% — / Poster Session

—RRRAZ2—1 HERETE (B

Poster Session 1 Cytogenetics (Basic)

H WK:12H15H OK) 17:30~18:30

= B RAZ—245 1 (BF 301+302)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

BHE3770€Y NIy ORBMRERICEEELTUV=22q partial tetrasomy (triplication)®
ANZZXLDER
Investigation of the mechanism of 22q partial tetrasomy (triplication) that translocated to
different acrocentric short arms
OlyAs ZEF 12 (Keiko Yamamoto) . P B{FHF- 3 (Eriko Nishi) . [fAs {17  (Nobuhiko Okamoto)
Y 1= "2 (Hitoshi Kanno) . [LjA% {828 " (Toshiyuki Yamamoto)
1 R FERER I 7 o s v TR
(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo,
Japan)
2 WL FIERERET /) Lis R
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
3 KBBFFEHE L v 2 —EBnis R
(Division of Medical Genetics, Osaka Medical Center and Research Institute for Maternal and Child
Health, Izumi, Japan)
4 PR FERIR AR AR AR et R m R R R F OB R P R0 I
(Division of Gene Medicine, Graduate School of Medical Science, Tokyo Women's Medical University,
Tokyo, Japan)

EBZBEEZON-SHOXELF &S LXpinElESE
Identification of Xp terminal duplication including SHOX as a normal variant
OFf B! (Rie Kawamura) | ST HE2% 2 (Emi Kondo) ., &3 81 ! (Shunsuke Miyai) |
AR A&FS T (Yuki Narw) | 8RB ® (Maki Fukami) | FigtE 75 A ! (Hidehito Inagaki)
AkE 15K (Hiroki Kurahashi)
1 BEHERRY: BERPE Y 2 2 — R AR
(Division of Molecular Genetics, Fujita Health University, Toyoake, Japan)
2 PEREERIRIAREE PR AR
(Department of Obstetrics and Gynecology, Hospital of the University of Occupational and Environmental
Health, Kitakyushu, Japan)
3 ENLREEFTLY 22— W o0 N
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)

KMUBREER7Z TV Tr—2a Il LD HEGERESEDBITERICDONT
Analysis Results of Reciprocal Translocation Carriers Using KMU Integrated Application
OJRI% 5F ' (Mamoru Ozaki) . 11 B[ 2 (Toshirou Tkeda) . jaifi# £22HH ° (Toshiaki Endou)
1 BINERKE BEEZEVET
(Kanazawa Medical University, Medical Research Institute, Uchinada, Japan)
2 JBWERFHE Einhy ey v TE
(Kagoshima University Hospital, Genetic Counseling Room, Kagoshima, Japan)
3 FLBREERLR: ERHm ARHEE
(Sapporo Medical University, Obstetrics & Gynecology, Sapporo, Japan)
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—MRRAZ—2 BEEHEAFE

Poster Session 2 Statistical Genetics

H Ff:12H15H OK) 17:30 ~ 18:30

2 B RAZ—285 1 (3F 301+302)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

EAREZERERAVVEBDIS25) 0T &S/ LA REEERTIC & B EBOEENEE DR
Clustering of obesity according to obesity-associated factors and genome-wide
association study
OEkE —>F ! (ppei Takahashi) | _[#F 517 1% (Fumihiko Ueno) . A8 & & & ' (Tomomi Onuma) ,

KA JEE ! (Hisashi Ohseto) | Ji%HH BE " (Akira Narita) , BH] & 350> 22 (Aoi Noda)
KB 927 12 (Fumiko Matsuzaki) . #f [+ BEF- 12 (Keiko Murakami) . 75 B2 1% (Mami Ishikuro) .
sINE #7123 (Taku Obara) . 2515 & ' (Atsushi Hozawa) . FHE 7T "** (Gen Tamiya)
e HE— 12 (Junichi Sugawara) . SE[[] fE— 125 (Shinichi Kuriyama)
1 HHERZEREERE RAR TR
(Graduate School of Medicine, Tohoku University, Sendai, Japan)
2 BAERYE HALA T 1 Jb « AH IS 7 KR
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)
3 HALR2ERRT A
(Department of Pharmaceutical Sciences, Tohoku University Hospital, Sendai, Japan)
4 BMEAWFIEIT ST A v 2 —
(RIKEN Center for Advanced Intelligence Project, Tokyo, Japan)
5 HALRYE SEERIAEBRIILT
(International Research Institute of Disaster Science, Tohoku University, Sendai, Japan)

A v A(F=7INRIRIPYICEIRTNDOD?  -REYZOT7 LIVOARRNT & EER-
Investigation for the Relationship between Minor Allele and Risk Allele
O¥E 7 f%& ' (Takashi Kido) . $if 182 ? (Naoyuki Kamatani)

1 EURE Selifa By ST
(Advanced Comprehensive Research Organization, Teikyo University, Japan)

2 KR &4t StaGen
(StaGen Inc., Tokyo, Japan)

P2-3 H—RIVRETEDETED - DEHE L F5%Genotype Value DecompositionMDBF
Genotype value decomposition: Simple methods for the computation of kernel statistics
O=# 34 ' (Kazuharu Misawa)

1 BRSNS KRB R 2ENIER E R

(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2 BYEZERTSL T RIRER At o R —

(RIKEN Center for Advanced Intelligence Project)

—]RRAZ—3 N AAVTAITA4 VIR

Poster Session 3 Bioinformatics

H Kg:12H15H OR) 17:30 ~ 18:30

2 R 22— 1 (BF 301+302)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

DAY/ LERTNYP VM REHESNEEFOBRREDT S 7IC L B 1%5
Graph Theoretic Examination of the relationship between genes in which variants are
detected in cancer genomic medicine
OEE #5K (Yuta Hamano) . #§ Z5 9 (Nao Kamae), FEZ {d! (Ken Kumagai)
KA HiHH (Takuya Sugimoto) . A 3¢3& (Nami Oota), B {21+~ (Sawako Minami)
AR LR ER A B e SRR
(Department of Clinical Genetics, Wakayama Medical University Hospital, Wakayama, Japan)
P3-2 VAOO7 LA REFREDERBEROMBIY 7bo17Y—)V (CAS) DR
CAS, software to assist interpretation of chromosomal microarray testing
O £ N ! (Hisato Suzuki) . HIji% KHifi | (Daisuke Nakato) . [1jFH ZEAF! (Mamiko Yamada) .
0PN {2245 2 (Toshiki Takenouchi) | /[N {BEJER ! (Kenjiro Kosaki)
1 BELRIARE A BREIR 2 v 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
2 BEIESRSORNE BRATR ANR R AR
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
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—MRRAEZ—4 NNAFINVY « T—ER—=X

Poster Session 4 Biobank, Database

H F:12H15H OK) 17:30 ~ 18:30

2 B RAZ—215 1 (3F 301+302)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

Y/ LBRBICEITDEY/ LRTORYHES
Activities of whole-genome sequencing infrastructure under the Japan Leading Project
for Rare Disease Whole-Genome Sequencing (RDWGS)

OKHi Bt (Yosuke Omae) ., 1A & £/ T (Yosuke Kawai), fifizk I (Katsushi Tokunaga)

ENEBRER s Y 2 — 7/ LERZE T aY 7~ (Fl)
(Genome Medical Science Project (Toyama), National Center for Global Health and Medicine (NCGM))

P4-2 BAEANY/LNUF7 D MEET—5X—2TogoVarD 7y 77—
Update of TogoVar: A comprehensive Japanese genetic variation database
O=#8 {£2% ! (Nobutaka Mitsuhashi) . JI|lI& G2} * (Minae Kawashima), J;'[L1 {£HH ' (Toshiaki Katayama)

JI1 B F5— " (Shuichi Kawashima) . 5T 5548t | (Yuki Moriya), Z& T-Lt/= 2 (Chihiro Hata)

HEH 702 3 (Asami Fukuda) | 2T #&— 3 (Yuichi Kodama) , 7% £%4 3 (Takatomo Fujisawa) .

dipd BN 1 (Licht Toyo-oka) , 75K FIJ/A * (Toshihisa Takagi)

1 W - AT LN 7 — 20 A T ARFERHBERIER 54 79 A TV ARET —ZN—A X —
(Database Center for Life Science, Joint Support-Center for Data Science Research, Research Organization
of Information and Systems, Kashiwa, Japan)

2 FIABOHRBEEAS NBDC R S HEE A
(Department of NBDC Program, Japan Science and Technology Agency, Tokyo, Japan)

3 ENLEURAWILAT ALl - DDBJ > X —

(Bioinformation and DDBJ Center, National Institute of Genetics, Mishima, Japan)

4 EILEBERY

(Toyama University of International Studies, Toyama, Japan)

P4-3 Foartery— - NAFN Oy T—2 (NCBN) (281D T/ LIEHREE O #H 4
National Center Biobank Network (NCBN) and genomic information for NCBN
bioresources
O A Yttt ! (Bisei Noird) . ARi B 12 (Yosuke Omae) . T EE/T 2 (Yosuke Kawai) |

JEBE ¥ (Koji Kitajima) . BB 75,2 ! (Hideyuki Shimanuki) , %% fff— > (Yu-ichi Goto) ,
ik st '# (Katsushi Tokunaga)
1 FyarierzZ— - NAANY T3y b T—2 (NCBN) HHOSA AN Y
(Central Biobank, National Center Biobank Network (NCBN))
2 ENIEBRERE Y 2= 7 LERZE T Y 27 b (A
(Genome Medical Science Project (Toyama), National Center for Global Health and Medicine (NCGM),
Tokyo, Japan)
3 [ENTRER - FREREISEE S 2 — AT IV - T Ly 2 —
(Medical Genome Center, National Center of Neurology and Psychiatry (NCNP), Tokyo, Japan)

P4-4 REREEGFEET—FN—ZMutationView : AJIZIBY—ILDRRHE
Disease-causative gene mutation database MutationView: Development of input support tool
OFEE [F 5 ! (Masafumi Ohtsubo) , %5 fH14E ? (Shinsei Minoshima)

1 RMMERIRSE SR ERE WS L > X — T 4 b= 7 REEWSEES
(Institute for Medical Photonics Research, Preeminent Medical Photonics Education & Research Center,
Hamamatsu University School of Medicine, Hamamatsu, Japan)

2 CERERIMKAGRE NAFT 3 b =0 AT A 05
(Biophotonics Design, The Graduate School for the Creation of New Photonics Industries, Hamamatsu, Japan)

P4-5 ENEREEMA T Y —NAANOICE T B FEDEHRAEICHITDIEEORLETRFAE
Survey of Patients' Reactions and Opinions on Prognostic Follow-up in the Biobank of
the National Center for Global Health and Medicine
O fikd— (Yukiko Nakashima), i 2K (Tatsuya Kanto), 42111 B (Masaya Sugiyama)

ENTEBRE R > 2 — ERFEERE N AN T
(National Center for Global Health and Medicine, Chiba, Japan)

P4-6 ENEBREEMRRE Y —NAFANDICE T EMEREEFEROBRICEAIDOINRE
A study of the relationship between psychological disorders and liver diseases in the
biobank of the National Center for Global Health and Medicine
Of2 111 EAlL (Masaya Sugiyama), 2|1 EJE (Mami Hirayama), £ {£1X (Kayo Mori), Z5 i 121K (Tatsuya Kanto)

E E PR EFRIIE 1 > X — EIFEIREE 231 AN D
(Biobank, Kohnodai Hospital, National Center for Global Health and Medicine)
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—MgRRAZ2—5 ETIVEMD

Poster Session 5 Animal Model

H Ff:12H15H OK) 17:30 ~ 18:30

= Bt RAZ—241(F 301+302)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

LARSEGF/VvIM1 U ETS74 v 1A NARFALERE 1 BICH T DAL REDFRERR
Analysis of the liver damage mechanism in infantile liver failure syndrome type 1 using
lars knock-in zebrafish

OH I Bl ! (Masanori Inoue) . BHIT FI ' (Kazuhito Sekiguchi) , ‘& it 5/\BH ? (Hiroaki Miyahara) |
BRI EHK ' (Syota Sonoda) , V57K 3.2 ° (Nobuyuki Shimizu), 17 #3-1> (Hiroshi Shiraishi) |
B FERIF ! (Miwako Maeda) . {EH] ¥LF* (Reiko Hanada) . /£ 2% (Toshikatsu Hanada) .
FJE fi ! (Kenji Thara)
1 RO REF R /N RL Al
(Department of Pediatrics, Faculty of Medicine, Oita University, Oita, Japan)
2 EHIERIRY: INEs R ARZE T
(Department of Neuropathology, Institute for Medical Science of Aging, Aichi Medical University, Aichi,
Japan)
3 RORE E2EE AN ) it e
(Department of Cell Biology, Oita University Faculty of Medicine, Oita University, Oita, Japan)
4 KRR E2EA e LB AR
(Department of Neurophysiology, Oita University Faculty of Medicine, Oita, Japan)

P5-2 BRI —5R - FOXERE(MCEDS)RBRETIVVYOR ZRA WV BRERBADEEH
Pathophysiological investigation on skeletal lesions of musculocontractural Ehlers-Danlos
Syndrome using knockout mice

OEkE A7 ! (Yuki Takahashi) | 757 (&7 2 (Takahiro Yoshizawa) . /KA 35— % (Shuji Mizumoto) .
LLIF {&>F% 3 (Shuhei Yamada) , T4 #1C *5° (Tomoki Kosho)
1 BINKRE R SBARE AR
(Department of Medical Genetics, Shinshu University School of Medicine, Nagano, Japan)
2 EMNRZE SIS R > 2 — S SRS AR
(Division of Animal Research, Research Center for Supports to Advanced Science, Shinshu University,
Nagano, Japan)
3 PR FEEE R AR
(Department of Pathobiochemistry, Faculty of Pharmacy, Meijo University, Aichi, Japan)
4 (EMIREE RS T S R T R > 2 —
(Center for Medical Genetics, Shinshu University Hospital, Nagano, Japan)
5 SR B > 2 —
(Research Center for Supports to Advanced Science, Shinshu University, Nagano, Japan)
6 [EINKYE B 7V =)L« =0 T2 A
(Division of Clinical Sequencing, Shinshu University School of Medicine, Nagano, Japan)

—MRRAZ—6 HiEkil

Poster Session 6 New Technologies

H Kf:12H15H OK) 17:30 ~ 18:30

= W RALZ—245 1 (3F 301+302)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

CRISPR/Cas9% 1t U 1= RE M EEIC & BB L E MNEBHIO—= >0
Rapid human chromosome cloning via CRISPR/Cas9-mediated translocation
OF A AAL! (Hitomaru Miyamoto) | [Liife} FEACE ' (Kyoutarou Yamazaki) , “FEF % if © (Narumi Uno) ,
Frfs% %5 3 (Satoshi Abe) | J&3H &%  (Shusei Hamamichi) . Y 3% 4 25 ' (Nanami Kishima) .
15 — % ? (Kazuma Tomizuka) . 27 H BE%2 ' (Yasuhiro Kazuki)
1 JSHORSE REEBE EAARITFERE R A etk T2 iy
(Division of Chromosome Biomedical Engineering, Integrated Medical Sciences, Graduate School of
Medical Science, Tottori University, Tottori, Japan)
2 HURUERIRZE LanRlaA il SO Em R e R AW T2 s
(Laboratory of Bioengineering, Tokyo University of Pharmacy and Life Sciences, Tokyo, Japan)
3 SO ROA T2 Y 2 —
(Chromosome Engineering Research Center, Tottori University, Tottori, Japan)
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—MRRRAZ—7 BREKEEFE 1

Poster Session 7 Clinical Genetics 1

H Ff:12H15H OK) 17:30 ~ 18:30

= Bt RAZ—241(F 301+302)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

ZellwegerEZRB W RETDBERAMBEFZIRE (PGT) DIIRHS
Pregnancy achieved after preimplantation genetic testing for Zellweger syndrome
Ok S ' (Yuki Mizugueh) . K[ 75 2 (Kou Sueoka), =28 A+ (Kumiko Misu)
i =1 (Suguru Sato), FHHY 5T ' (Mamoru Tanaka)
1 BEREFRICE R2AE Ebm AR A
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
2 BEMESSSARHRIE MR ER e 2 —
(Keio University Hospital, Center for Medical Genetics, Tokyo, Japan)
P7-2 FGFR1UBEZEFZERBMETF R bOE MR AR TE IS5V DERAKRAT R DT
The Evaluation of Clinical Findings in FGFR1 Gene Mutation-Positive Hypogonadotropic
Hypogonadism Cases
OffeiiE 12 (Naoko Sato) , /NAFJi 2+ (Atsuko Ogasawara) , AR 5% 2 (Shyun Soneda)
el 351 (Utako Sato) . [ AT~ ° (Hiroko Kadowaki) . 5 fHAE ? (Kentaro Kishi)
HFH HE# 2 (Masahiro Noda), FHHI #3:2. ! (Hiroyuki Tanaka), JEH 5% ® (Sachiko Kitanaka) ,
M H 455 2 (Toshiaki Tanaka)
1 BORURZAIE AT I il /N
(Department of Pediatrics, The University of Tokyo Hospital)
2 TEhREZV=v
(Tanaka Growth Clinic, Tokyo, Japan)
3 KPR T EBAREE NER
(Department of Pediatrics, Ibaraki Children's Hospital, Ibaraki, Japan)
4 =k NRE
(Department of Pediatrics, Sanraku Hospital, Tokyo, Japan)
5 EBREFREAKRT: DR
(Department of Pediatrics, International University of Health and Welfare, Tokyo, Japan)
6 EREMIEEREZIV=ZvY
(Kitanaka Kids and Growth Clinic, Tokyo, Japan)
P7-3 YAOO7 L1 BBV’ BRE O RIIGREEICL D5 —F—ERED—HF
Array comparative genomic hybridization is useful for diagnosis of Turner syndrome with
unbalanced translocation
Okt BAFS: ! (Akie Nakamura) . %) 1] B8 AER ! (Shuntaro Morikawa) . Z&k} 75 ! (Nozomi Hishimura) |
Frly iNZS ! (Kanako Nakayama) , 42 .5k | (Naoya Kaneko) , £778t £k ? (Katsura Ishizu)
1 JbfE RS RS NIRRT
(Department of Pediatrics, Hokkaido University of School of Medicine)
2 HocEsruz=vy
(Kid's Forest Pediatrics & Endocrinology, Sapporo,Japan)
P7-4 XRetZREMNICETIUARFAMTOI740—1KR
The follow-up situation in our Women's Center concerning on X-chromosome variation cases
O H: ZEFH " (Miho Fujid) | /% 254 | (Nanaka Satouw) , Jsifi {HH '? (Toshiaki Endou)
1 AEEREEEAALEA LAYy R aREtaid ambe ks 5k
(Women's Medical Center, Tokeidai Memorial Hospital, Sapporo, Japan)
2 FLBREERLR S pE i ARl
(Depart. Obstetrics and Gynecology, Sapporo Medical University, Sapporo, Japan)
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RBRIZELHRICHITDHRY - BEMARBENREVBRNERFET (VAL —2
IVR) DORERR
Clinical Sequencing for congenital and genetic disease in Nagano Children's Hospital
O Ei5 "#° Ryojun Takeda) . F12/1] #% 7 (Michiko Arakawa) . AfRF %7~ * (Noriko Kubota) |
LT 253 56 (Tomomi Yamaguchi) | 55 = 15 (Kyoko Takano) ., 4 1 **° (Tomoki Kosho)
1 EWRAZC E &kt B85k
(Division of Medical Genetics, Nagano Children's Hospital, Azumino, Japan)
2 REWRIC Eople LakAnisit s 2 —
(Life Science Research Center, Nagano Children's Hospital, Azumino, Japan)
3 RWIRNLC EEWk T2 ADIHER
(Department of Mental Support, Nagano Children's Hospital, Azumino, Japan)
4 ERWILLC Lkt ma R
(Department of Laboratory Medicine, Nagano Children's Hospital, Azumino, Japan)
5 [SINRPALEAES BURE A A=
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
6 [EMNRALE AR Bl s E R v 2 —
(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
VAOO7 LA REHRENRIREGICA TR, —HERTORITRKR
A retrospective review of chromosome microarray analysis in a single-institute since
national health insurance approval
OtEH: F5hk 14° (Kaori Fukui) |, i B 12 (Ryuta Takase) | J5{ 52l '? (Munetsugu Hara)
S5 3% ' (Tohru Imagi) . YEHF YEHE ' (Mitsuaki Umino) | JE34 JIEF- "** (Yoriko Watanabe)
1 RERR N RS R
(Division of Medical Genetics, Kurume University Hospital, Kurume, Japan)
2 BURREE R2AEE /NRERL AR
(Department of Pediatrics and Child Health, Kurume University School of Medicine, Kurume, Japan)
3 AESUMITL iR N SRR v & —
(Children's Medical Center, Kitakyushu City YAHATA Hospital, Kitakyushu, Japan)
4 NHPRRE 2SR B W 2 S F e
(Research Institute of Medical Mass Spectrometry, Kurume University School of Medicine, Kurume, Japan)

P7-7 De novoMD3gltAZE (I EB L. Gomez-Lopez-HernandezfiE(zE 8> /= BIRICHITD
FT/RPRE— DI Y — KD BRR
Breakpoint analysis by Nanopore long sequencer in a boy suspected Gomez-Lopez-
Hernandez syndrome with inversion of 3q
Ot I 183 13 (Hiroaki Murakami) | #8745 72 * (Yumi Enomoto) . HEA ZEH[ ' (Tatsuro Kumaki) |

7 fdE] ' (Kenji Kurosawa)
IR C 8 B B & — ISR
(Division of Medical Genetics, Kanagawa Children's Medical Center, Kanagawa, Japan)
2 IRRIREER v 2 — N
(Department of Pediatrics, Gifu Prefectural General Medical Center, Gifu, Japan)
3 IR EER v 2 — NRETE R
(Department of Pediatric Medical Care, Gifu Prefectural General Medical Center, Gifu, Japan)
4 PRI C BB R v 2 — RIS
(Clinical Research Institute, Kanagawa Children's Medical Center, Kanagawa, Japan)

P7-8 STAG1ZZ#de novoD3q22.1922.3R%k%2FTD. EERRFEEER. SRTFDBEH
3922 deletion containing STAG1 detected in a boy with severe growth and
developmental delay
OFf | #1723 (Hiroaki Murakami) , BEA JEH (Tatsuro Kumaki) . #8A% /222 * (Yumi Enomoto) .

B K 3EHK 2 (Tatsuya Sakashita) . S7{ J5E ° (Atsushi Terazawa) , 54 % (Atsushi Imamura) |
I (dH] > (Kenji Kurosawa) . 42~ Yol ' (Hideo Kaneko)
I RIA BT > & — R R
(Department of Pediatric Medical Care, Gifu Prefectural General Medical Center, Gifu, Japan)
2 IgBRIREER > 2 — NI
(Department of Pediatrics, Gifu Prefectural General Medical Center, Gifu, Japan)
3 MRINRNLC ELERR  2— @nk
(Division of Medical Genetics, Kanagawa Children's Medical Center, Kanagawa, Japan)
4 MERNIRILC & B RS > 2 — BIRWZEAT
(Clinical Research Institute, Kanagawa Children's Medical Center, Kanagawa, Japan)
5 IEBIRFRG R Y 2 — NETRERER N R
(Department of Pediatrics Cardiology, Gifu Prefectural General Medical Center, Gifu, Japan)
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P7-9

P7-10

P7-11

P7-12

P7-13

An 8.45 MB interstitial deletion of 10926.13g26.3 in a boy with syndromic
neurodevelopmental disorder
OE RS BHF " (Tomoko Takamatsu) . 1R {fi/T ' (Yusuke Suganami) | $iA 1# ' (Shinji Suzuki)
ARl HR—ER ! (Shinichiro Morichi) . £ H #% ! (Yu Ishida) . 5 5278 ! (Go Soken) .,
/NI AZE ! (Shingo Oana), FIAR 4K ! (Yasuyo Kashiwagi) . [LjH % ! (Gaku Yamanaka) .
1335 4 2 (Hironao Numabe)
1 EERERAE NEFRL - JAERA B
(Department of Pediatrics and Adolescent Medicine, Tokyo Medical University)
2 BB LILREERE 2 —
(Department of Pediatrics, Tokyo Metropolitan Kita Medical Rehabilitation Center for the Handicapped)

HRMEMMETA4E (CPAM4RY) ODEoRRAEZ 2% ICESEMRRIIDICER 1RMINIT7 b
BELE15%%R

A novel heterozygous germline variant in DICER1 detected in a family of siblings with
CPAM4

OFF#EF YehfE ' (Mitsuo Masuno) , HJi R 2 (Yasuo Nakahara) | 7K {4 2 (Miho Nagata)
5 FEES ® (Yasuki Ishihara) . ST {—#3 2 (Yoshihiro Asano) ., [LIPN Z& 7~ ' (Yasuko Yamanouchi) .
R A (Kayo Takao) . IH: F12E ' (Kazumi Tawa) . A {5 ° (Takanobu Otomo)
1 IR EEROR I e SRS ST
(Department of Medical Genetics, Kawasaki Medical School Hospital, Kurashiki, Japan)
2 [ENTIRBREAEA LPR R > & — NRAAERE
(Department of Pediatric Surgery, National Hospital Organization Okayama Medical Center, Okayama, Japan)
3 RBRKZERABE LRI RHEE 2R AR - IRUDfAT & > X —
(Department of Cardiovascular Medicine (IRUD Analysis Center), Osaka University Graduate School of
Medicine, Suita, Japan)
4 NRFEERERAM Rkt B
(Nursing Division, Kawasaki Medical School Hospital, Kurashiki, Japan)
5 NIRERRZ 77 {RE
(Department of Molecular and Genetic Medicine, Kawasaki Medical School, Kurashiki, Japan)
HMPEE%RH-ARPCAEEFHMEERD KRG
Novel ARPC4 variant report in a patient of neurodevelopmental disorders
OHMH K#dF ' (Yukiko Kuroda) , 25/ £+ (Yoko Saito) , HEA JEHB " (Tatsuro Kumaki)
KA #7552 (Yumi Enomoto) . $5AK 75 A\ 2 (Hisato Suzuki) . TCPA {846 ¢ (Toshiki Takenouchi)
7N {8 RS ® (Kenjiro Kosaki) , FEL7# {g@tH] ' (Kenji Kurosawa)
1A & B IR Y 2 — SRR
(Devision of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
2 MRIIRALT 8 & R > & — IRV
(Clinical Research Institute, Kanagawa Children's Medical Center, Yokohama, Japan)
3 BMERIORY RS IR 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
4 BEIEFEAR RAEH /NRR
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
TRIO-related intellectual disability®2{l
The cliniclal features of TR/O-related intellectual disability
OV B! (Eriko NishD) |, &)1 5+ ! (Yuiko Hasegawa) , Ml /AFEF- 2 (Kumiko Yanagi)
i | 2 (Tadashi Kaname) | A fH17Z ! (Nobuhiko Okamoto)
1 KRBrREFERRY 2 — Bni2 ik
(Department of Medical Genetics, Osaka Women's and Children's Hospital, Osaka, Japan)
2 ENLKBEERICE 22— T LIEERIE
(Department of Genome Medicine, National Research Institute for Child Health and Development, Tokyo,
Japan)

mAAERES. #E REEFZE/-08921.1-921.3I126.5 MbOREKEE-L1=14l
A Case with bilateral corneal opacity, deafness and developmental delay associated with
a 6.5 Mb 89g21.1-921.3 deletion
O {ifi/1 ! (Shinsuke Ninomiya) , fi# %42 (Satoko Tokumasu) . #5/K Z A * (Hisato Suzuki)
LI ZEARF® Mamiko Yamada) . XN 818 (Toshiki Takenouchi) | /JMEF 8RR  (Kenjiro Kosaki)
1 AP AR s
(Department of Clinical Genetics, Kurashiki Central Hospital, Okayama, Japan)
2 ABChyLEbE NER
(Department of Pediatrics, Kurashiki Central Hospital, Okayama, Japan)
3 BMEFRIARY A WK n e v 2 —
(Center for Medical Genetics, Keio University School of Medical, Tokyo, Japan)
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BEOABRARES S UMHEBIRAIRE S =HIES%2H#ICSHORTER E SR S ni-—f
A SHORT syndrome case with mild arterial stenosis, mild pulmonary stenosis and trigonocephaly

OPYA Hfls ' (Yuka Yotsumoto) . J&FH T ' (Atsuko Harada) . FTFH 4G %2 # (Yuki Nakata) ,
S7AE /Al * (Hisatsugu Tachibana) , F}# 2% ° (Homare Murakoshi) , FgHE £% © (Akira Inaba) |
FIE #= ®" (Takahito Wada), /N2 B ] ©® (Shinji KosugD , /M {@22ER ° (Kenjiro Kosaki) |
i H1F " (Tomoko Tamaoki)

