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Poster Award Session

H K:10H11H OK) /12H (&) 17:10/17:45~18:10/18:45 KAX—24; (3F 301+302)
Date : Thursday 11/Friday 12, Oct. 17:10/17:45 ~ 18:10/18:45 Poster Room (301+302, 3F)

BTN BEAVUEYITICRRTOMREREMDES - REORASBEFRNARNOSIMRKR
Current challenges faced by Patients and Families with Inherited Retinal Disease.
OFfigE £ 123 (Akira Inaba) . 75 &7~ % (Akiko Yoshida) . HfifH 7y 7 " (Akiko Maeda) .

WA INZS 72 (Kanako Kawai) . Y-, %22 ! (Yasuhiko Hirami) , JEAS FEJS ! (Yasuo Kurimoto) .
EkE B * (Masayo Takahashi) | /[VfZ [E] > (Shinji Kosugi)
IR USRI AVAREE | VS € V2 S ] A RO 2
(Department of Ophthalmology, Kobe City Eye Hospital)
2 BUMEAgET  EmBSRER A v X — MR EREME R T 0 Y 2 U b
(Laboratory for Retinal Regeneration, RIKEN, Center for Biosystems Dynamics Research)
3 HUEBRAARARE  PRPAMIZERE PRPAHEC EFRmEA
(Department of Medical Ethics, Kyoto University Graduate School of Medicine)

BP-2 GIB2EBEFZEEM/NTO5A THIF -BlIEHRD, ZTEKRYIZARY -
Haplotype analysis of the variants in the GJB2: founder effect or mutational hot-spot?

OJI 1% Qun Shinagawa), %A JEHH (Hideaki Moteki), P52 {ZiK (Shin-Ya Nishio)
FAKJE E— (Shin-Ichi Usami)
EMREE A H SR
(Department of Otorhinolaryngology, Shinshu University School of Medicine, Matsumoto, Japan)

BP-3 255 EBMMEREEDCER - RETOT7AIT
Mutational and immune profiling in 255 malignant pleural mesothelioma

ONrF #°F ! Qumpei Takeshita) | JREF {d ' (Kenji Tatsuno) , (A< [#&F ' (Shogo Yamamoto)
AR B3 ! (Akihiro Suzuki) , [47 A — 2 (Yuichi Shiraishi) | BEFK FEi ° (Kozo Kuribayashi)
i 4T * (Nobuyuki Kondo) . 2431 3 * (Seiki Hasegawa) | 11 fifi 1> (Ayuko Sato)
SER =25 (Tohru Tsujimura) . #1374 KK © (Daichi Matsumoto) . A% 546t © (Shigeki Ohta)
T | #3 6 (Yutaka Kawakami) . H1'5 2275 37 (Takashi Nakano) . BH 2 8 (Yoshitaka Sekido) .
A 552 ! (Hiroyuki Aburatani)
1 R SEmRPERaiiise v 2 — 7 LY A T A
(Genome Science Division, Research Center for Advanced Science and Technology, the University of
Tokyo, Tokyo, Japan)
2 ENIOERFEEN ENLAS AT > 2 — WESEET MR EReE 0 B
(Division of Cellular Signaling, National Cancer Center Japan Research Institute, Tokyo, Japan)
3 TREEERRLR MEER R
(Division of Respiratory Medicine, Department of Internal Medicine, Hyogo College of Medicine,
Nishinomiya, Japan)
4 TREERRY: AR
(Department of Thoracic Surgery, Hyogo College of Medicine, Nishinomiya, Japan)
5 ILEERIRZ SRR
(Department of Molecular Pathology, Hyogo College of Medicine, Nishinomiya, Japan)
6 BEOARIAEESARS JolnERPAMEAT MR R 7T
(Division of Cellular Signaling, Institute for Advanced Medical Research, Keio University School of
Medicine, Tokyo, Japan)
7 KTl RN R
(Division of Respiratory Medicine, Otemae Hospital, Osaka, Japan)
8 EMUM ALY Z—HITLAT RS
(Division of Molecular Oncology, Aichi Cancer Center Research Institute, Nagoya, Japan)
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mAAI oYY —LERYAIIORNADEBRBRFIC I B AM K-S 2ON(AY—H—DEE
Identification of biomarkers for sarcoidosis by expression analysis of circulating exosomal
microRNAs

O 5% ' (Ryo Watanabe) . FijllE BETE 2 (Yasuhiro Maejima) |, i35 Y¢85 ® (Mitsuaki Isobe) .

FE R il ! (Toshihiro Tanaka)

1 REERIERIRY:  RYEBIER AR AR RS RITE R A0y
(Department of Human Genetics and Disease Diversity, Tokyo Medical and Dental University, Graduate
School of Medical and Dental Sciences, Tokyo, Japan.)

2 WHEUEREMAY: KPR AEGUIZER  IRERGIE AR
(Department of Cardiovascular Medicine, Tokyo Medical and Dental University, Tokyo, Japan.)

3 il AL
(Sakakibara Heart Institute, Tokyo, Japan.)

P £ RESER S L UBRMTAIC K DERBIZSHIORBED LR (B KT — 5 BR1T)
Impact of blastocyst biopsy and array CGH analysis on preimplantation genetic diagnosis
outcomes: A multicenter study

Offcik fd— " (Kenji Sato), K[ {5 ' (Kou Sueoka), {5 5i' (Suguru Sato)
BEITT 2= ' (Nobuhiko Higuch) . EA JIHT-° Junko Maki) | fil[Jf %251 2 (Hiroshi Senba)
KT 3 (Yuuki Mizuguchi), FHH 5F ! (Mamoru Tanaka) . )5 2 * (Minoru Irahara)
1 BEIERAARY: R AR EE
(Department of Gynecology and Obstetrics, Keio University, Tokyo, Japan)
2 SRk ER AR
(Department of Obstetrics and Gynecology, Tachikawa Hospital, Tokyo, Japan)
3 AR TERE PR AR
(Department of Obstetrics and Gynecology, Nasu Red Cross Hospital, Tochigi, Japan)
4 PEBIERZBUEREAIRN R AR5
(Department of Obstetrics and Gynecology, Instltute of Biomedical Sciences Tokushima University
Graduate School, Tokushima, Japan)
5 I iz s e

(Department of Obstetrics and Gynecology, Kawasaki Municipal Hospital, Kanagawa, Japan)

SO\l
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—MRRAZ—1 HIGEEF

Poster Session 1 Cytogenetics

H K:10H11H OK) 17:10 ~ 1810 KRAX—2; (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

P-001 INV-DUP-DEL®DZF & A EIFU-type exchangell &3
INV-DUP-DEL is mostly caused by U-type exchange
OLA ZE+F (Keiko Yamamoto) , |14 {228 (Toshiyuki Yamamoto)
R P ERRE BInrERE Y 2 — 7 LSiR
(Institute of Medical Genetics, Tokyo Womens Medical University, Tokyo, Japan)
P-002 CDCA2EEIEDimEREM
Pathogenic mechanism of cdc42 mutation
OE%)1| 314 ! (Yukinao Shibukawa) | [ 1[I Z57t 7~ ! (Natsuko Yamazaki) . P VT33! (Etsuko Daimon)
R2FEHT AHY! (Suganya Thanasegaran) , [A {Hi £ 12 (Nobuhiko Okamoto)
1 KBRS > 22— g (R
(Department of Molecular Medicine, Research institute, Osaka Women's and Children's Hospital)
2 RBxBErE#L > 2— BEIEZ R
(Department of Medical Genetic, Research institute, Osaka Women's and Children's Hospital)
P-003 CTREICERINDIREHESR
Detection of chromosome aberrations induced by CT scan examination
O #K" Win Shi), )15 $222 ' (Emi Kawabata) , % #kZE ' iying Sun)
HIH 23 J% ! (Kimio Tanaka) . 525F: #1752 (Kazuo Awai) | Y T-H(Z% 2 (Chiemi Sakai) .
A 75 5 2 (Mari Ishida) . /X I ! (Satoshi Tashiro)
1 JRERE EEIERER AW ARG HIE 75 0

(Department of Cellular Biology, Research Institute for Radiation Biology Medicine, Hiroshima University,
Hiroshima, Japan)

2 JREREREGE RS TR
(Department of Diagnostic Radiology, Hiroshima University Hospital Hiroshima,Japan)

3 JRBRE  EREOHEZDIER O R R
(Department of Cardiovascular Physiology and Medicine, Graduate School of Biomedical & Health
Sciences, Hiroshima University,Hiroshima,Japan)

P-004 iR ICH T OREERBFEFRELRDRE
The research of chromosome analysis in products of conception at our institution
O AK— (Taichi Hiramatsu) . i1 i (Makoto Kamiyama), K35 748 (Hiroki Ohtsuka)
F i 1E3E (Masashi Teraoka) , EL4E #r— (Shinichi Mashiba) | 1.5l #fi Jun Ezoe) .
HK BT (Yoshikazu Kuroki), /A1 H& (Satoshi Kugawa)
PR Al PR AIZERT
(Health Sciences Research Institute, inc.)
P-005 PAIVS VR TP LACCGHZEITEN. 7Tp15.3p14.3DWMRELEZBET NI 16
Interstitial 7p15.3 to q14.3 deletion in an 1-year-old boy diagnosed with array CGH in
Ireland
O 7548 (Kaori Aibara) . JFEIF /¢ H 2% (Erina Ozaki), B 2% (Toyohisa Miyata)
K 155k (Takasi Higaki) | 711 E-F (Mariko Eguchi), {7 £8¢— (Eiichi Ishii)
B R E A N AR
(Department of Pediatrics, Ehime University Graduate School of Medicine, Ehime, Japan)
P-006 BAGEZ#>EMCIIEEREBERBEZELDRICHKTDRECNVERE
Siblings with a deletion CNV due to parental complex chromosome rearrangement with
insertional translocation
O+ 7INE B (Sayuri Hasuko) . fHE B~ (Mariko Sagara), ¥ i (Etsuko Sakasai) |
M | 32EfEE (Tatsuya Sakashita) . A3 ket (Daiju Oba), 7K {dtH] (Kenzi Shimizu)
4~ F2H 7~ (Mikiko Kaneko) , 73/ JF~ (Motoko Watanabe) . Ji /i 7458 (Norio Endo)
KAE 1#3Z (Hirohumi Ohashi)
WEREANREEE 2 —  EEREE
(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
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P-007

X-BREBREREDAEH
Four cases of X-autosome translocation
OB M (Takafumi Watanabe) | 448 EUFRIN, (Makiho Ishibashi) . A J5 575 (Miki Ohara) |
ZZH & (Syun Yasuda)
fESEATEERIRS: PEm AR
(Department of Obstetrics and Gynecology, Fukushima Medical University School of Medicine, Fukushima,
Japan)

—MRRRAZ2—2 EEEEF]

Poster Session 2 Cancer Genetics 1

H K:10H11H OK) 17:10 ~ 1810 KRAX—2; (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

P-008

P-009

P-010

HAABEDEEZNER
Defined Life style and Germline Factors Predispose Asian Populations to Gastric Cancer

O#A 235 1 (Akihiro Suzuki) . FH PN ZEIF ' (Miwako Kakiuchi) , FHEH J& "° (Amane Tagashira) |
JiE 7 ? (Hiroto Katho) | 77 N #i°F- ' Jumpei Takeshita) . [L[4s (5% ' (Shogo Yamamoto)
JEH ' (Kenji Tatsuno), A 15 ° (Takashi Ohshima), ¥ 1% ® (Yasushi Rino)
1B 754 (Atsushi Nakajima), 7L 1FE/A ® (Masashi Fukayama), {7)I| {&°F- 2 (Shumpei Ishikawa) |
A 7552 | Hiroyuki Aburatani)
1 BEURY SRRl REalimse ey 2 — 7 LA T A5T
(Genome Science Division, Research Center for Advanced Science and Technology, The University of
Tokyo, Tokyo, Japan)
2 EERIERIR S BHEPEITT 7/ LR iy
(Genomic Pathology Department, Medical Research Institute Tokyo Medical and Dental University, Tokyo,
Japan)
3 BRI FE A RHA R
(Surgery Department, Yokohama City University, School of Medicine, Kanagawa, Japan)
4 NGEAILRAE AT HIRE L
(Gastroenterology and Hepatology Department, Yokohama City University, School of Medicine, Kanagawa,
Japan)
5 WHURZEE AN
(Pathology Department, Tokyo University, School of Medicine, Tokyo, Japan)
KIBHAICET BElevated Microsatellite Alterations at Selected Tetranucleotide repeats
(EMAST) ###f
Elevated Microsatellite Alterations at Selected Tetranucleotide Repeats (EMAST) Analysis
in Colorectal Cancer
O R 243! (Miho Takeshita), —J[| FEJE ' (Mashu Futagawa) . ftFH 5285 | (Motohide Kaneda) .
JEILA %~ % (Akihito Babaya) , J&H1 2& T+ 2 (Michiko Hamanaka) . [L{#5 %% % (Tomoki Yamano)
B M 2 (Naohiro Tomita) . AT FIEA ! (Kazuo Tamura)
1 OIERFRYRE RREHTANIR BEER BHRA Y VY v T Ea
(Genetic Counseling Program, Master of Science, Graduate School of Science & Engineering, Kindai
University)
2 REERIRY: SRR REWHEE SR
(Division of Lower Gastrointestinal Surgery,Department of Surgery,Hyogo College of Medicine)
MUTYH BIEFICBIFTDRTSARNIT U KRB AFE D=1 AT8E
New knowledge of carcinogenesis of colorectal cancer through splice variants in MUTYH
gene
OFfeH 7295 ' (Motohide Kaneda), —J1| EEJ& * (Mashu Futagawa) . 17~ FE{% * (Miho Takeshita) |
I 2E2474 * (Fumino Kato) , A1) Bifd ! (Maki Taniguti) . FSHEA %1 ° (Akihito Babaya)
#2573 (Mitiko Hamanaka) . 1% £52L ® (Tomoki Yamano) . & 1%#} > (Naohiro Tomita) |
FHAT FOE 2 (Kazuo Tamura)
1 IR MEH TR BEHK
(Master of Science , Graduate School of Science and Engineering, Kindai University, Osaka, Japan)
2 OEMCEI A E R A
(Department of Life Science, Faculty of Science and Engineering, Kindai University, Osaka, Japan)
3 TREEERLREIEEE NHILE SR
(Lower Gastrointestinal Surgery, Hyogo College of Medicine, Hyogo, Japan)
4 GERREREGHR A T AN B G BGR R A Y T — B
(Genetic Counseling Program, Master of Science , Graduate School of Science and Engineering, Kindai
University, Osaka, Japan)
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B{LMDNABISSEEEFEABH A DEEH
Correlation between oxidative repair mechanism of DNA damage and sporadic colorectal
cancer

OZJ1] EEJE ' (Mashu Futagawa) . FfF 5234 ' (Motohide Kaneda) . /7~ ZE{% ' (Miho Takeshita) |
FBIEA #{~ % (Akihito Babaya) , J&H 25T 2 (Michiko Hamanaka) . [1{#} %5%E % (Tomoki Yamano)
EH 142 (Tomohiro Tomita) . A FIEA ' (Kazuo Tamura)
R K BERITEIIRN R SEEN Y Vb S —
(Genetic Counseling Program, Master of Science, Graduate School of Science & Engineering, Kindai
University)
2 ERERERY: HRPE TESHIEE SR
(Division of Lower Gastrointestinal Surgery, Department of Surgery, Hyogo College of Medicine)
P-012 46,XY Disorders of Sex DevelopmentlZ&# L /=dysgerminomall & BKITEZFZEBRDREE
KIT mutation identified in dysgerminoma of a patient with 46,XY Disorders of Sex
Development
OF7K Klifi ' (Daisuke Shimizw) . ¥ 7 ¥5%5 2 (Hirotomo Saitsu) |, 1% 25357 ' (Fumiko Kato) .
=S58 3 (Fumio Takada) | $£/5 8] ' (Tsutomu Ogata)
1 ERERREE MR
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 ERREERIRY:  [RACSFa
(Departments of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
3 JEHIEERZGE EECRUTIRHR RS R 2l

(Department of Medical Genetics and Genomics, Kitasato University Graduate School of Medical Sciences,
Sagamihara, Japan)

D) ZHI—OIT R (Todai OncoPanel) ZhEfTUT=") /NIRERMIEE ZHEL - FSHED 26
Clinical sequencing by Todai OncoPanel (TOP) for endometrial cancer with
Lymphangioleiomyomatosis: A report of 2 cases

OJIH 7" (Yoshiko Kawata) , J2R — & ' (Kazunori Nagasaka) , 23| 3&7¥ ' (Michihiro Tanikawa) .
FEF 73] ' (Katsutoshi Oda) . AJEF AFEF-2 (Kumiko Oseto) |, ASHSf Affd ! (Harunori Honjoh)
% B A (Mayuyo Mori) | 8% #5750 ! (Tetsushi Tsuruga) . ¥AZK B+ ' (Yoko Matsumoto)

H0 #%3 (Aya Ushiku) | B BLEK ? (Shinji Kohsaka) | [5]%5 1#47 * (Hiroyuki Mano)
KA 8 ' (Yutaka Osuga) ., BEFE 047 (Tomoyuki Fujii)
1 HREURYE ARSI EERE Rt - ERL SR
(Department of Obstetrics and Gynecology, The University of Tokyo Hospital, Tokyo, Japan)
2 HERURY: BEAESNIERRT T/ LESERES
(Department of Clinical Genomics, The University of Tokyo Hospital, Tokyo, Japan)
3 HLURYE PREATBINIEREETE SR B
(Department of Pathology, The University of Tokyo Hospital, Tokyo, Japan)
4 ENLDATEE 2T M R
(Division of Cellular Signaling, National Cancer Center Research Institute, Tokyo, Japan)
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—MRRRAE2—3 REEEF

Poster Session 3 Immunogenetics

H K:10H11H OK) 17:10 ~ 1810 KRAX—2; (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

ANCAREmMERXRICH T DMEMMEESHEMUCSBTOET—5—SRLEDEE
Association of MUC5B Promoter Polymorphism with Interstitial Lung Disease in ANCA-
associated Vasculitis

OMEN: 44 2 (Natsumi Namba) | ][I # ' (Aya Kawasaki) | {/:FH 7&MR (Kenei Sada) |
SR A 45 (Fumio Hirano) . /JMFK 15 A\ ® (Shigeto Kobayashi) | [L{FH F5# " (Hidehiro Yamada)
)11 22 1 (Hiroshi Furukawa) . 3% 78 © (Kenji Nagasaka) . #2J5i #37 '° (Takahiko Sugihara)
L1l R854 1 (Kunihiro Yamagata) , {3:FH 22,2 2 (Takayuki Sumida), 5[ A ®'2 (Shigeto Tohma)
JEIR 7&— 7 (Shoichi Ozaki) . K&A4x {2i5H ' (Hiroshi Hashimoto) . AR 18157 15 (Hirofumi Makino) .
At $72 '° (Yoshihiro Arimura) | #1723 IERE " (Masayoshi Harigai) , /&2 42 ! (Naoyuki Tsuchiya)
1 OB EEERSR 0B AR
(Molecular and Genetic Epidemiology Laboratory, Faculty of Medicine, University of Tsukuba, Tsukuba,
Japan)
2 PR IEIARE RS
(School of Medical Sciences, University of Tsukuba, Tsukuba, Japan)
3 FHIREERZRE B -tk - WGl
(Department of Nephrology, Rheumatology, Endocrinology and Metabolism, Okayama University
Graduate School of Medicine, Okayama, Japan)
4 HHRUERIERARY: BEDHE - Vo< FHE
(Department of Rheumatology, Graduate School of Medical and Dental Sciences, Tokyo Medical and
Dental University (TMDU), Tokyo, Japan)
5 WHRUERIERIAY:  EIEREHbn=
(Department of Lifetime Clinical Immunology, Graduate School of Medical and Dental Sciences, Tokyo
Medical and Dental University (TMDU), Tokyo, Japan)
6 MORERA G R
(Department of Internal Medicine, Juntendo University Koshigaya Hospital, Koshigaya, Japan)
7 WXV VFERRE VUST - BEE - 7 LVE—-AR
(Department of Internal Medicine, St. Marianna University School of Medicine, Kawasaki, Japan)
8  [ENTIRECREA IR BRIRRTTEE > 2 —
(Clinical Research Center for Allergy and Rheumatology, Sagamihara Hospital Organization, Sagamihara,
Japan)
9 HHEIER AR U U~ FRBIEYE
(Department of Rheumatology, Ome Municipal General Hospital, Ome, Japan)
10 HEEMEREHEREE Y 2— BER - Vo FR
(Department of Medicine and Rheumatology, Tokyo Metropolitan Geriatric Hospital, Tokyo, Japan)
11 PRy BEAR
(Department of Nephrology, University of Tsukuba, Tsukuba, Japan)
12 BRY BEHNE
(Department of Internal Medicine, University of Tsukuba, Tsukuba, Japan)
13 [E L e A e
(National Hospital Organization Tokyo National Hospital, Kiyose, Japan)
14 JERERY: [
(Juntendo University School of Medicine, Tokyo, Japan)
15 LR
(Okayama University Hospital, Okayama, Japan)
16 kR R HIE - ) U FIBERNE
(Department of Nephrology and Rheumatology, Kyorin University School of Medicine, Tokyo, Japan)
17 REFERRY: VU F RS
(Division of Epidemiology and Pharmacoepidemiology of Rheumatic Diseases, Institute of
Rheumatology, Tokyo Women's Medical University, Tokyo, Japan)

SO\l
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HAABSREMFRBEDTNFAIPSEEFORL S A
Rare variant in TNFAIP3 gene in Japanese autoimmune hepatitis.

ORI 1! (Takashi Higuchi) , [ig Z£3% 12 (Shomi Oka), 1%)1| %% % (Hiroshi Furukawa)

Fkt #2° (Minoru Nakamura) | B[ FESE TER]* (Seigo Abirw), /\KE 5/, * (Hiroshi Yatsuhashi) |

£ 757E *° (Kiyoshi Migita)

1 FWARZ EREFR e
(Molecular and Genetic Epidemiology Laboratory, Faculty of Medicine, University of Tsukuba, Ibaraki,
Japan)

2 [ESERERENE  AREURBE RIS > 2 —
(Clinical Research Center for Allergy and Rheumatology, National Hospital Organization Sagamihara
National Hospital)

3 RIRIEERZL [EHEEAROUIR SRR ERIEI AR FL T IEEE
(Department of Hepatology, Nagasaki University Graduate School of Biomedical Sciences)

4 ENTRBCENE RIBERY Y 2 — WK 2 —
(Clinical Research Center, National Hospital Organization Nagasaki Medical Center)

5 MBEALERAZEREREE V< F - BERNE

(epartment of Rheumatology, School of Medicine, Fukushima Medical University)

ANCAREmMERICH T DEE MMEEEHLA Class 1177') L DEE
Association of HLA Class I/ alleles with interstitial lung disease in ANCA-associated
vasculitis

OJI|I% % (Aya Kawasaki) , P87 514 23 (Fumio Hirano) , {2 Mt * (Ken-Ei Sada)
7INFK 1%\ ° (Shigeto Kobayashi) . [LjFH F5#3 ° (Hidehiro Yamada), 11| %2 7 (Hiroshi Furukawa) .
EI #FS® (Kenji Nagasaka) , F2Jii %4 ° (Takahiko Sugihara) . |18 $54 '° (Kunihiro Yamagata)
fE 22 " (Takayuki Sumida) , 2 # A "'? (Shigeto Tohma) , 2% #&— © (Shoichi Ozaki)
K& {5 '3 (Hiroshi Hashimoto) , HEHY #5 ' (Hirofumi Makino) . £54f 257+ '° (Yoshihiro Arimura) ,
1A IE££ '° (Masayoshi Harigai) . & 12 ' (Naoyuki Tsuchiya)
1 FWARE o aniEs
(Molecular and Genetic Epidemiology, University of Tsukuba, Tsukuba, Japan)
2 WHEERRRRY: BEYE - VU FAR
(Department of Rheumatology, Graduate School of Medical and Dental Sciences, Tokyo Medical and
Dental University (TMDU), Tokyo, Japan)
3 WEIEREFIRY: B R
(Department of Lifetime Clinical Immunology, Graduate School of Medical and Dental Sciences, Tokyo
Medical and Dental University (TMDU), Tokyo, Japan)
4 MILRAERARE - S - NN R
(Department of Nephrology, Rheumatology, Endocrinology and Metabolism, Okayama University
Graduate School of Medicine, Okayama, Japan)
5 MECREBAEE NE
(Department of Internal Medicine, Juntendo University Koshigaya Hospital, Koshigaya, Japan)
6 WXUTVFERKE VUSTF - BEE - 7 LIVE—AR
(Department of Internal Medicine, St. Marianna University School of Medicine, Kawasaki, Japan)
7 [ESEREEE BT BRESeE > 2—
(Clinical Research Center for Allergy and Rheumatology, Sagamihara Hospital, National Hospital
Organization, Sagamihara, Japan)
8 HMEHIR AN U U~ FRBEYER
(Department of Rheumatology, Ome Municipal General Hospital, Ome, Japan)
9 HGUEMEREEAERE Y 2 — BER - VU FR
(Department of Medicine and Rheumatology, Tokyo Metropolitan Geriatric Hospital, Tokyo, Japan)
10 FWRE EIEAR
(Department of Nephrology, University of Tsukuba, Tsukuba, Japan)
11 HRZ BEHNE
(Department of Internal Medicine, University of Tsukuba, Tsukuba, Japan)
12 [T e A R T
(National Hospital Organization Tokyo National Hospital, Kiyose, Japan)
13 JERERY: B4
(Juntendo University School of Medicine, Tokyo, Japan)
14 B
(Okayama University Hospital, Okayama, Japan)
15 bR RS I - ) U FIBERNE
(Department of Nephrology and Rheumatology, Kyorin University School of Medicine, Tokyo, Japan)
16 B FERKE VU T IRESEAEE
(Division of Epidemiology and Pharmacoepidemiology of Rheumatic Diseases, Institute of
Rheumatology, Tokyo Women's Medical University, Tokyo, Japan)
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P-017

HAAERICHITD2EERIV TV —TRESVUEGHBERELGTF2IEGFZE EDREE
Association of GTF2/ polymorphism with SLE and systemic sclerosis, but not with
polymyositis/dermatomyositis.

OR1L 22 12 (Nozomi Yokoyama) | 1[I % "2 (Aya Kawasaki) | K3 N B8 (Takashi Matsushita) |
)1 22 1 (Hiroshi Furukawa) | 7% #3H1 ° (Yuya Kondo) , #AZK 1)) ° (Isao Matsumoto) .
A BEEE © (Makio Kusaoi) . FHY 7552 © (Hirofumi Amano) | & £5F- 7 (Shouhei Nagaoka) .
W I 51E® (Keigo Setoguchi) | 7k 1755 9 (Tatsuo Nagai) . E5H {54 *'° (Kota Shimada) |
#2H: B85 1% (Shouji Sugii) . KA S ? (Atsushi Hashimoto) , ¥AF: Fi[ii * (Toshihiro Matsui)
[t A% == 1" (Akira Okamoto), T3 5247 'Z (Noriyuki Chiba) . AL 22— '* (Eiichi Suematsu) |
KB %% ' (Shigeru Ohno), Frily HESR '° (Masao Katayama), 45 H 5:¢ '® (Kiyoshi Migita) |
T8 25 17 (Hajime Kono) . 231 2 '® (Minoru Hasegawa) . A 2% ' (Manabu Fujimoto)
HIA A ® (Naoto Tamura) . [551I%5 75 % © (Yoshinari Takasaki) . f&4% 1850 2° (Hiroshi Hashimoto) .
{li1HE {ii— 2" (Shinichi Sato) , {3:FH 2%;2 ° (Takayuki Sumida) , %[ & A ** (Shigeto Tohma)
15 Fl7Z 3 (Kazuhiko Takehara) | 12 2 "* (Naoyuki Tsuchiya))
1 FREE ERERER 7 FElmes
(Molecular and Genetic Epidemiology, University of Tsukuba, Tsukuba, Japan.)
2 BUERAERYAGE AR ERIEANIR 70> 7 ¢ 7 IEREATIZ
(Master’s Program in Medical Sciences, Graduate School of Comprehensive Human Sciences, University of
Tsukuba, Tsukuba, Japan.)
3 BIRRE BRER
(Department of Dermatology, Faculty of Medicine, Kanazawa University, Kanazawa, Japan.)
4 [ESTIR B ARSI BRIRIIZE 2 > & —
(Clinical Research Center for Allergy and Rheumatology, Sagamihara Hospital, National Hospital
Organization, Sagamihara, Japan.)
5 PR BERENR
(Department of Internal Medicine, University of Tsukuba, Tsukuba, Japan.)
6 MEREKZ BIEHNF
(Department of Internal Medicine and Rheumatology, Juntendo University School of Medicine, Tokyo,
Japan.)
7 BRI BEYE D v < F R
(Department of Rheumatology, Yokohama Minami Kyosai Hospital, Yokohama, Kanagawa, Japan.)
8 Mh « BYYEY > & — FRN AR BIEGRF
(Allergy and Immunological Diseases, Tokyo Metropolitan Cancer and Infectious Diseases Center
Komagome Hospital, Tokyo, Japan.)
9 JEEICE BIER - ERNE
(Department of Rheumatology and Infectious Diseases, Kitasato University School of Medicine,
Sagamihara, Japan.)
10 BRI B EER G R > 2 — U < FBEER
(Department of Rheumatic Diseases, Tokyo Metropolitan Tama Medical Center, Fuchu, Tokyo, Japan.)
11 FESRGERERS R > 2 — VTR
(Department of Rheumatology, Himeji Medical Center, National Hospital Organization, Himeji, Hyogo,
Japan.)
12 [ENTImEe A BRRRE U o< TR
(Department of Rheumatology, Morioka Hospital, National Hospital Organization, Morioka, Iwate,
Japan.)
13 ENDREHERE JUNA T ¢ 2Lt v 2 — BRI R
(Department of Internal Medicine and Rheumatology, Clinical Research Institute, Kyushu Medical
Center, National Hospital Organization, Fukuoka, Fukuoka, Japan.)
14 BHEANIRY tiRRAERE Y 2 — VI FRBEWRL Y X —
(Center for Rheumatic Diseases, Yokohama City University Medical Center, Yokohama, Kanagawa,
Japan.)
15 [EIDEREEN Aib EER R > 2 — BEURNE
(Department of Internal Medicine, Nagoya Medical Center, National Hospital Organization, Nagoya,
Aichi, Japan)
16 fBIAIERAZRE VU U< FRBEUENE
(Department of Rheumatology, Fukushima Medical University School of Medicine, Fukushima, Japan.)
17 e R
(Department of Internal Medicine, Teikyo University School of Medicine, Tokyo, Japan.)
18 &R B R
(Department of Dermatology, University of Fukui, Fukui, Japan.)
19 FURZ BRER
(Department of Dermatology, University of Tsukuba, Tsukuba, Japan.)
20 MERERY: BEAES
(Juntendo University School of Medicine, Tokyo, Japan.)
21 EURE SR
(Department of Dermatology, The University of Tokyo, Tokyo, Japan.)
22 [EILEFEHERE RO
(National Hospital Organization Tokyo National Hospital, Kiyose, Japan.)
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FRIMTHBIDTCREIHES BT DESHIE N FZFATOMAEX 51 = X LDERER
Molecular mechanisms of transcriptional regulation by Zfat in immunocompetent cells

O3 ¥ 12 (Keiko Doi) , £ J& - 1 (Shuhei Ishikura) , £ [ 15,2 # (Toshiyuki Tsunoda) |

/I #t 1# (Midori Koyanagi) . FH [ ' (Yoko Tanaka) , ik —JZ ® (Kazuhiko Nakabayashi) |

[175% # "2 (Senji Shirasawa)

1 fRRZE B Ml
(Department of Cell Biology, Faculty of Medicine, Fukuoka University, Fukuoka, Japan)

2 RRRIRAEAR IR B et o - RS AT A
(Central Research Institute for Advanced Molecular Medicine, Fukuoka University, Fukuoka, Japan)

3 ENIRE BRI 2 — T s A
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)

—MRRRAZ2— 4 RBIRSEEE

Poster Session 4 Cardiovascular Genetics

H K :r10A11H OK) 17:10 ~18:10 KAZ—=4; (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

P-018 YR THi% L=Holt-OramEIR B D 3K %
Clinical Diversity of patients with Holt-Oram syndrome in Ehime University
O 3% " (Toshiyuki Ito) , £77( 1675 ' (Minenori Ishimae) , IR £ B2 2% 1% (Erina Ozaki) ,
A K" (Tomozou Moritani) , A FiEBH ! (Masaaki Oota) . F&EE 15551 ' (Takashi Higaki)
VLI BEFE 12 (Mariko Eguchi), {5+ 48— 12 (Biichi Ishii)
1 EEREE R NRF
(Dpartment of Pediatrics, Ehime University, Ehime, Japan)
2 EBIERE R RKESERES
(Division of Medical Genetics, Ehime University, Ehime, Japan)

P-019 AR R RE Z £ D /=Holt-OramfEREHIC R VH S N/=TBXEDEENTOESHOES
Compound heterozygous variant of TBX5 caused hypoplastic left heart syndrome
complicated with Holt-Oram syndrome
O ARAA ' (Nariaki Miyao) . 5 FH Bith ' (Shinya Takarada), [ Bi 7' (Mako Okabe)

ZEIE F1FH | (Kazuyoshi Saitou) | /)N #(% ! (Sayaka Ozawa) | J&5HF B{— ' (Keiichi Hirono) ,
HH EAC T2 (Yukiko Hata) . P 1 2 (Naoki Nishida) . 754 46 3 (Naoki Yoshimura)
T #-' (Fukiko Ichida)
1 ElReE A R

(Department of pediatrics, University of Toyama, Toyama, Japan)
2 EIERYE R RRCEEE

(Department of forensic medicine, University of Toyama, Toyama, Japan)
3 B EEE A

(Department of surgery 1, University of Toyama, Toyama, Japan)

—MRRAZ—5 FHHEEF - PGx

Poster Session 5 Pharmacogenetics

H B:10H11H OK) 17:10 ~ 1810 KAXZ—2H (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

BN SEEBICETRY/ LNAAT—H—RERRDES ESEORE

Progress of pharmacogenomics reserach on severe cutaneous adverse reactions and
future issues
O 380 2 (Yoshiro Saito) , AF $H 4 ' (Takuya Imatoh) | {5 7T, " (Kimie Sai)

JSAR Research Group?, HU} 54T '* (Ryosuke Nakamura)

1 N ESEME AT ERE R

(Division of Medicinal Safety Science, National Institute of Health Sciences, Kawasaki, Japan)
2 JSAR Research Group
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P-021

P-022

ERAHTI)—ERIBRERVCARERESEDE Y/ LBERR

Genome-wide association analysis for resistant hypertension stratified by classes of
medications

OLLIIgs BE7- ' (Keiko Yamazaki) . #& #5112 (Yukako Katsura) . P§FH #4: ? (Yayoi Nishida)

=K 34 (Atsushi Takahashi) . 872 VE—FE[ >° (Yoichiro Kamatani) . K3FH 75— © (Koichi Matsuda) .

