SE(R#OE / Best Oral Candidates

SE(RHEOE / Best Oral Candidates

H
BOE

Date : Nov. 20 (Thu.) 11:30-12:36 Room 1 (Big Hall 5F)
Chairs : Katsushi Tokunaga (The University of Tokyo)
Shoji Tsuji (The University of Tokyo)

11H20H OR) 11:30 ~ 12:36 45188 (RKA—IV 5[

flik Bt CRRRFRFRESRTIER NEETFRE)

it AW R RS KEBEE SR TIGE R I pRR R S B N B 1 B KRR 3R M R s be 7/
LESHE 7 —)

1BO-1
11:30

1BO-2
11:41

1BO-3
11:52

RIFEMEICE T EHRETETTFORE /

Novel causative gene of familial non-small cell lung cancer.

O #— ¥ (Koichi Tomoshige) . % J& Y (Satoshi Watanabe) . =l 1#:2 ¥ (Hiroyuki Mishima) .
AT %Y (Akira Kinoshita) . A7 HEAKHR ? (Keitaro Matsumoto) +
I F554 Y (Masahiro Oikawa) . B #iHE ¥ (Takuro Miyazaki) . % %' 2 (Tomoshi Tsuchiya) .
ILIIZ 8% 2 (Naoya Yamasaki) . fi /& =L ¥ (Kiyoyasu Fukushima)
k% i ? (Takeshi Nagayasu). #i#i Z—H¢ " (Koh-Ichiro Yoshiura)
1) BIGRY  EEREEERREIRRT  ASRER
(Department of HUMAN GENETICS, Nagasaki University, Nagasaki, Japan)
2) Rl AR AR
(Division of Surgical Oncology, Department of Translational Medical Sciences, Nagasaki University Graduate
School of Biomedical Sciences, Nagasaki, Japan)
3) HRRERE S REE AR
(Department of Internal medicine, The Japanese Red Cross Nagasaki Genbaku Isahaya Hospital, Nagasaki,
Japan)

PDGFRB BIGFERICE DB R ET HIRERDE /
Novel Overgrowth Syndrome Phenotype due to Recurrent de novo PDGFRB Mutation

O 248 ¥ (Toshiki Takenouchi) . I A Y (Yu Yamaguchi) . %11 #:7-? (Eiko Tanigawa) .
BJi T% Y (Chiharu Torii) . /i H#E Y (Rika Kosaki). % 522 ¥ (Hideyuki Okano) .
/NI fEEURER ¥ (Kenjiro Kosaki)

1) BEEsERRy R NEREE
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
2) BIERRRY: B4 BRRAEE
(Department of Dermatology, Keio University School of Medicine, Tokyo, Japan)
3) BEFRAKRY BEFE BREREt sy —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
4) ENINBEHREIIE Y 25— EESE
(Division of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)
5) BIEFRARY BFEFH EHYHE
(Department of Physiology, Keio University School of Medicine, Tokyo, Japan)

QT ERAERFD 35 RRLT Y/ —LBERICEBDIVED 1) U EESBEEF TORBERDHER /
Exome sequencing of 35 Japanese families with LQTS reveals candidate mutations in
calmodulin-interacting genes

Ok K%V (Daichi Shigemizu) . JEIF i — 2 (Kouichi Ozaki) . A B Y (Akihiro Fujimoto)
= 4 Y (Fuyuki Miya) . FkIL BEACHE Y (Shintaro Akiyama)
ROV yF F—2 " (Keith Boroevich) . FI#E 4 ff P (Tetsuo Abe) .
HE# 2285 ¥ (Kaoru Nakano) . =5l A * (Yuta Kochi) . 47 #: ¥ (Wataru Satake)
FiH 3% Y (Tatsushi Toda) . #HJE R7] © (Takeshi Aiba). B4 %27 (Yoshihiro Miyamoto) .
HK # %Y (Wataru Shimizu) . FJ11 3£7) ¥ (Hidewaki Nakagawa) .
FiH %2 U (Tatsuhiko Tsunoda) . A il > (Toshihiro Tanaka)
1) HWF A EMEREIEY Y 5 —  EREEIE SV — T
(Laboratory for Medical Science Mathematics, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)
2) HBF MAAEMERENEY S ¥ — JERIEENE S VT
(Laboratory for Cardiovascular Diseases, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan.)
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3) HF AEGERFENEY Y S — T AT = v AT — A
(Laboratory for Genome Sequencing Analysis, RIKEN Center for Integrative Medical Sciences, Tokyo, Japan)
4) HRF A AGERENEE v 5 —  HORERENET — 4
(Laboratory for Autoimmune Diseases, RIKEN Center for Integrative Medical Sciences, Tokyo, Japan.)
5) MERY EENIGERE RENE /ol
(Division of Neurology/Molecular Brain Science, Kobe University Graduate School of Medicine, Kobe, Japan)
6) EIEERFRINIIGEL & — OB R
(Department of Cardiovascular Medicine, National Cerebral and Cardiovascular Center, Suita, Japan.)
E LV EBRERIZE v 5 — TS E
(Department of Preventive Cardiology, National Cerebral and Cardiovascular Center, Suita, Japan.)
8) HARERRY: B EAR
(Department of Cardiovascular Medicine, Nippon Medical School, Tokyo, Japan.)
FORERRRIRY: A SRRIERZE
(Department of Human Genetics and Disease Diversity, Tokyo Medical and Dental University Graduate School
of Medical and Dental Sciences, Tokyo, Japan.)

7

=

9

=

1BO-4 A= - HI¥H - 2IEMRERE TR DD o /- EFNB1 BT FEEDEERENT /

12:03 Functional analysis of a EFNB1 mutant in craniofrontonasal dysplasia family

OFAR BB P (Masanori Sugimoto) . fifidd 75 A V' (Hidehito Inagaki) .
3 BALT Y (Makiko Tsutsumi) . FHIIET #J 2 (Yoshihiro Taguchi)
BLAR Fe47 ? (Takayuki Okumoto). 74 B#F ¥ (Yohko Yoshimura). FEH 1= ¥ (Hiroko Boda) .
“H E% Y (Masafumi Miyata) . 75)11 #5 % (Tetsushi Yoshikawa) .
A6 1 Y (Hiroki Kurahashi)
D) RHEMEELE R REERENR 5 R EE R
(Division of Molecular Genetics, ICMS, Fujita Health University, Toyoake, Japan)
2) T PR A AR AR S VR o
(Department of Plastic and Reconstructive Surgery, Fujita Health University School of Medicine)
3) R FH PR A R A N e R
(Department of Pediatrics, Fujita Health University School of Medicine)

1BO-5 2I7V—LBRICKBEREREERBEIT « > - Y1) AEREHOHFREEEEF SOXT7
Day1 12:14 DEIE /
Nov. 20 Exome sequencing identifies novel SOX77 mutations in Coffin-Siris syndrome

Ol =4l Y (Yoshinori Tsurusaki) . AA& 1#3C » (Hirofumi Ohashi)
il A< {1 ¥ (Nobuhiko Okamoto). Hi/k {TLE ¥ " (Eriko Koshimizu) .
1 6TV (Mitsuko Nakashima) . & #5% V (Hirotomo Saitsu) . =% #.F " (Noriko Miyake) +
KAA 18 YV (Naomichi Matsumoto)

1) BT LR R B E A TR (R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine)
2) BRI NEER Y Y 5 —
(Division of Medical Genetics, Saitama Childrens Medical Center)
3) KBRS S R v & —
(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child Health)

1BO-6  BHLHA9 Z&E#E#) 200 kb DE—RIE O BAARIGEE I E—BUEMNIZ AR AL RAE DHE
12:25 LRZMEEFTHD /
BHLHA9-containing duplications with an identical fusion point are associated with SHFM and
Gallop-Wolfgang complex

OskH #%V (Eiko Nagata) . HEPF ## ¥ (Hiroki Kano). M 2595+ ¥ (Fumiko Kato) .
& f2— " (Shinichi Nakashima). 1111 BEE U (Rie Yamaguchi) .
fE¥F fii—FA Y (Shinichiro Sano). 5 H 1514 * (Syuji Takada) . 5 E#d ¥ (Maki Fukami)
)1l L > (Shiro Tkegawa) . #%5 #) ¥ (Tsutomu Ogata)
1) ERRERRY NER
(Hamamatsu University School of medicine)
2) BALERIgERT A EmEREE Y v s —  FRERENE T — 4
(Laboratory for Bone and Joint Diseases, SNP Research Center, RIKEN, Tokyo, Japan)
3) ENLBEENIZEY v 5 — 2 AT L2584 - PRI
<Department of Systems BioMedicine, National Research Institute for Child Health and Development, Tokyo,
Japan.)
4) ENNFEREMZE Y v & — 5T N sigEEh
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
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English Session: GWAS and others

H BE:11 H20H (OK) 1646 ~17:52 852 &8 (Uhdk—)L 5 R
JER A EE (BULSIRZERT e R ER e vy — ERSE R SV — )
HE % (UK EHRRERTFERESSR)
Date : Nov. 20 (Thu.) 16:46-17:52 Room 2 (Small Hall 5F)
Chairs : Tatsuhiko Tsunoda (RIKEN)
Atsushi Tajima (Kanazawa University)

1EO-1 Systematic review and meta-analysis of host genetic determinants of Tuberculosis

16:46 O Vivek Naranbhai”, ITHGC (International Host Genetics Consortium) ">**367%%  Hill Adrian"?

1) Wellcome Trust Centre for Human Genetics, Nuffield Department of Medicine, University of Oxford, Oxford,
United Kingdom

2) ITHGC (International Host Genetics Consortium)

3) University of Tokyo and RIKEN

4) National Institute of Health, Department of Medical Sciences(DMSc), Ministry of Public Health, Thailand

5) Radboud University Medical Center Nijmegen

6) Bernhard Nocht Institute (BNT) for Tropical Medicine, Hamburg, Germany

7) Padjadjaran University, Bandung, Indonesia

8) DST/NRF Centre of Excellence for Biomedical TB Research, Stellenbosch University, South Africa

9) Beijing Institute for Microbiology and Epidemiology, Beijing, China

1EO-2 Imputation for HLA genotypes in Japanese and its application to the GWAS dataset of
16:57 narcolepsy
O Seik-Soon Khor"”, Woosung Yang”. Minae Kawashima'?. Shigeo Kamitsuji”. Xiuwen Zheng® .

Nao Nishida'¥. Hiromi Sawai'. Hiromi Toyoda". Taku Miyagawa". Yutaka Honda® .
Makoto Honda®”. Naoyuki Kamatani®. Katsushi Tokunaga"

Day 1
1) Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan Nov. 20

2) StaGen Co., Ltd. Statistical Genetics Analysis Division. Tokyo, Japan.

3) National Bioscience Database Center, Japan Science and Technology Agency, Tokyo, Japan.

4) Department of Biostatistics, University of Washington. Washington, United States

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

6) Department of Somnology, Tokyo Medical University, Tokyo, Japan

7) Sleep Research Project, Department of Psychiatry and Behavioral Sciences, Tokyo Metropolitan Institute of
Medical Science, Tokyo, Japan

1EO-3 Utilizing genome-wide association study to decipher genetic architecture of breast cancer in
17:08 Japanese population

O Siew-Kee Low" . Atsushi Takahashi”, Michiaki Kubo?. Toyomasa Katagiri’’

1) Laboratory for Statistical Analysis, RIKEN Center for Integrative Medical Sciences
2) Laboratory for Genotyping Development, RIKEN Center for Integrative Medical Sciences
3) Division of Genome Medicine, Institute for Genome Research, The University of Tokushima

1EO-4 HDACS®6, a new therapeutic target of SMA, work in the downstream pathways of cytoskeleton
17:19 dynamics

O Dian Kesumapramudya Nurputra'?, Hiroyuki Morita?, Yumi Tohyama®. Hisahide Nishio"

1) Department of Community Medicine & Social Health Care, Division of Genetic Epidemiology, Kobe University,
Kobe, Japan

2) Department of Pharmaceutical, Division of Biochemistry, Himeji Dokkyo University, Himeji, Japan

3) Department of Pediatrics, Universitas Gadjah Mada, Yogyakarta, Indonesia
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1EO-5
17:30

1EO-6
17:41

STRUCTURAL COMPARISON AND EVOLUTION OF FILAGGRIN GENE WITHIN PRIMATES

O Vanessa I. Romero

Department of Genetics, Sokendai, Mishima, Japan

Genetic analysis of Autosomal Recessive Mental Disorders shows complex etiology in
Consanguineous Pakistani Population

O Shoaib ur Rehman'>?, Lars Hansen”. Ilyas Ahmad®. Muhammad Tariq”. Abdul Sattar" .
Niels Tommerup® . Shahid Mahmood Baig?

1) Department of Biotechnology Bacha Khan University Charsada, KPK, Pakistan

2) National Institute for Biotechnology and Genetic Engineering (NIBGE) Faisalabad, Pakistan

3) Wilhelm Johansen Centre for Functional Genome Research Department of Cellular andMolecularMedicine The
PANUM institute. University of Copenhagen Denmark
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—fi% ;& / Oral Session

—fixiE 101 RtV —TITY—1

Oral Session 101 Next Generation Sequencing 1

H BE:11 H20H OK) 11:30 ~12:25 8348 (HE2R)
JEOR PR (BOET RS B @Ry
A B (AL EgET e G EmER e v & —)
Date : Nov. 20 (Thu.) 11:30-12:25 Room 3 (Zuiun 2F)
Chairs : Hirotomo Saitsu (Yokohama City University)
Akihiro Fujimoto (RIKEN)

101-1 2IFV—LEBRTREARAVEMYV I-ICERT SR ERARERPRAETEEX#R
11:30 = a—0O/NF—EHl/
Atypical giant axonal neuropathy arising from a homozygous mutation by uniparental
isodisomy

OFER BTV (Satoko Miyatake) . % H 547 » (Hiroko Tada). P& & " (Satoshi Moriya) .
75 8 — ¥ (Jun-Ichi Takanashi) . “F#F 37 * (Yoshiko Hirano). #k %R ¥ (Masaharu Hayashi) .
K4 # 9 (Yasushi Oya) . H18 S6T " (Mitsuko Nakashima) . #5155 S5 V' (Yoshinori Tsurusaki) .
= ATV (Noriko Miyake) . #4748 Hi# V' (Naomichi Matsumoto) .
S % Y (Hirotomo Saitsu)
1) BRETRY: KFBRE S ER  #(E
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokoaham, Japan)
2) FEERFAESEERRE AR
(Department of Pediatrics, Chibaken Saiseikai Narashino Hospital, Narashino, Japan)
3) BRI ERRSE AT RER L > 7 — AR
(Department of Pediatrics, Tokyo Women's Medical Univerisity, Yachiyo Medical Center, Yachiyo-shi, Japan)
4) WEETERRS: NEF
(Department of Pediatrics, Tokyo Women's Medical University, Tokyo, Japan)
5) WRUREER A WIgE g - AR TE ) B
(Department of Brain Development and Neural Regeneration, Tokyo Metropolitan Institute of Medical Science,
Tokyo, Japan)
I RERY - PREE R ZE £ > & — ke HAE A
(Department of Neurology, National Center Hospital, National Center of Neurology and Psychiatry, Tokyo,

6

N2

Japan)

101-2 XU FIERRIYV Y/ —LBRICKZZEF - #EERF (MCA/ID-DD) DfER/
11:41 Clinical Exome Sequence for undiagnosed patients

Ot # 123 ' (Takayuki Yokoi) . A4 T " (Ikuko Ohashi) . HEH i7" (Yukiko Kuroda)
TIHE 504 P (Chihiro Hatano) . #878 2% P (Yumi Enomoto) . B{= 5.4 ¥ (Takuya Naruto) .
T8 JeifE Y (Mitsuo Masuno) . - 185 ¥ (Hiroyuki Ida) . H{# f#7%] Y (Kenji Kurosawa)

1) MZINEN 2 & Ef e v 5 —tfnfk
(Division of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
2) FEEBREFRFELRFEREA b L AR5 5

(Department of Stress Science, Institute of Health Biosciences, Tokushima University Graduate School,

Tokushima, Japan)

TG AR AL KA R B IR AL A e R R R 7 k) 7 a— 2

(Kawasaki University of Medical Welfare, Kurashiki, Japan)

4) WGBSR N R

(3. Department of Pediatrics, The Jikei University of School of Medicine, Tokyo, Japan)

3

Ny
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101-3 ZRUEEFEAHESNZEE SATB2 B TFEREEEDITRERDEE /
11:52 Identification of Novel Mutations in Patients with SATB2 Gene Mutation Syndrome with or
without Multiple Odontoma

OZIg 42V (Hiroyuki Mishima) . 2§ A 4% ? (Takashi Kikuiri) . =4+ £ ¥ (Tadashi Mikoya) .

il #—HR Y (Koh-Ichiro Yoshiura)

1) BIFRY BUREREERRIEN  NERRS
(Department of Human Genetics, Nagasaki University, Nagasaki, Japan)

2) AbMEE RN BE  HAERETERE ANE - R R
(Department of Dentistry for Children and Disabled Person, Hokkaido University Graduate School of Dental
Medicine, Sapporo, Japan)

3) duifpE R RS b e igeRE IS SR
(Department of Oral and Maxillofacial Surgery, Hokkaido University Graduate School of Dental Medicine,
Sapporo, Japan)

101-4  ERIKRI Y/ —LERHIEFRTIC K DIERE X 2 FINBIRHRERS DOEE /

12:03 Exome sequencing expands the phenotypic spectrum of known Mendelian disorders

O 44V (Kosuke Izumi) . HH %+ " (Koji Masuda) . 78 FE-T? (Eriko Nishi) .

