—fix0iE 301 RV —TITY—2

Oral Session 301 Next Generation Sequencing 2

H BE:o11 H22H (4) 850 ~945 #1825 (KAk—5H)
JER R CE GUEBREE AR R 7 AR Y 5 —)
WE GRERY: EAUER BT AR AHERE)
Date : Nov. 22 (Sat.) 8:50-9:45 Room 1 (Big Hall 5F)
Chairs : Fumihiko Matsuda (Kyoto University)
Tadashi Kaname (University of the Ryukyus)

301-1 EBEEFNRINZRAVEEIS N O EREERIE T EDEEF2H /
8:50 Systematic mutation screening and genome-wide copy number analysis of patients with
hypogonadotropic hypogonadism.

O#A 7T#i%5 ¥ (Erina Suzuki) . %% B ¥V (Yoko Izumi) . il % ? (Susumu Kanzaki) .
JUY B F5— ¥ (Shuichi Yatsuga,) . &3 S8 D ¥ (Saori Kinjo). F.+ & kA ¥ (Maki Igarashi) .
idk —7Z V' (Kazuhiko Nakabayashi) . #E# BG4 P (Akihiro Umezawa) .

Z% fl—HR ¥ (Kenichiro Hata) . #77 ¥ ¥ (Tsutomu Ogata). # & B4l " (Maki Fukami)
1) MOZATBEN  ERLEE EFRVITE Y~ 8 — 5 F e
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development
Tokyo, Japan)
2) BIURE: EAEED JE R - NIRRT
(¢ Division of Pediatrics and Perinatology, Tottori University Faculty of Medicine, Tottori, Japan)
3) ARHRRA: BEAS /NERE
(Department of Pediatrics and Child Health, Kurume University School of Medicine, Fukuoka, Japan)
4) MBI AT A ERIE RE AN R A
(Department of Pediatrics, Okinawa Prefectural Chubu Hospital, Okinawa, Japan)
5) ERSERRAE A NERE

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

301-2 #FER - RS oiF 95 EFIICKI T B lon PGM % AU /=#BFEAY & (T FREIT /

9:01 Comprehensive mutation analysis using lon PGM in 95 patients with neonatal intrahepatic

Day 3 .
Nov. 22 cholestasis

OFJIl &V (Takao Togawa) . i #%— " (Koichi Ito) . #E#% Ml V' (Takeshi Endo) .

A5 BRiE D (Tokio Sugiura) . TH#FH: #RET- 2 (Natsuko Ichinoi) . 2§ith %4k ¥ (Atsuo Kikuchi)

5 %2 ? (Shigeo Kure) . Z5HH {15 ' (Shinji Saitoh)

1) R RY: RFEREARR HER - NIRRT
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)

2) HALREE N
(Department of Pediatrics, Tohoku University School of Medicine, Sendai, Japan)

301-3 R —47 Y ion PGM &R o BIE &SRR S/ SR IVERR /
9:12 Next Generation Sequencing Panel Analysis for Hereditary Connective Tissue Disorders
through ion PGM

O HE . Y (Tomoki Kosho) . [ %535 2 (Tomomi Yamaguchi) |
AN EE Y (Masumi Ishikawa) . #iffl 35TV (Emiko Kise) . %% &1 Y (Kyoko Takano) .
A BBk U (Katsuya Nakamura) . 3 57 ' (Keiko Wakui) |
f&IB 3%5% ' (Yoshimitsu Fukushima)
D EINRY: B ek SR
(Division of Clinical and Molecular Genetics, Shinshu University Hospital, Matsumoto, Japan)
2) BINRE: B BIBEY - PRiE R
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
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301-4
9:23

301-5
9:34

PacBioRS Il Z{£F L 7= Stevens-Johnson fE{&## R AEREE R FRIZD B AN S BEIISHEE
AR /

Analysis of genomic locus related to pathogeny of Stevens-Johnson syndrome in Japan
using PacBioRS I

Ok 3E V' (Yasunobu Terabayashi) . F#i Bifd TV (Makiko Shimoji) .
f HZT " (Hinako Tamotsu) . Z¢¥k48 #7- Y (Noriko Ashimine). 7~ (% U (Ayaka Juan) .
¥ f1E Y (Kazuma Nakano) . 3 224875 ¥ (Akino Shiroma). M= #F " (Kuniko Teruya) .
7% 7317V (Kazuhito Satou) . L F.H 3% 2% (Mayumi Ueta) . #+& T-# ' (Chie Sotozono) .
KT %Y (Shigeru Kinoshita) . {# #3%? (Hiromi Sawai) . {7k 1 ? (Katsushi Tokunaga) .
V- &V (Takashi Hirano)
1) iR SRR
(Okinawa Institute of Advanced Sciences)
2) WHURY:  EARIIZER  ABHRBR
(Department of Human Genetics, Graduate School of Medicine, Tokyo University)
3) BUHBHFLERIRSY:  HREREHE
(Department of Ophthalmology, Kyoto Prefectural University of Medicine)
4) WEHRY AarERAR REREERNE Y 2 8 —
(Research Center for Inflammation and Regenerative Medicine, Faculty of Life and Medical Sciences, Doshisha
University)

BER—TY FIV) v F AT MEICKD exome BT ERBIRRZERDEE /
Combination of targeted enrichment methodologies enables sequencing of 97% of CDS and
reveals novel pathogenic mutations

O &4V (Fuyuki Miya) . Wi YA 2 (Mitsuhiro Kato) . #i% & ¥ (Tadashi Shiohama) .
i A ffZ ¥ (Nobuhiko Okamoto) . Z57% f#i4 * (Shinji Saitoh) . LI 3% © (Mami Yamasaki) .
[T &R 45 0E V (Tetsuo Abe) . #RE B ¥ (Takashi Morizono). Keith A. Boroevich" .
Fkili BLRHR Y (Shintaro Akiyama) . AR 7EH 7 (Michiaki Kubo) . /M KR ¥ (Kenjiro Kosaki) «
Gk K1 19 (Yonehiro Kanemura) . fH %72 " (Tatsuhiko Tsunoda)
1) BALZEWIZERT MA A mEREZE Y v ¥ —  EREEEIE v — 7
(Laboratory for Medical Science Mathematics, Center for Integrative Medical Sciences, RIKEN, Yokohama,

Japan) Day 3
2) RS B NERE Nov. 22
(Department of Pediatrics, Yamagata University Faculty of Medicine, Yamagata, Japan)
3) FEERY BB NER
(Department of Pediatrics, Graduate School of Medicine, Chiba University, Chiba, Japan)
4) KBRFZREF IR SRR~ ¥ —  BRS R

(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child Health,
Osaka, Japan)
5) AEMRF R EEUER BER - NS
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)
HaBEEEAN Bios BER Rk s —
(Department of Pediatric Neurosurgery, Takatsuki General Hospital, Osaka, Japan)
7) BALERRgERT A mEREE R v 8 —
(Center for Integrative Medical Sciences, RIKEN, Yokohama, Japan)
8) BFEFARY BEEH KRBy —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
9) (Al) EZEPEERERE KL v ¥ —  RURfEY v ¥ — FAEREENEE

(Division of Regenerative Medicine, Institute for Clinical Research, Osaka National Hospital, National Hospital

6

N2

Organization, Osaka, Japan)
10) Oif) ESZmBERms KBRS vy — s el

(Department of Neurosurgery, Osaka National Hospital, National Hospital Organization, Osaka, Japan)
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Day 3
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—fi%[0E 302 REEIRZF - HLA

Oral Session 302 Immunological Genetics/HLA

H BE:11 H22H (4) 850 ~945 %28 UhA—5H)
R EE Mz GUERFEAERR)
FH BlHSE (BALEET e EaERNFEE L v Y — SR - 7 LV F BT — A)
Date : Nov. 22 (Sat.) 8:50-9:45 Room 2 (Small Hall 5F)
Chairs : Naoyuki Tsuchiya (University of Tsukuba)
Tamari Mayumi (RIKEN)

302-1 EBUXBRIEIBRIMROERLEMHETHY . GHICIE HLA-B'52:01 HRFICERTHOT
8:50 mEREIGECRFZHBEL TN/
Ulcerative colitis is a major complication of Takayasu arteritis sharing genetic components
especially HLA-B*52:01

O=FJ2 &nmr s ¥ (Chikashi Terao) . #44F HHH ¥ (Takayoshi Matsumura)
7 ¢ Y (Hajime Yoshifuji) . A% #:F % (Yohei Kirino) . Rl H&i# ¥ (Yasuhiro Maejima) |
Wil BAT S (Yoshikazu Nakaoka) . Eif& © 7~V (Meiko Takahashi) |
4 34 ? (Eisuke Amiya). HF EF 9 (Natsuko Tamura). /& 74 ¥ (Toshiki Nakajima)
P 448 7 (Tomoki Origuchi) . KAt if—HE ¥ (Koichiro Ohmura)
4 IEFE Y (Masataka Kuwana) . /& —J% 2 (Issei Komuro). . #A ¥ (Atsuhisa Ueda) .
WP e ¥ (Mitsuaki Isobe) . = #% #%HE ¥ (Tsuneyo Mimori) . #AH 30 Y (Fumihiko Matsuda)