A% FEBH 7 (Michiaki Kubo) . & 1A 2 (Satoshi Asai) . 1548 285 ! (Yasuo Takahashi)

1 HARYE EEE BRI > 2 —

(Division of Genomic Epidemiology and Clinical Trials, Clinical Trials Research Center, Nihon University
School of Medicine, Tokyo, Japan)

2 HARY: B ERBEEEYSR BT
(Division of Pharmacology, Nihon University School of Medicine, Tokyo, Japan)

3 BUEAMIERT  AEmERAIE Y 2 —  BEHRERTIZE T — L
(Laboratory for Statistical Analysis, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)

4 ENRERERRIIICE > 2 — W0 RIRY ) LR
(Department of Genomic Medicine, Research Institute, National Cerebral and Cardiovascular Center,
Osaka, Japan)

5 HUEBRERVZBREAFRMARMTIE T/ L2 Y 20— et s 20
(Center for Genomic Medicine, Kyoto University Graduate School of Medicine, Kyoto, Japan)

6 BHAREREE WREEAIRPERIER AT s JOVIEEEMER ) =)V — I T A5
(Laboratory of Clinical Genome Sequencing Department of Computational biology and medical Sciences
Graduate school of Frontier Sciences The University of Tokyo, Tokyo, Japan)

7 BMELAMIEAT EERCAIEE 2 —

(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
EREEFRETOT7MIVERICETSER
Consideration of systematically comparing the gene expression profiles of drugs obtained
from the connectivity map.
OLEM #%1 (Kyoko Shibata)

BIKERRE SelinEEEH R > X —

(Innovative Clinical Research Center, Kanazawa University)

—MRRAZ—6 IEIVIRTAIR

Poster Session 6 Epigenetics

H K :10H11H OK) 17:10~ 1810 KAX—24; (BF 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

P-023

P-024

XFBEFRFCICSTLINEEZE R DINRIZER IITEZEZTINCRNAE DtriplexfZ B (183D
Characteristic converging variations in LINE nucleotides can benefit forming triplexes with
IncRNA in X-inactivation
OMNEF A (Yoko Matsuno)

B ICPIE N A Al R

(Niigata University Medical & Dental Hospital, Clinical Laboratories)
FERRIEICHITBmIR-100DRFTEICL I EER S Ni-epigenetic A ZLDIRES
Over expression of miR-100 on endometriotic cells causes epigeniteic alternation
OVYH 1EF1 (Masakazu Nishida) . *J-) || BEE2 ¥~ (Tomoko Hirakawa) . JA[%f FEE: (Yasushi Kawano)

IR HiF1] (Kanetoshi Takebayashi) . {/c% 357>T- (Shinpei Sato) . 2528 SR (Kaei Nasu)

F)5i /A ] (Hisashi Narahara)

KR EEES ERE AR

(Department of Obstetrics and Gynecology, Faculty of Medicine, Oita University, Tokyo, Japan)
SR FENREREHRRICSITDMEN Y N Y IR YNHEEEDmicro RNAIC X SR Ei#F
The modulation of extracellular matrix contractility by micro RNA in endometriotic cyst
stromal cells
Oy & (Yasushi Kawano) | ][] BEE2+ (Tomoko Hirakawa) . PHH 1EA] (Masakazu Nishida)

/e BT (Shinpei Sato) , 2578 5¢2K (Kaei Nasu) . #ii /A ] (Hisashi Narahara)

KRR ZE R AR
(Department of Obstetrics and Gynecology)
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P-027

IES/LIEGHEEDOREICE D3 FRERRDHA
The project for definition of molecular genetic pathology based on the detection of
epigenetic vulnerability
OWE #5F-" (Tomoko Kawai) , HIFk — 2 ! (Kazuhiko Nakabayashi) . #% HEf€ % (Masayo Kagami) ,
ETBE 55 ° (Kei Miyakoshi) . 75 H 51 3 (Yoshifumi Kasuga) , FIA 5F 2 (Mamoru Tanaka)
Z% f#—E[ " (Kenichiro Hata)
1 ENIREERENE 22— W JE RS
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development)
2 ENTREEERS Y 2— ST T
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
3 BERIRY R ERAR
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
MLIDZ ¥ SKOSIERIFAEE IC$51FD5mC - ShmCoH DR
Comprehensive analysis of the distribution of 5mC/5hmC in placentas of patients with
KOS with MLID

ORMEL ZEF ! (Keiko Matsubara) | [1[{# —18f ? (Kazuki Yamazawa) . F5% 75 ° (Saki Aoto) .
i Ffk | (Kaori Hara) . 1 |- %2 ! (Takaznobu Inoue) , J1|llE HHZ ' (Sayaka Kawashima) .
HER EC T (Maki Fukami) , 85 HE{% ' (Masayo Kagami)
1 ENIWFRREEN  ENLRE EFRIEL Y 2 — N i
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development)
2 MONTATBOEN BRGSO Y X —
(Clinical Genetics Center, National Hospital Organization Tokyo Medical Center)
3 ENIIHERFREAN ENIREERIISCE X — AT VT Ly R—
(Medical Genome Center, National Research Institute for Child Health and Development)

—MRRRAZ—7 HEEEEF

Poster Session 7 Population Genetics

H K:10H11H OK) 17:45~ 1845 KRAX—2; (3F 301+302)
Date : Thursday, Oct. 11 17:45 ~ 18:45 Poster Room (301+302, 3F)

P-028

NTFPZ1—FZ7 - FFIEICBIFDFZ 7V HAAEKYT /) LEE
Local ancestry across the genomes of Gidra living in Papua New Guinea

O A2 ! (Jzumi Naka) . AfF 2541 2 (Ryosuke Kimura) | P Z3 5 ® (Nao Nishida)
Hy% ! (Minato Nakazawa) . A5 #IACHESS ° (Ryutaro Ohtsuka), AHE JIE ' Jun Ohashi)
1 UK KREBHERIIER EYREEL Y2
(Department of Biological Sciences, Graduate School of Science, The Universit y of Tokyo, Tokyo, Japan)
2 BRERRYE REEREEZEMESERE ARSI
(Department of Human Biology and Anatomy, Graduate School of Medicine, University of the Ryukyus,
Okinawa, Japan)
3 ENLEBEESITE > 2 —Ef sk TR - st o 2 —
(Research Center for Hepatitis and Immunology, International Medical Center of Japan Konodai Hospital,
Ichikawa, Japan)
4 PERIERAARE DR AFFERHE R OR 2 mdsk
(Department of International Health, Kobe University Graduate School of Healt h Sciences, Hyogo, Japan)
5 HAREENIE Y 2 —
(Japan Wildlife Research Center, Taito, Tokyo, Japan)

BEGEEI OASTIZHIV- 1R BRZ £ HIE TS

Regulation of susceptibility to HIV-1 infection by OAS1

ORKilE Whr- (Taeko Naruse) ., KA {:& (Hitoshi Ohtani) | 27 fd{# (Jianbo An) . K #2 /5 (Akinori Kimura)
RERRICE  HERREIZEAT 0 RiEn
(Department of Molecular Pathogenesis, Medical Research Institute, Tokyo Medical and Dental University,
Tokyo, Japan)
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—MRRRA2— 8 BREKEEF

Poster Session 8 Clinical Genetics 1

H K:10H11H OK) 17:10 ~ 1810 KRAX—2; (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

DV RS AABREREIZ T BB TR
Genetic analysis for Bietti Crystalline Dystrophy

O & hnZs+ 2 (Kanako Kawai), o FH &~ "#° (Akiko Yoshida) . FifFH #iFF - *3 (Akiko Maeda) |
FAIE FEACEH "2 (Ryutaro Akiba) . FfZE 25 23 (Akira Inaba) , A 5520 ° (Ryoji Fujiki)
S F822 234 (Yasuhiko Hirami), FEAS FEJR 23 (Yasuo Kurimoto), /NE I ° (Osamu Ohara)
EnkE Byt 43 (Masayo Takahashi)
1 BMEEREZRRT A aERERI ATt v 2 — MR RS RRR Te Y 2 o b
(Laboratory for Retinal Regeneration, RIKEN, Center for Biosystems Dynamics Research, Kobe, Japan)
2 WAL Y A & v 2 — el
(Department of Ophthalmology, Kobe City Eye Hospital, Kobe, Japan)
3 JomlEREt v 2 —li
(Department of Ophthalmology, Institute of Biomedical Research and Innovation, Kobe, Japan)
4 WETINLEEE Y > 2 — i RE R
(Department of Ophthalmology, Kobe City Medical Center General Hospital, Kobe, Japan)
5 M9 EDNAWSET
(Kazusa DNA Research Institute, Kisaradzu, Japan)

REERHMZSZ L /-SotosiEIREE D2
Two cases of intracranial hemorrhage associated with Sotos syndrome

OMF: 837 ! (Toshiyuki Itai) , F ik FAF- ' (Satoko Miyatake) , ¥t ¥5%4 2 (Hirotomo Saitsu)
T FE B 2 (Taku Hatano) . RS {2242 (Nobutaka Hattori) . KB 24 7+ (Atsuko Ohno) .
B HEST° (Yusuke Aoki), 32 L FTHH ® (Kazuya Itomi) , #A7 [ ' (Naomichi Matsumoto)
1 BRI E2AWERE IR
(Department of human genetics, Graduate school of Medicine, Yokohama city university, Yokohama,
Japan)
2 PHRERERY:  E(LiAabRE
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
3 MERERZE  WwhHENR
(Department of Neurology, Juntendo University, Tokyo, Japan)
4 BHBCELREL Y Z— NERRE
(Department of Pediatric Neurology, Toyota Municipal Child Development Center, Aichi, Japan)
5 HLBNRRERGRG Y Z— iR
(Department of Neurology, Aichi Children's Health and Medical Center, Aichi, Japan)

P-032 m.13094T>CERICKDMT-NDSEIRFREZE/LIIFIVRUPHDEBEREICDONT
Clinical feature of mitochondrial disease caused by MT-ND5 m.T13094C mutation.
OtfiAs g+ (Keiko Ichimoto) . {R L $2K 2 (Takuya Fushimi) | B2 Z34£5% ' (Naomi Kuranobu) |

FHJEE $F ! (Makiko Tajika), 74 {8 ' (Masaru Shimura) , #37K (HiE) $#F' (Ayako Matsunaga)
B[ 29T~ ! (Tomoko Tsuruoka) . AR 3£/~ 2 (Yoshihito Kishita) ., #IF J5F1 2 (Masakazu Kouda) |
R FE] % (Yasushi Okazaki) . AAT B (Akira Ohtake), FJ1L1 = ! (Kei Murayama)
1 THEZE&H Eirdgir2— R
(Center for Medical Genetics, Department of Metabolism, Chiba Children's Hospital, Chiba, Japan)
2 HREKRY: HROZW & BRI > 2 —
(Intractable Disease Research Center, Juntendo University, Bunkyo-ku, Tokyo, Japan)
3 WEERRY: MR
(Department of pediatrics, Saitama Medical University, Saitama, Japan)

P-033 SHOXERELSRMUMBUNBEBEZESHULESRLKED—H
A SHOX abnormality in a short stature girl with multiple hereditary exostoses
ORA 221 (Takako Matsumoto) . 18R Bi#d 2 (Maki Fukami) , J\'Y % F5— ' (Shuichi Yatsuga)

TR 5 (Yasuitoshi Koga)
1 ARPRRY: /NRE

(the Department of Pediatrics and Child Health Kurume University School of Medicine, Fukuoka, japan)
2 ENLRBEREMILE 2 — 0 F NI

(National Center for Child Health and Development Department of Molecular Endocrinology)
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GABRB1 variant& 5= AR FHBRRETED 161
Congenital hypotonia may be a new phenotype caused by GABRB1 variant.

OFJE 4! (Naoko Ishihara) , FgLE 75 A ? (Hidehito Inagaki) , &K 7443 2 (Hiroki Kurahashi)

1 MR EERE B NER
(Department of Pediatrics, Fujita Health University School of Medicine, Toyoake, Japan)

2 EMACMEE SR A EREENIZET 0 FRIEENIERM
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Toyoake, Japan)

P-035 AR —O T Y —Z2B VB FEIRICK Y Calpain-3BEFEEZRAELEHERDE NG
CKMmfER!R
NGS analysis identified mutations in calpain-3 gene in a girl with asymptomatic high CK.
OZ 17 (Tomoko Lee) . PH[if] [ (Takafumi Nishioka), —IF EL4:F (Maiko Misaki)
AT 238 (Hideki Shimomura) , /7T B %5\ (Yasuhiro Takeshima)
TER R DR
(Department of Pediatrics, Hyogo College of Medicine, Hyogo, Japan)
P-036 PPP2REDZEE &R D= ABMEDSHE K REH
A five-year-old girl with macrocephaly caused by a de novo mutation in PPP2R5D
O 45 ¥ 2 (Yuri Sonoda) , JEF 5TE 3 (Atsushi Fujita) . §7F ] HkF * (Momoko Sasaduki) ,
Kot B ' (Kosuke Yonemoto) . — & fE—- ' (Yuko Ichimiya), E5 ffiF ' (Michiko Torio)
£l 2 A\ ' (Yoshito Ishizaki) . B HESZ "4 (Masafumi Sanefuji) . J9§5F FiEAK | (Yasunari Sakai) |
KA 58 ® (Naomichi Matsumoto) . A8 1FE— ' (Shouichi Ohga)
L JUNIEERRRE /NERE
(Department of Pediatrics, Kyushu University Hospital, Fukuoka, Japan)
2 JUNRPERFEZE A > 2 —  /NFR
(Ministry of the Environment, Department of Pediatrics, Kyushu University Hospital, Fukuoka, Japan)
3 BUEMHNLRZEREEGE MR
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Kanagawa)
4 TERLCEBERY:  CRIEREHESATR
(Faculty of Health and Welfare, Seinan Jo Gakuin University, Fukuoka, Japan)
P-037 O0TX22Z2¥814922.3923. 1 fl#liR Kz R L /- BRI ERBREED 16
Anophthalmia caused by a 14922.3923.1 microdeletion including OTX2
O AipE! (Miyuki Muramatsu), 445 K— 12 (Taichi Imaizumi) . HI F &M ' (Tomoe Yanagishita) ,
LA FF ! (Keiko Yamamoto) | [ A% {17 * (Nobuhiko Okamoto) | [L|ZX {224 ' (Toshiyuki Yamamoto)
1 G IERAE B FEERE Y 2 — 7 ) LR
(Institute of Medical Genetics, Tokyo Womens Medical University, Tokyo, Japan)
2 W7 VFERRE IR
(Department of pedicatrics, St. Marianna University School of Medicine, Kawasaki, Japanl)
3 HHIKTFERAY: IR
(Department of pedicatrics, Tokyo Women's Medical University, Tokyo, Japan)
4 KB+ ERE 2 — BESER
(Department of Medical Genetics, Osaka Women's and Children's Hospital, Osaka, Japan)
P-038 Septo-optic dysplasia& B H MM REMBELREEZSHLU8EEBRH
A 8-years old boy with septo-optic dysplasia and hereditary hemorrhagic terrangiectasia
OB #i2& " (Yumi Shimada) . J&5 /%% % (Tomona Yabe) | K3FH 5243 ® (Fumika Matsuda) .
B ZER0F ' (Miwako Maeda) . FHJ5 f@ ' (Kenji Thara), [L[[7] 2 (Tomomi Yamaguchi)
W H12  (Tomoki Kosho)
1 RpRZE RS /NRREER
(Department of Pediatrics,Oita University,Oita,Japan)
2 ROPIRAEE RUREE N
(Department of Pediatrics,Oitakouseiren Tsurumi Hospital,Oita,Japan)
3 Ry EBHwkTNIR
(Department of Pediatrics,Oita Children's Hospital,Oita,Japan)
4 [SINRAE AT R e R 72 > X —

(Center for Medical Genetics, Shinshu University,Nagano,Japan)
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P-039

P-040

P-041

P-042

—RH AR MmIEDH S T-Cornelia de Lange syndrome2 (CDLS2)® 1 5
Case report: Hypoglycemia and intractable epilepsy with Cornelia de Lange syndrome 2

OB 2248 " (Yasutsugu Chinen) , ffiff E{H[S ' (Sadao Nakamura) . Ffi% $#fH1 ' (Takuya Kaneshi)

IR B34 2 (Mami Nakayashiro) . #l /A ZEF° (Kumiko Yanagi) . 2% [£ ° (Tadashi Kaname) |

B W * (Kenji Naritomi) . FP4 J5— ! (Koichi Nakanishi)

1 OBRERRCE KOABEEE AR B R
(Department of Child Health and Welfare (Pediatrics), Graduate School of Medicine, University of the
Ryukyus, Nishihara, Okinawa, Japan)

2 MRS REEER 2 — - TELERE 2 —
(Department of Pediatrics, Okinawa Prefectural Nanbu Medical Center Children's Medical Center,
Haebaru, Okinawa, Japan)

3 ENIHEBEREEE 2 —
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)

4 PhRERTESERE IR > R —
(Okinawa Nanbu Habilitation and Medical Center, Naha, Japan)

ERBEEOSROFERELUTDSATB2EEARE : #FiMR3MIEEIHRDIEST
Haplo-insufficiency of SATB2 as an emerging cause of syndromic cleft palate

Ol ZEAR T 1 (Mamiko Yamada) . )&l A - 2 (Tomoko Uehara) . #57K 75 A 2 (Hisato Suzuki) ,
eI AP 2 (Yuri Sakaguchi) , 0PN {246f 2 (Toshiki Takenouchi) , 7548 [#5H 3 (Hiroshi Yoshihashi) |
#44F 2% * (Hiroshi Suzumura) . 7KHF ] ° (Seiji Mizuno) . /)M {2 E[S ? (Kenjiro Kosaki)

1 BEERARA TR > 2 —

(Health Center, Keio University, Tokyo, Japan)
2 BERIORY: RS ERRERE R R —

(Center for Medical Genetics, Keio University, School of Medicine, Tokyo, Japan)
3 WEENNREES Y 2 —  RIREGR

(Tokyo Metropolitan Children Medical Center Department of medical genetics)
4 BMERAZE AR

(Department of Pediatrics, Dokkyo Medical University, Tochigi, Japan)
5 FEHIRLOE RS Jo Z—rhuyiEle NRNE

(Aichi Prefectural Colony Central Hospital)

TRIOE(ZFIZde novo NTFOBREHERN’ AT SN/ MFHIKEREESHEIRG
A boy with partial anomalous pulmonary venous return and a de novo heterozygous
mutation in TR/O gene

O%gith 24 ! (Atsuo Kikuchi) . AR 1E N ' (Masato Kimura) | i #7412 (Tetsuya Niihori) |

W e (Matsuyuki Shirota), FF[L| 5% 4 (Ryo Funayama), H1[l| &~ * (Keiko Nakayama) ,

FEAR PEF? (Yoko Aoki), K2 845k ! (Shigeo Kure)

1 BJERZFERZRE  RERUIER NIRREE
(Department of Pediatrics, Tohoku University School of Medicine, Sendai , Japan)

2 FALRAERYARE  BEERDIIR ERERAT Y
(Department of Medical Genetics, Tohoku University School of Medicine, Sendai, Japan)

3 HULRERABE ERAAERUIZER IEAIEICH A > & — B AR 4 55 iy
(Division of Interdisciplinary Medical Sciences, United Centers for Advanced Research and Translational
Medicine, Tohoku University Graduate School of Medicine, Sendai, Japan)

4 BUERERZRE FEERUIEAR B EICH B o 2 — Al seE o
(Division of Cell Proliferation, United Centers for Advanced Research and Translational Medicine, Tohoku
University Graduate School of Medicine, Sendai, Japan)

STRCEBIZFDCNVICEBREKETL—LI T MERDEENTORSHICIDBBEEZELNFIE
5
Heterozygous deletions in trans to a novel frame-shift mutation in STRC gene in
Japanese twin sisters with hearing loss
O BEB ' (Yasuhiro Arai) . Zf N AJE ! (Daiki Morihita) . {/2A R 5 7~ ! (Naoko Sakuma) .
=K 1B 2 (Masahiro Takahashi) . P§J2 {25k ° (Shinya Nishio) , F{/JE BE— 3 (Shinichi Usami)
1 BRRIZRY: RS HSAMERL - BHSEE VR
(Department of Otorhinolaryngology, Head and Neck Surgery, School of Medicine, Yokohama City
University, Yokohama, Japan)
2 EBRERRE AR = WERE B SR
(Department of Otorhinolaryngology,International University of Health and Welfare Mita hospital, Tokyo,
Japan)
3 BN HEIEERL
(Department of Otorhinolaryngology, Shinshu University School of Medicine, Matsumoto, Japan)
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P-043

P-044

P-045

BERHEMESEEZ ONDESZEH LBirt-Hogg-DubefEZE£MD 14l
A case of Birt-Hogg-Dube syndrome with a renal angiomyolipoma

O {11! (Shinsuke Ninomiya), F1 N {& 2 (Satoru Nakashita) , ¥z [ i[5 ? (Etssrou Sakata)
1 23 (Takashi Nakashima) . 25 4 J1| £5— 3 (Kiichi Tatakawa) . B4 #{~ ® (Norihito Okumura)
2 #+ ! Mitsuko Furuya)
1 ARk RS HRED
(Department of Clinical Genetics, Kurashiki Central Hospital, Kurashiki, Okayama, Japan)
2 ARl ARSI
(Department of Diagnostic Radiology, Kurashiki Central Hospital, Kurashiki, Okayama, Japan)
3 Al kRS
(Department of Thoracic Surgery, Kurashiki Central Hospital, Kurashiki, Okayama, Japan)
4 BOERWSIRPAEAE 5 e
(Department of Molecular Pathology Yokohama City University School of Medicine, Yokohama,
Kanagawa, Japan)

AFDKrabbefRBEEHIZH T DMLPAZZANV=REZREDIRER
MLPA analysis for Japanese Krabbe patients for detection of deletion mutation
OErZs 25 % (Kaori Miyana) . K[ F— " (Keiichi Ozono) | B 17 (Norio Sakai)
1 KBRS R AR R N R
(Department of Pediatrics, Osaka University Graduate School of Medicine, Osaka, Japan)
2 HARATHESRE > 2 —NEE
(Japanese Redcross Medical Center, Tokyo, Japan)
3 RRRZERABE AR SRR
(Child Healthcare and Genetic Science, Department of Health Science, Osaka University Graduate School
of Medicine, Osaka, Japan)

Prune Belly SyndromeZ&##L 7=zMegacystis Microcolon Intestinal Hypoperistalsis
Syndrome overlaps® 1l

Megacystis Microcolon Intestinal Hypoperistalsis Syndrome overlaps Prune Belly
Syndrome; A Case Report

O3l F5 ' (Hidehiko Maruyama) , 7517 FH{E ! (Yuka Iwasaki) , 7% #fi7 ' Junko Nagasawa)

FREHT {51 ! (Syuhei Fujino) . ] B—E[ ' (Shoichiro Amari), FIFH A& 75 ' (Yuka Wada) |

sk PEE ' (Hideshi Fujinaga) . #5548 #E7 ' (Keiko Tsukamoto) ., FHJ5t F1fL # (Kazunori Tahara) ,

EW)I| I#— 3 (Yuichi Hasegawa) . ¥4k HL{F: * (Rika Sugibayashi) , F5[f] 2%7-° (Takako Yoshioka)

{7 #37] ' (Yushi Tto) | /75 ¥ * (Haruhiko Sago)

1 ENIREESREMS Y 2 — FHEY - BERSR 2 —  BrERR
(Division of Neonatology, Center fir Matenal-Fetal, Neonatal and Reproductive Medicine, National Center
for Child Health and Development)

2 [ENTIREIERR V2 — fldds - EI ARSI NS
(Division of Surgery, Department of Surgical Specialities, National Center for Child Health and
Development)

3 [ENIREERY Y 2— g BRI IR R
(Division of Pediatric Urology, Department of Surgical Specialities, National Center for Child Health and
Development)

4 [ENTRREERY Y 2—  JEEN] - RESER Y 2 — ISR
(Division of Fetal Medicine, Center of Maternal-Fetal, Neonatal and Reproductive Medicine, National
Center for Child Health and Development)

5 ENINBERE Y Z— R
(Department of Pathology, National Center for Child Health and Development)

FENEEZ2EHUCHBEE MO T4 —D2EH
Two cases of myotonic dystrophy accompanied with endometriosis
OB F5HH (Yoshiaki Yamagata), 3¢ ‘E 44 (Takahiro Sakai), £5/A £ E[S (Tetsuro Tamehisa)

S 8- (Hiroko Hiram), H1)[| 2£5H (Tatsushi Nakagawa) , -k & (Kei Hirabayashi) |
1A % (Fumitaka Numa)

JCHO  firlirpoRyilse b AR
(Department of Obstetrics and Gynecology, JCHO Tokuyama Central Hospital, Yamaguchi, Japan)
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P-047 BREERZTRT1921. 1 HERKDAE
1921.1 microdeletions identified in four patients with various symptoms
OMIR AWk 12 (Tomoe Yanagishita) , 25 A— 1% (Taichi Imaizumi) , [[jZ% ZEF ! (Keiko Yamamoto) |
e A0 ? (Yuki Kawashima) | [ {172 ° (Nobuhiko Okamoto) | [[|7 {4 ' (Toshiyuki Yamamoto)
1 R FERRY: MR FEERE Y 2 — 7 Lg R
(Institute of Medical Genetics, Tokyo Womens Medical University, Tokyo, Japan)
2 HHITFERAYE NRE
(Department of Pedicatrics, Tokyo Women's Medical University, Tokyo, Japan)
3 WRUTVFERKRE DRR
(Department of Pedicatrics, St. Marianna University School of Medicine, Kawasaki, Japan)
4 BHCRZE NRE
(Department of Pedicatrics, Tottori University, Yonago, Japan)
5 KR vERw > 22— BESER
(Department of Medical Genetics, Osaka Women's and Children's Hospital, Osaka, Japan)
P-048 PERBEGEERAIVHELL I VI ITIVIEREBED—F]
A case of emanuel syndrome
OWNA K7 (Yuka Uchikura) | ¥3J5i =E— (Keiichi Matsubara) , ZZ[if] 252 (Toshiaki Yasuoka)
AR BT (Kazuko Takagi) ., ¥t 48— (Yuko Matsubara), £2[1] [5% (Takashi Sugiyama)
o N I S b I TN R
(Ehime university hospital)
P-049 C5orf42iBIEFERICK DJoubertiEIREE D 1 6l
A case of Cborf42-associated Joubert syndrome complicated with tetralogy of Fallot
OB fii+ ' Michiko Torio) , JEF 5 ? (Atsushi Fujita) . =5 $'—F % (Noriko Miyake) |
L AP 2 (Yuri Uchiyama) | 7K[] ffl] 2 (Takeshi Mizuguchi) . #5 ff(50 2 (Toshifumi Suzuki) |
JKHH 7 ' (Hazumu Nagata) , P8 FERK ' (Yasunari Sakai) . #1374 T8 2 (Naomichi Matsumoto) |
KB IE— " (Shoichi Ohga)
1 JUNRFRSRE  IKEFEER A
(Department of Pediatrics, Kyushu University Graduate School of Medicine, Fukuoka, Japan)
2 NOEEANLRZ R EAIRRLE RS
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)

BEEEO ERABIC [FYVERE] 22CEAD >33 EETFERBPAIORIIDHS
The trend in the role of a medical genetics department on the management of Down
syndrome
Of)1| BifE " (Masumi Ishikawa) , HHf FEHZEF ' (Emiko Kise) ., /NEs BHZE 2 (Tomomi Kojima)
R TE/A 1 (Naohisa Fujita) | JHIFF 2 1 (A Unzaki) | 58 = 1% (Kyoko Takano)
FEIE 265 (Yoshimitsu Fukusima) . 15 FF %1 ' (Tomoki Kosho)
1 ASHIREE AR Bl R ERR s > 2 —
(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
2 EMICEESS BUSEEE
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
3 @bpriil | AR —R—=F 7 X —DEHK  NGSDT BV 2 7 b
(Problem Solving Oriented Training Program for Advanced Medical Personnel: NGSD Project)
4 [SINIREAE AT
(Shinshu University School of Medicine, Matsumoto, Japan)
P-051 BHEMCA MO T —2EH LI FERRED3F)
3 cases of Myotonic Dystrophy with endometriosis
OV ¥~ (Nobuko Nishioka), 455 £ A (Tomohito Ishiguro)
AL e AR
(Department of Obstetrics and Gynecology, Koshigaya Municipal Hospital, Saitama, Japan)
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P-052

P-053

P-054

P-055

P-056

P-057

ABE. BPEERK. BEEFEZEL. NFIABGFICHRZEEERHILEH
A novel NFIA mutation in a case with macrocephaly, hypoplastic corpus callosum and
developmental delay
OB 15 F ! (Naoko Yano), 75 H &) ! (Takeshi Yoshida) . S 19257 ! (Kanako Maizuru) .
K K ! (Takahiro Hayashi) , 24T (' (Toru Takaori) . R 1] 7550 ' (Atsushi Yokoyama) .
FIF 81~ 2 (Takahito Wada) , A 51 ° (Masafumi Morimoto) | /JMB} {@#22E * (Kenjiro Kosaki) |
T JIEF- ' Junko Takita)
1 RURBRYE RS BB NRAR
(Department of Pediatrics, Kyoto University Hospital, Kyoto, Japan)
2 HERYE R WYEREE SRR TR IR
(Clinical genetics unit, Kyoto University Hospital, Kyoto, Japan)
3 HUEBFLIERIRY: NIER
(Department of Pediatrics, Kyoto Prefectural University of Medicine)
4 BEERARY B KRR 2 —
(Center for Medical Genetics, Keio University School of Medicine)
VAOO7 LA BETI6ERBSAN TSV I—E14BRRE/VI—ZFELILBRD14)
A boy case with development disorder, autism, and intestinal surgical problems under
diagnosis by G-band and microarray

OB L' (Mika Nakajima) , A FH = 2 (Tohru Ohta)
1 MRS BB AERE  BafE ke DR
(Department of Pediatrics, Hakodate Central General Hospital, Hakodate, Hokkaido, Japan)
2 JHiBERFERY: REERAIE R 2 —
(The Research Institute of Personalized Health Sciences, Health Sciences University of
Hokkaido,Hokkaido, Japan)

FRMENE. ERFEESZ /M HE. WestiEfREZ25HDYNCTHIZERZREL =X RH
A case of congenital cataract, bilateral frontal polymicrogyria and West syndrome with a
novel DYNC1H1 gene mutation
O £ ! (Shohei Kusabiraki) . FHHT A2 ' (Tomomi Tanaka) . {Hfifd %24+ (Sachiko Nakaoka) .
e —3& ! (Kazushi Miya) , JE37 fff— ' (Yuichi Adachi), (PN {245 2 (Toshiki Takenouchi)
FJ5 A3 (Tomoko Uehara) , $5AK Z A (Hisato Suzuki) . /M {@#E > (Kenjiro Kosaki)
1oElRE EEE IR
(Department of Pediatrics, Graduate School of Medicine and Pharmaceutical Sciences, University of
Toyama, Toyama, Japan)
2 BEMERER AR N
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
3 BERAREEERRR R A 2 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
EVAORT O UERBICH T DR RGO
The growth curve in patients with mosaic Down syndrome
ORI KA (Daiju Oba) | §E7K {EH] ' (Kenji Shimizu) , #H 2 B % (Mariko Sagara) ,
S /INET A 2 (Sayuri Hasuko) . 3 3 2 (Etsuko Sakasai) | JE5/] J+- ' (Motoko Watanabe) |
4T EELT ! (Mikiko Kaneko) . AKE 185 ! (Hirohumi Ohashi)
1 RiRBES/NRER > 22— 8ER
(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
2 MEESUNRERE Y Z2— EER - BiEmEs
(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
cryptophthalmos syndrome(Fraser syndrome)&Z 25N MFLD3EEF]
Three cases in Vietnam that are considered cryptophthalmos syndrome (Fraser
syndrome)
OA YL B (Satoshi Ishikiriyama)
SR S S T g RIS R v
(Division of cytogenetics and clinical genetics)
RESSXAE IR B (340 R HA ICERFRESHARTRE /=AY RSB E LBIA S L
Fragile X syndrome can be clinically diagnosed in early childhood, but there are many
overlook cases
OA YL B (Satoshi Ishikiriyama)
FRIURAT C & &R R G E AR

(Division of cytogenetics and clinlcal genetics)
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P-058

COCHEEFHMRERNRHINHRABREOHRIMETHRIHBO—R%R
A novel COCH mutation found in a Japanese family with late-onset progressive sensory
hearing loss
OFlEs Ba1- ' (Satoko Abe) . PHJ2 {21k 2 (Shin-ya Nisio), iH] P57 ! (Hidehiko Takeda) .
Pl E— 2 (Shin-ichi Usami)
1 JROMEEE  HmmEs Bt > 2 —
(Department of Otorhinolaryngology, Toranomon Hospital, Tokyo, Japan)
2 EMIREE RS H B
(Department of Otorhinolaryngology, Shinshu University School of Medicine, Nagano, Japan)
ROBO 1 EZFRERSHERII. ESETERREBRTEZF OMALERFORERRN,?
Does a homozygous mutation in ROBO1 result in a novel syndromic disorder with
combined pituitary hormone deficiency?
OF5EAK B! (Sumito Dateki) . JE52 H& ! (Satoshi Watanabe) ., 757 2%— B[ 2 (Koh-ichiro Yoshiura) .
RN TEaE! (Hiroyuki Moriuchi)
1 RIFRFRAGIRREAREANIIR NER
(Department of Pediatrics, Nagasaki University Graduate School of Biomedical Sciences)
2 RIRERZBEE RS AR EMIAR N2

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

—MRRAZ—9 FBEEFT

Poster Session 9 Neurogenetics 1

H K:10H11H OK) 17:10 ~ 1810 KRAX—2; (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

P-061

FiRPDYNZEN'RH SN/ BB/ RKLFAE23R2RADMEARN. MEMZ R
Clinical, genetic and cell biological analyses of two Japanese families with spinocerebellar
ataxia type 23

O3 558 12 (Yasufumi Kondo) , /7% f£— ° (Shunichi Sato), AJ5i 7] * (Shinji Ohara)
AR #2255 (Bmi Suzuki) . AT TR | (Katsuya Nakamura) |, B 17 K& | (Daigo Miyazaki)
11T 2924 © (Tomomi Yamaguchi . 41| B " (Masumi Ishikawa) . Jf§5 A7 *7 (Keiko Wakui)
1. %7 (Tomoki Kosho) . #2657 (Yoshimitsu Fukushima) , BB LRS! (Yoshiki Sekijima)
I B4 (Kunihiro Yoshida)
1 BINRT RS ARENEL U o~ T - BEDENE
(Department of Medicine (Neurology & Rheumatology), Shinshu University School of Medicine)
2 REFHRpEE AR
(Department of Neurology, Nagano Municipal Hospital)
3 BRIkt AR
(Department of Neurology, Nagano Red Cross Hospital)
4 FOLLERE Y X ERAGEE RN
(Department of Neurology, Matsumoto Medical Center)
5 MR EEE o riatRs
(Department of Molecular and Cellular Physiology, Shinshu University School of Medicine)
6 SR EEE EIRE - PHIEY
(Department of Medical Genetics, Shinshu University School of Medicine)
7 EMICEELAAIE R ST R R —
(Division of Clinical and Molecular Genetics, Shinshu University Hospital)
8 [EINRY: RIS whiREHER

(Department of Brain Disease Research, Shinshu University School of Medicine)
BRI A INF— DT/ LB
Genomic analysis of Japanese patients with myofibrillar myopathy
OfRH A" (Aritoshi lida) . I 3 2 Michio Inoue), ¥ [ & # (Satoru Noguchi)
PHEF — = "2 (Ichizo Nishino)

1 IR - MERRERRIIE Y R — AT AV - T Lk Z— [RIRYT S LR
(Department of Clinical Genome Analysis, Medical Genome Center, National Center of Neurology and
Psychiatry)

2 [ENTREH - AMRERRTIE X —  WERIETRRT  PORIETEHS 1S
(Department of Neuromuscular Research, National Institute of Neuroscience, National Center of
Neurology and Psychiatry)
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P-063

P-064

P-065

R —O T oY —Z2RANWERY/NNRFAEDBREN SR FZ]
Comprehensive genetic analysis of hereditary cerebellar ataxia using next-generation
sequencer

O BH- (Akiko Yoshimura) . ZZJ#é [£%% (Masahiro Ando) . F&[] [t —F[ (Yujiro Higuchi)
W51 L1 /57T (Yusuke Sakiyama) . §8] B3 (Akihiro Hashiguchi) . [i]4< #&ii] (Yuji Okamoto)
=l ¥ (Hiroshi Takashima)
JER BRI EE R AR B e R ARERL B4
(Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental
Sciences, Kagoshima, Japan)

A third mutation in TACO7: A new phenotype different from the previously described
OEvren Gumus
Department of Medical Genetics, Faculty of Medicine, University of Harran, SANLIURFA, TURKEY

RER—O T —2RANVI NI R 7 ROBENEEFER
Comprehensive genetic analysis of mitochondrial disease using next-generation
sequencer

ORAZA #34 (Yuji Okamoto), T4 BH—F (Akiko Yoshimura), ZZf [£ 7% (Masahiro Ando)
W71 L1 57T (Yusuke Sakiyama) . §&[] H3-K (Akihiro Hashiguchi), (&l fi (Hiroshi Takashima)
FER B RPN AR W AR IR It R
(Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental
Sciences , Kagoshima, Japan)

C21orf2ZERZA I DI EREFLMELRMALSD 15K%R
A family of autosomal recessive ALS with C21orf2 mutation

OFriy 22 ! (Hiroyuki Morino) , & 8 #:k 2% (Takashi Kurashige) | ¥ &= ! (Yukiko Matsuda) |

2458 3 (Tomoya Mukai) | 58 £52% 2° (Tomomi Murao) | 27+ HE- ' (Yuhei Kanaya) |

DK TR (Kodai Kume) |, F#(Z 5/ * (Hiroshi Tokinobu) , 5 [l # (Tsuyoshi Torii)

AL 1#32 ? (Hirofumi Maruyama) ., J1]_F 7553 ' (Hideshi Kawakami)

1 RERE FRBERRIERZENIILAT 072ty
(Department of Epidemiology, RIRBM, Hiroshima University, Hiroshima, Japan)

2 ENRERTRENE R 2 — mRRAE
(Department of Neurology. National Hospital Organization Kure Medical Center and Chugoku Cancer
Center, Kure, Japan)

RININ] VTN i S
(Department of Neurology, Hiroshima Prefectural Hospital, Hiroshima, Japan)

4 JRBRFRZGE RHRERE AT B
(Department of Clinical Neuroscience and Therapeutics, Graduate School of Biomedical and Health
Sciences, Hiroshima University, Hiroshima, Japan)

5 [ENTIRECRENE  REEER 22— AR

(Department of Neurology, National Hospital Organization Hiroshima-nishi Medical Center, Otake, Japan)

Z/MREE2ETD2HICRS5NSCN3ADKRY KRV MNUF 2
The de novo hotspot variant in SCN3A in patients accompanying polymicrogyria

O Ha+ 12 (Satoko Miyatake) , JjIjE Y&/ 2 (Mitsuhiro Kato) . A7 FHECSR * (Yukio Sawaishi) |
PR £155 ° (Takashi Saito) | F1ES Y '® (Mitsuko Nakashima) | 7K [ ' (Takeshi Mizuguchi) |
=G B2 (Satomi Mitsuhashi) , {5 5 ' (Atsushi Takata), =52 o ' (Noriko Miyake)
At 752 18 (Hirotomo Saitsu) . KAAS TE58 | (Naomichi Matsumoto)

1 BT R R AW RRE (R

(Department of Human Genetics, Yokohama City University Graduate School of Medicine)
2 MR RZAMEE R TR R

(Clinical Genetics Department, Yokohama City University Hospital)
3 MRARIREE A N

(Department of Pediatrics, Showa University School of Medicine)
4 FREELLERRE £ > 2 —/ R

(Department of Pediatrics, Akita Prefectural Center on Development and Disability)
5 ENZAFREEEIT > 2 — Rk N R R

(Department of Child Neurology, National Center Hospital of Neurology and Psychiatry)
6 IHRIERIR AR A Rl

(Department of Biochemistry, Hamamatsu University School of Medicine)
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BEFIREIC &Y ERITE /2D E IR E & Andersen-TawilE R BED 1 5%
Genetic testing for differentiating psychogenic paralysis and Andersen-Tawil syndrome in
a famirly

OfERF ! (Shinobu Fukumura) | [L[AS 5248 ' (Akiyo Yamamoto) | J[Tj% J=Z#ii | (Shinsuke Kato)
g B 2 (Maki Nakaza) | ZA S 295K 2 (Tomoya Kubota) . 15548 1E4C 2 (Masanori Takahashi) |
e 2 AR BT 2 (Ryougen Sasaki) . i 7535 * (Nozomi Ito)
1 ALRERIR:  BE2EES /N RRE
(Department of Pediatrics, Sapporo Medical University School of Medicine, Hokkaido, Japan)
2 RBORZERZBER RIS M A I BRRESWTRI A BRIR el A
(Lab of Clinical Neurophysiology, Department of Functional Diagnostic Science, Osaka University
Graduate school of Medicine, Osaka, Japan)
3 FAMKREERL 2 — BN
(Department of Neurology, Kuwana City Medical Center, Mie, Japan)
4 AL
(Department of Neurology, Sapporo Hokushin Hospital, Hokkaido, Japan)

PDET1CABIGTFEEZROIEMREUERROBEFA—FTR
The first Japanese familial case of PDE 10A-associated childhood-onset chorea with
bilateral striatal lesions

OBk 7T B F ! (Briko Koshimizu) , ‘B ik BAF "* (Satoko Miyatake) ., [Hf & F 2 (Ikuko Shirai)
HEM 2T~ (Satoko Kumada) . HI[H 2274 * (Yasuhiro Nakata) . FH S5 Y& ° (Mitsuko Nakashima)
F i PEET S (Hirotomo Saitsu)
1 BRI RAAIER R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Kanagawa, Japan)
2 BRI RY MHEwbE B s 2B
(Clinical Genetics Department, Yokohama City University Hospital, Yokohama, Kanagawa, Japan)
3 WHUELARREERE i LR
(Department of Neuropediatrics, Tokyo Metropolitan Neurological Hospital, Fuchu, Tokyo, Japan)
4 EEALAREREE AR R
(Department of Neuroradiology, Tokyo Metropolitan Neurological Hospital, Fuchu, Tokyo, Japan)
5 RMREERIRY: RS RACAE

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

ZNF2928{EF|Zde novo frameshift ZRE &> BEED—F
A patient with autism and a de novo frameshift mutation in ZNF292

OFJE % (Yu Aihara) . Zgitl 2504 ' (Atsuo Kikuchi), &5 FH 5 # (Makoto Yoshida)

FEAL B ' (Mitsugu Uematsw) . 38R 4% (Tetsuya Nithori) | 3§ #32 * (Matsuyuki Shirota) |

FFL %2 ° (Ryo Funayama) | H1[L| &5 (Keiko Nakayama) , B /K PEF > (Yoko Aoki),

15 #:! (Shigeo Kure)

1 BAERER AR E2ERIIERE /NIERE 2 i
(Department of Pediatrics, Tohoku university school of medicine, Sendai, Japan)

2 MESEHCEE 7V =y
(Yanagyu Yoshida Children's clinic)

3 HULRZERZBE [RAERUIZER NREEAEN BHRERA Y
(Department of Medical Genetics, Tohoku university school of medicine, Sendai, Japan)

4 BALRERABEEARIIARL SAIEISHE AV > 2 —  BTE A TH A A ) i
(Division of Interdisciplinary Medical Sciences, United Centers for Advanced Research and Translational
Medicine, Tohoku University Graduate School of Medicine, Sendai, Japan)

5 BALRMARABEERIZAR BESAIEISHE A > 2 — Al S G ) i
(Division of Cell Proliferation, United Centers for Advanced Research and Translational Medicine, Tohoku
University Graduate School of Medicine, Sendai, Japan)

P-071 RELCRGEEZEILER/PHNEMEDfl~EEZNREZFELLENEELFEITOREDOERK
ZREERLT
Familial Spinocerebellar Degeneration: A Case Report
OB FEAER " (Ryutaro Ochi) | HEFH 27+ (Bmiko Tsuda) | {5 [ EL ' (Takayoshi Hodzuki)
%51 3£ ! (Susumu Kikuchi) . ZAJBT £ ? (Shin Hisahara) . #: 527 ° (Akihiro Sakurai) .
“F¥& £ 2 (Shun Shimohama)
1 ALBEL S EEHRkE  AEENE
(Department of Neurology, Sapporo Shirakabadai Hospital, Sapporo, Japan)
2 ALIREERIRSY: Mt NRL AR e
(Department of Neurology, Sapporo Medical University, Sapporo, Japan)
3 ALIRERIRY: RS B
(Department of Medical Genetics, Sapporo Medical University, Sapporo, Japan)
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BB EMRA(SMA)D—KF — SMA type IVO7 1 REHEMERLICHETD —
A report on a family of spinal muscular atrophy (SMA) - focused on a 71-year-old case
with SMA type IV -

O %7 5254 23 (Akihiro Ueno) , 5 & JHHH '* (Tsuneaki Yoshinaga) . Hif 5% ' (Katsuya Nakamura)
W H1E 2 (Tomoki Kosho) |, BE S LS ! (Yoshiki Sekijima)

1

EINREA E2AES iR, ) o F RSN R

(Department of Medicine (Neurology and Rheumatology), School of Medicine, Shinshu University,
Matsumoto, Japan)

TEMIRE RAAHS I Rl i (n 1 RERTgE 2 > 22—

(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)

HAR 54 SRl #iE R

(Neurology, Suwa Red Cross Hospital, Japanese Red Cross Society)

R AR MEMAESRICS LT E— M RIIREER S JURBRICHETD
Expanded repeat sizes in spinocerebellar ataxia type 8 are associated with age at onset
and phenotype
O%EJ|| B "' (Makoto Samukawa) , B # A ' (Makito Hirano), PG4 FIE ' (Kazumasa Saigoh)

A& " (Shigeru Kawai) |, J&H fiF %2 ? (Yukihiro Hamada) . [5K8 K /T (Daisuke Takahashi)
Hf EE 2 (Yusaku Nakamura) . 48 ¥ ' (Susumu Kusunoki)

1

2

3

LAY A MREAR

(Department of Neurology, Kindai University Faculty of Medicine, Osaka, Japan)

IR R BYsbe pRER

(Department of Neurology, Kindai University Sakai Hospital, Osaka, Japan)

ERZbERsRE KRR 2 — s R

(Department of Vascular Neurology, National Hospital Organization Osaka Minami Medical Center, Osaka,
Japan)

—MRRAZ— 10 BEHEEEF

Poster Session 10  Psychiatric Genetics

H B:10H11H OK) 17:10~ 1810 KAXZ—2H (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

RAEHREZN 2B IES/ LEN L TRBITHICRIZTREDHTE
Maternal infection drives female offspring in high risk of schizophrenia

Ofk &7 % (Zhigian Yu) | HEEF FIF 2 (Kazuko Ueno) . FFLL1 52 * (Ryo Funayama) ,
Haply &3 (Keiko Nakayama) . I/ 11 ? (Masao Nagasaki) . &= H @k " (Hiroaki Tomita)

1

ALK KEERAEBEVIEHT  SEERE A0

(Department of Disaster Psychiatry, International Research Institute of Disaster Science, Tohoku
University, Sendai, Japan)

HALRZE HALAT 4 AWV A ANV Y

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

HALRY BEERUZER Mmoo 1

(Division of Cell Proliferation, United Centers for Advanced Research and Translational Medicine,
Graduate School of Medicine, Tohoku University, Sendai, Japan.)

