—#%O;& / Oral Session

—ROR 1 AEEEF (2 #&1b)

Oral Session 1 Human Genetics

H B 12H15H OK) 9:20 ~ 10:10

= Y @SRy (BF 311+312)

g R DR I GREUREE KRB R R EVIR A B0
AR A (ENTEBRER Y 2 — W9 RS/ LWFEER)

Date : Thu. December 15 9:20 ~ 10:10 Room 5 (311+312, 3F)

Chairs : Jun Ohashi (Department of Biological Sciences, Graduate School of Science, The University of Tokyo)
Yuki Hitomi (Department of Human Genetics, Research Institute, National Center for Global Health and

Medicine)

BNCEENN  © FAPOBEC3EEFEHASMAEICH D B FEBIRE DAL R BIRRE DRI
Balancing selection on the APOBEC3 regulatory region and signatures of viral expansion
OMEFT 1! (Naoko Fujito), Sundaramoorthy Revathi Devi', S %1~ * (Yoko Satta) |
H/ | 3#%EA ! (turo Inoue)
1 EYLEARADITERT ARG
(National Institute of Genetics, Human Genetics Laboratory)
2 HREUHTRYBERY: Je SR AR
(SOKENDAL, the Department of Evolutionary Studies of Biosystems)
01-2 BT/ LO—OTIVRAT-IHSRDAFINEADEGHSHEDER
Origins of genetic diversity in Japanese Islanders inferred from whole genome
sequencing data
O & FEMT ! (Yosuke Kawai) . AT [ 1% (Yosuke Omae) . B A FE{H # (Eisei Noir) |
ik W5+ 2 (Katsushi Tokunaga)
1 ENTEBRERET Y 2 — T 7/ LERE T e Y 2 7 b
(Genome Medical Science Project, National Center for Global Health and Medicine, Tokyo, Japan)
2 FTaFIkYR=INAANY T Iy BT =0 FIUSA AN T
(Central Biobank, National Center Biobank Network, Tokyo, Japan)
01-3 BEAYREHDOLEARRIBESES IV RARYEBNEEDRE
Germline structural variations and somatic numerical abnormalities of the Y chromosome
in Japanese men
OFKJE 12 (Yasuko Ogiwara) , $5/K VT#[4S ' (Brina Suzuki) | &7 B34 ' (Mami Miyado)
K [ (Yoko Kuroki) | 2R 74— * (Kouichi Ozaki) , FrflzFH &} ° (Shumpei Niida) ,
YRR Efd ' (Maki Fukami)
1 ENZEE BRI Y > 2 — 58T 531N SEER
(Department of Molecular Endocrinology, National Center for Child Health and Development, Tokyo,
Japan)
2 HUERAARAREE A ARIAERE A AN R e P
(Department of Advanced Pediatric Medicine, Tohoku University School of Medicine)
3 ENIHEERTE Y X — e 7 LR
(Department. of Genome Medicine, National Research Institute for Child Health and Development)
4 [ENLRAERISE VX —W AT 1 VT Ly R —
(Medical Genome Center, Research Institute, National Center for Geriatrics and Gerontology)
5 BENLEFERIGEY 2 —H5eT TR o 2 —
(Core Facility Administration, Research Institute, National Center for Geriatrics and Gerontology)
AN FUTZ2EIEFERDELEEE R
Evolutionary analysis of FUTZ functional variants
OH A2 (Jzumi Naka) . KKE JIE (Jun Ohashi)
FHUREE R BE R TR
(Department of Biological Science, The University of Tokyo, Tokyo, Japan)

IEFEI  How genes and brains made mathematics?

O 18,2 (Naoyuki Kamatani)
MASHRAZ— = EHFRA THIREVITLAT
(Research Institute of Artificial Intelligence in Medicine, StaGen Co. Ltd.,Tokyo, Japan)
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—MRE 2 HMREEE (BR) /9FE&EIEF
Oral Session 2 Cytogenetics (Basic) / Molecular Genetics

H B 1215H OK) 9:20 ~ 10:10

= % Wext; (3F 313+314)

BE R P (RIS RABR R 7R B RIERE )
Wit R (ENLRREERIIZEY > 2 — 70 N isiiseet)

Date : Thu. December 15 9:20 ~ 10:10 Room 6 (313+314, 3F)

Chairs : Tetsuya Niihori (Department of Medical Genetics, Tohoku University School of Medicine)
Satoshi Narumi (Department of Molecular Endocrinology, NCCHD)

02-1 HEEMEEFBEX I —RBEDOHKICRALRAEES INIBEZI—FTD
BEX1, a juvenility-associated gene, encodes an intrinsically disordered protein essential
for ciliogenesis

O#% HiRiE (Masaki Mori)
ENTIGER ARSI ST 2 > X — ST M AR S
(National Cerebral and Cardiovascular Center)
02-2 FEAEMBEREOUMRERICSITDRIOVFUVRAAVDMR
Effect of the chromatin domains on clustered breakpoint formation in complex
chromosomal rearrangement
OFitE 75 N ! (Hidehito Inagaki) . filIf% 5 ' (Takema Kato) . 2 FH 2 * (Atsushi Toyoda)
HEH 7558 3 (Yoshio Makita) . 48 7546 ! (Hiroki Kurahashi)
1 RHEEROCY BERPFAIISE > 2 — 5 TSR
(Division of Molecular Genetics, CMS, Fujita Health University, Toyoake, Japan)
2 ENCBERAHSET FOEYT S/ IR IS
(Comparative Genomics, NIG, Mishima, Japan)
3 JEINERRERGE BInF2ih Y vy v =
(Department of Genetic counseling, Asahikawa Medical University Hospital, Asahikawa, Japan)
02-3 SRSFTIZEMIKBENRTSA VI BLTCEEM NS VRV Th—LEERTD
SRSF7 establishes juvenile transcriptome through age-dependent alternative splicing
(ADAS)

O#F HERST (Masaki Mori)
ENTIEERARIIZE 2 > 2 — W55 s A2
(National Cerebral and Cardiovascular Center)

02-4 BHAESPOROAEREEZE2EIBIMECOMERRETORIRRICEELSBDANZX L
Possible mechanisms affecting the phenotype of individuals with MECOM-associated
syndrome
O #h, (Tetsuya Niihori) . 7k BEET (Koki Nagai) . [ Ak (Taiki Abe)

B FET- (Yoko Aok
BALR: RAAGIE AR ITR BURE 00
(Department of Medical Genetics, Tohoku University School of Medicine)

02-5 HAAEBRZWRELET/LDA RASERICKDME7 I /BEERESNPORE
Identification of SNPs associated with plasma amino acid concentrations
by genome-wide meta-analysis in a Japanese population
O5i)l] %55 ' (Mana Arakawa) . B #3)- ! (Yuto Okumura) . (F &% ' (Tomoya Ito)

R 25— 2 (Koichi Murashita) . HHE% 8,2 3 (Shigeyuki Nakaji) . H14f Ei5L ! (Masahiro Nakatochi)

1 R RER G ARITZR it R IR RS
(Public Health Informatics Unit, Department of Integrated Health Science, Nagoya University Graduate
School of Medicine)

2 ShRTREE AR A/ N—2 3 VRS
(Center of Innovation Research Initiatives Organization, Hirosaki University Graduate School of
Medicine)

3 ALK ZER R EAVIZER B e e

(Department of Social Medicine, Hirosaki University Graduate School of Medicine)
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—iRE 3 SEEGEF/ETREHE

Oral Session 3 Population Genetics / Statistical Genetics

N
2k

Date
Chairs

Ho B
L 5 aY; (BF 311+4312)

BOE:

: Thu. December 15 10:20 ~ 11:10  Room 5 (311+312, 3F)
. Yosuke Kawai (Genome Medical Science Project, National Center for Global Health and Medicine)

12H15H (K) 10:20 ~11:10

HE Ve (ENEBRER S 2 — W T/ LERPE T Y 2 7 1)
B s CREERE AR AW R TEI P A IR 70 > = 7 )

Taku Miyagawa (Tokyo Metropolitan Institute of Medical Science)

BAADYEEE/NTOY)— TR & thig

03-2

03-3

Analysis of Y chromosome haplogroups and their regional frequencies in the Japanese
population
OH | 3% (Makoto Inoue) . /% B5— (Youichi Sato)
TRIEE KPR R R EEAITER R S i
(Department of Pharmaceutical Information Science, Tokushima University Graduate School of Biomedical
Sciences, Tokushima, Japan)

HBABRRRHEZEEZEZHAWV-FEP ITVAANEHADEELICATDHES
History of non-African populations inferred from introgressed archaic variants
O =iy ¢ (Hanako Miwa) , KAG JIE (Jun Ohashi)

FUTRR PPt 2RISR LR MR 2 H I

(Department of Biological Sciences, Graduate School of Science, The University of Tokyo)

BERBERBET7 U —RBEEIMNICREI U2 HE S/ LDA FEEREN
Genome-wide association studies across autoimmune and allergic diseases identify
shared and distinct genetic component

O3 fEth 12 (Yuya Shirai) . H1PY Y >>* (Yoshimitsu Nakanishi) | #57K i 75 B (Akari Suzuki)
sINF JUBR ® (Hachiro Konaka) ., PHJI| B2 75 7 (Rika Nishikawa) . EARJE 2% A ' (Kyuto Sonehara) |
e B— ' (Shinichi Namba) . [ A Z2HH '® (Hiroaki Tanaka) . HEFH 5EE[ ©'° (Tatsuo Masuda)
5 9T 2 (Moto Yaga) . ik BLE ? (Shingo Satoh), 5 EL4HF- 2 (Mayuko Izumi)
IR #32E T 2 (Yumiko Mizuno) . 4% 37/ 2 (Tatsunori Jo) . HifFH &— 231! (Yuichi Maeda) .
e Bf 2112 (Takaro Nib) | JEH J5H 21! (Bri Oguro-Igashira) |
INAAINY D% )8 T 1Y 7 k'3 (The Biobank Japan Project) |
TR [45E 11 (Takayuki Morisaki) . B 7E—EE ' (Yoichiro Kamatani) , H1[LIFH B ® (Shingo Nakayamada) |
$4% T (Chikako Nishigorl) , FHH FL#5% ® (Yoshiya Tanaka) . #HH 7 A ? (Yoshito Takeda)
LA —Z ° (Kazuhiko Yamamoto), HE / % 7% 2 (Atsushi Kumanogoh) , [if] FH % "'%!"'8 (Yukinori Okada)
1 KBRRZFRFABL R/ IR B EatE
(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Suita, Japan)
2 KRBURZERZBEE R IR W0y « iz
(Department of Respiratory Medicine and Clinical Immunology, Osaka University Graduate School of
Medicine, Suita, Japan)
3 RBORERFEET 0T ¢ T v 2 — EYYRRE S B
(Department of Immunopathology, Immunology Frontier Research Center (WPI-IFReC), Osaka University,
Suita, Japan)
4 RBRAERABEIE PRI Se SRR G H 22 FE R e
(Department of Advanced Clinical and Translational Immunology, Osaka University Graduate School of
Medicine, Suita, Japan)
5 BFHLANFRATEMERSADI L 2 — B RGN T — L
(Laboratory for Autoimmune Diseases, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
6 FIARA e Mg - IENR
(Department of Respiratory Medicine and Clinical Immunology, Public Interest Incorporated Foundation,
Nippon Life Saiseikai, Nippon Life Hospital, Osaka, Japan)
7T MEIREERZGR AR R R RS R
(Division of Dermatology, Department of Internal Related, Kobe University Graduate School of Medicine,
Kobe, Japan)
8 FERERLRZAEZANS 50— ARl
(The First Department of Internal Medicine, University of Occupational and Environmental Health, School
of Medicine, Fukuoka, Japan)
9 KRBRF ARG ZRIITER Pl AR
(Department of Obstetrics and Gynecology, Osaka University Graduate School of Medicine, Suita, Japan)
10 KRBRKZERZBEE RIS R M 2 B A A SR 22 G W T
(StemRIM Institute of Regeneration-Inducing Medicine, Osaka University, Suita, Japan)
11 RBRZARIAREE R WITERE S il iy
(Laboratory of Immune Regulation, Department of Microbiology and Immunology, Osaka University
Graduate School of Medicine, Suita, Japan)
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12

13

14

15

16

17

18

19

FEI ST RGBS R TR LR FR 2 > 22— PRl N

(Department of Respiratory Medicine, National Hospital Organization Osaka Toneyama Medical Center,
Toyonaka, Japan)

FRUREEEREAITERT XA AR 7 Dy Ry

(Institute of Medical Science, The University of Tokyo, Tokyo, Japan)

WRORZEERZZDIERT i « M SEAET AT R s 70 2y

(Division of Molecular Pathology, Institute of Medical Sciences, University of Tokyo, Tokyo, Japan)
BRI R e RS HRART

(Department of Internal Medicine, Institute of Medical Science, University of Tokyo Hospital, Tokyo, Japan)
MY AT E R IERE A v 2 — Y AT LR AT — L

(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences, Yokohama, Japan)
KBRS IE 2T 0 T« T v 2— fugEktats

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

HEUREE R R 2RI R B R

(Department of Genome Informatics, Graduate School of Medicine, the University of Tokyo, Tokyo, Japan)
FEURER BRI A R ER IR A 7 VISR S8 MR T/ LA 2 5

(Laboratory of Complex Trait Genomics, Department of Computational Biology and Medical Sciences,
Graduate School of Frontier Sciences, The University of Tokyo, Tokyo, Japan)

BEREUPFBLEDHRBGFRIBORREEBEDEARBER
Genetic insights into ossification of the posterior longitudinal ligament of the spine

Ottt B 1434 (Yoshinao Koike) . =AM ** (Masahiko Takahata), H1/&s 1F 7% (Masahiro Nakajima)
£ H1A] 5 2 (Chikashi Terao) . 1)1 ZZE[ > (Shiro kegawa)

1

2

P A A mERA Y v 2 — SRR T — L

(Laboratory for Bone and Joint Diseases, Center for Integrative Medical Sciences, RIKEN, Tokyo, Japan)
PR AR ERVAT > B — 7 LRSI T-— L

(Laboratory for Statistical and Translational Genetics, Center for Integrative Medical Sciences, RIKEN,
Yokohama, Japan)

JEHBHERZ RS BIEAR 8=

(Department of Orthopedic Surgery, Hokkaido University Graduate School of Medicine, Sapporo, Japan)
BB LECWASHZE V)L — T

(Genetic Study Group of Investigation Committee on Ossification of the Spinal Ligaments)

BeRRBERELEETHCO28EEICHIT DR TSV THENI 7 FORE
Identification of splicing regulatory variants in multiple immunological traits-susceptibility
locus CD28
ONFR, #5E " (Yuki Hitomi) . FHEE {7 2 (Yoshihiro Aiba) . fi#¥ 17 (Kazuko Ueno) .
P 25922 (Nao Nishida) . A& FEAT 2 (Yosuke Kawai) . )11 52145 ¢ (Minae Kawashima) .
Sl (= 5 (Makoto Tsuiji), 7574 T-EE ! (Chisato Iwabuchi) . & FH $9%$2% ' (Sanami Takada)
=5 04 ' (Noriko Miyake) . i [FEH ® (Masao Nagasaki) . ik JPé1:* (Katsushi Tokunaga)
At #2%7 (Minoru Nakamura)

1

[T I BRE R 7 > 2 — ST ST LR

(Department of Human Genetics, Research Institute, National Center for Global Health and Medicine
(NCGM), Tokyo, Japan)

