—#%O;& / Oral Session

Be3pAERFL Yy a» (OE)

Oral Presentation Award Session

H K:10H12H () 11:20 ~12:26 H1x8 (5F 501+502)
JE R ARE T (BB EF It > 2 — - 58T
R Tl (BT R AR A SRR R )
Date : Friday, Oct. 12 11:20 ~ 12:26 Room1 (501+502, 5F)
Chair : Yoichi Matsubara (National Center for Child Health and Development)
Naomichi Matsumoto (Department of Human Genetics, Yokohama City University Graduate School of Medicine)

FERBEICLZIO0VFVEREBEDTH
Accurate prediction of chromatin conformation status using deep neural network model
OIVAE JEi ! (Hidetaka Uryu) , 2% i —H[5 2 (Kenichiro Hata)
1 ENREEREHE Y Z— AT VT Ly 2 —TBM
(Department of Medical Genome Center, National Center for Child Health and Development, Tokyo,
Japan)
2 ENTKEBEERINE 2 — R REFIES
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)

BO-2 Cardio-facio-cutaneousfERE ICHITDRREZEDOMAE -KBETIVIRICELDE - RERE
):3ig
Gastrointestinal abnormalities and growth retardation in a mouse model for cardio-facio-
cutaneous syndrome
O#: | % — " (Shinichi Inoue) , )51 B " (Shingo Takahara) . 51| HEEH > (Takeo Yoshikawa)
il P! (Tetsuya Niihori) , &N — 2= 3 (Kazuhiko Yanai) | #JE 72£— ' (Yoichi Matsubara) .
HA FEF (Yoko Aoki)
1 BRIERSE KRB ARIZERE R0
(Department of Medical Genetics, Tohoku University School of Medicine, Sendai, Japan)
2 BUERE R¥EBLRERIUIZERE OSSR ey
(Division of Cardiovascular Surgery, Tohoku University School of Medicine, Sendai, Japan)
3 WK REGRELRVITIR fERESERE2 )17
(Department of Pharmacology, Tohoku University School of Medicine, Sendai, Japan)
4 ENIREERIEE 2 —
(National Center for Child Health and Development, Tokyo, Japan)
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BF - REMISRRICH I D9 FlEFIBMN
Identification of underlying genetic factors in 95 families with split hand/foot
malformation
OA itk ' (Kaori Yamoto) . ¥ ¥R J5%5 2 (Hirotomo Saitsu) . /MR BE#E 3 (Rika Kosaki) .
T {27 1 (Nobuhiko Haga) | #$ /K 53¢ ° (Hidefumi Tonoki) , 7 #&F ! (Eiko Nagata) ,
hn 2R ! (Fumiko Katow), K5 5,2 Bl ' (Konosuke Ohtaka) | 7% Z§ - (Yasuko Fujisawa)
PEAT 3% ° (Gen Nishimura) , #1) 1] ZZEE 7 (Shiro Ikegawa) . 5 FH {&14 ® (Shuji Takada)
ZER Bkl ® (Maki Fukami) | #£ /7 ) 1° (Tsutomu Ogata)

1

2

IEERIRZ NERE

(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
TRERIRY:  R(L AR

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

ENI KBRS 2 —  BIEER

(Division of Medical Genetics, National Research Institute for Child Health and Development, Tokyo,
Japan)

HEIRE UNB Y T— g VERE

(Department of Rehabilitation Medicine, Graduate School of Medicine, University of Tokyo, Tokyo, Japan)
REEFEBE  JEPEMRE 2 > 20— /N

(Department of Pediatrics, Tenshi Hospital, Hokkaido, Japan)

RN PN ST R

(Center for Intractable Diseases, Saitama Medical University Hospital, Saitama, Japan)

P ARG MO EMERAII L > 2 — G BERERIIZE T — L

(Laboratory of Bone and Joint Diseases, RIKEN Center for Integrative Medical Sciences, Tokyo, Japan)
ENTRRE ERIEE > 2 — AT LI - AR E AR

(Department of Systems BioMedicine, National Research Institute for Child Health and Development,
Tokyo, Japan)

ENRE RS Y 2 — PN

(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)

P
Cl
2
>
I

ERMTIVYNAT—REHIR) 2O LTI 7 2 MRHOBER
Association study of novel risk rare variants of late-onset Alzheimer's disease

O ! (Yuya Asanomi), BE7K K% 123 (Daichi Shigemizu) . YA FRED ! (Risa Mitsumori) ,
i RA! (Taiki Mord) | Fifk A 8°F * (Shumpei Niida) |, IR 75— '° (Kouichi Ozaki)

1

ENLRFEBRMTA Y 2 — AT VT L2 — BRIRT /) LT HEERS

(Division of Genomic Medicine, Medical Genome Center, National Center for Geriatrics and Gerontology,
Obu, Japan)

B ERERICE  HEARENIZEHT 7/ LISHIEARIZEEM BRI

(Department of Medical Science Mathematics, Medical Research Institute, Tokyo Medical and Dental
University, Tokyo, Japan)

YL AT AEMERIAIIN 2 —  ERPEEERII SV —T

(Laboratory for Medical Science Mathematics, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)

EN RHEEERRTE LY 2— AT VT ) Ly 2—

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

PYL ARG MO EMEREII L Y X —  fEBRAEERIIZE T — L

(Laboratory for Cardiovascular Diseases, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)
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ERICBITBIERVRZI) —Z U IHRARRBBEEDEE T/ RIVERR
Gene panel study for target metabolic diseases of newborn mass screening in Japan

Offrd: JElfe ! (Hideo Sasai), E-41 #7Z | (Yasuhiko Ago) , KI5 ifsf > (Hiroki Otsuka) |
Bt & 18 ' (Tomohiro Hori) . ZAf%H] —% ! (Kazuo Kubota) . ffil)1] 75— * (unichi Hosokawa)
AR F22k* (Ryoji Fujiki) | /)75 i * (Osamu Ohara) | H1 s T ° (Yoko Nakajima) |
FPiE 115 (Tetsuya Ito) | J5i =— © (Keiichi Hara) , /MoK 1E/A T (Masahisa Kobayashi) |
{HIE W8 (Go Tajima), JgAs & ° (Osamu Sakamoto) . FAAS 7EE[S ' (Shiro Matsumoto)
Hk) 2822 '© (Kimitoshi Nakamura) , {&1i%5 #2503 ' (Takashi Hamazaki), /|Mpk 5AB1L 12 (Hironori Kobayashi) |
EAJ A4 12 (Yuki Hasegawa) , 2 il 1 (Toshiyuki Fukao)
1 RRST RAPEGURARIIZER NRRE S
(Department of Pediatrics, Graduate School of Medicine, Gifu University, Gifu, Japan)
2 ICRREEPEAARI @l S-S a2
(Division of Clinical Genetics, Gifu University Hospital, Gifu, Japan)
3 IRBRIGREERE 2 — FERNE
(Department of Neonatal Medicine, Gifu Prefectural General Medical Center, Gifu, Japan)
4 9 EDNAWRZLTT  BARGHFEILES
(Department of Technology Development, Kazusa DNA Research Institute, Kisarazu, Japan)
5 REMAMMEREARY EEE NER
(Department of Pediatrics, School of Medicine, Fujita Health University, Toyoake, Japan)
6 HEHtYZ— - EDNAEY Z— PR
(Department of Pediatrics, Kure Medical Center and Chugoku Cancer Center, Kure, Japan)
7 REEERERAYE BB
(Department of Pediatrics, The Jikei University School of Medicine, Tokyo, Japan)
8 [ENVIKEBERIIZEL > X =W Y AA TV —Z Y TR
(Division of Neonatal Screening, NCCHD, Tokyo, Japan)
9 HULRZ KEERRELRWIIRE NIRRT
(Department of Pediatrics, Tohoku University School of Medicine, Sendai, Japan)
10 FEARY: JEEBEMRIENITEE A NRRA Y
(Department of Pediatrics, Kumamoto University Graduate School of Medical Sciences, Kumamoto,
Japan)
11 RBRITNIRY: REFBERZENITER FEE N
(Department of Pediatrics, Faculty of Medicine, Osaka City University, Osaka, Japan)
12 BIRRY BEAE NEFR

(Department of Pediatrics, Shimane University Faculty of Medicine, [zumo, Japan)

BO-6 PMNEBOHE, ETHREEFREA S OFEENDEGETFRITEABCBT 1BAASHEEZR:
JIZIVEEEF M OLEBEERIEAT
Molecular genetic analysis for PFIC2 and the high prevalent mutations in Japan: an
indication for phenylbutyrate therapy

OF)I| #5155 ! (Takao Togawa), #k /AL ? (Hisamitsu Hayashi) , i 8515 ' (Shogo Ito)

R 22— (Koichi Ito) , KFE = ° (Kei Ohashi) , 3% M| * (Takeshi Endo)

F23H IREIE ® (Tokio Sugiura) . 75 HH B/t ! (Osuke Iwata) . 25 {175 ' (Shinji Saitoh)

1 BERHSRER AR AR BN - NRE R
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)

2 RHEURSERZBEAERIIZER o rEYiie e 8=
(Laboratory of Molecular Pharmacokinetics, Department of Medical Pharmaceutics, Graduate School of
Pharmaceutical Sciences, The University of Tokyo)

3 ilifeTi R NRERE
(Department of Pediatrics, Gamagori municipal hosipital, Gamagori, Japan)

4 NBCHERBEE NERE
(Department of Pediatrics, Komaki municipal hosipital, Komaki, Japan)

5 Rt NRER

(Department of Pediatrics, Kainan hosipital, Yatomi, Japan)
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—ARET  RIRMERER 1

Oral Session 1 Familial tumor 1

H K 10H11H OK) 11:00~11:55 #3245 (3F 303)
BE AR R GREORAERPANIE AT NS DR 70 )
RS (FLIRSER B S AR i ZeRt  JRRERITER AT IHI A (RS IR 5)
Date : Thursday, Oct. 11 11:00 ~ 11:55 Room3 (303, 3F)
Chair : Yoshinori Murakami (Division of Molecular Pathology, Institute of Medical Science, The University of Tokyo)
Akira Hirasawa (Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and
harmaceutical Sciences, Okayama University)

0-1 HEEROMRERZICSITDIEGCENRENOTHRELE G FERRAE
A survey of germline mutations of patients with epithelial ovarian cancer in Tokushima

OFlEs &' (Akiko Abe) . HEAS 884 2 (Issei Imoto) . F+ N 1F—FH ® (Syouitirou Tange)
R Bt (Takuya Naruto), 5 £2 ! (Minoru Irahara)
1 ERRE JERAR
(Department of Obstetrics and Gynecology, Tokushima University Hospital, Tokushima, Japan)
2 EMUD A Y 2 — PR AP RS i nsA ey
(Hospital Department of Preventive Medicine, Division of Molecular Genetics, Aichi Cancer Center,Aichi,
Japan)
3 MK NIRRT
(Department of human genetics, , Tokushima University, Tokushima, Japan)
4 WHRUERERRZE MEmser
(Tokyo Medical and Dental University, Tokyo, Japan)

BRHRICBNL/NTIVBREBAZOHBOCSE
HBOC practice after introducing panel testing with high cost-effectiveness
OXJE " (Hiroshi Yagata), FHF (5] ' (Kenji Kurono) . 75/ FE 2 (Megumi Saito) |
SpE A2 1 (Tomoyuki Moriya) . Ff I 57 55 ® (Yoshie Murakami)
1 BEERERAERE Y Z2— TLAMNTH
(Department of Breast care, Saitama medical center, Saitama Medical University, Saitama, Japan)
2 W RBERRAERET $R Y > 2 — BT
(Department of Genetics, Intractable Diseases Center, Saitama Medical University, Sitama, Japan)
3 BIBRFAEHE LD AEE LIRS
(Oncology nursing, Faculty of Nursing, Toho University, Tokyo, Japan)
0-3 EiZAARREY—RRRICEITDEEEADA - BARDAICH TDM-LEBREFIDEE
Establishment of multidisciplinary management system for hereditary breast and
gynecological cancers in NCCHE

O] H=F% ! (Yumie Hiraoka) , 15)1] 22Ji5 2 (Takahiro Kogawa) | J5U#¥ 23— 2 (Kenichi Harano) |

N [5— 2 (Yoichi Naito) , AP 3 ® (Tatsuya Ohnishi) | S 72 * (Hiroshi Tanabe)
JEf6% % 3 (Takashi Hojo) | []J5 81 ? (Toru Mukohara) , Z%FH {g# ' (Takeshi Kuwata)
1 ENAD AW 2 — R B R FRe R

(Department of Genetic Medicine, National Cancer Center Hospital East, Kahsiwa, Japan)
2 ENIAAMTEE Y 2 —EUERE FLAR - BESTARL

(Department of Breast and Medical Oncology, National Cancer Center Hospital East, Kashiwa, Japan)
3 ENIMANIER Y 2 —dUEkE FLARSLEL

(Department of Breast Surgery, National Cancer Center Hospital East, Kashiwa, Japan)
4 ENIDAMTE Y 2 —BERE AR

(Department of Gynecology, National Cancer Center Hospital East, Kashiwa, Japan)
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MEA AT Y —ICBIF BLynchiERERESHEDMGED 74 0—7 Y TR E RE
Follow-up status and issues of patients and relatives after diagnosis Lynch syndrome at
Shikoku Cancer Center
O #25  (Yumi Matsuyama) , 4>~ 52y | (Keika Kaneko) | Flf) #i ' (Miki Okamura) .

LA IRZEF- ! (Yasuko Yamamoto) . 7[R K4 T 1° (Naruyuki Kobayashi) | /]NEs 2541 % (Takaya Kobatake)
%4 723 (Ryouji Ochiai) , J {i—KEE ™ (Shinichiro Hord) , 7)1 #1177 " (Kazuhiro Takehara) |
etk 204 1 (Mika Sakai) |, 58 HEdT © (Kohkichi Sugano) . A fE 5 = 2 (Shozo Osumi)
1 MATBOEN  ENRBEERE PR A 2 — SRR AR
(National Hospital Organization Shikoku Cancer Center, Ehime , Japan)
2 [\ R
(Department of Breast)
3 iR
(Department of Gastrointestinal Surgery)
4 [6 JEEERAEE
(Department of Gastroenterology)
5 [\ AR
(Department of Gynecology)
6 MERBRVIDAYL Y Z—WT MARL IS
(Tochigi Cnacer Center)

P AR AY - 759X ZfEEB D genotype/phenotypeDi&st

Analysis of genotype / phenotype of Japanese li-Fraumeni syndrome

O B 7 (Reiko Yoshida) . 222 Bffd | (Mizuho Kita) ., f5 5 4525 ! (Yuumi Ashihara) .
FRE; %25 2 (Bri Nakajima) . Jb)1| A 2 (Dai Kitagawa) . _[H5 £]:2 2 (Takayuki Ueno) ., AH} ELi] 2 (Shinji Oono)
1 WAWPERRRE BT R
(Clinical Genetic Oncology, Cancer Institute Hospital, Tokyo, Japan)
2 DAEIER Lt 22—
(Breast Oncology Center, Cancer Institute Hospital, Tokyo, Japan)

—figE2 FEEEEE

Oral Session 2 Perinatal Genetics

H BT 10A11H OR) 1320 ~ 14:15 #3245 (3F 303)
BE R RS (BTN AR AR R AN R ER S ARD
ekt 18 CGREGEERBERARY: EERISARD
Date : Thursday, Oct. 11 13:20 ~ 14:15 Room3 (303, 3F)
Chair : Mayumi Sugiura (Nagoya City University, Graduate School of Medical Sciences )
Osamu Samura (Department of Obstetrics and Gynecology, The Jikei University School of Medicine, Tokyo
Japan)

B 3EMRERRICRESINARERSHNOP14NUF U
A homozygous NOP 14 variant is likely to cause recurrent pregnancy loss

OF7R s 12 (Toshifumi Suzuki) . By 7T H 7 ! (Eriko Koshimizu) . ] 50 ! (Atsushi Fujita)

BET A 13 (Futoshi Sekiguchi) , ‘& FaF- ' (Satoko Miyatake) . 7K [ ffll] ! (Takeshi Mizuguchi)

HHE: Y- 15 (Mitsuko Nakashima) . 77 24 2 (Satoru Takeda) , #3A% (B3 ! (Naomichi Matsumoto)

=52 0+ ' (Noriko Miyake)

I BRI AR BR TR, TS FIERAEI GBE2)
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)

2 MORERZZEESA ks AR
(Department of Obstetrics and Gynecology, Juntendo University Faculty of Medicine, Tokyo, Japan)

3 BURANIRYEZAA ek AR
(Department of Obstetrics and Gynecology, Yokohama City University Graduate School of Medicine,
Yokohama, Japan)

4 RERTANLRAM SRR AR RS HRE
(Clinical Genetics Department, Yokohama City University Hospital, Yokohama, Japan)

5 IHRIERIRSAE AT R AL e

(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
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0-7 RERREZELOBUAREDERHDV VT
Genetic counseling for infertile men with chromosomal abnormalities.
O FEEAI| (Eri Takeda), $57% {fiZZ (Nobuhiro Suzumori), BEZ %+ (Kyoko Kumagai)
KB HHH: (Yuka Ohigashi) . Al /A F5F~ (Kumiko Oseto), KI5 F (Saki Inuzuka)
KA #)Y (Ayano Otani), 2R E 5 (Mayumi Sugiura)
EAR = TRVNE ] e T YN S P S TR P
(Department of Obstetrics and Gynecology, Nagoya City University)
PG AlagillefE (REF S HHTIRD 161
A case of Alagille syndrome who delivered her baby who also developed AGS
O# 1L £EHI] (Yoshinori Moriyama) | JE¥8 #2H (Eri Watanabe), ~H £ (Takafumi Ushida)
KIAE # (Satoko Osuka), {4 ELh® (Maki Goto), /NEY fZFE (Tomomi Kotani)
1] 58 (Fumitaka Kikkawa)
Pl EERCAPE AT I e R AR
(Nagoya University Hospital)
N BRHRRERRBLHARICHIT S MERMBEEE TEST Ty I ZELORE
The correlation between epigenetic change and neonatal plasma glucose level in
maternal gestational diabetes offspring
OFH Fsb 12 (Yoshifumi Kasuga) . 1[4 &~ (Tomoko Kawai) , ‘=i A} ' (Kei Miyakoshi) |
FH T 57 ' (Mamoru Tanaka) . 2% fd—E[$? (Kenichiro Hata)
1 BESSSIC AR A e b AR
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
2 [ENTEBE ERHITIE Y > 2 — P R R 22
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)

BTN EXORSICHEREERDLRICHTSEES IR
Genetic Study on Neonate with Congenital Malformation in Multiple Organs

OF%HE W1~ 2 (Saito Keiko) . Fi& 813 (Yuko Tamaki) . Mkl 75(FH > (Naomi Umemura)
Rals #534  (Ayumi Abe) . 17 1B 48 * (Naoki Takeshita) | 5-FH {—;& ? (Hitoshi Yoda) ,
Frki Hifd - '3 (Yukiko Katagiri)
1 BB > 2 — KAl BRIREAER2 R
(Department of Clinical Genetics,Toho University Medical Center Oomori Hospital, Tokyo,Japan)
2 BFSRPEERL V2 — KA T AR
(Department of Neonatology,Toho University Medical Center Oomori Hospital, Tokyo,Japan)
3 HUREERRE 2 — KAl R AR
(Department of Obstetrics and Gynecology,Toho University Medical Center Oomori
Hospital, Tokyo,Japan)
4 HURREEERRE v 2 — el ERm AR
(Department of Obstetrics and Gynecology,Toho University Medical Center Sakura Hospital, Tokyo,Japan)

SO\l

—fROE3 R —IITUX

Oral Session3 NGS

Fo B 10A11H OR) 1420 ~ 15:15 3324 (3F 303)
BE R /N ERER (BEHERSR AR AT R 2 —)
= S C N IPNE N E TS S P B e )
Date : Thursday, Oct. 11 14:20 ~ 15:15 Room3 (303, 3F)
Chair : Kenjiro Kosaki (Center for Medical Genetics, Keio University School of Medicine)
Satomi Mitsuhashi (Department of Human Genetics, Yokohama City University Graduate School of Medicine,
Yokohama, Japan)

PBCEEEIN MinlONZRBWTAUE—REICHRTSCNVON) F—23 >
Validation of copy number variations on TA repeat regions using Oxford Nanopore
MinION

OEkg B (Tomoko Takahashi), H1 55 T~ (Chika Nakashima), JE SCFE{X (Fumiyo Kitaoka)
KEF 15 ) (Naoki Amano) | (5178 5+~ (Naoko Takasu) . BfAf ELAS (Masaki Nomura)

RUERS:  iPSHIRRNIZERT  FEA B TZEA
(Center for iPS Cell Research & Application, Kyoto University, Kyoto, Japan)
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£0Y/ LRIBIFICEDBESRDRE

0-13

0-14

Discovering structural variation in human population inferred from large scale whole
genome sequencing data

OME PEM ! (Yosuke Kawai) . — 25 [/ 2 (Takahiro Mimori) . fli® F1 7' (Kazuko Ueno) .
AN #GEE ! (Yuki Hotomi) . Gervais Olivier? (Olivier Gervais) . Khor Seik-Soon' (Seik-Soon Khor) .
JINE 921 ° (Minae Kawashima) , PHH] 455% 'S (Nao Nishida), H1Af £2** (Minoru Nakamura) ,
El& 1EEH 2 (Masao Nagasaki) | ik Bt ! (Katsushi Tokunaga)
1 BRRZARER ELRUIR ABUE(RZ DY
(Department of Human Genetics, The University of Tokyo, Tokyo, Japan)
2 BUERAE BUEA T 1 J1b « RISV T Bk
(Tohoku Medical Megabank Organization, Tohoku University, Japan)
8 RIFKZERZGE EREEARE A WITCRE TR 2 e e i
(Department of Hepatology, Graduate School of Biomedical Sciences, Nagasaki University, Japan)
4 ENTREREENS « RIGERRY 22— BRI X —
(Clinical Research Center, National Hospital Organization Nagasaki Medical Center, Japan)
5 FRAHMHREUEH NAAY AT AT AN A A —
(Japan Science and Technology Agency, National Bioscience Database Center, Japan)
6 ENLEBRERHSE v 2= T/ LERYE TR Y 2 7 b

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

NGSEFZR WO F VIV ELREOS THRERVERAS ZREORSHER
Integrated molecular and clinicoendocrinological analysis of cortisol producing adenoma

O 18 2 (Tomoaki Tanaka) . 7k 751 " (Hidekazu Nagano) . JA[%¥ &5t 3 (Takashi Kouno) .
FEA ¥ ' (Naoko Hashimoto) . B[] Z— IS 1** (Seiichiro Higuchi)
1 TEERFRFLBLEZOIESE 0 TR
(Department of Molecular Diagnosis Chiba University Graduate School of Medicine, Chiba, Japan)
2 TEEIEEEAAIERlT  BEPRIN - G - NN R
(Division of Endocrinology & Metabolism Chiba University Hospital, Chiba, Japan)
3 THEHILTHE IR
(Chiba Aoba Municipal Hospital, Chiba, Japan)

MNEAREE (BEREE. EINaARTIV IR I35/ LRRDRA
Investigation of genetic analysis in Familial Hirschsprung Disease and Biliary Atresia

O H % "3 (Ryo Shirotsuki) . PNFH Ji555 % (Hiroo Uchida) . FHHEH $5/A 2 (Takahisa Tainaka)

$k BAEE 3 (Tomoo Ogi)

1 RBREE REEASIN Rl AT/ LR > 2 —
(Center for Cancer Genomics and Personalized Medicine, Osaka University Hospital)

2 HEERRZE JEERIEZERIITR NS R
(Department of Pediatric Surgery, Graduate school of Medicine, Nagoya University)

3 HlERT BREIE IR ARl AR SRIITER AR - 0 s
(Department of Genetics, Research Institute of Environmental Medicine, Nagoya University; Department
of Human Genetics and Molecular Biology, Graduate school of Medicine, Nagoya University)

BIEEFADERELTHRESNTWDCOKN I BEIEFDEEMERIIZEICEIDIARTALAE
#3,0225E Ml BT DEES

Analysis of germline mutation of CDKN 1B gene reported as cause of hereditary cancer in
3,022 Japanese cancer patients

O] #5 ' (Akane Naruoka) , AJE 82 (Sumiko Ohnami) , Ml f5 23 (Takeshi Nagashima)
VBB (Masakuni Serizawa) . 251 72 7~ ' (Junko Saito) . Jii_I fiff— 2 (Kenichi Urakami)
B -2 (Shumpei Ohnami) , #3Fk %22 ° (Hiroyuki Matsubayashi) . i\ Z871.° (Yasue Horiuchi) |
133 {12 5 (Yoshimi Kiyozumi) . FkLj 5 A * (Yasuto Akiyama), iJii (-4 ' (Masatoshi Kusuhara)
1 ARSI D At > R — e

(Drug Discovery and Development Division, Shizuoka Cancer Center Research Institute)
2 ERbAD At - F - ZIWEARBHFEDIIS
(Cancer Diagnostics Res. Div. Shizuoka Cancer Ctr. Res. Inst.)
3 #MAE&HZAT—LT)V
(SRL Inc.)
4 FRD A - B - SEERIRIIICES
(Immunotherapy Div. Shizuoka Cancer Ctr. Res. Inst.)
5 FAMNA - T/ LEEHEERR
(Div. of Genetic Medicine Promotion, Shizuoka Cancer Center Hosp.)
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—f&[1;E4 Epigenetics
Oral Session 4 Epigenetics session
H W o10H11H OK) 11:00~11:55 #4245 (3F 304)
BE &R e (BRARAFE R AT
Z AR08 (ENRE RSB > 2 — 0T PENRERERFLER)
Date : Thursday, Oct. 11 11:00 ~ 11:55 Room4 (304, 3F)
Chair : Mitsuyoshi Nakao (Institute of Molecular Embryology and Genetics, Kumamoto University)
Kenichiro Hata (Department of Maternal-Fetal Biology, National Research Institute for Child Health and
Development)

RN ICFERBDSDFER : CDCATISHELLSEEE LIEERAKRHHESEDNABEZRETD
ICF syndrome proteins CDCA7 and HELLS promote non-homologous end joining
OFBEAR &7 (Motoko Unoki) . {4 7R #3.2 (Hiroyuki Sasaki)
JUNKRY:  ERBAIEIE IR T/ LRI

(Division of Epigenomics and Development, Medical Institute of Bioregulation, Kyushu University, Fukuoka

Japan)
0-17 DIN=Z Y EIVERBEEEIABDBRETCEAESN2ED16EREHRBERRESTIVI-EE
D5 FEIFRIERN

Molecular analysis of two patients with UPD(16)mat detected by screening 94 patients
with Silver-Russell syndrome