R — > 45 ¥ (Sarah Noon). )l #&7? (Michiko Arakawa) .

Y4 VF A7) =% Y (Alisha Wilkens) . I HE2 ¥ (Yuki Kato) |

25y A7 ¥ (lan Krantz) . 1% 52 Y (Katsuhiko Shirahige)

1) ERURE SrilaEwEmer ¥y AREMRY Y 5 — 7 DIERENTIIE
(Research Center for Epigenetic Disease, Institute for Molecular and Cellular Biosciences, The University of
Tokyo, Tokyo, Japan)

2) BB C &b ke fsk
(Division of Medical Genetics, Nagano Children's Hospital, Azumino, Japan)

3) 74 FTNVT 4 TR
(Division of Human Genetics, The Children's Hospital of Philadelphia, Philadelphia, Pennsylvania, USA)

101-5 HmRKREEDHZREAMEEMICHT DLI V) —LEIF/
12:14 Whole exome sequencing reveals COL4A1 as a common causative gene for neonatal
Day 1 hemolytic anemia in Japan

ov20 FA HT " (Takako Aoki). THH 1IE5 Y (Masayuki Shito) . /IM& #5355 Y (Hiromi Ogura)
6 7554 2 (Hidehiro Takahashi) . ‘&3 #932 ¥ (Asayuki Iwai) . &% 47 ¥ (Takayuki Hamabata) |
B i —B Y (Kenichiro Watanabe) . ‘##424 f#—HE ¥ (Kenichiro Tsunematsu)
BB 49 (Yusuke Okuno) . #1424 F53% © (Hideki Muramatsu) . 7 FH f#8— 7 (Kenichi Yoshida) .
wI E® (Satoru Miyano). K IE—* (Shoichi Ohga). /NI 3% ? (Seiji Ogawa)
/NE B9 (Seiji Kojima) . & {7 1% (Hitoshi Kanno)
D IR FERAS HL - T TS T
(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University)
2) BIEERRFREER Y Yy — SERENETERE Y ¥ —  #dlift
(Center for Maternal Fetal and Neonatal Medicine, Saitama Medical Center)
3) WEC ED EBLEROERE Yy — ANEF
(Department of Pediatrics, Shikoku Medical Center for Children and Adults)
4) FUHBRY  BEFHIERRE e
(Department of Pediatrics, Kyoto University Graduate School of Medicine)
5) HEWzwbE  NF
(Department of Pediatrics, Hino Municipal Hospital)
6) HERT RFEBEEZERVER AR
(Department of Pediatrics, Nagoya University Graduate School of Medicine)
7) WERKE REFREEFEIGER MRS A
(The Biology of Cancer, Kyoto University Graduate School of Medicine and Faculty of Medicine)
8) WK BERFWIZEET kb AR 8 —
(Laboratory of Sequence Analysis, Human Genome Center, Institute of Medical Science, The University of
Tokyo)
9) IMRE: KFBEEFRITER /NERS
(Department of Pediatrics, Yamaguchi University Graduate School of Medicine)
10) RELFERRY: REBEEFDER ot By R B YGRS

(Division of Genomic Medicine, Department of Advanced Biomedical Engineering and Science, Graduate

School of Medicine, Tokyo Women's Medical University)
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—fixiE 102 ZETFEIR

Oral Session 102 Multi-Factorial Inheritance

H BE:11 H20H OK) 11:30 ~ 12:25 554 &35 (P2 )
HE R ARA SRS (BRERRSEREBE A I ZE R ANARIE 275 )
i HHZ CRRORF R B R SSRP PR N (R 2=
Date : Nov. 20 (Thu.) 11:30-12:25 Room 4 (Heian 2F)
Chairs : Ryosuke Kimura (University of the Ryukyus)
Akihiko Mabuchi (The University of Tokyo)

102-1  [RERHEMENX(FABCG2 B FOHEE TRERIBICHE TR EBRFRSKEMEDEHS D
11:30 FERELES /
ABCG2 dysfunctional variants cause both renal underexcretion and overload hyperuricemia

OJE #:# ¥ (Hirotaka Matsuo) . 11 £ ! (Akiyoshi Nakayama) .
I35l B2 U (Masayuki Sakiyama) . T3 #25 U (Toshinori Chiba) . {57K B " (Seiko Shimizu) .
W& 722 (Hiroshi Nakajima) . H#F %% * (Takahiro Nakamura). M = ¥ (Yuzo Takada).
HifiE] 157 9 (Hirofumi Nakaoka) . #53F #& ¢ (Kenji Wakai) . 7 FI9% 7 (Toshimitsu Ito) .
A f# % (Ken Yamamoto). HiH 2335 (Kimiyoshi Ichida). %7K f# '” (Toru Shimizu) .
MU/ & BekE Y (Nariyoshi Shinomiya)
1) B ERRSHRL o0 AR AR 2
(Deparment of Integrative Physiology and Bio-Nano Medicine)
2) BirERIRSAL Bt AR
(Department of Preventive Medicine and Public Health, National Defense Medical College, Tokorozawa, Japan)
3) BifEERERS AL BeAmigeE
(Laboratory for Mathematics, National Defense Medical College, Tokorozawa, Japan)
4) BigERRER R e R
(The Central Research Institute, National Defense Medical College, Tokorozawa, Japan)
5) ERZ#ZAgET ANEEIEEZEEM
(Department of Integrated Genetics, National Institute of Genetics, Mishima, Japan)
6) L ERFRFE  THES
(Department of Preventive Medicine, Nagoya University Graduate School of Medicine, Nagoya, Japan)
7) Bk PR Day1
(Department of Internal Medicine, Self-Defense Forces Central Hospital, Tokyo, Japan)
8) AHKRRGF BEFHBIEAL Y
(Department of Medical Chemistry, Kurume University School of Medicine, Kurume, Japan)
9) HUTHEEIRTY:  JHEEARE B
(Department of Pathophysiology, Tokyo University of Pharmacy and Life Sciences, Tokyo, Japan)
10) & &0 o ik
(Midorigaoka Hospital)

102-2 BARASHEICHITD Y LA L DAZ BEFDRKNE—2 ERERINT A —R EDORERT/
11:41 Association analysis between the structure of DAZ gene copies on Y chromosome and
semen parameters in Japanese males

OTF# &tV (Tatsuya Shimozawa) . 157 B— ? (Youichi Sato) . 4% %8 ¥ (Teruaki Iwamoto) .
(L V12 (Aiko Yamauchi)
D fEERY HEi EEREamlEEes i
(Department of Pharmaceutical Information Science, The University of Tokushima, Tokushima, Japan)
2) FEERERFERE ~NVANA FH A T2 AR EIEMIERES T
(Department of Pharmaceutical Information Science, Institute of Health Biosci ences, The University of
Tokushima Graduate School, Tokushima, Japan)
3) EBSEBEEARSHRE ) Tu sy s Ya v vy — BYHAEEM
(Center for Infertility and IVF, International University of Health and Welfare Hospital, Nasushiobara, Japan)
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11:52

102-4
12:03

102-5
12:14
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BERANCEFDBEEHEDT / LT NEERENR /

Genome-wide association analysis of cranial morphology in the Japanese population

O 4 HT " (Kyoko Yamaguchi) . #38 T " (Chiaki Watanabe) . {/:f# L% " (Takehiro Sato) .

JINT 3 Y (Akira Kawaguchi) . 117 f# 2 (Ken Yamamoto). 1M 2 " (Hajime Ishida) .

AHF 525V (Ryosuke Kimura)

D) IR KRR eR N G
(Department of Human Biology and Anatomy, Graduate School of Medicine, University of the Ryukyus,
Okinawa, Japan)

2) NRKRRE BEEE RALYREE
(Department of Medical Chemistry, Kurume University School of Medicine, Fukuoka, Japan)

RZERDBIEHI AT T 72— —HERTHPIRIREREEEF ANF213 ERDEIGHEZ
#r—/
Genetic risk factor for cerebral stroke -Genetic diagnosis of FNVF273 variant-
O 45 P (Satoru Miyawaki) . 43 %8 Y (Hideaki Imai) . 57K 15# ¥ (Masahiro Shimizu) |
JUK fifi— 2 (Shinichi Yagi) . /NEF 7581 Y (Hideaki Ono) . 4 3LV (Akitake Mukasa) .
HE &3¢V (Hirofumi Nakatomi) . {&7K % ¥ (Tsuneo Shimizu) . 75 #EA " (Nobuhito Saito)
1) BORKRS: BESFHES MRt
(Department of Neurosurgery, Faculty of Medicne, The University of Tokyo, Tokyo, Japan)
2) B ARAE S LR e
(Kanto Neurosurgical Hospital)

TN AR ZEREORMA S — I I Y —IC&B 54—y NU—JT VR

Targeted next-generation sequencing of the NAFLD susceptibility genomic region

Oy ATV (Kikuko Hotta) . 47 341V (Takuya Kitamoto) . JtA # ' (Aya Kitamoto)
TLJiE 753 2 (Hideyuki Hyogo) . % 7541 2 (Hidenori Ochi). _EB FE%? (Takato Ueno) .
Z5lll —#2 2 (Kazuaki Chayma) . KH 1EA ¥ (Masato Yoneda). /NIl # =¥ (Yuji Ogawa) .
W % (Atsushi Nakajima)

D) BURRY BRI 77 —~ar /3
(Pharmacogenomics, Kyoto University Graduate School of Medicine, Kyoto, Japan)

2) RIRFRFR BEFH AR
(Department of Medicine and Molecular Science, Division of Frontier Medical Science, Programs for Biomedical
Research, Graduate School of Biomedical Sciences, Hiroshima University, Hiroshima, Japan)

3) WAL
(Asakura Medical Association Hospital, Asakura, Japan)

4) MRS REIFE B LA
(Department of Gastroenterology and Hepatology, Yokohama City University School of medicine, Yokohama,
Japan)
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—ROE 103 5/ LAV TFIT4TR

Oral Session 103 Genome Informatics

H B:11H20H OK) 11:30 ~ 12:25 855 &% (fadF 2 B)
JE I sE (IR RS ZERE 7 AR 2 8 — SRR E)
R B (RALARS: FAL A T 1 A1)V - AN 7 KihE)
Date : Nov. 20 (Thu.) 11:30-12:25 Room 5 (Fukujyu 2F)
Chairs : Ryo Yamada (Kyoto University)
Masao Nagasaki (Tohoku University)

103-1 HLA/MICA imputation |Z &% MHC fEIiRIE(R ) A U D fine-mapping /
11:30 Fine-mapping of the genetic risk in the MHC region using HLA/MICA imputation

OFff HH K% “>* (Yukinori Okada). Paul IW de Bakker**®, Soumya Raychaudhuri*¥,

SNP2HLA working group**

D) EEERERIRY KFEREERFEEUIRR RESRMIEERT
(Department of Human Genetics and Disease Diversity, Graduate School of Medical and Dental Sciences, Tokyo
Medical and Dental University)

2) BALFEWIZERT A EMERFEE Y v Y —  EHEITIIE T — A
(Laboratory for Statistical Analysis, RIKEN Center for Integrative Medical Sciences)

3) Brigham and Women’s Hospital, Harvard Medical School

4) Broad Institute

5) University Medical Center, Utrecht

103-2 BANT/ LZRAWEEREB) AV FAEANTEEICRHYT SHIENER /
11:41 Mathematical basis for Disease Risk Prediction with Personal Genome: Issues on Difference
in Ethnicity
O FE Y (Takashi Kido). Z5#b #— 2 (Shinichi Kikuchi). JIIIE % > (Minae Kawashima)
4 52 ¥ (Naoyuki Kamatani)
) A&t B =AY A

(Rikengenesis Inc,)

2) (o) BUGFRZARYE  BEEEHH Day 1
. . . Nov. 20
(Keio University)

3) BB HA iR
(Japan Sciecen and Technology Agency (JST))
4) S As—vxv
(Stargen Inc,)
5) WIRRFRFBE B RUTER BB ORE S NIRRT HE
(Department of Human Genetics / School of International Health / Graduate School of Medicine / The
University of Tokyo)

103-3 HERIVV—LERICE TS MV RARI Y Alu BADEET /
11:52 The analysis of transposon Alu in exome data

O1liH EHEE 2 (Shiro Yamada) . %5 5295 Y (Takahide Hayano)
HiE —3% U (Kazuyoshi Hosomichi) . H[i#] 185 P (Hirofumi Nakaoka) .
#AR #EAR " (Ryota Sugimoto) . -/ E #EA " (Ituro Inoue)
1) ENZERFRIERT NEEEISEEM
(Division of Human Genetics, National Institute of Genetics, Mishima, Japan)
2) TEbrV=vrER
(Kodomo clinic SONE, Takasaki, Japan)
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103-4  miRNA RIREFERDIERLR/N_FE - MARS fE#fIC & B R EREIE/NA 4 Y —H—DREE /
12:03 Identification of disease-related biomarkers from miRNA expression profiles using LASSO
and MARS

ORI T4 " (Chihiro Higuchi) . HIH il ¥ (Toshihiro Tanaka) . [fH Fi% ¥ (Yukinori Okada)
D) HOERER Y KREREEAASEIITER  RESRLR (RS
(Department of Human Genetics and Disease Diversity, Tokyo Medical and Dental University)
2) WEERERRY WRENA ) V-2t Ty s —
(Bioresource Research Center, Tokyo Medical and Dental University)
3) BULSAWRSERT  AaddarER AT v Y —  JEEREGRAIZE SV — 7
(Laboratory for Cardiovascular Diseases, RIKEN Center for Integrative Medical Sciences (IMS))
4) BALFRZERT A EMERFIITE Y Y ¥ — AT — A
(Laboratory for Statistical Analysis, RIKEN Center for Integrative Medical Sciences (IMS))

108-5 A YF_7HILARLEHEERERMREEICEITEYAIJORNATOTZ7A)2 T/
12:14 Estimation of clinically relevant miRNA in CML patient with successful imatinib cessation
using bioinformatics tools

OXE#H —HK Y (Kazuma Ohyashiki) . & & (Yutaka Fukuoka).
Frfi #%—HB ¥ (Seiichirou Katagiri) . HHN 3 =" (Tetsuzo Tauchi). ¥ #l#L ¥ (Kenko Azuma) .
A f# Y (Ken Takeuchi) . Mg 172 * (Tomohiro Umezu). KZEH #liT > (Junko Ohyashiki)
D) HRERRY: B MR
( Department of Hematology, Tokyo Medical University)
2) TEppi ke T BT AT A THF
(Department of Electrical Engineering, Faculty of Engineering)
3) WHERIRY:  EEREWITE 5 ESEEM
(Department of Molecular Oncology, Institute of Medical Science, Tokyo Medical University)
4) HORERIARS: RS Joimor TR bR
(Department of Molecular Science, Tokyo Medical University)

Day 1
Nov. 20
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—fix[;E 104 SR 1

Oral Session 104 Cytogenetics 1

H BF:11 H20H OK) 11:30 ~12:25 45 6 &85 (BiR 2 %)
JE R R S (B ERSNEER Y v & —#5R)
/NG BLEE (E R TR v 8 —)
Date : Nov. 20 (Thu.) 11:30-12:25 Room 6 (Tougen 2F)
Chairs : Hirofumi Ohashi (Saitama Children's Medical Center)
Kosaki Rika (National Center for Child Health and Development)

104-1  CDKN1C EIF¥ FEMBRD LWV IN—F Y RIVEREY 7421 7218/
11:30 CDKN1C duplication causes Silver-Russell syndrome subtype without body asymmetry

O & f5— " (Shinichi Nakashima). 2§ith & 2 (Toru Kikuchi) . £I% %4 (Keisuke Nagasaki) .
i H H1C Y (Tomoki Kosho) . Ml 5341 ¥ (Fumiko Kato) . 2% fii—Ei ¥ (Shinichiro Sano) .
$% T Y (Masayo Kagami) . # /7 #) ¥ (Tsutomu Ogata)

D) SERERIR: N ERE
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2) BEEFRF/NER
(Department of Pediatrics, Saitama Medical University, Saitama, Japan)
3) FrERY EEERE b N
(Department of Pediatrics, Niigata University Medical & Dental Hospital, Niigata, Japan.)
4) EHIRY: EEBAERE B E TSR
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
5) ENIE EHEDGEE v ¥ —WF5ET i iEgE
(Department of Molecular Endocrinology, National Research Institute of Child Health and Development,
Tokyo, Japan)

104-2 PEFIEEREICKD syndromic CAKUT DREREEFIC DV T DIRET /

11:41 Responsible genes for syndromic CAKUT with chromosomal abnormalities
O#HE 1E# P (Naoya Morisada) . Bt %Ak Y (Kandai Nozu). 3t 75— 2 (Koichi Kamei) .
il F5— 2 (Shuichi Ito) . HIH 2 HF ¥ (Ryojiro Tanaka). £3)Il '8 * (Tomoaki Ishikawa) Day1
JEAT K Y (Masao Adachi) . B H #24f © (Shunsuke Noda). 12 FIf£” (Rika Ishiguro) . Nov. 20

BIAR 2£5] ¥ (Takashi Sekine) . /M 8 KHE * (Kenjiro Kosaki) . #/5 —i# " (Kazumoto lijima)
D) MERFERS . B NRSR N RL
(Department of Pediatrics, Kobe University Graduate School of Medicine)
2) ENLKBEETEY Y Y — FlE - ) v~ T - BERR
(Department of Nephrology and Rheumatology, National Center for Child Health and Development)
3) SCHEEAT Z ke EIA R
(Department of Nephrology, Hyogo Prefectural Children's Hospital)
4) FmEEERRY: NER
(Department of Pediatrics, Nara Medical University)
5) H2H I LB
(Adachi Children's clinic)
6) fEIMRY: EHE /NRESES
(Department of Pediatrics, Shinshu University School of Medicine)
7) NAm T ERY > 5 —  #AEER
(Department of Neonatology, Kawaguchi Municipal Medical Center)
8) WINKRFERY v & —KiEmbke /R
(Department of Pediatrics, Toho University Ohashi Hospital)
9) BIEFHARY EF¥H BREEYEr Y —
(Center for Medical Genetics, Keio University School of Medicine)
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104-3
11:52