P-075 Interstitial deletion of 7q31 in a Patient with Schizophrenia

Offi BT (Keiko Akahoshi) , KT FHZE T~ (Yumiko Oono) , A 757 ! (Shuji Matsui) .
FH Y ! (Mitsunobu Matsuda) . F1H] HiF- ! (Keiko Wada) . 5 &+ | (Michiko Makino) .
MEA {575 ! (Toshihide Shiiki), [LAS {828 ? (Toshiyuki Yamamoto)

1

2

WEUNEFEE R

(Department of Pediatrics, Tokyo Children's Rehabilitation Hospital, Tokyo, Japan)

RER T IERA A e s R > 2 —

(International Research and Educational Institute for Integrated Medical Sciences, Tokyo Women's
Medical University, Tokyo, Japan)
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—BRAZ— 11 HEXAHES

Poster Session 11 Inhereted Metabolic Diseases

H K:10H11H OK) 17:10 ~ 1810 KRAX—2; (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

P-076

P-077

P-078

P-079

R7O7ICHITBIEROEY IO —ERIBREAFND S FEEFRIBEMNR
Dihydropyrimidinase deficiency in four East Asian patients due to novel DPYS mutations
affecting catalytic activity
OB TE 1 (Yoko Nakajima) | Meijer Judithz (Judith Meijer), Dobritzsch Doreen® (Doreen Dobritzsch) .
9 ##{€ * (Chunhua Zhang) , Wang Xu® (Xu Wang) , jE32 JIE—° (Yoriko Watanabe)
R #H8 ' (Tetsuya Ito) | van Kuilenburg Andre? (Andre van Kuilenburg)
1 pRHEGMEREERY B2 AR
(Department of Pediatrics, Fujita Health University School of Medicine, Toyoake, Japan)
2 TATIVIAT ANy E2— T LATIVE LR
(Academic Medical Center, Department of Clinical Chemistry, Laboratory Genetic Metabolic Diseases)
3 TTHIKRY
(Uppsala University, Department of Chemistry, Biomedical Center)
4 INAAYR—=F 3Tl
(MILS International, Department of Research and Development)
5 dJbmic & LiEht
(Beijing Childrens Hospital, Beijing Affiliated to Capital University of Medical Sciences, Department of
Neurology)
6 ARPKRRZE R DNRE
(Kurume University, School of Medicine, Department of Pediatrics)
LC-MS/MSIZ&3ID2S, GALNS LU ARSBEEFREMHDES
Quantification of enzyme activity for ID2S, GALN and ARSB using LC-MS/MS
OXHLIE & — (Ryuichi Mashima) , A2 RHL (Mari Ohira), B[] £ 2 (Torayuki Okuyama)
EN KB BB > 2 —  ERIRRRATS
(Department of Clinical Laboratory Medicine, National Center for Child Health and Development, Tokyo,
Japan)

BERMAEIZIMOT71— GEFDBEEFBRITOIEH
Genetic analysis of six patients with metachromatic leukodystrophy
OAppa /%81~ (Sachiko Nakaoka) . #E7 54k F- ! (Toko Shibuya) . YT 751~ ' (Hidehito Kondo)
T B2 2 (Norio Sakai), [ Bi— ! (Keiichi Ohzono)
1 RBRORZERZEBEE AR WIZERE N
(Department of Pediatrics, Osaka University Graduate School of Medicine, Osaka, Japan)
2 KRBURZERZBRZRIIZER (R HIL
(Division of health science, Osaka University Graduate School of Medicine, Osaka, Japan)
J—2IE/DRV)—Z VI RUEERIE
High-risk screening of Gaucher disease and prenatal diagnosis; Case reports
OB #f (Ken Momosaki) | (% £r& (Takaaki Sawada) , ¥R HHF (Tomoko Kashiki)
YA 78 (Jun Kido) | #AS 3EE[ (Shiro Matsumoto) | 7[Mi&E SIE[S (Shiro Ozasa) |
P4 Hi— (Keiko Nomura), =¥ {5 (Hiroshi Mitsubuchi)
BEARZAEZAGS NREE

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

—MRRRAZ— 11 BEEEREDERE

Poster Session 11 Treatment of genetic diseases

H K :10H11H OK) 17:10~ 1810 RAX—24; (BF 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

P-080

AREFAEREBOGREREEZEIDRRERRERE I ITDORMBEREZDH A
Myofunctional therapy in orthodontic patients with congenital anomalies with orofacial
myofunctional disorders
O a] B A (Ayumi Shoji) |, 31 FETF~ Michiko Tsuji) . AR N FfkdF~ (Yukiko Kinoshita)

/NG {etE] (Kenji Ogura), /)NPK FE2f# (Yukiho Kobayashi) . $57K E2— (Shoichi Suzuki)

Fr1L 7 A] (Keiji Moriyama)

FULERERIRSY: REEBE AR B WIIeRE S G 2202

(Department of Maxillofacial Orthognatics, Tokyo Medical and Dental University, Tokyo, Japan)
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P-081 ProFEVZ AVIROLAFRABRERALCEEHEREDES
Antisense oligonucleotide therapy for spinal muscular atrophy
O/IN2E B (Minami Ozawa) !, #5F F 4T 2 (Ousuke Migita) . [L[A% ZFF 1 (Hisako Yamamoto) ,
B HESR 12 (Yusaku Miyamoto), [L{4s 1= ! (Hitoshi Yamamoto)
1Nz 2 B le /NRE
(Kawasaki Municcipal Tama Hospital, Kawasaki, Japan)
2 HWRUTVFERRE NER
(St.Marianna University School of Medical Hospital, Kawasaki, Japan)

—MRRAZ—12 WHP&E P, BIEGE) 1

Poster Session 12 Rare Diseases 1

H K:10A11H OK) 17:10 ~18:10 RAZ—24 (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

EENHmESLOBNEYSMmEEELGrangefERBENIRLR — MM HERROERELT
DYY1AP1EEGFEE
A YY1AP1 mutation as a cause of hemorrhagic stroke and renovascular hypertension -a
9 year-old girl with Grange syndrome

O 3" (Ken Saida), I\ F- 3 >/ ? (Chong Ae Kim), 10— = ¥ 5 2 (Jose Ricardo Magliocco Ceroni)
F s RN = 7 % (Veronica Uen Hue Kim), 7R>’3 3% LA F 1 )L % (Rachel Sayuri Honjo Kawahira) |
ISZ 7 IV E /2 (Jose Albino da Paz) . /)N 7 11 Y A 4 (Clovis Artur Almeida da Silva) |
~)U F 5 T3R5 2 (Debora Romeo Bertola) . JlEH] 5U& ! (Atsushi Fujita), &1 BEF- ! (Kohei Hamanaka) .
=& H12£ " (Satomi Mitshuhashi) . HilyK 7T H T~ ! (Eriko Koshimizw) . 55 & ! (Atsushi Takata) |
=i FAT- ! (Satoko Miyatake) | 7K [ll] ! (Takeshi Mizuguchi), =52 %7 ' (Noriko Miyake)

KA 158 ' (Naomichi Matsumoto)
1 BEEHIRERYARE  E2AWIER ERY
(Department of Human Genetics, Graduate School of Medicine, Yokohama City University, Yokohama,
Japan)
2 YR OREEAES  MREE
(Genetic Unit, Children Institute, Faculty of Medicine, University of Sao Paulo, Brazil)
3 TR BIREEAS AN RER
(Child Neurology Unit, Children Institute, Faculty of Medicine, University of Sao Paulo, Brazil)
4 TN OREEAES MRV T TR
(Pediatric Rheumatology Unit, Children Institute, Faculty of Medicine, University of Sao Paulo, Brazil)
$i#Dsg1 ZE & =focal palmoplantar keratoderma® 1%&K %
A novel DSG 1 mutation in a family with focal palmoplantar keratoderma
OJykf f85 ! (Toshifumi Nomura) . /7 H Biffk | (Masae Takeda), = [A f2% ' (Toshinari Miyauchi)
#K FIZBA ! (Shotaro Suzuki) . Peh Jin Tengl\ A2 222 (Takashi Uesugi) , 757K %' (Hiroshi Shimizu)
1 AGHEER AR EBE R AT R A
(Department of Dermatology, Hokkaido University Graduate School of Medicine)
2 LERERER
(Uesugi Dermatology Clinic, Sapporo, Japan)
R —O T Z@BRICEWUFHHCOL12A1 ZE R Z52HMyopathic EDSEHEEZRI S NI/Z47TRS

%

A 47-years-old male with a novel homozygous COL12A1 mutation diagnosed through

next generation sequencing-based analysis

OR4f# & < F %3 (Megumi Furuhata) | [L[[7] 2% ! (Tomomi Yamaguchi) | JEI% 55 ' (Ai Unzaki)

R TE/A " (Naohisa Fujita) , £7)1] Bij& ' (Masumi Ishikawa) . /NEy IF1ZE * (Tomomi Kojima) ,
A FEZE 7' (Bmiko Kise) . 58 =1 ' (Kyouko Takano) , 754 |EHH ' (Tsuneaki Yoshinaga) .
T Wil (Keiko Wakui) . FGIE 355 ° (Yoshimitsu Fukushima) . 1 FE 1 ' (Tomoki Kosho)
1 SHICEEZAARIN B R ERR e > 2 —

(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
2 AR 22— NER

(Department of Pediatrics, Saku Central Hospital, Advanced Care Center, Saku, Japan)
3 HETR | KR A== R 7 Z—DEFERK : NGSDT P x 7

(Problem Solving Oriented Training Program for Advanced Medical Personnel: NGSD Project)
4 fEINRPAEARS RURE AR

(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
5 [SINRALE A

(Shinshu University School of Medicine, Matsumoto, Japan)
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BRerBEEHEA CTRARERELLA20N\TOFRSED1 TR
Autosomal dominant Hashimoto's thyroiditis associated with haploinsufficiency of A20

O A& 18! (Tomohiro Hori) . A PH F5HL ! (Hidenori Ohnishi) . [HJf#% AT ' (Tomonori Kadowaki) |
RS JEASH! (Hideki Matsumoto) . F8: Zifft | (Hideo Sasai) . AL —4= ' (Kazuo Kubota) |
JI7s B4 ' (Norio Kawamoto) |, 7[Mid I (Osamu Ohara) | {48 fi§5 ' (Toshiyuki Fukao)
1 IR RZPERARRELRITR /NRRES
(Department of Pediatrics, Graduate School of Medicine, Gifu University, Gifu, Gifu, Japan)
2 WS EDNAWFSERT  BAiBHFERTTES
(Department of Technology Development, Kazusa DNA Research Institute, Kisarazu, Chiba, Japan)

RIMP LA CGHIRE T E— MR E & &1 L 1= Pallister-KillianfE {2 2 D 5 1R 1
The first Japanese reported case with Pallister-Killian syndrome detected by ArrayCGH on
the peripheral blood sample

OLI% B (Narutoshi Yamazaki) , #5552 ' (Yasuyuki Fukuhara) . {5 Z${# 7' (Nahoko Sato) .
HI 3422 (Takenobu Inoue) . fif P73 (Tetsumin So), Seo Joo—Hyun4\ HE 297! (Tomoko Tsushima) .
EB [&—* (Ryuichi Mashima) , 7 FI7 7 (Kazue Yoshida) , /[NEE 3 ' (Motomichi Kosuga) |
15 K ° (Akira Ishiguro) , #EFH 3 © (Mitsuru Kubota) |, /)M EE#E ! (Rika Kosaki) |
g
Bl f.2 * (Torayuki Okuyama)
1 ENIRE BRI X — LERBER AR R R
(National Center for Child Health and Development, Division of Medical Genetics, Tokyo, Japan)
P Y0, Jap
2 ENIHEERIGE Y 2 X —RISET 53 NSRS
(National Center for Child Health and Development, Department of Molecular Endocrinology Research,
Tokyo, Japan)
3 ENIE SIS 2 — i - SRR
(National Center for Child Health and Development, Department of Critical Care and Anesthesia, Tokyo,
Japan)
4 ENIHE R 22— R A G
(National Center for Child Health and Development, Department of Clinical Laboratory Medicine., Tokyo,
Japan)
5 FENZREEFILY V2 — BEHER
(National Center for Child Health and Development, Department of Postgraduate Education and Training,
Tokyo, Japan)
6 ENZREESEMICY 2 — BREBHRER
(National Center for Child Health and Development.Department of General Pediatrics, Tokyo, Japan)
7 ENIREERE 2 — ER
(National Center for Child Health and Development, Division of Dermatology, Tokyo, Japan)

RREEEEICHITBCYP2TABEFRE/NUT Y ME%
CYP27A1 gene cause variant search in cerebrotendinous xanthomatosis

OMEHE 8L, % (Hiromu Naruse) , /AJ[| H& "% (Satoshi Kugawa) . fH4F BHZ5 5 ® (Akari Sasamura) |

IR 33 (Satoru Akazawa) | HyT. —HE[3® (chiro Horie) , H1[L| £ 2* (Tomohiro Nakayama)

1 RS RERZENE ST
(Health Science Research Institute Inc.)

PANEEVN SV Ss 4 I S is SN PR i i S
(Division of Laboratory Medicine, Department of Pathology and Microbiology, Nihon University School of
Medicine, Japan)

3 RIFIEpE Wi - AKENE
(Department of Endocrinology and Metabolism, Nagasaki University Hospital, Japan)

4 ARRZZELZAGRAEHBSAR O S =4 VWi
(Division of Companion Diagnostics, Department of Pathology of Microbiology, Nihon University School
of Medicine, Japan)

P-088 B/ RKRERE2TRCRELFGF14RNDMM TV RER
A novel nonsense variant in FGF14 encoding fibroblast growth factor 14 associated with
spinocerebellar ataxia 27.
O/INR fidHE ! (Kengo Kosaka) . =i 15[ 2 (Shiroh Miura), {4 #7501 ! (Tomofumi Shimojo)
PR R (Takuya Morikawa) . AL JES T (Yusuke Uchiyama) | 237 #%4% 2 (Takayuki Taniwaki)
Y51 5L " (Hiroki Shibata)
1 JUNRKYE ERBGEE T 7 27 A0
(Division of Genomics, Medical Institute of Bioregulation, Kyushu University, Fukuoka, Japan)
2 BDRRSE A NRPERRRE P0G - e - IBIEUR R
(Division of Respirology, Neurology and Rheumatology, Department of Medicine, Kurume University
School of Medicine, Kurume, Japan)
3 ABDRRY: R URARIE AR

(Department of Radiology, Kurume University School of Medicine, Kurume, Japan)
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P-089

P-090

EEBDELD=AESEELIIpREERIED M
Three patients with deletion 9p syndrome manifesting with different severity of
trigonocephaly
OEW ZE1 ' (Miwako Nagasaka), PUA Hiff ' (Yuka Yotsumoto) . JiiFH 25— %> (Atsuko Harada)
LiE fJT 3 (Tomoko Tamaoki)
1 2 @bk NRER
(Department of Pediatrics, Takatsuki General Hospital, Osaka, Japan)
2 B2 RS RN
(Department of Pediatric Neurosurgery, Takatsuki General Hospital, Osaka, Japan)
3 Bl albEbT  BISERERM
(Department of Clinical and Molecular Genetics, Takatsuki General Hospital, Osaka, Japan)
RAMENERZ#OLCIAVEES—EBDEBERMEMELTE : BAAEFEREBHASIUR
BRO)—=2JI2D1T
Familial screening of hereditary angioedema with normal C1 inhibitor with ear swelling in
Japanese male siblings

OFEJE 77M11 % (Miwa Shinohara)
1 ERERZEADNE MR ERE /N R 226

(Departments of Pediatrics Juntendo University School of Medicine)
2 BIRKZRAMIERE DR
(Departments of Pediatrics Ehime University Hospital)

—fRRAZ2—13 FEEHERERF

Poster Session 13 Perinatal Genetics 1

H K:10A11H OK) 17:10 ~ 18:10 FRAZ—24 (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

P-092

FIKRETHIBLIEBRY—H—REF6HIC DN TORESS
Six cases report of small supernumerary markar chromosomes (sSMC)
OFrili ¥ ' (Hiroko Katayama), HiAY 1#HA % (Hiroaki Nakamura) , FHJE = 4% ' (Mie Tahara)
K {472 (Yoshiko Matsuda) , 570 38 2 (Michiko Watanabe) . )[4t PR ? (Rie Kawakita) .
i = 2 (Tooru Yorifuiji)
1 KRB aERE Y 2 — R
(Department of Obstetrics, Oosaka City General Hosputal, Oosaka, Japan)
2 KRB EELEE Y 2 —  BIE PR
(Department of Genetic Medicine, Oosaka City General Hosputal, Oosaka, Japan)
RN B B MEENIEEMAE R 256 Lo —F)
A case of short-rib dysplasia with heterotaxia
O —ik ' (Kazuya Hiiragi) . £7)1| {55 ! (Hiroshi Ishikawa) , Efl %35 ! (Hiromi Nagase) .
CAH W (Akihiko Mochizuki) . P)1| &5 2 (Tomoko Nishikawa) . {5 54 (Yoshinori Tsurusaki) .
% ] 1 (Kenji Kurosawa)
1 MRS C ELERE Y 2 —  pEmAR
(Department of Obstetrics and Gynecology, Kanagawa Children's Medical Center, Yokohama, Japan)
2 PRI EBEFE 2 —  HlEL
(Department of Nursing, Kanagawa Children's Medical Center, Yokohama, Japan)
3 MR BB ER Y 2 — WK
(Clinical Research Institute, Kanagawa Children’'s Medical Center, Yokohama, Japan)
4 MRS ELERE Y 2—  #ink
(Division of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)

128



P-093

P-094

P-095

P-096

P-097

LRRICHITDOBAOZRTSHIDEFREEZ RS
Clinical and genetic investigation of 75 patients with cleft lip and/or palate
OWE BT ! (Yosuke Kawai) | [if] FH BLFHZE | (Mayumi Okada) , #5A FEHE ' (Kuniaki Suzuki)
L AFUE ! (Yurika Yamada) . 2 02 ! (Takeshi Ose), ZEJI| A& ' (Mei Kubokawa) |
IEA $HEL ! (Takuma Shimaya) | Fli B Eﬁﬁ (Ryosuke Uekusa) | [/ {2 ' (Atsushi Kunishima) ,
FHIOK H& ! (Satoru Katsuki) . £J2 A {EH ' (Yukari Nagao) . JEFH 55 ' (Kei Fujita) |
LW 7] ' (Atsushi Yabuki) , 7k 2 ' (Tomoyuki Nagai) . M} FEA " (Kota Umemura)
22 #7522 (Hisao Ando) . JA[FT jHZE! (Michiyasu Kawai)
1 EETREEE e AR
(Department of Obstetrics and Gynecology, Toyohashi Municipal Hospital, Aichi, Japan)
2 SRETRERT N BIEER
(Department of the Women's Endoscopic Surgery, Toyohashi Municipal Hospital, Aichi, Japan)
3 SRR REdTEERE 2 —
(Center for Reproductive Medicine, Toyohashi Municipal Hospital, Aichi, Japan)

FEEZRBICRIIGREENHIAL., £ REEBE16)
A case of habitual abortion,who was diagnosed as unbalanced chromosome translocation
and delivery two neonates
OmER BEEF (Kazuko Takag) . #2351 5E— (Keiichi Matsubara), ZZ[if] £2:5% (Toshiaki Yasuoka)
W& K& (Yuka Uchikura) . #AJ5E #3+~ (Keiichi Matsubara) . 211] [ (Takashi Sugiyama)
FRERY: RPBEERIUIER FERm AR
(Ehime University, Graduate School of Medicine Department of Obstetrics and Gynecology , Ehime,Japan)
ZHEBERIEDOE RICMeckel-GruberfE (R B ' EEH NI FEBHI
Meckel-Gruber syndrome involving both fetuses in a DD twin pregnancy, a case report
O R # " (Susumu Miyashita) | %2 #E ' (Shouko Ochial) . 25 12 ' (Kazumi Tada)
P20 18! (Hiroshi Watanabe) . 7751% — M4 | (Ichio Fukasawa) . #5354} 2% 2 (Hiroshi Suzumura)
B IR 258 ° (Yoshinori Tsurusaki) . H{% {H ] ® (Kenji Kurosawa)
1 WWERRY: WO ENR Rt 2 —  ERHRM
(Division of Maternal and Fetal Medicine, Perinatal Medical Center, Dokkyo University Hospital, Tochigi,
JAPAN)
2 WGIERERY: MEHENRFERE 2 —  FrE RN
(Division of Neonatology, Perinatal Medical Center, Dokkyo University Hospital, Tochigi, JAPAN)
3 MBNENIC EEERL Y 2— #ER
(Division of Medical Genetics, Kanagawa Children's Medical Center, Kanagawa, JAPAN)

HRICHITDREMEREHREERDEE
Study of villous chromosomal analysis of abortion of patients in our hospital
ORI, AAK ! (Daiki Ae) . BT FEETF 2 Michiko Ammae) | JEEF [&HHE ' (Takao Himeno) .
H F BT ! (Tomoko Inoue) . H1[f] FEME 2 (Yoshiharu Nakaoka) . Z54% #E/E ! (Yoshiharu Morimoto)
1 EFEA=EE HORACY S Y T7n Y PRIV =w Y
(Sunkaky Medical Corporation HORAC GRAND FRONT OSAKA CLINIC)
2 BEHREAZHES IVFRAR IV =y Y
(Sunkaky Medical Corporation IVF NAMBA CLINIC)

LR CRAEREEZ{TOLARMRBROBENZIINRS S OERZIIMICICETHEFRINEE
Retrospective examination of congenital anomalies in newborn: antenatal diagnosis and
genetic counseling in our hospital
OB AR 455123 (Tasuku Mariya) | £7)1] Hlig5 ? (Aki Ishikawa) . JESS /45 | (Yuya Fujibe) |
H #s ! (Takafumi Kuroda) . JI{% BB O ! (Akari Kawamata) . 7K A ! (Masahito Mizuuchi) |
A B ' (Mizue Teramoto) | F5E53 [l ' (Tsuyoshi Baba) | JEEHE #f 7 (Yuko Takasu)
Ik I #5 2 (Miyako Mizukami) , £ ff1i— ! (Shinichi Ishioka) . Z5% 5% ' (Tsuyoshi Saito)
B 5293 2 (Akihiro Sakurai)
1 FLIRERIRSE  BEZAER pEdm NREARS
(Department of Obstetrics and Gynecology, Sapporo Medical University, Hokkaido, Japan)
2 ALRIERER AR B RIR
(Department of Medical Genetics, Sapporo Medical Umver51ty Hokkaido, Japan)

3 R SRR AM SR T 0 ST L I NGSDTRY 2 Y b
(Problem-Solving Oriented Training Program for Advanced Medical Personnel:NGSD Project)
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—MRRAZ— 14 HEFZE (NIPTEE) 1

Poster Session 14  Prenatal diagnosis (including NIPT) 1

H K:10H11H OK) 17:10 ~ 1810 KRAX—2; (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

R CNTIEE £ RS N- RICKREBN TRIRT DR - RIRICHIDBEAY LUV IICETS
EZ8
How can we better facilitate genetic counseling when fetuses have suspected increased
nuchal translucency?

Oi)1| #33 ! (Hiromi Arakawa) . A £4 5 1% (Chieko Tamura) | & ' (Yoshie Kurata) |
2R £33 1 (Mihyon Song) | #2131 7 '* (Chikara Kihira) | [L/FH fff — ' (Kenji Yamada) |
KA JIE+ 1° Junko Matsumo) | FHIE ¢ 7 (Atsushi Tajima) | fEFH HA— ' (Satoko Fujita)
A 5% ! (Yasushi Nakamura)
1 FMCHE(Z U= 7
(FMC Tokyo Clinic,Tokyo,Japan)
2 MERERAEZLAGIBIHR B R ARSI R
(Genetic Counseling Clinic, Juntendo University Hospital, Tokyo, Japan)
3 ADOHNDHRLT 1+ —AIZV=w D
(Marunouchi no Mori Ladies Clinic, Tokyo, Japan)
4 krbu—XrV=Zvy EREAR
(Department of Obstetrics and Gynecology, St. Rose Clinic, Mie, Japan)
5 HEFHImEEE e AR
(Department of Obstetrics and Gynecology, Hino Municipal Hospital, Tokyo, Japan)
6 HERPAPEATSI AT R AR
(Department of Obstetrics and Gynecology, The University of Tokyo Hospital, Tokyo, Japan)
7 BEBAHEE AR
(Department of Obstetrics and Gynecology, Kameda Medical Center, Chiba, Japan)
P-099 NIPTICEITBBRR T/ LEDIES
Factors affecting cell-free DNA fetal fraction.
OfF e #37 (Hiroko Itoh) . #FH J##& (Masaharu Murata) . & & 1F)¢ (Masamitsu Kurakazu) |
B #F- (Ayako Sanui), FF S H (So Num), 18 £ (Tomohiro Ito)
HhE KAT (Daisuke Tzuchi) . ZE) 1] P575E (Satoshi Fukagawa) . PUIT FEHiL (Fusanori Yotsumoto)
B & (Shingo Miyamoto)
R BRI e AR
(Department of Obstetrics & Gynecology, Faculty of Medicine, Fukuoka University, Fukuoka, Japan)
BN ERAISZHERCRESEDORRTIS AL EHIBTL 7= 103 e 4 RS 10D iE Bl
Preimplantation genetic testing excluded pericentric inversion of chromosome 10 from
the cause of recurrent miscarriage
O W' (Tsuyoshi Baba) | 3% {21 ! (Toshiaki Endo), ELH R %% ! (Tasuku Mariya)
ABF 5% (Yoshika Kuno), % R ZE5% ' (Miyuki Morishita) . 7KPY J% A ! (Masahito Mizuuchi) ,
JIMR HH D ! (Akari Kawamata) . A Fihe | (Mizue Teramoto) . 45 ffi— ' (Shinichi Ishioka) ,
JEH R T~ ! (Noriko Terada) . JEEHL %7 ! (Yuko Takasu) . Jiji% FCHS 2 (Takema Kato)
BKE 1R 2 (Hiroki Kurahashi) . )] Ml £ 2 (Aki Ishikawa) . B 527°F  (Akihiro Sakurai) |
7 22 1 (Tsuyoshi Saito)
1 OAUBREERIR:  BE2EA PEIR ARL R
(Department of Obstetrics and Gynecology, Sapporo Medical University, Sapporo, Japan)
2 FEMEGMEREARY: REERENITAT ORI
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Toyoake, Japan)
3 FLBREERLRZAME Rl RS HE
(Division of Clinical Genetics, Sapporo Medical University Hospital, Sapporo, Japan)
P-101 FXRBDRERNAT XXXTHO=KIREDREHY
A genetic counseling of 47 ,XXX detected by amniocentesis
OFEL = HE T (Mikako Tonaki) , =23 I| W D 2 (Yuri Hasegawa) ., —ilj 2T % (Syouko Miura) .
FHEA 78 "2 (Sumito Dateki) , =i {57 " (Kiyonori Miura) , HEIR #iHH ' (Hideaki Masuzaki)
1 ERERERE 7/ Lty 2— disho oty v 7Em
(Division of Genetic Counseling, Genome Medical Center, Nagasaki University Hospital, Nagasaki, Japan)
2 RIERAEGE FERHm AR
(Department of Obstetrics and gynecology, Nagasaki University Hospital, Nagasaki, Japan)
3 Rl ARAwbE IR
(Department of Pediatrics, Nagasaki University Hospital, Nagasaki, Japan)
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WHEERIZ 35S D WMBAIEIRDEKBREDY X &
The risk of amniocentesis for twin pregnancy in our hospital

OFFA 7 (Satoru Funaki) | {4 AR ZZF- (Aiko Sasaki) . #1143 B (Shin Ikebukuro) |
saA) 21 (Shunsuke Kamura) . /NEFSF 73T (Youhei Onodera) . EEAS EL#R (Takuya Kushimoto)
K H: 1= 35 (Hitoshi Matsui), 22 H E& (Megumi Shibata), 7[> [] 753F- (Kouhei Ogawa)
TR PHZT (Rina Akaishi), A2k HL{E: (Rika Sugibaysi), BHIT J5F#)l (Masaki Sekiguchi) |
JNEE Ti L (Katsusuke Ozawa), K i 7K HE (Nagayoshi Umehara), |51 JREH (Mariko Uehara)
FIH 351 (Seiji Wada), 7|\ {H152 (Nobuaki Ozawa), PE[L| {535 (Miyuki Nishiyama) |
& VB (Haruhiko Sagou)
EN R B EEI L > 2 —  JEpER - Rk o X —
(National Center for Child Health and Dvelopment, Tokyo, Japan)

LMBHC BT D HERBEHD R D ITARDER
Clinical practice of Prenatal Genetic Counselling

O7KN B (Masahito Mizuuchi) | JI[{R= DD (Akari Kawamata), BB 3% (Tasuku Mariya)
HLH #ish (Takafumi Kuroda) . A Hife (Mizue Teramoto) . F5355 [ifl] (Tsuyoshi Baba)
{54l fH1— (Shinichi Ishioka) . 3 {&HH (Toshiaki Endo), 5% 5% (Tsuyoshi Saito)
FLIRERIR Y B2EES ek AR
(Department of Obstetrics and Gynecology, Sapporo Medical University, Hokkaido, Japan)

BRAIEZEICK ) B RICO =D OB DT IR MER R EBRE D 5 D BB MR ERE S|
A case report of baby delivery after PGD with past history of nine consecutive recurrent
pregnancy loss

O¥eA B 2 (Yuuka Sakamoto) . AififQ {7 " (Toshiyuki Kakinuma) . 77PN ZE40 ' (Miki Takeuchi)
W A E ' (Tomoyasu Sakai) | [BIJKSF E R ' (Mami Enjyoji), ZEF SR8 | (Miki Muroi)
R 2252 2 (Takaaki Ito) , FHJI| 924 "2 (Miki Tagawa) . Afi{3 2 '? (Kaoru Kakinuma)
e HBF< 2 (Ikuo Sato) . AT f62% 2 (Michitaka Ohwada) . FHHT %2— 2 (Hirokazu Tanaka) .
Rl 252973 (Michiko Anmae) . HI[%] 5/ ° (Yoshiharu Nakaoka) . ZRAX 5 ° (Yoshiharu Morimoto) .
WA # ' (Kaoru Yanagida)
1 EBEREERE VT ai syt 2—
(Reproduction certer, International University of Health and Welfare, Tochigi, Japan)
2 EFREFHRAR AR e AR
(Department of Obstetrics and Gynecology, International University of Health and Welfare, Tochigi,
Japan)
3 WFRARZ7V=vY
(IVF Namba Clinic, Osaka, Japan)

P-105 LOYER—=RINNEDE ERISZ A
Prenatal diagnosis of mucolipidosis Il: a case report

OFFA Fishes ' (Mizue Teramoto) . 457 5 2 (Akira Ishi) . JEEH #57-° (Yuko Takasu)

BEHA $E (Tasuku Mariya) , S ffiiF ' (Noriko Terada) . JI[{% 3/ D ' (Akari Kawamata) |
IR TFA ! (Masato Mizuuchi) | 7K I #3° (Miyako Mizukami) . 7)1| i 5 ® (Aki Ishikawa)
JEEL W1 (Tsuyoshi Baba), 4[] fHi— ' (Shinichi Ishioka) ., T/ 75{= * (Hidehito Kondo)
T 155 (Norio Sakai) . B 521 2 (Akihiro Sakurai) | 75/% 5% ' (Tsuyoshi Saito)
1 ALBREERIRSY: PRk ARG e

(Department of Obstetrics and Gynecology, Sapporo Medical University, Hokkaido, Japan)
2 FLBREERIRZ:  NRRAE

(Department of Pediatrics, Sapporo Medical University, Hokkaido, Japan)
3 ALRERERY: A EAREY

(Department of Medical Genetics, Sapporo Medical University, Hokkaido, Japan)
4 FEE R DR

(Department of Pediatrics, Japanese Red Cross Kyoto Daiichi Hospital, Kyoto, Japan)
5 RBRPERABREAWIZERE NER

(Department of Pediatrics, Osaka University, Osaka, Japan)
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—MERRAZ—15 BIEFHRENIPTEEY) 1

Poster Session 15 Genetic Testing 1

H K:10H11H OK) 17:10 ~ 1810 KRAX—2; (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

P-107

P-108

P-110

HRRICHITDSRYGERDBFFRMEEDHEFICONT
Clinical reports of male infertility with SRY translocation
Ol 5! (Atsushi Yamamoto) . 5 4G 3 2 (Yuki Fujiwara) | KHEFH 1% ' (Shin Oonota)
AR HEAT ! (Keisuke Suzuki) | 758 B2 ' (Tomoyuki Iwahata) , S —[% ' (Kazutka Terai) |
F2A - (Kouhei Sugimoto) | [if] FH 5 ' (Hiroshi Okada)
1 BBERKY BEE#EYE2— vryngsyarerz—
(Department of Reproduction center, Dokkyo Medical University Saitama Iryo center, Saitama, Japan)
2 BMERARZHEERE Y 2 — @A)y iy z—
(Department of Genetic Counseling center, Dokkyo Medical University Saitama Iryo center, Saitama,
Japan)

LRICHITDAERBBICHIDBEERNV UV IDRIKERE
The present problems of genetic counseling for congenital hearing loss.
O=J1| 8L, " (Hiroshi Futagawa) ., i Z=MF 2 (Shiho Ito) . FE 15 {EH® (Shintaro Baba)
kG fdich ! (Hiroshi Yoshihashi)
1 AN N B ER > 2 — KSR
(Department of Clinical Genetics, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
2 HEUELNREES RS > 2 — Bl
(Department of Nursing, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
3 HEENNREER X —  H SRR
(Department of Otolaryngology, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
BEEM A MO 71— IS T HERANEGR FESRIC ST DTP-PCRIZDEE!
Role of Triple repeat primed PCR analysis for PGD to the DM1 clients
OMiliifz 7258 (Hiroshi Senba) , At 1 (Kou Sueoka), K[ 2 (Toshihiko Higuchi)
EA JIEF (Jyunko Maki) . 7K £ (Yuki Mizuguchi) . {A#% EL (Suguru Sato)
/2% {8 — (Kenji Sato), FHHH 5F (Mamoru Tanaka)
BEMEIC AR A eI AR E R
(Departments of Obstetrics and Gynecology, Keio University School of Medicine , Tokyo, Japan)
PR SR I ORERRRIRMARTE Z RAE L /o R R M > F O Y EV RZEAE G DEEZNREDEET
Genetic analysis of congenital antithrombin deficiency in patient with deep vein
thrombosis during pregnancy
OMAR #5712 (Reiko Neki) | FFHH F150 ! (Kazufumi Ida) | YEH B33 ° (Mana Mitsuguro)
[ A 2 3 (Akira Okamoto) . FLI11 BE T~ (Keiko Maruyama), /NEE TR * (Koichi Kokame) .
=T 547 ° (Toshiyuki Miyata)
1 ENCEERARRIIT > X — RS AR
(Division of Counseling for Medical Genetics, National Cerebral and Cardiovascular Center, Osaka, Japan)
2 ENEEREREIE o 2 — S AR
(Department of Perinatology and Gynecology, National Cerebral and Cardiovascular Center, Osaka,
Japan)
3 ENEERERETLE 2 — BRI
(Laboratory of Clinical Chemistry, National Cerebral and Cardiovascular Center, Osaka, Japan)
4 [ENRERARRIIS 2 — ) IR EETS
(Department of Molecular Pathogenesis, National Cerebral and Cardiovascular Center, Osaka, Japan)
5 ENEEREREITLE > 2 —  KilnE NE
(Department of Cerebrovascular Medicine, National Cerebral and Cardiovascular Center, Osaka, Japan)
REFERICERTIEEREICHIDPGDOBICICETSBEEDRS
Reconsidering the indication of PGD for recurring miscarriages due to chromosomal
translocation
O i (Atsushi Tanaka), 7k 45 (Motoi Nagayoshi), [1][7] £ 5 (Takashi Yamaguchi)
i1l 522 (Takuhiko Ichiyama), A#F JEHE (Motoharu Ohno)
b ARHERE
(Saint Mother Hospital, Kitakyushu, Japan)

132



—fRRAZ2—16 EREKAII X

Poster Session 16 Clinical Omics

H K:10H11H OK) 17:10 ~ 1810 KRAX—2; (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

P-111 Omics Data Integration Using Bayesian Non-Negative Matrix Factorization
(O Heryanto Yusri Dwi, Ryo Yamada

Unit of Statistical Genetics, Center for Genomic Medicine, Graduate School of Medicine Kyoto University,
Kyoto, Japan

—MRRRAZ—17 T/ LERENIVATT

Poster Session 17 Genomic Information and Health Care

H B 10H11H OR) 17:45~18:45 KAX—24; (3F 301+302)
Date : Thursday, Oct. 11 17:45 ~ 18:45 Poster Room (301+302, 3F)

PA
0
5
=
AN

P-112 HABEDYT/ LIEHRHARFEICKEBEZE XD ERDER
Analysis of factors that affect cancer patient's desire to disclose the genome information
O7KIT & L (Maki Mizuguchi) . Hiit N Z£71. (Yasue Horiuchi) , {3 {32 (Yoshimi Kiyozumi)
) 1| B3 (Satomi Higashigawa) . i 1Ff& (Masatoshi Kusuhara), [1[7] %t (Ken Yamaguchi)
HRRAVRAZER A At > 2 —
(Shizuoka Cancer Center, Shizuoka, Japan)

—MRRRAZ— 18 XK —o T2 A(NGS)EEHR1

Poster Session 18 Next Generation Sequencing 1

H B 10A11H OR) 17:10 ~18:10 KAX—24; (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

RS —5 T —IZ&BEAALebert KE 34 RFE DB F BT
Molecular Analysis of 34 Japanese Families with Leber Congenital Amaurosis Using
Targeted Next Generation Sequencing

OHEF 33 fdi ! (Katsuhiro Hosono) . {=#} 372 (Sachiko Nishina) . f#{: [ 2 (Tadashi Yokoi) .

