) . 3E i 2542 ? (Atsuo Kikuchd) . &1L JIE® (Jun Takayama) .
KA 28" (Kimihiko Oishi)
1 R RERICE NRP 2
(Department of Pediatrics, The Jikei University School of Medicine, Tokyo, Japan)
2 HIEREARAREE AR IR SEE - JEE R AR /NIRIE A i
(Department of Pediatrics, Tohoku University Hospital)
3 HIERYE KEBEE ARSI DR/ I kT SL RIS A e

(Department of Rare Disease Genomics, Tohoku University Graduate School of Medicine)
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016-3

016-4

Developmental and epileptic encephalopathy caused by a novel ATP2B2 protein-
truncating variant

FAZS 75 2 (Hiroshi Matsumoto) . JE7 15252 (Kiyotaka Zaha) . Afifsy Bt w] % (Kenji Uematsu)

H1E -2 (Mitsuko Nakashima) . ¥t 7% (Hirotomo Saitsu) . 7/K[] il * (Takeshi Mizuguchi)
FisAs 38 * (Naomichi Matsumoto)

1

By R ERRSARE /N

(Department of Pediatrics, Saitama Medical University, Moroyama-machi, Japan)

Wit R R /N LR

(Department of Pediatrics, National Defense Medical College, Tokorozawa, Japan)
UERREERIR Y. RAL Rk

(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
VPN NS e T P S =R

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

National Survey of Hutchinson-Gilford Progeria Syndrome and Progeroid laminopathy
in Japan

KN T (Yuko Okawa) , HJEE {2 " (Kenji Ihara) . /|Mi FE3E? (Rika Kosaki) |
AR 52 ° (Muneaki Matsuo)

1

KRR B2 /NRRE

(Department of Pediatrics, Faculty of Medicine, Oita University, Yufu, Oita, Japan)

T CE PR > 2 — R

(Department of Medical Genetics, National Research Institute for Child Health and Development, Tokyo, Japan)
PEBER REAE /N

(Department of Pediatrics, Faculty of Medicine, Saga University, Saga, Japan)

Establishment of seamless medical care from childhood to adulthood for patients with
genetic diseases

Bk B "% (Makiko Tominaga) . #F ¥/ ' (Ayano Sakurai) . Hil| g3 " (Ayumi Okuyama) |
FIR 2277 Mikiko Izumi) . T35 751E 12 (Kiyotake Ichizuka) . X N BfET-' (Akiko Sakashita)

1

AR LR BRI « 7/ LR v 2 —

(Showa University Northern Yokohama Hospital, Center for Clinical Genetics and Genomic Medicine, Kanagawa,
Japan)

R R R IRl C bt 22—

(Showa University Northern Yokohama Hospital, Children’s Center)

ETIvNe 2 Rl AH A TN

(Showa University Northern Yokohama Hospital, obstetrics and gynecology)

HARIR AR B AR R > X —

(Showa University Hospital, Center for Clinical Genetics)
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—HROE 17 EEEEF 2

Oral Session 17 Cancer Genetics 2

H K 104 12H (1) 1525~ 16:15

2 % TSR (I FANFa—NVHIRIGERE 2F A R AKR—)L)

R EH BT GERERNIA A Y 2— EgRSN - THIED
BERl 7R AR GREE PR R IS AR e - BB NRE / SREORSAERIAIZEHT)

Date  : Saturday, October 12 15:25 ~ 16:15

Room : Room 5 (Highness Hall, 2F, Grand Mercure Sapporo Odori Park)

Chairs : Reiko Yoshida (Saitama Cancer Center Department of Molecular Diagnosis and Cancer Prevention)
Yataro Daigo (Department of Medical Oncology and Cancer Center, Shiga University of Medical Science /

Institute of Medical Science Hospital, The University of Tokyo)

017-1 Establishment of Medical Collaboration System for Hereditary Breast and Ovarian
Cancer in the Central Area of Kanagawa

JIIFH #HE " (Rika Kawata) . FeA 435 12 (Naomi Araki) . J2Hi {%15-*'? (Sachiko Ohori)

= #5312 (Takafumi Sangai) . JljE — & *'? (Kazuyoshi Kato) . /1] IF#5"*'* (Seigi Furukawa) .
Akt F5EE 512 (Hideyasu Tsumura) . B 847 %12 (Kosuke Okuwaki) , B4 2451712 (Mina Waraya) |
TR IERE" 82 (Masao Araki) . FHE PEHI® 12 (Hiroshi Nishimiya) . #rF %% °'% (Tsutomu Arai) |

R #1858 1% "% (Tetsuya Hasegawa) , /MJX M '''? (Yoshimasa Kosaka) |

= S5 212 (Fumio Takada)

1 JEHURZAE SERZ R
(Division of Genetics, Kitasato University Hospital, Kanagawa, Japan)
2 JEHRAERAZERT EFERITZER BRI m R
(Department of Medical Genetics and Genomics, Kitasato University Graduated School of Medical Sciences,
Kanagawa, Japan)
3 JEHIRSE BEAAAR LR - FURIROVERE
(Department of Breast and Thyroid Surgery, Kitasato University School of Medicine, Kanagawa, Japan)
4 JEHURZE R e AR
(Department of Obstetrics and Gynecology, Kitasato University School of Medicine, Kanagawa, Japan)
5 JEHRAE BRAHS AR an il
(Department of Urology, Kitasato University of Medicine, Kanagawa, Japan)
6 JEEIRE EAAES LR
(Department of Gastroenterology, Kitasato University School of Medicine, Kanagawa, Japan)
7 MOIATEGEN MU PERRERE AL A AR
(Sagamino Hospital, Kanagawa, Japan)
8 JARPAR WA e ARSI 75 =] e
(Sagamihara Kyodo Hospital, Kanagawa, Japan)
9 HSZTITBUEN [ELRGERERE AHEIRUE R
(Sagamihara National Hospital, Kanagawa, Japan)
10 RAIT STl
(Yamato Municipal Hospital, Kanagawa, Japan)
11 HASR L ARRRISUR T2l
(Japanese Red Cross Sagamihara Hospital, Kanagawa, Japan)
12 #hZ%)IIHBOC L HL ik e 2
(Kanagawa HBOC Kitasato Consortium, Kanagawa, Japan)

017-2 Issues in pancreatic cancer surveillance in hereditary breast and ovarian cancer
syndrome
H E K (Dailnoue) ., [LJFF H (Wataru Yamagata) . )5 8 < (Megumi Takahara) |
BIR TLH (Bri Soga) . #yH JE45 1 (Minako Matsuda) , 44 {&#3 (Shuusuke Yasuura) |
=0 Bt (Yuuji Miyoshi) . A%FH FEEYL (Bri Yokota) . K JEIH (Miho Isaka) |
Oer /AFEF (Kumiko Yabuki) . A% 5% (Izumi Honda)
BRI SR G v 2 — 7/ Lis#k}

(Department of Clinical Genomics)
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017-3

017-4

017-5

Management of patients with presumed germline pathogenic variant from
comprehensive genomic profiling tests

B A lE " (Hiroshi Miyamoto) . 22 3 ? (Ayuka Mineda) . {78 {/Ef175°® (Sawaka Yukishige) |

HF JA—H> (Souichiro Sasa) . KA 32 * (Kei Daizumoto) . £fi/I| AHHL* (Tomoya Fukawa) .