OF: I #4232 (Takanobu Inoue) | J4 IFF 95522 (Hideaki Yagasaki) | PHff] 7% * (Junko Nishioka) |
Hidd BAAE ! (Akie Nakamura) . AR £ ! (Keiko Matsubara) . "B 355 ! (Satoshi Narumi)
Hbk —Z ° (Kazuhiko Nakabayashi) . [L[j% —148} ' (Kazuki Yamazawa) , f§5% &+ ' (Tomoko Fuke)
[l HH 2 (Akira Oka), $&/5 %0 ° (Tsutomu Ogata) , £ Eifr ' (Maki Fukami) |
#% HEAC T (Masayo Kagami)
1 ELRE RS 2 X — 9 0T N e
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
2 BHURZEERZA /NRR
(Department of Pediatrics, University of Tokyo, Tokyo, Japan)
3 BDREEEZE NRR
(Department of Pediatrics, Faculty of Medicine, University of Yamanashi, Chuo, Japan)
4 DRORFREAEZEE IR
(Department of Pediatrics and Child Health, Kurume University School of Medicine, Kurume, Japan)
5 [ENIRE BRI X R AR I AT
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)
6 IEMREERIARY NER
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
BCEERN  MeCP2IC&BLBX1EEFHIEZENT LIz Ly MEREE R DRZER
Regulation of LBX1 gene expression by MeCP2 is involved in the etiology of Rett syndrome
OWaig¢ [8— ! (Shin-Ichi Horike) . Bk} Ff#7k 2 (Kenta Okumura) . [ JE{E ! (Gensaku Okada) .
A5 W2 (Sakurako Ariizumi) . [ B 7 ! (Makiko Meguro)
1 SRR PERERER Y 2— 7/ LSRR 1T
(Advanced Science Research Center, Kanazawa University, Kanazawa, JAPAN)
2 R REEGME AR A
(Medical Research Training, School of Medicine, Kanazawa University, Kanazawa, JAPAN)
BEEIN  #SRETHY Y TVERNFLIL T =0/ LD RAFIVERTROWHE - EHREMT
HBESINDAFIVEEE DRSS
EWAS of narcolepsy-affected brain and overlapping methylation profile between
narcolepsy and neurological disorders
Ol 25812 (Mihoko Shimada), =)1| & “# (Taku Miyagawa), fii7k J§ 2 (Katsushi Tokunaga)
A% B '3 (Makoto Honda)
1 RISMEIEAN  EREAHEEHIZERT RS T B R A 7e )ty
(Department of Psychiatry and Behavioral Sciences, Tokyo Metropolitan Institute of Medical Science,
Tokyo, Japan)
2 WHUERZEE [RERbIZeRt ERGREEES RS
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
3 PREEITTCAT AN R RS R

(Seiwa Hospital, Neuropsychiatric Research Institute, Tokyo, Japan)
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7N D=V MBERETHRBD Y/ L DA KA FILBRIR
Genome-wide methylation analysis of nonalcoholic fatty liver disease

OYaEM 00T ! (Kikuko Hotta) . JLAS 2 (Aya Kitamoto) , JbAX i1 2 (Takuya Kitamoto)

JINT] #3 (Yuji Ogwa) , A% 1 ® (Yasushi Honda) |, #i5o £ (Takaomi Kessoku) |

K IE A (Masato Yoneda) | 5§ fi A\ (Kento Imajo) , B3HF 4 ® (Wataru Tomeno)

P51 HA 3 (Satoru Saito) . H1/E; 75 (Atsushi Nakajima)

1 ORBORZEEEZAA WHE e AR R
(Department of Medical Innovation, Osaka University Hospital, Suita, Japan)

2 EMRERIRZE STt A
(Advanced Research Facilities and Services, Hamamatsu University School of Medicine, Hamamatsu,
Japan)

3 BURMNLRY: EANIZER TP EEehe A
(Department of Gastroenterology and Hepatology, Yokohama City University Graduate School of
Medicine, Yokohama, Japan)

—f% ;&85 Complex disease -GWAS
Session

Oral Session 5 Complex disease -GWAS

H W :D10H11H OK) 15115~ 16:10 #4245 (3F 304)
BRI S (BERRCARABGER AR i AR RE )
AR #hEE REORY: RABIE SRR ABDER 208
Date : Thursday, Oct. 11 15:15 ~ 16:10 Room4 (304, 3F)
Chair : Yukio Horikawa (Department of Diabetes and Endocrinology, Gifu University Graduate School of Medicine,
Gifu, Japan)
Yuki Hitomi (Department of Human Genetics, Graduate School of Medicine, the University of Tokyo, Tokyo,
Japan)

LPNU7 Y bhRBEDOS DN BIERON G DESEHETD
Rare variants explain a substantial portion of the missing heritability of the uric acid level

O=# A" (Kazuharu Misawa) , = J& %}t ° (Eikan Mishima), AP J£i7] * (Motoshi Ouchi) |
EA)I| %55 (Takanori Hasegawa) , /[NE: 35 12 (Kaname Kojima) | {3 FEST© (Yosuke Kawai) |
IR} [FE ' (Masao Nagasaki), 224 [ * (Naohiko Anzai), Fif##f5 B ° (Takaaki Abe)
A He2 2 (Masayuki Yamamoto)

1 HBHERE AR T 1 A1) - RS2 7 Bk
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Miyagi, Japan)
2 FAERYE REARBEZERIITTR
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Miyagi, Japan)
3 ULl B - W - N R
(Division of Nephrology, Endocrinology and Vascular Medicine, Tohoku University Hospital, Sendai,
Miyagi, Japan)
4 WMERIRY:  REEAS KPR
(Department of Pharmacology and Toxicology, Dokkyo Medical University School of Medicine, Tochigi,
Japan)
5 WHEUREE  ERZENITLAT
(The Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
6 WU KREBEZRIIZCH
(Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
7 TR REAGEEMTER
(Department of Pharmacology, Chiba University Graduate School of Medicine, Chiba, Japan)
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REMOSREE ICHBLTRADSNIHRERBEEFDLC1 DHEAERT

Novel mutation of DLC1 in familial cleft palate case

OBy # ' (Hiroshi Kurosaka) , ™7 ¥ >/ >/ ! (Yanran Wu), F 7 >/ ! (Wang QD) ,
FRE H1H ' (Chisato Morita) . 17 BH5A ? (Akihiro Nakaya) , IR (-2 (Atsuko Okazaki) |
/NP Ffik 22 (Kaori Kobayashi) | 2t 1F % 2 (Masataka Kikuchi) , B N 1= * (Tomoji Mashimo) ,
HIEF 50 * (Yoshihiro Uno) . 741 BLi/R° (Shinya Oki), [ & ' (Takashi Yamashiro)

1

FEFMEHEER (PBC) DKBBIZMIBEFRIA3q13.33ICH1T BeffectoriBIEFPOGLUTT

RBCRARZBE o AWIFCRE BB VR A8

(Department of Orthodontics and Dentofacial Orthopedics, Graduate School of Dentistry, Osaka
University, Osaka, Japan)

KRBCR AR AR RIS, 7/ LA

(Department of Genome Informatics, Graduate School of Medicine, Osaka University, Osaka, Japan.)
HABSMA S EEY Y 2 —> 3 VR

(Medical Solutions Division, NEC Corporation, Japan)

KRBRZERZGE RAERIEER BRIV A=

(The Institute of Experimental Animal Sciences, Department of Medicine, Osaka University, Osaka, Japan)
FUNRAAR B R AT Fe R f AR R0 i

(Department of Developmental Biology, Graduate School of Medical Sciences, Kyushu University,
Fukuoka, Japan.)

P
Cl
2
>
I

DEE
POGLUTT1 was identified as the effector gene in primary biliary cholangitis susceptibility
gene locus chromosome 3q13.33
ONFR, #5L T (Yuki Hitomi) . A% F17- ! (Kazuko Ueno) . A& VEST ! (Yosuke Kawai)
VHHT Z859¢ 2 (Nao Nishida) . /NEs B 34 (Kaname Kojima) . JI[1E 5211} ° (Minae Kawashima)

FAZE {337 ® (Yoshihiro Aiba), EI TFH ** (Masao Nagasaki) , 7Kk - ' (Katsushi Tokunaga) |
HiA) #2 ° (Minoru Nakamura)

1

2

BREURY:  REAGESARIIZER ABUEIR AT Y

(Department of Human Genetics, Graduate School of Medicine, the University of Tokyo, Tokyo, Japan)
N EBRE R I > 2 — R - e v 2 —

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

HUERY: HALA T ¢ J)V « AHNV OB 7 LRHTHE

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

REREE REBLR2ERITTER

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

R A RAR B

(Japan Science and Technology Agency (JST), Tokyo, Japan)

BlRpERt > 2— @R 2 —

(Clinical Research Center, National Hospital Organization (NHO) Nagasaki Medical Center, Omura, Japan)

55



BARAERICHIT 228D M2 EMERKBZ 4 ELORE
Identification of 28 novel susceptibility loci for type 2 diabetes in the Japanese population

OFA 55 13 (Ken Suzuki) . FL HE A 2° (Masato Akiyama) | JfiBk #k> (Momoko Horikoshi) |
BEAS VE—BJ5 2° (Yoichiro Kamatani) . HI7T & ! Qun Hosoe) . JENE {1 ' (Nobuhiro Shojima) |
F11E FBE 2 (Kazuyoshi Ishigaki) . #54: AL 7 (Kenji Wakai) | /54 A E.FH ® (Makoto Sasaki)
2 {254 %° (Masahiro Kanai) , FifFH 1[5 '® (Shiro Maeda) , [Lj7R HEZ ' (Masayuki Yamamoto) ,
AR FE0H 12 (Michiaki Kubo) ., #J [ 3881 '3 (Yoshinori Murakami) . Z5H] {f14k 1© (Nakao Iwata) .
1] BB (Shiro Tkegawa) . [ [ * (Yukinori Okada), 4> E—H[5 ' (Shoichiro Tsugane)
LA #E ! (Toshimasa Yamauchi) . Pfif, 2% ! (Takashi Kadowaki)
1 BRARERIRARUITERE G - SRk
(Department of Diabetes and Metabolic Diseases, Graduate School of Medicine, The University of Tokyo,
Tokyo, Japan.)
2 BMEERETEAT  EaERAIE R Y 2 — BEHRTEIZE T — L
(Laboratory for Statistical Analysis, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
3 BYLEEELT AEMERETE Y X — - K3 - NOWIRETIE T — L
(Laboratory for Endocrinology, Metabolism and Kidney Diseases, RIKEN Centre for Integrative Medical
Sciences, Yokohama, Japan)
4 KRBORZEEZDIER Rk
(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Osaka, Japan.)
5 JUNIEERZBEEZEDIIEE  IRRLAI) Y
(Department of Ophthalmology, Graduate School of Medical Sciences, Kyushu University. Maedashi,
Higashi-ku, Fukuoka, Fukuoka Japan.)
6 LUEBREERZEBEZENIGR ST/ LR v 2 —
(Center for Genomic Medicine, Kyoto University Graduate School of Medicine, Kyoto, Japan.)
7 HEERFERLBIEERIIER PHIEY
(Department of Preventive Medicine, Nagoya University Graduate School of Medicine, Nagoya, Japan)
8 ETFEMARZKEEMEIAI WO THILAT ¢ )b - RIS 7 Hi
(Iwate Tohoku Medical Megabank Organization, Disaster Reconstruction Center, Iwate Medical
University, Iwate, Japan.)
9 N=NN=F AT+ RAT—=)V NAFXRAT A I - AV T+ T 1 7 AHBM
(Department of Biomedical Informatics, Harvard Medical School, Boston, MA, USA.)
10 BEEGREERZERSAEE A REehdt
(Department of Psychiatry, Fujita Health University School of Medicine, Aichi, Japan)
11 BHERY: BHEAT 1 b« XA D Bk
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan.)
12 BE2WiZeiT  EERZEE > 2 —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan.)
13 REURY ERSANIEHT
(Institute of Medical Science, The University of Tokyo, Tokyo, Japan.)
14 FYLAEZR L ERV AT 2 —  EBEREII T — L
(Laboratory for Bone and Joint Diseases, RIKEN Center for Integrative Medical Sciences, Tokyo, Japan.)
15 ENIDARSEE 2 — R 2 —
(Center for Public Health Sciences, National Cancer Center, Tokyo, Japan.)
16 BBRRZAARERLEAMIZR ity /) LR
(Department of Advanced Genomic and Laboratory Medicine, Graduate School of Medicine, University of
the Ryukyus, Nishihara, Japan)

BAANERTO—EEREICETSY/ LD REER
Large-scale genome-wide association study for childhood idiopathic nephrotic syndrome
in the Japanese population
O WlE ' (Xiaoyuan Jia) . Jii:2 N &+ 2 (Tomoko Horinouchi) . AL ¢ ' (Yuki Hitomi)
TS FEMT 1 (Yosuke Kawai) , TP 9K 2 (Kandai Nozu) . £ 249 (China Nagano) ,
LA #4222 (Tomohiko Yamamura) | /[NE 35 3 (Kaname Kojima) . 175 TEBH ® (Masao Nagasaki)
B2 —35 2 (Kazumoto Tijima), flisk Pt ! (Katsushi Tokunaga)
1R ARG ABEEE D
(School of Medicine, The University of Tokyo, Tokyo, Japan)
2 P RAERAAR IR A ISR N IR A T B
(Department of Pediatrics, Graduate School of Medicine, Kobe University, Kobe, Japan.)
3 HULRZERILA T 1 1)« XA\ 7 Bk

(Department of Integrative Genomics, Tohoku Medical Megabank Organization, Tohoku University,
Sendai, Japan.)
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—h%[1586 Pharmacogenomics
Session

Oral Session 6 Pharmacogenomics

H K :D10H11H OK) 16:10~16:55 #4245 (3F 304)
BE R EE GRAUERERIY: BREIENITERT  RRPAREL )
EH R YL Epse i EmER At 2 —T 7 —~<ay /) I AT — L)
Date : Thursday, Oct. 11 16:10 ~ 16:55 Room4 (304, 3F)
Chair : Tatsuhiko Tsunoda (Department of Medical Science Mathematics, Medical Research Institute, Tokyo Medical
and Dental University, Tokyo, Japan)
Taisei Mushiroda (Laboratory for Pharmacogenomics, RIKEN Center for Integrative Medical Sciences)

PN HLA-DQB1%*03:0113DPP-4fEEMEEKBHBEREED/NAAVY—H—TH>
HLA-DQB1*03:01 as a biomarker for genetic susceptibility to bullous pemphigoid
induced by DPP-4 inhibitors

OKES 35 " (Takeshi Ozeki) . FCSR B2 2 (Hideyuki Ujiie) . ##2 7 2 (Ken Muramatsu) .
FEH Z%3 ' (Taisei Mushiroda) , —#F F5HH ® (Hideaki Miyoshi) . 75 FH 74HH # (Hiroaki Iwata)
FREE 22 2 (Takamasa Ito) . 5% {BIACE]S 2 (Kentaro Izumi) . P71 34 2 (Wataru Nishie)
757K %22 (Hiroshi Shimizu)
1 BYLAREgET ERERAEE 2 — Ty =<3k ) I AR T — L
(Laboratory for Pharmacogenomics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
2 JEHRERFRY B RFEIEN KRR
(Department of Dermatology, Hokkaido University Graduate School of Medicine, Sapporo, Japan)
3 AWRERZERZERE BB g - EBNRAEER
(Department of Rheumatology, Endocrinology and Nephrology, Faculty of Medicine, Graduate School of
Medicine, Hokkaido University, Sapporo, Japan)

0-27 PP/ 7T ICEEL TR L /=Stevens-JohnsonfEfRBEMHLA class | &II824f
HLA class | & Il analysis of Acetaminophen related Stevens-Johnson Syndrome

O B3 Mayumi Ueta) | ik 512 (Katsushi Tokunaga) . 443 T~ ° (Chie Sotozono) |
2 BEHE* (Toshio Yabe) | AR % ' (Shigeru Kinoshita)
1 SURSIERRSE R SACRIE R
(Department of Frontier Medical Science and Technology for Ophthalmology, Kyoto Prefectural
University of Medicine)
2 WRUCEEZMIRR ABEEENE
(Department of Human Genetics, Graduate School of Medicine, University of Tokyo)
3 EERZERARY: R
(Department of Ophthalmology, Kyoto Prefectural University of Medicine)
4 ARt FRPERT Oy F it > 22—
(Japanese Red Cross Kanto-Koshinetsu Block Blood Center,)

EEEIN L OS7I - JERMAREICEETSCYP2D6EETFORAE
CYP2D6 is associated with regorafenib-induced liver injury

OfE7K it ' (Koya Fukunaga) . HITE {8 2 (Ken Kato) , B $17& ® (Takuji Okusaka) .
] $E  (Teruhiko Yoshida) . Fijf#l 15 ° (Hitoshi Zembutsw) . &M Z%35 ! (Taisei Mushiroda)
1 BYbAEITEmER AR Y 2 — Ty —~xad ) 27 AMRF— L
(Laboratory for Pharmacogenomics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
2 ENI A v 2 — ik TR R
(Department of Gastrointestinal Medical Oncology, National Cancer Center Hospital, Tokyo, Japan)
3 ENIAAISE R 2 — g RN R
(Department of Hepatobiliary and Pancreatic Oncology, National Cancer Center Hospital, Tokyo, Japan)
4 [ENIAAMTER Y Z— R BRI IRBASE SR O T 2 v 2 —
(Fundamental Innovative Oncology Core, National Cancer Center Research Institute, Tokyo, Japan)
5 DAMFER DAT LYY g VERELY Z— Uy RN T —BHiE a7 b
(Project for Development of Liquid Biopsy Diagnosis, Cancer Precision Medicine Center, Cancer Institute,
Tokyo, Japan)
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7/ LA REBERMICE D NS Y XY T L EHEEREFSRORE
Genome-wide association study to identify novel biomarkers for trastuzumab-induced
cardiotoxicity

OJF J7H 2 (Mari Hara) . F2HH)1| 2585 ' (Chihiro Udagawa) . &/'% 37 2 (Arata Shimo) .
/INES S 2 (Yasuyuki Kojima) . 571 ¥5F- 2 (Reiko Yoshie) | BB A ° (Hisamitsu Zaha) |
Rl HiLEE S (Norie Abe) . ASHR 25351 2 (Tokiwa Motonari) . FEARJES #31-° (Mikiko Unesoko) |
FAAT BFE * (Kenji Tamura) . N JE7 * (Tatsunori Shimoi) . & 1E47 ° (Masayuki Yoshida)
5 2 © (Teruhiko Yoshida) , ZEFH 223§ 7 (Taisei Mushiroda) | {t/1] ¥&5— B[ ? (Koichiro Tsugawa)
Wi 145 18 (Hitoshi Zembutsu)
1 WA - CPME - UFy KA ATV —
(Cancer Precision Med. Ctr. JFCR)
2 HE UK - LR - N R
(Dept. Breast and Endocrine Surg., St. Marianna Univ., Sch. of Med.)
3 thEERENE S - R - ZLERSLRE
(Dept. Breast Surg., Nakagami Hosp.)
4 ERIDAWIZE - FoEhe - AR N R
(Dept. Breast and Med. Oncology, Natl. Cancer Ctr. Hosp.)
5 ENIDAIYEY - RUGERE - SREER
(Dept. Pathol, Natl. Cancer Ctr. Hosp.)
6 ENIDAWIZEL - B - HERINEREIFEN 7 a7 &
(Fund. Innov. Oncol. Core, Natl. Cancer Ctr. Res. Inst.)
7 PREE - AEARERSEISE Y 2 —
(RIKEN Ctr. Integrative Med. Sci.)
8 ENLMWAWILL - W - BIREY
(Div. Genetics, Natl. Cancer Ctr. Res. Inst.)

—MRE7 HRSE(T
Oral Session 7 Cytogenetics
H W:10H11H OK) 11:00~11:55 5% (BF 311+312)
JE B KRG s (RIS NR R V2 —ERD

JRHE R (GUEBRYE  iPSHINORFZERT B R 2 e iBrT)
Date : Thursday, Oct. 11 11:00 ~ 11:55 Room5 (311+312, 3F)
Chair : Hirofumi Ohashi (Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)

Naoki Harada (Department of Fundamental Cell Technology, Center for iPS Cell Research and Application
(CiRA) Kyoto University)

T/ LRERMER VR BRBRKICEDREHRHRIE. MY I—HRORBKICHIDISRE
phasingZ&mgE&d S
Phasing on the entire length of chromosome by chromosome elimination using genome
editing technology in trisomy 21 cells
O =2 (Sachiko Wakita), J5i J7 B (Mari Hara), 75 H F/J3i (Toshimichi Yoshida)
FEah A AKHER (Ryotaro Hashizume)
ZHRY PEAES PRPARIISLRL (B E AR
(Department of Pathology and Matrix Biology,Mie University,Mie,Japan)
0-31 Breakage-fusion-bridge cyclelZ KB RIEBEDES 1R BHBERE
Fetoplacental chromosomal structural abnormalities are originated from repeated
breakage-fusion-bridge cycles.
Ohmjik 5 ! (Takema Kato) . = {21f | (Syunsuke Miyai) , $57/K 5172 ! (Fumihiko Suzuki) |
R A&FS T (Yuki Narw), I JBRA | (Maki Kato) . figbE 75 A ' (Hidehito Inagaki) |
HIA YEU 2 (Mitsuhisa Shinya) | 7 ] ® (Toshiro Ikeda) . &AS 1K5f ! (Hiroki Kurahashi)
1 RELEREAERY: A ERIAIETT o B AR
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Toyoake, Aichi, Japan)
2 BRI ERHS ARIAER
(Department of Obstetrics and Gynecology, Faculty of Medicine, Kagoshima, Japan)
3 BREBKAN #oAv i)y IE

(Genetic Counseling Room, Kagoshima University Hospital, Kagoshima, Japan)
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Report of a 46,XX/46,XY with parthenogenetic chimera
Offkt FEEE ! (Rie Kawamura) . i 055 ! (Takema Kato) . &= H: (£ ! (Syunsuke Miyai)
4K 17z ! (Fumihiko Suzuki) . AR 1875 ' (Yuki Narw), FHHT #1F % (Keiko Tanaka)
EIR 0¥ 2 Miwako Nagasaka) . #HiFH BELFEF ' (Mariko Ikeda) . 72K 74548 | (Hiroki Kurahashi)
UG KQEREIIT 5Tl
(Division of Molecular Genetics, Fujita Health University, Toyoake, Japan)
2 P RZEZEWNERG B2
(Division of Genetic Counseling,Kobe University Hospital, Kobe, Japan.)
0-33 TEREFBEFKPDEBR Y —H—F B ZHED/-Russell-SilverfEZE D 16
Maternal UPD(7) in a patient with Russell-Silver syndrome associated with small
supernumerary marker chromosome 7
OMHE B+ (Mariko Sagara), &+ /]N(H & (Sayuri Hasuko) . ¥ 37— (Etsuko Sakasai)
Bl 2EBR (Tatsuya Sakashita) . A5 KA (Daiju Oba), 77K {#A] (Kenji Shimizu) |
13 B+ (Motoko Watanabe) , 4 F25E+ (Mikiko Kaneko) . Ja % {55 (Norio Endo)
KRG 1H3Z (Hirohumi Ohashi)
HERVNRERL Y 2 — BIEHRE=E
(Division of Medical Genetics Saitama Chirdren's Medical Center,Saitama,Japan)
0-34 TBREFRRAETCY I—%ESMIRAGEERE D26
Dynamics of the genetic changes in two patients with MIRAGE syndrome and UPD7
O R #2437 (Kanako Nakao), 3 554 2 (Ryosuke Araki) . FIHH F1F- % (Kazuko Wada)
JI1H: IF{E ® Masanobu Kawai), 35 %" X)L} )l R * (Bernhard Csillag) ,
A L YF N =4 ° (Denisa llencikova) . 55 FEL ! (Masayo Kagami) . "&¥E & ! (Satoshi Narumi)

1 EIREEECE 22— BT NI

(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,

Tokyo, Japan)
2 RBRBFFEgE 22— #ERE
(Department of Neonatology, Osaka Women's and Children's Hospital, Osaka, Japan)
3 KRRty 2—  HkdR - NOwE
(Department of Gastroenterol. & Endocrinol., Osaka Women's and Children's Hospita)
4 FTI—RE BEEARMSERT  Hr R
(Department of Neonatology Intensive Care, Kepler University Hospital, Med Campus 1V, Linz, Austria)
5 F7o—R¥E REMHE EER
(Institute of Medical Genetics, Kepler University Hospital, Med Campus 1V, Linz, Austria)
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—MRE8 WHmIEER1

Oral Session 8 Rare disease 1

BT 10A11H OR) 1320 ~ 14:15 #5245 (3F 311+312)
JE Rk ERS (B E DA DEFEEFEER AL > X —  TDHDZ)
TR GRREERERY:  [R(E )
Date : Thursday, Oct. 11 13:20 ~ 14:15 Roomb5 (311+312, 3F)
Chair : Tatsuro Kondoh (The Misakaenosono Mutsumi Developmental, Medical and Welfare Center)
Hirotomo Saitsu (Department of Biochemistry Hamamatsu University School of Medicine)

A Y UZEK tyrosine kinase domainz 1— R I3 BEFERICHES Y NI BEIBREEEE
PREVETE B DRFE
Structural basis of mutations of the tyrosine kinase domain in INSR and the relations with
clinical severity

OHHFT. £ ' Qun Hosoe) . P A 2 (Hiroko Kadowaki) |, ‘& 4&48f ** (Fuyuki Miya) |

A XD | Minaka Takakura) . $iAK B ' (Ken Suzuki), FHHP EL4E © (Masaki Tanaka)

Gl 152 7 Hiroyuki Ishiura) |, 31 252% ®7 (Shoji Tsuji) . Jit — i ® (Kazuo Hara)

4 32 > (Tatsuhiko Tsunoda) . JFIE {17 | (Nobuhiro Shojima) |

1L PN #E ! (Toshimasa Yamauchi), [l 2% ! (Takashi Kadowaki)

1 REURERMARE RIS RIS - (REINRE
(Department of Diabetes and Metabolic Diseases, Graduate School of Medicine, University of Tokyo,
Tokyo, Japan)

2 hiEwkE NER
(Department of Pediatrics, Sanno Hospital, Tokyo, Japan)

3 WHUERIRRAY: HEOIENITLAT ERA R
(Department of Medical Science Mathematics, Medical Research Institute, Tokyo Medical and Dental
University, Tokyo, Japan)

4 PYLARFTLT MOEMERAIT L > 2 —  ERPABEREIIE v — T
(Laboratory for Medical Science Mathematics, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)

5 RBORZERZBE [RAERIIZER B {ahiil
(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Osaka, Japan)

6 [EFREFHERALRYE T LEENL
(Institute of Medical Genomics, International University of Health and Welfare, Chiba, Japan)

7 ORERMERARE EERUIFER whREAR
(Department of Neurology, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)

8 HIBERKAMEE Ve RER Y Z— N R
(Department of Endocrinology and Metabolism, Saitama Medical Center, Jichi Medical University,
Saitama, Japan)

RESSXEIEIRY, /K IAEIREE (FXTAS) ICH17BRANEHEDRELDES
Involvement with pathology of RAN protein in fragile X-associated tremor/ataxia
syndrome (FXTAS)

O ffs ! (Norifumi Shioda) . H11L %5 2 (Yuji Nakayama) . f£37. 75tk * (Kaori Adachi)

IS #32 >* (Hiroyuki Kugoh) . #EJ% 2% ° (Eiji Nanba)

1 HEARRZE FEEZWZT T/ LS
(Department of Genomic Neurology, Institute of Molecular Embryology and Genetics, Kumamoto
University, Kumamoto, Japan.)

2 BHOZE WICHEERM Dt s 2 —

(Research Initiative Center, Organization for Research Initiative and Promotion, Tottori University,
Yonago, Japan)

3 BHUCERZRE ELRVITIRE MR LB A S U AR S T A8 B AT HERE T2
(Department of Biomedical Science, Institute of Regenerative Medicine and Biofunction, Graduate School
of Medical Science, Tottori University, Yonago, Japan.)