FiAil & 22 (Satoshi Katagiri) . ¥t 75%5 * (Hirotomo Saitsu) , 2 {8 AE ' (Kentaro Kurata) |

w5 KB ! (Daisuke Miyamichi) . 43 B! (Akiko Hikoya), 7#7] = ° (Kei Mizobuchi)

H#¥ [ 3 (Tadashi Nakano) . £k {14 ° (Shinsei Minoshima) . &, Ei4d © (Maki Fukami)

SERE 5.2 7 (Hiroyuki Kondo) . /e 2E1% ' (Miho Sato), K 28 3 (Takaaki Hayashi) |

T 1T 2 (Noriyuki Azuma) . i =48 ' (Yoshihiro Hotta)

1 ERERARY: R
(Department of Ophthalmology, Hamamatsu University School of Medicine, Shizuoka, Japan)

2 BENIREEREEE Y 2 — IR
(Department of Ophthalmology and Laboratory for Visual Science, National Center for Child Health and
Development, Tokyo, Japan)

3 WREERERAE RE
(Department of Ophthalmology, The Jikei University School of Medicine, Tokyo, Japan)

4 TRERERY: E(E
(Department of Biochemistry, Hamamatsu University School of Medicine, Shizuoka, Japan)

5 REMERIARY JCRRELEEVILE Y 2— T/ LEZIRE
(Department of Photomedical Genomics, Institute for Medical Photonics Research, Preeminent Medical
Photonics Education & Research Center, Hamamatsu University School of Medicine, Shizuoka, Japan)

6 BENIEERIIIEE Y 2 — TN
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)

7 BEERERAE HER
(Department of Ophthalmology, University of Occupational and Environmental Health, Fukuoka, Japan)
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P-114

P-115

P-116

P-117

LOXHD1 EEFEREZDRIFE
Variations of the LOXHD1 Mutation and its Phenotypic Features
OWiiJIl #1)L7 (Karuna Maekawa) . PGJE (S (Shinya Nishio), ZFE{A:5E€ EL— (Shinichi Usami)
EHREE AR H SRR B
(Department of Otoryhynolaryngology, Shinshu University, Nagano, Japan)
BAADSIEREHEERERIIDOTOT77MILEBRGEEDRERNT M EV I D&
Short tandem repeat profile of pentanucleotide repeats and high-resolution typing for the
Japanese population
Ok BALE " (Marie Saito) | £ 21! (Satoshi Hirata) | /)ME; 5 ! (Kaname Kojima)

=% 214" (Kazuharu Misawa), — £ [#J/ ! (Takahiro Mimori), 3 1 )LX 1) ¥ ! (Olivier Gervais)

A PEAT 2 (Yosuke Kawai) | A L #i3E 2 (Yuki Hitomi) | {7k [P 2 (Katsushi Tokunaga)

Hkst 2 3* (Minoru Nakamura) , 217 [FEH ' (Masao Nagasaki)

1 HAERY: HALRYER T FVA TN TR 7 LRHTERIT 8o & AT 0 J VNG RIENT 70 B
(Division of Biomedical Information Analysis, Department of Integrative Genomics, Tohoku Medical
Megabank Organization, Tohoku University, Sendai, Japan)

2 HHEUREE EZERUIR ABUERZAHE
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)

3 ENRBERRR R 2 — BRI 2 —

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

4 RIFGRYE  EESEEEEUIZER IR
(Department of Hepatology, Graduate School of Biomedical Sciences, Nagasaki University, Nagasaki,
Japan)

MEMEN—F Y RICH T DEEEETFORE
Search for responsible genes associated with sporadic Parkinson's disease (SPD).
O & 251 ! (Tomofumi Shimojo) . ={ffj H1ER ? (Shiroh Miura) , /N {5 ! (Kengo Kosaka) |

)1 $R ' (Takuya Morikawa) , 23 #4% 2 (Takayuki Taniwaki) . 42FH 5A%C ' (Hiroki Shibata)

1 JUNKRZE  BRBEERG 7/ 2 A0
(Division of Genomics, Medical Institute of Bioregulation, Kyushu University, Fukuoka, Japan)

2 NRPRREZE BRZEAS NRLSARE P - g - BRI R
(Division of Respirology, Neurology and Rheumatology, Department of Medicine, Kurume University
School of Medicine, Kurume, Japan)

Human Phenotype Ontology (HPO) &/NU 7> MESRZHATDERIHHEY —ILDBEEZHRE
ANDERICDONTORES
Pathogenic variant identification using variant prioritization tools.

OHEFLA 1% | (Mitsutaka Ebiki) | [l #H*3 (Tetsuya Okazaki) , H1ZE B * (Masachika Kai)

S 24— 3 (Eiji Nanba)

1 BECRZERSRE RERUIZER R HE B
(PhD course, Graduate School of Medicine, Tottori University, Japan)

2 BHUCEELATIERE it IR
(Division of Child Neurology, Department of Brain and Neurosciences, Faculty of Medicine, Tottori
University, Yonago, J apan.)

3 BHOCEEZAI SR 8L 2R
(Division of Clinical Genetics, Tottori University Hospital, Yonago, Japan.)

4 SHORE B RSRE
(Division of Medical Science, Te chnical Department, Tottori University , Yonago, Japan.)

5 B WIZEHEERE DR E
(Research Strategy Division, Organization for Research Initiative and Promotion, Tottori University,
Yonago, Japan)
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exomefFtlC L DEEBEFERERRBEDRF ZRFIDI-HDFEDIRLE
Beyond the limitations of exome analysis for genetic disorders
O &gt 12 (Fuyuki Miya), EE7K KE 123 (Daichi Shigemizu) . hf A1 * (Yonehiro Kanemura)
PRI {175 ° (Shinji Saitoh) | fAAS fifiZ © (Nobuhiko Okamoto) | il Y¢/Zs T (Mitsuhiro Kato) |
Kk M ® (Tatsuo Matsunaga) . #4515 Dk & (Hideki Mutai) | /JMEF {@#2H © (Kenjiro Kosaki) |
1 [ 72 "2 (Tatsuhiko Tsunoda)

1

WRUERIERIRS:  HERAPREIITAT  ERE By

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

HYE AT EmERAII v 2 — ERP AR T — L

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

BN REERIS Y 2 — AT VT Ly 2— BIRT / LEHHEESS

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

RBRERR > 22— ERII 2 > 2 — SRR e

(Department of Biomedical Research and Innovation, Institute for Clinical Research, Osaka National
Hospital, National Hospital Organization, Osaka, Japan)

Pt BRI R2ERESERE BN - /NIRRT

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

KBRRE TR > 2 — SRR

(Department of Medical Genetics, Osaka Women's and Children's Hospital, Izumi, Osaka, Japan)
AR B2 /N AR

(Department of Pediatrics, Showa University School of Medicine, Tokyo, Japan)

WlESr 2 — Boidstrx— BE - THRR I

(Division of Hearing and Balance Research, National Institute of Sensory Organs, National Hospital
Organization Tokyo Medical Center, Tokyo, Japan)

BEMEFRIAN: R IR R 2 —

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

P
Cl
2
>
I

FFPEH > 7ILDRNAS — O TV 2B & DRE EIE TR H DR EES
Investigation of sample conditions on fusion gene detection by RNA-Seq analysis of
FFPE sample
O#%H 22— "2 (Keiichi Morita), £+ F 1E—HEH * (Shoichiro Tange) , A 35243 (Issei Imoto)
)1 55 (Yu Oikawa) . #EZR 15 © (Kou Kayamori) . 2 FHL ! (Eri Shibata) |
YL % 0 23" (Erina Tonouchi) | 3 Z§2 ' (Yasuyuki Michi) , i 38 © (Tohru Ikeda) ,
JEFH 752 ° (Hiroyuki Harada) . K #5h ! (Tetsuya Yoda)

1

FORERERICER AR ERAHR SR SR E o 1

(Maxillofacial Surgery, Graduate School of Medical and Dental Sciences, Tokyo Medical and Dental
University, Tokyo, Japan)

B ER R BN A A Y Y =2y X —

(Bioresource Research Center, Tokyo Medical and Dental University, Tokyo, Japan)

RIERZBE RHREADIEN ANSER A0

(Department of Human Genetics, Graduate School of Biomedical Sciences, Tokushima University,
Tokushima, Japan)

ERD AL Y Z—HIFEAT 0l R

(Division of Molecular Genetics, Aichi Cancer Center Research Institute, Nagoya, Japan)
HRERERR ARG R AR AR SR A B

(Oral & Maxillofacial Surgery, Graduate School of Medical and Dental Sciences, Tokyo Medical and Dental
University, Tokyo, Japan)

HRERERR ARG RS EUIZER IR oY

(Department of oral pathology, Graduate School of Medical and Dental Sciences, Tokyo Medical and
Dental University, Tokyo, Japan)

PEEF  |dentification and characterization of intermediate-sized deletions within a Japanese
population

O9 BA CAEF " Jing Hao Wong) ., FkiL1 BLAHER ? (Shintaro Akiyama) , H1)1| #%7]  (Hidewaki Nakagawa) ,
K KB 2 (Daichi Shigemizu) | A BHYE ' (Akihiro Fujimoto)

1

2

SUREE R EEAWITCRE AISEE 2R

(Department of Drug Discovery Medicine, Kyoto University, Kyoto, Japan)

EN RHEERTE Y 2 — AT VT ) Ly 22—

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

R IMS

(IMS, RIKEN, Tokyo, Japan)

135



P-121

HEATHHTREESN/CLDN14ZRE|C KD HIEES
CLDN14 mutation screening in Japanese hearing loss patients
OALEy A& #3 (Tomohiro Kitano) | A il (Hideaki Moteki) , P52 /1% (Shin-ya Nishio) |
At E—RJS (Shin-iciro Kitajird) . ¥F[] £E#8 (Yoshihiro Noguchi), “F{A5E BEL— (Shin-ichi Usami)

EHREE A H SR
(Department of Otorhinolaryngology, Shinshu University School of Medicine, Nagano, Japan)

—MRRAZ—19 BEEhVE)I1

Poster Session 19 Genetic Counseling 1

H K :10H11H OK) 17:10~ 1810 KAX—24; (BF 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

P-122

P-123

P-124

P-125

RisEDEGEZFMNZHHA’RELCEEAE A O T4 —RRDHERIZHT - (REEZHICETDER
hoot oo
Adorenoleukodystrophy : Genetic counseling for prenatal and carrier testing without the
genetic diagnosis of a proband
O B ' (Hitomi Yamada), >K&Ff 23 (Ayumi Yoned) . {7 Ac#c ' (Yuki Sato)
T f2 AT ! (Kikuko Yoshizw), R 54k T2 (Toko Shibuya), i #1475 (Nobuyuki Shimozawa)
WA FH K 1 (Norio Sakai)
1 RBEEEZAARBI B "2 e
(Department of Genetic Counseling, Osaka University Hospital, Osaka, Japan)
2 RBORPERABRR A ARSERE NRRRE
(Department of pediatrics, Osaka University Graduate School of Medicine, Osaka, Japan)
3 IEBRREFVEMSRE Y 2 — T LS
(Life Science Research Center, Gifu University, Gifu, Japan)
4 RBRRPERARE AR R R B A i B A SR ARl iE /NER
(Division of Health Science, Osaka University Graduate School of Medicine, Osaka, Japan)
MENECFRTCIMERLRIEBRIBADEZHY LI VT
Genetic counseling for 3 individuals with rare diseases diagnosed by exome analysis
O=E: #i~ (Yuko Mishima) ., #3FH =& (Keiko Matsuda), JI|/& F[13€ (Kazumi Kawato) ,
74 EEP - (Eriko Nishi), i 4% 412 (Nobuhiko Okamoto)
KREEFERY > 2 —  BRZER
(Derartment of Medical Genetics,Osaka Women7s and Children's Hospital, Osaka, Japan)
RREMERAZICSITDNAT/ LEBTOEGFEEMORE~DAT/ LEBERDSBEIRFE
BERZE Lo —flERLT~
The role of the department of medical genetics in precision cancer medicine
OEts o+ 12 (Sayako Takahashi) | 15548 HiF 23 (Briko Takamine) , HIAH| 7% "% (Hiroko Kohbata)
TTAE 55 2 (Yusuke Ebana) . #iFH EfJP%° (Sadakatsu Ikeda) . 5 FH M5 12 (Masayuki Yoshida)
1 BORERIERIRY  EammPEpistt v 2 —
(Life Science and Bioethics Research Center, Tokyo Medical and Dental University, Tokyo, Japan)
2 GUERRNRIRZEE A B 22k
(Department of Clinical Genetics, Medical Hospital, of Tokyo Medical and Dental University, Tokyo,
Japan)
3 RGUERR R E B 2w gt > 2 —
(Cancer Center, Medical Hospital of Tokyo Medical and Dental University, Tokyo, Japan)
RIEARBREIEIRAER - EEA VYIS ZDBEEIZDNTORE
The study of the association between infertility treatment and mental stress in early
pregnancy and after giving birth
OEEH $HZ% (Yuki Sawada) . $54% {H17= (Nobuhiro Suzumori) | [ EFl] (Eri Takeda) .
KR (Yuka Ohigasi) . KT /ATEF (Kumiko Oseto) . K4 ## )% (Ayano Otani)
T 5 #54T (Hiroyuki Yosihara), KR35 A (Saki Inuzuka) , /)N 1| 2545 (Shino Ogawa) .
HEZY %7 (Kyoko Kumagai), {Af#% [fl] (Takeshi Sato), #2{ifi B (Mayumi Sugiura-Ogasawara)
B RANIRYAR AR RAAZERE ERHR ALY « BRRERIEH
(Division of Clinical and Molecular Genetics, Department of Obstetrics and Gynecology, Nagoya City
University Graduate School of Medical Sciences, Nagoya, Japan)
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P-126

P-127

P-130

SOX2EBIZFERDMEBRES1IMRbONI-RIREAREDORREICSITDEENY YT
Genetic counseling of siblings with suspected gonadal mosaic of SOX2 gene mutation
OJIF F12& ! (Kazumi Kawato) , #l /AT~ 2 (Kumiko Yanagi) , 38 [£ 2 (Tadasi Kaname)
1 KRFHZRF 22— JEIEZHE
(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child
Health, Osaka, Japan)
2 ENIREBERE Y 2— 7 LEEER
(National Center for Child Health and Development Genome Medical Research Department)

EFEZRRICLHETNBEZFNREICSITERADORE
The study of medical student's recognition about prenatal genetic testings.
Ol 4+ (Akiko Takaoka), [L14s f:1H Y (Kayono Yamamoto), 5 #4HH (Tomoharu Tokutomi)

5 B BHSE (Akimune Fukusima)

BFERRKARAR BEAURR L ICHERPER By o) V7P EK

(Genetic Counseling Program,Applied Medical Science,Graduate School of Science, Iwate Medical University)
OTCRiEERBEROEEEZBICEMENIATOXEBEED 16
A case of heterozygous female diagnosed after the birth of male baby with OTC
deficiency

OF5 ik m ' (Megumi Saito) , FkLL 284 # (Nana Akiyama) , fE [ - 2 (Tomoko Tsuruoka) ,
fRA $15 2* (Takuya Fushimi) , $8/5 535D ° (Kaori Sassa) . iX# &bk ° (Ikuma Musya)
5 IE A ° (Masato Arao) . AF[L 2 2* (Kei Murayama), KT B ' (Akira Ohtake)

1 RERERK A Mkt 22—
(Center for Intractable Diseases, Saitama Medical University Hospital, Saitama, Japan)
2 TR &R EEglt s 22—
(Center for Medical Genetics, Chiba Children's Hospital, Chiba, Japan)
3 TR EEEk kR
(Department of Neonatology, Chiba Children's Hospital, Chiba, Japan)
4 TIEEC CEiER KR
(Department of Metabolism, Chiba Children's Hospital, Chiba, Japan)
5 WEERKE DA

(Department of Pediatrics, Saitama Medical University, Saitama, Japan)

FRAZICH I DECHIEIREERE (HBOC) IIWTDBERHY YV IHNEDRES
EEIcDIT
HBOC genetic counseling and testing in Teikyo University Hospital: Evaluation and Future
perspectives

OEWK —7& " (Kazunori Nagasaka) , F /K B4 ® (Miho Aok) | AR 7E—ER ! (Koichiro Kido)
WA PEYL ' (Michiharu Seto) , #2J5 i ! (Takeru Sugihara), -t 7' (Haruko Hiraike)
T V55 ! (Kiyotaka Watanabe) | %2 5474 ' (Eiji Ryo) . BY JIEE ** (Nobuhiko Seki)

A VS (Hiromitsu Jinno) . fZE5 B(ER | (Takuya Ayabe)
1 A RUREAIR AT U e o e 2 At Aok

(Department of Obstetrics and Gynecology, Teikyo University School of Medicine)
2 WRUCEELATI RS 7eR) - BERL VR

(Department of Obstetrics and Gynecology, Faculty of Medicine, The University of Tokyo)
3 WHUEIE A el sl A > 22—

(Teikyo Cancer Center, Teikyo University Hospital)
4 T HURSEBE AR s e s R

(Department of Medical Oncology, Teikyo University School of Medicine)
5 FEURIEE AT IR AR LIRS

(Department of Breast Surgery, Teikyo University School of Medicine)

BEEAD BV IDBRICEETIERDML
Factors Related to Patient Satisfaction with Genetic Counseling

OFiH &4 2 (Akiko Yoshida) | FFiE £% %3 (Akira Inaba) | i %{£ * (Chika Sato)
B 75 7 12 (Akiko Maeda) . #) |+ #33% ° (Hiromi Murakami) ., E5E 7 3 (Masako Torishima)
1LIFH 225 ° (Takahiro Yamada) . /)zF2 (BT ° (Shinji KosugD . /558 B '? (Masayo Takahashi)
1 BYEHRIZEAT  EBERERIEISE > 2 —  MBEA R O Y 2 7 b
(Laboratory for Retinal Regeneration, RIKEN, Center for Biosystems Dynamics Research, Kobe, Japan)
2 WET Ay 2 —Ekt
(Kobe City Eye Hospital, Kobe, Japan)
3 HUESRPERABE AR A R m I
(Department of Medical Ethics, Kyoto University Graduate School of Medicine, Kyoto, Japan)
4 BHVHERRLRS: HRIRH P
(Department of Pathology and Laboratory Medicine, Kansai Medical University, Hirakata, Japan)
5 HURSKRZEBEZAIRI SRR JBAL T2 i
(Department of Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)
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P-131

P-132

SRAFEERICBITDBEEND UV IDREY ERBEBNEEENAAIRITTEE
How does genetic knowledge influence the necessity of genetic counseling in people with
multifactorial genetic disease?
OAK B! (Kanna Kimura) | /A B 7 2 (Chieko Kuno), AT FE ' (Tamae Ohye)
&G TEKS * (Hiroki Kurahashi) , {£7% %7 ' (Tsutomu Sato)
1 R EICERZSE RMEAIZR A& BEAY v VI
(Division of Genetic Counseling, Department of Clinical Laboratory Medicine, Graduate School of Health
Sciences, Fujita Health University, Aichi, Japan)
2 HoBNRMRERR G 2 —  ER
(Obstetrics, Aichi Children Health and Medical Center, Aichi, Japan)
3 EMCMER A EERRZES R AR
(Department of Clinical Laboratory Medicine, Faculty of Medical Technology, School of Health Sciences,
Fujita Health University, Aichi, Japan)
4 REEGMERE RS EERZENIILHT 0 FRIEY
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)
5 REFACERE Y AT MBAVITE
(Ethics laboratory, School of Medicine, Fujita Health University, Aichi, Japan)
FoEVZRERICELDDuchenne®RFH 2 O T4 —DEIEAD ) TD—BHI
Genetic counseling of the case with Duchenne Muscular dystrophy caused by nonsense
mutation
OBEH: 38 ! (Kentaro Shirai) . J3 #5748 ' (Akimitu Watanabe) . JHi# L7 2 (Mari Urano)
1 #3T- 2 (Yuko Sato) . #EE ELFH 2 (Mari Matsuo) , [L14% #8782 (Toshiki Yamamoto)
1 it iEwEse R
(Department of Pediatrics, Tsuchiura Kyodo Hospital, Tsuchiura, Ibaraki, Japan)
2 W TERRY: BiaTERe Y 2— 7/ LR
(Institute of Medical Genetics, Tokyo Womens Medical University, Tokyo, Japan)
BEMEEDBEAY )V IICENWTRRENRDDE/ LI
Examination of the information that people coming for consultation abouthereditary
cancer need
ORI A2 (Kumiko Oseto) , i A< H 7y -2 (Yukiko Yoshimoto), 55 J5 #F -2 (Sachiko Takahara) |

KRB H{d: ! (Yuka Ohigashi) , ECHH BRI ' (Eri Takeda), pHJI| [EAED ' (Ryutaro Nishikawa)
FA7% B2 ! (Nobuhiro Suzumori) . 114 7&BH 2 (Akira Yamauchi)
1 AR KR B AR A 5
(Division of Clinical$Molecular Genetics)
2 NS BR3P 2EZETA L e 7 L A bt > 2 — - FLIRAVR
(KITANO HOSPITAL TAZUKE KOFUKAI MEDICAL RESEARCH INSTITUTE,Osaka,Japan)

—fMRRAZ—20 BILEHE - EHRE - BIELHET

Poster Session 20 ELSI and Genetics Education 1

H K:10H11H OK) 17:10 ~ 1810 KRAX—2; (3F 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

P-134

BEIFHRDO—IEEZE (SNP) ZAV=# L EERZHM
A new educational tool of genetics using single nucleotide polymorphism (SNP) of
olfactory receptor
ORIl BI75 ! (Ruka Katayama) | 3% fliF "2 Junko Tatsumi-Miyajima), —J1| EEJ& ' (Mashu Futagawa)
FAAT FBH "2 (Kazuo Tamura) | PH4 FIEL '? (Kazumasa Saigou)
1 GEERE KeEbE AR T AR BPER BIEh Y VD — R
(Genetic Counseling Program, Master of Science, Graduate School of Science and Engineering, Kindai
University, Osaka, Japan)
2 EEREHTAA AR
(Department of Life Science, Faculty of Science and Engineering, Kindai Unive rsity, Osaka, Japan)
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P-136

P-137

P-138

P-139

EFHEZFNE BRRBICSITDEERNY IO T LA EBOREH
Efforts of genetic counseling Role Play in clinical practical training of pre-medical
education.
Of7)1| #ig " (Aki Ishikawa) . 7K | # ' (Miyako Mizukami) , ‘E¥1I#§ 517 2 (Sachiko Miyazaki)
M 521 ' (Akihiro Sakurai)
1 AUBRERIR A AR B n R
(Department of Medical Genetics,Sapporo Medical University, Sapporo, Japan)
2 FLBEEERERZM Il B RS HE
(Department of Genetic Counseling, Sapporo Medical University Hospital, Sapporo, Japan)
RE ERZELBIR) TS5 —RENDRUES
Improving Genetic Literacy by showing the family bond movie
O 5 £ ! (Yui Shichir) | AR HEE ! (Kanna Kimura) | 5% fH2 2 (Nobumi Fujimori)
AHE V5 (Hiroki Kurahashi) | 2% %7 1 (Tsutomu Sato) . AT B ' (Tamae Ohye)
1 RGBT AR RSB B BRI A S8y ') v 70l
(Division of Genetic Counseling, Department of Clinical Laboratory Medicine, Graduate School of Health
Sciences, Fujita Health University)
2 HlEREEAI R N RER
(Nagoya University Hospital, Pediatrics)
3 REMEMMEREARY: BEEREITAT 0 RRA U
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University)
4 FREMMERERY EZE W
(Department of Ethics, Fujita Health University School of Medicine)
5 RGBT EREAE BRRREER AR RERT
(Department of Molecular Laboratory Medicine, faculty of Medical Technology, School of Sciences, Fujita
Health University)

HEIR—MAESNEDEGFRENICHTIEXALERITS—ICDINT
Attitudes toward genetic analysis and genetic literacy in birth cohort study participants
O %% 12 (Midori Yamamoto) . £ T 1% (Chisato Mori) . 3] HH 2 (Akira Hata)
1 TERETPHEAE 2 —
(Center for Preventive Medical Sciences, Chiba University, Chiba, Japan)
2 THERZERZEGIR AW LR N R 2
(Department of Public Health, Graduate School of Medicine, Chiba University, Chiba, Japan)
3 THERFERLABLR AN TE b B E a2
(Department of Bioenvironmental Medicine, Graduate School of Medicine, Chiba University, Chiba, Japan)
EFH1FEREZHRELCERICHTIRHARE
Genetic recognition survey for first year medical students
O/IVKS 2575 1 (Kayano Komatsu) . 7)1 #iit5 2 (Aki Ishikawa) . #85 527 2 (Akihiro Sakurai)

R/ L i b NS B Y 2 s 2 0 S T | 5 2] T TN S AN &
(Department of Breast Surgery, Tazuke Kofukai, Medical Research Institute, Kitano Hospital, Osaka, Japan)
2 FLBEEERLRZEZA E{REY
(Department of Medical Genetics and Genomics, School of Medicine Sapporo Medical University,
Hokkaido, Japan)

NZESFEZWRELBRFHREDRBEEZDHMR
Evaluation of human genetics education for elementary school fifth graders
OFAR & & 7' (Momoko Araki), 3% i 7 ' (unko Tatsumi-Miyazima) . F'[1| B4&F ! (Ruka Katayama) |
P 25 ° (Kaoru Masui) . A {7 * (Yoshiko Matsuda) . FEAF F1EH 12 (Kazuo Tamura)
1 IR RYGRRGH T AR M2 H B85A Y 2t T — 8
(Genetic Counseling Program, Master of Science, Graduate School of Science & Engineering, Kindai
University, Osaka, Japan)
2 EERY BTN EaRlER
(Department of Life Science, Faculty of Science and Engineering, Kindai University, Osaka,Japan)
3 SEHIERRY: BB EER
(Hyogo College of Medicine, Department of Clinical Genetics, Hyogo, Japan)
4 KIRADTREEREYE Y 2 — BiET2RaH
(Osaka city General Hospital, Osaka, japan)
T/ LEREELSIOHEES LIRERE
Implementation of teacher workshops for teaching ELSI in genomic medicine in the
classroom and class support
OJI|_F HE5A * (Masahiro Kawakami) . fig#F ¥ % (Hitoshi Iino)
1 REIRRPARRR AR BE HEE A

(Institute for Educational Initiatives, Nara Institute of Science and Technology, Nara, Japan)
2 MEH BEA/N—2 3 VA BID
(Division of Educational Innovation, Kawaijuku Educational Institution, Tokyo, Japan)
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BEEFUITHD O EBRABUBOY Y EREEEDHEOERNLELTHXIE
Support to the parents of adult patients with Down's syndrome

Ofmig B2E " (Yoshimi Kato) . K8 V446 2 (Hiroki Kurahashi) . A% %7 ' (Tsutomu Sato) .

FIT BiEE " (Tamae Ohye)

1 ERMGRER A ICE KRG RIEADIZERE B AT B 5 Y ) ¥ F0 8
(Division of Genetic Counseling, Department of Clinical Laboratory Medicine, Graduate School of Health
Sciences, Fujita Health University, Aichi, Japan)

2 MR R RS ERANIIET 0B (R ARE ST
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)

3 TR AR A B
(Department of Ethics, Fujita Health University School of Medicine, Aichi, Japan)

4 RRMAGMER Y ERRZES IR 2R BRI
((Department of Molecular Laboratory Medicine, Faculty of Medical Technology, School of Health
Sciences, Fujita Health University, Aichi, Japan)

ERORRNBERCHDERBIBIENRTIIVICEADHE
Influence on stigma is to be recognized the cause of the disease as a hereditary
Oyl ZEHEF ' (Mieko Katayama) | &4G 7548 2 (Hiroki Kurahashi) | K7T. B# L ' (Tamae Ohe) |

I 55 * (Tsutomu Sato)

1 RHGMERAERE R REEDIZER (HER2HR BAREREES B8iEhv ey v Iny
(Division of Genetic Counseling, Department of Clinical Laboratory Medicine, Graduate School of Health
Sciences, Fujita Health University, Aichi, Japan)

2 FEHMMERAERY: REEMZEIIT 0 EEAVIEER
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)

3 RHELMEERY: EREPAE R AR
(Department of Molecular Laboratory Medicine, Faculty of Medical Technology, School of Health
Sciences, Fujita Health University, Aichi, Japan)

4 ERECRMEERY EAE WP
(Department of Ethics, Fujita Health University School of Medicine, Aichi, Japan)

VIFRERR (1FUP) - EXFRFAPRBERR (ARAY) (LB DREER (REREE)
Genetic medicine service provided at two University Hospitals in Italy and Spain: Visit
Report
OB Ht+ ' (Masako Torishima), H1J[] ZS{#+ 2 (Naoko Nakagawa) , /|MfZ [E] 1% (Shinji Kosugi)
1 SURRZEEELATRI Rl B AL a2 i
(Department of Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)

2 FESREERAGESAGER HRMEE SR TN BRI - E{RERY
(Department of Medical Ethics/Medical Genetics, Kyoto University School of Public Health)

—MRRAZ—21 FREHEES (HBOCEE) 1

Poster Session 21 Hereditary Cancer/HBOC 1

H K :10H11H OK) 17:10~ 1810 KAX—24; (BF 301+302)
Date : Thursday, Oct. 11 17:10 ~ 18:10 Poster Room (301+302, 3F)

BRI BT DD EE KRR OKIEEERE D LLEIRS
Comparative analysis of family history obtained from questionnaire at breast center and
interview by genetic counselor

O BHR ' (Mari Tashiro) . F] AER ! (Taro Shuin) . F2A% fHA ' (Takeki Sugimoto)
1 AR AR Bt R R (RR2 FE
(Department of Clinical Genetics, Kochi Medical School Hospital, Kochi, Japan)
2 WA R AL o 2 —
(Breast Center, Kochi Medical School Hospital, Kochi, Japan)
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P-145 BRCA1/2BEFHERDHSNI-HBOCD 1l
A case of HBOC for BRCA1/2 transheterozygotes
OFEA F43 123 (Mina Waraya) | /N T6Ef 2° (Yoshimasa Kosaka) | 3K 13 2 (Naomi Araki) |
5 55 34 (Fumio Takada)
1 JCHOM B ff
(Department of Surgery, Japan Community Health Care Organization. Sagamino Hospital)
2 JEHUCEIR AR - HARIRSRE
(Department of Breast and Thyroid Surgery, Kitasato University School of Medicine)
3 AEHRAR GRS R
(Genetics Division, Department of Genetics and Genomics, Kitasato University Hospital)
4 JEHRIRER AR EFCRI SRR RS (R R

(Department of Medical Genetics, Kitasato University Graduate School of Medical Sciences)

[ P-146  WE=:3c T R-10L: 5
Investigation of Younger Age Patients in Breast Cancer
e (Tomoyoshi Aoyagi) . FEAf /iijfﬂl (Maki Namura) , 5 B 22 ! (Tamaki Tamanuki) .
FEIE 23R 25 2 (Natsumi Sasahara) . 7K B2 2 (Satomi Mizuchi) . R A% 2 (Hisahiro Matsubara) .
K85 BLE ! (Hiroshi Matsuzaki)

1 sz > 2 —  FLRSEL
(Department of Surgery, Funabashi Municipal Medical Center)
2 fkETIER T Y 2 —  BER
(Department of Nursing, Funabashi Municipal Medical Center)
3 THERFZRZBLE AHITES S
(Department of Frontier Surgery, Graduate school of medicine, China University)

RIS I1T D RIFMAEE T3 LT REERINZEEL 1= RRD R
Importance of familial history taking of cancer patients in Ehime University Hospital

OJRI% B Z3 ! (Brina Ozaki) ., # FEHH ? (Yoshiaki Kamei) . || 5% 7~ 2 (Michiko Yamashita) .
#f I 2K B 2 (Akari Murakami) . FAAS % 2 (Takashi Matsumoto) . F18JE #37-° (Yuko Matsubara) |
22t K523 (Toshiaki Yasuoka) , #% 1N {#i%E * (Hiroki Sugishita) , 71.[] B (Mariko Eguchi)

1 BERPEEANERN REaRT R— e 2—
(Department of Total Medical support center, Ehime University Hospital, Ehime, Japan)
2 BRRIPEATRIN SRR LR v 2 —
(Department of Breast Center, Ehime University Graduate School of Medicine, Ehime, Japan)

3 ERICEEAA @Rl ks AR

(Department of Obsterics and Gynecology, Ehime University Graduate School of Medicine, Ehime, Japan)

4 BERCAEAEI R AR IR SR
(Department of Gastrointestinal Surgery and Surgical Oncology , Ehime University Graduate School of
Medicine, Ehime, Japan)

5 FERRAE LIS ERLE  NIRE

(Department of Pediatrics, Ehime University Graduate School of Medicine, Ehime, Japan)

HAEBEES —REEHICROONDEIE/Y/ LEERBLBEDLSBEDON?
What kind of genetic/genomic nursing is necessary for general nurses in cancer care?

