IRA Y —FFK / Poster Session

118208 (&) 18:00~19:00

Nov. 20 (Thu.) 18:00-19:00 RRI—RI5 (9 T—K—IUAYE 2F&S5F 1RD A I)
118218 &) 18:10~19:10 Poster Place (TowerHall Funabori 2F&5F Foyer)
Nov. 21 (Fri.) 18:10-19:10

RRAY—HFK HELEIGE 1 / Poster Session Cytogenetics 1

1P001 X RBAEERELREICHE T ZTEL X RBERER —BERE X LEBEZHIT S RNA-
FISH f##—/

X inactivation analysis by RNA-FISH for females with structural X chromosome abnormalities
Oif#f B (Rie Kawamura) . 1% % (Wakaba Tha) . f&lE #55% (Yoshimitsu Fukushima)
T (Keiko Wakui)
BMRT EE BIRES - FHE R
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)

1P002  ZRRERBEHISHAINDILEEEED 1 4]/
A patient report of putative post zygotic translocation associate with X autosomal
rearrangement

OFUN &V (Satoru Sakazume) . 37 HEZ: Y (Yasuhiro Kido) . [ 54 "V (Hirosi Okada) .
AP S Y (Takeo Kubota) . AVL ¥i B ¥ (Tamae Ohye) . A4 i ¥ (Hiroki Kurahashi)
1) BIHERRERARE #Efar ) v rer sy —
(Clinical Genetic Center, Dokkyo Medical University Koshigaya Hospital, Saitama, Japan)
2) INFLRE R BREEE R
(Department of Environmental Genetics, Yamanashi University, Yamanashi, Japan)
3) BEHGRERTARY: o5 Fat{as
(Department of molecular Genetics, Fujita Health University, Aichi, Japan)

1P003  IHERIEEGEREEOERBFERICE T HHEEDREN /

Male-female differences on gametogenesis in balanced reciprocal translocation carriers
O B+ (Makiko Tsutsumi) . JlIEE B (Takema Kato). FifidH 75 A (Hidehito Inagaki)
KL %S (Tamae Ohye) . 245 #58 (Hiroki Kurahashi)
RH PR R REN o EEy
(Division of Molecular Genetics, ICMS, Fujita Health University, Toyoake, Aichi)

1P004  ATR-XEfREICH TR R EMEAT ) M) —H KUREEEFRIEDKAZEEE BT /
Spatial positioning of chromosome territories and related genes in cell nuclei in association
with the ATR-X syndrome Day 1

OM F52 Y (Hideyuki Tanabe) . 1 %f~ ? (Takahito Wada) Nov. 20
1) ®EMFRRERERY: JBRFeR A At by iz
(Department of Evolutionary Studies of Biosystems, School of Advanced Sciences, The Graduate University for
Advanced Studies (Sokendai), Kanagawa, Japan)
2) TURSRZFRFE  EFWITER  EREEY  SRERT
(Department of Medical Ethics / Medical Genetics, Graduate School of Medicine, Kyoto University, Kyoto,
Japan)

RAY—FFK HEBEIGE 2 / Poster Session Cytogenetics 2

1P005  RERTADPATRIEL. 15 BB —D—LBEREYA V2RO 161/

A case of SMC(15) mosaic who presented with infantile spasms

ORA §# Y (Hiroshi Matsumoto) . ##5 i&%# U (Kiyotaka Isobe) . HIFf 5# U (Yoshiteru Tamura)
WA #4 Y (Junya Hashimoto) . #8J5 &7~ 2 (Keiko Matsubara)
B % 1] ¥ " (Shigeaki Nonoyama)
1) BhifERRARSREE NEE
(Department of Pediatrics, National Defense Medical College, Tokorozawa, Japan)
2) BENZREEFENIIEL v 7 — P niEges
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
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RRAI—HK B—EIGFKRE / Poster Session Single Gene Disorders

1P006

1P007

1P008

1P009

## KCNT1 ZR %32 L /= Epilepsy of infancy with migrating focal seizures @ 1§ /
A new KCNT1 mutation in a patient with epilepsy of infancy with migrating focal seizures

OB 4% 12 (Shino Shimada) . 1114 {22 ? (Toshiyuki Yamamoto)

SEEF 557V (Yoshiko Hirano) . /ME GLH: Y (Hirokazu Oguni) . 7kH % " (Satoru Nagata)

1) HRELFEERRS: N
(Department of Pediatrics, Tokyo Women's Medical University, Tokyo, Japan)
2) W FERRY: G ER AT
(Tokyo Women's Medical University Institute for Integrated Medical Sciences, Tokyo, Japan)

Acroscyphodysplasia |& Gs/cAMP/PKA R EREBHD—DTHS /
Acroscyphodysplasia as a part of Gs/cAMP/PKA pathway related diseases

O=# %% " (Toshikatsu Mitsui) . Ok-Hwa Kim ?. Christine Hall ¥, Amaka Offiah * .

Diana Johnson . Dong-Kyu Jin ¢, Teck-Hock Toh 7, & ## ® (Shun Soneda) .
BEEF K Y (Dai Keino) . 4%k EF* (Shohei Matsubayashi) . M#5 & P (Satoshi Narumi) .
i %554 Y (Tomohiro Ishii) . Pk % '” (Gen Nishimura) . 411 ZE4E Y (Tomonobu Hasegawa)
1) BEESERRS: BRAE NEFRE
(Department of Pediatrics, School of Medicine, and Health Center, Keio University, Tokyo Japan)
2) Department of Radiology, Gachon University Gil Medical Center, Incheon, Korea
3) Institute of Child Health, University of London, London, UK
4) Academic Unit of Child Health, Sheffield Children's Hospital NHS Foundation Trust, Sheffield, UK
5) Sheffield Clinical Genetics Service, Sheffield Children's Hospital NHS Foundation Trust, Sheffield, UK
6) Department of Pediatrics, Samsung Medical Center, Sungkyunkwan University School of Medicine, Seoul, Korea
7) Department of Pediatrics and Clinical Research Centre, Sibu Hospital, Sibu, Sarawak, Malaysia
8) W~ 7y FERRE NER
(Department of Pediatrics, St. Marianna University School of Medicine, Kanagawa, Japan)
9) RIRI.C &b EFMELY vy — BIESFE
(Department of Orthopedic Surgery, Nagasaki Prefectural Center of Medicine and Welfare for Children,
Nagasaki, Japan)
10) WEURRSL/NREEEER L v ¥ — BRI,
(Department of Pediatric Imaging, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)

SKI BIEFERDRETE X N /z Shprinzen-Goldberg FEREEDE R /
Identification of a SKI mutation in a male infant with Shprinzen-Goldberg syndrome.

OfniE 5957 (Fumiko Kato) . #47 [ 2 (Naomichi Matsumoto)

#EIF SE78 2 (Yoshinori Tsurusaki) . /)M #22E ¥ (Rika Kosaki) . 5 /5— " (Shinichi Nakashima) .
M BEAL Y (Maki Fukami) . ##77 %) (Tsutomu Ogata)
D) ERERRS NER
(Department of pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2) METALRSY: AR RHR (RS
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
3) ENZEEHENE vy —  ERBERNERT S mEER
(Division of Medical Genetics, Department of Medical Subspecialties, National Center for Child Health and
Development, Tokyo, Japan)
4) ENIREEREDIGEY 2 8 —WEAT TN IiigE S
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)

SERPINB7 BIEFICERERH/-REVNERAIE /
A case of Nagashima-type palmoplantar keratosis with ¢.455-1G>A and ¢.455G>T mutations
in the SERPINB7 gene

OJEH EHE (Tokimasa Hida). /& B (Masae Okura). IIF Fl# (Toshiharu Yamashita)

ALIRER R B RER
(Department of Dermatology, Sapporo Medical University, Sapporo, Japan)
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1P0O10

1PO11

RAREREREET OPTN MR /NI & 3 ERDERKICET 21%5F /

Molecular Biological Analysis of Trimer of Glaucoma-causative Gene Product OPTN

OXKEE EH Y (Masafumi Ohtsubo) . & # 2 (Gie Gao). J#HH E#+ 2 (Yoshihiro Hotta) .
FLE {4V (Shinsei Minoshima)
1) SEARERFRZEA T4 VT + b= ATt v ¥ —
(Department of Photomedical Genomics, Medical Photonics Research Center, Hamamatsu University School of
Medicine, Hamamatsu, Japan)
2) AR EE R

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

NEEAREAICE IS NS HETF N O ERERE TEDREESHDOIRE /
Proposal of testosterone and gonadotropins replacement therapy protocols in male
hypogonadotropic hypogonadism

Ol 1ET " (Naoko Sato) . 4411 Z34E ¥ (Tomonobu Hasegawa)
FA)I 478 (Yukihiro Hasegawa) . A ##5 V' (Toshiaki Tanaka)
1) 7ehrlEs )=y 7
(Tanaka Growth Clinic)
2) BEIGARANE BN R
(Department of Pediatrics, Keio University Hospital)
3) HERSL /N v 5 — R
(Division of Endocrinology and Metabolism, Tokyo Metropolitan Children's Medical Center)

MR —HFK MEERRT / Poster Session Association Analysis

1P012

1P013

BARADRREERTHFEZE 7 O—RICE T HEBERZEERTFOLBECREN /
The commonality and heterogeneity of susceptibility genes for Japanese primary biliary
cirrhosis and Crohn's disease

OM%E f:7: ¥ (Yoshihiro Aiba) . [LIF BT 2 (Keiko Yamazaki) . JI[IE 527 * (Minae Kawashima) |
PEH Z59: Y (Nao Nishida) . /MF #E " (Atsumasa Komori) . Aff 7580 2 (Michiaki Kubo) |
flizk W1 ¥ (Katsushi Tokunaga)

