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1016 H (£) 18:10~19:10 HKA¥—2a (A 4R 16 ABC)

Date :  Oct.15 (Thu) 17 : 00~18: 00 Poster Room (Hana ABC, Main Tower 4F)
Oct. 16 (Fri) 18 :10~19: 10 Poster Room (Hana ABC, Main Tower 4F)

BP-1 FBEETZRMERVAETRI Y ERETT IV ZOER
Generation of novel Down syndrome model mice via chromosome engineering technology

OFH BE92 " (Yasuhiro Kazuki), P8 B! (Kei Hiramatsu) , B3 %578 ' (Satoshi Abe) |
HEZ Wtk 2 (Naoyo Kajitani), 75 H JN%3 ¥ ? (Kanako Kazuki), &8 512 (Shoko Takehara),
#IT IE N ' (Masato Takiguchi), E4%)1] BH % (Atsushi Hasegawa), {5 7K HEF-° (Ritsuko Shimizu)
Fi3F 165 ° (Shigeharu Wakana), 5l BE4E ° (Tamio Furuse), [ BRF ° (Ikuko Yamada),
B E O 3E ¢ (Narumi Ogonuki), /INAT (?EK b (Atsuo Ogura), FAF JEHE 2 (Mitsuo Oshimura)
1N e N U s Y o B B R R e ]
(Department of Biomedical Science, Graduate School of Medical Science, Tottori University, Tottori, Japan)
2 BHORZERAR T2 e v 4 —
(Chromosome Engineering Research Center Tottori University, Tottori, Japan)
3 WAL RE R BRI SR A S8R o0 T ML
(Department of Molecular Hematology, T ohoku University Graduate School of Medicine, Sendai, Japan)
4 WAL RN R SR
(Institute of Development, Aging and Cancer, Tohoku University, Sendai, Japan)
5 FULFRIZEHNA 4 ) Y — Ak v ¥ —< v ZARBBRNT ST — &
(Technology and Development Team for Mouse Phenotype Analysis Japan Mouse Clinic, RIKEN
BioResource Center (BRC), Tsukuba, Japan)
6 HALZEIIERTNA 4 ) v — Ak v & — i n TR R
(Bioresource Engineering Division, RIKEN BioResource Center (BRC), Tsukuba, Japan)

BP-2 ERMREEARLE “ICFERMN OFERERF ZBTB24 & CDCA7 D¥EERERT
Functional analysis of the causative genes for ICF syndrome
O HESR ' (YuyaTto), #rH PEA 2 (Hirohisa Nitta), #EAK JGFF ! (Motoko Unoki)
KA #i% ! (Hiroaki Ooishi), Peter E. Thijssen ®, Guillaume Velasco !, Claire Francastel %,
Silvere M. van der Maarel®. 14 K #i2Z ! (Hiroyuki Sasaki)
1 JUHRSFAARB IR AR e = € 7 A il il 555 1
(Division of Epigenomics and Development, Medical Institute of Bioregulation, Kyushu University, Fukuoka,
Japan)
2 RIRKRFERFEBEEE SR TE R 5 F- IR AR - TR 00 B
(Division of Gene Therapy Sc1ence, Osaka University Graduate School of Medicine, Osaka, Japan)
3 Department of Human Genetics, Leiden University Medical Center, Leiden, Netherlands
4 CNRS UMR7216, Epigenetics and Cell Fate, Université Paris Diderot, Paris, France



BP-3 BRI West FERFORBEN T/ LT - 18 ESIH 9 FI CIRBER ZRRE -

Genomic analysis identifies candidate pathogenic variants in 9 of 18 patients with unexplained
West syndrome

O%gith 24 ' (Atsuo Kikuchi), fRBEL 72 3 A 1% (Naomi Hino-Fukuyo) |
T ABEF | (Natsuko Arai-Ichinoi), 7Y 351 2 (Tetsuya Nithor) . £ % ' (Ryo Sato)
AR B (Tasuku Suzuki), € 735%C ' (Hiroki Kudo), ) ¥ ' (Yuko Sato)
drpl] B ! (Tojo Nakayama), Filidie i/ 1° (Yosuke Kakisaka), AfRH Hifd ! (Yuki Kubota) |
JINFR BB ¥ (Tomoko Kobayashi),  #F11] % ° (Ryo Funayama), H[l] &~ ° (Keiko Nakayama)
FRS B ' (Mitsugu Uematsu)y A PET- 2 (Yoko Aoki), #kEF4~ FlI#f ¢ (Kazuhiro Haginoya) .
5 82  (Shigeo Kure)
1 JAERFBE A=/ ERE
(Department of Pediatrics, Tohoku University School of Medicine, Sendai, Japan)
2 WAL RAE R A B SR A e R AR 57 B
(Department of Medical Genetics, Tohoku University School of Medicine, Sendai, Japan)
3 WAL RFERFPRE ARG T A D AF 51T
(Department of Epileptology, Tohoku University School of Medicine, Sendai, Japan)
4 HALRFERILA T4 AV - AT 2 7 BB BB B T2k - 85y k) v 75
(Division of Genomic Medicine Support and Genetic Counseling, Department of Education and Training,
Tohoku Medical Megabank Organization (ToMMo), Tohoku University, Sendai, Japan)
5 WAL R AR B 16 R ZE R e 1 5 ) ) 43 17
(Division of Cell Proliferation, United Centers for Advanced Research and Translational Medicine, Tohoku
University Graduate School of Medicine, Sendai, Japan)
6 EMEILBRESRE £ v ¥ — /N
(Department of Pediatric Neurology, Takuto Rehabilitation Center for Children, Sendai, Japan)

BP-4 SR 1FULDEFFICETE22F 7+ Uy VBEEREORERE
Development of Thanatophoric dysplasia surviving older than one year old

SN oy
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O F )+ ' Mariko Ushioda), |11 4254 ? (Takahiro Yamada), 3¢ #%] * (Seiji Tutumi) olig
TEF FEJ ' (Norio Shinozuka) . 5348 HE—EP ° (Yuichiro Takahashi), fi£fH 1EJB# ¢ (Masakatu Sase) JEB
S H 7 Jun Murotuki), B3 JEB ! (Hideaki Sawai) ==
1 S BER R 2 R o AR 23l e a

(Department of Obstetrics and Gynecology, Hyogo College of Medicine, Hyogo, Japan) ﬁ
2 JbigE KA —
(Hokkaido University) %
3 A £
(Yamagata University)

4 YRR AR e
(Laboratory for Fetal Medicine Research Inc)
5 REEHELYS—
(National Hospital Organization Nagara Medical Center)
6 IORREREEE Y ¥ —
(Yamaguchi Grand Medical Center)
7 EWRIEALZ &Rk
(Miyagi Children’'s Hospital)
BP-5 Xp21 RELZMIESIICH T 2REL X REEHET - BERE X £ad 23519 5 RNA/DNA-
FISH &4 -

X inactivation analysis by RNA/DNA-FISH for females with chromosome Xp21 deletion

O} B (Rie Kawamura), fJH #4523 (Wakabalha), fEIE #85% (Yoshimitsu Fukushima)
W B (Keiko Walkui)
fEMMR R AIRBIREE S - FRHRPHE

(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
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B B:10815H8 (K) 17:00~18:00 KAY—218 (& 4 fE 1€ ABC)
Date : Oct. 15 (Thu.) 17:00~18:00 Poster Room (Hana ABC, Main Tower 4F)

—iERAY— HISEGE (Bif) /
Poster Session Cytogenetics |

P-1 BEAEEGEREETTIVY I RCE T 2 REIRBOMLEETFELEEORERBOR
B
Mechanism of the meiotic sex chromosome inactivation failure in the mouse model for balanced
reciprocal translocation carriers
O B4 F (Makiko Tsutsumi)y g B0 (Takema Kato), Fifda 75 A (Hidehito Inagaki) |
KRAIL B (Tamae Ohye), AAG {448 (Hiroki Kurahashi)
i HH DRAGRE A K 2R A R R AR JE T 3 T AR A JE 6 M
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Toyoake, Japan)

P-2 Lgrd D<) AMEICH T BHBEERERT & L TOHEE
Lgrd works as the anti-testis gene in mice ovaries
O/NR HEVT Y (Masae Koizumi)y K] —f#i 2 (Kazunori Oyama), FR{E B2 ® (Akihiro Nawa)
V7% 5% ? (Katsuhiko Nishimori)
1 B RS R 50 I AR
(Department of Obstetrics and Gynecology, Ehime University School of Medicine, Matsuyama, Japan)
2 WAL RFE R A R AR TERE 0 T A 545 0
(Laboratory of Molecular Biology, Graduate School of Agricultural Science, Tohoku University, Sendai,
Japan)
3 AR KA I AP
(Department of Obstetrics and Gynecology, Nagoya University School of Medicine, Nagoya, Japan)

—ARIRAY— HREEE BRF) 1/
Poster Session Cytogenetics lI-1

P-3 FUABTOERREH/NUT > b EEZ SN large CNV Di&ET
Characteristics of benign-large CNVs identified through trio-sample examinations
OB £+ (Keiko Shimojima), |4 2% (Toshiyuki Yamamoto)
JOR I RR R ARG ERA A TE T
(Tokyo Women's Medical University Institute for Integrated Medical Sciences, Tokyo, Japan)
P-4 Y—H—FEEEiEH 7 5 ESICOVTO®KE
Clinical investigation of 5 cases with a supernumerary marker chromosome
OIUH 224 (Takaharu Yamada), = 1F8L (Masanori Kowaki), /N1 HL/A (Norihisa Koyama)

BT B PE /N R
(Department of Pediatrics, Toyohashi Municipal Hospital, Aichi, Japan)



PSI MBRICH 1 BiBK 5 EMO 18 b U Y I — 25 BIORE
25cases of trisomy 18 in our hospital for 5 years

O AR FB T (Michiko Suzuki), FiIG ¥ ! (Tomohiro Tanemoto), HA F &4 ' (Madoka Horiya)
R ? (Taizan Kamide), 4% FEFEF® (Mamiko Dobashi), #i/& 2P ! (Eri likura)
R PE] Y (ReijiTtow), A 2B ' (Hiroaki Aoki), /[P TE/A * (Masahisa Kobayashi) |
A N1 (Kouhei Sugimoto)y /NP 1H7] * (Hiroshi Kobayashi), R} 48! (Osamu Samura)
Kl FEE Y (Kuniaki Oura), FRIAN 259G (Aikou Okamoto)

1 WA RRR R 5 I AR

(Department of Obstetrics and Gynecology, The Jikei University School of Medicine)
2 WRURR R S R KA W IR A s Bt e Jas AR

(Department of Obstetrics and Gynecology, The Jikei University Kashiwa Hospital)
3 UG ERL A M I 5 =g e 7 o A

(Department of Obstetrics and Gynecology, The Jikei University Daisan Hospital)
4 BOTRMSERKR SN

(Department of Pediatrics, The Jikei University School of Medicine)

P-6 70931.33-032.1 Rk EMAIBEE - HEREE

A microdeletion involving 7931.33-g32.1 in association with intelletuctual/developmental
disability
O=% #if '* (NorikoSangu), T T ' (Keiko Shimojima), =545 H i ° (Yuya Takahashi),
KAE A ® (Tsukasa Ohashi), 3 [1] {8 * (Jun Tohyama), [[JA #8278 ! (Toshiyuki Yamamoto)
1 R R R S R R 220 e
(Tokyo Women's Medical University Institute for Integrated Medical Sciences, Tokyo, Japan)
2 WO FERR S SR TSR
(Department of Oral and Maxillofacial Surgery, Tokyo Women's Medical University, Tokyo, Japan)
3 R bE N B
(Department of Pediatrics, Nagaoka Red Cross Hospital, Nagaoka, Japan)
U AT Tl ARl S T e U R
(Department of Pediatric Neurology, Nishi-Niigata Chuo National Hospital, Niigata, Japan)
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—RRAY— BEEE&EGEFE1/
Poster Session Cancer Genetics 1

P-7 ATM & ATR #HI{HI 9 5 DNA ZASEHUIMEBGLICH 1T 55/ LRTE MRS
Genome maintenance system orchestrated by ATM and ATR at double-stranded DNA breaks

O¥a4 C# ' (Bunsyo Shiotani), i ¥ ' (Hitoshi Zembutsu), Zou Lee *
1 ENLABISE Y & — B SEi s (R B =i 5855 1
(Division of Genetics, National Cancer Center Research Institute)
2 *HFa—t v VREIRE - N—N— FRFEFERFRE
(MGH, Harvard Med. Sch. )
P-8 OBPAICETEPABREEGEFOX—TYy NI —F 2R
Targeted resequencing of cancer-related genes in oral cancer
OFH F£— 1'% (Keiichi Morita) . M JI] #& ' (Yu Oikawa), THFE & ° (Kou Kayamori)
PIAR 7& 3 (Kei Sakamoto) , £3AX 341 ' (Kousuke Tanimoto), A7 )1] #2 % (Shumpei Ishikawa)
fifi 785 *° (JohjiInazawa), JELH {22 ! (Hiroyuki Harada)
1 RRUEE R PR AR AR BE R o A A F e R gl e SR 2755 7
(Oral & Maxillofacial Surgery, Graduate School of Medical & Dental Sciences, Tokyo Medical & Dental
University, Tokyo, Japan)
2 WRBER SRR RFIREBANA A ) Y — Ak ¥ —
(Bioresource Research Center, Tokyo Medical & Dental University, Tokyo, Japan)
3 BOTEER R R AR AR BE R B 2238 S TR R 1 s B 2 W
(Oral Pathology, Graduate School of Medical & Dental Sciences, Tokyo Medical & Dental University, Tokyo,
Japan)
4 BOREEFR SR RS ER B TR 7 AT
(Genome Laboratory, Medical Research Institute, Tokyo Medical & Dental University, Tokyo, Japan)
5 BORERF SRR AR EBEHEG R BRITENT 7/ 26 B0 B
(Genomic Pathology, Medical Research Institute. Tokyo Medical & Dental University, Tokyo, Japan)
6 BT SR RS R AR B A BT TR 40 Ml i {2200 B
(Molecular Cytogenetics, Medical Research Institute. Tokyo Medical & Dental University, Tokyo, Japan)
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P-9

P-10

P-11

HEHHRERSY % BV 7= Chromothripsis MDA B #4E D #E8H
Exploring mechanisms for chromothripsis by irradiation
O T BEHd 3 (Maki Morishita) . A48 28 | (Tomoki Muramatsu), A& £ ! (Shin Hayashi)
SEH: A Y (Momoki Hiral) . 0 FHIEF ' (Yumiko Suto), /NP #EIF ° (Teruaki Konishi)
Pl B&H] %5 (Keiji Moriyama) . Fi{3% 25878 '° (Johji Inazawa)
1 HORERRFR R R e B FE T 4 M B R 52 50 B
(Department of Molecular Cytogenetics, Medical Research Institute, Tokyo Medical and Dental University,
Tokyo, Japan)
2 UGB SRR 2 ok A R I 6 1 0
(Department of Maxillofacial Orthognathics, School of Dentistry, Tokyo Medical and Dental University,
Tokyo, Japan)
3 HARZFAHRA A 5 B
(Research Fellow of the Japan Society for the Promotion of Science, Tokyo, Japan)
4 R AR AT IEI S  BHRIE Y v 8 —
(Research Center for Radiation Emergency Medicine, National Institute of Radiological Sciences, Chiba,
Japan)
5 BHHREE R A WFSEFTI e el v > & —
(Research Development and Support Center, National Institute of Radiological Sciences, Chiba, Japan)
6 WRERRBIRFRENL ) V=2 v ¥ —
(Bioresource Research Center, Tokyo Medical and Dental University, Tokyo, Japan)

KISEEEEREICH T 5 ALPK2 Bz FEEDIEEERIREN
Influence of a mutation of ALPK2 gene in colorectal tumorigenesis

OffH 2.2 % (Toshiyuki Tsunoda), #r B4 ® (Tomio Arai), F§ B2 H* (Seijiro Mori)
R JCH] ° (Motoji Sawabe), AJ4% 1EBH © (Masaaki Muramatsu), HH P Hffiil 7 (Masashi Tanaka)
118 Bl 12 (Senji Shirasawa)
1 A B KA R 2 A o7
(Department of Cell Biology, Faculty of Medicine, Fukuoka University, Fukuoka, Japan)
2 AR KA SE 53 ¥ BRI ST
(Central Research Institute for Advanced Molecular Medicine, Fukuoka University, Fukuoka, Japan)
3 WRUMERE R ER L v 7 — - BN
(Department of Pathology, Tokyo Metropolitan Geriatric Hospital, Tokyo, Japan)
4 FRHREEE R R v & — - BRI v 7 —
(Center for Promotion of Clinical Investigation, Tokyo Metropolitan Geriatric Hospital, Tokyo, Japan)
5 WGBSR R F R BT - 40 T B AT
(Department of Molecular Pathology, Graduate School of Health Care Sciences, Tokyo Medical and Dental
University, Tokyo, Japan)
6 O ERF SR ALK HEG R BT IET - 5 TES
(Department of Molecular Epidemiology, Medical Research Institute, Tokyo Medical and Dental University,
Tokyo, Japan)
7 BB RAFERE Y v ¥ — IR R A T DRI
(Department of Genomics for Longevity and Health Tokyo Metropolitan Institute of Gerontology, Tokyo,
Japan)

BREMREKOSEBEREE K UERE L -FRBEE{EF APIP-FGFR2 (6T 347/ LYED
S
Diversity of genomic breakpoints in novel fusion gene APIP-FGFRZ2 with high-level
amplifications in a gastric cancer cell line
OB P4 12° (Takashi Okuda), & %2 * (Tomohiko Taki), P§H —H5A ? (Kazuhiro Nishida)
J1/4; ELPE ? (Yoshiaki Chinen), 4%k A ? (Hisao Nagoshi), P{A - ° (Chouhei Sakakura)
W e 2 (Masafumi Taniwalki)
1 BRI ST RFFR 2K BE R A e R AL 3 R
(Department of Gastroenterology and Hepatology, Kyoto Prefectural University of Medicine, Kyoto, Japan)
2 HUERHESLERER R F PR AR e R IR - 5 PR
(Department of Hematology and Oncology, Kyoto Prefectural University of Medicine, Kyoto, Japan)
3 T AR LT R B AL g R
(Department of Gastroenterology, Fukuchiyama City Hospital, Kyoto, Japan)
4 HUERHESLERER SR FE R E R Se R 0 T W - TR e
(Department of Molecular Diagnostics and Therapeutics, Kyoto Prefectural University of Medicine, Kyoto,
Japan)
5 HUERHFSZEEFIR PR EIHAL 85 R
(Department of Digestive Surgery, Kyoto Prefectural University of Medicine, Kyoto, Japan)



P-12

P-13

7ROy EENNRRIBREN ADKERRF EBERNZ T O NEFEOBER
Molecular genetic mechanism of tumorigenesis and profile of intratumoral steroidogenesis in a
case of childhood androgen-producing tumor
ORg#EE Z21 ' (Yasuko Fujisawa), /N #52Z2 ! (Hiroyuki Ono), 1111 #E ' (Rie Yamaguchi) |
3% HEAC 2 (Masayo Kagami), 7€ 5L ELfd 2 (Maki Fukami), #45 8 ' (Tsutomu Ogata)
1 PR EE R R A PR S HR /N LR
(Department of Pediatrics, Hamamatsu University School of Medicine, Shizuoka, Japan)
2 ERLRBEHRITE Y 2 5 — 5T W SEER
(Department of Molecular Endocrinology, Division of Basic Endocrine Research, National Center for Child
Health and Development, Tokyo, Japan)

BEEICH T IMEN—ZOLER—2—2 X7 L&AV EMT BIE miRNA QR
Exploring EMT-related miRNA using cell-based reporter system in pancreatic cancer
OA F5— 2 (Hidekazu Hiramoto), A% 27## ! (Tomoki Muramatsu), T3 JI] A Hifj 2 (Daisuke Ichikawa)
Kk Yef 2 (Eigo Otuji), FGiE: 5#{R " (Johji Inazawa)
1 R R AL R S B iR B ZE 0T 45 Ml i 12
(Department of Molecular Cytogenetics, Medical Research Institute Tokyo Medical and Dental University)
2 BURRHE LR R R EHVRE A B AL 2R R
(Division of Digestive Surgery, Department of Surgery, Kyoto Prefectural University of Medicine)
3 BORER SRR FREEN, ) V=2 v 5 —
(Bioresource Research Center, Tokyo Medical and Dental University)

—RXIRAY— Rix4EES (HBOCZE) 1/

Poster Session Hereditary Cancer/HBOC 1

P-14

P-15

P-16

lon Proton System % AU = KR IEE OB BT EEHN

Exome Sequencing analysis of familial cancer by high through-put sequencer lon Proton
System

OFet 52 KEB (Sotaro Kanematsu), fEH F:AK (Karin Umeda), 4/ )5 21¥ (Tomoko Sahara) .
HKik M (Yusuke Suenaga)
TR AL ¥ 7 — BT DI

(Division of Genetic Diagnostic Chiba Cancer Center)

BIEEIPANEP AERBEOEEREFI@EEFE X7 U -2 JHEDRE
The Risk Assessment of BRCA1/2 mutation

OfEJE 51+ ' (Tomoko Sahara), HEH H:AK ! (Karin Umeda), S 52 KHER ! (Sotaro Kanematsu)
HKk HEA' (Yusuke Suenaga), LI [ A 2 (Naoto Yamamoto), AfF: /£ZS ! (Sana Yokoi)
1 THENAL Y & —HE TSR
(Division of Genomic Diagnostics, Chiba Cancer Center, Chiba, Japan)
2 TIENA YV F —FIRIE
(Division of Breast Surgery, Chiba Cancer Center, Chiba, Japan)

REBEBHV > ET—HFA—T 12— b T3 HBOC LEAHIDBE | EMAZELIHERE
DY) 5 A&

Establishment of management system for hereditary breast and ovarian cancer syndrome
coordinated by certified genetic counselors : a trial in Shinshu University Hospital

O BT (EmikoKise), A7)I] ELyE ! (Masumi Ishikawa), {JHE fff— * (KenichiIto)
R HF-° (TokikoIto), = AN 5 * (Tsutomu Miyamoto), eyt M ¥ * (Akiko Takatsu)
ZH 35k ? (Miki Kasuga) . =% 57 (Kyoko Takano), T I (Tomoki Kosho)
FEIE 656 ° (Yoshimitsu Fukushima)

1 B IHR A B 2 TR B I s B a5 T35

(Division of Clinical and Molecular Genetics, Shinshu University Hospita, Matsumoto, Japan)
2 AFINRAEE A= B I s 15 A

(Department of Nursing, Shinshu University Hospital, Matsumoto, Japan)
3 AEMIRFEBE A R BT - N Wws R

(Division of Breast and Endocrine Surgery, Shinshu University Hospital, Matsumoto, Japan)
4 MG MNREEE I s ot v B e N B

(Division of Obstetrics and Gynecology, Shinshu University Hospital, Matsumoto, Japan)
5 EMRFEFAIBERES: - PRIk

(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
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P-17 BIEMIENEREDZEICE T 5 VUS ADRIE
Clinical management for patients with VUS in BRCA1/2

OPaH K 2 (Kenta Masuda), HEAR #24CT-! (Kiyoko Umene), HEA A#F ' (Arisa Ueki)
AL BF ! (Haruko Irie) . Z23% JFFE ' (Masataka Adachi), WA M43+ ! (Kanako Nakamura)
f{FH 2585 Miho Tida), IR % % (Akira Hirasawa), & 7K J&—[ | (Eiichiro Tominaga)
i #5] 1 (Koji Banno), =2H AFEF 2 (Kumiko Misu), TCH #i+F * (Yuuko Takeda)
JINIF A VR BRS 2 (Kenjiro Kosaki)y A KHifi 1 (Daisuke Aoki), 8 FETH 2° (Kokichi Sugano)
1 BEMESERRR DR AT i i A

(Department of Obstetrics & Gynecology, Keio University School of Medicine)
2 BEFARFEFSRRRE (Y2 5 —
(Center for Medical Genetics, Keio University School of Medicine)
3 BIERBR R
(Keio University Hospital)
4 BEFRNRF R EEIFH
(Keio University Faculty of Nursing And Medical Care)
5 WKL AL Y 7 —WTE S ABIZFIIRZE - A THINZEE
(Oncogene Research Unit/Cancer Prevention Unit, Tochigi Cancer Center Research Institute)

P-18 HOIEREZZEIEEAV U D THELVEGTFRE. REQY —NA4 72 XHTFWE
FLEEfiT % HBOC SV EEED 1 61
A HBOC suspicious breast cancer patient led to her heredity counseling, genetic test and her
other family’s surveillance by her younger sister’s breast cancer medical examination
OB HE 1M 1* (Sachiko Kiyoto), F274 Z39: 2 (Nao Sugimoto), 4 3 2 (Keika Kanako)
KAE 4 = '? (Shozo Ohsumi)
1 WEzA Y Y 7 — LA
(Department of Breast Oncology, Shikoku Cancer Center, Matsuyama, Japan)
2 MERAY Y ¥ —FKIEMEEAHRE
(Familial Tumor Counseling Service, Shikoku Cancer Center, Matsuyama, Japan)

—RXIRAY— SREEIEFE 1/

Poster Session Immunogenetics 1

P-19 ChiP-seq f#tFIC & 3 T #if8IC 5 3 ZFAT OEEHIEIZEN S FORTE
Identification of the genes directly regulated by ZFAT in T cells using the ChIP-seq analysis

O H 2+ '? (Keiko Do)y fHHH 82 * (Toshiyuki Tsunoda), /Ml & * (Midori Koyanagi)
A JEE 12 (ShuheiIshikura), HHHY B+ * (Yoko Tanaka), HiFK —)% ® (Kazuhiko Nakabayashi)
1% Bi ' (Senji Shirasawa)
1 A8 B R A B 2 i A 1 2
(Department of Cell Biology, Faculty of Medicine, Fukuoka University, Fukuoka, Japan)
2 B R AR R A I e A% B S 40 1 R AE A SE T
(Central Research Institute for Advanced Molecular Medicine, Fukuoka University, Fukuoka, Japan)
3 (OBl ESLECE RS SE 2 > & —F2e i e v 9w RE AT 28
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)



P-20 FLI1 BnFRBIEEST IV 700774 NSRRI E LB MHBERAE & DFE
Association of functional microsatellite polymorphism in FLI1 gene with systemic sclerosis

O EFA ™ (Keita Yamashita),  JIJIR} #% ' (AyaKawasaki), & F B 5 ° (Takashi Matsushita) |
W 22 ¥ (Hiroshi Furukawa), $[ B>~ ° (Shouhei Nagaoka), E5H #5k ¢ (Kota Shimada)
FFH: B ° (Shoji Sugil)y F Il FEF T (Masao Katayama), Al 2% ® (Shunsei Hirohata)

[A 2 (Akira Okamoto), T-Z% 24T 1© (Noriyuki Chiba), AAS %¢— ! (Eiichi Suematsu) |
HE T T BT 2 (Keigo Setoguchi) . A5 HH {EaE ° (Kiyoshi Migita), {1 H 22 " (Takayuki Sumida) .
R #E A ! (Shigeto Tohma), E4%)1] £ ® (Minoru Hasegawa), JEAS %% 1® (Manabu Fujimoto)
e f1i— 7 (Shinichi Sato), 7B FlIZ ® (Kazuhiko Takehara), T & f¥:2 ' (Naoyuki Tsuchiya)
1 SUBRS A
(Molecular an Genetic Epidemiology Laboratory, University of Tsukuba, Tsukuba, Japan)
2 A T4 IV vy — IR bR R AR
(Department of Clinical Laboratory, Tsukuba Medical Center Hospital, Tsukuba, Japan)
3 YRR
(Department of Dermatology, Kanazawa University, Kanazawa, Japan)
4 [ e B A B BE BRI FE 2 > & —
(Clinical Research Center for Allergy and Rheumatology, Sagamihara Hospital, National Hospital
Organization, Sagamihara, Japan)
5 REUEE LRI U < 7 N EE
(Department of Rheumatology, Yokohama Minami Kyosai Hospital, Yokohama, Japan)
6 WHHRLZ BERAEI Y 7 — ) v 3 T B
(Department of Rheumatology, Tokyo Metropolitan Tama Medical Center, Fuchu, Japan)
7 ENLIRBEREHE AL R R 5 — BB R
(Department of Internal Medicine, Nagoya Medical Center, National Hospital Organization, Nagoya, Japan)
8 ALHIRABIER - EAE
(Department of Rheumatology and Infectious Diseases, Kitasato University School of Medicine, Sagamihara,
Japan)
9 ELRbERE IR R vy — ) v~ TR

VAN m AN

S R

v
(Department of Rheumatology, Himeji Medical Center, National Hospital Organization, Himeji, Japan) ﬁ,é
10 E 7 BERE R R I ) 7 <~ T8 g8
(Department of Rheumatology, Morioka Hospital, National Hospital Organization, Morioka, Japan) ~
L BB UM > & — RIS P =
(Department of Internal Medicine and Rheumatology, Clinical Research Institute, Kyushu Medical Center, é
National Hospital Organization, Fukuoka, Japan) }Q\
12 B2 B3RS B A 4
(Allergy and Immunological Diseases, Tokyo Metropolitan Cancer and Infectious Diseases Center
Komagome Hospital, Tokyo, Japan) g..
13 ENLIR Bt B K v ¥ —RIf7E X ~ 5 — b1
(Clinical Research Center, Nagasaki Medical Center, National Hospital Organization, Omura, Japan) E
14 SR RFNE BESG - ) o< F - 7TLLF—) K
(Department of Internal Medicine, University of Tsukuba, Tsukuba, Japan) A
15 A2 A =
(Department of Dermatology, University of Fukui, Japan) ;7])’
16 LA K MR 4
(Department of Dermatology, University of Tsukuba, Tsukuba, Japan)
17 FOERF B FE
(Department of Dermatology, The University of Tokyo, Tokyo, Japan)
P-21 IKBL C & % HIV-1 BRSO Hill 4

Association of IkBL with susceptibility to HIV-1 infection

QWL Wb+ ' (Taeko Naruse), H[l] P£3% ? (EmiNakayama), % fit{#i ' (Jianbo An). Gaurav Sharma °.