4 BHOCE RO T2 2 —

(Chromosome Engineering Research Center, Tottori University, Yonago, Japan.)

5 SHOE  WIZEHEERAS  DI7EHER=
(Research Strategy Division, Organization for Research Initiative and Promotion, Tottori University,
Yonago, Japan)
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NURU(SLC26A4)Z RIS TDIMEM L IREEBRTEDRAR
Rapid Functional Characterization of Pendrin Mutants

ORMWERY 7E—BB 22 (Koichiro Wasano) | 1515 Hiflf | (Hideki Mutai) |, KA7Kk 32 * (Tatsuo Matsunaga) .
“PAfEZE B— ° (Shin-Ichi Usami) , /N 1] A (Kaoru Ogawa) . AR F1H ® (Kazuaki Homma)
1 ENLREERR AR > 2 — BRI 2 —  BETE - P
(Division of Hearing and Balance Research, National Institute of Sensory Organs, National Hospital
Organization Tokyo Medical Center, Tokyo, Japan)
2 ENTRBTEA R R v 2 —  H AR
(Department of Otolaryngology, National Hospital Organization Tokyo Medical Center, Tokyo, Japan)
8 J—RUAZVRYE RS HEWWE HEETE
(Department of Otolaryngology- Head and Neck Surgery, Northwestern University Feinberg School of
Medicine, Chicago, IL, USA)
4 ENDEBERER GRS > 2 —  RAEEE 2 —
(Medical Genetics Center, National Hospital Organization Tokyo Medical Center)
5 EMREE B HEEER
(Department of Otorhinolaryngology, Shinshu University School of Medicine, Matsumoto, Japan)
6 BHGEIRY RS H SRR
(Department of Otolaryngology- Head and Neck Surgery, Keio University School of Medicine, Tokyo,
Japan)

0-38 RER—OIVRICEDEEEZRBMUCBFRANRF VREBEIGEFERIS EEBE
Establishment of genotype among Japanese Cystinuria patients based on the next
generation sequence

O¥gAs {£— " (Shinichi Sakamoto) , FAZY 758 2 (Yukio Naya) . AT 1F 5% ° (Masaaki Fujimura) |
FHIZT F . * (Kazumi Taguchi) . 22 22 * (Takahiro Yasui), 78 T—E[° (Kouichiro Akakura)
FiH] Tk 'S (Chiaki Inada) . F2HEF FEE® (Bmi Utuno) , PNEE PEAE © (Yosuke Uchigaki)

% =2 7~ © (Sachiko Naito) . 2k 5 ' (Yusuke Imamura), Ti)1| &5 ' (Tomohiko Ichikawa)
1 TEERFRFABLEZOIZEE  WIREF
(Department of Urology, Chiba University Graduate School of Medicine)
2 WHERELEMAER Y 2 —  WREH
(Teikiyo Univresity Chiba Medical Center)
3 WAEREEERE R
(Department of Urology, Saiseikai Narashino Hospital)
4 FhETVIRYBE ERPANITER B KGR
(Department of Nephro-Urology, Graduate School of Medical Sciences, Nagoya City University)
5 JCHOMEUHIE AT 1 ALt > 2 —
(Department of Urology, JCHO Tokyo Medical Center)
6 THICEMERE B R TR

(Division of clinical genetics, Chiba University Hospital)
0-39 EFREZEALR M REBER<IE X T LPubCaseFinderD g
PubCaseFinder: a phenotype-driven differential diagnosis support system for rare
diseases based on case reports
O B5i ! (Toyofumi Fujiwara) . |14 8 ! (Yasunori Yamamoto) , 4> 35 ' (Jin-Dong Kim) ,

EiK FlI/A 2 (Toshihisa Takagi)

1 W - AT LG 7 — 20 A T AREF R A TV A T ARG T — A=A X —
(Database Center for Life Science, Joint Support-Center for Data Science Research, Research Organization
of Information and Systems, Chiba, Japan)

2 HGURERZRE BB R AR AT ¢ VIS B E s I
(Department of Computational Biology and Medical Sciences, Graduate School of Frontier Sciences, The
University of Tokyo, Chiba, Japan)
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—MRVR9  ERPREIRS 1

Oral Session 9  Clinical genetics 1

H W o10H11H OK) 14115~ 1510 #8524 (3F 311+312)
JE R R A (RIS ELEE R Y 2 —  EsRD
FiRe FH G P IR AR ORIR FIRfit > 2 — 7 Lag#RD
Date : Thursday, Oct. 11 14:15 ~ 15:10 Room5 (311+312, 3F)
Chair : Kenji Kurosawa (Division of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
Mari Matsuo (Tokyo Women's Medical University Institute of Medical Genetics)

BN 210V —LBRT—5ERAVTADAERDIE—HZEORE
Detection of copy number variations in epilepsy using exome data
O-FH ZskE25 12 (Tsuchida Naomi) . H1E Y&7 13 (Mitsuko Nakashima) . il Y¢J75 *° (Mitsuhiro Kato) .

PNl FHER ! (Yuri Uchiyama) . 41| 9EEE ' (Bri Imagawa) . 7K[] [l] | (Takeshi Mizuguchi)
T 5 ! (Atsushi Takata) , =52 #0F' (Noriko Miyake) , H1)5 F5HH ? (Hideaki Nakajima)
iR PERYS (Hirotomo Saitsu) |, B BT ! (Satoko Miyatake) | #37S B ! (Naomichi Matsumoto)
1 BREHIRY REGE AR BRY
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2 ROETWILRYE RABEZAWIR il e film el 22
(Department of Stem Cell and Immune Regulation, Yokohama City University Graduate School of
Medicine, Yokohama, Japan)
3 EMERIRYE BREAAR RAL=Aas
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
4 BHRIRE PR2EES /NIRRa
(Department of Pediatrics, Showa University School of Medicine, Tokyo, Japan)
5 HBRYE BEAES /NRBAR R
(Department of Pediatrics, Yamagata University Faculty of Medicine, Yamagata, Japan)

PGS PCDHI9BETANAICSITZD IRV RERENS VT —T41 VT ERDE SRR
Comparative characterization of PCDH19 missense and truncation variants in PCDH19-
related epilepsy
OLE &' (Mami Shibata) |, £7FH 2t 2 (Atsushi Ishii) | $4/% #F-2 (Ayako Goto)

EL A5 & Y% (Kevin Moreira) . [55HH fH— "2 (Shinichi Hirose)
1 fEFERY: TADAD FIRENILT
(Research Institute for the Molecular Pathomechanisms of Epilepsy, Fukuoka University, Fukuoka, Japan)
2 MR BRI NRBAAE
(Department of Pediatrics, School of Medicine, Fukuoka University, Fukuoka, Japan)
0-42 LMNABIGFOERICKUREL-EBREBEZHIERMEHEBED 16
A case of congenital generalized lipodystrophy with dyschromia caused by a
heterozygous recurrent mutation of LMNA gene

OZ%1%F W& ' (Takenao Chino), JE L {22 ' (Noritaka Oyama) , B £ ' (Akira Utsunomiya) |
e HF ' (Natsuko Utsunomiya) | 223 1] £2 ' (Minoru Hasegawa) | il H152F- 2 (Yuko Isozaki)
B8 Yk 2 (Miori Yuasa) . Ml A7 ? (Ikue Hata) . Af% 5275 (Akiharu Kubo)

1 fHRY: AR KSR

(Department of Dermatology, Faculty of Medical Sciences, University of Fukui, Fukui, Japan.)
2 EHRY BEEE NRF

(Department of Pediatrics, Faculty of Medical Sciences, University of Fukui, Fukui, Japan.)
3 BHSKRY RS SR

(Department of Dermatology, Keio University School of Medicine, Tokyo, Japan.)

Double de novo mutation: NF1 and RAF1 in neurofibromatosis-Noonan syndrome
OFF Efe ' (Moe Akahira-Azuma) | fEEIR 257 2 (Yoshinori Tsurusaki) . FEAS 454 2 (Yumi Enomoto) .
JEFH #EHH ® (Noriaki Harada) | AAY JfE— 2 (Yuichi Kimura) , FEj5 {g5] 2 (Kenji Kurosawa)
1 BRI 2 —F5eT
(Research Institute, National Center for Global Health and Medicine, Tokyo, Japan)
2 MW ELESL 2 — @isk
(Department of Genetics, Kanagawa Children's Medical Center, Kanagawa, Japan)
3 MRIENSI DAY 22—
(Kanagawa Cancer Center, Kanagawa, Japan)
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IEYE D-2-hydroxyglutaric acidurialc$l3BIDH2ZERICK B EEZSNDTY V/NERD Y O—FHILILIETE
Clonal expansion of T cell due to IDH2 mutation in D-2-hydroxyglutaric aciduria

OVLI BT 12 (Mariko Eguchi) . FHJEL Z5#% | (Kaori Aibara) , IR {f B 2% 2° (Erina Ozaki)
W A0 T * (Kikuko Murao) . FUEF JEi 7~ ! (Naoko Nakano), &5 7522 ! (Hidemi Takata)
R 1675 ! (Minenori Eguchi-Ishimae) , {7 £&— ! (Eiichi Ishii)

1 BRRZE REREZRVIAR DR
(Department of Pediatrics, Ehime University Graduate School of Medicine)
2 BIERE EANERGE AR R SR
(Division of Medical Genetics, Ehime University Hospital, Ehime, Japan)
3 BEKE BEAMSEREE ReSRYR—tkrx—
(Total Medical support center, Ehime University Hospital, Ehime, Japan)
O ERVAN e e e A B
(Department of Pediatrics, Yawatahama City General Hospital)

SO\l

—MROE10 EXRAHEE

Oral Session 10 Inhereted Metabolic Diseases

H WK:10H11H OK) 15:15~16:10 #5%%; (BF 311+312)
JE R RS CRIRORSERZERE  RZERIZERE (M2 HI AN
R e (FEARZRAGCEMRATITEE N2 )
Date : Thursday, Oct. 11 15:15 ~ 16:10 Roomb5 (311+312, 3F)
Chair : Norio Sakai (Child Healthcare and Genetic Science Laboratory, Division of Health Science, Osaka University
Graduate School of Medicine, Osaka, Japan)
Kimitoshi Nakamura (Department of Pediatrics, Kumamoto University Graduate School of Medical Sciences)

DY S¥OERFSEINAETICEGFERELCIBEE —EEGFROFEELLS
Combination of genetic polymorphisms acts as a pathogenic mutation causing an
autosomal recessive disorder

O 547 (Yuki Kunimune) . B 7] (Toshika Okumiya)
HEARRERARE MEPEEETE ARG AT BE I
(Field of biological information analaysis, Graduate School of Health Science, Kumamoto University,
Kumamoto, Japan)

B £ERENFRELE CPT2 RIBEVI R —Z VI OMiEEIC BT o1&
Nationwide newborn screening for CPT2 deficiency using new indices.

OfHES Filil ' (Go Tajima), J§i 22— 2 (Keiichi Hara) | 751 fL > (Reiko Kagawa)

HA Rok 2 (Miyuki Tsumura) | [ FH B ® (Satoshi Okada) |, 7418 Yk * (Miori Yuasa)

JH AISYT* (Ikue Hata) | EEAL BRA T * (Yosuke Shigematsu), (L[] 72k ° (Seiji Yamaguchi)

1 ENIE BRI 2 — T ARV ==V T
(Division of Neonatal Screening, National Center for Child Health and Development)

2 ENLIRBERE  RIEERE 22— NER 7 ERIRBESEE
(Division of Pediatrics / Institute for Clinical Research, National Hospital Organization Kure Medical
Center, Kure, Japan)

3 AR REAGE SRR N
(Department of Pediatrics, Hiroshima University Graduate School of Biomedical & Health Sciences,
Hiroshima, Japan)

4 MR R NRE
(Department of Pediatrics, School of Medical Sciences, University of Fukui, Fukui, Japan)

5 B EEE DRE

(Department of Pediatrics, Facultyl of Medicine, Shimane University, [zumo, Japan)
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BBEFREICEDIMIVRUPHREEEFEOHEFSH —10RROL E1—

0-48

Prenatal diagnosis of mitochondrial respiratory chain disorders caused by nuclear gene
mutations

ORkili 4 ! (Nana Akiyama), #f11] & % (Kei Murayama) ., [L[I§ JKEB > (Tarou Yamazaki)
[l 2522 (Hiroko Harashima) | 754 {8 2 (Masaru Shimura) . {R . 5 2 (Takuya Fishimi) |
TR B9 " (Tomoko Tsuruoka) , TfiAs £ 2 (Keiko Ichimoto) , #i37k #E—F 2 (Ayako Matsunaga) .
5k HE° (Megumi Saito) . J\I5 FHfC - © (Yukiko Yatsuka), K | 3%{= ® (Yoshihiko Kishita) ,
SEF #8576 (Tomoko Hirata) . #IFH J5H1 ® (Masakazu Kohda) . [l EEw] © (Yasusi Okazaki)
FA1 B35 (Akira Ohtake)

1 TR EEMmh Skt 22—

(Center for Medical Genetics, Chiba Children's Hospital, Chiba, Japan)
2 TR o HER

(Depertment of Metabolics, Chiba Children's Hospital, Chiba, Japan)
3 WERERRNEREAE

(Department of Pediatrics, Faculty of Medicine, Saitama Medical University, Japan)
4 TR Sombt BN R

(Depertment of Neonatology, Chiba Children's Hospital, Chiba, Japan)
5 IERBERRIZEWE et > 2 —

(Center for Intractable Diseases, Saitama Medical University, Japan)
6 MERE R AHER DR M L e FR Tt > 2 —

(Intractable Disease Research Center, Juntendo University, Japan)

S RMEGPIRIBIEDRRE & 21 : MAHI#EEF-DAF (CD55)
Pathophysiology and diagnosis of inherited GPI deficiency: complement regulating factor
(DAF/CD55)

OE kg 5281 ' (Yukitoshi Takahashi) . PEAY X7~ ' (Shigeko Nishimura) , =2 FiZE ' (Emiko Takao)
A FYD T (Risa Kasa) . 8 5 355 ! (Kaoru Enokida) . 1 | A 53 ' (Yushi Inoue) .
it I+ B2 (Yoshiko Murakami) , K N 4 277 ? (Taroh Kinoshita) , I fii)/® (Norimitsu Inoue) |
JUSE —HE[* (Chiirou Kuki) . #5A {72 ° (Yasuhiro Suzuki) . 2¥77] #{°F- © (yunpei Tanigawa)
FHH f8—H5 "® (Souitirou Tanaka), 155111 42EF ° (Rumiko Takayama)

1 ENTRBHRE R C A AR ER Y 2 —
(National Epilepsy Center, Shizuoka Institute of Epilepsy and Neurological Disorder, NHO, Japan)
2 RBROREEMAEYRITL
(Research Institute for Microbial Diseases, Osaka University, Japan)
3 RBREFED A > 2 — W5
(Osaka International Cancer Institute, Japan)
4 KRB EERE 2 —
(Osaka City General Hospital, Japan)
5 REFZEFIRERE G ER L > 2 —
(Osaka Medical center and research Institute for Maternal and Child Health, Japan)
6 RBRFERZABERZRIZER R
(Department of pediatrics, Graduate School of Medicine, Osaka University, Japan)
7 BUERZEEEEAAR DR
(Department of Pediatrics, Tohoku University school of Medicine, Japan)
8 EMKUELBkE R E v X —
(Takuto Rehabilitation Center for Children, Japan)
9 JUiEEV T ELREOER - WALV X —
(Hokkaido medical Center for Child Health and Rehabilitation, Japan)
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PEYEI —withEERICHSITBERR 77 I—EREDRZHBBES LUERETYIPZOME : BHITER
T4
A study of undiagnosed patients and carriers of hypophosphatasia: the Nagahama study

Ok ZE% ! (Miho Nagata) . [L{FH 225/ ' (Takahiro Yamada), /1| 2% ' (Reimi Sogawa)

JEIE %2 | (Haruka Bamba) | 1[I 757# 2 (Hidenoro Kawasaki) . F1FH &%{= "% (Takahito Wada)

B 95 > (Hideaki Sawai) | Jfi% F1HH1 ° (Kazuya Setoh) | JI[[ 7&/A ° (Takahisa Kawaguchi) |

H 4% sE—H[° (Koichiro Higasa) . H1[L| {gt5k © (Takeo Nakayama) , FH i HE¥% ° (Yasuharu Tabara) |

KAFH ¢ ° (Fumihiko Maysuda) . /N2 [E.7] 2 (Shinji Kosugi) |

MEE AR T ¢ % )—7"7 (Study Group Nagahama)

1 SUSRZRFGE RN (REREEREE ERGRY  BRERED Y
(Department of Medical Ethics/Medical Genetics, School of Public Health, Kyoto University Graduate
School of Medicine, Kyoto, Japan)

2 BRI @l - T2 R
(Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)

3 STHERIRY: EERHE AR
(Department of Obstetrics and Gynecology, Hyogo College of Medicine, Nishinomiya, Japan)

4 TREERIRERE B s RS
(Department of Obstetrics and Gynecology, Hyogo College of Medicine, Nishinomiya, Japan.)

5 HUSRZEELDIRRINE Y/ LR 22—

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

6 LURRZERZERE RZEVITH HREREAREE SR
(Department of Health Informatics, Kyoto University School of Public Health, Kyoto, Japan)

SO\l

—REAEIT NAFNVY - T—EZR—=R

Oral Session 11 Biobank * Database

H W:10H11H OK) 16:10~16:55 #5%%; (BF 311+312)
BE Kk WL GRECREICERIE RN ABEIEE )
ik M— (BN« MRER Y 2 — AT VT Lk 2 —)
Date : Thursday, Oct. 11 16:10 ~ 16:55 Roomb5 (311+312, 3F)
Chair : Katsushi Tokunaga (Department of Human Genetics, Graduate School of Medicine, University of Tokyo)
Yu-Ichi Goto (Medical Genome Center, National Center of Neurology and Psychiatry)

BN 2 8AMREMREOLODOBHERSER (#BRTSYhI1r—L) OESE
Establishment of a comprehensive information infrastructure for rare disease researches
in Japan
O 5" (zumi Yamaguchi) | 15158 F£7Z 2 (Yoshihiko Furusawa), J1|[7] 7&/A ' (Takahisa Kawaguchi) |
JAUKT 2 (Naoko Yagishita) . £H5 FIHE * (Kazumasa Tanzawa), [L[# $2/A  (Yoshihisa Yamano)
FAH] S22 ! (Fumihiko Matsuda)
1 sURT RGN WET/ LR Y 2 —
(Center for Genomic Medicine, Graduate School of Medicine, Kyoto University, Kyoto, Japan)
2 RS - MRS 2 2 — e IR R
(Department of Neurology, National Center of Neurology and Psychiatry, Tokyo, Japan)
3 WV 7 VI ERIEERAAG i R A MR R R s > X —
(Department of Rare Diseases Research, Institute of Medical Science, St. Marianna University School of
Medicine, Kawasaki, Japan)
4 A—E—TAKAEM
(EPS Corporation, Tokyo, Japan)
B BEREET—IR—RICBILNAANDY - SoNVRBIRRS R TLOEE
Establishment of BioBank Japan searching system for biospecimen, based on clinical
information database.
O 75— (Koichi Matsuda) . =[] Bi 2 (Makoto Hirata) , % Ziik 2 (Kaori Muto) .
sk dfisF 2 (Akiko Nagai) . ZRIRS [ 2° (Takayuki Morisaki) | 5 [ 3 HI]® (Yoshinori Murakami)
1 BRCRZARERE  HEKAIRRIEIZER X7 ¢ A VISR I
(Department of Computational biology and medical Sciences, Graduate school of Frontier Sciences, The
University of Tokyo)
2 WK BEREAMIT NS LRt 2 —
(Human Genome Center, The Institute of Medical Science The University of Tokyo)
3 WERY ERFEAMITEAT NIRRT R
(Division of Molecular Pathology, The Institute of Medical Science The University of Tokyo)
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ErEBREERRE LY —ERARRREBHRICEITDNIFNIIDRIES
Biobank at Department of Child and Adolescent in National Center for Global Health and
Medicine
O3ALLL B 32 (Harumi Maruyama) . FA/EFE BJE (Masahide Usami) . 2 32E#5R (Tatuya Kanto)
21l B (Masaya Sugiyama)
] V7 [ BRI 7 2 > 2 — [ s e
(Konodai Hospital, National Center for Global Health and Medicine)
0-53 DEAIORT—5EFRALUEEMNREYT/ LIBHROEMITDHD/INAVI A DIRE
Identifying causal pathways with human disease related genetic evidence by combining
public omics data
OWRH 5% 12 (Naomasa Suita) |, [ig] 927 ' (Miho Oka), FA[L] #i/T " (Yusuke Nakayama) |
5 2= — ! (Keiichi Minami) , 7SI BL52 ' (Hiroaki Mutsumine) . [ FE] [ 2 (Yukinori Okada)
1 NP TRt RIS AR R

(Discovery Technology Research Laboratories, Ono Pharmaceutical co. ltd., Ibaraki, Japan.)
2 RBCRZRZGRZROITER st
(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Osaka, Japan)

—ROE12 ERAVEUVT
Oral Session 12 Genetic Counseling
H o B 10A11H OR) 11:00 ~11:55 #62Y; (3F 313+314)
BE R AR T GREKFERRAHERAE Y > 2 —)
Purc iy (ERRERGRALR ARG ER AR (RMEERCAEI BIEh Y ') 0
Date : Thursday, Oct. 11 11:00 ~ 11:55 Room6 (313+314, 3F)
Chair : Naoko Iwasaki (Department of Geriatrics, Tokyo Women's Medical University, Tokyo, Japan)
Junko Yotsumoto (Department of Genetic Counseling, Graduate School of Health and Welfare Science
International University of Health and Welfare)

DCETI  HARTEHIC BT B POMS & B LV ik AR D STl D 3t %
Analysis of mood states in pregnant women undergoing prenatal test
O3 %3% ' (Akane Kondo) . 7EH %4 ! (Chika Fukano), HIB8 K ! (Daichi Nakaoku) .
LI BHE T (Mikio Yamasaki) | AR B4 ! (Mikio Morine) | #8JF8 f@ ! (Kenji Hinokio)
EikE -5 2 (Kazumi Takahashi) | % 2R H ' (Kaori MorD) . F15 58— B[ ? (Shunichiro Izumi)
B #174 ! (Kazuhisa Maeda)
1 ENREBHERE TUEIC B B LD ERL Y 2 — BnEHEL > X —
(Clinical Genetics Center, Shikoku Medical Center for Children and Adults, NHO)
2 HHERZEPE A kR AR
(Tokai University School of Medicine)

BT EFALTICBI3Y LAEBGEEEDRR & &R
Development of the electronic medical record system for genomic medicine

O B! (Yoshinari Miyamoto) . 5 BFE 2 (Kengo Miyo) . 73 HE38  (Masamichi Ishii)

25 HAF ! (Kayoko Saito) . [N B33 (Akira Yamauchi), {2 5 A * (Naoto Nagasawa) |

Bk} F8F 3 (Kyohei Okumura) . filji#% $75A ' (Norihiro Kato)

1 ENCRBSEEN BN ERRERM T > 2 — il BRIRT /) LR
(Department of Genomic Medicine, Center Hospital of the National Center for Global Health and
Medicine, Tokyo, Japan)

2 ENIOIERISEEN  ENZEBRESIEE 2 2l R R B
(Department of Medical Informatics, Center Hospital of the National Center for Global Health and
Medicine, Tokyo, Japan)

3 HARESHAEH
(NEC Corporation, Tokyo, Japan)

4 NECYV a—3v3vA /X=Xt
(NEC Solution Innovators, Ltd., Tokyo, Japan)
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—ERICHSITDRADEIEZhO YT
Genetic counseling for adults in a municipal hospital
OWRHE 2755 ' (Mika Asanag) , IEF 4§ 2 (Kyousuke Shimada), f1FH & < 5 * (Sakura Nakada)
IR YE— * (Kouichi Kubouchi) . FliAS 4575 ° (Arisa Ueki)
1 Iz R AR
(Department of Internal Medicine, Kawasaki Municipal Ida Hospital, Kanagawa, Japan)
2 i H e ALY R
(Department of Breast Surgery, Kawasaki Municipal Ida Hospital, Kanagawa, Japan)
3 I e wRE i AR
(Department of Obsterics and Gynecology, Kawasaki Municipal Kawasaki Hospital, Kanagawa, Japan)
4 XI@FAM-BhEII=vY
(Yokohama Breast and Gasteroenterology Clinic, Kanagawa, Japan)
5 BIERIRLEAL  Ew AR
(Department of Obsterics and Gynecology, Keio University, Tokyo, Japan)

HEMECEDEEZENZREDRIRERE
Current status and issues on genetic tests and genetic counselors'commitments for
tuberous sclerosis complex

O3k 7' (Asako Kondo), £ -2 (Naoko Ishihara) . {4 AR O+ & 252 (Hitomi Sasaki)

R PG f8* (Tohru Okanishi) ., AR %L * (Ayataka Fujimoto) , K71, B ! (Tamae Ooe)

EKE TEKS° (Hiroki Kurahashi) , {/£7% %7 © (Tsutomu Satou)

1 ERAGRMEREICERZSE (RMELUIZR RAREEER BEA Y ') I
(Division of Genetic Counseling,Department of Clinical Laboratory Medicine,Graduate School of Fujuta
Health University, Toyoake,Japan)

2 MR AR NRER
(Department of Pediatric,Fujuta Health University Hospital, Toyoake,Japan)

3 MMM AR AR IRIRESRE
(Department of Urology,Fujuta Health University Hospital, Toyoake, Japan)

4 HERHEAERE A ALY Z—

(Comprehensive Epilepsy Center,Seirei Hamamatsu General Hospital, Hamamatsu,Japan)

5 MR AERY: MEERSARAT 2 FERAZEEM
(Division of Molecular Genetic Institute for Comprehensive Medical Science,Fujuta Health
University,Toyoake,Japan)

7 MR B M
(Department of Ethics,Fujuta Health University School of Medicine, Toyoake,Japan)

BRIRKIEETHEZZYBLRYRIEGANTOERSHZEHLHIBAL = —FI
A case of repeated fetal edema and stillbirth due to RYR7 compound heterozygote
mutation
OKRA #7451 (Ayano Otani), $5#x 72 ! (Nobuhiro Suzumori) , BER #&1-! (Kyoko Kumagai)
Rt Bl ' (Saki Inuzuka) . XA FEFI ' (Eri Takeda) | 755 #5497 ' (Hiroyuki Yoshihara) |
B #iZ " (Yuki Sawada) | #27f B ' (Mayumi Sugiura) | ¥51E Hfd ? (Shigenori Iwagaki) |
Bk IfE—E[ ? (Yuichiro Takahashi) . FigkE 75 A ° (Hidehito Inagaki) . &48 {546 ° (Hiroki Kurahashi)
1 #AEENIRE FERHm AR - B RRAR ERE

(Department of Obstetrics and Gynecology and Clinical Genetics,Nagoya City University Hospital, Aichi,

Japan)
2 ENRBERERERE 2 — R

(Departmant of Obstetrics, National Hospital Organization Nagara Medical Center, Gifu, Japan)
3 R RY: R

(Department of Molecular Genetics, Fujita Health University, Aichi, Japan)
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—iRE13 EEEHAR - EWRE - BEHE 1