104-4
12:03

104-5
12:14

Day 1
Nov. 20

21922.11 |2 1.4Mb @ de novo REZRBOH/=FKEREEZZE L7z 14/
A de novo 1.4-Mb Deletion at 21922.11 in a Boy With Developmental Delay

OBEH: #%+F ? (Ryoko Fukai) . “FA #F ¥ (Yoko Hiraki). =% #F " (Noriko Miyake) .
FAZ 138 Y (Naomichi Matsumoto)
1) BELRERARE AR (R
(Department of Human Genetics Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2) MEETLRF ISR AR - A
(Department of Neurology and Stroke Medicine, Yokohama City University Graduate School of Medicine)
3) MR ESEE LYy — MR
(Hiroshima Municipal Center for Child Health and Development, Hiroshima, Japan)

ZEBEG/N\Y FFMTRVERLERD > =FIIEEEEZE SNP 7 L1 ICK W RRE L 7= 10p- iEMEEE
D161/

Unbalanced translocation der(10)t(10p;15q) detected by SNP array analysis with normally
reported G-banding pattern

OW% S 5t (Tsuyoshi Isojima) . FHFF FRFHF (Mayuko Tamura). KH &%°%> (Sayaka Ohta) .
JniE St (Motohiro Kato) . =4 1EA1 (Masakazu Mimaki) . {#&H BT (Junko Takita) .
it 227 (Sachiko Kitanaka). [l BH (Akira Oka)

LR B S5 b I i Bt /N JE R
(Department of Pediatrics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)

PLP1 228 Xq22 DR KIEZRICE T ZEEFHEDREEBFETHREORRE LS /
Xq22 deletions involving PLP1 cause severe delay and behavioral abnormalitie s in females
O 2 Y (Toshiyuki Yamamoto). FE £V (Keiko Shimojima) .
Je)ll T8 ¥ 2 (Chikako Arakawa)
1) RERFERRY REEAEEDT
(Tokyo Women's Medical University Institute for Integrated Medical Sciences, Tokyo, Japan)
2) HAKRF
(Department of Pediatrics and Child Health, Nihon University School of Medicine, Tokyo, Japan)
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—fix[;E 105 {BIRSSEILF

Oral Session 105 Cardiovascular Genetics

H BE:11H20H OK) 1445~ 1540 %128 (Kk—L 5H)
JE AR T RO E R R A B B B 58T 20 RE 0 BT )
G (BN IERRSEITZE L~ & —WF5eiT o A7)
Date : Nov. 20 (Thu.) 14:45-15:40 Room 1 (Big Hall 5F)
Chairs : Akinori Kimura (Tokyo Medical and Dental University)
Hiroko Morisaki (National Cerebral and Cardiovascular Center)

105-1 RO EHENRZ HEIEF NEURL DfFHT /
14:45 Genetic and functional analysis of novel atrial fibrillation susceptible gene NEURL

ORW #— "V (Kouichi Ozaki) . Af# F5H1 2 (Michiaki Kubo). #%[E £ ¥ (Takashi Morizono)
&P #IE " (Yoshihiro Onouchi) . 4 i%Z ¥ (Tatsuhiko Tsunoda) .
FH b figfd 9 (Toshihiro Tanaka)
1) HALFARIZERT e EmER et v v —  JEREHEERIE SV — T
(Laboratory for Cardiovascular Diseases, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
2) MALEWIZEAT  BAEGERFIEE v & — ARSI 2y — 7
(Laboratory for Genotyping Development, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
3) HULEWIgE A AdER AT v 8 —  BOEREREIE SV — T
(Laboratory for Medical Science Mathematics, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)
4) TR Rk BEFUIgEhE SRS
(Department of Public Health, Chiba University Graduate School of Medicine, Chiba, Japan)
5) REERRRIRT KERERFERGIIZER RES KRR SE
(Department of Human Genetics and Disease Diversity, Tokyo Medical and Dental University, Tokyo, Japan)

105-2 XM OERRBICET BAMKRERETFOEERMREN /

14:56 Genetic analysis of congenital heart disease
OF M P (Akiko Yoshida) . 7Rl #7 2 (Hiroko Morisaki) . F/ 22 ¥ (Isao Shiraishi) .
FRMG Bgsg 29 (Takayuki Morisaki) Day 1

1) BRI 5 — RS Nov. 20

(Department of Medical Genetics, National Cerebral and Cardiovascular Center)
2) EIEBREHRIIZEL & —WH5ET TR

(Department of Bioscience and Genetics, National Cerebral and Cardiovascular Center Research Institute)
3) EZIEBRZHEIIE L vy — /N RAGEBRAR R

(Department of Pediatric Cardiology, National Cerebral and Cardiovascular Center)
4) RERFRFBEEEAIGERE 5T A B R

(Department of Molecular Pathophysiology, Osaka University Graduate School of Pharmaceutical Sciences)

105-3  DEHERAENBAE DEHE D REEE T ##T /

15:07 Genetic analysis of Mid-ventricular obstruction

OFEIE &+ ¥ (Natsuko Inagaki) . #& JCHE ¥ (Takeharu Hayashi) . @3 Hélii ¥ (Yasuyoshi Takei)
LF% KAEES Y (Taishirou Chikamori) . 74 3241 (Kosuke Tanimoto) |
L& % Y (Akira Yamashina)
1) HREERRS AR
(Second Department of Internal Medicine, Tokyo Medical University, Tokyo, Japan)
2) WEERIERIRY:  BRHGIRENIZEAT TR T
(Department of Molecular Pathogenesis, Medical Research Institute and Laboratory of Genome Diversity,
School of Biomedical Science, Tokyo Medical and Dental University, Tokyo, Japan)
3) WRERERIRY 7 AT
(Department of Genome Laboratory, Tokyo Medical and Dental University, Tokyo, Japan)
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105-4 EEHOBHERAERRAT)—Z2V T2 AT LOWEE/
15:18 Development of mutation screening system for cardiomyopathy.

O#k LHE Y (Takeharu Hayashi) . 24 324+ 2 (Kousuke Tanimoto) . AFf #75 ¥ (Akinori Kimura)
1) SRR RS G A BT 22T 70T Rk
(Department of Molecular Pathogenesis, Medical Research Institute, Tokyo Medical and Dental University,
Tokyo, Japan)
2) WOEFHERR S HHE I EWITEAT ) L TS
(Genome Laboratory, Medical Research Institute, Tokyo Medical and Dental University, Tokyo, Japan)

105-5 Family-Control analysis based on Hamming distance for prioritizing candidate variants in
15:29 exome sequencing

O& I %7V (Atsuko Imai) . Jurg Ott>, W43 BI5L ¥ (Akihiro Nakaya) |
(L% 1 5 (Satoru Yamazaki) . #[H Z£% Y (Yasushi Sakata) . Mark Lathrop®
B B M (Seiji Takashima) . ¥ {°# " (Yoshihiro Asano)
1) RBCRZFRZEBE AR eR  JESRR AL
(Department of Cardiovascular Medicine, Osaka University Graduate School of Medicine, Suita, Japan)
2) By 27 77— KFE GEEHEE
(Laboratory of Statistical Genetics, Rockefeller University, NY, US)
3) ERSEE SR
(Institute of Psychology, Chinese Academy of Sciences, Beijing, China)
4) RIERFRFEBEEFRER 7 LGS
(Department of Genome Informatics, Osaka University Graduate School of Medicine, Suita, Japan)
5) ENIEBREHRIIZEL » & —  H A
(Department of Cardiovascular Medicine, National Cerebral and Cardiovascular Center, Suita, Japan)
6) YFNWKE FILATRyIAIR=2arkrsy—
(McGill University and Genome Quebec Innovation Centre, Montreal, Canada)
7) RBCRZFRZFBEERIER AL
(Department of Medical Biochemistry, Osaka University Graduate School of Medicine)

Day 1
Nov. 20
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—hix[IE 106 [RFAEEF 1 (D1 - 1%8R)

Oral Session 106 Clinical Genetics 1

H BE:11 H20H OK) 1445~ 1540 553 &% (2 B)
JE R RET H) GEARERRSNER)
HAR BT (HAERE BALA T 1 B - XN I K 2 AEFTERFY)
Date : Nov. 20 (Thu.) 14:45-15:40 Room 3 (Zuiun 2F)
Chairs : Tsutomu Ogata (Hamamatsu University School of Medicine)
Yoko Kuroki (Tohoku University)

106-1 AEEKX. BHEAKEZE L7 SOX9 EEDEREEIC &% campomelic dysplasia XY female D—fj /
14:45 A case of XY female campomelic dysplasia presented with breast swelling and virilization

OE® #7 ? (Junko Kanno). & T+ " (Chisumi Sogi). A 3% Y (Ikumi Umeki) .
HEJE 8% U (Ikuma Fujiwara) . = %5 Y (Shigeo Kure)
D) HRAEKRF R EFSRIOTER ANRRE
(Department of Pediatrics, Tohoku University School of Medicine, Sendai, Japan)
2) BRI EH R A WR
(Department of Endocrinology Miyagi Children's Hospital, Sendai, Japan)

106-2 SOX9 frameshift mutation in a patient with acampomelic campomelic dysplasia: the second
14:56 case

O] ¥ Y (Rie Yamaguchi) . #4542 2 (Tetsuo Naramura) . M Z£55F Y (Fumiko Katou)
KM #7- " (Eiko Nagata) . H /& f5— " (Shinichi Nakashima). 3} 5% * (Takashi Baba) .
it F—HR Y (Kenichirou Morohashi) . i1 /& kAT ¥ (Maki Igarashi) |
R EH Y (Maki Fukami) . #7781V (Tsutomu Ogata)

D) ERERE NER
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2) MZNESLC Eh ERE > 5 — PR
(Department of Neonatology, Kanagawa Children's Medical Center, Yokohama, Japan)
3) JUNRFRFBEE e 5T E AR
(Department of Molecular Biology, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan) Day 1
4) BRI Y 5 —BRIE 5T S tow20
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,

Tokyo, Japan)

106-3  SOX70 ¥EF£IE. Kallmann SEZEE& Waardenburg SEIZE$%38< /
15:07 SOX70 Haploinsufficiency Underlies Overlapping Manifestation of Kallmann Syndrome and
Waardenburg Syndrome

O B2 (Yoko Izumi) . B# B Y (Ikuma Musha) . #7K 71445 ¥ (Erina Suzuki)
W) BTV (Reiko Horikawa) . FE f# ¥ (Shin Amemiya). # /7 #) % (Tsutomu Ogata) .
KA BH ¥ (Akira Ohtake)

1) ERZREERIE Y > 5 —

(National Research Institute for Child Health and Development, Tokyo, Japan)
2) BIERHARY B Em AR

(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
3) HEERRS AR

(Department of Pediatrics, Faculty of Medicine, Saitama Medical University, Saitama, Japan)
4) EAREERFAS: NERE

(Department of Pediatrics, Hamamatsu University School of Medicine, Shizuoka, Japan)
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106-4  46,XY gonadal dysgenesis Z {5 minifascicular neuropathy IC$ T2 FEEFEEROREE /
15:18 A novel mutation of Desert hedgehog in patients with minifascicular neuropathy
accompanied by 46,XY gonadal dysgenesis

O %5887V (Naoko Sato) . Al if:2 V' (Hiroyuki Ishiura) . =3 i ¥ (Jun Mitsui) .
JiiE # Y (Hiroya Naruse) . HiJll 7% ¥ (Risa Mackawa) . #§ %% ¥ (Genshu Tate) .
K Y (Jun Shimizu) . 78 Y (Jun Goto). MERE HE? (Yasushi Shiio) .

AUV (Shoji Tsuji)
D RERS B MEAEE AR
(Department of Neurology, University of Tokyo, Tokyo, Japan)
2) WUEERREE AR
(Department of Neurology, Tokyo Teishin Hospital, Tokyo, Japan)
3) WBRIKEMEDS Fibe  RELES WAL
(Department of Surgical Pathology, Showa University Fujigaoka Hospital, Yokohama, Japan)

106-5 REMMRREWMEIE 35 flICH T 5 BIEFMENE K URKEORE /

15:29 Clinical and genetic studies on mixed gonadal dysgenesis: review of thirty five cases
OFEN #iF (Junko Hanakawa) . =4 . (Koji Muroya) . A7 ffi. (Yuji Oto) .
1A H3E (Yumi Asakura) . Z55% 23 (Masanori Adachi)
N EQ EHRE v 7 — N EE
(Department of Endocrinology and Metabolism, Kanagawa Children's Medical Center, Yokohama, Japan)

Day 1
Nov. 20
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—ROE 107 FEENSEES 1

Oral Session 107 Perinatal Genetics 1

H K11 H20H OK) 1445~ 1540 554 &35 (P2 )
HE R = EE (RIS A E I AR
ez B3 A G 2R 5 M I s B i (R -7 T
Date : Nov. 20 (Thu.) 14:45-15:40 Room 4 (Heian 2F)
Chairs : Kiyonori Miura (Nagasaki University)
Haruka Hamanoue (Yokohama City University Hospital)

107-1 WERTHAFIC 13 MUY I — &S /= 31 EFIDERREZE /

14:45 Clinical course of 31 cases that had a diagnosis of trisomy 13 prenatally in our hospital

Ot " (Ken Takahashi) . &4 K %7V (Aiko Sasaki) . #1244 " (Kousuke Taniguchi)
JE1L 3T Y (Humio Suyama) . #7 383 U (Mika Muramoto)
KEFAR 7V (Tomoko Kinomoto) . 2 M ¥ " (Megumi Shibata)
A H IEJE Y (Masamitsu Kurakazu) . K35 1635 U (Hiromi Inuzuka) . 71 % " (Aya Yoshida) .
FHr B35 Y (Satomi Tanaka) . K3F HIfE Y (Yuka Ootera) . FH E 5V (Masao Kaneshige) .
)11 &% Y (Kenji Hishikawa) . 5K B3 " (Tomo Suzuki) . KI& 04+ ¥ (Yukiko Tazaki)
JNIHEFE Y (Kouhei Ogawa) . B4k HUAE Y (Rika Sugibayashi) . BT 8L Y (Masaki Sekiguchi) «
/NE vt U (Katsusuke Ozawa) . T A% U (Yuka Wada). = EF Y (Mari Mitsui)
MElE 7k e Y (Nagayoshi Umehara) . F1H #%7] U (Seiji Wada) . /& HL# 2 (Rika Kosaki)
R #5) Y (YushiItoh) . /£4 G2 Y (Haruhiko Sago)
1) ENLREERTEY 7 — FEl - Bkt v v —
(Department of Maternal-Fetal and Neonatal Medicine, National Center for Child Health and Development,
Tokyo, Japan)
2) ENLEEEIIEL v ¥ —  ARDIHRNERS S misEE
(Department of genetics, National Center for Child Health and Development, Tokyo, Japan)

107-2 RBIR18 MUY I —OREIREIEIC DV T DS /

14:56 Prenatal findings and perinatal management of fetal trisomy 18
Ot 12 (Shinobu Goto) . #if% 17 (Nobuhiro Suzumori). B3 & & A (Satomi Kurakane) Day 1
REA 48T (Kyoko Kumagai) . #5ifi 2.5 (Mayumi Sugiura) Nov. 20

SRR EFRESER AR AR B ERERT
(Department of Obstetrics and Gynecology, Division of Clinical and Moleculat Genetics, Nagoya City University
Graduate School of Medical Sciences, Nagoya, Japan)

107-3  BX7 FHICRIEEHRER. RKEZEBDIEFAORBICDONTORE /
15:07 The cases of Cystic hygroma and Fetal hydrops in past 7 years

O BLF (Michiko Watanabe) . #1§ L2 Z (Shizuko Takahashi)
&R FT (Ayako Hashimoto) . AH ¥ (Michiko Honda). A & (Kaori Arima).
3 3 (Yasuyo Kasai)
HARFHERE Y & — s AR
(Department of Obstetrics and Gynecology, Japanese Red Cross Medical Center)
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107-4 BERAZICHE T ZHERMBEADOHITICSONT /
15:18 Prenatal diagnosis in Tottori University

OJEAT F#E Y (Kaori Adachi) . %73 #1172 (Noriko Kasagi). Tl 28 ¥ (Naoko Nakagawa) .
&1 JH¥ ¥ (Syuhei Kaneko) . M 4 ¥ (Tasuku Harada). J5[H 4% % (Takashi Harada) .
#Ek 2— 9 (Eiji Nanba)

1) BIORS Earimeifi et v v — BT HRESY
(Division of Functional Genomics, Research Center for Bioscience and Technology, Tottori University, Yonago,
Japan)
2) BHORSY: RS PEAR A E JEEE
(Department of Fundamental Nursing, School of Health Science, Faculty of Medicine, Tottori University,
Yonago, Japan)
3) BHCRF SRR S R~ Y —
(Center for Promoting Next-Generation Highly Advanced Medicine Tottori University Hospital, Yonago, Japan)
4) BUURS: JeEBEESRUETER B G E RR OB
(Department of Clinical Psychology, Graduate School of Medical Sciences, Tottori University, Yonago, Japan)
5) BEHURS: R AL 258 WML AT R R
(Division of Reproductive-Perinatal Medicine and Gynecologic Oncology, Faculty of Medicine, Tottori
University, Yonago, Japan)
6) BNORFESTMEREE B 20