1) BHBRFERERE  BEERRE S AEY 2 Y 5 —
(Center for Genomic Medicine, Kyoto University Graduate School of Medicine, Kyoto, Japan)
2) WHURY: JEBRERARE
(Department of Cardiovascular Medicine, The University of Tokyo, Tokyo, Japan)
3) R RFEBEEFWIZRR  BRRES 55
(Department of Rheumatology and Clinical Immunology, Kyoto University Graduate School of Medicine,
Kyoto, Japan)
Ui NI TRVAY N N A e e Bt Ry el KR SRS

(Department of Internal Medicine and Clinical Immunology Yokohama City University Graduate School of

4

=

Medicine, Yokohama, Japan)
5) RGUERMREIRY: MBS AR:
(Department of Cardiovascular Medicine, Tokyo Medical and Dental University, Tokyo, Japan)
6) RBRARY: TEBRZRAE
(Department of Cardiovascular Medicine, Osaka University Graduate School of Medicine, Osaka, Japan)
7) RWRY: R BEE R ER AR ERAAEI ) ) 7 — 2 a VR
(Division of Rheumatology, Department of Internal Medicine, Keio University School of Medicine, Tokyo,
Japan)
8) BEEFAAKY ) 7~ FNFE
(Division of Rheumatology, Department of Internal Medicine, Keio University School of Medicine, Tokyo,
Japan)

302-2 TSHR BEF DN ZE EBCRBERIKRERORES KOEEE EORE/
9:01 Association between functional polymorprhism of 7SHR gene and the development and
severity of autoimmune thyroid disease

O E E# ¥ (Naoya Inoue) . 738 #:3 Y (Mikio Watanabe) . B3 Hf 2 (Yuka Katsumata) |

H & ¥ ¥ (Yoh Hidaka) . &%+ R > (Yoshinori Iwatani)

1) RBREF I 5751 b I o7 Bt [ el e A 0 11
(Division of Clinical Laboratory, Department of Medical Technology, Osaka University Hospital, Suita, Osaka,
Japan)

2) RIRREER B R FE R DR o B e AR AR TG PR 7 R I
(Department of Biomedical Informatics Division of Health Sciences Osaka University Graduate School of
Medicine, Suita, Osaka, Japan)

3) KBRS RFBE B R GE R R R AR AT Wl
(Department of Laboratory Medicine, Osaka University Graduate School of Medicine, Suita, Osaka, Japan)

4) RBRORFN 2751 b I o B i PR A 5

(Laboratory of clinical investigation, Osaka University Hosital, Suita, Osaka, Japan)
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302-3
9:12

302-4
9:23

302-5

9:34

HLA-omics : HLA fIBICE T BT/ LZFRME. X FIHLE KUBEEFRIROMEEIERT /
HLA-omics : Genome, transcriptome and methylome analyses of the HLA region in 24
haplotypes

O#fii& —3% U (Kazuyoshi Hosomichi) . #E44 I 2 (Takashi Shiina) . 7k #4852 (Shigeki Mitsunaga) .
FF 342 2 (Hidetoshi Inoko) . F/ F #EI ¥ (Ituro Inoue)
1) ERLBRAGERT AR EEEER  AEERIZEE
(Division of Human Genetics, Department of Integrated Genetics, National Institute of Genetics)
2) BOEREEESA EREEER G drRhe
(Department of Molecular Life Science, Division of Basic Medical Science and Molecular Medicine, Tokai
University School of Medicine)

IFIHT B FE R Aicardi-Goutieres IEIFEEDRR & 15 /
Aicardi-Goutieres Syndrome is caused by /F/H7 mutations

O/INH #zii ' (Hirotsugu Oda) . H1JII #E5 P (Kenji Nakagawa) . BiEE #it ¥ (Junya Abe)
R kY (Tomonari Awaya) . #ii® 153 ¥ (Masahide Funabiki) . 77 % * (Atsushi Hijikata) .
J\f @&V (Takahiro Yasumi) . F1 il ¥ (Tsuyoshi Shirai) . /N 2 (Osamu Ohara) |
I Y (Hiroki Kato) . #EH 53% ¥ (Takashi Fujita) . *F% %% U (Toshio Heike)

1) BB RAEE =W RL 52N e A2
(Department of Pediatrics, Kyoto University Graduate School of Medicine, Kyoto, Japan)
2) BALEEW AT A AR v E R s v v —
(RIKEN, Center for Integrative Medical Sciences, Yokohama, Japan)
3) dbEFm BN R R
(Pediatric Department, Kitano Hospital)
4) FHBKEE T AV AWFFERT

(Institute for Virus Research, Kyoto University, Kyoto, Japan)

Rl A K5

(Nagahama Institute of Bio-Science and Technology)

73 & DNA WFEiT

(Kazusa DNA Research Institute)

5

N

6

N2

HLA-DP |C#8T % BERIFFR VA IV ARIEDES / Day 3
Screening and identification of HBV antigens that can be presented to HLA-DP Nov. 22

O&E=F T Y (Hiroko Miyadera) . 3B Fifd ¥ (Yuki Okabe). Cindy Chia-Jung Chen?.
flisk Bt ¥ (Katsushi Tokunaga). # . HES ¥ (Masashi Mizokami)
1) ENZEPSEFREIZE Y > 5 —  F5E - ShEE R v 8 —
(Research Center for Hepatitis and Immunology, National Center for Global Health and Medicine)
2) B RFBRESRUIZRR  NEEET
(Department of Human Genetics, Graduate School of Medicine, University of Tokyo)
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—h%0i&E 303 B—&EFEE 2

Oral Session 303 Single Gene Disorders 2

H BE:11 H22H (1) 8:50~9:45 #5344 (iE2 k)
JE R R (R R TR R e R 58T
HAFET GRILRY: KFPBREFRIIZER @m0 5)
Date : Nov. 22 (Sat.) 8:50-9:45 Room 3 (Zuiun 2F)
Chairs : Koh-ichiro Yoshiura (Nagasaki University)
Yoko Aoki (Tohoku University)

303-1 HOXA13 ER%RH/=EAER! Hand-foot-genital syndrome D 1 FEf) /
8:50 A case of Hand-Foot-Genital Syndrome with severe phenotypes identified HOXA73 mutation

O% Il 38 Y (Eri Imagawa) . Hulya Kayserili”. P4} % ¥ (Gen Nishimura) .
& 6TV (Mitsuko Nakashima) . #5175 557 V' (Yoshinori Tsurusaki)
Fid Y (Hirotomo Saitsu) . )1 Z5EE ' (Shiro Tkegawa) . FA7K E#  (Naomichi Matsumoto) «
=4 TV (Noriko Miyake)
1) BEETAZRSE KRFBRESNITER  #arie=s
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2) A AL YT = VRFEER  BRRERY
(Medical Genetics Department, Istanbul Medical Faculty, Istanbul University, Fatih, Istanbul, Turkey)
3) WARSI/ N GER 2 ¥ —  BHGTRE
(Department of Radiology, Tokyo Metropolitan Children's Medical Center, Fuchu, Japan)
4) BALFRIZERT A ER e vy — B AT T — 4
(Laboratory of Bone and Joint Diseases, Center for Genomic Medicine, RIKEN, Tokyo, Japan)

303-2 WTXBIEFER%ZH /= Osteopathia striata with cranial sclerosis [CAFEFEEZAH L7=XRD
9:01 145/
A WTX Mutation in a female patient with osteopathia striata with cranial sclerosis and
hepatoblastoma

O & Y (Atsushi Fujita) . 841 /572 2 (Nobuhiko Ochi) . % 7212 ¥ (Hidehiko Fujimaki) .