Narinder Mehra®, & H 3/ ? (Tatsuo Shiota), Gurvinder Kaur ®. AH 377! (Akinori Kimura)

1 SRR SRR R 2% W vh 5 B FE T 43190 R 4 7
(Department of Molecular Pathogenesis, Medical Research Institute, Tokyo Medical and Dental University,

Tokyo, Japan)

2 KBRS GET 7 A IV A &Gl 555
(Department of Viral Infections, Research Institute for Microbial Diseases, Osaka University)

3 All India Institute of Medical Sciences, Department of Transplant Immunology and Immunogenetics, Delhi,
India
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Poster Session Cardiovascular Genetics

P-22

P-23

P-24

P-25

BRAEOHESKBEICETE 7 77U —ROEE EIRKE

Prevalence and cardiac features of Fabry disease in Japanese male patients with diagnosis of
hypertrophic cardiomyopathy

O =1 (ToruKubo), AL #& ' (Hiroaki Kitaoka), HI4{; ELBH 2 (Mari Tashiro)
KA RS 2 (Takeki Sugimoto)y ] K HB ? (Taro Shuin)
1 EHIRFARFEBEAE N - I6EBRAR - MR FL
(Department of Cardiology, Neurology and Aging Science, Kochi Medical School, Kochi University)
2 FHUR A S T 0 B R SELAR 35
(Clinical Genetics, Kochi Medical School Hospital, Kochi)

%h R HBLLET (S KENAREETT 2 R 6 - A R M S B EREDRKKOKET
Connective tissue disorders presenting severe arterial tortuosity in the perinatal period

O #+ * (Hiroko Morisaki), Jii A #% ® (Midori Horiuchi), 7542 3% ® (Jun Yoshimatsu)
Bl 575 1 (Takehiko Yokoyama), 7l 7521 (Mitsuji Iwasa)y {1 & Hfd - ° (Kawazu Yukiko)
[FAS {1 5 (Nobuhiko Okamoto), [=i#E 7 ¢ (Yoshiko Takahashi), 75 /i~ ¢ (Akiko Yoshida)
P A5 2 (KazufumiIda), FRIG FE3E 127 (Takayuki Morisaki)
1 EVAERZHRIITE L » ¥ —Fgei o1 AE &30
(Department of Bioscience and Genetics, National Cerebral and Cardiovascular Center Research Institute)
2 BENRBRZHRIIZE Y v 7 — IR ESE
(Department of Medical Genetics, National Cerebral and Cardiovascular Center, Suita, Japan)
3 EVIEBRERIGEE v 5 — Y - m AF
(Div Perinatology and Gynecology, NCVC, Suita, Japan)
4 AR AR AN R
(Dept Pediatrics, Japanese Red Cross Nagoya Daini Hospital, Nagoya, Japan)
5 KBRAFLR-FIRER AR~ & —
(Osaka Medical Center and Research Institute for Maternal and Child Health, Izumi, Japan)
6 TIERAFEEEH/NELF
(Dept Pediatrics, Chiba Univ. Grad Sch Medicine, Chiba, Japan)
7 RBCRZFERF BRI GER 55T A B e 550 B
(Department of Molecular Pathophysiology, Osaka University Graduate School of Pharmaceutical Sciences,
Suita, Japan)
DEBEESEGTFERAATICJICLZ U XAV FHE : KAREFIRE 48— MR TORER
A Multi-Locus Genetic Risk Score is Associated with Coronary Heart Disease independent of
self-reported family history among 23,595 Participants from a Prospective Cohort Study
O%H A ! (Hayato Tada), Dov Shiffman % Judy Louie % Joseph Catanese %
Charles Rowland ?. James Delvin ?, Olle Melander *, Sekar Kathiresan *
1 SRR BRE A
(Division of Cardiovascular Medicine, Kanazawa University Graduate School of Medicine)
2 kLF
(Celera, A Quest Diagnostics Company, Alameda, California, USA)
3 Vv PR
(Department of Clinical Sciences, Lund University, Malmo, Sweden)
4 <HFa—ty Ve
(Center for Human Genetic Research and Cardiovascular Research Center, Massachusetts General Hospital,
Boston, USA)

DEHIEAEIEAR OBHIEDKRERERRER
Genetic analysis of Med-Ventricular obstruction
Ofiida B+ ' (Natsuko Inagaki), A& JCI§ ? (Takeharu Hayashi), XFH: HEL ! (Yasuyoshi Takei)
PR KRB Y (Taishiro Chikamori), [F} ¥ ' (Akira Yamashina), A& #2775 ? (Akinori Kimura)
1 HOEERFR A6 B 2 R
(Department of Cardiovascular Medicine, Tokyo Medical University, Tokyo, Japan)
2 WO E A} B AR G AT ZE T 4 - e 40 BT
(Department of Molecular Pathogenesis, Medical Research Institute and Laboratory of Genome Diversity,
School of Biomedical Science, Tokyo Medical and Dental University, Tokyo, Japan)
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Poster Session Epigenomics 1

P-26

P-27

P-28

FRREIES KO REICH T 5 Unrft DEEM
Essential role of Uhrf1 during oogenesis and early embryogenesis

ORiiZ 5 # 5] ' (Shoji Maenohara), #EAR JEFF ! (Motoko Unoki), /NE ¥R 2 (Atsuo Ogura)
H F HFEF? (Kimiko Inoue), [ —IJ& 3 (Kazuo Yamagata), i ELHHF* (Mayuko Hori)
Sharif Jafar °. B W= ° (Haruhiko Koseki), Ji 18 ! (Hidehiro Toh), KA7 #% ' (Hiroaki Ohishi) |
M SEhi ¢ (Koji Ueda), {4 K #2Z ' (Hiroyuki Sasaki)
1 UM RS AR IR 0980T = ¥ 7 A 255 5
(Division of Epigenomics and Development, Medical Institute of Bioregulation, Kyushu University, Fukuoka,
Japan)
2 BULZEWRGEHT S A F U VY — 2k ¥ & — s LI Eir
(RIKEN Bio Resource Center)
3 MR R T A E R T LR A B R T LAse=
(Division of Biological Science, Graduate School of Biology-oriented Science and Technology, Kinki
University)
4 RBCRZEWA R TE i A RIS B 5 F T & > & —
(Center for Genetic Analysis of Biological Responses, Research Institute for Microbial Diseases, Osaka
University)
5 HLFEWIERT A A ER R IE v & — SR R v — 7
(RIKEN Center for Integrative Medical Sciences, Laboratory for Developmental Genetics)
6 HRURFERF BRI 2R 7 7 v 2 v a v Tard I 2 Ak vy =4 AIEER S
(Division of Biosciences, Functional Proteomics Center, Graduate School of Frontier Sciences, the University
of Tokyo)

KIBREICHTBA T b DMR OIIER A FIV{LEER

Comprehensive methylation analysis of imprinted differentially methylated regions in colorectal
cancer

ORiEs 757 2 (Hidenori Hidaka), HIJT {8 ! (Ken Higashimoto), TFA F-#k ! (Saori Aoki),
JESE Y| (Hidetaka Watanabe), JAAR & A ! (Hitomi Yatsuki), PEJF #%— ' (Kenichi Nishioka)
3k FE—HB " (Keiichiro Joh)y BiH] #F3% * (Toshiyuki Maeda), T 35K * (Yasuo Koga)
) BE— ? (Ryuichi Iwakiri) . BEIR 1%l ¢ (Hirokazu Noshiro), A —IE ? (Kazuma Fujimoto)
B ¥ ! (Hidenobu Soejima)
1 B RFEFE G T A MR i F sy - LY 2 AT 1 7 A5
(Division of Molecular Genetics and Epigenetics, Department of Biomolecular Sciences, Faculty of Medicine,
Saga University, Saga, Japan)
PN VS SR (Wi s
(Department of Internal Medicine and Gastrointestinal Endoscopy, Saga Medical School, Saga, Japan)
3 RN R
(Department of Pediatrics, Faculty of Medicine, Saga University, Saga, Japan)
4 R RFBESFB— i - HALZRILEE
(Department of Surgery, Saga University Faculty of Medicine, Saga, Japan)

FEFZ I A—IVERERARTERE (NAFLD) DI ES / LR
Epigenetic analysis of nonalcoholic fatty liver disease
O¥iH FEATF ' (Kikuko Hotta), JtAS BiHL ? (Takuya Kitamoto), JbLAN #% ? (Aya Kitamoto) .
NI $HZ % (Yuji Ogawa), H1JS5 (52 ° (Atsushi Nakajima)
1 RBRR A B 27 0 B D i B oA Sk [ 3 B 76 35
(Department of Medical Innovation, Osaka University Hospital, Osaka, Japan)
2 PREERFRF
(Hamamatsu University School of Medicine, Shizuoka, Japan)
3 BRUET VKRR BE R AR Je R R L o =
(Department of Gastroenterology and Hepatology, Yokohama City University School of Medicine,
Yokohama, Japan)
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Poster Session Population Genetics

P-29

P-30

BEBARANICSH TS a-Gal BIZFONTOLA THEDRA & a-Gal J&M & OBIEFT

Trial of haplotypes classification of alpha—-Gal gene in healthy Japanese, and related evaluation
of the alpha-Gal activity

O3EW 7k ' (Wakae Awano), HREE 3R ! (AyaNezu), SH{E ¥ ? (Tomoko Hasunuma)

BEH Jih ® (Rei Masuda), FE A W35 ' (Naomi Araki), ey HH 5855 1 (Fumio Takada)

1 AEHUOR SR S B e RIF 78 R PR 38 £ 1% 27 R R
(Department of Medical Genetics, Kitasato University Graduate School of Medical Sciences, Kanagawa,
Japan)

2 RO RFESFBAT BB IR S > & —
(Oita University Hospital Clinical Pharmacology Center, Oita, Japan)

3 AL HRAEE AR AR

(Department of Neurology, Kitasato University School of Medicine, Kanagawa, Japan)
BARADREZ L BEHBEDRE . 727 AOF TOEGHEERVEGHERDEBEDHE

The fine-scale genetic structure of the Japanese population : estimation of genetic materials
derived from Asians and the basis of genetic differentiation

O Wb ! (Fumihiko Takeuchi), W4y A %2 % (Tomohiro Katsuya), ARAF 324> ° (Ryosuke Kimura)
AP At (Toru Nabika), KRALR: 24235 ° (Takayoshi Ohkubo), HHJE FE3Z ¢ (Yasuharu Tabara) .
INA {7 (Ken Yamamoto), A F85A ® (Mitsuhiro Yokota), Woei-Yuh Saw °.  Yik-Ying Teo °\
I BIEA ' (Norihiro Kato)
1 BN ERRERT e & —WEFeTE (5T 32 Wi 5 B S 783
(Research Institute, National Center for Global Health and Medicine, Tokyo, Japan)
2 KRBURZEREFEBE R R FE R R AR B (5 T 1R e
(Department of Clinical Gene Therapy, Osaka University Graduate School of Medicine, Suita, Japan)
3 BRERR AR B AR FERE N A figp ) 7 5 e
(Department of Human Biology and Anatomy, Graduate School of Medicine, University of the Ryukyus,
Nishihara-cho, Japan)
4 ERURAER B I SR i B Gl 1
(Department of Functional Pathology, Shimane University School of Medicine, Izumo, Japan)
5 A IR AR IR S T A 2 N R i A G
(Department of Hygiene and Public Health, Teikyo University School of Medicine, Tokyo, Japan)
6 HARKFERFBEEANGER T ) 2 EFER v 5 —
(Center for Genomic Medicine, Kyoto University Graduate School of Medicine, Kyoto, Japan)
7 AFRRK SRR AR AL 5 Gl e
(Department of Medical Chemistry, Kurume University School of Medicine, Kurume, Japan)
8 FHIFEBERFWFEE T LE WIS S s i
(Department of Genome Science, School of Dentistry, Aichi Gakuin University, Nagoya, Japa)
9 Saw Swee Hock School of Public Health, National University of Singapore, Singapore



P-31 BAAEFATO, HLANTOZ2 4 TOEEGHSEH MOy EZ T
Mapping the genetic diversity of HLA haplotypes in the Japanese populations

OWoei-Yuh Saw ', Xuanyao Liu'. Chiea-Chuen Khor % 7P %Lty * (Fumihiko Takeuchi) ,
B4 K %% (Tomohiro Katsuya), ARF FE41° (Ryosuke Kimura), NE{[ i © (Toru Nabika)
KA 367 (Takayoshi Ohkubo), HIJEL HEZX ® (Yasuharu Tabara), [LIAS fd © (Ken Yamamoto)
K H F55A © (Mitsuhiro Yokota) . Yik-Ying Teo **, Jllj#E $HA ° (Norihiro Kato)
1 BNy Y AR—=VKFET A 754 2 AT
(Life Science Institute, National University of Singapore, Singapore)
2 TR NREEEAIGET ¥ v AR =V A ESERT
(Genome Institute of Singapore, Agency for Science, Technology and Research, Singapore)
3 ENLERRERIGEE v 7 —WFERT B R T2 Wi B S 7e %
(Department of Gene Diagnostics and Therapeutics, National Center for Global Health and Medicine, Tokyo,
Japan)
4 KRBURZFEREFEBER SR e R R B s T IR S
(Department of Clinical Gene Therapy, Osaka University Graduate School of Medicine, Suita, Japan)
5 BRERRAEEE A NARIR T 7
(Department of Human Biology and Anatomy, Graduate School of Medicine, University of the Ryukyus,
Nishihara-cho, Japan)
6 LRI R B
(Department of Functional Pathology, Shimane University School of Medicine, Izumo, Japan)
7 W RAEE I AR R
(Department of Hygiene and Public Health, Teikyo University School of Medicine, Tokyo, Japan)
8 BB RFRFBEEAWGER T A EF v 5 —
(Center for Genomic Medicine, Kyoto University Graduate School of Medicine, Kyoto, Japan)
VP NS e e e
(Department of Medical Chemistry, Kurume University School of Medicine, Kurume, Japan)
10 EMFEBERFRFEL T/ A EHRISH 2 W
(Department of Genome Science, School of Dentistry, Aichi Gakuin University, Nagoya, Japan)
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Poster Session Statistical Genetics 1

P-32 Japanese HLA imputation references and its application on Steven—-Johnson Syndrome and
Narcolepsy with cataplexy

OSeik-Soon Khor 's Woosung Yang % JI[IE 911 ' (Minae Kawashima) |
bk %5 ? (Shigeo Kamitsui),  Zheng Xiuwen . P4 H 239 ™ (Nao Nishida) |
I WFE ! (Hiromi Sawai), 2 #35 ! (Hiromi Toyoda), = JI] Hi' (Taku Miyagawa).
AR 2L T (Yuki Hitomi), A% E. 5 (Makoto Honda), _FHH B35 7 (Mayumi Ueta) .
AR %7 (Shigeru Kinoshita), 4> B2 ? (Naoyuki Kamatani), ik BT ! (Katsushi Tokunaga)
1 HORFAR AR R AP Se R N R
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2 MREMAY — Y = Ve EEFEONR
(StaGen Co., Ltd., Statistical Genetics Analysis Division, Tokyo, Japan)
3 UV b YRPEYREER
(Department of Biostatistics, University of Washington, Seattle, WA, United States)
4 ENLEBSERIIE Y 7 =Tk - SuEmisE v 7 —
(The Research Center for Hepatitis and Immunology, National Center for Global Health and Medicine,
Ichikawa, Japan)
5 WURTBERF KA R IR 2 Gl 2
(Department of Somnology, Tokyo Medical University, Tokyo, Japan)
6 HHURBER AR A FSEITRR A A T By PR A E 8 47 B IR IR R B Y 1 2 = 7 b
(Sleep Research Project, Department of Psychiatry and Behavioral Sciences, Tokyo Metropolitan Institute
of Medical Science, Tokyo, Japan)
7 BUHSIHE SRR R R A A SR B e o il 1
(Department of Frontier Medical Science and Technology for Ophthalmology, Kyoto Prefectural University
of Medicine, Kyoto, Japan)
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P-33

P-34

P-35

#B#%M discordant directional eQTL D REIFE & 5
Identification and evaluation of discordant directional eQTL across tissues

OXF EPE ' (Kuniyo Sueyoshi), HH A f§1#i 1 (Toshihiro Tanaka), [if] FH Ffi52 *° (Yukinori Okada)
1 FOLEERM R R B R R R
(School of Medicine, Faculty of Medicine, Tokyo Medical and Dental University, Tokyo, Japan)
2 WERRBLIRFRE AN ) Y —Ak v F —
(Bioresource Research Center, Tokyo Medical and Dental University)
3 HOR R SR B R R R A I FE R 8 2 B sl (R 22 0 BT
(Department of Human Genetics and Disease Diversity, Graduate School of Medical and Dental Sciences,
Tokyo Medical and Dental University)
4 PMLARRFERT i A Ay R AT gE & o & —TRBRER R B SR 7 v — 7
(Laboratory for Cardiovascular Diseases, Center for Integrating Medical Sciences, RIKEN)
5 BULFAIZEARE G A R ETFE - v 7 — SR 28 T — &
(Laboratory for Statistical Analysis, Center for Integrating Medical Sciences, RIKEN)

BN/ LT =2 AVEBEAL NIV TOHENFEDBE
Construction of mathematical procedures for individual level using personal genome data

O 152 ' (Naoyuki Kamatani), _Fi1" 853 ! (Shigeo Kamitsuji), #57AR f# . * (Kenji Suzuki)
1 M eHxsy—v >
(StaGen Co. LTD, Tokyo, Japan)
2 stz —Y—v
(EverGene Co. LTD, Tokyo, Japan)

BERFLEREORIEICEEET S ADHIB & ALDH2 £® 2 20 SNP i BERE L REDRE
MHERICHEEET S

ADH1B and ALDH2 are associated with metachronous SCC after endoscopic resection for
ESCC

O MEB #iFE] ™ (Yuji Urabe), 3248 B — ! (Kenniti Kagemoto), #&% F5L ! (Hidenori Ochi)

¥ 3247 % (Yukihito Higashi), HHHY {274 ? (Shinji Tanaka)

1 JRBRFREBELE o322 DA A ZE B s A d B2 50 M AL g - AR
(Department of Gastroenterology and Metabolism, Graduate School of Biomedical Sciences, Hiroshima
University, Hiroshima, Japan. )

2 R BRI NS R
(Department of Endoscopy, Hiroshima University Hospital, Hiroshima, Japan. )

3 R ERAIREEARRES ¥ —

(Department of Translation Research, Hiroshima University Hospital, Hiroshima, Japan. )

—RXIRA Y — BEEmET 1/

Poster Session Association Analysis 1

P-36

P-37

ABEANCETZ2MBE7ZINAV I AR T 72 —EEELFEET BEEY—H—DHEER
Interaction of Genetic Markers Associated with Serum Alkaline Phosphatase Levels in the
Japanese Population
OBt TEM T (Masatoshi Masuda), JWH A#h 2 (Daisuke D.Ikeda), ZE4H Bk ? (Haretsugu Hishigaki)

JBENE )3 (Tsutomu Fujiwara)

1 RIRBEE X A7 2 B FE AR B 768 PGx =

(Department of Clinical Research and Development, Otsuka Pharmaceutical Co., Ltd., Osaka, Japan)
2 RIFBSER R S A T 7E T

(Institute of Biomedical Innovation, Otsuka Pharmaceutical Co., Ltd., Tokushima, Japan)

Middle phalangeal hair (MPH) (CES:Ed 3 EGHZERDZESE
A search for polymorphisms associated with middle phalangeal hair of hand
OAfERE 1% ' (Takehiro Sato), P34 % ' (Chiaki Watanabe)y 111 4 H ! (Kyoko Yamaguchi) .
JIIET 5% ! (Akira Kawaguchi) . [1IZ i ® (Ken Yamamoto), 44 H Z& ' (Hajime Ishida) .
AF 52/ (Ryosuke Kimura)
2 ONE YN VAV 21/ S NN S B
(Department of Human Biology and Anatomy, Graduate School of Medicine, University of the Ryukyus,
Okinawa, Japan)
2 ARRR BB ol e

(Department of Medical Biochemistry, Kurume University School of Medicine)



P-38 BREEEEXT A —T >R - T3>V ERED GWAS BREZAWES vy RZ AT L 1D
EREE
Quality validation of Custom Array (Japonica Array®) based on previously—analyzed SJS case
and control samples

OFEF: #25 (Hiromi Sawai), _FH EH3E % (Mayumi Ueta), 5 5 AF * (Rumiko Saito)

HrdE B4R (Ryusei Shingaki), A FL #h3E ' (Yuki Hitomi), A} T-55 ® (Chie Sotozono)

AT % ? (Shigeru Kinoshita), fiii7k F1: " (Katsushi Tokunaga)

1 HOORSFR A R R 2 R SE R NS AR 5 1
(Department of Human Genetics, The University of Tokyo, Tokyo, Japan)

2 HUHRHF LR RL R IR AL 2R AR e [t el i
(Department of Frontier Medical Science and Technology for Ophthalmology, Kyoto Prefectural University

of Medicine, Kyoto, Japan)

3 R SRR R SRR =
(Department of Ophthalmology, Kyoto Prefectural University of Medicine, Kyoto, Japan)

4 MABHTEANN AT THANV AT 7 EFIEAET T 4 794 =0 ZAFT 4 7% 4 = At v & —
(Life Science Analytics Center, Toshiba Corporation Healthcare Company, Sendai, Japan)

—RXIRAY— ERAREIGE 1/

Poster Session Clinical Genetics 1

P-39 EGFR OHEERRBEZRDBEENTOKSEF I 552

Loss of function mutation of EGFR in compound heterozygous state causes severe skin defect,
gastrointestinal dysfunction and electrolyte imbalance.
ORiFt B2 ¥ (Takayuki Yokoi), JJHEF % OA ! (Chihiro Hatano), #&liy SEf ' (Yoshinori Tsurusaki)
BEAR K3E T (Yumi Enomoto), T Bt ® (Takuya Naruto), AKX ZEJ& ? (Shion Hayashi)
/IR TEA ? (Masahisa Kobayashi), H:H 183 2 (HiroyukiIda), HE{% f# 5] ! (Kenji Kurosawa)
1 NN S & R v 7 — B (EF
(Division of Medical Genetics, Kanagawa Children’s Medical Center)
2 BRI BERLR /N W) 2 ol i
(Department of Pediatrics, The Jikei University School of Medicine)
3 HERFEAFBR AR b L AHIMIE 551

(Department of Stress Science, Tokushima University Faculty of Medicine)

P-40 COL4A1 BIZFEENFFEREZEZS5N B TADAMIED 1 5l
A case of epileptic encephalopathy due to mutation of COL4A1 gene

Off¥iL 72 B A ' (Naomi Hino-Fukuyo), 3§l /E ? (Atsuo Kikuchi), i) 812 (Yuko Sato) ,
Afig 4T ? (Yosuke Kakisaka), APRH HIfC 2 (Yuki Kubota), 7§ #5232 (Wakaba Endo)
JNR - 2 (Tomoko Kobayashi),  FHEAZN B 2 (Mitsugu Uematsu), {EJE 5% 2 (Ryo Sato) .
B H: ABEET- 2 (Natsuko Ichinoi), #KEFA FlI#S ° (Kazuhiro Haginoya) . ¥ 3541 * (Tetsuya Niihori)
TR FEF M (Yoko Aoki), B #2322 (Shigeo Kure)

1 WAL R BE R AR B3
(Center for Genomic Medicine, Tohoku University Hospital, Sendai, Japan)
2 BULRAFEE AN B
(Department of Pediatrics, School of Medicine, Tohoku University)
3 HkERHRE vy —
(Department of Pediatric Neurology, Takuto Rehabilitation Center for Children)
4 BALRFARFEBEE A FE R 8 (5 500 B
(Department of Medical Genetics, Tohoku University School of Medicine)
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P-41 KRS —F U BE/NRIVICTHRERETH > /= TWSIT1 BIEFIHRER %85 /- Baller-
Gerold FEfEEEEE B

A novel mutation in TWIST1, which was not detected by NGS analysis using a targeted
resequencing panel, in a family with atypical Baller-Gerold syndrome

O% £ 1? (Tadashi Kaname), /5 AifUF ° (Kiyoko Sameshima), ] AFE+ ! (Kumiko Yanagi)
HUOR BT (Yoko Kuroki), PEAY 2 * (Gen Nishimura), Ji& & M — ? (Kenji Naritomi)
S B ° (Takashi Hirano), A3 JE {#— ° (Yoichi Matsubara)
1 ENLREEREE v 5 — 7 ) A EHBRIFIEED
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
2 BERKFE M ERHRIRE S
(Department of Medical Genetics, University of the Ryukyus Gradate School of Medicine, Okinawa, Japan)
3 REBESLNEER £ 5 — @SR
(Division of Medical Genetics, Gunma Children’s Medical Center, Gunma, Japan)
4 JUTABL NI RS v ¥ — RO R
(Department of Pediatric Imaging, Tokyo Metropolitan Children’s Medical Center, Tokyo, Japan)
5 WilER AR SET
(Okinawa Institute of Advanced Science, Okinawa, Japan)
6 ENLEEFIGE Y v ¥ —WFERT
(National Research Institute for Child Health and Development, Tokyo, Japan)

P-42 BEAORERICBEY 2HBHET EREEEE 2R I/ NEXEMHRFRED 161

A Japanese boy with atypical alternating hemiplegia of childhood carrying a de novo R756C
mutation of ATP1A3

OEJR fii¥ ' Michiko Torio), 72F # ¥ * (Ryoko Fukai), =% 2 ? (Noriko Miyake)
W BERE ' (Yasunari Sakai), EFJHE HESC ' (Masafumi Sanefuji)y 8¢ #5788 2 (Hirotomo Saitsu)
AN T * (Naomichi Matsumoto) , 15 H #&4% ' (Hidetoshi Takada), J&{ ZFH[ * (Toshiro Hara)
1 UMK R BEEE 0 SE B R T S R 455 1
(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)
2 RRUET SR R R R
(Department of Human Genetics, Yokohama City University, Kanagawa, Japan)
3 IR BREIER F N sE e v ¥ —
(Research Center for Environment and Developmental Medical Science, Fukuoka, Japan)
4 T &bk
(Fukuoka Children’s Hospital, Fukuoka, Japan)

P-43 BATZVEEGEFDERAETEERIT
Single nucleotide variation of the beta—catenin gene and infertility

OMellE ¥ — (Yoichi Gondo)
ENZFZERR IS NBAL AR N A A ) Y — Ak v 5 —
(RIKEN BioResource Center, Tsukuba, Japan)

P-44 2I XY —LEIRNT8.9IMb DHEERKLZFEE L 7= 13g-IERED 1 fi

Copy number analysis using whole exome sequencing data identified 8.9-Mb interstitial
deletion at 13gq33-34 in a patient with intellectual disability

O= R B! (Satoko Miyatake), FEA #5722 (Yuji Hashimoto), [f X #1125 ° (Nobuhiko Okamoto)

1 E 5T 1 (Mitsuko Nakashima), ¥ &t #5781 (Hirotomo Saitsu), — & #0F ' (Noriko Miyake)

FAZA EH ' (Naomichi Matsumoto)

1 BT L R R F PR RS e R AR
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)

2 TEET L N R A
(Department of Pediatrics, Chiba Kaihin Municipal Hospital, Chiba, Japan)

3 KB BT IRER A R v 7 — RS HeRt
(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child
Health, Osaka, Japan)



P-45

P-46

P-47

P-48

PRERIREL & BRER MRIICTHFH 1 > £ &2588% 7 SCA23 D 1 FK%
The familial case of spinocerebellar ataxia 23 with head tremor and hot cross bun sign on brain
MRI.
OVEHS Fl1E. 12 (Kazumasa Saigoh)y =3 #i ® (Jun Mitsui), B 4t A ! (Makito Hirano)
Wl 528 Y (Mitsuaki Shioyama), ][] . % (Makoto Samukawa), T )I] #i2EF 2 (Yaeko Ichikawa)
8 I ° (Jun Goto)y 31 24 ¥R ® (Shoji Tsuji), 32 #fiF- 2 (Junko Tatsumi), FHA} FIB] 2 (Kazuo Tamura)
fifi #E ! (Susumu Kusunoki)
1 R B ARE N AR
(Department of Neurology, Faculty of Medicine, Kinki University, Osaka, Japan)
2 RFR AR A R AR A E R
(Department of Life Science, Faculty of Science and Engineering, Kinki University, Osaka, Japan)
3 BLUREEE AT AR
(Department of Neurology, University of Tokyo, Graduate School of Medicine, Japan)

HROEFRZHE>714 NIVYI—FEHFL 7D 16l
Trisomy 14 mosaicism : the case with congenital heart disease
OFH F4i- % (Ohsuke Migita). #8111 K41 ? (Daichi Urushivama), ZKEf J5fi 3 (Masanori Mizuno) |
JNFR AE ® (Hisashi Kobayashi), #f 5 ¢ (Takashi Mori), 5 I 5545 * (Shiori Kakuage) .
7 AT (Chikako Masumori), AR [ ® (Shun Soneda), {HHL )l * (Yujun Tto) |
JKFEN] HE° (Jun Kakogawa), JFRAE 8 AR 3 (Kentaro Aso), JLHT T ! (Isamu Hokuto)
Z% flt—HB ? (Kenichiro Hata), FEA B (Yoshikazu Kuroki), 7% 47 (Hitoshi Yamamoto)
1 8= 7 ¥ FERRFEEESHET
(Department of Clinical Genetics, St. Marianna University School of Medicine, Kanagawa, Japan)
2 WCEEHIITE L v 7 — e W R 7E R
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)
3 W) 7 vFERERF/NER
(Department of Pediatrics, St. Marianna University School of Medicine, Kanagawa, Japan)
4 B3 T FERRSFHE R
(Department of Neonatology, St. Marianna University School of Medicine, Kanagawa, Japan)
5 B 7 v FERRS R AR

(Department of Obstetrics and Gynecology, St. Marianna University School of Medicine, Kanagawa, Japan)

KDMG6A (ZER Rk % 3B & - M BZIERFFD—B
Partial deletion of KDM6A causes a mild phenotype of Kabuki syndrome
OBJIl BEF (Mari Minatogawa) , A%H BfZ (Takayuki Yokoi), JJHEF % UM% (Chihiro Hatano)
AR K3E (YumiEnomoto), H:HH —3& (Kazumilda), FEIR SE4E (Yoshinori Tsurusaki)
JEUH 7% (Noriaki Harada), 758 37 (Toshiyuki Saitou), 7Kk #— (Junichi Nagai),
HLEE i E] (Kenji Kurosawa)
ZNEAL Z &b R~ —#5F
(Department of Genetics, Kanagawa Children Medical Center, Yokohama, Japan)

LMEEEICH T RAERMHEEND X O 7T ¢ —EBIOEER S HHE
Perinatal complications of congenital myotonic dystrophy in one referral center
OMA BEW] ' (Masaaki Matsumoto) , SEHF 722 1 (Hiroyuki Awano), & [if] Fl13% ! (Kazumi Tomioka)
JEI 5% 1 (AiUnzaki), JIEE MIZS ! (Kanna Katow), VL JFJE ! (Masahiro Nishiyama)
B KAE ' (Daisaku Toyoshima), HJI] Kififi | (Daisuke Kurokawa), J23% SEF1 ' (Miwako Nagasaka)
B H 3! (TsubasaKouda), jWH BEPFIF ! (Mariko Ikeda), F5ff] —H ' (Ichiro Morioka)
I 75 A 2 (Hideto Yamada), {5 —i% ' (Kazumoto Iijima)
1 AR R B = TE R AR R AR /N JE R 2255 W
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
2 AN RFRAFBE B A FE RSB R e pE R i N7 00 B9
(Department of Gynecology, Kobe University Graduate School of Medicine, Kobe, Japan)
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P-49 SHIVT Ty LMIE%EE&H L 72 CLIFAHDD fEREED 4 &R
A 4-year-old girl with complex phenotypes of CLIFAHDD syndrome and hypercalcemia

OB &4 ! (Yuki Matsushita) , B fij - ' (Michiko Torio), 473 AT+ ! (Kanako Ishii) ,
FRME 51 (Satoshi Akamine), {P§H: HEK | (Yasunari Sakai), FfJii f@ — ' (Kenji Ihara)
0% 22 N (Yoshito Ishizaki) . ‘EHE HESC ' (Masafumi Sanefuji), BB 75 ° (Hiroyuki Torisu) |
EH T ' Ryoko Fukai), =55 fF * (Noriko Miyake), FAAN B3 * (Naomichi Matsumoto)
EH M (Hidetoshi Takada), 474 A ° (Tohru Ishitani), J& FFH[ ¢ (Toshiro Hara)
1 RSN R TR BE F UDJRR)
(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)
2 RO REFANF
(Department of Pediatrics, Oita University, Oita, Japan)
3 R RN R
(Department of Pediatrics, Fukuoka Dental College, Fukuoka, Japan)
4 BT LR E AR (R
(Department of Human Genetics, Yokohama City University, Kanagawa, Japan)
5 JUNKZEAARB MR AW ZE T IR e i > R 7 2 45 B
(Division of Cell Regulation Systems, Department of Post-Genome Science Center, Medical Institute of
Bioregulation, Kyushu University, Fukuoka, Japan)
6 T Z &b Wbt
(Fukuoka Children’s Hospital, Fukuoka, Japan)

P-50 Cabezas EREED 1 B
A clinical report on Cabezas syndrome

ORIA ffiEZ ! (Nobuhiko Okamoto), A FEF ! (Keiko Matsuda), ] 4% 21K 2 (Tomohiro Koumoto)
B B (Takuya Naruto), FEAS #8225 * (Issei Imoto)
1 RBUFSLEEFIRMER G R & — 8RR
(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child
Health, Izumi, Japan)
2 fEEKFESER Student Lab
(Student Lab, Tokushima University Faculty of Medicine, Tokushima, Japan)
3 SRR IR o 58 2= 78 S T A B 42 45
(Department of Pathophysiology, Institute of Biomedical Sciences, Tokushima University Faculty of
Medicine, Tokushima, Japan)
4 EERFRFBELE AT 7E 5 AR 555 5
(Department of Human Genetics, Institute of Biomedical Sciences, Tokushima University Faculty of
Medicine, Tokushima, Japan)

P-51 TRPV4 ZE %D - ERUEBTRIEDHzHH
Sibling cases of metatrophic dysplasia with TRPV4 mutation

OA #% (Hiroshi Matsumoto) . JJIIJEE BR (Tamaki Kato), JEJ¥ {575 (Kiyotaka Zaha)
W % 11] FE#E (Shigeaki Nonoyama)
i N ] U S

(Department of Pediatrics, National Defense Medical College, Tokorozawa, Japan)



—RIRAY— #HEREILF 1/
Poster Session Neurogenetics 1

P-52 KRS =T Y a6A L BB/ NN EREE T TR DR A
Next Generation Sequencing as a Clinical Diagnostic Tool for Hereditary Spinocerebellar
degeneration.

