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Date : Oct. 16 (Fri) 11:25~12:20 Room 2 (Nishiki, South Tower 4F)

Chairs : Johji Inazawa (Tokyo Medical and Dental University)
Toshihiro Tanaka (Tokyo Medical and Dental University)

BO-1 77 L7414 NEERT (GWAS) T — 2% ER L 7z in silico BT IC K 2 FIRIA/N—F >V U iREE
(OF 33
In silico drug discovery for Parkinson’s disease by using genome-wide association study
(GWAS) data
O flt ' (Takeshi Uenaka), AT # ! (Wataru Satake), 2 FiflZE ' (Pei-Chieng Cha).
& HH BS ? (Yukinori Okada), J= FH 350 ! (Tatsushi Toda)
1 Al KRR BE B A G R R AR/ 457 i k2
(Division of Neurology, Kobe University Graduate School of Medicine, Kobe, Japan)
2 WU SRR R AEBE R B i A F e R B AR B R 400 B
(Department of Human Genetics and Disease Diversity, Graduate School of Medical and Dental Sciences,
Tokyo Medical and Dental University, Tokyo, Japan)

BO-2 MIRAGE fEf&E : #4EETTER SAMDY EE 2R & § 2 FMERBENRR
MIRAGE syndrome : New genetic syndrome caused by activating SAMD9 mutations
Ome g H ! (Satoshi Narumi), KB JHF ' (Naoko Amano), £7F Z/5A 1 (Tomohiro Ishii)
W AT ? (Noriyuki Katsumata) . i §E . ° (Ryuji Fukuzawa), 2 H 754 * (Shinsuke Shibata) .
[i& ¥ 5.2 * (Hideyuki Okano), Ji5/K I8 ® (Atsushi Shimizu), =5 #F ¢ (Noriko Miyake)
FAA TH I8 © (Naomichi Matsumoto), = 2+JI] ZSHE ! (Tomonobu Hasegawa)
1 BEHEHH R N R
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
2 ENLE ERIIE Y >~ & — 9T 501 N i oe i
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
3 WG /NEE R & 5 — AR
(Department of Pathology, Tokyo Metropolitan Children’s Medical Center, Tokyo, Japan)
4 BHEFHR PR AR
(Department of Physiology, Keio University School of Medicine, Tokyo, Japan)
5 ATFERRFVDTHILRA T4 AV - TNV 7 Bk
(Iwate Tohoku Medical Megabank Organization, Iwate Medical University, Iwate, Japan)
6 MUV KPR AR RS
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)

BO-3 Medical exome &4 & = H L 7= 100 BIICX3 9 2 ERPRAYE A O FFM
Clinical Utility of Medical Exome Analyses : 100 Consecutive Cases
OB 288 (Toshiki Takenouchi), _FJE -1+ ' (Tomoko Uehara), /]ME HLZE ? (Rika Kosaki)
JINIRS A VR RRS T (Kenjiro Kosaki)
1 BEESRAA PR E R B Rr e v 5 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
2 ENLEERITIE Y v ¥ —EmB R
(Division of Medical Genetics, National Center for Child Health and Development)
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BO-4 KRB X T UVIVEEOREIHHIES T S ELRNEER
Statistical Mathematics and evolutionary insights for Disease Risk Allele Frequencies

O &' (Takashi Kido), JIIIE 21 ** (Minae Kawashima), 3§ i #— * (Shinichi Kikuchi) |
P 152 ° (Naoyuki Kamatani)
1 BRSNS = A v A
(RIKEN GENESIS. CO., LTD.)
2 HAREHAMIREE
(JST, Tokyo, Japan)
3 HOURAE KBRS R FE R B DR 2 B N R PR
(Department of Human Genetics, Graduate School of Medicine, the University of Tokyo, Japan)
4 BRASHET VLA oty F
(Brainpad Inc., Tokyo, Japan)
5 A &SRy —V v
(StarGen Inc., Tokyo, Japan)

BO-5 REMERERERK (FCD) llb&ICH TS MTOR FHlBEEDREE
Somatic mutations in the MTOR gene cause focal cortical dysplasia type llb

O E 6+ ! (Mitsuko Nakashima), =¥ #:%4 ! (Hirotomo Saitsu), TFH: ZEZ ? (Nobuyuki Takei) |
2111 1 ° (Jun Tohyama), HIFE YGJA ¢ (Mitsuhiro Kato)y Ui AR ° (Hiroki Kitaura) .
ME44 B © (Masaaki Shiina),  F17K V5 7 (Hiroshi Shirozu), M8 % 7 (Hiroshi Masuda)
P3N & A3 (Keisuke Watanabe), {2 BEFE © (Tatsuhiro Sato), 77 #Kk #55 ® (Hirohide Takebayashi)
)7 —1# ¢ (Kazuhiro Ogata), F&IL] %8 7 (Shigeki Kameyama), FifitH BHZ% ° (Akiyoshi Kakita)
FAZA EH ' (Naomichi Matsumoto)
- 10 TR N ey N e Ve e g et
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 BRI e 53 Tk LR
(Department of Molecular Neurobiology, Brain Research Institute, Niigata University, Niigata, Japan)
3 VU L e R
(Department of Child Neurology, Nishi-Niigata Chuo National Hospital, Niigata, Japan)
4 WEFIRNERE
(Department of Pediatrics, Showa University School of Medicine, Tokyo, Japan)
5 BRI 8 AT I 5 SR A AT 27
(Department of Pathology, Brain Research Institute, University of Niigata, Niigata, Japan)
6 MUET 2R R BEE A JE R A AL
(Department of Biochemistry, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
7 VU b R L R
(Department of Functional Neurosurgery, Epilepsy Center, Nishi-Niigata Chuo National Hospital, Niigata,
Japan)
8 HE KRB P MR 27
(Division of Neurobiology and Anatomy, Graduate School of Medical and Dental Sciences, Niigata
University, Niigata, Japan)
9 bR RIS
(Division of Biochemistry, School of Pharmaceutical Sciences, Kitasato University, Tokyo, Japan)
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Oral Session 1 Cardiovascular Genetics

H K:I0H15H OK) 9:10~10:16 B4 Y (CRfE48 fED)
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Date : Oct.15 (Thu.) 9:10~10:16 Room4 (Hana D, Main Tower 4F)

Chairs : Kouichi Ozaki (RIKEN Center for Integrative Medical Sciences)
Hiroko Morisaki (National Cerebral and Cardiovascular Center)

O-1 KIEMHEN— 2 REAME 23 RRICHTII IV —LI =0T TR
Whole Exome Sequencing in 23 Families with Familial Hypobetalipoproteinemia

O% M # A\ (Hayato Tada), ¥4} Fii¥: (Akihiro Nomura), JI[ L I} (Masa-aki Kawashiri) ,
PP )5 % (Atsushi Nohara), il FHJE (Akihiro Inazu), F5{f] 2% (Hiroshi Mabuchi)
15 1A (Masakazu Yamagishi)
SRR A6 B fr AL

(Division of Cardiovascular Medicine, Kanazawa University Graduate School of Medicine)

0-2 HERCNEOIRKAE, #REOHEDEGTFERBENR
Mutation analysis of hypertrophic and restrictive cardiomyopathy in childhood and adolescence

ORFk LHE ' (Takeharu Hayashi), 4% 3E41 2 (Kosuke Tanimoto), ARAF 3275 ! (Akinori Kimura)
1 SO ERE R 22 M th 5 B FEHT 75 1 g
(Department of Molecular Pathogenesis, Medical Research Institute, Tokyo Medical and Dental University,
Tokyo, Japan)
2 HOR R SRR R B BT e ) A R S
(Department of Genome Laboratory, Medical Research Institute, Tokyo Medical and Dental University,
Tokyo, Japan)

0-3 MEBT -5 X4 ORGEREICH TS COL3AT BETFEEDZA T Z L DERKGDRET
Genotype—Phenotype relationship in vascular Ehlers-Danlos syndrome

O HE I ! (KazufumiIda), FRIE #7-  (Hiroko Morisaki) , 7 FH gt 7~ ' (Akiko Yoshida)
PRI B ¥ (Takayuki Morisaki)
1 EAERSHRIIZE v 7 — R ER
(Department of Medical Genetics, National Cerebral and Cardiovascular Center, Osaka, Japan)
2 ENIAEBREHNIFSE € v & — R SEIT o T AR A
(Department of Bioscience and Genetics, National Cerebral and Cardiovascular Center Research Institute,
Osaka, Japan)

0-4 PR E MM R EBREZMSF BTRC ORE & BT
Identification of BTRC as a novel coronary artery disease susceptible molecule

ORI {E— 1 (Kouichi Ozaki), 3 H ZZ5Z *° (Yasuhiko Sakata), A% E.—H[B ® (Shinichiro Suna),
J& 3L M (Yoshihiro Onouchi), /N28 — )i ® (Issei Komuro), AR FEHH ° (Michiaki Kubo)
HH v 4t 19 (Toshihiro Tanaka)
1 BALF eI O AL IR R A gt v & — BRI B se 7 v — 7
(Laboratory for Cardiovascular Diseases, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)
2 WAL KRR A R AR SE R BRI RL
(Department of Cardiovascular Medicine, Tohoku University Graduate School of Medicine, Sendai, Japan)
3 RBURZFAR A B AR e R BR 2R R~
(Department of Cardiovascular Medicine, Osaka University Graduate School of Medicine, Suita, Japan)
4 THERFRFEBER e b A A 5
(Department of Public Health, Chiba University Graduate School of Medicine, Chiba, Japan)
5 BULSARIZEARE G A R = Te - v & —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
6 R SRR R E PR e o e S e R B S M 250 0T

(Department of Human Genetics and Disease Diversity, Tokyo Medical and Dental University Graduate
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School of Medical and Dental Sciences, Tokyo, Japan)
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DEMBEEREGETF NEURL (&2 v XO 2N EBHIEE N UYL aX TEEICRIE
-7
Atrial fibrillation associated gene, NEURL, affects the sarcomere structure mediated by the
regulation of chaperone protein
O7IAE 551 (Yusuke Ebana), fFHE 50 2 (Sakilto), 75 H HESE ' (Masayuki Yoshida)
W 355 ! (Tetsushi Furukawa)
1 WRUER AR A i B > & — AR
(Department of Genetic Medicine, Bioethics Research Center, Tokyo Medical and Dental University)
2 B EER} AR A EE G AT ST AL AR TG R B ) B
(Department of Bioinformational Pharmacology, Medical Research Institute, Tokyo Medical and Dental
University)

ATFATICERESEMOEERBREICRAE SN RYR2 ZEDEGHERICEAT 2 4=
Gender differences in the inheritance mode of RYR2 mutations in catecholaminergic
polymorphic ventricular tachycardia patients
OKEp BiF-1 (Seiko Ohno)y YRYI. £ ? (Minoru Horie)
1 BHEERKRET VT #EANIEL Y 5 —
(Center for Epidemiologic Study in Asia, Shiga University of Medical Science, Otsu, Japan)
2 BEE RRF KA IFIAG B A R

(Cardiovascular Department, Shiga University of Medical Science, Otsu, Japan)



—fiziE 2 HLAE(GE - FIB8(EE /

Oral Session2 HLA Genetics/Pharmacogenomics

H

K10 H15H (K) 9:10~10:16 #52% (KRE 2R &)
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Date : Oct.15 (Thu.) 9:10~10:16 Room5 (Takao, Main Tower 42F)
Chairs : Ken Yamamoto (Kurume University)

Ryo Yamada (Kyoto University)

07 ROR/T BEICL 2 ERMEBENLE
Primary immune deficiency associated with congenital disorder of RORgT

O & ' (Satoshi Okada), Janet Markle *, /MR 1EJE ! (Masao Kobayashi)
Jean-Laurent Casanova **
1 IR B RS R R 3 DR A Je B /N R 27
(Department of Pediatrics, Hiroshima University Graduate School of Biomedical & Health Sciences)
2 v 77 xT—RARYGEBFNTRE
(St. Giles Laboratory of Human Genetics of Infectious Diseases, The Rockefeller University, USA)
3 7T v AENL AR E SR el (R R gE S
(Laboratory of Human Genetics of Infectious Diseases, INSERM U1163, France)

0-8 FEEmHlagERER Lz BIEL 2 KIRNTO4%2 1 THBITFEOMEIL
High-throughput sequencing method to identify the haplotype structure of KIR genes
OB —3& ' (Kazuyoshi Hosomichi), J= &R B ME ° (Toshio Yabe), HE4% F& * (Takashi Shiina)
HHIE 2 ' (Atsushi Tajima), -/ b #8H % (Ituro Inoue)
1 EIRKFRIE T I8 R R 7 A5 3RE 51
(Department of Bioinformatics and Genomics, Graduate School of Medical Sciences, Kanazawa University)
2 ERLEIRFITE TR G AR IE R N B ST FE R M
(Division of Human Genetics, Department of Integrated Genetics, National Institute of Genetics)
3 HARTFABREER T 2 v 7 iRt > ¥ —
(Japanese Red Cross Kanto-Koshinetsu Block Blood Center)
4 UG R R AR IERE R R 00 T A AR
(Department of Molecular Life Science, Division of Basic Medical Science and Molecular Medicine, Tokai
University School of Medicine)

0-9 BAAEFICH TS HLA imputation i3EDREE /N N IR XY HLA B F SR OREE

Construction of a population-specific HLA imputation reference panel and its application to
Graves’ disease risk in Japanese

ORI H B% * (Yukinori Okada), BRI 355 ° (Yukihide Momozawa), 7 JI] K ® (Kyoudai Ashikawa)
4 47HA " (Masahiro Kanai), FAH 7— ' (Koichi Matsuda), $fifr ¥ —FBF ? (Yoichiro Kamatani)
EifE 8 ° (Atsushi Takahashi), Aff FEHH ° (Michiaki Kubo)