1 E{adbEk Biesdit v 2 —
(Center for Clinical and Molecular Genetics, Takatsuki General Hospital, Takatsuki, Japan)
2 Bz mbnlbehRR
(Department of Pediatrics, Takatsuki General Hospital, Takatsuki, Japan)
3 E{amiHEGT N R
(Department of Pediatric Neurosurgery, Takatsuki General Hospital, Takatsuki, Japan)
4 B EBEBRE N
(Department of Neurology, Takatsuki General Hospital, Takatsuki, Japan)
5 B R THRBLER AR
(Department of Gynecology and Obstetrics, Chibune General Hospital, Osaka, Japan)
6 SUERZEIR R s -2 HE
(Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)
7 FESRZERZRET /) LIRS
(Department of Genomic Medicine, Kyoto University Graduate School of Medicine, Kyoto, Japan)
8  HUESRARIARIE AN RIAL 2 IR R 2R GRE SR M H - U ERR
(Department of Medical Ethics/Medical Genetics, Kyoto University School of Public Health, Kyoto, Japan)
9 BSERABNARERIFRE LS > 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)

P7-15 ERELEERBIFREZEHL. VAOO7 LI REBRE (CGHIE) TMECP2EBIERBDEZRIIC
EOBRH
A case of a boy with cryptorchidism and urinary tract malformation, diagnosed with
MECP2 duplication syndrome by microarray chromosome analysis (Comparative Genomic
Hybridization : CGH)

O] FHF- ! (Kohei Yoshioka) . #7FH F /T "#* (Ohsuke Migita) . & 52 * (Emi Okishio) |
B BHJSEA ° (Shotaro Kaku), /NE T4 % (Minami Ozawa), A FR #iyD2E ' (Asami Kuga)
FKJE B ' (Maho Ogiwara) . #5AK FHUC ' (Yuki Suzuki) . ANF 55 ! (Ai Motoyoshi) | £2°F i ' (Yodo Sugishita)
A JESS 2 (Yusaku Miyamoto) | 77K TEAS 2 (Naoki Shimizu) | /1] y5—E[ ! (Koichiro Tsugawa)
1 BV T Y FERRE BR2EE
(Department of Clinical Genetics, St Marianna University School of Medicine, Kanagawa, Japan)
2 BV T VFERRE MR
(Department of Pediatrics, St Marianna University School of Medicine, Kanagawa, Japan)
3 WV T VT ERREE BRI
(Department of Laboratory Medicine, St Marianna University School of Medicine, Kanagawa, Japan)
4 FEEIRAEAATS N
(Department of Pediatrics, Teikyo University Hospital, Tokyo, Japan)
5 I iag 2 EEw e NI
(Department of Pediatrics, Kawasaki Municipal Tama Hospital, Kanagawa, Japan)

P7-16 DeSanto-ShinawifiE % &M 2 fi
Two patients with DeSanto-Shinawi syndrome
Oty =27 2 (Kyoko Takano) . JiiHH A1kl * (Yukiko Harada), [Lj[7] &3 ** (Tomomi Yamaguchi) |

W B 12 (Keiko Wakub) . 75 E H12 4* (Tomoki Kosho)
DR BRI AR T AR > X —
(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
2 SR A R IR
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
3 R LERE AL > 2 — NRE
(Department of pediatrics, Inariyama Medical Walfare Center, Chikuma, Japan)
4 BINREE I 7V =)« ¥ — 0 TV XA
(Division of Clinical Sequencing, Shinshu University School of Medicine, Matsumoto, Japan)

P7-17 HRICHITDRRMEAERE ICHIDIREBBRERMERRR U EZDEDERESEHICONTOEES
A review of the results of chromosome testing and subsequent treatments for patients
with premature ovarian insufficiency in our hospital
O1%71 W ' (Takeshi Goto) . JEPN Il ** (Tsuyoshi Takiuchi), 31 70#% ' (Saori Tsuji) ,

K% FHiE ' (Hidemine Honda) . [1jA% 58 ! (Koyo Yamamoto) . K[ 22 FH ! (Airi Kuruma)
R AR ' (HutaTto) | £ 2B(E ' (Mika Handa), =52 3 H1 ' (Tatsuya Miyake) |
KEA ¥ (Kae Hashimoto) . A [F ! (Tadashi Kimura)
1 REORCERERT AR SR FERE A im ARl e
(Osaka University Department of Obstetrics and Gynecology, Osaka, Japan)
2 KRBROREERZARE RARUIGERE St 7/ LR L m i o e e

(Osaka University Department of Clinical Genomics, Osaka, Japan)
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P7-18 327 \DEEEES21911922R5%KD 1 5l
A case of 21q11g22 deletion with translocation to 3q27
O#FF 72 ' (Hiroshi Suzumura) | /NfF 243 2 (tsumi Komori) | 5 704k ! (Saori Sugawara)
HE R (Shigemi Yoshihara)
1 BRERE NIER
(Department of Pediatrics, Dokkyo Medical Univ.)
2 AR ANRR
(Department of Pediatrics, Nasu Red Cross Hospital)

—RRAZ2—8 ERFRMAEIES

Poster Session 8 Clinical Cytogenetics

H Kf:12H15H OK) 17:30 ~ 18:30

2z b RA&Z—25 1 (3F 301+302)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

CNVFIv oA rDEE
Construction of CNV check site

O FHf B2 "2 (Rina Shimomura) . FHAY 2 EL '** (Takeaki Tamura) | HTFH & ' (Osamu Machida)
IR A& 2 (Tomoe Yanagishita) . |[j4x &7 *° (Keiko Yamamoto) , F§'& Y22 ° (Mitsuhiro Amemiya)
ik A S (Akira Saito) | [ LA {55 16 (Toshiyuki Yamamoto)
1 R FIERR AR AR R AR i A A R R RO R IR 22 0 i
(Division of Gene Medicine, Graduate School of Medical Science, Tokyo Women's Medical University,
Tokyo, Japan)
2 B ERRANER
(Department of Pediatrics, Tokyo Women's Medical University, Tokyo, Japan)
3 HAERANLER
(Department of Pediatrics and Child Health, Nihon University School of Medicine, Tokyo, Japan)
4 HRZFERREERME T a s v TR
(Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo, Japan)
5 MAMAZ—TY v
(Stargen, Tokyo, Japan)
6 WRILTERARZET / LR
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
BN OVJY—R - o—0IVRCSWEHERGREBEREREIIASNICE D IEERERE(5;15)
(q14;926.2)M 141
A balanced translocation t(5;15)(q14;926) turned out to be a complex chromosomal
rearrangement by long-read sequencing
OHF 2R 13 (Takeaki Tamura) | [L[A% 32 2* (Keiko Yamamoto) . 73 4 I @ (Hiroshi Yagasaki)
Y {24 (Hitoshi Kanno) | [LIA {85 1 (Toshiyuki Yamamoto)
1 MR PERRY: RFREATIZER el B R R S BGR E TR0
(Division of Gene Medicine, Graduate School of Medical Science, Tokyo Women's Medical University,
Tokyo, Japan)
2 HGULCTFBERRY il 7 a s JR
(Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo, Japan)
3 HARZEE RS NRRSAR N R B
(Department of Pediatrics and Child Health, Nihon University School of Medicine, Tokyo, Japan)
4 WELAERRY T LigHE
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
TIVRZOLBISEEEDREHIH
Cytogenetic analysis of plutonium radiation-exposed workers
ORarly EF#E ! (Miho Akiyama) | 57K [ 2 (Takako Tominaga) . 1ok [L4= ! (Yoshio Takashima) |
HAJE 75 ! (Osamu Kurihara) . 8% FH2E T~ (Yumiko Suto)
1 PR ABAN IS GRS AR GH - R A 5
(Department of Radiation Measurement and Dose Assessment, National Institute of Radiological Sciences,
National Institutes for Quantum Science and Technology, Chiba, Japan)
2 S PRPARARTZE B FERAE ORI AR SE T i AR R TR IS
(Department of Radiation Emergency Management, National Institute of Radiological Sciences, National
Institutes for Quantum Science and Technology, Chiba, Japan)
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—MRRRAZ—9 BERY—IVIVA

Poster Session 9 Clinical Sequencing

H Ff:12H15H OK) 17:30 ~ 18:30

= Bt RAZ—241(F 301+302)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

HREKRTI—-S5Z - FUOERBEFDIRKR - 5 FBEEZHFE
Clinical and Molecular Features of Nine Patients with Classical-like Ehlers-Danlos Syndrome
O %2 123 (Tomomi Yamaguchi) . [LIFH F15& *° (Kazuo Yamada), j%)1| 5 > (Tomomi Fujikawa) |
T &3 (Yuri Takiguchi) . #34 fidi— * (Kenichi Matsumoto) . T 1 "#*® (Tomoki Kosho)
L (RMAPEIR SRR A TR > 2 —
(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
2 EMREE R SRR B
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
3 BRI 7V Z )« =0 TV R
(Division of Clinical Sequencing, Shinshu University School of Medicine, Matsumoto, Japan)
4 BIRKE BORPAIZE SR & — ERIEE - RIEBRERM
(Department of Biosignaling and Radioisotope Experiment, Interdiscipnary Center for Science Research,
Organization for Research and Academic Information, Shimane University, Izumo, Japan)

5 AR PRAEHR YRR A
(Department of Legal Medicine, Faculty of Medicine, Shimane University, Izumo, Japan)
6 (EMRY: BRI 2 —
(Research Center for Supports to Advanced Science, Shinshu University, Matsumoto, Japan)
B RER S~ Y —ERW Y AN~ Y ZADREICH IO TRBEELED TOTSLBS IV
N T4 IZET D%
Programs and pipelines for implementation of clinical sequencing with next-generation
sequencers

O B4 ' (Masaki Tanaka) | BF 7S JIEF- ' Junko Nomoto) |, {5 Z3FiF 2 (Naoko Sato) , 31 252k ' (Shoji Tsuji)
1 EBRERERY: 7/ LE AT
(Institute of Medical Genomics, International University of Health and Welfare, Chiba, Japan)
2 [EFREFHE AL AR B s gl > 2 —
(Center for Genetic Diagnosis, International University of Health and Welfare Narita hospital, Chiba, Japan)
P9-3 AR —T oY —2RAWCI 2TV —T  ZADEREFIDEE
Construction of medical care system of clinical sequence using next generation sequencer
Offeji 257! (Naoko Sato) . I i/ 2 (Masaki Tanaka) . A% I -2 (Junko Nomoto) .
VHEE B ' (Masakazu Nishigaki) | i1 2428 12 (Shoji Tsuji)
1 EIFRERRR AL b B A2t > 2 —
(Center for Genetic Diagnosis, International University of Health and Welfare Narita hospital, Chiba, Japan)
2 [EBREFHRAERY: T LIEEBIZERT
(Institute of Medical Genomics, International University of Health and Welfare, Chiba, Japan)
BTN BEMAARRERCDNAZ RV LT NRIEFRE AL EZ D
Establishment of a novel on-demand genetic testing method using full-length cDNA from
peripheral mononuclear cells

OFF 81" (Sumihito Togi), J#fj A * (Hiroki Ura), i H-FH % ' (Yo Niida)
1 SIRERRY KA AT Jebk R 7/ LR BT
(Division of Genomic Medicine, Department of Advanced Medicine, Medical Research Institute, Kanazawa
Medical University, Ishikawa, Japan)
2 BIRERKEwRE 7/ L 2 —
(Center for Clinical Genomics, Kanazawa Medical University Hospital, Ishikawa, Japan)
P9-5 FEMHRERREIC ST DEEF/NRIVRBEDEEHAR
A retrospective analysis using real-world data on multiplex gene - panel testing for
non-small-cell lung cancer patients
O R iy 12 (Jumpei Takeshita) , KIF {53 12 (Yumi Amano), = H. 112 (Katsuya Juso)
2 Bl 12 (Takeshi Kotake) . 2f F5#01° (Hidekazu Tachi) . T54f T&— B[ * (Soichirou Yoshimura) .
PR A% ¢ (Risa Sone) | B[] 45 B 4 (Yuri Shimada) . AT 37 * (Kanako Tamura)
FH #it? (Yuya Inada) | FFBH &G * (Tomoyoshi Ito) | 754 2550 3 (Takayoshi Yoshimura)
W& —Ji # (Kazuhiro Yanagihara)
1 B AR
(Department of Medical Oncology, Kansai Electric Power Hospital, Osaka)
2 PP E AT MRS TSR

(Department of Clinical Oncology, Kansai Electric Power Hospital, Osaka)
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3BTRSl PSR
(Department of Thoracic Surgery, Kansai Electric Power Hospital, Osaka)
4 BHPES T IR AR R
(Department of Respiratory Medicine, Kansai Electric Power Hospital, Osaka)
B KMT2DEEFHDI VY U RKICE DRFBEEREEDO—F
Identification of KMT2D multiple exon deletions with Kabuki syndrome
OB B! (Takuya Naruto), B f#IE # (Eijun Seki), BLFH A 2 (Yukiko Kuroda)
PEIE PET-2 (Yoko Saito) | FEAS A& FE ' (Yumi Enomoto) . HLi% {H ] % (Kenji Kurosawa)
1 AhRIINRNL S &6 Rt > & — BRIRE 2T
(Clinical Research Institute, Kanagawa Children's Medical Center, Kanagawa, Japan)
2 PRSI BB R v 2 — EIER)

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

—MRRAZ—10 RHE—IITVX (NGS) T

Poster Session 10 Next Generation Sequencing

H :12H15H OK) 17:30~18:30

= B RKAZ—241GF 301+302)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

BETENN #aNTOREMEREFUIRBRLLERATT D HDERN_AFMDNAS—I TV RITLD
71— X
Targeted cDNA Sequencing-based Phase analysis to identify heterozygous mutations and

differential allelic expression
O AL (Hiroki Ura) ., fiff 781~ 2 (Sumihito Togi) . 1M % 12 (Yo Niida)
| RIRERICERE 7 L > 2 —
(Center for Clinical Genomics, Kanazawa Medical University Hospital)
2 DIRERRE BB R2AIET el R feik 7 LB gL o) 87
(Division of Genomic Medicine, Department of Advanced Medicine, Medical Research Institute, Kanazawa
Medical University)

B POV RUPHEBROORBREMEZTRE L2/ LBITERNAL — 4 D UIZ K BITPABIEF
HEEODORE
Identification of novel /TPA variants by whole genome sequencing and RNA sequencing

OKE H93% T ' (Nanako Omichi) . FrHH F1J4 2 (Kazuhiro Nitta) . /\I5¢ FH%E T+ 2 (Yukiko Yatsuka) .
iR 243 1% (Mina Nakama) , 3715 JE; * (Atsushi Terazawa) | /]VPK Bi2EF- ° (Emiko Kobayashi) |
Tt YERE ST (Hideo Sasai) . AA7T BH 8 (Akira Ohtake) | #f(Ly 32 1% (Kei Murayama)
[l BiE] 212 (Yasushi Okazaki) . AR 3%{~ ' (Yoshihito Kishita)
1 OESRAERSRE S TR SR B BB A 7 Y T — SRR
(Graduate School of Science and Engineering, Kindai University, Osaka, Japan)
2 MERERZAARARE MEATERCEROWT - R FReARs R/ iR DR M LR 7E L > 2 —
(Diagnostics and Therapeutic of Intractable Diseases, Intractable Disease Research Center, Graduate
School of Medicine, Juntendo University, Tokyo, Japan)
3 IRIRCEE AT RS LR - B R st s 2 —
(Clinical Genetics Center, Gifu University Hospital, Gifu, Japan)
4 I RIHR B R > 2 — NEERAR N R
(Department of Pediatric Cardiology, Gifu Prefectural General Medical Center, Gifu, Japan)
5 IgERIREER > 2 — N
(Department of Pediatrics, Gifu Prefectural General Medical Center, Gifu, Japan)
6 IERIRARARE AR FERE N FE
(Department of Pediatrics, Graduate School of Medicine, Gifu University, Gifu, Japan)
7 W EDNAWRLET 7/ LHFSEHEESS BRIRA S v 7 Ak 7V —7
(Department of Applied Genomics, Kazusa DNA Research Institute, Chiba, Japan)
8 ERERIRZ MR - 7/ LIEREE
(Department of Pediatrics and Clinical Genomics, Saitama Medical University, Moroyama, Saitama, Japan)
9 WLERRY: Mt > 2 —
(Center for Intractable Diseases, Saitama Medical University Hospital, Moroyama, Saitama, Japan)
10 THERC & &t (R
(Center for Medical Genetics, Department of Metabolism, Chiba Children's Hospital, Chiba, Japan)
11 THIC Lkt Enght 2 —
(Center for Medical Genetics, Chiba Children's Hospital, Chiba, Japan)
12 FENZHEZERFEE N BYE EREZEAT LEmIERI AT > 2 — ST/ LT Ed i gE 7 — L
(Laboratory for Comprehensive Genomic Analysis, RIKEN Center for Integrative Medical Sciences,
Kanagawa, Japan)
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BAAQTEREMRBBEDS—7 Y N o—T VO VIR
Targeted deep sequencing analyses of long QT syndrome in a Japanese population

Ok 7% ! (Yuki Nagata) , FHP fif]# 12 (Toshihiro Tanaka)

Christian Eichhorn?®, KB B * (Seiko Ohno) . FHJ4E FUH] ° (Takeshi Aiba) 7)1] ZgHii © (Taisuke Ishikawa) .
HEY FAd - (Yukiko Nakano) . FH75 #5722 ® (Yoshiyasu Aizawa) . #K fiff 2 © (Kenshi Hayashi) |
FHBE {4177 ' (Nobuyuki Murakoshi), H1/5: 5! (Tadashi Nakajima), J\AJ& {171, '* (Nobue Yagihara)
=B 8.2 '3 (Hiroyuki Mishima) . ZE{ji% %98 '* (Takeaki Sudo), $#[] T '° (Chihiro Higuchi)
1 A 16 ; . Sl 1T A . —p 18 .

Al S N ~T N N
K8 HE '° (Atsushi Takahashi) . BEAE = {# ' (Akihiro Sekine) . #4111 i '® (Takeru Makiyama)
FA A 7% ° (Yoshihiro Takana) , J&i%8 22 %° (Atsuyuki Watanabe) | 4% 701 2! (Motomi Tachibana)
BRI 72 22 (Hiroshi Morita) . 27/ 225 '*2° (Ko-ichiro Yoshiura) ., 4 [ 3% 22° (Tatsuhiko Tsunoda) .
TR 45 12 (Hiroshi Watabe) . Bk 1FZ ' (Masahiko Kurabayashi) , # [ HHE '° (Akihiko Nogami)

Ly g
AKJE RS 7 (Hiroki Kihara) . JE71 2 %% (Minoru Horie) | Ji5/K $5%” (Wataru Simizu)
HE I (B2 © (Naomasa Makita) . JE5% 5% 2 (Ryo Watanabe)
Y

1

2

8

9

10

11

12

13

14
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16

17

18

19
20

21

22

23

24

25

26

27

FORERHE RO PENA AV Y — Xy 2 —
(Bioresource Research Center, Tokyo Medical and Dental University, Tokyo, Japan)
WRUERIERIRSE RABER 2R S WILR IR R R 220
(Department of Human Genetics and Disease Diversity, Graduate School of Medical and Dental Science,
Tokyo Medical and Dental University, Tokyo, Japan)
Private University of the Principality of Liechtenstein, Triesen, Liechtenstein
ENIEBRERR TS > 2 — AV E
(Department of Bioscience and Genetics, National Cerebral and Cardiovascular Center, Suita, Japan)
FENTARERAR 2t > 2 — Sl e
(Devision of Arrhythmia, National Cerebral and Cardiovascular Center, Suita, Japan)
FENIIRERAR It Y R — A =T A/ R—v g v 2 —
(Omics Research Center, National Cerebral and Cardiovascular Center, Suita, Japan)
R REE BERALZEWTZe R TRBR AR B2
(Department of Cardiovascular Medicine, Hiroshima University, Hiroshima, Japan)
I ¢ = R R R R . TR BR AR R
(Department of Cardiology, International University of Health and Welfare Narita Hospital, Narita, Japan)
BIRIEERZ B R HIIER TRE AR N BIZ AT FE 70 EF
(Department of Cardiovascular Medicine, Kanazawa University Graduate School of Medical Sciences, Kanazawa, Japan)
PR R R TR TR
(Department of Cardiology, Faculty of Medicine, University of Tsukuba, Tsukuba, Japan)
TEB RZZ R R IIICR TRERAR R
(Department of Cardiovascular Medicine, Gunma University Graduate School of Medicine Maebashi, Japan)
HHRR AR R AR HIFER TRE R
(Department of Cardiovascular Medicine, Niigata University Graduate School of Medical and Dental Sciences, Niigata, Japan)
RIFRE B IEE ERTIA ANBE A S
(Department of Human Genetics, Atomic Bomb Disease Institute, Nagasaki University, Nagasaki, Japan)
FEUERIRFIRSE BE O
(Institute of Education, Tokyo Medical and Dental University (TMDU), Tokyo, Japan)
FENZHEZE IR SR N IR SR G - SRERDIZERT AR - [REEpIZE1 > % —
(Artificial Intelligence Center for Health and Biomedical Research, National Institutes of Biomedical
Innovation, Health and Nutrition, Ibaraki, Japan)
ENTABERAME ST > 2 — JRREY ) LN [E
(Department of Genome Medicine, National Cerebral and Cardiovascular Center, Suita, Japan)
TIERFERZRE RNt BRI
(Department of Infection and Host Defense, Graduate School of Medicine, Chiba University, Chiba, Japan)
U RZE AT il TR BR AR R
(Department of Cardiovascular Medicine, Graduate School of Medicine, Kyoto University, Kyoto, Japan)
Center for Arrhythmia Research, Northwestern University Feinberg School of Medicine, Chicago, USA
F LERE Y > 2 — BRI R
(Cardiology, Okayama Medical Center, National Hospital Organization, Okayama, Japan)
DR > 2 — Rl e TRERER R
(Department of Cardiology, Sakakibara Heart Institute of Okayama, Okayama, Japan)
B | LR PR SE2AR B W Ze R TRER AR R
(Department of Cardiovascular Medicine, Okayama University Graduate School of Medicine, Dentistry
and Pharmaceutical Sciences, Okayama, Japan)
RIFRZERZBE ERSEAR O NI ol T R R K
(Division of Advanced Preventive Medical Sciences and Leading Medical Research Core Unit, Nagasaki
Univerisity Graduate School of Biomedical Sciences, Nagasaki, Japan)
WEURZE R B RWITE R E Y LA B R ) By
(Laboratory for Medical Science Mathematics, Department of Biological Sciences, Graduate School of
Science, The University of Tokyo, Tokyo, Japan)
P2 ERESET A ER RIS v 2 — BERPEEORTI VL — 7
(Laboratory for Medical Science Mathematics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
W IERERZZ R 2R St 6B s R
(Department of Cardiovascular Medicine, Shiga University of Medical Science, Otsu, Japan)
HARERRF: KA AR BRI R
(Department of Cardiovascular Medicine, Nippon Medical School, Tokyo, Japan)
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P RNAS—S U2 MICHE =T RERSH REE#ESSengersiE(ZEED— il
A Case of Senger’s Syndrome with Partial Deletion of Chromosome 7 revealed by RNA Sequencing

OJ\I% H#d T 2 (Yukiko Yatsuka) , A #{= 2 (Yoshihito Kishita) . #tFH F1JZs " (Kazuhiro R. Nitta) |
#21 PEF-* (Yohei Sugiyama) | fR L #7125 ° (Takuya Fushimi) . AT B ®7 (Akira Ohtake)
At 32 *° (Kei Murayama) | [l FEm] *® (Yasushi Okazaki)
1 MR R RN AR AR R EROMT - 1
(Diagnostics and Therapeutics of Intractable Diseases, Graduate School of Medicine, Juntendo University,
Tokyo, Japan)
2 MERER: HEROZ W Linfset > 2 —
(Intractable Disease Research Center, Juntendo University, Tokyo, Japan)
3 I AR GRER 7 LR R
(Department of Life Science, Faculty of Science and Engineering, Kindai University, Osaka, Japan)
4 FHIRC & &Rk RHR
(Department of Metabolism, Chiba Children's Hospital, Chiba, Japan)
5 THERC &6l Bind#iz >y X —
(Center for Medical Genetics, Department of Neonatology, Chiba Children’s Hospital, Chiba, Japan)
6 WEEERRYA NER: - 7 LERR
(Department of Pediatrics & Clinical Genomics, Saitama Medical University, Saitama, Japan)
7 EEERARZ Ht s 2 —
(Center for Intractable Diseases, Saitama Medical University Hospital, Saitama, Japan)
8 BMLrAWsei AL ERP A v X — ISR T/ LRITHRARH S T — L
(Laboratory for Comprehensive Genomic Analysis, RIKEN Center for Integrative Medical Sciences, Kanagawa, Japan)
[ P10-5 EREINVIINGE-L 1ok 2 DEINZL POV i
Whole-exome Sequencing Analysis of Japanese patients with MODY1
O £ 1% (Satoshi Tanaka) , 71| 752 ' (Hiroyuki Akagawa) , 5l B > (Naoko Iwasaki)
1 BRI FIERIE BB RIS
(Tokyo Women's Medical University Institute for Comprehensive Medical Sciences)
2 WEU IR B - BN ERE B
(Diabetes and Metabolism, School of Medicine, Tokyo Women’s Medical University)
3 HELFERRKY: fRRAEL Y 2—

(Institute of Geriatrics, Tokyo Women'’s Medical University)
BN 25/ L= 2230 —LBINTCTREMOF +— JERBOEE Ddeep 1> MO FEIED
RNERZRZELL
Whole Genome sequencing identified the causative deep intronic variant in the exome-
negative patient with CHARGE syndrome
OREA /725 (Yumi Enomoto) , #J - 1l 2 (Hiroaki Murakami) . BEA FEE[ 2 (Tatsuro Kumaki)
B B! (Takuya Naruto) . 35 {@7H] "% (Kenji Kurosawa)
1 MZRNIRNC B RS 2 2 — IR
(Clinical Research Institute, Kanagawa Children's Medical Center, Yokohama, Japan)

2 MRINRSNLC B ERR v 2 — Bnk
(Division of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)

—RRAEZ—11 FWEE1

Poster Session 11 Rare Disease 1

H KF:12H15H OK) 17:30 ~ 18:30

= i RA&Z—245 1 (3F 301+302)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

BEEE NKX2-1A&2Z5814q1 3MMARKICKUFEEERETRLIZ46]
14913 microdeletion containing NKX2-1 is associated with intellectual disability:
Report of three cases

OMTH] & ' (0Osamu Machida) . ||~ 2273 (Keiko Yamamoto), FHAY 52 * (Takeaki Tamura)
EAN 5+ ° (Yuiko Hasegawa) . [ {1 ° (Nobuhiko Okamoto) . [LZ% 825 ' (Toshiyuki Yamamoto)
1 R PIERER AR AT R2AIFZER) Jetin A m R R AR B 1R A0 B
(Department of Genetic Medicine, Division of Advanced Biomedical Sciences, Graduate School of Medicine,
Tokyo Women'’s Medical University)
2 R ERERZE AN
(Department of Pediatrics, Tokyo Women’s Medical University)
3 BB TERRY @il 7 at s > IR
(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University)
4 HAARREEDNREE
(Department of Pediatrics, Nihon University)
5 RBRBFFERE > 2 — BIE2HR
(Department of Medical Genetics, Osaka Women's and Children’s Hospital)
6 WRIKTFERKE T/ LigER
(Institute of Medical Genetics, Tokyo Women’s Medical University)
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P11-2

P11-3

R ABBLARR (CBAETE R PRIEEAETL. SRENEERE - £FRBELEELE

HHBT—52 - 2 OGEREDREAGI26]

Progressive skeletal complications in two women with classical Ehlers-Danlos syndrome,
requiring comprehensive care

O Z+ 123 (Motoko Kamiya) . [L1[7] /2 "% (Tomomi Yamaguchi) ., 7k} 3% 2 (So Nagai)

W 12 123 (Tomoki Kosho)
1 BINRF RAEAR Il s 7 R oe 1 > 2 —

(Center for Medical Genetics, Shinshu University Hospital, Matsumoto,Japan)
2 EMIREE RS R HE

(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto,Japan)
3 BIMAREE EER 7V =)o — v A

(Division of Clinical Sequencing, Shinshu University School of Medicine, Matsumoto,Japan)
4 (EMIREE RAAES N R R

(Department of Pediatrics, Shinshu University School of Medicine, Matsumoto,Japan)

LHEHELZETDIREESHAIRER TS54 24 M ERDIH
Sisters with systemic complications by homozygous AIRE gene splice site mutations

OJEE EiF " (Takayuki Tatsumi) | /54 K 527! (Aiko Sasaki) , #5EF 70#% ' (Saori Unno)
£ R F ! (Kayoko Kaneko) , ETF {/5{5% ' (Saho Fujino) . JEFS {1k | (Yuya Fujibe)
AR Z/T ! (Taisuke Morita) . e[t —#k ' (Kazuhiro Kaziwara) . /NP iy ! (Akiko Konishi) .
= & 350 2 (Saori Miyasako) . £7)1| B&+: 3 (Takashi Ishikawa) . J7[{ FI] i * (Toshinao Kawai) |
EAJ 43F " (Fuyuki Hasegawa) . HHHH Y% ' (Mitsuyoshi Amita) , 7Z57% [ ' (Takakazu Saito)
NEVAE 428 345 2 (Satoshi Narumi) | /E75 1872 ' (Haruhiko Sago)
1 ENICE RS v 2 — e - RS 2 2 —
(Center of Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and
Development)
2 ENTEERIITEY 2 — 5N
(Department of Molecular Endocrinology, National Center for Child Health and Development)
3 ENIREB RIS 2 — R