1) MOZATBIEN  RIBERYL Y5 —  RRZEE > 5 —
(Nagasaki Medical Center, Research Center, Omura, Japan)
2) MOATECEN  BALEWIZERT MAEMERY Y Yy —  EHATHRENE S L — T
(Laboratory for Genotyping Development, Center for Genomic Medicine, The Institute of Physical and Chemical
Research (RIKEN), Yokohama, Japan)
3) WHURFRFBEE SR TER R R
(Department of Human Genetics Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)

BEi ) Vv FICEHT SEEMMRE E & hEmKHERE (HLA) LA DOBIEERDEKRE /
Searching For Novel Associations without HLA region about Interstitial Lung Disorder in
Rheumatoid Arthritis

O] AV (Licht Toyo-oka) . FH ik >¥ (Kota Shimada) . )1l %% ¥ (Hiroshi Furukawa) .
PEH] Z59: ' (Nao Nishida) . JI[ & 521 P (Minae Kawashima) . [ 553% ¥ (Shomi Oka)
#3829 (Shoji Sugii) « &4 # 2 (Atsushi Hashimoto) . 7 241 >¥ (Hirokazu Takaoka)
/et BHT- 4 (Akiko Komiya) . Hi#t IE ¥ (Tadashi Nakamura) . 45 H &% ¢ (Kiyoshi Migita)
JHH W3- 7 (Akiko Suda). [l # 7 (Shohei Nagaoka). 1J& %2 ¥ (Naoyuki Tsuchiya) .
flizk stV (Katsushi Tokunaga). # f ® A % (Shigeto Toma)

D EERFRFEE  ERITER R HE
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2) [EEIR BEAS AR T ) 7 ~ TR
(Department of Rheumatology, Sagamihara Hospital, National Hospital Organization, Sagamihara, Kanagawa,
Japan)
3) UL L B A EER v & — ) 7 < F IR
(Metropolitan Tama Medical Center, Musashi-dai, Fuchu, Japan)
4) [ BB AR IR BE R R I 78 & > & —
(Clinical Research Center for Allergy and Rheumatology, Sagamihara Hospital, National Hospital Organization,

Day 1
Nov. 20

Sagamihara, Kanagawa, Japan)
5) < FH EHRMBEIEEE Y 7~ T BIEAEAF

(Kumamoto Center for Arthritis and Rheumatology, Kuhonji, Kumamoto, Japan)
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1P014
1P015
1P016
Day 1
Nov.20
1P017
1P018

6

N2

] 79 Be e e R R e > & — R 982 > & —
(Nagasaki Medical Center, National Hospital Organization, Kuhara, Omura, Japan)
7) BERER LR R EE ) v~ T AR
(Department of Rheumatology, Yokohama Minami Kyosai Hospital, Kanazawa-ku, Yokohama, Japan)
8) FURRFEFERRI RS
(Molecular and Genetic Epidemiology Laboratory, Faculty of Medicine, University of Tsukuba, Tsukuba,
Ibaraki, Japan)
9) HEZEFRERITEE v 5 — Fg - ks v —
(Research Center for Hepatitis and Immunology, National Center for Global Health and Medicine)

RBEERERT 1 —T VR - D3>V VERBICE T HIE HLA FiREEERDESR /
Search for new risk gene for Stevens-Johnson Syndrome independent of HLA

OEH #2 Y (Hiromi Sawai) . _FH B3> (Mayumi Ueta) . AF #i% Y (Yuki Hitomi)
S4B T-7E Y (Chie Sotozono). AT % 2 (Shigeru Kinoshita) . fii7k B+ " (Katsushi Tokunaga)
D) RERFRE  EERUEER R R0

(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2) BURBHSSZERIRSY:  IRFHE#E
(Department of Ophthalmology, Kyoto Prefectural University of Medicine, Kyoto, Japan)
3) FREAAREEGER AR SHERERENE L Y 5 —
(Research Center for Inflammation and Regenerative Medicine, Faculty of Life and Medical Sciences, Doshisha
University, Kyoto, Japan)

microRNA & & Z 819 5 2 KRR AV BIEFEZRORR /
Identification of the SNPs altering microRNA binding affinity in the type 2 diabetes susceptible
genes

O&H E# (Naoki Goda)
FHIUE A RS A GRS AT
(Graduate School of Integrated Pharmaceutical and Nutritional Sciences, University of Shizuoka, Shizuoka City,
Japan)

B TERE B EREEEFEE 4SNPs DEBARABHERNRE LEBER/NT A — 2 RUBHERTE
fiE & DRSEREMT /

Association analysis for semen quality of four candidate loci for human male fertility traits in
Japanese population

OfERE B5— U (Youichi Sato) . #H% %4 ¥ (Kouki Tsunematsu) . Il # 2 (Atsushi Tajima) .
HAR 8 Y (Issei Imoto). I H W+ " (Aiko Yamauchi) . A4 %W ¥ (Teruaki Iwamoto)
1) MEERFERFRE ~NIVANA FH A T2 AWFREE E3 IG5
(Department of Pharmaceutical Information Science, Institute of Health Biosciences, The University of
Tokushima Graduate School, Tokushima, Japan)
2) FEIRKRFERFRE ~NVANA A A T2 AL NEERES
(Department of Human Genetics, Institute of Health Biosciences, The University of Tokushima Graduate
School, Tokushima, Japan)
3) EBSEREARSEFERE ) Tuy s are sy —  BHAREEM
(Center for Infertility and IVF, International University of Health and Welfare Hospital, Nasushiobara, Japan)

Minor alleles of SNPs in NCAN-CILP2 region negatively affect on plasma triglyceride but
positively on LDL in Japanese

O Supichaya Boonvisut, Saho Makishima. Kazuhisa Watanabe, Kazuhiro Nakayama.
Sadahiko Iwamoto

Division of Human Genetics, Center for Molecular Medicine, Jichi Medical University, Shimotsuke, Japan

AR=VEOHE) A 2 BIEFERTTFAUTS/
The ACTNS3 gene is a potential biomarker for the risk of non-contact sports injury in female
athletes

Ot R 257 P (Kyoko Masumi). KH %1V (Tomoko Ota). #H H.3%7- "V (Mariko Hayashida) .
AR {7 VY (Kenji Kinoshita) . /Ml fif4: ¥ (Yoshio Koyanagi) . 1 Hiéi ¥ (Shigenori Murata)
D RENFRE e 7 L BRe T

(School of Pharmaceutical Sciences, Mukogawa Women's University, Nishinomiya, Hyogo, Japan)
2) WENNKFRY: AR = B
(School of Health and Sports Sciences, Mukogawa Women's University, Nishinomiya, Hyogo, Japan)
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1P019  MEFBHICHKINT 5 EH Smoothelin 21— K9 % SMTN BEIETF & RiEE & ORIER /
An association study between SMTN gene and cerebral infarction

Ol 4 ¥ (Tomohiro Nakayama) . Jiang Jie"”. #H 3% > (Masayoshi Soma)

FH AT Y (Noriko Aoi)

1) HARS BEFES maem iy R R R A R 2o i
(Division of Laboratory Medicine, Department of Pathology and Microbiology, Nihon University School of
Medicine, Tokyo, Japan)

2) AR B NERHER
(Department of Medicine, Nihon University School of Medicine, Tokyo, Japan)

3) HEKY BEFH MRt > & — BREE - 7 2ES5E
(Division of Genomic Epidemiology and Clinical Trials, Clinical Trials, Research Center, Nihon University
School of Medicine, Tokyo, Japan)

AT —RR KEEGRZE - 7/ LSBT/

Poster Session Population Genetics/Genome Diversity

1P020 BARABHEOHEDZZICET ST/ LT NEIEEET/

A genome-wide association study for hairiness of Japanese males

OffcE 2% Y (Takehiro Sato) . {38 T-4% ¥ (Chiaki Watanabe). [T 4 H¥ " (Kyoko Yamaguchi) .
JIET 75" (Akira Kawaguchi) . U & ? (Ken Yamamoto). £1H 2 " (Hajime Ishida)
AHF 525V (Ryosuke Kimura)
1) TRERRS: RFBEEEDITERE NS e
(Department of Human Biology and Anatomy, Graduate School of Medicine, University of the Ryukyus)
2) ARRARRS A RALaAREEE
(Department of Medical Biochemistry, Kurume University School of Medicine)

1P021 A7 ZT7EHEICH|I S FAAH EIETF Pro129Thr 2R & BMI £ DRJE /
Significant association of Pro129Thr polymorphism in the FAAH gene with body mass index
in Oceanic populations

Ot g2 Y (Izumi Naka) . PEH %595 2 (Nao Nishida) . w8 $H8 ¥ (Takuro Furusawa) .
KA 524 ¥ (Ryosuke Kimura) . [ KHE ¥ (Taro Yamauchi) . EJ& 195 ¢ (Kazumi Natsuhara)
Hi# % 7 (Minato Nakazawa) . %1 WG ® (Yuji Ataka) . A H #3C® (Takafumi Ishida) .
FifiiE 7119 (Tsukasa Inaoka) . #&%F HERA 'Y (Yasuhiro Matsumura) |
KIF WIRER ' (Ryutaro Ohtsuka) . A4 JIE Y (Jun Ohashi)
1) HUEKFE  BEFEEARR
(University of Tsukuba, Tsukuba, Ibaraki, Japan)
2) EZEFRERDIGEHTE & — B GRbe g% - EiRte v ¥ —
(Research Center for Hepatitis and Immunology, International Medical Center of Japan Konodai Hospital,