RIGERE > 2 — BRI > 2 —

(Clinical Research Center, National Hospital Organization (NHO) Nagasaki Medical Center, Omura, Japan)
ELEBR RS o 2= 7 LERPE T Y 2 7 b

(Genome Medical Science Project, Research Institute, National Center for Global Health and Medicine
(NCGM), Tokyo, Japan)

R EARAHR LR

(Japan Science and Technology Agency (JST), Tokyo, Japan)

BRI SEER WA A=

(Department of Microbiology, Hoshi University School of Pharmacy and Pharmaceutical Sciences, Tokyo,
Japan)

SR AERMAEE Tt > 2 — A== n— )b a—AEAEMRI=Z Y b

(Human Biosciences Unit for the Top Global Course Center for the Promotion of Interdisciplinary
Education and Research, Kyoto University, Kyoto, Japan)

BRI R KRR MR AR S ITTRE S8 UL AE s SR TR SR A T~ e

(Department of Hepatology, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki, Japan)
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—MROEL NAAAVTARITA4Y IR

Oral Session 4 Bioinformatics

Ho e
&

BOE:

Date
Chairs

: Thu. December 15 10:20 ~ 11:10 Room 6 (313+314, 3F)
. Tatsuhiko Tsunoda (School of Science, The University of Tokyo)

127158 (k) 10:20~11:10

$6at; (3F 313+314)

fH #E (R FIERNRD

kG B (BN REE NE SRR ARITSE 2 > 2 — THSEITRRE T/ L2 EER)

Atsushi Takahashi (Department of Genomic Medicine, Research Institute, National Cerebral and
Cardiovascular Center)

IS BRCA1/3J7 > b®DClinical Significance& % /3o B BE {EABIRE DIARERR

04-2

04-3

Correlation between clinical significance of BRCA1 variants and protein interaction
information

OT i e ! Misae Kudo), —F 757 ' (Hidehiko Miyake) . /42 AR 7T F ' (Motoko Sasaki)

T 2573 (Yoko Kanbara) . HE #% %2 (Kei Yura)

1 BROIKLARARLBENBSACBIRR AR D A T A L AGLG R A Y ) YT a—X
(Department of Genetic Counseling, Graduate School of Humanities and Sciences, Ochanomizu University,
Tokyo, Japan)

2 NHESUEAIRRIATR S A 7Y A T2 AHBAE @R a— 2
(Department of Biological Science, Graduate School of Humanities and Sciences, Ochanomizu University,
Tokyo, Japan)

3 BEOKLFRFC 2= 54 TV A T AW
(Research and Development of Institute for Human Life Science, Ochanomizu University, Tokyo, Japan)

7/ LEHROBRNERZ (2 93 Virtual Gene Panel DIEEFEIRE

Propose of the method to design virtual gene panels for the acceleration of clinical
genome interpretation

Ot Heh1 T (Toyofumi Fujiwara) . B T4 ' (Jae-Moon Shin) . ¥ it 74% 2 (Hirotomo Saitsu)

LT 27 (Atsuko Yamaguchi)

1 1EH s AT LR A T A T AR T —EN—Akr Z—

(Database Center for Life Science, Research Organization of Information and Systems, Kashiwa, Japan)

2 ERRIERLRS: PREE ALl
(Hamamatsu University School of Medicine, Hamamatsu, Japan)

3 BT RS A T 2T RS Tk
(Tokyo City University, Tokyo, Japan)

AIRChIP-seqT—F CRRIATOIEERE FRHAEIICELDSNPOEGESRFHESHEFAL
ZDHREKEYE

Predicting SNPs' effects on transcriptional factor binding and cell-type specificity using a
crowd of ChlP-seq data

OHJE e+ 12 (Saeko Tahara) | )= £ ' (Takaho Tsuchiya) , ¥AZK $i75; *° (Hirotaka Matsumoto)

P2l 3% '35 (Haruka Ozaki)

1 PR BEPRERER NAF A VT T 1 7 AR
(Bioinformatics Laboratory, Faculty of Medicine, University of Tsukuba)

2 BURRY: E2ARE EH
(School of Medicine, University of Tsukuba)

3 B ALHaeRltt 2 —

(Center for Artificial Intelligence Research, University of Tsukuba)

4 RIGKE HWT— 2R
(School of Information and Data Sciences, Nagasaki University)

5 B AWTERT AEMBERERI ATV R — N A AV T+ T« 7 AMTERFE L= b
(Laboratory for Bioinformatics Research, RIKEN Center for Biosystems Dynamics)

Y (2595971 THESBBIY ) LTS 9 —DBER

Developing an interactive genome browser for dozens of samples

OR5 i Rl (Masahiro Kasahara), 1| £2.2 (Toshiyuki T. Yokoyama)
BRURZE REEGEH RSB AR A IERE A 7 ¢ AU i dv oy

(Department of Computational Biology and Medical Sciences, The University of Tokyo, Kashiwa, Japan)
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B 25/ LERF—5ER0EKIRNTOS 1 THEFEDBR E ANEBKIRS B0 BT
A novel method to estimate the distribution of KIR haplotypes and alleles through whole
genome sequencing
O#%H BE&L! (Mari Morita) . 1|7 &5 " (Shuji Kawaguchi) | figai I— ' (Yuichi Inadomi)
JIE] /A ! (Takahisa Kawaguchi) | YEJi# 7 E 2 (Takero Shindo) . T 5251 2 (Akifumi Takaori)
] SC ! (Fumihiko Matsuda)
1 SRR RELRR BT/ LEY Y 2 —
(Center for Genomic Medicine, Graduate School of Medicine, Kyoto University, Kyoto, Japan)
2 FESRFRERRIE WA ki R
(Department of Hematology and Oncology, Graduate School of Medicine, Kyoto University, Kyoto, Japan)

—MRES BEEET 1

Oral Session 5 Cancer Genetics 1

H B 127150 OK)  13:30 ~ 14:20
= Y H5%Y (BF 3114312)
BE M SR (RLIREERIRSY: BREEARE AR )
FEh R ARRR GRBEERIRY: WK A - G NEL / REUCEBERADTZERT AR IE (51708
Date : Thu. December 15 13:30 ~ 14:20 Room 5 (311+312, 3F)
Chairs : Akihiro Sakurai (Department of Medical Genetics and Genomics, Sapporo Medical University School of
Medicine)
Yataro Daigo (Department of Medical Oncology, Shiga University of Medical Science / Institute of Medical
Science, The University of Tokyo)

CEEIN WY ADHIRFEY—h—. ARENS FURSTIORE
Characterization of URST1 as a prognostic biomarker and therapeutic target for lung
cancer
OE Ty 75 23 (Atsushi Takano) , E¥3E £~ * (Yohei Miyagi) . Baf] #/RACE *° (Yataro Daigo)
1 BURSF: [RRPENIZERT kY 7 F e 2 —
(Center for Antibody and Vaccine Therapy, Institute Medical Science, The University of Tokyo)
2 WHEERIRE « WK AA R - SR
(Department of Medical Oncology and Cancer Center, Shiga University of Medical Science)
3 WHERKS: - w2 —
(Center for Advanced Medicine against Cancer, Shiga University of Medical Science)
4 RN Y Z— « DA FHRRET
(Department of Molecular Pathology, Kanagawa Cancer Center)
05-2 RS EHEANRREERZBICHIABGFNARIBRES S UEERREERHFHRIEEIC
TERFL fzLi-FraumenifiE & E£ D 1 {5l
A case of Li-Fraumeni syndrome diagnosed by multi-gene panel test and skin fibroblasts
culture with secondary AML

OffifE %1 | (Yusuke Kamihara) . 5] 45 2 (Rei Fukuda) . 224 A28 ' (Tomoki Minemura) .
£33 B3¢ " (Yoshimi Nabe) , 41 42~ ' (Shohei Kikuchi), F1H BE{Z ' (Akinori Wada) |
Y i 2 (Teruhiko Makino) | {—3 HL 46} 2 (Hideki Niimi) | #f &3 (Ryuji Hayashi)

1 EIREE R ik
(Department of Hematology, University of Toyama, Toyama, Japan)

2 BRI E R R TR
(Department of Clinical Genetics, University of Toyama, Toyama, Japan)

3 EEEM R RIS
(Department of Medical Oncology, University of Toyama, Toyama, Japan)

05-3 YUROMEFMREESE ICH T DRBIERFNRERZRDMRE
Genetic analysis on germline RB1 variants in patients with retinoblastoma

O #5311 (Tomoko Watanabe) . 2f-f& FE4ET- 2 (Mineko Ushiama) . FH3J 37 ' (Noriko Tanabe)
1% B " (Masahiro Gotoh) | ZNA &5 1H 12 (Satoyo Oda) | 7|N&; [T~ 2 (Yoko Odaka)
8 Wk ' (Hourin Cho) | F5MJl — = ? (Kazuhiko AoyagD) . YA #33% # (Hiromi Sakamoto)
AR — * (Kazuki Tanimura) . H1EL 7 B 7 ° (Mariko Nakahara) . “-H 2L "¢ (Makoto Hirata) .
WY BEE 7 (Kokichi Sugano) | #5K 15 ifi ® (Shigenobu Suzuki) , 75 FH J#EZ 12 (Teruhiko Yoshida)
1 ERLA A > 2 — gl SR T2 s
(Department of Genetic Medicine and Services, National Cancer Center Hospital)
2 ENIAATER > 2 — SRR BRI AT
(Department of Clinical Genetics, National Cancer Center Research Institute)
3 ENIM AR 22—l B AR

(Department of Laboratory Medicine, National Cancer Center Hospital)
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4 ENTI AR 22— el N R R
(Department of Pediatric Oncology, National Cancer Center Hospital)
5 ENIA AR 22— el e AR R
(Department of Gynecology, National Cancer Center Hospital)
6 ENLDAWITLE =W SR BREEEE
(Department of Molecular Pathology, National Cancer Center Research Institute)
T NI AN R ARREFEAT 8 A SR e s s gk
(Department of Genetic Medicine, Sasaki Foundation, Kyoundo Hospital)
8 ENIAAWISER > 2 — e ARIESRL
(Department of Ophthalmic Oncology, National Cancer Center Hospital)
BCETEN BTN T MRS S R HBOCE R RO
Correlation between location of germline variants and phenotype in HBOC

Oy X2/ ! (Sayaka Ueno), HgIE 35\ % (Al Itagaki) . 5 i 2735 2 (Hiromi Sugawara)
M 8 < H 2 (Megumi Mukai) . 2 WI7E ® (Takashi Shibutani) | 2&8F # - (Hiroko Yano) .
JEF 75— 1 (Koichi Hirokaga) . J& I+ BXE& ° (Takuma Onoe) | {4 AL ® (Miyuki Kawamura) |
FRA #oh0 ° Mitsunori Morita) | 5% 5516} ° (Hideki Sakai), H N B¢ ® (Saki Hinoshita) |
KAAS Y5 2° (Koji Matsumoto) . FAAT FIBH # (Kazuo Tamura)
1 SRS At 2 — W
(Section of Translational Research, Hyogo Cancer Center, Akashi, Japan)
2 SFERNIA AL Y 2 — R R
(Division of Clinical Genetics, Hyogo Cancer Center, Akashi, Japan)
3 SRRV ALY 2 — i AR
(Department of Gynecologic Oncology, Hyogo Cancer Center, Akashi, Japan)
4 SRR A Y B — AR
(Department of Breast Surgical Oncology, Hyogo Cancer Center, Akashi, Japan)
5 R AR Y 2 — N
(Division of Medical Oncology, Hyogo Cancer Center, Akashi, Japan)
6 SEENIA ALY X — FiE
(Division of Nursing, Hyogo Cancer Center, Akashi, Japan)
BRI V2O ERFHiE2SHEAEAROVR—IUA Y MBE X 2
Two cases considering management of breast cancer treatment including risk-reducing
surgery
O 71 (Megumi Matsumoto), FHHP §2 ' (Aya Tanaka) . 58 ELoK ® (Mami Takao)
Fii2s Yig- " (Biko Inamasu) . AEE 3" (Ryota Otsubo) . =i 22 (Syoko Miura)
EAJI & D 23 (Yuri Hasegawa) . =i 721l >° (Kiyonori Miura) , 7k’ Ik | (Takeshi Nagayasu)
1 RIgHEERAARE ISR
(Department of Surgical Onocology, Nagasaki University Graduate School of Medicine)
2 RIFIEERZGE i N
(Department of Obstetrics and Gynecology, Nagasaki University Graduate School of Medicine)
3 RlAR AR Einh D 1y v T

(Clinical Genomics Center, Nagasaki University Hospital)

—fRE 6 BERAISHT
Oral Session 6 Peimplantation Genetic Diagnosis
H 127150 OK)  13:30 ~ 14:20
= w6l (3F 313+314)
R AR EY (ENLREERME Y 2 — FHEY - Rt > 2 —)
ik wl (BEFE N FKEIRRE M7V =y &7 B2HE)
Date : Thu. December 15 13:30 ~ 14:20 Room 6 (313+314, 3F)
Chairs : Aiko Sasaki (National Center for Child Health and Development, Center for Maternal-Fetal, Neonatal and
Reproductive Medicine)
Suguru Sato (Ogikubo Hospital Niji Clinic)

DRI  S24EEHRBICN TS ERIIBEZNREOREEARER
Application and approval results for preimplantation genetic testing for monogenic diseases
OWfif] 25 ! (Yoshiharu Nakaoka) . FER(T 58— | (Michiko Ammae), H18¥ 3EH1 ' (Tatsuya Nakano)
SRME F5H | (Hideaki Yajima) . 5 %% ' (Sho Fujiwara) . #fA ELHE ! (Naoharu Morimoto)
LI 7 ' (Hiroko Yamauchi) . ZSH] %! (Shiyo Ota) . [ {£Z45 7! (Kanako Katsu)
P |- Kfti | (Daisuke Kadogami) , #gAS 20 2 (Yoshiharu Morimoto)
1 IVFRARR 7V =w o
(IVF Namba Clinic)
2 HORACZZv7uYhKWZU=vo
(HORAC Grand Front Osaka Clinic)
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BB nMRBOBERMEGZNRERRICEITDIHRE ~EREEBIFEDBER~
Consideration of direct and indirect analyses about results of Preimplantation Genetic
Test for Monogenic

ORgnt F81 ' Michiko Ammae) . HHF 531 ! (Tatsuya Nakano) . JCH 24! (Shiyo Ota)
LA 187 ! (Hiroko Yamauchi) ., H1[4 &M | (Yoshiharu Nakaoka) . A% 35 2 (Yoshiharu Morimoto)
1 EREAZES VAR 7YV =y Y
(Sunkaky Medical Corporation IVF Namba Clinic)
2 BEFIEANZEHSHORACY SV T7ury hkKlzU=vo
(Sunkaky Medical Corporation HORAC Grand Front Osaka Clinic, Osaka, Japan)

06-3 DAR—)VERBEDEETEEFTMEMETERFREEH Y TIVICABHDPGCT-ME1To7= 161
Joubert syndrome with TMEMG67 variants: A PGT-M case report