(Division of Immunology, National Center for Child Health and Development)
BEMHED SIRUDARERT AR TVerheij SyndromeDiEE 2B ICE D /- REF
A case of mixed hearing loss leading to a definitive diagnosis of Verheij Syndrome after
IRUD study analysis

OYa7T. PEEE ! (Horie Rie) . Z8FH BHE 3 (Tomoka Honda) , H1)1| Z${#F® (Naoko Nakagawa) |
Pt 253 (Akira Inaba) . F1 #5—K[$ ° (Fukuichiro Iguchi) | A4S FE+ ' (Yasuko Fujimoto)
I ' (Tomoko Kanda) . /N 3 ' (Ken Kojima) , i 32— "2 (Jyuichi Ito)
KFR %%— 2 (Koichi Omori) , FIIFH Hi{~° (Takahito Wada) , /NI fHEZRER * (Kenjiro Kosaki)
/IVEZ 1B ® (Shinji Kosuigi)
1 pURSETRIEGE H SRR - ATHNE Y Z—
(Department of Otolaryngology, Kyoto Shinmachi Hospital, Cochlear Implant Center, Kyoto, Japan)
2 BURRREE SRR B AVR
(Department of Otolaryngology, Head and Neck Surgery, Kyoto University, Kyoto, Japan)
3 HURSRZEEE AR e (572 B
(Department of Gene Medicine, Kyoto University Hospital, Kyoto, Japan)
4 BIGEARAE AR R 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
5 HEWHERWSHZ)Zw s
(Iguchi ENT Clinic, Kyoto, Japan)
BIERDRXBHERDLEMDIEEFmIY/ N7 2 NTHREE L fzBuschke-OllendorffiE & 8 D e 5
A case of the Buschke-Ollendorff syndrome inherited from the unaffected father with a
pathologic variant in LEMD3 gene
O_FJ5t {5 12 (Takeshi Uehara) . BE f7)IE ' (Bijun Seki) . $8A% &3 (Yumi Enomoto) | F5153 15 T * (Naoko Baba)
FAH 7k ° (Mio Tanaka) . ZEA 145 2 (Koji Muroya) . S i1 ! (Kenji Kurosawa)
1 MZRNIRN S B RS v 2 — Bk
(Division of Clinical Genetics, Kanagawa Children's Medical Center)
2 PRI S BB R v 2 — N R
(Department of Endocrinology and Metabolism, Kanagawa Children's Medical Center)
3 MRIRILT &8 R > & — IRV
(Clinical Research Institute, Kanagawa Children's Medical Center)
4 MRS ELERR Y 2 — ER
(Department of Dermatology, Kanagawa Children's Medical Center)
5 MRIALT & EF > 2 — B2 R
(Department of Pathology, Kanagawa Children's Medical Center)
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P11-7

P11-10

FGD1#MMRERZRAELLIEBBREEIDHTH
Case Report of a Hyperextensible Fingers in Child and Mother Patient with FGD1 Variant
OYEM Z39: ! (Nao Shibata) | JEHF BXJCHR ! (Kentaro Sawano), A 7452 12 (Hiromi Nyuzuki) |
EIf 745 ' (Keisuke Nagasaki)
1 HRREEEE A il N R
(Dept. of Pediatr., Niigata University Medical & Dental Hosp.)
2 HHRREEmR AR AR R R R > & —
(Center for Medical Genetics and Genetic Counseling, Niigata University Medical & Dental Hosp.)
DRAFVRIE12261DE R F BT - BFEABERP482L -
P482L is a Japanese specific variant - Genetic analysis of 122 cystinuria patients -
OBIE B85 1% (Mizuka Sekine) . 3 4s {£— 2 (Shinichi Sakamoto) . 2K} 75 4f ® (Yusuke Imamura) .
“EEHY HE 2 2 (Bmi Utsuno) | J%3/) B % 2 (Natsumi Watanabe) . [H/H #31-? (Yuko Tanaka) .
7477 B ? (Mami Notake) , 1i)[] % 2 (Tomohiko Ichikawa)
1 THERERERE BE2EHEART e B 73 A IR AR
(Urology, Graduate School of Medical and Pharmaceutical Sciences, Chiba University, Chiba, Japan)
2 TEERAEATI R SRR
(Clinical Genetics, Chiba University Hospital, Chiba, Japan)
3 THERZEEEAARI Bl R AR
(Urology, Chiba University Hospital, Chiba, Japan)
4 TEERERARE E2IART ERAE R ER O — 2 WIREF
(Urology, Graduate School of Medical and Pharmaceutical Sciences, Chiba University, Chiba, Japan)
Pierpont SEREMD3F : MBRAEMREE EDFEMICDLVTDEES
Three individuals with Pierpont syndrome sharing features of Kabuki syndrome
OEA/ #+ ' (Hasegawa Yuiko) , P§ FEFHEF- ' (Eriko Nishi) | #l /AZEF? (Kumiko Yanagi)
WL PREE® (Rie Seyama), PN[L HIBH® (Yuri Uchiyama), % [ ? (Tadashi Kaname)
KA [E58 2 (Naomichi Matsumoto) . A% {11 ! (Nobuhiko Okamoto)
1 KRBrBEFEERE > 2 — BIE2ER
(Department of Medical Genetics, Osaka Women's and Children's Hospital, Osaka, Japan)
2 ENIREBERT Y 2 — 7 LEBETIUR
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
3 BURANLRYARZABLEADITR BB
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Kanagawa, Japan)
27/ LBRT—5ERV-BESEENICLY, BHNEROHSFGEEN RIS NBEH
Unbalanced translocation identified through whole genomic screening
OMR 7532 ! (Hidefumi Tonoki) . HIAY BEA: 2 (Akie Nakamura) ., B82S 15 -2 (Naoko Asahina)
I #HE® (Kohji Kato) ., PR /T2 (Yosuke Nishio) . ¥k 155 (Tomoo Ogi)
1 RfwlE BAERE > 2 —
(Medical Genetics Center, Tenshi Hospital, Sapporo, Japan)
2 dGER AL NER
(Department of Pediatrics, Hokkaido University School of Medicine, Sapporo, Japan)
3 AR BRI
(Research institute of environmental medicine, Nagoya University, Nagoya, Japan)
Mowat-WilsonfEI& B DREEEFZEB2DA >~ bOVINYF U M RIFTRNAZR TSA 0 IAD
=4
E =]
Effect of intronic variants of ZEB2, the causative gene of Mowat-Wilson syndrome, on
RNA splicing
O FET ! (Suzuki Yasuyo) . B74f 0+ ' (Noriko Nomura) | [LJFH #&—E[ ' (Kenichiro Yamada)
LI #3— ' (Yasukazu Yamada) . fH 35 J* % (Ayumi Fukuda) , 2B %572 (Kyoko Hoshino)
Fii2E 2545 1 (Mie Inaba) , 7KTF ] ? (Seiji Mizuno) | £\ ZEHE 5 (Nobuaki Wakamatsu) , £ 12 ' (Shin Hayashi)
1 BRIRERRERA Y 2 — FEREREE IO S5 RS
(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center,
Aichi, Japan)
2 HARY: E2EAI S B /N R
(Department of pediatrics, Nihon University Itabashi Hospital, Tokyo, Japan)
3 BEEZ WM Es =y 7
(Segawa Memorial Neurological Clinic for Children, Tokyo, Japan)
4 BHIREREER A 2 — hURERE NEAR
(Department of Pediatrics, Central Hospital, Aichi Developmental Disability Center, Aichi, Japan)
5 TN A AR DEEE MR AR
(Department of Neurology, Neurology and Stroke Center, Takamatsu Municipal Hospital, Kagawa, Japan)
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P11-11

P11-12

KIAAO753DEENTOZERZRTE L /-—XRFIDEB L Ciliopathy & L TOEF
The course of a girl with an identified compound heterozygous mutation of KIAAO753
and its evaluation as ciliopathy

ORGIE 45 " (Mie Inaba) . | Jit A" (Tomoko Uehara) . Hik) #¢ 12 (Ayako Umemura) .
1A O-h % ° (Hikaru Yamamoto) . 7K¥F Z5] ! (Seiji Mizuno), 7|NigF fHERE 4 (Kenjiro Kosaki)
1 BHIREREERG 2 2 —hiuskt SRk
(Department of Medical Genetics, Aichi Developmental Disability Center Central Hospital, Aichi, Japan)
2 BmlC ELFEEY Y X — DT BB
(Department of Pediatrics, Toyota Children Developmental Center Nozomi Hospital, Aichi, Japan)
3 I XAk R
(Department of Pediatrics, Toyota Memorial Hospital, Aichi, Japan)
4 BERIRIARA IR R v 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)

Heyn-Sproul-JacksonfiE{RE£D 1 {5
Detailed clinical description of Heyn-Sproul-Jackson syndrome

OZJ1| 8L ' (Hiroshi Futagawa) , & Z&AHB ' (Kentarou Fukuda) | (L[4 BZ ] ' (Haruka Yamanaka)

H B ' (Maho Kuroda) . 3% 1 2 (Shiho Ito) . A HEHK ® (Masataka Honda)
AR £ N (Hisato Suzuki) . [ ZEAT-* (Mamiko Yamada), TXPN {245 ? (Toshiki Takenouchi)
7N {2 s (Kenjiro Kosaki), Tif& faish ! (Hiroshi Yoshihashi)
1 BN NI R > 24— BN RS ER

(Department of Clinical Genetics, Tokyo Metropolitan Children Medical Center, Tokyo, Japan)
2 BLUERNNRERE R v 2 — B

(Department of Nursing, Tokyo Metropolitan Children Medical Center, Tokyo, Japan)
3 RN NS A EE > & — BRIREER

(Department of Clinical Research, Tokyo Metropolitan Children Medical Center, Tokyo, Japan)
4 BEEREBROER AR MR o 2 —

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

—MERRAZ— 12 REEF 1

Poster Session 12 Neurogenetics 1

H F:12H15H OK) 17:30 ~ 18:30

2z b RA&Z—25 1 (3F 301+302)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

P12-1

P12-2

P12-3

MYORG®D#i#lhomozygousZ B &R H = FEHE M RE P A K EEE (PFBC) D 27E 51
Two cases of Primary familial brain calcification with a novel homozygous mutation in MYORG
OFE 2544 (Takahiro Hobara), F8[ 4t —F[ (Yujiro Higuchi), ' & 51— (Fumikazu Kojima)
YF 7 % (Yutaka Noguchi) . 3l FE2F (Mika Yuji), T54f B (Akiko Yoshimura) . ZZjf# [£ 7% (Masahiro Ando)
K&11 BAK (Akihiro Hashiguchi) . #A7H D73 (Fiji Matsuura) . =3 E {8 (Hiroshi Takashima)
JEESEESIAIAE 15 B~ AR T W T RE PR R MR N - AR
(Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental
Sciences, Kagoshima, Japan)

RUREMRARIAIO—IZTANA(BAFME)IZSHITDBR) E— RN E - ST HRERFED
EE)
A role for expanded repeats in benign adult familial myoclonus epilepsy
O=H; g7 12 (Aki Mitsue) . {7/ 75,2 2 (Hiroyuki Ishiura) . 31 &K 23 (Shoji Tsuji), 7/ HH 3R 2 (Tatsushi Toda)
1 WEREBIRREER Y > X — Rehit Nk
(Department of Neurology, Teikyo University Chiba Medical Center, Chiba, Japan)
2 HHURZER AR e il M bt Rt
(Department of Neurology, The University of Tokyo Hospital, Tokyo, Japan)
3 HEFRBEREHEMRE T/ LEAVIET
(Institute of Medical Genomics, International University of Health and Welfare, Chiba, Japan)
ABFEREE CBEReRENEESHLUREG
A family case of cortical dysplasia and retinitis pigmentosa

OWJI| 2" (Eiji Nakagawa) , [LlI%§ Jis+2 (Hiroko Yamazaki)
1 [EICREA - AHEEEFRIT TR o 2 — il R AR
(Department of Child Neurology, National Center Hospital, National Center of Neurology and Psychiatry,
Tokyo, Japan)
2 [ENTEBRE R 2 — S R IRRL
(Department of Neuro-Ophthalmology, Kohnodai Hospital, National Center for Global Health and
Medicine, Ichikawa, Japan)
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P12-4

P12-5

P12-6

P12-7

P12-8

EEOREZEEREAHITES ZRHI-GRIN2AREZRED—FS RH
A case of GRIN2A-related disorders with severe developmental delay and involuntary movements

OMRA —4 22 (Kazuo Kubota) . 18 33 & ! (Azusa Haba) . {ifI[i] 575 * (Mina Nakama) .
LA 2243 12 (Takahiro Yamamoto) . 2 HY #3411 °° (Takuya Hiraide) , H15: Y& ° (Mitsuko Nakashima)
JEAT ZEFE ' (Miho Adachi) . ¥t %Y S (Hirotomo Saitsw) . AP 754 23 (Hidenori Ohnishi)
1 IRRZZ R EZAR TR /N R
(Department of Pediatrics, Gifu University Graduate School of Medicine, Gifu, Japan)
2 IERIRER AL RFRUITER NIRRT St > 2 —
(Educational Support Center for Pediatric Home-Based Medical Care, Graduate School of Medicine, Gifu
University, Gifu, Japan)
3 IRICEIE AR AR bt 7/ LT - R TRt v X —
(Division of Clinical Genetics, Gifu University Hospital, Gifu, Japan)
4 EEERNE BT AR AR R
(Laboratory of Genetic Health Care, Department of Life Science, Faculty of Science and Engineering,
Kindai University, Higashiosaka, Japan)
5 EMEERIRS: Bk
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
6 UHRERIRY: NER

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

FLIRERIC IR RE & 4% ) B U iEfRERIC it in % & 7= U7=JacobsenfE{Z B D 1 5l
A case of Jacobsen syndrome with thrombosis in infancy and cerebral hemorrhage in school age

ORI BHA& ' (Yuri Dowa) , R 22" (Koji Morita) | MEJi [& ' (Takashi Shiihara) . [L{[]] 45 ? (Yu Yamaguchi)

1 RSN/ NREERR » 2— Wit RL

(Department of Neurology, Gunma Children's Medical Center, Shibukawa, Japan)
2 BRI NRERY 2 — Eink

(Department of Genetics, Gunma Children's Medical Center, Shibukawa, Japan)

REI 40— N/-PCWHIEGIIZ BT DEFEAX
The neurological symptom of PCWH following long term

OYaN 25! (Emiko Horiuchi) | [ {8E: ' (Shingo Okabe) ., JB{E F1F ? (Kazuko Obana) ,

H I {83 (Ken Inoue) . G F57) ' (Hideji Hashida)

1 AARSTFHER Y 2 — RN
(Department of Neurology, Japanese Red Cross Medical Center, Tokyo,Japan)

2 AR PHIER R > 2 — NS
(Department of Child Surgery, Japanese Red Cross Medical Center, Tokyo, Japan)

3 ENTRE SRR EE RS > 2 — IR R
(Department of mental retardation and birth defect research, National Center of neurology and psychiatry,
Tokyo, Japan)

BAIZ$1F B Charcot-Marie-Toothim D S 3ERNIE (R T BR T & OB (R F RIS
Comprehensive genetic analyses and features of Charcot-Marie-Tooth disease in Japan

Ot BHF- ! (Akiko Yoshimura) | ZZj% [£ 7% ' (Masahiro Ando) | $@ 1 £ B[ ' (Yujiro Higuchi) ,
% S ' Qun-Hui Yuan) . K] FA-K ! (Akihiro Hashiguchi) | fAAS #3fi "2 (Yuji Okamoto) |
=l 8! (Hiroshi Takashima)
1 VSR REBLE b 2 R WL R} Rt N - 407
(Department of Neurology and Geriatrics, Kagoshima University Graduate School of Medical and Dental Sciences)
2 JEWERAEEE R AR B At AR
(Department of Physical Therapy, School of Health Sciences, Faculty of Medicine, Kagoshima University)

N—=F 2V KRIZEITDPRKNZE ED R EEF &S
Genotype-phenotype correlation of Parkinson's disease with PRKN variants

O #54% ! (Hiroyo Yoshino), 2% 17 2 (Yuanzhe L), FE[e fH5/R % (Kenya Nishioka) . 1 {8t#f 2 (Kensuke Daida) |
MR G# 2 (Arisa Hayashida), 75 A 2 (Yuta Ishiguro), | LIFH KT 2 (Daisuke Yamada) .
58 43 42 % (Nana Izawa) | P B34l % (Katsunori Nishi) , P [| H1-? (Noriko Nishikawa) , K[ £ 2 (Genko Oyama)
I FHEF BK 2 (Taku Hatano) . HiAY E— B33 (Shinichiro Nakamura) , §i5 B * (Asako Yoritaka) |
AH: 1D I F-? (Yumiko Motod) , (1] 2% " (Manabu Funayama) . AR5 {222 '4°° (Nobutaka Hattori)
1 MR RS RT RAATTER BB EINRE - it > 2 —
(Research Institute for Diseases of Old Age, Graduate School of Medicine, Juntendo University, Tokyo, Japan)
2 MEREREZE It R
(Department of Neurology, Juntendo University School of Medicine, Tokyo, Japan)
3 IR FhRE R
(Department of Neurology, Koshigaya Municipal Hospital, Saitama, Japan)
4 MEOREGA I St RE R
(Department of Neurology, Juntendo University Koshigaya Hospital, Saitama, Japan)
5 MEREKZRZARE EAWIER 7/ L - AR Y 2 —
(Laboratory of Genomic, Medicine, Center for Genomic and Regenerative Medicine, Graduate School of
Medicine, Juntendo University, Tokyo, Japan)
6 PHLARFZEAT IR EEsE -t > 20— i S PR R EE D T — L

(Neurodegenerative Disorders Collaborative laboratory, RIKEN Center for Brain Science, Saitama, Japan)
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P12-9

P12-10

P12-11

P12-12

PRRT2BIERIEMHEBEEZ L 16p1 1. 26/ RIFEIRBED F7 iR H 7251
A new case of concurrent existence of PRRT2-associated paroxysmal movement
disorders and 16p11.2 microdeletion syndrome

O/ 132 ' (Kazuyuki Komatsu) . g4 2212 (Shinobu Fukumura) . £5/1] %355 2 (Kimio Minagawa)
F1E YT+ ! (Mitsuko Nakashima) . ¥ ¥t $E%27 T (Hirotomo Saitsu)

1

2

3

PERRIERLR . (R RAL il

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

FLIBRER RS2 R AT /N LR

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

B il - R E IR AT f 7 BRE R

(Department of Pediatrics, Midorigaoka Ryoikuen Hospital and Home for Persons with Severe Motor and
Intellectual Disabilities, Japan)

BARANICSITDERMTIVYNA Y —HREEBEFSHARPINDETE & B 17
Identification of a genetic risk factor associated with late-onset Alzheimer's disease in
Japanese

O 3t ! (Yuya Asanomi) , 7K K& 12 (Daichi Shigemizu) . Fk L] ELACE ' (Shintaro Akiyama)
YEA% BEAS ! (Risa Mitsumori) . F8KRH {5 2 (Shumpei Niida) | JEIE 15— " (Kouichi Ozaki)

1

2

3

ELRGEFIITE > 2 — W AT« VT Lk Z—

(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
BYEZERTEA R ER AT > & —

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

E N RAEFZEE > 2 — WA et R o % —

(Center for Core Facility Administration, Research Institute, National Center for Geriatrics and
Gerontology, Obu, Japan)

EITHZ EMREICSITBFLNANY P DR O —Z0 5
Screening of the FLNA variants in the patients with progressive supranuclear palsy
ODK JER T (Kodai Kume) | 15 ME(S ? (Yuishin Izumi) . FEF HEt * (Masaya Oda)

7K TfF— * (Kenichi Komatsu) . &8 BB 4 (Makio Takahashi) . 221 5Ll (Yui Tada) .

B (F4C ° (Masaki Kamada) . )| |- 550 ! (Hideshi Kawakami)

1

JR ISR SRR RREERL A IE T 0 1R 8 0 B9

(Department of Molecular Epidemiology, Research Institute for Radiation Biology and Medicine,
Hiroshima University, Hiroshima, Japan)

TREICE R AR

(Dapartment of Neurology, Tokushima University, Tokushima, Japan)
EoN—ZIED TG st R

(Department of Neurology, Vihara Hananosato Hospital, Miyoshi, Japan)

JEEFE B AR R

(Department of Neurology, Kitano Hospital, Osaka, Japan)

1R Aot e i e

(Department of Neurological Intractable Disease Research, Kagawa University, Kita-gun, Japan)

BARABSURGEBERRS/ LDA FEERTICKD L E—/IMIERAERZ M EM DR
Ethnic and transethnic meta-analysis of genome wide association study for Lewy body
dementia

OYt% B ! (Risa Mitsumori) | {51 #3H1 ! (Yuya Asanomi) | EE/K A& 2 (Daichi Shigemizu)

il EKER ' (Shintaro Akiyama) . Fx[5 % ! (Takashi Morizono) . FifigFH {£2°F 3 (Shumpei Niida) |
JBI7F 15— 12 (Kouichi Ozaki)

1

ERLRAFERIIE > 2 — W AT« VT L z—

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

BYE2ERFEA AR R > 2 —

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

EN RAFEFR IS > 2 — WA e R o & —

(Core Facility Administration, Research Institute, NCGG, Obu, Japan)
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—fRRRZ— 13 PRRE - EESEES

Poster Session 13 Respiratory / Cardiovascular Genetics

H Ff:12H15H OK) 17:30 ~ 18:30

= Bt RAZ—241(F 301+302)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

P13-1

P13-2

P13-4

MAMREZRZBICERSNO/4R - TA—VERBEIBEDOIR/NIT7 b
A novel variant of Loeys-Dietz syndrome type 3 determined by preoperative examination
O R 24! (Miho Takeshita) , [HFH {575 2 (Seiji Okada) . A #TE[S 2 (Tetsuro Ota)
NH 1% 2% ' (Naotaka Uchida)
1 RBVEHISZERE 7/ i et
(Division of Genomic Medicine, Matsue City Hospital, Shimane, Japan)
2 MMLTHLRERE TEER AR
(Department of Cardiology, Matsue City Hospital, Shimane, Japan)
3 KLHINZIREE TR « N s RE
(Department of Breast and Endocrinology Surgery, Matsue City Hospital, Shimane, Japan)
BHEDKCNQ 11/ R&IZK Y Beckwith-WiedemannfEiZ 82 S LI-QTEREMR B DB R HI
A male infant with long QT syndrome and Beckwith-Wiedemann syndrome caused by de
novo deletion on maternal allele involving KCNQ17 but not KCNQ710OT1:TSS-DMR
O/ 75— Qunichi Ozawa) . FE1% B4f | (Keisuke Nagasaki) | Ji Z#ik © (Kaori Hara)
TH) 1] 375 2 (Tatsuki Urakawa) , FIAT JEN ' (Masato Tanaka) | i 752 ' (Jun Nirei)
#5 HEFC 2 (Masayo Kagami) | AHF HE-F 3 (Seiko Ohno) . 75/ W42 ! (Akihiko Saitoh)
1 HiE R NRE
(Department of Pediatrics, Niigata University Graduate School of Medical and Dental Sciences, Niigata, Japan)
2 [ENREERSE 22— 0 s
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
3 [ENIEERERIRIISE Y 2 2 — 0 TN
(Department of Bioscience and Genetics, National Cerebral and Cardiovascular Center)
RRMOERBERNF213NIT7 2 DOEHREE YD, EAERMENARYEAHS M EED—H
A cardiac arrest case with congenital heart disease-associated pulmonary arterial
hypertension and RNF213 variant
Okd: #LF ! (Ayako Nagai) | 3THF — = 2 (Ichizo Tsujino), J\#H &> (Satoshi Yakuwa)
FR)N 752 4 (Hiroyuki Akagawa) . 31-[ ZZE[ ' (Takao Tsujioka) . 1] 72K ' (Kota Taniguchi) |
e e AR P (Osamu Sasaki) . 5 % ! (Gaku Izumi | 1§ 5L\ ' (Hirokuni Yamazawa) .
ECH 8 ! (Atsuhito Takeda)
1 JeE R R
(Department of Pediatrics, Hokkaido University Hospital, Sapporo, Japan)
2 JEE AR s R
(Department of Respiratory, Hokkaido University Hospital, Sapporo, Japan)
3 WL NER
(Department of Pediatrics, Obihiro Kosei Hospital, Obihiro, Japan)
4 WHTERAREE A ERZEIZT
(Tokyo Women's Medical University Institute of Integrated Medical Sciences, Tokyo, Japan)
EBRE. KBRAER. ERAEZRD. BLFHNRECTFLNAOHRVUSERZZH LT
18m B M5
A Case of 18-Year-Old Male with Left Coronary Cusp Aneurysm, Aortic Regurgitation,
and Scoliosis Whose Genetic Testing Detected a Novel FLNA Variant
OF5 i FIF ! (Kazuyoshi Saito) . #5AR KIER ! (Daijiro Suzuki) | $5A ZZHiL ' (Takanori Suzuki) |
/NE B HD ' (Arisa Kojima) . PN JEFI] ! (Hidetoshi Uchida) | 4l 3% ! (Tadayoshi Hata)
= Tetsushi Yoshikawa) | #xlliz Hiroko Morisaki
s )\ ARIG #1-2 ( )
1 BREERASE A N
(Department of Pediatrics, School of Medicine, Fujita Health University, Toyoake, Japan)
2 iR SRR BRARE SR
(Department of Clinical Genetics, Sakakibara Memorial Hospital, Tokyo, Japan)
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Poster Session 14 Digestive Genetics

H Ff:12H15H OK) 17:30 ~ 18:30

= Bt RAZ—241(F 301+302)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

BN FEENABEOBEET/\RVRECTERNICSMADABEFERNRRENIES
A case of incidental SMAD4 gene mutation found in a gene panel test in a patient with
cervical cancer
OVEH IEf "? (Masakzu Nishida) . F12E f@#H] 1? (Kentaro Kai) . T5H#l F ' (Yoko Aoyagi) .