Ichikawa, Japan) Day 1
WHSKFRFBE 727 - 77 7 WIS Zemise Rt R 7 2 7 g se s mi Nov. 20
(Graduate School of Asian and African Area Studies, Kyoto University, Kyoto, Japan)
DRERORSY: RFEBEEFIIFERE N o sl
(Transdisciplinary Research Organization for Subtropics and Island Studies, University of the Ryukyus,
Nakagami, Okinawa, Japan)
LilEERY:  RFEFERERAITERE  ARAREY
(Department of Health Sciences, Hokkaido University School of Medicine, Sapporo, Hokkaido, Japan)
6) HANRNFIKHBEHNYE FEFAL
(The Japanese Red Cross Akita College of Nursing, Akita, Akita, Japan)
7) MERE KFBEREAITERE RS DR e
(Department of International Health, Kobe University Graduate School of Health Sciences, Kobe, Hyogo,
Japan)
8) BHPH-ABERFRF BT  AEBORNITER #86 BORE
(School of Policy Studies, Kwansei Gakuin University, Sanda, Hyogo, Japan)
9) WEIRY RFEBEHSSRUIZER AR LC A
(Department of Biological Sciences, Graduate School of Science, The University of Tokyo, Bunkyo, Tokyo,

w
=

4

o

5

N

Japan)
10) EBRS RAEE W BRER AR Mtk S B SR

(Department of Human Ecology, Faculty of Agriculture, Saga University, Saga, Saga, Japan)
11) SCHEOREA fEHES AR 2 B B R

(Faculty of Health and Nutrition, Bunkyo University, Chigasaki, Kanagawa, Japan)
12) HARBREEL > ¥ —

(Japan Wildlife Research Center, Sumida, Tokyo, Japan)
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1P022 A pathogenic haplotypes of the gépd gene correlating with enzyme activity

O Duangdao Nantakomol, Mallika Chaowanathikhom
Department of Clinical Microscopy, Faculty of Allied Health Sciences, Chulalongkorn University, Bangkok, Thailand

1P023 SHLEEFEEELDTOT - AT T ANERDY /) LERO LB /

A comparative study of genome diversity of Asia-Oceania populations with different lifestyle

Ol —K P (Kazuhiro Nakayama). 4% JIE? (Jun Ohashi) . Lkhagvasuren Munkhutulga®
)N vEHEY (Yasuo Kagawa) . & T £ ° (Hiroshi Miyashita) . 7 #6722 " (Sadahiko Iwamoto)
1) BGERKRES T RERERTIZE Y v & — NEBEEFIELS

(Division of Human Genetics, Center for Molecular Medicine, Jichi Medical University)
2) FIERFBEFER R
(Faculty of Medicine, Tsukuba University)
3) E v TVIEEERME R
(Health Science University of Mongolia)
4) W RIERY
(Kagawa Nutrition University)
5) BEERKRFEES LYY —
(Jichi Medical University Health Care Center)

1P024 Unique characteristics of Ainu populations in Northern Japan

O Timothy Jinam", % 75 ¥ (Hideaki Kanzawa). 3/ Lk #E1 ¥ (Ituro Inoue) .
flisk st ¥ (Katsushi Tokunaga) . 77/ Bt Y (Naruya Saitou)

1) Division of Population Genetics, National Institute of Genetics, Mishima
2) Department of Anthropology, National Museum of Nature and Science
3) Division of Human Genetics, National Institute of Genetics, Mishima

4) Department of Human Genetics, The University of Tokyo

INAI—HFHK TTIVEM) / Poster Session Model Animal

1P025  SREWHHIY I ARRFHRORAXREFIEICET 5%IRPETFOEMFAIRIREL /
Relative biological effectiveness of fission neutrons for inducting somatic mutations in fetal
mice during organogenesis

Ol B %5 ' (Erina Ozaki) . JIII #it ¥ (Yuya Kawasaki). i/ —B3 ¥ (Kazuaki Kawai) .
)1 #13 ¥ (Kazuo Fujikawa)

1) FIFRFEFIERIE R (R
(Division of Medical Genetics, Ehime University, Ehime, Japan)
2) BIERKFESHHERERAZHREY R — vy —
(Total Medical Support Center, Ehime University, Ehime, Japan)
3) IEMKFRFERGHE LRSS S 7 b T — 2R
(Genetic Counseling Program, Major in Science, Graduate School of Science and Engineering Research Kinki
University, Osaka, Japan)
4) FEEBERFR T A R SE T RS IR 28

(Department of Environmental Oncology, University of Occupational and Environmental, Fukuoka, Japan)

INAYI—FHRKR BEFRE(GE / Poster Session Clinical Genetics

1P026 DAEEEBEEISERICK Y 12 RICTEMPHEEL TLE>72O0F 2 AF—EMREEEDO—fF] /

A 12y.0. case of Rokitansky syndrome diagnosed with torsion of ovarian cyst
OF#7 #:#d (Koki Hirano) . [} HF (Takako Kunimi). ™ # (Yu Tanaka).
2k i (Yuka Kai)

ERIIR TRl AR
(Department of Obstetrics and Gynecology, Kochi Red Cross Hospital, Kochi, Japan)
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1P027

1P028

1P029

1P030

1P031

A—F—EEBICEH L BEEXBEO—BG]/

Turner syndrome associated with colon cancer: report of a case

OFFHE T (Yoshiko Mori) . 7k¥ 7] (Takeshi Nagasaka). % F{% (Kunitoshi Shigeyasu) .
&[4 ff— (Shinichi Toyooka). /il #£3% (Toshiyoshi Fujiwara)
R IR ALY MR

(Department of Gastroenterological Surgery, Okayama University Hospital, Okayama, Japan)

ACTH FIGEE (/)L F 4 NEMRIR) DORKEZRI NROB1 [DAX1] BEFERBYE
e/
NROB1 [DAX1] mutation in two brothers with isolated glucocorticoid deficiency phenotype.

OKm =28V (Kohnosuke Ohtaka) . LI ¥ U (Rie Yamaguchi) . #4F ¥ U (Rie Matsushita) |
# 75 % (Shigeru Suga). #5 ¥V (Tsutomu Ogata)
1) ERRERRY NER
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2) MOTATECE NENZ R =R NER
(Mie National Hospital, Tsu, Japan)

CHD7 B FD#AELR %R 7= CHARGE FEMEEED—1F /

Identification of a novel frameshift CDH7 mutation in a patient with CHARGE syndrome

O#FILH = P (Akira Ganaha), % [£? (Tadashi Kaname)
1) BRERKRS: H S - BHSEEAR
(Department of Otorhinolaryngology-Head and Neck Surgery, University of the Ryukyus, Okinawa, Japan)
2) GRERRY:  BREF#EEE
(Department of Medical Genetics, University of the Ryukyus, Okinawa, Japan)

CHARGE fEMRB kDRI 22 LTz EP300 A7 54 AZRZH I D% R/
A CHARGE syndrome-like phenotype in a patient with an £P300 splicing mutation

OZKEF # 7 P (Seiji Mizuno) . #ali J5{& 2 (Yoshinori Tsurusaki) .
S KTV (Yukako Muramatsu) . iU Eif ¥ (Kenji Tio) . #7135 #5L ' (Norihiro Niimi) |
Hil =#— ¥ (Kouichi Maruyama), A7 i3 > (Naomichi Matsumoto)
1) ARG EEER oo = —hyuiEke NENE
(Department of Pediatrics, Aichi Human Service Center, Kasugai, Japan)
2) BREWLRY R
(Department of Human Genetics, Yokohama City University, Yokohama, Japan)
3) LEEER o= —dguke NESE
(Department of Pediatric Surgery, Aichi Human Service Center, Kasugai, Japan)
4) LHEEF IO —pIuEE R

(Department of Pediatric Neurology, Aichi Human Service Center, Kasugai, Japan)

ARID1B &% {$5 Coffin-Siris TEMZEEDERRE / Day 1
Clinical characterization of a case with ARID1B mutation related to Coffin-Siris syndrome Nov. 20

O 18 152 ¥ (Hiroshi Yoshihashi) . 7t ;5L ? (Shiho Ito). w5 4 ¥ (Masaki Takagi) «
KA kY (Hirotaka Ooki) . =111 fEf£T > (Sahoko Miyama). 37 ik A © (Makoto Ishitate)
175 #% YV (Tomu Kuchikata)

1) HEHRL/NBIERAER v 5 — R EF

(Division of Medical Genetics, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
2) WA EGERE Y Y — B

(Division of Nursing, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
3) WHEHINERGER Y Y ¥ — N

(Division of Endocrinology, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
4) HEHRL/NRAR AR £ v 4 — JEERGF

(Division of Cardiology, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
5) WEHMINEREER L vy — R

(Division of Neurology, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
6) FHRAL/NRR G ER L v 5 — MR

(Division of Pneumology, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
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1P032
1P033
1P034
1P035
Day 1
Nov.20
1P036

NFIX BIEFICZE R ZF L Marshall-Smith TEEE DGR GE Z R /=—1F /

A case of Marshall-Smith syndrome with NFIX mutation

Oy 22 Y (Tomu Kuchikata) . 71§ 5% " (Hiroshi Yoshihashi) .
I B Y (Masatoshi Kondou) . ZEJC #fi 2 (Jun Unemoto)
D) #HI/NERAER Y Y 5 —  BRREER
(Department of Clinical Genetics, Tokyo Metropolitan Children Medical Center, Tokyo, Japan)
2) HBSI/NRIAERR Y 27— FE R
(Department of Neonatology, Tokyo Metropolitan Children Medical Center, Tokyo, Japan)

WRADBHIEE SRSH AL DHMRICH TS FINC BE /

FLNC mutation in a boy with multiple anomalies and restricted myopathy

OYAK #7 P (Yoko Hiraki) . PaH # 2 (Yutaka Nishimura) . #fH Fl# ¥ (Masahiro Kamada)
Pakf % ¥ (Gen Nishimura) . A {#i7Z 9 (Nobuhiko Okamoto) . HH 5(& @ (Atsushi Fujita) |
=% #F Y (Noriko Miyake) . ¥4 3 © (Naomichi Matsumoto)

D EBTZEbEFTLyy— AER
(Division of Pediatrics, Hiroshima Municipal Center for Child Health and Development, Hiroshima, Japan)