Oral Session 13  ELSI and Genetics Education 1

H B 10A11H OR) 1320 ~ 14:15 #6245 (3F 313+314)
B M2 B GRS AR AR R R RS  SBAR PE )
o A GREIERE RS AR R ot - EarfBinrstt > 2—)
Date : Thursday, Oct. 11  13:20 ~ 14:15 Room6 (313+314, 3F)
Chair : Shinji Kosugi (Department of Medical Ethics/Medical Genetics, Kyoto University School of Public Health)
Masayuki Yoshida (Tokyo Medical And Dental University, Medical Genetics)

PRI BABGRF/ASRIVREICETIES - RIEOEE (1) ~HABGEF/ N ARIVBREDRMESREICEAT
DHRFHSIUEBE~
Patients' and family members' attitudes toward multigene panel testing (1): Their
awareness, expectations and concerns

O3 Hif5+ ' (Akiko Nagai), 25 155K 23 (Izen Ri) ., X% Z5#% ' (Kaori Muto)

1 REURMAERPANSETT b/ L > 2 —  RIBERWISE Y
(Department of Public Policy, The Institute of Medical Science, The University of Tokyo, Tokyo, Japan)

2 REURZERZERE AR EREANT
(Graduate School of Interdisciplinary Information Studies, The University of Tokyo, Tokyo, Japan)

3 HAEAMHREE
(Japan Society for the Promotion of Science, Tokyo, Japan)

PN HFABEF/ARIVBREICETSES - REOBEQQ)—EEHERICEHIIR/RRORENRE
Patients' and family members' attitudes toward multigene panel testing (2):Familial
disclosure of hereditary cancer risk
Oz PBIR 12 (zen RD) . 7k Hi T3 (Akiko Nagai) . i 5% > (Kaori Muto)

1 EUCERMERE AR CAIT
(Graduate School of Interdisciplinary Information Studies, The University of Tokyo, Tokyo, Japan)

2 HAEAHRIE
(Japan Society for the Promotion of Science, Tokyo, Japan)

3 REURZZERIZAMIICT N HBERIIZE 2
(Department of Public Policy, The Institute of Medical Science, The University of Tokyo, Tokyo, Japan)

DTN A RRIARICS T 5 EEEHROIE L ORERE
Exploring the collection and use of genetic information in life insurance applications
OJEH {232 (Kana Harada) , 2#¥ U A ! (Iroha Konno) , PU7T T ! (Junko Yotsumoto) ,

=52 F7Z ' (Hidehiko Miyake)

1 BEOKZTRE REBGEANBSULBIER AR ST ALV AER @izhv ey ryra—2x
(Department of Genetic Counseling, Graduate School of Humanities and Sciences, Ochanomizu
University)

2 WHEBEZERRYEMERR R
(Department of Clinical Genetics, The Jikei University Hospital)

DN —BARENRELAES/LREICHTZEREL | BRNDBELBERTOISLNAD=—ZEH
<>T
Survey on the perception of genome editing among the general public in Japan
OWL IE%& ! (Masato Uchiyama) , 7k Hii {2 (Akiko Nagai) . EjiE Z5fk 2 (Kaori Muto)

1 BORERYARE Wik AR A 2Rt
(Graduate School of Frontier Sciences, The University of Tokyo, Chiba, Japan)

2 HRURMZERMAMZET b N7 Lty 22— RILBERTL B
(Department of Public Policy, The Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
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0-63 [SotosfEfREf FRIEDE] DXIE
Support for patient group of Sotos syndrome

OPYA FHAE ' (Yuka Yotsumoto) . ‘B8 EiF 734 (Mariko Kakudo) . {/2ji% 2543 °° (Chika Sato) .
[ 42 (Chiho Okada) . fEEME 233 (Mina Kashima) . £7)1] 2175 © (Masumi Ishikawa)
By B8+ 7 (Michiko Nonaka) . FIFH #{~ ® (Takahito Wada) , 5 £ © (Mie Iwakoshi) |
JEFH 2+ '° (Atsuko Harada) , & 1+ %* (Tomoko Tamaoki)
1 Bk R
(Department of Pediatrics, Takatsuki General Hospital, Osaka, Japan)
2 BmamER ERERRM
(Department of Clinical and Molecular Genetics, Takatsuki General Hospital, Osaka, Japan)
3 TREEERIARSERE s 2B
(Department of Clinical Genetics, Hyogo College of Medicine Hospital, Hyogo, Japan)
4 wEEREIEGE H SR
(Department of Otolaryngology, Kouseikai Takai Hospital, Nara, Japan)
5 BEERIRY:  BRRmEY
(Department of Pathology and Laboratory Medicine, Kansai Medical University, Osaka, Japan)
6 EMIEEELAIERE s R R —
(Center for Medical Genetics, Shinshu University Hospital, Nagano, Japan)
7 SRS ER SRt 2 —
(Hyogo Prefectural Child Development Support Center, Hyogo, Japan)
8 HUESRIARYARE  EPAMPRRHEFRMH. « BURERE
(Department of Medical Ethics and Medical Genetics, Kyoto University Graduate School of Medicine,
Kyoto, Japan)
9 MEHBAY RERAE BEER
(Department of Nursing, Kobe-Tokiwa University, Hyogo, Japan)
10 B{-xmblinks DI R

(Department of Pediatric Neurosurgery, Takatsuki General Hospital, Osaka, Japan)

SO\l

—Rg[E14 HLAEE

Oral Session 14 HLA related session

H B 10H11H OR) 14115~ 15:10 #62Y; (3F 313+314)
BE R 2 ERS (EEIRESE > 2 —ar R AR
HiA i AR AR AR L i )
Date : Thursday, Oct. 11 14:15~ 15:10 Room6 (313+314, 3F)
Chair : Michio Yasunami (Saga-Ken Medical Centre Koseikan)
Ken Yamamoto (Department of Medical Biochemistry, Kurume University School of Medicine)

ICEZE HLA NERBENRTFF (HBVREHER) DRSS : FEEEVMIILRERDEE
HLA classll and peptide interactoins for surface and core antigens of hepatitis B virus
(HBV)

O P 12 (Hiroko Miyadera) | #2111 Bitll ! (Masaya Sugiyama) | PG Z$5¢ ! (Nao Nishida) |
ik W13 (Katsushi Tokunaga) . # [+ #E50 ! (Masashi Mizokami)
1 ENLEBREFRTE > X —i5ei 7/ LERYE T oY 2 7 b
(National Center for Global Health and Medicine, Tokyo, Japan)
2 R PRAERSR BIREY
(University of Tsukuba, Tsukuba, Japan)
3 HRURMEBEERIIZER AREEY
(The University of Tokyo, Tokyo, Japan)
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P REEMESEESENRELE. RERI—OI Y —ICKBERGHLAYIEV S
High resolution NGS-based HLA typing for cold medicine-related Stevens-Johnson
syndrome

OfS fdt ! (Ken Nakatani) . 2F %% ! (Seik-Soon Khor), A F #53E ! (Hitomi Yuki) |
- B % Mayumi Ueta) , B #3F-  (Yuko Okudaira) . #2225 (Anri Masuya) |
FIF A ? (Yuki Wada) | 4§ T-Hi° (Chie Sotozono) . A | % ? (Shigeru Kinoshita) |
¥ PE% 3 (Hidetoshi Inoko) |, fifizk i+ (Katsushi Tokunaga)
1 BRRZAREN ELRIIR ABEGREE
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2 FUEZIERIRY:  BOTIRARERR Y
(Department of Frontier Medical Science and Technology for Ophthalmology, Kyoto Prefectural
University of Medicine, Kyoto, Japan)
3 Y/ XATT 7 —<HhREH
(GenoDive Pharma Inc., Kanagawa, Japan)
4 KRBORZERZRE RSB E R C e/ N—> 3 v v 2 —
(The Center of Medical Innovation and Translational Research, Graduate school of medicine, Osaka
university, Osaka, Japan)
5 HUIRLERARY:  HRRREE
(Department of Ophthalmology, Kyoto Prefectural University of Medicine, Kyoto, Japan)

BT ARAARBEERZERWVI 27 LIS VBIEICEITBHLA class B {5 F 25 OB EET
Association between HLA class Il alleles and sensitization to house dust mite in a
Japanese adolescent

OFFF: firi ' (Wataru Morii) | J#§H 22 (Aiko Sakai) . A= [ (8L 3 (Masanori Kidoguchi) ,
w3 7B (Hiroko Miyadera) . ZEEEIR 5% 2 (Ryo Sumazaki) | Y Hii4 ° (Shigeharu Fujieda)
P[] FHZE T ' (Emiko Noguchi)
1 BFWRY EPEER EnES
(Department of Medical Genetics, Faculty of Medicine, University of Tsukuba, Ibaraki, Japan)
2 FPREEZERR  DHNE
(Depertment of Child Health and Pediatrics, Faculty of Medicine, University of Tsukuba, Ibaraki, Japan)
3 RFFRE HAWGER - SRS
(Division of Otorhinolaryngology and Head & Neck Surgery, Faculty of Medical Science, University of
Fukui, Fukui, Japan)
4 [ESEBRERRE S 2058 7/ LERETaY 2 7 b
(Genome Medical Center Project, National Center for Global Health and Medicine, Chiba, Japan.)

AR ZIVAVZF U RBEICEBES5 25 SR EEMBREEDBE
A variant affecting levels of succinylcarnitine is associated with HLA-DQB1*06:02-
negative essential hypersomnia

O )1 B "2 (Taku Miyagawa) | 2 5% 2 (Seik-Soon Khor) | 855 &+ ' (Mihoko Shimada) |

S #33 2 (Hiromi Toyoda), =& Fl15% 3 (Kazuo Mishima) , A% B, '* (Makoto Honda)

ik JP§t: * (Katsushi Tokunaga)

1 SRR AR B U TR M T BN AT e D B EIR T 1 2 . &
(Sleep Disorders Project, Department of Psychiatry and Behavioral Sciences, T okyo Metropolitan
Institute of Medical Science)

2 HEURER LR Z R TR E B R 2 AR (R0
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo)

3 [EIILKE R MRS > 2 — RS AR RIT IR - 4 B s 35 S
(Department of Sleep-Wake Disorders, National Institute of Mental Health, National Center of Neurology
and Psychiatry)

4 WAE A NI FE AT R e 5 A1 e

(Seiwa Hospital, Neuropsychiatric Research Institute)
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0-68 BREKIRT VEx7—23>
Imputation of KIR genotypes from SNP genotypes data KIBAG -- KIR Genotype
Imputation with Attribute Bagging

O Seik-Soon Khor', Zheng Xiuwen®, £74% Hi¥-* (Akiko Ishitani), 5 537 * (Fumihiro Azuma)
Pyo Chul-Woo®, K Bl ' (Yosuke Omae), = £ 75ME * (Toshio Yabe), Dan Geraghty®.
filizk Wt (Katsushi Tokunaga)

1 REURERAGIESRUIZER ERR R EE ABRE 208
(Department of Human Genetics, the University of Tokyo, Tokyo, Japan)
2 Department of Biostatistics, University of Washington, Seattle, WA, USA.
3 RMEIZERRY: B EER WPEE AR AR
(Nara Medical University, Kashihara, Nara 634, Japan.)
4 HARARA At BHPERT Ty it 22—
(Japanese Red Cross Kanto-Koshinetsu Block Blood Center, Tokyo, Japan.)
5 Clinical Research Division, Fred Hutchinson Cancer Research Center, Seattle, WA, USA.

—ROE15 IEYIRTA49R

Oral Session 15 Epigenetics

H Kf:10H11H OK) 15115~ 16:10 #6245 (3F 313+314)
BE R AR B CRIC AR ARBIE ARIFZER (R 2)
GRA B (BENTERE ERE 2 2 — 53 TN ISR
Date : Thursday, Oct. 11 15:15 ~ 16:10 Room6 (313+314, 3F)
Chair : Takahiro Arima (Tohoku Univ.)
Maki Fukami (National Research Institute for Child Health and Development)

I miR-1XAFILEDFiled effct&FIA LI BEMRBXBEER) 2OV —H—ELTOEREO&E
Methylation status of microRNA-1 predicts the development of UC-associated colorectal
neoplasia
OWJI| Bk ' (Yoshinaga Okugawa) ., [EIL] #3 ' (Yuji Toiyama), [L{AX 52 ' (Akira Yamamoto)

% [HjZ ' (Tsunehiko Shigemori) . /1| 32 ' (Hiroyuki Fujikawa) , ZZFH #32% ' (Hiromi Yasuda)
J& #i—EB ' Qunichiro Hiro), 5111 %451 ! (Shigeyuki Yoshiyama) . B2 ABFL 2 (Ikuyo Mochiki)
PN B— ! (Keiichi Uchida) . FeA 83 ! (Toshimitsu Araki), 143 H12 (Kaname Nakatani) .
F TE ! (Masato Kusunoki) . Boland C. Richard® (Boland C. Richard), Goel Ajay3 (Goel Ajay)
1 =® A HE - NISE
(Department of Gastrointestinal and Pediatric Surgery, Mie University)
2 ZHR PURTATES
(Central laboratory, Mie University)
3 NAT—=AF Aty a—
(Baylor Medical Center, Dallas, TX, USA)

0-70 DO VBRAFIEEZELSDNEIN AT FIAA RICEDERHRBHTOISLEZRETD
LSD1-mediated metabolic reprogramming by glucocorticoids in skeletal muscle cells.
OBl 5 AHEB 1 (Kotaro Anan), HE {22t ! (Shinjiro Hino)
1 BEARY: FAEBRAZT MR 2T
(Department of Medical Cell Biology, Institute of Molecular Embryology and Genetics, Kumamoto
University, Japan)
2 FEARY: KRZBAEMBPAVIZES NRERREA
(Department of Pediatrics, Faculty of Life Science, Kumamoto University)
0-71 Inter and intragenic methylation of GLA gene cause massive sphingolipid accumulation
and severe phenotypes in heterozygous Fabry females
O Hossain Mohammad Arif', Chen Wu', Hiroko Yanagisawa', Keiko Akiyama', Rina Itagaki'.
Kaoru Eto®, Takashi Miyajima'. Takeo Iwamoto®, Yoshikatsu Eto'

1 Advanced Clinical Research Center, Kawasaki, Japan
2 Tokyo Womens’ Medical University, Tokyo, Japan
3 Jikei University School of Medicine, Tokyo, Japan
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DA UTLREBRBICST DY/ LI EAFIVLBENR
Epigenome-wide association study of DNA methylation in Williams syndrome

OAK 5% Ryo Kimura) | 5EJ= 5L ' (Tomonari Awaya), H1FH E#Fl] ' (Masatoshi Nakata) ,
IN% T HHE ? (Takeo Kato) | ‘25 H1 15k ° (Kiyotaka Tomiwa), [l {H1 4 (Shin Okazaki) .
SEGR {855 2 (Toshio Heike) | #kJii TEf ' (Masatoshi Hagiwara)
1 SURZARERE RN TR A=
(Department of Anatomy and Developmental Biology, Graduate School of Medicine, Kyoto University,
Kyoto, Japan)
2 RUIEERZGE  [R2ENIER FEE DR
(Department of Pediatrics, Graduate School of Medicine, Kyoto University, Kyoto, Japan)
3 HORSFEALFRTTN L
(Todaiji Ryoiku Hospital for Children, Nara, Japan)
4 KRBRIREERE 2 — NN
(Department of Child Neurology, Osaka City General Hospital, Osaka, Japan)

PELENRXMAERYY (Y I—ICKWEETE L =Schimke Immunoosseous Dysplasia%fif>
Silver-RusselfiE{xEED 161
A boy with Silver-Russel syndrome and Schimuke Immunoosseous Dysplasia revealed by
uniparental disomy of chromosome 2.

OB Z5#% ' (Kaori Hara) . F3J5 2T+ ' (Keiko Matsubara) . [ 15 #£  (Yoshihiko Hidaka) |
LT 82 3 (Tomomi Yamaguchi) . 1 H—F 3 (Keiko Wakui) | $&/5 %l ° (Tsutomu Ogata)
VERL B4 ' (Maki Fukami) . 7 &2 % (Tomoki Kosho) , $% X! (Masayo Kagami)

1 ENIEEEREIE v X —H5E0T 9 TN M ZEED
(Department of Molecular Endocrinology, National Center for Child Health and Development, Tokyo,
Japan)
2 EMREE R NRRAEE
(Department of Pediatrics, Shinshu University, Matsumoto, Japan)
3 EMIREE B BRPEE
(Department of Medical Genetics, Shinshu University, Matsumoto, Japan)
4 EMRZEEZEAI SR B R 2 —
(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
5 EMERIRY: NEREE
(Department of Pediatrics, Hamamatsu University, Hamamatsu, Japan)

—fxOE16 HIEE2

Oral Session 16 Rare disease 2

H B 10H11H OR) 16:10 ~ 16:55 #6214 (3F 313+314)
BE R A E CRIREF R > 2 — B2 HRD
KEF FkE] CERIROS REE S 00 = —duiEhe /NERED
Date : Thursday, Oct. 11 16:10 ~ 16:55 Room6 (313+314, 3F)
Chair : Nobuhiko Okamoto (Department of Medical Genetics, Osaka Women's and Children's Hospital)
Seiji Mizuno (Department of Pediatircs, Central Hospital, Aichi Human Service Center)

Coffin-SirisfE & 8 B & DBERIE (R F AR
Comprehensive genetic analysis for Coffin-Siris Syndrome
OBHI K ! (Futoshi Sekiguchi) , =52 # - ' (Noriko Miyake) , IR 7 2 (Yoshinori Tsurusaki) |
=G B2 (Satomi Mitsuhashi) | B B! (Satoko Miyatake) . 7K fi] | (Takeshi Mizuguchi)
B ' (Atsushi Takata) . FA7S TE38 ' (Naomichi Matsumoto)
1 BRERAIRYPR AR EAAIIZER IR
(Department of Human Genetics, Graduate school of Medicine, Yokohama City University, Yokohama,
Japan)
2 MWL ERESE Y 2 —  BRIRIESET
(Clinical Research Institute, Kanagawa Children’'s Medical Center, Yokohama, Japan)
0-75 Cornelia de LamgefEf&##3 15X % DEEF IR
Genetic analysis of 31 families with Cornelia de Lange syndrome
OFH: #2£ ! MHiromi Aob), 7K [l ' (Takeshi Mizuguchi), -1 T3 >/ T I 2 (Chong Ae Kim) .,
=& B2 (Satomi Mitsuhashi) . ‘=7 AT ! (Satoko Miyatake) . = H & ! (Atsushi Takata) .
KA 158 ! (Naomichi Matsumoto)
1 BHEFSZRP KRR EEDeR R E=E
(Department of Human Genetics, Graduate School of Medicine, Yokohama City University, Kanagawa,
Japan)
R IV VALY A= DN VY ST 2
(Department of Pediatric, Graduate School of Medicine, Sao Paulo University, Sao Paulo, Brazil)
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AXICHIT BB SHEREDCFTREGTFER

CFTR gene mutations in patients with cystic fibrosis in Japan

OMHIEE Hid = 1 (Miyuki Nakakuki) | JEA B 2 (Kotoyo Fujiki) . (LA B! (Akiko Yamamoto)
L] 38 " (Makoto Yamaguchi) , 23] LD ! (Itsuka Taniguchi) . BFA) 250t ' (Nao Nomura)
22 R ' (Tomoya Fykuyasw) . /N2 #hf1 ' (Yuka Kozawa), U =% U ¥ >/ ! (Libin Liu)
BT J546F | (Mayuko Higuchi) . £+ 7KF#HZS ! (Brina Niwa) . il 3% ° (Satoru Naruse)
15 V£ ! (Hiroshi Ishiguro)
1 bR RERIIER EERERS
(Department of Human Nutrition, Nagoya University Graduate school of Medicine, Nagoya, Japan)
2 HEEFEERY HRREAN
(Department of Nutritional Sciences, Nagoya University of Art and Sciences; Nagakute, Japan)
3 A& Uikt
(Miyoshi Municipal Hospital; Miyoshi, Japan)

CYCSEAAVRHIZHD aN) VIR EIZEUI-CYCSHMERIZ K D MAE (R 14 /) iR iR ME
A novel CYCS mutation at &alpha; helix of CYCS domain causes non-syndromic
thrombocytopenia

OML FBE Y2 (Yuri Uchiyama) . #172 H5HE > (Kunio Yanagisawa) . 555 fiii4 * (Sinji Kunishima)
MEAL TR ® (Masaaki Shiina) | /)51 L5 3 (Yoshiyuki Ogawa) . H1/5: Y& © (Mitsuko Nakashima)
=i FAT- ! (Satoko Miyatake) , — 48 EH3E ! (Satomi Mitsuhashi) . 25 ' (Atsushi Takata) .
=2 #0F ' (Noriko Miyake) | #%/5 — 8 ° (Kazuhiro Ogata) . -FH % (Hiroshi Handa) ,
KA T3 ' (Naomichi Matsumoto) , 7K[] [ll] ! (Takeshi Mizuguchi)
1 BRI R AR R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 MORMNLARZARZER EZEWIRER DAKREERY
(Department of Oncology, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
3 BEBICERZRE EERUIZER RN
(Department of Hematology, Gunma University Graduate School of Medicine, Gunma, Japan)
4 IREFRARY: RIERPAR IRRRE AR
(Department of Medical Technology, Gifu University of Medical Science, Seki, Japan)
5 MOERANLAZAZER  EEWIER A
(Department of Biochemistry, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
6 WMRERIRZERZER R BRI
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)

—ROE17 EREEE

Oral Session 17 Cancer Genetics

Ho B 10A12H () 11:25 ~12:20 #32Y; (3F 303)

JE O RGEE ARA CREUERBRIRY: #ERsEm7erT 70 F i)

el TR KBRS GEE R AR IR 8 e - I R SREURAERPENISE AR - U7 F 222 —)

Date : Friday, Oct. 12 11:25 ~ 12:20 Room3 (303, 3F)

Chair : Johji Inazawa (Department of Molecular Cytogenetics, Medical Research Institute, Tokyo Medical and Dental
University)

Yataro Daigo (Department of Medical Oncology and Cancer Center , Shiga University of Medical Science/Center

for Antibody and Vaccine Therapy, Institute of Medical Science, The University of Tokyo)

0-78 BEEMREFHREICSITDRIBRBED NELSERERDS 7R
Molecular diagnosis of secondary cancers and distant metastases after prolonged course
in hereditary retinoblastoma
O#% 288 1 (Taisuke Mori)
1 ENZAD AW 2— Rl PR - ERIRIRE R
(Department of Pathology and Clinical laboratory, National Cancer Center Hospital, Tokyo, Japan)
2 BENIAASER Y 2— TR 2R
(Department of Genetic Medicine and Services, National Cancer Center Hospital, Tokyo, Japan)
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ABD ADIR/NAF Y —H—. ARIENS FOASEP1DEE
Identification of OASEP1 as a biomarker and therapeutic target for oral cancer

O&E51¥ 74 ! (Atsushi Takano) . % F£54 ° (Yoshihiro Yoshitake) . &5 i ® (Masanori Shinohara) .
BEEH FRACER 12 (Yataro Daigo)

1

FREURIAE R AT ST I s e

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

WHIERRY:  BRIRIHESS A e

(Department of Medical Oncology and Cancer Center., Shiga University of Medical Science, Otsu, Japan)
BRAKE TIFESLRE

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

MRTELREDTEFRREEDSD3DDVIIORNA
The three onco-micro RNAs related to the poor prognosis in squamous cell carcinoma of
the lung.

OREFE /24512 (Sana Yokoi), B B 12 (Bndi Xia) . FEA 52 ACH) ? (Sotaro Kanematsu) |
Kk HEMT ! (Yusuke Suenaga) ., AR 21 * (Toshihiko lizasa) . “Ff& FEFE ! (Yasumitsu Moriya)

0-81

0-82

1

2

3

4

THREDAE Y Z— W DAT /Lty Z—

(Cancer Genome Center, Chiba Cancer Center Research Institute, Chiba, Japan)
TRED ALY Z— BIETZEHE

(Division of Genetic Diagnostics, Chiba Cancer Center, Chiba, Japan)
THERPAE LA IR

(Department of Thoracic Surgery, Chiba University, Chiba, Japan)
THEMBAL Y Z—  IERERSE

(Division of Thoracic Surgery, Chiba Cancer Center, Chiba, Japan)

2VEEICHITDYIoO0Y T34 FOERERR
Analysis of Indels in Whole-genome Microsatellite Regions and Microsatellite Instability
across 21 Cancer Types
OJifiA BHPE 12 (Akihiro Fujimoto) . JEFH {iF & 2 (Masashi Fujita) , 17 A& — > (Yuichi Shiraishi) ,
Bl F%k 2 (Kazuhiro Maejima), i H35% 2 (Karoru Nakano) . £ [ %2 2 (Tastuhiko Tsunoda) .
HIT 7SR (Seiya Imoto) | ETHF & 3 (Satoru Miyano) , #13J5i 75 * (Nagahide Matsubara)
EH M4 ! (Nagahide Matsubara) . H1J[| 7 J] ? (Hidewaki Nakagawa)

1

2

3

4

FURREE EZAWITCRE BISEER

(Department of Drug Discovery Medicine, Graduate School of Medicine, Kyoto University)

HYL AT A mER AR v X —

(IMS RIKEN)

BEURY: ERPEMIZRIT b BT/ L > 2 —

(Human Genome Center, Institute of Medical Sciences, The University of Tokyo, Japan)

BN SVAVSUN

(Division of Lower Gastrointestinal Surgery, Department of Surgery, Hyogo College of Medicine,
Nishinomiya, Japan.)

mAFHRESMIDOECHNEREMBEBREES XU L F1EEOREEDRER
Genetic landscape in mosaic events and their associations of hematopoietic malignancy
and survival.

O %in] s 123 (Chikashi Terao), T— — L — * (Po-Ru Loh) . #kIN 5275 ° (Yukihide Momozawa) .
A% FEBH ° (Michiaki Kubo) . S2 VE—E[S ' (Yoichiro Kamatani)

1

2

PbAARTE A AEaER A R — REHRTIH IS T — L

(Laboratory for Statistical Analysis, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
VRN R A REEER T/ LR RE AT 70 7

(The Department of Applied Genetics, The School of Pharmaceutical Sciences, University of Shizuoka,
Shizuoka, Japan)

e U TR B e B R BT 2

(Clinical Research Center, Shizuoka General Hospital, Shizuoka, Japan)
TVALT Y RT 1 X2 Xl

(Division of Genetics, Department of Medicine, Brigham and Women's Hospital, Boston, USA)
PEAARSE A ER AR S R — SRR BRI T — L

(Laboratory for Genotyping Development, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)
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—higE18  HERZET (NIPTSE)

Oral Session 18 Prenatal diagnosis (including NIPT)

Ho B 10A12H (B 14:40 ~ 15:35 32 (3F 303)
BE 5 5L GRS AR A BN B ORAn T2 HER)
e 5 (BB [RAAE e AR AR
Date : Friday, Oct. 12 14:40 ~ 15:35 Room3 (303, 3F)
Chair : Takahiro Yamada (Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)
Suguru Sato (Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)

BRESHICKIBREREDEWNNIKIUHERBHICEEU-4BREREMEEREVES
A case who was suspected with de novo 4p duplication in prenatal diagnosis

O B (Mamiko Shinsaka), 5F %% ' (Yasushi Takai), AL 5¥%4f ? (Kosuke Shigematsu) .,

5 YElE 2 (Haipeng Huang) . At 0DZ 2 (Nozomi Uemura) | xS 27~ ' (Yukiko Itaya) |

%0 7 2 (Yukiko Mikami) | 5% 1118 2 (Masahiro Saitoh) . 53 —7% 2 (Kazunori Baba) .