OFEE U4 T (Masaya Saito) . F i [ 7~ ' (Yoko Yoshioka), 475 B - ' (Naoko Ishihara)
=2 75 ' (Akane Takaya) | %HE] 7DZ= 1~ ' (Sakiko Nukaga) . JHi% &1~ ! (Michiko Takizawa)
RS T (Yuko Wakamatsu) , JTHE 4S54 ! (Manami Kondo) . $5AK 22/ ! (Takahiro Suzuki) .
KM PHE ' (Riku Honda) . /5 & ! (Chiharu Ishida) , #ilJfi 5%/ ' (Yoshihiko Sakakibara)
JEHY PR 2 (Rie Kitano) . 13 ZfAEH ® (Kentaro Shiral) | &5 {&7i * (Shunsuke Miyai) |
BKE 15K ! (Hiroki Kurahashi) | ] $51F ' (Yoshimasa Asada)
1 BEENEHLT a—RA7 V=
(Asada Ladies Clinic, Tokyo, Japan)
2 TililsREEbE Em AR
(Department of Obstetrics and Gynecology, Tsuchiura Kyodo General Hospital, Ibaraki, Japan)
3 kit EwEET R
(Department of Pediatrics, Tsuchiura Kyodo General Hospital, Ibaraki, Japan)
4 PEHERIRY:
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)

EEE) TS

PGT-AZDREIRICHITDHERMBREERICEATOIEE~LUROBERN D
Prenatal testing and diagnosis after PGT-A: what we discuss and how people choose
testing options, and the test results, from our clinic’s experience

OHF B+ (Chieko Tamura) . HEJF T-2E ! (Chikoto Thara), HIAT 5% ! (Yasushi Nakamura)
LI W' (Kenji Yamada) , {5 A% ' (Mio Furusawa) | $0°f2 /7 ' (Chikara Kihira) |
R 2B (Mihyon Song) . 4R ] ! (Seiji Kanazawa)
1 FMCHEZ U=y
(FMC Tokyo Clinic)
2 HEURZEE A AR
(Department of Obstetrics and Gynecology, Teikyo University, Tokyo, Japan)
3 MNOHNDHRLT 4 —AZU=Zw Y
(Marunouchi no Mori Ladies Clinic, Tokyo, Japan)

—iRE7 RBER - AEREREFE1

Oral Session 7 Perinatal Genetics 1
H 125150 OK)  14:30 ~ 15:20
= Y E5%Y (BF 3114312)
JE R B BB (R RERER AR el ARD
M Ak (EZRE EERDTLE > 2 — RN - Bt > 2 — RIS HED
Date : Thu. December 15 14:30 ~ 15:20 Room 5 (311+312, 3F)
Chairs : Yoshimasa Kamei (Dept. Obstet. Gynecol., Saitama Medical University Hospital)
Seiji Wada (Fetal Medicine, Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center
for Child Health and Development, Tokyo, Japan)

EZMETHFRENDTurnerEREBRICH L CHFREREEIT DI ZEH
Two cases of egg freezing for Turner syndrome in a child with expected infertility
O F5.2 ' (Hideyuki Iwahata) | =571, 138 ' (Seido Takae) | {1 & ' (Kaoru Ito)
i B 7 (Yuriko Iwahata) . /N JEL =5 2 (Kei Odawara) . 234K FHAZ ! (Yuki Suzuki) |
2R Fke ' (Yodo Sugishita) . Ji N FIEC " (Yuki Horage) . #57K T8 ' (Nao Suzuki)
I WY 7 PR AR
(Department of Obstetrics and Gynecology, St. Marianna University, Kanagawa, Japan)
2 EARURZEBEZEA pEMm NRLAR
(Department of Obstetrics and Gynecology, Showa University School of Medicine, Tokyo, Japan)
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12 R AR TR L 1=y —F — IR EED 36

07-3

07-4

07-5

Fertility preservation in women with Turner syndrome: Three case reports

OH_F BHF (Tomoko Inoue) , =12 75 . (Yoshie Nagatakidani) ., %4 ¥l (Yoshiko Asai)
A 505 (Yoshiharu Morimoto)
HORACZ' S > 7ua Yy N KRZ7V=v %
(HORAC Grand Front Osaka Clinic, Osaka, Japan)

ERICE N TYREBBAZFEBEM/ N REBREZIETL-BEREEREICDONTORE
The study of azoospermic-oligozoospermic males performed the analysis of AZF gene
microdelections in Tonan hospital
O3t 1852 ' (Hirofumi Henmi) | J&[ ] & ! (Taishi Hamaguchi) , 3% 21 (Yutaka Iwaki) |
M 3% 7' (Utako Tkeda) |, 3% f2BH ' (Toshiaki Endo) . MTHF ffi ACElS ? (Rintaro Machino)
1 ERNFEIFHEES S bt WARE - ZEIHN R
(Department of Gynecology and Reproductive Endocrinology, Tonan Hospital, Sapporo, Japan)
2 ERXBEHFHHAHEAE bt Rk
(Department of Urology, Tonan Hospital, Sapporo, Japan)
FARREBFRETHRALEEEEBRREENISEZDEERENI VIV IDEEMH
Importance of genetic counseling from the viewpoint of cases of sex chromosome
abnormalities diagnosed by amniocentesis

OfBRA 152} (Yuuto Tsuruoka) . B FEE - (Michiko Miya), {24 {& (Osamu Samura)
7S 25t (Aikou Okamoto) . (FHiE FHAC (Yuki Ttow) . [Ei4E {d (Ken Takahashi) .
H F Bk (Momoko Inoue), 231 EEPF: (Akihiro Hasegawa) . 7k{1. TH{F: (Seika Nagae) .
KSR 2 (Haruna Ookubo) ., ££J {i# (Takeshi Nagao), &A1 JL» (Sin Mouri) |
VL B2 (Ruriko Ejima) , fnAs B A= (Natsuki Matumoto)
RERHERIK MR Pl AR
(Department of Obstetrics and Gynecology, The Jikei University School of Medicine)

e y—IIBITDEYAIREBIEROREERIRIC DT
Perinatal outcome of mosaic embryo transfer at our center

OB #E ' (Hiromitsu Azuma) , 542 A Z ! (Aiko Sasaki) . FRFH Z&/T ' (Taisuke Morita) |

K T (Tomohiro Arai) , T {/24% ! (Saho Fujino) . JEHD {5k | (Yuya Fujibe)

Wy YDR% T (Saori Unno) | /[NPG &% 1~ ! (Akiko Konishi) | #EJF —#f | (Kazuhiro Kajiwara) |

2F [FAF* (Kayoko Kaneko) | ZEZS {2 (Jin Muromoto) , 57K ' (Tomo Suzuki)

JNT V5 (Kohei Ogawa) |, 77 FHZS ' (Rina Akaishi) | £k HL{4: ? (Rika Sugibayashi)

A Yt (Mitsuyoshi Amita) . /)N FE L % (Katsusuke Ozawa) . FIFH Fa] % (Seiji Wada)

& 78 ' (Haruhiko Sago)

1 ENIREEF I > 2 — FED - RS 2 — R
(Division of Obstetrics, Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center
for Child Health and Development, Tokyo, Japan)

2 ENIRE R 2 — FE - RS V2 — BRI RRE
(Division of Fetal Medicine, Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National
Center for Child Health and Development, Tokyo, Japan)

3 [ENIEREERIE L 2 — JAEN - RS 22— NS ER
(Division of Reproductive Medicine, Center for Maternal-Fetal, Neonatal and Reproductive Medicine,
National Center for Child Health and Development, Tokyo, Japan)

4 ENIRRE RIS 2 — FEEM - B2 v 2 — RN
(Division of Maternal Medicine, Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National
Center for Child Health and Development, Tokyo, Japan)
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Oral Session 8 Genetic Counseling 1

H

e
~

JE

Date
Chairs

12
5% ety (3F 313+314)

£

LEL

: Thu. December 15 14:30 ~ 15:20 Room 6 (313+314, 3F)
. Naoko Iwasaki (Institute of Geriatrics, Tokyo Women’s Medical University)

12H15H (OK) 14:30 ~ 15:20

Al T GRET P IRRICAE R R 241 o 22— BERRIAAARD
HIA) B9 (EMCIREL S VU = 7 R « 8w 2 2 T

Chieko Tamura (Medical Information and Genetic Counseling Division, FMC Tokyo Clinic)

BEE D2BRESERRICE DK RIU— U IhoDBEHESESESZDRE

08-2

08-3

08-4

Current status in the management of hereditary tumor syndromes with screening based
on the first medical questionnaire
OTf)I| EZE (Makoto Ichikawa) , e k% | (Nobue Takaiso), i} Z2fL* (Akiyo Yoshimura)
A 3584 2 (ssei Imoto)
1 BRIEDAL Y Z— U AT FHli=E
(Department of Risk Assessment, Aichi Cancer Center, Aichi, Japan)
2 BRIV Z— T
(Department of Laboratory, Aichi Cancer Center)
3 BRHIRERMNAL Y Z— AMRE
(Department of Breast Oncology, Aichi Cancer Center)
BRI EIREE R ECZNRERRBICEDETNY I ITDIKRR
State of genetic counseling for HBOC after health insurance approved
OBE I %25 (Tomoyoshi Aoyagi) . 75 H PIZSEE (Kanae Iwata), A B (Maki Namura)
FIEs 5175 (Hiroshi Matsuzaki)
gL v 2 —
(Funabashi Municipal Medical Center)
FIPIER I ERD N AT/ LTOT7 74 ) I BEEZRHICMGEDEEY I EIPREERED
FIERISSRTIC B A D I TE R
A patient with hilar cholangiocarcinoma got cancer genomic profiling test finally led to
presymptomatic diagnosis of Hereditary Breast and Ovarian Cancer (HBOC) in family
members: a case report
OMB Y7 ¢ 7 ! (Sadia Matsutani) , 2 [57F ' (Haruka Tada) , K38 H22F ' (Nanako Ohmichi)
1] 2 (Atsuko Tkegawa) |, JI| N B H A ' (Norihito Kawashita) , FHAY F1EH " (Kazuo Tamura)
HaJI| £~ * (Tomoko Nakagawa) . PEI FIEL % (Kazumasa Saigoh) . #37% {441 * (Yoshinari Matsumoto)
1 EERERFR BT 2R B SISO - (R Y T — B AGRRE
(Genetic Counselor Training Course, Graduate School of Science and Engineering, Kindai University,
Osaka, Japan)
2 SEEREIRERE L T2
(Genetic Medicine Department, Kindai University Hospital, Osaka, Japan)
3 GEEORYE BTEE TOVF = EAR
(Department of Energy and Material, Faculty of Science and Engineering, Kindai University, Osaka, Japan)
4 NIRRT R R AR
(Gynecology Department, Kishiwada City Hospital, Osaka, Japan)
1 ZORRILE IR - U R VKR SPERRBHMBOBRIREICH T DEEHD ) T DEE
The Role of Genetic Counseling in Decision-Making for Risk Reducing Mastectomy and
Risk Reducing Salpingo-oophorectomy

OFly 254 ! (Nana Akiyama) , 9 5 ! (Hyangri Chang) . P4 Z£71. 2 (Kotoe Nishioka) |
{IiTHE #ETE 2 (Ayaka Sato) . ZRla] i LD 2 (Arisa Morizono) . 21| 3 2 (Michihiro Tanikawa) |
@A Bk ? (Kenbun Sone) , 7% 1L * (Mayuyo Mori) , [/ L ? (Masahiko Tanabe) .
HEH vaF| ' (Katsutoshi Oda)
1 BRURZZEZATRIE IR 7/ L g 3l
(Department of Genomic Mecdicine, The University of Tokyo Hospital, Tokyo, Japan)
2 WEUCEEZAAI @ mle LR - Norsiet
(Department of Breast and Endocrine Surgery, The University of Tokyo Hospital, Tokyo, Japan)
3 WA BRYEt > 2 — FORTERLENAERE e AR
(Department of Gynecology, Tokyo Metropolitan Cancer and Infectious Diseases Center Komagome
Hospital, Tokyo, Japan)
4 WHUCEBELAIE Rl LSRRt - R AR
(Department of Obstetrics and Gynecology, The University of Tokyo Hospital, Tokyo, Japan)
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B KPR A%RFR BEFEREBICHITDRENSHOBRER ~Z010F0OHRHERBEICENT~
Current status of presymptomatic diagnosis at the Department of Genetic Counseling,
Osaka University Hospital
OAHH: 4531 (Ayumi Yoned) | kG 1EAC #° (Masanori Takahashi) , 2287 Jif% 4 (Hidetaka Yano)

T 75 1 (Sumiharu Nakamae) | 5% Ak ! (Yuki Sato) . 223 7254% ! (Yasue Adachi) .

i B! (Mariko Nagai), KEA% &R ' (Kae Hashimoto) , JlFH #ik 7 (Norio Sakai) |
YA F5hit'? (Hideki Mochizuki)

—RRE 9

1

2

3

RBRIEE 2RI R 5 JEAL - 72 HET

(Department of Genetic Counseling, Osaka University Hospital, Osaka, Japan)
RBIERZGE R 2R FERE FhRE R

(Department of Neurology, Osaka University Graduate School of Medicine, Osaka, Japan)
EFGEN A= T H ol

(Kyowakai Medical Corporation Senri Chuo Hospital, Osaka, Japan)

RBRAA BB Rl (RIEEE TR Y b T — 788

(Social Service Department, Osaka University Hospital, Osaka, Japan)
RBRERZGE R AR 7ER R AR

(Department of Obstetrics and Gynecology, Osaka University Graduate School of Medicine, Osaka, Japan)
KRBEREER R 2RISR (R

(Osaka University Graduate School of Medicine, Division of Health Sciences, Osaka, Japan)
RBREAR B RIFFERE NERL A

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

BIho € )72

Oral Session 9 Genetic Counseling 2

Ho W
K

S

Date
Chairs

12H15H (K) 15:30 ~ 16:20

6t (BF 313+314)

Puyc v ERHSE TR at BRBOR « XA 2 o v b7 7 2 ARG 83 - BB

EBa 45 (ENIBERR Y 2 — Bttt v 2 —)

: Thu. December 15 15:30 ~ 16:20 Room 6 (313+314, 3F)

- Junko Yotsumoto (Patient Awareness & Diagnosis, Market Access, Public Affairs & Patient Experience,

Fuyuki Hasegawa (Center for Clinical Genetics, National Center for Child Health and Development)

Japan Pharma Unit, Takeda Pharmaceutical Company Limited)

09-2

BIBEE A MOT71—8E (ALD) NDEMFMERBEDLHICREEZKZ2XiEL LRI

DZIFEIZDNT
Support for the tested carrier female siblings of a patient with adrenoleukodystrophy who
underwent hematopoietic stem cell

OnE ZH ' (Hyangri Chang) | #3)1] #i& 1% (Takashi Matsukawa) . £73ffj {52 % (Hiroyuki Ishiura) |
7% JIE® Jun Goto) . 31 2k * (Shoji Tsuji) . = FH 35 2 (Tatsushi Toda)

1

2

3

4

WHUREE RS RE 7/ Lag il

(Department of Genomic Medicine, The University of Tokyo Hospital, Tokyo, Japan)

FHURE RAAHSI SRRl i it Rt

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

FEIBREE A ) e Ik PR

(Department of Neurology, International University of Health and Welfare, Ichikawa Hospital, Chiba, Japan)
] B R R R 2 R e

(International University of Health and Welfare, Graduate School, Tokyo, Japan)

BIEURBICEATEIFANDBRET (EM)  REDHDFAEWRELLAE
Disclosing information to children with genetic syndromes: a survey on children themselves

O%+ FEF ' (Mikiko Kaneko) . Kt K482 (Daiju Oba), KK @3¢ 2 (Hirofumi Ohashi)

1

2

R E R ER A ERE R BRI

(Department of Clinical Genetics, The Jikei University Hospital)
HERISNREE Y Y 2 — 835k

(Division of Medical Genetics, Saitama Prefectural Children's Medical Center)
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HIRRDEEAD VIR GRAHDREEROFEFAO—B LA BERMEERS
MR EBS HIEIERED 26

Two cases of asymptomatic hereditary hematologic disorders benefited from genetic
counseling during pregnancy

O%& T BT ! (Kayoko Kaneko) , 14 & K %BF-2 (Aiko Sasaki), #E C &\ ? (Kotoi Tsurane)

K 21 2 (Ayayo Hayashi) . B[R FAF01T- ' (Sawako Abe) . #HA% HH # (Tomo Suzuki) |

JREHY {/E{5 2 (Saho Fujino) , JEES 15K 2 (Yuya Fujibe) . ZRFH Z8/T 2 (Taisuke Morita) |

M) —f; 2 (Kazuhiro Kajiwara) | /NP -2 (Akiko Konishi) | T £k ? (Tomohiro Arai)

HEEY VD% 2 (Saori Unno) | BEES 74 2 (Kei Awano) . BT #3045 2 (Hiromitsu Azuma) ,

P JE A5 £ 2 (Yuki Kamihara) | [AI 7575 2 (Yuka Okazaki) . 7[\32 {152 2 (Nobuaki Ozawa) .