1 RRUEER AR R BEBE o A8 A FFe R B 2 MMk U 5 122 40 B
(Department of Human Genetics and Disease Diversity, Graduate School of Medical and Dental Sciences,
Tokyo Medical and Dental University)
2 B ZEIT R A A AR R A TE > & — RHRITIFTE T — A
(Laboratory for Statistical Analysis, RIKEN Center for Integrative Medical Sciences)
3 HULARRZEIR G A M EE R =T gE & o~ ¥ — SRR HAR BT 58 T — &
(Laboratory for Genotyping Development, RIKEN Center for Integrative Medical Sciences)
4 WRURZFERMEMZERTE b7 MENT X 8 — 3 — 7 T 2 AR B8 5 B
(Laboratory of Molecular Medicine, Human Genome Center, Institute of Medical Science, The University of
Tokyo)
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0-10

0-12

BEXMEEREESBEEENRE LT RAVBIEROBENESR

Comprehensive exploration of the high-risk rare variants for the cold medicine-related Stevens-
Johnson syndrome/toxic epidermal necrolysis (CM-SJS/TEN)

ONMNKR #i2 ' (Yuki Hitomi), Seik-Soon Khor 'v - FH3E * (Mayumi Ueta) |

I 3L (Hiromi Sawai), Khun Zawlatt 's 4} F-Ei® (Chie Sotozono) |

AT 5% ? (Shigeru Kinoshita), {7k JB#+: ! (Katsushi Tokunaga)

1 HRURSFR B R 2 RIF 78R AR (R0 1
(Department of Human Genetics, Graduate School of Medicine, the University of Tokyo, Tokyo, Japan)

2 TURBHT LR RF R AE R AR I 2 A SR PR it 2 e
(Department of Frontier Medical Science and Technology for Ophthalmology, Kyoto Prefectural University
of Medicine, Kyoto, Japan)

3 BURBHE LR R E IR A B
(Department of Ophthalmology, Kyoto Prefectural University of Medicine, Kyoto, Japan)

CYP2D6 genotype & 2 EXx T 7 1 VABEDROBIR & HIAY 3 ek LR Z HER

A prospective multicenter study of the association between CYP2D6 genotype and response to
neoadjuvant tamoxifen therapy.
Omiflh ¥ ' (Hitoshi Zembutsu), HIAf 35 % (Seigo Nakamura), AT %EF 2 (Sadako Akashi)
Z |11 P& ? (Takashi Kuwayama), &35 1ML ? (Chie Watanabe), H B3 ° (Hiroyuki Takei) |
A 2 (Takashi Ishikawa), =41 34 ° (Yoshie Hasegawa), FAAN [R5 © (Hiroshi Matsumoto) |
)T F93E T (Ayami Matsukata), JUE FLER ® (Goro Kutomi), HAS #filifi © (Yusuke Nakamura)
1 ENLASANIZE Y » & — W B AR R A 5E 45 B
(Dev. of Genet.,, Natl Cancer Ctr, Res. Inst.)
2 WA AEBE AR AL
(Department of Breast Surgery, Showa University)
3 HARER KA AR I
(Department of Breast Surgery, Nippon Medical School)
4 BORERRFEE TR FLF
(Department of Breast Surgery, Tokyo Medical University)
5 BARTTIALEE - FUBE
(Department of Breast Surgery, Hirosaki Municipal Hospital)
6 WERVD ALY F— - SLESE
(Department of Breast Surgery, Saitama Cancer Center)
7 MR - FLUBREE
(Department of Breast Surgery, Sagara Hospital)
8 ALWEEE KA —Ab Rk
(1st Department of Surgery, Sapporo Medical University)
9 ThITRE - MHIMLER L 5 —
(Department of Medicine and Surgery, The University of Chicago)

BAEACHBT S B-77 2 LREEFZRESDEGH ) R 7RFORE

Genetic risk factors for beta—-lactam antibiotic-induced cutaneous adverse drug reactions in
Japanese population
OKEE fiE ! (Takeshi Ozeki) . ZEF Z€3% ! (Taisei Mushiroda) . 516 £ 2 (Atsushi Takahashi)
APRE FEHH ?* (Michiaki Kubo)
1 BLEF e & E M ER e v ¥ —T7 7 —~ a7y ) I 7 ARV —T
(Research Group for Pharmacogenomics, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)
2 BULSRRZEARE G A R ETTE £ v 7 — IR 9E - — 2
(Laboratory for Statistical Analysis, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
3 AL A A v E R R gE e v v —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
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Oral Session 3 Neurogenetics 1

H W10 H15H (k) 10:20~11:04 %54 =8 (KfE4R 4ED)
WE B FTHE EN (R REERABER AW ZE R AR IR 22/ 00 F I 272

WA LS GRALRFA R AN L)

Date : Oct.15 (Thu.) 10:20~11:04 Room4 (Hana D, Main Tower 4F)
Chairs : Tatsushi Toda (Kobe University)

Masashi Aoki (Tohoku University)

0O-13

O-14

0O-15

EHMHEREOCEEEZRAT T 2AFICOVTORKRET
Disease severity modifying factors of spinal muscular atrophy

OFFH BBk 2 (Naoya Morisada), &5 #i#K ! (AiShima), Nur Imma Fatimah Harahap ',
Mawaddah Ar Rochmah '. M BJ#H ? (Mingjuan Ye), i —i%? (Kazumoto Jijima) |
P& AYE " (Hisahide Nishio)

1 AR RZFBEEE e R M IAl 23 PR % - M RERL 2l e 92 25 By
(Division of Epidemiology, Kobe University Graduate School of Medicine)
2 AN RERAEBE AT FE R R R AN SR 200 B
(Department of Pediatrics, Kobe University Graduate School of Medicine)

FBUEEXREG A AT 1 —ICBTRINLAT—H—DIEFR
Identification of biomarkers for Fukuyama type congenital muscular dystrophy

Ofth H EFE- 2 (Mariko Tkeda), 3EIF 55 1 (Ai Unzaki), ZE¥} 222 ' (Hiroyuki Awano) .,

25 J1-* (Tomoko Lee), T Z8HA ° (Yasuhiro Takeshima), /MK F-{% ? (Kazuhiro Kobayashi) |

FEF —BA ! (Ichiro Morioka) . £l }5 — 3k | (Kazumoto Tijima), JFH 3% ? (Tatsushi Toda)

1 H RS BE AN AR
(Department of Pediatrics, Kobe University Graduate School of Medicine, Hyogo, Japan)

2 PRI NRL A/ 5 TR
(Department of Neurology/Molecular Brain Science, Kobe University Graduate School of Medicine, Hyogo,
Japan)

3 SRR RN AR
(Department of Pediatrics, Hyogo College of Medicine, Nishinomiya, Japan)

ABICH T 2HRENE X bOT 1 — 1 BOBEEWER - BEEHET — 2 OFEHR
Genetic epidemiology of myotonic dystrophy type 1 in Japan — Analysis of patient registry data

OEfE IE4 ' (Masanori Takahashi), H A% HEZ2 ' (Masayuki Nakamori), f73H 57 2 (Keiko Ishigaki) .
B H FHH | (Hideki Mochizuki), #H] ffi— * (Shin‘ichi Takeda), #&4) il * (Tsuyoshi Matsumura) |
AAF F° (En Kimura)

1 KBRS R BE B R LR i N L7
(Department of Neurology, Osaka University Graduate School of Medicine)
2 RO FERRE/N LR
(Department of Pediatrics, Tokyo Women's Medical University, Tokyo, Japan)
3 ELRE - AEENRATZE £ & — MR SE AT
(National Institute of Neuroscience, National Center for Neurology and Psychiatry, Kodaira, Japan)
4 I e B ) AR L e g A R
(NHO Toneyama Hospital, Toyonaka, Japan)
5 BENLREH - MEREEIIZE L Y S - T VAL =Y a F VAT A AN S —
(Translational Medical Center, National Center for Neurology and Psychiatry, Kodaira, Japan)
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GFM2 Bz FEENT OXER 530 - £ X4 E IR & 6 Leigh BfiE

Compound heterozygous GFM2 mutations with Leigh syndrome complicated by arthrogryposis
multiplex congenita

OfEft 2.1 (Shinobu Fukumura), K35 % UM% ? (Chihiro Ohba), {3 4E5 ° (Toshihide Watanabe)
N 249 ® (Kimio Minagawa), &4 8 * (Masaru Shimura), FF 11 £ * (Kei Murayama)
KA B ® (Akira Ohtake), J 38t ¥#E% ? (Hirotomo Saitsu), FAZK [E3i 2 (Naomichi Matsumoto)
Y& #3371 (Hiroyuki Tsutsumi)
1 ALIREE AL 7 BE 70/ N JE o
(Department of Pediatrics, Sapporo Medical University School of Medicine, Sapporo, Japan)
2 BRI SRR Be R e e R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
3 AbiEE L & D AREERE - FEE £ vy — /N EER
(Department of Child Neurology, Hokkaido Medical Center for Child Health and Rehabilitation, Sapporo,
Japan)
4 TIERZ X3 5 AR
(Department of Metabolism, Chiba Children’s Hospital, Chiba, Japan)
5 B EERRFEDNEREHE
(Department of Pediatrics, Saitama Medical University, Saitama, Japan)
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Oral Session4 Cytogenetics Il

H K:I1I0H15H OK) 10:20~11:04 %554 (KfE42F &E)
JE R KEP BRE] (ARG B RS O 0 = — H gy e R
/Ny BLEE (FES B RFE e v & — i fns R
Date : Oct.15 (Thu.) 10:20~11:04 Room5 (Takao, Main Tower 42F)
Chairs : Seiji Mizuno (Aichi Prefectural Colony Central Hospital)
Rika Kosaki (National Center for Child Health and Development)

0-17 77427 IV —EREORERF(ICEAY 3 %5
The mechanism of Klinefelter syndrome

O i (Atsushi Tanaka), HHH gD & (Izumi Tanaka), ][] B 5 (Takashi Yamaguchi),
fHIAR 2652 (Tamito Miki), {JRE {H—H[5 (Shinichiro Ikuma), 7K 7§ & (Motoi Nagayoshi)
v b~ — e NRHE B
(Saint Mother Hospital, Kitakyushu, Japan)

0-18 6021 K (3 EIHPIRE L BHE B FERK TH 5

Deletion involving 6921 region : further explaining this recognizable contiguous gene deletion
syndrome

Ok f5] ' (Kenji Shimizu), $5AR 4 ? (Atsushi Suzuki), I i+ ° (Etsuko Sakasai)
KAE 3L ! (Hirofumi Ohashi)
1 B EBESNRESEE v 5 —#ER
(Division of Medical Genetics, Saitama Children’s Medical Center, Saitama, Japan)
2 BERESNRBERE v 5 — BB

(Division of Clinical Laboratory, Saitama Children's Medical Center, Saitama, Japan)

0-19 XFeAERERUSOEENI Y I -1V LEEREEE - 2RTHEE T X2
Functional nullisomy mosaic of the distal part of X chromosome short arm in a female case with
severe mental retardation and multiple malformations

O B f£— " (Shinichi Nakashima), JJJIfE Z£9/3F ' (Fumiko Kato), /Mg B3 2 (Rika Kosaki) |
F 5 ¥ (Tsutomu Ogata)
1 ERERRSNEFR
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 ENLRE R IE Y o & — AR ARBE R R AR R
(Division of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan. )

0-20 FERTEADERERRE 43261ICH175 SNP 7L A 2RAVWET/ LAREDRE

SNP arrays analysis of genomic rearrangements in 432 subjects with unexplained intellectual
disability and multiple congenital anomalies

ODaniela Tiaki Uehara's #& 1 '*® (Shin Hayashi), F-4% #2254 * (Issei Imoto) |
FEH J5 5 5 (Yoshio Makita), [ BH ¢ (Akira Hata), FF{E 5818 27 (Johji Inazawa)
1 RO EERER R = B B SR BT 2 -l e i
(Department of Molecular Cytogenetics, Medical Research Institute, Tokyo Medical and Dental University)
2 HOLRRF SRR RAEAR T ) A vy —
(Hard Tissue Genome Research Center, Tokyo Medical and Dental University)
3 Department of Neurobiology, Yale University School of Medicine
4 FERSKRIPERZFBENN ANA F 4 T 2 AW AN L5505
(Dept. Human Genetics and Public Health, Graduate School of Medical Science, The University of
Tokushima)
5 WINERKFHEHE L ¥ —
(Education Center, Asahikawa Medical College)
6 TERFRFBEE AR TEE Lty 25
(Department of Public Health, Chiba University Graduate School of Medicine)
7 FORERRBIRFRENS A )Y =2 v F —
(Bioresource Research Center, Tokyo Medical and Dental University)
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Oral Session 5 Clinical Genetics 1

H K10 15H OK) 13:15~14:10 48 (KEF4R {ED)
JE R REE TR (BT LR SRR B R A JE R BB AL )

Date : Oct.15 (Thu.) 13:15~14:10 Room4 (Hana D, Main Tower 4F)
Chairs : Hirotomo Saitsu (Yokohama City University)

WA RE R FERRRAR G R AT IET)

Toshiyuki Yamamoto (Tokyo Women's Medical University)

0-21

£I XY — LRI TEZH & O Vici iEE1EE 6 B DK H L CETFERET
Clinical heterogeneity of genetically confirmed six patients with Vici syndrome