2) JNETIVIA BT R AR ENETEREY v 5 —
(Medical Center for Premature and Neonatal Infants, Hiroshima City Hospital, Hiroshima, Japan)

3) IRETALR R RIEEE  ANEEER R
(Division of Pediatric Cardiology, Hiroshima City Hospital, Hiroshima, Japan)

4) WRUR/NERR G R v 5 — ST
(Department of Pediatric Imaging, Tokyo Metropolitan Childrens Medical Center, Tokyo, Japan)

5) KBRS SR Y > & —  ERZHRER

(Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child Health,
Osaka, Japan)

6) BTV R RF BB AT RE BBy F R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)

AERYEREEEDO S O—F ) T B/
Clonal analysis of keratocystic odontogenic tumor
OB Z41 V (Yasuyuki Shimada) . A 7% ? (Kei Sakamoto) . #i#k & ¥ (Kou Kayamori) .
JUif] # Y (Yutaka Maruoka). 111171 B ¥ (Akira Yamaguchi)
1) ENZEPSEFRZE 5 —  sERE SR
(Department of Dentistry and Oral Surgery, National Center for Global Health and Medicine, Tokyo, Japan)
2) HOEFHRRRE R EE s S TR TR B o i
(Department of Oral Pathology, Graduate School of Medical and Dental Sciences, Tokyo Medical and Dental
University, Tokyo, Japan)

8921.11 REFEIZEFD 1 5 /
A case of 8q21 .11 deletion syndrome

O? 5t 22V (Hiroshi Suzumura) . S ST 2 (Yukiko Kuroda) . Kf& B 1 ? (Ikuko Ohashi) |
TR 'ﬂ}ii 2 (Toshiyuki Saito) . AW i ¥ (Osamu Arisaka) . % %] ¥ (Kenji Kurosawa)

1) BIHERRE ANER

(Department of Pediatrics, Dokkyo Medical University, Tochigi, Japan)
2) MBS &b ERE Yy —  #/IEF

(Department of Genetics, Kanagawa Children's Medical Center)

T4 V7 LXERBOEHEL L TOESESFNEESIE/

Craniosynostosis in Williams Syndrome

OMEHE #227 (Kimiko Ueda). JIIF 125 (Kazumi Kawato). U4 182} (Yuto Yamamoto) .
HE FF (Keiko Matsuda) . =& #H+ (Yuko Mishima). 75 &% (Hiroshi Yoshii) «
A {412 (Nobuhiko Okamoto)

Department of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child Health,
Osaka, Japan
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1P037 4921 WM RKERBEDLZH] /

Clinical details of a patient with 4921 microdeletion syndrome

OV HFLT ' (Eriko Nishi) . {H %12 (Keiko Wakui) . Fi)ll # 7 " (Michiko Arakawa)
Ak fi— 3 (Shinichi Hirabayashi) . &l #6)% ¥ (Yoshimitsu Fukushima) |
HHEE AE ' (Tomoki Kosho)
1) BWRZ.C &b #EF
(Division of Medical Genetics, Nagano Children's Hospital, Azumino, Japan)
2) EMKFEESED  BIRES: - TR
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
3) RUFENY Z Eb0EkE Ak ERE

(Division of Pediatric Neurology, Nagano Children's Hospital, Azumino, Japan)

1P038 325 Ml RKIERE CITBRREZEL DS /
Overgrowth in association with 3g25 microdeletion

OB % 129 (Keisuke Enomoto) . FIR {517 ? (Nobuyuki Kurosawa) . HL5L #3355 ¥ (Ruri Satomi) .
HIE iz ¥ (Yuji Sugawara) . %30 55 ¥ (Akimitsu Watanabe) . %55 #i— ¥ (Seiichi Watanabe) .
HE fE Y (Kenji Kurosawa)

1) JA L) TREERE Yy — NER
(Department of Pediatrics, JA Toride Medical Center, Toride, Ibaraki, Japan)
2) il EEEE AR
(Tsuchiura Kyodo General Hospital, Tsuchiura, Ibaraki, Japan)
3) WREREFIRF RSB BEE AR SeA @y
(Department of Pediatrics and Developmental Biology, Tokyo Medical and Dental University Graduate School,
Tokyo, Japan)
4) MFENETZ EbEEY Yy —  #HEF
(Kanagawa Children's Medical Center, Yokohama, Japan)

1P039 BEHEREEEMNNEEEZET S 11914 EERERRED 16/

A case of 11q14duplication that shows short stature and mild intellectual disability

OHFL #35 V (Ruri Satomi) . K7 FPT 2 (Misako Nagatsuma) |
AR FIB Y (Kazuaki Matsumoto) . & F 447 Y (Tomoyuki Miyashita) .
B 2E#] Y (Mari Hayata) . EI/A 1852 V' (Hiroshi Shiraku) . #3H 4  (Nozomi Matsuda) .
A IEEE Y (Masayasu Outa) . #8748 4l 1 (Keisuke Enomoto) . H{% %] ¥ (Kenji Kurosawa)
1 JA &) TREERE Yy — AER
(Department of Pediatrics, JA Toride Medical Center, Ibaraki, Japan)
2) AR NERE
(Department of Pediatrics, Kashiwa Municipal Hospital, Chiba, Japan)
3) BREREFRRAE  EER AR SR ISEM R
(Department of Pediatrics and Developmental Biology, Tokyo Medical and Dental University Graduate School,
Tokyo, Japan)
4) RN &b R v 5 —

(Division of Medical Genetics, Kanagawa Childrens Medical Center, Yokohama, Japan)

1P040 A 7O7 LABERHPBERTH o7z 15 BREHK q26 ImEBRKD 1 51 /
Identification of terminal deletion of Chr. 15g by SNP microarray in a patient with a normal
karyotype in amniocytes.

OJEH 7% % & '» (Nawomi Harada) . AT 1% "V (Masahiro Kinoshita) .
JEAR fEAKER Y (Shintaro Kishimoto) . FHH AE{G V' (Seiji Tanaka) . FH &V (Yuhei Tanaka) .
A ERAR Y (Toyojiro Matsuishi) . %% JIET- ' (Yoriko Watanabe)
1) ARKRRY B NER
(Department of Pediatrics and Child Health, Kurume University School of Medicine, Fukuoka, Japan)
2) ARRKFmIE bk
(Medical Genetics Clinic, Kurume University Hospital)
3) REARDREFRb R

(Kumamoto Health Science University)
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1P041
1P042
1P043
1P044
Day 1
Nov.20
1P045

10022.3923.2 H#l R KAEEEE DB RGI—AFRAFI— /

A mother and son with 10g922.3923.2 microdeletion syndrome : first case report in Japan

O#EH 3% ¥ (Mitsuharu Kajita) . HH 524 P (Fumi Tanaka) . 4% #hi#E ¥ (Yuki Maki)
i E1T Y (Fujiko Terasawa) . {AH E—FF " (Shin-ichiro Numata) .
JKEF 7k F] 2 (Seiji Mizuno)
1) JA ZEHIEAMS  BHEAREE R
(Department of Pediatrics, Toyota Kosei Hospital, Toyota, Aichi, Japan)
2) BHULOHREES a0 = — ke NN
(Department of Pediatrics, Central Hospital, Aichi Human Service Center, Kasugai, Aichi, Japan)

PTDSS &% F L /= Lenz-Majewski FEIZEED 1 Il : EHHEE U TOBESHHBITIRERE /

Lenz-Majewski syndrome patient with PTDSS mutation

O/ B3V (Rika Kosaki) . 7K1 #— 2 (Kohichi Mizuguchi). FiiH £ A ¥ (Nobuhito Morota) .
B T4 % (Chiharu Torii) . /NI KER ¥ (Kenjiro Kosaki)
1) ENRE RN v 7 —  BIRBEE
(Division of Medical Genetics, National Center for Child Health and Development, Tokyo, Japan)
2) HABH
(Division of General Pediatrics & Interdisciplinary Medicine)
3) B4R
(Division of Neurosurgery)
4) BIERBRFEERRRRES Y ¥ —
(Center for Medical Genetics, Keio University School of Medicine)

) HEE DS HRNZCEIR E A TEIEEEN DREE /
The relationship between physical signs of aging and social functioning in persons with
Down syndrome in Japan

OFfiE %7 " (Kanako Morifuji) . #474% 1E ? (Tadashi Matsumoto)
JEHE AR Y (Tatsuro Kondoh) . ZAXH #i/A "V (Sumihisa Honda) . 7% ¥ ¥ (Hiroyuki Moriuchi) .
iR 752 ¥ (Hideyuki Nakane)
1) RIFRFERFBEE 328 S W e R fl
(Department of Nursing Graduate School of Biomedical Sciences, Nagasaki University, Nagasaki, Japan)
2) HRENZOELOHDEK
(Misakae no Sono Mutsumi no Ie)
3) RlRRAm N R
(Department of Pedatricis)

NEEICRFLIFEMIERIRE % & 7= L 7= Loyes-Dietz SEZE¥ D—1) /
Rhegmatogenous retinal detachment in a child with Loeys-Dietz Syndrome
Of#t =2 7 V (Sachiko Nishina) . /M B3 2 (Rika Kosaki). ## E " (Tadashi Yokoi) .