B 8.2 ? (Hiroyuki Seki)

1 HEERRERGERYE Y 2— FEmAR
(Department of Obstetrics and Gynecology, Saitama Medical Center, Saitama Medical University, Saitama,
Japan)

2 RRERRHREERL v 2 — EEERR g 2 —  RHAIR ISR
(Division of Maternal and Fetal, Center for Maternal, Fetal and Neonatal Medicine, Saitama Medical
Center, Saitama Medical University, Saitama, Japan)

3 ROEERRE PR AR
(Department of Obstetrics and Gynecology, Sekishindo Hospital, Saitama, Japan)

0-84 BEMEFLFRIICKY) ROBKEEESIoZHERZRILZ16]
Prenatal diagnosis of low-level true mosaicism for chromosome 11p11.2 using
percutaneous umbilical cord blood sampling

OFIP IF 5 ! (Masatake Toshimitsu) , /[N 1| Bifd ' (Maki Ogawa) . /N JE£F ' (Shusaku Kobori)
FK It 1%— " (Shinichi Nagaoka) . /8 Y546 2 (Hiroki Kurahashi) , 25 7% ' (Jun Murotsuki)
1 BRSNS Y Embe PER
(Department of Maternal and Fetal Medicine, Miyagi Children's Hospital, Miyagi, Japan)
2 R E KRB ERSAIZT 0 P R AR
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)

B SESNTEREZZ2ULENSREFKETEETH O —ADIER
Outcomes of the cases with extremely increased nuchal translucency thickness in the
first trimester.

Ok} 55 ' (Yasushi Nakamura) |, jEFH BA ' (Satoko Fujita) , FHIIE 2 " (Atsushi Tajima)
KA I+ "2 Junko Matsumoto) . [LIFH iff . "* (Kenji Yamada), #(*- 7 '° (Chikara Kihira) ,
R F3% 1% (Mihyon Song) . EH HEE ! (Yoshie Kurata) . 7)1 #33% | (Hiromi Arakawa)
FHAT 295+~ 17 (Chieko Tamura)

I FMCHIZ Y=y

(FMC Tokyo Clinic, Tokyo, Japan)
2 BHEKEERHER AR

(Department of Obstetrics and Gynecology, Kameda Medical Center, Chiba, Japan)
3 WRUEELAIIEple AR

(Department of Obstetrics and Gynecology, The University of Tokyo Hospital, Tokyo, Japan)
4 HEFHImE AR

(Department of Obstetrics and Gynecology, Hino Municipal Hospital, Tokyo, Japan)
5 kryrtu—XrVU=vy pEREAR

(Department of Obstetrics and Gynecology, St. Rose Clinic, Mie, Japan)
6 MNOHNDHELT 4 —AZUZw Y

(Marunouchi no Mori Ladies Clinic, Tokyo, Japan)
7 MEORE R AR AR R e Bk

(Genetic Counseling Clinic, Juntendo University Hospital, Tokyo, Japan)

FABRERICHITDEERERLELBHEEDOBRICDONT
Delay of chorioamniotic fusion is related with chromosomal anomalies.
Okt 182 12 (Hiroaki Nakamura) | FHJ5 =4% "'* (Mie Tahara) , P§4% 52X ? (Sachiyo Nishimoto) |
Fril 52 (Hiroko Katayama) , ¥AFH fEF ' (Yoshiko Matsuda) , JE3/] 3@+ ' (Michiko Watanabe)
i == ! (Toru Yorifuji)
1 KRB AR > 2 — BT
(Department of Genetic Medicine, Osaka City General Hospital, Osaka, Japan)
2 RBiivifeaERt >y 22— R
(Department of Obstetrics, Osaka City General Hospital, Osaka, Japan)

SO\l
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LPRICH1F B Cystic hygromad st
Outcome of Cystic hygroma in our hospital

OZES BE13 2 (Yoshinobu Sugow) . J2,2 [+ 1% % M 23 (Haruka Hamanoue) . BE5§ ##7- 2 (Hiroko Kuriki)
B /%07 ' (Sachiko Ohori) . [H%F B 263 3 (Miki Tanoshima) . £7)1] 7551 2 (Hiroshi Ishikawa)
El 2% 2 (Hiromi Nagase) . #5K PR % (Rie Suzuki) , % 75— 2 (Shuichi Ito)

I 17 2 (Etsuko Miyagi)
1 BREANLRZMERR P AR
(Department of Obstetrics and Gynecology, Yokohama City University Hospital, Kanagawa, Japan)
2 BRI R B TR R
(Department of Human Genetics, Yokohama City University Hospital, Kanagawa, Japan)
3 BRI ARZESAN  AmAE E R
(Department of Obstetrics and Gynecology, Yokohama City University School of Medicine, Kanagawa,
Japan)

—f%E19 NGSI
Oral Session 19 NGS | cession
H K:i10H12H (B 11:25~12:20 #4239 (3F 304)
JE R B (RIBCA SRR IR R 72 AR AL )
BHAREF (RIERYE REABIRZERIIZER  BRERA TS

Date : Friday, Oct. 12 11:25 ~ 12:20 Room4 (304, 3F)
Chair : Koh-Ichiro Yoshiura (Department of HUMAN GENETICS, Atomic Bomb Disease Institute, Nagasaki University)

Yoko Aoki (Department of Medical Genetics, Tohoku University School of Medicine, Sendai, Japan)

OYIU—RI—OIDRIZEDITL E— MEB ORI
Tandem repeat analysis in long-read sequencing data using tandem-genotypes

O=#8 B2 " (Satomi Mitsuhashi), 7K [l ' (Mizuguchi Tsuyoshi) | =X H& " (Satoko Miyatake) ,

B - 2 (Tomoko Toyota), JE17 5ABH ? (Hiroaki Adachi) . AR > (Yoko Oma)

0 5215 1 (Yoshihiro Kino) . — &8 #ABH ° (Hiroaki Mitsuhashi) . 4% (&3 | (Naomichi Matsumoto) |

TV A I—F ¢ > 58 (Martin Frith)

1 BRI IR ICA R AR R
(Department of Human Genetics Yokohama City University Graduate School of Medicine, Yokohama,
Japan)

2 FERERIRY: [RFA AR
(Department of Neurology, University of Occupational and Environmental Health School of Medicine,
Kitakyushu, Japan)

3 WERERIRY: R BEAH
(Department of Liberal Arts, Faculty of Medicine, Saitama Medical University, Saitama, Japan)

4 WRRIERIR Y SEPENA XA VT 43T 0 7 AR
(Department of Bioinformatics and Molecular Neuropathology, Meiji Pharmaceutical University, Saitama,
Japan)

5 HURE LA L bR
(Department of Applied Biochemistry, School of Engineering, Tokai University, Hiratsuka, Japan)

6 FEREBIHREUIZEHT N THIRENIF L > % —
(Artificial Intelligence Research Center, National Institute of Advanced Industrial Science and Technology
(AIST), Tokyo, Japan)

7 BRERIERAGE Hradik A R ARt
(Graduate School of Frontier Sciences, University of Tokyo, Tokyo, Japan)

8 FERHANK AW Ak AT LYy I T =R fiA—T A /"= a ¥ FKRI MY
(Computational Bio Big-Data Open Innovation Laboratory (CBBD-OIL), Tokyo, Japan)

Whole-exome sequencing of quartet family identifies a novel gene for mitochondrial DNA
depletion syndrome
O Ching-wan Lam', Wai-Lan Yeung®

1 Department of Pathology, The University of Hong Kong, Hong Kong, China
2 Department of Pediatrics and Adolescent Medicine, Alice Ho Miu Ling Nethersole Hospital, Hong Kong,
China
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BT 19V —LT7—5&TICLEHUNWCNVIEE 7L T LD ; 325 ADKZEEE TORE
New algorithm for evaluation of copy number variation from exome data; Validation study
in 325 undiagnosed patients
OfaK N\ ! (Hisato Suzuki) . |-JEL BT~ (Tomoko Uehara), 75 {2itH ? (Hiroshi Yoshihashi) .

15 B #EF-2 (Hiroko Fukushima) . ZEEEIR 72 ° (Ryo Sumazaki) | [L|[7] 45 ' (Yu Yamaguchi)
PN B85 " (Toshiki Takenouchi) | /JMR BE 3 ° (Rika Kosaki) | /]MEF {2 RE[S ' (Kenjiro Kosaki)
1 BRI EE RRER e 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
2 WEENNRR SRS 2 —  RREGR
(Department of Medical Genetics, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
3 PR EZERSR NI
(Department of Child Health, Faculty of Medicine, University of Tsukuba, Ibaraki, Japan)
4 BERIORY: RS NRM
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
5 ENIREERIL Y Z— BnSHER
(Divisions of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan) .

B depth24/ LY —0TU LU JIZ& DI E—HUNY I—2a RO AT
Evaluation of copy-number variation detection techniques using shallow-depth whole
genome sequencing
O=1E 14,7 (Hiroyuki Mishima), 757 2% — B[} (Koh-ichiro Yoshiura)

BRI JFUBREEE RN AR
(Department of Human Genetics, Nagasaki University, Nagasaki, Japan)
0-92 AR =TI Y —LERT—IN—RZAV-EWE - BRELGHLAEGFEOBENSIIEY
IR iDL
Construction of comprehensive HLA typing framework using next-generation sequencing
data and international database
O WG ! (Shuji Kawaguchi) . A5 5—H[s ' (Koichiro Higasa) | {#7/K 1FF ' (Masakazu Shimizu) |
LI %2 ' (Ryo Yamada) , #8H] 32 ! (Fumihiko Matsuda)
1 sURFERYRE RAOIER WET/ LR 2 —
(Center for Genomic Medicine, Graduate School of Medicine, Kyoto University, Kyoto, Japan)
2 HEERRE: WHEEMEZVIR 7/ LR
(Department of Genome Analysis, Institute of Biomedical Science, Kansai Medical University, Osaka,
Japan)

—f#%[1;%20 Familial tumor
Oral Session 20 Familial tumor Session
H Hf:10A12H (£) 14:40~ 1535 4285 (3F 304)
PR =R GREER R HEE 5 R 0 TEA5)

AT By (FMCHRE 2V =y 7 ERER - BEinh Y >y v 768
Date : Friday, Oct. 12 14:40 ~ 15:35 Room4 (304, 3F)

Chair : Yoshio Miki (Department of Molecular Genetics, Medical Research Institute, Tokyo Medical and Dental
University)

Chieko Tamura (Medical Information and Genetic Counseling Division, FMC Tokyo Clinic, Tokyo, Japan)

GorlinfE R & B ZREZE D BET
Molecular and biological analysis of Gorlin syndrome-associated tumors.
Oy 580 ! (Yoshiro Nakano) . 5[] — & 2 (Kazuma Noguchi), [ 1174 75 8 (Kiyofumi Yamanishi)
ER #3782 (Hiromitsu Kishimoto)

1 EERARY R R

(Department of Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
2 RREERRY: R RS R

(Department of Oral Maxillofacial Surgery, Hyogo College of Medicine, Nishinomiya, Japan)
3 JHERLRF B R

(Department of Dermatology, Hyogo College of Medicine, Nishinomiya, Japan)
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I 245/ LBRICKUBESNAERIAS—EREEERYR—ZDOREICEH D= HPOLEEE
FEE
Whole-genome sequencing identified a novel POLE variant responsible for polymerase
proofreading-associated polyposis

O £ 1#HE ! (Kiyoshi Yamaguchi), 57K F54E 2 (Bigo Shimiza), A Y654 2 (Mitsuhiro Komura)

1117 %52 (Rui Yamaguchi) . 7T 757K 2 (Seiya Imoto) | #th_ | {E ' (Tsuneo Ikenoue)

ETHY fE 2 (Satoru Miyano) |, 11| 2E— ! (Yoichi Furukawa)

1 BURZAERZANIIN  BIKT S/ LIESE 5
(Division of Clinical Genome Research, Institute of Medical Science, The University of Tokyo, Tokyo,
Japan)

2 WHEUCEERSAIZERT  DNATGER AT B
(Laboratory of DNA Information Analysis, Institute of Medical Science, The University of Tokyo, Tokyo,
Japan)

3 WRUCEERSANITT RS — 2 U A T 2551
(Division of Health Medical Data Science, Institute of Medical Science, The University of Tokyo, Tokyo,
Japan)

4 WEUCEERSANIZERT  REEERGE TR R
(Division of Health Medical Computational Science, Institute of Medical Science, The University of Tokyo,
Tokyo, Japan)

B B GEFRITEREN—RIC U RS HEE 2R B E(NF2) DB T E TR
Clinical-genotype correlation analysis enables prediction of functional prognosis in
Japanese NF2 patients

OFPE #8 (Yu Teranishi), B fi#7 £ (Satoru Miyawaki) , AN {8 £ (Hiroki Hongo)
4 P (Shougo Doufukuw), [ 75 (Atsushi Okano), =il f21F (Shunsaku Takayanagi)
B 1% (Hirofumi Nakatomi) . 7% %E A\ (Nobuhito Saito)

HRUR AR AN e e bt
(Department of Neurosurgery, Faculty of Medicine, The University of Tokyo, Japan)

P MEN2BU/MNBICHIT 2 RRIBBIFENZOBREFHEHEDONT VR BRNMNEASRZESRR
REE=ZERE
Medullary Thyroid Carcinoma in Pediatric MEN2: the National Survey of the Japanese
Society for Pediatric Endocrinology

O PEEE "2 (Rie Matsushita) | I/ ¢ 2° (Keisuke Nagasaki) | $#E55 [ 2 2* (Tadayuki Ayabe) |
=3 [ 2° (Yoko Miyoshi) . 3§ & 30 2 (Saori Kinjyo), Z4 Hilll 27 (Hidenori Haruna)
FHIE i 28 (Kenji Thara) , 2431 ZE4E *° (Tomonobu Hasegawa) , fif FH & '®!" (Shinobu Ida)
%275 112 (Tsutomu Ogata) | K5 FH— ° (Keiichi Ozono) , F§4 #5213 (Kanshi Minamitani)
IO ERYA ey 7] AN Y &
(Division of Pediatrics, Kikugawa General Hospital, Shizuoka, Japan)
2 ARNENDBFERPIRREES
(Thyroid Committee of the Japanese Society for Pediatric Endocrinology)
3 HHRJICEERARR AR NER
(Division of Pediatrics, Department of Homeostatic Regulation and Development, Niigata University
Graduate School of Medical and Dental Sciences, Niigata, Japan)
4 ENIRBEREI Y X— TOFI)IVIEAT 2 VT R— 22—
(Japan Environment and Children's Study Medical Support Center, National Research Institute for Child
Health and Development, Tokyo, Japan)
5 RRARZERFAGEARIZER DR
(Department of Pediatrics, Osaka University Graduate School of Medicine, Osaka, Japan)
6 MRREZAEREE R
(Division of Pediatrics, Okinawa Chubu Hospital, Okinawa, Japan)
7 MORERZEZA N
(Department of Pediatrics and Adolescent Medicine, Juntendo University Graduate School of Medicine,
Tokyo, Japan)
8 KITRZIEZN NH
(Department of Pediatrics, Faculty of Medicine, Oita University, Oita, Japan)
9 BEMERIICLEAT NER
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
10 KBBFFEFE 22— Hkds - Nk
(Department of Gastroenterology and Endocrinology, Osaka Women's and Children's Hospital, Osaka, Japan)
11 JFAEG R AV S M) A R B F BERIIZ 3 /N R S O R DG TR L E R OB 20 &
T B4 R A 2 OMETICEET 280 e
(Research Group for “Comprehensive Study and Seamless Guidelines” on rare and intractable
gastrointestinal disease from childhood, supported by the Ministry of Health, Labor and Welfare of Japan)
12 TARERAYE NRE
(Department of Pediatrics, Hamamatsu University School of Medicine, Shizuoka, Japan)
13 R RZEBISREERE 22— IR
(Department of Pediatrics, Teikyo University Chiba Medical Center, Chiba, Japan)
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E59%? PARPTIRZRIDIVN-AVBH —URTARFOEITERILETOIIAL—2ar -
How to manage genetic test as a companion diagnosis of PARP1 inhibitor for the patient
with metastatic breast cancer

OFZA A8t 12 (Takeki Sugimoto) , FHAY ELHE ? (Mari Tashiro) | =45 Fi&® (Takashi Ushiwaka)
2238 it ! (Fuminori Aki) | 75 i AUl ® (Daisuke Takabatake) , S22 218 ® (Chiaki Izumiya) |
A% = T (Toru Kubo) . FT ACE[ 2 (Taro Shuin)

1 SR EE AR E e Lkt > 2 —
(Breast Center, Kochi Medical School Hospital, Kochi Japan)
2 EHCEEAI E R AR RS
(Department of Clinical Genetics, Kochi Medical School Hospital, Kochi Japan)
3 EHIRZEEZA kAR
(Department of Obstetrics and Gynecology, Kochi Medical School, Kochi Japan)
4 PUERSRIALIR U = &
(Ito Breast Surgery Clinic, Kochi, Japan)
5 EHIEREE Y Z—  ARFIRERI R
(Division of Breast & Thyroid Surgery, Kochi Health Sciences Center, Kochi, Japan)
6 WEZFAPHAFERE AR
(Department of Gynecology and Obstetrics, Kochi Prefectural Hata Kenmin Hospital, Kochi, Japan)
T EHDCEELA B - TR
(Department of Cardiology and Geriatrics, Kochi Medical School, Kochi, Japan)

—RO®R21 KEEREY - TRFER

Oral Session 21 Population Genetics/Complex disease

H B 10H12H (8 11:225~12:20 $55% (3F 311+312)
FEOERRE I GRERPARERE BERgeRl Bkl - Evrekh)
Fele} i — (ENLEFERMTTY Y 2 — AT V7 ) Ly Z— [RIRT ./ ISR HEERR)
Date : Friday, Oct. 12 11:25 ~ 12:20 Room5 (311+312, 3F)
Chair : Jun Ohashi (Graduate School of Science University of Tokyo)
Kouichi Ozaki (Division for Genomic Medicine, Medical Genome Center, NCGG)

25/ L= VAT —HICEBELERADERE IS AT DR
Analysis of the population history of the Mainland Japanese by whole-genome sequence
data

O #3471 ! (Yusuke Watanabe) | H1 fHEE2E ! (Izumi Naka) . AR #f32 2 (Yuki Hitomi) |
B #3922 (Hiromi Sawai) . Khor Soon? (Soon Khor) , fiizk [ ? (Katsushi Tokunaga) ,
K JIE Y Jun Ohashi)
1 HEURYE BARUIER EWRAEI
(Department of Biological Science, University of Tokyo, Tokyo, Japan)
2 HRURY: BERUIR ABUEIREEE
(Department of Human Genetics, Faculty of Medicine, University of Tokyo, Tokyo, Japan)

B A —ZMORSFEREASHOTERY/ LACSITHREERDRMOTE
Influence of ancestral admixture on the gnome of Austronesian-speaking Melanesians

O—f1 BT (Mariko Isshiki), H1 2 ! (zumi Naka) . AFF 55512 (Ryosuke Kimura) |
i $RE) 2 (Takuro Furusawa) . B J5 #1194 ? (Kazumi Natsuhara) . [11] AER® (Taro Yamauchi)
Hr{# $% 5 (Minato Nakazawa) . £ £3Z ' (Takafumi Ishida) . K35 HICER 7 (Ryutaro Ohtsuka)
K JIE ' (Jun Ohashi)
1 BRURFRYGE BPRER AR A
(Department of Biological Sciences, Graduate School of Science, The University of Tokyo, Tokyo, Japan)
2 RERRZERZBE [R2EWEZeRt NIRRT e
(Department of Human Biology and Anatomy, Graduate School of Medicine, University of the Ryukyus,
Okinawa, Japan)
3 HEBKRERFRE TVT - 77V A HUEI IR
(Graduate School of Asian and African Area Studies, Kyoto University, Kyoto, Japan)
4 HUEREE BREZEN
(Faculty of Nursing, Toho University, Tokyo, Japan)
5 JHRERY PR FERIZER
(Faculty of Health Science, Hokkaido University, Sapporo, Japan)
6 M REERERE PMEEDTER
(Graduate School of Health Sciences, Kobe University, Kobe, Japan)
7 BRREINEE Y 2 —
(Japan Wildlife Research Center, Tokyo, Japan)
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REE NS > 2 IR—5 —BIEFABCG2OL P/NUFP U MITEVNA PV M RFICERES I EHZT
Both multiple common and rare variants of ABCG2 are independent risks for gout

ORME 722! (Hirotaka Matsuo) , HEHY (&7 ! (Toshihide Higashino) . 15[ #E°F 2 (Tappei Takada)
Fe {850 ® (Hirofumi Nakaoka) , 22 {8 2 (Yu Toyoda) . ¥i5/lK BH-! (Seiko Shimizu)
JII B ' (Makoto Kawaguchi) . H11L| =% ' (Akiyoshi Nakayama) . 5l £575 ' (Yuka Aoyagi) .
HE BT ' (Mayuko Nakajima) , A4+ {8 | (Yusuke Kawamura) , HiAt 472 * (Takahiro Nakamura)
it @55 ° (Kenji Wakai), [it] FH FHEEF ° (Rieko Okada), L4 {° (Ken Yamamoto)
HE —3% 7 (Kazuyoshi Hosomichi) . i 233 ®9 (Kimiyoshi Ichida) . (1| 7] '° (Hiroshi Ooyama)
H/ | #EA® Qturo Tnoue) , PY /& i#F ' (Nariyoshi Shinomiya)

1

PR RREAR o0 2R ORI e

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

REUCEIE A ple  SEAIES

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

FERLEIRANITEAT M ERHIZER - ANBEIEVITERY

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

PiEERRER AR

(Laboratory for Mathematics, National Defense Medical College, Tokorozawa, Saitama, Japan)
PHBRERESE EERUIR TRIEZ

(Department of Preventive Medicine, Nagoya University Graduate School of Medicine, Nagoya, Aichi,
Japan)

VN B N i e o S e

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

(Department of Bioinformatics and Genomics, Graduate School of Medical Sciences, Kanazawa University,
Kanazawa, Ishikawa, Japan)

WHEERIRY: SR AR B 2R

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

RREERERICE B - s e R

(Division of Kidney and Hypertension, Department of Internal Medicine, Jikei University School of
Medicine, Tokyo, Japan)

10 mEHEOZ7Y=w

(Ryougoku East Gate Clinic, Tokyo, Japan)

0-101 Multi-trait linear mixed-effect modeling of five psychological traits
OV %% ' (Takeshi Nishiyama) , F #8J&E ? (Chaochen Wang) | J#EH: 2l * (Ryosuke Fujii) |
HFG S84 * (Masahiro Nakatochi) | 2 #H[5 ° (Asahi Hishida) . K358 FEACER © (Keitaro Matsuo) .
BR B! (Sadao Suzuki)

1

2

PRI RAIER DR

(Department of Public Health, Nagoya City Univ. Graduate School of Medicine, Nagoya, Japan)
ERERRY: B R

(Department of Public Health, Aichi Medical Univ. School of Medicine, Aichi, Japan)

TR ORI R A R RR A

(Fujita Health Univ.School of Health Sciences, Aichi, Japan)

Bl R RCEE B R SRR - BRI v X —

(Center for Advanced Medicine and Clinical Research, Nagoya Univ. Hospital, Nagoya, Japan)
PR RZEREG ERURR TRER

(Department of Preventive Medicine, Nagoya Univ. Graduate School of Medicine, Nagoya, Japan)
FHIRM AL Y 2= DA T

(Aichi Cancer Center Research Institute, Nagoya, Japan)
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miRNARIRF—% &R /=supervised PCAIC K BERAFERE ) RO FRAETFILDEE
The construction of risk prediction models for dementia with supervised PCA using
miRNA expression data

Ok KE 1231 (Daichi Shigemizu) . FXIL] EAER ! (Shintaro Akiyama) . {&ifF #3H ! (Yuya Asanomi) |
Boroevich Keith® (Keith Boroevich), Sharma Alok>**® (Alok Sharma) . [ 32 2% (Tatsuhiko Tsunoda) .
HifiE {1237 (Kana Matsukuma) |, 7)1 BifdF ” (Makiko Ichikawa) . B #8F ' (Hiroko Sudo).