O¥ W< A (TkumiHori), & 2448} 2 (Fuyuki Miya), H )& Y67 ® (Mitsuko Nakashima) |
KK 245 * (Takanobu Otomo), FRJE H ! (Yutaka Negishi), 147 F5HH ° (Hideaki Shiraishi)
B % H & 6 (Yutaka Nonoda), &[] 8 7 (Jun Tohyama), [&Z {#11Z % (Nobuhiko Okamoto) .
ARER SCF ! (Ayako Hattori), Z2)HE 1EAS | (Naoki Ando). I YGJZ © (Mitsuhiro Kato) |
fH %% ? (Tatsuhiko Tsunoda), PHEF —= 1 (Ichizo Nishino), ¥ {4 ° (Hirotomo Saitsu) |
4AF RIE (Yonehiro Kanemura), 35 £ 1 * (Tamotsu Yoshimori), FA7ZR .38 ° (Naomichi Matsumoto)
JINIF FEE VR B 12 (Kenjiro Kosaki) . 25 Ji& {74 ! (Shinji Saitoh)
1 AEEW LR RFPBEEZ AR AR - N B 251
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)
2 PMLFERT R A A v E R R gE & o & — R RSB gE 7 v — 7
(Center for Integrative Medical Sciences, RIKEN, Yokohama, Japan)
3 BEIET VKRB A R B R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
4 RBURFRF BRSBTS R R P
(Department of Genetics, Osaka University Graduate School of Medicine, Osaka, Japan)
5 b R AR =N AR
(Department of Pediatrics, Hokkaido University Graduate School of Medicine, Sapporo, Japan)
6 ALHURAEEE AN R R
(Department of Pediatrics, Kitasato University School of Medicine, Sagamihara, Japan)
7 BB VTR P ISR T A A Y S —
(Department of Pediatrics, Epilepsy Center, Nishi-Niigata Chuo National Hospital, Niigata Japan)
8 KBHF BT IRIER G N » & — BAZS R
(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child
Health, Osaka, Japan)
9 WAFIREEEFE/NE R
(Department of Pediatrics Showa University School of Medicine, Tokyo, Japan)
10 [ENAG 1 - AR EERRIETE X 2 & —JRERF e HER F 9 45— BT
(Department of Neuromuscular Research, National Institute of Neuroscience, National Center of Neurology
and Psychiatry, Tokyo, Japan)
11 KBREHE & > & —ERIIgE & > & — P A RFRIT 8 2 s SR,
(Division of Regenerative Medicine, Institute for Clinical Research, Osaka National Hospital, National
Hospital Organization, Osaka, Japan)
12 B ME SRR R F I RRR AR v & —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
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Target gene sequencing panel Z AW -6 XKEBEREFERE (CAKUT) OMBENBZFREN
Comprehensive analysis for CAKUT with target gene sequencing panel

OFFHE 1Bk " (Naoya Morisada), B 3% ! (Akemi Shono), Ffit B K ! (Kandai Nozu)
I BHEE ' (Mingjuan Ye), fIHH FE—BB ° (Shoichiro Kanda), Ff Z39:+ ' (Naoko Ito)
BH 77— ° (Koichi Kamei), {JHE F5— © (Shuichilto), LA JB#ifi 7 (Katsusuke Yamamoto)
HA) %F— " (Kenichi Satomura), HHH 22 HB ® (Ryojiro Tanaka), P& /A JE ? (Hisahide Nishio)
BB —iR ! (Kazumoto Iijima)
1 A KPR A B R e R R R /N B FE 2745 B
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
2 PR AR EEBE R A FE R sk L S R 27 - W HERL 27 sl b g 2 o3 B
(Division of Epidemiology, Kobe University Graduate School of Medicine, Kobe, Japan)
3 W RER RSB N B
(Department of Pediatric Nephrology, Tokyo Women's Medical University, Tokyo, Japan)
4 FPRAEE - MR
(Graduate School of Comprehensive Human Sciences, University of Tsukuba, Tsukuba, Japan)
5 ENLEERFIGEE vy =g - )y~ F - BEREE
(Division of Nephrology and Rheumatology, National Center for Child Health and Development, Tokyo,
Japan)
6 BREEIT R E NEE#S
(Department of Pediatrics, Yokohama City University, Yokohama, Japan)
7 KBUFF BT IRAER AR v 7 — B - (R
(Department of Pediatric Nephrology and Metabolism, Osaka Medical Center and Research Insitute for
Maternal and Child Health, Izumi, Japan)
8 LRI Z & R Bl R
(Department of Nephrology, Hyogo Prefectural Children’s Hospital, Kobe, Japan)

RAP KNI THEHESFERBEDT / LBET EHBERECFORR

A comprehensive genomic analysis reveals the genetic landscape of mitochondrial respiratory
chain complex deficiency

OFhH JFF1 ! (Masakazu Kohda), fiij# {4235 ! (Yoshimi Tokuzawa), AT 4! (Yoshihito Kishita)
I BiA 2 (Yohsuke Moriyama), /KB #4 ! (Yosuke Mizuno), - %! (Tomoko Hirata)
NI BfdF ! (Yukiko Yatsuka), 5 JB 5% ' (Izumi Yamashita-Sugahara), il 2 ! (Yutaka Nakachi) ,
HIEE YL ! (Hidemasa Kato),  FH AL {254l '* (Shunsuke Tamaru), A J %3¢ ! (Hiromi Nyuzuki)
Nurun Nahar Borna '\ JElE 42 * (Hiroko Harashima), [LJIF AHB * (Taro Yamazaki)

P HEN ° (Masato Mori), AF111 32 ¢ (Kei Murayama), K77 B * (Akira Ohtake) .
[ W% FfEH] ! (Yasushi Okazaki)
1 WERBREY ) LAEENEE Y 7 —
(Research Center for Genomic Medicine, Saitama Medical University, Saitama, Japan)
2 R PR G AR A 2 1T
(Department of Anatomy II and Cell Biology, Fujita Health University School of Medicine, Toyoake, Japan)
3 W RERORE R AR
(Department of Obstetrics and Gynecology, Saitama Medical University, Saitama, Moroyama, Japan)
4 B EEFRENER
(Department of Pediatrics, Saitama Medical University, Moroyama, Japan)
5 LR B NERE
(Department of Pediatrics, Matsudo City Hospital, Matsudo, Japan)
6 T &k - AHE
(Department of Metabolism, Chiba Children's Hospital, Chiba, Japan)

KRR =79 —ICLKURE S /- BOERBOMREY 17

Germinal Mosaicism in a Family With BO Syndrome

OB FRALF 2 (Maiko Miyagawa) .  P§JE 15k '* (Shin-ya Nishio), k&R 75 ' (Mitsuru Hattori)

. f# ' (Yutaka Takumi), F2fk 3 BE— ' (Shin-ichi Usami)
1 ABIHR SR 250 St
(Department of Otorhinolaryngology, Shinshu University School of Medicine, Matsumoto, Japan)
2 EMRARER S0 N T 2 2 e
(Department of Hearing Implant Sciences, Shinshu University School of Medicine, Matsumoto, Japan)
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0-25 B4/ NERAE CRI%E & /- WDR62/MCPH2 BInFERET / LIRERMZFIALRBET IV
R D/ER

Identification of WDR62/MCPHZ2 gene mutation in primary microcephalic patients by exome
analysis and generation of the disease—model cell line by genomic editing technology

O AR FEH#E' (Tatsuo Miyamoto) . FUHi B #l ! (Nobunori Masatsuna)
Pf A > )V 7 HF ' (Silvia Natsuko Akutsu), FREf 27 2 (Hiroyuki Morino)
JI I 755 2 (Hideshi Kawakami), [1J4X Bl ® (Takashi Yamamoto), Ji/K f& %] * (Kenji Shimizu) .
FAG 1HiSC ! (Hirofumi Oohashi), A3 L ! (Shinya Matsuura)
115 B O R BRI RO 7/ 2 9 B 9 4
(Department of Genetics and Cell Biology, Research Institute for Radiation Biology and Medicine, Hiroshima
University, Hiroshima, Japan)
2 R BRI R E R AR e 4 T 5E 0 B
(Department of Epidemiology, Research Institute for Radiation Biology and Medicine, Hiroshima University,
Hiroshima, Japan)
3 R B RFERFE BB AW TER BB 53 A A B2 T
(Department of Mathematical and Life Sciences, Graduate School of Science, Hiroshima University, Higashi-
hiroshima, Japan)
4 B ERNRESR Y V8 — 8 ER
(Saitama Children’s Medical Center, Saitama, Japan)
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Oral Session 6 Clinicopathology/Therapy/New Technology

H K:I1I0H15H OK) 14:15~15:10 E45Y CRfE4F ED)
JE R R B ORAER AR BERR 2 R 7E RN s RE 22 557
Wil gz (BESLRE ERITE Y v 7 —RIRHRA )
Date : Oct.15 (Thu.) 14 :15~15:10 Room 4 (Hana D, Main Tower 4F)
Chairs : Shigeo Kure (Tohoku University)
Torayuki Okuyama (National Center for Child Health and Development)

0-26 ACAT1 BIEFICH T B 1 > b0 9D splice acceptor site TD polyT/C AN HE—EEEE (T
toA) PIVVLI0DAZy THEET
Single nucleotide substitution T to A in polyT/C at splice acceptor site of intron 9 causes exon
10 skipping in ACATT1 gene

O H: JolE ! (Hideo Sasai), KIF 18 ! (Hiroki Otsuka), F 11 &3 2 (Yuka Aoyama) .
Yt At T (Tomohiro Hord)y AR —4: ' (Kazuo Kubota), 1) EiE | (Kenzi Orii) |
YRR i ! (Toshiyuki Fukao)

1 IR AR A B R 22 RIF 78R/ I i g 2
(Department of Pediatrics, Graduate School of Medicine, Gifu University)
2 R R A A O PR AL 2 R AR iy R

(Department of Biomedical Sciences, College of Life and Health Sciences, Chubu University)

0-27 T4V —LIRICHT B pH KEFRICAEL T 2HR S v NOLEHDRFE

A new chaperone compound with pH-dependent conformational change for lysosomal storage
disease

Ok % — ' (Eiji Nanba), H1H 5035 ' (Katsumi Higaki)
1 BHURF AT 2E 3% & v & — BB TIRR ST
(Division of Functional Genomics, Research Center for Bioscience and Technology, Tottori University,
Yonago, Japan)
2 BSHURAEE S T o Bt O AR s BE R i 2 > & —
(Center for Promoting Next-Generation Highly Advanced Medicine Tottori University Hospital, Yonago,
Japan)

0-28 Cardio-facio-cutaneous FEfRE €T IV ¥ X & AW /- BEENE
Therapeutic approaches in a mouse model of cardio—-facio-cutaneous syndrome
OH:F F—" (ShinichiInoue), 5F4A For) ! (Mitsuji Moriya), JEe #5412 (Yusuke Watanabe)
= )I-&EH 3+ ** (Sachiko Miyagawa-Tomita), ¥THi ¥ ' (Tetsuya Nithori), KHy A ' (Daiju Oba),
JNEF 5¢JE ° (Masao Ono), 5% #8556 (Shigeo Kure), /Mgt FlE 2 (Toshihiko Ogura)
FAJEL 7 — 7 (Yoichi Matsubara), H A T~ (Yoko Aoki)
I B oy N o T Ve s G e B g R e e i
(Department of Medical Genetics, Tohoku University School of Medicine, Sendai, Japan)
2 LR AN EE A IE FE T A b e T SR o8 50 B
(Department of Developmental Neurobiology, Institute of Development, Aging and Cancer, Tohoku
University, Sendai, Japan)
3 WL FERR G B /N AR
(Department of Pediatric Cardiology, Tokyo Womens Medical University, Tokyo, Japan)
4 W BERIR A F RO L 56 A 2 AL BT 7856 1]
(Division of Cardiovascular Development and Differentiation, Medical Research Institute, Tokyo Womens
Medical University, Tokyo, Japan)
5 WAL KRR e e R e B B RE 2 45 1
(Department of Pathology, Tohoku University School of Medicine, Sendai, Japan)
6 HAL KRR FBER AR FE RN s 825 45 0
(Department of Pediatrics, Tohoku University School of Medicine, Sendai, Japan)
7 BERLRBERIITEL 25—
(National Research Institute for Child Health and Development, Tokyo, Japan)
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EERTF KLF14 OB &ERERIC B 1T 5 RIEFIEADES
KLF14 involves in controlling inflammation in the white adipose tissue

Ok —Z ' (Kazuhiko Nakabayashi), FH L T-%% ! (Chiharu Tayama), 5% BT ? (Rieko Takanashi)
B NEF ' (Junko Tomikawa), K25 BE® (Hajime Okita), Z% fft—HJ ' (Kenichiro Hata)
[} EE 53 % (Tadashi Okamura)
1 EN TR v & — R e R RE A 7e
(Department of Maternal-Fetal Biology, National Center for Child Health and Development, Tokyo, Japan)
2 ENTEREER Y v 7 — e T &G ) B 7 5
(Department of Infectious Disease, National Center for Global Health and Medicine, Tokyo, Japan. )
3 BB SRR ER S B AR R
(Department of Pathology, Keio University School of Medicine)

FOv 7Ly bTFY 2V PCR (ddPCR) ZFIA L - EEE TV 1 7 E RS HRF DG

Ultra-sensitive detection of low-prevalence somatic mosaic mutation using droplet digital PCR
(ddPCR)

OWI BB 2 (Yuri Uchiyama), H1 & JGF ' (Mitsuko Nakashima), & E Hf— * (Masakazu Miyajima) |

FAAS 1898 1 (Naomichi Matsumoto)

1 BRI SRR B R AR SE R AR
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Kanagawa,
Japan)

2 BEB RS KRB R SR TR A A N L
(Department of Medicine and Clinical Science, Gunma University Graduate School of Medicine, Gunma,
Japan)

3 MR R AR B R W Fe R R b2

(Department of Neurosurgery, Juntendo University Graduate School of Medicine, Tokyo, Japan)
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Oral Session 7 Association Analysis

H KF:10H15H OK) 15:15~15:59 E 445y ORfE4F fED)
KRB ESET R RFESERREEES)

G B (BULSRFEIT & AR R R AR 7E & v 7 —He et IFgE 7 — &)
Date : Oct.15 (Thu.) 15:15~15:59 Room4 (Hana D, Main Tower 4F)
Chairs : Emiko Noguchi (University of Tsukuba)

Atsushi Takahashi (National Cerebral and Cardiovascular Center)

0-31

0-32

BEEY A XA LEET 5 BEFLEDORR

A search for polymorphisms associated with facial size

OXRK} 584 (Ryosuke Kimura), 838 Tk ! (Chiaki Watanabe), & HL #&B ! (Eri Miyazato) |
IIET 4 HF ' (Kyoko Yamaguchi), f/EJE Y% ! (Takehiro Sato), JIJ ] %% ! (Akira Kawaguchi)
1A fd 2 (Ken Yamamoto), [T 8K EE 2 (Tetsutaro Yamaguchi), 47 H 28 ' (Hajime Ishida)

1

2

3

BRIRK K7 BE R A ZE R E N ARSI 273l g

(Department of Human Biology and Anatomy, Graduate School of Medicine, University of the Ryukyus,
Okinawa, Japan)

IR R 2 A Lol e

(Department of Medical Chemistry, Kurume University School of Medicine, Fukuoka, Japan)