Lehm S

H #1T Y (Noriyuki Azuma) . /N #KEE Y (Kenjiro Kosaki)
1) ERZREERIE Y > 7 —  [RF
(Division of Ophthalmology, National Center for Child Health and Development, Tokyo, Japan)
2) BB ERIIE Y > 5 —  BRB R
(Division of Clinical Genetics and Molecular Medicine, National Center for Child Health and Development,
Tokyo, Japan)
3) BIEFRARY BEFEH RREREt sy —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)

BEXF =S % 2 RIC I S M SE R i S I EIRSRED 1 51 /

Hereditary hemorrhagic telangiectasia diagnosed by huge myoma uteri, a case report

OFFA Hipf: V' (Mizue Teramoto) . #iA% A1 Y (Miwa Suzuki) . JE37Z $3C " (Hidehumi Adachi) |
T 3532 Y (Miyuki Morishita) . B35 il ¥ (Tsuyoshi Baba) . £ ffi— " (Shin-ichi Ishioka) .
20 Y (Toshiaki Endo). £7)I] M 2 (Aki Ishikawa) . #3F %4 ¥ (Akihiro Sakurai) |
75 52V (Tsuyoshi Saito)

1) ALBREERFRS:  REM NFR5 R
(Department of Obstetrics and Gynecology, Sapporo Medical University, Sapporo, Hokkaido, Japan)
2) ALBRERIRY: EEE BRES

(Department of Human Genetics, Sapporo Medical University)
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1P046  RET R D MEN2A DREICE T 5EE M /
Value of RET mutation analysis in management of MEN2A

O/NEF #22 Y (Hiroyuki Ono) . #4F HE Y (Rie Matsushita) . #i% Z% 7V (Yasuko Fujisawa) |

K 28" (Yukinosuke Otaka) . HiPH #2148 ! (Toshiki Nakanishi) |

AT BHA: 2 (Akio Matsushita) . B#5 ¥ (Megumi Baba) . #%/7 #) ¥ (Tsutomu Ogata)

D ERERRS NER
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)

2) ERERRS BTN
(Second Diivision, Department of Internal Medicine, Hamamatsu University School of Medicine, Hamamatsu,
Japan)

3) EAREERIRSY: S

(Second Division, Department of surgery, Hamamatsu University School of Medicine, Hamamatsu, Japan)

RRAYI—HRK HR - BHRBEIGSE / Poster Session Neuro/Myopathic Genetics

1P047  EEEERV)EL /
Cancel

1P048 I —L@irZzR: HAM RERBRZ S FORER /

Exome sequencing identifies novel rare variants in HAM

O#rdE 2l V' (Satoshi Nozuma) . 47 3535 V' (Eiji Matsuura) . APRH 52 (Ryuji Kubota) .
JAE KA ? (Daisuke Kodama) . #2405 % ? (Toshio Matsuzaki) . #%3% 15 ¥ (Osamu Watanabe)
=H #Y (Jun Mitsui) . £33 #5:2 ¥ (Hiroyuki Ishiura) . 34 % ¥ (Jun Yoshimura) .
+3 —HE ¥ (Koichiro Doi) . II%F 35/ ¥ (Yoshihisa Yamano). #% F E.— * (Shinichi Morishita) .
B Y (Shoji Tsuji) . H1ZE = ¥ (Shuji [zumo) . il 1 ¥ (Hiroshi Takashima)

D) HERERY: MEENE - ZERY

(Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental

Sciences)

HEW B RARFRE G 7 A OV AIRRERIIIITE ¥ > & — iR BR RN JE 40 B

(Department of Molecular Pathology, Center for Chronic Viral Diseases, Kagoshima University, Kagoshima,

Japan)

3) BHRAESAE AN

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

WRRFRF R BB A Rl A drfh e E

(Department of Computational Biology, Graduate School of Frontier Sciences, The University of Tokyo, Tokyo,

Japan)

5) B 7y FERKY: ERGEITEL S Y —  REERREAAT M

(Department of Molecular Medical Science, Institute of Medical Science, St. Marianna University School of
Medicine, Kawasaki, Japan)

2

=

4

=

s N e y— = . . Day 1

1P049  RMR—F Y —ZRVz SMNT BIEFRRERBOLEVERREHEMREDT / LR/ Nov20
Genome analysis of spinal muscular atrophy without the SMN7 deletion using next
generation sequencer

OB #i = 12 (Yuji Kubo) . HA 7T 2 (Ryoko Aoki). T/ HH ? (Eri Kondo).

7T ICT- 12 (Kayoko Saito)

1) W FERRS RN el E RS REY BR TR
(Branch of Genetic Medicine, Advanced Biomedical Engineering and Science, Graduate School of Medicine,
Tokyo Women's Medical University, Tokyo, Japan)

2) WRIFERRY: WEEEFERE Y 5 —
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)

3) MRERIRR A A NRERT
(Technical Research Institute, Toppan Printing Co.,Ltd, Saitama, Japan)
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1P050
1P051
1P052
1P053
Day 1
Nov.20
1P054

MAGEL2 KU NF1 BIEFICT - / FRERERBDIETADAERERDRALME /
An adult case with post-epileptic encephalopathy carrying de novo MAGEL2 and NF1
mutations

OifiH ek ¥ (Yasunari Sakai) . = # {4 ¥ (Hirotomo Saitsu) . 2T f&# 2 (Yuki Matsushita)
B HESC Y (Masafumi Sanefuji) 278 B3 ¥ (Naomichi Matsumoto) . J& Z#HE 2 (Toshiro Hara)
1) JUHRZEREE  NER
(Department of Pediatrics, Kyushu University Hospital, Kyushu University)
2) JUNRZRZYBE E¥Wgeke BUIRSEES ChNERE)
(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University)
3) BREHIRSY:  EAIER e
(Department of Human Genetics, Yokohama City University Graduate School of Medicine)

PRRT2 REICKBIARRMEERD TADABEDETFIEE/

Characteristics of the patients with benign partial epilepsy in infancy due to PRRT2 mutations

O=% #i7 '? (Noriko Sangu). & ET " (Keiko Shimojima) . HAF #A ¥ (Akihisa Okumura) .
L2 518 Y (Tomohiro Ando) . LA 22 Y (Toshiyuki Yamamoto)
D) RERTFERRY: mEEREERT
(Tokyo Women's Medical University Institute for Integrated Medical Sciences, Tokyo, Japan)
2) WA RS wAt ISR
(Department of Oral Surgery, Tokyo Women's Medical University, Tokyo, Japan)
3) FHIERRS/NEF
(Department of Pediatrics, Aichi Medical University, Nagakute, Japan)

GNAOT1 (C de novo G203BRER%ZH L. AL RBUBEMERI TADAZRIE LK /

A Japanese girl of malignant migrating partial seizures in infancy carrying a de novo G203R
mutation of GNAO1
OB fi 1" (Michiko Torio) . i} Béh ¥ (Yasunari Sakai) . =4% 1EM1? (Masakazu Mimaki) .
=% £ Y (Nagahisa Takahashi) . Bt 5% ¥ (Hirotomo Saitsu) .
FAZR T ¥ (Naomichi Matsumoto) . J& #5HE " (Toshirou Hara)
1) JUHREIREE AR
(Department of Pediatrics, Kyushu University, Fukuoka, Japan)
2) BURUR AR AT I e bt /N e A
(Department of Pediatrics, The University of Tokyo Hospital, Tokyo, Japan)
3) RRELTH L RAAE A SE R (R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)

HREXHERBRZ BTG T AVF213 DYERCERIT /

Functional analysis of moyamoya disease susceptibility gene ANF2713

ORAMR —% YV (Kazuhiro Ohkubo) . #3 HEH ¥ (Yasunari Sakai) . il 2 A " (Yoshito Ishizaki) |
& AV (Hirosuke Inoue) . 7RI #T " (Satoshi Akamine) . #2TF #&# Y (Yuki Matsushita) |
I e~ '? (Kenji Thara) . J& Z#HE Y (Toshiro Hara)

D JUNKRSE Kb BEAITEEE  RISEESY NERE

(Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University, Fukuoka, Japan)
2) KK B R

(Department of Pediatrics, Faculty of Medicine, Oita University, Oita, Japan)

¥ -2 — - by —2 (CMT) BOMREREEF 22 /
Comprehensive genetic diagnosis of Charcot-Marie-Tooth disease

O+ BT (Akiko Yoshimura). #1 B3A (Akihiro Hashiguchi) . ## 11 # KB (Yujiro Higuchi) .
= FHE (Junhui Yuan). A ##d (Yuji Okamoto) . H4f /% (Tomonori Nakamura) .
5l 1 (Hiroshi Takashima)

RERBRFRERE R AR OTTER  MENE - BEMFDE

(Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental Sciences)
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1P055  Charcot-Marie-Tooth IBICH T Z I T VEEEREFDOE LEFHRERFIREROAA /
A search for new causative genes mainly derived from myelin associated proteins in CMT

OHl# % ¥ (Hajime Tanabe) . #+ BTV (Akiko Yoshimura). £7J5 &V (Satoshi Ishihara) |
53E %0 U (Satoshi Nozuma) . BT HEHE V' (Yujiro Higuchi) . ¥ ##E ¥ (Gunki En) .
M BRK Y (Akihiro Hashiguchi) . 4% #fiil U (Yuji Okamoto) . 74 % ? (Jun Yoshimura) .
+ I —HE? (Koichiro Doi). #% F ¥.— 2 (Shinichi Morishita) . £ {2 * (Hiroyuki Ishiura) .
=H#Y (Jun Mitsui) . 5& Bk Y (Shoji Tsuji) . &M 1 ¥ (Hiroshi Takashima)
1) BRBRFARFE ERERATIER Wil AR - BN
(Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental
Sciences)
2) TR RS B SIS R FE R A AR
(Department of Computational Biology, Graduate School of frontier Sciences, University of Tokyo)
3) B AR
(Department of Neurology, University of Tokyo)

1P056  —1—0O7 1 F X MIBIE L 7= Charcot-Marie-Tooth IR D REREEFREEDH A /
Attempt a new causative gene identification of Charcot-Marie-Tooth disease associated with
neurofilament

