Poster English Session

Poster English Session 1  Cytogenetics (Basic)

H W:12H15H OK) 17:30 ~ 18:30
= W R 2 -2 (3F 315)
Date : Thu. December 15 17:30 ~ 18:30 Poster Room 2 (315, 3F)

PE1-1 iPSC reprogramming-mediated aneuploidy correction in the major autosomal trisomy
syndromes
O Silvia Natsuko Akutsu', Tatsuo Miyamoto', Daiju Oba® Keita Tomioka', Hirofumi Ohashi’,
Shinya Matsuura'

1 Hiroshima University, Hiroshima, Japan
2 Saitama Children’s Medical Center, Saitama, Japan

Poster English Session 2 Molecular Genetics
H K:12H15H OK) 17:30 ~ 18:30

= B RKAZ—242GF 315)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 2 (315, 3F)

PE2-1 FMACTED T/ Ls T4 R B =R
Genome-wide association study in patients with pulmonary Mycobacterium avium
complex disease

OFFE ' (Namkoong Ho) . AT Bl 2 (Yosuke Omae) | fifizk P2 (Katsushi Tokunaga) |
EAI 1B ' (Naoki Hasegawa) , NTM-JRC 1% % )L— 73 (Ntm-Jrc Reserach Group)
1 BRSNS R BRYYIE A=
(Department of Infectious Diseases, Keio University School of Medicine, Tokyo, Japan)
2 ENTEBREREWE Y 2 — 7 LERYE O Y 2 7 S ()
(Genome Medical Science Project (Toyama), National Center for Global Health and Medicine, Tokyo, Japan)
3 NTM-JRC
(Nontuberculous Mycobacteriosis and Bronchiectasis - Japan Research Consortium (NTM-JRC), Tokyo, Japan)

AOFHES RO 74— BERIZHIIBCOVID-19DBEBEZHNRINOLHDOLEIL Y —T L
Japan COVID-19 Task Force: a nation-wide consortium to elucidate host genetics of
COVID-19 pandemic in Japan

Omd's i1 (Namkoong Ho) ,
a0 FHIER R T F— R {%% 5 )L — 7% Japan Covid-19 Task Force Study Group)
1 BEHESRIARY: R Y=
(Department of Infectious Diseases, Keio University School of Medicine, Tokyo, Japan)
2 auFfERAT T 4 —A
(Japan COVID-19 Task Force, Tokyo, Japan)

PE2-3 The Comprehensive Analysis of Structural Variant (SV) Profile in Mycobacterium
tuberculosis (MTB) Genome and Their Association with Patient/Pathogen Phenotypes

O Wittawin Worakitchanon', Hideki Yanai®, Pundharika Piboonsiri'®, Boonchai Chaiyasirinroje®,
Nuanjan Wichukchinda®, Yosuke Omae®, Prasit Palittapongarnpim®’, Katsushi Tokunaga®,
Surakameth Mahasirimongkol®, Akihiro Fujimoto'

1 Department of Human Genetics, School of International Health, Graduate School of Medicine, The
University of Tokyo, Tokyo, Japan

2 Fukujuji Hospital and Research Institute of Tuberculosis (RIT), Tokyo, Japan

3 Medical Genetics Center, Medical Life Sciences Institute, Department of Medical Sciences, Ministry of
Public Health, Nonthaburi, Thailand

4 TB/HIV Research Foundation (THRF), Chaingrai, Thailand

Genome Medical Science Project, National Center for Global Health and Medicine, Tokyo, Japan

6 Center for Microbial Genomics, Department of Microbiology, Faculty of Science, Mahidol University,
Bangkok, Thailand

7 National Science and Technology Development Agency, Pathumthani, Thailand

o
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PE2-4

PE2-5

PE2-6

PE2-7

PE2-8

PE2-9

PE2-10

Mapping and characterization of structural variants in 9,363 Japanese individuals
O Saeideh Ashouri', Yosuke Kawai', Yosuke Omae'?, Reiko Miyahara®’, Seik-Soon Khor',
Eisei Noiri®, Katsushi Tokunaga', National Center Biobank Network

1 Genome Medical Science Project, Research Institute, National Center for Global Health and Medicine,
Tokyo, Japan

2 Central Biobank, National Center Biobank Network, Tokyo, Japan

3 Center for Surveillance, Immunization and Epidemiologic Research, National Institute of Infectious
Diseases, Tokyo, Japan