W A7 ol 250 o R 1 2 Rl

(Department of Orthodontics, School of Dentistry, Showa University, Tokyo, Japan)

T/ L7 A NEERETIC K 2BEADOHBRERFEORE LERFRRE & ORE

GWAS of clinically-ascertained gout identifies multiple risk loci and its association with clinical
subtypes
OMJE ¥E3 " (Hirotaka Matsuo), 1IN f@ 2 (Ken Yamamoto), HT[ 1# 50 ° (Hirofumi Nakaoka) .

drpl] B34 ! (Akiyoshi Nakayama), W|l] EL3% ! (Masayuki Sakiyama), ‘yff 5 * (Atsushi Takahashi)

HiRf U957 ° (Takahiro Nakamura), H1 B %% ! (Hiroshi Nakashima), & H M= ' (Yuzo Takada),

18 I Fifif# ¢ (Inaho Danjoh), & /K BE¥- ' (Seiko Shimizu), 7. JI] FEPURE ' (Seishiro Tatsukawa)

MM (Yutaka Sakurai) , 85 {52 7 (Nobuyuki Hamajima), 3/ . 38 * (Tturo Inoue) |

AR FEBH * (Michiaki Kubo), i H 2335 ® (Kimiyoshi Ichida), F<IL] 18] © (Hiroshi Ooyama)

17K fi 1 (Toru Shimizu), PU .2 B JHFE ! (Nariyoshi Shinomiya)

1

B s R B K S - A AR T A 2 3

(Department of Integrative Physiology and Bio-Nano Medicine, National Defense Medical College,
Tokorozawa, Japan)

IR KA R R A Lo al e

(Department of Medical Chemistry, Kurume University School of Medicine, Kurume, Japan)

[ VB AR SE T NS AR SE 3

(Division of Human Genetics, Department of Integrated Genetics, National Institute of Genetics, Mishima,
Japan)

ML TR O L A R R g 2 o 4 —

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

Rt EE R R SR e 2

(Laboratory for Mathematics, National Defense Medical College, Tokorozawa, Japan)

BALRFRIL A 71 H IV - X AN 7 ik

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

iR R AR A IR ERAT

(Department of Healthcare Administration, Nagoya University Graduate School of Medicine, Nagoya,
Japan)

FORUHERL R A e A PRl =

(Department of Pathophysiology, Tokyo University of Pharmacy and Life Sciences, Tokyo, Japan)

WEROTZ ) =y 7

(Ryougoku East Gate Clinic, Tokyo, Japan)

10 A &Y 7 b

(Midorigaoka Hospital, Osaka, Japan)
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47 LT 4 NERER D S EIE & h - BARANERMETHETELERE (CIFIE 4 HLA /\7'0
24T DHE
HLA class Il in Japanese primary biliary cirrhosis : epistasis of protective HLA-DQ allele
OZ2 P WHER T (Michio Yasunami), HA) /3% ' (Hitomi Nakamura), ik JB§1:° (Katsushi Tokunaga) .
JITIE 2278 3 (Minae Kawashima) , P H] 23 9¢ ** (Nao Nishida), A WL #i3% ® (Yuki Hitomi) |
HiAf & 2°¢ (Minoru Nakamura)

1

TG A7 T R ST S8 T AR S e 27 4 B

(Department of Clinical Medicine, Institute of Tropical Medicine, Nagasaki University, Nagasaki, Japan)
3 R v 7 —ERIE L v 4 —

(Clinical Research Center, National Hospital Organization Nagasaki Medical Center, Omura, Japan)
FRRURF R PR R AR R

(Department of Human Genetics, Graduate School of Medicine, the University of Tokyo, Tokyo, Japan)

[ 7 FE BRI SE 2 v & — P 5% - SERTE R v 7 —

(Research Center for Hepatitis and Immunology, National Center for Global Health and Medicine, Ichikawa,
Japan)

BNy NS VAV TE S e e S

(Department of Hepatology, Nagasaki University Graduate School of Biomedical Sciences, Omura, Japan)
E IR BERAE T A » b7 —2 (NHOSLJ) PBC H:RWFZEIE

(Headquarters of PBC Research in the NHO Study Group for Liver Disease in Japan (NHOSL]), Omura,
Japan)

BAA B 2IEMAF R (C34d 5 HLA-DPB1 Sz FR DL
Effects of HLA-DPB1 genotypes on chronic hepatitis B infection in Japanese
OVHH Zs9- 2 (Nao Nishida), K48 I ° (Jun Ohashi), #2111 B ' (Masaya Sugiyama)

+iil BAC " (Takayo Tsuchiura), A7 B35 (MayumiIshi), 114 {8 * (Ken Yamamoto)
$# H {2 ° (Takehiko Sasazuki), fli7k W1 ? (Katsushi Tokunaga), b S ! (Masashi Mizokami)

1

[ 57 RIS R e & > & — 9% - SeEmfsE e v v —

(The Research Center for Hepatitis & Immunology, National Center for Global Health & Medicine)
FURFRFE PR S R e R N B ES0 1

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

FRUR AR AE B B AP SE R E AL 7 B

(Department of Biological Sciences, The University of Tokyo, Tokyo, Japan)

AR R A B A bl e

(Department of Medical Chemistry, Kurume University School of Medicine, Fukuoka, Japan)

PR NES S A

(Institute for Advanced Study, Kyushu University, Fukuoka, Japan)
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Oral Session 8 Prenatal Diagnosis |

H

W R EERE (ENLOREEENE Y v 5 — Y - BESHRE Y 5 —)

Date : Oct. 16 (Fri) 8:30~9:36 Room5 (Takao, Main Tower 42F)
Chairs : Haruhiko Sago (National Center for Child Health and Development)

K10 H16 H (%) 8:30~9:36 #5XaW (KfE42K &)%)

3 IS < YN R SHI A TN RS €Y

Suguru Sato (Keio University)

0-35 Z2EABEREORICH T 2R EEFTHATRDOEHRAIRET
Retrospective study of prenatal ultrasound in fetuses with chromosomal structural abnormalities

OJEH 3! (AyaHarada), FIJE WA T ¥ (Maiko Wagata), ZEAX /7% (Jin Muromoto)

Z H # " (JunMurotsuki), JI| H #° (Hiroshi Kawame)

1 EIRIRSL &b b e
(Department of Maternal and Fetal Medicine, Miyagi Children’s Hospital, Sendai, Japan)

2 HAL KRR FBER AR Fe R IR B R 2745 B
(Department of Advanced Development Medicine, Tohoku University Graduate School of Medicine, Sendai,
Japan)

3 WAL RZFERAL A 754 AN - AH N2 7 BEHEAM B BB EAR TR - E5h Y v v 7550
(Division of Genomic Medicine Support and Genetic Counseling, Deparment of Education and Training,

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

0-36 HERBWRICE T2LEEHRTI VAT LABIFOFEME -T2 > b > REEZEBOZER
Diagnostic Efficacy of Chromosomal Microarray Analysis in Prenatal Setting — Washington
University School of Medicine’s Experience

O=F J5F " (Yoshiko Mito), Shashi Kulkarni'. Ina E. Amarillo'. Hussam Al-Kateb ',
Catherine E. Cottrell ', Diana L. Gray % Lisa Bernhard *
1 732 b RFEFERE Y PV A ZRGELRERE
(Department of Pathology and Immunology, Washington University School of Medicine in St. Louis)
2 Ty RERFRYE VA X Em A
(Department of Obstetrics and Gynecology, Washington University School of Medicine in St. Louis)

0-37 I hACRNUTEGERICHT 2EXRTZHRO-OD, Hi-LEEEBITEDEADIR EBEBDIR
%;j-
The effects of a newly developed semi—quantitative analytical method for preimplantation
genetic diagnosis in mitochondrial DNA disorders

O 5. (Suguru Sato), K[| # (Kou Sueoka), i 8. (Kenji Sato), HiAk #& (Akira Nakabayashi)
IR B (YokoIzumi), /KT MEEL (Yuki Mizuguchi), flJ§ 725 (Hiroshi Senba)
T 22 KHE (KotaroTino), #AK F 1) (Mariko Suzuki), FHH 5F (Mamoru Tanaka)
B M R A A O s N
(Department of Obstetrics and Gynecology, Keio University School of Medicine)

0-38 SNP i % RIE & U /-FERBEMHEAERRE (NIPT) THShAEEEREOHE ~MRBEEN
BREICK SR~
Achievement of high quality result of Non-invasive prenatal testing (NIPT) by SNP analysis
- Accuracy validation for positive and negative cases by cytogenetic testing -
OfEF FFRHB Y (Kotaro Tino), AR i ! (Kou Sueoka), fiJi%E BL' (Suguru Sato),
ik # ! (Akira Nakabayashi), {EJ f8 ' (KenjiSato), PNH WIAE # (Sayaka Uchida),
IR T (Yoko Tzumi), ZKITT BEES ' (Yuki Mizuguchi), 5K F O ' (Mariko Suzuki)
Al 2253 1 (Hiroshi Semba), —4H AFET- ! (Kumiko Misu), FHHT 5 ' (Mamoru Tanaka)
1 BEME SRR AR A0 i i AR F 2
(Department of Obstetrics and Gynecology, Keio University School of Medicine)
2 WURUBRR R AT N e B 2 ik AR
(Department of Obstetrics and Gynecology, Tokyo Dental College Ichikawa General Hospital)
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0-40

EREBOHEEINBGEZRE (NIPT) 22BRULAV4I2 FOERICEAT 2145
Characteristics of clients undergoing non-invasive prenatal testing (NIPT) at Nagoya City
University Hospital
O H FF) ® (Eri Takeda), $58% {175 ' (Nobuhiro Suzumori), FEA &+ ! (Kyoko Kumagai)
% EAZ " (Shinobu Goto), FAA FEA ! (Yousuke Matsumoto), FFK BE#H ! (Yuki Obayashi)
KT AZETF ' (Kumiko Oseto), FF )5 3¢ ® (Takeshi Ebara), (&% 1HE ° (Hironao Numabe)
Fiili B ' (Mayumi Sugiura)
A=A VNG 273 T 2 =R TN B ) SRRV St
(Department of Obstetrics and Gynecology, Nagoya City University Hospital, Aichi, Japan)
2 AR LR RF BRI TR BRI R A 2705 BT
(Department of Occupational and Environmental Health, Nagoya City University Graduate School of
Medical Sciences, Aichi, Japan)
3 BEROKELFRFERFEBENHSACADEF AR e R R A 7 > 1) ¥ 7 i
(Department of Genetic Counseling, Graduate School of Humanities and Sciences, Ochanomizu University,
Tokyo, Japan)
HERSZHICE2BRELEBEEEOBMBOI 4T FOERRE
Parental decisions on prenatally diagnosed chromosome abnormalities : a Japanese
multicenter retrospective study
OVl %% ' (Miyuki Nishiyama), HA} {817 ? (Hiroaki Nakamura), #5755 {172 ° (Nobuhiro Suzumori)
il A * (Setsuko Nakayama), [[JFH 2254 ° (Takahiro Yamada), Fy Al H#F ¢ (Yukiko Katagiri)
[AAS B 7 (Yoko Okamoto), ¥EJ & 8 (Akira Namba), #tZ | 1X5 % (Haruka Hamanoue)
/NI BB (Masanobu Ogawa), =il {Eff ' (Kiyonori Miura), Fl14% 22—  (Shunichiro Izumi)
BIR BZ ® (Akihiko Sekizawa), /& ¥ ' (Haruhiko Sago)
1 ESOREERME Y > ¥ — el - S v v —
(Center of Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and
Development, Tokyo, Japan)
2 KRB ER L~ 5 —ER
(Department of Obstetrics, Osaka City General Hospital, Osaka, Japan)
3 AR LR R A BRI Je R e R i A FE
(Department of Obstetrics and Gynecology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)
4 WAL v 7 —FH B
(Department of Obstetrics and Gynecology, Aiiku Hospital, Tokyo, Japan)
5 AL R R BE R A e RE R AL Bl R o 55 B
(Department of Obstetrics and Gynecology, Hokkaido University Graduate School of Medicine, Sapporo,
Japan)
6 WIPRZEEF L v &7 — KAIm b I ARk
(Department of Obstetrics and Gynecology, Toho University Omori Medical Center, Tokyo, Japan)
7 RBFFSLEEFIRIER GRS L >~ ¥ — R
(Department of Obstetrics, Osaka Medical Center and Research Institute for Maternal and Child Health,
Osaka, Japan)
8 Wi KRR AR AR
(Department of Obstetrics and Gynecology, Saitama Medical University, Saitama, Japan)
P VNG S T TN
(Department of Obstetrics and Gynecology, Yokohama City University Graduate School of Medicine,
Yokohama, Japan)
10 ERZIR B LN > 7 — R} - Ie AR/ B RIFsE - ~ 4 —
(Department of Obstetrics and Gynecology/Clinical Research Institute, National Kyusyu Medical Center,
Fukuoka, Japan)
11 Rl KA R 2 i R o A
(Department of Obstetrics and Gynecology, Nagasaki University School of Medicine, Nagasaki, Japan)
12 R B 550 e D N
(Department of Obstetrics and Gynecology, Tokai University School of Medicine, Kanagawa, Japan)
13 HEII A7 R 270 e e N
(Department of Obstetrics and Gynecology, Showa University School of Medicine, Tokyo, Japan)
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Oral Session 9 Cytogenetics |

H

WL F 2 (REIFTER A BER A Je B A FE Ak di A AL A B0

Date : Oct. 16 (Fri) 9:36~10:20 Room5 (Takao, Main Tower 42F)
Chairs : Hideyuki Tanabe (The Graduate University for Advanced Studies)

K10 H16 H (45) 9:36~10:20 #52% (KRE42H &)

KAG WS (I S/NBE# v & — B 5F)

Hirofumi Ohashi (Saitama Children’s Medical Center)