B R ! (Atsuko Murashima) | /28y VA ? (Haruhiko Sago)

1 ENIREERIE 22— JEE - B2 v 2 — RHERE
(Division of Maternal medicine, Center of Maternal-Fetal, Neonatal and Reproductive Medicine National
Center for Child Health and Development)

2 ENT KB ERRE 22— JEEE - RS v 2 — R
(Division of Obstetrics, Center of Maternal-Fetal, Neonatal and Reproductive Medicine National Center for
Child Health and Development)

iR TDFE KRBTV ERBEDER 2T T RICKELIBRZHAD ) T DR
Genetic counseling for a pregnant woman referred after a prenatal diagnosis as Down
syndrome in another hospital
O e F2ET 12 (Emiko Kise) | /[N AHFE ! (Tomomi Kojima) | ffi/A %! (Akiko Sakyu)
W 1 3 (Tomoki Kosho)
1 ABINIRZEEZEE R e AR E e > X —
(Center for Medical Genetics, Shinshu University Hospital, Nagano, Japan)
2 (EMIRZEE AR il el
(Department of Nursing, Shinshu University Hospital, Nagano, Japan)
3 EMNRALEAES BRI A A=
(Department of Medical Genetics, Shinshu University School of Medicine, Nagano, Japan)
4 EINKZESAE 7)) =)0 « — 7 TV A F5h ke
(Division of Clinical Sequencing, Shinshu University School of Medicine, Nagano, Japan)
BEERND I JICBITRHBICEIDRE- ISV TYR - A U—RE—
An experience of empathy in online simulated genetic counseling: A grounded theory
study
ORI JE 2 (Chikako Tomozawa) . 431~ 92T~ (Mikiko Kaneko) . /54 A 70T~ 1 (Motoko Sasaki) .
=2 52 M (Hidehiko Miyake)
1 BEOKEZ R NESACBIRFP AR 5 A 7 A T2 AHIK
(Division of Life Sciences, Graduate School of Humanities and Sciences, Ochanomizu University, Tokyo, Japan)
2 ENIA AR 22— AR R TR R
(Department of Genetic Medicine and Services, National Cancer Center Hospital East, Chiba, Japan)
3 WREEERERIENE R ER2 R
(Department of Clinical Genetics, The Jikei University Hospital, Tokyo, Japan)

4 BEOKLTRE Ca— VT4 TH AT AW
(Institute of Human Life Science, Ochanomizu University, Tokyo, Japan)

—HRE 10 HEEIEE 1
Oral Session 10 Neurogenetics 1

H K 12H15H OK)  16:40 ~ 17:30

= Y @5%Y; (BF 311+4312)

BE R P ER CREERAGRERIIZR AEAREE)
i HEEY (RRHEERIRS: BRAREERD

Date : Thu. December 15 16:40 ~ 17:30 Room 5 (311+312, 3F)

Chairs : Tatushi Toda (The University of Tokyo, Graduate School of Medicine, Department of Neurology)
Mariko Taniguchi-Tkeda (Department of Clinical Genetics, Fujita Health University)

010-1

single cell RNA sequence IZ&BEILEFH IO T —D AR ENRE DR AERZH
Revealing pathogenies of defect in glial radial fiber migration in Fukuyama muscular
dystrophy by single cell RNA sequence

O (B B! (Mariko Taniguchi-lkeda) | /[MJll = Tf8 % (Michiyo Koyanagi) , 753 £:2 ? (Takashi Aoi)

1 ERHERREERR HRE SR
(Department of Clinical Genetics, Fujita Health University Hospital, Aichi, Japan)
2 PR RAERE RAAITERE BRI TRl R 2200 B
(Kobe University Graduate School of Medicine, Division of Stem Cell Medicine, Kobe University, Kobe, Japan)
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010-2 BUHMHERE (SMA) OFBRELESMN2EGEFIE—RICETDIEST - SMARERZI V-2
IZH1F% [4JE—BRE] ICE&ELT —
Analysis of correlation between SMA types and SMN2 copy number -Natural course of
Japanese SMA patients with 4 copies of SMN2 gene and issue of newborn screening in Japan-
ORER 57 ' (Mamoru Yokomura) . fifIf% B3 ! (Tamaki Kato) , i 5 H1EE ' (Mayuri Ito)
1 51 1% (Reiko Arakawa) . JHiFF ELFHE ' (Mari Urano) | 25/ INfS7- ! (Kayoko Saito)
1 BFIERERSE 7/ LisHekt
(Institute of Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)
2 [ENIEBRERIII Y > 2 —iEEE KT/ LR
(National Center for Global Health and Medicine, Department of Genomic Medicine, Tokyo, Japan)
010-3 BRAREICSMAE TS D BEDSMNTEEFHRIZD T/ LERHRFE
Genomic analysis study of the SMN1 gene region in patients with clinically diagnosed
spinal muscular atrophy
Ohni% B3 ' (Tamaki Kato) | #Ff 57 ' (Mamoru Yokomura) | K% #3%(Yutaka Osawa) , ¥AF2 74l 3 (Kensuke Matsuo)
IR i (Yuji Kubo) . AS[] Z25)- ? (Taihei Homma) | 251 it ! (Kayoko Saito)
1 B FIERRSE 7/ gk
(Institute of Clinical Genomics, Tokyo Women's Medical University, Tokyo, Japan)
2 IR ERIRY: skt N
(Department of Neurology, Kawasaki Medical School, Okayama, Japan)
3 HUEBHLA IR AR
(Division of Pediatrics, Kyoto Tanabe Central Hospital, Kyoto, Japan)
4 NAFT Y Ir U EH
(Biogen Japan Ltd., Tokyo, Japan)
010-4 BEARICH T OEMMEBEREDOMERZI I —Z I DRERE
Experience of Newborn Screening for Spinal Muscular Atrophy in Kumamoto Prefecture
OB &% 12 (Takaaki Sawada) . /|ME $1E[ 2 (Shiro Ozasa) . 75 Bi—E[3? (Shinichiro Yoshida) .
k) 232 2 (Kimitoshi Nakamura)
1 BEAICERAARE BB ApEas Wi JE = a7 LA i Su - i =y b 2 —
(Southern Kyushu and Okinawa Unit Center of The Japan Environment and Children’s Study, Faculty of
Life Sciences, Kumamoto University, Kumamoto, Japan)
2 FERARIERAARE AL FAREZEES /N R AR A
(Department of Pediatrics, Faculty of Life Sciences, Kumamoto University, Kumamoto, Japan)
3 HRACKZEREE AN R
(Kumamoto University Hospital, Kumamoto, Japan)
4 KMNAAu s ZAlatt
(KM Biologics Co., Ltd, Kumamoto, Japan)

010-5 EBEICHITIEREREERE (BHEE) MHEH/DRESEDKEERK
The frequency of each subtype of autosomal dominant spinocerebellar ataxia in Hokkaido
O AL (Yuka Shibata) . 13 FEHH ' (Masaaki Matsushima) . 7T.[7] 5a#0 > (Katsuki Eguchi) |
EJ: 2 (Azusa Nagai) . I HE A 2! (Masahiro Wakita) , 245 — B[ # (Ichiro Yabe)
1 AbHRE R AR BRIE (TRe Re
(Division of Clinical Genetics, Hokkaido University Hospital, Sapporo, Japan)
2 JBHERY: KAGTE LT MR RaE 2 1 ARk Nl A=
(Department of Neurology, Faculty of Medicine and Graduate School of Medicine, Hokkaido University, Sapporo, Japan)
3 EFREAILEE AL E R e N RHE BT
(Hokuyukai Neurological Hospital, Sapporo, Japan)
4 HARFRATHE WFR AT
(Japanese Red Cross Asahikawa Hospital, Asahikawa, Japan)
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—ROE1NT IEVIRTAIR1
Oral Session 11  Epigenetics 1
Ho W 127150 OK)  16:40 ~ 17:30
= Y eny; (BF 313+314)
BE R BN (ENIRE R > 2 — 73N iR
ek e (Rt ETLRY: KEERE AR A - /NREE A7)
Date : Thu. December 15 16:40 ~ 17:30 Room 6 (313+314, 3F)
Chairs : Masayo Kagami (Department of Molecular Endocrinology, National Research Institute for Child Health and
Development)
Shinji Saitoh (Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical
Sciences)

DRI SRS RTORDBICKDRMERRES MY I—DAngelmanfEiZE D —Hl
Angelman syndrome with mosaic paternal uniparental disomy caused by mitotic nondisjunction

O Bifili ' (Masanori Fujimoto) . HIAY 5374 ' (Yuji Nakamura) . 755 Fl[jZ ' (Toshihiko Iwaki)
e FEZE ' (Bmi Sato) . SEHH Kififi ' (Daisuke leda) . ARFS SCF ' (Ayako Hattori)
FIA #5%8 23 (Anna Shiraki) . 7K 255 * (Seiji Mizuno) | Z51% {174 ' (Shinji Saitoh)
1 Al R RERER EEUIeR BN - NREZS )Y
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)
2 SHTT EELFEL Y X —DF R N R
(Department of Child Neurology, Toyota Municipal Child Development Center Nozomi Clinic, Toyota, Japan)
3 A ERARAGE LR TER N RR
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Japan)
4 BRHIRERSE RG22 — skt BHR2HR
(Department of Pediatrics, Central Hospital, Aichi Human Service Center, Aichi, Japan)

AR R RIS SIT 21 T A DMROA FILELES
Aberrant hypomethylation at differentially methylated regions is involved in biparental
placental mesenchymal dysplasia

ORI B Fiffi ! (Hidenobu Soejima), F5 A ik % (Saori Aoki) . BE7T {d ' (Ken Higashimoto)

== (Hiroyuki Mishima) , 5[ Z%—Hf 3 (Koh-ichiro Yoshiura) , H1FK — 2 * (Kazuhiko Nakabayashi) |

Z% fit—H[* (Kenichiro Hata) . JEL H&57 ! (Satoshi Hara) . K3 [% 2 (Takashi Ohba)

Fr 74 504 2 (Hidetaka Katabuchi)

1 EERZEA MRS FEEE - TV 22T 1 7 ANH
(Division of Molecular Genetics and Epigenetics, Department of Biomolecular Sciences, Faculty of
Medicine, Saga University, Saga, Japan)

2 FERARIERIAGMRIANIFLES R AR R
(Department of Obstetrics and Gynecology, Faculty of Life Sciences, Kumamoto University, Kumamoto,
Japan)

3 RRAIFRE N T RV AT AR R
(Department of Human Genetics, Nagasaki University Graduate School of Biomedical Sciences, Nagasaki,
Japan)

4 ENLKEEEL Y > 2 — W e R R 2
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)

AR 4 B E R A B E 7 O BB E S HRRAR
(Epi)genetic analysis of 70 patients with central precocious puberty

OB 7257 2 (Hiromune Narusawa) . I 74 (Keisuke Nagasaki) . 2% 4 I 552 # (Hideaki Yagasaki) |
AR BETE * (Yasuhiro Naiki) . {25 {#—Ef ° (Shinichiro Sano) . 257% AHTE ® (Tomohiro Saito) .
BIALE 5% 7 (Shun Soneda) , 3§ N 7 ACE[ ® (Shintaro Terashita) , €k &35 0 ° (Saori Kinjo)
R YERT '° (Mitsukazu Mamada) . FHEAR 78! (Sumito Dateki) , WEHfE B ! (Satoshi Narumi) |
Y#) 1] B+ (Reiko Horikawa) | &5 1)) '? (Tsutomu Ogata) , &I Bifd ' (Maki Fukami)
#% HEAC ! (Masayo Kagami)
1 ENZEE RS > 2 — 58T 537N i S
(Department of Molecular Endocrinology, National Center for Child Health and Development, Tokyo, Japan)
2 ELRZE ANREE
(Department of Pediatrics, University of Yamanashi, Yamanashi, Japan)
3 HHRARAEE AR A IR
(Division of Pediatrics, Niigata University Graduate School of Medical and Dental Sciences, Niigata, Japan)
4 ENLE BRI 22— N
(Division of Endocrinology and Metabolism, National Center for Child Health and Development, Tokyo, Japan)
5 HHRRNLC & Bk BERE - RENE
(Department of Diabetes Mellitus and Metabolism, Shizuoka Children’s Hospital, Shizuoka, Japan)
6 AUT PR R
(Department of Pediatrics, Yamanashi Prefectural Central Hospital, Yamanashi, Japan)
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T RBEDPREZV =Y
(Tanaka Growth Clinic, Tokyo, Japan)
8 IR RS N
(Department of Pediatrics, Faculty of Medicine University of Toyama, Toyama, Japan)
9 PRRREATHESRERE N R
(Department of Pediatrics, Okinawa Chubu Hospital, Okinawa, Japan)
10 FHE PR NR
(Department of Pediatrics, Tango Central Hospital, Kyoto, Japan)
11 Rkl N
(Department of Pediatrics, Nagasaki University, Nagasaki, Japan)
12 EMRERE 22— /NER
(Department of Pediatrics, Hamamatsu Medical Center, Shizuoka, Japan)

IEY/ LREIZEK D Beckwith-WiedemannfEIREEEFIL VIR DIER

Generation of Beckwith-Wiedemann syndrome model mice by epigenome editing
O¥aifE $RER (Takuro Horid) . ZxHH #{ifL (Sumiyo Morita) . ARKf FEEF (Mika Kimura)

M HEE (dzuho Hatada)

BERS RS A ARRETTIZEAT AWM L) Y — A v 2 —

(Biosignal Genome Resource Center, Gunma University, Maebashi, Japan)

INBHRRIE R M ISR R IZBITBDNAX FILEIZ L BSLCO2A 1 BIEF DR RINH DES

Attenuated expression of SLCO2A1 caused by DNA methylation in pediatric inflammatory
bowel disease

Ok E75 12 (Natsuki Ito) . T Z2J5 ' (Takahiro Kudo) . #IA I/} ' (Kosuke Kashiwagi) |

B T YL H ! (Kaori Tokushima), FFFH J3 9% ' (Kazuhide Tokita) . 7 = | (Nobuyasu Arai)

{leE E2 " (Masamichi Sato) . B[] 37~ ' (Reiko Sekiguchi) | &/ FH FEF ' (Bri Miyata)

AT #3EL ! (Yuri Kitamura) . 267 =F ' (Tamaki Ikuse) . f% =E4f ' (Keisuke Jimbo) .