Day 3 KA 53 Y (Hideki Muramatsu) . 7545 3817 ¥ (Yoshiyuki Takahashi) . 5 H # ¥ (Jun Natsume) .
Nov. 22 JNE B (Seiji Kojima) . 1 J6F P (Mitsuko Nakashima) . #8il 557 V' (Yoshinori Tsurusaki) «

it % Y (Hirotomo Saitsu) . 47 13 ! (Naomichi Matsumoto) .
= ATV (Noriko Miyake)
1) B2 RE R BEEieRl s
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2) BHEALGCEBEEREFT Y S — SFVESEE NER
(Department of Pediatrics, Aichi Prefectural Rehabilitation Center for Children with Disabilities Daini Aoitori
Gakuen, Okazaki, Japan)
3) AR REEERERE AR R Y —
(Division of Neonatology, Center for Maternal-Neonatal Care, Nagoya University Hospital, Nagoya, Japan)
4) AERF R EFUgEs NER
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Japan)

303-3 BREEEICH LT PTCH1 EzFNDtEH> Kby MERE L7 Gorlin IEMZEED 1 51 /
9:12 A case report of Gorlin syndrome of ovarian leiomyoma with the second hit of PTCH1

OFkigE 1% ' (Yoshika Akizawa) . & T 2 ¥ (Toshiyuki Miyashita) . k4% A& 5% ¥ (Ryo Sasaki)
P EH Y (Mari Urano) . £ #T2 (Yuko Sato) . #A 527 ? (Ryoko Aoki)
A4 MY (Ken Ishitani) . LA & 17 A& 2 (Akemi Yamauchi) . #43 #4 V (Hideo Matsui)
1) WK FERRSY: AR
(Department of Obstetrics and Gynecology Tokyo Women's Medical University, Tokyo Japan)
2) WRIFERRYMIRREFERY > 8 —
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo Japan)
3) AEERPESAL 0B in S
(Department of Molecular Genetics, Kitasato University, School of Medicine, Tokyo Japan)
4) R FERRSY: S
(Department of Oral and Maxillofacial Surgery, Tokyo Women's Medical University, Tokyo Japan)
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303-4 Two consecutive births after ovarian preservation in a Gorlin syndrome patient

9:23 O Masanori Ono"”. Mayu Shirahashi"”, Sayaka Noda'. Yohei Akiba". Shota Nishijima' .

Tomoko Amagata" . Toshiyuki Ikeda”, Kazumi Yakubo'". Seiji Sato”. Seiya Akatsuka® .
Tatsuro Fukuiya"

1) Department of Obstetrics and Gynecology, Saitama City Hospital, Saitama, Japan

2) Department of Pediatrics, Saitama City Hospital, Saitama, Japan

3) Department of Pathology, Saitama City Hospital, Saitama, Japan

303-5  Sturge-Weber syndrome (C$17% GNAQ FHlIFRZEEZDREE /
9:34 The identification of somatic GNAQ mutation in Sturge Weber syndrome
O B &7V (Mitsuko Nakashima) . &8 H— ¥ (Masakazu Miyajima) . ¥ — ? (Hajime Arai) .

TN JEIL ¥ (Mitsuhiro Kato) . #474% 38 P (Naomichi Matsumoto)

1) BRETZRERERE  BEEER  #ia
(Department of Human Genetics, Yokohama City University Graduate School of Medicine)

2) MERBERFRFRE  Bithie st
(Department of Neurosurgery, Juntendo University Graduate School of Medicine)

3) WIERY /NERE

(Department of Pediatrics, Yamagata University Faculty of Medicine)

Day 3
Nov. 22
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—fix[0E 304 REHERE 4 (BHAMIRPASEEBE microRNA)

Oral Session 304 Perinatal Genetics 4

H K11 H22H (1) 850 ~9:45 #4534 (CFL2R)
R R R RATBOEN  ERLRE RIS & —igeEr R RERTSEEL)
K (BB AR AT I A
Date : Nov. 22 (Sat.) 8:50-9:45 Room 4 (Heian 2F)
Chairs : Kenichiro Hata (National Research Institute for Child Health and Development)
Kou Sueoka (Keio University)

304-1 BA 5% h A QIR ER BT EA microRNA DRAZ S KOS RIEDEREE LR E DM
8:50 EIZDWT/
Effect of labor on plasma concentrations and postpartum clearance of pregnancy-
associated, placenta-specific microRNAs

OFRlF [BAHE Y (Shintaro Morisaki) . =iifi 51 " (Kiyonori Miura) . B & % " (Ai Higashijima) .

RIS 45F- Y (Shuhei Abe) . =il 227 (Shoko Miura) . %I W) Y (Yuri Hasegawa) \

T # " (Atsushi Yoshida) . 4P 4 U (Masanori Kaneuchi) |

Tl Z—HE Y (Koh-ichiro Yoshiura). 3% ¥ ¥ (Hideaki Masuzaki)

1) Ry ERHm AR
(Department of Obstetrics and Gynecology, Nagasaki University Graduate School of Biomedical Sciences,
Nagasaki, Japan)

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

304-2 BHAME® L TRRRMTEFEIE I S micro RNA DFEITE /
9:01 Identification of highly expressed microRNAs in fetal blood cells compared with maternal
blood cells.

O#E %V (Al Higashijima) . =i {54 " (Kiyonori Miura) . =/ {82 ¥ (Hiroyuki Mishima) .
AT % ? (Akira Kinoshita) . 3% K22V (Ozora Tsukamoto) . FTEE 153 ¥ (Shuhei Abe)

Day 3 EA/N WY Y (Yuri Hasegawa) . #H 2 " (Atsushi Yoshida) . #iili #—HE? (Koichiro Yoshiura)
Nov. 22 B 3200 Y (Hideaki Masuzaki)

1) RS AR
(Department of Obstetrics and Gynecology, Nagasaki University, Nagasaki, Japan)
2) RIRZIEBEEEERMTE AR AII5E 0 5
(Department of Human Genetics, Atomic Bomb Disease Institute, Nagasaki University)

304-3 BAMm#E+ miR-517a KV miR518b (FFTERRERIC T 2F EVIFRFOHMEICEET S /
9:12 MiR-517a and miR-518b in maternal plasma as a predictive marker for the hemorrhage
volume in placenta previa at delivery
ORI w1 Y (Yuri Hasegawa) . —iifi {5 ¥ (Kiyonori Miura). ¥k % Y (Ai Higashijima)
B 5F U (Shuhei Abe) . —=iiii 4TV (Shoko Miura). #H %" (Atsushi Yoshida) .
&N 4 U (Masanori Kaneuchi) . i 2—HE 2 (Koh-ichiro Yoshiura) |
B4 $EHF Y (Hideaki Masuzaki)
1) EWRY EFE eEkw AR
(Department of Obstetrics and Gynecology, Nagasaki University Graduate School of Biomedical Sciences)
2) RBWGRE BEFH s

(Department of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences)
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304-4
9:23

304-5
9:34

BHAM4Erh cell-free microRNA i AR & BHA®D body mass index H K UEFERBAEAKRE & DRSE /
Circulating levels of maternal plasma cf-miR-21 are associated with maternal body mass
index and neonatal birth weight

Ol 154 P (Naoki Fuchi) . =i {5 " (Kiyonori Miura). & % " (Ai Higashijima) .

EA)I W Y (Yuri Hasegawa) . FI#8 45°F U (Shuhei Abe) . =i 47V (Shoko Miura) .

#E TV (Yuko Murakami) . =Wl {82 2 (Hiroyuki Mishima) . AT % ? (Akira Kinoshita) .

4P LY (Masanori Kaneuchi) . 75 22—H[ 2 (Koh-ichiro Yoshiura) .

HEIE 3EHH V' (Hideaki Masuzaki)

1) ElRRS BEYES el AR
(Department of Obstetrics and Gynecology, Nagasaki University Graduate School of Biomedical Sciences,
Nagasaki, Japan)

2) RlgRy ERFRR
(Department of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki,

Japan)

A Pl L RE AR B 520 T2 (C 5 | F B BHA I 3R PR AR HF =AY cell-free mMRNA OB RMEICE T 5485 /
Predominantly placenta-expressed mRNAs in maternal plasma as predictive markers for
twin-twin transfusion syndrome

Of £ %7 " (Yuko Murakami) . =i &% " (Kiyonori Miura) . # /& %5 " (Ai Higashijima) .
ERI W Y (Yuri Hasegawa) . FI#E 45 U (Shuhei Abe) . =i 4= 7V (Shoko Miura) .
=g t#2 2 (Hiroyuki Mishima) . AT % ? (Akira Kinoshita) . 44 {84 Y (Masanori Kaneuchi)
il #Z 8 ? (Koh-Ichiro Yoshiura) . H§I# 9283 V' (Hideaki Masuzaki)
1) RIS B B AR
(Department of Obstetrics and Gynecology, Nagasaki University, Nagasaki, Japan)
2) RlgRy: B ANHREFHE
(Human Genetics, Nagasaki University, Nagasaki, Japan)

Day 3
Nov. 22

129



—fi%[0;E 305 BIGEHE

Oral Session 305 Genetic Education

H K11 H22H (B) 8:50 ~9:45 4555 (a4 2 k)
JE OIS O FERR R SR ERE v 5 —)
TIH W (TRERFRFBRESTERE  ARETES)
Date : Nov. 22 (Sat.) 8:50-9:45 Room 5 (Fukujyu 2F)
Chairs : Kayoko Saito (Tokyo Women's Medical University)
Akira Hata (Chiba University)

305-1  EfE. BRIKREHE LEFRECEFZHE /

8:50 Educational program on human genetics and clinical genetics for medical students