TETE HAT-7 (Satoko Takizawa) . B} 2289 (Takashi Sakurai) , IR 75— " (Kouichi Ozaki) .
FTAR B ! (Shumpei Niida)

1 ENIRAEBERIRE Y Z— AT VT Ly Z—
(Medical Genome Center, National Center for Geriatrics and Gerontology, Aichi, Japan)
2 WHRUERIERIRY:  EEARENIITR 7/ LICHIEZAVIIRM  ERE BTy
(Department of Medical Science Mathematics, Medical Research Institute, Tokyo Medical and Dental
University (TMDU), Tokyo, Japan)
3 BUEANIIEAT  EmERATEE v 2 —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
4 FEARRHRIEHECREST
(CREST, JST, Japan)
5 FATERZ
(School of Engineering & Physics, University of the South Pacific, Fiji)
6 JUT 4 ARE
(Institute for Integrated and Intelligent Systems, Griffith University, Australia)
7 W&
(Toray Industries, Inc. Kanagawa, Japan)
8 HENIEHFERFt Y 2— toENtryX—
(The Center for Comprehensive Care and Research on Memory Disorders, National Center for Geriatrics
and Gerontology, Aichi, Japan)
9 Al EREREGRELRVIZR
(Department of Cognitive and Behavioral Science, Nagoya University Graduate School of Medicine,
Nagoya, Japan)

SO\l

—iRE22 HEEDEEFHEE
Oral Session 22 Hearing Loss
H K:10H12H (8) 11:25~12:20 #62¥ (3F 313+314)
BE R PR B (EMIRE EAE HERMERD
S FOE (EMEE AR « PRI 2R
Date : Friday, Oct. 12 11:25 ~ 12:20 Room6 (313+314, 3F)
Chair : Shin-Ichi Usami (Department of Otorhinolaryngology, Shinshu University School of Medicine, Matsumoto,
Japan)
Yoshimitsu Fukushima (Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto,
Japan)

0-103 HEDECFNRELRBRENT YA —JBE
Social health based-genetic testing and database for deafness.
OF{fi5E E— (Shin-Ichi Usami) . j$K JEHH (Hideaki Moteki), =[] JFifé+~ (Maiko Miyagawa)
P52 {Z#k (Shin-Ya Nishio)
EINRY: BEAAER E SRt
(Department of Otorhinolaryngology, Shinshu University School of Medicine, Matsumoto, Japan)
0-104 B ATERIIC 8517 2 BBEE(E T BT D %5
Mutations in adult patients with hearing loss in our department
O_FJ5 £33 T (Natsumi Uehara) | REFH {7 ' (Takeshi Fujita) | P57 #9575 ' (Sayaka Katsunuma)
fifiA Z2{f " (Akinobu Kakig)) . 5 {25k 2 (Shinya Nishio) , £} {@— ' (Ken-ichi Nibu)
A% E— 2 (Shinichi Usami)
1 MRS PR2AGS S - SR
(Department of Otolaryngology-Head and Neck Surgery, Kobe University Graduate School of Medicine,
Kobe, Japan)
2 [EINIPAESAGS H SRR AR

(Department of Otolaryngology, Shinsyu University School of medicine, Matsumoto, Japan)
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0-105

0-106

0-107

lon AmpliSeq7—# ZRB V= RNLEEFIE—HBERFE
Simple and efficient copy number variant analysis method for the lon AmpliSeq custom
panel.
OVGZ 21K (Shin-Ya Nishio), %A HEH (Hideaki Moteki), G35 B — (Shin-Ichi Usami)
EHRE R H SRR
(Department of Otorhinolaryngology, Shinshu University School of Medicine, Matsumoto, Japan)
Whole Exome SequencinglC & WJEIE SN/ FiRBIEERRMBSLC12A2
Identification and functional analysis of SLC12A2 as a novel candidate gene associated
with hereditary hearing loss
OE Jikt ! (Hideki Mutai) . FIEEF 15—EB “** (Koichiro Wasano) . FkJR 375 * (Yukihide Momozawa) |
BEA PE—ER* (Yoichiro Kamatani) , ‘5 &R +° (Fuyuki Miya) , Z8 L}t ! (Kiyomitsu Nara) |
i [T 37 *° (Tatsuhiko Tsunoda) . A FIHH ® (Kazuaki Homma) . A% FeHH * (Michiaki Kubo) .
K7k 2R “° (Tatsuo Matsunaga)
1 ENDRGEMEER > 2 —  EHERE 2 — BRI
(Div Hearing and Balance Research, National Institute of Sensory Organs, National Hospital Organization
Tokyo Medical Cenber)
2 ENLRBTEHEEES L Y 2 —  H R
(Department of Otolaryngology National Hospital Organization Tokyo Medical Center)
3 V=RV ARVRYE Ty A VN—TEER BRER
(Department of Otolaryngology- Head and Neck Surgery, Northwestern University Feinberg School of
Medicine)
4 BMEAwrserr BRI v 2 —
(Center of Integrative Medical Sciences, RIKEN)
5 WHRUERIERIAY: BEHOPENITAT  ERZEBE )Y
(Department of Medical Science Mathematics, Medical Research Institute, Tokyo Medical and Dental
University)
6 ENDRBEE R ER v 2 —  REIG Y 2 —
(Medical Genetics Center, National Hospital Organization Tokyo Medical Center)
BEGtE#FEPendred iE 1R 2¥/DFNB4IC W D& BiIPSRIZEHA T
Drug discovery and development for a hereditary hearing loss Pendred syndrome/DFNB4
by using patient specific-iPSCs
Ol 1IE ' (Masato Fujioka), I 3% ' (Makoto Hosoya) . 4[] 3% % (Tsubasa Saeki) |
= f 2 Z5 | (Chika Saegusa) | [E5H: 53 ' (Yuka Hirol) . [A%F 2.2 ? (Hideyuki Okano)
/NI AR (Kaoru Ogawa)
1 BESRSOCE A H R
(Department of Otolaryngology, Head and Neck Surgery School of Medicine, Keio University, Tokyo,
Japan)
2 BEFEARTY RS RHRHER
(Department of Otolaryngology, Head and Neck Surgery School of Medicine, Keio University, Tokyo,
Japan)
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—f&[13%23 Clinical genetics
Oral Session23 Clinical genetics session
Ho B 10120 (B 14:40 ~ 15:35 624 (3F 313+314)
BE R E GREIEROHER s st > 2 —)
Tan Tiong Yang (Victorian Clinical Genetics Services, Murdoch Children’s Research Institute, Melbourne,
Australia)
Date : Friday, Oct. 12 14:40 ~ 15:35 Room6 (313+314, 3F)
Chair : Hironao Numabe (Clinical Genetics Center, Tokyo Medical University Hospital, Tokyo, Japan)
Tiong Yang Tan (Victorian Clinical Genetics Services, Murdoch Children’s Research Institute, Melbourne,
Australia)

MYCNDOFERERSEZRIIMROENELEREORRE LD
A de novo gain-of-function mutation in MYCN causes a novel megalencephaly syndrome

Ol #i5 2 (Kohji Kato) , = 448 >4 (Fuyuki Miya) . JFE[ 484 - ° (Nanako Hamada) |
I 2! (Yutaka Negishi) . FEAR PEF© (Yoko Kishimoto) | /[N 74 © (Hiroshi Ozawa)
FHER F530 ° (Hidenori Ito) | Ji U < ! (kumi Hori) | RS SCF ! (Ayako Hattori)
[EA fH1Z T (Nobuhiko Okamoto) . JIT% Y&/Zs 8 (Mitsuhiro Kato) . 4 H 3£ 3 (Tatsuhiko Tsunoda) .
At K18 (Yonehiro Kanemura) | 7[NME f2RE] '° (Kenjiro Kosaki) . 15K 517 2 (Yoshiyuki Takahashi) |
I ¥5— 5 (Koh-ichi Nagata) . 25/ {Hiy5 ! (Shinji Saitoh)
1 AdENIRE KFERESATR e - NRES T

(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,

Nagoya, Japan)
2 HEERT R¥EGREFERUIZER DR
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Japan)
3 HGIERIERIRY: MHARETHETT 7/ LCHBEZAIIHHRM BRI
(Department of Medical Science Mathematics, Medical Research Institute, Tokyo Medical and Dental
University, Tokyo, Japan)
4 PULETIEI A R ER R v 2 —  ERPEERI TV —
(Laboratory for Medical Science Mathematics, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)
5 EHIRLSBEEHEH O0 = —FEEREEIZET  shREH A5
(Department of Molecular Neurobiology, Institute for Developmental Research, Aichi Human Service
Center, Kasugai, Japan)
6 BHEAEL Z—EbB5LC /NEE
(Department of Pediatrics, Shimada Ryoiku Center Hachiouji, Tokyo, Japan)
7 RBRFAZREFRIERE SRR > 2 —  Bn@2 R
(Department of Medical Genetics, Osaka Womens and Childrens Hospital, Osaka, Japan)
8 AR [ESAES /NRR A
(Department of Pediatrics, Showa University School of Medicine, Tokyo, Japan)
9 RBE#Ht > Z—  EEIRIILE

(Division of Biomedical Research and Innovation, Institute for Clinical Research, Osaka National Hospital,

National Hospital Organization, Osaka, Japan)
10 BEREREY B HKEIEY Y X —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)

CNOT2:EzFI312q 1 SMMRKERE ICEWTEERKEEZRI-T
CNOT2 gene plays a critical role in patients with chromosome 12q15 microdeletion

O_FJ5 7! (Tomoko Uehara) . #iA 75 A ! (Hisato Suzuki), %[ AFH ' (Yuri Sakaguchi) .,
LI AT (Mamiko Yamada), A 3% ' (Yumi Daimon) | (L[] 7 " (Yu Yamaguchi) .
TSP 8K 2 (Toshiki Takenouchi) | 7[NME 8BRS ! (Kenjiro Kosaki)

1 BRI B KR &2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
2 BIERIARY R DIE
(Department of Pediatrics, Keio University School of Medicine)
3 HEFHmkE
(Hino Municipal Hospital)
4 BRI ERRE 2 —
(Gunma Children's Medical Center)
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0-110 7/ L= I VRICLDHLHERBHEEEES K UFEMO IR =2
Precise breakpoint mapping of chromosomal rearrangements in rare cases by whole
genome sequencing
O 18123 Ming LeD . — k5 HL2% ' (Mitsuhashi Satomi) | KAAS 1538 | (Naomichi Matsumoto) |
¥ fii4: 2 (Desheng Liang)
1 BRI IR ICE R AR
(Department of Human Genetics Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 HERE EAERAIE D
(Center for Medical Genetics, Central South University, Changsha, China)
3 HEfCREHL

(Astronaut center of China, Beijing, China)

0-111 BEICHITDAMRRAT - REMCRFEALTE)DERELTOI NIV RU7EEIE
Mitochondrial disorder (MD) as a cause of sudden death and ALTE (apparent life-
threatening event) in Japan
ORIk (BREIR ) 1 ! (Ayako Matsunaga-Fujinami) , R 7 $h% ! (Takuya Fushimi) |

B2 Z35%25 " (Naomi Kuranobuw) . FHJEE 7 ' (Makiko Tajika) , ;E4) {8 ! (Masaru Shimura)
A 87! (Keiko Ichimoto) . &R %257 ! (Tomoko Tsuruoka) . 7R N 3%{~ 2 (Yoshihito Kishita) ,
T J59F1 2 (Masakazu Kohda) . [l HE] 2 (Yasushi Okazaki) . K77 BH ® (Akira Ohtake) .
At 32 ' (Kei Murayama)
1 TR ELHEE sty 2 — - KGR
(Center for Medical Genetics, Department of Metabolism, Chiba Children's Hospital, Chiba, Japan)
2 ERERY: HIROSH LRI E Y 2 —
(Intractable Disease Research Center, Juntendo University, Bunkyo-ku, Tokyo, Japan)
3 WEERAZE NER
(Department of pediatrics, Saitama Medical University, Saitama, Japan)

0-112 HZAAMODYDEEFHE R
Molecular basis of MODY in Japan
O =2 (Tohru Yorifuji) . Ak FR (Kane Kitayama), J[|1t FEEE (Rie Kawakita) .

FBIT BUE] (Shinji Higuchi) , 11/ 5543 (Yuki Yamada) . K] B (Maki Oyachi)

KB G EF - > 2 — NG - NN

(Division of Pediatric Endocrinology and Metabolism, Children's Medical Center, Osaka City General Hosp.,
Osaka, Japan)

—iR'R24 ERPRERE 2

Oral Session 24 Clinical genetics 2

H W:10H13H (+) 11:05~12:00 #3&% (3F 303)
BRI AC (ENRREER SRR
HIK By (BRI RN OR (51 2 BB i RS E B R AT TR (A )
Date : Saturday, Oct. 13 11:05 ~ 12:00 Room3 (303, 3F)
Chair : Tomoki Kosho (Department of Medical Genetics, Shinshu University School of Medicine)
Satoko Miyatake (Clinical Genetics Department, Yokohama City University Hospital, Yokohama, Japan)

MAFBEERFZRICEL DDuanRRKEREBRBZSHIDERD B RIKFBLERED D FHRF
A mutation in transcription factor MAFB causes Focal Segmental Glomerulosclerosis with
Duane Retraction Syndrome

Offcii 757 ' (Yoshinori Sato) , 35#[1] #3FE # (Hiroyasu Tsukaguchi) , /[Ng5 3ZZ ' (Fumihiko Koiwa)
% stE—H5 3 (Kouichiro Higasa), fuH 2 * (Pumihiko Matsuda) . & %5 % (Satoru Takahashi)
1 BARIRZEE 7 ol B i R
(Division of Nephrology, Department of Internal Medicine, Showa University Fujigaoka Hospital,
Fujigaoka, Japan)
2 BAVHERLRZHE2NRL
(Second Department of Internal Medicine, Kansai Medical University, Hirakata, Japan)
3 BAPHEERIR EME LA A WIS/ LA AR
(Department of Genome Analysis, Institute of Biomedical Science, Kansai Medical University, Hirakata,
Japan)
4 RESREETV LIEER Y 2 —
(Center for Genomic Medicine, Kyoto University Graduate School of Medicine, Kyoto, Japan)
5 FPRE - LR EE L > 2 —
(Laboratory Animal Resource Center, Faculty of Medicine, University of Tsukuba, Tsukuba, Japan)
6 FPREMEHIE - FES
(Department of Anatomy and Embryology, Faculty of Medicine, University of Tsukuba, Tsukuba, Japan)
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0-114

0-115

0-116

0-117

BERedEUmENERE (ADTKD) ORREEFEERKG
The genotypes and phenotypes in autosomal dominant tubulointerstitial kidney disease
(ADTKD)

Of% 5 58 " (Naoya Morisada) . fillJit 524 ' (Nana Sakakibara) . =B %8 ' (China Nagano) .
IR 2% 2° (Al Unzaki) . [ %25 (Bri Okada) . 2% {82 * (Toshiyuki Imasawa) ,
Yt 5k ! (Kandai Nozw) . iR —3K | (Kazumoto Tijima)
1 P REERAA R EAIERIN R R NRR A Y
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
2 LEEIC EugEbt BRIREIER
(Department of Clinical Genetics, Hyogo Prefectural Kobe Children's Hospital, Kobe, Japan)
3 TRERIATAHEDERE IR
(Department of pediatrics, Hyogo Prefectural Kaibara Hospital, Tanba, Japan)
4 ENTRRRCHENE TR IR
(Department of Nephrology, National Hospital Organization Chiba-East-Hospital, Chiba, Japan)

XEHEEFE X% EDPOUSFABRZTFDREIZ K DHEEES
X-linked deafness associated with de novo large genomic deletions in POU3F4 gene

OF%A iR ! (Hideaki Moteki) | 1§ [ ' (Yoh Yokota), PHJEE 2% ' (Shin-ya Nishio) |
TH: 852 (Keiko Wakui) . [L[[7] %2 (Tomomi Yamaguchi) . EJ[| 2= * (Kozo Kumakawa)
T i (Hidehiko Takeda) . Pl Ha 7 * (Satoko Abe), 1 1 ? (Tomoki Kosho) .
FEIE 225 2 (Yoshimitsu Fukushima) | “FA2E Bi— ! (Shin-ichi Usami)
1 BINRE RAAES H SRR
(Department of Otorhinolaryngology, Shinshu University School of Medicine, Matsumoto, Japan)
2 EMIREE R BRPEE
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
3 IR RS
(Shinshu University School of Medicine, Matsumoto, Japan)
4 /Ml B SR
(Department of Otorhinolaryngology, Toranomon Hospital, Tokyo, Japan,)

FEAE IR B R EEDFNA3AD R EEIE F R E &5 L URREAZER
NLRP3 mutation and cochlear autoinflammation cause syndromic and nonsyndromic
hearing loss DFNA34
Oy 7% 12 (Hiroshi Nakanishi) . 22 J& 5% ! (Hiroyuki Mineta) . Griffith Andrew? (Andrew Griffith)
1 ERERRY: R HamiERl - SHERAE
(Depertment of Otorhinolaryngology/Head & Neck Surgery, Hamamatsu University School of Medicine,
Shizuoka, Japan)
2 CREENEAEIET BN - RS T
(National Institute on Deafness and Other Communication Disorders, National Institutes of Health,
Maryland, USA)

YIWT7 FERBICHEITDINGSNRIVEFALEO2) Z AV —O T o XDERM
Clinical Significance of NGS Panel-based Clinical sequencing for Marfan syndrome

O3l ik (Kota Arakawa) , Ja[f PEEE > (Rie Kawamura), [1[["] /2 * (Tomomi Yamaguchi) ,
)1 By * (Masumi Ishikawa) | /]NEy 12 3 (Tomomi Kojima) ., #5f REZE+* (Emiko Kise)
I 2 *° (Al Unzaki), JEFH TEI/A *° (Naohisa Fujita) . &% =+ >* (Kyoko Takano)
& EBA* (Tsuneaki Yoshinaga) , i #i->* (Keiko Wakui) , fllE #55'¢ °® (Yoshimitsu Fukushima)
A A1 ** (Tomoki Kosho)
1 EHCRES B3 - EA Y kY v a—X
(Department of Medical Genetics, Course of Genetic Counseling, Master's Program, Shinshu University
School of Medicine, Matsumoto, Japan)
2 BFSRMAERRE Y Z—eEimle  ERRRE L > 2 —
(Toho University, Sakura Medical Center, Clinical examination and diagnostic center, Sakura, Japan)
3 EMREEZN BoEPEE
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
4 ENICEELATI SRl AL R v 2 —
(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
5 BT | AR A—NR—=F 7 X—DFK : NGSDT BT 27 b
(Problem-Solving Oriented Training Program for Advanced Medical Personnel: NGSD Project)
6 (EMRZZEEAE
(Shinshu University School of Medicine, Matsumoto, Japan)
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—HRE25 EEEREDBE
Oral Session 25 Treatment of genetic diseases
H K:10H13H (1) 13:25~14:20 #3348 (3F 303)
JE R RS B GERERIRYE NRED
oy R AT AN N 2 VPR 2 i S I T VR WV Sy D)
Date : Saturday, Oct. 13 13:25 ~ 14:20 Room3 (303, 3F)
Chair : Tsutomu Ogata (Department of Pediatrics, Hamamatsu University School of Medicine)
Shinji Saito (Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical
Sciences)

0-118 BRI -5 - FUORERBICHESEAXARTMEICHITDTRETIL OV RABRBEDRER
Intranasal desmopressin treatment for massive subcutaneous hematoma in
musculocontractural Ehlers-Danlos syndrome
O 1B /A " (Naohisa Fujita) . £7)1] 2L ' (Masumi Ishikawa) . #5i #2& 1~ ' (Emiko Kise) ,

1117 %2 2 (Tomomi Yamaguchi) . 7% {EHH ' (Tuneaki Yoshinaga) ., =5 =1 ' (Kyouko Takano) ,
A A2 ' (Tomoki Kosyo) ., fllE 25t # (Yoshimitsu Fukushima)
1 EMRZEE AR R ER 2 —

(Center for Medical Genetics, Shinshu University, Matsumoto, Japan)
2 HREREVE SRR M RN T ST L NGSDT R Y 2 Y b

(Problem-Solving Oriented Training Program for Advanced Medical Personnel:NGSD Project)
3 EMNRY: BEARREAEREE

(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
4 BEMRY R

(School of Medicine, Shinshu University)

0-119 BHMUHERIE (SMA) ONAAY—H—  KEMMZEAWSMNEREHRBITEDRES L UE
EELEICEITTDSR
Improvement of the new analysis method that capable of monitoring the level of survival
motor neuron (SMN) protein.

OKH HLF ! (Noriko Otsuki) . Fij)[| £ Hl]? (Takanori Maeckawa) ., F¢)1| ¥57 ' (Reiko Arakawa) .
LI #1172 % (Kazuhiro Yamada) | 2571 IS 1° (Kayoko Saito)
1 B FIERDCERE BErERt 22— 7 LR
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
2 VARXy I AMASH B
(Technology Development, Sysmex Corporation)
3 WRIKTFERAYE WRT/ LeryZ—

(Institute of Clinical Genomics, Tokyo Women's Medical University)

BEALYSEIP. BEAEJOEVMERED, SELRMERICHITDATPIER
Enhancement of ATP in human erythrocytes from a healthy subject and two patients with
thalassemia and hemoglobinopathy.

OB T2 2 (Naoyuki Kamatani) , [/ Zf— > (Kenichi Furihata) . 73] 25k * (Atsuo Taniguchi) ,

TN KF° (Tomoko Fukuuchi) | [Lfif] 7 (Noriko Yamaoka), 43 75 fXF- > (Kiyoko Kaneko)

%5 1= % (Hitoshi Kanno)

1 DSBS 7 U = &
(Tsukuba International Clinical Pharmacology Clinic, Tsukuba, Japan)

2 HMASHAZ—Y v
(StaGen Co. Ltd., Tokyo, Japan)

3 EFENENESERE-—T Y7 ) 2y T
(P-One Clinic, Keikokai Medical Corporation, Hachioji, Tokyo, Japan)

4 HETERARABER Y 7~ Tt > 2 —
(Institute of Rheumatology, Tokyo Women's Medical University, Tokyo, Japan)

5 WEUEESEAIRIIR 280
(Laboratory of Biomedical and Analytical Sciences, Faculty of Pharma-Science, Teikyo University, Tokyo,
Japan)

6 HGILTFERKZEER L - a7t > 7
(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo,
Japan)
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0-121 Aritificial mMIRNASZ 7Lz -AAVIBZ FRIRIDFIAREDEHE | Pelizacus-Merzbacherfs®
ARERREZBIELT
AAV gene therapy with artificial miRNA-mediated gene suppression: implication for
Pelizacus-Merzbacher disease treatment
OF I " (Ken Inoue), 25 177 ' (Heng L), [ FH 748iL 2 (Hironori Okada)

1% E— ' (Yu-Ichi Goto) . FJH] 1 E 2 (Takashi Okada)

1 ENTRGOh - ShRRERIIT > 2 — MR PRI
(Dept. Mental Retardation & Birth Defect Research, National Institute of Neur oscience, NCNP, Tokyo,
Japan)

2 HAEERRY: A - 74w
(Dept of Biochemistry and Molecular Biology, Nippon Medical School, Tokyo, Japan)

0-122 FHREZTYUPELTHRALLBREERL FOVAIIVRAICKDEBREGFREDME
Mesenchymal stem cells can be used as carriers of retroviral replicating vectors for
cancer gene therapy
OF: 57 (Shuji Kubo) . AF (AR 258 (Misato Takagi-Kimura) , 55 )i #1727 # (Noriyuki Kasahara)

1 SRR SRiRESANIZERT  RIERAENIZEAM o sy b
(Unit of Molecular and Genetic Therapeutics, Department of Medical Innovation, Institute for Advanced
Medical Sciences, Hyogo College of Medicine, Nishinomiya, Japan)

2 AT IRY HIREYY: < SRR
(Departments of Cell Biology and Pathology, University of Miami, Miami, USA)
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Oral Session 26 Neurogenetics

H ®K:10H13H (1) 11:05~12:00 4= (3F 304)
JE R R (ERIR A - MR R —  EEESEET PORIESEER D)
e T (GRHERACHRRE sk Y i) v 7E)
Date : Saturday, Oct. 13 11:05 ~ 12:00 Room4 (304, 3F)
Chair : Ken Inoue (Dept. Mental Retardation & Birth Defect Research, National Institute of Neur oscience, NCNP, Tokyo,
Japan)
Mariko Taniguchi-lkeda (Department of Clinical Genetics, Fujita Health University Hospital, Aichi, Japan)

BRGSO T4 — ORI ICI D 5aE AR
Reserach on CNS therapy for Fukuyama muscular dystrophy

O B 23 (Mariko Taniguchi-Tkeda) | 7]V -1 3 (Kazuhiro Kobayashi) | JE3% SR 2 (Miwako Nagasaka) |
R — B * (chiro Morioka) , il —3 2 (Kazumoto lijima) , 8 ¥546! | (Hiroki Kurahashi) |
FHH 2ES1 5 (Tatsushi Toda)
1 BEHRERASER Eiihy ) V7=
(Department of Clinical Genetics, Fujita Health University Hospital, Aichi, Japan)
2 MERZERZERE  BEZEVIER NRE
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
3 MFRERFGE RAERITER TR
(Department of Molecular Brain Science, Kobe University Graduate School of Medicine, Kobe, Japan)
4 HERYE EEE AR
(Department of Pediatrics, Nippon University, Tokyo, Japan)
5 REURZE RZAES shREAE
(Department of Neurology, The University of Tokyo)
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0-124

0-125

0-127

BFEAICRHShicdysferlin@ZFD/N)7 2 FORBHNEEDHTE
Assessment of the virulence of the variants found in the dysferlin gene in Japan
OE¥E {205 ! (Toshiaki Takahashi) | 5% B 2 (Naoki Suzuki) | H5 BEF 2 (Rumiko Tzumi) |
JURIE 42512 (Chikako Yaginuma) , /NEF 741 2 (Hiroya Ono) . BB Z3#&+- 2 (Naoko Shimakura)
I e ! (Saki Oshiro) , 2] &2/ ! (Sayaka Taniguchi), | if#i)1| FiF* (Yasuko Shimosegawa) |
JEEE 0! (Toru Baba) . AR HifSf | (Hideki Oizumi) . FHH £ ' (Hiroyasu Tanaka) |
Fild s 1 (Masaru Yoshioka) . FUH] ! (Atsushi Takeda) . F5 /K T2 (Yoko Aoki) .
R TF & ? (Masashi Aoki)
1 YA 2 6 R
(Department of Neurology, National Hospital Organization Sendai-Nishitaga National Hospital)
2 WEREERZRE RERUIZER SN
(Department of Neurology, Tohoku University School of Medicine)
3 ENTRBEREE 2R BRRRER
(Department of Clinical Laboratory, National Hospital Organization Sendai-Nishitaga National Hospital)
4 [ESTIRGER LA T 2B ehRes iR
(Department of Neurosurgery, National Hospital Organization Sendai-Nishitaga National Hospital)
5 BALRERYRE PRI EIRERRY
(Department of Medical Genetics, Tohoku University School of Medicine)
BSEMEICEMENLTLF Y U I—ROERZEDN - BRZENT—5
Genetic and clinical data on Alexander disease after adolescence
T 3 ! (Tomokatsu Yoshida) . 7K f6/A T~ ! (kuko Mizuta) . 22 15! (Rei Yasuda) .
KT 1 1 Jun Matsuura) . 2575 Y652 " (Kozo Saito), HAJI| 1F % 2 (Masanori Nakagawa)
IKEF 0k ' (Toshiki Mizuno)
1 SURSHSIIERIR RSB REiZeRt fhieR
(Department of Neurology, Graduate School of Medical Science, Kyoto Prefectural University of Medicine,
Kyoto, Japan)
2 FURZIERARY:  JEESIER L > 2 — fhiE R
(Department of Neurology, North Medical Center, Kyoto Prefectural University of Medicine, Kyoto, Japan)
KCNQ2 2R E2Z2/\)7 2 MORREDFEN L EIHDEST
Regional specificity of KCNQ2 missense variants causing benign or epileptic
encephalopathy phenotypes
O1%iE #5112 (Ayako Goto), 13 ¥+ 12 (Atsushi Ishii) . 42 BE ! 2 (Mami Shibata) |
FEJE E%d 7 12 (Yukiko Thara) . &7 ¥ > & LA 5 2 (Moreira Kevin) . &3 fH— "2 (Shinichi Hirose)
1 fRRZE B NRR
(Department of Pediatrics, School of Medicine, Fukuoka University, Fukuoka, Japan)
2 RRIRAET A I FIR eI
(Central Research Institute for the Molecular Pathomechanisms of Epilepsy, Fukuoka University, Fukuoka,
Japan)

I Y INAY —RDRBETEZIH TDEEMREDIRRE
In vivo exploration of genetic deletions protective against Alzheimer's disease-like
pathology
Ok fi— ' (Kenichi Nagata) , K33 FH#f ok ' (Yukio Matsuba) , {55KG 53 | (Mika Takahashi)
FRJE |5 2 (Takashi Morihara) . 7558 F& S ' (Takaomi C. Saido)
1 BYEARESEAT BRI g v 2 — MR ZE T — L

(Laboratory for Proteolytic Neuroscience, RIKEN Center for Brain Science, Saitama, Japan)
2 RBCRZ RZEGEEAROITR R
(Department of Psychiatry, Graduate School of Medicine, Osaka University, Osaka, Japan)
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Oral Session 27 Cancer genetics

H K:10H13H (1) 13:25~14:20 #4538 (3F 304)
JE R AR RE (BRI ALY Z—hiuiElE U A VR > 2 —)
P St (EER AR ENIZE T T a7 AT LSRR 7/ LI )
Date : Saturday, Oct. 13 13:25 ~ 14:20 Room4 (304, 3F)
Chair : Issei Imoto (Risk Assessment Center, Aichi Cancer Center Hospital )
Toyomasa Katagiri (Division of Genome Medicine, Institute for Genome Research, Tokushima University)

JEMBRIRTA AL BT B YA BERR M F ARADPD-L 1 SR
The regulation of PD-L1 expression on cancer-associated fibroblasts in non-small cell
lung cancer

OFFA 5215 2 (Koji Teramoto) . Fi1Ja %1;2 " (Tomoyuki Igarashi), {345 75 ' (Hidetoshi Sumimoto) |
FEHH B ACER 1 (Yataro Daigo)
1 WEERARY: R RN s
(Department of Medical Oncology, Shiga University of Medical Science, Otsu, Japan)
2 WHEERRZEZAEEGE s > 2 —
(Cancer Center, Shiga University of Medical Science Hospital, Otsu, Japan)
3 WHERRY: EAHS SRR (EkdRSERD
(Department of Surgery, Shiga University of Medical Science, Otsu, Japan)