R 2847 (Yasuyuki Okada) . =3 Fi ' (Yasuhiro Mitsui) . A% #— ' (Koichi Okamoto) .

ek KSR (Yasushi Sato) . £REF #2 ° (Hiroyuki Morino) . 111 #1748 (Tetsuji Takayama)

1 FRBICER YA R SEAITTRS b Rl
(Department of Gastroenterology and Oncology, Tokushima University Graduate School of Biomedical Sciences,
Tokushima, Japan)

2 PEEREERIANT R HSREAN IS PERHm AR
(Department of Obstetrics and Gynecology, Tokushima University Graduate School of Biomedical Sciences,
Tokushima, Japan)

3 FEERERABE EHRARFES S - NG « BEEAVRRE
(Department of Thoracic, Endocrine Surgery and Oncology, Tokushima University Graduate School of
Biomedical Sciences, Tokushima, Japan)

4 FEERCERABE oA WIRARFL
(Department of Urology, Tokushima University Graduate School of Biomedical Sciences, Tokushima, Japan)

5 FEEREEREER RHREEAHIIEH BRI
(Department of Medical Genetics, Tokushima University Graduate School of Biomedical Sciences, Tokushima,
Japan)

Profiles of pathogenic variant carriers of Lynch syndrome found in a population-based
research biobank participants

JAEH #8F " (Kinuko Ohneda) . &G HE(E 2 (Masanobu Takahashi) | $i7K E— " (Yoichi Suzuki) |
PP (Yohei Hamanaka) | 8 $7-° (Junko Minato) . &5 5% >*® (Muneaki Shimada)
(1 f124" (Yumi Yamaguchi-Kabata) . FHE; J& ! (Shu Tadaka) . AR R &E %7 (Kengo Kinoshita) .
JIIE #3"® (Hiroshi Kawame) , £t il "° (Fuji Nagami) , 7fifili -5 "® (Nobuo Fuse) |

LA Hez 16 (Masayuki Yamamoto)

1 AR AL A T FI « AHINY TREMG 7 7 INTRAIE 225
(Division of Genomics and Disease prevention, Tohoku Medical Megabank Organization, Tohoku University,
Sendai, Miyagi, Japan)

2 HUERZRZFREROTTER RIS 70 E
(Department of Clinical Oncology, Tohoku University Graduate School of Medicine, Sendai, Miyagi, Japan)

3 BRI AT HAREER
(Department of Clinical Genetics, Ageo Central General Hospital, Ageo, Saitama, Japan)

4 HUERZRZEZROIIER FUIR « WOToVERE o Y
(Department of Breast and Endocrine Surgical Oncology, Tohoku University Graduate School of Medicine,
Sendai, Miyagi, Japan)

5  HUCRZERZEGIRERIITR e N2 2
(Department of Gynecology and Obstetrics, Tohoku University Graduate School of Medicine, Sendai, Miyagi,
Japan)

6 HULR mSEHIZeRA AR ER AR > 2 —
(Advanced Research Center for Innovations in Next-Generation Medicine, Tohoku University, Sendai, Miyagi,
Japan)

L 8 | e N o R e A R e A AN B S
(Laboratory of Systems Bioinformatics, Graduate School of Information Sciences, Tohoku University, Sendai,
Miyagi, Japan)

8  HHEIER A R TS Hl
(Department of Clinical Genetics, Jikei University Hospital, Tokyo, Japan)

Characterization of URST1 as a novel prognostic biomarker and therapeutic target for
oral cancer

ey 7 123 (Atsushi Takano) . B¢ 7645 * (Yoshinori Yoshitake) . &5 [F{#* (Masanori Shinohara) .
FER #RAER#° (Yataro Daigo)
1 R EREAWIET Bk 7 5>t v 2 —

(Center for Antibody and Vaccine Therapy, Institute of Medical Science Hospital, The University of Tokyo)
2 WEEIERRS WRIRIE s

(Department of Medical Oncology and Cancer Center, Shiga University of Medical Science)
3 WHEERRY: S A Y 2 —

(Center for Advanced Medicine against Cancer, Shiga University of Medical Science,)
4 FEARRZE LIMESVE

(Department of Oral and Maxillofacial Surgery, Kumamoto University)
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—HR[E 18 EIRERER

Oral Session 18 Cardiovascular Disorders

H K 104 12H (1) 1525~ 16:15
= ey (VI FAVFa—ULRIGERR 1F Fv v L)
BE R AR RESE (REOCEERAIZERT)
Hr S CGRERARE IREZARPEE A8
Date  : Saturday, October 12 15:25 ~ 16:15
Room : Room 6 (Castle, 1F, Grand Mercure Sapporo Odori Park)
Chairs : Takayuki Morisaki (Institute of Medical Science, The University of Tokyo)
Toshihiro Tanaka (Department of Human Genetics and Disease Diversity, Institute of Science Tokyo)

018-1 Whole-exome sequencing reveals the genetic causes and modifiers of moyamoya
syndrome

AR #5223 (Hiroyuki Akagawa) . Hi} #—1* (Akikazu Nakamura) . B4} {47 ° (Shunsuke Nomura) .
J5i #1-° (Shoko Hara) , % > E> 7w K 5 ¢ 77 —/%— ° (Thiparpa Thamamongood) ,
R -4 " (Kay Sin Tan), @—&— I AX 2T 1 >/® (Constantin Roder)
JIM% #—* (Takakazu Kawamata)
1 HCFERRE: MEA EEREAI T
(Institute for Comprehensive Medical Sciences, Tokyo Women’s Medical University, Tokyo, Japan)
2 WEICFIERROCAN BRI R > 2 — Biii iRl
(Department of Neurosurgery, Adachi Medical Center, Tokyo Women's Medical University, Tokyo, Japan)
3 BRI FERRY: AT 1 JVAIR Y 2 —
(Medical Al Center, Tokyo Women's Medical University, Tokyo, Japan)
4 HEECFERRE g R
(Department of Neurosurgery, Tokyo Women’s Medical University, Tokyo, Japan)
5 b\ hKRY Krembil IFFERT
(Krembil Brain Institute, University of Toronto, Canada)
6 HEUERIREFIAR: R iEsRE
(Department of Neurosurgery, Tokyo Medical and Dental University, Tokyo, Japan)
7 L= TR R
(Department of Medicine, Faculty of Medicine, University of Malaya, Kuala Lumpur, Malaysia)
8  Fa—E VT VR MhRtsR

(Department of Neurosurgery, Eberhard Karls University Tubingen, Tubingen, Germany)

018-2 A case of hydrops fetalis with aortic valve stenosis with a gene variant of NOTCH1
through whole-exome sequencing

FliyE #K5 ' (Yuki Kakinuma) , /N 5a it (Katsusuke Ozawa) . £&)[| %25 2 (Fuyuki Hasegawa) .
JEL A ! (Saori Baba) . £¢ZE 1! (Rinko IbD) . /MY T~ ' (Akiko Konishi) .
HeJs —#h ' (Kazuhiro Kajiwara) . 2875 ' (Jin Muromoto) , A2k H{#:' (Rika Sugibayashi) .
=i ETh'" (Ayano Miura) . i 1% ° (Susumu Urata) , 4> E&%° (Ki-Sung Kim) |
/INIEF B 3E (Rika Kosaki) . Z& f@#—H[° (Kenichiro Hata) . FIHH 3] ' (Seiji Wada)
1 ENTRE R 2 — AR - RS o 2 —
(Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and
Development, Tokyo, J apan)
2 ENIREBEREIICE 22— it v X —
(Center for Genetic Medicine, National Center for Child Health and Development, Tokyo, Japan)
3 BENIREERIITE 2 — (R
(Division of Cardiology, National Center for Child Health and Development, Tokyo, Japan)
4 BENIREERDI R 22— BR2 R
(Division of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)
5 RERRZERZEGRIEERIITR 70 TR0y

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

018-3 Loeys-Dietz syndrome and related disorders in Japan: 20 years from the first report
LRIFS (=2 3 (Takayuki Morisaki) . £RI #31-1% (Hiroko Morisaki)

1 REURZZEREIST

(Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
2 iR

(Sakakibara Heart Institute)
3 ENEERESEITE 2 —

(National Cerebral and Cardiovascular Center)
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018-4 Genetic etiology of truncus arteriosus and identification of a prevalent variant in
TMEM260, in the Japanese population

AR A (Hisao Yaoita) 1|4 #E—F[? (Biichiro Kawai) . 111 IFi**°® (Jun Takayama) ,
SR PSR! (Shinya Iwasawa) . PHIE [E ' (Naoya Saijo) . ZZf& 1 Mtz 7 (Masayuki Abiko)
AR BEK” (Kouta Suzuki) . AK} 1F A ? (Masato Kimura) , /)N 522 (Akira Ozawa) |

FHE 7634 5° (Gen Tamiya) . "% < "%8 (Shigeo Kure) . 3§l ¢4 "° (Atsuo Kikuchi)