OHff Bk ! (Katsuya Nakamura), 35 HH FBJZ ? (Kunihiro Yoshida), A 12 ' (Tomoki Kosho)
B B2~ 3 (Kyoko Takano), I BT ° (Keiko Wakui), {iJHE #2— * (Shunichi Sato) .
BB B ° (Yoshiki Sekijima), fRME FeJ6 1 (Yosimitsu Fukushima)
1 AR RS B SR g o Bt {2 - S5 R
(Division of Clinical and Molecular Genetics, Shinshu University, Matsumoto, Japan)
2 BN KRR AT RE I 2% Al e 53 AR A 1
(Division of Neurogenetics, Department of Brain Disease Research, Shinshu University, Matsumoto, Japan)
3 BMRFEABEREST: - PHIEFHE
(Department of Medical Genetics, Shinshu University, Matsumoto, Japan)
4 R FmBEARE AR
(Department of Neurology, Nagano Red Cross Hospital, Nagano, Japan)
5 BIMRFE AT 7 < 7 - BEUE AR
(Department of Medicine (Neurology and Rheumatology), Shinshu University, Matsumoto, Japan)

P-53 RFDHERTSM % 2248 (CHERE ST ICE - 72K GPI IBED MBS

A Novel PIGN Mutation and Prenatal Diagnosis of Inherited Glycosylphosphatidylinositol
Deficiency

OEIF 5% % (AiUnzaki), jhH BB 2 (Mariko Ikeda), HJI| EL® (Taku Nakagawa),
VPEIL A Y (Masahiro Nishivama),  E:lIE JfE ! (Daisaku Toyoshima), 5 i Bk | (Naoya Morisada)
[ {12 * (Nobuhiko Okamoto), 218 (A8 ° (Hiroki Kurahashi), 7% —H ' (Ichiro Morioka)
A 1 FLT- ¢ (Yoshiko Murakami), AKF % & ™7 ¢ (Taroh Kinoshita), 5 [ %5 % (Tatsushi Toda)
B —ik ! (Kazumoto Iijima)
1 A KPR PR R T Ie R NE R
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
2 AR AE B A T o B R TS
(Division of Genetic Counseling, Kobe University Hospital, Kobe, Japan)
3 MEERAR T BN SRR
(Department of Pediatrics, Japanese Red Cross Society Himeji Hospital, Himeji, Hyogo, Japan)
4 KBUFF BT IRER A R v 7 — BB SHR
(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child
Health, Izumi, Japan)
5 I M PR g A R I G R R ARS8 0 T AR H
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Toyoake, Aichi, Japan)
6 KBTI TR A G5 A 58 50
(Department of Immunoregulation, Research Institute for Microbial Diseases, Osaka University, Suita,
Osaka, Japan)
7 T REFER S BRI SR AR R
(Department of Neurology, Kobe University Graduate School of Medicine, Kobe, Japan)

P-54 CADASIL 3% & LB FREXREICH (T 5 BESDO%ET
Critical issues related to the genetic test and counseling for CADASIL

OKH AF % (Ikuko Mizuta), [AJH: FRIE T (Mao Mukai), /MR 521 (Takashi Koizumi) |

TiH %58 2 (Tomokatsu Yoshida), yEi ¥~ ! (Akiko Watanabe), {H¥F 2% ! (Ai Hamano),

T R 2 (Yuuki Arai), 6 72 ? (Tomohiko Taki), JBJ§ 14T ! (Tomoyuki Ohara)

1)1] 1E3%: % (Masanori Nakagawa),  ZKEP 548} | (Toshiki Mizuno)

1 LUARRHF SRR R A PR
(Department of Neurology Graduate School of Medical Science, Kyoto Prefectural University of Medicine,
Kyoto, Japan)

2 HURHE SRR R AR AR R R
(Division of Genetic Counseling, Graduate School of Medical Science, Kyoto Prefectural University of
Medicine, Kyoto, Japan)

3 BURBHTAZEERL R EAL RIS~ & —
(North Medical Center, Kyoto Prefectural University of Medicine, Kyoto, Japan)
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P-55

P-56

P-57

P-58

P-59

GBANTOZER (c.1447_1466delinsTG) #H T 3/N\—F% >V " 2 fiEf
Two cases of Parkinson’s disease with GBA heterozygous mutation (c.1447_1466delinsTG)

OPdi | B\ (Naoto Jingami), [1I'F {#5 (Hirofumi Yamashita), [1]f¥ f# 5 (Hodaka Yamakado) .,
A (i 53 (Nobukatsu Sawamoto), =518 L Hili (Ryosuke Takahashi)
TR R A B R 2 e R A AR 27
(Department of Neurology, Kyoto University Graduate School of Medicine)
MLPAEICE DT 2 bO7 1 VEEGEFENICEVWTL TN T MILKDI VY 2 22 DEER
Rz 26
A rare variant disturb MLPA ampilification of dystrophin gene exon 22 in two cases
OZ M+ (Tomoko Lee), ZEHF 7722 % (Hiroyuki Awano), jiH E.FEF 2 (Mariko Ikeda)
UK PR ® (Mariko Yag)) . JUV B 75— * (Syuichi Yatsuga), i —3K ? (Kazumoto Lijima)
AR HESC ® (Masafumi Matsuo)y 7755 Z85A ! (Yasuhiro Takeshima)
1 SCHEBERER/NERE
(Department of Pediatrics, Hyogo College of Medicine, Nishinomiya, Japan)
2 M RFERF B AR R
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
3 IZZiT Iy AESEEALE 2 5 —/NEFE
(Department of Pediatrics, Nikoniko House Medical and Welfare Center, Kobe, Japan)
4 AFRKEZERE SN
(Department of Pediatrics, Kurume University School of Medicine, Kurume, Japan)
5 MFERRFREY NEY T— 3 VR
(Department of Medical Rehabilitation, Kobegakuin University, Kobe, Japan)

B/ R FRAE 6 BUIC 35 (T B CAG repeat £ & HRIEFEHR OBIEIC DL T OHE#ET
Association between combined value of normal and expanded CAG repeat lengths and age of
onset in spinocerebellar ataxia type 6 (SCAG)
OMamut Rayle ' 1EH#E 22" (Nozomu Sato), ¥ F —/I% ' (Kazumasa Soga), B FEFll ' (Miwa Higashi) |
B BEEE ' (AgunHu)y K% LV ! (Hidehiro Mizusawa), i FH F&fili 1 (Takanori Yokota) .
A1 k% (Kinya Ishikawa)
1 HORRRFRR R 2 K S B fiis i Re &2
(Department of Neurology, Graduate School, Tokyo Medical and Dental University, Tokyo, Japan. )
A SV S N s S R ] R e il N 81 e e
(The Center for Personalized Medicine for Healthy Aging)
3 F32 KU 7 DNA OENEIHIEHEE & £ BB R
Physiological role of mitochondrial DNA distribution
OF B 224 (Takaya Ishihara), 47 )5 B5f- (Reiko Ishihara), A7 5 5. 5. (Naotada Ishihara)
VN NG e e X e TN e [
(Department of Protein Biochemistry, Institute of Life Science, Kurume University, Kurume, Japan)

R85 X EMREE & © OFICHESS X BEFHIRER/ K ERAE MR B OO G AEHEE () (T - BRAR BB B R O 7

Study of the development of clinical infrastructure that promotion of treatment of Fragile X and
Fragile-X-Associated Tremor/ataxia Syndrome (FXTAS)

OMEP 54— " (Eiji Nanba), FA7H it 2 (Tohru Matsuura), f7H —BA ® (Kazuhiro Ishii)
PRI # ! (Yuji Nakayama), JE 37 754k | (Kaori Adachi), f4JHE ME— * (Yu-ichi Goto)
1 BURSF AR 7E 3R &~ & — B TR ST
(Division of Functional Genomics, Research Center for Bioscience and Technology, Tottori University,
Yonago, Japan)
2 HIRBER R AF
(Division of Neurology, Department of Medicine, Jichi Medical University, Shimono, Japan)
3 FUEARFEFERSR (BRREZRARENEL
(Department of Neurology, Clinical Medicine, University of Tsukuba, Tsukuba, Japan)
4 ETRER - AREEERIYE £ & — MR ST TS A
(Depart. of Mental Retardation and Birth Defect Research National Institute of Neuroscience, National
Institute of Neuroscience, National Center of Neurology and Psychiatry, Kodaira, Japan)



P-60 ILRAREDTANLARICRWEZ E /- de novo TRIM8 £ & £ DEIGRYIEEHIRAF

A de novo truncating mutation of TRIM8 and its genetic modifier in a boy with infantile-onset
partial epilpesy
OiF HERE ! (Yasunari Sakai), FAF &5 1 (Yuki Matsushita), 23 #F ° (Ryouko Fukai) |
FRlE #7 1 (Satoshi Akamine), B5J8 fiiF ' (Michiko Torio), =25 i+ ? (Noriko Miyake)
FEE ¥ 2 (Hirotomo Saitsu), FAAS TE 38 2 (Naomichi Matsumoto),  J&{ Z5Jf ' (Toshiro Hara)
1 JUN RS e/ JE A
(Department of Pediatrics, Kyushu University Hospital, Fukuoka, Japan)
2 BRI KRS SR (R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
3 MRS &k
(Fukuoka Children’s Hospital, Fukuoka, Japan)

P-61 FEERFEEEEEERENMNEEMEICH (T 5 SCAS B FREMRODEE L ZDESR

The CAG repeat length of spinocerebellar ataxia type 8 (SCA8)/ATXNS gene in cause-
undetermined SCA patients

O B8 (Yajun Hu), FEA 4" (Yuji Hashimoto), ' Fk —f% ' (Kazumasa Soga), Mamut Rayle '
WEM ' (Miwa Higashi), {7 22! (Nozomu Sato), 7Ki% &y ' (Hidehiro Mizusawa) ,
A% H BEff ! (Takanori Yokota), A7)I] k4 ' (Kinya Ishikawa)
1 BOEERF R FL R R A B I g B 2
(Department of Neurology, Graduate School, Tokyo Medical and Dental University, Tokyo, Japan)
2 BOTEFRF SRR 2 TR M s e R T A e N A st 2 > 4 —
(The Center for Personalized Medicine for Healthy Aging, Tokyo Medical and Dental University, Tokyo,
Japan)
3 BEERGIUANEY 7= 3 b vy —MiENFE
(Department of Neurology, Saitama Rehabilitation Center)

—RiRRRAS— FTRRBEE 1/

Poster Session Inherited Metabolic Diseases 1

P-62 B-7 LA F7OEFF—EREEIBICH T 2P FEGEEBEN  RE7V7ICHITHIELE
5 R326Q NH KA

Molecular analysis of 30 children with beta-ureidopropionase deficiency demonstrates high
prevalence of R326Q mutation in East Asia

OW E; 3! (Yoko Nakajima), Judith Meijer . #& 4k ® (Chunhua Zhang)
Vi IEF-* (Yoriko Watanabe), AJ5 & & ° (Tomiko Kuhara), {HE F#Ek 1 (TetsuyaIto)
André B.P. van Kuilenburg *
1 88 FH PR AR AR A R /N R
(Fujita Health University, Department of Pediatrics, Toyoake, Japan)
2 TAATNTARFETHT IV I AT 4 ANt vy =R REREIER
(Academic Medical Center, Laboratory Genetic Metabolic Diseases, Amsterdam, Netherlands)
3 INAA VI —F T aF
(Research and Development, MILS International, Kanazawa, Japan)
4 AREARF BTN F
(Kurume University School of Medicine, Department of Pediatrics, Kurume, Japan)
5 HAEE A & Ka— A RATHFET
(Japan Clinical Metabolomics Institute, Kahoku, Japan)
P-63 27U MEDEMELF LIAS OFREENT ORGSR ZTEDREE
Novel compound heterozygous LIAS mutations cause glycine encephalopathy
Ol =M (Yoshinori Tsurusaki), H1 /s Y67~ 2 (Mitsuko Nakashima), i 7% 2 (Hirotomo Saitsu)
=2 #F ? (Noriko Miyake), FAZS [E 38 * (Naomichi Matsumoto)
1 AR Z &b B > & — BRIRAFZET
(Kanagawa Children’'s Medical Center Clinical Research Institute, Yokohama, Japan)
2 RRUET LR R R R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
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P-64 FRRBPEEERKIEER/N> Y (MC-Bank) : ADSWEEICE T D REELS
Registration for Mucopolysaccharidosis

OJoohyun Seo ' W54 JFRF] 2 (Mari Nikaido), /NEUE! H3 ' (Motomichi Kosuga) |
H 313 & ! (Akemi Tanaka), BLIl] B2 '° (Torayuki Okuyama)
1 ENIRE R v 7 — AR A5
(Clinical Laboratory Medicine, National Center for Child Health and Development, Tokyo, Japan)
2 BB EBRIE Y v & —WFIEii N A N2 734 ) v — A faPlE
(Biobank, National Research Institute for Child Health and Development, Tokyo, Japan)
3 ELLREEEIIIE Y v F — B e
(Department of Clinical Genetics and Molecular Medicine, National Center for Child Health and
Development, Tokyo, Japan)
4 KPR SLRZ/NERE
(Department of Pediatrics, Osaka City University Graduate School of Medicine, Osaka, Japan)
5 ENVRBE#NIEL Y ¥ —F 4 VY=Lt s —
(Center for Lysosomal Disease, National Center for Child Health and Development, Tokyo, Japan)

P-65 [EXRKHEBEREESRFE (JaSMIn & MC-Bank) ] D#EEEER
Japan Registration System for Inherited Metabolic Disease (JaSMIn & MC-Bank)

O]oohyun Seo ', T[4 JFRF] % (Mari Nikaido), BLIL B2 '*° (Torayuki Okuyama)
KA BH *° (Akira Ohtake)
1 ENEE R v 7 — BRI
(Clinical Laboratory Medicine, National Center for Child Health and Development, Tokyo, Japan)
2 BB ERIE Y v & — eI N A N2 N A ) Y — A fEs
(Biobank, National Research Institute for Child Health and Development, Tokyo, Japan)
3 EVKBERNEL Y ¥ =54 VS —aE 5 —
(Center for Lysosomal Disease, National Center for Child Health and Development, Tokyo, Japan)
4 B EBRERRFN R
(Department of Pediatrics, Saitama Medical University Hospital, Saitama, Japan)
5 HAGRAFREFEBEEHREZHS

(a Board of Patient Registration, Japanese Society for Inherited Metabolic Diseases)

—RRAY— #AMRE (BB, BIFE. DRIEE) 1/

Poster Session Rare Diseases/Drug Repositioning 1

P-66 TYK2ZE#H OB EB 7 1 JLXE B flatE ) > /SBED T i%k5l
A sibling case of recurrent EB-virus associated B-cell lymphoma with TYK2 mutation

ORRER 54 ' (Hiroyoshi Hattor) , FRAN B~ 2 (Michiko Nemoto), Ti)I] Adifi ! (Daisuke Ichikawa)
FXH [ VE ' (Nobuhiro Akita), PBH7K FEAC ! (Masahiro Sekimizu), 17 JI] Fifi | (Mizuho Ichikawa)
HiH 5! (Naoko Maeda), 212 M2 ' (Masahiko Goto)y 54~ ¥ ° (Yasumasa Iwatani)

PRIk =" (Keizo Horibe)

1 BELRBERERE A R R 7 — /R
(Department of Pediatrics, Nagoya Medical Center, Nagoya, Japan)

2 ELRBEREE A R R v v — BRI O 5 — RS ZE
(Department of Infectious Diseases and Immunology, Clinical Research Center, Nagoya Medical Center,
Nagoya, Japan)

P-67 hiE-FEAERIER B CREMKRBEOERHEN
Mutations in the patients with NNS-like autoinflammatory diseases

OART & '* (Akira Kinoshita), 435 fifilff > (Nobuo Kanazawa), 4% fF ! (Noriko Kinjo)

=B {#i2 ' (Hiroyuki Mishima), 757 Z2—HB ! (Ko-ichiro Yoshiura)

1 R R IR % B S D s e i AR R A3
(Department of Human Genetics, Nagasaki University, Nagasaki, Japan)

2 RIGKEEDA - 7 ) AANEEVENFFEILS
(Nagasaki University Research Centre for Genomic Instability and Carcinogenesis (NRGIC), Nagasaki,
Japan)

3 IR B 37 R A7 B i 2 e
(Department of Dermatology, Wakayama Medical University)

4 FERKRZFERFEBER ARG RS UNERE) G
(Department of Child Health and Welfare (Pediatrics), Faculty of Medicine, University of the Ryukyu)



P-68 Melanotic neuroectodermal tumor of infancy @ 1 i
A case of Melanotic neuroectodermal tumor of infancy
OFFH F£— 1'% (Keiichi Morita) . JZJI] #& ' (Yu Oikawa), THFE & ° (Kou Kayamori)
PIAR 7& 3 (Kei Sakamoto) , 234X 341 ' (Kousuke Tanimoto), A7 )1] #2 % % (Shumpei Ishikawa)
T 3895 *° (JohjiInazawa), JELH {22 ! (Hiroyuki Harada)
1 BRI R R S B e B A A5 W ZE R sH e L 2205 0
(Oral & Maxillofacial Surgery, Graduate School of Medical & Dental Sciences, Tokyo Medical & Dental
University, Tokyo, Japan)
2 WRBER SRR RFIRBANA A ) Y — Ak ¥ —
(Bioresource Research Center, Tokyo Medical & Dental University, Tokyo, Japan)
3 OB B RL R RS- BE S o S G I SE R L Lo 55 1
(Oral Pathology, Graduate School of Medical & Dental Sciences, Tokyo Medical & Dental University, Tokyo,
Japan)
4 WO R SRR R R BT FE AT 7 L T =
(Genome Laboratory, Medical Research Institute, Tokyo Medical & Dental University, Tokyo, Japan)
5 UGB SRR SR = B G B BRI S8 & 2 B 55 0
(Genomic Pathology, Medical Research Institute, Tokyo Medical & Dental University, Tokyo, Japan)
6 BT SR RS R AR B A BT TR 40 Ml i (2200 B
(Molecular Cytogenetics, Medical Research Institute, Tokyo Medical & Dental University, Tokyo, Japan)
P-69 AF TV VBREREOEEHEELE TOMERICHLPHIBES
Diagnostic Standard and Guideline for Thanatophoric dysplasia

O Il YW 2 (Hideaki Sawai)
1 SeREERAR R AR A7 R ARk
(Department of Obstetrics and Gynecology, Hyogo College of Medicine, Nishinomiya, Japan)
2 JEAGFER AR AR A - MR S SR FE S 2E - BOEVE T BRI TE DB M & RIS F5EHE
(Study Group of Diagnosis and Prognosis of Thanatophoric Dysplasia)

P-70 BHRESHEURALEICH L TTF/ A TEAVEERBIY—D—. BBREOEHERE
A short-term study of bone metabolic markers and bone mineral density in the osteoporotic
patients with osteogenesis imperfect after denosumab treatment
OrAf 5 1 (Yukio Nakamura), P HICL 2 (Tomoki Kosho),  FME 5%~ 1 (Michiko Ooshima) |

Ay BB ? (Mikio Kamimura),  [A) L] & [ ' (Keijiro Mukaiyama), i I+ Z2 4" (Shota Ikegami)
PRI B ! (Shigeharu Uchiyama), JlIji 182 ' (Hiroyuki Kato)
1 AEMIRFE ALV
(Department of Orthopaedic Surgery, Shinshu University School of Medicine, Matsumoto, Japan)
2 BIMRFE AT AL
(Department of Human Genetics, Shinshu Univerisity School of Medicine, Matsumoto, Japan)
3 ALV =Zv

(Kamimura Clinic)

—RRAY— BEEHE&EGE 1/
Poster Session Perinatal Genetics 1

P-71 IV —LERICE>TFANCB exon3 DREZFE L 7= X EHLMIEIRD VACTERL-H E&
D—Hl
A case of X-linked VACTERL-H association identified deletion of exon3 of FANCB by exome
sequencing
O FBH (Norikazu Watanabe), & F%7] (Seiji Tsutsumi), 41 #35 (Ayumi Hasegawa)
/NI SEHAC (Miyuki Obata), JI|#BE ¥ (Jun Kawagoe). A& 83 (Toshifumi Takahashi)
JKiiE % (Satoru Nagase)
WA 27 i ki N 250 I
(Department of Obstetrics and Gynecology, Yamagata University Faculty of Medicine, Yamagata, Japan)
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P-72

P-73

P-74

P-75

P-76

EREIEIRICH T B BAMEEh AR A4FRAY microRNA FRAE DKM EZEICEIT 545t

Pregnancy-associated placenta-specific microRNAs in plasma as potential molecular markers
of ectopic pregnancy
OB % ' (AiHigashijima), —7f [l | (Kiyonori Miura), I W U ! (Yuri Hasegawa)
AAA WHHZE ! (Ayumi Matsumoto), b )55 K (Michio Kitajima), = 182 ? (Hiroyuki Mishima)
AT 3% (Akira Kinoshita) . 757 25— HB ® (Koichiro Yoshiura), &I $EH] ! (Hideaki Masuzaki)
1 RISl N B
(Department of Obstetrics and Gynecology, Nagasaki University Graduate School of Biomedical Sciences,
Nagasaki, Japan)
2 TR R A 5 8 B s S DR ST 22 I AR (R 5250 BT
(Departments of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki,
Japan)
A2F 87Uy VEBEERMHEICH T 3 RFEERE OKE
Prenatal Magnetic Resonance Imaging of Central Nervous System in fetuses with
Thanatophoric Dysplasia.
OXRFE HE (YukaOtera), /N T3l (Katsusuke Ozawa), [3f% fidt (Ken Takahashi)
AA FEFHE (Mika Muramoto), AREFAS 21~ (Satoko Kinomoto), K3 #&3% (Hiromi Inuduka)
£ B 1FJt (Masamitsu Kurakazu), FHH' HL3% (Satomi Tanaka), F5Hk HLAE (Rika Sugibayashi) .
FIH #RE] (Seiji Wada), & w4 & (Osamu Miyazaki), /54 185 (Haruhiko Sago)
B RIS v 5 —
(National Center for Child Health and Development)
WEDHERER L 42— ICHTIBEREGEMEEL L TO/NMNEREDERE 2~EER D 5 51K
AL HEA
The Role of Certified Specialist in Medical Genetics as Pediatrician in the General Perinatal
Medical Center in South Hokkaido — from Perinatal period to Life at Home
O FEE ' (Mika Nakajima), K 5 ? (Tohru Ohta)
1tk etk N d i S A B v i rp s e /N JE B
(Department of Pediatrics, Hakodate Central General Hospital, Hokkaido, Japan)
2 b R AR A A 2 B R 2 SR BT
(Health Sciences University of Hokkaido)

SEEEBEILEZH IBRIREED 1 BIRHI
The male case of osteopathia striata with cranial sclerosis
OWH %5 (Yasushi Uchida), FEH 7547 (Hideyuki Morita), FLH &HZS T (Kanako Maruta) .
B ALY (Kumiko Miyazaki), I #iF (Yuko Shimokawa), £EFK Z27f (Koji Tatebayashi)
fAFE JEfE (Michinori Funato), 43 LM (Hideo Kaneko)
7w b R R F - > 4 — /N R
(Department of Pediatrics, Nagara Medical Center, Gifu, Japan)
SEDC/HCG AN b T L 4 B E FELRZR
Perinatal Course of Four Cases of SEDC/HCG Spectrum
O#F1 3251 T (Yoshinori Moriyama), /N K 3E ! (Tomomi Kotani), F-JI] 184 ? (Hiromi Hayakawa)
HEH FAZ ! (Hiroyuki Tsuda), 4H: f@ 5 ' (KenjiImai), W8P ¥ ' (Tomoko Nakano)
HedE 3! (Seiji Sumigama), 35I| B0 ' (Fumitaka Kikkawa)
1 Aol BRI EBE B R JE B pE I N 27
(Department of Obstetrics and Gynecology, Nagoya University Graduate School of Medicine, Nagoya,
Japan)
2 A% B I RO e e d AR
(Obstetrics and Gynecology, Kasugai Municipal Hospital, Kasugai, Japan)
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Poster Session Prenatal Diagnosis II-1

P-77

P-78

P-79

P-80

TR -V I H—Z2RAVEZ2F T4y VEBEEREREOEREBNEAETEGTZH
Non-invasive prenatal diagnosis of thanatophoric dysplasia using next generation sequencing

OF i 3 AN (Sumire Terasawa), PU{E FAl ' (Haruki Nishizawa) , EI #l ¥ (Jun Miyazaki)
i B+ % (Mayuko Ito), B H fEHE ' (Yoshiteru Noda), g #H5 2 (Takema Katou)
KN HEZS? (YuyaOuchi)y BEZ BEJ: ! (Takao Sekiya), &I % A% ! (Takuma Fujii)
ARG 15 % (Hiroki Kurahashi)
1 e R 2 A B A
(Obstetrics and Gynecology, Fujita Health University)
2 I PR G A R A R R E T S8 HT 20 F- B AR A ZE R Y
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University)
3 HH PR e gl A R A B R TR IR AT & & —

(Genome and Transcriptome Analysis Center, Fujita Health University)

BRRKEEXE/ V-
fetal hydrops and X monosomy

OFF A FEHE 1 (Mika Muramoto), & B 16! (Masamitsu Kurakazu), K3 FHfE ' (Yuka Ootera) |
KAk B ' (Rika Sugibayashi), /N3 Tidil ! (Katsusuke Ozawa), fi£ 4 AR 5T ' (Aiko Sasaki) |
M5 7K BE ! (Nagayoshi Umehara), FIIH §%7] ! (Seiji Wada), /)N 32 1 (Nobuaki Ozawa)
AT T8 2 (Chiduko Fujimura), /24 B2 ! (Haruhiko Sago)

1 ENZAFZERISE I N E S B RN SE 2 >~ & — ) - Bk v ¥ —
(National Center for Child Health and Development, Tokyo, Japan)

2 ENIIEFE R AN BN B R IE &~ & — BRI
(National Center for Child Health and Development, Tokyo, Japan)

BRRHAICE2HT L 7= Cytochrome P450 oxidoreductase (POR) REEND—BI
Prenatal Diagnosis of Cytochrome P450 oxidoreductase deficiency : A case report
O/ SEHR Y (Miyuki Obata), 3@ AR A] ' (Seiji Tsutsumi), #5111 ¥ ' (Akiko Sugiyama),
EifE W3- ! (Kanako Takahashi), {34 &l ' (Norikazu Watanabe), 75 H F&:Z ' (Takayuki Yoshida)
FHAR B ? (Kuraaki Aoki), FAk 52 2 (Takashi Wakabayashi), {i£ % A #% F-? (Ayako Sasaki)
WA JEE ? (Chikahiko Numakura), i SELLT-° (Miiko Ito), #&H H * (Wataru Kameda)
A FET-° (Keiko Honma), 54 2 3C ! (Toshifumi Takahashi), #§ /7 #) ¢ (Tsutomu Ogata)
JiE % 1 (Satoru Nagase)
1 RS B 20 e B e ARl
(Department of Obstetrics and Gynecology, Yamagata University Faculty of Medicine, Yamagata, Japan)
2 W RAEBE BN SR il e
(Department of Pediatrics, Yamagata University Faculty of Medicine, Yamagata, Japan)
3 TR AE B B R A i 1
(Department of Neurosurgery, Yamagata University Faculty of Medicine, Yamagata, Japan)
4 MITBR SRR 50 = alf e
(Department of Endocrinology and Metabolism, Yamagata University Faculty of Medicine, Yamagata,
Japan)
5 B FR R Bt vh UL R R AR A
(Keio University Hospital, Central Clinical Laboratories, Shinjuku, Japan)
6 UEAREERL KA/ IR R

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

FARBRETEEZE 2. HERORET21 BLEXAEEHNSHBELA- 16
Peripheral blood chromosome analysis of newborn revealed 21 abnormalities after diagnosed of
normal karyotype in amniocentesis : a case report

OIEH 88! (Takayo Shoji), = HiJe ! (Norio Miharu), {4 K S ' (Akira Sasaki)
B B R ' (Kenjiro Nakago), i [l {2 2 (Nobuko Yokoyama), PG} #° (Yutaka Nishimura),
A Y- ° (Michiko Hayashidani)
1 HEN B i A
(Department of Obstetrics and Gynecology, Chuden Hospital, Hiroshima, Japan)
2 PR BN R
(Department of Pediatrics, Chuden Hospital, Hiroshima, Japan)
3 )i Tl IR B A JE R

(Department of Neonatology, Hiroshima City Hiroshima Citizens Hospital, Hiroshima, Japan)
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P-81 FROHAETZE A EZDRIRICOWVWTOWE - NIPT EEKIEEEDLES: -
The Differences of the Patient’s Choise between Aminiocentesis and NIPT.