OFRRE 722 ' (Hiromi Moriya) . KL B+ ' (Hiroko Yokoyama), J5iHH [+ 2 (Naoko Harada)
M) 1| 5 HE 2 (Nanae Kamogawa), <f/2 & T * (Mayako Terao), &k T-5 * (Kazumi Takahashi) |
KE ET* (Yuko Ohnuki) . /7 5% * (Kei Takeshita) . JiiBF T4k ° (Tetsuya Urano) ,
F5R 2 —EJ © (Shun-Ichiro Izumi)
1 RiERYE B GREER
(Faculty of Nursing, Tokai University School of Medicine)
2 HUICER A B e i
(Department of Nursing, Tokai University Hospital, Kanagawa, Japan)
3 W REEAI BRI I R
(Department of Breast and Endocrine Surgery, Tokai University School of Medicine, Kanagawa, Japan)
4 BERAE AR S F AR IE SR M
(Department of Medical Ethics, Tokai University School of Medicine, Kanagawa, Japan)
5 WG REEEAARER IR R R LB E Y
(Department of Medical Education, Tokai University School of Medicine, Kanagawa, Japan)
6 WA E M SRR AR

(Department of Obstetrics and Gynecology, Tokai University School of Medicine, Kanagawa, Japan)
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REMEBEEBERHV Y T~ HRICBITDERUIANAPRI AEREEICITTSD ) X I EHRHDP
EIREIRRMEZRIAHIDBE~
Current status and future perspective of clinical practice for hereditary breast and ovarian
cancer
ORfii8 B84 7 " (Toshiyuki Kakinuma) , {5 2252 ! (Takaaki Itoh), FHJI| 524 ' (Miki Tagawa)
FiiY3 ' (Kaoru Kakinuma) . Y As 1875 ! (Yuka Sakamoto) . % A5 ! (Ikuo Satoh) .
FHI 2% (Michitaka Ohwada) . PUT {572 (Jyunko Yotsumoto) , IR %%— ! (Hirokazu Tanaka)
1 BB e
(Department of Obstetrics and Gynecology, International University of Health and Welfare Hospital,
Japan)
2 EBRESRARTROEGE EREAAITTOR REERA R B LR EEhY ) v I
(International University of Health and Welfare Graduate School, Japan)
WMRAMAEICHIIDECHNERS IV FEICHATIRE
The genetic background and prognosis of bilateral breast cancer
O FHF " (Tomoko Tto) . K 157 ' (Kouji Ohta) | FifFH 155% 2 (Hiroyuki Maeda) |
FEJIT 1E 38 2 (Masamichi Tkawa) . 4 HBYL 2 (kue Hata) . K[ 3 2 (Makoto Yoneda)
1 fHESTRRE 24 R
(Department of surgery, Fukui Prefectural Hospital, Fukui, Japan)
2 WHRYE IR
(Division of Medical Genetics, Fukui University, Fukui, Japan)
RRETCOEGHIAEPREERFZEDEEFRFDBRLIER
Construction of the cooperation system to treat about Hereditary Brest and Ovarian
Cancer
OHriN BEHFE ¥ (Emiko Niiro) . 357C T (Chiharu Yoshimoto) . . Z&3~ (Taihei Tsunemi) |
JITET BE - (Ryuji Kawaguchi) |, /238 f&3E (Toshiyuki Sado), /] % (Hiroshi Kobayashi)
WBIESTERRY:  pERME AR 28 =
(Department of Obstetrics and Gynecology, Nara Medical University, Nara, Japan)
RRSOfi&ICERE) N\BHEB TRESN-RERYERED—FEXHMHERZS D&
The occurrence of primary peritoneal cancer after RRSO in Japanese woman: A Case
report and literature review

OJFiJR 2E8 7' (Michiko Harao) . /TR K ! (Masaru Takemae), 52 55 2 (Nobuo Hoshi) .
T 3 (Kyoko Takai) | ZZffE BB " (iro Ando) |, 58 Fid ® (Koukichi Sugano)
1 HARESINAE Y 2— HF
(Department of Breast Surgical Oncology, Tochigi Cancer Center, Tochigi, Japan)
2 WiRBESIWAE Y Z— JEEE
(Department of pathology, Tochigi Cancer Center)
3 WARENIDAL Y Z— DATH - #ishy vy vy
(Clinic of Cancer Prevention and Genetic Counseling, Tochigi Cancer Center)

TR IR REE 1 BUCSHLI=FLED 20
Two Cases of Breast Cancer Associated with Neurofibromatosis Type 1

O%RA PR (Hirotsugu Yanai), /¢l 4% ® (Chika Sato) | jatfi FFXF ' (Kayoko Endou),
SE3: 22! (Chie Hirai), 75 2 ° (Aya Yoshida) . B #8352 ° (Yumi Kuroda) |
E & HIF*° (Tomoko Tamaoki) . #27T. H17& ' (Tomoharu Sugie)
1 BEERIRY: S4R
(Department of Surgery, Kansai Medical University, Hirakata, Japan)
2 HVEEERIRY:  ERARpEL
(Department of Pathology and Laboratory Medicine, Kansai Medical University, Hirakata, Japan)
3 BHEERRE  PEwm AR
(Department of Obstetrics and Gynecology, Kansai Medical University, Hirakata, Japan)
4 BmmER ERERRM
(Department of Clinical and Molecular Genetics, Takatsuki General Hospital, Takatsuki, Japan)
5 TEEEERIRSEGE s 1 EEE

(Department of Clinical Genetics, Hyogo College of Medicine, Nishinomiya, Japan)
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—MRRRAZ2— 22 REBEEF?2

Poster Session 22 Cancer Genetics 2

H HKF:10H12H (&) 17:45~18:45 RZXA—24 (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

P-154

P-155

P-156

P-157

Furinld3c-MycERRMEEDBRIZNELIED
Novel cooperative pathway of c-Myc and Furin in cell proliferation as a therapeutic target
in ovarian cancers
O it Qunko Minato) , 4 E% J%52 ' (Masafumi Toyoshima) , 4145 F 9" | (Masumi Ishibashi)
b 2 ? (Kazuyuki Kitatani)
1 AR AR P AR
(Department of Obstetrics and Gynecology, Tohoku University Hospital, Miyagi, Japan)
2 HEMRY A
(Department of Pharmacy, Setsunan University, Osaka, Japan)
ErREZERRMIETII. KEBSLESLEIOVF U HEIEICTESDSBsOBEICEENHD
Impaired repair of nuclear membrane associated DNA damages in the fibroblasts from
Hutchinson-Gilford progeria syndrome
OWFH #H% ' (Asao Noda), — & 574" (Syuji Mishima) | 3 #37-" (Yuko Hirai)
TBIG ! (Kanya Hamasaki), =2 & 2 (Hiroshi Mitani) . 7578 £° (Kei Haga) |
V&Y 33 3 (Tohru Kiyono) . HAY HiL ' (Nori Nakamura) | 1 HH ' (Yoshiaki Kodama)
1 AR ENEN RSB T 70 FAERE A
(Department of Molecular Biosciences, Radiation Effects Research Foundation, Hiroshima, Japan)
2 WEURYE REARGTHTREISA R A e R
(Department of Integrated Biosciences, Graduate School of Sciences, The University of Tokyo)
3 ENIAAN R Z— A IVAEM
(Division of Virology, National Cancer Research Institute)
ZFSX) T DILEBERGILKICET 7= LR OE Y 87
Approach to HBOC at our hospital
OB\ #55% " (Tomonari Kunihisa) , [ S > (Masanori Toyota) . A% #3— ' (Yuichi Tanino)
=K THF! (Mayuko Miki), 75 AAZE ! (Akina Saitou) . [EIAS %% ! (Aoi Okamoto) .
A #izs ! (Yuna Sugitani) . 7KA $0TF+ * (Sachiko Mizumoto)
1 W R2E AR S SR AR iR
(Department of Breast Surgery, Kobe University Hospital)
2 MR R B SR
(Division of Genetic Counseling, Kobe University Hospital, Kobe, Japan)
3 MR EEAIEEGE M - ik
(Department of Medical oncology and Hematology, Kobe University Hospital, Kobe, Japan)
4 ENIFY R Bk LR
(Department of Breast Surgery, Yodogawa Christian Hospital, Osaka, Japan)
ZRNBIETEEFNRT &S B o= F=HECentral type Primitive Neuroectodermal Tumor
(cPNET)D 145
A case report of the uterine Central type Primitive Neuroectodermal Tumor (cPNET)
performed with the genetic testing
OF | Hefdi ' (Masahiro Murakami) | {281 H7& ' (Keiji Shitsukawa) . [L]FH [F4€" (Masayo Yamada)
PO 1/ % (Sadao Shinomiya)
1 TESRISFRRE  PEk AR
(Department of Obstetrics and Gynecology, Tokushima Prefecture Naruto Hospital)
2 PEBVUSIREGE REE
(Pathology, Tokushima Prefecture Naruto Hospital, Japan)
BRSO SFEHON=276ICd1F BShort tandem repeat (STR)EZRDER
Usefulness of Short tandem repeat (STR) analysis in 27 hydatidiform mole suspected
cases
OfEE |7 ! (Takumi Kasumizawa) . #EJi7 J4 1 (Akira Namba) | JEL W3 2 (Masaaki Hara) .
12 BEHI T (Seung chik Jwa) | $iA #3.2 ' (Hiroyuki Suzuki) , i %27 ' (Hiroko Nakagami)
FH AL 4284 ! (Shunsuke Tamaru) . 4751 i ! (Osamu Ishihara) . fEE B ' (Yoshimasa Kamei)
1 BEERREE ERAR
(Department of Obstetrics and Gynecology, Saitama Medical University, Saitama, Japan)
2 WEERRY HEE

(Department of Forensic medicine, Saitama medical university, Saitama, Japan)
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BAEADNREICST DR TSF U HBOBES HBIREF OB
Analysis of genetic risk factors for Cisplatin ototoxicity in Japanese children with cancer.

OSFA ffF ! (Noriko Morimoto) . Hl /AFEF-2 (Kumiko Yanagi) . {H#§ 25— (Atsuko Nakano) .
FEAS dfiZeF* (Ayako Hashimoto) | 757 T-#4F-° (Chikako Kiyotani) | #i37% /73— ° (Kimikazu Matsumoto) |
Wi [ 2 (Tadashi Kaname)
1 ENIEEFE Y 2 —  H g
(Department of Otolaryngology, National Center for Child Health and Development, Tokyo, Japan)
2 BENINEBBEERTLL Y 2— T LERIEES
(Department of Genome medicine,National Center for Child Health and Development)
3 TEER-ELEE  H R
(Department of Otolaryngology, Chiba Children's Hospital)
4 FHRUSLC ERHERE HREER
(Department of Otolaryngology, Shizuoka Children's Hospital)
5 ENIKEEEEE Y 2— MRS Y 2—
(Children's Cancer Center, National Center for Child Health and Development)

PEETEO  Functional follow up of putative novel microRNA genes in prostate cancer identified by
genome-wide association studies
O Samaneh Farashi'?, Puya Gharahkhani®, Thomas Kryza"?, Judith Clements'?, Jyotsna Batra"?

1 Cancer Program, School of Biomedical Sciences, Institute of Health and Biomedical Innovation, Queensland
University of Technology, Brisbane, Queensland, Australia

2 Australian Prostate Cancer Research Centre - Queensland, Translational Research Institute, Queensland,
Australia

3 QIMR Berghofer Medical Research Institute, Brisbane, QLD, Australia

—MgRRA 42— 23 EIGHEF

Poster Session 23 Statistical Genetics

H W:10H12H () 1745~ 1845 RAX—24; (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

MREARAEBRICHTENTOIA TBRNRINERWENTOGAT - T1—S VT FEDMEE
¥4
Benchmark of reference-based haplotype phasing for small Japanese cohort
O KGE (Hiroyuki Tha) . Wi K #fi (Daisuke D. Tkeda)
KiaEpatt WMSei Bt 2 —
(Biomedical Technology Research Center, Tokushima Reserch Institute, Otsuka Pharmaceutical Co., Ltd.)
REBURIO7UIVSHEBREREDREYICEIDHIERE BT S ECREE
Statistical relationships between disease risk allele distributions and natural selection.
OB & ' (Takashi Kido) . J1[1IE 5214 2 (Minae Kawashima) . 4§ #£— ° (Shinichi Kikuchi) .
A Bz (Naoyuki Kamatani)

1 #\=#  Preferred Networks
(Preferred Networks, Inc.,)

2 HEKY
(The University of Tokyo)

3 Pktt DeNA
(DeNA Inc.,)

4 Bt Ax—vzv
(StaGen Inc.,)

P-163 EEDEEY : BRAEBRICBITDERBREDRISIZVIEFIVIZED YT/ LBER
The genetics of obesity: Polygenic model analysis of Waist-to-Height ratio in a Japanese
population
OY )X F 1 ¥ ! (Olivier Gervais), — 15 #74 ' (Kazuharu Misawa) , JFiFH #i#7 | (Yuki Harada) .

=2 FRJE ' (Takahiro Mimori) | JA] & 74T 2 (Yosuke Kawai) | fifi7k 2 (Katsushi Tokunaga) |
EIR 1E8] ' (Masao Nagasaki)
1 BAERZE HALAT 0 2L« AHN TR 7 LRFTHRM

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

2 BERERYRE EERVIR NEERAHE
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo)
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MBERRELULBGRIFEDIVZANS =T VR TSV N TA—LADBA
Incorporation of originally developed statistical genetics methods into a clinical
sequencing platform

ORAIRs 7 12 (Atsuko Okazaki) . 7T 5L | (Fumihiko Takeuchi) . Tfl| ¥5F ! (Reiko Arakawa) .
(R BHE ! (Kengo Miyo) , 251 INLF ! (Kayoko Saito), L)L % A |k 2 (Ott Jurg),
hnjg #1384 " (Norihiro Kato)
1 ENLEBRERS Y X — AT VT Ly A—
(Medical Genomics Center, National Center for Global Health and Medicine, Tokyo, Japan)
2 mywr7x7—=R¥ BIEEEAE
(Laboratory of Statistical Genetics, Rockefeller University, New York, USA)

HEEERES G FREEEFHALEME TS Y b 74—L [MYCODE Research (VA d—K - 1
H—F) | OAGI

Application of "MYCODE Research", a research platform utilizing direct-to-consumer
genetic testing service

O )z 22! (Takashi Fujitomo) . £7H 5 ' (Sachiko Ishida), FHH [F{H ' (Masami Tanaka)

IR #E— " Ryuichi Kubo), K i " Qun 0D 111171 %2 (Rui Yamaguchi)

HIT 7E5L > (Seiya Imoto) |, EFHF & 2 (Satoru Miyano)

1 FRUEALDeNAS A 75 A LV R
(DeNA Life Science Inc, Tokyo, Japan)

2 HGUREBERVATIZUN & R/ Ligktt > % — DNATE AT/ 17
(Laboratory of DNA Information Analysis, Human Genome Center, Institute of Medical Science, University
of Tokyo, Tokyo, Japan)

3 HUTKRZEERVEBIILT NVAA VTV Y Y AR Y A — (ST — 2 Y A T A
(Division of Health Medical Data Science, Health Intelligence Center, Institute of Medical Science,
University of Tokyo, Tokyo, Japan)

—fERAZ2— 24 ZHRTFEIE

Poster Session 24 Complex disease

H Ko 10H12H (&) 1745~ 1845 KAZ—24; (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

P-167

FEARESSUCEEFERNRICS TR ERZEEDIO-VHIEESIUEEN
Clonal expansion and diversification of cancer-associated mutations in endometriosis and
normal endometrium

O {5 ! (Hirofumi Nakaoka) . ZEFH —WWE 2 (Kazuaki Suda) . 7551 B4 2 (Kosuke Yoshihara) .
FEAS .2 2 (Takayuki Enomoto) . 7./ I 3%2EH ' (Tturo Inoue)
1 BN AEAT NSRRI
(Division of Human Genetics, National Institute of Genetics, Mishima, Japan)
2 HRKERZGE FEHEZRAVIR ERm AR EE
(Department of Obstetrics and Gynecology, Niigata University Graduate School of Medical and Dental
Sciences, Niigata, Japan)

BEANISITDAEDRMERED T/ L1 FEERT
Genome wide association study for four types of dementia in Japanese population

OYE% B ! (Risa Mitsumori) | 751 #3H1 * (Yuya Asanomi) | Ei7K A& 122 (Daichi Shigemizu) |

KA (Taiki Mor) |, FL BLACER ! (Shintaro Akiyama) . i FH &1 * (Shumpei Niida)

% 75— 1° (Kouichi Ozaki)

1 ENIEHRER LY 2— AT VT Ly 2— BIRT ) IRHTHEE S
(Division for Genomic Medicine, Medical Genome Center, National Center for Geriatrics and Gerontology,
Obu, Japan)

2 BURERIERIRY:  SHAPEMIEAT T LICH AR R AR
(Department of Medical Science Mathematics, Medical Research Institute, Tokyo Medical and Dental
University, Tokyo, Japan)

3 BMEZERFIUT MELEMERENIE Y 2 —  EREEE SV — T
(Laboratory for Medical Science Mathematics, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)

4 NCGGC AT 4 NG/ Ly 2—
(Medical Genome Center, NCGG, Obu, Japan)

5 HYEERITEAT MAEWEREITTE Y 2 —  EEREIKENIZET— L
(Laboratory for Cardiovascular Diseases, RIKEN Center for Integrative Medical Sciences, Yokohama,
Japan)
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P-170

Genetic variant in the NTCP gene is associated with HBV infection and HBV-related HCC
development in Thai population

(O Natthaya Chuaypen. Sunchai Payungporn, Pisit Tangkijvanich

Center of Excellence in Hepatitis and Liver Cancer, Department of Biochemistry, Faculty of Medicine,
Chulalongkorn University, Bangkok, Thailand

The Clinical Correlation of B-Cell Activating Factor Levels and Polymorphisms in Hepatitis
B-related Hepatocellular Carcinoma

O Apichaya Khlaiphuengsin, Natthaya Chuaypen. Pisit Tangkijvanich

Center of Excellence in Hepatitis and Liver Cancer, Department of Biochemistry, Faculty of Medicine,
Chulalongkorn University, Bangkok, Thailand

BEAZARIINSLEBEDIT/FA1TERANISRFI D JICEDLK2Y/ LEEBRTFED®RE
A Clustering-based genome wide association study to identify new genetic risk factors of
Autism spectrum disorder (ASD)

Ok B+ (Satoshi Mizuno) , 7k HfE A ? (Masato Nagai) . i [ i ® (Akira Narita) |
(L T8 2 (Chizuru Yamanaka) | #J5 [#2 (Hiroko Matsubara), FHE 75 * (Gen Tamiya)
&5 5% 3 (Astushi Hozawa) . 3K fll— ' (Soichi Ogishima), BE[[] 3#—  (Shinichi Kuriyama)

1 BAERYE AT Jb « AARV TR RFEIRICTERM 7/ LERRG A0
(Dept. of Informatics for Genomic Medicine, Group of Integrated Database Systems, Tohoku Medical
Megabank Organization, Tohoku University, Miyagi, Japan)

2 HIERE WAER T o A1)V - AN U HERE TRIEY: - e AEM R
(Dept. of Molecular Epidemiology, Group of the Birth and Three-Generation Cohort Study, Tohoku
Medical Megabank Organization, Tohoku University, Miyagi, Sendai)

3 MALRE LA T AL« RANY THERE TREEEY: - JE AT @RIE TR - 3T
(Dept. of Personalized Prevention and Epidemiology, Group of Community Based Cohort Study, Tohoku
Medical Megabank Organization, Tohoku University, Miyagi, Japan)

4 HUERE WA T 0 A1)V« ANV RS 7 LRATERI 7 LBIGHENE
(Dept. of Statistical Genetics and Genomics, Group of Disease Risk Prediction, Tohoku Medical Megabank
Organization, Tohoku University, Miyagi, Japan)

—MRRRAZ— 25 REERFT
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H W:10H12H (&) 1745~ 18145 FRAZ—28 (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

P-171

P-172

FEZIA—IVMERER R EDRERZIMBETFORELZENSZRAWVCRERE X O FH
Risk estimation model for nonalcoholic fatty liver disease in the Japanese using multiple
genetic markers

OJI1E /A ! (Takahisa Kawaguchi) | #3FH 3¢ ' (Fumihiko Matsuda) . 7] I i ? (Takeshi Okanoue)
1 RUBRYE REEGE AR WSS/ LEE R v 2 — ST L2
(Center for Genomic Medicine Kyoto University Graduate School of Medicine)
2 WERWHRER W EdsNE
(Department of Gastroenterology and Hepatology, Saiseikai Suita Hospital, Suita, Japan)
T/ LOA FEEEMICKSBEFRDELICEETDMRECTERDREE
GWAS identified new susceptible genetic variants in HLA class | region for HBV-related
hepatocellular carcinom
OEBH: #1325 ' (Hiromi Sawai) . PG 2552 2 (Nao Nishida) , #2| 1] Bih? (Masaya Sugiyama) ,
2 B ! (Seik-Soon Khor) | 7# I+ {50 2 (Masashi Mizokami) | fi7k B+ ' (Katsushi Tokunaga)
1 BERZARER ERUIR ABEEZDE
(Department of Human Genetics, Graduate School of Medicine, the University of Tokyo, Tokyo, Japan)
2 ENIEBREREH Y 2— F ) LERYE T 2 b
(Genome Medical Science Project, National Center for Global Health and Medicine, Ichikawa, Japan)
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BUE, SEPRLENDBENTSICE DS EFRELOBEESHBEDAZER
Genetic contribution to habitual dietary consumption in Japanese revealed shared
heritability with complex diseases
Ot 254 ' (Nana Matoba) , k111 A ' (Masato Akiyama) . £71E 1B | (Kazuyoshi Ishigaki)
43 (=5 ' (Masahiro Kanai) . /548 & ' (Atsushi Takahashi) . FkIR 5275 ° (Yukihide Momozawa) .
)1 BB (Shiro Ikegawa) . #HFH [£ L ° (Masashi Ikeda) , 5 {14 5 (Nakao Iwata) |
SEF 8. ® (Makoto Hirata) . K3FH 75— 7 (Koichi Matsuda) . ZAf% FEHH ® (Michiaki Kubo)
A g ©'° (Yukinori Okada) . B2 7E—HB ' (Yoichiro Kamatani)

1

2

ML AT EmERAI R —  BEHET I T — L

(Laboratory for statistical analysis, RIKEN Center for Integrative Medical Sciences, Kanagawa, Japan)
ENESRERIITT L > 2 —  JRRES /) LIRS

(Department of Genomic Medicine, Research Institute, National Cerebral and Cardiovascular Center, Suita
565-8565, Japan)

PEAETET A ERA I v 2 — MR ERAR B T — L

(Laboratory for Genotyping Development, RIKEN Center for Integrative Medical Sciences, Yokohama 230-
0045, , Japan)

BEAITET A aER AT v 2 — B IETRETT T — L

(Laboratory for Bone and Joint Diseases, RIKEN Center for Integrative Medical Sciences, Tokyo 108-
8639, Japan)

REFORER R B2 RS AhiRe Rl

(Department of Psychiatry, Fujita Health University School of Medicine, Toyoake 470-1192, Japan)
FHUCEE R AR

(Institute of Medical Science, The University of Tokyo, Tokyo 108-8639, Japan)
FHUEH KA RR2 D7 R

(Graduate school of Frontier Sciences, The University of Tokyo, Tokyo 108-8639, Japan)
HYL2HITEAT A EmIER A v 2 —

(RIKEN Center for Integrative Medical Sciences, Yokohama 230-0045, Japan)

NN Ve SIS I = T i e

(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Suita 565-0871,
Japan)

P
Cl
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>
I

10 KBRRZSEET Oy T ¢ THIgeE Y 2—  SufEiint=#

11

(Laboratory of Statistical Inmunology, Immunology Frontier Research Center (WPI-IFReC), Osaka
University, Suita 565-0871, Japan)

FUESRARZBEZERE WIET / LEAHge e o 2 —  JREBT / LRy

(Laboratory for Human Disease Genomics, Center for Genomic Medicine, Graduate School of Medicine,
Kyoto University, Kyoto 606-8507, Japan)

HLABth &2/ LBERTICKDHTLV- 1 BEESHIE(HAM/TSP) BRF &R F DIRER
Identification of genetic determinants associated with HTLV-1 related diseases
OEtE U F ! (Meiko Takahashi) | J1[Z] 7&/A ' (Takahisa Kawaguchi) | JI|[] {&i& ' (Shuji Kawaguchi) |

LT 52 ' (zumi Yamaguchi) . i {E2E 2 (Mami Tamai) , {8 £— 3 (Shoichi Fukui)
JI1_ %t 2 (Atsushi Kawakami) . KA 3C72% T (Fumihiko Matsuda)

1

2

SRR EAIZER MRS/ LE Y 2 —

(Center for Genomic Medicine, Kyoto University Graduate School of Medicine, Kyoto, Japan)
RIS BERIEAREUIR o TRIE A REIL

(Division of Advanced Preventive Medical Sciences, Nagasaki University Graduate School of Biomedeical
Sciences, Nagasaki, Japan)

RIS ERIEAREUIR s ERA 1Y

(Department of Community Medicine, Nagasaki University Graduate School of Biomedical Sciences,
Nagasaki, Japan)

HTLV-152/EtgODNAREZRLVEHTLV-13E3RICEET D EREFDIRE
Identification of genetic determinants associated with HTLV-1 related diseases
OE g T (Meiko Takahashi), J1|[7] F/A ' (Takahisa Kawaguchi) | JI|[7] {&74 ' (Shuji Kawaguchi) |

LT 2 ! (zumi Yamaguchi) . T {834 2 (Mami Tamai) , {53 £— * (Shoichi Fukui) .
JII I % ? (Atsushi Kawakami) |, FAFH 37 ! (Fumihiko Matsuda)

1

2

SEREERZRE 2R WHET /) LE v 2 —

(Center for Genomic Medicine, Kyoto University Graduate School of Medicine, Kyoto, Japan)
RIFRSERZGE RHEEAEAUIIIR e HE AR gk

(Division of Advanced Preventive Medical Sciences, Nagasaki University Graduate School of Biomedeical
Sciences, Nagasaki, Japan)

RIFIERZGE RHEEAEAVITIR Mgy

(Department of Community Medicine, Nagasaki University Graduate School of Biomedical Sciences,
Nagasaki, Japan)
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P-176

P-177

P-178

FEF IV —)VERERR AT R B EHLAD BIE 2 4R
Association analysis between nonalcoholic fatty liver disease and HLA loci

O {8 (Ken Yoshida) ., A 7% ! (Kazuha Yokota) |, 438 17 ! (Kazuhisa Watanabe)
FAS 43 1 (Ayumi Matsumoto) | & |F 7 2 (Hiroshi Miyashita) | ¥57 #7Z ! (Sadahiko Iwamoto)
1 BHIRERKE DFREGEILY 2 —  ABRSAVEH
(Division of Human Genetics, Center for Molecular Medicine, Jichi Medical University, Tochigi, Japan)
2 ERRERER AR 2 —
(Jichi Medical University Health Care Center, Tochigi, Japan)

VY T4 OJRBEE TR S KU HEZDeQTLERM
Maternity Log Study and construction of expression QTL-atlas of pregnant Japanese
women

OEIR 1EBH '* (Masao Nagasaki) . [1| N B! (Riu Yamashita) , $&FH HHT- ' (Tomoko Shibata)
JI1IE JIE 7' Junko Kawashima) . fHT #ilFs ' (Yoshiki Tsunemoto) . fEY /T ' (Daisuke Ochi) .
11PN F& 50 12 (Takafumi Yamauchi) . BEZY YOEREAT 12 (Satsuki Kumatani) . JEH #57 ©° (Yuki Harada)
=2 BRI " (Takahiro Mimori) | [PRE 523 ' (Fumiki Katsuoka) | 28/ 1H - ' (Naoko Minegishi) ,
FH38 1& ' (Osamu Tanabe) , 111 & 2 (Satoshi Hiyama) , )5 #E— '3 (Junichi Sugawara) |
NEZT4ms TaY s b F—L" (Study Group Maternity Log)
1 BAEKRZE HAER T o J10b « AHNY THRE INA A AT ¢ T VIS HRERNT 7757
(Department of Integrative Genomics, Tohoku Medical Megabank Organization, Tohoku University,
Sendai, Japan)
2 MASHNTTRaE
(NTT DOCOMO, INC., Yokosuka, Japan)
3 BUERPEZRVIZER
(Graduate school of Medicine, Tohoku University, Sendai Japan)
4 JUERA B A Rk

(Graduate school of Information Sciences, Tohoku University, Sendai Japan)

A7 Z7HMIRERICH T EBMIB L URERR - [BERERERERELRBETDSNPOIRE
SNPs associated with body mass index, glucose metabolism and lipid metabolism in
Oceanian populations

O FHRF ! (Kanako Kondo), — 4 ELFFF- ! (Mariko Isshiki), A7 g% ! (Izumi Naka) .
i1 $RE[5 2 (Takuro Furusawa) . AR 5211 ° (Ryosuke Kimura) , B J5i 155 # (Kazumi Natsuhara)
LI B ® (Taro Yamauchi) . H73% 3 © (Minato Nakazawa) . 45 15 3¢ ' (Takafumi Ishida) .
il W] 7 (Tsukasa Inaoka) , #34F FEGA ® (Yasuhiro Matsumura) , K356 HICER © (Ryutaro Ohtsuka)
1 REORERERGE BEARIZER ARSIk
(Department of Biological Sciences, Graduate School of Science, The University of Tokyo, Tokyo, Japan)
2 FEREERZGE 7T - 77 ) AHURWITERIIRE R Y O USRS S R A RE B A
(Graduate School of Asian and African Area Studies, Kyoto University, Kyoto, Japan)
3 BRBRASERZBE [RoEWEZert AR e
(Department of Human Biology and Anatomy, Graduate School of Medicine, University of The Ryukyus,
Nishihara, Japan)
4 HURREE G GEER EERGRE
(Department of International Health and Nursing, Faculty of Nursing, Toho University, Tokyo, Japan)
5 JEBHERZRZAGE RIERZENTTeh AR RESE
(Faculty of Medicine, Hokkaido University, Sapporo, Japan)
6 ARG TR AIFTER] [EIBROR (2 RE K
(Graduate School of Health Sciences, Kobe University, Kobe, Japan)
7 B RIS VBRI R R sk 2 B S A
(Department of Human Ecology, Faculty of Agriculture, Saga University, Saga, Japan)
8 HKRZ BEEREAN HHREER
(Faculity of Health and Nutrition, Bunkyo University, Chigasaki, Japan)
9 HAREIWILE Y X—
(Japan Wildlife Research Center, Tokyo, Japan)
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Poster Session 26 Clinical Genetics 2

H HKF:10H12H (&) 17:45~18:45 RZXA—24 (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

P-179

P-180

P-181

P-182

P-183

SHIREEDREER - SRIM10SEFICHITDI—T Y M) —T 2B
Targeted resequencing in 105 subjects with undiagnosed intellectual disability and
multiple congenital anomalies
OWIINTG =I5 F7 F ! (Daniela Tiaki Uehara) , 24 52/} 2 (Kousuke Tanimoto)
fis 2815 1 (Johji Inazawa)
1 HEEERERIRY: MGG o FHlEEE A
(Department of Molecular Cytogenetics, Medical Research Institute, Tokyo, Japan)
2 WLERIERIRY:  MEHEPEUIAT T LR E
(Genome Laboratory, Medical Research Institute, Tokyo Medical and Dental University, Tokyo, Japan)
3 WHIERIERIRY: BENAF VY —RA b R—

(Bioresource Research Center, Tokyo Medical and Dental University, Tokyo, Japan)
15BREBRORXMAAMS MY I—ICXUREESHOAPAE1 ZERZHFE L =AngelmanfEIR B D
—

A patient of Angelman syndrome with AP4E1 homozygous mutation caused by paternal
isodisomy of chromosome 15
O I 183 ' (Hiroaki Murakami) . A4 fff— 2 (Yuichi Kimura) , #8845 2% 2 (Yumi Enomoto)
FBIR 57 % (Yoshinori Tsurusaki), BEFH Al ' (Yukiko Kuroda) . B {@H] ' (Kenji Kurosawa)
1 thRIINRYI S E R 22— #infR
(Division of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
2 PRSI EBERE 2 — RIS

(Clinical Research Institute, Kanagawa Children’'s Medical Center, Yokohama, Japan)
ARMCSEEFICE B RvariantZ 32 H=F h*A & Bprimary macronodular adrenal
hyperplasia(PMAH) 1l &% D3R % B
Clinical phenotypes of ARMC5 germline variant carriers in a family
OV P! (Rieko Kosugl) , 2% {1 2 (Chika Kyo) | SfAs 22+ 1% (Takako Yonemoto)

R SE T 1 Michiko Tsuneizumi) . JFiIR [F 1 ' (Masashi Harazaki) . [} f& " (Takeshi UsUD)
1 bR AR B RS ER
(Department of Medical Genetics, Shizuoka General Hospital, Shizuoka, Japan)
2 ERRERNTRS SR BEIRIA - NN
(Department of Diabetes and Endocrinology, Shizuoka General Hospital, Shizuoka, Japan)
3 EpIRIRR AEEE FLIRAEL
(Department of Breast Surgery, Shizuoka General Hospital, Shizuoka, Japan)
4 EHESTRR AW IR
(Department of Pediatrics, Shizuoka General Hospital, Shizuoka, Japan)
5 RN GRERE U Y—F YR — b X — RIS
(Research Support Center, Shizuoka General Hospital, Shizuoka, Japan)
AFIC BT BLRRK2E(ZF D SIERIEER
Comprehensive study of LRRK2 mutations in familial Parkinson's disease in Japan
OVt f@n ' (Nishioka Kenya) . {HIFH %2 ' (Aya Ikeda), 7545 744X 2 (Hiroyo Yoshino)
25 7! (Yuanzhe L), fIR81L] 27 ' (Manabu Fuayama) . JI}%5 {£2% ' (Nobutaka Hattori)
1 MERE R AR AR S NER A R it R
(Department of Neurology, Juntendo University School of Medicine)
2 MERHERZERZARE ENEREGREE - gt > 2 —

(Research Institute for Diseases of Old Age, Graduate School of Medicine, Juntendo University)
BXE12FEMICNOTCHIBIZFERNBEE S Ni=CADASILDERK %

Genetic and phenotypic profile of 31 patients with CADASIL in Japan: the analysis of
NOTCH3 gene from 2006 to 2018
O 1L AT (Yusuke Sakiyama) . [ElAS #3fi (Yuji Okamoto), F545 HH—F (Akiko Yoshimura)

¥ K (Takaki Taniguchi), 81 B K (Akihiro Hashiguchi) , #37R] 9574 (Eiji Matsuura)

=l {# (Hiroshi Takashima)

JERERY:  IrpRE R
(Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental
Sciences, Kagoshima, Japan)
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BT EZHIG7 LI ARk TR E MMEE
Biallelic loss-of-function mutations of EZH1 and intellectual disability
OFAA {12 ! (Nobuhiko Okamoto) , YgAx F5Rif 2 (Hideaki Sakamoto) . Hll /AZEF 2 (Kumiko Yanagi)
i | ? (Tadashi Kaname)
1 KRBrREFERY > 2 —  @Ea2 e
(Department of Medical Genetics, Osaka Women's and Children's Hospital)
2 ENLKBEE Y 22— LRI
(Department of Genome Medicine, National Center for Child Health and Development)
CEN RALAZRICEDX—F URIERE
A novel mutation in RALA and Noonan-like syndrome
OffA ff12 ' (Nobuhiko Okamoto) . 1%/1| =Z[E ? (Yukinao Shibukawa) . 1= [ % ° (Atsushi Takata) .
= 4012 (Noriko Miake) . A7 (B8 ° (Naomichi Matsumoto)
1 KRBrREFER > 2 — @R
(Department of Medical Genetics, Osaka Women's and Children's Hospital, Izumi, Osaka, Japan)
2 KRR Y 2— WA
(Department of Molecular Medicine, Research Institute, Osaka Women's and Children's Hospital, Izumi,
Osaka, Japan)
3 BRI RP ARG R AR R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)

SLCHATZRICL DB ES - 1—0O/NF— 7ICHBITDRITEB KM
Variable expressivity in a family with distal hereditary motor neuropathy 7 caused by a
SLC5A7 mutation

O #HF ! (Kohei Hamanaka) . 2545 Bk 2 (Keita Takahashi) . ‘B H& 7~ ' (Satoko Miyatake) ,
=46 B2 (Satomi Mitsuhashi) | {22 [ 1& % A2 (Haruka Hamanoue) | &7 Hl 21 2 (Yosuke Miyaji)
=52 §4- 2 (Ryoko Miyake) . 3 72 2 (Hiroshi Doi) | JEFH 5T ' (Atsushi Fujita) |
)1 PEE* (Bri Imagawa) . 75 —¥& ! (Kazuhiro Iwama) , F B Y& * (Mitsuko Nakashima) |
FKITT Il ! (Takeshi Mizuguchi) . /5 B ' (Atsushi Takata), — 52 & ' (Noriko Miyake)

TN P52 2 (Hideyuki Takeuchi) . FHAY 2545 2 (Fumiaki Tanaka) | K345 B3 ! (Naomichi Matsumoto)
1 BRI RENIZER Eny
(Department of Human Genetics, Yokohama City University, Yokohama, Japan)
2 BOERANLRYARZABE  PRPARFZERE MREANRRE - AR R2E
(Department of Neurology and Stroke Medicine, Yokohama City University Graduate School of Medicine,
Yokohama, Japan.)
3 MREANLAY: WHEwlE  Bs T2 R
(Clinical Genetics Department, Yokohama City University Hospital, Yokohama, Japan)
4 BEMERRZE BRANS BELERRE
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
BRSO TR T HMESHUICOLIAVEEFERICK D ABHRFLEND 3

Aneurysmal subarachnoid hemorrhage in three adult patients with osteogenesis

imperfecta caused by COL1A1 mutations

O BiE "2 Ryojun Takeda) , L[] £523 (Tomomi Yamaguchi) , £7)1| Bj& ® (Masumi Ishikawa) |
B TS Emiko Kise) . /NE IAZE ' (Tomomi Kojima) | JEFH /A ** (Naohisa Fujita) |
)1 5HfE ' (Asami Fujikawa) . =8 = 143 (Kyoko Takano), 71 {EHH * (Tsuneaki Yoshinaga) .,
T 357 1 (Keiko Wakui) | #EIB 28¢5 (Yoshimitsu Fukushima) . 7 H1c, 142 (Tomoki Kosho)
1AM TR R

(Department of Medical Genetics, Shinshu University School of Medicine, Nagano, Japan)
2 E¥EC Wbt Eink
(Department of Medical Genetics, Nagano Children's Hospital, Nagano, Japan)
3 [EMNREEATS I ARl B nFERIE 2 —
(Center for Medical Genetics, Shinshu University Hospital, Nagano, Japan)
4 B | RIERA—)S—= R 7 X—DFK : NGSDT RV = 7 b
(Problem-Solving Oriented Training Program for Advanced Medical Personnel: NGSD Project)
5 fEINRZEE BN
(Shinshu University School of Medicine, Nagano, Japan)
18 trisomyREIEZFID O EHE
Congenital heart disease with 18 trisomy children elder than 2 years old

ORI 5222 ! (Yoshihiko Kitoh) . At B % 2 (Nobuhisa Tamamura)

1 Ik b B oMkt R
(Department of Pediatrics, NHO Hyogo Aono National Hospital, Ono city, Japan)
2 ENTRERTENE SIS B ORISR
(Department of Pediatric surgery, NHO Hyogo Aono National Hospital, Ono city, Japan)
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P-189

P-191

P-192

P-193

RnBSSUBROEGCFRNICEOTRESM LI T4 - JAL TSV RHES A T2NER
A case of type 2N von Willebrand disease diagnosed by genetic analysis of the proband
and parents
O#KJE W] ' (Takeshi Hagiwara) . 31| Kl 2 (Daisuke Hasegawa) . 1415 =7 (Keiko Shinozawa)
iz 75 ! (Hiroshi Inaba) | JT58 1% ' (Yushi Chikasawa) |, fiif% L% ! (Masato Bingo) .
KHF 548 1 (Kagehiro Amano) | fRE 5 1 (Katsuyuki Fukutake)
1 BEERARY A& RS
(Department of Laboratory Medicine, Tokyo Medical University, Tokyo, Japan)
2 HEERANERREGE  hRR
(Department of Pediatrics, St. Luke's International Hospital, Tokyo, Japan)
3 WHURRIRZ: it 5 E (s 1 2 I s