1 HEREER AL ESRIIFERE e - FEEIE AR /IR RE Y
(Department of Pediatrics, Tohoku University Graduate School of Medicine, Sendai, Japan)
2 EINTLC & Bl TR AR R
(Department of Pediatric Cardiology, Miyagi Childrens Hospital, Sendai, Japan)
3 HUERZFERZERT RSRIIZER AT 1> T« 77 TR RRAIE
(Department of Al and Innovative Medicine, Tohoku University Graduate School of Medicine, Sendai, Japan)
4 FHERSE BACA T o J1)V « ARV D HERS
(Tohoku Medical Megabank organization, Tohoku University, Sendai, Japan)
5 [FENZHPERFEENBM AN FERTRER AR > X —
(Statistical Genetics Team, RIKEN Center for Advanced Intelligence Project, Tokyo, Japan)
6 HULRZERZARE REAIER T/ LR Hm s e
(Department of Rare Disease Genomics, Tohoku University Graduate School of Medicine, Sendai, Japan)
7 B RZEEZERR N A
(Department of Pediatrics, Yamagata University Graduate School of Medicine, Yamagata, Japan)
8 HRILT &bt
(Miyagi Childrens Hospital, Sendai, Japan)

Oral English Session

Oral English Session 1 E&FR&{=E / Clinical Genetics

H B (107 10H (K) 9:30~10:20

= % TESEY (U FANVF a—UILIRKERE 2F A RAFR—)L)

FERp R GRARER R LA )
RiA . CREREF R > 2 —)

Date  : Thursday, October 10 9:30 ~ 10:20

Room :Room 5 (Highness Hall, 2F, Grand Mercure Sapporo Odori Park)

Chairs : Hirotomo Saitsu (Department of Biochemistry, Hamamatsu University School of Medicine)
Nobuhiko Okamoto (Osaka Women'’s and Children’s Hospital)

OE1-1 Non-coding repeat expansions in Parkinson’s disease and related disorders

SERF N (Makito Hirano) . 2€)1| F' (Makoto Samukawa) . F I a2 (Satoko Miyatake) .
IFE #1-' (Yuko Yamagishi) . %7 T-%* (Chiharu Isono) . P&45 FIEL ! (Kazumasa Saigoh) .
BiL/K 7T.527-2 (Eriko Koshimizu) . 7K[] [l (Takeshi Mizuguchi) , #AZ 38 2 (Naomichi Matsumoto) .
&FH Fl# ' (Yoshitaka Nagai)
1R PR e R

(Department of Neurology, Kindai University Faculty of Medicine, Osaka)
2 BREAILRAE A AR

(Department of Human Genetics, Yokohama City University Graduate School of Medicine)
3 BRI R TSR

(Department of Clinical Genetics, Yokohama City University Hospital)
4 SERIEERE UNEY T— 3 VB

(Division of Rehabilitation Medicine, Kindai University Hospital)

Survey on Institutional Readiness for Handling VUS in Genetic Testing for Hereditary
Cancer
KT 1.2 (Hiroyuki Otake) . KT EfifEl (Tamae Ohye)
TR ERFR AR AR (R AR BRI S s D V) v oy

(Division of Genetic Counseling, Department of Clinical Laboratory Medicine, Graduate Schoor of Health Science,
Fujita Health University, Toyoake, Japan)
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OE1-3

OE1-4

OE1-5

Exploring Genome-wide DNA Methylation Patterns in Patients with DNMT1 Variants
through Nanopore Sequencing

2 HEH Qun-Hui Yuan) . ABT BB (Yujiro Higuchi) . Z7J% [E7% (Masahiro Ando) |
H K BHF- (Akiko Yoshimura) . &[] B3k (Akihiro Hashiguchi) . &l 8 (Hiroshi Takashima)
VLS REE KL MR TR I piRe R - B4R

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

Differential effects of HLA-B*15:11 and HLA-A*31:01 on carbamazepine-induced
cutaneous adverse reactions

&k it 2 (Koya Fukunaga) . S5 #2512 (Eri Tsukagoshi) . & H b 7> (Maiko Kurata) .
JkJ1I B T2 (Yoshiko Mizukawa) . 375 &2 * (Hiroyuki Niihara) . #xH 2&fH * (Bishin Morita) .
T8 #8375 (Yuko Watanabe) . 1] H17% ® (Yukie Yamaguchi) . 83/ 7552° (Hideaki Watanabe) .
& YR (Sacko Nakajima) . B#A) 15158 7 (Takashi Nomura) . HEES {874 " (Kenji Kabashima)
MLl 52 T-® (Mikiko Tohyama) . /NG %201 ° (Hiroaki Azukizawa) . 1%H] 7575 ° (Hideo Asada) .
EA)11 BEA ' (Akito Hasegawa) . {8 4 '© (Natsumi Hama) , KB {g5& ' (Takeshi Ozeki) |
B R [5—"" (Yoichi Mashimo) , BIHE Z5f#i 1! (Akihiro Sekine) . #i7k fF i 2 (Kayoko Matsunaga) .
FHH Ji§— 2 (Yoichi Tanaka) . HiAt 554121 (Ryosuke Nakamura) . [l FE—EE '° (Riichiro Abe) |
FEM 253" (Taisei Mushiroda) . 25#% 58 ' (Yoshiro Saito)
1 BUESARHZET @ ERPE e e Y 2 — Ty —<x Oy 2 U AT — L
(Laboratory for Pharmacogenomics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
2 LSRR LR IR A
(Division of Medicinal Safety Science, National Institute of Health Sciences, Kawasaki, Japan)
3 AR R LR
(Department of Dermatology, Kyorin University School of Medicine, Tokyo, Japan)
4 SRR R B R
(Department of Dermatology, Faculty of Medicine, Shimane University, Shimane, Japan)
5 BRI REEREERE BEANITERE BTSSR RE R
(Department of Environmental Immuno-Dermatology, Yokohama City University Graduate School of Medicine,
Yokohama, Japan)
6 BHRIAZE R LA SRRt
(Department of Dermatology, Showa University Northern Yokohama Hospital, Yokohama, Japan)
T BURSRE TR KSR AR
(Department of Dermatology, Graduate School of Medicine and Faculty of Medicine, Kyoto University, Kyoto,
Japan)
8  ENRFTHEN MED AL R —
(Department of Dermatology, National Hospital Organization Shikoku Cancer Center, Japan)
9 RRRSIERARZ KEREEE
(Department of Dermatology, School of Medicine, Nara Medical University, Kashihara, Japan)
10 SRR AR R RARE AR S RIEED S
(Division of Dermatology, Niigata University Graduate School of Medical and Dental Sciences, Niigata, Japan)
11 FHEREE REARE AT
(Department of Public Health, Chiba University Graduate School of Medicine, Chiba, Japan)
12 BEHERRZ
(Fujita Health University School of Medicine, Aichi, Japan)
13 FELURSE HEAH LG iR AT s
(Laboratory of Pharmaceutical Bioscience, Faculty of Pharmaceutical Sciences, Teikyo University, Tokyo,
Japan)
14 [ERZREE S b i b 7EAT

(National Institute of Health Sciences, Kawasaki, Japan)

Consideration about Japanese variants in TP53 based on the ToMMo-54KJPN:
enhanced prediction accuracy with AlphaMissense

BEHLA B2 (Tasuku Mariya) . 71| HESH > (Masashi Idogawa) . {1l #3:8&* (Hiroshi Nakase) |
EEF (%25 2 (Takashi Tokino) . Z5#% 5% ' (Tsuyoshi Saito) . #8F $27% 2 (Sakurai Akihiro)

1 FLIREERIR Y. BR22H PEAR AR R e
(Department of Obstetrics and Gynecology, Sapporo Medical University School of Medicine, Hokkaido, Japan)
2 FUBREERLRSE R SRR
(Department of Medical Genetics and Genomics, Sapporo Medical University School of Medicine, Hokkaido,
Japan)
3 ALBREERIRE R B AWITERT 7/ LEREEARY
(Department of Medical Genome Sciences, Cancer Research Institute, Sapporo Medical University School of
Medicine, Hokkaido, Japan)
4 FUBRIERIRSE R T L s R
(Department of Gastroenterology and Hepatology, Sapporo Medical University School of Medicine, Hokkaido,
Japan)
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Oral English Session 2 #“M&®#, /NRiE{x / Rare Diseases, Pediatric Genetics

H K :10H10H K 12:55~ 1345

= 5 S RN (U RAVF A VALRKEARE 2F A R AKR—IL)

BE R KN R (BEHEREOR AR A NRRD
PR N RO A IR FER B E 0 )

Date  : Thursday, October 10 12:55 ~ 13:45

Room : Room 5 (Highness Hall, 2F, Grand Mercure Sapporo Odori Park)

Chairs : Toshiki Takenouchi (Department of Pediatrics, Keio University School of Medicine)
Hisato Suzuki (Institute of Medicine, University of Tsukuba)