OWf) 1817 (Hiroaki Nakamura), {38 ¥~ (Michiko Watanabe), PHAS 24X, (Sachiyo Nishimoto)
A fI¥E (Kazuharu Tanaka), FEA A #L T (Yukiko Hashimoto), JI[Jb BHFE (Rie Kawakita)
B P (Kiyotaka Tomiwa), 4K 5 (Tohru Yorifuji)

KR VIR A RS v & — s TSR0
(Department of Genetic Medicine, Osaka City General Hospital, Osaka, Japan)

P-82 FEBENEERNEEFIREICSVTREN 21,1813 PV I —DOWVWThrIZOVWTHHEICE
DR L HMERYRE
Overall probability estimation of positive result and its predictive value for a noninvasive
prenatal genetic testing of fetal trisomies 21, 18 and 13
OJB I K B 25 2 (Erina Ozaki), 5% i1 ° (Zyunko Tatumi), FHAY FIH] ® (Kazuo Tamura),
HE FNEE # (Kazuo Fujikawa)
1 FRRFEFHWERER G R — by —
(Total Medical Support Center, Ehime University Hospital)
2 FEURRAFR A B I 55 I B R S AR e
(Ehime University Hospital)
3 EMARFRF R A B LA SRR Y » & 7 — R
(Genetic Counseling Program, Interdisciplinary Graduate School of Science and Technology, Kinki
University)

P-83 Lt 2—ICh T ZIFRBHHEFMBEFZNRE (NIPT) BEHARICK 5 RENKRE - BHNE
Y —H—REEROHE
Change in the number of invasive genetic testing and second trimester quadruple test after
initiation of non-invasive prenatal testing as a clinical research
OPBIIT I8 (Masaki Sekiguchi) . /% K 5F- (Aiko Sasaki), /NI] %3P (Kohei Ogawa)
AT BZS (Rina Akaishi). 24K BLf#: (Rika Sugibayashi), /N3 53l (Katsusuke Ozawa) .
M5 7K BE (Nagayoshi Umehara), 2§ #ll #fi2 (Norihiko Kikuchi), | J5 FRPE-F- (Mariko Uehara)
FIH iRE] (Seiji Wada), #-3H {§1{& (Shinji Tanigaki), /N3 {13% (Nobuaki Ozawa) .
P 2% (Miyuki Nishivama), FEJ50 T-25 (Chikoto Thara), 4 1G5 (Haruhiko Sago)
EERE EHRIE L > & — HEN - RS v v —
(Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and
Development)

—ERAY— BIEERE (NIPTSET) 1/
Poster Session Genetic Test 1

P-84 FKTN BlIAEZ R %4 F & &\ FCMD (Z in frame DMD Rk & &4t L 7= B AR AR

A Japanese FCMD case without the FKTN founder mutation complicated with in-frame DMD
deletion

OFAK 2T (Ryoko Aoki), YT FEH 2 (EriKondo), JUAF #4552 " (Yuri Kitamura)

BHE IS+ (Kayoko Saito)

1 O F R R IR BT R v 5 —
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)

2 St AR BT EE ARG IRER Y —FE )=y s
(Department of Pediatrics, Aiiku Clinic, Tokyo, Japan)

3 HRHKFRRIR ARG 7 R TR i 4B dr R R R B R 51 R 440 B
(Graduate School of Medicine, Tokyo Women's Medical University, Tokyo, Japan)



P-85

P-86

DDX11 B{FICFT# compound hetero £E& % ¥ > Warsaw Breakage Syndrome £EZZ2 5N %
kg8t

A female case with possible Warsaw Breakage Syndrome harboring novel compound
heterozygous mutations in DDX11.

O/NB #EMR T (Karin Kojima), B3 #4L 1 (Yuri Kuroiwa) . Ak B ! (Kei Wakabayashi)
FIE -1 (Masako Nagashima), ¥t {1 2 (Hirotomo Saitsu), FAAN B8 2 (Naomichi Matsumoto) |
K T 2 (Tomoo Ogi)y JJNJEE YGIA *° (Mitsuhiro Kato), /N {7 ! (Hitoshi Osalka) |
B £24& ' (Takanori Yamagata)
1 HIRERRFEFFS/ N R
(Department of Pediatrics, Jichi Medical University, Shimotsukeshi, Tochigi, Japan)
2 BRUET LR R R P B R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Kanagawa, Japan)
3 AR RFBREE A IE R AR R R E
(Department of Genetics, Research Institute of Environmental Medicine (RIeM), Nagoya University,
Nagoya, Japan)
4 WEANRAEBE A0/ SR} i e
(Department of Pediatrics, Showa University School of Medicine, Tokyo, Japan)
5 I RFBE /AN Rl e
(Department of Pediatrics, Yamagata University Faculty of Medicine, Yamagata, Japan)

TR 34 ATHOFEARRBIHTESICKH L. SNPYAV7AF7 LM BEEITOVEYTI 7R 10 MY
VI—7ROH16]
Third trimester intrauterine fetal death with trisomy 10 mosaicism revealed by SNP micro array.
A case report.
OVE{E LIZ Y (Shihori Nishizawa) V4 [if] 15 (Nobuko Nishioka), [ 2§ (Atsuko Yamada)
AT ST e
(Koshigaya Municipal Hospital)

—RIRRS— BRY—ITIVR/

Poster Session Clinical Sequencing

P-87

IV —LBIRTEBEMT Y &EMts ¥ % GPR143DRE( > PO EREIREL 2R
BFEEDREH|

Deep intronic GPR143 mutation in a Japanese family with ocular albinism

OHA BB (Isseilmoto), Ji& T B ? (Takuya Naruto), HIH] {51! (Kiyoshi Masuda)
7R 1K ¥ (Tomohiro Kohmoto), 7 i E4E ¢ (Takao Endo). f))1] F— ° (Yoshikazu Hatsukawa)
[ 1% ¢ (Nobuhiko Okamoto)
IR SNy N TV B e PN R e
(Department of Human Genetics, Institute of Biomedical Sciences, Tokushima University Graduate School,
Tokushima, Japan)
2 EE KRR EBE R M5 2= 78 5 T A Bl 4 53
(Department of Pathophysiology, Institute of Biomedical Sciences, Tokushima University Graduate School,
Tokushima, Japan)
3 fEESRAZEAHR Student Lab
(Student Lab, Tokushima University Faculty of Medicine, Tokushima, Japan)
4 RBOR =R SRR
(Department of Ophthalmology, Osaka University Graduate School of Medicine, Suita, Japan. )
5 KBUFF BT IRER AR v 7 — I
(Eye Department, Osaka Medical Center and Research Institute for Maternal and Child Health, Izumi,
Japan)
6 KBUFFLEE T IRER AR v & — skt
(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child
Health, Izumi, Japan)
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P-88 R =7 > ¥—ICL 2 MPEREEME (CTC) O—HRERHER

NGS sequencing of single circulating tumor cell (CTC) isolated by dielectrophoretic microwell
array system.

OFBA B+ (Tomoko Suzuki), {#H W& ? (Takeshi Sawada), FEAS EE 5 3 (Atsushi Morimoto)
N1l 3 ? (Tatsu Shimoyama), @t 283 * (Yasuhiro Koh), HHA) #Fi& ° (Kenji Tamura)
A 775 ¢ (Tomohide Tamura), K, 3% ° (Toru Futami), [f%¥ 222 7 (Hideyuki Okano)
/NG B ¥ (Fumiaki Koizumi)
1 BB A5 e BRI 78 S 38 =5
(Department of Clinical Research Support, Tokyo Metropolitan Cancer and Infectious Diseases Center
Komagome Hospital, Tokyo, Japan)
2 B A BEE 55 R
(Department of Medical Oncology, Tokyo Metropolitan Cancer and Infectious Diseases Center Komagome
Hospital, Tokyo, Japan)
3 By —HRA &t
(TOSOH Corporation, Tokyo, Japan)
4 L LS PR R PR 7 £ = Rl e
(Third Department of Internal Medicine, Wakayama Medical University, Wakayama Japan)
5 ENLAOSA Y V8 — W USE B - BERSINEL 2V — 7 IR SR R v — T
(Division of Breast Oncology and Medical Oncology, National Cancer Center Hospital, Tokyo, Japan)
6 EINLAS A v 8 — g B T i T B
(Division of Thoracic Oncology, National Cancer Center Hospital, Tokyo, Japan)
7 BESRER RS A AR
(Department of Physiology Keio University School of Medicine, Tokyo, Japan)
8 R B A B R AR AR A
(Department of Laboratory Medicine, Tokyo Metropolitan Cancer and Infectious Diseases Center
Komagome Hospital, Tokyo, Japan)

P-89 lonTorrent # AAWVAEZ U ZAINY— T RAELTONY T2 MNED 2T LOHEET
Clinical Sequencing and Variant Call using lon Torrent System
OfleiE 50 ! (Hidenori Sato), =% 8 464} * (Yuki Miyano), /N1 {2 2 (Shingo Koyama)
1 W RFESEEE A T4 AV A 2 RS AT 2= v b
(Department of Genome Informatics, Yamagata University Faculty of Medicine)
2 MRS IBE =MNE
(Department of Neurology, Hematology, Metabolism, Endocrinology and Diabetology)

P-90 KRR — 7 T Y — (LK BHEBEGFRERNICEK YRR RIERC Usher FEMRBF L BMLIEE
—K%
USH2 Caused by GPR98 Mutation Diagnosed by Massively Parallel Sequencing in Advance of
the Occurrence of Visual Symptoms
Ok Yol (Hideaki Moteki), T4} Z¢3f (Hidekane Yoshimura), 3% EL— (Shin-ichi Usami)
(B PR B 2750 S )
(Department of Otorhinolaryngology, Shinshu University School of Medicine, Matsumoto, Japan)

—MRIRRAT— &) LERENIVATT /
Poster Session Genome Informatics and Healthcare

P-91 BEGREMENIC K ) MEEERSEY 2 B FLEOMEICET 1%

A study on the extraction of genetic polymorphisms associated with blood glucose level
dependent on ingested nutritional composition

OfGA filt— ! (Kenichi Hashimoto) . J#JI] 3255 ! (Yukio Horikawa), B % [1] Fi# 7! (Yukiko Nonoyama)
A B3 (Mayumi Enya), 3RV B 5E ? (Takafumi Horie), AN E 3% ? (Mayumi Yamamoto) .
o #6 ! (Jun Takeda)

1 ERR SR 2 R JE Rk P 2 WA e B 275 0
(Gifu University Graduate School of Medicine, Gifu, Japan)
2 R RPAEE I & & — I B R R A% b & Bl 28 DR I A 78 7
(Health Administration Center, United Graduate School of Drug Discovery and Medical Information
Sciences, Gifu University)
3 MR R
(Japanese Red Cross Gifu Hospital)



P-92 BWEE ICL 5 b AR miRNA BBRIEHT — 2 D QIEHEN

Comprehensive analysis of biomarker using human miRNA expression profiles with machine
learning

OBBIT T 1 (Chihiro Higuchi)y, M 4] '*° (Toshihiro Tanaka), [ FH % * (Yukinori Okada)
1 HOREERIB R R B R B e A A5 W FE R0 B 2 AR B AR 200 I
(Department of Human Genetics and Disease Diversity, Tokyo Medical and Dental University)
2 BORERFERRFRBAL ) V=R v 5 —
(Bioresource Research Center, Tokyo Medical and Dental University)
3 BLFEI R A A v R R T IE & o & —IEBR IR B SE 7 v — 7
(Laboratory for Cardiovascular Diseases, RIKEN Center for Integrative Medical Sciences (IMS))
4 BULFRIZEIR G A ERETgE -~ ¥ —IaHRITIigE 7 — 2
(Laboratory for Statistical Analysis, RIKEN Center for Integrative Medical Sciences (IMS))

P-93 F /L BIFETARICE T2 EBEIEROBERRAICET 2RSS MEORR - RFEWL
Ea—
Participants’ perspective on return of genomic research results : Systematic review

OE 94 (Yayoi Aizawa), /MK B! (Tomoko Kobayashi), #7 3 1 2 (Tomohiko Arai)
Ef Jil— ? (Fuji Nagami), ZZ¢H #° (Jun Yasuda), Afijiti 558 ° (Nobuo Fuse)
AR PE—® (Yoichi Suzuki), A HiZ ® (Masayuki Yamamoto), JI| H #} ' (Hiroshi Kawame)
1 HALKRFHIL A T4 AV - X H N 2 Kk A B B Y
(Division of Genomic Medicine Support and Genetic Counseling, Department of Education and Training,
Tohoku Medical Megabank Organization, Tohoku University)
2 BAL KR X T4 F1 v« A FoN > 27 BERE IR SRAS 55 Y
(Department of Public Relations and Planning, Tohoku Medical Megabank Organization, Tohoku
University)
3 BUAL KR X T4 BV - A TN 7 KEHEA ) DR EREY
(Department of Integrative Genomics, Tohoku Medical Megabank Organization, Tohoku University)

—MRIRRA 5 — R —I TV (NGS) B 1/

Poster Session Next Generation Sequencing 1

P-94 BN/ LIZE T ZRESE DB
Deletion polymorphisms in the Human Genome
O/NEpiE: BB, (Masahiro Onozawa), ZIE 424 (Takanori Teshima)
JOHETE R AR BE PR 22 JE B L R
(Department of Hematology, Hokkaido University Graduate School of Medicine, Sapporo, Japan)

P-95 IVV—LY—r AL HERETOEGTFALEMBE Copy Number Variant (CNV) ##
#
Integrated analysis of point mutation and copy number variation in non—-syndromic hearing loss
using exome sequencing data
OJE¥ ff:— ! (Kenji Tatsuno), ¢ P75 2 (AkiSakata), LA 5! (Shogo Yamamoto)
M %24 (Hiroki Ueda), [ 3. 2 (Tatsuya Yamasoba), JH4r {3 ! (Hiroyuki Aburatani)
1 FOTREFEIBHEHAN e v & — 7 294 =0 A58
(Genome Science Div., RCAST, University of Tokyo)
2 BLRURSAEE A RNEZER] B S
(Department of Otolaryngology, Faculty of Medicine, University of Tokyo)

P-96 RERD =9 —AVEBBREANY 5L (ASD) BEDEGTFT — 2N

Genetic analysis of autism spectrum disorder (ASD) based on developed diagnostic flows using
next-generation sequencing (NGS)
OFBEA 35" (Yumi Enomoto), FiH: B2 ? (Takayuki Yokoi), JFJHEF % 0% ? (Chihiro Hatano)

KAE BFF? (Ikuko Ohashi), HH A#dF ? (Yukiko Kuroda), FH:H —3%? (Kazumilda),

JF AL ! (Takuya Naruto)

1 AR Z &b B > & — BRIRAFZET

(Clinical Research Institute, Kanagawa Children’s Medical Center)
2 PSRN &) Y v 5 —EnF

(Division of Medical Genetics, Kanagawa Children’s Medical Center)
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P-97

P-98

FEZ I — IV BF TR EEGFDHAAN 950 AICET B UL —F 2 X8R
Resequence analysis of NAFLD associated genes in 950 Japanese males

(OSupichaya Boonvisut, % flI# (Kazutoshi Watanabe), H1[l] —K (Kazuhiro Nakayama),
57K ¥HZ (Sadahiko Iwamoto)

HIRERF K0 TR IR T e & © & — NGBS

(Division of Human Genetics, Center for Molecular Medicine, Jichi Medical University, Tochigi, Japan)
Rt — 7> Y —ICKUIEEZEICE - ERAFREED Reducing body myopathy D —%l
A case of adult-onset reducing body myopathy diagnosed by next generation sequencing

Odett #2L (Yuri Kitamura), T BB * (Eri Kondo), I3 B ' (Megumi Horiba)
I B2 (Mari Urano), A 55+ 2 (Ryoko Aoki), PEEf —=° (Ichizo Nisino)
B HE I+ 2 (Kayoko Saito)

1 BT IRFFR R B eim & A R B 5 R L YGR (5 T IR 500 1

(Branch of Genetic Medicine, Advanced Biomedical Engineering and Science, Graduate School of Medicine
of Tokyo Women's Medical University, Tokyo, Japan)

R FER KRR RS T ERY Y ¥ —

(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)

ik ARG BT 28 SR AT/~ 5 —/NEF

(Department of Pediatrics of Aiiku Clinic, Tokyo, Japan)

POL L F R R F R A

(Department of Neurology, Tokyo Women's Medical University, Tokyo, Japan)

[EI NG - PRSI S 2 > & — PRI e T w78 45 — 0

(Department of Neuromuscular Research, National Institute of Neuroscience, National Center of Neurology
and Psychiatry, Tokyo, Japan)

P-99 TR - T — L& 2 BE—EBETFROBITEH OBE
Construction of analysis system of the Mendelian disorders using next-generation sequencing

ORI FHHE Y (Kaori Adachi), AFH ' (Megumi Murata), F12E B3l 2 (Masachika Kai) |
[RIIRF 4541 34 (Tetsuya Okazaki), #EJE 5 — ° (Eiji Nanba)
1 BURSF AT 73R & v & — B THRR ST

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

JS MUK 2EHAT B e 27 R

(Division of Medical Science, Technical Department, Tottori University, Yonago, Japan)

S EUR SR 2R b Jees 9 e b oAt N JE R

(Division of Child Neurology, Tottori University Hospital, Yonago, Japan)

FS IR 272 6 2 B T o Bt 1 5 T S5 R

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

S IOR A2 R 22 B I o Bc Ok A R BE R e 2 > & —

(Center for Promoting Next-Generation Highly Advanced Medicine Tottori University Hospital, Yonago,
Japan)

P-100 C120rf65 Z R % 528 7= Leigh BNIAE D —BR 14 EAH]
A case of monozygotic twins with Leigh syndrome identified C120rf65 mutation

O% N JH ' (Brilmagawa), Fattal-Valenski Aviva® Eyal Ori®, # i IR T ' (Satoko Miyatake)
Saada Ann*. & &7 ' (Mitsuko Nakashima), #5I% JEf# ! (Yoshinori Tsurusaki) .
it A (Hirotomo Saitsu), =55 FF- ' (Noriko Miyake)

1

U T 37 KA R AR AR

(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)

TN T T REEAN AR

(Paediatric Neurology Unit, Tel Aviv Sourasky Medical Centre, Sackler Faculty of Medicine, Tel Aviv
University, Tel Aviv, Israel)

TV T €T RF/NBN R

(Paediatric Endocrinology Unit, Tel Aviv Sourasky Medical Centre, Sackler Faculty of Medicine, Tel Aviv
University, Tel Aviv, Israel)

INTHANT T A EHEE v 7 — R ES

(Monique and Jacques Roboh Department of Genetic Research and the Department of Genetic and
Metabolic Diseases Hadassah-Hebrew University Medical Center, Jerusalem, Israel)



P-101

P-102

KRR =Y — NZIUBRERERAVEEBhYILATETIVICE RS/ LD E -8R
D&
Challenging of genomic copy number analysis through hidden Markov model using the next-
generation sequencer panel analysis results
OIA 251 (Toshiyuki Yamamoto), I J& ¥ 1 (Keiko Shimojima), 75 & 2 (Akira Saito)
1 BT RF R A R AT ST
(Tokyo Women's Medical University Institute for Integrated Medical Sciences, Tokyo, Japan)
2 A=z
(Stagen, Tokyo, Japan)
KRS —7 > AR & BEAshRNA 51 75U —2F AL A BEAEENEETFRY
) —Z=> kDB
Establishment of a functional genomics screening method to identify novel therapeutic targets
for gastric carcinoma
ONerg K47 (Miki Fujihashi), JIEE ¥ (Hiroto Katoh), {EJ#E ¥+ (Reiko Sato)
5K B (Ryohei Suzuki), B —M8 (Kazuki Kishi), A4 KHifi (Daisuke Komura)
A 23 (Shumpei Ishikawa)
FOXRRH R R 2 M E 5 B GERT 7 LR BR300
(Department of Genomic Pathology, Tokyo Medical and Dental University, Tokyo, Japan)

—gIRRAY— EcHhOEUVT 1/
Poster Session Genetic Counseling 1

P-103

P-104

P-105

BEAV RV TICET 3 —WREELEFIZEORER S DEE
Setting of entrustable professional activities for genetic counseling
O=% F51% * (Hidehiko Miyake), F} F #35 ! (Hiromi Murakami), Bl HEF ' (Masako Torishima)
fii® £ 2 (Akiralnaba), 528 BEPEF? (Eriko Takamine), F2&)I] 855 ? (Manami Matsukawa)
K 45?2 (Ayumi Yonei), (i@ FEF ' (Mitsuko Urao), [LJFH T A ' (Shigehito Yamada)
/A 1ELF] ¥ (Shinji Kosugi)
1 RURBR A B 2 T B I i B i A T35
(Clinical Genetics Unit, Kyoto University Hospital)
2 SRR Berl e R 5 R R A B - SRR
(Department of Medical Ethics/Medical Genetics, Kyoto University School of Public Health)

BEBREEICK > TEZEHP DUV Simpson-Golabi-Behmel FEfRERZDEEZH TV T
Genetic Counseling of Simpson—-Golabi-Behmel syndrome
ORH #£7¥ (Keiko Matsuda), [ A i (Nobuhiko Okamoto)
KBRS TR > & — iR HeR
(Department of Genetics, Osaka Medical Center and Reserch Institute for Maternal and Child Health, Osaka,
Japan)

LR TOHAERZEICH (T 2R BAEEREER DR

Study of cases with structural rearrangement in the prenatal genetic diagnosis

Ol 3£+ (Tatsuko Hirose), = | BF (Keiko Miyagami). |1+ 72| (Nahoko Shirato).
PUJE -7 (Junko Yotsumoto), FHIR BHEE (Akihiko Sekizawa)

IR A7 B 270 7 D A
(Department of Obstetrics and Gynecology, Showa University School of Medicine, Tokyo, Japan)
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P-106

P-107

P-108

BRAZEZHHEREETTFLERICE T 2BE 6 ERHDETHY U > TERERE
Performance Report on Genetic Counseling Provided over the Last Six Years by the
Department of Clinical Genetics at Tottori University Hospital
Ol Z38F ' (Naoko Nakagawa), [y ¥5H 2° (Tetsuya Okazaki), 453% ML+ %' (Noriko Kasagi) .
4+ JEF *° (Shuuhei Kaneko), MENE A% % (Yuki Kawashima), BLEP J&A} 2% (Keisuke Okuno) .
e S %7 (Eiji Nanba)
1 IO BE 27T b e s B U A e B PR it 2 > & —
(Center for Promoting Next-Generation Highly Advanced Medicine, Tottori University Hospital)
2 BSWURAFBE A B i e (s 1 2 R
(Department of Clinical Genetics, Tottori University Hospital)
3 KSR AR A7 T s It o e /N JE
(Department of Neuropediatrics, Tottori University Hospital)
4 BWUORFE AT R 2R SR G S e
(Department of Fundamental Nursing, Faculty of Medicine, Tottori University)
5 BRI B SR FE R F AR L B 7 Rl
(Department of Clinical Psychology, Graduate School of Medicine, Tottori University)
6 BSIURAEE AR IR o e /N JE R
(Department of Pediatrics, Tottori University Hospital)
7 BECRFEMBERRIIE S v ¥ —BIZ T IRES
(Research Center for Bioscience and Technology, Tottori University)
BRFEDBIEHI 2V TICEVWTERERRIZH SN AERER
A family of a sudden death, diagnosed to have Moyamoya disease in a process of genetic
counseling
OflEHE #¥ 1 (Yuko Sato), JHiHF FLH 2 (Mari Urano), 3EJI] ¥ ? (Reiko Arakawa)
JINET #8F ® (Yuko Kawaguchi), 79 B I+~ 2 (Kayoko Saito)
1 WU R
(Tokyo Women's Medical University, Tokyo, Japan)
2 WL FERRER G BEF R v 5 —
(Institute of Medical Genetics Tokyo Women's Medical University)
3 AL B
(Koshigaya Municipal Hospital)

U CRAEREEZ T -REERBERBORE
Prenatal diagnosis and perinatal outcome of fetal skeletal dysplasia
ORA A1 (Yosuke Matsumoto) . #3575 {122 1 (Nobuhiro Suzumori), KR B#E ! (Yuki Obayashi)
RELS 259! (Kyoko Kumagai), PHA} ¥ 2 (Gen Nishimura), #4{# BELF ! (Mayumi Sugiura)
1 il EW RS R AR BR EAREE A
(Division of Clinical and Molecular Genetics, Department of Obstetrics and Gynecology, Nagoya City
University Hospital, Aichi, Japan)
2 WU G R v & — U R
(Department of Radiology, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)



P-109 Cowden syndrome D%ctd 2 EFIDEIEZHI €U T
Genetic counseling for two cases with Cowden syndrome

OAfeill 24 ' (Chika Sato), ‘B3 EPEF ' (Mariko Kakudo), —A4J 1#F ' (Hiroko Mimura) ,
VE R ? (Jiro Watard),  $2AS & ° (Koji Tsubamoto)y  [1PH {& L * (Kiyofumi Yamanishi)
=1 FEME® (Yasuo Miyoshi), FEAN #i(RE ° (Yukie Enomoto), J#H #ik— © (Seiichi Hirota)
EiE (FBEAR) HIF Y (Tomoko Hashimoto-Tamaoki)
1 SRR BERL R 70 B B R SR
(Department of Clinical Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
2 SRR R R AR
(Division of Gastroenterology, Department of Internal Medicine, Hyogo College of Medicine, Nishinomiya,
Japan)
3 JLHERERL A R A el
(Department of Obstetrics and Gynecology, Hyogo College of Medicine, Nishinomiya, Japan)
4 SRR RFR RS Rl
(Department of Dermatology, Hyogo College of Medicine, Nishinomiya, Japan)
5 SRR R - s R
(Department of Breast and Endocrine Surgery, Hyogo College of Medicine, Nishinomiya, Japan)
6 SRR BRI B B
(Department of Surgical Pathology, Hyogo College of Medicine, Nishinomiya, Japan)
7 SR BER R AR R
(Department of Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
P-110 AATHEEZ 4 SBEHFIBTER T -5 X4 > 0O XERH
Ehlers-Danlos syndrome hypermobility type (hypermobility syndrome) with swallow difficulty
Offi %2 K JE+ 1 (Motoko Sasaki) , FAA fift— ? (Kenichi Matumoto), 5 H F& ! (Takashi Shimada)
[ B ® (Takashi Okada), {38 {5 ° (Atushi Watanabe)
1 HARERKRFA SRR EZ R
(Division of Clinical Genetics, Nippon Medical School Hospital, Tokyo, Japan)
2 BHRE:
(Shimane University, Shimane, Japan)
3 HARBEF KA R T B8R 5
(Nippon Medical School, Tokyo, Japan)
P-111 IPABIEAI ) JICEATERET Vr— MR
Questionnaire survey of patients on genetic counseling HBOC
ORfFy L (Harue Okamura), £FH 3% ? (Toru Murata), JEH: 1E%2 ? (Masahiro Fujii)

AW FEs2 ® (Yoshitaka Fuwa), HHHY $H—HE ? (Kenichiro Tanaka), &A% {48 * (Hiroki Kurahashi)
{EJE 557 ° (Tsutomu Sato)

1 EREGRERT AR R B AR 2 SE R R A 22 U R 0 7~ &) & 7 o3

(Division of Genetic Counseling, Department of Clinical Laboratory Medicine, Graduate School of Health

SN oy

S R

R (W0) B |

Sciences, Fujita Health University, Aichi, Japan)
2 FHBEASA Y v 7 — b LR R
(Department of Breast Oncology, Aichi Cancer Center Aichi Hospital, Aichi, Japan)
3 BHIRDSA Y v 7 — IR PR R e AR A
(Department of Clinical Laboratory, Aichi Cancer Center Aichi Hospital, Aichi, Japan)
4 I PR G A R G RTS8 T 40 T AR AR e Y
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)
5 I HH PR 1 A R 5 PR 2 AR B
(Department of Ethics, Fujita Health University School of Medicine, Aichi, Japan)
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P-112 HREMT A MO7 « —OREMZHICHTIETHIEVTD 16
A case of Genetic counceling of myotonic dystrophy for presymptomatic genetic testing

OniH ﬂ]ﬁ (Kazuhisa Maeda) , qjﬁ KHb (Daichi Nakaoku), #) I FE# (Masahiro Murakami) |
Vg A3 (Akane Kondo), FRAR ¥p4E (Mikio Morine) . f# & {8 —. (Kenji Hinokio) |
ﬁj‘ 3: %935 (Tomomilba), T§JE L 9% (Shizue Nanbara), BEHR F5%1F- (Michiko Sone),
A BHEH (Kaori Mori)
WEZ &b LB L DENL vy —#REEt Y ¥ —
(Clinical Genetics, Shikoku Medical Center for Children and Adults)

P-113 BIFHRE CHEEZE & © /- Noonan FEREED ROIES - BzhV U JDMRET -

Case Study of a Child With a Definitive Diagnosis of Noonan Syndrome through Genetic
Testing — A viewpoint of genetic counseling -
ORI ¥l (Saki Matsuoka) . 15 H 578 2 (Hiroshi Yoshi), FAH ZEF? (Keiko Matsuda) .
JIIE F13% 2 (Kazumi Kawato), [ 4AS fHiF 2 (Nobuhiko Okamoto), 32 ffi¥- ! (Jyunko Tatsumi),
A FTEH ! (Kazuo Tamura)
1 EMRFRFBERG LR M S BGR R Y~ & 7 — R
(Genetic Counceling Program, Interdisciplinary Graduate School of Science and Technology, Kinki

University, Osaka, Japan)

2 RBRFFSZBEFIRIER GRS~ 7 — BB F
(Department of Genetics, Osaka Medical Center and Research Institute for Maternal and Child Health)

P-114 EHAZEZEMEREEGFLEBICHTIEGEHT U TOBBEEBI EDIFEE
SHOEE
Outlining the Genetic Counseling of each field in Kyoto University Hospital.
ORI 55 1 (Manami Matsukawa), P2 i ' (Hitomi Nishio), A<H BE ' (Sayaka Honda) .
SER] 5% Y (Yumie Hiraoka) . fifiZE £ ! (AkiraInaba), m4E BLHL 7~ ! (Eriko Takamine),
K 42 (Ayumi Yonei), BB JfF- 2 (Masako Torishima), A1 _F #3% 2 (Hiromi Murakami)
Jbht BL—FB ? (Shin-ichiro Kitajiri)y FIIH #0f~ '* (Takahito Wada), =55 F57% ' (Hidehiko Miyake)
LI A 2 (Shigehito Yamada), P58 1258 2 (Toshio Heike), /NS 1B H] ' (Shinji Kosugi)
1 BB RFBE R - FE R et PRy - SEARE R
(Genetic Counselor Course, Kyoto University School of Public Health, Kyoto, Japan)
2 HUERRAFBE I IR o B R T 2
(Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)

P-115 18 YUY I—DRAEFORIFAD#MKEL -EzHY YT
Gerinatal genetic counseling for a parents of baby with trisomy 18 — A Case Report —

O%EH A1E ! (Yuka Shibata), L/ 225/ ' (Takahiro Yamada), /NE 2253 12 (Takashi Kojima)

R #K° (Kota Taked), & FlIf£2 * (Kazutoshi Cho)y ¥ —HB ! (Ichiro Yabe)

S e NG 5 1 Y S R PR a3
(Clinical Genetics Unit, Hokkaido University, Hokkaido, Japan)

2 tigE R AR R R v Y —
(Department of Obsterics/Perinatal Center, Hokkaido University Graduate School of Medicine, Hokkaido,
Japan)

3 AL R A B N AR
(Department of Pediatrics, Hokkaido University, Graduate School of Medicine, Hokkaido, Japan)

—RXRAY— BIGEHE - EanfmiE - BlEHE 1/

Poster Session ELSI and Genetics Education 1

P-116 BIEAT Y THEIBEICR - LREEMTROETHE QT 5 LOIEK - BERMAN
DEEGHE-—XRAERBRH,S -
Development of nursing education program toward genetic counselling
Ok M (Karin Tominaga), fEJ5 %17~ ! (Tomoko Sahara), [LZ 4 A ? (Naoto Yamamoto)
i A£Z3 ! (Sana Yokoi)
1 THEEPAL Y ¥ —BIE B0
(Division of Genetic Diagnostics, Chiba Cancer Center)
2 TIEEMNAE Y 7 —FURIE
(Chiba Cancer Center Breast Surgery)



P-117 [BIEFREV—EXEZBALLIDEIPERSTVBADEDDF vy I U XM 10 ] AD
RE
Public response towards “Ten tips to consider whether to purchase DTC genetic testing
services”

Ofthﬂ% @ﬁk (Kaori Muto)
FOUR A RREITFE T A S BORMT I8 455
(Department of Public Policy, The Institute of Medical Sciences, The University of Tokyo, Japan)
P-118 EEEXBREGEHNAR TOREBRBREZICOVTOZEED S OFFHE
Evaluation on the out-patient learning and next-generation sequencer data analysis program in
Department of Clinical Genetics by medical students in Hyogo College of Medicine
O BEP- ' (Mariko Kakudo), i %3 ! (Chika Sato), 7 JI] LB 2 (Yoshie Yoshikawa)
8P 5B 2 (Yoshiro Nakano), 3EEE 22D A 2 (Katsumi Furitsu)y  —A4f 18- (Hiroko Mimura) .
SR At—HB ® (Keiichiro Suzuki), #5#k —HB ' (Ichiro Wakabayashi) |
EiE (FBA) HIF ' (Tomoko Hashimoto-Tamaoki)
1 SR BE AR5 I B R S A5
(Department of Clinical Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
2 SHDERK O R
(Department of Clinical Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
3 AR FAAALS
(Department of Biochemistry, Hyogo College of Medicine, Nishinomiya, Japan)
4 STREERREBREE T PR A

(Department of Environmental and Preventive Medicine, Hyogo College of Medicine)
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H B:10816H (&) 18:10~19: 10 KAY—%15 (FEE 4 & ABC)
Date : Oct. 16 (Fri.) 18:10~19:10 Poster Room (Hana ABC, Main Tower 4F)

—iERAY— HISERE (8K 2/
Poster Session Cytogenetics lI-2

P-119 EiEd % 1942.12-942.2 @ duplication. 1942.2-q43 ? triplication & 1g43-qter DK EHMET 1
A4V I—%RBO—IEH
A unique case of 1042.12-g42.2 duplication and 1g42.2-q43 triplication with uniparental
isodisomy of 1q43-qter

ORIA 238 (Nana Okamoto), FH J1Z% ? (Chie Murata), HH j 1 ° (Kiyoshi Masuda) ,
T F1K 2 (Tomohiro Kohmoto),  HLAF %+ * (Shigeko Satomura), [ A< ff1% ° (Nobuhiko Okamoto)
Y )l 75 B %5 (Hideaki Horikawa), T #f A3 ! (Takahide Komori), FEAN 3825 2 (Issei Imoto)
1 A= KR 2B B I 9 e s B TP AR
(Department of Oral and Maxillofacial Surgery, Kobe University Graduate School of Medicine, Kobe, Japan)
A YN YN VAR 2 SR N R R PRE i
(Department of Human Genetics, Institute of Biomedical Sciences, Tokushima University Graduate School,
Tokushima, Japan)
3 fEEKAEZEE2EER Student Lab
(Student Lab, Tokushima University Faculty of Medicine, Tokushima, Japan)
4 BERTTFOORDRGHELY ¥ —
(Japanese Red Cross Tokushima Hinomine Rehabilitation Center for People with Disabilities, Tokushima,
Japan)
5 KBUFFLEETIRER A v & — RS HR
(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child
Health, Osaka, Japan)
6 SRR B B SE A ISR AW P8 338 &~ & — Jeim R e F 78 5 M
(The Support Center for Advanced Medical Sciences, Institute of Health Biosciences, the University of
Tokushima Graduate School)



P-120

P-121

STKI1 EEFEI Y YV > RE %528 /- Peutz-Jeghers FEMREED—BFI
Whole exons deletions of the STK11 gene in a boy with Peutz-Jeghers syndrome.