(Division of Clinical Genetics, Tottori University Hospital, Yonago, Japan)

107-5 TEEICEITDRESE X BFEtEL 46C/TEIZFSE/

15:29 The 46 C/T polymorphism of coagulation factor Xll and the factor Xll activity in patients with
recurrent miscarriage

OA FH#7-V (Eriko Hashimoto) . #HJ& %% ¥ (Takeshi Ebara)
L - 383 T-HL ¥ (Chisato Yamada-Namikawa) . dt37 ZRi P (Tamao Kitaori) |
#5 7% 172V (Nobuhiro Suzumori) . F % 771V (Kinue Katano). R FEZ Y (Yasuhiko Ozaki)
i - /NER 5 Y (Mayumi Sugiura-Ogasawara)
D) & EmIAE RS AR
(Department of Obstetrics and Gynecology, Nagoya City University, Graduate School of Medical Sciences,
Day 1 Nagoya, Japan)
Nov. 20 2) SRS i
(Occupational and Environmental Health, Nagoya City University, Graduate School of Medical Sciences)
3) AR T AL
(Department of Biochemistry 11, Nagoya City University, Graduate School of Medical Sciences)
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—fix[;E 108 BIGFEZEDRY ET—7T - AMERK

Oral Session 108 The Network of Gene Diagnosis and Therapy/Human
Resource Development

H K11 H20H OK) 1445~ 1540 555 &% (a4 2 B)
BER I RALKFRAC A 71 0V - AN 7 BRSRIE TSR - BIEA Y v ) v 755 E)
Vi (HARBER AT SR BEZHRE - 7 2 emERRER)
Date : Nov. 20 (Thu.) 14:45-15:40 Room 5 (Fukujyu 2F)
Chairs : Hiroshi Kawame (Tohoku Medical Megabank Organaiztion)
Atsushi Watanabe (Nippon Medical School Hospital)

108-1 HHEDERREEEFIEDIRIKERE /

14:45 The present state and the problem of clinical geneticist workforce in Japan

OHEAK BHI (Yoshikazu Kuroki) . F% 6l (Mitsuo Masuno) . LA T (Yasuko Yamanouchi)
NEFEFARALR S KFBE RS #fahy o) v 7a—2
(Genetic Counseling Program, Kawasaki University of Medical Welfare, Kurashiki, Japan)

108-2  HAERMBZEOREINRICET 22EHERE £ 2% BREGEFIRICESHEMBHADOES /
14:56 Current status report of prenatal testing in Japan; involvement of clinical geneticists and
counselors

O=% %= " (Hidehiko Miyake). 111 E A " (Shigehito Yamada). /=4 {2 2 (Haruhiko Sago) .
I B Y (Hideaki Sawai) . IR W72 ¢ (Akihiko Sekizawa) . #5H %15 5 (Fumio Takada) .
HHEF® (Naoko Arimori). 43 37 (Makoto Kanai). /Mt % ¥ (Yuka Ozasa) .

I Z&4 2 (Yasuko Yamanouchi) . ¥ JE #— 'Y (Yoici Matsubara) .
B $EH 'Y (Hideaki Masuzaki) . P 524 ' (Fumiki Hirahara) . A B %6 'Y (Koji Kugu)

D) FRRFE b B T2
(Clinical Genetics Unit, Kyoto University Hospital)
2) ENLKEERIITEE >y —  EEY - SRS Y —
(Center for Maternal-Fetal and Neonatal Medicine, National Center for Child Health and Development)
3) ELNLKEERNEL > 5 —  WigET
(National Research Institute for Child Health and Development)
4) WEAIRSE  REM NFL R
(Department of Obstetrics and Gynecology, Showa University)
5) dLERY  ERREREE
(Department of Medical Genetics, Kitasato University)
6) HERIMERSKY:  #ISEHES
(Genetic Nursing Course, St. Luke's International University)
7) BIMRFEST  fREFF
(Shinshu University School of Health Sciences)
8) WHERIRFIRY: AdrfaHft > s —
(Bioethics Research center, Tokyo Medical and Dental University)
9) JNIFEFfRALAS  EHARAL
(Faculty of Health and Welfare, Kawasaki University of Medical Welfare)
10) SEREERFRSE  Ehm AR
(Department of Obstetrics and Gynecology, Hyogo College of Medicine)
11) RIGRS: R AR5 8
(Department of Obstetrics and Gynecology, Nagasaki University)
12) BRI AR R
(Department of Obstetrics and Gynecology, Yokohama City University School of Medicine)
13) BRUARAZERRE R AR
(Department of Obstetrics and Gynecology, Tokyo Metropolitan Bokuto Hospital)
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108-3
15:07

108-4
15:18

108-5
15:29

Day 1
Nov. 20

KIFEEALZ BIE U TEXRFERBRICE TS MSI, KRAS/NRAS/BRAF IRE & [ DA FRiHHH
3] DB EFICONT/

MSI, KRAS/NRAS/BRAF test and cancer-preventive out-patient clinic for colon cancer
patients in Chiba University Hospital

OMF —2 ¥ (Kazuyuki Matsushita) . £17E 522 ¥ (Takayuki Ishige) . 522 % ? (Sakae Itoga) .
PakS & 2Y (Motoi Nishimura) . 3 8 29 (Setsu Sawai) . G #3% Y (Emi Utsuno) .
BUF #25F 2Y (Minako Beppu). ¥ 0k *¥ (Fumio Nomura)
1) THRERSR Rk 5T REmT
(Dept. Mol. Diag., Chiba. Univ., Grad. Sch. Med.)
2) TEERE EER  WIRRbRAL
(Dept. Laboratory Med, Chiba Univ. Hosp)
3) TR ESH WEREER T2
(Dept. Clinical Genet, Chiba Univ. Hosp)

BEIEEIDAMEDAEGERICH T ZZER. RERRAGEEESER Y MU — 7 FHIEEE
ANDERHEA /

Initiatives for building the regional medical network across facilities and departments in the
HBOC management.

Ol BEARER Y (Ryutaro Nishikawa) . KA AT ¥ (Kumiko Oseto)
5ol #E Y (Atsushi Arakawa) . #5745 1% ¥ (Nobuhiro Suzumori) . |1 #t ¥ (Tatsuya Toyama)
FH R Y (Koji Iwata)
1) N ET I HEERE 2 > 5 —
(Nagoya City East Medical Center, Nagoya, Japan)
2) AR RN
(Nagoya City University Hospital, Nagoya, Japan)
3) BRI AL V& — gk
(Aichi Cancer Center Hospital, Nagoya, Japan)

HBOC #—~"A1 SR (ARBDSEEHV LUV IREET) ICEVWTERIV > ET—
DERERICEXRT H NEFRE O /
The assessment of effort time of a genetic counselor for HBOC surveillance.
OMEH %4k P (Karin Umeda) . 58 #1F V' (Tomoko Sahara). 1114 A ? (Naoto Yamamoto) .
/AR 1 ¥ (Toshiko Miyaki)
1) TEEBSAEYF— BEETZHEE
(Department of Genetic Diagnostics, Chiba cancer center, Chiba, Japan)
2) FREESALY Y —  FLESVE

(Department of breast surgery, Chiba cancer center, Chiba, Japan)
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—i%00iE 109 FIBEILE - -9 — X1 FEE

Oral Session 109 Pharmacogenetics/Personalized Medicine

H BE:11H20H OK) 1445~ 1540 55 6 &35 (Bkig 2 )
JHE s L AR (H ARSI A2 B RE o LR R R AR A 12 772 00 BT )
B #E (TERFEFHMEREE R - R EERE)
Date : Nov. 20 (Thu.) 14:45-15:40 Room 6 (Tougen 2F)
Chairs : Nakayama Tomohiro (Nihon University)
Noritaka Ariyoshi (Chiba University)

109-1 AV ) THUNCEBEETHEEZTRTS PGx /N1 Fv—H—E LTD CYP2F1 BIEFEE /
14:45 Genetic polymorphisms in CYP2F1 gene as a genomic bio-marker predicting severe diarrhea
induced by irinotecan

ORL 7V (Yoshiko Onoe). £i% f# Y (Ken Ishitani) . PIILI %% ? (Toshitaka Uchiyama)
FHAK T ¥ (Takako Aoki). THH 1E5%? (Masayuki Shito) . JII - il ¥ (Kazuyuki Kawakami) |
FAFE Bl Y (Hideo Matsui) . % f11Z ¥ (Kazuhiko Hayashi) . 77 JLF ¥ (Kayoko Saito)
B 1= *¥ (Hitoshi Kanno)

D RRELTERASE TR AR
(Department of Obstetrics and Gynecology, Tokyo Women's Medecal University, Tokyo, Japan)
2) AT 4 BIVEEE(BR)
(Medical TOUKEI Corporation, Tokyo, Japan)
3) MR FERKY i - Mg raves > 7#
(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medecal University, Tokyo, Japan)
4) BOTIAERRE AL - s TR
(Department of Chemotherapy and Palliative Care, Tokyo Women's Medecal University, Tokyo, Japan)
5) WK FERKASE #aFERE Yy —
(Institute of Medical Genetics, Tokyo Women's Medecal University, Tokyo, Japan)

109-2 FTAHT-I - IFVIREICKBIREEREZ FRT DR PGx N1 A —H—DRFE /
14:56 Genetic predictors of hepatic toxicity induced by tegafur uracil: analysis using the DMET
genotyping platform.

Day 1
O#tiFg 30 Y (Hidenori Kamio) . & #7 " (Takako Kamio). J&_E 7 ? (Yoshiko Onoe) . Nov. 20
HH IE3E Y (Masayuki Shito) . FA &F Y (Takako Aoki). Ml %% ¥ (Toshitaka Uchiyama) .
Bl 515 V' (Shingo Kameoka) . Z5#E LT ¢ (Kayoko Saito). ¥ 1~ **¢ (Hitoshi Kanno)
1) RERFERRY A
(Department of Surgery 2, Tokyo Women's Medical University, Tokyo, Japan)
2) W FERRS: AR
(Depertment of Obstetrics and Gynecology, Tokyo Women's Medical University, Tokyo, Japan)
3) B ERR: il - M T ey v T
(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo, Japan)
4) AT VR (BR)
(Medical TOUKEI Corporation, Tokyo, Japan)
5) BRI ERR R B I A A R AL R B BGRR[0 B

(Division of Genomic Medicine, Department of Advanced Biomedical Engineering and Science, Graduate

School of Medicine, Tokyo Women's Medical University, Tokyo, Japan)
6) WK FERARY: BAFEREY s —
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
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109-3 CYP2D6 genotype and response to neoadjuvant Tamoxifen therapy: a prospective study in
15:07 Japan.

OFwifh 3V (Hitoshi Zembutsu) . A i&Z ¥ (Seigo Nakamura) . BIf5 52T 2 (Sadako Akashi)
38 Gk 2 (Chie Watanabe) . 4t %32 ¥ (Hiroyuki Takei) . /)1l 22 (Takashi Ishikawa)
R4 345 (Yoshie Hasegawa) . #2477 #1355 © (Ayami Matsukata) . JUE FHE 7 (Goro Kutomi) |
HR; 8 ® (Yusuke Nakamura)

1) ESEASANZEY v & —  WEZEAT  EfnlE e 7e s B
(Devison. of Genetics., National Cancer Center, Research Institute)
2) WEATRE: BEAERE FLRALER
(Department of Breast Surgery, Showa University)
3) HARERRKY B AU
(Department of Breast Surgery, Nippon Medical School)
4) BORERRE BEES FURAR
(Department of Breast Surgery, Tokyo Medical University)
5) BARITT
(Department of Breast Surgery, Hirosaki Municipal Hospital)
6) FHEJEEE  FLIA
(Department of Breast Surgery, Sagara Hospital)
7) FLIRER  BEEE H—SE
(1st Department of Surgery, Sapporo Medical University)
8) T TRF MEHNLERE S s —
(Section of Hematology/Oncology, Center for Personalized Therapeutics, The University of Chicago)

109-4 70K RTLIIVFRSERICH T 2 I/MRRSEDFRIICEE T 5185 /
15:18 Study on prediction of on-clopidogrel treatment platelet reactivity in maintenance period
OF i #i ? (Noritaka Ariyoshi) . =il il ¥ (Go Miura). 7 %% ¥ (Yasunori Sato)
T 358 Y (Hiroki Yamagichi) . %M B2 ¥ (Yo Iwata) . 7R 3% Y (Yoshihide Fijimoto)
/IR ke ¥ (Yoshio Kobayashi) . A H: FH4ET ¥ (Ttsuko Ishii)

D) FEERF EEHEREE 3505
(Division of Pharmacy, University Hospital, Chiba University School of Medicine, Chiba, Japan)

Day 1 2) TIERY: EEHMEmbE  BARRE
Nov. 20 (Clinical Research Center, University Hospital, Chiba University School of Medicine, Chiba, Japan)

3) FEERY RYPBEESWER BRGNS
(Department of Cardiovascular Medicine, Chiba University Graduate School of Medicine, Chiba, Japan)

109-5 KIGEREBRMEMAP KRAS. BRAF BIEFERETZ=4) VJ DBERIZ YT /

15:29 Clinical application of blood biopsy in personalized treatment of colorectal cancer
Odt#r 1B Y (Shiro Kitano) . H I HEA Y (Masato Nakayama) . %53 BXEE 2 (Takuma Iwai) |
P 3£ 2 (Eiji Uchida), ILIH &5 2 (Takeshi Yamada)
DI E N S VS S ey B AT
(Technical Research Institute, TOPPAN PRINTING CO., LTD., Saitama, Japan)
2) HABERRFASEREE HL&EIE:
(Department of Gastroenterological Surgery, Nippon Medical School Hospital, Tokyo, Japan)
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—f%0E 1010 IEYIRTATR

Oral Session 1010 Epigenetics

H BE:11 H20H OK) 1540 ~ 16:46 55 1 &85 (Kok— )V 5 R)
R fEAK e JUNRSAAREE I 0 220T)
R B RVATBOE NE E ERTE Y >~ & — 5 N iisest)
Date : Nov. 20 (Thu.) 15:40-16:46 Room 1 (Big Hall 5F)
Chairs : Hiroyuki Sasaki (Kyushu University)
Maki Fukami (National Research Institute for Child Health and Development)

1010-1  PWS/AS & BWS/RSS 2ZHfIC &1 X FILLEF RS MLPA QESKIGH /
15:40 The clinical application of methylation-specific MLPA in diagnosing imprinting disorders,
PWS/AS and BWS/RSS

Otk # 7] " (Kenji Shimizu) . $5K ” (Atsushi Suzuki) . #JF $iF-? (Etsuko Sakasai) |
KA 32 Y (Hirofumi Ohashi)
1) BiERS/NGER Y >y —  EHEF
(Department of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
2) WWEESNEERR Y v 5 — BRASHATS
(Department of Clinical Laboratory, Saitama Children's Medical Center, Saitama, Japan)

1010-2  PWS/AS BIEFEEDIERBM LR K EE T HEHICXIT DMREI X FIVERT /
15:51 Mathylation analysis of patients with atypical deletion in PWS/AS related region

ORE £7 " (Keiko Matsubara) . 77 i 2 (Masatsune Ito) . A 4 ¥ (Keisuke Enomoto)
itk —iZ ¢ (Kazuhiko Nakabayashi) . % {#—F§ " (Shinichiro Sano) .
Hks BB 9 (Akie Nakamura) . %8 f#—HE % (Kenichiro Hata) . #7/7 %) ° (Tsutomu Ogata) .
ZEW B Y (Maki Fukami) . 77 {45 7 (Shinji Saito) . $% HEft "V (Masayo Kagami)
1) () ENZEEEENGEE > ¥ —WF5eiT 57 RanirseEs
(Department of molecular endocrinology, National Research Institute for Child Health and Development, Tokyo,
Japan)
2) EREFRF/NERE
(Department of Pediatrics, Kanazawa Medical University, Kanazawa, Japan) Day 1
3) JA &) CREERE Y 5 — /M tow20
(Department of Pediatrics, JA Toride Medical Center, Ibaraki, Japan)
4) () BN RCE EREIE Y v 7 —WFFeiTE e R AR R 7E R
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development, Tokyo,

Japan)
5) UEARBERIRS/NE R

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

(Department of Pediatrics, Hokkaido University, Hokkaido, Japan)
7) GRS NER

(Department of Pediatrics, Nagoya City University, Aichi, Japan)

1010-3 14 BRBEHA T 2T 4 2 JREE 20 HlIC3 9 2HEH 7 DMR X FILLIREDRET /
16:02 Genome-Wide Methylation Analysis in 20 patients with abonormal methylation of the 14932.2
imprinted region

O#i MtV (Nasayo Kagami) . 5 £V (Keiko Matsubara) |

Ak —22 ? (Kazuhiko Nakabayashii) . Z= f#—HE » (Kenichiro Hata) .

T %3 Y (Hiromi Kamura) . #4F B8 Y (Akie Nakamura) . #/7 8 ¥ (Tsutomu Ogata) .