Pathogenic variants in ADTKD-MUC1 can be detected using short read sequencing
data

E% AR (China Nagano) . #FEf E#% % (Naoya Morisada) , JEEFA A ! (Yuta Inoki) |

FH AT %! (Yu Tanaka) . FH #1{4 " (Chika Ueda) . Jtf D4 ' (Hideaki Kitakado) |

il 3% 4 ! (Nana Sakakibara) . S22 N £+ ! (Tomoko Horinouchi) . [Liff 2% ! (Tomohiko Yamamura) .
A#% EE ' (Shingo Ishimori) , ¥t Bk (Kandai Nozu)

1 B R RN R N R R /N

(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
2SRRI C E BRk B GR

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

OE2-2 Clinical features of autosomal dominant tubulointerstitial kidney disease in Japan

R EER "2 (Naoya Morisada) . FHAT #&2 (Yu Tanaka) . [ #2513 (Eri Okada) .
E5 2 (China Nagano) . 2 N & +-* (Tomoko Horinouchi) . BFift &k ? (Kandai Nozu)

1 RN C &6 ikt BRAEHEA

(Department of Clinical Genetics, Hyogo Prefectural Kobe Children’s Hospital)
2 PITREEREERE EEWFCR N R R /N 22 T

(Department of Pediatrics, Kobe University Graduate School of Medicine)
3 PR HEAE

(Department of Nephrology, Faculty of Medicine, University of Tsukuba)

OE2-3 Nine-years accomplishment of Initiative on Rare and Undiagnosed Diseases (IRUD)

k8 #5712 (Yuji Takahashi) , % 52> (Hidetoshi Date) . & HH75 2 (Yuka Hama) .
/N T4 (Hideki OD . /M2 IBEH]® (Shinji Kosugi) . ¥4 B33 ® (Naomichi Matsumoto) .
NI AEERER T (Kenjiro Kosaki) . #2451 — 2 (Youichi Matsubara) . /K% F57% ° (Hidehiro Mizusawa)

1 RS - ARSI St o 2 — Sl et R
(Department of Neurology, National Center Hospital, National Center of Neurology and Psychiatry, Tokyo,
Japan)
2 ENTRERD - MRREREITCE R — bt 7 LS
(Department of Genomic Medicine, National Center Hospital, National Center of Neurology and Psychiatry,
Japan)
3 ENIAER - REEREIZEE Y A= AT VT ey Z—
(Medical Genome Center, National Center of Neurology and Psychiatry, Tokyo, Japan)
4 [FENCREH - AR S 2 2 — Rl BRI - BrEHE R
(Department of Clinical Data Science, Clinical Research and Education Promotion Division, National Center of
Neurology and Psychiatry, Tokyo, Japan)
5 BUAKYE EFRGELE - EURER Y
(Department of Medical Ethics and Medical Genetics, Kyoto University School of Public Health, Kyoto, Japan)
6 MU AE RIS BRY
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
7 BEHERSRY BRI 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
8 [ELRLKEEFNITLE 2 —
(National Center for Child Health and Development, Tokyo, Japan)
9 [ENZAERH - PhREERRIIZEE > R —
(National Center of Neurology and Psychiatry, Tokyo, Japan)

OE2-4 Whole-genome sequencing analysis of IgG4-related disease in the Japanese
population

Yuxun Zhang, Takeshi Iwasaki, Takahisa Kawaguchi. Izumi Yamaguchi, Meiko Takahashi.
Shuji Kawaguchi. Fumihiko Matsuda. Japanese Research Group of IgG 4 -Related Disease

Centre for Genomic Medicine, Kyoto University
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OE2-5 Long-molecule genomics analyses elucidating the hidden structural variations

associated with MECP2 duplication syndrome

Qiaowei Liang', Yuri Uchiyama'*, Ichiro Kuki®, Naomi Tsuchida'?, Eriko Koshimizu',
Atsushi Fujita', Satoko Miyatake'*. Takeshi Mizuguchi'. Naomichi Matsumoto'

Department of Human Genetics, Yokohama City University Graduate School of Medicine
Department of Rare Disease Genomics, Yokohama City University Hospital

Department of Pediatric Neurology, Osaka City General Hospital

Department of Clinical Genetics, Yokohama City University Hospital

=W N

Oral English Session 3 AiRisiERARNT, £EEESE/

Large Scale Association Studies, Population Genetics

10 H10H OK) 13:55 ~ 14:45
LSS (I Y RANF a—UALIRKERAR 2F /A R AKR—IL)
DA B CREEFERIRT)

A BTE GREUR AR AR SRR 2 A=)

: Thursday, October 10 13:55 ~ 14:45
: Room 5 (Highness Hall, 2F, Grand Mercure Sapporo Odori Park)
. Toshiyuki Yamamoto (Tokyo Women’s Medical University)

Akihiro Fujimoto (Department of Human Genetics, Graduate School of Medicine, The University of Tokyo)

OE3-1 Single-cell eQTL mapping identifies cell state-dependent genetic regulation of

transcriptional profiles in immune cells

ki HESR Y (Ryuya Edahiro) . /2% 5% "2 (Go Sato) . FAFF ML (Yuya Shirai) .
INBE BEZ ! (Tatsuhiko Naito) . BARJE 2% A 12 (Kyuto Sonehara) , A% 32 1% (Yoshihiko Tomofuji) |
LA Bf—"! (Kenichi Yamamoto) . #ji7 Bi— 23 (Shinichi Namba) . {4 #5dhi 2 (Noah Sasa) .
EF 7K %* (Genta Nagao) . ' iifl* (Ho Namkoong) . ff7k il * (Koichi Fukunaga) .
PR EF% ' (Takayoshi Morita) . % {475 ' (Yasuhiro Kato) . - [ ! (Haruhiko Hirata) .
CH &5 A" (Yoshito Takeda) . B &/T° (Daisuke Okuzaki) , HE /¥ 15 '° (Atsushi Kumanogoh) |
[ E g 235 (Yukinori Okada)
1 RBRORZERARIE AR ER
(Osaka University Graduate School of Medicine)
2 BRI EMIERI AV v 2 —
(RIKEN Center for Integrative Medical Sciences)
3 HERCER BRI SR
(Graduate School of Medicine, the University of Tokyo)
4 PERESSORIA AR
(Keio University School of Medicine)
5 KBRS ET QYT 1 TG Y 2 —
(Immunology Frontier Research Center (WPI-IFReC), Osaka University)

QE3-2 Investigating the Genetic Correlates of Optic Disc Parameters in the Tohoku Medical

Megabank Organization Eye Study

SEEL RO (Makiko Taira) . 55 =51 (Takanori Hidaka) . 751 %9 '* (Tomo Saitoh) .
Ep | %" (Fuji Nagami) . A K B#& " (Kengo Kinoshita) . [/ ff2 "* (Masayuki Yamamoto) .
frifiti 555 '3* (Nobuo Fuse)

1 BAERE BALA T o L« RANV T HEWET /) LB
(Department of Integrative Genomics, Tohoku Medical Megabank Organization, Tohoku University, Sendai,
Japan)
2 HUCRZEEZERITIR
(Graduate School of Medicine, Tohoku University, Sendai, Japan)
3 UK
(Tohoku University Hospital, Tohoku University, Sendai, Japan)
4 RUEREEASKBIE SR A > 2 —
(Advanced Research Center for Innovations in Next-Generation Medicine, Tohoku University, Sendai, Japan)
5 HUCRZERFHRRIEENTTERE

(Graduate School of Information Sciences, Tohoku University, Sendai, Japan)
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OE3-3 A proteomics investigation of disease and health based on the phenome-wide
association studies: The Nagahama Study

Janice Huiting Ou'*, Shuji Kawaguchi', Takahisa Kawaguchi', Dominique Gauguier®,
Jianguo Xia*, Fumihiko Matsuda'

1 Center for Genomic Medicine, Graduate School of Medicine, Kyoto University
2 Department of Human Genetics, McGill University

3 University Paris Cité, INSERM UMR1124, 45 rue des Saints Peres

4 Institute of Parasitology, McGill University, Montreal, Canada

OE3-4 Characterizing the human virome in European, Canadian and Japanese cohorts using
whole genome sequencing unmapped reads