(Departmet of Molecular Genetics of Coagulation Disorders, Tokyo Medical University, Tokyo, Japan)

ZMYND11:815FDde novoZ B RHIBBRERKEEFEEL-XRG
A de novo ZMYND 11 mutation in a girl with short stature and developmental delay

Ok | #B" (Miyako Mizukami) . 45)1| Hi$5 " (Aki Ishikawa), {Fff 72 2 (Shinobu Fukumura)
| J5 T2 (Tomoko Uehara) . XA {248 ? (Toshiki Takenouchi) | /M {822t E[ * (Kenjiro Kosaki) .
P 527 (Akihiro Sakurai)
1 ALBREERIRY: R SRREE AR
(Department of Medical Genetics and Genomics, Sapporo Medical University School of Medicine, Sapporo,
Japan)
2 FUBEEERLRY:  [RAEER /N
(Department of Pediatrics, Sapporo Medical University School of Medicine, Sapporo, Japan)
3 BSFEARY REEM HREEEE Y 2—
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
4 BOGEIRZE B DNRERZEE
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
BREARI P SLBELEERZRDI19BIRREEHD—H
A case of Ring(19)chromosome with Autism and short stature
OREJE T8 (Chiyo Fujiwara) , 77N #2FEF ! (Eriko Takeuchi) , #&J5 5% ' (Kouji Narahara) |
LA #2825 2 (Toshiyuki Yamamoto)
1 WIS - B 2— WEbe DR
(Asahigawa-So Rehabilitation and Medical Center ,Okayama, Japan)
2 NPOIE ARtk - I3y o)l Y a /B P ERKER G ERE 2T
(Concierge of Chromosome & genetics/Tokyo Women's Medical University Institute for Integrated
Medical Sciences)

EIVYV—LEHTINNI2ICERZRO. RUBSEMREOMEESZHL-16
A case of distal arthrogryposis with TNNI2 mutation, diagnosed by whole exome
sequence

O#Kk) 22 ' (Hiroshi Suzumura) |, JEHS T2 ' (Toshiyuki Watabe) . BEAA 2% ' (Ryouta Kuribayashi) |
AR 557" (Ryoko Suzuki) | #2458 2 (Toshiki Takenouchi) , | Ji A2 (Tomoko Uehara)
NGRS (Kenjiro Kosaki), & it I ! (Shigemi Yoshihara)

1 RHERARY: NRE
(Department of Pediatrics, Dokkyo Medical University)
2 BERIRZERN KRR Y 2 —
(Center of Medical Genetics, Keio University School of Medicine, Tokyo)

KMTSBEIZFZEICK DR FEIERED 36
Three patients with neurodevelopmental disorders caused by heterozygous mutations in
the KMT5B gene

Oty =2 (Kyoko Takano) . f1L1 754> (Tetsuhiro Fukuyama), ZA<Hk YEHE * (Mitsuo Motobayashi) |
A F B ° (Machiko Hosoya) . |11 %42 "? (Tomomi Yamaguchi) , {i[#} FIES ! (Rie Kawamura)
THE BT 1% (Keiko Wakui) . fGIIE 355 ! (Yoshimitsu Fukushima) . 1 1 ' (Tomoki Kosho)

1 ENRE B BEREAEE
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
2 EMREE EEAIERE S P ERT R v X —
(Division of Clinical and Molecular Genetics, Shinshu University Hospital, Matsumoto, Japan)
3 EINRZE BRZAER B - a2
(Division of Neonatology, Department of Pediatrics, Shinshu University School of Medicine, Matsumoto,
Japan)
4 RYENIC EHEEE N
(Division of Neurology, Nagano Children's Hospital, Azumino, Japan)
5 (EAKSERBHENET > 22— NE

(Division of Pediatrics, Saku Central Hospital Advanced Care Center, Saku, Japan)
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P-194 AIREEDHAZ#MZEH B2 MYHOZRIER|
Cochlear implantation in a case of deafness with MYH9 mutation
OV {272 ! (Nobuhiro Nishiyama) , A BT 2 (Youko Ohta), 93 251 >° (Kyouko Shirai) |
T[] SE7T. 2 (Sachie Kawaguchi) | JA[H 75 2 (Atsushi Kawano) | 33 184 ® (Hironao Numabe)
BJE 75 % 2 (Kiyoaki Tsukahara) , P2 {27 * (Shin-ya Nishio) , G235 Bi— * (Shin-ichi Usami)
1 BHEERKEIINER > 2 —  HEEiER
(Department of Otorhinolaryngology, Tokyo Medica University, Ibaraki Medical Center, Ibaraki,Japan)
2 WEURRLRY:  HEmimerl - SEsie
(Department of Otorhinolaryngology Head and Neck surgery, Tokyo, Japan)
3 WHRUERIARSNE Bin iy 2 —
(Clinical Genetics Center, Tokyo Medical University Hospital, Tokyo, Japan)
4 fEINRE EAEES H SRR
(Shinshu University School of Medicine Department of Otorhinolaryngology)
P-195 HBEREERTHELE11p15.58%EC &K DBeckwith-WiedemanniE 1z EE D —51
extremely preterm Beckwith-Wiedemann syndrome infant with duplication of 11p15.5
O %' (Tsubasa Koda) , =i B4 ' (Maiko Misaki) . SEFH WfEEE ! (Akio Shibata)
JIAs /A2 " (Kumi Kawamoto) , BT {8 % (Ken Higashimoto) . Fl[Es {1 2 (Hidenobu Soejima) ,
118 Z%5),? (Yasuhiro Takeshima)
1 SRR R AR R
(Department of Pediatrics, Hyogo College of Medicine, Nishinomiya, Japan)
2 REREEEZ MBS ) TRIEY « TV 2 2T 1 7 A58
(Division of Molecular Genetics and Epigenetics, Department of Biomolecular Sciences, Faculty of
Medicine, Saga University, Saga, Japan)

BEEEE PPM1DD IOV USICERERDHI-MBESO—ZAH
Case Report: A intellectual disability syndrome with PPM1D truncation mutation in the
last and penultimate exons
OHMH A&l (Yukiko Kuroda), & |+ 18HH (Hiroaki Murakami) . &} £ 2 (Takayuki Yokoi)
KA 5% (Yumi Enomoto) . R 25 (Yoshinori Tsurusaki), HL35% {H&] (Kenji Kurosawa)
MERNNL S ERERE Y 2 — sk
(Division of Medical Genetics, Kangawa Chidren's Medical Center, Yokohama, Japan)

P-197 Whole Exome Sequencing CiEIZZMICEMUI-RBERKDZ LI \DEEREZERE
Xeroderma pigmentosum group D without skin symptoms diagnosed with Whole Exome
Sequencing
OREH: &2 12 (Takayuki Yokoi), A k&3 3 (Yumi Enomoto) , fEEIZ 257 ° (Yoshinori Tsurusaki) |

- JE AHF* (Tomoko Uehara) | /|NIEF fEEZRER * (Kenjirou Kosaki) , FEi5# (6] 3 (Kenji Kurosawa)
1 PREJINRSLC S8 ER v 2 — BLR

(Division of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
2 WEEERERIRY: NERAREE

(Department of Pediatrics, The Jikei University School of Medicine, Tokyo, Japan)
3 MRRIIEN C B B v 2 — RN > 2 —

(Clinical Research Institute, Kanagawa Children’'s Medical Center, Yokohama, Japan)
4 PEIESRSORIEE AN WA v 2 —

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

P-198 BB FIEEE S B KFEBE AR SDAarskog Scott syndromeDRIZE D 3 7451
Three siblings of Aarskog Scott syndrome with mental retardation and giant megacolon
O B 1475 (Hisashi Kawashima) |, $37 B . (Shinji Suzuki), PHJR ZLf (Shigeo Nishimata)

FAA R4 (Yasuyo Kashiwagi) . #RE5 5517 (Yasuyuki Morishima) . J3% 1B (Hironao Numabe)
WHRUERRZ NAERE
(Department of Pediatrics, Tokyo Medical University)
BEEEEN SER#%ERELZEFTUD2MEE FHREAE R SEER B DK R
Recurrent respiratory infections in a girl with mandibulofacial dysostosis carrying a de
novo mutation in EFTUD2
O 77 ' (Sayaka Okuzono), =57 #d+ 2 (Noriko Miyake) | 7T.f8 5K (Genshiro Esumi)
W FER " (Yasunari Sakai) . FH[T] %5 ® (Tomoaki Taguchi), #A7S T3 ¢ (Naomichi Matsumoto) |
KA [E—" (Shouichi Ohga)
L JUICERAARE BReAgEle IRIEER A0 Y
(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)
2 WOEANLRZ R EZIRRLE RS
(Department of Human Genetics, Yokohama City University)
3 JUNRZERZERE  EZEWITLRE NRARIZE T

(Department of Pediatric Surgery, Graduate School of Medical Sciences, Kyushu University)

152



P-200 HEBENRMA L —T 2ABEMTRELBALSTRCGEGFERD—F

A STRC gene mutation was detected in the pediatric patient using the Next Generation

Sequencing.

O%:18 B4 ' (Shinsuke Kaneshiro) . /Mk 257! (Yumiko Kobayashi), KzJ[| )30 ! (Kaori Oikawa) |
IEAS Z0FE A ! (Kirito Shimamoto) . g B — ' (Harukazu Hiraumi) . f2s W% 2 (Akimune Fukushima) .
PR BiBH ® (Hideaki Moteki) | F2EJ% Bi— 3 (Shin-ichi Usami) | {iij% 72M8 ' (Hiroaki Sato)

1 BFERAR B HamR

(Department of Otorhinolaryngology, Iwate Medical University, Iwate, Japan)
2 ATERRY FEEH KRR

(Department of Clinical genetics, Iwate Medical University, Iwate, Japan)
3 BN ERE HEWREREAE

(Department of Otorhinolaryngology, Shinsuu University School of Medicine)

FEEM R MO T4 —2EH UEERED TS RRIGTELE Dimik 5]
Case report of Juvenile-onset endometrial hyperplasia in two siblings with myotonic
dystrophy

OFEHEF 1t 12 (Takuya Asano) . HLJ[| 54" (Shoko Kurokawa) , % 551 ' (Takahiro Ito)
LI I ! (Tsuyoshi Yamashita), 7)1| Hi$5 ® (Aki Ishikawa) . #8F 527 3 (Akihiro Sakurai)
O ERVAR RIS i TN
(Department of Obstetrics and Gynecology, Hakodate Municipal Hospital, Hokkaido, Japan)
2 NGSD7Vmyz/ bt AVFYyTaA—R
(NGSD project intensive course, Japan)
3 FLBEEERIRY: E{mlEF
(Department of Medical Genetics, Sapporo Medical University, Hokkaido, Japan)

IS AEA B D BRAE DSV F i IC B Bt D =COL4A 1 3R Z R D FL B 5B 1R 5
Life-threatening muscle complications of COL4A1-related disorder

OFA#Ey Ha2% 2 (Satomi Okano) . JE5FH 22! (Sorachi Shimada) , FH 241! (Ryosuke Tanaka) |

[l iR (Akie Okayama) . H21E 35 ' (Aya Kajihama) | $5K 4 ' (Nao Suzuki)

H45 84— ! (Koichi Nakaw), /545 f& ' (Satoru Takahashi), P§#F — = 3 (Ichizo Nishino) ,

i VEET 4 (Hirotomo Saitsu) . KA (B35 ° (Naomichi Matsumoto) . B3 4 ! (Hiroshi Azuma)

1 JEINERRS: R N
(Deprtment of Pediatrics, Asahikawa Medical University)

2 AumE AR E R G RE v 2 —
(Department of Pediatrics, Hokkaido Asahikawa Habilitation Center for Disabled Chiledren, Asahikawa,
Japan)

3 [EILKEHE - AR > 2 — BRI
(Department of Neuromuscular Research, National Institute of Neuroscience, National Center of
Neurology and Psychiatry (NCNP), Tokyo,Japan)

4 PRERPR AR A A AL AR e
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu,Japan)

5 BRI AR Rl
(Department of Human Genetics, Yokohama City University Graduate School of Medicine,
Yokohama,Japan)

PIK3CADSHRES1OZRIZKDCLOVESTEIREED 1 L R Al
A girl with CLOVES syndrome caused by somatic mosaic PIK3CA mutation

OAEJE 72M3 ! (Hiroaki Hanafusa) . £fE TEHR ' (Naoya Morisada) . 744 1F * (Tadashi Nomura)
JERY 21 (Al Unzaki), 7]k KA1 3 (Daisuke Kobayashi) , Bfit 25k 2 (Kandai Nozu)
1 75 A ® (Hideto Nakao) | iy 55 — 3 ? (Kazumoto lijima)
1 LRSI C ek BRAE(AF
(Department of Clinical genetics, Hyogo Prefectural Kobe Children's Hospital, Hyogo, Japan)
2 P RN R AR N RERARSEE N AR ) 7
(Department of Pediatrics, Kobe University Graduate School of Medicine, Hyogo, Japan)
3 HIFERIEEATSI AR TSR
(Department of Plastic surgery, Kobe University Hospital, Hyogo, Japan)
4 TREEUEOTAREDREGE IR
(Department of Pediatrics, Hyogo Prefectural Kaibara Hospital, Hyogo, Japan)
5 LRGN ELiEbE  BIEAR
(Department of Orthopedic surgery, Hyogo Prefectural Kobe Children's Hospital, Hyogo, Japan)
6 ST EEmEkE B RE
(Department of Neonatology, Hyogo Prefectural Kobe Children's Hospital, Hyogo, Japan)
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P-204 HIRZSRBIREEFRMSEZREL. FREEFZRHECSIAT-3RZED 14
Management of Pregnancy with Antithrombin 3 Deficiency: A Case Report
OERI & ' (Yuri Hasegawa) , 55 %5 ! (Ai Higashijima) . A48 F1HH ! (Kazuaki Ohashi) .
= TEE ! (Kiyonori Miura) . 27 22— 5 2 (Koh-Ichiro Yoshiura) | B 95AH ! (Hideaki Masuzaki)
1 RIRARYE pEkm AR
(Department of Gynecology and Obstetrics, Nagasaki University, Nagasaki, Japan)
2 RRY EPEEE
(Department of Human Genetics, Atomic Bomb Disese Institute, Nagasaki University, Nagasaki, Japan)
P-205 PT/OANWARG Y — RN CEEFRMMARICE OTEM I N8R M RAEDED 15
A case of xeroderma pigmentosum group D successfully diagnosed by adenovirus-
mediated genetic complementation test
ONER BEE ' (Tokimasa Hida) , #5728 FLES ! (Masae Okura) . /Mk £048 | (Keiju Kobayashi) .
LI FI|# ! (Toshiharu Yamashita) , $iif% T-{1: 72 (Chikako Nishigori) . F2J5i /A ! (Hisashi Uhara)
1 ALBREERIRY: R BOm Rl s
(Department of Dermatology, Sapporo Medical University School of Medicine, Sapporo, Japan)
2 MR OREBERZENIZER  NRERA R R T
(Division of Dermatology, Department of Internal Related, Graduate School of Medicine, Kobe University,
Kobe, Japan)

BEMBEAEEEREEDAR—S 2 FIEREED 16
A poland syndrome accompanied by hypoplasia of a kidney and absence of the breast

OMe 7+ 2° (Kenji Gonda) , 7S #3— * (Yuichi Rokkaku) . & %] ° (Tomoko Tamaoki) |
P A2 23 (Tomoyuki Momma) |, f{ij 5 #3+-° (Yuko Maejima) ., A {@ZF © (Kenjyu Shimomura) |
{leyE &l ' (Shigehira Saji) . [ 75— (Koji Kono)
1 WEENTERRY: MR 2 —
(Clinical Oncology Center, Fukushima Medical University Hospital, Fukushima, Japan)
2 MBRAIERIRYE RIS
(Department of Genetics, Fukushima Medical University, Fukushima, Japan)
3 MERIERIRE WHEESR
(Department of Gastrointestinal Tract Surgery, Fukushima Medical University, Fukushima, Japan)
4 JCHO ZAMER: A4F
(Deptartment of Surgery, Japan Community Healthcare Organization Nihonmatsu Hospital, Fukushima,
Japan)
5 @ik AR
(Center of Genetics, Takatsuki Hospital, Takatsuki City, Japan)
6 MERIZERRY: S
(Department of Pharmacology, Fukushima Medical University, Fukushima, Japan)
P-207 MRMERZROAEREBMURIBED—BF
A case of congenital nephogenic diabetes insipidus with a novel missense mutation in
AVPR2 gene.
ORI A (Katsunori Manaka) . FEHH #0—F ' (Noriko Makita) . {/Ei% Jf8—E[ ' Junichiro Satoh) .
fRFI] AHEH 2 (Taroh IirD) | F§2% IFFA ' (Masaomi Nangaku)
1 AR ARG B NN R
(Division of Nephrology and Endocrinology, Graduate School of Medicine, University of Tokyo, Tokyo,
Japan)
2 WV UFERRE S
(Department of pharmacology, St. Marianna University School of Medicine, Kawasaki, Japan)
P-208 FEHRBREITH B MR R RED— 5
an atypical case of Fibrodysplasia Ossificans Progressiva
ORSrp 5 ! (Katsunori Manaka) . FEFH $2 7~ ' (Noriko Makita) , ¢ jf—EE ' (inichiro Satoh)
] AHH V2 (Taroh TirD) . F§”% 1FFA ' (Masaomi Nangaku)
1 REUCAE AN B B - NN R
(Division of Nephrology and Endocrinology, Graduate School of Medicine, University of Tokyo, Tokyo,
Japan)
2 WU TUFERKY K
(Department of pharmacology, St. Marianna University School of Medicine, Kawasaki, Japan)
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KAT6BATOEEMZRICZK B GenitopatellariE {ZEED 215
Two cases of Genitopatellar syndrome with KAT6B heterozygous mutation

O Ba ! (Satoshi Watanabe) . FHEA 78 A ! (Sumito Dateki) . B #EM# ! (Tatsuharu Sato) .
ARJEL 1§ 2 (Toshiharu Kihara) | 7] [ (You Hamaguchi) | 75 7fi 2%—HE[* (Koh-ichiro Yoshiura) |
R 1552 ' (Hiroyuki Moriuchi)
1 REAR2Ew NER
(Department of Pediatrics, Nagasaki University Hospital)
2 RIRAHEGE IR R
(Department of Urology, Nagasaki University Hospital)
3 HENIREBEENE RREERE 2 — R
(Department of Pediatrics, National Hospital Nagasaki Medical Center)
4 BRI RS ERVIZT  ABUERE

(Department of Human Genetics, Atomic Bomb Disease Institute, Nagasaki University)

SO\l

—RRRAZ— 27 R EEE2

Poster Session 27 Neurogenetics 2

H B :10A12H () 17:45~ 1845 KAX—245 (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 1845 Poster Room (301+302, 3F)

CADASILEZEICHITDRNF213:E{zFp.RA8SIKZ B LFAENENIRIEE L DRI E
Association between RNF213 p.R4859K variant and intracranial arterial stenosis in
Japanese CADASIL patients

O7KH AT (kuko Mizuta) . {38 BHF ! (Akiko Watanabe-Hosomi) .
YW« T A& — "% (Wing Tung Esther Yeung) . 13 HHZ% * (Akiyoshi Yokote)
sINGR 22 1 (Takashi Koizumi) | [ FFGE ' (Mao Mukai), R | BisZ 7~ (Masako Kinoshita)
)5 147 ' (Tomoyuki Ohara) | 7KHF fe#Sf ' (Toshiki Mizuno)
U SRR ISR AR
(Department of Neurology, Graduate School of Medical Science, Kyoto Prefectural University of Medicine,
Kyoto, Japan)
2 Y—ARVUL RS
(Faculty of Health, Medicine and Life Sciences, University of Maastricht, Maastricht, The Netherlands)
CIE/NVA i 75 RS A A b s T SRR
(Department of Neurology, Toyooka Public Hospital, Toyooka, Japan)
4 [ENTIR B T 2 Bl pliE R
(Department of Neurology, Utano National Hospital, National Hospital Organization, Kyoto, Japan)

The MTHFR C677T polymorphism modified with BMI change in patients with bipolar I
disorder: A 12-week follow-up study

O Sheng-Yu Lee', Ru-Band Lu®

1 Department of Psychiatry, Kaohsiung Veterans General Hospital, Kaohsiung, Taiwan
2 Department of Psychiatry, National Cheng Kung University Hospital, College of Medicine, National Cheng
Kung University, Tainan, Taiwan

CFAPA3EGFDHEERAMZRIIIEEEKEEDY ZVEAFDAEEENH D
Haploinsufficiency of CFAP43 gene may be the risk of idiopathic normal pressure
hydrocephalus.

OFFA F5HE 143 (Yoshiro Morimoto) , /|NEF &4 12 (Shinji Ono) , 75 FH BLACEH ' (Shintaro Yoshida) |

=i f#,2 ? (Hiroyuki Mishima) , K~ 5% # (Akira Kinoshita) , 54 HH ' (Akira Imamura) |

FH% 54 * (Naohiro Kurotaki) . /)M B A6 ' (Hiroki Ozawa) . AT HF 33 ° (Tatsuya Kishino)

1 22—HJ5 2 (Koh-Ichiro Yoshiura) . |1/ 147 "® (Naohiro Yamaguchi)

1 RIFRZE AR S W 7T R fh i
(Department of Neuropsychiatry, Unit of Translation Medicine Nagasaki University Graduate School of
Biomedical Sciences, Nagasaki, Japan)

2 RIFR ISR RIS R AT AR R
(Department of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki,
Japan)

8RR e i 1 i 2 SR SIS 2 22 2
(Child and Adolescent Psychiatry Community Partnership Unit Nagasaki University Hospital)

4 FNIEERIRDHZE RS iR 22
(Faculity of Mwdicine,Graduate School of Medicine Kagawa University,Kagawa, Japan)

5 RIFRPEEMB AR Y 2 — « 7/ LEBEfRNT 7 15
(Gene Research Center, Center for Frontier Life Sciences Nagasaki University,Nagasaki, Japan)
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GRINTZRICLDERMIIBEEICTADAZFE O 1KIRS]
Novel heterozygous missense variant of GRIN1 in a girl with severe intellectual disability
and epilepsy
O 2 1 (Ai Unzaki), {EFE Z2HA ' (Hiroaki Hanafusa) , 47 FH 14T %* (Yusuke Ishida) |
85T $l— 2 (Shoichi Tokumoto) . [L{[7] %% 2 (Hiroshi Yamaguchi) , 2 K AF % (Daisaku Toyoshima) ,
ALl 39 & ? (Azusa Maruyama) . FRE] [H5K " (Naoya Morisada) , 5 —# * (Kazumoto lijima)
1 RN S E &kt BRAREER
(Department of Clinical Genetics, Hyogo Prefectural Kobe Children's Hospital, Kobe, Japan)
2 LIS Sk MhRER
(Department of Neurology, Hyogo Prefectural Kobe Children's Hospital, Kobe, Japan)
3 TRERIATAHEDERE IR
(Department of Pediatrics, Hyogo Prefectural Kaibara Hospital, Tanba, Japan)
4 PERIERAARE  EIAMIERE WRBREEE  NRRE B
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
HARICHITDCA N7 DRFREZNHRE
Molecular Epidemiology of Dystonia in Japan
ORH: 22! (Toshitaka Kawarai) , E1 7% 5541 ' (Ryosuke Miyamoto) ., HgAs 52 (Takashi Sakamoto) ,
*ZwEF 7> k=4 > (Antonio Orlacchio) . FI5E ME(E ' (Yuishin Izumi) | HE BEFL ' Ryuji Kaji)
1 ERZARER ERSEAVII IR ER 2208
(Department of Clinical Neuroscience, Institute of Biomedical Sciences, Tokushima University Graduate
School, Tokushima, Japan)
2 ENIREwR - PRRREERRRSE Y O 2 — ke AR
(Department of Neurology, National Center Hospital of Neurology and Psychiatry, Tokyo, Japan)
3 Laboratorio di Neurogenetica, Centro Europeo di Ricerca sul Cervello (CERC) - Istituto di Ricovero e Cura a

Carattere Scientifico (IRCCS) Santa Lucia, Rome, Italy
4 Dipartimento di Scienze Chirurgiche e Biomediche, Universita di Perugia, Perugia, Italy

BREASHEH/NREREDORRICHITDC120rf4ADMMRER LERRIIEF
Clinical characterization of autosomal recessive spinocerebellar ataxia with a novel
mutation in C12orf4
OENRI &7 ' (Arika Hasegawa) , 7J51 % # (Tomohiko Ishihara) . 55 Ji% *H- * (Sou Kasahara)
H #2+- ' (Yasuko Kuroha) . G TR | (Tetsuya Takahashi) . #2351 2% | (Nae Matsubara)
/NEF S B3 (Osamu Onodera)
IO ERvATH R 1 T L P S T S L R
(Department of Neurology, Nishi-Niigata Chuo National Hospital, Niigata, Japan)
2 HHRRCERRTIZET R RN ) Y — AW o 2 — o) TR R R AT ) B
(Department of Molecular Neuroscience, Brain Research Institute, Niigata University, Niigata, Japan)
3 HHE AT AT AIRE N R

(Department of Neurology, Brain Research Institute, Niigata University, Niigata, Japan)

HgERIDR— P EWTRELRBAMNBEER T ICEH DT/ LDA Fgene-set enrichment B &E#2 1
Genome-wide gene-set enrichment analysis of cognitive decline in the Japanese elderly:
The Nakajima cohort study
Ok 527] ! (Koji Hayashi) . f&J5i & Z ' (Moeko Noguchi-Shinohara) , {/j{% L% 2 (Takehiro Sato)
1% 457 2 (Takayuki Kannon) | #ll3 — 3% 2 (Kazuyoshi Hosomichi) . FHIE 2§ ? (Atsushi Tajima) |
LI 1E{= ! (Masahito Yamada)
| RTOREREN EROEARATIIR T (L - WY (RRIRE)
(Department of Neurology and Neurobiology of Aging, Kanazawa University Graduate School of Medical
Science, Kanazawa, Japan)
2 @R REBETRIEZENIIR 5587/ LISeE s
(Department of Bioinformatics and Genomics, Graduate School of Advanced Preventive Medical Sciences,
Kanazawa University, Kanazawa, Japan)

AHEWERIRELE (ALS)DEEEEZBISETFRESMEFTELZ16
A case of requested the genetic test notification triggered by new treatment of
amyotrophic lateral sclerosis (ALS)

OMiJ1] v (Atsuko Tkegawa) . PHHB FIEL ' (Kazumasa Saigoh) , I ¥ A ' (Makito Hirano)
AR W1 (Shigeko Kido), F5 A FHASH (Yuki Aoki), JA[&r 1% ' (Shigeru Kawai)
il 2 3 (Hiroyuki Ishiura) | 5546 %6 % (Yuji Takahasi) | $Ji% #1f° Jun Goto)
% i 2 Jyunko Tatumi) . FHAT FIEH ? (Kazuo Tamura) | 3+ 252 3 (Syouji Tuji)
Hil £ ! (Susumu Kusunoki)
1 IR RZEZATSI ST phE R
(Department of Neurology, Faculty of Medicine, Kindai University, Japan)
2 EMREREGE MO T AR B GEORIE A Y Vb T — G
(Genetic counselor Training Course, Graduate School of Science and Engineering, Kindai University, Japan)
3 RO MRENE
(Department of Neurology, Faculty of Medicine, Tokyo University, Japan)
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mEfl/ KR EETHLAMB 1 EEFERES
Bilateral cerebellar cysts in a patient with LAMB1 mutation
ORI T4 12 (Tetsuya Okazaki) . 75577 67 | (Yoshiaki Saito) | 752 3£ —H[® (Shinjiro Akaboshi) |
= #0F* (Noriko Miyake) | #i7S 38 ¢ (Naomichi Matsumoto) . FATH 75 52 2 (Kaori Matsuura) |
A58 B2 (Noriko Kasagi) . JE 37 754k ° (Kaori Adachi) | #fEJH 24— 2 (Eiji Nanba) ,
HiHE #5594 " (Yoshihiro Maegaki)

1

SO R die/ N AR

(Division of Child Neurology, Department of Brain and Neurosciences, Faculty of Medicine, Tottori
University, Yonago, Japan.)

SHOCEEAII R Rl 8L T2 He

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

JSHUER > 2 —

(Department of Pediatrics, National Hospital Oganization Tottori Medical Center. Tottori, Japan)
MERIRY: s P8E

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

SRS WEZeHEERN Wit s 2 —

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

SHOREE WIZEHEERAS  WITEHR =

(Research Strategy Division, Organization for Research Initiative and Promotion, Tottori University,
Yonago, Japan)
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MSTO1ZEEICK DBEBREMAEZE S/ Rk
Novel recessive mutations in MSTO1 cause cerebellar atrophy with pigmentary
retinopathy
O% R —1% 2 (Kazuhiro Iwama) . 547 1802 (Toru Takaori) . #54 5 4 (Ai Fukushima) .
3L 1 ° Jun Tohyama) . £ 1Ly W 3 (Akihiko Ishiyama) , K35 A ! (Chihiro Ohba)
=G B2 (Satomi Mitsuhashi) , B BAF- ' (Satoko Miyatake) . /&5 FH 5 ! (Atsushi Takata)
=5 $0+ ' (Noriko Miyake) . i 75— 2° (Shuichi Ito) . ¥ 7 5% 7 (Hirotomo Saitsu) |
FKITT Il ' (Takeshi Mizuguchi)

1

BRRTIIRY: Kb RANIER R

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

MRy FEERE NREREE

(Department of Pediatrics, Graduate School of Medicine, Yokohama City University, Yokohama, Japan)
ENIRE R - pREEE S > 22— NI RER

(Department of Child Neurology, National Center Hospital, National Center of Neurology and Psychiatry,
Tokyo, Japan)

BRI E CHNFiFE Y 2— /NIE

(Niigata Prefecture Hamagumi Medical Rehabilitation Center for Disabled Children, Niigata, Japan)
PERTE IR N EhRE R

(Department of Pediatrics, Epilepsy Center, Nishi-Niigata Chuo National Hospital, Niigata, Japan)

R ER VAP by == A = (e R e

(Clinical Genetics Department, Yokohama City University Hospital, Yokohama, Japan)

I INEE N I P o VR e 00

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

KMTZ2BEGFEEZROIEBETH XN 7 DEEKRZB
Clinical course of systemic progressive dystonia with KMT2B gene mutation
Offkt EEE ! (Sadao Nakamura) . %1587 224 ' (Yasutugu Chinen) , Ji7°F> 5%#4 2 (Yukihiro Namihira) |
T REHy 223 (Takashi Tokashiki) . 5[] BL= * (Mayumi Toyama) , HEF J&F-° (Satoko Kumada)
Ml /AF2F-© (Kumiko Yanagi), % [ © (Tadashi Kaname) | & 1.7 (Kenji Naritomi)
AP §5— ! (Koichi Nakanishi)

1

HRBRRY:  EAARR ROERE  EAIERE B R

(Department of Child Health and Welfare (Pediatrics), Graduate School of Medicine, University of the
Ryukyus, Nishihara, Okinawa, Japan)

HRBRRSY:  ESARR REGE BESAIIERE (EERHAR - B - AiRE R R

(Department of Cardiovascular Medicine, Nephrology and Neurology, Graduate School of Medicine,
University of the Ryukyus, Okinawa, Japan)

EERYATS s 2 SR UL SN e

(Department of Neurology, National Organization, Okinawa National Hospital, Okinawa, Japan)

IREr AR R 2 —

(Okinawa Chubu Medical and Rehabilitation Center, Okinawa, Japan)

WRURALARRERIE i IR

(Department of Child Neurology, Tokyo Metropolitan Neurological Hospital, Tokyo, Japan)

ENI KB EERTL > 2 — 7/ LIEFRIEH

(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
IR AR R 2 —

(Okinawa Nanbu Medical and Rehabilitation Center, Okinawa, Japan)
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pP-221 HHERTEYIIBRBROKCNQERFERZRDIRHIA R TADAMMAED O 7 Al 5
Russian siblings of neonatal epileptic encephalopathy with KCNQ2 mutation inherited
from mosaic mother
O/ 81 (Yu Kobayashi) , Z]MAJE 225K ! (Takao Komatsubara) . i [ #5522 ' (Moemi Hojo) ,

[EA {E— ! (Shinichi Magara) , & (1] f§ | (Jun Tohyama), FA [ Y2 (Mitsuko Nakashima) |
¥ VER 2 (Hirotomo Saitsw), 7K [T [ ® (Takeshi Mizuguchi) , #\AS B8 3 (Naomichi Matsumoto)
1 ISR B behes PE BT T8 P s e et N R R
(Department of Child Neurology, Nishi-Niigata Chuo National Hospital, Niigata, Japan)
2 IERRERRLER AR AL e
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
3 MR RZRZEGREZIRRLE RS
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)

P-222 TUBBAABILFICHMIA B RAZEZROH-, RHBEREZEEH DEMXIFFED K A G
Novel missense mutation of the TUBB4A gene in adult-onset sporadic spastic paraplegia
with cerebral white matter changes
ONBIFS Bkt (Haruo Shimazaki) , B2 1t (Ryou Sugaya), %5~ £t 51 (Takashi Mashiko)
K K4 (Kousuke Matsuzono) . /N R (Reiji Koide) . FHHH #5 A (Ryota Tanaka)
KT 81 (Tohru Matsuura) . A /% (Shigeru Fujimoto)
FHAERIRY: WNRFAREEE AR NREARM

(Division of Neurology, Department of Internal Medicine, Jichi Medical University)

LRRK2 p.R1441THZEEBN—F VYV URRZRICBITDEREGEZN S S UHRRIEZIRE
Novel Parkinson's disease families with LRRK2 p.R1441H homozygous and heterozygous
mutation in Makurazaki region

OFEE B! (Hiroyo Yoshino), A4 ks 2 (Masashi Takanashi) . I3[ 2 "** (Manabu Funayama) ,

25 0T * (Yuanzhe Li) | #0397 9535 ° (Eiji Matsuura) | 132111 #}} © (Sho Tsuyama)

Gl 1 ° (Hiroshi Takashima) . P4 [ {55 * (Kenya Nishioka) . IR {52% '3* (Nobutaka Hattori)

1 RERZ RS E2VIRR ENMIREHAE - et > 2 —
(Research Institute for Diseases of Old Age, Graduate School of Medicine, Juntendo University, Tokyo,
Japan)

2 MEOREGRARE iR
(Department of Neurology, Juntendo Koshigaya Hospital, Saitama, Japan)

3 MERERZRSEBE BN 7/ L iRt o 2 —
(Laboratory of Genomic Medicine, Center for Genomic and Regenerative Medicine, Graduate School of
Medicine, Juntendo University, Tokyo, Japan)

4 MERERE iR
(Department of Neurology, Juntendo University School of Medicine)

5 BREBRFERFGE ERLEOUIIIR MiEmalE  shigne - BHEHRY
(Department of Neurology and Geriatrics, Graduate School of Medicine and Dental Sciences, Kagoshima
University, Kagoshima, Japan)

6 MERERZZIEA AR AE S 3
(Department of Human Pathology, Juntendo University School of Medicine)

3-SKGMF INHIBITS MITOCHONDRIAL MEMBRANE DEPOLARIZATION, CALCIUM
LEAKAGE & ROS INDUCED DAMAGES IN PATIENTS OF MITOCHONDRIAL DISORDERS.

O Somesh Kumar', Subhajit Ghosh’, Mohammed Faruq’, Seema Kapoor'

1 Pediatrics Geneitcs & Research Laboratory, Department of Pediatrics, Maulana Azad Medical College &
Associated Lok Nayak Hospital, New Delhi, India

2 DRDO - Institute of Nuclear Medicine & Allied Science, New Delhi, India

3 Institute of Genomics & Integrative Biology(CSIR) , Mall Road, New Delhi, India
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P-060

FEMREICKIUBNILURBXERBES KUBERBETIVHR O
Murine model cell panel for Fragile X syndrome and its related disorders constructed via
chromosome engineering.

Ol #= " (Yuji Nakayama) ., JE17 2tk | (Kaori Adachi) . Hi[H 45k 2 (Norifumi Shioda)

IS #3:2 1° (Hiroyuki Kugoh) . #J% 2%~ ° (Eiji Nanba)

1 BHCRT WIEHEERA WeRs e s 2 —

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

2 BRARE FEERENIIEAT 7/ LR
(Department of Genomic Neurology, Institute of Molecular Embryology and Genetics, Kumamoto
University, Kumamoto, Japan.)

3 BHUOKE  WIZEHEERAS DI =
(Research Strategy Division, Organization for Research Initiative and Promotion, Tottori University,
Yonago, Japan)

4 SHORERZBE RFAVITERE BERER LR R A B AR RE RS T2l iR BRRE T8
(Department of Biomedical Science, Institute of Regenerative Medicine and Biofunction, Graduate School
of Medical Science, Tottori University, Yonago, Japan.)

5 SHUOE RO 2L Y 22—

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

—fMRRAZ—28 WhkE (oM. BIREGLE)?2

Poster Session 28 Rare Diseases 2

H FE:10H12H (&) 1745~ 1845 KAXZ—24; (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

P-225

P-227

METHEBTHRREICHIDIRMEMS IR - KEHELRERRFNZ2ELOEMPRERERKE
(Maroteaux®?) /'Rl
Craniovertebral junction stenosis requiring decompression surgery in a girl with
acromesomelic dysplasia-type Maroteaux
OffEy % © 12 (Mari Sasano) , XK [#32 2 (Hirofumi Ohashi) | 57K fEH] ? (Kenji Shimizu)
K KA ? (Daiju Oba), PEAT 253 (Gen Nishimura), 7587 fE#% ' (Atsuo Yoshino)
1 HARRZEA AR iR
(Department of Neurological Surgery, Nihon University, Tokyo, Japan)
2 RERESNEERY 2 —  EER
(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
3 WERERRTREE Hepk > 2 —
(Center for Intractable Diseases, Saitama Medical University Hospital)
ABCCOEIRFICHIMERZR O /-CantufE(REE D241
Two cases of Cantu syndrome with novel ABCC9 mutations
OFH —24 ' (Kazuo Kubota) | §HH: Hifdf ' (Hideo Sasai) , 3 A& 18 ' (Tomohiro Hori)
LA 2243 ! (Takahiro Yamamoto) | ‘B B4+ 2 (Satoko Miyatake) | KAZS JEI3# 2 (Naomichi Matsumoto)
YEE ff5 ! (Toshiyuki Fukao)
1 IEBRIRERARE PE2ERIIZERE /NIdaEy
(Department of Paediatrics, Gifu University Graduate School of Medicine, Gifu, Japan)
2 BORANIRYARZBE  EAZER IR
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
RoifmaniEf&E$ D 16
A new comer in a group of immunoskeletal syndromes
OFE2& 2! (Chikahiko Numakura) . FEF 3% 2 (Gen Nishimura) . /NEFF TF 2 2 (Tadashi Onoda) .
AK} 2 * (Toshiyuki Kimura), = £75% ! (Tetsuo Mitsui)
1 IBRF A N
(Department of Pediatrics, Yamagata University Faculty of Medicine, Yamagata, Japan)
2 EERERAZHG Hnt > 2 —
(Intractable Disease Center, Saitama Medical University Hospital, Saitama, Japan)
3 BRI NERE
(Department of Pediatrics, Yamagata Prefectural Central Hospita, Yamagata, Japan)
4 FAARHEE SRR IR
(Department of Pediatrics, Nihonkai General Hospital, Sakata, Japan)
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P-229

P-230

P-231

Spondyloepimetaphyseal dysplasia (SEMD) aggrecan typeDZAFB #3515l
The Second Report on Spondyloepimetaphyseal Dysplasia, Aggrecan Type: A Milder
Phenotype than Originally Reported

OfFEE 2! (Yasuyuki Fukuhara) , =0 & 18 2 (Osamu Miyazaki), Cho Sung Yoon®,

15 B 07 (Narutoshi Yamazaki) . fik 75 (Tetsumin So), AR 7% 4 (Jun Hattori) . Seo Joo-Hyun5\

HE B9+ ! (Tomoko Tsushima) | ELlE [&— 5 (Ryuichi Mashima) , /[NEES 58 '° (Motomichi Kosuga) .