OXE#E (1A ) #4171 ¥ (Tomoko Hashimoto-Tamaoki) . %)l B " (Yoshie Yoshikawa) |
B B2 (Mariko Kakudo) . 1 %74E 2 (Chika Sato) . R 7>2 4 ¥ (Katsumi Furitsu) .
Wi J5BA Y (Yoshiro Nakano) . Aff %57 ' (Shuji Kubo) . =4 #7-? (Hiroko Mimura) .
FifG BT Y (Keiko Takahashi) . 4778 7% ¥ (Hiroyasu Imanishi) . J§i# 79 ¥ (Hitoshi Naruse) .
&g 2296 > (Yoshimitsu Fukushima) . #57K &t—HE ¥ (Keiichiro Suzuki)
1) SCHER R R
(Department of Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
2) SCEEERRGIREE  BRIREISE
(Department of Clinical Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
3) BEERKY EFHEEL Y —
(Department of Medical Education Center, Hyogo College of Medicine, Nishinomiya, Japan)
4) SCHIERRE BEAEH T
(Department of Medical Education, Hyogo College of Medicine, Nishinomiya, Japan)
5) EMRFESR BIRES - PRiESH#E
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)

305-2 BAEADEZHEEICH TS RIEEER - RRARFEEHEDHRL /

9:01 Descriptions of family history nomenclature in Japanese medical textbook
Day 3 Omdt 27V (Kyoko Takai) . =% 7%= ¥ (Hidehiko Miyake) . Fkill 454 " (Nana Akiyama) .
Nov. 22 TRV ERE Y (Misaki Fukue) . A F #3552 (Hiromi Murakami) . BlE 7 2 (Masako Torishima) «

AT #%4= " (Takahito Wada) . /M ] ¥ (Shinji Kosugi)
D) FHRFRT b EEZeRE M RBRESREL BRERY: - R MGE S
(Genetic Counselor Course, Kyoto University School of Public Health, Kyoto, Japan)
2) GURSRZESMTIERIE SR
(Kyoto University Hospital Clinical Genetics Unit, Kyoto, Japan)

305-3 INZEIIWT B b MEEERBE DS ERIESR /

9:12 Searching the methodology of human genetics education for elementary students.

OBIE HT "V (Masako Torishima) . k111 534 ? (Nana Akiyama). *Ffi 58 ? (Yumie Hiraoka)
V5)2 1 2 (Hitomi Nishio) . A<M % » (Sayaka Honda). #1H #%f~'? (Takahito Wada) .
/I B ] ' (Shinji Kosugi)

1) BUERR AR A I i e
(Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)
2) FHSRERABEE AR, BR MR - IR
(Department of Medical Ethics/Medical Genetics, Graduate School of Medicine, Kyoto University)

305-4 AU/PERICEVT 4 FEREICEKR L ZEEIREORSE /
9:23 Report on Genetics Lessons to Fourth Graders at Public Elementary School
O Il Z2#+F- 12 (Naoko Nakagawa) . i B ¥ (Masaru Ueki). FJi —fl U (Kazutake Uehara) .
#Ek 2 '2Y (Eiji Nanba)
1) BICRS: B WEmE it R~ 8 —
(Center for Promoting Next-Generation Highly Advanced Medicine, Tottori University Hospital, Tottori, Japan)
2) BHORE: B WS SR TRR
(Department of Clinical Genetics, Tottori University Hospital, Tottori, Japan)
3) BIURY: bRzt > v —

(Research Center for Bioscience and Technology, Tottori University, Tottori, Japan)

130



305-5 HFHFICHEITS (b MOEE] OFAICEF/ZE) A /

9:34 Movement of introducing human genetics into high schools

Qi = ' (Atsushi Watanabe) . 47 18 ¥ (Hiroshi Ichiishi) . H'4) #E# ¥ (Masahiro Nakamura) |
#K T 9 (Keiko Suzuki) . FI73 4 7 (Naoki Shiraishi) . 124 K J&T '>¥ (Motoko Sasaki) .
;27 238 (Akihiro Sakurai)

1) BARERRAA BRI #m5 R

(Division of Clinical Genetics, Nippon Medical School Hospital, Tokyo, Japan)
2) HARNHBEFSHFHERRS

(Committee of promoting education, Japanese association of human genetics)
3) OARMEED Y v 2) v VSR BEHRERES

(Committee of genetic education, Japanese association of genetic counselling)
4) FURUHRAL LS5 e AR

(Kokubunji Tokyo metropolitan high school)
5) B3 B AR R AR A

(Seijyo gakuen high school)
6) HEBRF LTS

(Hosei zyoshi high school)
7) RUHB AL SRR

(Toshima Tokyo metropolitan high school)
8) ALIREEAI R AR AL R

(Department of Medical Genetics, Sapporo Medical University)

Day 3
Nov. 22
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—fig0E 306 FXRAHER

Oral Session 306 Inborn Errors of Metabolism

H BE:11 H22H (B) 8:50 ~9:45 456 2335 (Bhig 2 FY)
R Bl R (ERLREEEE Y v 5 —  BRRRAER)
i & iF A (KRB R R E A ge R S EESY)
Date : Nov. 22 (Sat.) 8:50-9:45 Room 6 (Tougen 2F)
Chairs : Torayuki Okuyama (National Center for Child Health and Development)
Akemi Tanaka (Osaka City University)

306-1 2 b3V MR TEREEEEEE 144 EGIO BT/ LT/
8:50 A comprehensive genomic analysis of 144 patients with mitochondrial respiratory chain
deficiencies.

OFfH A1V (Masakazu Kohda) . % 5% > (Yoshimi Tokuzawa)
AR #4°? (Yoshihito Kishita) . i %% ? (Izumi Yamashita-Sugahara) .
K FEA Y (Yosuke Mizuno) . i & 2 (Yutaka Nakachi) . *FH 27V (Tomoko Hirata) .
J3F ATV (Yukiko Kanesaki-Yatsuka) . JEIE %27 ¥ (Hiroko Harashima) .
[l KHE Y (Taro Yamazaki) . 7% FEA ¢ (Masato Mori) . #7111 &£ 9 (Kei Murayama) .
JniE Y Y (Hidemasa Kato) . K47 B ¥ (Akira Ohtake) . [l 7] 2 (Yasushi Okazaki)
1) WERERRET ) AEFWEE 5 — b T AL =Y 3 F V) —F M
(Division of Translational Research, Research Center for Genomic Medicine, Saitama Medical University,
Saitama, Japan)
2) WERERIKRFET ) AEFEWEY v 5 — 7 AR
(Division of Functional Genomics & Systems Medicine, Research Center for Genomic Medicine, Saitama
Medical University, Saitama, Japan)
3) BWEERKRY AR
(Department of Pediatrics, Saitama Medical University, Saitama, Japan)
4) BEmALbE  NERE
(Department of Pediatrics, Matsudo City Hospital, Chiba, Japan)
5) T3 &b B R
(Department of Metabolism, Chiba Children Hospital, Chiba, Japan)

Day 3
Nov. 22

306-2 I 3D R 7RRSHEEEEDHERNEE T8/
9:01 Prenatal genetic diagnosis of mitochondrial respiratory chain disorders

Ol KER Y (Taro Yamazaki) . JIE %27 (Hiroko Harashima). FI%E #— " (Yuichi Abe) .
#E)k W5 2 (Satoshi Nanba). I BE? (Yoshimasa Kamei). 15 B ? (Osamu Ishihara) .
1% Y (Midori Taniguchi) . KK, #a2< ¥ (Takuya Hushimi) . A 57 ¥ (Keiko Ichimoto) .
I BT (Yukiko Yatsuka) . AT #{= ¥ (Yoshihito Kishita) .

i 3£ Y (Yoshimi Tokuzawa) . “F-H %1% (Tomoko Hirata) . #iH ##1 % (Masakazu Kohda) .
il FEw) 49 (Yasushi Okazaki) . 111 32 ¥ (Kei Murayama). K47 B " (Akira Ohtake)
1) BEERRS ANEE
(Department of Pediatrics, Saitama Medical University)
2) BiRERRFEER AT
(Department of Obstetrics and Gynecology, Saitama Medical University)
3) TR & mbet e
(Department of Metabolism, Chiba Chidren's Hospital)
4) BIRERIRSET ) MBS v 5 — 7 AR
(Division of Functional Genomics and Systems Medicine, Research Center for Genomic Medicine, Saitama
Medical University)
5) BEERIKSES ) ARSIy ¥ — T VAL =T a F ) H—FEE
(Division of Translational Research, Research Center for Genomic Medicine, Saitama Medical University)
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306-3
9:12

306-4
9:23

306-5
9:34

KAXMNERSHEEEDHRREEELEF COG2 DREIE /
Mutations in COG2 encoding a subunit of the COG complex cause a congenital disorder of
glycosylation