HHRILEDABIEN O FHE/NAAV—H—ELTOURST1 D45
Characterization of URST1 as a novel prognostic biomarker and therapeutic target for
breast cancer

Okt IEF ! (Masako Nakamura) |, 75587 72 2 (Atsushi Takano), 7 >/ >/ % >/ '? (Thang PhungManh) |
R -3 (Yohei Miyagi) . B2l /R AER 2 (Yataro Daigo)
1 WEERAZE BEE HIRNEE A
(Department of Medical Oncology and Cancer Center, Shiga University of Medical Science, Shiga , Japan)
2 WEREERPEM I B UA Y 7 F e 2 —
(Center for Antibody and Vaccine Therapy, Research Hospital, Institute of Medical Science, the University
of Tokyo)
3 MmN AL Y Z—
(Molecular Pathology and Genetics Division, Kanagawa Cancer Center Research Institute)

E#/>0—74>2JRNA (IncRNA-BCHE) 3. AAATERELEBEEFETS
Long non-coding RNA p10247, high expressed in breast cancer (IncRNA-BCHE), is
correlated with metastasis

Oy Z42Hi ! (Takahide Hayano), &% >/ #7 2 (Ke Zheng), ¥ >/ L— 3/ % *(Yu-Xia Yang)
VA V—WLiWed, V¥ v>Ya ®(YanJu Zhang),
Yo — XA XL A <17 % (Maria Pilar Pineiro Pereda), H1# [& 53 ® (Hirofumi Nakaoka) ,
J— F% > " (Qiang L), /NT H > A Y X)L 8 (Isabel Barragan), JL— T2/ 7 (Yuan-Zhi Lu).,
2/ 2 )V 77 (Luca Tamagnone) . 3./ = 3681 ¢ (turo Inoue), 1) — /% > K >/ ' (Xiangdong Li) |
VA V¥ T2 JianYuan Luo), v 7 7 ' (Hua You)
1 IR KEBRESRIATR Y AT LS AA VT X T 1 7 Kb
(Department of Systems Bioinformatics, Yamaguchi University Graduate School of Medicine, Yamaguchi,
Japan)
2 EREERIRA RS —IERE
(The First Affiliated Hospital of Chongging Medical University, Chongging, China)
3 JERiEE
(Peking University, Beijing, China)
4 BB N CISRARR MR AR T
(Chongqing Population and Family Planning Science and Technology Research Institute, Chongqing,
China)
5 WU MY TRk
(Virgen de la Victoria Hospital, Malaga, Spain)
6 ENLEEAIEAT
(National Institute of Genetics, Mishima, Japan)
7 BERY
(Jinan University, Guangzhou, China)
8 Anuy ¥ AAWIE
(Karolinska Institute, Snola, Sweden)
9 RrUJKRY¥
(University of Torino, Candiolo, Italy)
10 HIEEZERE
(China Agricultural University, Beijing, China)
L1 RINEERRS AT e B el
(Affiliated Cancer Hospital & Institute of Guangzhou Medical University, Guangzhou, China)
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S URRYUHBRITICEDHADS FRIERT — WEFMRE 27—4L4S B
(s ? —
The analyses of transcribed transposon in neuroblastoma stage 4 and 4S. - What is
malignancy?-

Ol FBEE 2 (Shiro Yamada) . 5T 423 Qumpei Ito) . A4 #7522 (Tetsuaki Kimura)
HrfE 25k 2 (Hirofumi Nakaoka) | F2A4% #E K 2 (Ryota Sugimoto) . 2 1.2 * (Hiroyuki Mochizuki)
H: 7 | 5$e8EH ? (turo Tnoue)

1 HGERT RAEEMTE Kbl NRER
(Department of Pediatrics, Oiso Hospital Tokai University, Kanagawa, Japan)
2 [ESEALERE IR
(National Institute of Genetics, Mishima, Shizuoka, JAPAN)
3 HHCRY: RUESRED A VA « FAEERAISET
(Institute for Frontier Life and Medical Sciences, Kyoto University, Kyoto, JAPAN)
4 HUGERE R EMESRER DB
(Department of Pediatrics, Tokai University School of Medicine)

POLEZEXBEDRKRFREZFH
Clinico-pathological Features of POLE proofreading mutant colorectal cancer

Ok¥ ) 12 (Takeshi Nagasaka) . A%} Y&V ! (Akihiro Nyuya) . R} {7 ® (Yoshiko Mori)
JE IE * Qunko Haraga) . 827 $5£ ° (Kunitoshi Shigeyasu) . (LA B/, ' (Masahiro Yamamura)
EXFH PG | (Yousuke Katata) . 23R 7£5% ! (Hiroaki Tanioka) . FFEF YEME 2 (Mitsuo Masuno)
LT {2 ' (Yoshiyuki Yamaguchi)
1 e R e o e g R M 5 A
(Department of Clinical Oncology, Kawasaki Medical School Hospital, Kurashiki, Japan)
2 R EERER AR e (572 3
(Division of Clinical Genetics, Kawasaki Medical School Hospital, Kurashiki, Japan)
3 BRI R
(Department of gastroenterological surgery, Okayama University Hospital, Okayama, Japan)
4 FAREEE bR b AR
(Department of obstetrics and gynecology, Okayama University Hospital, Okayama, Japan)

—i% ;%28 Cardiovascular diseases
Session

Oral Session 28 Cardiovascular diseases

Ho B 10A13H () 14:25 ~15:10 #4245 (3F 304)
JE A A (SRR R B 2 B IR R R SR
Hrp U GREERERIRARENA AV Y =2 & —)
Date : Saturday, Oct. 13 14:25 ~ 15:10 Room4 (304, 3F)
Chair : Hiroko Morisaki (Sakakibara Heart Institute)
Toshihiro Tanaka (Bioresource Research Center, Tokyo Medical and Dental University)

0-133 Investigation of Novel Variations of ORA/7 Gene and their Association with Kawasaki
Disease

OKyaw Thiha', Yoichi Mashimo'. Hiroyuki Suzuki®, Hiromichi Hamada®, Akira Hata',
Toshiro Hara*, Toshihiro Tanaka®, Kaoru Ito®, Yoshihiro Onouchi'
Department of Public Health, Chiba University Graduate School of Medicine, Chiba, Japan
Department of Pediatrics, Wakayama Medical University, Wakayama, Japan
Department of Pediatrics, Tokyo Women'’s Medical University, Yachiyo Medical Center., Yachiyo, Japan
Fukuoka Children’s Hospital and Medical Center for Infectious Diseases, Fukuoka, Japan
Department of Human Genetics and Disease Diversity, Tokyo Medical and Dental University (TMDU) ,
Tokyo, Japan
6 Laboratory for Cardiovascular Diseases, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan

0-134 BEERBOOCEBHEICHTL. RER—ITRCKUBKTDIENFIRETHD
Next-generation Sequence Analysis Is Useful tool For A Diagnosis of Unidentified
Cardiomyopathy
Ol #.2 ' (Hiroyuki Yamakawa) . FH7% %42 ' (Yoshiyasu Aizawa) . H A} 2£7% 2 (Takahiro Tsukimura)

Ta)1] i 2 (Tadayasu Togawa) . #8J5E 4 ° (Hitoshi Sakuraba) | /NI fHEZRER * (Kenjiro Kosaki)
fEH H— ! (Keiichi Fukuda)
1 BESRSOCARE IEEER R
(Department of Cardiology, Keio University of Medicine, Tokyo, Japan)
2 WRARHERIRY:  LRBERE D B

(Department of Functional Bioanalysis, Meiji Pharmaceutical University, Tokyo, Japan)
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3 HIEHEERIRY AR

(Department of Clinical Genetics, Meiji Pharmaceutical University, Tokyo, Japan)
4 BHERAR AN BIRES Y 2 —

(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)

AR —T Y —Z2AWVEENEGEFRTS KOCEMAESERZICA U RE D HEDRER
BIEFORE

Ultrastructural assist for searching causative genes of dilated cardiomyopathy using next
generation sequencer

OF5 ik {EE ! (Tsunenori Saito) , i F5H1? (Kuniya Asai) | {/7% 23Kl (Naoko Saito Sato)
J%15 545 2 (Kosuke Mozawa) | [if] i—E[3 2 (Eiichiro Oka), {7 % * (Shigeru Sato)
IING FERER ! (Bitaro Kodani) . 77K $5 2 (Wataru Shimizu)
1 HAARERARZEZEKIEE AR - TR R
(Department of Internal Medicine and Cardiology, Nippon Medical School Tama-Nagayama Hospital,
Tokyo, Japan)
2 HARERRZRR HBREGARE
(Nippon Medical School, Department of Cardiovascular Medicine, Tokyo, Japan)
3 WRUCEEELAII R Rl iR
(Department of Neurology, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
4 BRI
(Tokyo Electron Microscopy Laboratory, Chiba, Japan)

SERMQTERIEMRE 12ICHITDHAADHot-spotZ &R R VST EDEE
Mutation Hot-spot-based Risk Stratification in Long QT Syndrome Type 1: Data from a
Nationwide Japanese LQT Registry

OHEE T8F] ' (Takeshi Aiba) . #H FFJE ! (Asami Kashiwa) . #5071 /AR ! (Hisaki Makimoto) .
L TH—EB " (Kenichiro Yamagata) . ¥ [] -5 2 (Heima Sakaguchi) , /\AJ5 fifif ® (Nobue Yagihara)
TS #33 (Hiroshi Watanabe) | K B2 * (Seiko Ohno) , i HuAbf * (Hideki Itoh) |
A W ° (Kenshi Hayashi) | {34 T8 /7 ® (Naokata Sumitomo) , 157Kk [F5% 7 (Masao Yoshinaga)
R 7% 8 (Hiroshi Morita) . KT 3% ® (Tohru Ohe) , ‘B A% FZ%  (Yoshihiro Miyamoto)
i 5 E '° (Naomasa Makita) . JiiyT 2 * (Minoru Horie) . ZZF 2! (Satoshi Yasuda) .
Y WS (Kengo Kusano) | 157K #5 ' (Wataru Shimizu)

1 ENAGERERIIZL & > 2 — Ol s Rk

(National Cerebral and Cardiovascular Center, Suita, Japan.)
2 ENAEEREREIYLE o 2 —/NRE

(Department of Pediatirc Cardiology, National Cerebral and Cardiovascular Center)
3 MR

(Niigata University)
4 BEERIRYE

(Shiga Univesity of Medical Science)
5 &IRKRY

(Kanazawa University)
6 IEERKRYE

(Saitama Medical University)
7 EBREBERE S Z—

(Kagoshima Medical Center)
8 B LIRF

(Okayama University)
9 ENIEERAEIISL Y 2V 2 — « TR

(Division of Preventive Cardiology, National Cerebral and Cardiovascular Center)
10 B

(Nagasaki University)
11 HARERKE
(Nippon Medical School)

SO\l
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—i%[E29 NGS I
Oral Session 29 NGS II >ession
H K:10A13H (1) 1515~16:10 438 (3F 304)
B R EE (ENLKEERIRL Y Z— 7/ LIEFITER
IR R CREDEIEEGRTREI A SRIEERTRE AT« A)UIEHRAEGRSER s X7 LB E)
Date : Saturday, Oct. 13 15:15 ~ 16:10 Room4 (304, 3F)
Chair : Tadashi Kaname (Department of Genome Medicine, National Center for Child Health and Development, Tokyo,
Japan)
Yutaka Suzuki (Laboratory of Systems Genomics, Department of Computational Biology and Medical Sciences,
Graduate School of Frontier Sciences, The University of Tokyo)

0-137 An undiagnosed diseases program in Hong Kong, China
O Ching-wan Lam, Chun-yin Law
Department of Pathology, The University of Hong Kong, Hong Kong, China

0-138 AR —O T —ERVE14BEDOMODYEZFRI)—=220T
Screening for mutations in 14 kinds of MODY genes in patients with MODY in Japanese
by next generation sequencing
OFIRs 1B 1234 (Naoko Iwasaki) | [1IAS 258 2* (Toshiyuki Yamamoto) . 7%/1[ {2 ¢ (Hiroyuki Akagawa)
B B *° (Makiko Ogata) . 25 HIfCF* (Kayoko Saito)
1 AU FERIRE B E R > 2 —
(Department of Geriatrics, Tokyo Women's Medical University, Tokyo, Japan)
2 BRI TFERAY: HEERENILA
(Tokyo Women's Medical University Institite of Integrated Medical Science)
3 HHZTERKY B 2—
(Diabetes Center, Tokyo Women's Medical University)
4 WELFERRY: (R rERE 22—
(Institute of Medical Genetics, Tokyo Women's Medical University)
(Syukutoku University, Department of Nutrition)
0-139 AR —O T Y —ZRAWVHB R ARRERES EDBFE
Development of a comprehensive method determining neoantigens with next-generation
sequencing for T cell monitoring
OfFEA FH5 " (Hidetoshi Sumimoto) , %F 75 4 (Atsushi Takano), A< 5274 ! (Kouji Teramoto)
FEHH 5 ACE 1 (Yataro Daigo)
1 BRI WIS e
(Department of Medical Oncology, Shiga University of Medical Science)
2 WRUEBERZVIT kT 7 F oy 2—
(Center for Antibody and Vaccine Therapy, Research Hospital, Institute of Medical Science, The University
of Tokyo)

cfDNA/SIVZF U =ctDNARH DERIRE AR DRSS
Clinical relevance of circulating tumor DNA assessed through amplicon-based next-
generation sequencing
OFiif#h ¥ (Hitoshi Zembutsu)
WIS MAT LYY a VERFRE Y 2— UFw R4 T —SHiBH%EP]
(Project for Development of Liquid Biopsy, Cancer Precision Medicine Center, Cancer Institute,)
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EAREEEARRIZAZRDFIAEORERMICS T SER
Origin of sporadic germline mutations during mammalian development

OMEE 7£— 12 (Yoichi Gondo) | f&AT HEACER ? (Ryutaro Fukumura) | /[N 358 A 2 (Hayato Kotaki) |
5 #i— 2 (Yuichi Ishitsuka) | I #5752 (Yuji Nakai) | #5087 7% ° (Shigeru Makino)
% —181*° (Kazuki Mori) | /AJi #5 * (Satoru Kuhara) , 22 FH % ®7 (Atsushi Toyoda) ,
ML Fffe ok T (Asao Fujiyama) . AT 8 ' (Minoru Kimura)
1 BOERAEAES o rEamEls
(Department of Molecular Life Sciences, Tokai University School of Medicine, Isehara, Japan)
2 EMErEWRSERR N A VY —AkrZ—
(BioResource Center, RIKEN, Tsukuba, Japan)
3 DAMREREAIT AT L
(Cancer Genomics, The Cancer Institute, Japanese Foundation For Cancer Research, Tokyo, Japan)
4 JUNRYE AR
(Faculty of Agriculture, Kyushu University, Fukuoka, Japan)
5 PEREBAHEAWIZEHT SRR Y:CBBD-OIL
(CBBD-OIL, AIST-Waseda University, Tokyo, Japan)
6 ENTEURFEUILAT Rt v 2 —
(Center for Information Biology, National Institute of Genetics, Mishima, Japan)
7 ENGEEEISERT Sein s 2 7 AHEE Y 2 —
(Advanced Genomics Center, National Institute of Genetics, Mishima, Japan)

SO\l

—fZ 830 RAEMER 2

Oral Session 30 Familial tumor 2

H W 10130 (1) 11:05~12:00 #5245 (3F 311+312)
JE RS S CATERREEAS BREEERD
U fes (TRERD AL Y Z—=W%E DAT S/ Lt Z—)
Date : Saturday, Oct. 13 11:05 ~ 12:00 Room5 (311+312, 3F)
Chair : Akimune Fukushima (Department of Clinical Genetics, School of Medicine Iwate Medical University)
Sana Yokoi (Cancer Genome Center, Chiba Cancer Center Research Institute, Chiba, Japan)

0-142 ZhiERHEMFEICSDREBRNMIEEDOEERE
Multicenter survey of carotid body tumors in Japan
Ol ¢! (Aya Tkeda) . £ 7 A ! (Kiyoto Shiga) . &5 HH5Z # (Akimune Fukushima)
18k —18® (Kazuhiro Takekoshi)
1 ATFERRYE EE SRR
(Department of Head & Neck Surgery, Iwate Medical University, Morioka, Japan)
2 ATERARZERL RREEER
(Department of Medical Genetics, Iwate Medical University, Morioka, Japan)
3 BUERERYBE AR—VEAEL
(Graduate School of Sports Medicine, Tsukuba University, Tsukuba, Japan)
0-143 BT/ LERESERFRICSITD2RNMRICH I DERREEEMEDRE
A Role for Clinical Genetics Specialist in Secondary Findings of Precision Cancer
Medicine
ORI 7537 2 (Hiroyuki Maeda) , #H: #J& ' (Shigehiro Yokoi) , % A2 (Tomoko Itoh)
KRR #5712 (Kouj Ohta) , /1148 1F55 * (Masao Kawatani), /1] 138 * (Masamiti Tkawa).
Y ABYL S (Ikue Hata) . FLJ: 2257 ' (Takanori Goi) . K 3% ® (Makoto Yoneda)
1 R R 15
(First Department of Surgery, Faculty of Medicine, University of Fukui, Fukui, Japan)
2 MHHRERE SR
(Department of Surgery, Fukui Prefectural Hospital, Fukui, Japan)
3 MR RS ERRSHE
(Department of Clinical Genetics, Faculty of Medicine, University of Fukui)
0-144 TR ERHEREAE 1 BLICE B L /=GISTD 3%
Three cases of GIST associated with neurofibromatosis type 1
Ol B8l T (Masahiro Yamamura) . J& ] #§— 2 (Seiichi Hirota) . BXM VE{f ! (Yosuke Katata) .
230 PSS ' (Hiroaki Tanioka) . [l 35 ' (Makoto Okawaki) , 7KK {i ] | (Takeshi Nagasaka)
L1 {32 ! (Yoshiyuki Yamaguchi)
1 JINREERIRS: B RIESS 2
(Department of Clinical Oncology, Kawasaki Medical School, Okayama , Japan)
2 HEHEERRYEE JRbORHLE
(Department of Surgical Pathology, Hyogo College of Medicine , Hyogo , Japan)
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0-145 multi-gene panel@&EIC K E—ODMUTYHATOESZENRESW-RREL A/ BEEEILH
AD2FEH
Two Cases of Heterochronous Unilateral Double Breast and/or Thyroid Cancer with
Identical MUTYH Heterozygous Mutation
O¥tE ¥ B (Ruriko Horio), FH[ 7%— (Junichi Taguchi)
EHENME Iy R 2TV =y 7 SRS
(Center for Advanced Medical Science and Technology, Midtown Clinic Medical Corporation, Tokyo, Japan)
P RO SIS T RS MBS MEBEIEES 20 T4 — R BEDHH
Case-oriented, multi-department participation type taskforce approach for medical care
of hereditary tumor syndrome
OE % i ' (Nobue Takaiso) . KHAFT AZE T2 (Kumiko Oseto) , JEAS 364 ! (Issei Imoto)
1 BHED A Y Z—hiuEks U X7 FHGE 2 2 —
(Risk Assessment center, Aichi Cancer Center Hospital, Aichi, Japan)
2 FHRM A 2k FLBRHR
(Department of Breast Oncology, Aichi Cancer Center Hospital, Aichi, Japan)

—ROE31 REERE

Oral Session 31 Chromosomal abnormalities

H W:10H13H (+) 13:25~14:20 5% (BF 311+312)
JE Ak iR OB CRMER L RARE R ERIA T 0 FREZERFSEARD)
W B (EMRSE BEAE BB
Date : Saturday, Oct. 13 13:25 ~ 14:20 Room5 (311+312, 3F)
Chair : Hiroki Kurahashi (Division of Molecular Genetics, ICMS, Fujita Health University)
Keiko Wakui (Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)

0-147 BREFBEDETMIEREXEBEFEDRELDORY DIFF
Genomic analysis of Incontinentia pigmenti in 20 families to detect low level mosaicism
and the relevance of XCI pattern
OE FEhd (Miki Kawai) | B2 Efd (Makiko Tsutsumi), I £l (Takema Kato)
fBIE 75 A\ (Hidehito Inagaki) . B8 46l (Hiroki Kurahashi)
R N T SN e Y S e T A [ B U Dy s |
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Toyoake, Japan)

0-148 U547V —EREKS) BEDREXREFDRBARICDNTODES
DOES THE EXTRA X IN KLINEFELTER SYNDROME (KS) PATIENTS ORIGINATE ONLY
PATERNALLY?

O {2 ' (Atsushi Tanaka) . 7K 75 % ' (Motoi Nagayoshi) . (L[] &5 ' (Takashi Yamaguchi)
ity 5z ! (Takuhiko Ichiyama) . K7 iR | (Motoharu Ohno) | JE3E 3% " 2 (Seiji Watanabe)
1 By by —jEm ARHERE
(Saint Mother Hospital, Kitakyushu, Japan)
2 ShETRZERZBE RAEWZeRt  EORNGIE R R
(Anatomical Science, Hirosaki University Graduate school of Medicine, Hirosaki, Japan)

0-149 X; 131 9@ EEEEZ (O \RBTEEFIC IR R A A O BESF MR IE R E D 7 FBEF R
X;13 balanced translocation in a retinoblastoma patient without rearrangement in the
RBT1 gene
O3 B4l ¥ (Makiko Tsutsumi) . AR 741 % (Hiroyoshi Hattor) . FkH [E73 ® (Nobuhiro Akita) |

B 142 (Naoko Maeda) , M M- (Naoko Fujita) | JA[2r 5 ! (Miki Kawai)

aKE 15K (Hiroki Kurahashi)

1 R EEEERY: RRERE i
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Toyoake, Japan)

2 Wb EERY Y 2B 52 ER - NEE
(Department of Clinical Genetics, Department of Pediatrics, National Hospital Organization Nagoya
Medical Center, Nagoya, Japan)

3 HliEERY Y 2 —NR
(Department of Pediatrics, National Hospital Organization Nagoya Medical Center, Nagoya, Japan)
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P13V RICRERIEERi R EMBRKEZFSBHBEREEEITDNPAXGEIEFICHIT/
LN)T 2 bR ORI RS
An aniridia patient with intact PAX6 gene, who has complex structural genomic
rearrangements within 11p13 band.

Ol W 2 (Keiko Wakui), PNLL HEE * (Yuri Uchiyama) . S B ? (Akira Hata)
77 M54 (Tomu Kuchikata) | |17 %42 2 (Tomomi Yamaguchi) . 5 E %1 "% (Tomoki Kosho)
= %02 (Noriko Miyake) . fle 2/ 1% (Yoshimitsu Fukushima) | #3745 1538 ° (Naomichi Matsumoto)
1 ENRE B EREAEE
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
2 EMIREE RIS B S P ERR R v X —
(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
3 MOEMHILAY: JCEREZANIR R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
4 TR EL EIER
(Department of Medical Genetics, Chiba Children's Hospital, Chiba, Japan)

22q11. 24815IC R & 5B 1= B e it IE F L SA VP ) s I 1R B D — 51
A case of solitary median maxillary central incisor (SMMCI) syndrome with 22q11.2
deletion

OB%Y ' Junko Kanno) | 7775 #H/T ' (Yusuke Takezawa), JI[lE HHZ ! (Sayaka Kawashima)
B 21~ ! (Hirohito Shima) . A T4 ' (Chisumi Sogi), /% 5% ' (Ryo Sato).,
iR B35 ! (kumi Umeki) . A 522! (Miki Kamimura) . 25K K ! (Dai Suzuki) |
At Zek ' (Atshuo Kikuchi) | J1|H #3 % (Hiroshi Kawame) . JH&Ji %% ° (Ikuma Fujiwara)
15 B85 1 (Shigeo Kure)

1 BUERFARSGE  RSRIITERE NERRE 8
(Department of Pediatrics Tohoku University school of Medicine)
2 HHERE LR T 0 AL - XAV T HRE BUATRHRE - s Y ') U
(Division of Genomic Medicine Support and Genetic Counseling, Department of Education and Training,
Tohoku Medical Megabank Organization Master's Program in Genetic Counseling, Tohoku University)
3 HUERZERZBE [RERUIER NIERIER A2
(Pediatric Endocrinology and Environmental Medicine Tohoku University school)

SO\l

—iRE32 EREHAR - EwfRE - BILHE 2

Oral Session 32 ELSI and Genetics Education 2

Ho B 10A13H (1) 14:25 ~15:10 #5245 (3F 311+312)
BE R B R (ERIREERIZEE > 2 —RIR RS
FIH 8= GUERAREBE R AR, PR R - BRI s)
Date : Saturday, Oct. 13 14:25 ~ 15:10 Room5 (311+312, 3F)
Chair : Torayuki Okuyama (National Center for Child Health and Development)
Takahito Wada (Department of Medical Ethics/Medical Genetics, Kyoto University School of Public Health)

0-152 BFICHIFSE bk REBOMAFADRRKEEZNRIENRER
Current status and legal/ethical problems for research use of human aborted fetal tissue
in Japan
O)J1I6 F54 "2 (Hidenori Kawasaki) , [L[[H 228/, '# (Takahiro Yamada), /M [E] 2 (Shinji Kosugi)
1 sURT REGEAOIER R REI RRHGHY - E R
(Department of Medical Ethics & Medical Genetics, Kyoto University School of Public Health, Kyoto,
Japan)
2 FURRCERAEI Bl a2 e
(Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)
0-153 BEFNREEEHRIR(2) BFEOEGRIRSHHENDHEHL S
Genetic testing and life insurance (2): a questionnaire survey towards life insurance
employees in Japan
OmiE A% (Kaori Muto) . filgFH & (Hiroshi lida)
RHURYE ERPANITEAT NHBCRIIZE
(The Institute of Medical Science, The University of Tokyo, Department of Pub lic Policy, Tokyo, Japan)
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0-154 B [£Y] BREBO2017TEBRBREICLDRETRICONT : A FILER] & TEMDERE] DR
WhESRES D
The revised versions of high school Biology textbooks after the MEXT approval in 2017
OB ZERR (Tatsuro Ikeuchi)
TC - RRUERIRRIAY:  BEHGRETTEAT
(Formerly, Medical Research Institute, Tokyo Medical and Dental University)
0-155 T/ LERERLICEDEFINAGE - BWOMUMEAFOBELRE~RSY [M5ZE MLR
WZe&l oflfFEELT~
Development and practice of new way to expert knowledge and information to convey
genome medicine
O/INFE 7! (Tomoko Kobayashi) . ZZFH A FH 2 (Yuri Yasuda) . AR 523 (Akira Hirasawa)
FRIE BP9 4 (Mari Tsubata) . 75 HH 7~ ° (Akiko Yoshida) . A FET *°® (Yoko Aoki) .
AR ! (Kichiya Suzuki) | JI|H #3 ' (Hiroshi Kawame) . $5K 7£— ' (Yoichi Suzuki)
Ff Jil — ' (Fuji Nagami)
1 BAERYE HILAT 0 A1)V« AHNV IBME 7 LEYE OB s A e
(Department of Genomic Medicine Education, Tohoku Medical Megabank Organization, Tohoku
University)
2 BT GBS - BRIRBEERR
(Genetic and Clinical Research Division, Japanese Red Cross Ishinomaki Hospital)
3 [IIREER LGRS AR A WITER MR (RREE TR
(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama University)
4 HUERZERE -SSR
(Center for Genomic Medicine, Tohoku University Hospital)
5 SeuiE R B [
(Institute of Biomedical Research and Innovation)
6 FALRY: REABEIERDITIR ERERA T
(Department of Medical Genetics, Tohoku University School of Medicine)