LEM 2635 12 (Mio Shibata) . JI[I7] {14 " (Shuji Kawaguchi) , Mathieu Bourgey®,

PEEY 1E—EB" (Yoichiro Kamatani) , Robert Eveleigh®, Emmanuel Gonzalez®, Hans Grabe®,
Karen Mather®, Helena Schmidt®, Stephanie Debette’, M S ' (Fumihiko Matsuda) |
(LI %' (Ryo Yamada) , Guillaume Bourque®*

1 SRR RADIER S/ LR v 2 —

(Center for Genomic Medicine, Graduate School of Medicine, Kyoto University, Kyoto, Japan)
Department of Human Genetics, McGill University, Montreal, Canada

Canadian Centre for Computational Genomics, McGill University, Montreal, Canada

Department of Psychiatry and Psychotherapy, University Medicine Greifswald, Greifswald, Germany
Centre for Healthy Brain Ageing, Psychiatry, UNSW Sydney, Australia

Institute of Molecular Biology and Biochemistry, Graz University, Graz, Austria

Bordeaux Population Health research center University of Bordeaux Inserm U1219, Bordeaux, France

~N O Ol W

OE3-5 Gene conversions between parental alleles identified through whole-genome
sequencing data in 109 Japanese trios

FEAR 122 (Jumpei Toratani) . &1L I ? (Jun Takayama) . kG 5574 " (Yasuno Takahashi) |
/E1RE A (Takeki Sato) . 7EikG K%' (Yuri Takahashi) . P2 #3&5  (Hiroaki Hiraga) .
Kl #2825 (Emi Yokoyama) . 38 3 ' (Zen Watanabe) . )51 15512 (Atsushi Sugawara) .
55 #E—* (Junichi Sugawara) , 17{E [E{"' (Masahito Tachibana) . FH&f 7. (Gen Tamiya)
7=k EF]! (Masatoshi Saito)
1 HIERE PERHm AR AR

(Department of Obstetrics and Gynecology, Tohoku University, Sendai, Japan)
2 BALRYE AT 1 FIV AN T K

(Tohoku Medical Megabank Organization, Sendai, Japan)
3 HHLKCER AT AR B A A

(Laboratory of Animal Reproduction and Development, Tohoku University, Sendai, Japan)
4 AXFFSEbE

(Suzuki Memorial Hospital, Iwanuma, Japan)

92



Oral English Session 4 FEZE{RE / Cancer Genetics

H K 107 11H &) 9:00~9:50
= 5 S RN (U RAVF A VALRKEARE 2F A R AKR—IL)
BE R R R RILRSAAE SRR M2 AR (R T EEREE 0 )
L BB (BRARARARE AR TR NS
Date ! Friday, October 11  9:00 ~ 9:50
Room : Room 5 (Highness Hall, 2F, Grand Mercure Sapporo Odori Park)
Chairs : Akira Hirasawa (Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and
Pharmaceutical Sciences, Okayama University)
Mariko Eguchi (Department of Pediatrics, Ehime University Graduate School of Medicine)

OE4-1 Intratumor Heterogeneity of HPV Integration in HPV-associated Oropharyngeal Cancer

1fi /2 WG %* (Noah Sasa) . /1] i '+2° (Toshihiro Kishikawa) , 7 FREE*° (Rie Ito) |
PR HEF2? (Masami Suzuki) . 71T 1822 (Hirotaka Eguchi) . FHF 757 % (Hidenori Tanaka) .
4 %12 (Takahito Fukusumi) . $iAK %2 ¢ (Motoyuki Suzuki) . 7TH SZHI|? (Yukinori Takenaka) .
TR E# T8 (Keisuke Nimura) . JEJ5 75812 (Hidenori Inohara) . [ K% > * (Yukinori Okada)
1 RBRORZE AR FEHR T
(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Suita, Japan)
2 RBOREE REA B SRR} - SRS VRE
(Department of Otorhinolaryngology-Head and Neck Surgery, Osaka University Graduate School of Medicine,
Suita, Japan)
3 FESERFZET IMS > AT LR F— L
(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
4 HEURE EAAAR R
(Department of Genome Informatics, Graduate School of Medicine, the University of Tokyo, Tokyo, Japan)
5 BRIMNAYY 2 — FHERIE
(Department of Head and Neck Surgery, Aichi Cancer Center Hospital, Nagoya, Japan)
6 KBS & il B SR - SRS
(Department of Otorhinolaryngology-Head and Neck Surgery, Osaka Rosai Hospital, Sakai, Japan)
7 KBRRZE A R TR
(Department of Genome Biology, Osaka University Graduate School of Medicine, Suita, Japan)
8 HERSRZE PR AR o7 hsns

(Gunma University Initiative for Advanced Research, Gunma University, Maebashi, Japan)

Challenges of HBOC treatment in the Designated Regional Cancer Treatment Hospitals

I #h6+ (Yuko Minoura)
FLIREERI RS PR 2250 2

(Department of Genetic Medicine, Sapporo Medical University School of Medicine)

Two independent families with de novo whole APC gene deletion and intellectual
disability
R STER 2 (Moriya Iwaizumi) . &[] 824" (Terumi Taniguchi) . /NE B2 (Risa Kojima) |
Ki# %52 (Harumo Osawa) . 7ZHH K> (Kyota Tatsuta) . BxHH 3> (Mayu Sakata) .
K% 7* (Satoshi Osawa) . &l 15[ * (Kiyotaka Kurachi) . 4245 {@° (Ken Sugimoto)
1 BEAREERLRF: R B AR
(Department of Laboratory Medicine, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 WERAERIRE AR IR EOE (R g e
(Clinical and Molecular Genetics Center, Hamamatsu University School of Medicine, Hamamatsu, Japan)
3 ERAREERLASE R SVRIAA S
(Department of Surgery, Hamamatsu University School of Medicine, Hamamatsu, Japan)
4 PRERIREE BEZEFR M@ RO A PR R
(Department of Endoscopic and Photodynamic Medicine, Hamamatsu University School of Medicine,
Hamamatsu, Japan)
5 IARBERIRSE BEIATE NRIASE—Rl

(First Department of Medicine, Hamamatsu University School of Medicine, Hamamatsu, Japan)
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OE4-4 Cancer genome panel of castration-resistant prostate cancer in Chiba University
Hospital

P A {E—" (Shinichi Sakamoto) . &4 G4 " (Yusuke Imamura) , = 242 (Emi Utsuno) |
[ HER% ' (Yasutaka Yamada) . {2 fifiK " (Kodai Sato) . SEHH #435 ' (Hiroki Shibata) |
paAT ££3 (Motoi Nishimura) | KEF 52 * (Izumi Ohno) . #3 F — 2 * (Kazuyuki Matushita) .
i) #4722 (Tomohiko Ichikawa)
1 TEEICERIAR AR R Rl

(Department of Urology, Chiba University Graduate School of Medicine)
2 THRCELE AL E e B T2l

(Division of Clinical Genetics, Chiba University Hospital)
3 TEERELE AT R

(Division of Laboratory Medicine, Chiba University Hospital)
4 THERCEPE S Jm e M AR

(Department of Medical Oncology, Chiba University Hospital)

QE4-5 Therapeutic efficacy of HDAC10 inhibitors in endometriosis

JBRAE EZE ! (Saki Aso) . 237 S5 % (Kaei Nasu) , FRZE #KER ! (Kentaro Kai) |
FHHI 572 (Yoko Aoyagi) . /]MPk 2{= ! (Eiji Kobayashi)
1 RO RZZBEZEFBIS e BE R AR

(Department of Obstetrics and Gynecology, Oita University Faculty of Medicine)
2 P T R R A AR

(Department of Obstetrics and Gynecology, Nakatsu Municipal Hospital)
3 Ko b AR

(Department of Gynecology, Oita Nakamura Hospital)

Oral English Session 5  ##Z5&1=5 / Neurogenetics

H B 108 11H & 10:00~ 10:50

= % CHSaY (U FAVFa—ULIRKERE 2F NA RAF—)L)

B EE IR (BT ORE R R s T 2R
M kT CREEERERSS)

Date ! Friday, October 11 10:00 ~ 10:50

Room @ Room 5 (Highness Hall, 2F, Grand Mercure Sapporo Odori Park)

Chairs : Satoko Miyatake (Department of Clinical Genetics, Yokohama City University Hospital)
Yukiko Hayashi (Tokyo Medical University)