O/ &Y (Hirofumi Kodera) . %7 645 2 (Naoki Ando). #i% B ¥ (Isao Yuasa)
AIH 515 Y (Yoshinao Wada) . #lii 551 ' (Yoshinori Tsurusaki) .
i 6T Y (Mitsuko Nakashima) . =4 #07- " (Noriko Miyake) . 75/ 175 2 (Shinji Saitoh) .
FAZ 38 ¥ (Naomichi Matsumoto) . =i i&% ¥ (Hirotomo Saitsu)
1) BRI RERERE  BRAEIER RS
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2) HEBRW Y RFRFER EFEURR Al - AR5
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)
3) BHURY: BEEE EEY
(Division of Legal Medicine, Faculty of Medicine, Tottori University, Yonago, Japan)
4) RUBRFAZEEFDRER G R & >~ & — W FEiT AR5
(Department of Molecular Medicine, Osaka Medical Center and Research Institute for Maternal and Child
Health, Osaka, Japan)

LOZHEE || NEAER OE M EFHARIEHEDRIICXT T BRRE IDS BEFERICOWVT/

Efficacy on the brain and the IDS gene mutation in the patients with MPS Il severe form

OHH 174 Y (Akemi Tanaka) . (Bl £ 5 ¥ (Takashi Hamazaki). FI%F T8 " (Chiho Kadono) .
L 875 Y (Satoshi Kudo) . L1 2 2 (Torayuki Okuyama). 7% #3c ¥ (Norio Sakai) |
/NEHE 38 Y (Motomichi Kosuga) . ## #7- ¥ (Michiko Shinpo) . M il — ¥ (Koji Kato) .
/IR B9 (Ryoji Kobayashi) . #H % ¢ (Tomo Sawada). #7A &2 7 (Yasuyuki Suzuki) .
7 FEEH Y (Mika Ishige) . %55 i ¥ (Hideo Mugishima) . 43 % 1E ® (Hiromasa Yabe) |
JniE #2— * (Shunichi Kato)

1) KBRS Rl EFigert e/ e
(Department of Pediatrics, Osaka City University)
2) ENZREBEHENIEL ¥ —  BRMAES
(Department of Clinical Laboratory Medicine, National Center for Child Health)
3) KBASEAFE ESRUER N Day 3
(Department of Pediatrics, Osaka University Graduate School of Medicine) Nov. 22
4) HEERTFERES R SR
(Division of Hematology/Oncology, Children's Medical Center, Japanese Red Cross, Nagoya Daiichi Hospital)
5) ALIRALRIEBE  NERE
(Department of Pediatrics, Sapporo Kitanire Hospital)
6) W NERE
(department of Pediatrics, Izumi City Hospital)
7) R EAHEREN Y Y Y —
(Medical Education Development Center, Gifu University)
8) HARY: EFE /ANEFR
(Department of Pediatrics and Child Health, Nihon University School of Medicine)
9) MR PR MR A B ARAL
(Departments of Cell Transplantation and Pediatrics, Tokai University School of Medicine)

UGT1A1 DD DREMERDTFTEICK Y Crigler-Najjar AEIZEE | BIE I BUIAREL ATV A
R%R/

Two different mutations of UGT1A1 cause both Crigler-Najjar syndrome type | and type Il in
an Iranian family

O Bk P (Yoshihiro Maruo) . Mahdiyeh Behnam? . H1JE /NE 4 Y (Sayuri Nakahara) |
I 72 Y (Katusyuki Matsui) . 7% %32 ¥ (Asami Mori) . Mansour Salehi¥. Narges Nouri® .
PrM #td V' (Yoshihiro Takeuchi)

D) @HEERRY B NER R
(Department of Pediatrics, Shiga Universityof Medical Science)

2) Medical Genetics Laboratory of Genome, Isfahan, Iran

3) Division of Genetics and Molecular Biology, Medical School, Isfahan University of Medical Sciences, Isfahan,
Iran

4) Tohid genetic counseling center, Isfahan, Iran
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—R%0E 307  Fhfdi - ATkl

Oral Session 307 New Technology/Analysis Technology

H BE:11 H22H (1) 945~1029 %518 (Kb—)L 5E)
JE R RN M (8 BRI R E R A SR IR 2 RS B
el 8 (BULARgenT e L ER g X » ¥ — Wi sE T — )
Date : Nov. 22 (Sat.) 9:45-10:29 Room 1 (Big Hall 5F)
Chairs : Matsuura Shinya (Hiroshima University)
Atsushi Takahashi (RIKEN)

807-1  RURI—HIVAF—ADBIC& BT /0% T 51 NERDIRE /

9:45 Detection of mutations in microsatellite region from next-generation sequencing data

OMEAR B Y (Akihiro Fujimoto) . #4J5 £75 ¥ (Nagahide Matsubara) . {4 K M55 Y (Aya Sasaki)
HH BT Y (Mayuko Furuta) . FI%B 3 HE Y (Tetsuo Abe). FH 3% Y (Tatsuhiko Tsunoda) .
B # Y (Naohiro Tomita) . /Il %7) V' (Hidewaki Nakagawa)

1) HALFARIZER e b ER e v v —
(RIKEN Center for Integrative Medical Sciences)
2) FEERRY THHLE SR
(Department of Lower Gastroenterological Surgery, Hyogo College of Medicine, Hyogo, Japan)

307-2 RELULMBN—BEZIJFTIAHDSENET BRGNS/ LEHRZHE L TREAEEZH
9:56 EY BFEDHEL /
Extraction of genetic information of objective patient from SNP array data of contaminated
samples

Offe% A& 709 AV (Karin Sasaki) . %55 %42 " (Kosei Abe) . 64 122 (Kazunori Hashimoto)
FAFE S 2 (Hideo Matsui) . Hi#k — "V (Kazuhiko Nakabayashi) . 7 f#—HE " (Kenichiro Hata)
1) BEEEEY 7 —  FEwmENZEE

(Department of Fetal Biology, National Research Institute for Child Health and Development, Tokyo, Japan)

2) WRIFER  EmAF
(Department of Obstetrics and Gynecology, Tokyo Women's Medical University)

Day 3
Hov-22 307-3  #HMM#NXTO—7 (Eprobe) %MLz PCR EMIRMBRRIARAZATIC & B MARSEICH T2 HER2 R
10:07  DRHROEE/
Development of screening assay system for somatic mutations at HER2 by Eprobe-PCR
using lung adenocarcinoma samples

Ol ## Y (Yoshiaki Takase) . i #&4 >¥ (Tatsuo Ichihara) . JEE # " (Jun Atsumi) .
T 2281 Y (Yasuaki Enokida) . AF 284 ¥ (Yasumasa Kimura) |
K A% YV (Kimihiro Shimizu) . F15F #1% ¥ (Kengo Usui). =4+ HEIE > (Yasumasa Mitani)
1) BN REIEARIES MR
(Department of Thoracic and Visceral Organ Surgery, Gunma University, Japan)
2) ¥FT7F— A
(Dnaform, Japan)
3) BALEWIGEHT - T4 T A T 2 AR v 4 —
(RIKEN Center for Life Science Technologies)

307-4  Multiplex ligation-dependent prove amplification (MLPA) D51 4 —3 3 > IERTFHIZER /
10:18 Ligation-independent pathway of multiplex ligation-dependent probe amplification
OF¥F 14 (Naoki Uno). #Iit w4l (Katsunori Yanagihara)
ERRFRFRE  EREFRETIER  WRERAT - 35
(Department of Laboratory Medicine, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki,
Japan)

134



—AZ[1iE 308 BE:EmFMT 2

Oral Session 308 Association Analysis 2

H W11 H22H (B) 945~ 1040 5525 (hak—)L 5H)
HE R R BEE (LR RSB - R 7E R /N e RE 00 BT )
H b g GREER SRR RENA F ) YV — Ak 8 —)
Date : Nov. 22 (Sat.) 9:45-10:40 Room 2 (Small Hall 5F)
Chairs : Shigeo Kure (Tohoku University)
Toshihiro Tanaka (Tokyo Medical and Dental University)

308-1 FRKA GWAS THRE S Nz 2 BIERFEERZ &R TR 10 0 BRAEKE TOREE /
9:45 Replication study for the association of 10 SNP loci identified by European GWAS for type 2
diabetes in the Japanese

ORZE %5 12 (Ren Matsuba) . i 85 2 (Kensuke Sakai) . 4+ 9537V (Minako Imamura)
HH %Y (Minoru Iwata) . A % ¥ (Hiroshi Hirose) . #fiH #2 5% (Hirotaka Watada) .
HiJII 5 ¢ (Hiroshi Maegawa) . F il —2 ¥ (Kazuyuki Tobe) . /K JE4L @ (Atsunori Kashiwagi) .
hnske #3F- 7 (Kohei Kaku) . {7 &1 ¥ (Ryuzo Kawamori) . FHH 3% 2 (Yasushi Tanaka) .
HiH :ER " (Shiro Maeda)

1) BALEIIZeRT A EMERFEEL Y ¥ — B - ACH - NWEERIIEF — A
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
2) By 7 o ERRY EH - NSWAF
(Department of Internal Medicine, Division of Metabolism and Endocrinology, St. Marianna University School
of Medicine, Kawasaki, Japan)
3) WKy AR
(First Department of Internal Medicine, University of Toyama, Toyama, Japan)
4) BEISKRY REERL S8 —