HEJE 8 2 (Kenji hara) , 3567 4E4Y  (Nobue Tsukatani) . JA[#¥ Ffd: ' (Yasushi Kwano)
1 RITREE RZEER ERHm AR
(Obstetrics and Gynecology, Oita University, Faculty of Medicine, Oita, Japan)
2 RIOPREE GG HR
(Oita University, Division of Genetic Medicine)
AU KBEICHIDIZN-YIVRIU-Z07, TiPRERICHS T DBIREREE
Universal Screening of Colorectal Cancer to Detect Lynch Syndromein Shizuoka General
Hospital
Offcii JE5 " (Tatsunori Satoh) | JA[Ay BT 5% ® (Sadayuki Kawai) . ] 74572 4 (Hiroyuki Hazama) |
[ £y 2 (Takafumi Kurokami) | J[[[] B2k 2 (Shinya Kawaguchi) . KH¥ F1th  (Kazuya Ohno) |
K # * (Ko Ohata), Z/A {15 ° (Keisei Taku) . 25 DT ' (Kohei Saito) | i —=5F ¢ (Kazumori Arai) |
85 AL 7 (Tomohiro Iwasaki) . FJ5: it ® (Takeshi Usui)
1 RS AR SRR HER
(Department of Medical Genetics, Shizuoka General Hospital, Shizuoka, Japan)
2 ERRISTRR AR AN R
(Department of Gastroenterology, Shizuoka General Hospital, Shizuoka, Japan)
3 WRYEET NE - IERNE
(Medical Oncology, Koga Hospital, Shizuoka, Japan)
4 FRRASATRR ARG KSR
(Department of Gastroenterological Surgery, Shizuoka General Hospital, Shizuoka, Japan)
5 ERRNSTRR AT BN R
(Medical Oncology, Shizuoka General Hospital, Shizuoka, Japan)
6 ERIRATRR AR SRS R
(Department of Pathology, Shizuoka General Hospital, Shizuoka, Japan)
7 FRRAUAL T & Bk SRSCRES ME RN E
(Clinical Laboratory Center, Shizuoka Children’s Hospital, Shizuoka, Japan)
8  Hhh R IER AR AR
(Shizuoka Graduate University of Public Health, Shizuoka, Japan)

IR IRERIC 351D ) U FRERBICHTD I N—YIZAIU—ZV T DB A
Introduction of Universal Screening for Lynch Syndrome at a Local Core Hospital
Ol H548 (Takahiro Yoshioka), FH {i (Ryo Inada), HLH #2FH (Eri Kuroda), 233 &I} (Kento Kumon)
KA —47 (Kazuyuki Oishi)
FEHIER > 2 — THEERSERL - —RESRL

(Department of Gastroenterological Surgery, Kochi Health Sciences Center, Kochi, Japan)
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Poster Session 15 Cancer Genetics 1

H WK 12H15H OK) 17:30 ~18:30
7z b RA&Z—285 2 (3F 315)
Date : Thu. December 15 17:30 ~ 18:30 Poster Room 2 (315, 3F)

P15-2

P15-3

BIEMIAEREE (HBOC) DU IEESPEIREMEH (RRSO) BRICKEIDREERD
EEDKE
Factors influencing the decision to undergo RRSO in germline BRCA1/2 pathogenic
variant carriers
O 8 < H ' (Megumi Mukai) , FHEF & 52 ! (Sayaka Ueno) | )i 773 ! (Hiromi Sugawara) |
HE HU ! (Al Ttagaki) | 7 #5712 (Hiroko Yano) | S [l 1% (Takashi Shibutani) |
JEFI 75— 13 (Kouichi Hirokaga) ., J& I+ B ' (Takuma Onoe) | Ja[#f T4 ! (Miyuki Kawamura)
5% 585 1 (Hideki Sakai) . 2% Fo4d * (Mitsunori Morita) . FAY F1EH ! (Kazuo Tamura) .
KA g 1 (Kouji Matsumoto)
1 SEESID AR v 2 — skt
(Hyogo Cancer Center, hyogo, Japan)
2 SUEENID AL Y 2 — i@ AR
(Hyogo Cancer Center, hyogo, Japan)
3 EIRNTID At Y 2 — FLUIRAVEL
(Hyogo Cancer Center, hyogo, Japan)
4 SRR At Y B — @A
(Hyogo Cancer Center, hyogo, Japan)
AEERAELEEMBEFMRED 16
A case report of hededitary retinoblastoma and breast cancer
OEFF JATAR ! (Yachiyo Iwamura) , FHIES 18 ' (Yuta Toj) , J\A 88 ' (Yuki Yagi) . fk ELFH - ' (Mariko Hayashi) |
B%5 {#/Z ! (Hironobu Takano) , &% 75 ! (Hiromitsu Domen) ., 1§22 )| —F1 ! (Kazuomi Ichinokawa) |
(LI 5\ ' (Hidehisa Yamada) | S5 Eife 2 (Mizue Teramoto) . By 5 #32 ° (Hiroyuki Shikishima)
1 NTTHRHAALEERE S48
(Department of Surgery, NTT Medical Center Sapporo, Japan)
2 NTTHRHABGEE s AR
(Department of Gynecology, NTT Medical Center Sapporo, Japan)
3 FLERBRETL 2 LEASARL 2V =v
(Shikisima Breast Surgery Clinic, Sapporo, Japan)
HI%I2 513 SHBOCBMIE D T4 0—7y ORI ES EDRE
Current status and issues of the follow-up system for HBOC
OFFP ] (Yuri Niwa), £ 825 ' (Asami Sumi) . ] BELfifi | (Masanori Sumi), 5 B3 ' (Megumi Iwata)
FH HTE " (Aska Uno), 1 JEfll ' (Hidekazu Asai) . ST/ #1] ' (Shinji Kondo) . [l FH £fi5H 2 (Setsuo Okada)
IRRNVA GRS T A T PN
(Department of Obstetrics and Gynecology, Tosei General Hospital, Aichi, Japan)
2 RKERRE AT L 2 —
(Genome center, Tosei General Hospital, Aichi, Japan)
D FREMRBDETE £ 2WICEM SN FEIRERED 16
Endometrial cancer arising at uterine isthmus diagnosed after definitive diagnosis of
Lynch syndrome
OZSH # ' (Hiroshi Honda) . (LIt JHH1F ' (chiko Yamakita) | A J& 7512 (Ryo Ohara)
MEA 2225 2 (Takahiro Umeki) . [ 5 0+ % 2 (Chihiro Sumi) , f&4S 1F4£ 2 (Masatoshi Kumagai)
I REACRES Y Y 2 — Rl A SRR
(Department of Cancer Genomic Medicine, Hiroshima City North Medical Center Asa Citizens Hospital)
2 RS E R o 2= i RE R e AR
(Department of Obstetrics and Gynecology, Hiroshima City North Medical Center Asa Citizens Hospital)
HBOCHERBF L2 RIS NI-FLEICH 1T DI R VBB FHDFREER
Experience with risk-reducing surgery in breast cancer diagnosed with HBOC syndrome
OEnkE Bifili ! (Mizuho Takahashi) | FifFH 7455 ! (Hiroyuki Maeda) | J8t75 F5M8 2 (Hideaki Tsuyoshi)
11 BHF 2 (Akiko Shinagawa) . 31| 1F3# * (Masamichi Ikawa) , JEEF #5555 ° (Yasuo Hirono)
T 2% (Takanori Goi)
1 REHRE 22 B —5 R
(Department of First Surgery, Fukui University, Fukui, Japan)
2 WEHRAY: A FERHm AR
(Department of Obstetrics and Gynecology, University of Fukui, Fukui, Japan)
3 HEHARALE AT e S i FRiEitE > 2 —
(Cancer Promotion Center, University of Fukui Hospital, Fukui, Japan)
4 FHREEEE R ARG HREES
(Department of Genetics, University of Fukui Hospital, Fukui, Japan)
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P15-7

P15-9

P15-10

P15-11

il d517SBRACANalysisEZ i S AT LDERICEEIDER A
The operation of the BRACAnalysis diagnostic system in our hospital
Ok {22 ! (Nobutaka Hayashi) | Jifi)1| 8 ? (Yusaku Urakawa) . 2k #3F ' (Yuko Imamura)
T {5t ! (Shinya Yoshioka)
1 My HNLERR o 2 — i B e pEkm AR
(Department of Obstetrics and Gynecology, Kobe City Medical Center General Hospital, Hyogo, Japan)
2 ML 2 — R R R IR
(Department of Oncology, Kobe City Medical Center General Hospital, Hyogo, Japan)
87 IBIR M AL EIRRELERE(HBOC) L2 S /-Luminal HER2ZM4HLED—F)
A case of Luminal HER2-positive breast cancer diagnosed with hereditary breast and
ovarian cancer (HBOC) at age 87
O FFET " (Yumiko Takii), F1ZE =#d 7' (Mikiko Kab) . 7[NES B4 2 (Risa Kojima) |
PRI STER 2 (Moriya Iwaizumi) | 22 FITH 2 (Kazuyo Yasuda) | 21| H& ! (Satoshi Hasegawa)
1 R RS A le ARSI LR
(Department of Breast Surgery, Fujieda Municipal General Hospital, Shizuoka, Japan)
2 IERRERRER AR A il S (R T2
(Department of Clinical Genetics, Hamamatsu University Hospital, Shizuoka, Japan)
3 MR AR EES TR
(Department of Diagnostic Pathology, Fujieda Municipal General Hospital, Shizuoka, Japan)
HHILEESICHS T DBRCAT 2EZEMREETHIDRET
Present situation of the BRCA genetic test for the breast cancer
OYRH JiF (Biko Sakata) , K& JkELF (Maiko Oji)
Bk i R e LIRS
(Department of Breast Surgery, Niigata City General Hospital, Niigata, Japan)
T/ LARIZE T DEAMER D AT TDMSIREDFER EHEITAH
The counseling system for MSI surveillance and clinical result for the cases of refractory
solid tumor
Ot #3—HJ5 ' (Yichiro Inagaki) . 5 & A ' (Syuto Negishi), /[N 5241 ' (Fumiya Ohara)
TR R ! (Kenta Motegi) . 54K 754 ! (Hiroya Wakabayashi) , 1% U & 2 ' (Hitomi Sawa)
= e ERHEE ! (Koutaro Miyao) . 15 5 JIHF- 2 (Junko Arima) . 1% 1E 50 ' (Masashi Sawa)
1 2RI Mk - B R
(Department of Hematology and Oncology)
2 BRI B
(Division of Nursing, Anjo Kosei Hospital)
YAOOY TS5 MARREMREDL SD) FEREDR EIFICET SR
Lynch syndrome screening from patients with microsatellite instability-high tumors
OB A 12 (Hisayo Fukushima) . 5 £ (Dang Gao) . $ifi 155 ' (Yasuo Kamakura) |
= J&{ FLHH 2 (Yoshiaki Mihara) , #57¢ [l # (Tsuyosi Fukumoto) . Yt FH 7£4T % (Yousuke Horita) |
JE&H 55— 2 (Shuichi Hironaka) . J&[] #7952 (Tetsuya Hamaguchi)
1 BRERREERER Y Y 2 — WA/ LERER
(Department of Cancer Clinical Genetics, Saitama Medical University International Medical Center)
2 WERERERZEBRER G > 2 — AR - e ES R
(Department of Gastroenterology, Saitama Medical University International Medical Center, Hidaka, Japan)
HiRICHITDECRUIEPREEBRFEORRK
The present conditions of hereditary breast and ovarian cancer by health insurance
medical treatment in our clinic
OZz#8 il ! (Fuminori AkD) . % K= ' (Sueyoshi Ito) , _FHlt —F- 2 (Ippei Kamidi)
2l {2 = 2 (Shinzo Ozaki) , Hk} #¢fH 2 (yo Nakamura), )14} £ > (Takanori Kawamura) .
[ A& 7E S (Tomohiro Okazoe)

1 USRI 7 U = 7
(ITO Breast Surgery Clinic)
2 AR AR
(Hosogi Hospital Surgery, Kochi, Japan)
3 AR AR
(Kochi Seikyo Hospital Surgery, Kochi, Japan)
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Poster Session 16 Perinatal Genetics 1

H WK 12H15H OK) 17:30 ~18:30
7z b RA&Z—285 2 (3F 315)
Date : Thu. December 15 17:30 ~ 18:30 Poster Room 2 (315, 3F)

BT H4FRERMIEREZDON— M —DEBREZEGREIC DV TOLERE  EERSEEWRICLE

P16-2

P16-3

7 or—hRAE
Medical care and healthcare support of pregnant women and their partners following a positive
result for prenatal testing : A questionnaire survey for healthcare professionals in Japan

ORISR FEFF ' (Mikiko Izumi) | & | 52 (Keiko Miyagami) | {148 £ 2 (Mai Ikemoto) ,
V&MY {23 (Hitomi Seino) | [L|FH £21],* (Takahiro Yamada), B[L] &2 ° (Torayuki Okuyama)
B4 JEHA © (Hideaki Sawai), /54 VB2 7 (Haruhiko Sago), IR HHJE 2 (Akihiko Sekizawa) .
F+ 7%+ % (Nahoko Shirato)
1 BRI BRAR SRR > 2 —
(Center for Clinical Genetics, Showa University Hospital, Tokyo, Japan)
2 WEHRIRZE E2EER b N7 e
(Department of Obstetrics and Gynecology, Showa University School of Medicine, Tokyo, Japan)
3 TREEIRRIR: K AR R~ il i
(Department of Neuropsychiatry, Hyogo Medical University, Hyogo, Japan)
4 FURRRZEE AR @ e (-2 e B S P
(Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)
5 WEERRZ 7/ LEER IR/ LIRS
(Department of Clinical Genomics, Saitama Medical University, Saitama, Japan)
6 TREERRIRY: FERME AR
(Department of Obstetrics and Gynecology, Hyogo Medical University, Hyogo, Japan)
7 ENIEERIIE Y 22— EE - B v 2 —
(Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and
Development, Tokyo, Japan)

HEFRERMEREZDN— M —DEBREEZBHRHICONWTOZERE | EERBEEZWRICLE
Poo—hRE

Medical care and healthcare support of pregnant women and their partners following a
positive result for prenatal testing : A Questionnaire Survey for Medical Institutions in Japan

O | 271 (Keiko Miyagami) . F152 FEZF T~ 2 (Mikiko Tzumi) , {4 5 ' (Mai Ikemoto) |
15 {2 (Hitomi Seino) , [/ £27],* (Takahiro Yamada) , BL|[| [&2 ° (Torayuki Okuyama)
184 9EAH © (Hideaki Sawai) | /28 1B 7 (Haruhiko Sagow), BHIN BHEE ! (Akihiko Sekizawa) |
F11 7137 ' (Nahoko Shirato)
1 AR R pE s AR
(Department of Obstetrics and Gynecology, Showa University School of Medicine)
2 BRI AR BRI R ER - > 2 —
(Center for Clinical Genetic Medicine, Showa University School of Medecine, Tokyo, Japan)
3 TREEPRRLRS R AR LR i
(Department of Neuropsychiatry, Hyogo Medical University, Hyogo, Japan)
4 URSREEIE AR s e (R RS B A B S B
(Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)
5 WERBERKE T LERR OBRT ) LRSS
(Department of Clinical Genomics Saitama Medical University, Saitama, Japan)
6 TRERIRRIAS Bk AR
(Department of Obstetrics and Gynecolog, Hyogo Medical University, Hyogo, Japan)
7 BENLKEBERRI > 2 — JHEE - RHES R Y 2 —
(Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and
Development, Tokyo, Japan)

—EEIRICH T DHERTREICAL D HMA P EPIEORAE ICDUVTODRE
Knowledge and professional awareness related to prenatal testing in general postpartum
women
O 3+ ' (Tatsuko Hirose) , 7143 B! (Shin Ikebukuro), = |- £+ (Keiko Miyagami)
YA 2B (Miwa Sakamoto) . 7K 3HH Ha ! (Akane Mizutani) | Z3A% {425 2 (Kana Morimoto) |
L e 3 (Hitomi Seino) . TG [HED * (Hiroshi Yoshihashi) | [1]FH 225 5 (Takahiro Yamada) ,
Rt 15 ¢ (Osamu Samura) . BEIJR HHEE ! (Akihiko Sekizawa). 11 721% F ' (Nahoko Shirato)
1 WERIRYE AR P bm AR
(Department of Obstetrics and Gynecology, Showa University School of Medicine)
2 FESRFRERT AR th (@ R S R P - R E R I
(Department of Medical Ethics and Medical Genetics, School of Public Health, Kyoto University Graduate
School of Medicine)
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P16-5

P16-7

3 TREEIRRLRS: [RAEH KRG AR el i i
(Department of Neuropsychiatry, Hyogo Medical University, Hyogo, Japan)
4 HEUELLNRES SRR > 2 — BIEBEHE MRS R > 2 — HREER
(Department of Clinical Genetics, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
5 HUEBARAEE AT IR Ie 38 (A2 W B S Pl
(Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)
6 HGUERERIERICE R ER ARAE
(Department of Obstetrics and Gynecology, The Jikei University School of Medicine, Tokyo, Japan)
—RIEERICHEIDIHENREFEZDOLEHEZNERICOVNTO®RE
Psychosocial background of prenatal testing performers in pregnant women

OB+t 71Z+ ! (Nahoko Shirato) . [l 3% ' (Tatsuko Hirose) . 1% Bi ' (Shin Ikebukuro)
= | B (Keiko Miyagami) . YA ZEH0 ! (Miwa Sakamoto) . 7K7 34 ! (Akane Mizutani)
FRAS {232 (Kana Morimoto) |, 75 #¥ {7343 (Hitomi Seino), 7545 {252 1 (Hiroshi Yoshihashi)
1LIFH 2251 ° (Takahiro Yamada) . {/cf} & © (Osamu Samura) . BHJR HHZ ! (Akihiko Sekizawa)
1 BHRIRSE R2EH R AR
(Department of Obstetrics and Gynecology, Showa University School of Medicine)
2 BUIEERZABEEZENISR SRR R IR R AT « B RERE S
(Department of Medical Ethics/Medical Genetics, Kyoto University School of Public Health, Kyoto, Japan)
3 TREEIRRLRY: [R2AH KRG AR el it i
(Department of Neuropsychiatry, Hyogo Medicical University, Hyogo, Japan)
4 HEUELNRIS SRR > 2 — BIRZEHE MRS R > 2 — HIREER
(Department of Clinical Genetics, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
5 HUESRAEE AT R e s 1R 9 i B S 5
(Clinical Genetics Unit, Kyoto University Hospital, Kyoto, Japan)
6 HGUERERERICE R ER ARAE
(Department of Obstetrics and Gynecology, Jikei University School of Medicine, Tokyo, Japan)
B—=RERRICHS 1T D34 U T RFEOHERMBEZNREDZREERE
A retrospective survey of prenatal genetic testing trends among women under 34 years
of age at a single tertiary center
OB B ' (Saki Shimada) . A8 & ' (Chika Sato), #FH ¥ ' (Aya Yoshida),
A FEhfE 2 (Akio Kamiya) | SLFH 8% 2 (Yumi Kuroda) | 2PN P28 ! (Hirotsugu Yanai)
1L 225, 123 (Takahiro Yamada) . [ [H #i2% ' (Hidetaka Okada)
1 B ERRAN R REn > 2 —
(Clinical genetics center, Kansai Medical University Hospital, Hirakata, Japan)
2 HVHIEERLRY: FERL I ARl
(Department of Obstetrics and Gynecology, Kansai Medical University, Hirakata, Japan)
3 U RZERZBE RN R A R B - SRR
(Department of Medical Ethics and Medical Genetics, Kyoto University Graduate School of Medicine,
Kyoto, Japan)

Outcomes of non-invasive prenatal testing (NIPT) over an 8-year period at a single facility
OJ1E FATY 12 (kuno Kawabata) . {/£J5 17 ' (Tomoko Sahara) , R X 1D D ! (Sayuri Hiraoka)
KB 242 (Mirei Yonezawa) . K BkF 2 (Momoko Owada), =5 F57Z '® (Hidehiko Miyake)
AR B15 2 (Shunji Suzuki) , [LjFH 753 ? (Takeshi Yamada)
1 HARERCRE (@bt #insg #kt
(Division of Clinical Genetics, Nippon Medical School Hospital)
2 HARERKY pElm ANF
(Department of Obstetrics and Gynecology, Nippon Medical School)
3 BEOKLTRA NESUERIAERS AR Bm A 2y T a—2A
(Department of Genetic Counseling, Graduate School of Humanities and Science, Ochanomizu University)
EREHREHMBIUCNVICNTD T/ LTA FcDNAR O - JICEAT23EMDEESD
(5=%R)
Three years of clinical experience with a genome-wide cfDNA screening test for
aneuploidies and copy-number variants
O5eily #fI4E ! (Kazuo Kanyama), Erica Soster?, Rl (F74 ' (Shoji Okajima)
1 ZRa—=7 - Iy \UEHEEH
(LabCorp Japan G.K., Tokyo, Japan)
2 Labcorp Genetics and Women's Health, San Diego, CA, USA

BRRICHITDFKIFZEDIRR L FRE

Current status and issues of amniotic fluid testing in our hospital

Ok 755K (Shiori Tsuge) ., #& £EAE[ (Shotaro Hayashi) . f&4E 5 (Sanae Shinone)
FRJ1] £ (Satoshi Matsukawa), HA Ji52E (Hiromi Nakamura) . 7 HH HH %= (Akihiro Takeda)
I B URAT 23R FURIE Pk AF
(Departments of Obstetrics and Gynecology, Gifu Prefectural Tajimi Hospital)
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P16-10

P16-11

P16-12

BEATERICHITDNIPTIEEFIANDII I & RERER
Conundrums of NIPT-positive cases at non-certified facilities and associated difficulties
OARK #F! (Hiroko Kimura) | 7K [T BfEE ' (Yuki Mizuguchi) | {/% &5 ' (Suguru Sato) .
=8 /AFET- 2 (Kumiko Misw) . A 125 2 (Kou Sueoka), FHH 5F ' (Mamoru Tanaka)
1 BEERSOCY AR pem AR A8
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
2 BESRIORARIE IR R e 2 —
(Keio University Hospital, Center for Medical Genetics, Tokyo, Japan)
BAEEHEOHEMBREFEZDE[ICDNT
Trends in prenatal tests request of twin pregnant women
OB 2 (Atsushi Tajima) .}/ F2f#H (Miho Matsushima) . /T £k EH (Satoshi Takemori) , {/Ffi# Z&# (Yasunori Sato)
K15 J& - (Chikako Tomozawa), HVH = (Sayumi Nakano), Z33H {H175 (Shinji Tanigaki)
/NP B — (Youichi Kobayashi)
AR E2EES ERHm AR
(Department of Obstetrics and Gynecology, Kyorin University, Tokyo, Japan)
LRICH T DHERMBZIARDIER B ~HERNRERHIEZRBEAT~
A report of the performance of genetic counseling in anticipation of guideline revision for
prenatal testing
OBt & Z T ' (Saeko Katsumoto) | 3t 88— B[ ? (Shunichiro Tsuji), 58} fi%2 ' (Tokuhiro Chano)
AR B! (Yoshihiro Maruo)
1 UEEIERIR A A M R bt Bl PR R
(Division of Medical Genetics, Shiga University of Medical Science, Ootsu, Japan)
2 WRERRAEFIERE T2 R
(Department of Obstetrics and Gynecology, Shiga University of Medical Science, Ootsu, Japan)
HENREICBITORENMERBERYIIO7 LA DRERICDONT
How to choose karyotyping versus chromosomal microarray for prenatal genetic
diagnosis of fetal structural abnormalities
O%EM 45 ! (Toma Fukuda) ., 8% T8/, ' (Chihiro Okoshi) . #ti[T] ¥ -2 (Makiko Ueda)
AFH 58 ' (Tsuyoshi Murata) . 2ZFH ' (Shun Yasuda) | {538 %32 ' (Takafumi Watanabe)
1 RSESTERIKR: A ERH e N R8I
(Department of Obstetrics and Gynecology, Fukushima Medical University School of Medicine,
Fukushima, Japan)
2 TrigRE Wik rERHm AR
(Department of Obstetrics and Gynecology, Takeda General Hospital, Fukushima, Japan)

—MRRAZ—17 EEEER- T/ LEE

Poster Session 17 Genetic and Genomic Medicine 1

H Kf:12H15H OR) 17:30 ~ 18:30

= G R Z2—2152 (3F 315)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 2 (315, 3F)

P17-1

NREATICH T DPRAERFHIBRICEETD TEBRNDT 07— MIE
Questionnaire survey of bereaved families regarding comprehensive genetic analysis of
sudden childhood death
O/)NIFy B3 T (Rika Kosaki) . PN 7 2 (Keiko Uchida) . ik 1572 (Satoko Uematsu) .
Ml /AFEF3 (Kumiko Yanagi) . HEtE; 29 (Satoko Tsushima) , 25 [£ * (Tadashi Kaname)
1 ENZREEFEIE o 2 — NRARSREMRZ R B s gkt
(Division of Medical Genetics, National Center for Child Health and Development)
2 ENIREEREI L 2 — OSBRI SRR ER
(Division of Pediatric Emergency and Transport Services, National Center for Child Health and Development)
3 ENIREBERETI Y Y Z—WT 7/ LEFRDIE
(Department of Genome Medicine, National Center for Child Health and Development Research Institute)
4 ENTREERIIE 2 — Gk
(Department of Nursing, National Center for Child Health and Development)
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URRICHITDEENT S —DRE ~IRNEMEDEE L CORRES ~
The roles of genetic counselor in Yokohama City University Medical Center

OE ke H43 ! (Rina Takahashi) . W HEFH 2 (Bri Tkeda) . %[5 —3% ! (Kazuhiro Iwama) .
WETE =il ! (Ryosuke Shindo) . =¥k i+ 3 (Etsuko Miyagi), FHEF 5 FEK ! (Miki Tanoshima)

1

2

3

ML AT S T B B > & — B2k

(Department of Clinical Genetics, Yokohama City University Medical Center, Yokohama, Japan)
RIS R B R v & — DAatit 2 —

(Department of Comprehensive Cancer Center, Yokohama City University Medical Center, Yokohama, Japan)
WAL KAl e AR

(Department of Obstetrics and Gynecology, Yokohama City University School of Medicine, Yokohama, Japan)

BROEGENBREEI I RBHRORIIAERRLEN? | DRTFYTAYILEI—
What did parents of undiagnosed children having comprehensive genetic test
experience?: A systematic review

OmEng A ! (Mii Takatsuka) | FFHE £% 2 (Akira Inaba) | H1J1] Z3{HF % (Naoko Nakagawa) ,
FITE #{~— 2 (Takahito Wada) . /|z#2 B F] 2 (Shinji Kosugi)
1j g

1

2

3

SRR A BRAAITTER A 2 e AR T RFR P - SRR RSO0 Y

(Department of Medical Ethics/Medical Genetics, Kyoto University School of Public Health, Kyoto, Japan)
FUBRABE BN R SE AL

(Department of Genetic Medicine, Kyoto University Hospital, Kyoto, Japan)

VN N T e 20 S AN o

(Department of Genomic Medicine, Graduate School of Medicine, Kyoto University, Kyoto, Japan)

ERA¥EXHHBRRCOBGHEEDEGENY )V IORK
Genetic Counseling for Hereditary Tumors at Tottori University Hospital

OB BF27! (Chisako Aoki) | [l £TH1 ! (Tetsuya Okazaki) . 255§ #1712 (Noriko Kasagi) .
Mz 28— 13 (Biji Nanba) | FiffE 3894 " (Yosihiro Maegaki)

1

2

3

4

SHOCEE AN Rt 8L 2 i

(Division of Clinical Genetics, Tottori University Hospital)

SHOCEIR A R IR B A8

(Department of Fundamental Nursing, School of Health Science, Tottori University Faculty of Medicine)
FSIUREE WIEHEERRAS WF72Hkng =

(Research Strategy Division, Organization for Research Initiative and Promotion, Tottori University)
SSEORAA E2AHR Mt NI RE

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

T/ LHRRES/ LEBEDOERICETIEMORHRIC OV TORRBE (FRHES)
Physicians' recognition of difference between genetic research and genetic practice

Offt 72D & ! (Natsuki Naka), FIHl 22+ *? (Hiroko Kohbata), {I.7E A %% "2 (Yusuke Ebana).,
5 ESE 1 (Masayuki Yoshida)

1

HORTE R R RARE PEAAe S Ze R B LR DR b P LRI I S PR R 2 o) Iy
BiEAY eV Ta—X

(Genetic Counseling Course, Department of Life Science and Bioethics, Graduate School of Medical and
Dental Sciences, Tokyo)

WRUERI RS L BEEfse -t > 2 —

(Genetic Counseling Course, Department of Life Science and Bioethics, Graduate School of Medical and
Dental Sciences, Tokyo)

FRUERI R R JBAL 72 R

(Department of Medical Genetics, Tokyo Medical and Dental University Hospital, Tokyo, Japan.)