OFAN HiE ' (AkiIshikawa), “FJI] B 5 2 (Satoshi Hirakawa), [T f#KHE ' (Kentaro Yamashita)
B fdH] ° (Kenji Kurosawa), 51 HEd * (Koukichi Sugano), PRI SE¥E ' (Akihiro Sakurai)
1 ALBREE R R IR R i BE i (52
(Division of Clinical Genetics, Sapporo Medical University Hospital Clinical Genetics Center, Sapporo, Japan)
2 T H AR N R
(Division of Paediatrics, Urakawa Red Cross Hospital, Urakawa, Japan)
3 MENEALE & REY v ¥ — R
(Division of Medical Genetics, Kanagawa Children’s Medical Center, Japan. )
4 WRBEANLAS A V7 —WFZE 05 A BIR TR E - A THIFZEE
(Department of Oncogene Research Unit Cancer Prevention Unit, Tochigi Cancer Center Research
Institute, Japan. )

THEEEERER I 35 17 B Comparative genomic hybridization %% BV - BRBIZEIE DLt 545
B O

Segregation pattern of embryos in PGD for reciprocal translocation patients using by
comparative genomic hybridization

O[] e ! (Yoshiharu Nakaoka) , fJHi & - ! (Keijiro Tto), ¥ FEME ' (Takao Himeno)
I {#F-! (Hiroko Yamauchi), FER] £ F ' (Michiko Ammae), i %5/E ? (Aisaku Fukuda)
P BL0Y 2 RisaMori), AR HW A ? (Ayumi Yamamoto), FRA FElG ° (Yoshiharu Morimoto)

1 IVF A7V =v 2
(IVF Namba Clinic)

2 IVF Rz =v7
(IVF Osaka Clinic)

3 HORACZSv7uv bRz =v7
(HORAC Grand Front Osaka Clinic)

—RIRAY— EBEERF2/
Poster Session Cancer Genetics 2

P-122

P-123

YIRBLCTFHYIVHAKOEERL FOTAIVZINY 4 - AV -BREGTFHAEED
B %
Dual-vector suicide gene therapy using retroviral replicating vectors derived from amphotropic
murine leukemia virus and gibbon ape leukemia virus
ONAMR F56] " (Shuji Kubo), %25 i, Z * (Noriyuki Kasahara)
1 ST BB R AR i e
(Department of Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
2 <A 7 IRFMA Y - B
(Departments of Cell Biology and Pathology, University of Miami, Miami, USA)

BIREEMAtEZ © bV CREENTEE OB

Characterization of malignant phenotype of pancreatic cancer by analyzing pancreatic
circulating tumor cells (CTCs).
OfflE $7 % (Taku Sato), FFHX Z#E ' (Tomoki Muramatsu), ¥ & ° (Minoru Tanabe)
1 HEE ph R TR B0 Tl B A
(Dept. Mol. Cytogenet., Med. Res. Inst., Tokyo Med. and Dent. Univ., Tokyo, Japan)
2 WEEKEEANLF) V=R —
(Bioresource Res. Ctr., Tokyo Med. and Dent. Univ., Tokyo, Japan)
3 W B RK S B N RE LR 2% 5515
(Dept. Surg., Grad. Sch. Tokyo Med. & Dent. Univ., Tokyo, Japan)



P-124

P-125

P-126

P-127

NAA>T 2 MRV —=2%%FIA U /- autophagy modulator DR
Screening of autophagy modulators using high-content imaging system

OFH:E %' (Junlnoue), it 375 *° (Johji Inazawa)
1 SO B R e 45 1-Hi i
(Dept. Mol. Cytogenet., Med. Res. Inst., Tokyo Med. & Dent. Univ.)
2 BUREMRRMAGREE Y ) Ak v 5 —
(Hard Tissue Genome Res. Center, Tokyo Med. & Dent. Univ.)
3 WRER AR ) Y =2k 5 —
(Bioresource Research Center, Tokyo Med. & Dent. Univ.)

FEFRERS -T2 P —ICLB ) RV EERENDS ABESRGF SRR

Analysis of cancer risk—associated genetic variations by using semiconductor-based next-gen
sequencings in Chiba J-MICC cohort study

O A} ¥ ! (Yohko Nakamura), A #HH ' (Yoshiaki Maru), 5% FE4F ' (Yasutoshi Tatsumi)
A /5251 (Sana YokoD)y N A Y2 (Miki Ohira)y AT AR ! (Yuki Nakamura) |
Bl ZEA ! (Kimiko Takayama), FHH ¥ ' (unkoInada), FHH I ® (Naotake Tanaka) .
I A ° (Naoto Yamamoto), #4r Z£%°° (Yoshihiro Nabeya), g1 {#1{/% > (Nobuhiro Takiguchi) .
FH fd ® (Takeshi Ueda), M1l #&* (Jin Katayama), 7Kkl =% ' (Hiroki Nagase) .
= I & (Haruo Mikami)
1 FEE»A YV F =W
(Chiba Cancer Center Research Institute)
2 WEENID A v 7 —RIESTFERT
(Research Institute for Clinical Oncology, Saitama Cancer Center)
3 THEENAL Y7 —EERH
(Chiba Cancer Center Hospital)
4 F—FTA v X —HF AT 1T 4 v 7 RS
(Thermo Fisher Scientific KX. )

Rif/ >3—7 14> %7 RNAKCNQIOT1/LIT1 (CK B KD AFED ABIEOREER

Molecular mechanism of colorectal cancer development by long non-coding RNA KCNQ10T1/
LITH

ONIE #3222 (Hiroyuki Kugoh), fiSF) 1H1E 1 (Naohiro Sunamura) . 4 61 2 (Mitsuo Oshimura)
K- 22 A ! (Takahito Ohira)
1 BHURS R AR R 2 R SERE 8 (5 T R Lo
(Division of Molecular Genetics and Biofunction, Tottori University Graduate School of Medical Science,
Tottori, Japan)
2 BHORSEGAER TAIE L v & —

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

EICE T B LAPTMS Bz FOAREMIE
Inactivation of LAPTMS5 in human cancer
OMichelle Nuylan ' 3 #f '* (JunInoue), JAJ¥f JR3Z ® (Tatsuyuki Kawano),

TS 3806 " (Johji Inazawa)
1 B ER S RL R 2= M v 5 B SE T 43 T M AR 22 47 B
(Department of Molecular Cytogenetics, Medical Research Institute, Tokyo, Japan)
2 BOEBRA - REANAF ) V=RV 5 —
(Bioresource Research Center, Tokyo Med. & Dent. Univ.)
3 MR K - AEAVR:
(Dept. Surgery, Tokyo Med. & Dent. Univ.)
4 WREHK - MALRRIEE S sk vy —
(Hard Tissue Genome Res. Center, Tokyo Med. & Dent. Univ.)
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P-128 NRRTE AR (CTEE BRI U - BhRTE T I3 MER SR ME ICEHE T 2 ek » S 5EE (S
fARAEREHZT
Frequent somatic mutations in neuroendocrine differentiation-related pathways in SCLC-
transformed lung adenocarcinomas
ORIk HES ' (Yusuke Suenaga). BTATWN HE=} 2 (Masato Shingyoji). I 2% ° (Mamoru Kato) .
HYL Ty ® (Isao Kurosaka) , K- FEHL ¢ (Miki Ohira), A4 22 ? (Toshihiko lizasa) |
JR I RS 5 (Hiroki Nagase), AfJf /225! (Sana Yokoi)
1 FREDSAY B - AT 2k s —
(Cancer Genome Ctr., Chiba Cancer Ctr. Res. Inst.)
2 THENA Y - PR
(Div. Thoracic Diseases, Chiba Cancer Ctr.)
3 EAAL - WEZEHT - N F A YT
(Dept. of Bioinformatics, Res. Inst., NCC)
4 TIEENAY -0 - A7 4
(Div. Cancer Genome, Chiba Cancer Ctr. Res. Inst.)
5 TIEAMAL - B - ASABIRAISE
(Div. Cancer Genetics, Chiba Cancer Ctr. Res. Inst.)
P-236 FRBHEENEGEFIREICHT 2—RHROBHEAE
Public attitudes toward cell-free DNA (cfDNA) screening in Japan
O 22 HL 1 (Kumiko Fujisawa), 7k I WL BT~ 2 (Akiko Nagai), TUJE Ffk 2 (Kaori Muto)
1 HRUR R BE ARG AL - AT T — 2
(Graduate School of Interdisciplinary Information Studies, The University of Tokyo, Tokyo, Japan)
2 WORUREEFRATSEHT 28 JL BOR I 98 20 B
(Department of Public Policy, The Institute of Medical Sciences, The University of Tokyo, Tokyo, Japan)

—RXRAY— RiR4EES (HBOC Z0) 2/

Poster Session Hereditary Cancer/HBOC 2

P-129 BEEDPRFEFIERAFHCS T B/51 4/ %7 (Keio Womens’ Health Biobank)

Biobank of Department of Obstetrics and Gynecology in Keio University School of Medicine
(Keio Womens’ Health Biobank)
O ¥ (Tomoko Akahane), IR 3% (Akira Hirasawa), HEH f@ K (Kenta Masuda) .

PP J3% (Tomomi Toda), PHJE ¥4 (Hiroshi Nishio), fJiff B (Masaru Nakamura) |

11 F B (Wataru Yamagami), ¥4} 5A4T (Hiroyuki Nomura), Fx7€ fl (Toru Morisada) .

Fr i 585k (Fumio Kataoka), 5 H] Hi (Takashilwata), HHH' I{¥ (Kyoko Tanaka),

B 7k YE—HR (Eiichiro Tominaga), #5/A ¥ (Atsushi Suzuki), PFZE 5] (Kouji Banno).

MeH I (Kazuya Makita), 3 {32 (Nobuyuki Susumu), T A KHili (Daisuke Aoki)

Y Y NGt TN

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



P-130

P-131

P-132

277 LERICKVEE SN REMKE R K-> XBED APC Bz FEHESRAMBRIEORE

Identification of a large deletion encompassing the promoter region of APC gene in a patient
with adenomatous polyposis of the colon by whole genome sequencing
O B Kiyoshi Yamaguchi), A YGHA 2 (Mitsuhiro Komura), {5 K ¥E4E 2 (Eigo Shimizu)
E 1l B8 ° (Satoshi Nagayama), L/ 3 * (Rui Yamaguchi), F}7C {55k ° (Seiya Imoto)
% T ! (Tetsuo Shibuya), I fEHE ' (Tsuneo Ikenoue), &= Hf & % (Satoru Miyano)
W #E— ' (Yoichi Furukawa)
1 WRURFERENFTEI IR 7/ 2 50
(Division of Clinical Genome Research, Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
2 WRURZFERMENZERT DNA 15T 715
(Laboratory of DNA Information Analysis, Institute of Medical Science, The University of Tokyo, Tokyo,
Japan)
3 DA WAL 2R SR
(Gastroenterol Surgery, Cancer Institute Hospital, Tokyo, Japan)
4 FRRFERZAIE Y — 7 T 0 A 7 — & (G L5 B
(Laboratory of Sequence Analysis, Institute of Medical Science, The University of Tokyo, Tokyo, Japan)
5 BOLKFEF AT IR T — & 4 = > 255 4F
(Division of Health Medical Data Science, Institute of Medical Science, The University of Tokyo, Tokyo,
Japan)

LBRICH T B U RV EBINENEFEFEITHOE & CEKERICET 5145
Management of BRCA1/2 mutation carriers undergone risk-reducing salpingo-oophorectomies

O 2+ (Tomoko Yoshihama), *F-JR 3 (Akira Hirasawa), $P4¥ 5A4T (Hiroyuki Nomura)
Fr i 529 (Fumio Kataoka), BEH f@# K (Kenta Masuda), ¥4k 35 (NaomiIwasa).
3P B A7 (Naoki Nakadaira), & Zg35 (Tomomi Ninomiya), |l] | H (Wataru Yamagami)
Pl &% 5] (Koji Banno)y # {3 (Nobuyuki Susumu), T Kifilfi (Daisuke Aoki)
B M 2R A R A T P It AR 3
(Keio University School of Medicine, Obstetrics and Gynecology)

BIHIPAMENA (HBOC) DIFLIFEHMIET 2V HEA
How to increase the rate of screening for heredetary breast and ovarian cancer (HBOC)

OFA g 12 (Takeki Sugimoto), Pft EF] ! (Toyokazu Oki), /NAJ ELIFL ' (Maho Ogawa)
HHAC ECPE 2 (Mari Tasiro)y 4 F1H 2 (Chiaki Izumiya), 1 /23 %* (Nobuo Ikenoue)
PAR T % (ToruKubo), [ —H[ 2° (Ichiro Yamasaki), LM F1HA ! (Kazuhiro Hanazaki)
SHEN RIS % (Taro Shuin)

1 EHIR S BEFFRAVRL R E AR 1
(Department of Surgery, Kochi Medical School, Kochi, Japan)
2 TR AR T s B R SR RS M
(Department of Clinical Genetics, Kochi Medical School Hospital, Kochi, Japan)
3 IR AEBE A d AR
(Department of Obstetrics and Gyencology, Kochi Medical School, Kochi, Japan)
4 RHIRFPEFIREAEN - TEBR R - AN FR
(Department of Cardiology, Neurology and Aging Science, Kochi Medical School, Kochi, Japan)
5 IR B R A
(Department of Urology, Kochi Medical School, Kochi, Japan)
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P-133

BENEGCTFREICE T TOEEGMHILS ABEES O

Analysis of hereditary breast cancer toward comprehensive genetic test

ORI AFT (Kumiko Ooseto)y Tij 55 M HLZ4S (Yurina Maeshima), 2535 % (Ryohei Katsuragi)
AR A7 T (Yukiko Toshimoto), 15 J5 #£F (Sachiko Takahara), [l 75 HH (Akira Yamauchi)
BB 7 LA bR Yy — - SRR
(Department of Breast Surgery Breast Cancer Kitano Hospital Breast Cancer, Osaka, JAPAN)

—fRIRAY— REEGF2/
Poster Session |Immunogenetics 2

P-134

HLA-DQB1 7 LIV EFit > O X PHABRMYR R AE

HLA-DQBT1 Alleles Associated with Anti-Centromere Antibody-Positive Systemic Sclerosis in
Japanese.

O 22 1% (Hiroshi Furukawa), [if] 2£3% 2 (Shomi Oka), J&5H &K ® (Kota Shimada) .
¥F B % (Shoji Sugii) . AGAS £ 2 (Atsushi Hashimoto), /NE B2 (Akiko Komiya) .
I M 2 (Naoshi Fukui), /M 32 H] ' (Kouji Kobayashi), £ H /6 * (Atsumu Osada)
FEHH ¢ (AtsushiThata), 7K Ff 37.F° (Tatsuo Nagai), P[] HTE ¢ (Keigo Setoguchi)
[ A Wi+ 7 (Akiko Okamoto), [ZAX 3£ 3 (Akira Okamoto), T-Z% 24T ¢ (Noriyuki Chiba) .
RAN S%— 1 (Biichi Suematsu), [ ¥F B8 7 (Hajime Kono), Jy 1] R " (Masao Katayama)
JEHH 25K ° (Shunsei Hirohata), A5 FH &8 1 (Kiyoshi Migita) . J%[f] B - * (Shouhei Nagaoka)
1 B ? (Shigeto Tohma)
1 SRR PR T B AR
(Molecular and Genetic Epidemiology Laboratory, Faculty of Medicine, University of Tsukuba, Tsukuba,
Japan)
2 B B B AR AL s BE RROR AT 78 & >~ & —
(Clinical Research Center for Allergy and Rheumatology, Sagamihara Hospital, National Hospital
Organization, Sagamihara, Japan)
3 BBV LR AN v & — ) < F B R
(Department of Rheumatic Diseases, Tokyo Metropolitan Tama Medical Center, Fuchu, Japan. )
4 KRS LR BRI VU o < 7 N EE
(Department of Rheumatology, Yokohama Minami Kyosai Hospital, Yokohama, Japan. )
5 JLHKRFIBIEE - BANF
(Department of Rheumatology and Infectious Diseases, Kitasato University School of Medicine, Sagamihara,
Japan. )
6 DA - ERAYEY v & — R A BB R R
(Department of Allergy and Immunological Diseases, Tokyo Metropolitan Cancer and Infectious Diseases
Center Komagome Hospital, Tokyo, Japan. )
7 AR R IR
(Department of Internal Medicine, Teikyo University, Tokyo, Japan. )
8 ENZINPBERE RS R~ 5 — ) o= FF
(Department of Rheumatology, Himeji Medical Center, National Hospital Organization, Himeji, Japan. )
9 B bR R R R ) o~ R
(Department of Rheumatology, Morioka Hospital, National Hospital Organization, Morioka, Japan. )
10 EZIR BERHE SN R & > & — B RN N F
(Department of Internal Medicine and Rheumatology, Clinical Research Institute, Kyushu Medical Center,
National Hospital Organization, Fukuoka, Japan. )
11 ELR Bt R R & — IBIEE N
(Department of Internal Medicine, Nagoya Medical Center, National Hospital Organization, Nagoya, Japan)
12 ENT IR BERE RIG R & —BRIRIIZE 1 ~ & —

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



P-135 LILRA4 BIZF B E LM T Y v b—FT ZDOBEEDE
Association study of LILRA4 polymorphisms with systemic lupus erythematosus

O %% ' (AyaKawasaki), 75)1] %2 ** (Hiroshi Furukawa), P4 Z$9t 3 (Nao Nishida)
VTE #3HL' (Yuya Kondo), {FH)iE H& * (Satoshilto), FAZR IJj ! (Isao Matsumoto)
BA BERUME® (Makio Kusaol) ,  KEF 153 ° (Hirofumi Amano), ZEH T ® (Akiko Suda),
E R #" (Shouhei Nagaoka), i )7 [ FTE ® (Keigo Setoguchi), 7K 37.F ° (Tatsuo Nagai)
&I B2 ° (Shunsei Hirohata), &5 H %K 1 (Kota Shimada), 423 % — ' (Shoji Sugii)
[ A B£ 1 (Akira Okamoto), -3 9247 2 (Noriyuki Chiba), AN 5&— ' (Eiichi Suematsu)
KEP 9% ° (Shigeru Ohno), Jy 1L HEJE ¥ (Masao Katayama), {7 B B& ©° (Hajime Kono)
flizk W1 ' (Katsushi Tokunaga), [yl 55K ° (Yoshinari Takasaki), f&AX {52 7 (Hiroshi Hashimoto) |
FH #2 ! (Takayuki Sumida), % 4] T A ? (Shigeto Tohma), T J& W ! (Naoyuki Tsuchiya)
1 S KRFRFERR
(Faculty of Medicine, University of Tsukuba, Tsukuba, Japan)
2 [N B B A AR IS B
(Sagamihara Hospital, National Hospital Organization, Sagamihara, Japan)
3 [ EBRE R e v 5 —
(National Center for Global Health and Medicine, Ichikawa, Japan)
4 FEET) e F ey s —
(Niigata Rheumatic Center, Shibata, Japan)
5 MER K= IE G N FE
(Department of Internal Medicine and Rheumatology, Juntendo University, Tokyo, Japan)
6 MRV KPR TR GER >~ & —
(Yokohama City University Medical Center, Yokohama, Japan)
7 BRI AL BE
(Yokohama Minami Kyosai Hospital, Yokohama, Japan)
8 MA - RYWEL ¥ & —HR B ARG BE
(Tokyo Metropolitan Cancer and Infectious Diseases Center Komagome Hospital, Tokyo, Japan)
9 JLHLK
(Kitasato University, Sagamihara, Japan)
10 FHHS L S BERR AT iR 2 o~ & —
(Tokyo Metropolitan Tama Medical Center, Tokyo, Japan)
11 IS e R I i e e 2 > & —
(Himeji Medical Center, National Hospital Organization, Himeji, Japan)
12 [ 3795 B e B s B
(Morioka Hospital, National Hospital Organization, Morioka, Japan)
13 ESLIR BRSO EE 2 v & —
(Kyushu Medical Center, National Hospital Organization, Fukuoka, Japan)
14 ER i R R v v —
(Nagoya Medical Center, National Hospital Organization, Nagoya, Japan)
15 W RRA
(Teikyo University, Tokyo, Japan)
16 FHRUR RSB NFEIRY®
(Department of Human Genetics, University of Tokyo, Tokyo, Japan)
17 NER 3 K57 BE 4
(School of Medicine, Juntendo University, Tokyo, Japan)
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Poster Session Epigenomics 2

P-136 miR-210 Z /M L = FEARREEMROBERILE TOER
miR-210 signal pathway in the decidualization of ovarian endometriotic cysts
OHIZE ff K HE (Kentaro Kai), FHI BT (Yoko Aoyagi), Z3ZH R4 (Kaei Nasu),
i A B2~ (Mamiko Okamoto), “F-JI] BEZ ¥~ (Tomoko Hirakawa), FJH#k FeF) (Kanetoshi Takebatashi)
M4 /A F] (Hisashi Narahara)
KGR AT e Bl e IR e
(Department of Obstetric and Gynecology, Oita University Faculty of Medicine, Oita, Japan)
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A>TV T« 2 THREEEOE A FIEICER U /- Kagami-Ogata FEREICHITA e NOF
2 XA FILDESR

Exploration of hydroxymethylation in Kagami-Ogata syndrome caused by hypermethylation of
imprinting control regions

Ol —f ¥ (Kazuki Yamazawa), 3B EF % (Keiko Matsubara), $5 HiAC 2 (Masayo Kagami) |
1Ak —1% ° (Kazuhiko Nakabayashi), %% fdt— B ® (Kenichiro Hata), 7425 BEfC 2 (Maki Fukami) .
K67 % (Tsutomu Ogata)
1 ER AR E g v ¥ — R R v ¥ —
(Clinical Genetics Center, National Hospital Organization Tokyo Medical Center, Tokyo, Japan)
2 ENIE EHGE X v ¥ — 5T 0T N S i 5E
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
3 ERFERIIE Y v & — e TR R RE A 2
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)
4 PERRBERF RN R

(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
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KIFET / L7 1 SERERTRE 23 SEDIERY/NZ Y = 1 8
Comprehensive pathway analyses for 23 large-scale genome-wide association studies
OWRH 1E ' (Naomasa Suita), 43t {54 ? (Masahiro Kanai), 411 ¥ ? (Chihiro Higuchi)
FH v 4t >34 (Toshihiro Tanaka), [if] FH FES: 2° (Yukinori Okada)
1 /NP TSR St
(Ono Pharmaceutical co., Itd. )
2 HORERF SRR SR B R o S A I Fe R 8 2 B s (R 22 0 BT
(Department of Human Genetics and Disease Diversity, Tokyo Medical and Dental University)
3 WERRBLRFRE NS F ) Y —Ak v F —
(Bioresource Research Center, Tokyo Medical and Dental University)
4 BLEERIEITR A A R R AT E Y v & — IR BRERR B g v — T
(Laboratory for Cardiovascular Diseases, RIKEN Center for Integrative Medical Sciences (IMS))
5 BULSARIZEARE G AR =T TE L v 7 — IR SR T — &
(Laboratory for Statistical Analysis, RIKEN Center for Integrative Medical Sciences (IMS))

YIBEFEEMZORAICHZZICAT 2 -OICEEERNRYDIERF
Importance of the order of objects to apply mathematics in both physics and biology
O$4 B2 (Naoyuki Kamatani)
B R FERRFBENR ) 7 < it v & —
(Institute of Rheumatology, Tokyo Women's Medical University, Tokyo, Japan)
A TFIVEESLEDRETERNER
Statistical considerations on Mendelian randomization
O J5E (Tsuyoshi Hachiya)
HFRERKRFNDTHRILRA T4 AN - X H N 27 B AR HUR T
(Division of Biomedical Information Analysis, Iwate Medical Megabank Organization, Iwate Medical
University, Japan)
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Poster Session Multifactorial Inheritance

P-141

P-142
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FHEFAL T —BZHERF CCR1/CCR3 DEIE
A polymorphism in CCR1/CCR3 is associated with narcolepsy

OB #5%' (Hiromi Toyoda)y, & JI| B! (Taku Mivagawa), /Nl FET- 2 (Asako Koike)
Seik-Soon Khor 'v 4% . %' (Makoto Honda), {7k 1! (Katsushi Tokunaga)
1 REURF R B = R0 e R AR R0
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2 H 3 SUERT R R Se T
(Research & Development Group, Hitachi, Ltd., Japan)
3 WGBSR A W FE T RS A T By R A e S M MR IR S A T Y 2 7 b
(The Sleep Disorders Research Project, Tokyo Institute of Psychiatry, Tokyo, Japan)
4 W EE AR ZE A BRI 2 > 5 —

(Japan Somnology Center, Neuropsychiatric Research Institute, Tokyo, Japan)

%S % A9E Stevens-Johnson EREREICH T D HLA-A*02 : 06 & EP3 BIZF SR NDIEESE
A

The interactive effect between HLA-A % 02 : 06 and EP3 SNP in Cold Medicine related SJS/
TEN with severe ocular complications

OFH BEHZE " (Mayumi Ueta), filijk i1 ° (Katsushi Tokunaga), A} -5 2 (Chie Sotozono)

B #9E ° (Hiromi Sawai), AR F ! (Shigeru Kinoshita)

1 HUHRHE 7 BE R R B A A R R 2l e
(Department of Frontier Medical Science and Technology for Ophthalmology, Kyoto Prefectural University
of Medicine, Kyoto, Japan)

2 GURKFALIERF R A IR
(Department of Ophthalmology, Kyoto Prefectural University of Medicine, Kyoto, Japan)

3 BURER B R A e R N (55200 B
(Department of Human Genetics, Graduate School of Medicine, University of Tokyo, Tokyo, Japan)

BIREEHE X AEIETF NPT1/SLC17A1 OHEEEEBREZRIBRAREN XV 2K TS €5

The common gain-of-function variant of NPT1/SLC17A1 decreases the risk of renal
underexcretion gout in humans

OMJE ¥ (Hirotaka Matsuo)y, T-%% #2J& ' (Toshinori Chiba), 7K #% JE ? (Shushi Nagamori) .
TR Bl | (Yusuke Kawaura), Wei Ling 2 HIL B3 ' (Akiyoshi Nakayama) ,
Hikf 457 ° (Takahiro Nakamura), W11 B3 1 (Masayuki Sakiyama), =5 H HE>% ! (Tappei Takada)
S BB~ (Mariko Naito), T HH 2338 % (Kimiyoshi Ichida), {5 7K fit ® (Toru Shimizu),
4 158 2 (Yoshikatsu Kanai)y, DY /& £ ! (Nariyoshi Shinomiya)
1 BAEFEERR ARG T H AR 55
(Department of Integrative Physiology and Bio-Nano Medicine, National Defense Medical College,
Tokorozawa, Japan)
2 KBURZFEAR Y AT LS A
(Division of Bio-system Pharmacology, Graduate School of Medicine, Osaka University Osaka, Japan)
3 Bt BER R AR R SE
(Laboratory for Mathematics, National Defense Medical College, Tokorozawa, Japan)
4 WURUR AR S T s B S 71 5
(Department of Pharmacy, The University of Tokyo Hospital, Tokyo, Japan)
5 AR RFETHRS
(Department of Preventive Medicine, Nagoya University Graduate School of Medicine, Nagoya, Japan)
6 HURUHERR KA e A B
(Department of Pathophysiology, Tokyo University of Pharmacy and Life Sciences, Tokyo, Japan)
7 WU R R R e MU R
(Division of Kidney and Hypertension, Department of Internal Medicine, Jikei University School of Medicine,
Tokyo, Japan)
8 AL ik
(Midorigaoka Hospital, Osaka, Japan)
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Poster Session Association Analysis 2

P-144

P-145

FtE7Z7EHICH TS5 UCP1 EIEF -3820A/G SR E G R - (FE L DERE

Significant association of ~-3820A/G polymorphism in the uncoupling protein 1 (UCP1) gene
with height and weight in Oceanic populations