OFE K&V (Satoshi Ishihara) . 3% 25 Y (Hajime Tanabe). # 4T BIT P (Akiko Yoshimura) .
BELT HE—BR " (Yujirou Higuchi) . %% ##E ' (Junhui Yuan). #&11 BBK " (Akihiro Hashiguchi) .
A #4il " (Yuji Okamoto) . 74 i# ¥ (Jun Yoshimura) . +3 %—HE? (Koichiro Doi)
# T E—? (Shinichi Morishita) . 17§ {#%2 ¥ (Hiroyuki Ishiura). = % ¥ (Jun Mitsui) |
7 A% ¥ (Shoji Tsuji) . il 18 (Hiroshi Takashima)

1) BRERFRFEE ERFREGUIer MemaiE i - BaEms
(Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental
Sciences, Kagoshima, Japan)

2) HRFRF B iAo se A
(Department of Computational Biology, Graduate School of Frontier Sciences, University of Tokyo, Tokyo,
Japan)

3) WRURFEFHMIERPE ke
(Department of Neurology, Graduate School of Medicine, University of Tokyo, Tokyo, Japan)

1P057 Rt —4o T Y —%FIA L 7= Charcot-Marie-Tooth /D IEEIE(G F 2 /
A comprehensive genetic analysis of Charcot-Marie-Tooth disease using next generation
sequencer

ORI K (Akihiro Hashiguchi) . ## B3 (Akiko Yoshimura). #EI1 i —HE (Yujiro Higuchi)
A KAl (Tomonori Nakamura) . 7 #fil (Yuji Okamoto) . #47 9535 (Eiji Matsuura) |
#5lE 1% (Hiroshi Takashima)

JE R B R RFRER AR ATIZER WRENEL - B

(Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental Science)

Day 1
1P058  PIK3R2 BIZFER % & 7= Megalencephaly-polymicrogyria-polydactyly-hydrocephalus (MPPH) Nov.20
TR DEEAER| /
A mild case of Megalencephaly-polymicrogyria-polydactyly-hydrocephalus Syndrome with
PIK3R2 mutation

Ol 1%V (Yu Tsuyusaki) . 778 B35 Y (Mutsumi Sato) . #4328 257 " (Keiko Watanabe) |
%76 FIE Y (Rie Anzai) . i1l #IiE " (Kazushi Ichikawa) . H& B#7L Y (Mizue Iai) |
IIF AfIE Y (Sumimasa Yamashita) . 8 1% Y (Tomohide Goto) . Hi# 7] > (Kenji Kurosawa) .
HAf M52 Y (Kazuyuki Nakamura) . JIEE SBI5 Y (Mitsuhiro Kato) . =5 i ¥ (Hirotomo Saitsu)
FAZ 38 ¥ (Naomichi Matsumoto)
1) MENESLC &b EfRe v 5 —  fifEAE
(The Department of Neurology, Kanagawa Children's Medical Center, Yokohama, Japan)
2) MZENEZ &b ERE Yy —  #®ISF
(The Department of Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
3) WERFESE NEF
(Department of Pediatrics, Faculty of Medicine, Yamagata University, Yamagata, Japan)
4) W LR R AR R

(Department of Human Genetics, Graduate School of Medicine, Yokohama City Univ)
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1P059  Exome f##fi & AL V=RIEH ALS DR FERZDEA /
Molecular epidemiological study of familial ALS in the Japanese Population with whole-
exome sequencing

Ol #:4 Y (Hiroya Naruse) . £ i%2 V' (Hiroyuki Ishiura) . = #f ¥ (Jun Mitsui) .

FfG # Y (Yuji Takahashi) . #4% # ¥ (Jun Yoshimura). F# %—HB? (Koichiro Doi) .

# T BH—? (Shinichi Morishita) . ## I " (Jun Goto). it & ¥ " (Shoji Tsuji)

D EERST EEE AN R
(Department of Neurology, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)

2) RS - AR 8 —dRbE
(National Center of Neurology and Psychiatry, Tokyo, Japan)

3) BRI s A R = Fe R
(Department of Computational Biology, Graduate School of Frontier Sciences, The University of Tokyo, Chiba,
Japan)

RAI—FK BB / Poster Session Psychiatric Genetics

1P060 RERFEDBIEEEREDL T / LEIERER /
Genome-wide association study of cognitive decline in schizophrenia

O 32K 2 (Ryota Hashimoto) . it 5 ¥ (Masashi Ikeda) . K3 —& ? (Kazutaka Ohi) .
ZH HH#E Y (Yuka Yasuda). [L#% 755 > (Hidenaga Yamamori) |
AR FZHC Y (Motoyuki Fukumoto) . HgH 135 ¥ (Satomi Umeda-Yano) . Dwight Dickinson ¥,
Branko Aleksic ¥, %3l Z4: ¥ (Masao Iwase) . it #56? (Hiroaki Kazui) .
I #2J © (Norio Ozaki) . Daniel Weinberger 7. % H {4: ¥ (Nakao Iwata) .
I Hfz 2 (Masatoshi Takeda)
1) RBOREERS R mENUEEANER 02 2500 Fintgmtt > & —
(Molecular Research Center for Children's Mental Development, United Graduate School of Child
Development, Osaka University, Osaka, Japan)
2) RIRREER B A e R A S 2 B 22
(Department of Psychiatry, Osaka University Graduate School of Medicine, Suita, Osaka, Japan)
3) R RERT RS R
(Department of Psychiatry, Fujita Health University School of Medicine, Toyoake, Aichi, Japan)
4) KBRS RFBEEFSRITERE 53T A AR 7 25 b s
(Department of Molecular Neuropsychiatry, Osaka University Graduate School of Medicine, Suita, Osaka,
Japan)
5) Clinical Brain Disorders Branch, Intramural Research Program, National Institute of Mental Health, NIH,
Bethesda, MD, USA
6) HERY KEBEEERVIER FES: - Bl 1 &b 0BT
(Department of Psychiatry, Nagoya University Graduate School of Medicine, Nagoya, Aichi, Japan)
7) Lieber Institute for Brain Development, Johns Hopkins University Medical Campus, Baltimore, Maryland, USA

ol 1P061 | A N L RESEET FKBPS DM SHARKTH—FEA—BER HPAR) CRMMEETR
RICRIETTE/
The common functional FKBP5 variant, rs1360780, affects hypothalamic-pituitary-adrenal
axis reactivity.

Ot 22V (Takashi Fujii) « 3% 5489 ¥ (Hiroaki Hori) . AH %% " (Miho Ota)
BR#E ThRHR V' (Kotaro Hattori) . 747 & Y (Toshiya Teraishi) . #%1 KB "V (Daimei Sasayama) .
AR TV (Noriko Yamamoto) . f[ #Z ¥ (Teruhiko Higuchi) . F7/J i V' (Hiroshi Kunugi)
1) ESZR M - HEEERIIgE - v 4 —  MEIEZERT  BERATZE A =50
(Department of Mental Disorder Research, National Institute of Neuroscience National Center of Neurology
and Psychiatry, Tokyo, Japan)
2) ESZKEM - MR v s —
(National Center of Neurology and Psychiatry)
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1P062  EEIRREEICH T HEEZERDHEE /

Evaluating Polygenic risk for Narcolepsy and Essential Hypersomnia

O1llg 8F78 V' (Maria Yamasaki). & JII 5" (Taku Miyagawa) . £ #3% " (Hiromi Toyoda) .
Seik-Soon Khor V', ] {7 ¥ (Takeshi Otowa). & F&5 ¥ (Takafumi Shimada) .
Z¥ B=% (Ryozo Kuwano). % %% ? (Kiyoto Kasai). f£4 &K %] ¥ (Tsukasa Sasaki) .
K% # ¢ (Yutaka Honda) . A% B 7 (Makoto Honda). fi7k #-1: ¥ (Katsushi Tokunaga)
1) RERF R B 5 R Fe R BB e BB R
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
2) HEUREERABE R R FE R A 2 B
(Department of Neuropsychiatry, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)

3) WRIRFPFEAMHAES v M T — 7 K
(Division for Counseling and Support, The University of Tokyo, Tokyo, Japan)
4) BB RERITE R AR v — ARRZEX v & — N4 ) U — ARFZRERM SRR TR S B -

A TR B
(Department of Molecular Genetics, Bioresource Science Branch, Center for Bioresources, Brain Research
Institute, Niigata University, Niigata, Japan)
5) WRURFRFBEEE AR S hBEH 70— X
(Department of Physical and Health Education, Graduate School of Education, The University of Tokyo, Tokyo,
Japan)
A FEE AT ZE I R S > & —
(Japan Somnology Center, Neuropsychiatric Research Institute, Tokyo, Japan)
1 HTE NHOR AR A A T e RE IR I 7 0 2 2 7 b
(Sleep Control Project, Department of Psychiatry and Behavioral Sciences, Tokyo Metropolitan Institute of

6

N

7

=

Medical Science, Tokyo, Japan)

NI —HFHKR BEREE(GE / Poster Session Genetics in Infectious Diseases

1P063  RERI—I I P2 T %R 20 BREEF EEHREICE T D RZROMRRZEERFORER /
Search for new susceptibility genes to tuberculosis in the candidate region of Chr. 20 using
next generation sequencing

O #7& P (Ayaka Nakauchi) . Surakameth Mahasirimongkol . Sukanya Wattanapokayakit ¥

PP B Y (Hideki Yanai) . Jing Hao Wong V. %M Z&#% ¥ (Taisei Mushiroda)

flizk BtV (Katsushi Tokunaga)

D HRERFRFbE  ERUTER N R0
(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)

2) ¥ AEREE ERYR EVEARRT SR
(Medical Genetics Section, National Institute of Health, Department of Medical Sciences, Ministry of Public
Health, Thailand)

3) TS BT

(Fukujuji Hospital, Japan Anti-Tuberculosis Association, Kiyose, Japan) Day 1
4) HULFRREAT AR s Y — Nov. 20