77K 8HH ! (Toshiaki Shimizu) | JT.[] #i2% 2 (Hidetaka Eguchi) | [l 7] ? (Yasushi Okazaki)

1 MEERER Y NRRE
(Department of Pediatrics and Adolescent Medicine, Juntendo University Graduate School of Medicine)

2 MERERZRABLRAHIZER BHATEREE T - IBEEE/ MR O S Linfbi /it > 2 —
(Diagnostics and Therapeutics of Intractable Diseases and Intractable Disease Research Center, Graduate
School of Medicine, Juntendo University)

—HROE 12 AEHR - BEHEEF 2

Oral Session 12  Perinatal Genetics 2

T
=

Date
Chairs

H e
i

R

: Fri. December 16  9:00 ~ 9:50 Room 5 (311+312, 3F)
: Nagayoshi Umehara (Obstetrics, Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National

12A16H (%) 9:00 ~ 9:50

$5at (3F 311+4312)

MEJR ARE (ESLRB BN > 2 — JHpEW] - Rt v 2 — fERD
AR 18 CRBR NS G R > 2 — MG T2 HEER)

Center for Child Health and Development, Tokyo, Japan)
Hiroaki Nakamura (Department of Genetic Medicine, Osaka City General Hospital)

LR TONIPTIS G & KUY ERBHIDBREIEIC DV TORE

Accuracy of non-invasive prenatal testing (NIPT) using cell-free DNA and factors
affecting nonreportable results in a single-center experience
OFREH Zi (Satoko Kito) ., #5#Ax {17Z (Nobuhiro Suzumori), AEZ 7§+ (Kyoko Kumagai)
1% ;E{Z (Shinobu Goto) . 1M #HZ% (Yuki Sawada), /5% $l5{T (Hiroyuki Yoshihara)
KA # )Y (Ayano Otani), pXHH FEF] (Eri Takeda) . #27ff] B = (Mayumi Sugiura)
b TR AR PR AR B IR3E (2 EH
(Division of Clinical and Molecular Genetics, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)

NIPTT21. 18, 13BUANDRBEKNI Y I—HERS NI T — DR

The outcome of pregnancies with positive cf-DNA test results for rare autosomal trisomies

Ok} 3 ' (Yasushi Nakamura) | [L{FH B! (Kenji Yamada), FHA] i ! (Chieko Tamura) ,
HJE T-2£ " (Chikoto Thara) | £ 3T ! (Seiji Kanazawa) , 2K 334 12 (Mihyon Song)
#0373 (Chikara Kihira)

1 FMCHEIZ U =w 7
(FMC Tokyo Clinic, Tokyo, Japan)
2 NOHNDHELT 4 —ATUZw Y
(Marunouchi-no-mori Ladies' Clinic, Tokyo, Japan)
3 TEURALESAHS b AR
(Department of Obstetrics and Gynecology, Teikyo University, Tokyo, Japan)
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012-3

012-4

012-5

FERTENERDOESEEFNIPTTHEEEREZSE. FKREBFMRETRIEETTM0Z2RH
2FICEATEER
Two cases of low-level mosaic aneuploidy confirmed with amniocentesis after obtaining
positive results from whole-chromosome
OHEF #H#iF- ! (Chieko Tamura) . F£J5 T-2£ ! (Chikoto Thara) . HIA] 5 ! (Yasushi Nakamura)

LI BF =" (Kenji Yamada) . 7572 Af# ' (Mio Furusawa) . o> 7 ' (Chikara Kihira) ,

2R 2531 (Mihyon Song) . 22K i) ! (Seiji Kanazawa)

1

2

3

FMCHH( 7 ) = 7

(FMC Tokyo Clinic)

T RUR AR A PE Bt A

(Department of Obstetrics and Gynecology, Teikyo University, Tokyo, Japan)
HONDHEL T —A7V=w s

(Marunouchi no Mori Ladies Clinic, Tokyo, Japan)

HERRBEDZ R EBRES HBIREDRE
Relationship between Prenatal Testing and Choice of Painless Delivery

OhA% ! (Shin Ikebukuro) . Eif ¥EF ' (Tatsuko Hirose) | FHF 2 (Setsuko Sugano)
= | ! (Keiko Miyagami) , AR ZEH(1 1 (Miwa Sakamoto), 7K dHh4a ! (Akane Mizutani) |
FRA 2% 2 (Kana Morimoto) | 75 {~2% * (Hitomi Seino) . 755 {i5H 5 (Hiroshi Yoshihashi) .
1L £25/, © (Takahiro Yamada) . {4 & 7 (Osamu Samura) . BHIR BAZ ! (Akihiko Sekizawa) .
M1 72137 ' (Nahoko Shirato)

1

2

ARIR: R8T PEdm AR

(Department of Obstetrics and Gynecology, Showa University School of Medicine)
BERY: ZAN—T T 12—

(Gender Equality Diversity Promotion Office, Saitama University)
S REE R R AN SR A SRR R IR ERGELYE « BRERE DY
(Department of Medical Ethics and Medical Genetics, School of Public Health, Kyoto University Graduate
School of Medicine)
TLRRR RIS R0 R AR R 2 il

(Department of Neuropsychiatry, Hyogo Medical University)
RSN NRES RS > 2 — BRR2H RS Rt > 2 — BRREER
(Department of Clinical Genetics, Tokyo Metropolitan Children's Medical Center)
HURRR R A AR o e e 572 W M B S 8

(Clinical Genetics Unit, Kyoto University Hospital)
WRREERERE B Em ARBE

(Department of Obstetrics and Gynecology, Jikei University School of Medicine)

BEBNDO7T—MREERAMYORVEA ORI L. HERREICEATDITEIEBEDZIEFH
Municipal Support System for women undergoing prenatal genetic testing in Japan, based
on a questionnaire survey of pre- and post-partum women and a literature review of
support systems for pregnant women in Germany
OfFA 14318 (Kana Morimoto) , (LI 221/, '® (Takahiro Yamada) | iH5 28 (Setsuko Sugano)

1E8Y -3 (Atsuko Sano) . 143 Bi %8 (Shin Ikebukuro) . JxAx ZEFT 8 (Miwa Sakamoto) .

JEE T 53 T 48 (Tatsuko Hirose) . fERF & 58 (Osamu Samura) | V% 1~ ®® (Hitomi Seino) .

KA Hhia*® (Akane Mizutani) |, & | 5 *® (Keiko Miyagami) . 755 185 ™® (Hiroshi Yoshihashi) |

/INVKZ 1B ' (Shinji Kosugi) . BHIN BHEE 8 (Akihiko Sekizawa) . [T+ 751%F *® (Nahoko Shirato)

1

FURAE RAPGE RAAITERL (LR R AR [RF B - BRI

(Department of Medical Ethics/ Medical Genetics, School of Public Health, Graduate School of Medicine,
Kyoto University, Kyoto, Japan)

BERKEZAN—T T o it > 22—

(Gender Equality Diversity Promotion Office, Saitama University, Saitama, Japan)

HHUREE KRR TREER - BRI

(The University of Tokyo Interfaculty Initiative in Information Studies Graduate School of
Interdisciplinary Information Studies, Tokyo, Japan)

BRRIAZE BESAEE b N2l

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

WU RERICE i ARl a8

(Department of Obstetrics and Gynecology, Jikei University School of Medicine, Tokyo, Japan)
LR R R R AR R~ il

(Department of Neuropsychiatry, Hyogo Medical University, Nishinomiya, Japan)
FEUEL NS B ER - > 2 — BIEZHHE IRE R > 2 — HIREER

(Department of Clinical Genetics, Tokyo Metropolitan Children's Medical Center, Tokyo, Japan)

JRAEF BRI A IR B B fE S0 0 A AE AR e 2E THIZE R AR B9 5 R PE I D R 05
BRI D T2 D OIS | WHHE

(Research Group of Health Labour Sciences Research Grant, Comprehensive Research Project for Healthy
Raising of the Next Generation “Research on prenatal genetic testing and support system for pregnant
and nursing mothers’, Tokyo, Japan)
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—MRE 13 #HEEEE 2
Oral Session 13 Neurogenetics 2

H K:r12816H G 9:00 ~ 9:50
= % Wexnt; (3F 313+314)
BE R T ¥ GREORYE: BGeRENRD
H I AI5L (Rt RN RSE REARE R AR I AR AT SEAT A A A L 70 )
Date : Fri. December 16 9:00 ~ 9:50 Room 6 (313+314, 3F)
Chairs : Wataru Satake (Dept. Neurol., The Univ. of Tokyo)
Kazuhiro Yamakawa (Department of Neurodevelopmental Disorder Genetics, Institute of Brain Sciences,
Nagoya City University Graduate School of Medical Sciences)

013-1 CANVASI3repeat conformation heterogeneity=&93%
Long-read sequencing confirmed repeat conformation heterogeneity in CANVAS

Ok a1 ' (Satoko Miyatake) . 75 FH B2 ® (Kunihiro Yoshida) . Bil7K 71.B2 -2 (Eriko Koshimizu)

|+ %2 (Hiroshi Doi) . #& ] #3%% 24 (Hiromi Fukuda) . M #15F 2 (Kohei Hamanaka) .

FA AT 25 5% * (Fumiaki Tanaka) , 7K [l ? (Takeshi Mizuguchi) . #1375 1838  (Naomichi Matsumoto)

1 RS RSARYET SBAL 772 R
(Clinical Genetics Department, Yokohama City University Hospital, Yokohama, Japan)

2 BRI PR AR R AR
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)

3 EMIREEEE A e Al PRS2
(Division of Neurogenetics, Department of Brain Disease Research, Shinshu University School of Medicine,
Matsumoto, Japan)

4 WOEALRS BN « AR R
(Department of Neurology and Stroke Medicine, Yokohama City University Graduate School of Medicine,
Yokohama, Japan)

013-2 B4 Adysferlinopathy CRESEE CRESHKDC.2997G>TERIIIREVATHD I EDHER
The ¢.2997G>T mutation, which is the most common and mild form of Japanese
dysferlinopathy, is a missense
OE 8 10 ' (Toshiaki Takahashi) . $HA 15 2 (Naoki Suzuki) , /NEF 741 2 (Hiroya Ono) .

HPg 7% (Hirotaka Nakanishi) . /A4 B4 * (Satoshi Kurw) . B52T Z54#% 1~ 2 (Naoko Shimakura)
JURTE #4125+ (Chikako Yaginuma) | H57 BB 2 (Ruriko Izumi) | = {H 25— ' (Tomoko Totsune)
AT 5+ ' (Yoko Sugimura), i) 1] FE—© (Yasuko Shimosegawa) . 5[] J& ' (Masaru Yoshioka) |
JEEL 0! (Toru Baba) . A5 kbt | (Hideki Oizumi), FHHY £ ' (Hiroyasu Tanaka) |
HI| [ /= 2 (Hitoshi Warita), T 2 ! (Atsushi Takeda) . T5A 1F5d: 2 (Masashi Aoki)
1 IR AL 1E 2 B it R
(Department of Neurology, National Hospital Organization Sendai-Nishitaga Hospital, Sendai, Japan)
2 LR BE2EES MR
(Department of Neurology, Tohoku University School of Medicine, Sendai, Japan)
3 Ml ER AL AN
(Department of Neurology, Nagoya University School of Medicine, Nagoya, Japan)
4 [ENTIR BN R R iR
(Department of Neurology, National Hospital Organization Suzuka National Hospital, Suzuka, Japan)
5 [EILEGERIE T2 ERERE AR
(Department of Clinical Laboratory, National Hospital Organization Sendai-Nishitaga Hospital, Sendai, Japan)
6 ENTREBERENLG P 2 R AR R
(Department of Neurosurgery, National Hospital Organization Sendai-Nishitaga Hospital, Sendai, Japan)

013-3 VPS13DEEFD IRV ZANIT VMY EE S M- MR EIE R E S RED— K%

A pure spastic paraplegia family with a novel missense variant of VPS13D gene
ONEIZS F It (Haruo Shimazaki)

RiEERIRE (RIZEFRA

(Faculty of Health and Medical Care, Saitama Medical University, Hidaka, Japan)

IR BRMTADAETE - IRMEICE—BERFRBIIEETDION?

How common are single-gene disorders among patients with febrile status epilepticus/

acute encephalopathy?

Ol 22 ' (Hiroshi Yamaguchi) , {E52 %2H8 ' (Hiroaki Hanafusa) . {77 £— ' (Shoichi Tokumoto)
B F13E ' (Kazumi Tomioka) . P11 J5F/7 2 (Masahiro Nishiyama), *L[1| 33 & 2 (Azusa Maruyama) ,
FRET 5L (Naoya Morisada) , 778t 9K ! (Kandai Nozu) , 7K #AH3 ! (Hiroaki Nagase)

1 T RZEREB WIS DR
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
2 SEENLC & &Rkt MRt
(Department of Neurology, Hyogo Prefectural Kobe Children's Hospital, Kobe, Japan)
3 SRR T L &R AR SR
(Department of Clinical Genetics, Hyogo Prefectural Kobe Children's Hospital, Kobe, Japan)
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T UEREEEEGEFICKDTIVIYNAT—RETIVYIRICETZ7IO040 K BRELHIEMD
HHEIEHR
Suppressive effects of Down syndrome genes on A-beta aggregation and mortality in a
mouse model of Alzheimer's disease

O 5 p#— ! (Keiichi Ishihara) . 77 BtHL ! (Eri Kawashita) . PSH Fi4: 2 (Mizuki Katsuda) .
P 5172 (Michiko Saito), £ J87Z * (Haruhiko Sago) . [11)1] F15) ° (Kazuhiro Yamakawa) .
FAIE I8 ! (Satoshi Akiba) | 755 FH FI15% 2 (Kazuyuki Takata)
1 BURSEERORY: AL 20 B
(Department of Pathological Biochemistry, Kyoto Pharmaceutical University, Kyoto, Japan)
2 USRI MG HERER
(Division of Integrated Pharmaceutical Sciences, Kyoto Pharmaceutical University, Kyoto, Japan)
3 GUEBEERIRY: NA AT A TV ARG Y 2 —
(Bio-science Research Center, Kyoto Pharmaceutical University, Kyoto, Japan)
4 ENTREERIE > 2 — FE - RS 2 —
(Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and
Development, Tokyo, Japan)
5 HtETIRAICAGIE AR MR AIIERT Ml Ao
(Department of Neurodevelopmental Disorder Genetics, Institute of Brain Sciences, Nagoya City
University Graduate School of Medical Sciences, Aichi, Japan)

—RRE 14 JAEH - BE8ERT 3

Oral Session 14 Perinatal Genetics 3

H K:12H16H (%) 10:00~ 10:50
= Y Wsnb; (BF 311+312)
B R ] (RRRERRER AR s 1R
(i BA GUEBRAREERR AR IR e R AR 2 > & —)
Date : Fri. December 16 10:00 ~ 10:50 Room 5 (311+312, 3F)
Chairs : Hideaki Sawai (Department of Clinical Genetics, Hyogo Medical University Hospital)
Shigehito Yamada (Congenital Anomaly Research Center, Kyoto University Graduate School of Medicine)

FOBEMEREYS/ LBMER EICETTODNAX FILEF v TFr—o—4 2 ZEDRF
Establishment of a methylation capture sequencing protocol for efficient diagnosis of rare
monogenic disorders