BAAERICSHITDQTLEEM
Genome wide association study of quantitative traits in a Japanese population
OB 7Tk 12 (Motoki Furutani) . £5E& [ ' (Takashi Morizono) . Y¢2% PP ! (Risa Mitsumori) |
IS4 3! (Aya Kuretani) ., 87 F%C 2 (Yukiko Nakano) . i {21 * (Shumpei Niida) |
K KBS (Daichi Shigemizu) . JEIR 75— 123 (Kouich Ozaki)
1 BEEENA Y Z2— AT 2 VT ) Lty 22—
(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology, Aichi, Japan)
2 RER TEERER R
(Department of Cardiovascular Medicine, Hiroshima University Graduate School of Biomedical and Health
Sciences, Hiroshima)
3 BMErAwgerr LR A v 2 —
(RIKEN Center for integrative Medical Science, Kanagawa, Japan)
4 RFEEFEE Y 2— Wb o 2 —
(Core Facility Administration, Research Institute, National Center for Geriatrics and Gerontology)
VAoOY T34 FOANBRERICH T D BENHRF
Comprehensive analysis of microsatellite polymorphisms in human populations
O¥4pHt BEYE T (Leo Gochi) . AR BHPE ! (Akihiro Fujimoto) . 1[4 TEST 2 (Yousuke Kawai)
1 EURCERAARE PRR et BRI A S NBE R AR
(Department of Human Genetics, Graduate School of Medicine, The Universisty of Tokyo, Tokyo, Japan)
2 ENTHEBRERTI Y 22—l
(National Center for Global Health and Medicine)
RN 29T b—LTF—5ERAVVERFEY NEOBERDRE
Delve into inter-gene-set relationships using single-cell transcriptomic data
O Cheng Zheng. LI #& (Ryo Yamada), ][ K] (Daigo Okada)
FURCRS: KRR RA R s T/ LR v 2 —
(Center for Genomic Medicine, Graduate School of Medicine, Kyoto University, Kyoto, Japan)
THRREBETOT7MIVENVIBIEFREBNOBRERREIDHETTIL
A mathematical model for the relationship between single cell expression profile and the
bulk gene expression analysis

O K] (Daigo Okada) Cheng Zheng, 2 {#5% UJian Hao Cheng)
FURSR AR AT R AWESER) BE 7/ LR A v 2 —
(Center for Genomic Medicine, Graduate School of Medicine, Kyoto University, Kyoto, Japan)
RTSAD VI REEESIFRMBA 2 bONIT U M ERETD/=5HDin silicofd i FED T
In silico strategy for the identification of deep-intronic variants causing aberrant splicing
O 7' (Ryo Kurosawa) . HE{C %2 | (Masahiko Ajiro) , B B % (Kei lida)
B2 A5k ' (Tomonari Awaya) | |1 SR ® (Mamiko Yamada) . /]MEF fHERE ® (Kenjiro Kosaki) |
FRE T ' (Masatoshi Hagiwara)
1 BERZERY R B AR
(Kyoto University Graduate School of Medicine)
2 EEORAE BET2EES
(Kindai University Faculty of Science and Engineering)
3 BEMESRIARY RAPERRE IR v X —
(Center for Medical Genetics, Keio University School of Medicine)
2T SAZAEBMERERIC L Dexon extension/shrinkage X FDHHEMIIREE
Comprehensive identification of exon extension/shrinkage events induced by splice-site-
creating mutations
Oith 9" (Zhuo Q) Y[ %F2E ! (Narumi Sakaguchi) , 4§47 £5HE ? (Chie Kikutake) |
ZEIL) #K ? (Mikita Suyama)
1 JUNKE KRB AT LAEmRRARE G WEY 2o
(Division of Bioinformatics, Graduate School of Systems Life Sciences, Kyushu University, Fukuoka, Japan)
2 JUNRYE AEARBA T EE A SE T WS o By

(Division of Bioinformatics, Medical Institute of Bioregulation, Kyushu University, Fukuoka, Japan)
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PE2-11