0-41 ZeEkiEADRERF
Mechanisms of interchromosomal insertion formation

Ohnig $HE 1 (Takema Kato), RPN HEZ 2 (Yuya Ouchi), FfdH 75 A ¥ (Hidehito Inagaki)
B F5 5 (Yoshio Makita), /KB §RE] * (Seiji Mizuno), BAG {48 2 (Hiroki Kurahashi)
1 JHE HH PR AR 2R KA R R AR SR I 00 F- U R F SR 1
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)
2 T H PR AR A R S B R TR IR T 2 > & —
(Genome and Transcriptome Analysis Center, Fujita Health University, Aichi, Japan)
3 WNERKRFHE L 5 —
(Education Center, Asahikawa Medical University, Hokkaido, Japan)
4 FHRLL S RER O a0 = — rh gy BN AR

(Department of Pediatrics, Central Hospital, Aichi Human Service Center, Aichi, Japan)

0-42 Beckwith-Wiedemann JEMREDER & & 2 FEMI M S 1 V I — O S 5E O R

Analysis of breakpoint sequences in Beckwith—-Wiedemann syndrome patients with paternal
uniparental disomy

OXKIF ZFW 12 (Yasufumi Ohtsuka), [if] ;25 ® (Takehiko Oka), JI|Jil BA=° (Kozo Kawahara)
JAUR & A (Hitomi Yatsuki), BTG f@ ! (Ken Higashimoto), [l B {1 ! (Hidenobu Soejima)
1 AR KPR AR i o F s - Y 2 AT 14 7 A5
(Division of Molecular Genetics and Epigenetics, Department of Biomolecular Sciences, Faculty of Medicine,
Saga University)
2 B RFE AN
(Department of Pediatrics, Faculty of Medicine, Saga University)
3 MREHT— NV FT7a—Va
(World Fusion Co., LTD. )

0-43 NELRRIY —h —FLBROREXA DX LBRANOT7I7O—F
The mechanism of small supernumerary marker chromosomes

ORI HitFE 2 (Tamae Ohye), JKEF #kH] ° (Seiji Mizuno) . FJHY AEF* (Yukako Muramatsu)
KAE 3L ° (Hirofumi Ohashi), #HH APEk ¢ (Ikuya Tsuge). A {1 7 (Nobuhiko Okamoto)
G W5 2 (Hiroki Kurahashi)
1 W8 FH PR AR 2R Q7 BE R 27 B B AR AR A 27 Rk R I 2
(Department of Clinical Hematology, Faculty of Medical Technology, Fujita Health University)
2 R PR A KRR A R R AT SE I o5 Tl
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University)
3 FMELLEREER v = —dguE N R AR
(Department of Pediatrics, Central Hospital, Aichi Human Service Center)
4 bR — AR T BN R
(Department of Pediatrics, Japanese Red Cross Nagoya Daiichi Hospital)
5 BERE/NEER Y VY — - BER
(Division of Medical Genetics, Saitama Childrens Medical Center)
6 PR i AR K S R /N A
(Department of Pediatrics, Fujita Health University School of Medicine)
7 KBUFF BT IER AR v 7 — BB
(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child
Health)
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0-44

T/ LY —7 I X AWEEES KCEGYIH SR OREE
Precise detection of chromosomal translocation or inversion breakpoints by whole-genome
sequencing
OFAR fis 2 (Toshifumi Suzuki), FREIF S5 ° (Yoshinori Tsurusaki), =75 #+ ' (Noriko Miyake) |
B YEF ! (Mitsuko Nakashima), % 5 %8 ! (Hirotomo Saitsu), 77 H 24 ? (Satoru Takeda)
FAAS 1838 1 (Naomichi Matsumoto)
1 BRI RSP R AP A e R BREE 55 F R RL 3B M A5
(Department of Human Genetics, Yokohama City University Graduate School of Medicine)
2 ER K AR R A e iy N B
(Department of Obstetrics and Gynecology, Juntendo University Faculty of Medicine)
3 MSENEALZ & R & — IR SERT
(Division of Medical Genetics, Kanagawa Children’s Medical Center)
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Oral Session 10 Cancer Genetics 1

H B:10H16H (&) 11:25~12:20 35y (M4 &)
WE R g i (ERLASANITE v & —BRGEir T2 0 - B LERERE 7V — T DA 7 3 7 AWF9Es
i)
TREm) AR ACES (962 R B R S ol PR M 355 < 3t )
Date : Oct. 16 (Fri) 11:25~12:20 Room 3 (Ohgi, South Tower 4F)
Chairs : Mamoru Kato (National Cancer Center Research Institute)
Yataro Daigo (Shiga University of Medical Science)

0-45 NGS F— 2 & W= ELRMIMERED b T > XKV 15 AR
Transposon insertion profiling of epithelial ovarian cancer using NGS data
ORLBy 2235 (Takahide Hayano), [LIH JELHB (Shiro Yamada), H1[E 1#i5 (Hirofumi Nakaoka)
7 F #E] (turo Inoue)
[ B AR IE T AR SE R
(Division of Human Genetics, National Institute of Genetics, Shizuoka, Japan)
0-46 RERD— VI Y —Z2AVEERR - BELY 2 FERBEOEGTESHY AT LDEE
Development of Lynch syndrome genetic testing system using Next Generation Sequencing
Qe 187 ¥ (Kenji Fujiyoshi), 114 il ' (Gou Yamamoto), 5 H ZEF#H ! (Miho Kakuta)
T H I (Tomokazu Wakatsuki), 7RA FI A ? (Yoshito Akag), 7R Z8 ! (Kiwamu Akagi)
1 BEBNAY Y 7 —EEZE - FEE
(Division of Molecular Diagnosis and Cancer Prevention, Saitama Cancer Center, Saitama, Japan)
2 NRERKZHVEL b e

(Department of Surgery, Kurume University School of Medecine, Fukuoka, Japan)

0-47 BN 3REEEERBLE. PADRZAN—BIEZFOHKRE

Systematic analysis of mutation distribution in 3 dimensional protein structure identifies driver
genes

OMEA B " (Akihiro Fujimoto), [l FH Ffigt ' (Yukinori Okada), Boroevich Keith '
fH 3E7Z ' (Tatsuhiko Tsunoda), A1 {% %2 ! (Hiroaki Taniguchi), H1JI] 3£/J ! (Hidewaki Nakagawa)
1 PR IMS
(IMS, RIKEN, Yokohama, Japan)
2 WA SRR
(Tokyo Medical and Dental University)

0-49 KRR = —Il&Bv1 700771 FRAREDRET
Examination of microsatellite instability using next-generation sequencer

ONr 7 4> B& ' (Takashi Takenoya), 7S [if] 2 (Gou Yamamoto), =345 49 2 (Akemi Takahashi)
T &t T 2 (Kenji Fujiyoshi)y £ H 2588 2 (Miho Kakuta), 3ZJI| #77% * (Tetsuhiko Tachikawa)
VEA) PEIE Y (Youji Nishimura), JI[ & #:Z ' (Yoshiyuki Kawashima), Y{AS #52% ! (Hirohiko Sakamoto) |
TRA 72 2 (Kiwamu Akagi)
1 BERNPAL Y7 — M Les
(Division of Gastroenterological Surgery, Saitama Cancer Center, Saitama, Japan)
2 BWERBESDAY Yy —IEESW - TR

(Division of Molecular Diagnosis and Cancer Prevention, Saitama Cancer Center, Saitama, Japan)
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Oral Session 11 Perinatal Genetics

H

WE R PR SR (R VOR S BRI N R B )

Date : Oct. 16 (Fri) 11:25~12:20 Room4 (Hana D, Main Tower 4F)
Chairs : Fumiki Hirahara (Yokohama City University)

R o100 H16 H (%) 11:25~12:20 4 2% (KfE4FE D)

B ] (RIS R AR I N -3 2)

Hideaki Masuzaki (Nagasaki University)

0-50 FEAHHUBERERES ICHT 2BXRAZH - EEH ESREICH T SEKRKED L
% HEER -
Efficacy and clinical outcome of preimplantation genetic diagnosis for translocation carriers
with a history of recurrent losses

OffeiE =" (Kenji Sato), FK ] ! (Kou Sueoka), Al %252 ' (Hiroshi Senba)
AP ZZRBR T (KotaroTino)y #5AK F V) F ' (Mariko Suzuki), 7K JfEE ' (Yuki Mizuguchi)
BT (YokoIzumi), fEJHE BL' (SuguruSato), Ak B ' (Akira Nakabayashi) |
BB & ? (Minoru Irahara), FHH 57 ' (Mamoru Tanaka)
1 BEMESERR R R A 5 e o Ak
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
2 FEESKZFERZBEANIN ANA F 4 T 2 ATFGEHR /e 2258 0 Bt NFF45BF
(Department of Obstetrics and Gynecology, the University of Tokushima Graduate School, Institute of
Health Biosciences)

0-51 BHREMDY X NO7 ¢ —118 & BEHAE R DRSS
Clinical study of pregnant women with myotonic dystrophy and their new born babies

OFk#E: BFF ' (Yoshika Akizawa), (il ELFH ? (Mari Urano), R #8512 (Yuko Sato)
NI TEAS 2 (Masaki Ogawa),  BEJE 5% ° (Biji Nanba), F3H: FLHE ! (Hideo Matsui)
B AL 2 (Kayoko Saito)

1 WU BER R A RE I N

(Department of Obstetrics and Gynecology Tokyo Women's Medical University)
2 WRFERR WS EE T ERE v 5 —

(Institute of Medical Genetics, Tokyo Women's Medical University)
3 BHORAAE G JE % £ v ¥ — BRI

(Division of Functional Genomics, Research Center for Bioscience and Technology, Tottori University)

0-52 HiRPOFEEMEERBIES ) LE(L
Relationship between gestational weight gain and epigenomic changes in placenta

O A ! (Tomoko Kawai), [11H 2254 ? (Takahiro Yamada), Z&8p S&42 ! (Kosei Abe) .
FiA) 3% 5] ° (Kohji Okamura), AT {55 1 (Hiromi Kamura), 75347 PEZS 2 (Rina Akaishi)
K E WL 2 (Hisanori Minakami), HHAR —JF ! (Kazuhiko Nakabayashi), %% f@&—HB ! (Kenichiro Hata)
1 ESFZEB 56 N EL R E R e & 2 & — WS pT T8 o W19 i 26
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)
2 i R A S R i AN
(Departments of Obstetrics and Gynecology, Hokkaido University, Hokkaido, Japan)
3 ESEATFERASE R NE LR E EHEEIE £~ 7 —WF5eA & A 7 A 58 A T AR R A F 78 30
(Department of Systems BioMedicine, National Research Institute for Child Health and Development,
Tokyo, Japan)



0-53

0O-54

BAMIRAEIC &K V) A U Silver-Russell SEREF DORMEDFEICED & 5 MRS 5 BRI A
F IV LT

Comprehensive analysis of DNA methylation in a triplet born after ICSI and discordant for
Silver-Russell syndrome phenotype

OB 2+ (Keiko Matsubara), I 4G 2 (Keisuke Nagasaki), HIAK — % ° (Kazuhiko Nakabayashi) |
Ay BHAL 1 (Akie Nakamura), {E8F fH— ** (Shinichiro Sano), {45, Bkl ! (Maki Fukami)
F6)7 ¥) ' (Tsutomu Ogata), i ML ! (Masayo Kagami)
1 ENZAFZERISE 3 N E LB BEHAIIE & >~ 8 — 501 Wi 9E 56
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
2 HE RN
(Department of Pediatrics, Niigata University, Niigata, Japan)
3 AR BT N L BRI S > & — R R RE I S
(Department of Maternal-fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)
4 UEAREER R AN R R

(Department of Pediatrics, Hamamatsu University School of Medicine, Shizuoka, Japan)

FIRIER I > B M IE PR IZYS R microRNA DFRAEICRET 21457

Reference range for plasma concentrations of pregnancy-associated microRNAs during
pregnancy
O E S (Yuko Murakami), = {ifi & ! (Kiyonori Miura), & %% ' (Ai Higashijima) .
[ &0 A5 F- ! (Shuhei Abe), il 148 | (Naoki Fuchi), F#H)I] W 1) ' (Yuri Hasegawa)
=B ¥ 2 ? (Hiroyuki Mishima), AT $& 2 (AkiraKinoshita), 77 Z£—H[ ? (Koh-ichiro Yoshiura)
Bl JEHH ! (Hideaki Masuzaki)
1 RGP R 2 i Jiw N FH

(Departments of Obstetrics and Gynecology, Nagasaki University Graduate School of Biomedical Sciences,

Nagasaki, Japan)
2 KRR NEEZSA5E 5
(Department of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki,
Japan)
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Oral Session 12 Genetic Counseling

H K:10H16H (£) 11:25~12:20 %548 (RiE42H 5R)
WE R EHM SR GRRERE R RS m T80k / A ap i ge & > & —)
WS I (BIEOKL T RFRF RN SALBIKBHAFER T 4 794 = v ABYGER A 7 v &
Yy a—2)
Date : Oct. 16 (Fri) 11:25~12:20 Roomb5 (Takao, Main Tower 42F)
Chairs : Masayuki Yoshida (Tokyo Medical and Dental University)
Hironao Numabe (Ochanomizu University)

0-56 AIRICABEN RSN TV IXRIFOEIREZEE LU LERFENRELERHV ) 2 TORE

&

Genetic testing and genetic counseling experience of a pregnant woman and her partner with a
previous child with lissencephaly

OHFf HA 1 (Chieko Tamura), F7)I] #3E 1 (Hiromi Arakawa), 7S %% 2 (Issei Imoto) |

PNJBE S EE ° (Sachie Naito), HUA) 3 ! (Yasushi Nakamura)

1 FMCHRZV=v 2
(FMC Tokyo Clinic, Tokyo, Japan)

AR YNE YN SV S S TN RSy
(Department of Human Genetics, Institute of Biomedical Sciences, Tokushima University, Tokushima,
Japan)

3 ANZAT B A Hb I SR S B A v e
(Japan Community Health Care Organization Funabashi Central Hospital, Chiba, Japan)

0-57 EHEEMRMEEEICH TSR X7 ECHERDES
Minor genetic risk factors associated with juvenile stroke.