OE5-1 MnOO7 elongates matriglycan in Fukuyama Muscular Dystrophy

i ECFT-' (Mariko Taniguchi-lkeda) . /JMJl =T+ ? (Michiyo Koyanagi) .
Sl 3422 (Tatsuo Maruyama) | JiEH B—F5* (Youichiro Harada) . £ 2 (Takashi Aoi)
1 BRMEERAR S

(Department of Clinical Genetics, Fujita Health University Hospital, Aichi, Japan)
2 PIETORZEBESATE st R

(iPS cell applications, Kobe University Graduate School of Medicine, Kobe, Japan)
3 WA REE IS IS

(Chemical Science and Engineering, Kobe University Graduate School of Engineering, Kobe, Japan)
4 RBEBED AL > 2 — BERA > oo O —FRM

(Department of Glyco-Oncology, Osaka International Cancer Institute, Osaka, Japan)
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OE5-2

OE5-3

OE5-4

Molecular characterization of SCA27B (GAA-FGF14 ataxia) in Japanese by nanopore
sequencing

=k Ba - 12 (Satoko Miyatake) , 34 7+° (Hiroshi Doi) . &[] #3% * (Hiroaki Yaguchi)
BilyK YIB! (Eriko Koshimizu) . 7K[] [l ' (Takeshi Mizuguchi) . #R%} %2 ° (Hiroyuki Morino)
FISR MEZ° (Yuishin Izumi) . N Z2E 7 (Takayoshi Shimohata) . 25 ) ®° (Kunihiro Yoshida) .
FEA7 5ABH '° (Hiroaki Adachi) . FHHY 2253 (Fumiaki Tanaka) . Z&%5 —BR* (Ichiro Yabe) .
FAAS [E53# ' (Naomichi Matsumoto)
1 BRIEITLRS KRB AR S-S A=
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2 BRI A E R OE R R R
(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Japan)
3 B MRENREE - AR
(Department of Neurology and Stroke Medicine, Yokohama City University Graduate School of Medicine,
Yokohama, Japan)
4 JBERE R REABEE AR HRAE A I AN
(Department of Neurology, Faculty of Medicine and Graduate School of Medicine, Hokkaido University,
Sapporo, Japan)
5 PEIERAE KPR A i Ieil R SRR 20 ey
(Department of Medical Genetics, Tokushima University Graduate School of Biomedical Sciences, Tokushima,
Japan)
6 TEERF RPABEE EEEATIE IR AER A0
(Department of Neurology, Tokushima University Graduate School of Biomedical Sciences, Tokushima, Japan)
7 ROREE KRR ERIISERE g R 2200 e
(Department of Neurology, Gifu University Graduate School of Medicine, Gifu, Japan)
8  RBERAM LG =TI N Y T— g b X —EBGRE R
(Department of Neurology, JA Nagano Koseiren, Kakeyu-Misayama Rehabilitation Center Kakeyu Hospital,
Ueda, Japan)
9 (BN R4 MRS
(Department of Brain Disease Research, Shinshu University School of Medicine, Matsumoto, Japan)
10 FESRIERIRY: BR2AH PN R R e
(Department of Neurology, University of Occupational and Environmental Health School of Medicine,
Kitakyushu, Japan)

Interventional Modulation of Brain Immune Responses to Ameliorate Autism-like
Behaviors in Three Kinds of Autiam Animal Model

Qi Zhang, Qiang Li
Children’s Hospital of Fudan University

Clinical study on spinocerebellar ataxia type 31 (SCA31), a form of ataxia common in
Japanese

A1 &t 2 (Kinya Ishikawa) . B 315 2 (Hanako Aoki) . KEF & 72 (Akiko Amano) .

KB FiF-2 (Reiko Yajima) . B F5H1% (Miwa Higashi) . 5l 7% (Ryo Iwase) .

297 22 2 (Tatsuhiko Sano) . 5K £49A 2 (Motohiro Suzuki) . 55 KHB? (Taro Ishiguro) .

FKH #7112 (Tetsuya Nagata) . F#H [ 2 (Takanori Yokota)

1 HEERERIRY: REABEER A NITR 7 LMERERC 5
(Department of Personalized Genomic Medicine for Health, Graduate School, Tokyo Medical and Dental
University, Tokyo, Japan)

2 BULERR IR KEABEE A8 SR It a2 ey
(Department of Neurology and Neurological Science, Graduate School, Tokyo Medical and Dental University,
Tokyo, Japan)
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OE5-5

Whole genome sequencing reveals East Asian specific rare variants in CDH23
associated with dementia with Lewy bodies

Ak 52" (Tetsuaki Kimura) , ] B /T2 (Kosuke Fujita) . #H 22 (Takashi Sakurai)
W8 2 (Shumpei Niida) . I f5— " (Kouichi Ozaki) . /K K& *° (Daichi Shigemizu)

1 ENTRFERREN BN ER RS > 2 — I AT VT Ly 2 —
(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
2 FENWIERFEEN ERLRFERNIZEE > % — WI5EHT TR AT
(Department of Prevention and Care Science, Research Institute, National Center for Geriatrics and
Gerontology, Obu, Japan)
3 ENIHFFERFEEN BN AR RIS v 2 — WA
(Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
4 BB AmEREE 22—
(RIKEN Center for Integrative Medical Sciences, Yokohama, Janpan)
5 JRERYE RFEGEARZADITR MBI
(Department of Cardiovascular Medicine, Hiroshima University Graduate School of Biomedical and Health
Sciences, Hiroshima, Japan)

Oral English Session 6 Z5EE{RE / Reproductive Genetics

H K 10 11H (& 1320~ 14:10

= W CES AN (U RAFa—)ULIRIGERRE 2F NA R X ER—)L)

BE Rt Sk CIEHBER ARG AROR G125
A v (REERRSD)

Date ! Friday, October 11 13:20 ~ 14:10

Room : Room 5 (Highness Hall, 2F, Grand Mercure Sapporo Odori Park)

Chairs : Takahiro Yamada (Division of Clinical Genetics, Hokkaido University Hospital)
Hiroki Kurahashi (Fujita Health University)

OEG-1

Age-dependent characteristics of transcription and metabolism in mouse pluripotent
stem cells

K] 4525 (Reina Ooka) . [LIH] Jifi%2 ' (Mitsutoshi Yamada) . #AJR f#&— ' (Yuichi Matsuzawa)
R 25" (Mio Fukuoka) . EIR BEACHB ' (Kotaro Miyazaki) . /AR B+ " (Moeko Sakuma) .
42 0F? (Shinju Usami) , HIR} #%%* (Akihiro Nakamura) . Fif/A % %57 (Hidenori Akutsu)
i | &' (Wataru Yamagami) . FHH 51! (Mamoru Tanaka)
1 BEIEFRIRE RA Em NRIE R
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
2 NI REIE NENL B RF gt v 2 — AR v 2 —
(Center for Regenerative Medicine, National Research Institute for Child Health and Development, Tokyo,
Japan)
3 BRSO AR AT
(Keio University School of Medicine, Tokyo, Japan)
4 REBERRZAEANM A

(Department of microbiology, Saitama Medical University, Faculty of Medicine, Saitama, Japan)

Report on PGT-A Clinical Outcomes at Our Clinic; what kind of patients is PGT-A
effective for?

Wy #E "2 (Yuya Makino) . 7k & J ! (Motoi Nagayoshi) . FH & Kiifi 1+* (Daisuke Nakajima)
EAS T3R5 * (Shigeki Fujimoto) . FHHH D% ! (Ilzumi Tanaka) . HIHP {& ' (Atsushi Tanaka)

1 B b~y —Em ARHERE
(Department of Obstetrics and Gynecology, Saint Mother Clinic, Kitakyushu, Japan)

2 MEREERSE R EEhm AR
(Department of Obstetrics and Gynecology, Juntendo University School of Medicine, Bunkyo-ku, Japan)

3 FERERIRY: FE AR
(Department of Obstetrics and Gynecology, University of Occupational and Environmental Health, Kitakyushu,
Japan)

4 PERERIRY: TR
(Department of Obstetrics and Gynecology, Wakamatsu Hospital of University of Occupational and
Environmental Health, Kitakyushu, Japan)

96




Accuracy Validation of SNP-based and MPS-based NIPT for Young Age Group: A
single-center systematic comparative study

FKIET HEE 2 (Yuki Mizuguchi) . SR 7% (Kou Sueoka) . PNFH 7&4# " (Shiho Uchida)
/P ' (Suguru Sato) . FHHF 5F ' (Mamoru Tanaka)
1 BEMESRINNE R e NI
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
2 AR T
(Obstetrics and Gynecology, Nasu Red Cross Hospital, Tochigi, Japan)
3 i SRR R
(Graduate School of Public Health, Shizuoka Graduate University of Public Health, Shizuoka, Japan)
4 BEMESRIAN R RIS v 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)

The Seagull Sign and Thinned Subplate: Hallmark Traits of Down Syndrome in Fetal
Neurosonography?