PE2-13

ATAC-seqT—7 DRE:DFEHRISEMZNNEE L DT
ATAC-seq shape information clustering unfolds biological insight
OF2 {52 Uianhao Cheng), Cheng Zheng, LI 5% (Ryo Yamada) | [ii][H KH] (Daigo Okada)
HEIEERZRE AR (T LEsat &
(Center for Genomic Medicine Graduate School of Medicine, Kyoto University Kyoto Japan)
GWASTRES NS IEERIESNPs DS HIHAET R
Systematic functional annotation of obesity-associated SNPs detectable through GWAS
O ANG MIA YANGI’Z\ 1N s LT T (Fumihiko Takeuchi) . M FR5A 12 (Norihiro Kato)
1 ENZEBRERRI Y > 2 — W8T B R R2 Wb R FE VTS e s
(Department of Gene Diagnostics and Therapeutics, Research Institute, National Center for Global Health
and Medicine, Tokyo, Japan)
2 BERPEEERIIRL 53 R R/ Iy
(Department of Clinical Genome Informatics, Graduate School of Medicine, The University of Tokyo,
Tokyo, Japan)

FPIVINAY—RICEETDREZRDBENIRE
Comprehensive search for functional variants related to Alzheimer's disease

Ot W8 ! (Hsiao-Ju Lo) . AfFHH T A ? (Naoto Kubota) , ZE[L] ¥4k ? (Mikita Suyama)
1 JUNKS: KEGEY AT LEGREIE S0t
(Division of Bioinformatics, Graduate School of Systems Life Sciences, Kyushu University, Fukuoka, Japan)
2 JUNRY: AR EE AW e T WS i

(Division of Bioinformatics, Medical Institute of Bioregulation, Kyushu University, Fukuoka, Japan)

Poster English Session 3  Animal Model

H W:12H15H OK) 17:30 ~ 18:30
= R 2—22(3F 315)
Date : Thu. December 15 17:30 ~ 18:30 Poster Room 2 (315, 3F)

PE3-1

BE OV FFZEEFINVIRERTFONTPIVFZUFA I F—EEEF
PADI4 and PADI2 enhance collagen-initiated inflammatory responses
O 75 (Akari Suzuki) . BART A~ (Keiko Myouzen), [L[AX — 2 (Kazuhiko Yamamoto)
P AT A ERE A v 2 — B CRER R T — L
(Laboratory for Autoimmune Diseases, IMS, RIKEN)

Poster English Session 4  Clinical Genetics

H W:12H16H (&) 17:30~18:30
2 i RXZ—25 2 (BF 315)
Date : Fri. December 16 17:30 ~ 18:30 Poster Room 2 (315, 3F)

PE4-1

PE4-2

LynchfEf&E 1 Z/N—HILZ OV —Z2JI2d T2 2 BEBF—LOERAM
The utility of a multidisciplinary team to increase the diagnosis rate for Lynch syndrome
after universal screening
ONTH KR! (Kyota Tatsuta) , [fxH IEAR (Mayu Sakata) , %545 S (Moriya Iwaizumi) |
JINE; BED 3 (Risa Kojima) | #2111 PEHS ' (Kosuke Sugiyama) | /JMIE: KL ! (Tadahiro Kojima)
R B (Toshiya Akai) , #5K TEfli ' (Katsunori Suzuki) | 2T Hll 7% ' (Kiyotaka Kurachi)
TN # ! (Hiroya Takeuchi)
1 ERAERIRES R A28 G
(Department of Surgery, Hamamatsu University School of Medicine)
2 BEMRERRZERIAREEE
(Department of Laboratory Medicine, Hamamatsu University School of Medicine)
3 TRERRAAR R 72 HRED

(Department of Genetic Medicine, Hamamatsu University School of Medicine)

Prevalence of Huntington’s disease in South Korea changes by informatics
OKim Manho', Lee Jeeyoung”

1 Seoul National University Hospital, Seoul National University, College of Medicine, Seoul, South Korea
2 Seoul National University, College of Medicine, Seoul, South Korea
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MR E EEIC ST DR/ M BEROBERN
Clinical characteristics of cerebral small vessel disease in pseudoxanthoma elasticum