5 FAL Y (Maki Fukami)

1) ESTREEEIIE Y v & —WFZea o1 N i 7e i
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)

2) ESZRCE BRI & — W Seit 8 i m RE T s
(Department of Maternal-Fetal and Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)

3) ERMERE N AR

(Department of Pediatrics, Hamamatsu University School of Medicine)
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1010-4 T OX7 RNA(TelRNA) Zi8iRE L 5— 7 F O BHEDFH /
16:13 Telomere repeat-containing RNA (TERRA), a possible molecular marker in AZA sensitivity

OXRE# #7 " (Junko H. Ohyashiki) . ### %1% ¥ (Tomohiro Umezu)
41 45V (Satoshi Imanishi) . B A% Y (Kenkou Azuma). /IME T-5 ¥ (Chiaki Kobayashi) .
KEH —E ? (Kazuma Ohyashiki)
1) BORERIRY:  BEAAEENITET o FIEE T
(Department of Molecular Oncology, Institute of Medical Science, Tokyo Medical University)
2) BHERFRS: M E
(Department of Hematology, Tokyo Medical University)

1010-5  JRETBAD SGA RS RIEICK T 5 RIEEI X FILILERIR /

16:24 Methylation analysis of short stature born small for gestational age

O BAH ¥ (Akie Nakamura) . )11 37 (Reiko Horikawa) . N7 HEf# ¥ (Yasuhiro Naiki) |
JH ARV Y (Ikue Hatake) . #3J50 &7~V (Keiko Matsubara) . &% f#—HF " (Shinichiro Sano) .
M & )2 ¥ (Toshihiro Tajima) . #4757 #7 % (Tsutomu Ogata) . & E#d Y (Maki Fukami) .
Bt ML Y (Masayo Kagami)

1) ENREE#EIIEE v 5 —W5eaT 557N irses
(Department of Molecular Endocrinology, National Reaserch Institute for Child Health and Development,
Tokyo, Japan)
2) fEHREE AN
(Department of Pediatrics, University of Fukui Faculty of Medical Sciences, Fukui, Japan)
3) dbifpE R NEE
(Department of Pediatrics, Hokkaido University, Sapporo, Japan)
4) ERERRT NER
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
5) BENLREERIIZEE » & —WIgEr N EEE
(Division of Endocrinology and Metabolism, National institute of Child Health and Development, Tokyo,
Japan)

1010-6 7 UIJUEFRMI/OYF U HEERAZN L FERBRERZHRIEOEERIE X H = X LEEZHR /
Day 1 16:35 Allele specific chromatin interaction of 9p21 endometriosis risk locus regulates gene
Nov. 20 expression level

O 185 (Hirofumi Nakaoka) . Aishwarya Gurumurthy, -8 2235 (Takahide Hayano) .
##E —3% (Kazuyoshi Hosomichi). #/ & #B] (Ituro Inoue)
ENZERARIRAT ARG RER NEBEPIREM
(Division of Human Genetics, Department of Integrated Genetics, National Institute of Genetics, Mishima,
Shizuoka, Japan)
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—ARIE 1011 14 - BiRFBEILE 1

Oral Session 1011 Neuro/Myopathic Genetics 1

H BE:11 H20H OK) 1540 ~ 1646 553 &8 (E 2 B)
JE R EARIEER (RACRE R AR E R e R A N AL
RS 1 (VR R AR NRE - B
Date : Nov. 20 (Thu.) 15:40-16:46 Room 3 (Zuiun 2F)
Chairs : Masashi Aoki (Tohoku University)
Hiroshi Takashima (Kagoshima University)

1011-1  Boucher-Neuhauser FE{ZB¥D#1#i PNPLAG Bz FEE /
15:40 Novel mutations in the PNPLA6 gene in Boucher-Neuhauser syndrome

O #5 V (Kishin Koh) . /I 511" (Fumikazu Kobayashi) . =i &% ¥ (Michiaki Miwa)
HTE AHE Y (Kazumasa Shindo) . BEIG 3574 ¥ (Eiji Isozaki) . £ #52 ¥ (Hiroyuki Ishiura) |
7 B (Shoji Tsuji)+ Il 3#A Y (Yoshihisa Takiyama)

1) IBR R BRI 2 T8 A DF e S A P RL 2
(Department of Neurology, Interdisciplinary Graduate School of Medicine and Engineering, University of
Yamanashi, Yamanashi, Japan)
2) RUGUHR L AL Bt i 4R I
(Department of Neurology, Tokyo Metropolitan Neurological Hospital, Tokyo, Japan)
3) BRRRABEE R TR A IR 27 S B A L7
(Department of Neurology, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
4) HLURFAE AT IRl o/ AR v 5 —
(Medical Genome Center, University of Tokyo Hospital, Tokyo, Japan)

1011-2  Perrault FEMZB¥ D REEETF C100rf2 DERIC KD mtDNA HEFEIBOREE /
15:51 The mutations of C100rf2 causing Perrault syndrome disturb mtDNA maintenance

OFR¥ &2V (Hiroyuki Morino) . #AH] &7 " (Yukiko Matsuda). Sarah B Pierce’ .

A TV (Keiko Hiraki) . FUIL 832 2 (Hirofumi Maruyama) . Mary-Claire King?

JIILE 55 Y (Hideshi Kawakami)

1) RS RO RER A IE T R
(Department of Epidemiology, Research Institute for Radiation Biology and Medicine, Hiroshima University,
Japan)

2) IR BRERAE R E R AR BT T B e R
(Department of Clinical Neuroscience & Therapeutics, Institute of Biomedical & Health Sciences, Hiroshima
University, Hiroshima, Japan)

3) Departments of Medicine (Medical Genetics) and Genome Sciences, University of Washington, Seattle WA, USA
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1011-3 HHEBHRFTERZH 5 REM/NRKFETRDONP o7/ VWASB BIEFERE /

16:02 VWASB mutated in a family with cerebellar ataxia with psychomotor retardation

OFH: 2V (Toshitaka Kawarai) . HIE %72 (Atsushi Tajima) . EH AT ¥ (Yukiso Kuroda) .
36 A ¢ (Naoki Saji) . 7% 75Kk ¥ (Hideo Terasawa) . {7k ¥ * (Hirotaka Shimizu)
=4 P& Y (Yasushi Kita) . 45 v ¥4+ 7> b=+ *” (Antonio Orlacchio) «

B Y (Ryosuke Miyamoto) . A3 MEE ¥ (Yuishin Izumi) . = 3 %5 ¥ (Takao Mitsui) .
HA 5> (Issei Imoto) . #E FESE ' (Ryuji Kaji)
1) EERFERFER NVANA T A T2 AWEEE RIS MRE AR R 2
(Department of Clinical Neuroscience, Institute of Health Biosciences, Graduate School of Medicine, University
of Tokushima. Tokushima, Japan)
2) EERFK FEEAN AN F A T2 AR s (5550 5

(Department of Human Genetics, Institute of Health Biosciences, The University of Tokushima Graduate

School, Tokushima, Japan)

MSTATECE N EISHG BEREhE TSR BRI R

(Department of Clinical Research, Tokushima National Hospital, National Hospital Organization, 1354 Shikiji,

3

N

Kamojima, Yoshinogawa, Tokushima, Japan)
4) JIGFEFFRY:  PAe PR A
(Department of Stroke Medicine, Kawasaki Medical School, 577 Matsushima, Kurashiki, Okayama, Japan)
5) SRR IREIR BRI 2 > & — ke
(Department of Neurology, Hyogo Brain and Heart Centre, Saisho-Ko 520, Himeji City, Hyogo Prefecture,
Japan)
6) CERC-IRCCS Santa Lucia ffi#§:E {55
(Laboratorio di Neurogenetica, CERC-IRCCS Santa Lucia, Rome, Italy)
7)W= RFE AR
(Dipartimento di Medicina dei Sistemi, Universita di Roma Tor Vergata, Rome, Italy)

1011-4 EEBEHELHEERH %2R spastic ataxia DHEEEFDIRF /

16:13 Searching a causative gene in autosomal recessive spastic ataxia
OXMg Hege P (Masao Osaki) . it # Y (Yuji Takahashi) . £l #52 " (Hiroyuki Ishiura) |

ZH Y (Jun Mitsui) . #8)1 BGE Y (Takashi Matsukawa) . 4 % 2 (Jun Yoshimura) «
+H Z—HB? (Koichiro Doi)y #& F E— 2 (Shinichi Morishita). £ JIE " (Jun Goto).

D 1 . Iy .. ..
Nov 20 £ AWV (Shoji Tsuji)

1) HREOR R AR

(Department of Neurology, Graduate School of Medicine, The University of Tokyo, Japan)
2) HERFRF B Fraisa R s

(Graduate School of Frontier sciences, The University of Tokyo, Japan)
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1011-5
16:24

1011-6
16:35

HREREMEZH DO BELEALEERER YRR 5 RROIL Y — LERD S DDHDT DE
EPRHEIN/

Exome analysis of autosomal recessive hereditary spastic paraplegia with retinitis
pigmentosa showed mutations in DDHD7

Ofiifi #2 Y (Hiroyuki Ishiura) . 4% #i— " (Yuji Takahashi). = " (Jun Mitsui) .
I E Y (Jun Goto). & #2145 ¥ (Kishin Koh) . MEI& K5HE ¥ (Haruo Shimazaki)
FH # Y (Jun Yoshimura) . - %&—HE ¥ (Koichiro Doi). #% I #.— * (Shinichi Morishita) .
i3k Fe Y (Noritoshi Arai) . 4% —HF " (Ichiro Kanazawa). =77 4fiil ¥ (Takashi Mikata) \
T #HE © (Hiroyasu Sato) . 7=l 18 7 (Hiroshi Takashima). k4 7K #— * (Shoichi Sasaki) .
AR %3 ® (Kiyomi Yamane) . £ 4 K %5 1H ' (Hidenao Sasaki)
#E1l 3A Y (Yoshihisa Takiyama)
1) HLORS: AN E
(Department of Neurology, The University of Tokyo)
2) hFREE AR
(Department of Neurology, Yamanashi University)
3) HIBERRE ARENE
(Department of Neurology, Jichi Medical University)
4) BOTKRY: Hrag) Rk ge R
(Department of Computational Biology, Graduate School of Frontier Sciences, The University of Tokyo)
V[ SZI BERRA T A BN PR E R
(Department of Neurology, Shimoshizu National Hospital)
6) IRy H=AF
(Department of Neurology, Hematology, Metabolism, Endocrinology, and Diabetology, Yamagata University)
7) BERERS AENE - B
(Department of Neurology and Geriatrics, Kagoshima University)
8) WIITERR: AR
(Department of Neurology, Tokyo Womens Medical University)
9) KM AEENE
(Department of Neurology, Ohta-Atami Hospital)
10) bRy AN
(Department of Neurology, Hokkaido University)

5

=z

Day 1
BLBALUREREREEOBERANBEICE TS USH2A BILFOERBEN / Nov.20
Mutation analysis of the USH2A gene in Japanese patients with autosomal recessive retinitis
pigmentosa

O¥fH ## ¥ (Yoshihiro Hotta) . #H¥F 5iidi U (Katsuhiro Hosono) . # # ' (Zhao Yang)
JEE 92TV (Kimiko Suto) . £k %35 ¥ (Chie Ishigami) . FHF #45* (Yuuki Arai)
EA BTV (Akiko Hikoya) . “F-R, 5 ¥ (Yasuhiko Hirami). KEF IE5 2 (Masafumi Ohtsubo)
¥ #A Y (Shinji Ueno). Fl% #&F ° (Hiroko Terasaki). 2 4% Y (Miho Sato)
H74 7% ¢ (Hiroshi Nakanishi) . 7#J# 5k ¢ (Shiori Endo) . 7KHI #1# ¢ (Kunihiro Mizuta) |
ZH 3 9 (Hiroyuki Mineta) . ¥Tj% &4 7 (Mineo Kondo) . #i4% Buft ¥ (Masayo Takahashi) .
5 £ ¥ (Shinsei Minoshima)
1) EEARERIRSY:  BEAEES IRE
(Department of Ophthalmology, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2) ERRERRTE ATAANTx b= AR 5 — o AREFEE
(Department of Photomedical Genomics, Medical Photonics Research Center, Hamamatsu University School of

Medicine, Hamamatsu, Japan)
3) BALFEWIGERT  SEAE - ARSI AT v 8 — A TSR T — A
(Laboratory for Retinal Regeneration, RIKEN Center for Developmental Biology, Kobe, Japan)
4) FumEF Y vy —Fik R
(Department of Ophthalmology, Institute of Biomedical Research and Innovation Hospital, Kobe, Japan)
5) AR EE IRE
(Department of Ophthalmology, Nagoya University Graduate School of Medicine, Nagoya, Japan)
6) PEAREFIRY: A HSMEERL - BHSEA LR
(Department of Otorhinolaryngology/Head & Neck Surgery, Hamamatsu University School of Medicine,
Hamamatsu, Japan)
7) ZERY EFE A
(Department of Ophthalmology, Mie University Graduate School of Medicine, Tsu, Japan)
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Day 1
Nov. 20

—ixE 1012 ERAOEIGRE 2 (FHAEIRES)

Oral Session 1012 Clinical Genetics 2

H

R HE G (BRI RN B (517295 )

Date : Nov. 20 (Thu.) 15:40-16:46 Room 4 (Heian 2F)
Chairs : Tomoki Kosho (Shinshu University)
Toshiyuki Yamamoto (Tokyo Women's Medical University)

11 H20H (OK) 1540 ~ 16:46 %5 4 £33 (P4 2 %)

WA RE L FERKRE)

1012-1
15:40

1012-2
15:51

1012-3
16:02

1012-4
16:13

KAT6B /N7 OF£IZ &S Young-Simpson EMREEHIBRIEE LD /
Haploinsufficiency of KAT6B causes a mild form of Young-Simpson Syndrome

OFIHT 50 A Y (Chihiro Hatano) . EH &# 7 P (Yukiko Kuroda) . Ki& HFT " (Ikuko Ohashi) .
Wi &2 " (Takayuki Yokoi) . FFHE 3% 2 (Toshiyuki Saito) . 7k3: ##— 2 (Jun-Ichi Nagai) .
FHEF SEHE Y (Mitsuo Masuno) . KB 37 ¢ (Seiji Mizuno) . Hi# %] ¥ (Kenji Kurosawa)

D WIS S B s — A

(Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
2) MRS & ERE Y 5 — AR

(Department of Clinical Laboratory, Kanagawa Children's Medical Center)
3) IR SRR AL R AR o e R A=~ e

(Kawasaki University of Medical Welfare, Kurashiki, Japan)
4) RO HEER 20 = — YL

(Aichi Prefectural Colony Central Hospital, Aichi, Japan)

Ohdo FEMREEA 1) 2 FIVEERIIE KATEB, MED12 LIS DBIZFHRETHS /
The KAT6B and MED12 genes are not responsible for the original case of Ohdo syndrome

O% [E '? (Tadashi Kaname), ¥ AT " (Kumiko Yanagi). [ % ¥ (Hirotake Sawada) .
b3 BAL U (Maki Higa) . [ i1 (Tohru Sonoda). H¢& #f— " (Kenji Naritomi)
D ERRS EENRR mmES
(Department of Medical Genetics, University of the Ryukyus Graduate School of Medicine, Okinawa, Japan)
2) GiEREY BRI AR
(Clinical Laboratories, University of the Ryukyus Hospital, Okinawa, Japan)
3) ERFRY BB NER
(Division of Pediatrics, Faculty of Medicine, University of Miyazaki, Miyazaki, Japan)
4) JUMPRERR AL RS PR
(School of Health Science, Kyushu University of Health and Welfare, Nobeoka, Japan)

Body Stalk Anomaly Z & 1# L 7= Minimally Conjoined Omphalopagus Twins /
Minimally Conjoined Omphalopagus Twins with Body Stalk Anomaly

Ol %Z ¥ (Hidehiko Maruyama) . Fiid8 f#:5 2 (Takeshi Inagaki) . FFH #4E Y (Yusei Nakata) |
48 Wi gH U (Akane Kanazawa) . Al FHEE D (Yuka Iwasaki) . 14 A # ¥ (Kiyoshi Sasaki) .
kI 324 (Ryuhei Nagai) . AT 7292 ¥ (Hiromi Kinoshita) . %5 H # ¥ (Jun Iwata) \
FiEE Y (Kiyoshi Kikkawa)

D EHEREE Y 7 — NER
(Department of Pediatrics, Kochi Health Sciences Center, Kochi, Japan)
2) BHIERY Y ¥ — RS
(Department of Diagnostic Pathology, Kochi Health Sciences Center, Kochi, Japan)
3) EEEgLE Yy —  NESE
(Department of Pediatric Surgery, Kochi Health Sciences Center, Kochi, Japan)
4) EHMERY Yy~ ElE AR
(Department of Obstetrics and Gynecology, Kochi Health Sciences Center, Kochi, Japan)

RERERFICE T PBREFERERRAUORE /

Genotype-phenotype correlations in Kabuki syndrome
=E #F " (Noriko Miyake) . #7K yLH ¥ " (Eriko Koshimizu) \
FAZ 138 Y (Naomichi Matsumoto) . 1)1l 572 (Norio Niikawa)
1) BRETZRY: BEH SRy
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2) e B

(Research Institute of Personalized Health Sciences, Health Science University of Hokkaido, Tobetsu, Japan)
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1012-5 Y £BERBIRKE Kabuki EIEEE /

16:24 Kabuki syndrome associated with Y chromosome abnormalities

Odtrr 7V (Sachiko Kitanaka) . T FREHT- " (Mayuko Tamura) . /8 5tV (Tsuyoshi Isojima) |
A ALAE Y (Ayaka Ishii). i) B "V (Akira Oka). =% # 7 ? (Noriko Miyake)
FAZR 138 2 (Naomichi Matsumoto) . 7k H: B ¥ (Toshirou Nagai)
1) HWERFERFEE SRR NRE SRR
(Department of Pediatrics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2) MR RS AR AR
(Department of Human Genetics, Graduate School of Medicine, Yokohama City University, Kanagawa, Japan)
3) SRR RSN e R
(Department of Pediatrics, Dokkyo Medical University Koshigaya Hospital, Saitama, Japan)