(Health Center, Keio University School of Medicine, Tokyo, Japan)

MR GRS REERE AN AFRS:

(Department of Metabolism and Endocrinology, Juntendo University Graduate School of Medicine, Tokyo,

Japan)

WEBERIRY: R

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

NNEERRS: BRI - AU - NN R

(Division of Diabetes, Endocrinology and Metabolism, Department of Internal Medicine, Kawasaki Medical

i
g

6

N2

7

=

School, Kurashiki, Japan)
JERE AR Kk AR—boy—try—
(Sportology Center, Juntendo University Graduate School of Medicine, Tokyo, Japan)

o0
=

308-2 BARA 2 BRERHBEEICE T DERFBIBED T / LT1 NEERET /
9:56 Genome-wide search for susceptibility loci to diabetic retinopathy in Japanese patients with
type 2 diabetes

O%4# 2TV (Minako Imamura) . =45 £ 2 (Atsushi Takahashi) . Af# 7283 (Michiaki Kubo) .
HiH 4RV (Shiro Maeda)
1) MSZATEBOE NBEALAIIET e R ER AT v v — B - A - NI EREZE T — &
(Laboratory for Endocrinology Metabolism and Kedney Diseases, RIKEN Center for Integrative Medical
Sciences)
2) MOZATEE N AR A A arE R A gE v 4 —  IREHEITIEZE T — &
(Laboratory for Statistical Analysis, RIKEN Center for Integrative Medical Sciences)
3) MOZATEGE ANBLAWEZETT AR e e v v — BRI S v — 7
(Laboratory for Genotyping Development, RIKEN Center for Integrative Medical Sciences)
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308-3 2 EIMERRmEDEENRLVEE N/ lanosterol synthase BIZFZE! (LSS) OMRIEICEHTEH
10:07 REDW%E /
Replication study of association of variants in LSS with Type 2 diabetes mellitus in other
populations

O%FAE 712 (Naoko Iwasaki) . [f4 #f7] ¥ (Koji Okamoto) . ¥ A 7k4: ¥ (Eisei Noiri) +
T B Y (Miho Takizawa) . BT BT~V (Makiko Ogata) . Torben Hansen® . Oluf Pedersen®
Kyong Park”, Cheng Hu”. P % " (Yasuko Uchigata). fiizk B+ ¥ (Katushi Tokunaga)
D WK FERRY: ESE R v 5 — AR
(Diabetes Center, Tokyo Women's Medical University)
2) WRFERKRY: wEENFAIET
(Institute of Ingtegrated Medical Science)
3) WHEAY NHEBERY
(Dept. of Human Genetics, Tokyo University, Tokyo, Japan)
4) BOTKRY BN W
(Dept. of Nephrology and Endocrinology, Tokyo University, Tokyo, Japan)
5) =4 F— UH5ERT
(Hagedorn Research Institute, Copenhagen, Denmark)
6) VLR
(Dept. of Internal Medicine, Seoul National University College of Medicine, Seoul, Korea)
7) BRI IR
(Shanghai Diabetes Institute, Shanghai Jiao Tong University Affiliated Sixth People's Hospital, Shanghai, China)

808-4 FOL 7 —& HLA-DQB1'06:01 & &K U DQB1%03:02 & DBIE /
10:18 HLA-DQB1*06:01 and DQB1*03:02 are associated with narcolepsy in the Japanese population

O Il Y (Taku Miyagawa) . 2H #3% " (Hiromi Toyoda). V-5 B3 " (Akane Hirataka) |
/NE # Y (Hiroto Kojima) . —-ffl #Fi ? (Takaomi Futagami). Seik Soon Khor" .
LG SR Y (Maria Yamasaki) . i 185952 (Hiroh Saji) . 4% # ¥ (Yutaka Honda)
K% B 3% (Makoto Honda) . fii7k fs1: " (Katsushi Tokunaga)
1) BORRS: RFEBEE SRR EIRR ORI g N R0 B
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
Day 3 2) AiEEFEEEN HLA BFERT
Nov. 22 (HLA Foundation Laboratory, Kyoto, Japan)
3) AR EE AR FET
(Japan Somnology Center, Neuropsychiatric Research Institute, Tokyo, Japan)
4) FRUHREE S48 A D FERT RS AT B 1S 5 72 53
(Sleep Disorders Project, Department of Psychiatry and Behavioral Sciences, Tokyo Metropolitan Institute of

Medical Science, Tokyo, Japan)

308-5 IMRERMEN—FV/URDOIY)—LRERENESE 2 ] SNP-GWAS /
10:29 Exome association study and 2nd SNP-GWAS of Parkinson's disease

Oy # V' (Wataru Satake) . /K K% 2 (Daichi Shigemizu) . #7K # ¥ (Yuzuru Suzuki) .
I f# ¥ (Ken Yamamoto) . & 1 545% ¥ (Hiroyuki Tomiyama). =46 5 » (Atsushi Takahashi) .
FH 89 (Miho Murata) . Il 5% ¥ (Nobutaka Hattori) . FH %1% ? (Toshihiro Tanaka) .
fi[H %72 ¥ (Tatsuhiko Tsunoda) . A 7687 2 (Michiaki Kubo) . it %k 7 (Shoji Tsuji) .
FAZR 138 ¥ (Naomichi Matsumoto) . % #fi5% ¥ (Sumio Sugano). FH E5 Y (Tatsushi Toda)
1) HERE: MEENER o iEe
(Div of Neurol/Mol Brain Sci, Kobe Univ, Japan)
2) LGRS ) A EREE Y v 8 —
(Cen for Genome Med, RIKEN, Japan)
3) WSS/ AR
(Dept of Med Genome Sci, The Univ. of Tokyo, Japan)
4) NRRRFES
(Kurume Univ., Japan)
5) NER & RFAARRE A
(Dept of Neurol, Juntendo Univ., Japan)
FE T AF RS o 7 — iR
(Dept of Neurol, Natl Cen Hsp of Neurol and Psy, Japan)
7) UK FAMHRE R
(Dept of Neurol, The Univ. of Tokyo, Japan)
8) MR R IR
(Dept of Human Genet, Yokohama City Univ., Japan)

6
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—i%0i&E 309 B—EIETF&EE 3 (7w - 8

Oral Session 309 Single Gene Disorders 3

H BE:11 H22H () 945~10:40 553 &3 (B 2 )
HE R R SRS (B R R R B R 7R
A — CREUREER I ZERT)
Date : Nov. 22 (Sat.) 9:45-10:40 Room 3 (Zuiun 2F)
Chairs : Yukio Horikawa (Gifu University)
Koichi Matsuda (The University of Tokyo)

309-1 BERICH T ELEFEEZREERBREOHBN LR ETFERRENR /
9:45 A comprehensive search for mutations of PKD1&2 in Japanese subjects with autosomal
dominant polycystic kidney disease

OFEf] —% "V (Kazushige Hanaoka) . & FE K ' (Mahiro Kurashige)
4Ff 55357 Y (Minako Imamura) . 211 42 P (Takashi Udagawa)
A #2255 Y (Toshio Hasegawa) . JIIIT B A * (Yoshindo Kawaguchi) |
M4 BESS U (Tatsuo Hasoya) . M2 F& " (Takashi Yokoo). HiFH :HE 2 (Shiro Maeda)

1) WEEEKERRY: B B - siE AR
(Division of Nephrology and Hypertension, Department of Internal Medicine, The Jikei University, School of

Medicine, Tokyo, Japan)

2) BALFEWIZERT A AEmERFIE Y Yy —  H - R - WOIEERTE T — 4
(Laboratory for Endocrimology, Metabolism and Kidney Disease, RIKEN Center for Integrative Medical
Sciences, Yokohama, Japan)

3) MEINRALY Rame AR

(Department of Medicine, Kanagawa Prefectural Shiomidai Hospital)

309-2 HZA A MODY fEflICE T PAX4 BIEFER (MODY9) DiEZE /

9:56 Detection of PAX4 gene mutations in Japanese patients with maturity-onset diabetes of the
young
O £ Y (Miho Takizawa) . =% B+ Y (Naoko Iwasaki). FEH BV (Risa Ide)
B BTV (Makiko Ogata) . P %7V (Yasuko Uchigata) Day 3

1) BELTERASE LY ¥ -l Nov. 22

(Diabetes Center, Tokyo Women's Medical University, Tokyo, Japan)
2) WK TERARY: BETEREY 5 —
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
3) WHEICTERRY: aERAIERT
(Institute for Integrated Medical Science, Tokyo Women's Medical University, Tokyo, Japan)

309-3 /MEEAICEEEh/=BZAA MODY2 DERHKE /
10:07 Molecular and clinical characterization of maturity-onset diabetes of the young 2(MODY2) in
Japanese patients