O B3—BA ' (Shoichiro Ando), R} E# ! (Masahiro Uemura) . JEJEL [FE ! (Sho Kitahara) |
AR i 2 (Yutaka Homma) | $Hi5 {~:& ® (Hitoshi Aizawa) | 757K J&* (Akira Iwanaga) .
ZEH 752 ! (Hiroyuki Murota) , /NEFSE B! (Osamu Onodera)
1 HHR R IARITTC Idthie R
(Department of Neurology, Brain Research Institute, Niigata University, Niigata, Japan)
2 NIRRT e R
(Department of Neurology, Showa General Hospital, Tokyo, Japan)
3 WHUERLAS #hig )1y
(Department of Neurology, Tokyo Medical University, Tokyo, Japan)
4 RIRRMEREGE B SCER G IR BRI

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

PE4-4 Redefine Genetic Spectrum of Hereditary Sensory and Autonomic Neuropathy
O Hf# Junhui Yuan), K8 HE B (Yujiro Higuchi) . ZZjf#% [ ] (Masahiro Ando)
KR T53R (Biji Matsuura) . 25 4% HHF~ (Akiko Yoshimura), HHA] A& (Tomonori Nakamura)
IE51 L1 /57T (Yusuke Sakiyama) . =l 18 (Hiroshi Takashima)
B R MR AR AR - BRI
(Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental
Sciences, Kagoshima, Japan)

SRR E 2R IC S S N HBEREY S MO T4 —D 16
Myotonic dystrophy diagnosed after gynecologic surgery

OHZE HIAHEB ' (Kentaro Kai) | |11 %17 ' (Tomonori Yamada), %7 4% > (Natsumi Fukano)
HifkL 2575 (Mika Jikumarw), f7jE & ' (Satoshi Eto) . BEMA H13% 2 (Yukihide Kuribayashi)
TA[EY HEE T (Yasushi Kawano)
1 ROPREF [RAEHR FERHm ARt e
(Department of Obstetircs and Gynecology, Oita University Faculty of Medicine, Oita, Japan)
2 ROTREE RZETR RIS A
(Department of Anesthesiology and Intensive Care Medicine, Faculty of Medicine, Oita University, Oita, Japan)
3 RIPREE BREATR whig N R 2258 e
(Department of Neurology, Faculty of Medicine, Oita University, Oita, Japan)

Genetic and clinical landscape of childhood cerebellar hypoplasia and atrophy
O¥eAs 1E52 ! (Masamune Sakamoto) . +FH Z8#£3 ' (Naomi Tsuchida) , AL F1FE % (Yuri Uchiyama)
Byl T B ' (Eriko Koshimizu), B HU& ! (Atsushi Fujita) . JEH FFF- ' (Kouhei Hamanaka)
=% 24 ' (Kazuharu Misawa) . =ik H&1- ' (Satoko Miyatake) . 7K[7 [l] ! (Takeshi Mizuguchi)
= $2 1 (Noriko Miyake) | #3A% (&3 | (Naomichi Matsumoto)
1 BRI KPR R AR R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
Pt ER VNS bR B TN T
(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
3 BREmIRYM SRR S 2 R
(Clinical Genetics Department, Yokohama City University Hospital, Yokohama, Japan)
4 ENTEBREZRRTLE > 2 — R LR
(Department of Human Genetics, Research Institute, National Center for Global Health and Medicine,
Tokyo, Japan)