B B * (Maki Fukami) | Jin Dong-Kyu®, {752 4% © (Akira Ishiguro) . ZE {ifi ” (Mitsuru Kubota) |

(L] ;2 ° (Torayuki Okuyama) . PEAY 458 (Gen Nishimura)

1 ENIE RIS Y 2 —  ERS R
(Division of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)

2 BENINEBEBEREMTTE Y X — RS ERES
(Department of Radiology, National Center for Child Health and Development, Tokyo, Japan)

3 Department of Pediatrics, Samsung Medical Center, Sungkyunkwan University School of Medicine, Korea

4 FENLREESEMICE 22— oINS
(Department of Molecular Endocrinology, National Center for Child Health and Development, Tokyo,
Japan)

5 ENZRBEREMILE 2 —  HIKRE
(Department of Clinical Laboratory Medicine, National Center for Child Health and Development, Tokyo,
Japan)

6 ENLKBEEME 2 — BEDHE
(Department of Postgraduate Education and Training, National Center for Child Health and Development,
Tokyo, Japan)

7 ENLREESFILE 2 — RO
(Division of General Pediatrics & Interdisciplinary Medicine, National Center for Child Health and
Development, Tokyo, Japan)

8 WELERARY #ENtrx—
(Center of Intractable Diseases, Saitama Medical University Hospital, Saitama, Japan)

9 BENLRBEBENIE Y Z— Bl - SRR
(Department of Critical Care and Anesthesia, National Center for Child Health and Development, Tokyo,
Japan)

ABRBFEEEY—ICHITD/NMNREAIPSHABETENRETDEEFEREHOREIIANDE A
Development of diagnostic genetic tests in patients during transition to adulthood in
Osaka Women's and Children's Hosp.

ORIZR #£Z3 ! (Kana Hosoki) . A7 {#17 2 (Nobuhiko Okamoto)
1 KEREFFEBEE > 2 —W7er R
(Department of Molecular Medicine, Osaka Women's and Children's Hospital Research Insititute, Osaka,
Japan)
2 KB vERE Y Z2—  BESHR
(Department of Medical Genetics, Osaka Women's and Children's Hospital, Osaka, Japan)
EENRRBEZSELBVT—IN—RT LI BEEBEBRI’EEIDRNIZA A ZERECOLIATE
BFICERDI-BRBERED—H
A Pathogenic Mutation on COL7A1 With Its Allele Frequency in the Exome Aggregation
Consortium database: A Case Report
Offefé 251l 12 (Taisuke Sato) . {/ER & ! (Osamu Samura) . i Fd 12 (Yuki Ito) |
25T ff K ! (Yuta Kasahara) . {27 K% | (Takuma Sato) . #5I8F BLF- ' (Keiko Yabuzaki) ,
KR 20%3 ' (Tomona Matsuoka) |, [Lif 7% ' (Michihiro Yamamura) |, #2J5i —#f; ! (Kazuhiro Kajiwara) |
_FHY 2% (1 (Taizan Kamide) | 28 {H—E[5 2 (Kenichiro Hata) , filAs ZZ5¢ ! (Aikou Okamoto)
1 BOREERIERRY:  pElm AR
(Department of Obstretrics and Gynecology, The Jikei University School of Medicine, Tokyo, Japan)
2 [ENIREER Y 2 X JE R R RER S
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)
EEL Y MEREICROHOSNI-MECP2EIEFRXICDINT
A large deletion of the MECP2 gene found in a patient with severe phenotype of Rett
syndrome
OMIl AZE+F- ! (Kumiko Yanagi) . 125/[| EH ' (Mari Minatogawa) , fi F 7 ' (Manami Iso) |
R )74~ ! (Kazuhito Satow) . KAJE 72— 2 (Yoichi Matsubara) . FAZAS {12 2 (Nobuhiko Okamoto) |
B8 [£ ! (Tadashi Kaname)
1 ENORBESER Y 22— 7 LERTES
(Dept. of Genome Medicine, National Center for Child Health and Development)
2 BENIHREB R 2 —
(National Center for Child Health and Development, Tokyo, Japan)

3 RBRBEFEFE > & —
(Osaka Women's and Children's Hospital, Izumi, Osaka, Japan)
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QUZhIV - A4/R=232 - Y BMD—DICHITHEEEHE - BHREDEGFBRT—YIREDE
Y H
Investigation of genetic data standardization in hereditary neuromuscular diseases at
Clinical Innovation Network
OFf7K 7" (Reiko Shimizu), _|#5 | ? (Satoshi Ueno) . /[N F54d ! (Hideki O1)
JINBE 2252 3 (Hirofumi Komaki) . FA 357 1 (Harumasa Nakamura)
1 R AR b MR LY R — R IV AL—Y a3 Fl e XF 4 bk X — BRI
PHl
(Clinical Research Support office, Translational Medical Center, National Center of Neurology and
Psychiatry)
2 ENIOREERRIABE RS HCI Rt > 2 —
(Center for Public Health Informatics, National Institute of Public Health)
3 EZWIFERIFEE AE IR AR - ShREERRIEZE & > & — il /NSRS
(Department of Child Neurology, National Center Hospital, National Center of Neurology and Psychiatry)
4 [ESZWFFERHFEE N ELLRF A - SRR o 2 Nl IRRITTCHEET
(Clinical Research Unit, National Center Hospital, National Center of Neurology and Psychiatry)

MOCS1ZE&RHIEV T FUHBERIBED 16l
A case of molybdenum cofactor deficiency identified with MOCS1 mutation

OB #8 (Yu Abe), FHJR % (Yu Aihara), Jufif #4555 (Wakaba Endo), A B (Mitsugu Uematsu)
15 B (Shigeo Kure)

R Al NRERE
(Department of Pediatrics, Tohoku University School of Medicine)

—fRRZ2—29 REHRE2

Poster Session 29 Perinatal Genetics 2

H W:10H12H (&) 1745~ 1845 RAX—24 (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

P-234

P-235

P-236

REMEHBTREINE Y EDTEED26)
Two cases of jumping translocations in products of conception.
O7KEF PR (Rie Mizuno), 5 [+ (Yoko Yoshioka), Fif|LI #HH (Tetsurou Maeyama)
S FE1E Mika Kamata) | i #: T~ (Keiko Ikeda) . 74| KKl (Daichi Inoue)
ARGES 52/ (Yukio Hattori) | Y456 48 (Yoshiki Hashiba) . 3] FEIE (Yoshimasa Asada)
HHALT =X 7)==y
(Asada Ladies Clinic, Aichi, Japan)
13RJV I—FHA1OD26]
Two cases of mosaic trisomy 13
O_FH 2811 ! (Taizan Kamide) , E43)1| By ' (Akihiro Hasegawa) | #l% F 7~ ' (Keiko Yabuzaki)
% Z3i ' (Taisuke Sato) . FARE 145 ! (Tomona Matsuoka) . | LA} 7% ' (Michihiro Yamamura)
FHJI| 152 ' (Haruhiko Udagawa) . % Hi#C ' (Yuki Ito) . HEJ5 —#E ' (Kazuhiro Kajiwara) |
P P E] 2 Reijilto) , A} & ! (Osamu Samura) | [ 58 ! (Aikou Okamoto)
1 BRI RERRY:  PElm AR
(Department of Obstetrics and Gynecology, The Jikei University School of Medicine, Tokyo, Japan)
2 HRRERERRY: NERAERE
(Department of Pediatrics, The Jikei University School of Medicine, Tokyo, Japan)
LRI IREIREICS T D RERBEEFREZROBRKIRE
Retrospective study of villous chromosomal analysis of spontaneous abortion of patients
with infertility in our hospital
Ol 47 # (Toshiyuki Kakinuma) | B[] 7' (Maiko Noguchi) , Z5JI| 22+ ' (Aiko Kagawa)
bR 282 ' (Bmi Fujishiro) | 2355 5238 ' (Yukiho Yabe) . 7Kk[ifi] Be—F ' (Sakiko Nagaoka)
iy # 2 (Kaoru Kakinuma) . PUTT 75> (Jyunko Yotsumoto), B 5A1H ' (Hirotsune Kaijima)
1 HEEHLVETY =Y
(Minatomirai Yume Clinic, Yokohama, Japan)
2 EFREEERERE ERAR ) T aX g vy 2—
(Nashusiobara,Japan)
3 EIFRER RS E A E R AL A SR E R R I B R D ) v T
(Minatoku, JApan)
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p-237 SIERE. OHEOMZICS TS M/MURDDREMICIT LT, BARBICEVITER - HEICEOK
165
A case of progressive anemia after surgery of cardiac anomaly for polysplenia syndrome
became pregnant due to IVF
OriR & (Tadashi Maezawa) ., — 4 P (Masafumi Nii) . JEHF #3F~ (Yuko Kitano)
Ph i SE=F (Mikiko Nishioka) . JHH %FHH (Tomoaki Ikeda)
SHRYE EE ERE AR
(The Department of Obstetrics and Gynecology, University of Mie, Mie, Japan)
P-238 BIRPICEEAD Y VIR T -BHREBERAREES fHERD—B
A case of pregnancy with osteogenesis imperfecta received genetic counseling
OfJI Wl Y2 (Go Ichikawa) . HR(L] £5#£ 2 (Tomohiro Nakayama) . JA[#F 5% (Ai Kouno)
Kemy 22173 (Takayuki Matsuno) . iz 75 H 3 (Kaori Shinya), {J1J&& &k 3 (Takehiro Nakao) .
B (Hiromitsu Azuma) | FK F0#8 ® (Tyuyu Hayashi) | #HIFH &% 3 (Yuji Ikeda) |
I 53 (Atsushi Komatsu) | 02 T4 2 (Chiaki Takeya) . & FH H— * (Shinichi Takada)
1 550 T 2 (Mikiko Satow), -5 5114 2 (Humihisa Chishima) . J1]44 43 (Kei Kawana)
1 JICmsrEgEE > 2 — AR
(Division of Obstetrics and Gynecology, Kawaguchi Municipal Medical Center , Saitama, Japan)
2 HAERY B WEEESR MR R
(Division of Laboratory Medicine, , Nihon University School of Medicine, Tokyo,Japan)
3 HARAE AR E R N AR AR
(The Department of Obstetrics and Gynecology, Nihon University School of Medicine, Tokyo,Japan)
P-239 HIRPICHEEREEEMEEBRIRREEZ2EL, hE&ICJeuneiEfREE CE2HTL 1=—1F)
A case of short limbs and short ribs and renal abnormality during pregnancy, diagnosed
as Jeune syndrome after birth
OFE R 524" (Yoshihiro Yoshimura) . ©8 5 %fi 7+ ' Junko Mochiduki) . 4% V£ T2 (Youko Kishimoto) .
KVG ' (Yoko Onishi) | FEAS 1412 2 (Naomi Araki) , Y7 {2t ' (Nobuya Unno)
£ F A3 (Ohsuke Migita) . 2% f@—E[5® (Kenichiro Hata) . &5 FH 5258 % (Fumio Takada)
1 JEEURZAJRIEE P B B e > 2 — R
(Department of Obstetrics and Gynecology, Center for perinatal care, Child Health and Development
Kitasato University Hospital, Kanagawa, Japan)
2 AEHARARBEHE AR 2 HE
(Department of Genetics and Genomics, Kitasato University Hospital)
3 ENLKEEEILE > 2 — AR S
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development)

—MERAZ2—30 WHEFZE (NIPTEE) 2

Poster Session 30 Prenatal diagnosis (including NIPT) 2

H K:i10H12H (8) 17:45~ 1845 KRAX—2H; (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

P-240 IRMEICSEDONTEEES 5 W\ IR ERE T FEZRD. ZOEBERL. EiRiEGEL/-86IDEZERF
BIC2DVT
Fetal outcome of hydrops fetalis in the first trimester
ORRIEL #3F (Yuko Matsubara) , “ZZ[if] £2.5% (Toshiaki Yasuoka) . N A& ZF (Yuka Uchikura)

R - (Kazuko Takagi), #Jii 55— (Keiichi Matsubara), £2|1] [ (Takashi Sugiyama)
FIRK A e AR
(Department of Obstetrics and Gynecoligy, Ehime University, Toon, ,Japan)

I RetmERRREERRICT TS MRNBIEORESREFHNRROMELITONT
Relationship between aneuploidy and miscarriages after PGD for couples with structural
chromosomal abnormalities
Ohnif HEi— (Keiichi Kato), ]I [l 235 (Nami Kawasaki), #& {#i—~ (Hiroko Hayashi) |

KE —H# (Kazuki Ohata) . N &7 (Akiko Yabuuchi), HLFH 1 (Tomoko Kuroda)

LT« A7) =w
(Kato Ladies Clinic,Tokyo,Japan)
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P-242

P-243

P-244

P-245

P-246

168DV I—FHFLID—H)
Prenatal diagnosis of mosaic trisomy 16,A case report
OXIEs KH2T-" (Yukiko Tazaki) , Fr YEUE ' (Mitsuhisa Shinya) | /] #38H ' (Hiroaki Kobayashi)
M BB ? (Toshiro Tkeda) . $5K 517 ° (Fumihiko Suzuki) . ‘&% 1 {221 ° (Shunsuke Miyai)
JiiE X5 3 (Takema Kato) . &4G 1546 ° (Hiroki Kurahashi)
1 ERERY EREAR
(Department of Obstetrics and Gynecology, Kagoshima University, Kagoshima, Japan)
2 REEEE
(Yonemori Hospital, Kagoshima, Japan)
3 RMECMER AR S ER AT AT
(FUJITA Health University, Aichi, Japan)
RIREERICTEROBEEANREZB0. HERICGoltZEMREELZRILIC 16
Goltz syndrome with omphalocele : A case report.
O 287" (Shoko Ikeda) . 2 H WEZ ! (Akihiko Mochizuki) , FEifl %35 ! (Hiromi Nagase) .
PJ1| % 72 (Tomoko Nishikawa) . A [ T8 ? (Hiroaki Murakami) . HLH %0 72 (Yukiko Kuroda) .
Y ] 2 (Kenji Kurosawa) , £7)1] 7553 ! (Hiroshi Ishikawa)
1 PRINRSLC EEERE > 2—  pElm AR
(Department of obstetrics and Gynecology, Kanagawa Children's Medical Center, Kanagawa, Japan)
2 PRI EBEFE 2 —  BER
(Department of Genetics, Kanagawa Children's Medical Center, Kanagawa, Japan)
Barth syndrome® 4 HizZ R
Diagnosis of Barth syndrome and the way to observation of pregnancy
O7kH: 37 (Ryuhei Nagai), HHFH #8%F (Yusei Nakata)
mHEgE 22— ER
(Kochi Health Sciences Center)
LHRICHITDIFKRBAREDORBELSEDOEUES
Results of an amniotic fluid chromosome analysis and future's trial in this clinic
OFHm ! (Kenzo Ida) | J&7K #— ! (Kiichi Shimizw) . &M {Z— 2 (Shin-Ichi Sonta) ,
#47% 85 2 (Kaoru Suzumori) , /|Vi2 ] > (Shinji Kosugi)
1 IDAZY=wD
(IDA clinic, Kyoto, Japan)
2 RAaREt s 2—
(Fetal Life Science Center, Nagoya, Japan)

3 RSRERZBRE AR ERREE - B RERY
(Department of Medical Ethics/Medical Genetics, Kyoto University School of Public Health, Kyoto, Japan)

FEKBEICH LV Tadd(2)(q37)HEHSNI=1EH
A case of add(2)(q37) chromosomal abnormality of amniotic fluid cells

O {3+ ' (Yoshiko Kouchi) | A<fq UH% ! (Hikaru Honmon) , #AJ5 Fif € ! (Mizuyo Matubara)
SER JFF2EF ' (Mamiko Hirao) . 55 B ! (Rie Takahara) , & {14} 2 (Shinsuke Ninomiya)
EAI HEHH ® (Masaaki Hasegawa)

1 RARSEREAN REGCEBhRREBEER  Arh IRl R AR
(Department of Clinical Laboratory,Ohara Healthcare Foundation Kurashiki Central
Hospital,Okayama,Japan)

2 RAMEREAN  REGCZABCR IR AErh b SRS HRES
(Department of Clinical Genetics,Ohara Healthcare Foundation Kurashiki Central
Hospital,Okayama,Japan)

3 ARMEREAN  REGCZEBHIOHEGER  ARchmbe  Eiw AR
(Department of Obstetrics and Gynecology,Ohara Healthcare Foundation Kurashiki Central
Hospital,Okayama,Japan)
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P-247

NIPTEDEEZEIILFWNED ? - NIPTHRRECHEESEMEN SKRBRICHITIEBHREEHIZIF
BEREEZAON-EFICEHITDEE

Is amniocentesis needed to confirm fetal aneuploidy, when ultrasound abnormalities exist
with a positive NIPT result?

OHIFf #5457 12 (Chieko Tamura) . H7)1] #32E ' (Hiromi Arakawa) . BT i ' (Yoshie Kurata) .
ok F3 ' (Mihyon Song) . 3 /7 ' (Chikara Kihira) . [LIFH Bff . " (Kenji Yamada)
KA JIEF 1 (Junko Matsumoto) . FIIE 2 17 (Atsushi Tajima) |, i HA ! (Satoko Fujita)
AiAd %% ! (Yasushi Nakamura)
1 FMCHEZUZ=w
(FMC Tokyo Clinic)
2 MERERZEAHHEIRE R Bk
(Genetic Counseling Clinic, Juntendo University Hospital, Tokyo, Japan)
3 NOHNDHEL T4 —AZU=v Y
(Marunouchi no Mori Ladies Clinic, Tokyo, Japan)
4 krbho—Xrv=vs EREAR
(Department of Obstetrics and Gynecology, St. Rose Clinic, Mie, Japan)
5 HEFiIwbe kAR
(Department of Obstetrics and Gynecology, Hino Municipal Hospital, Tokyo, Japan)
6 WEUREELAI SRl e AR
(Department of Obstetrics and Gynecology, The University of Tokyo Hospital, Tokyo, Japan)
7 RMEEGHEE AR
(Department of Obstetrics and Gynecology, Kameda Medical Center, Chiba, Japan)

—MRRRAZ—31 BEEFHRENIPTEET) 2

Poster Session 31 Genetic Testing 2

H W:10H12H () 1745~ 1845 RAX—24; (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

P-248

P-249

P-250

TIZIWPCRZAWV-MECP2EIZFERRIIEDMEIL
Establishment of detection method forMECP2 gene duplication using digital PCR
O% 55 A— "2 (Taichi Imaizumi) . % FH25 T ' (Yumiko Ondo), [[JA% £ 7! (Keiko Yamamoto)
LA 828 ! (Toshiyuki Yamamoto)
1 W FERRARIR FERY Y 2 =5 LR
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
2 HWRUTVFERRYE NER
(Department of Pediatrics, St. Marianna Medical University, Kawasaki, Japan)
DNA short tandem repeat analysisiZ &k 2 # BREE G DEEZHERT
DNA short tandem repeat analysis which can differentiate the genotype of
choriocarcinoma
OPFEE /32 ! (Kimihiro Nishino) | J¥3% 425 ! (Eri Watanabe) . H14} 3f— ! (Kenichi Nakamura) .
M A% ' (Yoshiki Tkeda) . 735 # ' (Kaoru Niimi) | [[[A% %72 (Fiko Yamamoto) .
1L 578 2 (Toshimitsu Yamamoto), 7)1 5% ' (Fumitaka Kikkawa)
1 #hERY R e AR
(Department of Obstetrics and Gynecology, Nagoya University, Nagoya, Japan)
2 HEERT R ERTECE
(Department of Healthcare Administration, Nagoya University, Nagoya, Japan)
3 HibERE EAE EEE
(Department of Legal Medicine and Bioethics, Nagoya University, Nagoya, Japan)
EHERERZAVVC. BB FRBERAZEICS T DBXRZEEDERAM
Indirect diagnosis is essential when performing PGD of monogenic disorder, using
trofectoderm biopsy.
ORH ! Shiyo Ota), HAfif] FEM5 ! (Yoshiharu Nakaoka) . FERT 222+ ' (Michiko Ammae)
FREY 334 ! (Tatsuya Nakano) . K8 ¥4 2 (Hiroki Kurahashi)
1 IVFAR I )=y
(IVF Namba Clinic, Osaka, Japan)
2 WRHECMER R A ERSANIIET 70 B 5 AT

(Fujita health university of general medical molecular genetics research institute, Aichi, Japan)
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P-252

ZHBAXFBIHRAE G R BRASREDREICOINT
Current situation and issues for preconception genetic carrier screening
O+ B ! (Shunsuke Miyai) | {7 27 2 (Tsutomu Sato) . BHG 1516 * (Hiroki Kurahashi)
1 R EICERLSE RMEAUIZER A& BEA Y vy v I 0E
(Graduate School of Health Sciences, Fujita Health University, Aichi, Japan)
2 FEMEMMEREEARY: R Rl
(Department of Ethics, Fujita Health University School of Medicine, Aichi, Japan)
3 EHMMERAERY: REEMZEIT 0 E RV
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)

RIEEZE TR REC A DI MEFXIEIRE A S UICHRSBXERBEEREDECEZRED IR
Genetic testing of fragile X syndrome and related disorders covered by public health
insurance in Japan.

O 2% =13 (Biji Nanba) , JET 754k 2 (Karoi Adachi) . [l 413 (Tetsuya Okazaki)

F I %1% 5 (Chie Inoue) . FHFT fil-— 5 (Kenichi Tadokoro)

1 SHCRT: WIFEHEERRNS  FTFTikEs =
(Research Strategy Division, Organization for Research Initiative and Promotion, Tottori University,
Yonago, Japan)

2 BSOS WIZRHEERA mitEs e s 2 —
(Research Initiative Center, Organization for Research Initiative and Promotion, Tottori University,
Yonago, Japan)

3 SO A SR s S
(Clinical Genetics, Tottori University Hospital, Yonago, Japan)

4 B A bR N ERE
(Division of Child Neurology, Department of Medicine, Tottori University, Yonago, Japan)

5 HRASHE— - TL )V FBERERT ) LREH
(Clinical Genomics, BML,INC, Tokyo, Japan)

—MRRAZ—32 BREKRY—IIVR

Poster Session 32 Clinical Sequencing

H W:10H12H () 1745~ 1845 RAX—24; (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

P-253

=RPMREBEEVY—BREGEZEBPHICSITDIXATAAINI Y —LEROBRNERA M EEER
B DTG

Consecutive Medical Exome Analysis at a Tertiary Center: Diagnostic and Health-
economic Outcomes

Oz B3 ! (Rika Kosaki), ZAfRHH Mt ? (Masaya Kubota), [ Jii i (Tomoko Uehara)

AR £\ ° (Hisato Suzuki) . 0PN {8461 3 (Toshiki Takenouchi) . /)M {HERER ® (Kenjiro Kosaki)

1 FENIREERIE L > 2 —
(Division of Medical Genetics,National Center for Child Heatlh and Development)

2 ENIREBERT L 2 —  whiRENE
(Division of Neurology,National Center for Child Heatlh and Development)

3 BERIRY RRERYEY &—
(Center for Medical Genetics, and d Department of Pediatrics, Keio University School of Medicine, Tokyo,
Japan)

165

SO\l




P-254

P-255

P-256

P-257

EMNAXZEZSHERREEFERMARE Y—ICHITDRENIV AN —O T ZADRK
Current Status of Comprehensive Clinical Sequencing on Hereditary Disorders in Shinshu
University Hospital
OJ%/1| &g " (Tomomi Fujikawa) . [L[[7] %52 2 (Tomomi Yamaguchi) , % F3F 2 (Shohei Shigeto)

HE 3% (Tatsuya Negishi) | £7)1] BLiE * (Masumi Ishikawa), 57l FHJ% 7~ 2 (Bmiko Kise) |

/INE; AHZE ! (Tomomi Kojima) | Ji#EFH TE.ZA >* (Naohisa Fujita) , &7 5 F "2 (Kyoko Takano)

5 E fEHH ? (Tsuneaki Yoshinaga) . A JPR 2 (Katsuya Nakamura) | JfiH: B 2 (Keiko Wakui) |

KAH F:2 2 (Kazuyuki Matsuda) . fElE ' ° (Yoshimitsu Fukushima) | 7575 %1% % (Tomoki Kosho)

1

2

3

EMREE B BREREE

(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
EINRAEAHI R B R R > 2 —

(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
TEMIEELE A B wale  BRIRAREL

(Department of Laboratory Medicine, Shinshu University Hospital, Matsumoto, Japan)
AR | R A —R— R 7 Z—DHK 1 NGSDT BT = 7 b

(Problem-Solving Oriented Training Program for Advanced Medical Personnel: NGSD Project, Matsumoto,
Japan)

fEINRE [R2AER

(Shinshu University School of Medicine, Matsumoto, Japan)

BEFNARIV—O T RIKIBKEEEREREEOMRMERAE(DHSt) E 2R LS=—51
Dehydrated hereditary stomatocytosis was diagnosed by a gene panel sequence
OFA £+ ! (Takako Aoki), /NE 1534 ! (Hiromi Ogura) ., 878 KA ! (Taijyu Utsugisawa) |

LR 22/ 2 (Takahisa Yamane) | [[|AS 553 (Toshiyuki Yamamoto)

1

2

3

WU ERERY i - Ml 7" v o > 78

(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University Tokyo,
Japan)

PNUTIRTA e e Sl IR T

(Department of Hematology, Osaka City General Hospital)

WRFERAY BarEfRE Y 2 —

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

A4 2-A I RERBEDEEERTFDPF2OEE
De novo DPF2 variant in a Japanese patient with Coffin-Siris syndrome

OB 254t (Yoshinori Tsurusaki) . [+J5{ A7 2 (Tomoko Uehara) . ECPY 12845 2° (Toshiki Takenouchi)
FEA & (Yumi Enomoto) . /MRS fHERER 2 (Kenjiro Kosaki) . HEL{% {H] * (Kenji Kurosawa)

1

2

3

4

MERNNL T BB EP > 2 —  BRIRDITLAT

(Clinical Research Institute, Kanagawa Children's Medical Center, Yokohama, Japan)
BEERAANE: R RE LR 2 —

(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
BMERAARY: A DNRRAEE

(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
MRS E R P > 2 —  E#IsH

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

SPERM AR ST EELEEOEEFETICEIDEE
2 cases report of multi-gene panel analysis for ovarian mature cystic teratoma with
malignant transformation

O7KEF £ 12 (Sho Mizuno) . EA JfE—EE ! (Yuichiro Miyamoto) . 1K5 HIZLY ! (Yurino Ishibashi)
B L (Kayo Asada), PHH] H5Z ' (Haruka Nishida) , =73 B 75 | (Aki Miyasaka) |
231 37 " (Michihiro Tanikawa) | € R #k32 ' (Kenbun Sone) | #% Eiif ' (Mayuyo Mori)
834 Pih ! (Tetsushi Tsuruga) . #sAS F—F ! (Yoko Matsumoto) | fifkFH 7oA ' (Katsutoshi Oda)
H/0 %2 (Aya Ushiku) | B BLEK 3 (Shinji Kohsaka) |, JIHZ 1451 * (Hiroyuki Aburatani) |
187 417 2 (Hiroyuki Mano) . KZE# K ' (Yutaka Osuga). & 11T ' (Tomoyuki Fujii)

1

2

3

HRUR AR AN e LMEas et - PERY/ LoPkd R

(Department of Obstetrics and Gynecology, The University of Tokyo Hospital, Tokyo, Japan)
WEURPEE A AR e B

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

FENZD AW > 2 —WIFEAT Ml s o0y

(Division of Cellular Signaling, National Cancer Center Research Institute, Tokyo, Japan)
RGURCESRR AR e o 2 — 7 WY A T A

(Division of Genome Science, Research Center for Advanced Science and Technology, University of Tokyo,
Tokyo, Japan.)
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AR —OI Y —Z2BWVEmMBRI-ZR - FVOERBOIV AN —II VR
Clinical sequencing for vascular Ehlers-Danlos syndrome using next generation
sequencing

Ol #52% ' (Tomomi Yamaguchi) . 2/ 1] fiiA > (Kota Arakawa) . 47)1] Eij& ' (Masumi Ishikawa) |
I A5 (Emiko Kise) | /NES A2 2 (Tomomi Kojima) | IR 55 ° (Ai Unzaki)
JREFA TE/A "° (Naohisa Fujita) | T =+ "% (Kyoko Takano) , 75 & EPH ' (Tsuneaki Yoshinaga) |
W BT 1% (Keiko Wakui) | #lES 355 © (Yoshimitsu Fukushima) . 53 12 ' (Tomoki Kosho)
1 EMCRE AR B R R PR > 2 —
(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
2 IR RS EREESAEE
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
3 MR R B - B k) v a—X
(Department of Medical Genetics, Course of Genetic Counseling, Master's Program, Shinshu University
School of Medicine, Matsumoto, Japan)
4 HIBREDERR 2 2 —eEli BRI 2l 22—
(Clinical Examination and Diagnostic Center, Toho University, Sakura Medical Center, Sakura, Japan)
5 MEERVR | KR A== R 7 Z—DEK : NGSDTrP 7 |+
(Problem-Solving Oriented Training Program for Advanced Medical Personnel: NGSD Project)
6 [SINRYE RIS
(Shinshu University School of Medicine, Matsumoto, Japan)
AR —O T VRICEUTMCTEIEFERNEE S NI AR HEES
Novel mutation in TMC1 identified by massively parallel sequencing in a case of
congenital hearing loss
OX = kEH #® (Mayuri Okami) , 55 Bk (Momoko Thukahara) , A E{ 87~ * (Yuko Ohnuki) |
EkE T3 3 (Kazumi Takahashi) | F15% f8—E > (Shunichiro Izumi) | P2 {275k * (Shinya Nishio) |
FAf2E E— * (Shinichi Usami)
1 FERE B SR
(Department of Otolaryngology, Samukawa Hospital, Kanagawa, Japan)
2 BORY IR EH SRR
(Department of Otolaryngology, Tokai Univ. School of Medicine, Kanagawa, Japan)
3 WiEKE EIETSRR
(Department of Clinical Genetics, Tokai Univ. Hospital, Kanagawa, Japan)
4 SR EAEES H SRR
(Department of Otolaryngology, Shinsyu Univ. School of Medicine, Nagano, Japan)

—fRRAZ—33 Xt —o T X (NGS)E#RH2

Poster Session 33 Next Generation Sequencing 2

H B :10A12H () 17:45~ 1845 KAX—245 (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 1845 Poster Room (301+302, 3F)

B BARAICBITDERMTIV YN Y —RBE B R AWM LB 0 R IR E MR E iR T ER

P-261

Expression quantitative trait loci analysis with blood cells from late-onset Alzheimer's
disease patients in Japanese
Off K& (Taiki MorD) | FE7K K%Z ! (Daichi Shigemizu) , FA[LI ELAER ! (Shintaro Akiyama)
YERR YD ' (Risa Mitsumori) | JEIE #3HH ' (Yuya Asanomi) | 18k £} ? (Shumpei Niida)
Rl 75— " (Kouichi Ozaki)
1 ENIEHEREVI Y 2 — AT V7 ) Ly Z— BRIRT J LRirHEE S
(Division for Genomic Medicine, Medical Genome Center, National Center for Geriatrics and Gerontology,
Obu, Aichi, Japan)
2 ENIRHBEMIIE Y Z— AT VT Ly R —
(Medical Genome Center, National Center for Geriatrics and Gerontology, Obu, Aichi, Japan)
wY - REMRBEWREVLABRETI OV —LBEROREHAIS
A Statistical Overview of Large-Scale Clinical Whole-Exome Sequencing Analyses for Rare
and Undiagnosed Diseases
O 1= (Kazuhito Satow), Ml /AZE—F (Kumiko Yanagi), 2% [E (Tadashi Kaname)
EN KB BRI > 2 — W T LERISEES
(National Center for Child Health and Development, Tokyo, Japan)
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BEZWMESEEL (CM-SIS/TEN) £4/LS—H I REH
Whole genome sequencing of cold medicine-related SJS/TEN with severe mucosal
involvement

OKhor Seik-Soon'. A #ifk ' (Yuki Hitomi, _|=FH B35 ** (Mayumi Ueta) |

WA ET ' (Yosuke Kawai) . 4% & FHE ® (Chie Sotozono) . AR | /%2 (Shigeru Kinoshita)

EI% 1FH* Masao Nagasaki), fifizik i+t ! (Katsushi Tokunaga)

1 BEIRZAREBEE R IIZR EFR R 2 TR ABE RS
(Department of Human Genetics, the University of Tokyo, Tokyo, Japan)

2 BURLIE RS AR e L i AR R e
(Department of Frontier Medical Science and Technology for Ophthalmology, Kyoto Prefectural
University of Medicine, Kyoto, Japan)

3 SUEZIERCAIRR A=
(Department of Ophthalmology, Kyoto Prefectural University of Medicine, Kyoto, Japan.)

4 HUEREHRILA T 1 70V« RN 7 ek
(Tohoku Medical Megabank Organization, Tohoku University, Aoba-ku, Sendai, 980-8573, Japan.)