1012-6  PTPN711 R %R 7= Noonan FEMREHRBERE 17 IO REE ICET 51%51 /
16:35 Growth in Noonan Syndrome and Related Disorders with PTPN77 Gene Mutation

O 24V (Tomotaka Kono). HI5 #— Y (Eiichi Wake) . 4 7k ! (Katsuya Aizu) .
7k 47 Y (Kenji Shimizu) . Ki8 1832 ¥ (Hirofumi Ohashi) . %2 H 54 " (Hiroshi Mochizuki)
1) HERELNBEEY 7 — AR N5 wE
(Division of Endocrinology and Metabolism, Saitama Children's Medical Center, Saitama, Japan)
2) BpRBES/NREREY Y — B8R
(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
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—ix0iE 1013 @lIzHY 2tV VT 1 (BAEHR)

Oral Session 1013 Genetic Counseling 1

H B:11H20H OK) 1540 ~ 16:46 555 &% (fadF 2 B¥)
R EE (BA) HT (CEERRAER )
A 231 ORI R AEAEEE)
Date : Nov. 20 (Thu.) 15:40-16:46 Room 5 (Fukujyu 2F)
Chairs : Tomoko Hashimoto-Tamaoki (Hyogo College of Medicine)
Yasuko Yamanouchi (Kawasaki University of Medical Welfare)

10131 SRz BERE T HHEMZHEFLEL TRRLEI M I MDEEBEHV €T —ICED
15:40 HigcrBED Y /
Continuous care for the pregnant women of advanced maternal age who were provided
prenatal genetic counseling

Ol 35T Y (Emiko Kise) . A 41T ¥ (Tomoki Kosho). i %1 ¥ (Kyoko Takano) .
Al B Y (Masumi Ishikawa) . B #7457 ¥ (Akiko Takatsu) . 45#1 &i7Z ¥ (Norihiko Kikuchi)
K- #5519 (Satoshi Ohira) . = %57% ¥ (Hidehiko Miyake) . &7 ik *¥ (Makoto Kanai)
FENE 2556 Y (Yoshimitsu Fukushima)

D) EHRFES R B T2
(Department of Clinical and Molecular Genetics in Shinshu University Hospital, Nagano, Japan)
2) FEHRFRFBEE AR SRR E R L R E
(Department of Medical Ethics, Kyoto University School of Public Health)
3) BIMRFESE BIREY: - TRES 7
(Department of Medical Genetics, Shinshu University School of Medicine)
4) EMRFE - ER I e FEFHE AR
(Division of Obstetrics and Gynecology, Shinshu University Hospital)
5) EIMRF BRI F NE - RE A
(Department of Family and Child Nursing, and Midwifery, Shinshu University School of Health Sciences)

1013-2 NIPTEEGEHT )V JICKR L ERE/N— N —ICET2HRE/

15:51 Questionnaire survey of pregnant women and the partners who received genetic counseling

Day 1
Nov. 20 for NIPT

Ol 712 (Motoko Watanabe) . #4J& BEHL Y (Mari Matsuo) . /NI IE# ¥ (Masaki Ogawa)
Fkig BUE 'Y (Yoshika Akizawa) . il 7V (Naoko Iwasaki) . 1A &7 A& Y (Akemi Yamauchi) |
VT R Y (Eri Kondo) . % EH Y (Mari Urano) . &#%B 11 ? (Hironao Numabe)

HE TV (Kayoko Saito)
1) BORLFERRY: #EfEREE Y Y —
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
2) BEOKLFRFRFWE  AHSACADEEHAIIZER #sh o > & 7
(Department of Genetic Counseling, Graduate School of Humanities and Sciences, Ochanomizu University,
Tokyo, Japan)
3) Wl FERKARHE FREEEL s s —
(Maternal & Perinatal Center, Tokyo Women's Medical University, Tokyo, Japan)

1013-3  NIPT Z#%5f L3R ORRREDRERR /
16:02 Women's experiences of considering to have Non-invasive Prenatal Testing

OFA FAT Y (Mikiko Aoki) . AH RV (Miwa Arita) . A7 T " (Naoko Arimori) .
/NG JE 8 Y (Tomoka Ogasawara) . REH 27~V (Atsuko Kumagami) .
i 287V (Kyouko Shiota) . 5%$ #75 ¥ (Rinshu Shimabukuro) |
TLji 142 ¥ (Hironobu Hyoudou) . 3EW #7- " (Hiroko Horiuchi) .
KB FHE Y (Yoshiaki Mizuno) . A7 238 ¥ (Koudou Satou) |
i 3587~V (Michiko Yamanaka)
1) BERMEERR SRR
(Department of Clinical Genetics, St, Luke's International Hospital)
2) WHRALEHOREE ks AR
(Department of Obstetrics and Gynecology, Tokyo Metropolitan Bokutoh Hospital)
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1013-4
16:13

1013-5
16:24

FKRE THEFRAOMMPEBREDSR DDV . SNP 7L 1 TR LIEROETHT 2T/
Genetic counseling of prenatal diagnosis in clint of unknown additional chromosome with
SNP array.

O B 2 (Masatoshi Yamaguchi) . #%7C #1352 (Kazumi Kusumoto) |
H i S8 29 (Munehiro Nakashima) . #4H 32— 2¥ (Keiji Matsuda) .
PP &5 2¥ (Chikaho Nomaguchi) . #1HH #HE ¥ (Toshiro Ikeda)
fifidH 75 A ¢ (Hideto Inagaki) . &1% {4 © (Hiroki Kurahashi), =% %72 7 (Hidehiko Miyake) .
J2IE 57 ¥ (Mamoru Ozaki) . #%55 % ¥ (Hiroshi Sameshima)

1) BB EEE AR
(Department of Obstetrics and Gynecology, University of Miyazaki, Faculty of Medicine, Miyazaki, Japan)
2) HIFRFESAIMERE #ina o) 7
(Division of Clinical Genetics, University of Miyazaki Hospital)
3) ERERESAEE  H IR
(Department of Otorharyngoglogy, University of Miyazaki, Faculty of Medicine)
4) BHIGRY EEH FESF
(Department of Pediatric Nursing, University of Miyazaki, Faculty of Medicine)
5) BEEBRY BEYE #zhv oty v 7=
(Division of Medical Genetics, Kagoshima University Medical and Dental Hospital)
6) T H PRI AT A R0 G R R A TR AT
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Medical University)
7) GRS R S MR B (- 2SI
(Clinical Genetics Unit, Kyoto University Hospital)
8) SREERIRFM GRS TR AT
(Division of Genomic Medicine, Kanazawa Medical University, Medical Research Institute)

HEMEBARETEAHHE LU ELEAREICOVTOEEIV ) V7 EEiRERICEAT
B1%5E4/

The Effect of Genetic Counseling on Prenatal Diagnosis and Outcomes about Sex
Chromosomal Abnormality.

O 17 Y (Hiroaki Nakamura) . %34 ¥ " (Michiko Watanabe) . H1J& =4 2 (Mie Tahara) .
PEAR s P (Sachiyo Nishimoto) . HH fI3 " (Kazuharu Tanaka) Day 1
B RV (Kiyotaka Tomiwa) . #EH #2 B ¥ (Keinosuke Fujita) . & % Y (Toru Yorifuji) N::‘.’zo
1) KIRTVZAEGERE Y Y — BB T2

(Department of Genetic Medicine, Osaka City General Hospital, Osaka, Japan)
2) KRBT 7 A v R B e AR

(Departments of Obstetrics & Gynecology, Osaka City Sumiyoshi Hospital)
3) RERzAsaERYE > 5 — AERAR

(Department of Pediatricris, Osaka City General Hospital)
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1013-6 EELFHENMEEGEOERZETOAARBENICHTEIERDV ) > JICDWT/
16:35 Genetic counseling for recurrent miscarriage clients who have liveborn babies with
unbalanced reciprocal translocation

O 2B U (Toshiaki Endo). 35 ] V' (Tsuyoshi Baba). [ 4 2 (Toju Tanaka) .
LA #2 * (Hiroyuki Yamamoto) . A = ¥ (Toru Ohta) . &I 5F ¥ (Mamoru Ozaki)
i R © (Toshiro Tkeda) . AL iR ” (Mizue Ohe) . A48 #5487 (Hiroki Kurahashi) .
A 7530 Y (Hidefumi Tonoki) . i 7553 ° (Yoshio Makita) . KA 1AV (Masahito Miszuuchi) |
A B U (Mizue Teramoto) . A7l fi— Y (Shinichi Ishioka) . #%£i ¥ P (Osamu Moriwaka) |
1% ¥ (Hiroshi Hata) . £Jll & 'Y (Aki Ishikawa) . #E3: %2 ¥ (Akihiro Sakurai) .
7 5tV (Tsuyoshi Saito)

1) ALBREERIRS:  BEAHE Rk AR
(Department of Obstetrics and Gynecology, Sapporo Medical University, Sapporo, Japan)
2) dbiEEEE L v ¥ —  NERE
(National Hospital Organization Hokkaido Medical Center, Sapporo, Japan)
3) LR LFr—A27 ) =Zv s
(Kitami Ladies' Clinic, Kitami, Japan)
4) deilEEEE R AR AR RS SE T
(Health Science University of Hokkaido, Tobetsu, Japan)
5) @IRERKY BEEEVTIEE 5 ETEHERM
(Kanazawa Medical Univerrsity, Kanazawa, Japan)
6) BEMLE Y Rl AR
(Kagoshima University, Kagoshima, Japan)
7) HEHGREREARY BEERAIETT B e
(Fujita Health University, Toyoake, Japan)
8) KA /NEF
(Tenshi Hospital, Sapporo, Japan)
9) WINERKRY: #HELY S —
(Asahikawa Medical College, Asahikawa, Japan)
10) ALIREEFFRY:  BUREES:
(Sapporo Medical University, Sapporo, Japan)

Day 1
Nov. 20
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—i%[0;E 1014 ECFHRE

Oral Session 1014 Genetic Test

H BE:11 H20H OK) 1540 ~ 16:46 55 6 &85 (BRI 2 %)
JE K BN GERERRS)
i BN ORIl KRR RS RS R IR A7)
Date : Nov. 20 (Thu.) 15:40-16:46 Room 6 (Tougen 2F)
Chairs : Masato Maekawa (Hamamatsu University School of Medicine)
Hayato Miyachi (Tokai University)

1014-1 WEMEICHEIIEGFOLHMEZAVE, BERICOEEE (ERMCEEE) 2REISH
15:40 EDRE/
Unique normal ranges for different genotypes using variations of genes that affect clinical
test values.

O##y iz Y (Naoyuki Kamatani) . Woosung Yang". 1@ —3% V' (Kazuyuki Nakazono) .
&I W52 U (Nobuhiko Asai) . Shyh-Yuh Liou”. #74 %A ¥ (Taiji Sawamoto)
I 77 ? (Tsutomu Fujiwara) . f&iF /A 2 (Naohisa Tsutsui) . A% il ¥ (Koji Suematsu) |
sl B2 (Akira Shinagawa). i %5 Y (Shigeo Kamitsuji)
1) HASHAY -V = v
(StaGen Co. Ltd)
2) HRPGX =8 H A Ty ATV =T A
(Japan PGx Data Science Consortium (JPDSC), Tokyo, Japan)

1014-2  ddPCR ZF\ /= McCune-Albright FEf&E$D GNAS X1 VEREH DR A /
15:51 GNAS mosaic mutation detection of the McCune-Albright syndrome with ddPCR

O3 5 12 (Satoshi Watanabe) . A A Y (Sumito Dateki) . H1& BT ? (Akiko Nakatomi)
KT %Y (Akira Kinoshita) . 85 #f— " (Koichi Tomoshige) . A~ #%— ¥ (Eiichi Kinoshita) .
=g .2 U (Hiroyuki Mishima) . &P {32 2 (Hiroyuki Moriuchi) .

i #—HB Y (Koh-Ichiro Yoshiura)
1) BWRRY FURGRE SRV ABEERS
(Department of Human Genetics, Atomic Bomb Disease Institute, Nagasaki University, Nagasaki, Japan) Day 1
2) BUWSKZERBE NER Nov.20
(Department of Pediatrics, Nagasaki University Hospital)
3) EoLizzbdb sz
(Kinoshita Kodomo Clinic)

1014-3 ALELLZRVVE 2 BIFERBEOFESRY) A 0 54 /

16:02 Likelihood ratio-based integrated personal risk assessment of type 2 diabetes

O/ # ¥ Y (Noriko Sato). b >~ & —7 >V (Nay Chi Htun). KF9 E > (Makoto Daimon) .
HE 7Y (Gen Tamiya) . fIE Lk > (Takeo Kato) . AR T ¥ (Isao Kubota)
¥ 22 Y (Yoshiyuki Ueno). 11T 3/ ¥ (Hidetoshi Yamashita) . i/ % ¥ (Akira Fukao) .
#5111 #ZI1E ¥ (Takamasa Kayama) . #48 1IEB] Y (Masaaki Muramatsu)
1) BORER SRR BEREENIRTT SRR IS A
(Department of Molecular Epidemiology, Medical Research Institute, Tokyo Medical and Dental University,
Tokyo, Japan)
2) BAEIRE: P E AR
(Department of Endocrinology and Metabolism, Hirosaki University Graduate School of Medicine)
3) KRS Zu—s\L COE 705 F 4
(Global Center of Excellence Program, Yamagata University School of Medicine)
4) WK EamTEHRAFR:
(Department of Neurology, Hematology, Metabolism, Endocrinology and Diabetology, Yamagata University
School of Medicine)
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1014-4 BE—@EFREDERBEICH T DRI UHEHA /

16:13 New method of preimplantation genetic diagnosis for single gene diseases

OfHAE 18—HF " (Shinichiro Ikuma) . 7748 #— " (Yoichi Takemoto) . HIH' B2 ¥ (Izumi Tanaka) |
(N1 5 Y (Takashi Yamaguchi) . #IAK £35% Y (Tamito Miki) . 7k % " (Motoi Nagayoshi) .
b i " (Atsushi Tanaka) . 77H 4 ? (Satoru Takeda)

D &> b= — g NFHERE
(Saint Mother Hospital, Fukuoka, Japan)
2) NHRERS EH ERHm B
(Department of Obstetrics and Gynecology, Juntendo University School of Medicine, Tokyo, Japan)

1014-5 GEGFIREICHETDIA DV AZEROBRRI T D/=HD in silico FEMDIREE — BRCA1/23&
16:24  mFEHIC—/
Verification of /n silico analysis for interpretation of missense mutations in genetic testing
-BRCA1/2 gene-

O B/ (Yosuke Furui) . &L #3% (Yumi Horie) . JIIE % A (Taketo Kawara) .
IR EA 1 (Mikiko Izumi) . f&If 525 (Takafumi Fukui) . #%# ZE/A (Nobuhisa Gondoh)
MRS 7 7V anNgA T AT A N FHERIEL
(Biomedical Business Div., FALCO Biosystems Ltd., Kyoto, Japan)

1014-6 £ BEIHEETHINS AT LICK D KIEE FFPE Y155 50D RAS. BRAF. PIK3CA BETFERMEE /
16:35 Detection of RAS, BRAF and PIK3CA from FFPE tissue of colorectal cancer by a fully auto
molecular diagnostic platform

O K% (Tomohiko Azuma). AR £ (Kei Tsukamoto) . FK¥F H2 (Masayuki Ogino)
B4 75— (Shuichi Akashi). JLEF 2B (Shiro Kitano). 3H E— (Kenichi Sakane) .
K % (Masahiko Amano). 7L Hf A (Masato Nakayama)

IR R AR S
(TOPPAN PRINTING Co.,Ltd, Saitama, Japan)

Day 1
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—iR[E 1015 ESiERFT 1

Oral Session 1015 Association Analysis 1

H K
R
Date : N

Chairs : Michiaki Kubo (RIKEN)
Emiko Noguchi (University of Tsukuba)

11 H20H OR) 16:46 ~ 17:52 1484 (KAk—IV 5k
AT (BLEReiT e A E R e v 4 —)
PO EET K FEREZEEREGES)

ov. 20 (Thu.) 16:46-17:52 Room 1 (Big Hall 5F)

1015-1
16:46

1015-2
16:57

AWNTEEVFREZBOHMRBIENY —H—D HLA-A'31:01 ZHERFE LERERICEDFE
TE & &1l /

Conditional analysis using HLA-A*31:01 for carbamazepine-induced cutaneous adverse drug
reactions

OKB 5 " (Takeshi Ozeki) . ZEH 73K " (Taisei Mushiroda) . 1% 5 2 (Atsushi Takahashi) |
APk FEW ¥ (Michiaki Kubo)
1) BUYLSERET WA EGERERE L Y — Ty —<ak ) I ARV —T
(Research Group for Pharmacogenomics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
2) BALFAWIZET A MmERAIIgE Y v v —  BEHEITIIZE T — A
(Laboratory for Statistical Analysis, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
3) EALFEWIRET BG4 mEREIIE L v v — BRGNS v — T
(Research Group for Genotyping Development, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)

BELFEEE % S 'S HAE Stevens-Johsnson JEMEEE D FAREBRHEEEF IKZF1 /
New Susceptibility Gene IKZF1 for Cold Medicine Related Stevens Johnson Syndrome/Toxic
Epidermal Necrolysis