—HRE33  HEEIE

Oral Session 33 Neurogenetics

H K:10H13H (£) 15115~ 16:10 #52%; (3F 311+312)
BE R S (FHRIERERY: /NRBFEEEE)
TH R (BURANIREEE AR SRR « R EE )
Date : Saturday, Oct. 13 15:15~ 16:10 Room5 (311+312, 3F)
Chair : Takanori Yamagata (Department of Pediatrics, Jichi Medical University)
Hiroshi Doi (Department of Neurology and Stroke Medicine, Yokohama City University School of Medicine)

AGRTADAMBIEIC ST B EEN S/ L0 E—HBE ORI
Copy number variations in children with early-onset epileptic encephalopathy
OFk $&+F 2 (Kyoko Hirabayashi) , 7 T.)NT X =.T.5 F7 3 ' (Daniela Tiaki Uehara) ,
RAl R 542 (Hidetoshi Abe) . £75F 25+ (Atsushi Ishii) . ZR1L] 5] ** (Keiji Moriyama) |
JEEHE f— 3 (Shinichi Hirose) . Figis8 #8754 ' (Johji Inazawa)
1 BREREECE BRSRENITRAT 0l s
(Department of Molecular Cytogenetics, Medical Research Institute, Tokyo Medical and Dental University,
Tokyo, Japan)
2 WHUERIRRIAY:  REBLEE AR EUIZER B
(Department of Maxillofacial Orthognathics, Tokyo Medical and Dental University, Tokyo, Japan)
3 MERRIALEAES NEFR
(Department of Pediatrics, School of Medicine, Fukuoka University, Fukuoka, Japan)
4 HFERERRYE RESA ATV Y =Xt X—
(Bioresource Research Center, Tokyo Medical and Dental University, Tokyo, Japan)
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0-157

0-158

PPP3CANHRERAMERLERURRIIRLSMARKARZSIESEST

Loss-of-function and gain-of-function mutations in PPP3CA cause two distinct disorders

O7KI Wil (Takeshi Mizuguchi) . H1E: Y¢F 2 (Mitsuko Nakashima) . filTi% Y¢/Zs ® (Mitsuhiro Kato) |
[ A fifi 2 * (Nobuhiko Okamoto) . B4G 72H1° (Hirokazu Kurahashi) . Ekhilevitch Nina® (Nina Ekhilevitch) |
MES, WS ™ (Masaaki Shiina) . PEAY 3% 8 (Gen Nishimura) . [ Z54%2% | (Naomi Tsuchida) ,
=G B2 (Satomi Mitsuhashi) , B BAF- ' (Satoko Miyatake) , 15 FH % ' (Atsushi Takata)
=5 %0+ (Noriko Miyake), & /5 —{# 7 (Kazuhiro Ogata) . %% fHt—E[$ ® (Kenichiro Hata) |
J8 [ 19 (Tadashi Kaname) . #3JE E— ! (Yoichi Matsubara) . =¥ ¥t 5%5 2 (Hirotomo Saitsu) .
KA 1538 ! (Naomichi Matsumoto)
1 BREINIRERARE  E2EMERE B R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 ERREERIRT RS R
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
3 HARIRZE RS /NRR AR
(Department of Pediatrics, Showa University School of Medicine, Tokyo, Japan)
4 RBRBEFEFE > 22—
(Department of Medical Genetics, Osaka Women's and Children's Hospital, Osaka, Japan)
5 EMERARY NEF
(Department of Pediatrics, Aichi Medical University, Aichi, Japan)
6 TUNLEFREAY ERERISAT AT 7 A AT TV
(The Genetics Institute, Rambam Health Care Campus, Haifa, Israel)
7 RUETNLRZERZERE RV i
(Department of Biochemistry, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
8 WEEARpl R X —
(Center for Intractable Diseases, Saitama Medical University Hospital, Saitama, Japan)
9 BENTKE BT Y 2 — IR RE TS
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)
10 BENIREBERGCE > 2 — 7 LERIZE
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
11 ESKE R > 2 —
(National Research Institute for Child Health and Development, Tokyo, Japan)

RRTEBREICHSITDHHREREEERERIIZERDRE
Comprehensive genetic analysis of somatic and germline mutations in individuals with
hypothalamic hamartoma.

OB 5E ! (Atsushi Fujita) | B B 2 (Takefumi Higashijima) | 7K PE5H 2 (Hiroshi Shirozu) |
HFH ¥ 2 (Hiroshi Masuda) , [ FH BifSf 2 (Masaki Sonoda) . 3|11 i Jun Tohyama) |
I YEI * (Mitsuhiro Kato) . H9 B Y7 ° (Mitsuko Nakashima) | #EIR 257 ® (Yoshinori Tsurusaki) .
FKITT Il ' (Takeshi Mizuguchi) . — k& HL2% ' (Satomi Mitsuhashi) | 155 & ! (Atsushi Takata)
I Ja T (Satoko Miyatake) , =42 F2 ' (Noriko Miyake) , {525 ELHI ? (Masafumi Fukuda) |
el ek ? (Shigeki Kameyama), ¥ 3 {524 % (Hirotomo Saitsu) . #A4% &3 | (Naomichi Matsumoto)
I - ERVAV NG PN o T £ 2 L R (e
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 PEFETUYERE TAMAtL Y Z—  BERERRhREALR
(Department of Functional Neurosurgery, Epilepsy Center, Nishi-Niigata Chuo National Hospital, Niigata,
Japan)
3 THEHRHUERE TADNAL Y Z—  HRNER
(Department of Child Neurology, Epilepsy Center, Nishi-Niigata Chuo National Hospital, Niigata, Japan)
4 BAFRZE RIS NRE
(Department of Pediatrics, Showa University School of Medicine, Tokyo, Japan)
5 EMERIRZ: RS (LA
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
6 RN BB EF 2 — BRI 7/ LRETIEZEE
(Clinical Research Institute, Kanagawa Children's Medical Center, Yokohama, Japan)
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HEMRMRIZELEDIEBRY E— MR IC K DATXINSOSBIZFERDEE
Non-coding repeat analyses in patients with amyotrophic lateral sclerosis identify
mutations in the ATXNSOS gene.

OBy ¥\ ' (Makito Hirano) . J€)[| B! (Makoto Samukawa) . F&HEY T 2 (Chiharu Isono) .
PEAB FIEL ! (Kazumasa Saigoh) . AT FE(E 2 (Yusaku Nakamura) | £ 3 ! (Susumu Kusunoki)
1 OLEERT R RN
(Department of Neurology, Kindai University Faculty of Medicine, Osakasayama, Japan)
2 EMREE RS UNEYT—2a Vi
(Department of Rehabilitation Medicine, Kindai University Faculty of Medicine, Osakasayama, Japan)
3 MURMILMEERtL 2 — AR

(Department of Neurology, Izumi City General Hospital, Izumi, Japan)

ERMEEOHA ) X LR EREER TR
A genetic analysis for circadian rhythm abnormality in autism spectrum disorder

O #3 12 (Ayumi Matsumoto) | $4/% B 5% 2 (Masahide Goto) , =[N #5 ? (Akihiko Miyauchi) |

R FEPHF 2 (FEriko Jimbo) . 7575 {8 ' (Sadahiko Iwamoto) . 7KFH #&— 2 (Koh-Ichi Nagata) |

LI 224 ? (Takanori Yamagata)

1 HRERARY: ABEIRAITTE
(Division of Human Genetics, Center for Molecular Medicine, Jichi Medical University, Shimotsuke,
Tochigi, Japan)

2 HRERRY MR
(Department of Pediatrics, Jichi medical university, Tochigi, Japan)

3 EMILOHEEE a0 = —FEEEENIZE SRR E2E
(Department of Molecular Neurobiology, Institute for Developmental Research, Aichi Human Service
Center, Kasugai, Aichi, Japan)

—A% 07834 Prenatal diagnosis (including NIPT)
Session

Oral Session 34 Prenatal diagnosis (including NIPT)

H B 10H13H (1) 11:05~12:00 #62Y; (3F 313+314)
R EGRE (ERIREEEMY 2 — RS - RS #E 2 —)
AR MR (A ETIRYRE R AR ERBR AR « ISR
Date : Saturday, Oct. 13 11:05 ~ 12:00 Room6 (313+314, 3F)
Chair : Haruhiko Sago (Center for Maternal-Fetal, Neonatal and Reproductive medicine, National Center for Child
Health and Development)
Nobuhiro Suzumori (Department of Obstetrics and Gynecology, Nagoya City University)

0-161 EEE&RPI NI R 7DNAZA VR ERIERAIZRNEDRERE
Development of Noninvasive Preimplantation Genetic Diagnosis using Mitochondrial DNA
in Embryo Culture Medium
O™ 5K ! (Hiroki Sonehara) | 7|Mik 2 H1 ! (Tatsuya Kobayashi) . PG4 32 (Motoi Nishimura) ,
ik 182 (Yao Yue) | PEAT H3 2 (Satomi Nishimura)
1 TEEREEAAR A GG AR
(Department of Reproductive Medicine, Chiba University Postgraduate School of Medicine, Chiba, Japan)
2 THERZEE A @ e (-2 FE
(Department of Molecular Diagnosis, Chiba University Graduate School of Medicine, Chiba, Japan)
NI EEME RN K IC T A ARG TSN OREE RS
Preimplantation genetic diagnosis of X-linked hydrocephalus: experience and new issue
Ok M2 (Yuki Mizuguchi) . ARE 75 ! (Kou Sueoka) , {7 H ' (Suguru Sato)
BEIT 2= ' (Nobuhiko Higuchd) , EA JIHF- ' Junko Maki) | {7 7253 ' (Hiroshi Senba)
feid {8 — ' (Kenji Sato), FHHP 51 ' (Mamoru Tanaka)
1 BEMERARY R Em AR
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
2 SRR PR AR
(Nasu Red Cross Hospital, Otawara, Japan)
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0-163

0-164

BEEBERDNARHIBONLBNWERICHS T IM-BERAEGEFEMODIITAOR

New tactics of preimplantation genetic testing for cases where mutated DNA is not
available from affected family members

OffeE B3 (Suguru Sato) . K[ 7% (Kou Sueoka) . {/j#% {H . (Kenji Sato)

BT 4 (Nobuhiko Higuchi) . IELA I T~ (Maki Junko) . fll[jFZ %<5 (Hiroshi Senba) |
FKIET £ (Yuki Mizuguchi) . FHH 5F (Mamoru Tanaka)

BRI BRI PR AR 2B
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
fRRBRMEBOESTREMDI-ODRENABERR - BHKRSFOBEMBEZOFTMEDINT
Thorax circumfetence, Spinal Length and some additional refference values for
diagnosing fetal skeletal dysplasia
OTélgt 25 12 (Norio Shinozuka)
1 RREZER
(Laboratory for fetal medicine research, Kanagawa, Japan)
2 Wk
(Seto Hospital, Saitama, Japan)
WIRMEAZ O —=2J (FTS) ICBLWTRBIZNAFMIREREENIIRIBROEBERICEZ
FEIIDINT
Impact by fetal anatomic check on choice of lady with high risk of chromosomal
abnormality in first trimester screening

By

OTiH H1.Z (Tomoyuki Ichida) . 7%#% 2K H. (Mari Shibuya), /N5 )it 351D M (Ayumi Ogasawara)
NI By H (Masari Ogawa), #5Hll 38 (Ryou Aoyagi) . FHJEL B & (Yuri Aihara)
Y8 252 (Remi Watanabe) | #5158 757 (Yoshie Uzawa), Z£]|| Bf:E (Kenji Hishikawa)
K —H (Kazuya Oonuma), ##HH £ HI| (Takanori Fukuda), H N [fl] (Takeshi Kusaka)
K% 2 (Yutaka Kohata) . 7 F #35% (Hiromi Inoue)
W SRR EIRbE PE i AR

(Department of Obstetrics and Gynecology, Shonan Kamakura General Hospital)

—H&[1E35 ZETFEIE - EERER
Oral Session 35 Complex disease/Association Study

H W:10H13H (+) 13:25~14:20 #6%%; (BF 313+314)
BRI EET (RPOCEEZERSRERIES)
EN s GREEREE AR A TR TBI A IR 7 1 2 2 7 )
Date : Saturday, Oct. 13 13:25 ~ 14:20 Room6 (313+314, 3F)
Chair : Emiko Noguchi (Department of Medical Genetics, University of Tsukuba)
Taku Miyagawa (Sleep Disorders Project, Department of Psychiatry and Behavioral Sciences, Tokyo Metropolitan

Institute of Medical Science)

T/ L0414 FREEEfZAWVCEBFRABRHBEEOE B CERDRE
Contribution of common genome-wide variations to gut microbiota composition in healthy
Japanese population

O] ' (Sachiko Ishida) . BT /A5 -2 (Kumiko Kato) . I T4 | (Masami Tanaka) .
IR E— 1 (Ryuichi Kubo) 2 ;ﬁ;,gZ (Eri Mitsuyama) | Bk @,%{2 (Kanetada Shimizu(Jz Xiao)).
/N2 1£82% 2 (Toshitaka Odamaki) | 111171 %8 ° (Rui Yamaguchi). 77T 1§k 4 (Seiya Imoto).
=Y 153 (Satoru Miyano)

1 HRXEHDeNAT A 75 A LA
(DeNA Life Science, Inc., Tokyo, Japan)

2 POKFLEEMA A FERENTSEAT
(Next Generation Science Institute, Morinaga Milk Industry Co., Ltd, Kanagawa, Japan)

3 BEREERPENIST b N/ LgT 22— DNATSHRENT 8
(Laboratory of DNA Information Analysis, Human Genome Center, Institute of Medical Science, University
of Tokyo, Tokyo, Japan)

4 BORPEERPEISTT NVAA VTV v Ay 2 — ERERT — 2V AT A58
(Division of Health Medical Data Science, Health Intelligence Center, Institute of Medical Science,
University of Tokyo, Tokyo, Japan)
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BEEFRDOF U DMRICIITBHLA class IIEBEFEDEE
Effect of HLA genotypes on a response to HB vaccine

OPGH] Zs5 12 (Nao Nishida) . #2110 Eith! (Masaya Sugiyama), {#Hf #8358 2 (Hiromi Sawai) .
JAE E® Jun Ohashi) | 21 7 A—2/ J— ? (Khor Seik-Soon), 1-Jffi £{X ' (Takayo Tsuchiura)
ik W12 (Katsushi Tokunaga) . 7# I+ HE50 ' (Masashi Mizokami)
1 ENTEBRER - Y 2w 7/ LERYE T aY 2 b
(Genome Medical Science Project, NCGM, Chiba, Japan)
2 WEURMERYRE EERUIR AR
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
3 WERMERYRE PPERUIER EVREATHI

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

FAIBITBBEFR VIR ICBHRTDEREDY/ L DA REERT
Genome-wide Association Study for Hepatitis B virus-related diseases in Thailand

O Saeideh Ashouri'. 7 #33% ! (Hiromi Sawai) . PHH] 2552 2 (Nao Nishida) .
FIL1 Bt ? (Masaya Sugiyama) , Nawarat Posuwan®, Pisit Tangkijvanich’, Yong Poovorawan®,
Tk Bt (Katsushi Tokunaga) . 1#_I- HEsh 2 (Masashi Mizokami)
1 REURERAARE ESRIZER AR R R A8
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2 7/ LEREETOY 2 Y S ERIERRERRH S > 2 — e dilldE A
(Genome Medical Science Project, National Center for Global Health and Medicine, Ichikawa, Japan)
3 Center of Excellence in Clinical Virology, Chulalongkorn University, Bangkok, Thailand
4 Center of Excellence in Hepatitis and Liver Cancer, Chulalongkorn University, Bangkok, Thailand

FEEY/ LBRICE DY/ L04 REERTIC KBS ERSLEBEY/ LERBREY/ LD
HE{EA
Pathogen lineage based genome-wide association study in tuberculosis revealed
interplay among host and pathogen genomes

ORHlT Bl ! (Yosuke Omae) . 2] PR ' (Licht Toyo-oka)
A5 H A <IN Y FE O 2 (Mahasirimongkol Surakameth) | $F PN TR ® (Hideki Yanai) |
Fwk AI T 48y kA Smittipat Na), 7w k281w 2R H ¥ (Palittapongarnpim Prasit)
ZI8T— bk 3 T 2% (Nedsuwan Supalert), A2 T ZFRAYIF v z (Wattanapokayakit Sukanya)
Y S Y k0T S5 A (Satproedprai Nusara) , 78 | I B3>/ 782 5 — | 2(Sawanpanyalert Pathom)
4T A X2F 9w b Zdnunchot Wimala), TH T w k 73Y 25 > 4 (Pasomsub Ekawat) .
X7V T 4 F 27 F &R ? (Wichukchinda Nuanjun) | ZEFH Z%3§ ° (Taisei Mushiroda)
\fF FEBH ® (Michiaki Kubo) |, fifizk i+ (Katsushi Tokunaga)
1 HRIRE REREZRVIR ABEEZE
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2 ZAEREE ERER
(Department of Medical Sciences, Ministry of Public Health, Nonthaburi, Thailand)
3 MBTEI=  RSAITEAT - Bl
(Fukujuji Hospital and Research Institute of Tuberculosis (RIT), Japan Anti-Tuberculosis Association
(JATA), Kiyose, Japan)
4 2AETE RRY HPEE SR ED Y
(Department of Microbiology, Faculty of Science, Mahidol University, Bangkok, Thailand)
5 PMEARISET A EmERA 2 —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
12924 @IBDEEFZEISRDIENEEICEETD
Identification of 12924 locus associated with fish intake frequency by genome-wide
meta-analys
OF A RS * (Maki Igarashi) . #7)1] B8 3 (Shun Nogawa) | JI it 7035 % * (Kaoru Kawafune)
J\A Wl 3* (Tsuyoshi Hachiya) . 48 £ 3 (Shoko Takahashi), 5% 5] # (Kenji Saito)
B 208 " (Huijuan Jia), Jj% A8 ' (Hisanori Kato)
1 REUCERAGE R mRlAmisest  ISRHEMRRATE R AR
(Laboratory of Health Nutrition, Department of Applied Biological Chemistry, Graduate School of
Agricultural and Life Sciences, The University of Tokyo,Tokyo, Japan)
2 ENTREEERS Y 2— T T
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development)
3 (M v—rvrT Ak
(Genequest Inc.)
4 (RTLTFIT 4 VAT w8y
(Genome Analytics Japan Kabushikikaisha)
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—h&E36 EIEFHRE (NIPTEEY)
Oral Session 36 Genetic Testing
Ho B 10130 (1) 14:25 ~15:10 #6224 (3F 313+314)
JE R Y CEEARSAREERT RFERITIER BRARERIEE AR )
=R GRECRZAIE AT E R 707 fifke )
Date : Saturday, Oct. 13 14:25 ~ 15:10 Room6 (313+314, 3F)
Chair : Fumio Takada (Department of Medical Genetics and Genomics, Kitasato University Graduate School of Medical
Sciences)
Jun Mitsui (Department of Molecular Neurology, the University of Tokyo Hospital)

0-171 HEVI—-ICHITDEERBROBERER DX
Clinical application of variant-interpretation in Saitama Children's Medical Center
OF7K 5] ' (Kenji Shimizu) . K KAt (Daiju Oba) | Fi | 32%#5% | (Tatsuya Sakashita)

SEHT- /N B 2 (Sayuri Hasuko) . FH L BLFIF- 2 (Mariko Sagara) . 3 367 2 (Etsuko Sakasai)
T E- ' (Motoko Watanabe) | 421 923E 1 ' (Mikiko Kaneko) . A48 1832 ' (Hirofumi Ohashi)
1 BEREDNEERE Y 22— B8 ER

(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
2 BiRBRSNRERE 2 —  BRE RS

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

0-172 KBEFMEMICHLY D FERE (LS)DEEZNEEZMETL /B35
Distinctive features of three patients who underwent genetic testing for Lynch syndrome
after colorectal surgery
Ofq% {31 ! (Kayo Ishido) . B RitiE  (Kenji Kunieda) , ‘=% [ {H 8 2 (Yoshinori Miyata)

1 EWEEHE (EAERE 22— EEERR

(Department of Genetics, Saku Central Hospital Advanced Care Center)
2 RYEAEE EARFEY2—  JEGNE
(Department of Oncology , Saku Central Hospital Advanced Care Center)

BEMRBOBRAISZHICS T SEEAE LTO—EESREANVNTOSIEVY
(Karyomapping) DItH
Karyomapping using single nucleotide polymorphism as indirect method in
preimplantation genetic testing for monogenic
OWfif] #M5 ! (Yoshiharu Nakaoka) . FER(T 5% ' (Michiko Ammae) . H18¥ 3 ' (Tatsuya Nakano)

KA 175 ' (Yuka Matsumoto) , JXHH 754% ! (Shiyo Ota), [LiPA {#F ' (Hiroko Yamauchi)
FRAS F80E 2 (Yoshiharu Morimoto)
1 WFERAR V=
(IVF Namba Clinic, Osaka, Japan)
2 HORACZZr7uY bRl ZVU=v2o
(HORAC Grand Front Osaka Clinic, Osaka, Japan)

IVXIIVEREBEEDAREMIZELUL(11;22)(g23;q911)REAE CTEKRIZE & &R I N/-20]
Two cases of t(11;22) carrier approved PGT-SR to prevent from the risk of conceiving a
baby with Emanuel syndrome
O 18" Hiroko Yamauchi) , A Ef% ' (Shiyo Oota) | FERT 222+ ' (Michiko Anmae)

HAfif] 25 | (Yoshiharu Nakaoka) , A% M 2 (Yoshiharu Morimoto)

1 IVFRAR U =w o
(IVF Namba Clinic, Osaka, Japan)

2 HORAC Z/orv7uYbRWlZ7V=wv?>
(HORAC GRAND FRONT OSASA Clinic)

SO\l
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—f&[13%E37 Rare disease
Oral Session 37 Rare disease session
H K 10130 (1) 15:15~16:10 6238 (3F 313+314)
pg o E Rl BEE] ERERY: RN OZM LIttt > 2 —)

MHEE T GORERRE AR JRRRER A 1)
Date : Saturday, Oct. 13 15:15 ~ 16:10 Room6 (313+314, 3F)
Chair : Yasushi Okazaki (Intractable Disease Research Center)

Yukiko Hayashi (Department of Pathophysiology, Tokyo Medical University, Tokyo, Japan)

CYFIP2E{EF(Dde novoiky F ARy MERIIRHIRERTANAMREDERELED
De Novo Hotspot Variants in CYFIP2 Cause Early-Onset Epileptic Encephalopathy

OB Y& 12 (Mitsuko Nakashima) . i /25 2 (Mitsuhiro Kato) . F557 —7) ! (Kazushi Aoto) |
MEA, G # (Masaaki Shina) . [A]FH JH— ° (Souichi Mukaida) ., BEFH H& 7~ ° (Satoko Kumada) .
i HEE ST (Atsushi Sato) | IR 257 2 (Tsurusaki Yoshinori) | 7K fl] ? (Takeshi Mizuguchi) |
=i HA- 2 (Satoko Miyatake) . =52 d—F % (Noriko Miyake) . ##/5 — 18 * (Kazuhiro Ogata)
it 752 (Hirotomo Saitsu) . #37K [ELE  (Naomichi Matsumoto)
1 EREERIRSE: RS (e
(Department of Biochemistry, Hamamatsu University School of Medicine)
2 BORANIRYRZRE  EANIZER R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
3 AR NER
(Department of Pediatrics, Showa University School of Medicine, Tokyo, Japan)
4 RORANLRPARYER EAIER A
(Department of Biochemistry, Yokohama City University Graduate School of Medicine)
5 [ENEREEN T 2R N RER
(Department of Pediatric Neurology, National Hospital Organization Utano Hospital, Kyoto, Japan)
6 HSLAREREBE AR NI
(Department of Neuropediatrics, Tokyo Metropolitan Neurological Hospital, Tokyo, Japan)
7 RHUREE R N
(Department of Pediatrics, The University of Tokyo Hospital, Tokyo, Japan)

EFIVY IR &R =CostellofE 1R B Dk HEAZAR
Mouse model of Costello syndrome are resistant to high fat diet-induced obesity and
exhibit impaired energy homeostasis

OXEE KA (Daiju Oba) . F:_ I 1% — ' (Shin-ichi Inoue) , ‘&% J1| & FH 5% F- 2 (Sachiko Miyagawa-Tomita) |
Fr J\B* (Yasumi Nakashima) . 758 #7H1 ! (Tetsuya Niihori) | (L[] 7&2¢* (Seiji Yamaguchi)
FJE PE— 15 (Yoichi Matsubara) . E7K 2ET- ! (Yoko Aoki)

1 ORIERERERE RARIISER  BURER A1

(Department of Medical Genetics, Tohoku University School of Medicine, Sendai,Japan)
2 VRYFLERY: BYEEAES

(Department of Veterinary Technology, Yamazaki gakuen University, Tokyo, Japan)
3 WEEREANlE NER

(Department of Pediatrics, Seirei Hamamatsu General Hospital, Shizuoka, Japan)
4 BHERZEEEZEAS NRF

(Department of Pediatrics, Shimane University, Faculty of Medicine, Shimane, Japan)
5 BENIRBERIEE 2 —

(National Center for Child Health and Development, Tokyo, Japan)
6 WEEUNEERYE 2 — EIER

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

LC-MS/MSTHEHEND 3DV —H—&lAEHOEHFTAD -7 - EVIRCEDZH
Combination of three biomarkers for diagnosis of Japanese patients with Niemann Pick
disease type C by MS/MS

O — F x> '*3 (Chen Wu), 57 7K * (Takeo Iwamoto) . #ll{# [t =+ ' (Hiroko Yanagisawa)
L UV F ! (Keiko Akiyama) , & B {FH] % (Takashi Miyajima) . 77,1 & i 2 Junko Igarashi) ,
R A TN R 7 (Mohammad Arif Hossain) . 77 3575 | (Yoshikatsu Eto)
1 R A N BT TR et PR R Ie 2 > 2 —
(Advanced Clinical Research Center, Institute of Neurological Disorders, Kawasaki, Kanagawa, Japan)
2 7Yz A S
(AnGes Inc.)
3 WEEERERRY
(The Jikei University School of Medicine)
4 HREERERERICAREBDIE MR (O 7Y
(Core Research Facilities for Basic Science, Molecular Cell Biology, The Jikei University School of
Medicine)
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RIS 31T DRBBEA 51 Z X LD
Pathomechanisms of muscle degeneration in nuclear envelopathy
OFk 2T~ (Yukiko Hayashi) . F1FH #i& (Eiji Wada)
HRERRY: [EE Ry
(Department of Pathophysiology, Tokyo Medical University, Tokyo, Japan)
Autosomal recessive non-syndromic keratoconus: homozygous frameshift variant in the
candidate novel gene GALNT14
OFroukh Tawfiq'. Hawwari Ammar®

1 Associate Professor / Dept. of Biotechnology and Genetic Engineering /Philadelphia University, Amman,

Jordan
2 Ophthalmologist at Sight and Insight Clinic, Amman, Jordan
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