IAOOZ—REE#HSITADAICREESNAESETDIBERICDINT
De novo truncating mutation in SETD 1B in myoclonic epilepsy

OH #EF- ' (Kouhei Den) | I Y¢JZ 2 (Mitsuhiro Kato) . [L{[7] fif4& * (Tokito Yamaguchi)

=& B2 3 (Satomi Mitsuhashi) . KA B3 ® (Naomichi Matsumoto)

1 BRI EESRREREAE EESRaRE AR Bk AmER A — R
(Department of Medical Life Science, Yokohama City University Faculty of Sciences, Yokohama,
Kanagawa, Japan)

2 BHRIRPAPESARS  /NRERL AR
(Department of Pediatrics, Showa University School of Medicine, Tokyo, Japan)

3 MOEALARZRZEREZDIAR B
(Department of Human Genetics Yokohama City University Graduate School of Medicine, Yokohama,
Kanagawa, Japan)

4 EETAN A - MRRERE Y 2 — R
(National Epilepsy Center, Shizuoka Institute of Epilepsy and Neurological Disorder, Shizuoka, Japan)

SRERERHIRRIEICH T D ETEMARR - KHRRIZAVYFREELCFES
Germline and somatic alterations in mismatch repair genes in clear cell ovarian
carcinoma

Ok 72f1] ! (Katsutoshi Oda), P HH "2 (Akira Nishijima) . 23/ [| 5217 ° (Kosei Hasegawa) |
HRH 48 2 (Kayo Asada), #hHH 1825 * (Yuji keda), [LI4S 153 ? (Shogo Yamamoto)
FKIT. LI ? (Genta Nagae) . JEBF {H . % (Kenji Tatsuno) , HLIR 5% 3 (Akira Kurosaki) |
JE )i F— 2 (Keiichi Fujiwara) . AZEEE F# ! (Yutaka Osuga) . Jifid: %147 ! (Tomoyuki Fujii)
A 7557 2 (Hiroyuki Aburatani)
1 REURERIAGE R ITURE R AR
(Department of Obstetrics and Gynecology, Graduate School of Medicine, The University of Tokyo, Tokyo,
Japan)
2 WEURYE JolmRleARdaiire - o 2 —
(Research Center for Advanced Science and Technology(RCAST),The University of Tokyo,Tokyo,Japan)
3 WEERRY: HERRERE Y2 — W AREGR
(Saitama Medical University International Medical Center,Saitama,Japan)
4 AARRZEEZERm AR
(Department of Obstetrics and Gynecology,Nihon University)

HiPGAP3BEFEREETORMBEMEMPIERCERDI-IO7F 7 AB RO
A novel PGAP3 mutation in a Croatian boy with brachytelephalangy and a thin corpus
callosum

ORI1 &' (Tomohiro Sakaguchi), Zigman Tamara’, Petkovic Ramadza Danijela®®, Omerza Lana®’,
Puseljic Silvija*®, Eres Hrvacanin Zrinka®, =5 ¥~ ' (Noriko Miyake) |
KA 58 ! (Naomichi Matsumoto) . Baric Ivo®®
1 BRI AR R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
Department of Pediatrics, University Hospital Centre Zagreb, Zagreb, Croatia
School of Medicine, University of Zagreb, Zagreb, Croatia
Department of Pediatrics, University Hospital Center Osijek, Osijek, Croatia
School of Medicine, Osijek University, Osijek, Croatia
Department of Pediatrics, General Hospital Dr. Josip Bencevic, Slavonski Brod, Croatia
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Fr7VAV—D T RIZEBADNADEYAOZRHE ICENT B IF/NA T4 D&t
Data analysis pipeline to detect somatic mosaicism of cell-free DNA by amplicon
sequencing

Offeie 51 T (Hidenori Sato) | =¥ 4545 | (Yuki Miyano) . A |+ $£ ' (Ryoko Murakami)

e 2 AR 52 (Yu Sasaki) . V1K 78 ° (Mitsuru Emi)

1 WERE EEH AT 1 VYA T2 AHEEZEAT 7/ LS 1= k
(Genome Informatics Unit, Institute for Promotion of Medical Science Research, Faculty of Medicine,
Yamagata University, JAPAN)

2 B RPAESATS WREAE T GAfEdsARS) Gl
(Department of Gastroenterology, Faculty of Medicine, Yamagata University, JAPAN)

3 NTAKRY DAty x— [fsEss
(Thoracic Oncology Program, University of Hawaii Cancer Center, JAPAN)

RECQLAEIZFDOHAEABRERRERKZEDEEBICHITDIRFABDSZHM
The variety of phenotype in patients with rare Japanese-origin homozygous deletion in
RECQL4

OREA /725" (Yumi Enomoto) . #EI% 257 ! (Yoshinori Tsurusaki) . BLH] A7%d T2 (Yukiko Kuroda) .
A 128 2 (Hiroaki Murakami) , Af fff— ' (Yuichi Kimura) . 5 FiH1 " (Takuya Naruto)
&L A5 ® (Tomoaki Shimokaze) . i {@7] ' (Kenji Kurosawa)
1 MZRIRYI S EBERE Y 2 —  TRIRTT
(Clinical Research Institute, Kanagawa Children's Medical Center, Yokohama, Japan)
2 PRI B R 2 —  EIER)
(Division of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
3 dertwke hRER
(Department of Pediatrics, Yamagata Saisei Hospital, Yamagata, Japan.)
OYJU—Ro—=5 o8 —DHELDE NS/ LBERE D
Evaluating structural variants in human genomes by only using long-read sequencer
T H BEREH "2 (Shintaro Yoshida) | #fAs 75E[ 2 (Yoshiro Morimoto) . /)MEF {85 ' (Shinji Ono)
=B #2 ' (Hiroyuki Mishima) , A N 52 ' (Akira Kinoshita) . 44} A ? (Akira Imamura) |
7N #5562 (Hiroki Ozawa) | E51H 22— H[5 2 (Koh-Ichiro Yoshiura)
1 RIRRE RS R AR A 0 i
(Department of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki,
Japan)
2 RIFREERZGIREHELEAVITIR  RFR A B R H I FERE il HERS o i i o
(Department of Neuropsychiatry, Unit of Translation Medicine Nagasaki University Graduate School of
Biomedical Sciences, Nagasaki, Japan)
3 EBWH O LW
(Aino-Ariake Hospital, Unzen, Nagasaki, Japan)

—MgRRAZ2—34 BEEhHYE)VI2

Poster Session 34 Genetic Counseling 2

H W:10H12H (&) 1745~ 18145 FAZ—2 (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

BEMAEEZEVIAALE [WHOTRERREER (F) XIEl FHEUANDOEIEA
Support systems for children with hearing loss construction effort; With enlightenment
regarding the genetic counseling
OV 257 12 (Yumiko Kobayashi) . 2% 72H3 ' (Hiroaki Sato), |11 4:{H ) ? (Kayono Yamamoto)
15 s BA%2 2 (Akimune Fukushima)

I ATERRY: B B SR
(Department of Otolaryngology, Iwate Medical University, Iwate, Japan)
2 ATFBERRE BEEM ERERER

(Department of Genetic Medicine, Iwate Medical University, Iwate, Japan)
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HETBEND LYV IDISA I ML D ERERS IV ERBEDORAE
A Survey of preparations and achievement matters of clients for prenatal genetic
counseling
O BUE " (Chika Sato), &5 i+~ %> (Akiko Yoshida) . FE £% 2** (Akira Inaba) |

B #7 7- 2% (Akiko Maeda) . K |- #82% ° (Hiromi Murakami) ., ESlE - ° (Masako Torishima) .
(LI 225), *° (Takahiro Yamada) | /]Nk2 (] *° (Shinji Kosug)) |, Tk B 2° (Masayo Takahashi)

1

2

3

4

5

BIPE R TR

(Department of Pathology and Laboratory Medicine, Kansai Medical University, Hirakata, Japan)
HYLAIIEAT  EmREERI AT v 2 — MR AR ERRI A T Y 2 U b

(Laboratory for Retinal Regeneration, RIKEN, Center for Biosystems Dynamics Research, Kobe, Japan)
WFT A 22—t

(Kobe City Eye Hospital, Kobe, Japan)

FUSR AR B R AITERE R R

(Department of Medical Ethics, Kyoto University Graduate School of Medicine, Kyoto, Japan)
SO R AR i e i 7

(Department of Clinical Genetics Unit, Kyoto University Hospital)

2I Y —LEEICTBaller-GeroldiEIRBEDEEZRI A TE—RRDEEHI LI VT
Genetic Counselling for Baller-Gerold syndrome by whole exome sequence

ORI £F ! (Keiko Matsuda) , FFJ5 7% 2 (Jun Sasahara) | HJl /AF5F 2 (Kumiko Yanagi)
i | 3 (Tadashi Kaname) | A< fH17Z ! (Nobuhiko Okamoto)

1

2

3

RBRILIRIeRE  RIREF Rt > 2 — R

(Department of Medical Genetics, Osaka Women's and Children’s Hospital, Osaka, Japan)
KRBTGS KRR IRFe > 2 — R

(Department of obstetrics, Osaka Women's and Children's Hospital, Osaka, Japan)

ENIREERE Y X — T LEBIIR

(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)

MarfanfEfRB¥D & DIRDITIR - HEICEIDHDRB
Parent's feelings about having children in their daughters with Marfan Syndrome

O#rIl B! (kumi Moriyama) . BTG 546t 12 (Hiroki Kurahashi) . AT Bt ' (Tamae Ohye)
{IeE 53 M (Tsutomu Sato)

1

2

EH MR Wiy ) V=

(Department of Clinical Genetics, Fujita Health University Hospital, Aichi, Japan)

R PR AR R B EERIZENTZET 0 i AR2E T SE R

(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)

R R RS ERRAR R MR

(Department of Clinical Hematology, Fujita Health University, Aichi, Japan)

LR RS, R2EES fmBEsE

(Department of Ethics, Fujita Health University School of Medicine, Aichi, Japan)

EMOBEEERBE B ORROBFRERY IR
Genetic Counseling of Families With Multiple Hereditary Diseases
ORETT 2! (Misaki Fukue) |, 7558 ST 1% (Moriya Iwaizumi) | FFE 2252 ' (Hiroaki Ito) |

P JBR#S * (Mayu Sakata) , PN AP ® (Yuri Uchiyama) . 7K1 H° (Takeshi Mizuguchi) |
KA 58 5 (Naomichi Matsumoto) . Fij) 1] B A ' (Masato Maekawa)

1

2

3

N FSY RN N EEe S TN i = S e

(Clinical&Molecular Genetics Center, Hamamatsu University Hospital, Shizuoka, Japan)

S INEE N I P S 7R Pl ESs o 00

(Department of Laboratory Medicine, Hamamatsu University School of Medicine, Shizuoka, Japan)
IRRERIRY:  RAEAS e SRR > 2 —

(Perinatal Center, Hamamatsu University Hospital, Shizuoka, Japan)

IRREERIRS:  [R2EA HVRIZEEE Al

(Department of Surgery 2, Hamamatsu University School of Medicine, Shizuoka, Japan)
ORI R RN EAWIER R

(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Kanagawa,
Japan)
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BIEARBRORBERELSEDODRESE
Current status and future perspective of genetic counseling in our hospital

ORfiYE 47 12 (Toshiyuki Kakinuma) | PU5T 757> (Jyunko Yotsumoto) , fJHE 2252 ! (Takaaki Ito) ,
FAJI| 924 12 (Miki Tagawa) . fifijfd 2 "% (Kaoru Kakinuma) | JgAS {875 ' (Yuka Sakamoto)
IeiE il ' (kuo Sato) . MIIFH #& ? (Kaoru Yanagida) . AHIFH ffiZ% ' (Michitaka Ohwada)

FH 7 %Z— ! (Hirokazu Tanaka)
1 [EFREFHR AL P AR
(Department of Obstetrics and Gynecoligy, International University of Health and Welfare Hospital,
Tochigi, Japan)
2 EBEFHEAR AR VT mR g vy Z—
(International University of Health and Welfare Hospital, Tochigi, Japan)
3 EBREFRAS R E R R E AL AR E R MR A E O E A Y ) v T
(International University of Health and Welfare Hospital, Tochigi, Japan)

WA IRD £ RIS R IC S REIRE

Problems of prenatal diagnosis with twin pregnancies

OFE 7 Kaori Arima) , 143/ P+ (Michiko Watanabe) , #1145 LD C (Shizuko Takahashi)
HH)1| & D& (Satsuki Hosokawa) . 55 45X (Yasuyo Kasai)

HAR B o 2 — ek AR
(Department of Obstetrics and Gynecology, Japanese Red Cross Medical Center, Tokyo, Japan)

BEAV )V IERED~REBEREE Y —EREERDH A~
Advertisement of genetic counseling for doctors in hospital and regional medical
-Department of in Kyoto Medical Center-

O 5 #7712 (Noriko Satoh-Asahara) . 7[NFH [/ T 2 (Yousuke Konishi) . 7B 2575 23 (Miki Hida)

H &8 18 12 (Toru Kusakabe) . &A% 4540 F 2* (Yukiko Hashimoto) . JE#E £ 2° (Hironobu Umakoshi)

4t 3 2* (Makoto Kita) , )1 & 2° (Kaoru Kawasaki) . FIH 25887 12 (Michiko Wada) .

1T %28 2 (Ken Yamaguchi) , =5 5% 27 (Hidehiko Miyake), & B 26 (Kenji Takakura)

1 HNTATBOE NENDRRRE sUERIER - > 2 —  ERRITEE > 2 — N e LR 2T
(Department of Endocrinology, Metabolism, and Hypertension, Clinical Research Institute National
Hospital Organization Kyoto Medical Center)

2 MOTATBUENENDREOEN TSR v 2 — RS EE
(Department of Clinical Genetics, National Hospital Organization Kyoto Medical Center)

3 MNZATBUE AENIREEAS SRR v 2 —  HRARAER
(Department of Clinical Laboratory, National Hospital Organization Kyoto Medical Center)

4 MSATBOENEIDERGOERN R v 2 — DR
(Department of Pediatrics, National Hospital Organization Kyoto Medical Center)

5 MNZATBUE ANERTREEAS SRR v 2 — i - AR
(Department of Endocrinology and Metabolism, National Hospital Organization Kyoto Medical Center)

6 MNZATBUEANENIREERE SRR 2 — PR AR
(Department of Obstetrics and Gynecology, National Hospital Organization Kyoto Medical Center)

7 BROKLFRERER NBSUCRIBBZENSR A TV A TV AFR #@ohvrv) y7a—2A
(Department of Genetic Counseling, Graduate School of Humanities and Sciences, Ochanomizu
University)

ZRNAMRELTR O O ARMQTERERBZRENFARIDIEDOXIE
Support for disclosure of congenital QT prolonged syndrome as secondary findings to
families.

Ohnjik fEth ! (Shinya Kato) , K8 15461 2 (Hiroki Kurahashi) . {/#% %7 ' (Tsutomu Sato) |

KRIL EiRE ™ (Tamae Ohye)

1 EREER ARG g AR FE R AR R R A iR R A 7 > & ) > 775
(Division of Genetic Counseling, Department of Clinical Laboratory Medicine, Graduate School of Health
Science, Fujita Health University)

2 RMECMEE Y A EREENIZEAT 0 TR ERTIERM
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University)

3 EHCMER SR R ME
(Department of Ethics, Fujita Health University School of Medicine)

4 MR ERRAES R AR BRI RE N
(Department of Molecular laboratory Medicine, Faculty of Medical Technology, School of Health Sciences,
Fujita Health University)
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HBOCE BN DI F o - HRDEBREREBEZBEAHDILE LIT~FEITEEEEEICDONT~
Genetic counseling system for hereditary cancer in our hospital developed from HBOC
counseling system

Oit 7> T Natsuki Tsuj) . KA AZET-? (Kumiko Ooseto) , /)M 7% 2 (Kayano Komatsu)

EHA A7 F 2 (Yukiko Yoshimoto) |, 1575 R~ 2 (Sachiko Takahara) . Aifi[ ] 2% (Toshihiro Higuchi)

1 RARSEREAN HEREE S EAEEAT LRk ek AR
(Department of Obstetrics and Gynecology, Tazuke Kofukai, Medical Research Institute, Kitano Hospital,
Osaka, Japan)

2 WAEMNREAN MREURZ  RAERPZEAT AR FLIRSME
(Department of Breast surgery, Tazuke Kofukai, Medical Research Institute, Kitano Hospital, Osaka,
Japan)

BEMRERBELISMBFENDIRXIGEEICEHHDOEN - KRENERORBHEICKDEES -
BURICDONWTOXHGERAE
A Journal ReviewDifferences and similarities of factors related to risk communication in
hereditary disease
Ot 37 ' (Haruka Bamba), 1+J[| FEFE ' (Reimi Sogawa) , 7K FE{F ' (Miho Nagata)
JIIE5 357 "2 (Hidenori Kawkasaki) . [[|[H] £27], ' (Takahiro Yamada) . F1[] &/~ "% (Takahito Wada)
/N2 1EH] 2 (Shinji Kosugi)
1 BERE KeEbE BEAeRt 2R AR EN BRIEREA Y
(Genetic Counselor Course, Kyoto University School of Public Health)
2 LUHRZE BREAES (VEikt (ST
(Kyoto University Hospital Clinical Genetics Unit)
FOVERBOROEEREINHDRARI-CHITIHERMBHZROBEBREICHEITDIER
Experiences related to the decision to have prenatal diagnosis in pregnant women having
children with Down syndrome
OHiilE F 25! (Bmiko Kise) ., £7)1| E& ! (Masumi Ishikawa) , /]NE: 2 12 (Tomomi Kojima)
B = 12 (Kyouko Takano) | A #7513 (Satoshi Ohira) | 4t #{iZZ ' (Norihiko Kikuchi) |
FEE F'? (Yoshimitsu Fukushima) . 5 1 ' (Tomoki Kosho)
1 BINRPEE SRR B R FEE e > X —
(Center for Medical Genetics, Shinshu University Hospital, Nagano, Japan)
2 EMRPAEAG  BUREAAE
(Department of Medical Genetics, Shinshu University School of Medicine, Nagano, Japan)
3 [SINIRALEATRI I e 2 Fm AR
(Department of Obstetrics and Gynecology, Shinshu University Hospital, Nagano, Japan)
4 (EINRZEBE
(Shinshu University School of Medicine, Nagano, Japan)
REBFIIEMAEZMBERRICSITDEEAY YV ITDERK
Summary of Genetic Counseling in Kyoto Prefectural University Hospital of Medicine
OB & 2 T ' (Saeko Katsumoto) . f& [ 43 ' (Rei Fukuda) . /NEF 257 "% (Sumiko Ono) .
IR AR TF ! (kuko Mizuta) | 1 257 '3 (Tomohiko Taki), 75 FH 2% | (Yoshida Tomokatsu)
TRAE &' (Tomohiro Chiyonobu) . HLH #fith ' Qunya Kuroda), H1J1| 1F{# ' (Masanori Nakagawa)
1 SELIERER A E R B n 20 S
(University Hospital, Kyoto Prefectural University of Medicine, Department of Medical Genetics, Genetic
Counseling Unit, Kyoto, Japan)
2 HUEBFRLIERIRY: o R T IIE
(Kyoyo Prefectural University of Medicine, Departoment of Molecular-Targetting Cancer Prevention,
Kyoto, Japan)
3 EMIRARE AR R R AR R AR
(Kyorin University, Faculty of Health Scienses, Department of Medical Technology,Tokyo, Japan)
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Poster Session 35 ELSI and Genetics Education 2

H HKF:10H12H (&) 17:45~18:45 RZXA—24 (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

P-282

P-283

P-284

P-285

P-286

T/ LRERMOBRAICEHTIAZEDEH
College student's awareness of Genome editing technology
O HU ! (Al Ttagaki) | T2 Hli "2 Jyunko Tatumi-Miyajima) , =[] {#&%% ? (Takito Yumiyama)
Frils BEZ5 ' (Ruka Katayama) , FHAY F1EH 2 (Kazuo Tamura)
1B MEHTENIZEH B2HK BEAY Vv T — Sl
(Genetic Counseling Program, Master of Science, Graduate School of Science and Engineering , Kindai
Universuty,osaka,japan)
2 IR BIUAE EaREER
(Depatment of life science, Faculty of Science and Engineering, kindai University,
Higashiosaka,osaka,japan)

BIRFARECEGRIR() ESMNPLBELOZSAERNDRE
Genetic testing and life insurance (1): lessons from The Concordat and Moratorium on
Genetics and Insurance in the UK

OFRH # (Hiroshi lida) . I Z5#% (Kaori Muto)

BEURY: ERPEMTEAT  NHBERIHZE

(The Institute of Medical Science, The University of Tokyo, Department of Public Policy, Tokyo, Japan)
BIEFERICSITDHOAMNOAT—EE - REOSHAT
Questionnaire survey on the attitudes of muscular dystrophy patients and their families to
genome medicine.
OFHJ 28 (Chikoto Thara), HA Z21f (Yoshihiro Kaiya) . /T {% (Tamotsu Takeda) .

KI5 ¥ kgt (Matsuki Oshima) . 75 EX# (Takenori Shingu), /]MA = =EE (Kimie Kobayashi) ,

FH®F 75 {8 (Yoshihiro Tano), /K {3 (Hiroshi Shiraki) . {/£J#% [Z/E (Takao Sato)

H# /AE (Hisanobu Kaiya)

AR A s 7 ¢ —le

(Japan Muscular Dystrophy Association)
ERBIEZHTDEIG ICDNWC B RRF HREIIERDL ? -
Is hereditary retinoblastoma an indication for preimplantation genetic diagnosis as a
serious genetic disorder?
OWfit] #M5 ! (Yoshiharu Nakaoka) . FER(T 58 ' (Michiko Ammae) . H18¥ 3 ' (Tatsuya Nakano)

KA 175 ' (Yuka Matsumoto) , JXHH 7548 ! (Shiyo Ota), [L/PA #+ ' (Hiroko Yamauchi)

AR FElE 2 (Yoshiharu Morimoto)

1 WVFERAR V=

(IVF Namba Clinic, Osaka, Japan)

2 HORACY/Zr7nmy b RRZV=vZ
(HORAC Grand Front Osaka Clinic, Osaka, Japan)

FOUEEDEBRRICETIR A EEERETRBOREZDRVEVEZELT—
Awareness of the developmental record on persons with Down syndrome by their parents

OFFiE 75437 (Kanako Morifuji) , JFEFH %% 2 (Aoi Shikada) . =% ATl # (Daisuke Miyamoto) |
BiTHH B2 (Manani Maeda) . 544 = #F&F * (Mikako Tonaki), 7k} ELFEF* (Mariko Nagai) ,
I 2 K $1F " (Noriko Sasaki) . = it #52% | (Harumi Miyahara) , ¥AAS 1F ° (Tadashi Matsumoto)
ST B ® (Tatsuro Kondoh)

1 RieRE EaEREA RIEER
(Nagasaki University Graduate School of Biomedical Sciences)
2 RIER A
(Nagasaki University Hospital)
3 MIRLC BB ERE Y X —
(Kanagawa Children's Medical Center)
4 RIFICEHBEEEAY ) TH
(Genetic Counseling Room, Nagasaki University Hospital)
5 HEDNZDRLBDOADE
(Division of Developmental Disability, the Misakaenosono Mutsumi Developmen)
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FREEE S LRTHINF 2 2D 1= DELSID 53 &
Analysis and overview of ELSI for future oriented governance in genome research

Ot Zet: ' (Atsushi Kogetsw) . 23 V& ! (Hiroshi Toya), /)N i ' (Minori Kokado)
G i+ ' (Noriko Ohashi) | BiFE U O ! (Hikari Okui) , FHE 754 2 (Yayoi Aizawa) |
$KE5 Bll—3 (Soichi Ogishima) , JI[IE 9275 * (Minae Kawashima) . Fi'1Lj £8HH ° (Toshiaki Katayama) |
LA 231+ (Natsuko Yamamoto) | [it] FH fifi%2 ” (Yukinori Okada), 41 &l — 2 (Fuji Nagami) ,
hiiE FIN ' (Kazuto Kato)
1 RBORYE KRB ARIMZRE RO & N BRI
(Department of Biomedical Ethics and Public Policy, Graduate School of Medicine, Osaka University,
Osaka, Japan)
2 HALRZE HALAT o AV - AHNY T ERE TR - REET
(Department of Public Relations and Planning, Tohoku Medical Megabank Organization, Tohoku
University, Miyagi, Japan)
3 LR HALA T ¢ Hb « ANV IHERE T LRSS
(Department of Informatics for Genomic Medicine, Tohoku Medical Megabank Organization, Tohoku
University, Miyagi, Japan)
4 FREEHRBUER, NAA VATV RAT—EXR—Z L X —
(National Bioscience Database Center, Japan Science and Technology Agency, Tokyo, Japan)
5 M« VAT LN STV ATV AREGT —EZX—At > X —
(Database Center for Life Science, Research Organization of Information and Systems, Chiba, Japan)
6 KWK¥: T—2CUTo7ur7 7B Ev 77— 2t aEiaiimm
(Ethical, Legal, and Social Issues Core, Institute for Datability Science, Osaka University, Osaka, Japan)
7 RBRRY: KABTEPERIZERE BISHGEA

(Department of Statistical Genetics, Graduate School of Medicine, Osaka University, Osaka, Japan)

BIRZENREDFHEFEADRNA BHAABRYIZZTORUEAEEBEEMZEENDEE
Application of genetic tests in preventive medicine, Programs of Japan Society of Ningen
Dock

OH I 7% — "2 (unichi Taguchi) . Ji2 £ B+ "? (Ruriko Horio)
1 B Iy Ry IY=wy
(Tokyo Midtown Clinic)
2 ARANERw Z7%2E BIEANREICED 2 MRS
(Japan Society of Ningen Dock, Committee on genetic testing, Tokyo Japan)

P-289 KRBER'Y—IL [f-tree] DOFIARR
A survey on the usage of f-tree, a questionnaire-based family tree creation tool

Ol 3% ! (Fumiyo Nakayama) . fiiis; %7 2 (Tomoharu Tokutomi) |
5B BH52 12 (Akimune Fukushima), [Lj4s {3:1H )% 12 (Kayono Yamamoto)
R WA 13 (Yosuke Katsube) . 75 FH BHF- 12 (Akiko Yoshida) . 77K JE:& ! (Atsushi Shimizu) .
SR HE " Ryujin Rndo) , {73 4% ' (Yasushi Ishigaki) , {/54 A ELH ' (Makoto Sasaki)
1 HFERKY: WD THILAT 1 7)b « AHNT 7 Bk
(Iwate Tohoku Medical Megabank Organization, Iwate Medical University, Yahaba, Japan)
2 ATERRYE BB RKEEAR
(Department of Clinical Genetics, School of Medicine, Iwate Medical University, Morioka, Japan)
3 EFERRKZEREGE BR300 ICHERERE Eishv k) v i
(Genetic Counseling Program, Applied Medical Science, Graduate School of Medical Science, Iwate
Medical University, Morioka, Japan)

bAY /) LEBHROEGNY S — D& | XBHEENFATORR TS VADSE
New training program of genetic counselors in the era of cancer genetic & genomic
medicine

OHH FIBH ! (Kazuo Tamura) . EJE 7' (Tetsuji Nagao) , B ;& ! (Takeshi Minami)
F & e " (Yuji Hidaka) . 3TN 8¢ ' (Toshifumi Tsujiuchi) , ¥ #fi7 ' (Junko Tatsumi) ,
fElE {12 ! (Nobuyuki Fukushima) . 1) 1| 1 ! (Nao Kagawa), PEIE F1H ' (Kazumasa Saigo)
EAR 5% ! (Shigeru Shimamoto) . JI1| ~ BEH A ' (Norihito Kawashita) . 5 F1th 2 (Kazuya Fukuoka)
HaJ 1] F72 ® (Kazuhiko Nakagawa)
1 GERRE KRG AR BEEHIR BIEh Y v T —ElGERE
(Genetic Counselor Training Program, Division of Biological and Environmental Chemistry, Master of
Science, Graduate School of Science and Engineering Research, Kindai University, Hiashiosaka, Japan)
2 OEMRY BEREE IKWHEE Y 2 —
(Clinical Research Center, Department of Internal Medicine, Faculty of Medicine, Kindai University)
3 GEERY AR AR RS ARPEE

(Division of Clinical Oncology, Department of Internal Medicine, Faculty of Medicine, Kindai University)
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—MRRAZ2—36 FRIEMEE (HBOCEE) 2

Poster Session 36 Hereditary Cancer/HBOC 2

H HKF:10H12H (&) 17:45~18:45 RZXA—24 (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

RIARMEERICH T DREMEER D EIFORB~ VR IRT - BS7 2 MR V-2 %
DIEHE~
Current status of picking up hereditary tumors using our software with the function of
assisting medical interview

Of# s8— (Fumiko Tawara), FEF fd/T (Kensuke Ueta) . 511 fi5% (Ayumi Itokawa)
JE T B (Mariko Haraguchi) . f844 7£+~ (Hiroko Sakurai), ¥A7Ri & (Megumi Matsuura)
HEH #fi—F Qunko Fukuda), 5% &>}~ (Shuhei So) . F#k Z55E (Nao Murabayashi)
=Y Z34ESE (Naomi Miyano) ., [T F1& {4 (Wakasa Yamaguchi) . €2 H & (Osamu Mochiduki)
RIVF7 V) =v o
(Tawara IVF Cliic, Shizuoka,Japan)

R EE 5% 1005 D1z
Familial cancer : a study of 100 cases in our hospital

OEkE T8 (Kazumi Takahashi) . (1] 1% (Chisa Narayama), Jii H [E 1~ (Naoko Harada)
MEJ[] -t EE (Nanae Kamogawa), #xJ& 773% (Hiromi Moriya) . f&H EFf (Mari Shinoda) .
1BEFE 1R (Haruyo Atumi), A I FRETE (Mayuri Ookami) . [H 5 46 (Toshiki Tajima)
FRE F 5P T (Mayako Terao), KE B+ (Yuko Ohnuki), JT/# 2575 (Akane Kondo)
IR 7 (Kei Takeshita) . F15% {£—E[S (Shun-ichiro Izumi)

BB RZE AR BRI B ISP
(Department of Clinical Genetics, Tokai University Hospital)

P-293 Whole Exome SequencingZ i\ /= SEENAR/MABESIE R IC 33 97D Germline mutationt&Z3R D &
Trial of Searching Germline Mutations with Whole Exome Sequence in Japanese Carotid
Body Tumor Cases.

T £ 12 (Keisuke Yoshihama) . 875 efs 2 (Hideki Mutai) . FMAEF 75— B 2 (Koichiro Wawsano)
BE/K BLFHF- ' (Mariko Sekimizu), FHJE 254 ! (Nana Nakahara), 25/% . ' (Shin Saito)
Haks I E ! (Shintaro Nakamura) . /)NEE %22 ! (Hiroyuki Ozawa) . 137K 2EME *° (Tatsuo Matsunaga) |
/NI AR (Kaoru Ogawa)
|G PR H R
(Department of Otorhinolaryngology, Head and Neck Surgery, Keio University School of Medicine, Tokyo,
Japan)
2 WHERE Y Z— [RDER 2 —  BEE - PR
(Division of Hearing and Balance Research, National Institute of Sensory Organs, National Hospital
Organization Tokyo Medical Center, Tokyo, Japan)
3 HnEHEE & —  RIKEIEE 2 —
(Medical Genetics Center, National Hospital Organization Tokyo Medical Center, Tokyo, Japan)

P-294 HRICHITDEEMIEIPREERE IS IDIMUBEARLER

The approach to hereditary breast and ovarian cancer in Tokushima university hospital

OFFA M2 ! (Masami Morimoto) , B A 2572 (Youko Miyamoto) . 75 [l AZHc -2 (Yukiko Yoshida)

T F2—H[ ' (Souichirou Sasa), PN ELFHZE ' (Mayumi Ikeuchi) | s ZE52 ' (Miyuki Kanematsu)

HaJ 1] 2507 ' (Misako Nakagawa) . 5] 18] ! (Hiroaki Toba), i1 #5H1 " (Hirokazu Takechi)

FHE 25" (Akira Tangoku)

1 HERYwEE s R R
(Department of Esophagus, Breast and Thyroid Surgery, Tokushima University Hospital, Tokushima,
Japan)

2 THERWEE ARESE RS

(Division of Clinical Genetics, Tokushima University Hospital, Tokushima, Japan)
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P-295

P-297

P-298

WEBREEL’HETIREEZREIELMBRCAT germline pathogenic variantf®iF& 0 14l
A case of mucoepidermoid carcinoma in BRCA1 germline pathogenic variant carrier

O] 37! (Tomoko Akahane) ., IR 52 23 (Akira Hirasawa) . Fr i 575 ! (Fumio Kataoka) .
$94F 5047 ' (Hiroyuki Nomura) | [L| N 4F K * (Tosinari Yamasita) . ][ Fi%Y ° (Eri Haneda)
il Tk ® (Kaori Kameyama) | /)M @ RE ? (Kenjirou Kosaki) | T5 A ATl ! (Daisuke Aoki)
1 BEREFEIRR AR A B o e N
(Department of Obstetrics & Gynecology Keio University School of Medicine, Tokyo, Japan)
2 BERRAEAIRRE R 2 —
(Center for Medical Genetics, Keio University School of Medicine)
3 FAHREER AR R A RS S WTTERE S AR VRl 2 S5 TS =l e
(Graduate School of Medicine, Dentistry and Pharmaceutical Sciences, Okayama University (Department
of Clinical Genomic Medicine))
4 NS At v 2 —FURN SV
(Mammary and endocrine surgery,Kanagawakenritsu Cancer Center)
5 MRNENIH At v 2 —BIRZ R
(Department of Clinical Genetics, Kanagawakenritsu Cancer Center)
6 BEMESRIR ARG RS TR
(Diagnostic of pathology, Keio University Hospital)
in-frame deletionz 4% L7=MEN1ZRRIZH T DmeninEED B EEREN
Protein structure analysis of menin in the case of MEN1 kindred with the in-frame
deletion of the germline MENT gene
O/IVKS TERH 123 (Masaaki Komatsu) , 8 w5 1 (Kokichi Sugano) ., [ E0F ! (Noriko Tanabe)
HoJE 2547 ° (Mineko Ushiama) | JAS #3345 (Hiromi Sakamoto) ., 75 [ F 22 ! (Teruhiko Yoshida)
1 ENZAAWE Y Z— dlilt s FRe R
(Department of Genetic Medicine and Services, National Cancer Center Hospital, Tokyo, Japan)
2 BENIAWIZER Y Z— WA DA FERRTIE A B
(Division of Molecular Modification and Cancer Biology, National Cancer Center Research Institute,
Tokyo, Japan)
3 BMLAARFILAT  SURTHIRRM ARIILE VX —  DATRRERIE T — L
(Cancer Translational Research Team, AIP Center, RIKEN, Tokyo, Japan)
4 WARBRNIDAE Y Z— BT DABIE IS - DA TS
(Oncogene Research Unit/Cancer Prevention Unit, Tochigi Cancer Center Research Institute, Utsunomiya,
Japan)
5 BENIMWAISER Y Z— WA HRIRYT LA S
(Department of Clinical Genomics, National Cancer Center Research Institute, Tokyo, Japan)
LIRICHITDEGRUANA - BEISAHND I TEFICDONTOERSRIVIRS & RE
Investigation and subject on intervention during genetic counseling of HBOC in our
department
ORI 7 ' (Yoshika Akizawa) . £ #i7-2 (Yuko Sato) . JHHF ELFH 2 (Mari Urano) .
WY {57 ! (Toshiyuki Kanno) , LN 35 1F % (Akemi Yamauchi), BEY] JIE ' (Jun Kumakiri)
LA {852 2 (Toshiyuki Yamamoto) . /[N (] TEAS ' (Masaki Ogawa) . 751 HIf{—-2 (Kayoko Saito)
1 BORUCPIRRERYE FElm AR F
(Department of Obstetrics and Gynecology, Tokyo Women's Medical University, Japan)
2 B TERRY BiaTERE Y 27 LR
(Institute of Medical Genetics, Tokyo Women's Medical University)
LynchiEfR B DZHIICMLPAENBRTH 7= 161
A case report of Lynch syndrome diagnosed by MLPA method
57T Tl ' (Chiharu Yoshimoto) , PH/ALR 5t ? (Toshiya Nishikubo) . i 2EF ' (Emiko Niiro) |
YR BRFESE ' yuria Akasaka) , 5 Fd Z83F ! (Taihei Tsunemi) . {/538 {852 ' (Toshiyuki Sado)
7INFK 15 ! (Hiroshi Kobayashi)
| ORERTIERA BRI PR RN ARERCE
(Department of Obstetrics and Gynecology, Nara Medical University, Nara, Japan)
2 RBELIERAZENERGE G EERR R > 2 —  FrE R R

(Department of Pediatrics, Nara Medical University, Nara, Japan)
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P-299

P-300

P-301

BRCAZEIEICHFERICFREZFRIE L 1 2B DREER
Two breast cancer cases with BRCA2 mutation followed by pancreatic cancer.
O A T (Yukiko Yoshimoto) | /M 254 ' (Kayak Komatsu) . K AZE T (Kumiko Oseto)
KoMK Higk 7! (Aiko Obayashi) | E53% JE - ' (Ryohei Katsuragi) , A f8HL ' (Yuri Fujimoto)
3t 75D % 2 (Netsuke Tsui), 155 FE+F ' (Sachiko Takahara) | /\[f} 75 B ® (Shujirou Yazumi) |
11PN 7&8H ! (Akira Yamauchi)
1 db¥psks T LA ey x— FURSE
(Department of Breast Surgery, Kitano Hospital Breast center, Osaka, Japan)
2 JtEpmBE  pEkR AR
(Department of Gynecology, Kitano Hospital Breast center, Osaka, Japan)
3 JbEpiEke LR
(Department of Gastroenterology, Kitano Hospital Breast center, Osaka, Japan)
EEFE. FHIRRGME. ERXEREEHAMIEOSCHER. £MENHH
Genetic and biological chalacteristics of synchronous, early and late asynchronous
bilateral breast carcinomas
OKH 755] ' (Kouji Ohta) ., i AHF- ' (Tomoko Itoh) . FifH 743 # (Hiroyuki Maeda)
FEJI| 1E38 2 (Masamichi Tkawa) . 4l HBYL 2 (kue Hata) . K FH 3% 2 (Makoto Yoneda)
1 fRHRALRRE SR
(Department of surgery, Fukui prefectural hospital, Fukui, Japan)
2 RIEREE EIRSEHE
(Division of clinical genetics, Fukui university, Fukui, Japan)
BIEMILEIPRE. Li-FraumenifE1Z8. CowdenfERBEND Y X VERFHKIEICE T - RERS
SIRBRIEE
The strategy to make the agreement of intra-hospital ethics committee in risk reduction
surgery
O i35 ! (Takeshi Miyamoto), Hi#t F1A ? (Kazuto Nakamura) , #IFH FE54 ' (Yasuhiro Yanagita)
1 BEBRGDAEYZ— AR
(Department of Breast Oncology, Gunma Prefctural Cancer Center, Gunma, Japan)
2 BEERIDALYEZ— AR
(Department of Gynecology, Gunma Prefctural Cancer Center, Gunma, Japan)

—MRRRAZ—37 ETIVEM)

Poster Session 37 Model Organisms

H W:10A12H (&) 1745~ 1845 FRAX—24; (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

P-302

FORBMED=HDIRUD-BeyondEFIVEIMERE I —TA X—TA IRV NIT—0 - EFILE
MAREL XN DIESE
The development of IRUD-Beyond model organism researcher registry for the
collaboration between medical & basic research
OJIA #£F 1 (Shoko Kawamoto) . 2% [t = 2 (Chihiro Hata) . A {12 2 (Nobuhiko Okamoto)
H ./ | 3#EH 2 (turo Inoue)
1 ERGERAOT AR Y 2 — T X AN— R
(Genetic Strain Research Center, National Institute of Genetics, Shizuoka, Japan)
2 BENCEEAISETT RAEEIIE R AEEELEM
(Division of Human Genetics, National Institute of Genetics, Shizuoka, Japan)
3 KRBRFFER Y 2 —H5ET

(Osaka Womens and Childrens Hospital research institute, Osaka, Japan)
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—fg R R 42— 38 Precision Medicine

Poster Session 38 Precision Medicine

H HKF:10H12H (&) 17:45~18:45 RZXA—24 (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

25/ LARBERROBENY 7 MERERKRZINIERT5/200 Y 2T LigE
Rapid prototyping of a variant interpretation platform applicable for clinical whole-
genomic testing and diagnostics

Oty Bi5 ! (Ryohji Takano) | B 75 2 (Sei Miyamoto) , JLE 1F A * (Masato Kitajima) ,
FRY e ! (Kouki Akahori) . 477/ 152 * (Hiroyuki Ishiura) |, 31 25 2% > (Shoji Tsuji) . YT, 7 ° (Kazuhiko Ohe)
1 kst B oAV RT TV a—v 3 VRERE
(Fujitsu Limited, Tokyo, Japan)
2 HASHE LB/ ATLX TC7ayT 472y 2—
(Fujitsu Limited, Tokyo, Japan)
3 MAAKMELEIUMI AT LA V=Y %)UVICTV Y 2a—> 3 Ui
(Fujitsu Kyushu Systems Limited, Fukuoka, Japan)
4 BERAEAERI R st R
(The University of Tokyo Hospital, Tokyo, Japan)
5 BERMERYBE  EERUITR
(Graduate School of Medicine and Faculty of Medicine, The University of Tokyo, Tokyo, Japan)
6 [EFREFHEAERY:  EEDITER
(Graduate School of Medicine, International University of Health and Welfare, Tokyo, Japan)

—MERAZ2—39 Zoft

Poster Session 39 Others

H B:10H12H (&) 1745~ 1845 KAZ—2# (3F 301+302)
Date : Friday, Oct. 12 17:45 ~ 18:45 Poster Room (301+302, 3F)

P-304 O34 27TV —EMREICEHIT S, Micro-TESEffAIY REEM/NMRERZITOBRAKICONTORE
A study on the utility of Y chromosome microdeletion analysis before Micro-TESE in
Klinefelter syndrome
OFJE 3% ' (Makoto Chihara) | £55% #if— ? (Koichi Takakuwa) | #§7% %2 ' (Takayuki Enomoto)

1 HRRZERAR ST s AR
(Department of Obstetrics and Gynecology, Niigata University Graduate School of Medical and Dental
Science, Niigata, Japan)

2 HNRICEERAR O O EN R R v 2 —
(General Center for Perinatal Maternal and Neonatal Medicine, Niigata University Medical and Dental
Hospital, Niigata, Japan)

O REEBICHITDRBMIREBA =7 F Tk | EEBRES
Activity Report as a Clinical Center of IRUD in the western area of Tokyo
O 8 fdish ' (Hiroshi Yoshihashi) , i ZMH  (Shiho Ito), —-JI| 5AT] ' (Hiroshi Futagawa) ,
A R ® (Masataka Honda)
1 BN S R > 2 — HRE SR
(Tokyo Metropolitan Children's Medical Center, Department of Clinical Genetics, Tokyo, Japan)
2 WEEN N B RS v 2 — BHEES
(Tokyo Metropolitan Children's Medical Center, Department of Nursing, Tokyo, Japan)
3 HEN N AR v 2 — HREERR
(Tokyo Metropolitan Children's Medical Center, Department of Clinical Reserach, Tokyo, Japan)

SEERY T
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