PE4-7 Genetic heterogeneity in hyperlipidemia
OHsu Rai-Hseng'?, Yang Feng-Jung®*, Chien Yin-Hsiu'?, Lee Ni-Chung'?, Hwu Wuh-Liang'*
1 Department of Medical Genetics, National Taiwan University Hospital, Taipei, Taiwan
2 Department of Pediatrics, National Taiwan University Hospital, Taipei, Taiwan
3 Department of Internal Medicine, National Taiwan University Hospital Yunlin Branch, Yunlin, Taiwan
4 School of Medicine, College of Medicine, National Taiwan University, Taipei, Taiwan
PE4-8 Diagnostic utility of the targeted next-generation sequencing panel test for suspicious
genetic glomerular diseases
OKim Ji Hye', Kang Hee Gyung®, Lee Hajeong'
1 Department of Internal Medicine, Seoul National University Hospital, Seoul, Republic of Korea
2 Department of Pediatrics, Seoul National University Hospital, Seoul, Republic of Korea
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PE4-9 EMRBMEIIIERBEBEZELLOMTTSTEEF/NI7 M RROBS
MTTS 1 gene variant in 7 families with syndromic and non-syndromic hearing loss
OFd f&w]8EE 12 (Shujiro Minami) , = [ 45 A% ! (Amina Kida) . 3£ [+ D14 ® (Satomi Inoue) |
ZxH (Kiyomitsu Nara), %15 ik 2 (Hideki Mutai) . [[17% —#® (Kazuki Yamazawa) .
K7k ZERHE 2 (Tatsuo Matsunaga)
1 ENRRRER R E R 2 — H R
(Department of Otolaryngology, National Hospital Organization Tokyo Medical Center, Tokyo, Japan)
2 ENTRBERE R SRR > 2 — IRIRITTEE o 2 — BER P R al
(Division of Hearing and Balance Research, National Institute of Sensory Organs, National Hospital
Organization Tokyo Medical Center, Tokyo, Japan)
3 ENLIRBEER R o 2 — IRRE R 2 —
(Medical Genetics Center, National Hospital Organization Tokyo Medical Center, Tokyo, Japan)
BEEZEDN  EEREZ2ZBICSOX2BEFEEEN RO 16
A case report of SOX2 anophthalmia syndrome
O3 235 (Akane Kondo), =2 #ifc (Aki Nagao), V7 {E #E&F (Ayaka Tachibana), #RARE &32E (Mikio Morine)
kB2 {d — (Kenji Hinokio) , 75 &fi—~ (Tsuyako Iwai), HifFH 17 (Kazuhisa Maeda)
WEC &Y & LROBERE Y2 — HInERE 2 —
(Medical Genetics Center, Shikoku Medical Center for Children and Adults)

Poster English Session 5 Cancer Genetics

H WK:12H16H (%) 17:30~18:30
= B RZA -2 3F 315)
Date : Fri. December 16 17:30 ~ 18:30 Poster Room 2 (315, 3F)

HEDRY TS

PE5-2 Tumor-GRaPPLer: Integrated analysis of tumor and matched non-tumor tissue from whole
genome sequencing data
(OTodd A. Johnson, Hidewaki Nakagawa

RIKEN Center for Integrative Medical Sciences, Laboratory for Cancer Genomics, Yokohama, Japan

EIBERRY S AMBEORESNIEPFABREICSITBYZRIDRELERDEFEMRTIH/ADRM
Integrated germline and somatic cancer testing provide opportunity to identify cancer risk
and resolve variant origins
OPEIT L7 (Reiko Nishiguchi), Kingshuk Das®, Amber Carter®, Brandie Heald®, Scott Michalski’,

Sarah Nielsen’, Nhu Ngo®, Sara Elrefai’, Kelly Warsinske®, Stacy Lenarcic’, Heather Hampel’,
Robert Nussbaum®, Edward Esplin®
L AT T v NUBAR Ta— VAT 2 VT T 27— X
(Department of Global Medical Affairs, Invitae Japan, Tokyo, Japan)
2 Invitae Inc., San Francisco, USA

3 Atrium Health, Charlotte, USA
4 The Ohio State University Medical Center, Columbus, USA
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Poster English Session 6 Perinatal Genetics

H WF:12H16H (%) 17:30~18:30
2 i RAZ—2Y; 2 (BF 315)
Date : Fri. December 16 17:30 ~ 18:30 Poster Room 2 (315, 3F)

PEG-1

PE6-2

Outcome and Etiology of Fetal Pleural Effusion, Fetal Ascites, and Hydrops Fetalis
underwent Fetal Intervention: A 9-year retrospective observational cohort from a single
institution

O Wu Wan-Ju'**, Ma Gwo-Chin'?, Chang Ting-Yu'?, Lee Mei-Hui', Chen Ming'?**

1 Department of Genomic Medicine and Center for Medical Genetics, Changhua Christian Hospital,
Changhua, Taiwan

2 Department of Genomic Science and Technology, Changhua Christian Hospital Healthcare System,
Changhua, Taiwan

3 Department of Obstetrics and Gynecology, Changhua Christian Hospital, Changhua, Taiwan

Application of preimplantation genetic testing in a family segregated with cryptic
translocations in cis form with copy number variation
OLin Chi-Fang', Ma Gwo-Chin® Lin Yi-Shing', Chien Yin-Hsiu®, Chen Ming”

1 Welgene Biotechnology Company, Taipei, Taiwan

2 Department of Genomic Medicine, Changhua Christian Hospital, Changhua, Taiwan
3 Department of Medical Genetics, National Taiwan University Hospital, Taipei, Taiwan

186