OH#EH il ' (Ray Masuda), 454 5 ' (Shigen Kasakura), F}}& Kiifi ! (Daisuke Ishima),
AR M35 2 (Naomi Araki), fiH 45 % (Rei Fukuda), HAF 2342 * (Kimitoshi Nakamura) |
HlE #5508 * (Hiroshi Kaito), A 15 ° (Osamu Sakamoto), i — 3K ! (Kazumoto Tijima) .
EH 95 2 (Fumio Takada), PHIL FIIF ! (Kazutoshi Nishiyama)
1 AEHUR S BE SRAE  AL2
(Department of Neurology, School of Medicine, Kitasato University, Sagamihara, Japan)
2 AL HREREBEERGR TR B R B R 2
(Department of Medical Genetics, Kitasato University Graduate School of Medical Sciences, Sagamihara,
Japan)
3 MK B GO
(Department of Pediatrics, Kumamoto University Graduate School of Medical Science, Kumamoto, Japan)
4 TR R B P e R R R /N S
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
5 WAL KRR A BRI AR SE R 8 A 1 2 Al i/ W B 45 W
(Department of Pediatrics, Tohoku University School of Medicine, Sendai, Japan)

0-58 BEEAT U TDEODORE) ZVFHMEY 7 b7 I T7 DR
Development of a risk assessment software for genetic counseling
2% fliT 1 (Junko Tatsumi), FRI EE 3 (Masamitsu Moriyama), 47 /) FEA 2 (Yota Tatewaki)

JES KIE 1 (Daigo Watanabe), 3% I 1848 * (Hirotoshi Sakaue), [A]F: B2 ° (Hikaru Mukai)
JIIZR ¥EF- 2 (Syoko Kawamoto), 153 #EY-° (Kyoko Takai), A FIH] ? (Kazuo Tamura) .
B HEE ° (Koukichi Sugano), ZFJE JE4FEF ¢ (Mineko Ushiama), 1§ HH #)Z ° (Teruhiko Yoshida)
I N o e S A SR SR
(Department of Life Science, Faculty of Science and Engineering, Kinki University, Osaka, Japan)
2 ERRFERFBER AT TR, a0 Y v v T — %GR
(Genetic Counseling Program, Graduate School of Science and Engineering, Kinki University, Osaka, Japan)
3 ORI LA AE IREL A
(Department of Infomatics, Faculty of Science and Engineering, Kinki University, Osaka, Japan)
4 ERFRFEEREM TEHER DL 7 bu= s ZRER
(Information Processing Program, Graduate School of Science and Engineering, Kinki University, Osaka,
Japan)
5 MiKRENAALY & —
(Tochigi Cancer Center, Utsunomiya, Tochigi, Japan)
6 EINLASAWITE Y ¥ 7 — R R DS ARERENT7E 7 v — 7
(Group for Cancer Development and Progression, National Cancer Center Research Institute, Tokyo, Japan)



1059 BEEKY/ LWRICH T ZERNFTEOERER. &EAY UL TOMYEHRE FDEE -5
EHAt>2—70Y 1% b HOPE OF)

Incidental findings from whole exome sequencing in clinical study

OYi N 2371 (Yasue Horiuchi) . {1 {135 * (Yoshimi Kiyozumi), FAAK 7247 ! (Hiroyuki Matsubayashi) |
VEA; 3% —BR ! (Seiichiro Nishimura), {ifj b fff— ! (Kenichi Urakami), #rF 3% 2 (Makoto Arai),
Fi L IEA2 1 (Masatoshi Kusuhara), [ %' (Ken Yamaguchi)
1 #RRI RS A LY 5 —
(Shizuoka Cancer Center, Shizuoka, Japan)
2 BRI AR A IR ZE T
(Tokyo Metropolitan Institute of Medical Science, Tokyo, Japan)
3 BARDIKRLTFRFRFBE

(Ochanomizu University, Tokyo, Japan)
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Oral Session 13 Cancer Genetics 2

H K:10H16H (&) 13:30~14:25 E348Y (MEE4H H)

WE R IR M ROTERBRR AR G BFIERT 7 A H R 2AFZE 56 M 4 TR e i )
itk i (THEEPAL Y ¥ —RERPAY I 2y 7 —)

Date : Oct. 16 (Fri.) 13:30~14:25 Room 3 (Ohgi, South Tower 4F)

Chairs : Jun Inoue (Tokyo Medical and Dental University)
Sana Yokoi (Chiba Cancer Center)

0-60 BARANBUDRREDT / LET
Multiple somatic mutations in malignant mesotheliomas of Japanese patients
OFiE (FEA) M+ '? (Tomoko Hashimoto-Tamaoki), 77 JI| FLEE ! (Yoshie Yoshikawa)
M M3 ? (Chika Sato), &[] AL * (Kazuya Fukuoka), LA} *# * (Tohru Tsujimura)
i #£75] ° (Takashi Nakano)
1 SRR R AR i
(Department of Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
2 TR BRI I R AR S
(Department of Clinical Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
3 R FE AT R R R T IE > & —
(Clinical Research Center, Kinki University Hospital, Faculty of Medicine, Osaka-Sayama, Japan)
VRIS AV NS e L E e
(Division of Molecular Pathology, Department of Pathology, Hyogo College of Medicine, Nishinomiya, Japan)
5 SCHE R R EITR i N R

(Department of Internal Medicine, Respiratory Division, Hyogo College of Medicine, Nishinomiya, Japan)

0-61 miRNA & DNA X FIHMEDIREN T ES / LBERIC & 2 FFiliaEDRREREER
Integrative epigenomic analysis of hepatocellular carcinoma

O%2)E #—HB (Kohichiroh Yasui), {F)iE & A (Yoshito Itoh)
TR L R R A AL S R
(Department of Molecular Gastroenterology and Hepatology, Kyoto Prefectural University of Medicine, Kyoto,
Japan)

0-62 REFGEICHESIT/ L TESF/ LAREICK ) ERHI#E S h 5 ALK EBE&EEF

ALK related gene regulated by genetic and epigenetic change in lung cancer with chromosomal
inversion

OfEH: A4 12 (Sana Yokoi), FEAN 52 KHB 2 (Soutaro Kanematsu), YT JHE 473% 2 (Hitomi Kondo)
Kk HEA ! (Yusuke Suenaga), AAY F548 ° (Hideki Kimura), #5427 * (Toshihiko lizasa)
1 TREERDPFALY Y —WRTHBAT ) 2ty —
(Cancer Genome Center, Chiba Cancer Center Research Institute, Chiba, Japan)
2 THEDPA YV Y —BIETBWHR
(Division of Genetic Diagnostics, Chiba Cancer Center Hospital, Chiba, Japan)
3 AT BRI SR
(Division of Respiratory Surgery, Saiseikai Narashino Hospital, Chiba, Japan)
4 TREDSA X V5 — IR EF
(Thoracic Surgery, Chiba Cancer Center Hospital, Chiba, Japan)



0-63 RELEDPAICETBINAT Y U REBOEMRIE. RoA Y TFHIVER L THABMELERET S

The hypusine cascade promotes cancer progression and metastasis through the regulation of
RhoA in squamous cell carcinoma

OFAL 248 1 (Tomoki Muramatsu), /M fdt— * (Ken-ichi Kozaki), F£70 JE#k ! (Seiya Imoto)
1T %6 Y (Rui Yamaguchi), ¢t 35 ° (Hitoshi Tsuda), /¥ JE3f 2 (Tatsuyuki Kawano)
HEJE B\ 2 (Naoto Fujiwara), Fx F ELfC ! (Maki Morishita), = # & * (Satoru Miyano)
1 W BE AL AL R 27 B i SBE ZE T 43 Ml A 12 45
(Department of Molecular Cytogenetics, Medical Research Institution, Tokyo Medical and Dental
University, Tokyo, Japan)
2 BORTEER SR A AR AR b I s B B AR
(Department of Surgery, Graduate School, Tokyo Medical and Dental University, Tokyo, Japan)
3 WLIRAEE o 3220 B TR R i R 48 B 27 W
(Department of Dental Pharmacology, Graduate School, Okayama University, Okayama, Japan)
4 FOURZEREEIGET e N7 AT v 8 — 3 — 7 T 0 A7 — 7 (IR T
(Department of DNA Information Analysis, Human Genome Center, Institute of Medical Science, University
of Tokyo, Tokyo, Japan)
5 Bl R R A B s L
(Department of Basic Pathology, National Defense Medical College, Saitama, Japan)

0-64 SEBMIPAHRISMBEINDI VY Y — LISHEHEIE. BE - REEZTESIED
Highly metastatic cancer cell exosomes contribute to cancer cell growth and metastatic traits
(OSujata Sakha 's FF# ZHE ' (Tomoki Muramatsu), i3 iR ¥ (Johji Inazawa)

1 BRI R B G B SE T 20 F- IR A £ R 50 W
(Department of Molecular Cytogenetics, Medical Research Institute, Tokyo Medical and Dental University,
Tokyo, Japan)
2 WHEREFRRFIRENA A YV =2k & —
(Tokyo Medical and Dental University Bioresource Research Center)
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Oral Session 14 Clinical Sequencing

H B:10H16H (£) 13:30~14:25 #45Y (KEE4F f£D)
WE R T IR (R R A2 R A i 5 1 e 2 B SR F 9 Mt it it A 5 )
B fn] (MENRNLC E YRR v ¥ —EmE)
Date : Oct. 16 (Fri) 13:30~14:25 Room4 (Hana D, Main Tower 4F)
Chairs : Koh-Ichiro Yoshiura (Nagasaki University)
Kenji Kurosawa (Kanagawa Children's Medical Center)

0-65 SEXRHEMEDHEANZHICH T2RER -V I XOFAM
Targeted sequencing successfully diagnosed a case of congenital dyserythropoietic anemia
caused by KLF1 gene mutation
OF AR BT ! (Takako Aoki), I -t ! (Takuya Iwasaki), /NE #5351 (Hiromi Ogura)
EH: 3% 2 (Takayoshi Asai), T JFHI /INE T~ 2 (Sayoko Doisaki), BLEF K43 (Yusuke Okuno)
KL F5dk ° (Hideki Muramatsu), K8 JE— * (Shouichi Ohga), /M| F%H] ° (Seishi Ogawa) .
JINES B (Seiji Kojima)
1 B FERERAE - g7 et s > 78
(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo,
Japan)
2 TEESRTFR L 5 —
(Japanese Red Cross Chiba Blood Center, Japan)
3 Al RR RSB ERI RN R R
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Japan)
4 KRR F B e R e RN Rk
(Department of Pediatrics, Yamaguchi University Graduate School of Medicine, Yamaguchi, Japan)
5 BURRKSARAFBE B S F JE RIS Ay o
(The Biology of Cancer, Kyoto University Graduate School of Medicine and Faculty of Medicine, Kyoto,
Japan)

0-66 KRR -V I AL B FHREEREORTE E M RKRREREOZEICE T 5FAM
Clinical Utility of High-Depth Next Generation Sequencing for Somatic Variant Detection in
Segmental Overgrowth Syndrome
OZJF J¥ ' (Yoshiko Mito), Vishwanathan Hucthagowder '. Meagan Corliss '\

Archana Shenoy ' Dorothy K. Grange > Marwan Shinawi . Catherine E. Cottrell '
1 737 b UREREERE Y VA ARBGEER

(Department of Pathology and Immunology, Washington University School of Medicine in St. Louis)
2 Ty by RERFERE VA ZRER

(Department of Pediatrics, Washington University School of Medicine in St. Louis)

0-67 RERY -V T —Z2 AV -BERAHEFERE 1120 5l OFEEN B THT
Deafness gene variations in a 1,120 nonsyndromic hearing Loss cohort : molecular
epidemiology and deafness mutation spectrum of patients in Japan
OVGJ2 1#k (Shin-ya Nishio), & JI] Fi4KF (Maiko Miyagawa), NEE B (Takehiko Naito)

i1k B—HB (Yohichirou Iwasa), Tl % (Ayalchinose), {35 H.— (Shinichi Usami)
R MR R 250 5 B
(Department of Otorhinolaryngology, Shinshu University School of Medicine, Matsumoto, Japan)

0-68 KRR =7 P —2 AV -HEOEEGTEH ~RRNE S h B EEAREANOBRKEH~
Molecular diagnosis of deafness : clinical application of next generation sequencing
technology.

OF2fk 3% BE— ' (Shinichi Usami), %A JLHH ! (Hideaki Moteki), = JI] FR4KF 1 (Maiko Miyagawa)
V)2 153k ' (Shin-ya Nishio), ¥} 3% 2 (Makoto Nagano). [1]I] ffll ? (Toshikazu Yamaguchi)
1 fEINRFA R A SRR,
(Department of Otorhinolaryngology, Shinshu University School of Medicine, Matsumoto, Japan)
2 Ma\&H BML 7/ A Akt

(Department of Genome Analysis Biomedical Labolatories, Inc., Saitama, Japan)



[ 069 rILREVLRETOYSLERVEEREY —7 I XEHF
The analyses of Transposon insertion in Next Generation Sequencing data with the program
Mobster.