AIBOBEMEEBRICH T DZBEF/ARIVREDOERAM [INSIGNIA study]
Utility of multi-gene panel testing in hereditary cancer in Japan -INSIGNIA study-
O B 123 (Briko Takamine) , VAl 72+ (Hiroko Kohbata) | 4G 794+ ' (Sayako Takahashi)
/N2 B ' (Mariko Komine) , 7TAE %% ' (Yusuke Ebana), 7I.JI| E75+ ' (Makiko Egawa)
Wi 1% 2 (Sadakatsu Ikeda) . /)NJE #3523 (Kana Kobori) . K87H #5 A >* (Takuto Matsuura) .
FHE 25 3° (Atsushi Tajima), KLy {8 34 (yu Oyama), 7 H s ! (Masayuki Yoshida)

1

2

3

REURRI R AR T2

(Department of Medical Genetics, Tokyo Medical and Dental University Hospital, Tokyo, Japan)
WRUERI RSN AT/ Lis ikt

(Presicion Cancer Medicine, Tokyo Medical and Dental University Hospital, Tokyo, Japan)
R A

(Kameda General Hospital, Chiba, Japan)

BHASMEI Y=y o

(Kameda Kyobashi Clinic, Tokyo, Japan)

AR

(Kyorin University, Tokyo, Japan)
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P17-7

P17-8

P17-9

P17-10

P17-11

LRRICHITDRRBEICHIDHNABGEF/NRIVREDRRA
Clinical significance of multi-gene panel testing for thyroid cancer
OXA7 —47 (Kazuyuki Oishi)

IR > 22— FLIRFIRIRAVEL

(Divisions of Breast & Thyroid Surgery, Kochi Health Sciences Center)
DHABIEF/NRIZEETIZICHTBRCAKR/NU T > MHEE S /=36l
3 cases revealed BRCA pathogenic variants by cancer multi-gene panel testing for the
first time

Ot B0 ' (chiko Yamakita) . A< #3 ? (Hiroshi Honda)
1 JREHALEER > 2 — L ii REbE AT/ LSRRI AR
(Department of Cancer Genome and Clinical Oncology, Hiroshima City North Medical Center Asa Citizens
Hospital)
2 JRETHNTALERE R o R — e i RO INAT /) LRSI i AR
(Department of Cancer Genome and Gynecology, Hiroshima City Asa North Medical Center Asa Citizens
Hospital)

ZEEF/NRIVREICTATMEMSH2Mdouble heterozygotesz 228 7= I
Case in which double heterozygotes of ATM and MSH2 were found in a multigene panel
test

ORfEJE A %L (Yuki Fujiwara) | Ji)1] 8 '®° (Yuusaku Urakawa) | JzFH JEITGER ? (Syuujirou Sakata) |
YR B2 Ukuyo Horigut)) . 28 &FL 2 (Yuri Yano), Ki# {8 2 (Masaru Yonezawa)
TATHH fHE 3 (Kengo Kawada) . FIH (E48 * (Masaki Watow), 155 HH HEAC % (Masayo Takata)
k¥R AT 1? (Hisako Nagasaka) , 224 G ° (Ryuuta Tanimoto) , H) AT © (Satoko Nakamura)
FIPE 2554 % (Yoshie Nakanishi) . /[N35 [ 1% (Yutaka Ogasawara) , YN 52 19 (Akira Hirasawa) ,
J_E 4872 " (Kimihiro Kawakami)
1 FNSTHIRERE DT/ LER Y 2 —
(Cancer Genome Medical Center, Kagawa Prefectural Central Hospital)
2 BT R b AR
(Department of Obstetrics and Gynecology, Kagawa Prefectural Central Hospital)
3 AL T LR « N sssh e
(Department of Breast and Endocrine Surgery, Kagawa Prefectural Central Hospital)
4 )RR T ds AR
(Department of Gastroenterology, Kagawa Prefectural Central Hospital)
5 AL PRERE AR
(Department of Urology, Kagawa Prefectural Central Hospital)
6 AL HELRZ IR
(Department of Pathology, Kagawa Prefectural Central Hospital)
7 ANESL P REEE iR
(Department of Hematology, Kagawa Prefectural Central Hospital)
8 ML RE R > R — T R G R
(Department of Medical Oncology, Kobe City Medical Center General Hospital)
9 MR AREBEE RS ARE A IR RE R T B2
(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama University)

B ABIEF/NNRIVREICHESAssumed Germ line findingsICi T2 UBEDRISICDINVT
Patients' reaction to the Assumed Germ line findings in Cancer Gene Panel Testing
OitE-I: BH% (Akihiro Shinji)
ARAAR A HEE G R
(Department of Medical Oncology, Suwa Red Cross Hospital, Suwa, Japan)
HRTOZSEEF/NRIEEDERERE
Investigation of the current practice of multi-gene panel testing in our hospital
OB #67 (Yuko Minoura) | 4 1 =75 ! (Keika Kaneko) . 7)1 #33% ! (Hiromi Arakawa) .
I 22 P | (Bri Habano) |, /&7t 285 ' (Mizuki Takatsu), 148 B~ 2 (Akito Dobashi)
E )1 Z2J5 3 (Takahiro Kogawa) . A H#D ' (Arisa Ueki)
1 WA BRI R RE A R
(Clinical Genetic Oncology, Cancer Institute Hospital of Japanese Foundation for Cancer Research)
2 DAWEYEEE R
(Pathology Project for Molecular Targets, The Cancer Institute, Japanese Foundation for Cancer Research)
3 WDAMWHHUIREGE SRl RRE 2 A FBIIR RBH
(Division of Early Clinical Development for Cancer, Department of Advanced Medical Development,
Cancer Institute Hospital of Japanese Foundation for Cancer Research)
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DABEF/NRIVEEZICITOEMGPTTY U FERE LS SN BIB R EREDAEH
Comprehensive genetic approach for hereditary tumors through cancer genome profile testing

OREM #F ' (Hiroko Fujita), HIZE FE ! (Kyohei Kai), iR 52 '*® (Akira Hirasawa)
1A 3555 1 (Hideki Yamamoto) ., JEi[] Ei#3 ? (Takahiro Haraguchi) . fI1{= 7E15 ! (Yoji Wani) ,
KA Tz ! (Tami Nagatani) , 23] B * (Maki Taniguchi) , (R #1- ' (Ayako Ito)
LR 2E£CF ! Miyoko Yamane), 3 | 2! (Toyoko Inoue) . FHAT FIEH ° (Kazuo Tamura)
1 BRI AR B AR R
(Department of Genetic Medicine, Red Cross Society Himeji Hospital, Himeji, Japan)
2 IREIR TR WIRERRE
(Department of Urology, Red Cross Society Himeji Hospital, Himeji, Japan)
3 BRI AR R o EeR
(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama University, Okayama, Japan)
4 FRIRAT iR
(Certified Genetic Counselor, Shimane Prefectural Central Hospital, Shimane, Japan)
5 RAEILARE L T2t 2 —
(Genetic & Genomic Medical Center, Sakurabashi-Watanabe Hospital, Osaka, Japan)
6 SEMARARARE K E L AR
(Graduate School of Science and Engineering Research, Kindai University, Osaka, Japan)

—MRAEZ2—18 BEEHVVEII1

Poster Session 18 Genetic Counseling 1

H Kf:12H15H OR) 17:30 ~ 18:30

= B R —32(3F 315)

Date : Thu. December 15 17:30 ~ 18:30 Poster Room 2 (315, 3F)

P18-3

2T/ LIETDV —LBMESZBRULARMREZEDOFHOBMORIFICEHITDIHMIIEER
Literature review on parental perceptions related to whole genome/exome sequencing for
their children with congenital disorders

ONTIN 2E52F 1 (Mieko Takeuchi) . AR #3Z1 22 (Yuri Kitamura) . 3] FLF 2 (Motoko Watanabe) .
RAfEEs 452 2 (Ayumi Abe) . 3 FEMF 2 (Miho Isaka) . %% £ 1~ % (Keiko Goto) . FrH: [F 35 2 (Masami Arai)
1 ERERARARE EREO—R R GisAY vy v y) Hirur oL
(Clinical Genetics (Genetic Counseling) Degree Program, Graduate School of Medicine, Juntendo University)
2 NERBERKFAREBEE AR M ARE L
(Department of Clinical Genetics, Graduate School of Medicine, Juntendo University)
3 MR KBS E R Nkt

(Department of Pediatrics, Juntendo University Hospital)

NIF UM ROREMZIIZZRUEEEDORERATEDEEIC DNV TOXFRAE
Literature review of impact of individuals receiving negative results on predictive testing
for Huntington's disease

O £ ' (Harumo Osawa) . K2J1] 7 2 (Manami Matsukawa) . F[1[H] #§t{~ > (Takahito Wada) .

/N2 B W] ! (Shinji Kosugi)

1 BUREERZRE R (R R R R - SRR ) e
(Department of Medical Ethics/ Medical Genetics, School of Public Health, Graduate School of Medicine,
Kyoto University, Kyoto, Japan)

2 ENIAAIE Y V2 —RUERE AT RS R
(Natuonal Cancer Center Hospital East Department of Genetic Medicine and Service, Chiba, Japan)

3 HEBRAERYARE BEAEWIERL 7 LR
(Graduate School of Medicine Kyoto University, Department of Genomic Medicine, Kyoto, Japan)

MiFEDEEHI IV ISERICHEESXDER-HBOCKRICH T D1E-
Factors influencing the rate of genetic counseling visits among at-risk family members in
HBOC

OtE HU ! (Al Ttagaki) | FlHF & 0 12 (Sayaka Ueno) | B 7754 ! (Hiromi Sugawara)
& <A (Megumi Mukai) | 28 #E+ ' (Hiroko Yano) , {7 ML ! (Takashi Shibutani) |
JEF] #5— 1* (Koichi Hirokaga) , J& |- BKJEE ' (Takuma Onoe) . 5% F5£6f 1° (Hideki Sakai)

PRH 7ok ° (Mitsunori Morita) . YA/ 2E AT ° (Miyuki Kawamura) . FHAT FI8H ! (Kazuo Tamura)
KA g 1° (Koji Matsumoto)
1 RN AL Y 2 — B2 ER
(Department of Clinical Genetics, Hyogo Cancer Center, Hyogo, Japan)
2 SRENID AR Y 2 — T
(Section of Translational Research, Hyogo Cancer Center, Hyogo, Japan)
3 RN ALY Z— AR
(Department of Gynecology, Hyogo Cancer Center, Hyogo, Japan)
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P18-5

4 FREENIA A Y 2 — FUERSVE
(Department of Breast Surgery, Hyogo Cancer Center, Hyogo, Japan)
5 SRR At Y 2 — BN
(Department of Medical Oncology, Hyogo Cancer Center, Hyogo, Japan)

RIBXZRRICHITDEENI IV IDRIRERE
Current status and issues of genetic counseling at Nagasaki University Hospital

O B (Mami Takao), ££43)1] 1 D ? (Yuri Hasegawa), =il 4=~ (Shoko Miura)
KA FH 3 (Megumi Matsumoto) . fFHEA 78 A * (Sumito Dateki) | 25 2% ° (Tomohiro Koga) |
A 3 ° (Aya Tanaka) . F8 8 /A3 © (Kumi Matsuo) , 747 FE3F4 © (Emi Nagaishi)
SERY B (Riko Heima) . 5% & 2517 (Kanako Morifuji) . /54 A #HF- " (Noriko Sasaki)
KA 1F ® (Tadashi Matsumoto) . 2771 22— H[3 ® (Koichiro Yoshiura) ., =7 7 # (Kiyonori Miura)
1 RIRKERRE 7/ gt v 2 —
(Clinical Genomics Center, Nagasaki University Hospital, Nagasaki, Japan)
2 RRAEGE FERHE AR
(Department of Obstetrics and gynecology, Nagasaki University Hospital, Nagasaki, Japan)
3 RIFRZERwE 54
(Department of surgical oncology, Nagasaki University Hospital, Nagasaki, Japan)
4 RIRREERE R
(Department of pediatrics, Nagasaki University Hospital, Nagasaki, Japan)
5 RIRIERE U D~ FBERAR
(Department of Immunology and Rheumatology, Nagasaki University Hospital, Nagasaki, Japan)
6 RIFIEERE $ef 71 > 2 —
(Palliative care center, Nagasaki University Hospital, Nagasaki, Japan)
7 RIS EaEREEK (REER
(Nagasaki University Institute of Biomedical Sciences, Nagasaki, Japan)
8 HEMADE MAFEREEFMML > X — BTDHDK
(Division of Developmental Disability, the Misakaenosono Mutsumi Developmental, Medical and Welfare
Center, Nagasaki, Japan)
9 RIFRY BB EEETIITAT AR
(Department of human genetics, Atomic Bomb Disease Institute, Nagasaki University, Nagasaki, Japan)
HRIEEHD BV IMAS EHRE —HFICS T DERBEEPIROI-HD
izt & Z A TE DY b —
Kanagawa Genetic Counseling Study Group Multi-Institutional Collaboration for Clinical
Genetic Specialists in Region

OVE)I| B! (Tomoko Nishikawa) . 71| 153 2 (Hiroshi Ishikawa) . “-J5i S48 3 (Fumiki Hirahara) .
1| 7E—ER *® (Koichiro Tsugawa) . 8.2 [ 1% % A (Haruka Hamanoue) . 45 418 (Ohsuke Migita) |
KE B+ (Yuko Ohnuki) ., 4G T4 © (Kazumi Takahashi) | &7k $+ """ (Makiko Tominaga) ,
TE)1] #li+° Qunko Hanakawa) . B2 F #fiF '° Junko Mochizuki) | A8 2 *® (Al Motoyoshi)
% E2EF © (Yumiko Goto) . Fi A #2E '© (Naomi Araki) . il 2% ? (Hiromi Nagase)
SR H1HE 12 (Tomoo Hirabuki) . FII5 2577 1 | (Mikiko Izumi) . BIIFT £ 7 2 (Tomoko Bessho)
Y (@] ' (Kenji Kurosawa)
1 MRIESIC EeERELE 2 —
(kanagawa Children's Medical Center, Kanagawa, Japan)
2 PRI BB R v 2 — R AR
(Division of Obstetrics and Gynecology, Kanagawa Children's Medical Center, Yokohama, Japan)
3 R e g S B RO e AR
(Hospital Affairs Administrator, Hospital Administration Head Office, City of Yokohama, Kanagawa, Japan)
4 WV 7 FERRE AR - AR
(St.Marianna University School of Medicine, Division of Breast and Endocrine surgery, Kanagawa, Japan)
5 NGEALARZMIERERT BL T2 5
(Yokohama City University Hospital, Department of Clinical Genetics, Kanagawa, Japan)
6 EEARIAE AT R S m 2R
(Department of Clinical Genetics, Tokai University School of Medicine, Isehara, Japan)
7 MERCERGR T B - 7 LR 2 —
(Center for Clinical Genetics and Genome Medicine, Showa University Northern Yokohama Hospital, Yokohama, Japan)
8 WXV T VFERK B2 EH
(St.Marianna University School of Medicine. Department of Clinical Genetics, Kanagawa, Japan)
9 MFINRNL T E B EF 2 — N mGEFR
(Department of Endocrinology and Metabolism, Kanagawa Children's Medical Center, Yokohama, Japan)
10 JEHERZAEIE G Ri2 Bl
(Department of Medical Genetics, Kitasato University, Sagamihara, Japan)
11 BRI AT AL < bt 2 —
(Children's Medical Center, Showa University Northern Yokohama Hospital, Yokohama, Japan)
12 /NIRRT PE e AR
(Obstetrics and Gynecology, Odawara Municipal Hospital, Odawara, Kanagawa, Japan)
13 VLIV F YT 7= AT AHIVT T 27 — AR
(Medical Affairs, Alexion Pharma GK, Tokyo, Japan)
14 RN BB ERL 2 — B

(Division of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
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P18-6

P18-7

P18-8

P18-9

RRMRBICHITDECENEZHOABHIROEETLRBICEAFZEEADRES
Factors and Psychological Profiles of Parents of Children with Undiagnosed Diseases
OfFi% 7EIR ! (Shiho Tto), 1| BAH] ? (Hiroshi Futakawa) . ffiH 7 AH[ 2 (Kentarou Fukuda) .
(L1 B2 H 2 (Haruka Yamanaka) . ST B0, 2 (Maho Kuroda) . A< Ak > (Masataka Honda) .
K8 1850 2 (Hiroshi Yoshihashi)
1 EHEHNNEREER Y X — G
(Division of Nursing, Tokyo Metropolitan Children's Medical Hospital, Tokyo, Japan)
2 RN NS AR 2 — IRIRE SR
(Division of Clinical Genetics, Tokyo Metropolitan Children's Medical Hospital, Tokyo, Japan)
3 WEEL N AR v 2 — BRI
(Division of Clinical Research, Tokyo Metropolitan Children's Medical Hospital, Tokyo, Japan)
BETIIME7M VY —RRICBITDERHD I TARDKER  EHROME
Retrospective study of transition of genetic counseling at Kobe city eye hospital
T ST 2 (Akiko Yoshida) |, ]2 INZSF- ! (Kanako Kawai) . Jifi) 1| fB{F " (Yusaku Urakawa)
FitE 2% 13 (Akira Inaba) . R H2 '° (Satoshi Yokota) . - F%7% ° (Yasuhiko Hirami) .
EkE B (Masayo Takahashi) | 55X FiFk 1 (Yasuo Kurimoto) . FiffH 757 ' (Akiko Maeda)
1 fEisieh= 7 A & 22—k
(Kobe City Eye Hospital)
2 FUEBRAERIARIRAAIERE 7/ LR
(Graduate School of Medicine Kyoto University, Department of Genomic Medicine)
3 HUESRZEEEEE R R AR T2
(Kyoto University Hospital, Clinical Genetics Unit)
4 E T ER 22— e RYsRT S AR
(Kobe City Medical Center General Hospital, Department of Medical Oncology)

5 PhEHINIER R 2 — i Ry AR
(Kobe City Medical Center General Hospital, Department of Ophthalmology)

BEOEGRHERBEREIC [EAD] —RABMRERRGHREMECEEREZEIDISII VI
ZDORENDERHD LI T
'Communicating’ one's genetic disease to family members
Offe/\ B (Akiko Sakyw) . HIAY J5ER 12 (Katsuya Nakamura) | 257H BFE T ' (Emiko Kise)
/INES AHZE ! (Tomomi Kojima) , 7k 3% ! (So Nagai) , /N J 2 (Minori Kodaira) | 1 & 1 “*® (Tomoki Kosho)
1 EHIE AR R b B s R e v 2 —
(Center for Medical Genetics, Shinshu University Hospital, Nagano, Japan)
2 (EMIREE EZAES N R, U =T - BEDR N R
(Department of Medicine (Neurology and Rheumatology), Shinshu University School of Medicine)
3 [EINRE E2EERIR R R GREH
(Department of Nursing, Shinshu University Hospital)
4 (BN RAAES R P A=
(Department of Medical Genetics, Shinshu University School of Medicine)
5 fSHIRZ B 70 20 « > — 0 TV R
(Division of Clinical Sequencing, Shinshu University School of Medicine)
YiRICHITDHREAKRBICETORAERGZRIOER LD HDE A
Efforts to improve the quality of Presymptomatic diagnosis of neuromuscular disease at
our hospital
Ok B 75D ! (Chinatsu Kinjo), i T4l ' (Chiho Okada), JEEIE .25 ! (Mina Kashima)
W A7 (Mikako Miyata) . BV F27- 1% (Ayako Miyazaki) . 158 P50 ' (Hideaki Sawai)
1 SRR RSAR R B R
(Department of Clinical Genetics, Hyogo Medical University Hospital, Hyogo, Japan)
2 TLEEERIRZ BRI R 2
(Department of Clinical Laboratory Medicine, Hyogo Medical University, Hyogo, Japan)
3 SERERIRY: FERHE AR
(Department of Obstetrics and Gynecology, Hyogo Medical University, Hyogo, Japan)
BRACAnalysislZ & Cvariant of unknown significance (VUS)D#ERFICESHIETDH ?
What kind of counseling is ideal in case of variant of unknown significance by
BRACAnNalysis?
OE A #2735 (Takeshi Miyamoto) , i/ %~ (Kyoko Sato), Ml JE5A (Yasuhiro Yanagita)
BESSUNI DS At > & — SRR R
(Department of Genetic Counseling, Gunma Prefectural Cancer Center, Gunma, Japan)
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—MERRAZ2— 19 ERFRIE(GF 2

Poster Session 19 Clinical Genetics 2

H Ff:12H16H (&) 17:30 ~ 18:30

= Bt RAZ—241(F 301+302)

Date : Fri. December 16 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

ICEEIN SRRt F RREN R RIS B BSCNTABIETF O/ 7 > M
Variant evaluation of the SCN7A gene in familial hemiplegic migraine
OZH 57 ! (Haruka Tada) , [#HF A AT * (Daisuke Danno) . pHS FHEL '*® (Kazumasa Saigoh)
Johanna Wolff°, /N WD ¥ 2 (Itsuki Oda) | JI| T~ FEH A ! (Norihito Kawashita) .
SERS A (Makito Hirano) . ZEJ[| BL® (Makoto Samukawa), 7Tk 234K 1 (Takao Takeshima) .
=4t 1.2 3 (Yoshiyuki Mitsui) , 7k 5% ° (Yoshitaka Nagai) . JtA EE#]® (Shigekazu Kitamura) |
## 3¢ ® (Susumu Kusunoki)
1 EBICERERT SR G AR Bl
(Department Graduate School of Science and Engineering, Kindai University)
2 EECEREE AL T SRR
(Genetic Medicine Department, Kindai University Hospital)
3 IR e R
(Neurology, Kindai University Hospital)
4 EIRERE AR SR > 2 —
(Migraine Center, Neurology, Tominaga Hospital)
5 TREERRLRSAEEE AR R
(Neurology, Hyogo College of Medicine)
6 FEEIE AR Rt R
(Neurology, Konan Kakogawa Hospital)

HFCELDRARETRLCowdenfE R D 1R%
A family history of Cowden's syndrome with different phenotypes in parents and children

ORZE T-5 ' (Chiaki Tenkumo) . {E[ 4G 2+ 2° (Uiko Hanaoka) . 25 P4 i {8 2 (Ayumi Kozai) |
kG & < % (Megumi Ishibashi) . FHHI 3242 % (Tamaki Tanaka) . #EFH %5 #° (Tomohiko Tsuruta)
75 BHE 2 (Kenji Kanenishi) . 1PN BLHH2% ® (Mayumi Ikeuchi) | FifE5 B > (Noriko Abe)

SKJE {75 ° (Yuka Yonehara) | [T 24T *° (Kensuke Kumamoto)
1 &Rk pElm AR

(Sanuki Municipal Hospital, Kagawa, Japan)
2 BNIREEE AR R il FE I 2 I AR

(Department of Perinatology and Gynecology, Kagawa University Graduate School of Medicine)
3 ENIRALE AR - FUBRN TR 2

(Department of Breast and Endocrinological Surgery, Kagawa University Graduate School of Medicine)
4 FNIRZEEZEHE L ARIIRLE

(Department of Gastroenterological Surgery, Kagawa University Graduate School of Medicine)
5 FNIREELAAI BRI RIR ST/ LBkt

(Department of Clinical Genetics, Kagawa University Hospital)

BHREMH 77 L Bh SNeurofibromatosis type 1 & 5B &t 7= 5K i& 5l

A family case with a diagnosis of Neurofibromatosis type 1 from benign familial cafe-au-

lait macules

O Al ' (Daisuke Nakato) , /NEf /A2 # (Tkumi Ono), —ZH /AZE T2 (Kumiko Misu)

LI 2R T ' (Mamiko Yamada), $5A ZE A ! (Hisato Suzuki) | = 448 ! (Fuyuki Miya) ,
TSP {8 R5f2 (Toshiki Takenouchi) | /NI fEHERER ! (Kenjiro Kosaki)
1 BESRSIOCE A RKE R v 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
2 BEMEFRIR A
(Keio University Hospital)
3 BEMERZE R NARAE
(Department of Pediatrics, Keio University School of Medicine)
B BFADVHLEESOREOHS

Report of Japanese VHL genetic test

OHF Bt5] ! (Kenji Tamura) , 435 596 2 (Yuki Kanazashi) . Fijlls FIfk ? (Kazuaki Maejima)
& HE ' (Shingo Ashida), JI[FH THH ' (Chiaki Kawada), 3¢ & i ' (Takashi Karashima) |
115 —BR ' (chiro Yamasaki) . /[MVfZ 48— 2 (Shunichi Kosugi), & HIA[th 2 (Chikashi Terao)
HEIN 5255 2 (Yukihide Momozawa) . 3 [+ 7551 ! (Keiji Inoue) , BT AHB ! (Taro Shuin)
HaJ 1] 2] ? (Hidewaki Nakagawa)

1 IR A8 WIRARF 2l P

(Department of Urology, Kochi Medical School, Kochi University, Nankoku, Japan)
2 PUESANTEAT AR R A g v 2 —

(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
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P19-7

P19-10

Prader-WillifEfRBEE LTD 740 =7y THICAFILEHERIC K AngelmanfE (R BE & SSRTE M f-
161
A case of Angelman syndrome diagnosed by methylation test during follow-up as Prader-
Willi syndrome
O Fili J#iA ' (Mayu Shimoyama) | /5 8] ' (Tsutomu Ogata) . =A< fgt ' (Takeshi Miyamoto)
/INE: B 2 (Risa Kojima)
1 EREgRL Y 2— 7 Lt 2 —
(Genome Center, Hamamatsu Medical Center)
2 EMBERIREBE AR AR T2
(Clinical & Molecular Genetics Center, Hamamatsu University School of Medicine)
HERN SN REEITBREZRD. BUORBERHI/NMNEDAB
4 cases who have overgrowth from at birth to early childhood, and different diagnosis
OB 2! (Mika Nakajima), A = 2 (Tohru Ohta)
1 ki A IS A e B v o le /N AR
(Department of Pediatrics, Hakodate Central General Hospital, Hokkaido, Japan)
2 BB ERRE SO o 2 —
(The Research Institute of Personalized Health Sciences Health Sciences University of Hokkaido, Sapporo,
Japan)
1) R RSP E SRR i 7 2 i 1T L /- RES M I FLERT 2 0 — 6
2 case reports of bilateral breast cancer had risk reducing salpingo-oophorectomy
OXfrp 228 "2 (Miki Takenaka) . [1{[7] 2545 # (Miki Yamaguchi) | {32 5% ' (Hidetaka Watanabe)
FAJ fd5% 12 (Kensuke Tajird) , #5111 EHE ® (Goro Yokoyama) , = J5 3 ACH[* (Yutaro Mihara)
LT 6+ Rin Yamaguchi), FHH' B ! (Maki Tanaka), 777K F A 2 (Yoshito Akagi)
1 JCHO AR &bt FLIRS MR
(Department of Breast Surgery, Japan Community Health Care Organization, Kurume General Hospital,
Kurume, Japan)
2 INRRIEABRZAGR SV Rk e
(Department of Surgery, Kurume University School of Medicine, Kurume, Japan)
3 kIRFAWIRII =Y
(Yokoyama Breast Surgery Clinic, Kurume, Japan)
/N SN U R e Y
(Department of Pathology, Kurume University School of Medicine, Kurume, Japan)
5 AEPRRPEE R V2 — AR
(Department of Pathology, Kurume University Medical Center, Kurume, Japan)
Secondary MDS harboring 1(16;21)(q24;922.1) and PPM1D mutation after chemotherapy
for peritoneal cancer
O7'E¥ {#HH (Noriaki Kawano) . 47t A5 (Ikuo Kikuchi)
BT B IR R e R
(Department of Internal Medicine, Miyazaki, Japan)
YURICHITDIMRERE IS TIHEEHERAZBERBOREDR
A study of homologous recombination deficiency in ovarian cancer patients in our hospital
OdbE BHE&+ ! (Yuriko Kitajima) | 57k T-% ' (Chiharu Tomonaga) . 152 B 2 (Mami Takao) .
it b =1 (Toru Murakami), 31| @ O ' (Yuri Hasegawa), =i 2+ ' (Shoko Miura)
= (Kiyonori Miura)
1 RIRRE AR
(Department of Obstetrics and Gynecology, Nagasaki University, Nagasaki, Japan)
2 RIWRYBIZAD ) 2 TEM
(Genetic Counseling Unit Nagasaki University, Nagasaki, Japan)
XE M) VMiE < DRICHITDMFGF23#ik (TOZXY ) AEMRDEE
Efficacy of Burosumab, a monoclonal antibody to FGF23, in patients with X linked
hypophosphatemic rickets
OMIK tHi-F (Hiroko Kashiwagi), JiiFH Al (Daisuke Harada), _[-|[| Z& (Kaoru Ueyama)
1L1HH %82 (Hiroyuki Yamada), 7&% {£f (Yoshiki Seino)

s 2 e B REHEMERERS (JCHO) KB /At
(Japan Community Health care Organization (JCHO) Osaka Hospital, Osaka, Japan)
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PHF6EZFRE |- & BBorjeson-Forssman-LehmanniEfig 8D —15|
A patient of Borjeson-Forssman-Lehmann syndrome caused by PHF6 gene variant

O1lyd BE2H ! (Haruka Yamanaka), —)[| 81,F] ! (Hiroshi Futagawa) , = || {fi{#F 2 (Sahoko Miyama) |
H Bl ' (Maho Kuroda) . % 25 2 (Shiho Tto) . #&H] #5AER ! (Kentarou Fukuda) .
K6 T8 ! (Hiroshi Yoshihashi)
1 TN S R > 2 — AR RS R R
(Department of Human Genetics, Tokyo Metropolitan Children's Medical Center)
2 HEHENTNRIESEE > 2 — MRENE
(Department of Neulorogy, Tokyo Metropolitan Children's Medical Center)
3 WIS R ERE v & — Gl
(Department of Nurse, Tokyo Metropolitan Children's Medical Center)

JEEP  PTEN&E{G FEIEMacrocephaly/autism syndrome® 24
A clinical report of macrocephaly/autism syndrome with heterozygous mutation in the
PTEN gene

Oz 2258 2 (Yasutsugu Chinen) . {ififst E{E5 ' (Sadao Nakamura) . #jl /AFE+-3 (Kumiko Yanagi)
P £ 3 (Tadashi Kaname) | 5 Bff . * (Kenji Naritomi) . F1JY 74— "2 (Koichi Nakanishi)
1 BRBRRS: KAERRIRSAITERE T R 2l
(Department of Child Health and Welfare (Pediatrics), Graduate School of Medicine, University of the
Ryukyus, Nishihara, Japan)
2 BRERRCARE Bn A Y TR
(Genetic Counseling Unit, University of the Ryukyus Hospital. Nishihara, Japan)
3 [ENIRE R 2 —
(Department of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
4 PRERERE R 2 —
(Okinawa Nanbu Habilitation and Medical Center, Naha, Japan)

—fERRAZ—20 FYEE?2

Poster Session 20 Rare Disease 2
H KF:12H16H (&) 17:30 ~ 18:30
2 R Z—2 1 (3F 301+302)
Date : Fri. December 16 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

£RBEHISEEDOHRYNEEEZUMECP2ERERH-ER2H
Two case of MECP2 mutation in a boy with severe neurological abnormalities from neonatal

O 10 ' (Naoki Yamada), J158 — B[ ! (Ichiro Kuki) . 35 B3 ! (Kouhei Matsubara) .
Fil] BLDF- 2 (Risako Ishioka) | Yt 8 < F 1% (Megumi Nukui) | [+ FE] ! (Takeshi Inoue)
[t 175 fiff 2 (Shin Okazaki) | 3 V5> (Kiyoko Amow) . #4J1| TFAE * (Masao Togawa)
kS 1B (Satoru Takahashi) . fI% Y&/Z © (Mitsuhiro Kato)