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

1P064 BIEMERBRLEICH T2LmMP v 4~ 0 RNA EHiiEkG B EEEFRIBORME /

miRNA and immune-related gene expression in latent tuberculosis infection

OBEE B AP (Naoto Keicho) . ¥2TF H3% " (Ikumi Matsushita) . Hang, TI Nguyen >,
Thuong, H Pham ¥, #H ##15€ ¥ (Shinsaku Sakurada). Cuong, C Vu?. Lien, T Luu®.
+5 %7V (Minako Hijikata)

1) AAEMEEN AT SREITERT AR
(The Research Institute of Tuberculosis, Japan Anti-Tuberculosis Association, Tokyo, Japan)
2) NCGM-BMH Medical Collaboration Center, Hanoi, Viet Nam
3) Hanoi Lung Hospital, Hanoi, Viet Nam
4) [E7 EPSERTIE Y o & — ERRE AR )R
(National Center for Global Health and Medicine, Tokyo, Japan)
5) Hanoi Department of Health, Hanoi, Viet Nam
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Day 1
Nov.20

RAYI—FRK [FEEHE(GE / Poster Session Perinatal Genetics

1P065

1P066

1P067

1P068

1P069

NIPT {2 EFRAIE O HAERTHEZR I RO E ~ NIPT REBISHENREDEBIRZEDKSICEX
e~/
Trends of prenatal genetic counseling starting NIPT test

OFFE &% (Kaori Arima). #18 L5 Z (Shizuko Takahashi). &4 %7 (Ayako Hashimoto) .
AH T (Michiko Honda) . %3 #7- (Michiko Watanabe) . %3 it (Yasuyo Kasai)

HARRA TR v & —  pela AR
(Obstetrics and Gynecologic Department, Japanese Red Cross Medical Center, Tokyo, Japan)

DIEFMZEMAZEEHT ) 2 JICE DR EOOHET + O—DIRET /
Effects of genetic counseling on psychophysical condition of the pregnant women: A case
report

OHZL %137 (Nahoko Shirato) . & - 51 (Keiko Miyagami) . {&H 7 (Shouko Hamada) .
WA ZEM (Miwa Sakamoto) . /M BT (Keiko Koide) . 3T #THE (Teturou Kondou) .
[&iH %7 (Tatuko Hirose) . % %7 (Atuko Saito). P47C #7 (Junko Yotumoto) .
T BE (Ryu Matuoka) . BAJR BAZ (Akihiko Sekizawa)
AFIREEAES Rl Nk s
(Showa University School of Medicine, Obstetrics and Gynecology, Tokyo, Japan)

SNP BT ICE D < JEREEMEAERZET (NIPT) ICB 1T B A7 ) — U BiEHIE K OB REG DM%E /
Validation of Single-Nucleotide Polymorphism-Based Noninvasive Prenatal Screening in
Japanese population

O =V (Suguru Sato) . AR # P (Kou Sueoka) . Hi#k # '? (Akira Nakabayashi) .
fERE Y (Kenji Sato) . PIH BAAE ¥ (Sayaka Uchida). 2 7V (Yoko Izumi) .
K MEE Y (Yuki Mizuguchi) . 57K F 0 7-V (Mariko Suzuki) . fill#% %25 ¥ (Hiroshi Senba) |
BB #KHER Y (Kotaro Tino) . —=ZH ATV (Kumiko Misu). HIH 57 Y (Mamoru Tanaka)
1) BEFEARY: EAHD R ARG
(Department of Obstetrics and Gynecology, Keio University School of Medicine)
2) BEFEENA ] Ao BE
(Nakabayashi Hospital, Tokyo, Japan)
3) WRRBRATAR AT 2 i A F
(Department of Obstetrics and Gynecology Tokyo Dental College, Ichikawa General Hospital)

21 ERBELEAZETS MUY I — 21 RIETIRICTHIBA L /= mos 46,XX,i(21)(q10)/46,XX fiE
BINDERRIZEIDBEIGICH T BI&ET /

Indication of preimplantation genetic diagnosis:case of mos 46,XX,i(21)(g10)/46,XX with
recurrent trisomy 21 offspring

ORH #1¥ (Tomoko Kuroda) . JIIWF %33€ (Nami Kawasaki) . 7111 518 (Naoki Aoyama) .
M AEF (Hiroko Hayashi) . #t™M &:F (Akiko Yabuuchi). #7 Belf (Xiaohui Tang) .
T FE— (Keiichi Kato)
gL 74 A2 ) = o
(Kato Ladies Clinic, Tokyo, Japan)

LRRICH T HHERMEERE (BEKRR. FKERICKDIRBEHRE) OBRIK/
The practice of the prenatal diagnostic test (CVS and amniocentesis for chromosome
analysis) at our clinic

OWi#t ¥ (Yasushi Nakamura), T2 i (Yoshie Chiba). K 3% (Mihyon Song) .
Fll #3€ (Hiromi Arakawa) . H#f 83£T (Chieko Tamura)
fBW 7 ) = 7
(Fetal Medicine Clinic Tokyo, Tokyo, Japan)
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1P070

1PO71

1P072

1P073

1P074

BELBALHLRUEBREOHEMBHZIT oA 16/
A case of prenatal diagnosis of autosomal recessive polycystic kidney disease

e

OE W A" (Jun Miyazaki) . g BTV (Mayuko Ito) . il 2% 2 (Takema Kato) |
i1l &0 2 (Yuka Kiriyama) . =5 3 ALY (Sumire Terasawa) . ¥FH £ V' (Yoshiteru Noda)
=t i Y (Hironori Miyamura) . 4% %5 V' (Haruki Nishizawa) |
3 AL T2 (Makiko Tsutsumi) . figdH 75 A ¥ (Hidehito Inagaki) . K7L Fi & ? (Tamae Ohye) .
B #% Y (Makoto Kuroda) . B 2 A% ¥ (Takuma Fujii) . &16 &4 ¥ (Hiroki Kurahashi)
1) FEFHPMERFERY: R AR
(Department of Obstetrics and Gynecology, Fujita Health University, Aichi, Japan)
2) BRHPRMER AR BEERENRNT O R RN
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University, Aichi,
Japan)
3) BEHPRERIARY: JRBLZIRL 1
(Department of Diagnostic Pathology 1, Fujita Health University, Aichi, Japan, Fujita Health University, Aichi,
Japan)

LRI BT B AL ERMREFFIHEE L TOEBDHHA /

The activity of the first year of our comprehensive prenatal testing/diagnostic center

OM# 2537 (Chieko Tamura) . #iJIl #5135 (Hiromi Arakawa). T2 #lF (Yoshie Chiba) .
K FELX (Mihyon Song). "4 #% (Yasushi Nakamura)
BRZ ) =y 7B
(Fetal Medicine Clinic Tokyo, Tokyo, Japan)

NT (nuchal translucency) REFIZH|TD. EFKE ELBHEEEFOLLE /
Increased nuchal translucency and chromosomally abnormality

OJIIH #F ' (Yoshiko Kawata) . AZEIE FAL 2 (Maki Kusumi) . {14 A7 U (Yuki Kawai)
/NS EES Y (Atsushi Komatsu) , 7kAS f# U (Takeshi Nagamatsu) |
Y milt ¥ (Tsuguhiro Horikoshi) . 11T F£f# P (Takahiro Yamashita) .
Bt BB (Yoshimasa Kamei) . KZHE B " (Yutaka Osuga). HEI HAT Y (Tomoyuki Fujii)
1) BORRFEER R LIS - R
(Department of Obstetrics and Gynecology, The University of Tokyo Hospital, Tokyo, Japan)
2) WEREE v 7uy s vay - mARHNREHGERE L v 8 —
(Center of Human Reproduction & Gynecologic Endoscopy, Sanno Hospital, Tokyo, Japan)
3) WEBERKRS AR
(Department of Obstetrics and Gynecology, Saitama Medical University Hospital, Saitama, Japan)
4) WAL EERE R AR
(Department of Obstetrics and Gynecology, Kawakita General Hospital, Tokyo, Japan)

LRICH T B HERZEE U TOMEREDORNR /

The analysis of chorionic villi sampling as prenatal diagnosis in our hospital

e s . P . . Day 1
Offijt ¥ (Tomohiro Tanemoto) . £+ 1% (Osamu Samura). %+ F &7 (Madoka Horiya) N::‘.,zo
B &8 (Eri likura) . 4% ##55 T (Mamiko Dobashi) . H A 228 (Hiroaki Aoki)
AR N (Kouhei Sugimoto) . Aii #1%  (Kuniaki Oura) . B4 %Y (Aikou Okamoto)
ACHERBRARS I AR
(Department of Obstetrics and Gynecology, The Jikei University school of Medicine, Tokyo, Japan)

HEMREICET 2P ARIN—TTOBEHV ) TEBEOHA /

Group genetic counseling practice in the prenatal setting

Ol #535 (Hiromi Arakawa) . HF 83T (Chieko Tamura). T2 # & (Yoshie Chiba) .
% %% (Mihyon Song). 4] %5 (Yasushi Nakamura)
Jal 7 ) = 7 gig
(Fetal Medicine Clinic Tokyo, Tokyo, Japan)
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Day 1
Nov.20

1P075

BARERINEGETFEZHT—2L 73> 2013 —EEROHMEESEORE— /
Japan Preimplantation Genetic Diagnosis data collection 2013-The extraction of present
problems and a future agenda-

OffERE Y (Kenji Sato) . [ i ! (Kou Sueoka). £ = ! (Suguru Sato) .
rik # 2 (Akira Nakabayashi) . S £ KHE Y (Kotaro Iino) . filig% %25 ¥ (Hiroshi Senba) |
#AR 0TV (Mariko Suzuki) . BTV (Yoko Izumi) . 7KI7 HE#E ¥ (Yuki Mizuguchi) |
w5 &2 (Minoru Irahara) . HH 57V (Mamoru Tanaka)
1) BEESERRY RS Elw AR
(Department of Obstetrics and Gynecology, Keio University, Tokyo, Japan)
2) HMIEEE
(Nakabayashi Hospital)
3) FEES KRR BEANN ZANA F 4 A T2 AWFGEER | B2 e MR AR 2200
(Institute of Health Biosciences, The University of Tokushima Graduate School, Obstetrics and Gynecology)