O FHEE3E ! (TzumiNaka), PEH 239 2 (Nao Nishida), 7518 $HH ® (Takuro Fursawa)
KA 55/t (Ryosuke Kimura), [P AHR ® (Taro Yamauchi), B J5 135 ¢ (Kazumi Natsuhara)
Hris ¥ 7 (Minato Nakazawa), 275 HEVA © (Yuji Ataka), AGR %) ° (Inaoka Tsukasa),
AT BEGA 1 (Yasuhiro Matsumura), KI5 FIARER ©° (Ryutaro Ohtsuka), KA JIE ! (Jun Ohashi)
1 HRFR P R SR A R - S
(Department of Biological Sciences, Graduate School of Science, The University of Tokyo, Tokyo, Japan)
2 ELLEBSERIIIE Y v 7 — E SR beIE 2% - SEset v 5 —
(Research Center for Hepatitis and Immunology, International Medical Center of Japan Konodai Hospital,
Chiba, Japan)
3 HABKRFERERET D7 - 77 A MBI SR 7R 7 2 7 Husor 5 B ok RE ER B R A
(Graduate School of Asian and African Area Studies, Kyoto University, Kyoto, Japan)
4 BRERR PR B AR FERE N A o7 5 e
(Department of Human Biology and Anatomy, Graduate School of Medicine, University of the Ryukyus,
Okinawa, Japan)
5 b KRR B O FZE be N A e 5
(Department of Health Sciences, Hokkaido University School of Medicine, Hokkaido, Japan)
6 HARMRA TR B R F
(The Japanese Red Cross Akita College of Nursing, Akita, Japan)
VA VRPN o N o U P 823 P R E | X P e o
(Department of International Health, Kobe University Graduate School of Health Sciences, Hyogo, Japan)
8 BAVH R KR F B & BORMT SRR & BOR 50
(School of Policy Studies, Kwansei Gakuin University, Hyogo, Japan)
9 B R IR Y BRI RL R b I AL 23 B J 2 sl R
(Department of Human Ecology, Faculty of Agriculture, Saga University, Saga, Japan)
10 SCHOR AR S22 A B SR28 5 7k
(Faculty of Health and Nutrition, Bunkyo University, Kanagawa, Japan)

FREEICBIET 2 SNP OIRFE & £ DIEEEETF D Enrichment 47
A genetic enrichment analysis for genes neighboring the hand morphology-associated SNPs
OXZH 435 Y (Manami Komesu), {EJE & ! (Takehiro Sato), [T 4 H-F ' (Kyoko Yamaguchi)
VED & ' (Chiaki Watanabe), JI[ ] 5% ! (Akira Kawaguchi), [LAS {8 * (Ken Yamamoto)
A H B8 (Hajime Ishida). ARFF 554! (Ryosuke Kimura)
1 BRERK SR 00 FE R N AR 2 1
(Department of Human Biology and Anatomy, Graduate School of Medicine, University of the Ryukyus,
Okinawa, Japan)
2 ARRRK R AE TR R AL i e
(Department of Medical Chemistry, Kurume University School of Medicine, Fukuoka, Japan)
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P-146

BRI FIRIRREEE TE IS B (T 5 TSH ER M (TR I 2 #&5T
TSH resistance in patients with Pseudohypoparathyroidism
Ok {fi—B] ' (Shinichiro Sano), W & 2 (Keisuke Nagasaki), HA) BHAZ ! (Akie Nakamura) .
A A1 (Keiko Matsubara), 722 b, BLAC ! (Maki Fukami), § /7 #)° (Tsutomu Ogata)
B HEAL T (Masayo Kagami)
1 ENEE REE Y v & — 5T N5 5E s
(Department of Molecular Endocrinology, National Reaserch Institute for Child Health and Development)
2 BRI ER
(Department of Pediatrics, Nigata Univerisity, Nigata, Japan)
3 UEAREER AN R R

(Department of Pediatrics, University Shcool of Medicine)
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SOX9 HEZRE (p.Q496fsX578) (4 > /NI RREM % #+ L T acampomelic campomelic
dysplasia ##8<
Impaired protein stability by a SOX9 frameshift mutation in acampomelic campomelic
dysplasia
O AT (Rie Yamaguchi), 98} #5742 2 (Tetsuo Naramura), I FEWRF ! (Fumiko Kato)
Y23 JrF- 1 (Yoko Monna), 7L J& kAT ° (MakiIgarashi), 25, Bl ® (Maki Fukami)
67 ¥t (Tsutomu Ogata)
1 SRIAERR N A
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 MZNEAL S & R v & —HiE R
(Department of Neonatology, Kanagawa Children’s Medical Center, Yokohama, Japan)
3 ENKEERIIZE Y v & —WFZE 51 N5 WM e
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)

Oculofaciocardiodental syndrome (Z (7 2Z % BCOR DO#EEMFTIC L 218172 J FILDAE
E

Identification of nuclear localization signals by functional analysis of BCOR mutations

O/l 5l (Takuya Ogawa), Thunyaporn Surapornsawasd. #xlll 7] (Keiji Moriyama)
FORE RS R AR A BE PR o 748 5 E Fe B B T 46 1R 570 B
(Maxillofacial Orthognathics, Tokyo Medical and Dental University, Tokyo, Japan)

MEIS2 IZdenovo 7>t ZAZE# RO -HNEE/SHRETHD 1 6l

A case of intellectual disability/multiple congenital anomalies with a de novo nonsense
mutation in MEIS2
OJEH 5T " (Atsushi Fujita), Bertrand Isidor . A& J67 ! (Mitsuko Nakashima) |
FEIZ SEfE 1 (Yoshinori Tsurusaki), ¥ Ef % ! (Hirotomo Saitsu), FAZN T3 ' (Naomichi Matsumoto) |
=2 4T ' (Noriko Miyake)
1 BT L R R F R AR S e R AR
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 CHU Nantes, Service de Génétique Médicale, Nantes, France
3 INSERM, UMR-S 957, Nantes, France

COL4A3 O collagenous domain (23X 22 AZX R % O - HEEAHEM Alport FEEFED HA
AKXFZR

Study of a large Japanese family showing autosomal dominant Alport syndromein which a
missense mutation of COL4A3 was shown

OFFH 8.2 ! (Hiroyuki Morita), S A 4 ' (Junko Takagi), FHE #J4 2 (Ayano Ito),

SEIE FH Y (Shou Hirase), € ¥ 5 ' (TatsuoIto), A4 HATE ° (Koji Kimata)

L3k #y— 2 (HirokazuImai), K77 T4 ' (Kazuo Otake)

1 SEHIERNR S B N 53 WA R
(Division of Endocrinology and Metabolism, Department of Medicine, Aichi Medical University, School of
Medicine, Nagakute, Japan)

2 FMBERRFAE TR ¥~ F B A
(Division of Nephrology and Rheumatology, Department of Medicine, Aichi Medical University, School of
Medicine, Nagakute, Japan)

3 BHIER R FE AT m R TE L >~ 5 —
(Advanced Medical Research Center, Aichi Medical University, School of Medicine)

CFC fEf&E & SLE D& 65
SLE in a male patient with CFC syndrome
OFJE A (Tomoko Uehara), A8 B ? (Nobutake Matsuo), & [H.7 ° (Naoki Hosogaya) |
I FEIRER ' (Kenjiro Kosaki)
1 BEMESRRRF R AR B v ¥ —
(Center for Medical Genetics, Keio University School of Medicine)
2 BEFRBRFPEET N R A E
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
3 B EE AT B e R B - W A

(Department of Cardiovascular and Pulmonary Science and Medicine, University of Yamanashi Hospital)
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P-152 KIRREL3 N7’ OAR£ (3 Jacobsen FEMREICH (T 2 IEHERZH/-56T
Deletion of KIRREL3 causes intellectual disability in Jacobsen syndrome

OFIHE £ O A ! (Chihiro Hatano), Ri{H: B Z ' (Takayuki Yokoi), J& H 232 2 (Noriaki Harada)
HH —3° Kazumilda), PEAS K FE° (Yumi Enomoto), HEIG JE7li ® (Yoshinori Tsurusaki)
K H #FE—? (Jun-ichi Nagai), & fftH] ° (Kenji Kurosawa)
1 fZNELZ &S EH L v & —#mRt
(Division of Medical Genetics, Kanagawa Children’s Medical Center, Yokohama, Japan)
2 MZINELZ & R v & — AR
(Department of Clinical Laboratory, Kanagawa Children's Medical Center, Yokohama, Japan)
3 MFNEAL S & BRI v & — BRRIFZERT
(Clinical Research Institute, Kanagawa Children’s Medical Center, Yokohama, Japan)

P-153 HOXD 7 5 X4 —% &€ 2931 sBIEATOR K ESHBEED - AR A2
DSD and limb malformation associated with 2g31 microdeletion including the HOXD cluster

O7kH #&F ' (Eiko Nagata), /NEP #32 ' (Hiroyuki Ono), 2K 4 Iy D84 2 (Hideaki Yagasaki) .
TR 8% ° (Tetsuya Fukuoka), AR HIZEF-? (Yumiko Okubo), 725 BLAd ¢ (Maki Fukami) |
#6778 ' (Tsutomu Ogata)

1 SRR EERL R /N R
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 IFRAEE AN R
(Department of Pediatrics, School of Medicine, University of Yamanashi, Yamanashi, Japan)
3 R AR A N R
(Department of Pediatrics, Shizuoka Saiseikai Hospital, Shizuoka, Japan)
4 ENLRE ERIE Y v 5 — 5 T NG gE s
(Department of Molecular Endocrinology, National Center for Child Health and Development, Tokyo, Japan)

P-154 BRERF SHOX 6 L B ZDANFEEZ A8 § 2HELEHAAERMIERIE. BEEESR
DERE% S

Pseudoautosomal Microduplications Involving SHOX and its Flanking Regions Can Cause
Idiopathic Short Stature

OFE 1" (Hirohito Shima), PYA FETH 2 (Yasuhiro Naiki), ZEA~ % * (Koji Muroya)
B 22 ' (Takashi Hamajima), S H3H Bk ° (Shun Soneda), it )] ¥ ? (Reiko Horikawa) .
AEP 29~ 1 (Tomoko Jinno), HA) BHAE ! (Akie Nakamura), EHA 3% ° (Yumi Asakura)
Z3E B ) * (Masanori Adachi), #8777 ¥l ¢ (Tsutomu Ogata), IR} 35 7 (Susumu Kanzaki)
SHOX B REMFZE 4y (Group The Japanese SHOX Study). ¢ R, BELfd ! (Maki Fukami)
1 ENL B E#EWIE L v ¥ — 201N 5w i 7E %
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
2 [N RE R gE v & —iEBE P i - AR
(Division of Endocrinology and Metabolism, National Center for Child Health and Development, Tokyo,
Japan)
3 MBI &) R v & — AR
(Department of Endocrinology and Metabolism, Kanagawa Children’s Medical Center, Yokohama, Japan)
4 HbH/NRRERIER A v 5 — NG GHT
(Division of Endocrinology and Metabolism, Aichi Children’s Health and Medical Center, Obu, Japan)
5 B 7y FERRF/NER
(Department of Pediatrics, St. Marianna University School of Medicine, Kawasaki, Japan)
6 PERREERF RN R
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
7 BSWURSEEE AN AR

(Division of Pediatrics and Perinatology, Tottori University Faculty of Medicine, Tottori, Japan)
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Megalencephalic leukoencephalopathy with subcortical cysts D BAAEEIZH (5 MLC1 &
T EEB

MLC1 mutations in Japanese patients with megalencephalic leukoencephalopathy with
subcortical cysts.

OB H #4852 (Shino Shimada), [1I4X #2% ® (Toshiyuki Yamamoto), | s ZEF° (Keiko Shimojima)
JkHH % (Satoru Nagata)
1 R RN R
(Department of Pediatrics, Tokyo Women's Medical University, Tokyo, Japan)
2 Bz )=v s
(Matsudo Clinic, Chiba, Japan)
3 B FERRA AR A e
(Tokyo Women's Medical University Institute for Integrated Medical Sciences, Tokyo, Japan)

BMERMEI DN 3 PEHREORE M hiESO—ES]
A case of food-induced adult onset familial Mediterranean fever

OWH 72+ '* (Hiroko Kohbata), Tl ¥+ 2 (Sayako Takahashi), 7I.{E A5 5% ¥ (Yusuke Ebana)
FEA WETE ® (Akihiro Araki), FEHH K * (DaiKishida), 7§ H HE=E 12 (Masayuki Yoshida)
1 HOTEE R B 8 b I s B s T2 9
(Department of Clinical Genetics, Medical Hospital of Tokyo Medical and Dental University, Tokyo, Japan)
2 HORER SRR A A B e o & —
(Life Science and Bioethics Research Center, Tokyo Medical and Dental University, Tokyo, Japan)
3 HURCBE R} B RR O 5 R A T B s e A L 2 A Rk
(Department of Gastroenterology and Hepatology, Medical Hospital of Tokyo Medical and Dental
University, Tokyo, Japan)
4 BMRFERARENEL Vo~ F - BERAR
(Department of Medicine (Neurology and Rheumatology), Shinshu University School of Medicine,
Matsumoto, Japan)

ERCC6 BInFICI At AERERO AT 1 VERHD 16

A case of cockayne syndrome caused by compound heterozygous missense mutations of
ERCC6

Ol £H ' (Mizukilto), f1)50 F 2 (Naoko Ishihara), W 3 ° (Takema Kato) .
¥ B ° (Makiko Tsutsumi), 7K 5L 2 (Miharu Mizuto), &% 7548} ° (Hiroki Kurahashi)
1 JHE PR AR R KPR B A A SE R R R R A A B R A 7 v & ) v 7450
(Division of Genetic Counseling, Department of Clinical Laboratory Medicine, Graduate School of Health
Sciences, Fujita Health University, Aichi, Japan)
2 PR ff AR K PR AN e A A
(Department of Pediatrics, Fujita Health University School of Medicine, Aichi, Japan)
3 O B AR KA A R R T IE I o B AR TS E iR
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)
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ENETFIE - ZRFIEYU X759 % Azoospermia Factor S8 O E—#HLEDREE

Copy-number variations in the azoospermia factor region associated with the risk of azo/
oligospermia.

O FEk 167 (Kazuki Saito)y  JHE 5L FEFE ! (Momori Katsumi), &= 7 H.3% ! (Mami Miyado)
[ HH 54 2 (Hiroshi Okada), /N 34 ? (Yoshitomo Kobori), 75 H ¥ ° (Atsumi Yoshida)
HHH #EH-* (Yoko Tanaka), A7 JI] 183 * (Hiromichi Ishikawa), #77 %] ° (Tsutomu Ogata) .
FEE FLF] ¢ (Hidekazu Saito)y AfRH RS ™ (Toshiro Kubota), 42 Rl Efl ' (Maki Fukami)
1 ENECE RFEIGE Y~ & — W 5eiT 43T N G- ik 7856
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
2 W ERL R A Bl R 2
(Department of Urology, Dokkyo Medical University Koshigaya Hospital, Koshigaya, Japan)
3 RKGREZ )=y
(Reproduction Center, Kiba Park Clinic, Tokyo, Japan)
4 R R A e
(Tokyo Dental College Ichikawa General Hospital, Ichikawa, Japan)
5 PERREERF RN R
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
6 ENLREEBRIIE Y >~ & — b N - BHEZHR v 7 — AR
(Division of Reproductive Medicine, Center for Maternal-Fetal-Neonatal and Reproductive Medicine,
National Medical Center for Children and Mothers, Tokyo, Japan)
7 WU SRR S A B R 1 B
(Department of Comprehensive Reproductive Medicine, Tokyo Medical and Dental University, Tokyo,
Japan)
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IV —LBIRET Y ZIVPCRICEKY NPHP1 B FICHBBGEFERERKEHELEB
Joubert FEfREF D—75
A novel compound heterozygous mutation in the NPHP1 gene identified by whole-exome
sequencing and digital PCR in a case of Joubert syndrome and related disorders
O/ {28 (Shingo Koyama), {3 F5HI (Hidenori Sato). A1H 4% (Manabu Wada)

JIIAE 3% (Toru Kawanami), JJIjHE SCF (Takeo Kato)

IR BR A5 3 AL

(Department of Neurology, Hematology, Metabolism, Endocrinology, and Diabetology, Yamagata University

Faculty of Medicine, Yamagata, Japan)

B HRER Marfan FERBF O OKXIMERAE, EEFRO®KE
A variable severity of cardiovascular phenotype in patients with early onset of Marfan syndrome
ORiTH Y QunMaeda), /NI 8 RHE 2 (Kenjiro Kosaki), HE¥ 7~ * (Junko Shiono)
HPE T * (Ryo Aeba), [Lj5= B3 ! (Hiroyuki Yamagishi)
1 BEMESRAR AR AN R
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
2 BEFRBRFEHIRBEEE Y —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
3 TKBEIRAL 2 &b N A B A R
(Department of Pediatric Cardiology, Ibaraki Children’s Hospital, Ibaraki, Japan)
4 BEFRBRFESOEIMAE 7

(Division of Cardiovascular Surgery, Keio University School of Medicine, Tokyo, Japan)

REEREERIERHBICH TS RMRP FIRZEDRE
Identification of novel mutation of RMRP in the case of brothers with CHH
O/NEF #3221 (Hiroyuki Ono)y [T BEEL ! (Rie Yamaguchi), X PHEE ' (Rie Matsushita)
e 48T 1 (Yasuko Fujisawa), HPH #8248 ' (Toshiki Nakanishi), JIJ#E ZER-F ' (Fumiko Kato)
VAT ¥ ? (Gen Nishimura), #4757 #) ' (Tsutomu Ogata)
1 EAREERERZF/NERE
(Department of Pediatrics Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 WRRV/NRR A RR Y 5 — BRI
(Department of Radiology, Tokyo Metropolitan Children’s Medical Center, Tokyo, Japan)



P-162 IRRBRICH T BB ES MR 5 FRICH T 32 EEEHE
Medical Genetic treatment and education in Tokyo Metropolitan Children’s Medical Center

O K6 18 ! (Hiroshi Yoshihashi) , {HE WL ? (Shiho Tto), #55 B85 ' (Tomu Kuchikata)
1 RSN AR v & — R EIEF
(Department of Medical Genetics, Tokyo Metropolitan Children’s Medical Center)
2 WHHBV/NRR ARG v & —F
(Division of Nursing, Tokyo Metropolitan Children's Medical Center)

P-163 FPHARESEE RS % > EEHHRE Ehlers-Danlos FERF D 2 FES]

A severe variant of classical type Ehlers—Danlos syndrome with early-onset progressive
kyphoscoliosis in two unrelated children.

O FEH 1#%* (Motoko Kamiya), 5 1. ** (Tomoki Kosho), LT #3& * (Tomomi Yamaguchi)
TEFF ¥ ° (Atsushi Hatamochi), &% ¥ 1 (Kyoko Takano), I 48+ 1 (Keiko Walkui)
B 25 (Yoshimitsu Fukushima)

1 ABIHR S B 250 B I s e B A1 35

(Division of Clinical and Molecular Genetics, Shinshu University Hospital, Matsumoto, Japan)
2 BMRFEABNEE R

(Department of Pediatrics, Shinshu University School of Medicine, Matsumoto, Japan)
3 #E iRk | KIEARA == F 27 % —DOFK : NGSD 7uy =7 b

(New Generation Super Doctor Project)
4 BMRFEABEEEST: - PHIERFHE

(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
5 Rl EFR KRR S R

(Department of Dermatology, Dokkyo Medical University)

P-164 Kabuki FEREDFRIBEIZEL CGH 7L MLV, KDMBA 25O REXZEH-IRIK X &k
Turner fE{&REF D% B
An X chromosome deletion involving KMD6A detected by CGH array in a girl with ring X Turner
syndrome presented Kabuki syndrome phenotypes.
OB I+ (JunkoKanno), JI[IE BHF ' (Sayaka Kawashima), B AR T-%f ' (Chisumi Sigi).
{EHE 55 (RyouSato), _FAf FEZ% T (Miki Kamimura), 35 34 ' (Atsuo Kikuchi) |
il BALF ! (Makiko Nakayama), /MR JJF-° (Tomoko Kobayashi). JI| H # ° (Hiroshi Kawame)
BEJE A28 2 (Ikuma Fujiwara), 2 %% ! (Shigeo Kure)
1 HAE RS R BEEE 5 R SRk /N I i B 2 501
(Department of Pediatrics, Tohoku University School of Medicine, Sendai, Japan)
2 WAL RAE R B e R A 8RN S BR B e 22 50 B
(Department of Pediatric Endcrinology and Environmental Medicine, Tohoku University School of Medicine,
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Sendai, Japan)
3 HULRZFERAL A 74 AV = A H N2 7 BEHEAM B BRI E A TR - @z h o o) v 7
(Division of Genomic Medicine Support and Genetic Counseling, Department of Education and Training,
Tohoku Medical Megabank Organization, Tohoku University)

P-165 + iR, EEBELEEZE6L 2 190133 FEERED 1 4
A case of 19p13.3 duplication with duodenal atresia and left ventricular noncompaction
OFEHM HA 2 (YuriDowa), FHrA 25 ° (Issei Imoto), (] H: B % 2 (Masahiko Kawai)
SR BB 2 (Toshio Heike)
1 BESESNRESE L~ & — iR
(Department of Pediatric Neurology, Gunma Children’s Medical Center, Shibukawa, Japan)
2 HUHSRAEIE A T 0 e A M B P R A
(Neonatal Intensive Care Unit, Kyoto University Hospital, Kyoto, Japan)
3 MR RF A B B 3R e N B LR AR
(Department of Human Genetics, Institute of Biomedical Sciences, Tokushima University Graduate School)



P-166 SZL2B7L NOFCRINE (CAIS) O—FEICHT &AL T
Genetic counseling for a family of complete androgen insensitivity syndrome.
O#rt B ' (Rei Niizawa), #E)Z J8 1 (AkiraNamba), =K BJfili ! (Akinori Miki)

[f36 # B ' (Ryugo Okagaki), fBFE R ' (Yoshimasa Kamei), £7J5 ' (Osamu Ishihara),
ZENJEL 47 2 (Hitoshi Yanaihara), HHA 182% 2 (Hirotaka Asakura), 21| 47¥E ° (Yukihiro Hasegawa)
1 B EERERERER AT
(Saitama Medical University Department of Obstetrics and Gynecology)
2 R EBRERRFR A
(Saitama Medical University Department of Urology)
3 WS /NBEERE Y v 5 — B m TR R
(Tokyo Metropolitan Children’s Medical Center)

P-167 IR TR 2 BITL 27 > KOS > RISED 1 fl~ZDEMEH > T~

A case of androgen insensitivity syndrome treated by laparoscopic gonadectomy ; About notice
of the disease

OWR% BEZ (Yasuhiko Ebina), 7k #J7F (Ayaka Toyonaga), [1JI] {58 (Tokuro Shirakawa)
=i F5 W (Yoshiya Miyahara), R Z2%C (Hiroki Morita), /A #EtH (Shinya Tairaku)
11 75 A\ (Hideto Yamada)
VPN YN 3 e e s A S S e e S TN B i g
(Department of Obstetrics and Gynecology Kobe University Graduate School of Medicine, Kobe, Japan)

P-168 MED13L DI At AER RO -REER EHFBOTEEF T 2XREH
A patient with missense mutation in MED13L displays dysmorphisms and developmental delay.

Ofif®E £k ' (MieInaba), HL1 F2— ? (Kouichi Maruyama), F48 A3 (Yukako Muramatsu)
A4 BAF Y (Hiroko Taniai), fEIR SEM# ° (Yosiori Tsurusaki), FAZN .98 ° (Naomichi Matsumoto) |
JKEF FKF] ' (Seiji Mizuno)

1 EHEOEREESR T 0 = — e e e R
(Department of Pediatrics, Central Hospital Aichi Human Service Center, Aichi, Japan)
2 FEEIRLL B R R o a = — gy N AR
(Department of Pediatric Neurology, Central Hospital Aichi Human Service Center, Aichi, Japan)
3 Al RERF/NER
(Department of Pediatrics, Nagoya University, Aichi, Japan)
4 bRl IEE v s —
(Central Care Center for Disabled Children City of Nagoya, Aichi, Japan)
5 MR LR FRIZFHE
(Department of Human Genetics, Yokohama City University, Kanagawa, Japan)

P-169 BERABEOLMERITEICE TS FOLR4 Bz FDEEBIT
Mutation analysis of FOLR4 gene in women sterility caused by unknown origin

OFER% ik ' (Nobue Takaiso), P[] Z#7T. ? (Sachie Nishivama), P Zf ° (Haruki Nishizawa)
T BEFEF- 4 (Eriko Hosoba)y AVL Hif B ® (Tamae Ohye), FHdH 75 A\ ! (Hidehito Inagaki) |
A& YA ' (Hiroki Kurahashi)
1 H PR A R KB PR = e B R R A 2 SIS/ R 7 v 2 ) v 75
(Division of Genetic Counseling, Department of Clinical Laboratory Medicine, Graduate School of Health
Sciences, Fujita Health University, Aichi, Japan)
2 74 LR AR
(Nishiyama Clinic, Mie, Japan)
3 i EH PR R g A R A IR A ol A
(Department of Obstetrics and Gynecology, Fujita Health University, Aichi, Japan)
4 TR PR A KA DR R AT ZE I 43 B AR A 2E R
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)
5 I PR i A R 57 B S B AR AR A 7 R B AR TN 7
(Department of Clinical Hematology, Faculty of Medical Technology, Fujita Health University, Aichi, Japan)



P-170 FGFR1 B FRAEFREEEZH>IFF MOECBERRBENOEEELTFTH S

FGFR1 is a gene responsible for isolated hypogonadotropic hypogonadism with split hand foot
malformation

OKE 28" (Kohnosuke Ohtaka), [ PREL ! (Rie Yamaguchi), Z&4 W% $35% ! (Hideaki Yagasaki)
=0 3EHL 2 (Tatsuya Miyosh) . I 17EF 2 (Yukihiro Hasegawa) |
E)I ZRIE ° (Tomonobu Hasegawa), — U F5HH * (Hideaki Miyoshi), ey H 5058 ° (Fumio Takada)
VEFL Bk ¢ (Maki Fukami), $%J5 ) ' (Tsutomu Ogata)
1 PEARBERERF/NERE
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 WRUERN/NRERE v 7 — i - AR
(Division of Endocrinology and Metabolism, Tokyo Metropolitan Children’s Medical Center, Tokyo, Japan)
3 BHEFEFRFEAHN AR
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
4 AR R RIE - AR5
(Division of Rheumatology, Endocrinology and Nephrology Hokkaido University Graduate School of
Medicine, Sapporo, Japan)
5 b HURZE K EBE R F R FE R R AR S (5 PR 2%
(Department of Medical Genetics, Kitasato University Graduate School of Medical Sciences, Sagamihara,
Japan)
6 ENLE ERIGE L v 7 — TN AT e
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
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Poster Session Dental Genetics

P-171 BEMERRXODEI VY — LBINICE 2 EHEEGFORE
Identification of a candidate gene in aggressive periodontitis by exome analysis

OZEfE $¢5H ' (Takeaki Sudo), [ B4 2 (Yukinori Okada), /MK 2B ' (Hiroaki Kobayashi)
%S 25951 (Misa Gokyw)y FIISR ME— ' (Yuichi Izumi), [H A7 ] % (Toshihiro Tanaka)
1 HOTEERFR R R AR B R B A A W SE L o 3 27 40
(Department of Periodontology, Graduate School of Medical and Dental Sciences, Tokyo Medical and Dental
University, Tokyo, Japan)
2 WA SRR R R AR BE R B e A F e R 2 AR B (R 00 0
(Department of Human Genetics and Disease Diversity, Graduate School of Medical and Dental Sciences,
Tokyo Medical and Dental University, Tokyo, Japan)
3 WRERRFIRFIRBANA A ) Y — Ak v ¥ —
(Bioresource Research Center, Tokyo Medical and Dental University, Tokyo, Japan)

P-172 WRITERICH (T DAy VR y JERIDERBEEGR
Hedgehog signaling and inherited oral diseases

OB J5H1 Y (Yoshiro Nakano), B 1 —H5 2 (Kazuma Noguchi), Tt £l * (Hideaki Chiyo)
& A ° (Ritsuko Pooh), 524N #3578 2 (Hiromitsu Kishimoto) |
EiE (FBEAR) HIF * (Tomoko Hashimoto-Tamaoki)
1 TR R R AR AR (R
(Department of Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
2 SCREBER R AEEE AR AL AR
(Department of Oral Maxillofacial Surgery, Hyogo College of Medicine, Nishinomiya, Japan)
3 JVTLIFRI =T A7) =YY
(CRIFM Clinic, Research Institute of Fetal Medicine, Osaka, Japan)
4 SCREER R E IR AR E
(Department of Clinical Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
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Poster Session Neurogenetics 2

P-173

P-174

P-175

P-176

TIVYINA ¥ — iR EE AR T 5 R e AEEORE
ldentification of chromosomal regions interacting with susceptibility loci for Alzheimer’s disease

O%Hb IEFE ' (Masataka Kikuchi)y 5 &1 2 (Norikazu Hara), $=2%)1] $#2K ° (Mai Hasegawa) |
BN UL 2 (Akinori Miyashita), ZXEf B = *' (Ryozo Kuwano), BN i ? (Takeshi Ikeuchi),
H14: BHBL ' (Akihiro Nakaya)

1 KRB RFBEE R ZER 7 7 2 ey 3L R e R e
(Department of Genome Informatics, Graduate School of Medicine, Osaka University, Osaka, Japan)
2 HR R EIRRE e T AR T BRI T 2700 B
(Department of Molecular Genetics, Brain Research Institute, Niigata University, Niigata, Japan)
3 BOBRL R AE A A R A TR 43 A A A TR R
(Division of Molecular Biology, Research Institute for Biomedical Sciences (RIBS), Tokyo University of
Science, Noda, Chiba, Japan)
4 N A ZEHT

(Asahigawaso Research Institute, Okayama, Japan)
i POMT2 BIEFZEEZREL /o P A O U B/ INF—D—BI
A Japanese case of alpha—-dystroglycanopathy with novel POMT2 mutations

O3riE B H 2 (EriKondo), HA 557 ' (Ryoko Aoki), {HiEf ELFH ' (Mari Urano),
A I+ (Kayoko Saito)
1 W PR R IR SR T R v 7 —
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
2 WERNTREE Y Y —EF 2 Y =y 2/
(Department of Pediatrics, Maternal and Child Health Center, AIIKU Clinic, Tokyo, Japan)

T/ RTUBAAZERICHES BRES LUVUKBEELZRLE1EER
A one-year-old girl with lissencephaly and hydrocephalus due to de novo TUBA1A mutation.