1 RBRIRE R > 2 — N R

(Department of Pediatric Neurology, Osaka City General Hospital, Osaka, Japan)
2 R aEgRt > 2 — NESEER

(Department of Pediatric Linguistic, Osaka City General Hospital, Osaka, Japan)
3 KBRiIRR A ER L 2 — NERCE - ERYER

(Department of Pediatric Linguistic, Osaka City General Hospital, Osaka, Japan)
4 [EFREERE NER

(Department of Pediatrics, Iseikai Hospital, Osaka, Japan)
5 JEJNERERY: NEF

(Department of Pediatrics, Asahikawa Medical University, Hokkaido, Japan)
6 HARIZEEE AT /N 2l e

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

NFE2L2IBIEFOMBRNNI 7V M EESN-HERRECOEESREEEZETD
A case of recurrent headache and white matter abnormality in MRI due to novel NFE2L2 variant

ORIgs £ith ! (Tetsuya Okazaki) . HA} #3F- % (Yuko Nakamura) . FEBF [5— 2 (Yoichi Mino)
LI &7 * (Nanako Yamada) , FiA %57 ! (Chisako Aoki) | 553§ HL+-'° (Noriko Kasagi) |
TEV7 Fifik ' (Kaori Adachi) | BEL/K 7T B2 7 (Eriko Koshimizu) , B HAF 7 (Satoko Miyatake) |
KAAS T3 7 (Naomichi Matsumoto) , $#Eii7 2 '® (Eiji Nanba) |, f{ij3E 2554 " (Yoshihiro Maegaki)
1 BHOCEE A ST 8L T2
(Division of Clinical Genetics, Tottori University Hospital)
2 JSHORYE BE2EER R piit N ERE
(Division of Child Neurology, Department of Brain and Neurosciences, Faculty of Medicine, Tottori University)
3 SR RS N
(Division of Pediatrics and Perinatology, Department of Multidisciplinary Internal Medicine, School of
Medicine, Tottori University Faculty of Medicine)
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4 SHUE RAAHS RE R
(Division of Dermatology, Department of Medicine of Sensory and Motor Organs, School of Medicine,
Tottori University Faculty of Medicine)
5 SO RS GREARE BEE
(Department of Fundamental Nursing, School of Health Science, Tottori University Faculty of Medicine)
6 SHUREE WIEHEERAII R o 2 —
(Research Initiative Center, Organization for Research Initiative and Promotion, Tottori University)
7 RUEETNLRYE REAFEEZAVIIR R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama)
8  ISHUKE WIFEHEME S
(Research Strategy Division, Organization for Research Initiative and Promotion, Tottori University)

P20-3 AEERNEETHOAEBPIDFMNIZ U MILDHABKI—-SR - F U OREREED
A5
Sparse scalp hair in a woman with Ehlers-Danlos Syndrome caused by biallelic
pathogenic variants in AEBP1
O7kF 912 (So Nagai) . (1171 22 "> (Tomomi Yamaguchi), #k J&ZRE[S ° (Shujiro Hayashi) |

Pl HHZ © (Akihiko Uchiyama) . J5$/K $§— B3 ¢ (Setichiro MotegD) . %1 5H#g * (Tomomi Fujikawa)
L B! (Yuri Takiguchi) . 5 #1127 (Tomoki Kosho)
1 ASHIRE AR R e B s T R v 2 —
(Center for Medical Genetics, Shinshu University Hospital)
2 NGSD7'm¥ =z b2
(Problem-Solving Oriented Training Program for Advanced Medical Personnel: NGSD (Next Generation
Super Doctor) Project, Matsumoto, Japan)
3 EMRZEELAAEG R AR
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
4 ENRZEEZER T U =)L« & — 0 TV R
(Division of Clinical Sequencing, Shinshu University School of Medicine, Matsumoto, Japan)
5 JRIIE RIS 2 KRG R e
(Department of Dermatology, Dokkyo Medical University, Mibu, Japan)
6 HEBREERLB R AR R R
(Department of Dermatology, Gunma University Graduate School of Medicine, Maebashi, Japan)
7 ASINREEARIZE SR > 2 —
(Research Center for Supports to Advanced Science, Shinshu University, Matsumoto, Japan)

P20-4 Vascular Ehlers-Danlos syndrome with deep-vein thrombosis : a case report and review of
the literature
O Ve (Haipeng Huang) . At 25+~ (Yukiko Itaya) . J=f fE—E[S (Shinichirou Yabe), {544 %% (Yasushi Takai)

SRR BRI Y 2 — TERAR
(Department of Obstetrics and Gynecology, Saitama Medical Center, Saitama Medical University, Kawagoe, Japan)

P20-5 BHIN AR %% £ L/-Bosch-Boonstra-Schoaf optic atrophy syndrome® 1|
A case of Bosch-Boonstra-Schoaf optic atrophy syndrome with periodic crankiness
ONPY fili-F 3 (Noriko Onishi), A fj[14% ? (Kana Hiromoto) , £ 5K "*° (Naoya Morisada)

{FEAE TS T (Keisuke Saeki) . TPt Bk 5 (Kandai Nozu)
1 RJEENTC &8kt R ER

(Department of Clinical Genetics, Hyogo Prefectural Kobe Children’s Hospital, Kobe, Japan)
2 FRNLC Eodmly 7/ LERE Y X —

(Department of Genome Medical Center, Hyogo Prefectural Kobe Children’s Hospital, Kobe, Japan)
3 SERENLPHEER Y 2 — NER

(Department of Pediatrics, Hyogo Prefectural Tamba Medical Center, Tamba, Japan)
4 Pl ERREEE IR

(Department of Pediatrics, Nishiwaki Municipal Hospital, Nishiwaki, Japan)
5 PFREE KRR ERZETTER BRI R 2255 2

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

P20-6 ARID2BIRFICHR/NI 7 Vb aRORRPIFAHEEZ2EL /20702 - 2V REERBEERD 16
Coffin-siris syndrome with persistent open anterior fontanelle in a boy arising from a
novel de novo ARID2 variant
OFE] ¥ ! (Aya Goji), FREF 2 ? (Hiroyuki Morino) | [/ FH #HZ% ' (Asami Okada)

A FESHK ! (Tatsuo Mori) | ZHH fHi— " (Kenichi Suga), /NS #3FE+ ' (Yumiko Kotani)
L PREE® (Rie Seyama), PNIL FHEE ** (Yuri Uchiyama) . K4S [E58 ® (Naomichi Matsumoto)
1 PEERZERE N IER
(Department of Pediatrics, Tokushima University, Tokushima, Japan)
2 PR EERmES
(Department of medical Genetics, Tokushima University, Tokushima, Japan)
3 BURANLRYARABE KA ALY
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
Ot ER N b U S NG

(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
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P20-7

P20-8

P20-11

MSTO1Z |- XS mitochondrial myopathy and ataxia M3l
Three patients with mitochondrial myopathy and ataxia due to pathogenic variants in
MSTO1

ORA {12 12 (Nobuhiko Okamoto) , P& FEFEF- ! (Eriko Nishi), &)1 f& T~ ' (Yuiko Hasegawa)
BT A3 (Fuyuki Miya) | /NI 0B ® (Kenjiro Kosaki)
1 KRBrREFEERR > 2 — B nR2
(Department of Medical Genetics, Osaka Women's and Children's Hospital)
2 RBREF-PERRE > 22— W5
(Department of Molecular Medicine, Osaka Women's and Children's Hospital)
3 BEERSANZ WREIRE 2 —

(Center for Medical Genetics, Keio University School of Medicine)
XEH/NI7 2 FDOBRIZHITDACMG/AMPHA RS54 DEET DR E
Need for revision of the ACMG/AMP guidelines for interpretation of X-linked variants
OF I B 12 (Yoko Inoue) . HTFH & '* (Osamu Machida) | [L7s {825 2 (Toshiyuki Yamamoto)
1 BB FERKRER AR Sei/E R E GO 8 AR

(Division of Gene Medicine, Graduate School of Medical Science, Tokyo Women's Medical University,
Tokyo, Japan)
2 WHTERARE T/ LigHiR
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
3 HEULFEREREE ANRE
(Department of Pediatrics, Tokyo Women's Medical University, Tokyo, Japan)

BERI U ERDSEZ=DRERRICDONTORE
The meeting of family support groups for children with Down syndrome and their parents
in Saitama

OB B ' (Yuki Sawada) . AT ZFER T ' (Miwako Kizumi) | /N ZEFT ' (Miwa Kobayashi)
K KA (Daiju Oba) | FH . B2 (Mariko Sagara) , /NAH 7N 2y 2 (Sayuri Oda)
YR 8 2 (Yuki Hotta) . 3 37~ 2 (Etuko Sakasai) . AHKE 1852 ! (Hirofumi Ohashi)
1 ERESNEER© 2 — B85
(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
2 BiRRSNRER Y Y 2 — BIERESE
(Division of Medical Genetics,Saitama Children's Medical Center, Saitama, Japan)

ETV6 germline pathogenic variant& XEBHAFEN AU 2O DEEE
Correlation of ETV6 protein localization changes with colorectal cancer in patient with
ETV6 germline pathogenic variant

O#48 M~ 123 (Akito Dobashi) , E ¥ Ffd % (Yuki Togashi) . FEH5 4 12 (Satoko Baba) .

L7 575 (Keika Kaneko) . 71| #32% ® (Hiromi Arakawa) , TE#EF 255 3 (Eri Habano)

PN B E 12 (Kengo Takeuchi) . THF i+ * (Akiko Chino), JA[[] {3 2 (Hiroshi Kawachi) |

WA B3 (Arisa Ueki)

1 DS EE AN ATIZE R DA 7 TR0y = 7 b
(Pathology Project for Molecular Targets, The Cancer Institute, Japanese Foundation for Cancer Research,
Tokyo, Japan)

2 DASWEENDAWITES WY ABIEZERT S B
(Division of Pathology, The Cancer Institute, Japanese Foundation for Cancer Research, Tokyo, Japan)

3 DA EE D AWIGE S DS AR IR BRE R E 7
(Department of Clinical Genetic Oncology, The Cancer Institute Hospital, Japanese Foundation for Cancer
Research, Tokyo, Japan)

4 DA EEAD AW DA N R E R
(Departments of Gastroenterology, The Cancer Institute Hospital, Japanese Foundation for Cancer
Research, Tokyo, Japan)

FY - REMERBMTEHED DY — 2P LEEDERICE DDYRK1A-related intellectual
disability syndrome®z2#
Diagnosis of DYRK1A-related intellectual disability syndrome using IRUD-P

OMJE BiE 2 (Yoshihiro Maruo) , JJE7T & % T 2 (Saeko Katsumoto) . FHJI| 525 ' (Koji Tagawa) .

& Y52 ' (Hidemi Tsutsub) . 354 50 ! (Atsushi Tsukamura) . - #1H ! (Shizuyo Nagai)
Kok va.2 3 (Katsuyuki Matsui) . /[N fdERER 4 (Kenjiro Kosaki)
1 WBERRY: R /NR e

(Department of Pediatrics, Shiga University of Medical Science, Otsu, Japan)
2 WHEERIRE R BRI

(Department of Clinical Genetic Counseling, Shiga University of Medical Science, Shiga, Japan)
3 WS R > 2 — NI TR R R

(Department of Endoclinology, Metabolism & Diabetes, Shiga Nedical Center for Children, Shiga, Japan)
4 BEIERE RAAES R AR > 2 —

(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
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P20-12 HRASEEFICHMIREZNUFZ b (p.Gly13Ala) ZREE L EiECostellofE R
A novel missesense HRAS variant (p.Gly13Ala) in a patient with the mild form of Costello
syndrome
OF5EAR B! (Sumito Dateki) . JI[#] 3 ! (Haruka Kawamura) . A%)1] AZBH ! (Midori Motokawa) |
PR 7452 1 (Hiroyuki Moriuchi) | 147 1&iifi 2 (Yuusuke Goto) . FiAR PEF-2 (Youko Aoki)
1 EBRERZEERE NRE
(Department of Pediatrics, Nagasaki University Hospital, Nagasaki, Japan)
2 HAERPARABEE AR ISR BURIEF AT EY
(Department of Medical Genetics, Tohoku University School of Medicine)

—MRRRAZ— 21 REEF 2

Poster Session 21 Neurogenetics 2

H E:12H16H (&) 17:30~ 18:30

2 b RA&Z—215 1 (3F 301+302)

Date : Fri. December 16 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

P21-1 BT/ L=TVRACEBTINVINAT—RHRICEHELIMIKLERFOEFAICHENZ
MBELNITPIDER
Whole-genome sequencing reveals novel ethnicity-specific rare variants of MLKL
associated with Alzheimer's disease
OARN #75! (Tetsuaki Kimura) | FEiE #3H1 ! (Yuya Asanomi) . FA1] ELAER ! (Shintaro Akiyama) ,
YERR BHD ! (Risa Mitsumori) . ZR[E] [% 2 (Takashi Morizono) . it FH {21 (Shumpei Niida) ,
F2il 75— 12 (Kouichi Ozaki) , 7K K% 2 (Daichi Shigemizu)
1 ENIRABERTI L VR — T AT« VT Lk 2 —
(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
2 BUEAwreir LAt v 2 —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
3 BENLEAFERIEY 22— AT RS HEER M > 2 —
(Core Facility Administration, Research Institute, National Center for Geriatrics and Gerontology, Obu, Japan)
P21-2 REDZMZREELTERNY I IERELE INTORSHHTRATEER/MIER] D
RFH
A case of "heterozygous HTRAT related cerebral small vessel disease" in an eldest
daughter whose diagnosis prompted her to seek genetic counseling
O B (Natsumi Watanabe) | 185 #8512 (Setsu Sawai) . #2111 {1 1 (Atsuhiko Sugiyama)
A% HEMY 2 (Masahiro Mori) . 22 B\ 2 (Manato Yasuda) . /|NEF=F 2 (Osamu Onodera) .
At B 3 (Masahiro Uemura) . BHE B d5 | (Mizuka Sekine) . FHEY 724 ! (Emi Utsuno) .
)1l 252 '° (Tomohiko Ichikawa)
1 TIEREE LRI BRI - r2 5l
(Department of Genetic Medicine, Chiba University Hospital, Chiba, Japan)
2 T HEREEIE AR el et A R
(Department of Neurology, Chiba University Hospital, Chiba, Japan)
3 TR EEME T R AR R AR P i AR 2 00 7
(Brain Research Institute Clinical Neuroscience Branch Department of Neurology, Niigata University, Niigata,
Japan)
4 HHEREBER 2 — R R AR
(Department of Neurology, Toho University Sakura Medical Center, Chiba, Japan)
5  TEERAE AT AR IR s R
(Department of Urology, Chiba University Hospital, Chiba, Japan)
P21-3 ROWERBAZ7F 7 (IRUD) ZIZHEICEEHT - SABN A TELERMHENERED 16
A case of congenital myasthenic syndrome diagnosed by trio based whole-exome
sequencing
OJF ] B! (Kohei Haraguchi) . B #El ! (Tatsuharu Sato) . fFHEA 78 A ' (Sumito Dateki)
=8 B ? (Mami Takao), =B [#:2 3 (Hiroyuki Mishima) | 75 7ffi 2%—K[ ® (Koh-ichiro Yoshiura) ,
R 1552 ' (Hiroyuki Moriuchi)
1 R AR N
(Department of Pediatrics, Nagasaki University Hospital, Nagasaki, Japan)
2 RIERMEREEE 7/ Lty 2— #inhy & v 7N
(Department of Genetic Counseling, Nagasaki University Hospital Clinical Genomics Center, Nagasaki, Japan)
3 RIS AT NS

(Department of Human Genetics, Atomic Bomb Disease Institute, Nagasaki University, Nagasaki, Japan)
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P21-4 BMTADA. . BBRZEL/DNMILEED 153 RH|
One-year-old boy with DNM1L mutation presenting with intractable epilepsy and
hypersensitivity to light and sound
ORA 453 1 (Ayumi Matsumoto) . {3t ZEfl] | (Hidetoshi Tsuda), JH [JZ ? (Takahiro Ikeda) |
TN #27 2 (Akihiko Miyauchi) | K811 J7 H1Z% 2 (Marina Hashiguchi) . 'JFH 475 2 (Yukifumi Monden)
] 172 ' (Yukinobu Kutsuwada) . 3% F175 | (Kazuhisa Watanabe) . F#% —7£ 2 (Kazuhiro Muramatsu)
/N {2 (Hitoshi Osaka) | 578 #47Z ' (Sadahiko Iwamoto) , [L[J S%ff # (Takanori Yamagata)
1 EHRERKY B NEEE A
(Department of Human Genetics, Center for Molecular Medicine, Jichi Medical University, Tochigi, Japan)
2 EAERASE A R
(Department of Pediatrics, Jichi Medical University, Tochigi, Japan)
BRI #RANU7 MRS BERAREEIERESZ MO T, —0—f
A Case of Adolescent-Onset Adrenoleukodystrophy with a novel variant in ABCD1
OKXKE BT "2 (Yuko Ohnuki) . 257K F#1F ' (Mizuho Suzuki) . JHIR 2 "2 (Ai Unzaki) .
7K it 3 (Atsushi Mizuma) . 77 7% 2 (Kei Takeshita)
1 BERE 2RSS SR e R R R B
(Department of Medical Ethics, Tokai University School of Medicine, Kanagawa, Japan)
2 HUERFEAEBA @R B TR R
(Department of Clinical Genetics, Tokai University Hospital, Kanagawa, Japan)
3 RN BRAES WRPER bRl

(Department of Neurology, Tokai University School of Medicine, Kanagawa, Japan)

—MRIRAZ—22 BIRE - LIERRBEF

Poster Session 22  Urogenital Genetics

H W 12H16H () 17:30 ~18:30

2 b RAAZ—215 1 (3F 301+302)

Date : Fri. December 16 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

REHREREDOE M/ IORBREETIVEMICSITDBEENSBNA IO R IEHOBRT
Integrated Analysis of Human Genomics Information and Renal-Specific Mult-omics
Information in Animal Models on Urolithiasis

OFA Z2iili ' (Ryosuke Chaya) . FH A1 "% (Kazumi Taguchi) . ZE7T. {84~ ' (Yasuhito Sue)
RS &' (Tatsuya Hattori) |, [ FH AHEC ' (Tomoki Okada) . JEAs J& 3 ! (Shuzou Hamamoto)
L2 55T ' (Ryosuke Ando) | [if] FH {5 ! (Atsushi Okada) , ZZf 22J# ' (Takahiro Yasui)
[ fig 2345 (Yukinori Okada)
1 2l RN AR ENIZER B - WIRARE T
(Department of Nephro-urology, Nagoya City University Graduate School of Medical Sciences, Nagoya, Japan)
2 KRBUORZEEZRWITLR BEHET 2
(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Suita, Japan)
3 RBRRMESEETO YT« Vit 2 —
(Laboratory for Innate Immune Systems, Immunology Frontier Research Center (iFReC), Osaka University,
Osaka, Japan)
4 BERERARGE ARIFER AR
(Department of Genome Informatics, Graduate School of Medicine. The University of Tokyo, Tokyo, Japan)
5 BUEARIEITE G IER AT v 2 —
(RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)

YREFRgr/grif/MRKIIBEFEREREICEKDIEHFAAREICZLED D,
Y chromosomal gr/gr-duplications are common in Japanese patients with complete
spermatogenic failure

OFPE IES ! (Yuki Muranish) . 885 FH52 T~ (Yuko Fukud . EfF £ ! (Satoshi Tamaoka) .

HREB 75 ! (Atsushi Hattor) . i 28 ' (Aki Ueda), SR JT#143 ! (Erina Suzuki) |

HyJE 2+ ! (Keiko Matsubara) . HLAR [ 2 (Yoko Kuroki) . &7 B34 ' (Mami Miyado)

S K2 3 (Toshiyuki Iwahata) | /[NJiit 37 2 (Yoshitomo Kobori) |, EH, Bifd ' (Maki Fukami)

1 ENLRCE BRI 2 — AN IS
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)

2 ENIHEBERIGEY Y 2 — T LRSS
(Department of Genome Medicine, National Research Institute for Child Health and Development, Tokyo,
Japan)

3 BBERR AR KRRy 2— )T aR sy g vy 2—
(International Center for Reproductive Medicine, Dokkyo Medical University Saitama Medical Center,
Koshigaya, Japan)
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p22-3 SRRFERNREDERETFNEGEVIETARRORERERZBICRFMERIEEEZETL . —F)
A case of familial Mediterranean fever diagnosed with menstrual fever after laparoscopic
surgery for endometriosis
O {3241 ! (Yoshinari Matsumoto) ., FHIR 357! (Reiko Tasaka), H1)1] 7' (Tomoko Nakagawa)

SEF f£ ! (Satoshi Shibata) . H[T] E3 ! (Masaaki Deguchi) ., P F1H. % (Kazumasa Saigoh)
1| 72 (Atsuko Tkegawa) , i 8.2  (Toshiyuki Seto)
1 N R RGR B pEbm AR
(Department of Obstetrics and Gynecology, Kishiwada City Hospital, Osaka, Japan)
2 SEERAERE B R
(Kindai University Hospital Department of Clinical Genetics)
3 RBRRVIRYPARZABEE AR BRE R

(Osaka Metropolitan University Graduate School of Medicine, Department of Medical Genetics)

—MgRRAZ2—23 KXAHEE

Poster Session 23 Inborn Errors of Metabolism

H E:12H16H (&) 17:30~ 18:30

= R Z—241 (BF 301+302)

Date : Fri. December 16 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

P23-1 25/ Lo—7 REFISHERIC K UBRREZENREERNZERI’RES NI A—TILo 0Oy TRED—H
Maple syrup urine disease due to a paracentric inversion, identified by whole-genome
sequencing and FISH analysis
O 7257 12 (Katsuyuki Yokoi) , H1E: BEF- ! (Yoko Nakajima) . 2B %A ! (Yuta Sudo)

EHA 5% (Tasuku Mariya) | JA[AT PHEL 2 (Rie Kawamura) | 52 BELA] - 2 (Makiko Tsutsumi) |
FitdE 75 A\ ? (Hidehito Inagaki) . 75| 753 ! (Tetsushi Yoshikawa) , i #7158 | (Tetsuya Ito)
B8 15152 (Hiroki Kurahashi)
1 BREEERIRAE PR2EES NIARE
(Department of Pediatrics, Fujita Health University School of Medicine, Toyoake, Japan)
2 BEHBERRY: A ERPEIT 7R
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University)
3 ALIRIERIR: E2AHS E IR ARE 5
(Department of Obstetrics and Gynecology, Sapporo Medical University School o f Medicine)

p23-2 777 —iRSHSICHS TS, RPN —/MEEBRFIRERRO—HE
Urine Mulberry body is consistent with genetic testing for the GLA gene in patients with
Fabry disease

Ok} sk 12 (Katsuya Nakamura) , B 7fH B 51~ 13 (Emiko Kise) , 7)1 Bij& ' (Masumi Ishikawa) |
A Fkd ! (Saki Mukai) . 7172 HHE * (Yuka Takezawa) . £4HY %&571* (Yuika Natori) |
=i 30 * (Akari Miyazaki) | HHY #3—E * (Youichiro 1de) | 73] Bip * (Mayu Takebuchi) |
L nZs* (Kana Nanato) . i B * (Mizuki Katoh) ., $AAK F5E ! (Harue Suzuki) |
T M2 (Tomoki Kosho), BEJE: FLRS 2 (Yoshiki Sekijima)
1 EMRE 2B R b B R v 2 —
(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
2 EINRAE B iR, ) < T - IBIEDR AR
(Department of Medicine (Neurology and Rheumatology), School of Medicine, Shinshu University, Matsumoto, Japan)
3 SN E2EERIR R Rl BRER
(Department of Nursing, Shinshu University Hospital, Matsumoto, Japan)
4 ASINRE 2RI e et Bl PR E
(Department of Laboratory Medicine, Shinshu University Hospital, Matsumoto, Japan)
5 (EMRZEE BRZANS EIREAHE
(Department of Medical Genetics, School of Medicine, Shinshu University, Matsumoto, Japan)
77 TV —RICBIF B VIR — IO EIE IS DUV TORET
3-dimensional structure of urinary malberry cells in Fabry disease

ORFK FOFL ! (Kazuyo Kiribayashi) | J&iFH #—Ef % (Yuichirou Harada) | it 172 2 (Tomohiro Umezu)
fitE B+ ' (Natsuko Inagaki) . FELFH i # (Masahiko Kuroda)
1 BEERK AR BE gkt v 2 —
(Clinical Genetics Center, Tokyo Medical University Hospital, Tokyo, Japan)
2 BHERIRSE 77 1B ) B
(Department of Pathology Tokyo Medical University, Tokyo, Japan)
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pP23-4 MERZROV—ZVJBRBICR DI D T7 T —HED—F%
A family of Fabry disease found through newborn screening
OAH 7535 12 (Hiromi Nyuzuki) | J2HEF EXJCE[ ! (Kentaro Sawano) . 42 Z8 4t ! (Nao Shibata)
E IR 746 (Keisuke Nagasaki)
1 HRIRCEEE A Bl /N IRE
(Department of Pediatrics, Niigata University Medical and Dental Hospital, Niigata, Japan)
2 FHRRCAE R ERR A 7/ LIRS BHRE g > X —
(Center for Medical Genetics, Niigata University Medical and Dental Hospital, Niigata, Japan)
P23-5 ARERINRBICHIDF/NIIIN AT —ET IV T 7 EREER
Experience with Avalglucosidase Alfa for Infantile Pompe Disease
ORI BH] ' (Shinji Higuchi) | 5 FEY ' (Kohei Iwata) | JE 50 % ' (Yoh Watanabe) . [1IF 554" (Yuki Yamada)
P2 5 % (Takumi Kadoya) | JEH YEIE 2 (Mitsuhiro Fujino) |, 7T J5 574 2 (Eiji Ehara) | 7% 14 ' Jun Mori)
1 KERMSZER G > 2 — NG - N E
(Division of Pediatric Endocrinology and Metabolism, Children's Medical Center, Osaka City General
Hospital, Osaka, Japan)
2 KBt & ER > 2 — NGBS AR
(Division of Pediatric Cardiology, Children's Medical Center, Osaka City General Hospital, Osaka, Japan)

—MRRRAZ— 24 WFBEGFE

Poster Session 24 Endocrine Genetics

H Kr:12H16H () 17:30 ~ 18:30

2 B2 Z—2 1 (3F 301+302)

Date : Fri. December 16 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

BEFNRVBRETIT/FATHRELENSH Y TUA -V
Paraganglioma with confirmed genotype by germline multi-gene panel testing

O/ BT 12 (Rieko KosugD) . FLE 2 (Ryo Hayafusa), H1 [ BEFE {1 ? (Erika Chujo) .
ZEE DESE 12 (Kohei Saitoh) . KA 2277 12 (Takako Yonemoto) . 5522 42,2 12 (Hiroyuki Ariyasu)
H_I 355 2 (Tatsuhide Inoue) | FA5: {8 "2 (Takeshi Usui)
1 ERENTRRERRE 7/ LR 2 — RS
(Department of Medical Genetics, Shizuoka General Hospital, Shizuoka, Japan)
2 WSS AR KRN © N R
(Department of Diabetes and Endocrinology, Shizuoka General Hospital, Shizuoka, Japan)
3 At SRR R
(Shizuoka Graduate University of Public Health)

GNASZR T SAZIN)7 2 ML DB MBIFRRRREEEE T ElaD = R I
A novel GNAS splice site mutation in a patient with Pseudohypoparathyroidism Type la

OfBF fdi—FH ! (Shinichiro Sano) . A% &2 ACH[S 2 (Shotaro Iwamoto) . K3 FEET 2 (Rie Matsushita) .
HnjE =R * (Fumiko Kato) . HE7Kk [5>F * (Youhei Masunaga) . %158 4% * (Yasuko Fujisawa) .
%275 ¥ *° (Tsutomu Ogata)

1 FRRRALC & Bk Bl S AR
(Department of Diabetes and Metabolism, Shizuoka Children's Hospital)
2 ZEICERAHNEREE N - AYAIR A S =2V Ty B —
(Total Care Center of AYA with Cancer and Children, Mie University Hospital)
3 HRURSREE R R AN TR R R AR I (AR AT 2l P S22 0
(Department of Pharmacoepidemiology, Kyoto University Graduate School of Medicine and Public Health)
4 PRERERYE NER
(Department of Pediatrics, Hamamatsu University School of Medicine)
5 JEMERE 2 —/N R
(Department of Pediatrics, Hamamatsu Medical Center)

TSHREIGEFIZc.1387A>G (p.M463V) HEEREBREZRZAD-IFECREMFIKIREEEE
D1x%
A family case of familial non-autoimmune hyperthyroidism due to a gain-of-function
mutation (c.1387A>G, p.M463V) in the TSHR gene
O /7 18 12 (Tomohiro Hori) . ¥4 ik b (Hideki Matsumoto) . 25 i/ (Mai Mori) . =#iff /7% ! (Yuki Miwa) |