OEAI B 2 (Keita Hasegawa) , HI#k —JZ ! (Kazuhiko Nakabayashi) | ja[ & £ ' (Tomoko Kawai)
FEIE FL75 ' (Saki Aoto), H FH % (Yoshifumi Kasuga) |, §l|JE i3 (Hidenobu Soejima)
A fifiZ * (Nobuhiko Okamoto) . FHHY 5 2 (Mamoru Tanaka), %% {f—[ ! (Kenichiro Hata)
1 A T R 2 —
(National Center for Child Health and Development)
2 BEEFESNRZAIEZANS P AR
(Department of Obstetrics & Gynecology, Keio University School of Medicine)
3 EEIRPAEAT D) TR - TEY 22T« U A0
(Division of Molecular Genetics and Epigenetics, Department of Biomolecular Sciences, Faculty of
Medicine, Saga University)
4 RBREFEEFRE > 2 — 78T
(Osaka Women's and Children's Hospital)

Genetic autopsyT17q12RIEIREE & 21T L /=Potter sequence® 15l
A case of Potter sequence due to 17912 microdeletion syndrome diagnosed by genetic
autopsy

OMA hnZs ' (Kana Hiromoto) , £} B [E 5% '*® (Naoya Morisada) , *£/A 1 ° (Shinya Tairaku)
KPY FE - 2 (Noriko Oonishi) . iRk 7 ° (Toru Funakoshi) . Bt # A (Kandai Nozu)
iy B — 3k >° (Kazumoto lijima)
1 SRS EEEbE 7/ LEfEE 2 —
(Department of Genome Medical Center, Hyogo Prefectural Kobe Children's Hospital, Hyogo, Japan)
2 TEEENLC & BRbt ARG R
(Department of Clinical Genetics, Hyogo Prefectural Kobe Children's Hospital, Hyogo, Japan)
3 M RN EAVITERE WRERaREEE /NRR A7
(Department of Pediatrics, Kobe University Graduate School of Medicine, Hyogo, Japan)
4 SRR PHEERR Y 22— N
(Department of Pediatrics, Hyogo Prefectural Tamba Medical Center, Hyogo, Japan)
5 LRI C R IERE FER
(Department of Obstetrics, Hyogo Prefectural Kobe Children's Hospital, Hyogo, Japan)
6 ST T L&k iR
(Director, Hyogo Prefectural Kobe Children's Hospital, Hyogo, Japan)
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LIROBEIEREICH TS Chromosome microarray(CMA)RE D FI AR
Survey of Chromosome microarray (CMA) testing in perinatal care at our center

O Ahn (Yuka Yamashita) . #Af [%& (Ryu Matsuoka) . F15R FE45 - (Mikiko Tzumi)
B 3% (Tatsuko Hirose) . JiEFH i~ (Hiroko Takita), 73H &t (Tatsuya Arakaki)
flir B35 (Mayumi Tokunaka) . J&{HH 4+~ (Shoko Hamada), & |- 5t (Keiko Miyagami)
JINHY EEF- (Keiko Koide) . 1 7%1% ¥~ (Nahoko Shirato) , BEJN HHE (Akihiko Sekizawa)
IR 8 2 B e bt NSk
(Department of Obstetrics and Gynecology, Showa University School of Medicine)
014-4 BRERICHITIMENECFENENOEREORE
Comprehensive genetic analysis for fetal disorders
OERJI| %42 ! (Fuyuki Hasegawa) . 2317 23T ? (Kosuke Taniguchi) . FIFH ) ' (Seiji Wada)
7N L (Katsusuke Ozawa) . #26K B4 ! (Rika Sugibayashi), ZEA [~ ! (Jin Muromoto) ,
N3 ! (Kana Fukui) . B[] .2 3 (Torayuki Okuyama) , R #37) ' (YujiIto)
& VBZ ! (Haruhiko Sago), Z& fit—H[3 2* (Kenichiro Hata)
1 ENIREERI 22— Y - RSt v 2 —
(Center for Maternal-Fetal, Neonatal and Reproductive Medicine, National Center for Child Health and
Development, Tokyo, Japan)
2 [N KB ERIITE Y > 2 — e JE R R 7
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)
3 [ENIREERETE Y 2 — FRRRE S
(Clinical Laboratory Medicine, National Center for Child Health and Development, Tokyo, Japan)
4 BERSRAE DRPERWITLRE 0 Rl A Y s e
(Department of Human Molecular Genetics, Gunma University Graduate School of Medicine, Gunma, Japan)
014-5 MERFEBRICEITDDFENZNEZH T TOEERBEDER
Significance of the bacterial culture under molecular diagnosis in the chorioamnionitis
OR i #1375 " (Shinji Tanigaki) . {E#f 2512 (Tomoko Hanawa) , AP JEFE -3 (Eriko Oonishi)
Fafk — 2 ® (Kazuhiko Nakabayashi) . 7251L] K21 * (Daichi Urushiyama) , /[Mik T2 ! (Chie Kobayashi)
T Z840 ! (Yasunori Sato) . 7T#% B2 ! (Satoshi Takemori) | #3 B J2f# ! (Miho Matsushima) .
FAE 2 ' (Atsushi Tajima) | Z8 {g— B> (Kenichiro Hata) , 7Nk [5i— ' (Yoichi Kobayashi)
1 AEMORAE E2EES E RHm AR
(Department of Obstetrics and Gynecology, Kyorin University, Tokyo, Japan)
(Department of Infectious Diseases, Kyorin University, Tokyo, Japan)
3 ENLE RS > 2 — W JE R R RE TS
(Department of Maternal-Fetal Biology, National Research Institute for Child Health and Development,
Tokyo, Japan)
4 R RS pEbe AR
(Department of Obstetrics and Gynecology, Fukuoka University, Fukuoka, Japan)

—MRE 15 #HEEEE 3

Oral Session 15 Neurogenetics 3

H Ki:r12816H &) 10:00 ~ 10:50

= Y Wext; (BF 313+314)

BE R R (BERTILRS BREER RN « A RSE)
A (ESRE ERE - > 2 — BOERD

Date : Fri. December 16 10:00 ~ 10:50 Room 6 (313+314, 3F)

Chairs : Hiroshi Doi (Department of Neurology and Stroke Medicine, Yokohama City University School of Medicine)
Kazue Yoshida (Division of Dermatology, National Center for Child Health and Development)

015-1 ExpansionHunter Denovo C&H E N /=RFC 1B FICAAGGGH L U'ACAGG) E— MaR %D
FRRICHITDRABEEIRRES
Cognitive impairment in a family with AAGGG and ACAGG repeat expansions in RFC1
detected by ExpansionHunter Denovo
O —Ri 12 (Kazuki Watanabe) . H1ES Y7 | (Nakashima Mitsuko) ., #5 5 HT ? (Rie Wakatsuki)
N B 2 (Tomoyasu Bunai) . 2PN FERL > (Yasuomi Ouchi) | HIAT A ? (Tomohiko Nakamura) |
‘B #3HA 2 (Hiroaki Miyajima) . ¥ {8t 75 ' (Hirotomo Saistu)
1 ERAERLRE AL a e
(Department of Biochemistry, Hamamatsu University School of Medicine)
2 EMRERRY: IR
(Department of Neurology, Hamamatsu University School of Medicine)
3 IRERIRY: ERBREA A — 2 2 T HIgEE

(Department of Biofunctional Imaging, Hamamatsu University School of Medicine)
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FLF 2 UBBREEFOREER SHSRMBIRE S OBE
A rare genetic variant in the cleavage site of prepro-orexin is associated with idiopathic
hypersomnia
OEr)l] B2 (Taku Miyagawa) . FHH 3 ® (Susumu Tanaka) | 25 2557 "> (Mihoko Shimada) |
WEE 0% ° (Noriaki Sakai) | PEHT 574 ° (Seiji Nishino), = & F[155 © (Kazuo Mishima) |
ik Bt 2* (Katsushi Tokunaga), A% E 17 (Makoto Honda)

1

WU R 2R S WIS T B 22 IR 7 2 e 7 b

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

FREURIAR AR SR R E BR R (A KR (2 70 B

(Department of Human Genetics, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
BIPHE RIS 27 e

(Department of Anatomy, Faculty of Medicine, Kansai Medical University, Osaka, Japan)
ENEBRER e v 27 LERME O Y 2 7 b

(Genome Medical Science Project (Toyama), National Center for Global Health and Medicine, Tokyo, Japan)
AR YT F— FRFMEIREAR D X LW

(Sleep and Circadian Neurobiology Laboratory, School of Medicine, Stanford University, Stanford, CA, USA)
FRF K22 R A R 2R BT e PR R 2l e

(Department of Neuropsychiatry, Akita University Graduate School of Medicine, Akita, Japan)

DN Zak B TR N AT N SR e

(Koishikawa Tokyo Hospital, Institute of Neuropsychiatry, Tokyo, Japan)

EMSTNEEFTNHTOOA—ZVF LR TSA2 TN 7 2 MIS UTRADIEHREZ TS5A R
A haSEEL TV
The human MSTN gene produces a splicing variant that utilizes an atypical splicing
acceptor in the 3' UTR

O f172 “? (Kazuhiro Maeta) . Farea Manal'?, i) /A% ** (Hisahide Nishio)
K8 sz ' (Masafumi Matsuo)

1

PIFEBER Y S U NE ) T— 3 3 V2AES BB RISRRIFSS (sl R AL 27) 25 W s e

(KNC Department of Nucleic Acid Drug Discovery, Faculty of Rehabilitation, Kobe Gakuin University,
Kobe, Japan)

MFERERY: D IE— 3 YN, A uI—HHE WL X —

(Research Center for Locomotion Biology, Kobe Gakuin University, Kobe, Japan)
RPN/l e 27 =i = 1

(KNC Laboratories Co., Ltd., Kobe, Japan)

PIFERE R e B U NE Y T — 3 g V2 EERE AR

(Faculty of Rehabilitation, Kobe Gakuin University, Kobe, Japan)

015-4 irrattsz @R 165
A case of generalized pustular psoriasis
OHEJ1| 2912 (Satoko Minakawa) , FAIR HEH] | (Yasushi Matsuzaki) . 751 422 ! (Miyuki Yoshikawa) |
JST AAH ! (Daiki Rokunohe) | ZRHR 2 HB! (Eijiro Akasaka), H1'Ef Bl] ! (Hajime Nakano) ,

A Kl | (Daisuke Sawamura) . AP (B ® (Makoto Daimon) . B74J F15% * (Kazuo Nomura) ,
T #5—HJ5° (Soichiro Watanabe) | #27ff — 7% ° (Kazumitsu Sugiura)

1

2

3

ShRTRZE R R AW SRS R A

(Department of Dermatology, Hirosaki University Graduate School of Medicine, Hirosaki, Japan)
SR B 27 I T s e AR A8

(Department of Clinical Laboratory, Hirosaki University Hospital, Hirosaki, Japan)
ShRTRZER B2 ERETERE 70 WA ARl

(Department of Endocrinology and Metabolism, Hirosaki University Graduate School of Medicine,
Hirosaki, Japan)

HIDOBLRER ) = &

(Aoyama Nomura Dermatology Clinic, Hirosaki, Japan)

R FH IR R RS2 R 2T I R 23

(Department of Dermatology, Fujita Health University School of Medicine, Toyoake, Japan)

RERICHI D EETFHY
Genetic diagnosis in Dermatology
O/INE A H 5 (Mayumi Komine)

EHBERIKY: B RER:
(Department of Dermatology, Jichi Medical University, Tokyo, Japan)
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—fEOE16 IEIVIRTAIR2
Oral Session 16  Epigenetics 2
Ho W 12/716H () 11:00 ~ 11:50
= Y H5%Y (BF 3114312)
JE R SR (RBEORCE RAAES 0 FAEMREEREE 0 Fll(RY: - TV 2 2T ¢ 7 A7)
HE B (BN RE RS > 2 — e PR R ZE)
Date : Fri. December 16 11:00 ~ 11:50 Room 5 (311+312, 3F)
Chairs : Hidenobu Soejima (Division of Molecular Genetics & Epigenetics, Department of Biomolecular Sciences,
Faculty of Medicine, Saga University)
Tomoko Kawai (Department of Maternal-Fetal Biology, National Research Institute for Child Health and
Development)

IR  SGAR309BIDEIEMIA FIVEBRIRICK DA VT T4 IRBDRER
Comprehensive methylation analysis of 309 children born SGA targeting imprinting
disorders

O —# ! (Kazuki Yamazawa), HIE 75T~ ' (Moeko Nakashima) . /Af5F % (Toru Kuboi)
R — BB (chiro Yokota) , #2587 #17-* (Noriko Sugino) . /M1 Ei%Z* (Masahiro Ogawa) |
LMY STk (Motoki Bonno) . HIEY {875 ° (Shunniji Hikino) . {/5% F15k ° (Kazuo Sato)
HiE ffich © (Toshinori Nakashima) . 74 L #75/, © (Yoshihiro Sakemi) . I+ 3= 7 (Takanobu Inoue)
Hks B ® (Akie Nakamura) . #3JE FF-© (Keiko Matsubara) . $ HEfC © (Masayo Kagami)
1 ENIRBEERE R R g 2 — B SRR
(Dept. of Med. Genet., NHO Tokyo Medical Center)
2 ENHEBERIUE C EE LB R DER V2 — FER AR
(Dept. of Neonatol., NHO Shikoku Medical Center for Children and Adults, Zentsuji, Japan)
3 ENTWBREREIUEC 81 & B IR DERE v 2 — NRNS AR
(Dept. of Endocrinol., NHO Shikoku Medical Center for Children and Adults, Zentsuji, Japan)
4 ENLIRBTHE = SRR 2 — R R
(Div. of Neonatol., NHO Mie Chuo Medical Center, Tsu, Japan)
5 ENLIRBEERE S UNER Y > &2 — /N
(Dept. of Pediatr., NHO Kyushu Medical Center, Fukuoka, Japan)
6 ENLRRBEEN NE RS v 2 — R
(Dept. of Pediatr., NHO Kokura Medical Center, Kitakyushu, Japan)
7 BORELE AR Rl IR
(Dept. of Pediatr., Univ. of Tokyo, Tokyo, Japan)
8 dbifmE AR /NRER
(Dept. of Pediatr., Hokkaido Univ. Sch. of Med., Sapporo, Japan)
9 ENIEERNLE 22— e 0 PN IS
(Dept. of Mol. Endocrinol., Nat'l Res. Inst. for Child Health and Dev., Tokyo, Japan)

FEERBEDSCARKSE 140135175 (epi) geneticEEDERHA
Role of (epi) genetic factors in 140 children born SGA with short stature

OJF F#E ' (Kaori Hara) . HIR B 12 (Akie Nakamura) . 5% &5 ' (Tomoko Fuke) .