OJIHE #EE Y (Rie Kawakita) . FlJE #53€ ¥ (Azumi Sakakibara) .
AR HA TV (Yukiko Hashimoto) . #fi)I1 #&42 V (Yuki Hosokawa) . BEAL Z50] V' (Rika Fujimaru) .
FJI1EH ¥ (Nobuyoshi Tamagawa) . & = ¥ (Tohru Yorifuji)
1) KB EERE Y 7 — NBRHN MR
(Department of Pediatric Endocrinology and Metabolism, Osaka City General Hospital)
2) KIRViREERE Y ¥ — [RMIEL Y & —
(Clinical Reseach Center, Osaka City General Hospital)

309-4 S FEEFHIBEICED  (hitR FIRBREEEE TEDERKEARET /
10:18 Clinical characteristics of Pseudohypoparathyroidism based on molecular analysis
Off# {fi—81 ' (Shinichiro Sano) . #AJ5 272 (Keiko Matsubara) . F4f B 2 (Akie Nakamura) |
R BEAL Y (Maki Fukami) . #4757 %) ¥ (Tsutomu Ogata)
1) PEGERAERY Y 5 — R
(Department of Pediatrics, Chutoen General Medical Center)
2) ENINEEBEE Y Y ¥ — NG
(Department of Molecular Endocrinology, National Reaserch Institute for Child Health and Development)
3) dEAREERIRS: NERE

(Department of Pediatrics, Hamamatsu University School of Medicine)
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309-5
10:29

AEBIZF T BB MBI RIREREEE(E TIE (PHP)-1 @ genetic, epigenetic f##f /
Molecular characterization of genetic and epigenetic alterations in pseudohypoparathyroidism
(PHP)
OFIH fi V' (Takeshi Usui) . #% BEF 2 (Akiko Yuno). K % " (Akira Shimatu)
1) ENZRBERRE TR E R > ¥ —  BRIFE R 8 —
(Clinical RTesearch Institute National Hospital Organization Kyoto Medical Center, Kyoto, Japan)
2) EpEEGOLREE BRI - NI, R S S —
(Department of Endocrinology and Metabolism, Kin-i-kyo Chuo Hospital, Sapporo, Japan)
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—fig[0E 3010 REEHBEIRE 5 (NIPT)

Oral Session 3010 Perinatal Genetics 5

H BE:o11 H22H (1) 945~10:40 554 &3 (PR 2R
KA RE (ERLNEERIE Y > 5 —)
I 5354 (ALHEE RS R B R A FE R G IR R & A T 2 5l )
Date : Nov. 22 (Sat.) 9:45-10:40 Room 4 (Heian 2F)
Chairs : Haruhiko Sago (National Center for Child Heath and Development)
Takahiro Yamada (Hokkaido University)

3010-1 EwmOFEEED NIPT (BEREMNHEMBEGEZENRE) (BT ZAOA7EREORREL >
9:45 RER /
Abnormal non-invasive prenatal test result: report of a case with possible involvement of
maternal small uterine fibroid

Ol #8 P (Akira Namba) . &K f@KkHE 2 (Kenjiro Takagi) . Y/ B2 (Isao Horiuchi)
WL AT (Yukiko Mikami) . & #21l * (Shunsuke Miyai) . %1% # " (Rei Niizawa) .
A BRIV (Machiko Kimura) . = A Bif# Y (Akinori Miki) . £1)5 £ (Osamu Ishihara) |
It B (Yoshimasa Kamei)
1) BEERRY  ERE AR
(Department of Obstetrics and Gynecology, Saitama Medical University, Saitama, Japan)
2) HIRERKEME Wi gL v & — il AR
(Perinatal Medical Center, Saitama Medical Center, Jichi Medical University, Saitama, Japan)
3) GeneTech #RzUEHE
(GeneTech inc., Tokyo, Japan)

3010-2  ART [C&KBHERE BAEIRICE TS NIPT DIRE /
9:56 The difference of the NIPT situation between the ART pregnancy cases and the spontaneous
pregnancy cases

OfFE 5% ¥ (Akimune Fukushima) . 117 )5 Y (Kayono Yamamoto)
/MR EFET- " (Yumiko Kobayashi) . 4% %15 » (Tomonobu Kanasugi) .
=i 1K 2 (Fumiharu Miura) Day 3
D BTFERAY EEE BREEE ovz2

(Department of Human Genetics, Iwate Medical University, Morioka, Japan)
2) HFERRY B AR
(Department of Obstetrics and Gynecology, Iwate Medical University, Morioka, Japan)

3010-3 NIPT FMBEDIEEERENDESE /

10:07 The role of first trimester ultrasound screening in the era of NIPT.

O#rfr B2 (Rina Akaishi) . U 425, (Takahiro Yamada). 42H A4E (Yuka Shibata)
/NE 2251 (Takashi Kojima) . /MU #54 (Takahiro Koyama). {1 # (Satoshi Kawaguchi) +
7k b i (Hisanori Minakami)
B R AEE  BRRER (LT 22
(Division of Clinical Genetics, Hokkaido Universtity Hospital, Sapporo, Japan)

3010-4 RERICEITS NIPT OEREIAR ERBREEICDOWVTOHRSE /
10:18 Current data on NIPT in Hyogo Prefecture

O % Y (Hideaki Sawai) . “FA 4 2 (Shinya Tairaku) . FEIE 745V (Mina Kashima) |
M %252 Y (Hiroyuki Tanaka) . #H ¥ b 7V (Mariko Ushioda) . {£J# % ¥ (Chika Sato) .
A 7Y (Hiroko Mimura) . i Z¥ET- ¥ (Mariko Ikeda), 7 H 3% ¢ (Tatsushi Toda) .
W4 HEZ 2 (Yasuhiko Ebina) . [IH #5 A ¥ (Hideto Yamada) . 42J5 i ¥ (Hiroaki Shibahara) |
FiE (FEA) T2 (Tomoko Tamaoki)

1) FEERRREE  ERE AR
(Department of Obstetrics and Gynecology, Hyogo College of Medicine Hospital, Nishinomiya-shi, Japan)
2) MR R E R R AR
(Department of Obstetrics and Gynecology, Kobe University Hospital, Kobe-shi, Japan)
3) SLEERRFREE  BRIREISE
(Department of Clinical Genetics, Hyogo College of Medicine Hospital, Nishinomiya-shi, Japan)
4) MERFEERE R SRR
(Division of Gentec Counseling, Kobe University Hospital, Kobe-shi, Japan)
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3010-5  NIPT EHEMEERICH | BBEEH T Y > FHUEADERHKHEZE /
10:29 A questionnaire survey among providers of genetic counseling at the clinical practices offering
NIPT

OPE L % Y (Miyuki Nishiyama) . 724 {72 ¥ (Haruhiko Sago) +
#7% 172 ¥ (Nobuhiro Suzumori) . LI 4254 * (Takahiro Yamada). 54 5% (Osamu Samura)
I 3] Y (Hideaki Sawai) . 22 H % (Jun Murotsuki) . 3 B 7 (Yoshimasa Kamei) .
Bl P ¥ (Hideaki Masuzaki) . *FJ5 94 * (Fumiki Hirahara) |
Je)I1 5L 1 (Michihiro Kitagawa) . BIIR BHZ 'V (Akihiko Sekizawa)
1) ERZREEREIE Y 5 —  FEE - S -
(Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and
Development)
PRI il AR
(Department of Obstetrics and Gynecology, Nagoya City University Hospital)
OB R R BE R TR R E R AR il [ 2755 B
(Department of Obstetrics and Gynecology, Hokkaido University Graduate School of Medicine)
R KERRE IR AR
(Department of Obstetrics and Gynecology, The Jikei University School of Medicine)
5) SLREERRS: EERHE AR
(Department of Obstetrics and Gynecology, Hyogo College of Medicine)
6) EIREN &b ke ERE
(Department of Maternal and Fetal Medicine, Miyagi Children's Hospital)
7) WEERKRFRE e AR
(Department of Obstetrics and Gynecology, Saitama Medical University Hospital)
8) RWFRFEESE  wERHm AR
(Department of Obstetrics and Gynecology, Nagasaki University School of Medicine)
9) RRUET LR RFRE A TERE eI AR AR A BR AR
(Department of Obstetrics, Gynecology and Molecular Reproductive Science, Yokohama City University
Graduate School of Medicine)
10) 1HIESwEE
(Department of Obstetrics and Gynecology, Sanno Hospital)
11) WEAIRPE A e AR

Day 3 (Department of Obstetrics and Gynecology, Showa University School of Medicine)
Nov. 22
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—i%0;E 3011 EBEIREE 2

Oral Session 3011 Tumor/Cancer Genetics 2

H BE:11 H22H () 945 ~10:40 555 &% (R 2 )
HE R =R RS RERNE R S B B B 58T 708 R 0 B )
Wi LA (TR AL Y WD AT ) 2ty 5 —)
Date : Nov. 22 (Sat.) 9:45-10:40 Room 5 (Fukujyu 2F)
Chairs : Yoshio Miki (Tokyo Medical and Dental University)
Sana Yokoi (Chiba Cancer Center)