Ol #5 1 (Satoshi Akamine), BB f&T ! (Michiko Torio)y {1 HE ' (Yasunari Sakai) |
FF 3 N ' (Yoshito Ishizaki), ELHE L ' (Masafumi Sanefuji), BB #:32 1° (Hiroyuki Torisu) |
T2 (Ryoko Fuka), =45 %27 2 (Noriko Miyake), FA7N [E 3 2 (Naomichi Matsumoto) |
B Jefe ! (Hidetoshi Takada)
1 JuMRZ R BN R
(Department of Pediatrics, Kyushu University Hospital, Fukuoka, Japan)
2 RRUET LR R R AR
(Department of Human Genetics, Yokohama City University, Kanagawa, Japan)
3 A R RS R SRR B/ SR R
(Department of Pediatrics, Fukuoka Dental College Hospital, Fukuoka, Japan)

M STUB1 B FERICK Y SR THEEEEHEEDH 5 h -Riasl

Three sibships showing various involuntary movements by a novel homozygous STUB1 gene
mutation

OILFH: 22" (Toshitaka Kawarai), = A 254! (Ryosuke Miyamoto), &4~ £ 2 (Yoshimitsu Shimatani)

M BH ' (Ryosuke Oki), Antonio Orlacchio *, 4% MEfE ' (Yuishin Tzumi)

P H $2Z ° (Yoshihiko Nishida), JE /. 584" ¢ (Katsuhito Adachi), Hg HE5E ' (Ryuji Kaji)

1 FEERFRABE LR o AR 780 B Ak 2750 1 PR R B R e B 2745 i
(Department of Clinical Neuroscience, Institute of Biomedical Sciences, Tokushima University Graduate
School, Tokushima, Japan)

2 (AT T L B R R
(Department of Neurology, Tokushima Prefectural Central Hospital, Tokushima, Japan)

3 Laboratorio di Neurogenetica, CERC-IRCCS Santa Lucia, Rome, Italy

4 Dipartimento di Medicina dei Sistemi, Universita di Roma Tor Vergata, Rome, Italy

5 FE#EAVD 2 S H b
(Itsuki Hospital, Tokushima, Japan)

6 JRIEAT BN L S B R A B At R
(Department of Neurology, Tokushima National Hospital, National Hospital Organization, Tokushima,
Japan)



P-177 Dysferlin B FERHNDRMAS -7 T —DEA
The introduction of next generation sequencing to the dysferlin gene analysis
OElE 20 1 (Toshiaki Takahashi), 42 BIIEF- 2* (Rumiko Tzumi)
SR 7+ 1 (Chikako Yaginuma), BE5A 235 F * (Naoko Shimakura), #3/K ELHE 2 (Naoki Suzuki) |
g UL ° (Tetsuya Nithord) . TR FEF° (Yoko Aoki), /NEP ¥EAH 2 (Hiroya Ono) .
A0 E R ! (Sayaka Taniguchi), KSR Bt ! (Hideki Oizumi), HHHY ¥EEE ' (Hiroyasu Tanaka)
T B (Masaru Yoshioka), TCH B ' (Atsushi Takeda), T 1F& 2 (Masashi Aoki)
1 EINZ BERE AR AL V5 2 0 e ke A
(Department of Neurology, National Hospital Organization Sendai-Nishitaga National Hospital)
2 BLRFEREBEBE AR TE R A e IR 27
(Department of Neurology, Tohoku University School of Medicine)
3 HUL KRR FBERR F R FE R BRI 5
(Department of Medical Genetics, Tohoku University School of Medicine)
4 IR BE RS Al 5 PG 25 8 0 I B R AR AR
(Department of Clinical Laboratory, National Hospital Organization Sendai-Nishitaga National Hospital)

P-178 AX=22778—%4 X MU —KERVEHHR SMN 2 /37 GEEE
A novel analytical method of the SMN protein using imaging flow cytometry
O3l B+ (Reiko Arakawa), K B! (Noriko Otsuki), 4x 75 ' (Kaori Kaneko)
BA 52T Ryoko Aoki), Ft)I] IE4AT 2 (Masayuki Arakawa). g JI4GT ' (Kayoko Saito)
1 R FERR IR SR EREE Y 5y —
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
2 A AN A AL AE T e A AL A e T
(Institute of Microbial Chemistry (BIKAKEN), Tokyo, Japan)

P-179  EMXZEZFHBEFRETFZERMNES (D) SRZIZLEZEDEEZENER - BKRERO

&5
Genetic evaluation of ID patients using chromosomal microarray and NGS at the ID clinic

OB =412 (Kyoko Takano), P HIC. ' (Tomoki Kosho), i BT (Keiko Wakui)
A FET-? (Motoko Kamiya), A7 JI] E7E 2 (Masumi Ishikawa), PHiH FEIET- 2 (Emiko Kise) |
T 225 1 (Tomomi Yamaguchi) (Tﬂ“ PEFEE ' (Rie Kawamura), P FEFI ° (Eriko Nishi)
L& [ ' (Naoko Shiba), ZHK JEHE * (Mitsuo Motobayashi), FfEE A — * (YujiInaba),

Rl #7)E ° (Tetsuhiro Fukuyama), 4K {fi— ° (Shinichi Hirabayashi), i /AK 5% (Noboru Fueki)
FEME 2256 2 (Yoshimitsu Fukushima)
1 BMRFAEFTREIRES: - PHIEFHE

(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
2 AEMIRAFBE A B o e (1 2 9

(Division of Clinical and Molecular Genetics, Shinshu University Hospital, Matsumoto, Japan)
3 REFENZ &b iR bR

(Division of Medical Genetics, Nagano Children’s Hospital, Azumino, Japan)
4 AEMRFEFIAN R

(Department of Pediatrics, Shinshu University School of Medicine, Matsumoto, Japan)
5 REPIEALZ &b b/ ERE

(Division of Neurology, Nagano Children's Hospital, Azumino, Japan)
6 RBRV.ZELRHEINEY TF—2a VF

(Division of Rehabilitation Medicine, Nagano Children’s Hospital, Azumino, Japan)
P-180 BEER 2 RRODI YV — LR
Exome analysis of two families with mental retardation
O/ T35 1 (Kazuhiro Kobayashi), TfGHE & 48 * (Tomohiro Chiyonobu)
AR B9 2 (Masafumi Morimoto), 1 3% 53 ! (Tatsushi Toda)
1 AFRAEBE AT e R AR R/ 05 F I 27

(Division of Neurology/Molecular Brain Science, Kobe University Graduate School of Medicine, Kobe,
Japan)

2 HUERHESLEERERF /N AR
(Department of Pediatrics, Kyoto Prefectural University of Medicine, Kyoto, Japan)
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P-181 GNAO1 ZENBIERITRIBEDILEDY V) : TADAMBIED, S RHEEEH % 4 5 HEERE
<
Phenotypic spectrum of GNAQOT1 variants : epileptic encephalopathy to involuntary movements
with severe developmental delay

O 3% (Hirotomo Saitsu) . EH: #8F ! (Ryoko Fukai), {3 HERE ? (Yasunari Sakai)
=M AT * (Masakazu Mimaki) . [l AS {112 ° (Nobuhiko Okamoto), #5 A 1% ¢ (Yasuhiro Suzuki)
FYH 4758 7 (Yukifumi Monden), 75Jf& ¥ 7 (Hiroshi Saito), BJ& ffi 2 (Michiko Torio)
Mg 35 2 (Satoshi Akamine), =518 /A * (Nagahisa Takahashi), /NYE {77 (Hitoshi Osaka)
I 2245 7 (Takanori Yamagata), HAY 132 ® (Kazuyuki Nakamura), H & 57! (Mitsuko Nakashima)
FEWFF 3548 ' (Yoshinori Tsurusaki), =45 #i ' (Noriko Miyake), HE44 B © (Masaaki Shiina) |
F )7 —18 ° (Kazuhiro Ogata), AAZK [ ! (Naomichi Matsumoto)
1 BT SRR R AR EAR S
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 JUMNRZE R /N R
(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)
3 HHURAEE S EH/NEF
(Department of Pediatrics, University of Tokyo, Tokyo, Japan)
4 WRORAERSEE/NF
(Department of Pediatrics, Teikyo University, Tokyo, Japan)
5 KBUF VBT IMERE R Y » ¥ — RIS
(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child
Health, Osaka, Japan)
6 KBUFFEET-PRER AR v & — /AR
(Department of Pediatric Neurology, Osaka Medical Center and Research Institute for Maternal and Child
Health, Osaka, Japan)
7 BIRERRSN R
(Department of Pediatrics, Jichi Medical University, Tochigi, Japan)
8 I RFEE S/ NEF
(Department of Pediatrics, Yamagata University Faculty of Medicine, Yamagata, Japan)
9 BRI VKR AL
(Department of Biochemistry, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
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Poster Session Psychiatric Genetics

P-182 HLA-DQB1%*06 : 02 e DEMEIREREE /R E L -5/ LT 1 NEBERET
Genome-wide association study of HLA-DQB1 * 06 : 02 negative essential hypersomnia

O®= Il B! (Taku Miyagawa), Seik-Soon Khor '\ 2 #3% ! (Hiromi Toyoda)
/NE #E N ¢ (Hiroto Kojima), - ffl B ? (Takaomi Futagami), [LIRy ZEF[H | (Maria Yamasaki)
i3k I 2 (Hiroh Saji), =& 15 ® (Kazuo Mishima), 2% # * (Yutaka Honda)
K% B (Makoto Honda), ffizk Jf§-1-' (Katsushi Tokunaga)
1 ROTR SRR R JE R B PR 27 B g NS 2257 0
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2 AasMEE N HLA WF9ERT
(HLA Foundation Laboratory, Kyoto, Japan)
3 ELLREM - MREENIIE Y v & — S ORI SE I R o A BT 2
(Department of Psychophysiology, National Institute of Mental Health, National Center of Neurology and
Psychiatry, Tokyo, Japan)
4 AR B AR ST
(Japan Somnology Center, Neuropsychiatric Research Institute, Tokyo, Japan)
5 HRUHREE AR A eI AT By R A7 o BT BEIR 72 70 ¥ = &7 b
(Sleep Disorders Project, Department of Psychiatry and Behavioral Sciences, Tokyo Metropolitan Institute
of Medical Science, Tokyo, Japan)



P-183 HLA DQB1 % 0501/0301 #7% U 7= KLS-without compulsive eating M 5 12
A case of KLS-without compulsive eating with HLA DQB1 % 0501,/0301

OWAR F L' (Madoka Kajimoto), K Z£7h ? (Koji Otsuki), fi#K 42 ° (Takashi Kanbayashi) ,
B3k IEE Y (Tomohiro Fuji), kI #3C ' (HirofumiInoue), [ BEF ' (Momoko Oka).,
FAE R ! (Takeshi Matsushige), K 1E— ! (Shouichi Ohga)
1 IR R B =R e RN e RL 2245 B
(Department of Pediatrics, Yamaguchi University Graduate School of Medicine, Ube, Japan)
2 INTRAERAEBE B SR TE R e Ui B e g 2 70 B
(Division of Neuropsychiatry, Department of Neuroscience, Yamaguchi University Graduate School of
Medicine)
3 BKHIRSEEE AT R
(Department of Neuropsychiatry, Akita University School of Medicine, Akita, Japan. )

P-184 INZ Yy IBEEIZHS T BS /) LT A KA FIVEER
Genome-wide methylation analysis of panic disorder

OFA FEFF 1 (Mihoko Sugimoto), 153 7] ? (Takeshi Otowa), & JI] L' (Taku Miyagawa)
B ° (Nagisa Sugaya), Ji[AF fCEH * (Yoshiya Kawamura), HMEE 1E ° (Tadashi Umekage)
HA AE ¢ (Hisanobu Kaiya), 45 5% * (Kiyoto Kasa), #+H A" (Hisashi Tanii) |
IR #hit: ¢ (Yuji Okazaki), fifizk JBs—t: ' (Katsushi Tokunaga), fi 4 K H]° (Tsukasa Sasaki)
1 HORS R e R 2 R SE R RS PR A 5 B S N (R 55 B
(Department of Human Genetics, Graduate School of Medicine, the University of Tokyo, Tokyo, Japan)
2 WK E R FE R RS o e 2% 55 By
(Department of Neuropsychiatry, Graduate School of Medicine, the University of Tokyo, Tokyo, Japan)
3 BRI VKR AL S TR
(Department of Epidemiology and Public Health, Graduate School of Medicine, Yokohama City University,
Kanagawa, Japan)
4 WAL
(Department of Psychiatry, Sakae Seijinkai Hospital, Kanagawa, Japan)
5 HORAFBRBI R AR
(Division for Environment, Health and Safety, The University of Tokyo, Tokyo, Japan)
6 RIFEANNCRESHRIWL 7V =y 7 - RIRA VIV Y=y 7 - BEs )= 7
(Panic Disorder Research Center, Warakukai Med. Corp., Tokyo, Japan)
7 SHRFER B SR SRR R IR 57 Gl RS e R 22 45 0
(Department of Psychiatry, Institute of Medical Life Science, Graduate School of Medicine, Mie University,
Mie, Japan)
8 AR ARG B
(Tokyo Metropolitan Matsuzawa Hospital, Tokyo, Japan)
9 WRURFRF B E FW IR AR 5 2 — AEREEE 0
(Department of Physical and Health Education, Graduate School of Education, The University of Tokyo,
Tokyo, Japan)
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Poster Session Inherited Metabolic Diseases 2

P-185 FERYZZZV—Z2TTOY MV CBEEFBICE TS ASSI ATOKEEDES
Heterozygotes in the ASS1 gene cause mild citrullinemia detected by newborn mass screening

O R ' (Toju Tanaka) . B A (Hiroko Shigetomi), FEH: B+ ! (Mayuko Morii)

R HEPi ' (Masayoshi Nagao)y #itE FHAC ? (Shota Saito), F-3F FE8F- ? (Michiko Tezuka) .

RH B (YuOta), FEFH: R * (Junji Hanai)

1 EE B RE R X~ 7 — /N BRI 2 v & — BRRIEZEH
(Department of Pediatrics, Genetic Metabolism Center and Clinical Research, National Hospital Organization
Hokkaido Medical Center, Sapporo, Japan)

2 ALWET A EFERT
(Sapporo City Institute of Public Health)
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PFERYZX - 29— JICTRRE SN /- Fabry REFHRZED 1 RROKES
A family with a new missense mutation detected by newborn screening of Fabry disease

OME 448 Y (Yasutsugu Chinen)y, HoA} 232 2 (Kimitoshi Nakamura), AL AR ® (Hiroki Maruyama)

1 BRERK SR B MY R s Bt /N S R
(Department of Pediatrics, Faculty of Medicine, University of the Ryukyus, Nishihara, Japan)

2 REARRFEREBE MR A TR R 25 0
(Departments of Pediatrics and Kumamoto University Hospital, Kumamoto, Japan)

3 R KERFERERASRSM A EEZE R v 7 —
(Department of Clinical Nephroscience, Niigata University Graduate School of Medical and Dental Sciences,

Niigata, Japan)

FERYZAZY ) -2 THBEXRRBEBEOERF/NRIVICKZEEFRRATEDHHA

A trial of mutation detection using a gene panel for metabolic disorders screened by newborn
screening

OF)2 537 ' (Toshiyuki Fukao), 3 JLHE ' (Hideo Sasai), JHEA TEIK ° (Ryoji Fujiki)
/N I ® (Osamu Ohara), {H S il * (Go Tajima), /MK BAML ° (Hironori Kobayashi)
A A ° (Yuki Hasegawa), BN & W (Takashi Hamazaki), YA 5 7 (Osamu Sakamoto)
) AR ® (TetsuyaTto), )& T ® (Yoko Nakashima), A} 2348 ° (Kimitoshi Nakamura)
FAA EHE ° (Shirou Matsumoto)y, /MR TE/A 1 (Masahisa Kobayashi)
1 EERR SR AEBEE 2 R JE R/ Y i B A
(Department of Pediatrics, Graduate School of Medicine, Gifu University, Gifu, Japan)
2 ISR R A% IR 2 B o B 1 2 T FB
(Division of Clinical Genetics, Gifu University Hospital, Gifu, Japan)
3 9 S DNA WFZERTHA S 7E50
(Department of Technology Development, Kazusa DNA Research Institute, Kisarazu, Japan)
4 JREBRFER B psE Ol i ge e N a4
(Department of Pediatrics Hiroshima University Graduate School of Biomedical & Health Sciences,
Hiroshima, Japan)
5 EARKZFEZE/NEF
(Department of Pediatrics, Shimane University Faculty of Medicine, Izumo, Japan)
6 KB . RF R EE 0 Fe R F6 /N BE 5
(Department of Pediatrics, Osaka City University Graduate School of Medicine, Osaka, Japan)
7 WAL KRR e e R FE R 58 A 8 3 1% Al e /N W R 2545 I
(Department of Pediatrics Tohoku University School of Medicine, Sendai, Japan)
8 HH PR fiy R KR A /N S A
(Department of Pediatrics, School of Medicine, Fujita Health University, Toyoake, Japan)
9 REARRFERFEBEE MR A TEH N R 2755 B
(Department of Pediatrics, Faculty of Life Sciences, Kumamoto University, Kumamoto, japan)
10 HTRE S ERR /N AR
(Department of Pediatrics, The Jikei University School of Medicine, Tokyo, Japan)
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Poster Session Rare Diseases,/Drug Repositioning 2

P-188 SRY 14 46 XX FEEMIEMEARBRE 26ICHET 5 NRSAT S A& AXERDEAE

Detection of an NR5A1 identical mutation in patients with SRY negative 46,XX testicular
Disorders of Sex Developmen

OFi & FiA ' (Makilgarashi), BB H fdt— ? (Kenichi Kashimada), F§H W+ °® (Akiko Hakoda)
i & 2 (Kei Takasawa), 15 B - ° (Junko Kanno), ) ELFE ! (Mami Miyado)
INE ' (Tomoko Kato), §Z HEH * (MasashiInui), BT B35 (Ryohei Sekido)
EH 157 * (Shuji Takada), )7 ¥l ¢ (Tsutomu Ogata), R, Bl ' (Maki Fukami)
1 RHERIIEY » & — 5057 NG ge S
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
2 WU SRR /N R R
(Department of Pediatrics and Developmental Biology, Tokyo Medical and Dental University, Tokyo, Japan)
3 EWIERALZ &b RN W R
(Department of Endocrinology, Miyagi Childrens Hospital, Sendai, Japan)
4 WEEFIITE L v 7 —W9Ei ¥ A 7 A 588 - TR AFIE
(Department of Systems Bio Medicine, National Research Institute for Child Health and Development,
Tokyo, Japan)
5 TNNT 4 — Y RFEEFRAIITERT
(Institute of Medical Sciences, University of Aberdeen, Aberdeen, United Kingdom. )
6 PLAREERF RN R

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

P-189 70 mATREL BN~/ O07 77— A0 —FBERFSEE o HERICL 2 EEHMHEE
BiE
Adult-onset, hereditary pulmonary alveolar proteinosis and its cytokine profile.
OH#E 7.2 ' (Ryushi Tazawa), g IF4T ! (MasayukiIto), H13A —Z ? (Kazuyuki Nakagome)
IR E— ! (Keiichi Akasaka), K H 778 2 (Hiromitsu Ohta), PN 3&2% 2 (Yoshitaka Uchida)
W S 2 (Ayako Shiono), 5 HH F2ifi ! (Toshinori Takada), 7k H B2 (Makoto Nagata) .
w11 ' (Jun Tohyama), #kJi§ BA— ° (Koichi Hagiwara), 4 B ° (Minoru Kanazawa) .
J1H 6! (Koh Nakata)
1 BB KPR AR G e
(Niigata University Medial and Dental Hospital, Niigata, Japan)
2 BWEERKEENBE
(Saitama Medical University Hospital, Saitama, Japan)
3 HBERBRKR¥EME S W EmEy ¥ —
(Saitama Medical Center, Jichi Medical University, Saitama, Japan)
VA T AL R R ]
(Nishi-Niigata Chuo National Hospital, Niigata, Japan)

P-190 SF3B4 OR*%H B 5 h 3 Nager FEIREED 1 FEBI
Clinical and genetic characterization of a Japanese patient with Nager syndrome

OfE+: KHifi ¥ (Daisuke Fukushi), KB %5 2 (Seiji Mizuno), Fifi 3 F54% 2 (Mie Inaba)
AR ' (KaoruSuzuki), A4S #lF ' (Noriko Nomura), 5 HEF ! (Yasuyo Suzuki)
I % —HR ! (Kenichiro Yamada), #A% ZEMY ! (Nobuaki Wakamatsu)
1 FHEO B BES O 0 = — 55 R BN IET RS 5
(Department of Genetics, Institute for Developmental Research, Aichi Human Service Center, Kasugai,
Aichi, Japan)
2 FHLOHREER a1 = — s AR

(Department of Clinical Genetics, Central Hospital, Aichi Human Service Center, Kasugai, Aichi, Japan)
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P-191 FHL1 2 F/\F —DEEKRRIEZAVEET
Clinicopathological analyses of FHL1 myopathy

OFk H#EF- ! (Yukiko Hayashi), P§¥f — = 2 (Ichizo Nishino)
1 RORTEE R R AR 270 B A 27 55
(Department of Pathophysiology, Tokyo Medical University, Tokyo, Japan)
2 ELRS - AEESRTE £ & — MR SE AT
(National Institute of Neuroscience, NCNP, Tokyo, Japan)

P-192 ILE B ERR IR & RRHERZR % 2 U 7= Adams-Oliver FEMREF DI FEBFI

A sporadic case of Adams-Oliver syndrome with large congenital scalp defects and distal limb
reduction anomalies

OEW FEMF ' Miwako Nagasaka), JH BT 2 (Mariko Ikeda), FfIH 75 A ° (Hidehito Inagaki)
KN HES® (Yuya Ouchi), JEIF 21 (AiUnzaki), BEHH B4 ! (Kaori Fujita) |
B KHif ' (Daisuke Kurokawa), &8 {48} ° (Hiroki Kurahashi), FR[ —H] ' (Ichiro Morioka)
LB —ik ! (Kazumoto Tijima)
1 AR R B A TE R AR R AR/ SR 2255 W
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
2 AR AR A T o B AR T2
(Division of Genetic Couseling, Kobe University Hospital, Kobe, Japan)
3 R PR G AR R 2B A R R AR TR 00 F- AR 2 F TR
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Toyoake, Aichi, Japan)

—RIRAY— REEE&EIGFE2/
Poster Session Perinatal Genetics 2

P-193 —BER_FRUENIETRE 2HMERRBRZE L /- 45,X/46 XY Y A 7 D—Bl

The case of monochorionic diamnionic twins with 45,X/46,XY mosaicism presented different
genitalia phenotype

OElE f: ' (Ken Takahashi), fi 4 K %+ ! (Aiko Sasaki), i Z=iili 2 (Taisuke Sato)

AT 2859 ! (Kousuke Taniguchi), fFE HiAd 2 (Yukilto), FHA HL3E ' (Satomi Tanaka),

Kok BAE ! (Rika Sugibayashi), /NE piliL ! (Katsusuke Ozawa), FlIH F87] | (Seiji Wada) |

J/NEF ONA AP (Hiromi Ono), 2% f@—HF % (Kenichiro Hata), FAf) 4@ K HE ° (Kentaro Matsuoka)

JINEE RSB ! (Nobuaki Ozawa), /24 G | (Haruhiko Sago)

1 ESOREERME Y > & —JHEl - Skt 5 —
(Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and
Development, Tokyo, Japan)

2 ERLKEERIITE € 5 —HFe i Y R e &
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)

3 ENLRE ERITIE & > & — i B R
(Department of Pathological Diagnosis, National Center for Child Health and Development, Tokyo, Japan)

P-194 HHAEEEE (Beckwith-Wiedemann SEf&Ef. Sotos FEREE. Kabuki FEMEEE) (B T2Em1 XU
> MR IMPEE DL EFRAERES

Hyperinsulinemic hypoglycemia in Beckwith-Wiedemann syndrome, Sotos syndrome and
Kabuki syndrome : a nationwide survey in Japan

OfAH &+ (KanakoIshi), T H ¥ ' (Naoko Toda), KALE —%2 ¥ (Kazuhiro Ohkubo)
i H P2 2 (Hidetoshi Takada), H:JE f& — * (Kenji Thara)
1 UMK KB R R 53 0
(Department of Pediatrics, Graduate School of Medical Science, Kyushu University, Fukuoka, Japan)
2 UMK B AR FE e i e - /N SRR o753 BT
(Department of Perinatal and Pediatric Medicine, Graduate School of Medical Sciences, Kyushu University,
Fukuoka, Japan)
3 RO RFEZENEF
(Department of Pediatrics, Faculty of Medicine, Oita University, Oita, Japan)
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P-196

P-197

P-198

Bt 2—-IlH T 3EEMERBEOEHEMEGFENRE
Prenatal diagnosis of hereditary genetic disease in our center

Offi # K ZF ' (Aiko Sasaki)y FIIH 5] ' (Seiji Wada), /NEE T2l ! (Katsusuke Ozawa)
KAk B! (Rika Sugibayashi), AT T-#5F- * (Chizuko Fujimura), PH[1] 8% ' (Miyuki Nishiyama) ,
25 F[5H ' (HonryonLee), A7H F41* (Ohsuke Migita), & )it HEZ ? (Yasuyuki Fukuhara)
JINER H:3H ° (Motomichi Kosuga), /M HLFE 2 (Rika Kosaki)y LI B2 ° (Torayuki Okuyama)
4 512 ' (Haruhiko Sago)
1 ENLREEENZEE v & — H RS v ¥ —
(National Center for Child Health and Development, Tokyo, Japan)
2 BENLREERIE Y v 5 — B ES R
(National Center for Child Health and Development, Tokyo, Japan)
3 EN KB EEFIE o & — ERR AR
(National Center for Child Health and Development, Tokyo, Japan)
4 <) 7 v FERRNEE
(St. Marianna University School of Medicine, Department of Pediatrics)
HEEEEANBITTE /218 UV I—RICOVTOHKRET
A study of transition to home care in trisomy 18 infants
OFH M LA ' (Taketoshi Yoshida), I 235 | (Nao Sakata), FHAT B AKHER ! (Kentaro Tamura)
JIIG #5785 ' (Yukako Kawasaki), 444N B35 ' (Masami Makimoto), . 4» i ? (Takeshi Futatani) .
FHI 275 2 (Kiyoshi Hatasaki)
1 B LR b o B J8 o B - > & — AR SRR T
(Division of Neonatology, Maternal and Perinatal Center, Toyama University Hospital, Toyama, Japan)
2 BT g N JE R

(Toyama Prefectural Central Hospital, Toyama, Japan)

TREZEZEZRIEEON -TREEEEOHBBLEEN—FZ
A hereditary case of left ventricular noncompaction was suggested with maternal checkup.

OHJE & (Satoru Tsukihara), & HH %15 * (Tomoko Miyata), F§ JEJH ' (Sung Ouk Nam),
Va4 H- ! (Noriko Nishimura), HIffl EF- ! (Masako Sarugami), 4:#% H¢JE ! (Yasunobu Kanamori)
PPl %2 2 (Yoshio Nose), PR 3 —FB °® (Kenjirou Saigou), Sl B.— * (Shinnichi Terachi)
)2 5% ° (Ryou Kadoya), Kl #LF-3 (Noriko Ohbuchi), JR Wt * (Akira Sawa),
W E 14T * (Hiroyuki Michishige) . A& HA3E ' (Hiroyuki Takahashi)
1 AR AT BE L TR 22 bt e dat A
(Department of Obstetrics and Gynecology, Yamaguchi Red Cross Hospital, Yamaguchi, Japan)
AR PGS S YN T R
(Department of Gynecology and Obstetrics Graduate School of Medical Sciences, Kyusyu University,
Fukuoka, Japan)
3 kAR b ILI AR R b A
(Department of Pediatrics, Yamaguchi Red Cross Hospital, Yamaguchi, Japan)
4 FFERR BRI TR TR A6 B dr AR
(Department of Cardiology, Yamaguchi Red Cross Hospital, Yamaguchi, Japan)

LR TOSELEEEL 2 —HEICH T2 EHL
Initiatives in establishment of advanced reproductive medical center in Mie University Hospital
ORI 78 (Tadashi Maezawa), W14+ H1 (Kaname Nakatani), B8P FHH (Kuniaki Toriyabe) .
PG 537 (Mikiko Nisihioka) , 7 FH < (Kenta Yoshida), & [ H{F4S (Erina Takayama),
FAK 235 (Nao Murabayashi), ffi5C A% (Yuki Kamimoto), JWH 2B (TomoakiIkeda)
SRR AR R A B
(Department of Obstetrics and Gynecology, Mie University Hospital, Mie Japan)
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Poster Session Prenatal Diagnhosis -2

P-199

P-200

P-201

P-202

= BMI {0 NIPT TIZBRIRDNA 7554 > FEEEDETICEK U HEREDU R IPEED

Reduction of fetal cell free-DNA fragment contents increase the risk of undetermined NIPT in
obese women

O B ¥ (YokoIzumi), F[f i (KouSueoka), /EJ#E M (SuguruSato), HI#K B (Akira Nakabayashi),
T ft— (KenjiSato)y PIH WHAE (Sayaka Uchida), 7K HE® (Yuki Mizuguchi)
¥R F U4 (Mariko Suzuki), I 4258 (Hiroshi Semba), A% ZZKHE (Kotaro Iino)
=0 AFET (Kumiko Misu), HHHT 5F (Mamoru Tanaka)
BE M SR AN A R AR R I N B
(Department of Obstetrics and Gynecology, Keio University School of Medicine)

EEEICXT T B PGD IHRGIICH 1T B EENDER 2 B 1-5EH
A case report of the unexpected outcome in the PGD case for translocation
O B ' RisaMori), A HWW A ' (Ayumi Yamamoto), /MK 58K ' (Ryota Kobayashi)
fEH 52E ! (Aisaku Fukuda), AR 36M5 2 (Yoshiaru Nakaoka), FRAN 3&M5 ° (Yoshiaru Morimoto)
1 IVFKR27 V) =v 7
(IVF Osaka Clinic, Higashi-Osaka, Japan)
2 IVFEZRAEZ7)=v 7o
(IVF Namba Clinic)
3 HORACZ v 7urv bRz =v72
(HORAC Grand Front Osaka Clinic)

NIPT 2R ICH T B X 2 ZIV X ML X EiTR - BAEHAEHHE & DRREICOWVT
Mental stress and maternal perinatal complications of pregnant women who underwent NIPT at
Nagoya City University Hospital
ORER F8+ (Kyoko Kumagai), #5 7% {177 (Nobuhiro Suzumori), #H B F (Eri Takeda),
K E AZEF (Kumiko Oseto), KAK FHE (Yuki Obayashi), FAA P41 (Yosuke Mastumoto)
2 E18 (Shinobu Goto), A4ili ELF (Mayumi Sugiura)
S R T SR i A e AR BB AR SBL A R
(Department of Clinical Genetics, Department of Obstetrics and Gynecology, Nagoya City University, Nagoya,
Japan)

PR THEIT U 7= B ERBUER DORET
A review of the CVS cases at our institution.