H | BY= " (Takanobu Inoue) . JI[lE HHZ ' (Sayaka Kawashima), #13J5 25! (Keiko Matsubara) |
8% fi—BH ' (Shinichiro Sano) . 1115 —&if ' (Kazuki Yamazawa) . 15, Bk ' (Maki Fukami)
FE 5 1150 (Tsutomu Ogata) |, $5 HEFC ! (Masayo Kagami)
1 [ESRE R > 2 — W 201 N o is

(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,

Tokyo, Japan)
2 JuimE R DR

(Department of Pediatrics, Hokkaido University Graduate School of Medicine. Sapporo, Japan)
3 ERMIIRILC & & wEE BRI R

(Department of Endocrinology and Metabolism, Shizuoka Children's Hospital, Shizuoka, Japan)
4 MSTATBOE NENDR AR R > 2 — R s > & —

(Medical Genetics Center, National Hospital Organization Tokyo Medical Center, Tokyo, Japan)
5 IEMRERIRS: AL

(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
6 IER v X — hE

(Department of Pediatrics, Hamamatsu Medical Center, Hamamatsu, Japan)
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016-3

016-4

016-5

Silver-RusselfFER B DEERZHMEBEZ B LIE173RICHITDEGRZNRRAS L OEEZHERER
PN Ed0LEH)
Frequency and clinical characteristics of distinct etiologies in patients with Silver-Russell
syndrome
O HEeAL ' (Masayo Kagami) , #H5% &+ ' (Tomoko Fuke), HiAT A '# (Akie Nakamura)

H | BYZ " (Takanobu Inoue), )1l HHZ ! (Sayaka Kawashima) . Ji Z5#i% ' (Kaori Hara) ,

KB 227+ (Keiko Matsubara) . {485 {f—EH ' (Shinichiro Sano) . | 1178 —kf '* (Kazuki Yamazawa) .

ZER Bkl ' (Maki Fukami) | #% /5 %) %7 (Tsutomu Ogata)

1

FESLKE EFTTLE > 2 — 51 Nl

(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)

JEHREAR AN R

(Department of Pediatrics, Hokkaido University Graduate School of Medicine, Sapporo)
AU & Bl BRI - AR

(Department of Endocrinology and Metabolism, Shizuoka Children's Hospital, Shizuoka)
WRUES Y X — R R > 2 —  NER

(Medical Genetics Center, National Hospital Organization Tokyo Medical Center, Tokyo)
TARERIR A/ N RE

(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu)
HNER RN e = LS

(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu)
AR EE R > 2 —/NRE

(Department of Pediatrics, Hamamatsu Medical Center, Hamamatsu)

86EZDAFIVEERZETDERMEIRKIRBEER TREICS T DA FIVENG -2 LERIRG D&
Epigenotype-phenotype analysis in 86 patients with pseudohypoparathyroidism type 1b
O 378 12 (Tatsuki Urakawa) . %5 %252 ! (Hiromune Narusawa) . {8F fHi— FH ® (Shinichiro Sano)

JIlE BAZ ' (Sayaka Kawashima) . HiA BHAS ' (Akie Nakamura) , & 75 #}® (Tsutomu Ogata)

ER E4D " (Maki Fukami) , $5 (% ' (Masayo Kagami)

1

2

3

ENT R E RIS > 22— oINS
(Dept. of Mole. Endocrinol. NCCHD.)

RIFREE NER

(Dept. of Pediatr. Nagasaki Univ.)

(i VA S i e AN N

(Dept. of Pediatr Endo., Shizuoka Children's Hosp.)
FACRA AR E N

(Dept. of Pediatr. Tohoku Univ.)
JEHEE 2R AN R

(Dept. of Pediatr. Hokkaido Univ. Grad. Scho. of Med.)
TEREERR /N R

(Dept. of Pediatr. Hamamatsu Univ. Scho. of Med.)

ML ORFVBEDANEEMETEYS/ LDA A YERICKDIHEDNAX FILET A FDEE
Identification of DNA methylation sites by a trans-ethnic epigenome-wide meta-analysis
for circulating resistin levels

Ot Bl ' (Masahiro Nakatochi) | 7 )5 #£{5-F- 2 (Sahoko Ichihara) | [L{A% {@ 3 (Ken Yamamoto)
Ko £ =" (Keizo Ohnaka) . KJ5i 2EHE ° (Tatsuaki Matsubara) . #5FH #&5A ¢ (Mitsuhiro Yokota)

1

PR RZERESE ELRVITRE 2 W R e e

(Public Health Informatics Unit, Department of Integrated Health Sciences, Nagoya University Graduate
School of Medicine, Nagoya, Japan)

ENRERIR Y. BEAEES BRES TR R a8 e

(Department of Environmental and Preventive Medicine, Jichi Medical University School of Medicine,
Shimotsuke, Japan)

INBRRE 288 R AL i P

(Department of Medical Biochemistry, Kurume University School of Medicine, Kurume, Japan)
FUNKEER AR R 2L RE Sebi R FR R A

(Department of Advanced Medical Initiatives, Graduate School of Medical Sciences, Kyushu University,
Fukuoka, Japan)

I NES NS N = o

(Faculty of Human Sciences, Aichi Mizuho College, Nagoya, Japan)

INRERREE [R2ER

(Kurume University School of Medicine, Kurume, Japan)
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—ROE 17 BEEEEE 2
Oral Session 17 Cancer Genetics 2

Ho W 12/716H () 11:00 ~ 11:50

= % Wexnt; (3F 313+314)

BE R RPN CREEERIERIRE PEIR AR 736 )
B fox (THERD AL > 2 — BRI

Date : Fri. December 16 11:00 ~ 11:50 Room 6 (313+314, 3F)

Chairs : Nozomu Yanaihara (Department of Obstetrics and Gynecology, The Jikei University School of Medicine)
Sana Yokoi (Division of Genetic Diagnostics, Chiba Cancer Center)

017-1

017-2

017-3
017-4

M2voO77—ICHBITDEBERIRIBICKDTCF-a, B ORI HIH
Transforming growth factor-alpha and -beta are upregulated by hypoxia in M2 macrophages

OFFA 5215 2 (Koji Teramoto) , {EA T3 1 (Hidetoshi Sumimoto) ., Baff] R ACER 2 (Yataro Daigo)

1 WEERRY: R IR A (HAED
(Department od Medical Oncology, Shiga University of Medical Science)

2 WEEIERIRY Seli A Aige v 2 —
(Center for Advanced Medicine against Cancer, Shiga University of Medical Science, Otsu, Japan)

3 WEURPEERENIAT. bk - T F ey 2—
(Center for Antibody and Vaccine Therapy, Research Hospital, Institute of Medical Science, The University
of Tokyo, Tokyo, Japan)

BRCA1/2 fRHINU7 U MRIFEDAELIFREDHERREZHNFHICDONT
Clinicopathological features of BRCA 1/2-related breast and ovarian cancer

OHH ¥ ' (Aya Tanaka), ¥y4s 75 ' (Megumi Matsumoto) . 58 B * (Mami Takao)
=3 45723 (Shoko Miura) , &)1] ) D 2 (Yuri Hasegawa) . Fifds 57! (Biko Inamasu)
KEE 7! (Ryota Otsubo) . =i 754ili 2° (Kiyonori Miura) | 7kZZ X | (Takeshi Nagayasu)
1 REKAE: RS TR IOV 7 B
(Department of Surgical Oncology, Nagasaki University Graduate School of Biomedical Sciences)
2 RRRZR R SRR AW FERHS AR 20
(Department of Obstetrics & Gynecology, Nagasaki University Graduate School of Biomedical Sciences)
3 RIRRYMEmEE 7/ Lagiit v 2 — @ish Y 2y v 7
(Genetic Counseling Limit of Clinical Genomics Center, Nagasaki University Hospital)

R TS

LPR ©BRACAnNalysis&=EiELVUSHh SERIRZEE A E L /=560 %5
Reclassification of five VUS variants found in BRACAnalysis at our hospital

O&E it FH ' (Mizuki Takatsu) . 4 - 57 | (Keika Kaneko) |, TEEF 55 ' (Eri Habano)
1| #5F5 (Hiromi Arakawa) . BT/ #7- ' (Yuko Minoura) . 148 W{~ 2 (Akito Dobashi)
)1 22)5 3 (Takahiro Kogawa) | Figfaf ¥ * (Hitoshi Inari) | _[#f £.7 * (Takayuki Ueno) |
KHF B (Shinji Ohno) . B4t 7575 ° (Hidetaka Nomura) | 73 ) 1| BLAH ° (Mayu Yunokawa) |
28 #i2.° (Hiroyuki Kanao) | {5513 {8 © (Takeshi Yuasa) . i 75 Uyunji Yonese)
% H B H 7 (Akiyoshi Kasuga), BB 3 A T (Masato Ozaka), TP [ 7 (Naoki Sasahira) |
WA A5 ! (Arisa Ueki)
1 AR ERE NS AR AT IR B AR RS
(Clinical Genetic Oncology, Cancer Institute Hospital of Japanese Foundation for Cancer Research, Japan)
2 AW EE NS AWISE I AT 70 TARREE T Y = 7 b
(Pathology Project for Molecular Targets, The Cancer Institute, Japanese Foundation for Cancer Research, J. apan)
3 WMENEND AT IR Soii R FERE B A SRR IR B FE
(Division of Early Clinical Development for Cancer, Department of Advanced Medical Development,
Cancer Institute Hospital of Japanese Foundation for Cancer Research, Japan)
4 REMEEAND AT AR PRt > 2 —
(Breast Oncology Center, The Cancer Institute Hospital of Japanese Foundation for Cancer Research, Japan)
5 AR EREAD ARG e AR
(Department of Gynecology, Cancer Institute Hospital of Japanese Foundation for Cancer Research, Japan)
6 DASHEEAD AW E W WIRERTR
(Department of Urology, Cancer Institute Hospital of Japanese Foundation for Cancer Research, Japan)
7 RS MENE N AT A IIEE T EIRE AR
(Department of Hepato-Biliary-Pancreatic Medicine, Cancer Institute Hospital of Japanese Foundation for
Cancer Research, Japan)
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017-5

—REEICHITDEHREEHARZAVEGUES) R 7FEANDOEHAE
Survey on awareness of hereditary cancer genetics referral screening using smart device
in women at averaged risk
OMEJN| JFF2E "2 (Asami Segawa) | |L1[7] B ? (Sonomi Yamaguchi) | 7T FEA 72 (Rieko Fujie) .
IciHE 77 * (Tsutomu Sato) . AT BREE ! (Tamae Ohye)
1 REERORSE AR 2B 7R (RIEA I TR 2RI BB Y k) v 7050
(Division of Genetic Counseling, Department of Clinical Laboratory Medicine, Graduate School of Health
Sciences, Fujita Health University, Aichi, Japan)
2 DR RS SR R > 2 —
(Seirei Medical Checkup Center, Shizuoka, Japan)
3 BEHERIARZERL ERIIa=r— a3y
(Department of Medical Communication, Fujita Health Univercity School of Medicine, Aichi, Japan)
4 JRHERIRS: R Bl
(Department of Ethics, Fujita Health University School of Medicine, Aichi, Japan)

—MROR 18 REEIFEILT

Oral Session 18 Sensory Genetics

H K:12H16H (%) 13:10 ~ 14:00
= Y 5%y (BF 311+4312)
P 5t Rk ERE (ENTRRBERE RO R v 2 — R 2 — / BREEE 2 )
FAEFE B (EMARAE EAARRN THER 3523k PR)
Date : Fri. December 16 13:10 ~ 14:00 Room 5 (311+312, 3F)
Chairs : Tatsuo Matsunaga (National Hospital Organization Tokyo Medical Center, National Institute of Sensory Organs

Shin-ichi Usami (Department of Hearing Implant Sciences, Shinshu University)

/ Medical Genetics Center)

018-1

018-2

018-3

018-4

BEA#EEE10,0472DERHER
The genetic etiology of hearing loss in Japan revealed by the genetic testing of 10,047 patients
OF/FE H— (Shin-ichi Usami)
EINR: BEAAER N AR 252l e
(Department of Hearing Implant Sciences, Shinshu University School of Medicine, Nagano, Japan)
BEOEGEFNREDT Y TIL—F
Upgrade of social health insurance based genetic testing of deafness
OV4E {258 (Shin-ya Nishio), “F{A5E E— (Shin-ichi Usami)
EINRAE BEAAER N AT 257l e
(Department of Hearing Implant Sciences, Shinshu University School of Medicine, Nagano, Japan)
POUAF3EEFEREICK DHEEAEHIDIRES
Study of a case of hearing loss caused by POU4F3 gene mutation
O\ B& 5 ! (Takashi Koike) | 75105 HA ! (Satoshi Iwasaki) . 248 822 ' (Masahiro Takahashi)
[if] 1% —H[$ ! (Sinichiro Oka), /ML 7 & ' (Shogo Oyamada), PHJEE {1k  (Shinya Nisio)
“FAf:ZE E— 2 (Shinichi Usami)
1 ERREEFR AR AR = R E At
(Mita Hospital, International University of Health and Welfare, Tokyo, Japan)
2 SR E2EE N TR AR al e
(Department of Hearing Implant Sciences, Shinshu University of Medicine)
ABOJRERERSERBBEICBITDEREEZFD/NN)T7 2 FOBER
Analysis of gene variants in the Japanese patients with primary ciliary dyskinesia
OrN J7 ! (Kazuhiko Takeuchi) | 742 TEJE ' (Yifei Xu), 7% [EIFF$ ' (Guofei Feng) ,
TARAE F15 ' (Kazuki Chiyonobu), $zH:HH 2 ' (Hiroshi Sakaida), /|7 1] % 2 (Satoru Ogawa)
A k2 (Makoto Tkejird) . HEF {/H01 T~ * (Sawako Masuda) . )8 #31% ° (Mizuho Nagao) .
B[] Bk ® (Yoshinaga Okugawa) , H173 H17 (Kaname Nakatani) , [F]3/] TF45f ® (Masaki Tanabe)
1 =FARYE RN EAARIIIERE H A - SR
(Department of Otorhinolaryngology, Head and Neck Surgery, Mie University Graduate School of Medicine, Mie, Japan)
2 THREE R RARIITIR M E
(Electron Microscopy Research Center, Mie University Graduate School of Medicine, Mie, Japan)
3 ZHARCALEATEBI IR R A S
(Department of Clinical Laboratory, Mie University Hospital, Mie, Japan)
4 EINLIRBERS =R B SRR
(Institute for Clinical Research, National Hospital Organization Mie National Hospital, Tsu, Mie, Japan)
5 FENDRBEHAE = FE b BRI

(Institute for Clinical Research, National Hospital Organization Mie National Hospital, Tsu, Mie, Japan)
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6 ZHEICEEAAIERL 7 LR

(Department of Genomic Medicine, Mie University Hospital, Mie, Japan)
7 DML RS RERT (S s 2 —

(Medical Checkup Center, Iga City General Hospital, Iga, Japan)

BIEUEESI MO T71ICHT DMENE R FRETOBRKNEAMY
Clinical utility of comprehensive genetic diagnosis in hereditary retinal dystrophy

O B V23 (Yusaku Urakawa) . 75 FH f 7~ 1° (Akiko Yoshida) ., [y NZS ! (Kanako Kawai)
FBEE £ 15 (Akira Inaba) . KM 4 16 (Satoshi Yokota) . -, %2 ' (Yasuhiko Hirami) .
EkE B (Masayo Takahashi) | 5% HEFk 16 (Yasuo Kurimoto) . BiffH] M%7 ' (Akiko Maeda)

1 WAL 7 A & 2 2=l
(Kobe City Eye Hospital, Kobe, Japan)
2 METALEERR Y 2 — i RO R EE R
(Department of Medical Oncology, Kobe City Medical Center General Hospital, Kobe, Japan)
3 AR R 2R A WIERE BRE R TR
(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama University, Okayama, Japan)
4 FUSIEERZBEEZZNIGLR 7/ LR
(Graduate School of Medicine Kyoto University, Department of Genomic Medicine, Kyoto, Japan)
5 BUECEIE AR Bl S T2 HE
(Kyoto University Hospital, Clinical Genetics Unit, Kyoto. Japan)
6 M HALERE 2 — i RO R IR
(Department of Ophthalmology, Kobe City Medical Center General Hospital, Kobe, Japan)