3011-1  WT1 BEFRE LM 7 EZOFBRNERY Wilms BEBEDRERICHETS /
9:45 Parental Inheritance and WT1 Abnormality Types May Affect the Penetrance Rate of Hereditary
Wilms Tumor

O%T %t ¥ (Yasuhiko Kaneko) . K2% Hs 2 (Hajime Okita) . &M M2 ¥ (Masayuki Haruta) |
HH B Y (Yasuhito Arai) . KHf 2215 ¢ (Takaharu Oue) . #isk fitiE ¥ (Tsugumichi Koshinaga)
&% L7 © (Masahiro Fukuzawa)

1) \EETDA Y v 5 —ERIESE e
(Research Institute for Clinical Oncology, Saitama Cancer Center, Ina, Saitama, Japan)
2) ENRHEERNEE > 5 — Wi
(Reseach Institute, National Center for Child Health and Development)
3) ENZASARRGE R > & —BEFEAT
(National Cancer Center Reseach Institute)
4) KBRS ANREHE I
(Department of Pediatric Surgery, Osaka University School of Medicine)
5) HARZ: /NESE
(Department of Pediatric Surgery, Nihon University School of Medicine)
6) KIAF BT IRER AR > & —
(Osaka Medical Center and Research Institute for Maternal and Child Health)

3011-2  Lynch FEEREEBEDINAICET ZERKRIEER - S FEIEFENFEICET 51%5 /
9:56 Clinopathological and molecular characteristics of Lynch syndrome-associated breast
cancers

OFH A FELR (Miho Aoki). A FEFE (Miho Kakuta) . 4% &% (Akemi Takahashi)
Al (Gou Yamamoto). 32JI1 # 7% (Tetsuhiko Tachikawa). 7RAK 78 (Kiwamu Akagi)
BREEN A Yy —  JEEZE - TRR

(Molecular Diagnosis and Cancer Prevention, Saitama Cancer Center)

Day 3
Nov. 22

3011-83  Whole Genome Sequencing ZAW/=B P AMARICH THERGL /
10:07 Detection of structural and copy number variation of gastric cancer cells using whole-
genome sequencing

O#JIl =% V (Miyuki Kubokawa) . 4 5JIH " (Kyongsoon Kim). -4 %% 2 (Issei Imoto) .
I Bt Y (Masao Yamaguchi)

1) 74 = 7R &
(Amelieff Corporation, Tokyo, Japan)

2) TEESREFERZEBEAN ANA F 4 A T 2 ARF5EE N 255 B
(Human Genetics and Public Health, Institute of Health Biosciences The University of Tokushima Graduate
School, Tokushima, Japan)
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3011-4  NILM/ASC-US fillC$(F % HPV-16 BEIRRAALAE & HPV-52 BRRR B DMIFIZZPT R DZEAL /
10:18 Single human papillomavirus 16 or 52 infection and later cytological findings in Japanese
women with NILM or ASC-US

OMJER A5V (Shuhei Abe) . =i % ¥ (Kiyonori Miura) . —{iii 427" (Shoko Miura)

L i AHR 2 (Kentaro Yamasaki) . 43011 @ 1) U (Yuri Hasegawa) . 5 % U (Ai Higashijima) |

T # " (Atsushi Yoshida) . 44 84 U (Masanori Kaneuchi) |

il Z—HE Y (Koh-ichiro Yoshiura). 3§l J£8H V' (Hideaki Masuzaki)

1) RlgRY: ESHE ERm AR A
(Departments of 10bstetrics and Gynecology, Nagasaki University Graduate School of Biomedical Sciences,
Nagasaki, Japan)

2) RlgRY B ANHERRFHE
(Departments of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki,
Japan)

3011-5 EREMADVAMEDSALERE (HBOC) DERIKEVFHMEY —A1 52 ADMEE /

10:29 Examination of clinical features and the surveillance of the hereditary breast cancer ovarian
cancer syndrome (HBOC)

OFHH % T (Reiko Yoshida) . K3F EHT (Mayuko Inuzuka) . VUG %7 (Junko Yotsumoto)
BRIRS e TV A MRV S —
(Showa University Hospital Breast Center)

Day 3
Nov. 22
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—i%[;E 3012 HAEGEITE 2

Oral Session 3012 Cytogenetics 2

H BE:o11 H22H (4) 9:45~10:40 55 6 x4 (BRI 2 RY)
JE R AR B (FEERFEREEBEANV AN A F A T2 ARG N L)
W (EMRFEESES BRESY: - TR )
Date : Nov. 22 (Sat.) 9:45-10:40 Room 6 (Tougen 2F)
Chairs : Issei Imoto (University of Tokushima)
Keiko Wakui (Shinshu University)

3012-1  CGH+SNP 7 L1 Z R\ /=4 FE L BHARIE D genotyping FHEDHA : MUV I—14EY 1Y
9:45 EGID 2 #BIRFID 14 FLREEFBRMEE /
Evaluation of parental origin of chromosomes 14 in a trisomy 14 mosaicism using genotyping
data by CGH+SNP Microarray

Ok iy (Keiko Wakui) . 11171 235 Y (Tomomi Yamaguchi) . yL.I1 FLFET- ¥ (Mariko Eguchi) |
LA #2522 (Toshifumi Yamauchi) . A #BH ¥ (Masaaki Oota) . 48 %55 * (Takashi Higaki)
£i3F 45— (Eiichi Ishii) . f#lfs 356 (Yoshimitsu Fukushima)

D BIMKRS B #IREY - THESHE

(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
2) BINRE: BEAHMEREE  BEFSHRES

(Department of Clinical & Molecular Genetics, Shinshu University Hospital, Matsumoto, Japan)
3) EIERY BEERHIEmERE SRR

(Department of Pediatrics, Ehime University Hospital, Toon, Japan)

3012-2  /NEGBF) D JTRBERICR SNIZEBRER T/ LiEiE /
9:56 A small supernumerary ring chromosome with stepwise genome amplification.
OXIL B P (Tamae Ohye) . 7K% 77 2 (Seiji Mizuno) . A4 ##8 V (Hiroki Kurahashi)
1) B AR RAEERSENERT 5T EES
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Medical University)
2) B ER O 0 = — e

(Central Hospital, Aichi Human Service Center) Rayzg
ov.

3012-3 Breakpoint analysis of the recurrent constitutional t(8;22)(g24.13;q11.21) translocation

10:07 O 5B ¥ (Takema Kato). Divya Mishra"”. Fg3H 75 A " (Hidehito Inagaki) +
b B3 T2 (Mariko Tkeda) . 7% E 1% 2 (Naoya Morisada) . £ —ii ¥ (Kazumoto Iijima) .
P HEZ: ¥ (Yasuhiro Kido) . #UN 1E ¥ (Satoru Sakazume) . 7 AL # (Tomoki Kosho) .
R HeF* (Keiko Wakui) . il 3696 ¥ (Yoshimitsu Fukushima)
1) BRHPREGT RS - AREERFIITET - 20 # 2 E e
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Toyoake, Aichi, Japan)
2) M RFRFBEEAITERE - PR RFREE - /N R
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Hyogo, Japan)
3) FlmEERR AT - N R
(Department of Pediatrics, Dokkyo Medical University Koshigaya Hospital, Koshigaya, Saitama, Japan)
4) fFIMKEFIEEED - BIREES: - PRIBEARREE A5RS89 e i (R - 75 e
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Nagano, Japan)

3012-4 FiwEEBEEGEFHIBET ST/ LHREOIED T X717 AR/
10:18 Characterization of DNA replication timing of large genes associated with neural disease

OiE#% B (Yoshihisa Watanabe) . HiJIl A (Masato Maekawa)
IRERIRS: Rl BRI AR 2 e

(Department of Laboratory Medicine, Hamamatsu University School of Medicine, Japan)
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3012-5  ZRIKME Xq28 ERERBEOREAEEMBORER /

10:29 Identification and characterization of Xg28 duplication syndrome in a Japanese family

O+ Kl U (Daisuke Fukushi) . 111 #&—HF " (Kenichiro Yamada)
BFFF 427V (Noriko Nomura) . AR 45T 2 (Misako Naiki) . A L7V (Reiko Kimura) |
I #— Y (Yasukazu Yamada). RE# 25 * (Toshiyuki Kumagai) «
I AZET- ¥ (Kumiko Yamaguchi) . =55 BERL ¥ (Yoshishige Miyake)
FHS HERR V' (Nobuaki Wakamatsu)
D FALGHEER a0 = —  FEERENRTT BRI
(Institute for Developmental Research, Aichi Human Service Center, Kasugai, Aichi, Japan)
2) il RRFERFRE  BEERIITER
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Aichi, Japan)
3) BHELHEESID - XL R
(Department of Pediatric Neurology, Kobato Gakuen, Aichi Human Service Center, Kasugai, Aichi, Japan)
4) —EWRME  NER

(Department of Pediatrics, Ichinomiya Municipal Hospital, Ichinomiya, Aichi, Japan)

Day 3
Nov. 22
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