RRAI—HK BIGHDVEU VT / Poster Session Genetic Counseling

1P076

1P077

1P078

1P079

FAIDSEZNIEOVOD ? HERZEICEAL 4V VEGRHZEDROBMHIPSEAZVNIE/
Massage form parents of children with down syndrome;What do you need to know for
explanation about NIPT?
OHMJE #2319 (Satomi Aihara) . #F —H 2 (Kazue Mori) . A Hifd ¥ (Aki Fujiki) .
8 157 ? (Nobuko Koga)
D) EERFEERE R R AR
(Department of Obstetrics and Gynecology, Saga University Hospital, Saga, Japan)
2) HARYY ViERE EEZE SAZSAZTT
(Japan Down Syndrome Society, Saga)

BROBERZMERLEE S D EARD DI FA T2 MDEEH T E) 2T TORIE/
Correspondence by the genetic counseling to the client which must hope plurality prenatal
diagnoses
OZJi 111 (Yuki Kuwahara). % H &34 (Masahiro Yoshida)

LT — A& =T A7) =7 B F 7V

(Ladies&Maternity Clinic SANTA CRUZ, Hyogo, Japan)

FR/PDREMEREICHTEI) KOREEMEDT )T EE/
How to make effective disclosure and counseling to patients with spinocerebellar
degeneration?
OFH: T (Makiko Ishii) . 5% #fi7 (Junko Tatsumi). HF 1 (Kazuo Tamura) .
I F193 (Kazuo Fujikawa)
IR RFERE BAEM TR HMEER #/EZh Y v v T — 2R
(Genetic Counseling Program, Interdisciplinary Graduate School of Science and Technology, Kinki University,
Osaka, Japan)

Wieacker-Wolff FE{&B¥DEERDT U T /
Genetic Counseling for Wieacker-Wolff syndrome
O=B #T " (Yuko Mishima) . #5I# 35fE > (Yosinori Tsurusaki) .
FAZ 38 2 (Naomichi Matsumoto) . [if] 4 ffiZ V' (Nobuhiko Okamoto)
1) KB IRMER G R~ & — BB HR
(Department of Genetics, Osaka Medical Center and Research Institude for maternal and Child Health, Osaka,
Japan)
2) BRIV RFERS b BRENZeR  #n5
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Kanagawa, Japan)
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1P080 A mMmFlFEMMRR S AT LZFIALIERH VY VI ICEREEHRRER /

Information retrieval system for genetic counseling using NBDC cross search

OJIAR #1Y (Shoko Kawamoto) . K #fi— ? (Jun-ichi Onami) .
M K—BA ¥ (Taichiro Sugisaki) . A FIHI Y (Kazuo Tamura). 5% #fi-7- " (Junko Tatsumi)
A FIA Y (Toshihisa Takagi)
D) ERFERERE BEHTARR BPEe #ah Y v T — 2
(Genetic Counseling Program, Graduate School of Science and Engineering Research, Kinki University, Osaka,
Japan)
BRI NA A T AT — I R=A Lk v ¥ —
(National Bioscience Database Center, Tokyo, Japan)
3) 1B VAT AT T A T A T ARET SN Ak —
(Database Center for Life Science, Chiba, Japan)
4) ZIhEHMRA A
(MITSUI KNOWLEDGE INDUSTRY CO., LTD.)

2

=

1P081 Schinzel-Giedion IE{EBfDEEREHV LI T /
Genetic Counseling of Schinzel-Giedion syndrome
OFYH 7T (Keiko Matsuda) . JIIF 125 (Kazumi Kawato). [4< f#Z (Nobuhiko Okamoto)
KB LR FIRIER AR~ 5 — BB HE
(Osaka Medical Center and Research Institute for Maternal and Child Health )

1P082  HIMRBIMRBOREZHIFICHEEEINSER ~ DDEDS BEREROTZIBHEZBL T~ /
Consideration of information which is required for definitive diagnosis through of DDEDS
patient and family members

OFJN B P (Masumi Ishikawa) . diH #1C. Y (Tomoki Koshou) . il 35TV (Emiko Kise) .
&S 2296 2 (Yoshimitsu Fukusima)
D) EHRFESEHE R SnF2HES
(Shinshu University Hospital Department of Clinical and Molecular Genetics)
2) KRS A RISEY: - PRI
(Shinshu University Hospital Department of Medical genetics and Preventative medicine)

1P083  MiEEETIEWBLICH TS HBOC EAHIDBEICHEIT T/

For the framework of the HBOC medical-examination in a local support hospital

Of# 1V (Kayo Ishido) . Hi# HHA ¥ (Yurika Nakazawa) . $kJ5 254 ¥ (Nao Ogihara) .

M E=3EW Y (Kimiya Handa) . A6 JA% ¥ (Hiroyuki Ishige)

D) ARG EABEFRY v 5 — BRI EaARE
(Genetic Counseling Room, Saku Central Hospital Advanced Care Center, Saku-shi, Nagano, Japan)

2) EAKERE EABER Y Y ¥ — G
(Department of Nursing, Saku Central Hospital Advanced Care Center, Nagano, Japan)

3 EARGHE EARREEY 5 — LRI Day 1
(Department of Breast Surgery, Saku Central Hospital Advanced Care Center, Nagano, Japan) Nov. 20

RRAI—FKR BIGEHR - EanfRlE - BInHE /

Poster Session Social, Bioethical, and Educational Issues in Genetics

1P084 W7 I7ICHBITD [BIEFHRE] ICHTET7A—DAIIN—T -4 2E1—RE: FIIEREH
P =H=H B
SHIGERRRE /
Focus group interviews about human genetic testing in East Asia: Usage and social issues
Ok 875 (Hyunsoo Hong)
WROREER AR b b7 AL v & —  AIRECERE S B
(Department of Public Policy, Human Genome Center, The Institute of Medical Science, The University of Tokyo,
Tokyo, Japan)
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1P085

1P086

1P087

FEICEITD S — 7 I AR OEREREREDDER/
Next-generation sequencing technology in China: clinical application and progress of
regulation
O & V' (Bin Zhao) . #t E%5 > (Hyunsoo Hong) . R itk ¥ (Kaori Muto)
1) HEOREERARE Frad g B2 7e Rt AL RO e o8
(Department of Public Policy, Graduate School of Frontier Sciences, The University of Tokyo, Tokyo, Japan)
2) WHRIRZERMEMTEIT b7 AT v 7 — SRR 0 8
(Department of Public Policy, Human Genome Center, Institute of Medical Science, University of Tokyo, Tokyo,
Japan)

EREEMRE Lz MEEICET B REXE /

Lesson support about the human heredity for a high school student

OFkill Zs % V (Nana Akiyama). 111 ? (Touru Katayama). E5IE T~ ¥ (Masako Torishima) .
A #%4= " (Takahito Wada) . /M 7] ¥ (Shinji Kosugi)
1) FHERG RSB EFigest tha R R s BRERY
(Professional Degree Course Genetic Counselor Course Kyoto University School of Public Health)
2) RBRRF M7 B3
(Oosaka Prefectual Hirakata High School)
3) THRRFEAERMEREE  BR T2 HRE
(Kyoto University Hospital Clinical Genetics Unit)

EFRFLEICE I IEEERICEA L ZRAEDFEEICOVTOERRE - EEHEOHRTE SR

ANnsH/

The survey on recent topics related to genetic medicine in medical student.

OWAR ¥ (Tomoko Yamamoto) . #5835 (Satomi Aihara). &4 £/ (Keisuke Tsumura) |
W2 5 (Yoshifumi Nakao). A%l IE## (Masatoshi Yokoyama)

R RFEE I E e ERHE AR
(Department of Obstetrics and Gynecology, Saga University Hospital, Saga, Japan)

MAI—HKR HHELEGE 2 / Poster Session  Cytogenetics 2

2P001

2P002

7p22.1 WHIR K ZRHRGREZETSER ; ACTB/NTOFELEDEDY) /

A patient with 7p22.1 deletion associated with dwarfism; a possible contribution of ACTB

OTFE ET " (Keiko Shimojima) . Z8E I #7 ¥ (Satoshi Narai) . [LA 2% ¥ (Toshiyuki Yamamoto)
D) W TERRY: MEEREUERT
(Tokyo Women's Medical University Institute for Integrated Medical Sciences, Tokyo, Japan)
2) FSHURSZHIumEe  NER
(Deparment of Pediatrics, Tottori Central Hospital, Tottori, Japan)

FKIRETRDON D7z de novo 17 BREHARBHEMERE - InEBREKD 1 EHI/

A case with de novo inv dup del(17q) detected in aminiotic diagnosis

ORI <¢ Y (Mamoru Ozaki) . FHHH % 2 (You Niida) . il 7 2 (Etsuko Takase) .
YA A— (Kyuichi Sakamoto) . HEMH &7~ ¥ (Tomoko Fujita) . 4 7K ¥ (Ryota Fujii)
HEFH %Y (Tomo Makinoda) . i JIEJ# ¢ (Masatune Ito) . 15 1~ # (Hitoshi Sato)

1) GRERRY BEESEAT  ChmERmsesEn S SR
(Division of Genomic Medicine, Department of Advanced Medicine, Kanazawa Medical University Medical
Research Institute, Uchinada, Japan)
2) @RERRFIREE 7R ERED SR FERY v 5 —
(Center for Medical Genetics, Kanazawa Medical University Hospital, Uchinada, Japan)
3) &RERRSY: Rl AR
(Obstetrics and Gynecology, Kanazawa Medical University, Uchinada, Japan)
4) @REFRRT AR

(Pediatrics, Kanazawa Medical University, Uchinada, Japan)
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