K H1-1# Ritsuko Pooh) , R )L¥/%8w k ¢ 5 &3 (Wirada Dulyaphat) |
HTH & < ' (Megumi Machida) . 75 LAER ' (Kohtaro Uenishi) . KK 1% (Hiroyasu Ohashi) |
M E3%2 (Masayoshi Takeda) . HAf &' (Takako Nakamura) . 78/[] &2 (Osamu Shimokawa) .
T 5EH3 ' (Hideaki Chiyo) . FJi 72— " (Yoichi Matsubara)
1 ZVU7 LR U =y ZReYkt > 2 —
(Fetal Brain Center, CRIFM Prenatal Medical Clinic, Osaka, Japan)
2w AT g TR SRR 22
(Department of Clinical Research, Ritz Medical Co.,Ltd. Osaka, Japan)
3 Xk FA KRR NRHRHA RS VT AR
(Department of Obstetrics and Gynecology, Division of Maternal Fetal Medicine, Mahidol University, Bangkok,
Thailand)

QE6-5 Preimplantation genetic testing by polygenic scores selects different embryos across
calculation methods with randomness

HE BH—"2° (Shinichi Namba) , Fkil1 HEA * (Masato Akiyama) , #t2 | (&% ° (Haruka Hamanoue)
I A ? (Kazuto Kato) . /1[I 5217 © (Minae Kawashima) , /A% J& 7 (Itaru Kushima)

KA #5—"' (Koichi Matsuda) . 44 Ei5L 7 (Masahiro Nakatochi) . k5 Bl]— 2 (Soichi Ogishima) .
EHEE 98 A\ 12 (Kyuto Sonehara) . #5K 8% (Ken Suzuki) . #iH 59 (Atsushi Takata)

= 768 1° (Gen Tamiya) . 21| T (Chizu Tanikawa) . (114 Bf—? (Kenichi Yamamoto)

HLiAS 25t 1-% (Natsuko Yamamoto) | J2IE #l %7 (Norio Ozaki) | i ffi5k "> (Yukinori Okada)

1 LR
(The University of Tokyo, Tokyo, Japan)
2 RBeR%

(Osaka University, Suita, Japan)
3 ML ERESET A ER AR v 2 —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
4 JUNRAE
(Kyushu University, Fukuoka, Japan)
5 R ARERE
(Yokohama City University Hospital, Yokohama, Japan)
6 F— YA T AR A i
(ROIS-DS, Kashiwa, Japan)
7 HHERE
(Nagoya University, Nagoya, Japan)
8 HLKE
(Tohoku University, Sendai, Japan)
9 HMEARFIEAT BARE R AR > 2 —
(RIKEN Center for Brain Science, Wako, Japan)
10 B ARFSEAT SRR G IIse > X —
(RIKEN Center for Advanced Intelligence Project, Tokyo, Japan)
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Oral English Session 7  {&#R25% & / Cardiovascular Disorders

H & :10H12H (f) 9:00~ 9:50
= 5 S RN (U RAVF A VALRKEARE 2F A R AKR—IL)
B R AR AT (i RLERAED
FEF A (ERZREREIRIITTE > & — « KBRS
Date ! Saturday, October 12 9:00 ~ 9:50
Room : Room 5 (Highness Hall, 2F, Grand Mercure Sapporo Odori Park)
Chairs : Hiroko Morisaki (Sakakibara Heart Institute)
Yoshihiro Asano (National Cerebral and Cardiovascular Center - Osaka University)

QE7-1 Identifying variants with moderate effect size on familial hypercholesterolemia
Pei-Chieng Cha'. Mika Hori”, Mariko Harada-Shiba®, Atsushi Takahashi'

1 Department of Genomic Medicine, Research Institute, National Cerebral and Cardiovascular Center (NCVC)
2 Department of Endocrinology, Research Institute of Environmental Medicine, Nagoya University
3 Cardiovascular Center, Osaka Medical and Pharmaceutical University

The RNF213 p.R4810K Variant: A Key Risk for East Asian Cerebral and Cardiovascular
Disease

Al 352 (Hiroyuki Ishiyama) . #5748 g0H ' (Takeshi Yoshimoto) . 48 B 2 (Atsushi Takahashi)
Rl 5% —ER ' (Soichiro Abe) . #7 75U ' (Ryoma Inui) , % {=#4° (Yoshihiro Asano) .
5 £ 5 (Masafumi Thara)
1 ENTRERZRRIITE > 2 — it e
(Department of Neurology, National Cerebral and Cardiovascular Center)
2 ENLEEREMRITE > 2 — JRRET /) LEAA
(Department of Genomic Medicine, National Cerebral and Cardiovascular Center)
3 ENIEEREREIISE 2 X — NA AN T
(NCVC Biobank, National Cerebral and Cardiovascular Center)

OE7-3 Inherited heart disease of sudden unexpected death in young revealed by post-mortem
genetic testing: systematic review

@B 37 1# (Kanako Koike Fukushima) . K7y 2%5%* (Takahiro Itaya)
BHE 87 (Yuko Kamiakito) . PEIH EF1'1% (Masakazu Nishigaki) . K% B2~ (Seiko Ohno) |
/NG ZE—5 (Hirokazu Kotani) . 3+ &2 ?° (Shoji Tsuji)
1 EBRERRALRA R R R AR BB A Y ) VT
(Depart of Genetic Counseling, International University of Health and Welfare Graduate School, Tokyo, Japan)
2 [EBREREE AR B s s 2 —
(International University of Health and Welfare Narita Hospital, Chiba, Japan)
3 BUEBRFERFRE RAIZER RRHE A0
(Department of Healthcare Epidemiology, Graduate School of Medicine and Public Health, Kyoto University,
Kyoto, Japan)
4 ENIEERESRISE Y B — AT VT L 2 —
(Medical Genome Center, National Cerebral and Cardiovascular Center, Osaka, Japan)
5 ZEREREN EERIITOR SRR ARG TARERIEE D
(Department of Forensic Medicine and Sciences, Mie University Graduate School of Medicine, Mie, Japan)
6 [EBREFHEAEAT T LIRS
(Institute of Medical Genomics, International University of Health and Welfare, Chiba, Japan)
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OE7-4

QE7-5

Identification of PTGIS Variants in Patients with Williams Syndrome and Severe
Peripheral Pulmonary Stenosis

A (LT "2 (Ayako Naga) . 7%/1] 752 ® (Hiroyuki Akagawa) . 18 %4 ' (Saori Sawai) .

IR SR ! (Tatsuya Kato) . /\#fk H4° (Satoshi Yakuwa) . 52PN % ° (Jun Muneuchi)

22 F17E " (Kazushi Yasuda) . [11# 54N ' (Hirokuni Yamazawa) . 1A% {428 (Toshiyuki Yamamoto) .
Ei%% H2£° (Emi Takakuwa) . 441 3785 ° (Utano Tomarw) . A B3 2 (Yoshiyuki Furutani) |

JE ] 712 (Gen Harada) . Figft: B¥2 (Kei Inai) . " k% (Toshio Nakanishi) |

EH 75 (Atsushi Manabe) . ZXFH 8 ' (Atsuhito Takeda)

1 dbimE R NER
(Department of Pediatrics, Hokkaido University, Sapporo, Japan)
2 WA IRRIRE fhER A N« BN RTE O ERY
(Department of Pediatric Cardiology and Adult Congenital Cardiology, Tokyo Women’s Medical University,
Tokyo, Japan)
3 ELFIERRT BEERAIZEAT
(Institute for Comprehensive Medical Sciences, Tokyo Women’s Medical University, Tokyo, Japan)
4 JbiEE R T RS R
(Department of Thoracic Surgery, Hokkaido University Hospital, Sapporo, Japan)
5 RS MR
(Department of Pediatrics, Obihiro Kosei Hospital, Obihiro, Japan)
6 JCHOJWHwRE /NRF
(Department of Pediatrics, Kyushu Hospital Japan Community Healthcare Organization, Kitakyusyu, Japan)
7 HVHBNRMBERHE S 2 — g
(Department of Pediatric Cardiology, Aichi Children’s Health and Medical Center, Obu, Japan)
8 BB FEERIRS T/ LEgHft
(Division of Gene Medicine, Graduate School of Medical Science, Tokyo Women’s Medical University, Tokyo,
Japan)
9 JEHRER AR HEERZ R
(Department of Surgical Pathology, Hokkaido University Hospital, Sapporo, Japan)