H5¢ 18k 12 (Hiroki Otsuka) . $FH: HEkfE 12 (Hideo Sasai) . SR —4= 1 (Kazuo Kubota) .
/NBE R T (Michio Ozeki) , J1]4< #i4: T (Norio Kawamoto) . A PH 35 L 2 (Hidenori Ohnishi)
1 IGRRPEREBLE R IZER /N R

(Department of Pediatrics, Graduate School of Medicine, Gifu University, Gifu, Japan)
2 IGRRZEE A EIRRE 7/ LR - a7t s 2 —

(Clinical Genetics Center, Gifu University Hospital, Gifu, Japan)
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P24-4 EEBRDRLEDIBARRAT77—EEDRGKHICH T DBRHRBEICLDERRZB
Treatment course with enzyme replacement therapy in siblings with hypophosphatasia of
varying severity
OB 7' Junko Kanno), H1)1| %518 ' (Tomohiro Nakagawa), JI[l A7 ' (Sayaka Kawashima)
PR Tl ! (Chisumi Sogi). Z{~ ! (Hirohito Shima), 4 [ {25 2 (Toshimi Michigami) |
)5 2% 8% 3 (Ikuma Fujiwara)
1 BAERZEREEBE R SR IIIERE FEA - FEREBR AR /N JRTEA ) 1Y
(Department of Human Pedeiatrics, Tohoku University, Sendai, Japan)
2 KBRRFFEEEE > 2 — T BB R R IR
(Dept. of Bone and Mineral Research, Research Institute, Osaka Womens and Childrens Hospital, Osaka
Prefectural Hospital Organization)
3 szl N R
(Dept. of Pediatr., Sendai City Hospital)

—MRRAZ— 25 SEOREERNEERT

Poster Session 25 Dental Genetics

H Kf:12H16H (&) 17:30~ 18:30

2 o RAZ—285 1 (3F 301+302)

Date : Fri. December 16 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

P Oclulo-facio-cardio-dentalfE (R B IC BT D EIRTEREREICEHID D FANZZXLIIDNT
Molecular mechanism of radiculomegaly in oclulo-facio-cardio-dental syndrome
O/ FiAl (Takuya Ogawa), KYAW MIN SOE. #x(L 7 &] (Keiji Moriyama)

HURERME R KB R AR T TR S R IR0
(Department of Maxillofacial Orthognathics, Tokyo Medical and Dental University, Tokyo, Japan)

—fRRRAZ2— 26 REBIEGF 2

Poster Session 26 Cancer Genetics 2

H E:12H16H (&) 17:30 ~ 18:30

2 o RZXZ—285 1 (3F 301+302)

Date : Fri. December 16 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

BEEZE  RIVEABRHT) RCORBALynchiE R R (LS) LM T 52 MER D - FEHED 16
A case of uterine cancer with hormone therapy refractoriness that led to the diagnosis of
Lynch syndrome

O] 1EZK (Seigi Furukawa) , /55 5153 (Fumio Takada), B[ 32 (Midori Abe)
/INES IS (Kaoru Ojima), HAS L5 (Motohiro Nakamura) ., bR, FI1/A (Kazuhisa Kitami)
jai % E— (Shinichi Endo) ., /51 #§FH (Toshio Takada), fi[lji% — =& (Kazuyoshi Kato)
JEHRE BEAEES P b AR

(Kitasato University, Kanagawa, Japan)

AT AV IRBES|IERITREBAMON) TP U b ERH) 2 FRERBED26]
Lynch syndrome mediated by splicing defect with a rare intronic variant: two cases

OFEA #22  (Yumi Takimoto) . #5 H %51 % (Tomokazu Wakatsuki) | 47 BE{H 2 (Riyo Yoshi) .
4k B 75D * (Chinatsu Kinjo), (LA M| # (Gou Yamamoto) , FTHA [ ° (Yuya Takenaka)
A B&3E T (Roze Taniguchi), | &+ ! (Tomoko Ueda), FRFH 524! (Sachiyo Narita) |
H AR (Kayo Inoue) . Fifif] 5= > (Kozo Kataoka) , $54% J5:& ! (Hiroshi Tsubamoto)
UEJE P25 ! (Hiroaki Shibahara) . [ 1F 2% ° (Masataka Ikeda) . {3+ H5HH ' (Hideaki Sawai) .
FRA 2% 2 (Kiwamu Akagh) . & H 1# © (Naohiro Tomita)
1 SREEEERRS: R AR
(Department of Obstetrics and Gynecology, Hyogo Medical University, Hyogo, Japan)
2 WL AR Y 2 — g2 - TRARE
(Department of Molecular Diagnosis and Cancer Prevention, Saitama Cancer Center, Saitama, Japan)
3 B GIERY > 2 — Bil)E
(Nursing Team, Sakai City Hospital)
4 TEEEERIRS BAL FIEERT
(Department of Clinical Genetics, Hyogo Medical University, Hyogo, Japan)
5 SERERRY: FEGHILE SR
(Division of Lower G.I, Department of Gastroenterological Surgery, Hyogo Medical University, Hyogo, Japan)
6 IR YA S R
(Cancer Treatment Center, Toyonaka Municipal Hospital, Osaka, Japan)
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P26-3

P26-4

P26-5

P26-7

IHCEEfTUILAZN—HIR I —ZVJICTFERBEFD2%IEN)  FERBELBHIND
~RIAEBRRMAFT~
Approximately 2% of uterine cancer cases are diagnosed with Lynch syndrome by universal
screening preceded by immunohistological testing - a prospective observational study
OB 2% 2 (Tomohiko Tsuruta) | &% 575 2 (Yukiharu Todo) . [LIFH #&ACHE[S 2 (Ryutaro Yamada)
Z=J51 {dt® (Ken Kuwahara) . 28 {82 ? (Hiroyuki Kurosu) ., £5#ifi £l ? (Kaoru Minowa) .
RERTH] *E?i (Yuko Minoura) . 4L 3—FEJ5 ? (Shinichiro Minobe) . $3/K %2HH ° (Hiroaki Suzuki) .
hg 5551 ? (Hidenori Kato)
1 BwIREE BEAER JE Pl Am AR 2
(Department of Perinatology and Gynecology, Kagawa University Graduate School of Medicine, Kagawa, Japan)
2 duifmpEsS Aty 2 — AR
(Division of Gynecologic Oncology, National Hospital Organization, Hokkaido Cancer Center, Sapporo, Japan)
3 duimES At Y 2 — SRR
(Division of Pathology, National Hospital Organization, Hokkaido Cancer Center, Sapporo, Japan)
U FERBETRBRICAEEIRELL1H
A Case of Lynch Syndrome in Which Four Major Cancers Occurred
OfH: Bl ' Masatsugu Ishid) . B8 FE T 2 (Koukichi Sugano) . 5 /K % 2 (Sachie Aoki) .
8 8
B B2 (Keiko Makishima) | 155 287 2 (Kyoko Takai), [)1] {5 ' (Hirofumi Shirakawa) |
TR K (Masaru Takemae) . 22 12 * (Naoyuki Toyota) , 22 %175 * (Tomoka Toyota) |
‘L0 BB (iro Ando) | #%5Z T-fd ° (Chigusa Morizane)
1 ARSI At > 2 — IFRHESRY
(Department of Hepato-Biliary-Pancreatic Surgery, Tochigi Cancer Center)
2 BRI Y Z— BB ) VTR
(Department of Genetic Counseling, Tochigi Cancer Center)
3 AR Y B — AR
(Department of Breast Surgery, Tochigi Cancer Center)
4 BRI A Y B — KRIESEE
(Department of Colon Surgery, Tochigi Cancer Center)
5 [ENIM A 2 B —rgupE I IEEE R
(Department of Hepatobiliary and Pancreatic Oncology, National Cancer Center Hospital)
RBEEFICHITDREEDERNEEDHEE
Prognostic impact of family history in the colorectal cancer patients undergoing surgical
resection
OIKN #6/T (Yusuke Mizuuchi) . 3] 5255 2 (Yoshitaka Tanabe) . FHA 23 21 (Koji Tamura) ,
e B ' (Masafumi Sada) . 7K &5 #5F ! (Kinuko Nagayoshi), 7K+ A B 2 (Shuntaro Nagai)
{ ] BALSZ ' (Kohei Nakata) . A PN fffE ! (Kenoki Ohuchida) . A% B! (Makoto Kubo) .
Aids HE St ! (Masafumi Nakamura)
1 JUNIRCERA AR R A5 RE BRR « BEEEALRL
(Department of Surgery and Oncology, Graduate School of Medical Sciences, Kyushu University)
2 AESUMTLES A > 2 — SR
(Department of Surgery, Kitakyushu Municipal Medical Center, Kitakyushu, Japan)
FEAREBOU R VEBINERRBEMNICK OTHAICINERDZRIICE DB R EIPRED
1651
A case of hereditary breast and ovarian cancer newly diagnosed with fallopian tube
cancer after risk-reducing salpingo-oophorectomy
Ok BEF "2 (Yoshikazu Nagase) . [ 359/ ! (Asuka Tanaka) , /M4 1 A ' (Naoto Komatsu)
2317 22 (Midori Taniguchd) . B 92407 ' (Misako Kuroda) . i)l| 2 ! (Fuyuki Ichikawa) |
FRk Z55% 7 ' (Naoko Komura) | HEFH Z3F ' (Kumi Masuda) . [ #{d | (Fujihiro Oka) , R 4 ' (Takeshi Yokoi)
1 T HISERE Pk AR
(Department of Obstetrics and Gynecology, Kaizuka City Hospital)
2 RBOREERZRE R RITERE FERP A AR A=
(Department of Obstetrics and Gynecology, Osaka University Graduate School of Medicine)
HRHIH T BBRCAREDIRIALRE
Current status and issues of BRCA testing in our department
OFlEs E 1" (Noriko Abe) | FHA ZE— " (Keiichi Kontani) , #liPNy ELFHZE ! (Mayumi Ikeuchi)
F&AS $#1—B5 ! (Shinichiro Hashimoto) . JE {875 2 (Yuka Yonehara) . FE7C 31T 2° (Kensuke Kumamoto)
1 BHNIREEE LRI RS FLIRAN 7 s
(Breast and Endocrine Surgery, Kagawa University Hospital)
2 FwNIREEEAAI @ wle AREIRT /) LagHer
(Clinical Genetics and Genomics, Kagawa University Hospital)
3 BRI Rl a5 R

(Gastroenterological Surgery, Kagawa University Hospital)
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P26-8

P26-9

P26-10

P26-11

P26-12

Germline BRCA2IZpathogenic variant% 528 7= 5P & = RIRED — )
Ovarian carcinosarcoma with germline BRCA2 pathogenic variant: a case report

OHA 182 ! (Hiroyuki Kurosu), = A} B ! (Takashi Mitamura) . #f/[] dfi3% 2 (Ami Hosokawa) |
1l 2 AR AGHE S (Yuna Sasaki) . 521 F1E ® (Yuka Shibata) . JiTi%E & & Z * (Momoko Kato) ,
L —BR3 (chiro Yabe) | JEFI] 531 | (Hidemichi Watari)
1 JbE R AR i AR
(Department of Gynecology, Hokkaido University Hospital, Sapporo, Japan)
2 dumER AR ER
(Department of Obstetrics, Hokkaido University Hospital, Sapporo, Japan)
3 AUEE R AT BRI S 122
(Devision of Clinical Genetics, Hokkaido University Hospital, Sapporo, Japan)
4 FMFIRRZ Y = ZHREIANA ik
(FMF Fetal Clinic Tokyo Bay Makuhari, Chiba, Japan)
BRCA1/2#&/9/N )7 2 b g U BB I ZL =2 4 (CLi-FraumenifEf& 8# (LFS) L 22l L
BEFELBNDOHSH AR ZERETE /16
Avoidance of adjuvant radiotherapy in a patient with Li-Fraumeni syndrome associated
synchronous bilateral breast cancer
O%r 5 38T % (Michiko Tsuneizumi) | K88 5a—! (Ryoichi Matsunuma) , || ] £% ! (Kei Yamaguchi)
JHIK F2AT ! (Ryosuke Hayami) | EZ #L 2% (Rei Gouw), [l [F—+ ** (Masashi Harasaki) |
SKeAs 2225 (Takako Yonemoto) , /M2 BRIEF- 2° (Rieko Kosugi) . Z51% DET: 2° (Kouhei Saito)
HLZ F2 *° (Hiroyuki Ariyasu) . i J&5 2° (Tatsunori Sato) . 4R {574 27 (Yuji Kanazawa)
TR ELyD i 23 (Masayo Ukita) , FATH 282 2 (Kumi Matsuura) . FI5F {@ 89 (Takeshi Usui)
1 R TR A e ARSI LR
(Department of Breast Surgery, Shizuoka General Hospital, Japan)
2 ERISTRR AR SRS R
(Department of Genetics, Shizuoka General Hospital, Japan)
3 HRE RS BRI PE e AR
(Department of Obstetrics and Gynecology, Shizuoka General Hospital, Japan)
4 EpRRAIAR AR IR
(Department of Pediatrics, Shizuoka General Hospital, Japan)
5 ERRAIIAR AT NI TR
(Department of Endocrinology, Shizuoka General Hospital, Japan)
6 ERRIRATRR AR T ds AR
(Department of Gastroenterology, Shizuoka General Hospital, Japan)
7 ERRIRAAR AT B A
(Department of Otorhinolaryngology, Shizuoka General Hospital, Japan)
8 IR EERE 7 LR 2 —
(Genomic Medical Center, Shizuoka General Hospital, Japan)
9 AR IERIE AR ABER Y
(Shizuoka Graduate University of Public Health, Japan)
AEBREBEICHID A VERPEIPEIRMDOR L
Relevance of risk reducing salpingo-oophorectomy for recurrent breast cancer patients
ORBI 8" (Toru Higuchi) | Pl A& 52 ' (YuKa Abe) | 4515 575! (Fumio Arisawa) . #K #i_ " (Yuji Hayashi)
B 2275 1 (Takashi Sakurai) . ZR[H /AZE T~ (Kumiko Suekuni) . Eiff & 7~ 2 (Ikuko Manabe) .
7R %% 1 (Tsuyoshi Saito)
1 Wi ER ke LR
(Breast Unit, Japanese Red Cross Satiama Hospital)
2 EWVTESRTEE A
(Department of Nursing, Japanese Red Cross Saitama Hospital)
ARICHEULNCCA Y ONFIBREICKDERFIRRZTOEREEFENERERED—H
A case of treatment of low grade endometrial stromal sarcoma with difficulty, using genetic
search by NCC Oncopanel system
OR7T & (Tsutomu Muramoto) ., 148 F%4h (Kyosuke Kamijyo), {8 & < A (Megumi Sano)
FR & (Yuki Ibuki), £x 5 (Atsushi Mori), 7|V 534+ (Yaeko Kobayashi)
Il T CYN R
(Department of Obstetrics and Gynecology, Nagano Municipal Hospital)
Secondary findings using comprehensive genome profiling especially in metastatic
castration-resistant prostate cancer
OMJ1| # 7k "2 (Yoshinaga Okugawa) . S} #4 ' (Hiroshi Imai) | ¥g&% F7 B ' (Ryotaro Hashizume)
A HIAR T (kuyo Mochik) . HARF JpfkE ' (Maki Nakamura) . A 3 | (Makoto Tkejiri)
Jbile £5{~ % (Takahito Kitajima) , Ji#J5 $13fg | (Takumi Fujiwara), H148 F1 ! (Kaname Nakatani)
1 ZEHRE T LigHR
(Department of Genomic Medicine, Mie University Hospital)
2 ZHRAERYARE WHILE - NIAR

(Department of Gastrointestinal and Pediatric Surgery, Mie University)
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P26-13

P26-14

P26-15

P26-17

P26-18

P26-19

P26-20

LERIC BT BMulti-gene panell BB DIRIAEFEE
Report and issues of multi-gene panel examination at our hospital
OF A G+ (Yukiko Yoshimoto) . 7[Miy 5% (Kayano Komatsu) . R4S {8 B (Yuri Fujimoto)
55 £ (Sachiko Takahara)
IASTARREN TR 2 22T JLEr sl FLARSVRE
(Breast Surgery, Kitano Hospital, Osaka, Japan)
ABBEICHTDHNABEEFNARIVEEDOER MY
Usefulness of Cancer Gene Panel Testing for Breast Cancer Patients
OFgA 1E A5 (Naoki Hashimoto) . 3:J1] HH— (Akiko Igawa)
RN IGERE DA B v 2 — FURSEE
(Department of Breast Surgery, Aomori Prefectural Central Hospital)
LR TR ER L /=Birt-Hogg-DubefE IR B M 3R %
Three cases of Birt-Hogg-Dube syndrome
Ot I 37 ! (Haruka Murakami) , H |- 794 ! (Satomi Inoue) | 2275 #ifi+- ' UJyunko Anzai)

K7k SEffE ' (Tatsuo Matsunaga) . /)L 22 2 (Takahiko Oyama) . 7)& F5-° (Mitsuko Furuya)
17— (Kazuki Yamazawa)
1 NIRRT R e v 2 — RS R v 2 —
(Medical Genetics Center, National Hospital Organization Tokyo Medical Center, Tokyo, Japan)
2 BRSO R v 2 — R
(Department of Respiratory Medicine, National Hospital Organization Tokyo Medical Center, Tokyo, Japan)
3 BABHY =T 1 v 7 TR R EH
(Pathology Center, GeneticLab Co., Ltd., Sapporo, Japan)
LRI HITDEGRUAEPREERFES DR
Clinico-pathological investigation of hereditary breast and ovarian cancer syndrome in
our institute

OfkiE K18 (Tomoi Sato)
iR IR SR
(Department of Surgery, Niigata Prefectural Central Hospital)
LfRICHITDHBOCKRDBE - BEE - REEDREELEVHITORKERE
Family history of gastric, biliary and esophageal cancer in HBOC families in our hospital
O#R #E+ (Ryoko Suzuki), /N5 45—+ (Reiko Ohara) . fg /%% (Sana Yokoi)
THEEDN A > X — BE T
(Chiba Cancer Center Genetic Diagnosis, Chiba, Japan)
FOXL2EEFERDBINZITOI-5PE A B FEH R H R IEE D45
Adult-type granulosa cell tumor of the ovary: A FOXL2 mutation analysis of four cases
OB B+ (Yoko Aoyagi) . HIZE {HKER (Kentaro Kai), JRZE BXZS (Saki Aso), JFBf7 K&K+ (Tomoko Oishi)
OB S (Mitsutake Yano) . PEHH 1FF[](Masakazu Nishida) . 2578 5725 (Kaei Nasu) . {A[%F [ (Yasushi Kawano)
RITRA: PRAAER FERHm AR
(Department of Obstetrics and Gynecology, Faculty of Medicine, Oita University, Oita, Japan)
EYAORON-MY VEEEZFEO/NERMY /B MF
Pediatric acute lymphoblastic leukemia with mosaic Robertsonian translocation
OER B2% " (Masataka Hasegawa) . Ak Bift ! (Shinsuke Hirabayashi) . 158 F24ik | (Saori Sawai) |

F R K{EFLC! (Yukayo Terashita) , #211] AZ3F ! (Minako Sugiyama) . & #f- ' (Yuko Cho) .
L5 A 1E 2 (Yuka Shibata) . 3= FIIE 2 (Kazutoshi Cho) . 24 —E[5 2 (chiro Yabe), Lyl 75 ! (Atsushi Manabe)

1 AtiEER AR /N R
(Department of Pediatrics, Hokkaido University Hospital, Sapporo, Japan)
2 JEHRER NG WA T2 R
(Division of Clinical Genetics, Hokkaido University Hospital, Sapporo, Japan)
RinEDBEEBRIITATH OEHIVEELEREEREYRIHH Y MFEIC
BIEMEE VIV FEGETF/NRIVRE EEEL - EF)
Even though the proband information is unknown, multigene panel testing for hereditary
cancers is worth considering
ORI T (Chiho Okada), JEEIE S (Mina Kashima) . 45§, 575D ! (Chinatsu Kinjo)
W A7 (Mikako Miyata) . {8 EHH 2 (Hideaki Sawai)
1 SRR ROSAR R s R
(Department of Clinical Genetics, Hyogo Medical University Hospital, Hyogo, Japan)
2 TLEEERIRS FERHm AR
(Department of Obstetrics and Gynecology, Hyogo Medical University, Hyogo, Japan)
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Date : Fri. December 16 17:30 ~ 18:30 Poster Room 1 (301+302, 3F)

P27-1

P27-2

P27-3

P27-4

P27-5

P27-6

LIRICHITDNIPTHERBHICH TDRERBENY £ VT DR
Eight cases of genetic counseling for pregnant women that test positive for non-invasive
prenatal testing (NIPT)
O/AE 1E)t Masamitsu Kurakazu) . PU7T L (Fusanori Yotsumoto) . A4S U5 E (Tbuki Kimura) |
5 &5 T2 (Chihiro Kiyoshima) . #&H i)+ (Ayako Sanui), = H B}~ (Kohei Miyata)
W {2 £ (Nobuhiko Koga), H7JE . {241 (Toshikazu Niimi), I+ #f— (Yuich Takashi) |
=B Z230 (Takayasu Mishima), j\*Y %] F%— (Shuichi Yatsuga) , KAf% A FEF~ (Kumiko Okuba)
H | #{= (Takahito Inoue)
AR
(Fukuoka University, Fukuoka, Japan)
PCT-ABRERERRAERCAREBREN’ A —HTHO/—F
A case of discordance between Preimplantation genetic testing for aneuploidy (PGT-A)
results and Chromosome analysis performed on products of conception
O3 4525 1 (Manami Kondo) | Hill il 522 ! (Yoshihiko Sakakibara) . 7] [ 7~ (Yoko Yoshioka) .
G H THE ! (Chiharu Ishida) . /KB FEEL ! (Rie Mizuno) . AN FEE ' (Riku Honda) .
AR 2240 ! (Takahiro Suzuki) , K -+ (Yuko Wakamatsu) | 251 -1 ' (Masaya Saito) |
EiE 74 ' (Akane Takaya) | #5)5t 58l ' (Yasunori Wakahara) . 7% fifi— ' (Shinichi Shibuya)
F [ Ml (Daichi Inoue) | JFJ%E ELKS 12 (Yoshiki Hashiba) . 7] 5 1F ' (Yoshimasa Asada)
1 WHLT 1 —RAZV=wY
(Asada Ladies Clinic, Nagoya, Japan)
2 TRHAGAE ST
(The Asada Institute for Reproductive Medicine, Nagoya, Japan)
ERICHITDERMFEFEHERE (PCT-A) D&
Study of preimplantation genetic testing for aneuploidy at our hospital
O N 18\ 2 (Shigeto Takeuchi) , I8 TEIfS | (Naoki Watashige) . 57} {& "% (Ken Sugaya)
SR AR (kuyo Mochiki), S F #32 (Hiroshi Imai) , #53E S AER > (Reitaro Hashizume)
)| %k (Yoshinaga Okugawa), 143 H1 3 (Kaname Nakatani)
1 P ERMBRFR Al PEkm AR
(Department of Obstetrics and Gynecology, Saiseikai Matsusaka General Hospital, Mie, Japan)
2 WhESKBRER G ART ERER > 2 —
(ART Reproductive Center, Saiseikai Matsusaka General Hospital, Mie, Japan)
3 ZEREEEHNERGE 7 LR
(Department of Genomic Medicine, Mie University Hospital)
LRTOPCT-AICBITDEHAUBEBEOIRIKICDINT
Clinical management of mosaic embryos diagnosed by PGT-A
OB ¥ (Tomoko Kuroda), JI[|IFf Z53& (Nami Kawasaki), #£ 8- (Hiroko Hayashi), 7IJI| 45 (Rie Egawa)
FA/FE BHZE (Akemi Usami), FH ZE4F (Shiho Tto), 111 ERS (Naoki Aoyama) ., JjlIfi# Fi— (Keiichi Kato)
LT 4 A7) =y 7
(Kato Ladies Clinic, Tokyo, Japan)
MEMREHABREMREICEBIVTSNPYIoO7 L1 ENBRATH L 26I0HKRSE
Report of two cases in which the SNP microarray analysis was useful in chromosome
testing of POC
O I (Bri Nakahara) , £ BHR (Shoji Kokeguchi) | [AS HIFH (Bri Okamoto), ¥4 HELE (Masahide Shiotani)
WI4 AV ATV =y
(Hanabusa Women's Clinic)
IRUDICKWPLD 1 EEFZERE LRI S /- Ba R LB FhEN AREA SHAE
Fetal pulmonary atresia diagnosed with PLD1 gene mutation by IRUD
O/INEFSF PE ! (Yohei Onodera) , #7[] J+ 2 (Atsuko Noguchi), &K fli 2 (kuko Takahashi)

JRENE BAF- ' (Akiko Fujishima) , S & < ' (Megumi Konno), =i J/<5& | (Hiroshi Miura) |
=K 152 (Tsutomu Takahashi) . S =273/, ' (Yukihiro Terada)
1 BRERZE E2EER pek AR
(Department of Obstetrics and Gynecology, Akita University, Akita, Japan)
2 RRHEIRZE PR ANk
(Department of Pediatrics, Akita University, Akita, Japan)
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P27-7

P27-8

P27-9
P27-10

P27-11

P27-12

MUV EI— - EFAOD26H)
Two cases of 9 trisomy mosaic
ORE #3F (Yuko Matsubara) . 22 F252 ! (Toshiaki Yasuoka) ., PN/& &7 | (Yuka Uchikura) .
AR FHE ! (Kazuko Takagi) . AR E— ' (Keiichi Matsubara) . 42| 1] & ' (Takashi Sugiyama)
VI B P 2 (Mariko Eguchi)
1 BUWRRE EAED rehm AR
(Department of Obstetrics and Gynecology, Ehime University School of Medicine, Toon, Japan)
2 BRI EAEE NRRL
(Department of Pediatrics, Ehime University School of Medicine, Toon, Japan)
BEMRIEZERFICA5,X,722p[25]/46 X, +mar[5] AL 7=—fl
A Case of Male Infertility with 45,X,?22p[25]/ 46,X,+mar[5]
OFid: Ade ! (Mio Wakai), & B 42 (Yuko Tamaki) , #K #3—F "#° (Yuko Hayashi)
MiAt 721F "2 (Nahomi Umemura) | 3%)1] 5] ' (Mari Shibukawa) , &[] Bl | (Mizuho Okawa)
)5 32 (Midori Shuhara) . Frfil HfE+ *® (Yukiko Katagiri)
1 HIRRCEE R > 2 — R B R (a2 HeE
(Division of Clinical Genetics, Toho University Omori Medical Center, Tokyo, Japan)
2 IR V2 — KRBT R AR
(Department of Obstetrics and Gynecology, Toho University Omori Medical Center, Tokyo, Japan)
3 HURREEREE X — Kkt U T X sy g vk R—
(Reproduction Center, Toho University Omori Medical Center, Tokyo, Japan)

EER) TS

ERaREZRH-6EREBERBMS M)V I—D16)
A case of partial trisomy 6q with umbilical aneurysm
OI1LH £2% (Takaharu Yamada), 1% 75 7% (Yoshimitsu Goto), J[Ifi# #—F (Noriko Kato)
HAMR - FHEZMER o 2 — AR5 Rk KR 2 5R
(Japanese Red Cross Aichi Medical Center Nagoya Daini Hospital, Department of Medical Genetics, Nagoya, Japan)
SHRUSHEICTHETL/-BHTOREMREICTTurnerEIRBEEEZR S NI=16]
A case of Turner syndrome diagnosed by chromosomal analysis of bone marrow
aspiration in multiple myeloma
O/NEf 12 (Hisako Ono) . /NEx ACHCF- ! (Yukiko Komori) | [)1] 25 ! (Atsushi Shirakawa)
fle & K 254 ' (Nana Sasaki) | #iliJ5i s | (Naoki Kakihara)
1 HURSES AR+l S N R
(Department of Medical Oncology, Japanese Red Cross Society Kyoto Daini Hospital)
2 LURSHIZEERIRZERZERE AISEEE
(Department of Drug Discovery, Kyoto Prefectural University of Medicine)
REIEENEON. NIFOX—PERSLCWSEAEMEEREERAARAEED 15 R6)
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(Department of Genetics, Shizuoka Prefectural Hospital, Shizuoka, Japan)
4 HIRERRANER
(Departement of Pediatrics, Jichi Medical University, Tochigi, Japan)
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5 HEUENLILRF RS > 2 — N
(Department of Neurology, Tokyo Metropolitan Kita Medical and Rehabilitation Center for the Disabled,
Tokyo, Japan)
6 HUECRERABEEEHIZER
(Graduate School of Medicine, Kyoto University, Kyoto, Japan)
7 RBRBEFERE > 2 —B{R2 %R
(Department of Medical Genetics, Osaka Women's and Children's Hospital, Izumi, Japan)
8 W ERARAEIAMIE T s v TR
(Department of Transfusion Medicine and Cell Processing, Tokyo Women's Medical University, Tokyo, Japan)
9 HEXV T VFERRANER
(Department of Pediatrics, St. Marianna University School of Medicine, Kawasaki, Japan)
10 BEIESRIANESEN
(Keio University Faculty of Letter, Tokyo, Japan)