OKXKH EA T (ShiyoOta), [AA FF ' (Yoko Okamoto), K4~ A ' (Naoto Yonetani)
&3 FR ! (Asako Kanai), 4#J5 {5 ' (Jun Sasahara), #f JE{E? (Syuusaku Hayashi)
P FE£- 2 (Keiko Matsuda), A7 B! (Keisuke Ishil), Y& {£HBH ! (Nobuaki Mitsuda)
1 KBRS B RS A R & — EFL
(Osaka Medical Center And Research Institute For Maternal And Child Health, Osaka, Japan)
2 RBRHFSZLBEFIRIER SN & ¥ & — BAZZ R
(Osaka Medical Center And Research Institute For Maternal And Child Health, Osaka, Japan)



P-203

P-204

P-205

EERICHETS NIPT D 2 FREOERIRT
Current data on NIPT in Hyogo Prefecture

O HEHL ! (Shinya Tairaku), {8 JEHH 2 (Hideaki Sawai), A HEiSk ® (Masaya Hirose) |
M B A1 (Mariko Tkeda), 7 H 35 * (Tatsushi Toda), W{44 HEZ ' (Yasuhiko Ebina)
HH 23 2 (Hiroyuki Tanaka), W F ) F 2 (Mariko Ushioda), [~ E+~? (Mako Ueda),
el % ° (Chika Sato), FEME FLZS® (Mina Kashima), [if]H] T-f# ° (Chiho Okada)
=4 184 ° (Hiroko Mimura), ZEJ5 { % * (Hiroaki Shibahara), L& (IEAN) HIF-° (Tomoko Tamaoki)
I F5 A ! (Hideto Yamada)
1 AR RS BE SRR A i N
(Department of Obstetrics and Gynecology, Kobe University Graduate School of Medicine, Kobe, Japan)
2 SR BER R e d A
(Department of Obstetrics and Gynecology, Hyogo College of Medicine Hospital, Nishinomiya, Japan)
3 SRR AL IR I R da AR
(Division of Obstetrics and Gynecology, Hyogo Prefectural Tsukaguchi Hospital, Amagasaki, Japan)
4 AR AEEE AT M IR o B - SS9
(Division of Genetic Counseling, Kobe University Hospital, Kobe, Japan)
5 TR BB A0 I R AR SELA
(Department of Clinical Genetics, Hyogo College of Medicine Hospital, Nishinomiya, Japan)
LBRICH T B HERMBEENRERDEIR
Trend in the number of prenatal definitive diagnosis in Showa University Hospital
O | & (Keiko Miyagami), [t 72 13F (Nahoko Shirato), &l 3% (Tatsuko Hirose).
EH ¥ (Shouko Hamada), /N BEY- (Keiko Koide), TJHE #THE (Tetsurou Kondou)
PUIT - (Junko Yotsumoto), FA[ B (Ryu Matsuoka), BN HHEE (Akihiko Sekizawa)
IR 27 27 fia A
(Showa University, Tokyo, Japan)

LFHCH T2 BHFME AV REREFEREOREIR
Non-invasive prenatal genetic testing in Nagasaki
OEAIN w1 ' (Yuri Hasegawa) . —{ilj 5 ! (Kiyonori Miura), HLJ& 5% ! (Ai Higashijima)
BB B! (Rei Takano), Af F B! (Yuko Murakami), i [ELA8 ' (Naoki Fuchi),
B % F 54 * (Akiko Nonoshita), =i 427~ ' (Shoko Miura), {4 K Hi¥-* (Noriko Sasaki) ,
W HEF- ' (Masako Masuzaki), 8% JEHH ! (Hideaki Masuzaki)
1 SRR I N
(Department of Obstetrics and Gynecology, Nagasaki University, Nagasaki, Japan)
2 PR A I R d A
(Department of Obstetrics and Gynecology, Sasebo City General Hospital, Sasebo, Nagasaki, Japan)
3 RWFRAIRAE AR
(School of Helth Sciences, Nagasaki University, Nagasaki, Japan)

—RIRAY— BIFEHERE (NIPTSET) 2/
Poster Session Genetic Test 2

P-206

HiRICE T HBEDOREFIMTDFEREICOVTDEE
Review of the resolution of Karyotyping from the 40-years history
OFE R 2 (Akane Kondo), AR FE% 11 (Michiko Sone), §¥35 3% 1 (Tomomi Iba),
B L3 2 ' (Shizue Nambara), H1BL KM ' (Daichi Nakaokw), F4_ I JfE1# ! (Masahiro Murakami) .
AR B4 Y (Mikio Morine), Fg )& fd— ' (Kenji Hinokio), F14% 2 —HE ? (Shunichiro Izumi)
B 175 ! (Kazuhisa Maeda)
1 BENZIHEBEARREIE C &b LB L OB Y v 5 — AR - BIRERE L Y 5 —
(Shikoku Medical Center for Children and Adults, National Hospital Organization)
2 KRR R R RS v —
(Tokai University Hospital, Isehara, Japan)

SRS f i suoy

R (W0) B |

EIE (— N St) BRI |

i
x
t
T
i
£




P-207 10 730 DNA 7’O— 7 & AV /= FISH AR IC K 2 R & HI T PGS OBIRKRD—2 LB H ?

Can a FISH analysis of chromosomes using 10 kinds of DNA probes be considered a method of
PGS?
OfJtfg E—BB ' (Shinichiro Ikuma), L[] B 51 ' (Takashi Yamaguchi), fHIA 2365 ! (Tamito Miki)
WA PE— ' (Youichi Takemoto), HHHT D& ! (Izumi Tanaka), 7K & ' (Motoi Nagayoshi) .
FH AR 7 (Atsushi Tanaka), 7 H 44 2 (Satoru Takeda)
1 & b= —Em ARHERE
(Saint Mother Hospital, Kitakyushu, Japan)
2 MR A R A8 2 e Js N2
(Department of Obstetrics and Gynecology Juntendo University School of Medicine, Tokyo, Japan)

P-208 Gitelman FEfREF DIEEEIFIRTE E H & U Multiplex Ligation-dependent Probe Amplification :
MLPA &

Genetic testing for Gitelman’s syndrome by sequencing and Multiplex Ligation—dependent
Probe Amplification : MLPA method

Ol 294E * (Tomohiro Nakayama), MEJ 54 ' (Hiromu Naruse)
1 HARK PR 275 04 8w L7 R B R A A 15 24 B
(Division of Laboratory Medicine, Department of Pathology and Microbiology, Nihon University School of
Medicine)
2 PRAERHENETE T
(Health Sciences Research Institute, Inc. )
3 HARRZESI T 8= F B o
(Division of Companion Diagnostics, Department of Pathology of Microbiology, Nihon University School of
Medicine)

—MRIRR 5 — R —I TV (NGS) fEha/

Poster Session Next Generation Sequencing 2

P-209 ERAIZHICE T3 R1IERY -7 > —OFHAMICEY 32 ER%RET
Basic study for the usefulness of the next generation sequencer in preimplantation diagnosis

Ol %' (Jun Miyazaki), NS 5 ? (Takema Kato), PH{E Ffd ! (Haruki Nishizawa) |
EA A (Hironori Miyamura), P88 7K H] ' (Eiji Nishio) . PN HEJE * (Yuya Ouchi),
fiRdE 75 A\ ? (Hidehito Inagaki), B -7 ° (Masanori Ochi), & J#& f2H * (Toshiaki Endo)
BEH: 25 A% ! (Takuma Fujii), J34% {548 2 (Hiroki Kurahashi)

1 T8 FH PR A 2R o7 o e AR
(Department of Obstetrics and Gynecology, Fujita Health University, Aichi, Japan)
2 PR AR g A R IR S R R AT S8 T 0 AR R 28 Y
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)
3 BHEZ )=y 4R
(Ochi Yume Clinic Nagoya, Aichi, Japan)
4 ALBEEERL Rl A
(Department of Obstetrics and Gynecology, Sapporo Medical University, Hokkaido, Japan)
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P-211

P-212

P-213

EMPARBICETIEEREY DNBRORESEGRRERD — 7> XICET 5/
Next-generation sequencing analysis for antigen-receptor structures of tumor-infiltrating
lymphocytes.
Ol ¥ ("Hiroto Katoh) .  JA[F} KHifi | (Daisuke Komura), $5AK B! (Ryohei Suzuki)
AR FRA: ! (Asami Yamamoto), 1L 1F/A ? (Masashi Fukayama), yH4r {53 ° (Hiroyuki Aburatani)
A 2" (Shumpei Ishikawa)
1 HOCERE R A MBI TS8R 7 2 H 4
(Department of Genomic Pathology, Tokyo Medical and Dental University (TMDU), Tokyo, Japan)
2 WRURFERF R F SR S8R N B %
(Department of Pathology, University of Tokyo, Tokyo, Japan)
3 WRURZELmA EEMIE L v & — 7 ) A A4 T v A5
(Genome Science Division, RCAST, University of Tokyo)

Ingenuity Variant Analysis IC& 2L v ¥ N—X & HGMD # AW EHDERE/NY 72 MER

Rare disease variant analysis using Ingenuity Variant Analysis, leveraging the Knowledge Base
and HGMD

O A BT (Mari Miyamoto), Sohela Shah % Douglas Bassett >, Kym Boycott °,
Joseph Devaney *. Greg Elay °. Ramon Felciano >, Sean Hofherr *. Anika Joecker *
Kirstin Kernohan *, Andreas Kramer *. Beatrix Meltzer ‘. Anand Muthiah
Kunal Patel >. Dan Richards >, Mary Seprish . Benjamin Solomon °,

Aarthy Subramanian ®. Joe Vockley ’. Yip Rupert *
1 MREHFTF YT TIART NV AT I I 7R
(QIAGEN K. K. Applied Advanced Genomics, Tokyo, Japan)
2 XTTUNATA T AT AT A
(QITAGEN Bioinformatics, Redwood City, The United States)
3 WAy FZ bk
(Childrens Hospital of Eastern Ontario, Ontario, Canada)
4 ENZELEREE Y Y —
(Childrens National Medical Center, Washington, The United States)
5 Inova F9 VAL —YaFNVAFH YA VAT 4 Fa— b
(Inova Translational Medicine Institute, Virginia, The United States)

2 a— kU —FK%&HBU 7 Whole Genome Sequence T1g 5 h /-ZEDFHH
Evaluation of variations obtained by the Whole-Genome Sequencing of using the short read
Okt 2% ' (Ryo Takemura), JUJ5L #25% ? (Terue Kitahara), MR #5182 (Akihiro Sekine)
1 FEERFRFBERE T b AR A A2 57
(Department of Public Health, Chiba University Graduate School of Medicine, Chiba, Japan)
2 FEREFHESL Y 5 —
(Center for Preventive Medical Science, Chiba University, Chiba, Japan)

NEFEBRICH T BRIMAY —F Y — & BV B EEREHER
Hereditary disorder analysis using the next generation sequencer in an infant hospital
OWWA &3] (Yuto Yamamoto), JI| T Fl13E (Kazumi Kawato), FAH FEF (Keiko Matsuda) |
=B #i¥F (Yuko Mishima)
KBRS B P IRAERR G B > & — AR
(Department of Genetics, Osaka Medical Center and Research Institute for Maternal and Child Health, Osaka,
Japan)
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P-214 =Y UL B D A-REREEEROBRBER
Comprehensive analysis of tumor-stromal interactions
ORGPl 2247 (Takayuki Tsagawa) , WA} KU (Daisuke Kohmura), {E#E ¥ (Reiko Sato)
Bl —HM (KazukiKishi), 5K B F (Ryohei Suzuki), £7)I] #2*F (Shumpei Ishikawa)
FOR BERF R R A MG B BN SERT 7/ 2o B2 55 1
(Department of Genomic Pathology, Medical Research Institute, Tokyo Medical and Dental University. )

P-215 Exomiser 2 BWET VY — LN —7 70— EXRY —IVORESE
An exome analysis workflow using the Exomiser package and development of its assistant tools
O=g 18,2 (Hiroyuki Mishima), % ili 2¢—HB (Koh-ichiro Yoshiura)
T 27 5T 5 o 5 PR AT 28 T NS (27
(Department of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki,
Japan)

P-216 PABEZERBRERICETIEET —4N—XDEA
Using variation databases in research of cancer related mutation

O BHE (Masao Yamaguchi), 2EJI] 352 (Miyuki Kubokawa), 4 EJIH (Kyongsoon Kim)
7 AN 7 RSt
(Amelieff Corporation, Tokyo, Japan)

p-217 RER - I Y -2 RAVEEGTFEH | RREGFZREL A R & RREDES|DLE
®

The genetic diagnosis using the next-generation sequencing : Comparison between the cases
whose causative genes were identified and those whose causative genes were not identified.

ORI 541, 2 (Tetsuya Okazaki), FFH B ® (Megumi Murata), FIZE Erf8l ' (Masachika Kai)
JEN. Bk ° (Kaori Adachi), HJI| 3%+ % (Naoko Nakagawa), 453 ML+~ %6 (Noriko Kasagi)
PSR 5 12 (Wataru Matsumura)y  BijdE 354 ' (Yoshihiro Maegaki), #EJE 2% 2% (Eiji Nanba)
1 BHOK S 20 B I o e it st /N DR
(Division of Child Neurology, Institute of Neurological Sciences, Faculty of Medicine, Tottori University,
Yonago, Japan)
2 BSWURAFBE A I8 i b s 12 R
(Division of Clinical Genetics, Tottori University Hospital, Yonago, Japan)
3 BHURZ AR TE 3R & v & — BRI
(Division of Functional Genomics, Research Center for Bioscience and Technology, Tottori University,
Yonago, Japan)
4 BWURFHAN B R M
(Technical Department, Tottori University, Yonago, Japan)
5 SRR 7 T o e o A v BE R et & > & —
(Center for Promoting Next-Generation Highly Advanced Medicine Tottori University Hospital, Yonago,
Japan)
6 BHURFRE F TR R G A N UL R
(Department of Fundamental Nursing, School of Health Science, Faculty of Medicine, Tottori University,
Yonago, Japan)

—RRIRAY— Elohovtuvi2/

Poster Session Genetic Counseling 2

P-218 IPAEERICKKLEVFMIY POBRBREICEY 545t
Genetic counseling and decision making in breast cancer patients : A retrospective analysis
OZH BHE ' (SayakaHonda), =% 7575 ' (Hidehiko Mivake), A9 _I2 #3% ? (Hiromi Murakami)
VG2 & ' (Hitomi Nishio), ] 5 4% ' (Yumie Hiraoka), /NZ IEH] ' (Shinji Kosugi)
1 FURR R Bl = TR AL S HE B 7 R W SR B AR Bl - SR PR R 2255 B
(Genetic Counselor Course, Kyoto University, School of Public Health, Kyoto, Japan)
2 HUERRAFBE I I o B i s T S
(Kyoto University Hospital, Clinical Genetics Unit, Kyoto, Japan)



P-219 FERMEAZEE 2L /- DSD (Disorders of Sex Development) (Cx§ 2 &EhV > THL
UER AR E
Genetic counseling and gynecologic care for the patients with disorders of sex development
(DSD)
OFFA Hiphes ' (Mizue Teramoto), 3 & W] ' (Toshiaki Endo), A7 ¥ ? (Akira Ishii)
KA B (Masahito Mizuuchi)y  F535 [l 1 (Tsuyoshi Baba), A5 ] ffi— ! (Shinici Isioka) |
VG)I] $% ® (Akira Nishikawa), 25 5% ' (Tsuyoshi Saito)
1 FLIEEE AL o7 R I Nk 27 3R
(Department of Obstetrics and Gynecology, Sapporo Medical University, Hokkaido, Japan)
2w RO A b B
(Department of Pediatrics, Iwamizawa Municipal General Hospital, Hokkaido, Japan)
3 NTT 3 H AL e e iy A B
(Department of Obstetrics and Gynecology, NTT Higashinihon Sapporo Hospital, Hokkaido, Japan)

P-220 NIPTICE T 2 RIBOERAEICL P2 EGHV BV TOEEN
The importance of the heredity counseling by a conjugal attitude survey in NIPT
OXW FIfE " (Yuka Ohigashi), KV HiHE 2 (Tamae Ooe), PHE R4l ® (Haruki Nishizawa) |
BAG VY (Hiroki Kurahashi)y f/EJE 5% ° (Tutomu Satou)
1 8 HH PR ARE R 2R KA KA B PR AR A e R R R R A A IR R 7 7 e ) & 7450
(Genetic Counseling, Department of Clinical Laboratory Medicine, Graduate School of Health Sciences, Fjita
Health University, Aichi, Japan)
2T DR AR g A R S BRI A S B R AR AR 2 B B AR A AR 27
(Department of Clincal Hematorology, Fujita Health University, Aichi, Japan)
3 I DR T A R S A e fes AR
(Obstetrics and Gynecology, Fujita Health University, Aichi, Japan)
4 T DR AR g A R I G RTS8 T 40 T AR 28 Y
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)
5 H DR fhr R K R A A B
(Moral Philosophy, Department of Medical, Fujita Health University, Aichi, Japan)
P-221 XEHMBMEGETONRILT « UEQEEHI VT
Genetic counseling for X-linked dominant protoporphyria
OJNA ##4 (Shoko Kawamoto) . A %47~ ! (Shigeko Kido), &Y FIEH ! (Kazuo Tamura)
S8 7' (Junko Tatsumi), FRfH B.— ? (Shinichi Moriwaki)
1 AR REBR AT LA e R S H
(Kinki University, Graduate School of Science and Engineering Research, Major in Science)
2 KBREEFFRF R R F2
(Osaka Medical College, Dermatology)
P-222 Prader-Willi fEf&EDEIZHY V> JET70-T v S
Genetic Counseling and Comprehensive Care for Prader-Willi Syndrome Patients
OZ=5 #if (YukoMishima), ¥YH T (Keiko Matsuda), JI| 7 F13& (Kazumi Kawato)
[ A % (Nobuhiko Okamoto)
KB SR ARERR A TRHE ~ 5 — BAZ S HER
(Department of Genetics, Osaka Medical Center and Research Institute for Maternal and Child Health, Osaka,
Japan)
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P-223 ERBIZHICEETZ2ETHY Y D TICERB U AEAREED 2 FEH]
Two cases with difficult genetic counseling before preimplantation genetic diagnosis

Oy 28 ' (Toshiaki Endo), J§35 il ! (Tsuyoshi Baba), A 7543 ! (Yoshika Kuno)
AT FEE Y Miyuki Morishita) , AKPY J$ A ! (Masahito Mizuuchi), AR Hife ! (Mizue Teramoto) |
i Afi— ' (Shinichi Ishioka), FHF BEME ? (Toju Tanaka), JEHE #iF ' (Yuko Takasu),
A1 B (Akilshikawa), PRI SEEE° (Akihiro Sakurai), T 11 [EAS 1 (Naoki Aoyama) .
L BB ° (Toshiro Tkeda), JEM 55 ¢ (Mamoru Ozaki), )N\ & 7 (Satoru Sazume)
B 55 8 (Yoshio Makita), =42 7575 ° (Hidehiko Miyake), M B0 ° (Takema Kato)
A8 VSRS 1 (Hiroki Kurahashi), 257§ 5% ' (Tsuyoshi Saito)

1 ALIRBERL A 27 R 2% 50 o e Bk
(Department of Obstetrics and Gynecology, Sapporo Medical University, Sapporo, Japan)
2 dvigEEgE Y v 7 —/NEFE
(Hokkaido Medical Center, Sapporo, Japan)
3 ALBEEERF K B I8 o Be it (n o e =2
(Division of Medical Genetics, Sapporo Medical University Hospital, Sapporo, Japan)
4 MELVTF4—A7V=v 7
(Kato Ladies’ Clinic, Tokyo, Japan)
5 BREBRFEMEREEEED Y v 2) v 7E
(Kagoshima University Hospital, Kagoshima, Japan)
6 SREFKRARAEAIIEAT
(Kanazawa Medical University, Kanazawa, Japan)
7 IR BRI A e YRR
(Dokkyo Medical University, Koshigaya, Japan)
8 WNEMKRFHEL Y5 —
(Asahikawa Medical University, Asahikawa, Japan)
9 HUARR A% [ 27 B I o B 1 (= 58 i
(Kyoto University Hospital, Kyoto, Japan)
10 T H AR ST A KR S R RS e o0 T8 A5
(Division of Molecular Genetics, Fujita Health University, Toyoake, Japan)

P-224 FERRMEIEE 1 BIORBREBE I T 2RADHALREEZEDEYF
Practical issues of telling children and adolescents about their Neurofibromatosis type 1

O B4t ' (Maki Morikawa), 42 ElK ? (Kunihiro Tkuta), P8 FH {354 ? (Yoshihiro Nishida) |
5 M- (Naoko Ishihara), KRV Hi B ¢ (Tamae Ohye), AA% V&5 ° (Hiroki Kurahashi)
T %7 (Tsutomu Sato)
1 W FH PR AR L2 R P R B PR AR AT S8R B R AR A A IR R 7 7 & ) & 7450
(Division of Genetic Counseling, Department of Clinical Laboratory Medicine, Graduate School of Health
Sciences, Fujita Health University, Aichi, Japan)
2 SR KRR A R I b T AV EE
(Department of Orthopaedic Surgery, Nagoya University Graduate School of Medicine, Aichi, Japan)
3 PR fi AR KPR AN R A4
(Department of Pediatrics, Fujita Health University School of Medicine, Aichi, Japan)
41 HH DR A R S R SR 2 BB R A A 2 B G AR ML 7
(Department of Clinical Hematology, Faculty of Medical Technology, Fujita Health University, Aichi, Japan)
5 I H PR B AL R G R RTS8 0T 40 T AR AR e 30 P
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)
6 HH DR fhr AR K PR A SR A B
(Department of Ethics, Fujita Health University School of Medicine, Aichi, Japan)



P-225 X E#HMEEHRBEORREEICHT 2EEHT & 2 T DiKE
Genetic counseling and carrier testing for X-linked disorder in Shinshu University Hospital

OF) B ' (Masumi Ishikawa), HA) J#1E 2 (Katsuya Nakamura), ¥l L5 ° (Emiko Kise) |
IIF #5355 % (Hiromi Yamashita), FJ: EFF ' (Mariko Tamai), ¥ FF ° (Kyouko Takano)
WHE 12 " (Tomoki Kosho), [ FLR 2 (Yoshiki Sekijima), F[1HH #¢f~ ¢ (Takahito Wada)

T H FBJA T (Kunihiro Yoshida), FRH: SE7E ® (Akihiro Sakurai), fGHlE %56 ° (Yoshimitsu Fukushima)
1 fE MR AR B s 9 BB AR T3
(Department of Clinical and Molecular Genetics, Shinshu University Hospital, Matsumoto, Japan)
2 AEMAFEE A SR A B ALY, ) o~ F - AR
(Department of Medicine (Neurology and Rheumatology), Shinshu University Hospital, Matsumoto, Japan)
3 AN R A= b I s B o el
(Department of Nursing, Shinshu University Hospital, Matsumoto, Japan)
4 EMRFBE AT IR R
(Department of Health Sciences, Shinshu University School of Medicine, Matsumoto, Japan)
5 BINKPZEARBIREY: - THIEFHE
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
6 HARR K FBEIE A FE R AL 23 e R 27 R T B 1 i Ay B2
(Department of Medical Ethics, Kyoto University School of Public Health, Kyoto, Japan)
7 AS IR R R Mo o Rl 2
(Department of Intractable Neurological Disease, Shinshu University School of Medicine, Matsumoto, Japan)
8 ALWREE R} Ko7 B b (5 e o
(Department of Medical Genetics, Sapporo Medical University School of Medicine, Sapporo, Japan)

P-226 TMRRRETCTZEBOH Y HE2HEHT | KRTIALBEEEE 2 —DHRA
Practice of genetic medicine : standpoint of a municipal hospital
OB 7534 12 (Azumi Sakakibara), JI|Jt BEFE % (Rie Kawakita), A} 1#HH ° (Hiroaki Nakamura)

B IERE M (Kiyotaka Tomiwa), JE¥E ¥ ! (Michiko Watanabe), FJI| /23 ! (Nobuyoshi Tamagawa)
AKJEE = 1% (Toru Yorifuji)
1 KRR EER Y v & — @ TaET
(Department of Genetic Medicine, Osaka City General Hospital, Osaka, Japan)
2 KB ViR EE#REE v 5 —/NBICH - Nawm AR
(Department of Pediatric Endocrinology and Metabolism, Osaka City General Hospital, Osaka, Japan)
3 KRR GEREE > ¥ — R
(Department of Obstetrics, Osaka City General Hospital, Osaka, Japan)
4 KBTS EERE v & —/NERPIE
(Department of Pediatric Neurology, Osaka City General Hospital, Osaka, Japan)

P-227 TEIRFDEABA R (C NT 2888 720, BIEFHREE 2T 9 (CHIRMEE 2 RO =B DO—F
A case of the parents who decided pregnancy continuation without undergoing a genetic
examination in spite of fetal NT in early pregnancy
O -8 %0 (Koki Hirano), {1 K, B ¥~ (Takako Kawami), FHH 8 (YuTanaka)., H1ZE f1{# (Yuka Kai)

TE AR TSP B i e A B
(Department of Obstetrics and Gynecology, Kochi Red Cross Hospital, Kochi, Japan)

P-228 EREARKRICETIEEHT U > TOBRIRESEFFBEICAET TO®RE
genetic counseling in Hamamatsu university hospital
OFfRYT FEME (Misaki Fukue), FifJI] B N (Masato Maekawa), £ 1535 (Naomi Sato) .

67 #) (Tsutomu Ogata)
AR PRPL A 27 5 2 B T o Bt (5 15

(Clinical&Molocular Genetics Center, Hamamatsu University Hospital, Shizuoka, Japan)
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P-229 MECP2 $8i5 D X028 ERERBERRICH T I2EGHI U T
Genetic Counseling of Xg28 Duplication Syndrome Including MECP2
Oy EPLY- ' (Eriko Asano), £ 4 A Hj ! (Moe Sasaki), 755 #£47 ' (Hiroyuki Yoshihara)
/NE BEE] Y (Ryuji Kojima), A [T #7 ! (Satoshi Kawaguchi), #5#% {72 2 (Nobuhiro Suzumori) ,
PR B! (Hirokazu Matsubara), — & BEJK ° (Yoshishige Miyake), #A2 HEWF ! (Nobuaki Wakamatsu) |
1% R (Haruki Sassa)
1 iy 37 vl s B o dar ARk
(Ichinomiya Municipal Hospital, Aichi, Japan)
2 R LR R B AR e R e B AR
(Nagoya City University, Graduate School of Medical Sciences, Nagoya, Aichi, Japan)
3wl R e N R
(Ichinomiya Municipal Hospital, Ichinomiya, Aichi, Japan)
4 FHBOHREER 00 = — SRR ENET

(Institute for Developmental Research, Kasugai, Aichi, Japan)

P-237 HREREXBIPAICE TS POLD1 B TFEE

Alterations of POLD1 gene in sporadic colorectal cancer

ORI B4 (Mie Taniguch), FEH K E ! (Daiki Fuji) . 4 Ffk | (Sanghyuk Kim)
KT @EF ' (Shigeko Kido)y, A&4~ 2! (Satoko Hashitani), & FH M # ° (Naohiro Tomita)
HAF FIH ' (Kazuo Tamura)
1 ISR RF PR A B T A SR B 2 ik

(Kinki University, Graduate School of Science and Engineering Research, Major in Science)

2 SCREERIEIVRL S ML E SR

(Hyogo College of Medicine, Department of Surgery, Division of Lower Gastroenterological Surgery)

—RIRAY— EIGEHT - EmfRE - EEHE 2/

Poster Session ELSI and Genetics Education 2

P-230 NERBBICH TS FOBEBEEEGFICET 3RHMOAE - NEEANDEGREERICH T
-
Understanding of human genetics and heredity among elementary school teachers — towards
genetic education for students —
O ¥ (Yoshiko Matsuda) iﬁé# # (Kaoru Masui), FARE VWU (Saki Matsuoka) ,
JIIAS $£F- (Shoko Kawamoto), §2 #fif- (Junko Tatsumi), HHA fIB (Kazuo Tamura)
PR PR PRGN A B BURAR A 7 b T — 2GR
(Genetic Counseling Program, Interdisciplinary Graduate School of Science and Technology, Kinki University,
Osaka, Japan)

P-231 RAFXKBXTHX L -EFEAEBHRIBOEEEBICHE T I2EXRRENRSLIVST 7 VEH
ﬂEEﬁ BIG) nit])‘
Trial of the establishment of the congenital anomalies and Down syndrome outpatient
department in the medical institution of the coast of Iwate area that suffered from the Great
East Japan Earthquake
Offisy 298 ' (Tomoharu Tokutomi), & Wi5% ! (Akimune Fukushima)
JNFR A ZEF- 1 (Yumiko Kobayashi),  [LJZ% {3415 1 (Kayono Yamamoto), (E.#f %525 ? (Tomohiko Mase)
1 HTFERIRZFBE F IR SRR
(Department of Clinical Genetics, School of Medicine, Iwate Medical University, Iwate, Japan)
2 HFERREICERHIRER R E > 5 —
(Center for Research and Training on Community Health Services During Disaster, Iwate Medical
University, Iwate, Japan)



—RRAY— TFILEH) /
Poster Session Animal Models

P-232

P-233

P-234

P-235

BEFIVABINICKB I VEY) A TOEEDFDREE

Identification of molecules with altered expression in the brain of Ts1Cje, a mouse model of
Down syndrome, by multiple — omics analyses

OFF B BE— 2 (Keiichi Ishihara), P77 B i | (Ryosuke Takekoshi) 4 1512 ® (Haruhiko Sago) .
1)1 FlIBA ? (Kazuhiro Yamakawa), Fk3E H& ! (Satoshi Akiba)
1 RURREERL R 7 A B AR AL 00 1T
(Department of Pathological Biochemistry, Kyoto Pharmaceutical University, Kyoto, Japan)
2 BMLFEW TR AT v & — kR R IE T — A
(Lab. for Neurogenetics, RIKEN Brain Science Institute, Saitama, Japan)
3 EN KB R v v —HEl e v 5 —
(Center for Maternal-Fetal and Neonatal Medicine, National Center for Child Health and Development,
Tokyo, Japan)

A UEETIVY IR (Tsi1Cje) ICRSh/-EHEHEMEBNE/ 7IVEDLER

Hyperactivity and increased extracellular monoamine in Ts1Cje mouse : a model for Down
syndrome
OTM & (Atsushi Shimohata), 7 B#— ? (Keiichi Ishihara), &7 %47 ! (Hiroyuki Miyamoto)
B R BT (Yuuko Omi). JIREP HAF-° (Satoko Hattor), #5% F Z¥4> " (Hiromasa Morishita) .
128 B+ ' (Nobuko Mataga), 4 162 ° (Haruhiko Sago)y & JI] il ® (Tsuyoshi Miyakawa)
1)1 FlIBA ' (Kazuhiro Yamakawa)
1 B SEIT IR R A gE 2~ & — MFRIEITZE T — A
(Lab. for Neurogenetics, RIKEN Brain Science Institute, Saitama, Japan)
2 BURBIER R AR AL
(Department of Pathological Biochemistry, Kyoto Pharmaceutical University, Kyoto, Japan)
3 DR B A R IR SRR AT SEHT & A T SRR AT SRR

(Divison of System Medical Science, Institute for Comprehensive Medical Science, Fujita Health University,

Aichi, Japan)
4 PMLFEW R ATIE Y v & —iige it v ¥ — AR TSR = v b
(Support Unit for Bio-Material Analysis, Research Resources Center, RIKEN Brain Science Institute,
Saitama, Japan)
5 EN B ERZEY v 5 —FElw v 5 —
(Center for Maternal-Fetal and Neonatal Medicine, National Center for Child Health and Development,
Tokyo, Japan)

EFMIA IO —TAPAETTIVTYATRS h-MFIMHZEHEREOZEL
Alteration in a number of GABAergic interneurons in model mouse for juvenile myoclonic
epilepsy
O A #29% (Toshimitsu Suzuki) . [1J1] FIFA (Kazuhiro Yamakawa)

FALA eI 2 >~ & — R BT 78 7 — A

(Laboratory for Neurogenetics, RIKEN Brain Science Institute, Saitama, Japan)
JHXHE F NMDA B GIuR AN~ 7 BB EGETFREL(LICRITTHEDREN
Modification of gene expression in hippocampi of mice by rabbit antibodies to human GIuN2B
in vivo
OElE 3EH) (Yukitoshi Takahashi), PEAT B¥- (Shigeko Nishimura), 5 J8 H3E7- (Emiko Takao)

A3 PRYY (Risa Kasai), A %79 (Hiromi Hiramatsu), H: | 45 (Yushi Inoue)

[T IR BRI C A DA - IR v & —

(National Epilepsy Center, Shizuoka Institute of Epilepsy and Neurological Disorder, NHO, Shizuoka, Japan)
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