O_LH B3 29 (Mayumi Ueta) . 3 #35 ¥ (Hiromi Sawai) . #}&E T-3 " (Chie Sotozono) .
N Hi%E Y (Yuki Hitomi) . BERE 72127 ' (Nahoko Kaniwa) . KB f#:& ¥ (Takeshi Ozeki) |
#EM %K ¥ (Taisei Mushiroda) . #4111 7k A7 # (Emiko Sugiyama) . iJll 7T * (Keiko Maekawa) .
A 554 'Y (Ryosuke Nakamura) . A5 7 © (Michiko Aihara) .
ik T 7 (Kayoko Matsunaga) . BIR Z2fd ¥ (Akihiro Akihiro). 1% ## ! (Junji Hamuro) .
R 5T (Yoshiro Saito) . A 75H] ¥ (Michiaki Kubo). AT %V (Shigeru Kinoshita) .
flizk W1 ¥ (Katsushi Tokunaga)

1) FUERSZER RS IRFRA

(Department of Ophthalmology, Kyoto Prefectural University of Medicine)

RIREAL RS AdnERl D

(Faculty of Life and Medical Sciences, Doshisha University, Kyoto, Japan)

FORRFE DGR N RA 8

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

] 57158 5 s £ty T A PR

(National Institute of Health Sciences, Tokyo, Japan)

BALARIgET e R ER e v v —

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

i TRVAYNE SERE S /v S e €

(Department of Environmental Immuno-Dermatology, Yokohama City University Graduate School of Medicine,

2

=

w
=

4

=

W
s

6

N2

Yokohama, Japan)
7) BEHETERAERFE R AR

(Department of Dermatology, Fujita Health University School of Medicine, Toyoake, Japan)
8) HUHR AR AT e

(Kyoto University Graduate School of Medicine, Kyoto, Japan)
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1015-3 7 MUVNR R F U FREFEEICHEY 5 ABCB1 EEFORIE /
17:08 Association of ABCB1 polymorphisms with Atorvastatin induced liver injury

Offzk #it V' (Koya Fukunaga). H'JIl X2 (Hiroshi Nakagawa). £1)Il /A ¥ (Toshihisa Ishikawa) .
AR FE ¥ (Michiaki Kubo)
D) BALFERIZETT A EGERENE Ly — Ty —<ay s 37 ARV —T
(Laboratory for Pharmacogenomics, RIKEN Center for Integrative Medical Sciences)
2) WESREY SHAEWEH e HAEDLE R
(Depertment of Biological Chemistry, Bioscience and Biotechnology, Chubu university)
3) NPO #7558 - fil I LI #%
(NPO Personalized Medicine & Healthcare)
4) BALFIRZERT WA EMEREI Y ¥ — BRIy — 7
(Laboratory for Genotyping Development, RIKEN Center for Integrative Medical Sciences)

~

1015-4 APOBEC3H /N7 O% A 7 & HIV-1 B3$ KU AIDS RIE & DRSE /
17:19 Association of APOBEC3H haplotypes with HIV-1 infection and progression of AIDS

O K# Y (Daisuke Sakurai) . 4718 E.5 2 (Mayumi Imahashi) . %7+ 37 2 (Yasumasa Iwatani) |
K442 Y (Hitoshi Ohtani) . Bl #57-V (Taeko Naruse) . M8 # ¥ (Hiroshi Terunuma) .
#%ifi H.? (Wataru Sugiura) . A+ #75 V (Akinori Kimura)

D) HORERRRRS:  ERAEENIERT  SNREs
(Department of Molecular Pathogenesis, Medical Research Institute, Tokyo Medical and Dental University,
Tokyo, Japan)

2) HhRERL Yy —  BRRWIZE vy — &G - RIERFIEE
(Department of Infectious Diseases and Immunology, Clinical Research Center, National Hospital Organization
Nagoya Medical Ceter, Ngoya, Japan)

3) HANA v T ¥ —Wger
(Biotherapy Institute of Japan, Tokyo, Japan)

1015-5 BHAANICETS B REHAT R & HLA-DPB1 77 ILDOBEREHT /
17:30 Association of HLA-DPB1 alleles with chronic hepatitis B infection in Japan

OVEH Z59: Y (Nao Nishida) . #3F #1352 (Hiromi Sawai) . L4 f# * (Ken Yamamoto) .
r?;yzz) B TV (Yoriko Mawatari) . #2111 EiAll U (Masaya Sugiyama)
: i H 7% ¥ (Takehiko Sasazuki) . fifi7k Bt ? (Katsushi Tokunaga) .

i I s ¥ (Masashi Mizokami)

1) BN ERSEREIE L v 5 — gk - Emi e v ¥ —
(The Research Center for Hepatitis & Immunology, National Center for Global Health and Medicine, Ichikawa,
Chiba)

2) WK RY b NEBR5 8
(Department of Human Genetics, The University of Tokyo)

3) ARKRRFE BEFH B
(School of Medicine, Kurume University)

4) JUHIRS:  mEgEkE
(Institute for Advanced Study, Kyusyu University)

1015-6 EERAICHTE BRFRXVAINATIFUREEICEET % HLA B FZ R OM%E /

17:41 Study of polymorphism HLA genes involved in hepatitis B virus vaccine reactivity in healthy
adults

OFRJH 5t "V (Yuya Okada) . FEF 54 ? (Naoki Uno). Rl B2 " (Satomi Sonoyama)
R IVHBE D (Sayaka Mori) . &K 25V (Airi Shimizu) . £ 4 &K K4V (Daisuke Sasaki) .
Rk 58 1Y (Yoshitomo Morinaga) . i 5i#C 2 (Katsunori Yanagihara)

1) BIGRFIREE  BRAHS
(Department of Clinical Laboratory, Nagasaki University hospital, Nagasaki, Japan)

2) RIGRFRF P EEEFR AR AT - Wi
(Nagasaki University Graduate School of Biomedical Sciences pathology analysis and diagnostics field,
Nagasaki, Japan)
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—iRIE 1016 144 - BiRFEILE 2

Oral Session 1016 Neuro/Myopathic Genetics 2

H K11 H20H OK) 1646 ~17:52 553 &% (W 2 B)
JE R R E (R RSP ES S EIR b N EL 7 AES 2 v ¥ —FRIR T S5 )
I SBIR QLIRS 5N R 5 )
Date : Nov. 20 (Thu.) 16:46-17:52 Room 3 (Zuiun 2F)
Chairs : Jun Goto (The University of Tokyo Hospital)
Mitsuhiro Kato (Yamagata University)

1016-1 TUBB4A ZEEHDFIZEITHEHERTLEDKRRE DT /
16:46 Expanding the phenotypic spectrum of TUBB4A-associated hypomyelinating
leukoencephalopathies

OF i #:% V (Hirotomo Saitsu) . & F&¥ P (Satoko Miyatake) . /MK 1= 2 (Hitoshi Osaka)
Hi4 BeHE ¥ (Masaaki Shiina) . 14 A fiE47 ¥ (Masayuki Sasaki) .
%L — ¥ (Jun-Ichi Takanashi) . #¥F% fl#4 ¢ (Kazuhiro Haginoya)
FIH i~ 7 (Takahito Wada). #&4% &5 ¥ (Masafumi Morimoto) . % Ef © (Naoki Ando) .
A B0 (Yoji Ikuta) . 15 6+ ¥ (Mitsuko Nakashima) . #8li5 3575 ¥ (Yoshinori Tsurusaki) «
= 4T Y (Noriko Miyake) . #77 —1% 1 (Kazuhiro Ogata) . #4475 1538 V' (Naomichi Matsumoto)
1) BRSOk A min
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2) HiRERRY: AR
(Department of Pediatrics, Jichi Medical School, Tochigi, Japan)
3) MR R RFBEE TR AL
(Department of Biochemistry, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
4) ETAER - R SE Y v & — ke N AR R
(Department of Child Neurology, National Center of Neurology and Psychiatry, Tokyo, Japan)
5) WRURFERRY: ANTREH >y — NER
(Department of Pediatrics, Tokyo Women's Medical Univerisity, Yachiyo Medical Center, Yachiyo-shi, Japan)
6) EWIEIREFRFT 5 — SR
(Department of Pediatric Neurology, Takuto Rehabilitation Center for Children, Sendai, Japan)
7) KBTI B - AR Day1
(Genetic Counselling and Clinical Research Unit, Kyoto University School of Public Health, Kyoto, Japan)
SHBHFIZERVRSE /NERE

(Department of Pediatrics, Graduate School of Medical Science, Kyoto Prefectural University of Medicine,

8

N

Kyoto, Japan)
9) bR NEF
(Department of Pediatrics, Pediatrics and Neonatology, Nagoya City University Graduate School of Medical
Sciences, Nagoya, Japan)
10) HEHA NS AL > 5 —  fiEEAR
(Department of Neurology, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)

1016-2  KERMEZE L7z TUBATA BIZFRED—HI/
16:57 A case of hydranencephaly caused by TUBA1A mutation

O #BHL Y (Setsuri Yokoi) . 15 [#->¥ (Naoko Ishihara) . 2 H % ¥ (Jun Natsume) |
¥ B4 TV (Makiko Tsutsumi) . KT B#vL Y (Tamae Ohye) . il #5% V (Takema Kato) .
figdd 75 AV (Hidehito Inagaki) . 5 #% ¥ (Itaru Yanagihara). 757 fi1{G ¥ (Shinji Saitoh) .
&1 #5# V (Hiroki Kurahashi)

D) FEHGREAETERSY: REERERN SR EA e
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Toyoake, Japan)

2) REHTREETERFESHR SRR
(Department of Pediatrics, Fujita Health University School of Medicine, Toyoake, Japan)

3) Sl B REREE AR NER
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Japan)

4) KBS IRIER G ESE 2 > ¥ —WF5EET SRt
(Department of Developmental Medicine, Research Institute, Osaka Medical Center for Maternal and Child
Health, Izumi, Japan)

5) Lo EMRKFRFEESDIER Al - NEES 5
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)
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1016-8 DYNCIHT FiRERZRE L /EKMER B REE M THRHERZRHB—HFI~BAS LD
17:08 TEFEDYNCIHT EEEEXRRB EDREE~ /

A case of complicated lower extremity muscle atrophy and brain malformation with novel
DYNCTH1 mutation.

O/ BBT- 12 (Tomoko Kobayashi) . #¥F %+ Fl#4 > (Kazuhiro Hagiinoya) +

=ik BT ¥ (Satoko Miyatake) . =t #% ¥ (Hirotomo Saitsu) . #fiA% & 2 (Mitsugu Uematsu)

ool 9% 2 (Tojo Nakayama) . fEEL 22354 2 (Naomi Fukuyo). JIIH # " (Hiroshi Kawame) .

5 2 (Shigeo Kure) . A7 [ ¥ (Naomichi Matsumoto)

D) AR BELX T4 AV - XN Z R AMEIREM  BEFREEE - SR Y k) v T
(Division of Genomic Medicine Support and Genetic Counseling, Department of Education and Training,
Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)

2) BULRFERSARE  ESRIITER  /NEARREE B
(Department of Pediatrics, Tohoku University School of Medicine, Sendai, Japan)

3) BRELH RS EERER BIREsE
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)

4) BRI E 2 v —  NER
(Department of Pediatric Neurology, Takuto Rehabilitation Center for Children, Sendai, Japan)

1016-4 EITH/IRNEREZHF O FRMRETHEICS TS KFIAKE /

17:19 KIF1A mutation in a patient with progressive neurodegeneration and cerebellar atrophy

ORA fiEZ Y (Nobuhiko Okamoto) . & 44 ? (Fuyuki Miya). fH %% ¥ (Tastuhiko Tsunoda)
T eI ¥ (Mitsuhiro Kato) . 757 {75 ¥ (Shinji Saitoh) . [LIIF §£3% ¥ (Mami Yamasaki) .
&4 K1H °7 (Yonehiro Kanemura) . /M& f8HR ¥ (Kenjiro Kosaki)

1) KBUFSZEEFIRERGERE 2 > ¥ —  BRZHFR
(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child Health,
Osaka, Japan)

2) B geiT A R Ay R R IS o & — R RIS v — 7
(Laboratory for Medical Science Mathematics, Center for Integrative Medical Sciences, RIKEN, Yokohama,
Japan)

3) R BN E R
(Department of Pediatrics, Yamagata University Faculty of Medicine, Yamagata, Japan)

4) R RFE R A RE AR #rA I - AN E S50
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)

5) IR IE N R A SR
(Department of Pediatric Neurosurgery, Takatsuki General Hospital, Osaka, Japan)

6) RBREH© > & —RIRIITE Y > & — HAERITEE

(Division of Regenerative Medicine, Institute for Clinical Research, Osaka National Hospital, National Hospital
Organization, Osaka, Japan)
7) RBRES v > & —RIRIZE 2 > & — st
(Department of Neurosurgery, Osaka National Hospital, National Hospital Organization, Osaka, Japan)
8) BHLFRARFEE S R v 5 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)

98



1016-5 EARMES v MEgET £ % 2 L 7= Dandy-Walker malformation IZH175 PLG BIZFER /
17:30 Mutation of ;¢ 4ene With a case of Dandy-Walker malformation associated with multiple shunt
malfunctions

OB M #7 " (Atsuko Harada) . & 41 » (Fuyuki Miya) . %&4) k1% ¥ (Yonehiro Kanemura)
i 3775 Y (Takumi Yamanaka) . 7511 AF1# (Yamato Yoshikawa) |
FHRE i Y (Hidetsuna Utsunomiya) . 1 1E1# © (Masahiro Nonaka) .
fij A< {172 7 (Nobuhiko Okamoto) . f4H 3% ? (Tatsuhiko Tsunoda) .
JniE S ® (Mitsuhiro Kato) . 7 {#17f ' (Shinji Saitoh) . /)i f8 K EE ' (Kennjiro Kosaki)
1) FawmBEbe NSRS R
(Department of Pediatric Neurosurgery, Takatsuki General Hospital, Osaka, Japan)
HALF TR R A A A E R AT 1~ 8 — R AR gE 7 v — 7
(Laboratory for Medical Science Mathematics, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)
KBERL > & — BRI > 5 — F A EFEI e
(Division of Regenerative Medicine, Institute for Clinical Research, Osaka National Hospital, National Hospital
Organization, Osaka, Japan)
o awbme  IRF
(Department of Ophthalmology, Takatsuki General Hospital, Osaka, Japan)
EBSEAE R R st 50
(Department of Radiological Science, International University of Health and Welfare, Graduate School,
Fukuoka, Japan)
BAIVEIEEFRERSY: /NS R
(Department of Pediatric Neurosurgery, Kansai Medical University, Osaka, Japan)
7) KB LBFRE R 7 —BInZ R
(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child Health,
Osaka, Japan)
8) IR/ E R
(Department of Pediatrics, Yamagata University Faculty of Medicine, Yamagata, Japan)
9) b IAIRA R E SRR AR - /N 205 B
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Science,
Nagoya, Japan)
10) BEIDFERIA AT R et v 8 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
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1016-6  NFIA BIEFZEEIT 1p32-p31 REEMRBDDKREIRERET S /

17:41 Truncating mutation of NFIA causes a brain malformation and urinary tract defect.

O # Y (Yutaka Negishi) . &8 STV (Ayako Hattori) . 3 v < & Y (Ikumi Hori) |
27 EH Y (Naoki Ando) . 7KEF {8 KHE 2 (Kentaro Mizuno) . & 44 ¥ (Fuyuki Miya) .
fiH %2 ¥ (Tatsuhiko Tsunoda) . 4 1% ¥ (Nobuhiko Okamoto)
T Sl ¥ (Mitsuhiro Kato) . [ k3% © (Mami Yamasaki) . 4 K1 ™ (Yonehiro Kanemura) |
/NI fEEURER ® (Kenjiro Kosaki)
1) R KA RFBEE W FERRT R - NS5 8
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Science,
Nagoya, Japan)
Zi BT LR R R E A ERE - WA 0
(Department of Nephro-Urology, Nagoya City University Graduate School of Medical Sciences, Nagoya, Japan)
PR seaTi & LR fr R I gE & o & — R R SE 7 v — 7
(Laboratory for Medical Informatics, Center for Genomic Medicine, RIKEN Yokohama Institute, Yokohama,
Japan)
KR LR E R €~ & — RS
(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child Health,
Osaka, Japan)
IR AN R
(Department of Pediatrics, Yamagata University Faculty of Medicine, Yamagata, Japan)
T IR /N R A S R
(Department of Neurosurgery, Takatsuki General Hospital, Osaka, Japan)
7) RBRES Y > & —BRRIIZE ¢ > & — A R IE
(Division of Regenerative Medicine, Institute for Clinical Research, Osaka National Hospital, National Hospital
Organization, Osaka, Japan)
8) KMESE+Y > & —BRIRIIZE Y » & — kg s bt
(Department of Neurosurgery, Osaka National Hospital, National Hospital Organization, Osaka, Japan)
9) BILFARFE SRR > 8 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
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—ROE 1017 FEESEES 2

Oral Session 1017 Perinatal Genetics 2

H B:11H20H OK) 16146 ~ 17:52 554 &35 (P42 )
R B (B ETLR R B E A 5E )
FHE (FWELC &L mbEER)
Date : Nov. 20 (Thu.) 16:46-17:52 Room 4 (Heian 2F)
Chairs : Mayumi Sugiura (Nagoya City University)
Jun Murotsuki (Miyagi Children's Hospital)

1017-1 FRARAPBRIEZF - -FHEUEREAREICH T2/ MREET Y1V OREBREADOEESICD
16:46 WT DG FERFHIRE /
A study on placental mesenchymal dysplasia with hepatic tumor for the involvement of
androgenetic/biparental mosaicism

Otfg o7 ' (Atsuko Hichijo) . #F_I Hl# 2 (Masahiro Murakami) .
Wi RE Y (Akane Kondo) . #RME #4E 2 (Mikio Morine) . RiH #17F ¥ (Kazuhisa Maeda) .
FH KAl F ¥ (Yukiko Yoshida) . H4% #24* (Issei Imoto)
1) fEERFERERE R AR50
(Department of Obstetrics and Gynecology, Tokushima University Hospital, Tokushima, Japan)
2) WEIC ED EBELROERY Y Y — BEHENL Y5 —
(Department of Center for Maternal, Fetal and Neonatal Medicine, Shikoku Medical Center for Children and
Adults, Kagawa, Japan)
3) EERFRF b NHER 58
(Department of Human Genetics, Tokushima University Hospital, Tokushima, Japan)

1017-2 YR T#EBE& L /=18 L /= Pena-Shokeir FEIZE¥D 1 EH] /

16:57 Recurrent Pena-Shokeir syndrome : a case report
OH W %252 (Hiroyuki Tanaka) . 4 %280 (Hideaki Sawai). #IH ¥ ¥ 7 (Mariko Ushioda) .
JEF %% (Mina Kashima) . 42)5 {5 % (Hiroaki Shibahara)
SHBRRIAZ: TR A

Bayz‘[l) (Department of Obstetrics and Gynecology, Hyogo College of Medicime)
ov.