FEREN BARARERICHITIDPNOREVIVEY EUGTIATINI P » hOBEE
Association of UGT1A1 Variants with Unbound Bilirubin in Japanese Neonates
OAEFE 7=/ (Hiroaki Hanafusa), BR[i B4 (Shinya Abe), &[] — i (Kazumichi Fujioka)
B9 72,7 (Hiroyuki Awano) . B8t 25k (Kandai Nozu)
P REER LB R AT WRRGSE /NER2E 0 B
(Department of Pediatrics, Kobe University Graduate School of Medicine)
LRV B EFHNREEROBRICHIEULBRCA2KEI/NUZ D16
A case of germline BRCA2 pathogenic variant with difficulty in interpreting the result
O%N PR 2 (Hirotsugu Yanai) | (L[ 227), 2** (Takahiro Yamada) . B[ W %2 (Saki Shimada) |
feik #5423 (Chika Sato) . 25 BELZ%2% ' (Manami Tada) . 7RI Ifi—E[ ' (Yuichiro Kikawa) .
[ 252% 23 (Hidetaka Okada) . #2771 %[1i& ! (Tomoharu Sugie)
1 BPEERORZEI e LIRS
(Division of Breast Surgery, Kansai Medial University Hospital, Hirakata, Japan)
2 BHPHEERIR Al iR > 2 —
(Clinical Genetics Center, Kansai Medical University Hospital, Hirakata, Japan)
3 BPHERIRY: RIS AR
(Department of Obstetrics and Gynecology, Kansai Medical University, Hirakata, Japan)
4 FUREERZBEE AR DR I AR R - SRR /)T
(Department of Medical Ethics and Medical Genetics, Kyoto University School of Public Health, Kyoto, Japan)

£EMITYFYR—FTRICET DXL/ 7 > MO ERRT & K UHLA-DRB1 EDMIT DRSS
Association study of an XL9 region variant and its linkage disequilibrium with HLA-DRB1
in systemic lupus erythematosus

OJI|I5 % ' (Aya Kawasaki) . YT £t % (Yuya Kondo) . JEAS [% 3 (Takashi Fujimoto) |
HiA B E Y (Makio Kusaod) . KEF 755 * (Hirofumi Amano) . FHFY 1 A * (Naoto Tamura) .
i S84 ° (Yasuyoshi Kusanagi) . {1 fHH] ° (Kenji Itoh) . K34 I)j 2 (Isao Matsumoto)
FH 2222 (Takayuki Sumida), /& [#. 2 ! (Naoyuki Tsuchiya)
1 BRT [RAEEFCR 0 FiRREs
(Molecular and Genetic Epidemiology Laboratory, Faculty of Medicine, University of Tsukuba, Tsukuba, Japan)
2 FUPRE RRERGR BRI R
(Department of Rheumatology, Faculty of Medicine, University of Tsukuba, Tsukuba, Japan)
3 FHZWy skt VYT H
(Department of Rheumatology, Kashiba Asahigaoka Hospital, Nara, Japan)
4 JEREERS: PRAEHS BN R
(Department of Internal Medicine and Rheumatology, Juntendo University Faculty of Medicine, Tokyo, Japan)
5 BifEERRER BEDE « 7 LIVF—NR
(Division of Hematology and Rheumatology, Department of Internal Medicine, National Defense Medical
College, Tokorozawa, Japan)

RN BEEEESROIENIF UM ERENICHERETEDZ VI TEI—DJDEE
Epimutation Viewer: detection of epivariants at promoter and imprinting region

OB H75 ! (Saki Aoto) , Z& filt—E[5 % (Kenichiro Hata) , Ik —JZ 2 (Kazuhiko Nakabayashi)

1 ENIREERIIT Y 2 — AT AT Lk R —

(Medical Genome Center, National Center for Child Health and Development, Tokyo, Japan)
2 ENTRE RS 2 — 8 R R

(Department of Maternal-Fetal Biology, National Center for Child Health and Development, Tokyo, Japan)
3 RERRSE - BRI AR 2l

(Department of Molecular and Cellular Biology, School of Medicine, Gunma University, Gunma, Japan)
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RN AMEDZ7 27— MABICESRIRINB S NTOAVERENREDEEEEDRKICE
Precision management of genetic testing not covered by the national health Insurance
system in Japan by an AMED study
Ol #54¢ ' (Tomohiro Nakayama) . #§F}: #8 ? (Tohru Masui)
1 HART: [RAEHR SR RE B R I R R AL IR 27 00 B
(Division of Laboratory Medicine, Department of Pathology and Microbiology, Nihon University School of
Medicine)
2 BISTER AR
(Keio University School of Medicine)

BEEESICHTIRREENER (ROALT] OFERICDNT
Use of " WATASHI NO Karte( My Medical Record)" a health care planning chart for
hereditary tumors
OJI_E #51T (Koshi Kawakami) , 22 BiAd © (Maki Taniguchi) . £§4% 5tZ[& * (Koji Hashimoto) .
ECH &E ® (Hiroshi Takeda) . 4] 384 ° (Michio Takamura) . JEE5 BJHBT-° (Kanako Watanabe) |
HERE 51 (Hiroko Kurioka) . 23 B W21~ (Yoko Narai) . FEE H35 D * (Kaori Tsubokura)
KIB 7517 ° (Hideyuki Onuma) | [ %57 ° (Tomohiko Yamamoto) , 435 fil'H ? (Akiyoshi Kanazawa)
1 SRS R RE HERAE SR
(Department of Clinical Oncology, Shimane Prefectural Central Hospital, Shimane, Japan)
2 SRR R T R s R
(Department of Gastroenterological Surgery, Shimane Prefectural Central Hospital, Shimane, Japan)
3 EARELT R FLIRE
(Depart of Breast Surgery, Shimane Prefectural Central Hospital, Shimane, Japan)
4 SRR R P e AR
(Department of Obstetrics and Gynecology, Shimane Prefectural Central Hospital, Shimane, Japan)
5 EHRET R AR W R
(Department of Diagnostic Pathology, Shimane Prefectural Central Hospital, Shimane, Japan)
6 SARELL R SE I A Y VT —

(Certified Genetic Counselor, Shimane Prefectural Central Hospital, Shimane, Japan)

—MRAZ—30 EERAVVEIVT2

Poster Session 30 Genetic Counseling 2

H W:12H16H (&) 17:30 ~18:30

7z b RAAZ—215 2 (3F 315)

Date : Fri. December 16 17:30 ~ 18:30 Poster Room 2 (315, 3F)

RRNICMAFEEEETIHERADBEEHY ) VI EAEREE
Genetic counseling and perinatal management for pregnant women with hemophilia in their family

O A7 PEZ3 ! (Rina Akaishi) . 731 &25 2 (Fuyuki Hasegawa) , 15 - * (Satoko Tsushima)

PHIL 14425 2 (Miyuki Nishiyama) . JEEF /545% ! (Saho Fujino) . S {6158 ' (Yuuya Fujibe) |

TEF YDk | (Saori Unno), 284K {22 (Jin Muromoto) . 4~ 1+ * (Kayoko Kaneko)

2Rk B AF 2 (Rika Sugibayashi) | /)N SoBiL? (Katsusuke Ozawa) . FIFH & & ° (Yuka Wada) ,

e e AR 271 (Aiko Sasaki) . M 7KHE ! (Nagayoshi Umehara) ., ffz it .2 3 (Yasuyuki Fukuhara) |

FUFA 2] 2 Seiji Wada) . HE[ &4 ¢ (Akihiro Iguchi) | /75§ © (Akira Ishiguro) | /54 187 " (Haruhiko Sago)

1 ENIREERE 22— B - RS 22— FER
(Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and
Development, Tokyo, Japan)

2 [ESIREERE 2 — SN - BTS2 2 — IR RR
(National Center for Child Health and Development, Center for Maternal-Fetal, Neonatal and Reproductive
Medicine, Division of Fetal Medicine, Japan)

3 ENZREBERILE 2 — NERNBEREFRS RS B 5 wR
(National Center for Child Health and Development, Division of Medical Genetics, Japan)

4 ENIREERIEY 2 — FE - RS EE 22— REENE
(National Center for Child Health and Development, Center for Maternal-Fetal, Neonatal and Reproductive
Medicine, Division of Maternal Medicine, Japan)

5 BENIREERIEY > 2 — FEN - RS EE 22— R
(National Center for Child Health and Development, Center for Maternal-Fetal, Neonatal and Reproductive
Medicine, Division of Neonatology, Japan)

6 ENIEERITEY Y 2 — NI A Y Z— RN
(National Center for Child Health and Development, Children's Cancer Center, Division of Stem Cell
Transplant and Cellular Therapy and Division of Hematology, Japan)

175



P30-2

P30-3

P30-4

P30-5

XESHMEEMKEEDROBICH LAY U IO LREEZK &ML - —BF
Genetic counseling of a heterozygote carrier whose son was X-linked hydrocephalus;
A case report
OE 16 (Yu Takaishi) . {/E)#% 11 (Hiroshi Sato) | 1 #4538 (Chmaml Asai), 1R Bk (Momoko Nakabayashi) ,
JEIL fiii°F (Kohei Baba) | S 1F 2 (Tomoki Nobumasa) . El?fﬁ (Aoi Shiraga) . FHI] A& J& (Tomomi Taguchi)
i 7 (Katsunori Matsui), M= {ELRS (Maki Umemiya), 25 F232 (Iji Koh) . ¥&H S2f# (Miho Masuda)
W B+ Makiko Tkeda) . ZZ4 5 77+~ (Yukiko Ando) *ﬁ% Fiac (Seiki Matsuo) . FH [T 234 (Nao Taguchi)
JEE T HESK (Masaya Hirose)
TR IR S Rt > & — pElm AR
(Hyogo Prefectual Amagasaki General Medical Center, Hyogo, Japan)
GRBPHICEMSNITUBBS BIzFREEICHIDEGHAI EUVT
Genetic Counseling for TUBB3 Abnormalities Diagnosed Early After Life
OJIE #1252 (Kazumi Kawato) . |11 ZEFHR T2 (Mamiko Yamada) . #5AK % A 2 (Hisato Suzuki)
XA K5 2 (Toshiki Takenouchi) . 7|NE {8 H] ? (Kenjiro Kosaki) . [fAS {#12 | (Nobuhiko Okamoto)
1 KEREEFERLE 2 — S ER
(Department of Medical Genetics, Osaka Women's and Children's Hospital, Osaka, Japan)
2 BESSSARARAE MIREIR A v 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
I-SRYVORERBICHTSTILIAR ET2aVT7
Preconception care for Ehlers-Danlos syndrome
OWNA K75 (Yuka Uchikura) . 3L =E— (Keiichi Matsubara) , ZZ[if] £2.52 (Toshiaki Yasuoka)
B BT (Kazuko Takagi) . ¥R #3 (Yuko Matsubara) . 4211 % (Takashi Sugiyama)
LN e S A TYN
(Ehime University Hospital, Ehime, Japan)
glioblastomaz&#LU/=BRCABEZFZEICLDFanconiBMEZKIENAIRICHTTD
BEAYEVT
Genetic counseling in Fanconi anemia due to BRCA2 mutation with glioblastoma
OfFE ] FABER ! (Kentaro Fukuda) ., BEH] F4% 2 (Saori Masuda) . #8F: 3£ 2 (Motohiro Matsui) .
R ZEIR ® (Shiho Tto) . FEFH Eiff ' (Maho Kuroda), —JI| BAF] ! (Hiroshi Futagawa)
AR F53R ! (Hideki Muramatsw) . 542 2% 1 (Manabu Wakamatsw), 255 1852 ! (Hiroshi Yoshihashi)

1 RN G ER Y > 2 — BREER
(Department of Clinical Genetics, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
2 WEENNRER SRS v 2 — il - R
(Department of Hematology, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
3 WU NS A ERE > & — BT
(Department of Nursing, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
4 Al ERAE AR E R R
(Department of Pediatrics, Nagoya University School of Medicine, Nagoya, Japan)

BEEILESVRIBIINTOIREDHDOEBERAR
Questionnaire Survey for Support for Genetically High-Risk Breast Cancer Patients

O # ' (Kaoru Masui) . JEAY Tﬁﬁjﬁiﬁ ! (Yoshie Sakomura) . FAl# 81T # (Syunsuke Okazaki) |
FHEF %53 (Yuto Ohno) . A 2 1° (Manabu Futamura) . {8%5 #7-5% *° (Yoshimi Asano)
IR 24334 (Mina Nakama) . PH/Af 5t '© (Toshiya Nishikubo)

1 RBIRSTERKENER BiEhY vy v =
(Genetic Counceling Service, Nara Medical University Hospital, Nara, Japan)

2 RWBRVGERKY: DAY/ LIEGENE
(Department of Cancer Genomics and Medical Oncology, Nara Medical University, Nara, Japan)

3 SEMREELTEES B a kAR
(Department of Life Sciences, Faculty of Science and Technology, Kinki University, Osaka, Japan)

4 IGRKEENE 7 LR - TR 2 —
(Department of Surgical Oncology, Graduate School of Medicine, Gifu University, Gifu, Japan / Clinical
Genetics Center, Gifu University Hospital, Gifu, Japan)

5 IR RE R AR R SRR S R
(Department of Surgical Oncology, Graduate School of Medicine, Gifu University, Gifu, Japan/ Clinical
Genetics Center, Gifu University Hospital, Gifu, Japan)

6 REIRERKANIERDE $2 a8 R R > 2 — i AR TR
(Division of Neonatal Intensive Care, Comprehensive Perinatal Maternal and Child Health Center, Nara
Medical University, Nara, Japan)

DZOBRABURNZRITIPREEEORIIHFEEDES
Mind changes in ovarian cancer patients undergoing risk-reducing mastectomy

O/ ) (Kayano Komatsu) . 2548 45 75+~ (Yukiko Yoshimoto) . {5t £ (Sachiko Takahara)

DEMEREN HNBR S E2ARZET JLEmBE 7 L A bt > &2 — FLUIRSEE
(Department of Breast Surgery, Tazuke Kofukai, Medical Research Institute, Kitano Hospital, Osaka, Japan)
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P30-8 AVNZF B RBICEEHV 'Y T %7146

Role of Genetic counseling for patient positive of companion testing

OV 5+ (Nobuko Nishioka), 455 £ A (Tomohito Ishiguro) . fE%F Jffi (Masaki Hoshino)
AT 255 (Nami Tamura), J[|7 B53% (Takayuki Kawai) . [ ¥ (Aya Fujioka)
1177 ##+ (Maiko Yamaguchi), FijJii E B (Mari Maebara), H14] #jfi— (Kenichi Nakamura)
R HI1 (Tomoko Itoga)
BTN E R Pk AR
(Koshigaya Municipal Hospital Obstetrics and Gynecology)

P30-9 DA/ LTO774) JBRBEICTREESNPGPVOERREIETICEDBEDERLMFED
%
Patients' conflicts leading to the implementation of confirmatory testing for PGPVs
detected in cancer genome profiling tests and the influence of blood relatives
O 512 (Sachiko Miyazaki) . = %25 % (Ayana Miura) | FHH {f55/5 2 (Yumi Tanaka) |
ZEH SCF "2 (Ayako Murota) , £7)1] Hi£f "% (Aki Ishikawa) |, 15 FH 3A— ° (Kouichi Takada)
P 521°E 2 (Akihiro Sakurai)
1 ALBREERIRS: PR B REE
(Department of Medical Genetics and Genomics, School of Medicine Sapporo Medical University, Sapporo,
Japan)
2 FLBREERLR Al S A -2 Bk
(Department of Clinical Genetics, Sapporo Medical University Hospital, Sapporo, Japan)
3 ALIREERIR 2T ekt Mg R
(Department of Medical Oncology, Sapporo Medical University Hospital, Sapporo, Japan)
Gl NRHIREOEAIMBRSHEORERELT IR RFU7EEFM.1555A>G6 mH/NU7 bz
SR 1 b gk £51)
A sister case of childhood onset bilateral perceptive deafness by mitochondrial gene mutation
Ofgle HZ3 " (Mina Kashima) , B ¥+ 2 (Ayako Miyazaki) , [#FH T-ffi ' (Chiho Okada)
25§ B 72D ! (Chinatsu Kinjo) . = #i#F+ ' (Mikako Miyata) | {3 TEHH ' (Hideaki Sawai)
1 SRR RORZAR R SRR T R
(Department of Clinical Genetics, Hyogo Medical University Hospital, Hyogo, Japan)
2 SERERIRY: BRMRA R
(Department of Clinical Laboratory, Hyogo Medical University, Hyogo, Japan)
3 TREEERIRY: R AR
(Department of Obstetrics and Gynecology, Hyogo Medical University, Hyogo, Japan)
EISEN  LeighBMEDHAERIZZRIIC ST DEEAD Y TD 16
A Case of Genetic Counseling in Prenatal Diagnosis of Leigh Encephalopathy
OE R di4d (Aki Nagao)., FijFH 175 (Kazuhisa Maeda) . #24% 3£ (Tatsuro Sugimoto)
VIAE #7% (Ayaka Tachibana), 3T 4<5 (Akane Kondo), FRARE &#4: (Mikio Morine)
k& B2 {d — (Kenji Hinokio)
WEC EL B LRDERY Y2 — iEm A
(General Perinatal Medical Center, Shikoku Medical Center for Children and Adults, Kagawa, Japan)
GRSV HEECFHNREZEENICEDD AN UsherfERBEEZR S ni—H
A subject of Usher syndrome diagnosed during stepwise genetic testing for hearing loss
OHLH BN ' (Maho Kuroda), —JI| 5AF] ' (Hiroshi Futagawa) . {1 N ? (Shiho Ito) |
1LiH BZH ! (Haruka Yamanaka) . g 2 ACHE | (Kentaro Fukuda) | 1575 %5 ® (Ai Yoshitomi)
TKG fdidh ! (Hiroshi Yoshihashi)
1 HEENT N A ER Y 2 — RURSHE B R R
(Department of Medical Genetics, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)
2 WIS B ERE V& — B
(Department of Nursing, Tokyo Metropolitan Children's Medical Center)
3 BRI E R Y 2 — HEWAT S
(Department of Otorhinolaryngology, Tokyo Metropolitan Children's Medical Center)
P30-13 Opitz-G/BBBIEZB¥D2KRDBEIEhI IV T
Genetic Counseling in Two Families with Opitz-G/BBB Syndrome
Okt #7255 (Yumiko Nishimura) . 28K 75 A\ 2 (Hisato Suzuki), 5 PR (Eriko Nishi)
EA 5+ " (Yuiko Hasegawa) . [LIFH FEAF 2 (Mamiko Yamada) , PN {858 ® (Toshiki Takenouchi) |
7N BT 2 (Kenjiro Kosaki) . [ fifiZ ' (Nobuhiko Okamoto)
1 RBREFESE 2 — SRR
(Department of Medical Genetics, Osaka Women's and Children's Hospital, Osaka, Japan)
2 BESSSARAEAE MIREIE A Y 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
3 BIEFIR AR NER AR
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
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ISP MERVARO)-—Z U2 RICEREHERECSH L ROTRKICHTDEEAV BT
Genetic counseling for parents of an infant diagnosed with spinal muscular atrophy
following newborn mass screening
ORI EF ! (Keiko Matsuda) . RK7K A& — 2 (Tomokazu Kimizu) . 7§ PR ! (Eriko Nishi)

1 KEREEFERL 2 — S HR
(Department of Medical Genetics, Osaka Women's and Children’s Hospital, Osaka, Japan)
2 KBBFFES v 2 — N R
(Department of Pediatric Neurology, Osaka Women’s and Children’s Hospital, Osaka, Japan)

P30-15 ey LREBEEZRTTV TIVERE ESERA DUV —fFl—diagnostic odysseylZ$1F3

BEADEVIIZIDONTEZD—
Genetic counseling for a patient with Temple syndrome diagnosed through several
genetic tests
OJ11¥ EZ8DH ' (Mutsumi Kawabata) , $5 HEFL? (Masayo Kagami) | A = * (Tohru Ohta) |
JK I #* (Miyako Mizukami) | /4 A F53Z ' (Hidefumi Tonoki)
1 HREFTENR R KRG > & —
(Medical Genetics Center, Social Medical Corporation Bokoi, Tenshi Hospital, Hokkaido, Japan)
2 [ENIREER L 2 X0 0 s
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)
3 AbEEERRY: eyt > 2 —
(Advanced Research Promotion Center, Health Sciences University of Hokkaido, Hokkaido, Japan)
4 KRS X =T 1474 AV ZARAE )V NEE
(Department of Pediatrics, Sapporo Maternity Womens Hospital, Hokkaido, Japan)

EISEN BTNV RV BB ABBEHSNZEICESISTEENHD
Adults with hearing impairment who need social support might benefit from genetic
counseling services
O/IMk 5257 (Yumiko Kobayashi) . (LA f3:1H]% ! (Kayono Yamamoto) | #5 /5 %2 ! (Akimune Fukushima)

Pl E— 2 (Shin-ichi Usami)
1 ATERARY A R AR

(Department of Clinical Genetics, School of Medicine, Iwate Medical University)
2 (EMIREE R2EAS N TIESE dRssal e

(Department of Hearing Implant Sciences, School of Medicine, Shinshu University)

—MRRRAZ—31 BEERELHR - RE

Poster Session 31 ELSI

H W:12H16H () 17:30 ~18:30

= b RAAZ—215 2 (3F 315)

Date : Fri. December 16 17:30 ~ 18:30 Poster Room 2 (315, 3F)

DAY/ LEBICETR D ABEOEEEERICH IERIZHDH Y S DR
Cancer patients' perspective on cancer genomic medicine: a focus group interview study

O3 Hitg+ ' (Akiko Nagai), H1FH 13 % {f: % (Haruka Nakada) |, 152 2%+ 3 (Kyoko Takashima)
T H 55 *° (Sachie Yoshida)
1 BUURZPERAFIIN & N7/ Lt > 2 — NHBERTE )
(Department of Public Policy, The Ins titute of Medical Science, The University of Tokyo, Tokyo, Japan)
2 [EILMAWIGE 22— IR AR R - EEEEDIL
(Division of Bioethics and Healthcare Law, Institute for Cancer Control, National Cancer Center, Tokyo, Japan)
3 ENTHEBRERRIE Y > 2 — BRIRI TR > 2 — ERIRITURHEES AL im B 7T =
(Office of Bioethics, Center of Clinical Sciences, National Center for Global Health and Medicine, Tokyo,
Japan)
4 LLEERRIRY: Bl
(Faculty of Nursing, Hyogo Medical University, Hyogo, Japan)
5 ILAREREE AEAFENESEET

(Institute of Ars Vivendi, Ritsumeikan University, Kyoto, Japan)
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P31-2

HREZBEOEBEGREHD Y JICETIRREAEEBREDRE
Proposals for resolving issues of genetic counseling for intractable diseases

O=4% F5Z 2 (Hidehiko Miyake) . /]VZ [ ® (Shinji Kosugi) . #5 527 * (Akihiro Sakurai) |
JI1H #5° (Hiroshi Kawame) . #2FE ELPH © (Mari Matsuo) | /54 A 707 % (Motoko Sasaki) |
FHE 52 (Kei Yura) | 155 B 2817 (Kyoko Takashima), 25 49K 8 (Izen Ri)

HJE 7572 (Yoko Kanbara) . #4)1] 227K © (Manami Matsukawa) . AAF: BEYD 1 (Risa Osumi)
1 BIORELF R FBWIE AARER

(Natural Science Division, Faculty of Core Research, Ochanomizu University)
2 BEOKLTKRE Ca— VI T AT AW

(Institute for Human Life Science, Ochanomizu University)
3 R

(Kyoto University, Kyoto)
4 FLBREERIRZ

(Sapporo Medical University, Sapporo)
5 WU RER RS

(Jikei University School of Medicine, Tokyo)
6 HHITFIERAE

(Tokyo Women's Medical University, Tokyo)
7 ENTHEBRERESE Y 2 —

(National Center for Global Health and Medicine, Tokyo)
8 LUK

(University of Tokyo, Tokyo)
9 ENIA At Y 2 —HUERE

(National Cancer Center Hospital East)
10 EkERt > 2 —

(Hamamatsu Medical Center)

—fMRRAZ—32 BEHE - A\MBER

Poster Session 32 Education, Training

H K:12H16H () 17:30 ~18:30

= i RAZ—242GF 315)

Date : Fri. December 16 17:30 ~ 18:30 Poster Room 2 (315, 3F)

P32-1

7/ LEBOERBEICEITEMGenFEHN—2AD I X T LIEBSE
Development of knowledge database systems to implement genomic medicine:
MGenReviews, MGenAid and MGenConsult

OEEy R4 12 (Kozue Takano) | 35¢) 1] B % (Arakawa Reiko) , B it 2 (Tokuyo Seki)

Rl 27 ' (Atsuko Okazaki) | 15 ks 28 * (Kyoko Takashima) . FfiEE =55 "° (Masao Kaneshige)
NAF B8 1 (Akihiko Shimomura) . A T-7Z "7 (Chizu Yokoi) ., FH3/J faft '8 (Akiyo Tanabe)
B Bk (Maya Takamoto) . Jb)1| A '© (Dai Kitagawa) . 757K T-{EF-° (Chikako Shimizu)
‘w A FERR M (Yoshinari Miyamoto) | JTTj% kREL ' (Norihiro Kato)
1 ENZEBRERR - o 2 —hski IR LR

(Department of Genomic Medicine, Center Hospital, National Center for Global Health and Medicine, Tokyo, Japan)
2 ENTHEBRERSE Y 2 X5 AT« SV L R —

(Medical Genomics Center, Research Institute, National Center for Global Health and Medicine, Tokyo, Japan)
3 MERERZARARE AR HEGTERIE « 16502 R O Lt > 2 —

(Intractable Disease Research Center, Graduate School of Medicine, Juntendo University, Tokyo, Japan)
4 ENHEBEEERE 22— BRIRSE v 2 — BRIRIFZSHE TS A anfm B s

(Office of Bioethics, Center for Clinical Sciences, National Center for Global Health and Medicine, Tokyo, Japan)
5 ENZHEBRERITS -t > 2 —iEle B R

(Department of Neonatology, Center Hospital, National Center for Global Health and Medicine, Tokyo, Japan)
6 [EZEBRERIIZE Y > 2 —lE TR - AR

(Department of Breast and Medical Oncology, Center Hospital, National Center for Global Health and

Medicine, Tokyo, Japan)
7 ENLEFEER Y > 2 — el e AR

(Department of Gastroenterology, Center Hospital, National Center for Global Health and Medicine, Tokyo, Japan)
8  [E L EBREFE T > 2 — bt BRI 0 s R

(Department of Diabetes, Endocrinology and Metabolism, Center Hospital, National Center for Global

Health and Medicine, Tokyo, Japan)
9 [EZEBXERIITE L > & —dl EEhw AR

(Department of Obstetrics and Gynecology, Center Hospital, National Center for Global Health and

Medicine, Tokyo, Japan)
10 ERZEBREBITTE > 2 —ibt LR s

(Department of Breast Center, Center Hospital, National Center for Global Health and Medicine, Tokyo, Japan)
11 ENZEBRERRS R > 2 — Rk BB R
(Department of Orthopedics, Center Hospital, National Center for Global Health and Medicine, Tokyo, Japan)
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P32-2

P32-4

P32-5

MNFEENFROBREGFOERMNMTE
The seven fundamental issues of clinical genetics that bother biginners
ORER JLiA (Koji Kumagai) . IH: 25/ (Masahiro Sakai)

KBkl b AR
(Department of Gynecology, Osaka Railway Hospital, Osaka, Japan)

AEERERAZRREGEH DYV IZEDAEBO L AIEEREICEIDHRE
We contribute to improving the skills through in-house study sessions on four-year

Ofig 12 75187 (Kiyoko Sameshima)
KBRERBER b R AT ) VTR
(Department of Medical Genetic Counseling, Educational Foundation of Osaka Medical and Pharmaceutical
University, Osaka, Japan)

BEAD S —28CEBEEOMAREERBFICHID IV I T 7ONHNER
A Review from the Literature of Self-Care for Burnout Syndrome of Health Care Workers
Including Genetic Counselors

OEn bk T | (Naoki Takabayashi) | 3/ JE— 2 (Motoko Watanabe) , 251 (3% * (Naomi Yositake) |
HHR 20N, 2 (Miho Isaka) . PRI #3342 (Ayumi Abe) . JEAT #8542 (Yuri Kitamura) . %% 5% % (Keiko Goto)
i TF2E 2 (Masami Arai)
1 ERERARABER Y O — X BREIEY: GRIEAY 'V 7)) 27 u s S L
(Clinical Genetics (Genetic Counseling) Degree Program, Graduate School of Medicine, Juntendo University)
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