Unexpected Genetic Findings in Hereditary Connective Tissue Disease Associated with
Annuloaortic Ectasia

(LA P21 12 (Hidenori Yamamoto) . FH3 #{F-> (Ayako Tanabe) . #xF FLoK* (Mami Morita)
)1 Bl * (Maki Morikawa) . 11 A3k * (Miki Hatakeyama) . $iA SR (Kentaro Suzuki) |
A 252" (Yoshihito Morimoto) . % J&8 ! (Kiyotaka Go) . i {H42 ! (Yoshie Fukasawa) .
KK A (Naoki Ohashi) . il A—"' (Taichi Kato)
1 SRR A A e /N g SR s > 2 —

(Childrens Heart Center, Nagoya University Hospital)
2 b3 XESEREE DR

(Department of Pediatrics, TOYOTA Memorial Hospital)
3 b IR T LIESR

(Department of Medical Genetics, TOYOTA Memorial Hospital)
4 b ERAEAI R 7 LERE 2 —

(Center for Medical Genetics, Nagoya University Hospital)
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Oral English Session 8 R#itt&E®E, I Fa> KUY 7KE, MNREE/

Metabolic and Mitochondrial Disorders, Pediatric Genetics

B o

Rf t10H 12H (1) 10:00 ~ 10:50
G LS &Y (U5 Y RANF a—VHIRIGERE  2F A R AKR—)L)
E AR IR REBLR SRR BRI A 0 5)
AN Bl (BENZRH ERRTE > 2 —)
Date  : Saturday, October 12 10:00 ~ 10:50
Room : Room 5 (Highness Hall, 2F, Grand Mercure Sapporo Odori Park)
Chairs : Yoko Aoki (Department of Medical Genetics, Tohoku University School of Medicine)
Motomichi Kosuga (National Center for Child Health and Development)

OES8-1

Genome sequencing narrows the diagnostic gap of undiagnosed diseases with
inconclusive results through exome sequencing

PR VET 2% (Yosuke Nishio) . Z{R /67 * (Yuka Murofushi) . 7KEF 2] ° (Seiji Mizuno)
AH 1538 (Hiromi Nyuzuki) . FARF #1267 (Tomomi Nakamura) . 44K 7532° (Hidefumi Tonoki) .
T 2545 ° (Mie Inaba) . >KJ1| &1# 7 (Takahiro Yonekawa) . ##5 55> (Hideki Muramatsu) .
£A)1] Higs® (Aki Ishikawa) . JB% AK— "2 (Taichi Oso) . HIiK Hi#E'? (Yuka Nakazawa) .
[l 2% % (Yasuyoshi Oka) , PN {8 ° (Takeshi Ikeuchi) . #3+ 279 (Akihiro Sakurai) |
Hi)l] %2 '° (Tomohiko Ichikawa) . [L/FH 25/ ' (Takahiro Yamada) . 75/ {14 * (Shinji Saitoh) .
EiK8 #&17° (Yoshiyuki Takahashi) . #k AH53 '# (Tomoo Ogi)
1 AR BRIRIEAVIEAT SRR
(Department of Genetics, Research Institute of Environmental Medicine (RIeM), Nagoya University, Nagoya,
Japan)
2 AEEARE EERUIZER NBEIS - 0 FRIREEE
(Department of Human Genetics and Molecular Biology, Nagoya University Graduate School of Medicine,
Nagoya, Japan)
3 AhE AR EERIIER NERRE
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Japan)
4 b ETNIRARARE AR BRI - NIRRT
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)
5 FHIREREERA Y Y X — HUuREET NENRE
(Department of Pediatrics, Central Hospital, Aichi Developmental Disability Center, Kasugai, Japan)
6 HHRRCEER ARG 7/ LIRS R v 2 —
(Center for Medical Genetics, Niigata University Medical and Dental Hospital, Niigata, Japan)
7 SHRERER RRETZER N
(Department of Pediatrics, Mie University Graduate School of Medicine, Tsu, Japan)
8 Rl MR at > & —
(Medical Genetics Center, Tenshi Hospital, Sapporo, Japan)
9 ALBREERIAZE R SRR
(Department of Medical Genetics and Genomics, Sapporo Medical University School of Medicine, Sapporo,
Japan)
10 TEER LRI BT 2R
(Division of Clinical Genetics, Chiba University Hospital, Chiba, Japan)
11 JEHRER ARG BRI RS 5
(Division of Clinical Genetics, Hokkaido University Hospital, Sapporo, Japan)

MYCN enhances upper-layer neuron generation in the human brain by increasing outer
radial glia cells

A B (Masanori Fujimoto) . Hik} 5874 " (Yuji Nakamura) . WEFH 33 % (Issei Shimada) .
e HZE ! (Bmi Sato) . 58 F[EZ ! (Toshihiko Iwaki) . SR Kdifi ' (Daisuke leda)
FdFE # (Yutaka Negishi) . RS 327" (Ayako Hattori) . BLAY 744 ® (Hiroki Okumura) |
A #6573 (Yuko Arioka) . /MR 5 (Hiroshi Ozawa) . JRIF 0k (Norio Ozaki) |
i 1— 2 (Yoichi Kato) . 251 #1753 (Shinji Saitoh)
R AT YAV PN PSS W e o o
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences, Aichi,
Japan)
P T VN PN o e 2 A S o S e o
(Department of Cell Biology, Nagoya City University Graduate School of Medical Sciences, Aichi, Japan)
3 AR R RZGEZRIIZR R SR HEAR] 22
(Pathophysiology of Mental Disorders, Nagoya University Graduate School of Medicine, Aichi, Japan)
4 BHEEEYZ—IEbBS L
(Department of Pediatrics, Shimada Ryoiku Center Hachiouji, Tokyo, Japan)
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OE8-3

OE8-4

OE8-5

Prognosis and Genetic Background of 409 Pediatric Mitochondrial Disease Patients

[ 2" (Atsuko Okazaki) . K7k #%1-2 (Ayako Matsunaga) . J\I% HH#d 7' (Yukiko Yatsuka)
il 43" (Ayumu Sugiura) . AR #{=* (Yoshihito Kishita) . #2[L 7£F-* (Yohei Sugiyama) .
R #1625 (Takuya Fushimi) . 754} 155 ° (Masaru Shimura) . HiAk 527-° (Keiko Ichimoto) .
FHJEE 5 1-° (Makiko Tajika) . ¥ )5 %11 (Tomohiro Ebihara) . #3548 (A ° (Tetsuro Matsuhashi) .
{5+~ (Tomoko Tsuruoka) . KA BH” (Akira Ohtake) . AL 2= "5 (Kei Murayama) .
R JEE] ! (Yasushi Okazaki)
1 EREE R KGR AR BRA TR RGN - 1hgee
(Diagnostics and Therapeutics of Intractable Diseases, Juntendo University, Graduate School of Medicine,
Tokyo, Japan)
2 BT UFERRE NER
(Department of Pediatrics, St. Marianna University School of Medicine, Kanagawa, Japan)
3 EERCE BUTEES AR AR 7 LRAIE
(Department of Life Science, Faculty of Science and Engineering, Kindai University, Osaka, Japan)
4 EREE R N
(Department of Pediatrics, Juntendo University Faculty of Medicine, Tokyo, Japan)
5 THIRT Eimht (R
(Department of Metabolism, Chiba Children’s Hospital, Chiba, Japan)
6 TR &L R
(Department of Neonatology, Chiba Children’s Hospital, Chiba, Japan)
7 BERERREE NIRRT LIERR
(Department of Pediatrics & Clinical Genomics, Faculty of Medicine, Saitama Medical University, Saitama,
Japan)

A genetic and functional analyses in a girl with Menkes disease caused by skewed
X-chromosome inactivation

B 161! (Naoko Yano) . 75 fg ] ' (Takeshi Yoshida) , #EAs #551' (Satoshi Kaji