1017-3 FKEAZTVEIREIE L /-RRBIRFEEY 1 712K % severe FGR D 1 ] /
17:08 A case of severe FGR from Confined placental mosaicizm which carried out the management
of pregnancy with amnioinfusion.

O FiA7 U (Maki Hyodo) . /NP B A 2 (Haruhisa Konishi) . #£HE 3£ ¥ (Hanae Satano)
B &4 Y (Aki Hamasaki) . 3 {EKHE Y (Shintaro Sakate) . 159 % ¥ (Takahiro Nobuzane) .
= 150 Y (Hiroshi Miyoshi) . Tj# 354} 2 (Yoshiki Kudo)

D) BRI G NFL  BIRF 2R
(Depertment of Obstetrics and Gynecology / Clinical and Molecucular Genetics, Hiroshima Univeresity
Hospital)
2) JRERFIEEE kR AR
(Depertment of Obstetrics and Gynecology, Hiroshima Univeresity Hospital)
3) KBRS R TRHE
(Depertment of Nursing / Clinical and Molecucular Genetics, Hiroshima Univeresity Hospital)
4) WATIREIRRE  ERHm AR
(Depertment of Obstetrics and Gynecology, Hiroshima Prefecture Hospital)
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1017-4 EEWERMR (BEREXETOTA 2 C RIBE) OHERZHZT o216/

17:19 A case of prenatal diagnosis with a purpura fulminans (severe congenital protein C deficiency)

O LV (Shinya Tairaku) . jthH B Y >Y (Mariko Ikeda). [l ZEF * (Youko Okazaki)
FPIT 67 ¢ (Yuji Nakamachi) . {5 387 ¥ (Seiji Kawano). [ 75 A " (Hideto Yamada)
FH 358 ¥ (Tatsushi Toda)

D MERS EEE ERE AR
(Department of Gynecology and Obstetrics, Kobe University Graduate School of medicine, Kobe, Japan)
2) MERE B ANEFRE
(Department of Pediatrics, Kobe University Graduate School of medicine, Kobe, Japan)
3) MFERFESTEREE SRS
(Division of Genetic Counseling, Kobe University Hospital, Kobe, Japan)
4) PERAFE A e RS
(Division of Clinical Laboratory, Kobe University Hospital, Kobe, Japan)
5) MFERY: ESHEE AR
(Department of Neurology, Kobe University Graduate School of medicine, Kobe, Japan)

1017-5 [FRFPAREREGICETZ IS — LETOREYE /

17:30 Potential of whole exome sequencing for unexplained fetal abnormality

O%E {175 2 (Shinji Tanigaki) . A5 H 4 ' (Oosuke Migita) . A i V' (Kohji Okamura)
# UAH W (Hiroka Hata) . #1110 K%1Y (Daichi Urushiyama) . f£4 A& %1 A ¥ (Karin Sasaki) |
Hitk —Z Y (Kazuhiko Nakabayashi) . /24 {572 ¥ (Haruhiko Sago)

Z fi—HE V' (Kenichirou Hata)

1) BN RCE B IE L~ 7 —WF5eiT 5 R RE I ot

(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development)

ELRE ERIITE Y > & — ke EER - B v v — R

(Center of Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and

Development)

)T rFERRY NER

(Department of Pediatrics, St. Marianna University School of Medicine)

BT CFERRY: R AR

(Department of Obstetrics and Gynecology, St. Marianna University School of Medicine)
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1017-6  FEIKPREIRIRE T 5p BPAREDRSH SN /=1 EF /

17:41 The case that 5p part deletion was accepted by amniotic diagnosis

O3l BTV (Mariko Kakudo) . {41 %5 V' (Chika Sato). =4} {7V (Hiroko Mimura) |
I 3 Y (Hideaki Sawai) . H4F FI5E ¥ (Takeshi Nakamura) . JEH &4 ¢ (Naoki Harada) .
M #%HE Y (Rokuro Ueda), M E%17? (Machiko Ueda). M F.KEE? (Shintaro Ueda) .
KA+ ? (Daisuke Ueda) . BIA A7 ? (Yuka Kunihisa) |
Ei#E (#4) 1+ Y (Tomoko Hashimoto-Tamaoki)

1) FHERRY BRREEED
(Department of Clinical Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
2) B Fo R
(UEDA HOSPITAL, Kobe, Japan)
3) mEERK R AR
(Department of Obstetrics and Gynecology, Hyogo College of Medicine, Nishinomiya, Japan)
4) SCHERRE  #(RT
(Department of Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
5) MRA&HE LSIAF s T2

(LSI Medience Corporation, Tokyo, Japan)

LURR RS iPS MUIWFSE I SR Al E 72 501

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

University, Kyoto, Japan)
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—i%00iE 1018 BIGEHT - iRl

Oral Session 1018 Social & Bioethical in Genetics

H B:11H20H OK) 1646 ~17:52 555 &% (fad 2 B)
JE /M ER] GRS B - EARER)
i &k GRRURFEERSEIIZEIT e b7 AT X & — A SLECRIIE 5 BF)
Date : Nov. 20 (Thu.) 16:46-17:52 Room 5 (Fukujyu 2F)
Chairs : Shinji Kosugi (Kyoto University)
Kaori Muto (The University of Tokyo)

1018-1 V=9 IAT 4 7ICHITD "EEFRE"DESIE/
16:46 The discourses of "Genetic Testing" on social networking service
OFuil HE# Y (Yasutaka Maruyama) . B3 %3 2 (Akihiro Sakurai) .
FEIE 7556 Y (Yoshimitsu Fukushima)
1) GENEReviewsJapan S5
(GENEReviewsJapan Office)
2) ALBREERFR S B R R
(Sapporo Medical University, Medical Genetics)
3) SN B A5 b o B i (- F5 0 D
(Shinshu University Hospital, Division of Clinical & Molecular Genetics)

1018-2 HAA 4000 A&EMHRE Lic/N\—Y TG ) LEROMSOIBFREEE /

16:57 Social Psychological Studies for 4,000 Japanese Respondents on Personal Genome Services

O P& ' (Takashi Kido). JIIIE 527 ¥ (Minae Kawashima)
1) HA&t BT = A R
(Rikengenesis, Inc.,)
2)  HASF Bl PR R
(Japan Science and Technology Agency (JST))

1018-3 ABO MARE &L & DTC BIEFREICHTIRT7 7 O—HRMROEEICRHT HHE /
17:08 Public attitude towards ABO blood type personality chart and direct-to-consumer genetic
testing in East Asia

OmE &% (Kaori Muto) . #t &5 (Hyonsoo Hong)
HRORFEREZENT AL BORITTE 0
(Department of Public Policy, The Institute of Medicine, The University of Tokyo, Tokyo, Japan)

1018-4 BRREGEMAEZMNRELAT1VIVXBHBHAMNOT7 1 —2RICEATE 75— MR/
17:19 Questionnaire survey of medical geneticist about medical care for Duchenne muscular
dystrophy

OFrF #H 2 (Eri Takeshita) . /M2 A4 7 ? (Yukiko Komatsu) . #34F [l * (Tsuyoshi Matsumura) |

/NS Y (Hirofumi Komaki) . JIIFE 76 % (Mitsuru Kawai) |

HA KT 4 UimEZE S Y (Editorial board of Practical Guideline)

1) ENIEM - MERERIIZE L v & —iEke  NERR
(Department of Child Neurology, National Center Hospital, National Center of Neurology and Psychiatry,
Tokyo, Japan)

2) EZAEM - MR TE L v ¥ — e B v o) v U
(Department of Genetic Counseling, National Center Hospital, National Center of Neurology and Psychiatry,
Tokyo, Japan)

3) BERCREEREMIBILREE ke

(Department of Neurology, National Hospital Organization Toneyama National Hospital, Toyonaka, Japan)
(Department of Neurology, National Hospital Organization Higashi-Saitama National Hospital, Hasuda, Japan)

5) FavxyARH YA MO T4 —BHEITA FIA VRERES
(Editorial board of Practical Guideline for Duchenne Muscular Dystrophy)
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1018-5
17:30

1018-6
17:41

BARERICEH T3 BRENHEMBGARERERROHERE~HENT T X MR TORE /
A quantitative text analysis of articles about non-invasive prenatal genetic testing in
Japanese newspapers

OfE7T 951 Y (Misaki Fukue) . =5 %572 ¥ (Hidehiko Miyake) . 111H F A 2 (Shigehito Yamada)
fkill 5% U (Nana Akiyama). 3 287V (Kyoko Takai). /IM% BV (Shinji Kosugi)
1) FHRFERSEE  EEigeRt R
(Genetic Counselor Corse, Kyoto University School of Public Health, Kyoto, Japan)
2) BRSNS R TSR
(Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)

HEMZHORRIRNRICEATSLERERS £158 HEMSEOXRICH T BERIKRICD
W</

Current status of prenatal testing in Japan from the questionnaire survey of Obstetricians and
Gynecologists

OIlH ®EA Y (Shigehito Yamada) . =5 7572 " (Hidehiko Miyake) . /24 {f/Z ¥ (Haruhiko Sago)
I PB Y (Hideaki Sawai) . BJIR BIZ ' (Akihiko Sekizawa). = H %1% ¥ (Fumio Takada) .
A7 ET 9 (Naoko Arimori) . 43 77 (Makoto Kanai) . /MM#E 17 ¥ (Yuka Ozasa)

L Z87-? (Yasuko Yamanouchi) . #2J5 #— ' (Yoici Matsubara)
HEIE 3£ 'Y (Hideaki Masuzaki) . B 948 ' (Fumiki Hirahara) . AR %75 'Y (Koji Kugu)
1) BHBKRFEER BRI B IR F2 55
(Clinical Genetics Unit, Kyoto University Hospital)
2) ENVIKEBEEEEE v 5 —  FEY - S -
(Center for Maternal-Fetal and Neonatal Medicine, National Center for Child Health and Development)
3) BERLRHEERIIIEE > 5 —  BigET
(National Research Institute for Child Health and Development)
4) WEFIRSE N ANFL
(Department of Obstetrics and Gynecology, Showa University)
5) deERY:  BRIREIREE R
(Department of Medical Genetics, Kitasato University)
6) FEHMEREARY: HISHES
(Genetic Nursing Course, St. Luke's International University) Day 1
7) MRS R Nov.20
(Shinshu University School of Health Sciences)
8) BEERIEFIRY:  AdrfEEnigEt > s —
(Bioethics Research center, Tokyo Medical and Dental University)
9) JINEFERRHRY: R ES
(Faculty of Health and Welfare, Kawasaki University of Medical Welfare)
10) FREERIRSY: kAR
(Department of Obstetrics and Gynecology, Hyogo College of Medicine)
1) R ERHm AR08
(Department of Obstetrics and Gynecology, Nagasaki University)
12) BERTILRY:  AEEAEFR RS
(Department of Obstetrics and Gynecology, Yokohama City University School of Medicine)
13) HRUERSZAEHORIE R AR
(Department of Obstetrics and Gynecology, Tokyo Metropolitan Bokuto Hospital)
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—ix[1E 1019 EIRHREDGE - Bl ok - BEER

Oral Session 1019 Treatment of Genetic Disorders/Gene Therapy/Regenerative
Medicine

H BE:11 H20H OK) 16:46 ~17:52 55 6 &35 (ki 2 )
JE e aE i (BRI AT R - ARG ERAIERT - 7 FEIE)
etz () ESZAE - MEEERITIE £ > & —fiiEitoE i)
Date : Nov. 20 (Thu.) 16:46-17:52 Room 6 (Tougen 2F)
Chairs : Hiroki Kurahashi (Fujita Health University)
Hirohiko Hohjoh (National Institute of Neuroscience)

1019-1 RUEHBISAMOT 4 —OT7 0 F 2 ABERICHTEEBREFIDZRIR /
16:46 Optimizing antisense oligonucleotide for Fukuyama muscular dystrophy

OibH (#71H) BT Y (Mariko Tkeda) . /M T ¥ (Kazuhiro Kobayashi) |
17 P57 Y (Yohei Satoh) . #5111 %7 ¥ (Tatsushi Wakayama) . #§H 1832 ¥ (Hirofumi Masuda) .
i —ik ¥ (Kazutomo Tijima). 77 3% " (Tatsushi Toda)
1) MEREE EEE MENARE IR
(Department of Neurology / Molecular Brain Science, Kobe University Graduate school of Medicine, Hyogo,
Japan)
2) MERE RS ANEFRE
(Department of Pediatrics, Kobe University Graduate school of Medicine, Hyogo, Japan)
3) BAFEEASA
(Nippon Shinyaku co. Itd)

1019-2 A2V AV VRBEEEFREEDRR/
16:57 Treatment of insulin recepter gene disorders

OMM 547V (Hiroko Kadowaki) . £ ik ¥ (Katuya Aizu). ¥ H 542 (Hirosi Motiduki) .
JIIE %7 (Syhouko Kawada) . #-H 1#3% ¥ (Hiroyuki Ida) . HMI7L #£ ¢ (Hayato Hosoe)
J& —Jf ¢ (Kazuo Hara)

Day1 1) ERRE NERE

Nov. 20 (Department of Pediatrics, Sannou Hospital)

2) Bif/hRBEgEL sy —

(Saitama Pediatric Medical Center)
3) WRGEEERKY NER
(Department of Pediatrics, Tokyo Jikei univ. of Medicine)
4) HORERE R A AR
(Department of Diabetes and Metabolic Dis., Tokyo univ. of Med.)

1019-3 PLP1 REROHMAFHREZENELAERNT YT - URI D 322 JIZ KB Pelizacus-Merzbacher
17:08  WOBFERFKE /
Seeking drugs for Pelizaeus-Merzbacher disease caused by PLP1 point mutations using drug
repositioning approach

O#E f# Y (Ken Inoue) . Priyanthi Mangalii’. A A5 Y (Yurika Numata) |
HiFt £ 7V (Shoko Nakamura) . SFA) 5 2 (Toshifumi Morimura)
4% 7547 Y (Hideyuki Saya) . %7 Ht— " (Yu-Ichi Goto)
) SR - WA 5~ RMERTAET RIS 2 )
(Dept. Mental Retardation & Birth Defect Research, Nationa Institute of Neuroscience, NCNP, Tokyo, Japan)
2) WHEBERRY SRt s s —
(Molecular Neruroscience Reseach Center, Shiga Univ. of Medical Science)
3) BEISFEERT:  JeumlERARIIET

(Institute for Advanced Medical Science, Keio University)
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1019-4
17:19

1019-5
17:30

1019-6
17:41

KRXMET7>F OV EVRZEARHITRICH T 5 MREREDEE ~BIZFRITER CRIKED
1&&t/

Management of thromboembolism in pregnant women with inherited antithrombin deficiency:
genotype-phenotype analysis

Olfi% HEZ Y (Yasuhiko Ebina) . H AT #i7] 2 (Yuji Nakamachi) . #+4F #%] V' (Kenji Tanimura) |
R EH3E Y (Mayumi Morizane) . #%.E #8T ¥ (Satoko Morikami) +
HIT A Y (Masashi Deguchi) . {iT%F 77 2 (Seiji Kawano) . ILIH 7 A U (Hideto Yamada)
D) MERFERY R BRI R ERHE AR5
(Department of Obstetrics and Gynecology, Kobe University, Graduate School of Medicine)
2) PR SR i B AR A
(Department of Clinical Laboratory, Kobe University Hospital)

Y RBMT7OT—E—FIBRTT ) 7AWV AZRAWBREICH T D IEEAEE/
Oncolytic virotherapy for osteosarcoma using midkine promoter-regulated adenoviruses
OABEF7 Y (Shuji Kubo) . At 2% Y (Misato Takagi-Kimura) . [1E %% 2 (Tomoki Yamano) .
F i 417V (Tomoko Tamaoki) . /Il Hf& ' (Masatoshi Tagawa)
1) EEER #BIR5as
(Department of Genetics, Hyogo College of Medicine)
2) JCER SVEEF R
(Department of Surgery, Hyogo College of Medicine)
3) FEENAL Y Y —DAGEREI VT
(Division of Pathology and Cell Therapy, Chiba Cancer Center Research Institute)

iPS #liRa % AU 2 e R AR AR ARIE D 7R RERFRA /
Functional analysis of iPSC-derived myocytes from patient with carnitine palmitoyltransferase
2 deficiency
O%2 #Z (Tetsuhiko Yasuno). [ 7% (Hidetoshi Kaneoka)
AR ESE B - BEEAR

(Department of Internal Medicine, Fukuoka University School of Medicine, Fukuoka, Japan)
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