OI1LH HEER ™ (Shirou Yamada), FLBf 223! (Takahide Hayano), HI[#] 185 ! (Hirohumi Nakaoka) |
HHE —35 2 (Kazuyoshi Hosomichi), F: / b 3B ' (Ituro Inoue)
1 BN NBGR AT 7R R
(Division of Human Genetics, National Institute of Genetics, Mishima, Japan)
2 ARKAEESEGENT eI R 2R 0 7 A ITERF 5B
(Department of Bioinformatics and Genomics, Graduate School of Medical Sciences, Kanazawa University)
3 2y r=vrER
(Children Clinic Sone, Takasaki, Japan)
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Oral Session 15 Population Genetics/Biobank

H K:I10H17H (£) 9:15~10:21 E45Y CRfE48 fED)
JE R KGN OREUR SR B AP ZE R E R 22380
MR ERER (ZBARDA X ¥ & —HFZE0T)
Date : Oct. 17 (Sat.) 9:15~10:21 Room4 (Hana D, Main Tower 4F)
Chairs : Jun Ohashi (The University of Tokyo)
Keitaro Matsuo (Aichi Cancer Center Research Institute)

0-70 1000 Genomes Project T — 2 &AW =4/ L7 4 FEBEKEDOZERNHT

Empirical estimation of a genome-wide significance based on the 1000 Genomes Project
dataset

O%F 1-5L " (Masahiro Kanai), H P 1 '%° (Toshihiro Tanaka), [ % * (Yukinori Okada)
1 HORERRFRR 2 K S BE R B AR A T JE R 2 R AR 2 50 B
(Department of Human Genetics and Disease Diversity, Graduate School of Medical and Dental Sciences,
Tokyo Medical and Dental University, Tokyo, Japan)
2 WRBER SRR RFIREANA A ) Y — Ak ¥ —
(Bioresource Research Center, Tokyo Medical and Dental University, Tokyo, Japan)
3 BLFEI TR A A v E R T IE & o & —EBR IR B SE 7 v — 7
(Laboratory for Cardiovascular Diseases, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)
4 BULFRZEARE G A R A SE - v 7 — ST SE 7 — 2
(Laboratory for Statistical Analysis, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)

o-7 T —LERICEVTCEGHRBEORBERTFERVATLHD. NI THEREERAVAR
% - FEMiFE FEFETORFE

Beyond Homozygosity Mapping : Family-Control analysis based on Hamming distance for
prioritizing variants in exome sequencing

O4H 31 # (Atsuko Imai), H1ZF BHHA ? (Akihiro Nakaya), Somayyeh Fahiminiya *
Martine Tetreault *. Jacek Majewski®, JH] Z€H ' (Yasushi Sakata)
BB B ' (Seiji Takashima), Mark Lathrop ®. Jurg Ott >
1 KBRS R 5 R JE R B i PO 27
(Department of Cardiovascular Medicine, Osaka University, Suita, Japan)
2 RBURZFRFBEESRRIER 7 TR
(Department of Genome Informatics, Osaka University, Suita, Japan)
3 NFENKRFE/ TN IRy o4 ) R=Yavkyy—
(McGill University and Genome Quebec Innovation Centre, Montreal, Canada)
4 KRR RF GRS R 7ERHE LA
(Department of Medical Biochemistry, Osaka University Graduate School of Medicine, Osaka, Japan)
5 EIRE B OB ST
(Institute of Psychology, Chinese Academy of Sciences, Beijing, China)
6 Tv 77 xT—RFABEHAS
(Laboratory of Statistical Genetics, Rockefeller University, New York, USA)
0-72 Characterising private and shared signatures of positive selection in 37 Asian populations
OYik-Ying Teo. 7 ¥ 7 ZEVE5HH 2770V — 7 (Group Asian Diversity Project)
EINL Y Y AR =R Y — R 4 — ok 7 BORAT LR
(Saw Swee Hock School of Public Health, National University of Singapore, Singapore)
0-73 EHOREBEERHETL—7 A —HE EFEREADIEH
Six-layer structure hypothesis for life and its applications to break-through researches and new
drug development
O$ftr B2 (Naoyuki Kamatani)

FO T RFFR RSB ) 7 < FRat v & —
(Institute of Rheumatology, Tokyo Women's Medical University, Tokyo, Japan)



0-74 BEFREHESK FineTAGS ICEDWAED v RZAT LA LB HERENRE
Improvement of Genotyping Performance for Japonica Array™ based on a New Genotyping
Method FineTAGS
OB W ® (Shigeaki Sakurai), FF3H 2R ° (Ryusei Shingaki), Z¢F T ® (Hideki Yasui) |
Topon Paul >, ff# & MALAE * (Arika Fukushima), AHEP fiff 2 (Ken Ueno), HE¥f ELHL 2 (Shinya Umeno)
El% 1FH ° (Masao Nagasaki)

1

2

3

MR EHIE AN 27 T4

(Toshiba Corporation Healthcare Company, Tokyo, Japan)

MR SH AW v 7 —

(Corporate Research & Development Center, Toshiba Corporation, Kanagawa, Japan)
BULRFEHAL A 74 BV - A HIN Y 7 kg

(Tohoku Medical Megabank Organization, Tohoku University, Miyagi, Japan)

0-75 NAFNLY « vy AR—RMTAT 7V 47T REB 20 FADKBEIAR— T =4
Overview of BioBank Japan : a large cohort of 200,000 patients with 47 common diseases.
O-H B ' (Makoto Hirata), [N JJi#< " (Mai Yamauchi), 7k T8 F 2 (Akiko Nagai) .
oy PE—BE ® (Yoichiro Kamatani), i BET-* (Akiko Tamakoshi), [11H% ZRAHH] ° (Zentaro Yamagata)
1 #5 © (Yutaka Kiyohara), 7)1 $£— 7 (Yoichi Furukawa), I+ 3%HI ® (Yoshinori Murakami) |

TOE F#% 2 (Kaori Muto), HOA #fifi © (Yusuke Nakamura), Aff FoHH ° (Michiaki Kubo)

S #E— ' (Koichi Matsuda)

1

RSP EREN e e b7 AT v & — 3 — 7 T v AFEA 3 5B

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

HROREEREGETT © b7 ) WX v 7 — SR BOEEE 7 B

(Department of Public Policy, Human Genome Center, Institute of Medical Science, University of Tokyo,
Tokyo, Japan)

PULAERFFRT IR O L A R R g 2 v 4 —

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

Al R PR PR S FE R AL 23 16 573 i

(Department of Public Health, Hokkaido Unversity Graduate School of Medicine, Hokkaido, Japan)

INFER AR A B S T FE B R 2P IR AR IR 27 R kL 23 IR 2l it

(Department of Health Sciences, Basic Science for Clinical Medicine, Division of Medicine, Graduate School
Department of Interdisciplinary Research, University of Yamanashi, Yamanashi, Japan)

TUMN KRR e R 2P Fe B Brasa R 2745 B

(Department of Environmental Medicine, Graduate School of Medical Sciences, Kyushu University,
Fukuoka, Japan)

FORRFERERZE T e T e & > 7 — WK 7 A 827500

(Division of Clinical Genome Research, Advanced Clinical Research Center, Institute of Medical Science,
University of Tokyo, Tokyo, Japan)

BOURFER IS - MR 3 S0 Y i R A -4 0

(Division of Molecular Pathology, Department of Cancer Biology, Institute of Medical Science, University of
Tokyo, Tokyo, Japan)

¥ TRFESFBIME - W55 A

(Section of Hematology/Oncology : Department of Medicine, University of Chicago, Chicago, USA)

stesty T I\ [\\Yu [\

R (W0) B |

EIE (— N St) BRI |

i
x
t
T
i
=7



—MR[E16 ' /ZIR-IEIIRTAIR/

Oral Session 16 Genomics,/Epigenomics

H

R 10 H17 H (1) 10:29~11:35 424 (KfE4FE D)

WE R TR EUR (ERLCE BRI E & > 7 —FJERT 0 N 20 e 2 R

AP R (INFUR R A BRI o A A e AR R i (X R 7l e )

Date : Oct.17 (Sat.) 10:29~11:35 Room4 (HanaD, Main Tower 4F)
Chairs : Maki Fukami (National Center for Child Health and Development)

Takeo Kubota (University of Yamanashi)

O-76 BEMERRBREBEOST / L - TES / LR
Genetic and epigenetic analyses of placental mesenchymal dysplasia
OF A Ffk ' (Saori Aoki), HIJT f@ ! (Ken Higashimoto), Aill /5 757 | (Hidenori Hidaka)
VE#E Y241 (Hidetaka Watanabe), K3 Z8% 2 (Yasufumi Ohtsuka), =B 18,2 * (Hiroyuki Mishima)
TH Z—HB ® (Koh-ichiro Yoshiura), JAA UM& A& ! (Hitomi Yatsuki), PG [if] #&— ' (Kenichi Nishioka)
W E—HB ' (Keiichiro Joh), K35 P& * (Takashi Ohba), Fy ] 5% ! (Hidetaka Katabuchi)
FlE YEfd1 ' (Hidenobu Soejima)
1 EERFEER S FBIEFIEY 2 2T 4 7 A5
(Division of Molecular Genetics and Epigenetics, Department of Biomolecular Sciences, Faculty of Medicine,
Saga University, Saga, Japan)
2 AR RN R
(Department of Pediatrics, Faculty of Medicine, Saga University, Saga, Japan)
3 R RAR G R B B SE T N BLEAR - 58550 0
(Department of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki,
Japan)
4 REARRFERFEBEE R A TEHS B i AR 22555

(Department of Obstetrics and Gynecology, Faculty of Life Sciences, Kumamoto University, Kumamoto,

Japan)
O-77 EMABRBEA TV T TEBEREICS T2 14BLBHRA T T4 2 JEE
D A F0O— LEEF

Methylome analysis of the 14932.2 imprinted region in patients with imprinting defects on
human chromosome 14
O%E HAt ! (Masayo Kagami), FLBf 22 9% ? (Takahide Hayano), 3 — 3% ? (Kazuyoshi Hosomichi)
R B Y (Maki Fukami), $§J7 #) ° (Tsutomu Ogata), F} /7 b #2H] ? (Itsuro Inoue)
1 ENLRE R ~ & —WE5eT o1 0w iF 7
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan. )
2 ERLERIEIERT N R R
(Division of Human Genetics, National Institute of Genetics, Mishima, Japan)
3 UHAREERR AN R R

(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)

0-78 E MAEMEL OV ()L ZABRES HEEEC ORI E

Comprehensive analysis of the regulatory sequences derived from human endogenous
retroviruses.

O JumpeiTto), [ FEER 2 (Shiro Yamada), #24% # K ? (Ryota Sugimoto)
] fH 5 2 (Hirofumi Nakaoka), /7 [ #8H * (Tturo Inoue)
1 BRI G SR 9
(Department of Genetics, School of Life Science, The Graduate University for Advanced Studies
(SOKENDAI), Kanagawa, Japan)
2 ERERF TR N BRI M

(National Institute of Genetics, Shizuoka, Japan)




0-79 FKIEMH BRI RIREREREE T 1b 2B F =85/ LBERORTE & R #F DR
Familial psuedohypoparathyroidism 1b with novel chromosomal rearrangement of GNAS region

OWAy BHFE ' (Akie Nakamura), [ HEZ 2 (Masayuki Yamada), {BI1 2 1) %*? (Erika Hamaguchi) ,
VAT 2847 2 (Yasuyuki Nishimura), FRJA) {i#] °® (Koji Okamura), A23J5 ZEF- ! (Keiko Matsubara) ,
{8 ffi—H ' (Shinichiro Sano)y F& /7 #) ! (Tsutomu Ogata), 725, Efl ' (Maki Fukami)

85 HAC ' (Masayo Kagami), JgJI] #5F ° (Reiko Horikawa)
1 BN E EHITE 2 v 7 —WFFeRT o0 P o ir 7e
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
2 PR TR
(Japanese Red Cross Kanazawa Hospital, Kanazawa, Japan)
3 BB ERIIIE v & —HFZEH & A 7 2 FEA A BE AT SRR
(Department of Systems BioMedicine, National Research Institute for Child Health and Development,
Tokyo, Japan)
4 YRR NERE
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
5 ELNLREEEIIZE Y v & — N
(Department of Endocrinology and Metabolism, National Research Institute for Child Health and

SN oy

Development, Tokyo, Japan)

0-80 KRR —F > —8FiFIC L %2 70F— 2560 DNA S XRBEZLDHER
Dynamics of the DNA secondary structure at the promoter region by NGS
ORffdE F5 N\ ' (Hidehito Inagaki) &5 4) {4l 2 (Hironori Miyamura), K7L Hi & '* (Tamae Ohye),
¥ BEALF ! (Makiko Tsutsumi), JIIEE B0H5 ' (Takema Kato), PEH{E #fd ° (Haruki Nishizawa)
G VM (Hiroki Kurahashi)
1 FH PR Aty 22 R AR R 40 - A
(Division of Molecular Genetics, ICMS, Fujita Health University)
2T DR AR g A R R A i s AR
(Department of Obstetrics and Gynecology, Fujita Health University School of Medicine)

3 FH PR R AR R SRR R B R A A 2
(Faculty of Medical Technology, School of Health Science, Fujita Health University)

0-81 FHEERE CEMPERMEED 16SIRNA EiEERER
Microbiomes in the normal middle ear and chronic otitis media
O® 1BWIHER  (Shujiro Minami), F575 Jef8} 2 (Hideki Mutai), FIMEEF #—HF ® (Koichiro Wasano) |
Ak 3EF ? (Tatsuo Matsunaga)
1 ENZHBERERE RO N >~ 7 — I SR
(National Tokyo Medical Center, Department of Otolaryngology, Tokyo, Japan)
2 [EINTIE BE R HOR R R v & — BRIRIgE L v 4 —
(National Tokyo Medical Center, National Institute of Sensory Organs, Tokyo, Japan)
3 i B AR B G
(Shizuoka Red Cross Hospital, Department of Otolaryngology, Tokyo, Japan)
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Oral Session 17 Cancer Genetics 3

H K:10H17H (£) 12:50~13:34 E45Y RfE4R fED)

JE R B AR (IR SRS BE S 3R A W 7RG PR i 1 R e 0 0 /M 2 R i) )
Foi B (R KPEETa 737 W% v ¥ — 7/ Al E)

Date : Oct.17 (Sat.) 12 :50~13:34 Room4 (Hana D, Main Tower 4F)

Chairs : Shinichi Toyooka (Okayama University)
Toyomasa Katagiri (Tokushima University)

0-82 MUTI AT« TIHEICH T 2HREIFEETF ZNFX ORIE & FEILHE O

Genetic and epigenetic inactivation of tumor suppressor gene ZNFX in triple-negative breast
cancers

OFrfi] B! (Toyomasa Katagiri), /MR 1E A ! (Masato Komatsu)y Ji 4~ —H ¥ (Kazuma Kiyotani)
AL PR ' (Tetsuro Yoshimaru), FEAS #0225 ° (IsseiImoto), 4 =fili * (Mitsunori Sasa)
=1 HEHE® (Yasuo Miyoshi)
1 EERFEETOT 47 W%t v ¥ —77 7 Al
(Division of Genome Medicine, Institute for Genome Research, Tokushima University, Tokushima, Japan)
2 TRAERE AR 5 N R
(Section of Hematology/Oncology Department of Medicine, The University of Chicago, Chicago, USA)
3 fEERFEFIHRF b NGRS 55
(Department of Human Genetics, Institute of Health Biosciences, Tokushima University Graduate School,
Tokushima, Japan. )
4 L LETVANTTZY = 2508
(Department of Surgery, Tokushima Breastcare Clinic, Tokushima, Japan. )
5 SRR RFAA - FURALRE
(Department of Surgery, Division of Breast and Endocrine Surgery, Hyogo College of Medicine, Hyogo,
Japan. )

0-83 gy o NMaNRARICEWNTH — N7 7Y —HEIS L-asparaginase ICL B 7R —2 X%
Y3

Autophagy inhibition sensitizes acute lymphoblastic leukemia cells to L-asparaginase.

OBEtE B35 * (Hiroyoshi Takahashi), - F #fi ! (JunInoue), I Z4FE ? (Kimiyoshi Sakaguchi) |
BRI °® (Masatoshi Takagi), K4 1842 ° (Shuki Mizutani), Fifji% #3275 ' (Johji Inazawa)
1 SRR R0 TR A
(Department of Molecular Cytogenetics, Tokyo Medical and Dental University, Tokyo, Japan)
2 UEAREERR AN R
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
3 HEERF R NE R
(Department of Pediatrics, Tokyo Medical and Dental University, Tokyo, Japan)

0-84 fih* A DFHRMEZE - FERTFA~Y—H— B IVREFIDFTH S LASEP3 OEREMFET

Characterization of LASEP3 as a serological and prognostic biomarker and a therapeutic target
for lung cancer

OFE S % ' (Atsushi Takano), HAF #4Hil ° (Yusuke Nakamura), ERES] 95 ACHE 2 (Yataro Daigo)

1 BOCRFRBEI e s s be itk 7 7 5 v 2 o 4 —

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

2 R RN KR AR AR I 955 2 e
(Department of Medical Oncology and Cancer Center, Shiga University of Medical Science, Otsu, Japan)

3 T TRFEEEHNFL - S
(Department of Medicine and Surgery, University of Chicago, Chicago, USA)




108 | FHNAMAV—H—BLUOREOEEENE L TO UROCT 2> /X7 DREE
Characterization of UROC1 as a therapeutic target for oral cancer

(OManh Thang Phung "%, 5% % ' (Atsushi Takano), T7i\, 3% ° (Yoshihiro Yoshitake)
F& L IEfE ° (Masanori Shinohara), £ I~ 32HI] * (Yoshinori Murakami), 5] 7R AR ' (Yataro Daigo)

1

FOLRFER AT @R btk 7 72 7>k v & —

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

VA PRI R 27 [ 2 0 Rl A e 05 2% S 2

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

REAR R ES LR

(Department of Oral and Maxillofacial Surgery, Kumamoto University, Kumamoto, Japan)

FORR A ER AT AT - R e 5l 0 P e 5 P A5 - 5 B

(Division of Molecular Pathology, Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
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Oral Session 18 ELSI and Genetics Education

H B:I10H17H (L) 13:40~14:46 45 (KEE4R /D)

BE R ARG BE=E (ENAEREHRITTE X v & —WgeH o0 1AL W A ab i i s sk )
I EFE] GRAERK AR ABRIR A e RHE R AR B2 - BRI E 0 5F)

Date : Oct. 17 (Sat.) 13:40~14:46 Room4 (Hana D, Main Tower 4F)

Chairs : Takayuki Morisaki (National Cerebral and Cardiovascular Center)
Shinji Kosugi (Kyoto University)

0-86 BiREEHMEEESFEOONEER]RE L EEBEHE Y —IIVEEOR Y A&
Efforts about development of teaching tools for children to teach heredity and genetic variation

O/ BF- 12 (Tomoko Kobayashi) . FH{# HRAE 2 (Yayoi Aizawa), & J5il 581 ° (Michiko Sugawara)
PRI 25 4 Y (Mika Sakurai) . A8 I ffA#H ® (Inaho Danjoh), 1111 1% ® (Yumi Yamaguchi) .
TR FEFE 1 (Miho Kuriki), SE[1] #£— * (Shinichi Kuriyama), Al JAlL— * (Fuji Nagami)
ZZH %% (Jun Yasuda), JI|H # % (Hiroshi Kawame), |14 ffZ ° (Masayuki Yamamoto)
AR FE— "% (Yoichi Suzuki)
1 WIERFHRIE A T4 IV - XHNT T BT ) L RS KOS ME7E 0 M
(Department of Genomic Medicine Education, Tohoku Medical Megabank Organization, Tohoku University,
Sendai, Japan)
2 BALKFHAL X T4 v - A TN 7 BEREAMF R E
(Depertment of Education and Training, Tohoku Medical Megabank Organization, Tohoku University,
Sendai, Japan)
3 BALKZFHAL A T4 A - ANV 2K 7 2R EREY
(Department of Integrative Genomics, Tohoku Medical Megabank Organization, Tohoku University, Sendai,
Japan)
4 HALKFHRILA T4 AN - X F N 7 B - AWM
(Department of Public Relations and Planning, Tohoku Medical Megabank Organization, Tohoku University,
Sendai, Japan)
5 WALRFEHILA T4 AV« AH N 7 BRI R 2 v ¥ —
(Osaki Community Support Center, Tohoku Medical Megabank Organization, Tohoku University, Sendai,
Japan)
6 HUALKRZFEHAL A 74 AV« A H NV 7 BERE TR EE S - JE2EERM
(Department of Preventive Medicine and Epidemiology, Tohoku Medical Megabank Organization, Tohoku
University, Sendai, Japan)
0-87 FEEBIFEDISRIET IRNDEGHE 77— MAEHLS
Genetics education from cytogenetics laboratory, a two years participant survey
OB EZ A (Michiko Sone), JTE AT > (Akane Kondo), FgJE L3z ' (Shizue Nanbara)
By 55 M (TomomiIba), £ FfRHL ¢ (Kaori Mori), JHHE Y ** (Michinori Ito) |
HOK BFIT! (Yoshikazu Kuroki), Fif HH Fl17F 2 (Kazuhisa Maeda)
1 MEZED EBEBOERY V& — Gt i s
(Department of Cytogenetics Laboratory, Shikoku Medical Center for Children and Adults, Kagawa, Japan)
2 MEZ &S EBELRDEHRY Y ¥ — R ANF
(Department of Obstetrics and Gynecology, Shikoku Medical Center for Children and Adults, Kagawa,
Japan)
3 MEC & EBELROEEY Y F—/NEFR
(Department of Pediatrics, Shikoku Medical Center for Children and Adults, Kagawa, Japan)
4 WEZED EBLROERY Yy —RIZEHY Y ¥ —
(Department of Clinical Genetics, Shikoku Medical Center for Children and Adults, Kagawa, Japan)

0-88 KEMRBEFRS LUOWARICE T 2RRENOHKEMERE
Ethical considerations for asymptomatic family members as potential participants in a familial
disease registry and study
OE B 29 (Kyoko Takashima), T 7k (Kaori Muto)
BRUR P ER IS T A JL ORI 7855 1
(Department of Public Policy, Institute of Medical Science, The University of Tokyo, Tokyo, Japan)



0-89

0-90

0-91

BEHR & ECHRER
Intractable Diseases and Genetic diseases

Ofile 3596 (Yoshimitsu Fukushima), 258 5= ! (Kyoko Takano), HR) [k 2 (Katsuya Nakamura) .
IRy R E ° (Kenjiro Kosaki)
1 EMRFEFBRIGEY: - PRHIEAHE
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
2 ABIHIEAE T M I s At - FA 0
(Division of Clinical and Molecular Genetics, Shinshu University Hospital, Matsumoto, Japan)
3 BERBRFREER SR Y 5y —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)

IN=VFIVF /) LIEROAROCEZRFE - BAA 4000 AZXRE L AHRSBROETILERR
YZJIERDIBEAHICEAT 2HRE
Social Psychological Studies on Personal Genome Services : Changes in public awareness for
4,000 Japanese Respondents and Insight on Disease Risk Communication
O3 1 (TakashiKido), JIJIE G2 * (Minae Kawashima)
1 MY = % 2 A
(RIKEN GENESIS. CO., LTD.)
2 BARRHERAM IR R
(JST, Tokyo, Japan)
3 B RERAEBEE R TR B PR 2 B B N R =

(Department of Human Genetics, Graduate School of Medicine, the University of Tokyo, Japan)

KT -BRTO “BEFRE EVXZNORBICEO2HIREDEERV HA L DILERE
A Comparative Review of the Current Regulatory Framework for Direct-to-Consumer Genetic
Testing in the United States, Australia, European Countries and Japan.
OffiH 4 (ReiFukuda), & H %5 (Fumio Takada)

b LR 2R A= BE R SE R R AR BE 5

(Department of Medical Genetics, Kitasato University Graduate School of Medical Sciences, Kanagawa, Japan)
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Oral Session 19 Neurogenetics 2

H K10 17H (+) 13:45~14:29 #55Y (KfE42 0 B5)2)

JE K ) FEA (BALEEWESERT - EHERAIZE & — - AR EIIGEF — &)
WDk R (BHURSEARRENT7E 03k & v & — BB T HREGE)

Date : Oct. 17 (Sat.) 13:45~14:29 Room5 (Takao, Main Tower 42F)

Chairs : Kazuhiro Yamakawa (RIKEN Brain Science Institute)
Eiji Nanba (Tottori University)

0-92 IV —LERICK>THLPICEST CLCNE ZEEIEITALPABETH S
Whole exome sequencing identifies CLCNG6 variants related to epilepsy susceptibility
OIWA 251 (Toshiyuki Yamamoto), | B 21! (Keiko Shimojima), PLAS B/ ? (Akihisa Okumura)
FiH et (AtsushiIshii), B {4 — * (Shinichi Hirose)
1 JOL L FERR ARG ER A FE T
(Tokyo Women's Medical University Institute for Integrated Medical Sciences, Tokyo, Japan)
2 FHERRE/N R
(Department of Pediatrics, Aichi Medical University, Nagakute, Japan)
3 bR AN R

(Department of Pediatrics, Fukuoka University, Fukuoka, Japan)

0-93 R T

Cancel
0-94 Y)RAREBRESMO2EBENS AT UT NI RBIRHP S TIVY N Y —RIEEHETEF KLCT
vE OEIE

Transcriptome analysis of mouse strains : Identification of KLC1E as an Abeta accumulation
modifier in Alzheimer disease.

OF%JEC ISR ' (Takashi Morihara), {2/ BLJI5 | (Masahiro Sato), 7Rt #HE * (Hiroyasu Akatsu) |
Luc Paillard >, #& #247 ' (Noriyuki Hayashi), &4 55K ! (Ryota Hashimoto)
MIH 2K ! (Kanta Yanagida), [ H{3& * (Yumi Yamaguchi), f§H 3% ® (Tatsuhiko Tsunoda)
R HEFE ! (Masatoshi Takeda)
1 KBRS PR AR i =
(Department of Psychiatry, Osaka University Medical School)
2 FEALA 5 B
(Fukushimura Hospital)
3 LXK
(Rennes University)
4 HALRZEFAL A 714 AV A AN v 7 B
(Tohoku Medical Megabank Organization)
5 BEUEFLH
(RIKEN Center for Integrative Medical Sciences)

0-95 MEMEHEREARELEDBGEFENICLITRERRAEE AV ) L TOMER

Identification of novel mutations in amyotrophic lateral sclerosis-related genes in sporadic
patients and difficulty in genetic counselling
O35 ¥ N\ ' (Makito Hirano)y HAY HEE ' (Yusaku Nakamura), PGIF FIEL 2 (Kazumasa Saigoh)
P S ! (Hikaru Sakamoto), _FBf J&— % (Shuichi Ueno), $HA F5# 2 (Hidekazu Suzuki)
i 2 (Susumu Kusunoki)
1 SR B S e e N R
(Department of Neurology, Sakai Hospital Kinki University, Sakai, Japan)
2 ERFE AT AR
(Department of Neurology, Kinki University)
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Oral Session 20 Clinical Genetics 2

H K108 17H () 14:34~15:40 #55Y (KfE42 0 5)2)
JE Kl E AT (BINREE ST S T RS R T 0 5)
EiE AR A (EERKEERERE)
Date : Oct. 17 (Sat.) 14 :34~15:40 Room5 (Takao, Main Tower 42F)
Chairs : Tomoki Kosho (Shinshu University)
Tomoko Tamaoki (Hyogo College of Medicine)

0-96 LOSBEE N EEKXA 81 RROEGFERERRE L OMERBEICOVT

Correlation between phenotype and genotype in 81 Japanese families with
mucopolysaccaridosis type2
O/NER F25l ' (Motomichi Kosuga), REZA .2 ? (Tadayuki Kumagai), & H - 2 (Naoko Fuji)
BHIL BE3E ° (Asami Hirakiyama), F.1J& {35 ? (Hitomi Igarashi), %4 FR#H] ° (Mari Nikaido)
=il %% % (AiMiura), bk Z3FE- 2 (Naoko Takabayashi), ELIE [ — 2 (Ryuichi Mashima) .
B B2 ? (Torayuki Okuyama)
1 ENLEE EHTE - v & — BARB AR
(National Center for Child Health and Development, Division of Medical Genetics, Tokyo, Japan)
2 ENLRE ERITIE L v & — BRI AR
(National Center for Child Health and Development, Department of Clinical Laboratory Medicine, Tokyo,
Japan)
3 ENIE REMGE Y v ¥ — TN A N
(BioBank, National Research Institute for Child Health and Development, Tokyo, Japan)

0-97 Wiedemann-Steiner FEfRE(Z 5 7 2 FT#R KMT2A & L BRFRER DG
Clinical evaluation of Wiedemann-Steiner syndrome with novel KMT2A mutations
O=%#¥ "' (Noriko Miyake), &R J=fE ' (Yoshinori Tsurusaki), BL7K yT.HF ' (Eriko Koshimizu)
)l 839 % (Norio Niikawa) , FAZS M58 ! (Naomichi Matsumoto)
1 BEUET R R A e R R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 JbilgE RS
(Health Science University of Hokkaido)
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0-98 TIVY 22 4-O-TiER BB 1 (D4ST1) RIEBICE D I —F X4 > O R fEf&E (DDEDS) O
EEHEERRRAE
International Collaborative Study on dermatan 4-O-sulfotransferase-1 (D4ST1) -deficient
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