—ROE 19 BIRIJIEGF
Oral Session 19 Cardiovascular Genetics

e

= %56

H B 12716H () 13:10 ~ 14:00

25 (3F 313+314)

B R AR BEsE CREUKSZERFERIFEAT NEBRAEIR 708 ONAANT 7« D xoS) Sl - s8aNeh
Hrp s GREUERERIRS: RN F Y V=AY & —)

Date : Fri. December 16 13:10 ~ 14:00 Room 6 (313+314, 3F)

Chairs : Takayuki Morisaki (Molecular Pathology/Internal Medicine, Institute of Medical Science, The University of Tokyo)
Toshihiro Tanaka (BioResource Research Center, Tokyo Medical and Dental University)

019-1

019-2

DERSAZEREAROHEEELLT7 7)) —HEEDBRKRIEH
Clinical features of Fabry disease patients presenting of hypertrophic cardiomyopathy
with midventricular obstruction
OFitE B+ ' (Natsuko Inagaki) . #& LI ? (Takeharu Hayashi) . i FE3d ! (Yasuyoshi Takei)
47K 1E 2 (Shinzi Suzuki)
1 SRR TR Rl i
(Department of Cardiology, Tokyo Medical University, Tokyo, Japan)
2 BUERE A DEAAR SRR AR ARG RE
(Department of Physiology, Tokai University School of Medicine, Isehara, Japan)
3 BHERRE DR « REEBR A1
(Department of Pediatrics and Adolescent Medicine, Tokyo Medical University, Tokyo, Japan)
ZCAH2 DB EERKRIIEMDEIRAGH 2N LTHRIRERBIREETD
Loss of ZC4HZ2 function may cause bradyarrhythmias through regulation of EMD expression
Ol i ! (Hidenori Yamamoto) | ‘B F (&1 2 (Shunsuke Miyai) . 4 71 ' (Kiyotaka Go) ,
FRA 25(~ " (Yoshihito Morimoto) , 14572 {£42 ! (Yoshie Fukasawa) . &5 74 4# 2 (Hiroki Kurahashi)
JiE AK— " (Taichi Kato)

1 AR EARITZER DR
(Department of Pediatrics, Nagoya University Graduate School of Medicine, Nagoya, Japan)

2 BRHERRY: ERPEIE R V2 — 5 iR A
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Toyoake, Japan)
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019-3 FARMQTERIAEMREICHSITDECFNEZR(BES SURRIEMGEDERFHNREZS D
BIEAD L) D)ICETDRERE
Survey of medical genetics practice in congenital long QT syndrome
Of7)1] #igg "3 (Aki Ishikawa) . 7K | #5 2" (Miyako Mizukami) . % H Hfi#¢ ® (Ai Kasuga)
1 S ' (Akihiro Sakurai)
1 AUBREERIAE AT SRR
(Department of Medical Genetics and Genomics, Sapporo Medical University School of Medicine, Sapporo, Japan)
2 FLBREERLR Al S a2 Bk
(Department of Clinical Genetics, Sapporo Medical University Hospital, Sapporo, Japan)
3 ALIRERIRALEAES NER AR
(Department of Medical Pediatrics, Sapporo Medical University School of Medicine, Sapporo, Japan)
4 RS Z=T 1« TA A KRR 2L NRF
(Sapporo Maternity Women's Hospital, Sapporo, Japan)

019-4 AELHBELRESORKERZNFHMODIRE
A clinical genetical characterization of right ventricular noncompaction
OR&®Y Hi— (Keiichi Hirono), ‘#5H] B (Shinya Takarada), [i]&5 B+ (Mako Okabe)
{rji] HE=2 (Hideyuki Nakaoka) . R =E —H[S (Keijiro Ibuki), /]NE# f&{F (Sayaka Ozawa)
ALK B MR
(Department of Pediatrics, Faculty of Medicine, University of Toyama, Japan)
019-5 ENURBEERMAEE Y —GFIERBE L I —ICB T RRMERBZNRELCBRZNRBEDOHEIC
=y IF A
Initiative to promote the genetic testing for congenital disorders at the clinical laboratory
center in NCCHD
OB BT 2 (Yoko Kuroki) , A5 =713 (Keiko Matsubara) . Afi[H] #iZ% '® (Aki Ueda)
TR SH4 ! (Nobutaka Kiyokawa) | 4 Eifil ® (Maki Fukami)
1 ENIE BRI Y 2 — fEREt 2 —
(Clinical Laboratory Center, National Research Institute for Child Health and Development, Tokyo, Japan)
2 BENINEBBEERTLL Y 2 — 7 LERIE
(Department of Genome Medicine, National Research Institute for Child Health and Development, Tokyo,
Japan)
3 ENIEERITY 2 — 5 NI
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development)
4 ENLKB BRI 2 — NI - ISR
(Department of Pediatric Hematology and Oncology Research, National Research Institute for Child
Health and Development)

—HRE 20 ERFREIET (BERAR)

Oral Session 20 Clinical Genetics (OB/GYN)

H 128160 &) 14:10 ~ 15:00

= % W5RE; (BF 3114312)

JE R Sk ME CREGELARAURGE e AR B T2 %D
Prr s (REOCEERR > 2 — bt R EIE2 % % —)

Date : Fri. December 16 14:10 ~ 15:00 Room 5 (311+312, 3F)

Chairs : Hironobu Hyodo (Department of Obstetrics and Gynecology, Tokyo Metropolitan Bokutoh Hospital)
Naoki Takeshita (Department of Clinical Genetics, Toho University Sakura Medical Center)

020-1 PGT-AICKWUEYAIRREHIE S NI-FEDIRET
Chromosomal analysis of mosaic embryos by PGT-A in terms of patient age and severity
of mosaicism
O 5 ! (Atsushi Tanaka) . KA~ B! (Shohei Komemoto) . 7T 7E— ! (Yoichi Takemoto) .
M D H ! (zumi Tanaka) . H1E Al 12 (Daisuke Nakajima) , Z=%5 H1—E[ 12 (Tomoichiro Kuwaduru)
JKEF 3 ' (Motoi Nagayoshi) | JE38 2> (Seiji Watanabe)
1ty b~y —pEm ARHERE
(Saint Mother Clinic)
2 PEEERIRE PElm ANF
(University of Occupational and Environmental Health)
3 ShRTRERART BE2EWIERE ARG E R

(Anatomical Science, Hirosaki University Graduate school of Medicine)
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020-2

020-3

020-4

020-5

WERIZ BT DB EZHE(2PN+microPN)BEDPGT-ARRFE R D&t
A study of PGT-A analysis of abnormal fertilization (2PN+microPN) embryos
O Kifi 12 (Daisuke Nakajima) . FHT {i ! (Atsushi Tanaka) | A% - ! (Shouhei Komemoto) |
A PE— " (Youichi Takemoto) . Z=#E %1—Hf5 " (Tomoichirou Kuwadurw) . 7K & ' (Motoi Nagayoshi)
FAHT J8 5 ! (lzumi Tanaka) | JE38 3 3 (Seiji Watanabe)
1ty b~y —pEm ARHERE
(Saint Mother Clinic)
2 FERERIRY: AR
(University of Occupational and Environmental Health)
3 ShATARAERARE PR2AWSERE ARG R
(Anatomical Science, Hirosaki University Graduate School of Medicine)
EHEXREREERBZHIEMNCEITIZDI—TybOYI)— R —T 2RV BIERR
BIUPGT-MEY r7 Y TIZDIVT
Clinical application of targeted long-read sequencing for complex Xq chromosome
rearrangement-related disease in PGT-M
OB 45123 (Tasuku Mariya) , 5 12 3 (Yui Shichiri) | #2745 {7 3 (Takeshi Sugimoto)
A PR (Rie Kawamura) . = F: {87 ® (Shunsuke Miyai) . FiglE 75 A * (Hidehito Inagaki) |
F2J5 ik (Biji Sugihara) . {HFH AT ' (Keiko Tkeda) . F5E5 il ! (Tsuyoshi Baba)
)1] HiEr 2 (Aki Tshikawa) . FERT FEEY 7 ° (Michiko Ammae) . HIR| FEHE ° (Yoshiharu Nakamura) .
PRI 2% 1 (Tsuyoshi Saito) | #H: 527 ? (Akihiro Sakurai) . 4G {54 ° (Hiroki Kurahashi)
1 ALMREERLS BEAAER petm AR e
(Department of Obstetrics and Gynecology, Sapporo Medical University, Sapporo, Japan)
2 ALIREERER Y R4S BHRIR
(Departments of Medical Genetics and Genomics, School of Medicine, Sapporo Medical University,
Sapporo, Japan)
3 FEHERIRY: EREITE v 2 — 9 FRURA I
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)
4 RMIERRY: M RHEEATS HE R 7ei i R — > 2 —
(Center for Joint Research Facilities Support, Research Promotion and Support Headquarters, Fujita
Health University, Aichi, Japan)
5 WVFRARZ7V=v
(IVF Namba Clinic, Osaka, Japan)
LRICH T DEEMEIENREERE (HBOC) IR VERIPEIRELIFE (RRSO) D
RIKERE
Current status and problems of risk-reduction oophorectomy (RRSO) for hereditary
breast-ovarian cancer syndrome (HBOC) in our hospital
OR #F ' (Yuko Kubo), PEJI| AR * (Ryutarou Nishikawa) . H FEFI] 2 (Eri Takeda)
FHIT & % (ku Tagutd) . 2887 UfF% ' (Yoshitaka Yano) . {1 5 ' (Rei Sato) ,
M7 2 ' (Humiko Shiozawa) | K34 PEAT ! (Yousuke Matsumoto) , /5[ 4£85 ! (Shino Ogawa) .
A B3 ' (Seiko Mase) . /% il | (Takeshi Sato) . #57% {17 ' (Nobuhiro Suzumori)
A2 B ' (Mayumi Sugiura)
1 b R FERHm AR
(Nagoya City University Hospital)
2 Al ETNIRAIRE BEARE (R R
(Nagoya City University, Aichi, Japan)
BERZER T (S BRIE 4 2 11T L 7=46, XY DSD S5BIMERT & 5F il — R IC L DM DHEES
TERIVEENEDHETRS —
Evaluation of five patients with 46XY DSD undergoing laparoscopic gonadectomy
- Differences in internal genitalia and female hormone change according to disease
characteristics
OdbH B (Mari Kitade) . FEIFF P (Rie Ozaki) , B #it (Yuya Makino)
A F F4h Keisuke Murakami) . [ FHE:F (Yukiko Okada). JI|IF & (Yu Kawasaki) .
Y& Bl v (Asako Ochiai) . TN F5fk (Shiori Takeuchi), HJIJ5E FEfE (Yasuho Yanagihara)
TR 5L (Kazuhiro Kawamura) . A& 20K (Atsuo Itakura)

[EPREVNcWIa TYN RS
(Department of Obstetrics and Gynecology, Juntendo University Faculty of Medicine, Tokyo, Japan)
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Oral Session 21

s
pI=}

CEE 7/ LEE1

Genetic and Genomic Medicine 1

H K
2 1
pE R
Date

Chairs

12H16H

(%) 14:10 ~ 15:00

L ey (B3F 313+314)

Wz b 3% (BREm AN E R s 12 HRh

R G

CAVVIR SIS 7Y P SEGRER )

: Fri. December 16 14:10 ~ 15:00 Room 6 (313+314, 3F)
. Haruka Hamanoue (Department of Clinical Genetics, Yokohama City University Hospital)

Arisa Ueki (Clinical Genetic Oncology, Cancer Institute Hospital, Japanese Foundation for Cancer Research,

Tokyo, Japan)

021-1

BENPAY/LTOT7A ) TRETHIN) 7?2 M RE S BRACANalysis™T

BHEnEEH R EREEREED 206
Handling undetectable variants in cancer genome profiling testing

O diyhZE " (Asami Kuga) . FKJ5 BN, | (Maho Ogiwara) . 75 [ % 2 (Kohei Yoshioka) |
/INER B ' (Minami Ozawa) . 2 | [ ' (Yodo Sugishita) . #5A FHiE " (Yuki Suzuki) ,
AN E S (A Motoyoshi), A5 FAT 136 (Ohsuke Migita) . K J5E 6 " (Tatsuru Ohara)
/INES BESE S (Yasuyuki Kojima) | FEAS {2 ® (Kiyomi Imoto) | 31 £ ° (Takayuki Keira)
IeiE S0 31 (Tomoo Sato) . BF =3l I '© (Tomoko Norose) . #Il{# {22 '© (Nobuyuki Yanagisawa) |
It {52 1° (Nobuyuki Ohike) . #2J1] {8 3 (Yu Sunakawa), [LiAs {57 '2!3 (Hiroyuki Yamamoto) ,
7N 755 10 (Junki Koike) , [11BF 52/A *®' (Yoshihisa Yamano) | ¥/1| y&—E[5 '*° (Koichiro Tsugawa)

1

2

8

9

10

11

12

13

14

WV 7 2 FERRAREE R R
(Department of Clinical Genetics, St. Marianna University School of Medicine Hospital, Kawasaki, Japan)
W) 7 VFERREZE VYT - BER - 7 LVE—NR
(Division of Rheumatology and Allergology, Department of Internal Medicine, St. Marianna University
School of Medicine, Kawasaki, Japan)
)7 U FERRE DR
(Department of Pediatrics, St. Marianna University School of Medicine, Kawasaki, Japan)
=) 7 P IERRE SRR e v 2 —
(Department of Rare Diseases Research, Institute of Medical Science, St. Marianna University School of
Medicine, Kawasaki, Japan)
W) 7 Y FERRE AU - N AR
(Division of Breast and Endocrine Surgery, Department of Surgery, St. Marianna University School of
Medicine, Kawasaki, Japan)
W) 7V FIERRE R
(Department of Laboratory Medicine, St. Marianna University School of Medicine, Kawasaki, Japan)
W) 7 FERRE Em AR
(Department of Obstetrics and Gynecology, St. Marianna University School of Medicine, Kawasaki, Japan)
WV 7 U FERRAEE 7 LRSS E L 2 —
(Center for Genomic Medicine, St. Marianna University School of Medicine Hospital, Kawasaki, Japan)
W) 7 2 FERR A S
(Department of Pharmacy, St. Marianna University School of Medicine Hospital, Kawasaki, Japan)
BV 7 Y FERRY: MBS R
(Department of Pathology, St. Marianna University School of Medicine, Kawasaki, Japan)
BV 7 I ERIRE R ES
(Department of Clinical Oncology, St. Marianna University School of Medicine, Kawasaki, Japan)
VT VT ERRAIRAGE AT NA XA T AT 4 7 A%
(Department of Bioinformatics, St. Marianna University Graduate School of Medicine, Kawasaki, Japan)
U7 Y FERRY WA AR
(Division of Gastroenterology, Department of Internal Medicine, St. Marianna University School of
Medicine, Kawasaki, Japan)
W) 7 FERRE BN
(Department of Internal Medicine, Division of Neurology, St. Marianna University School of Medicine,
Kawasaki, Japan)
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021-2

021-3

021-4

021-5

Bz Dempirical modelZR U \=BRCA1/2f&HI/NU 7 2 hD R VFEEDER M ERF
Utility and limitations of risk assessment of BRCA 1/2 pathogenic variants using existing
empirical models

O] EEJE ' (Mashu Futagawa) , 23] EUkS ® (Maki Tanioka) . Jifi) 1| B ** (Yusaku Urakawa)
)1 2 (Reimi Sogawa) . I ZE4JY ! (Fumino Kato) | [L[A% 55 2 (Hideki Yamamoto) |
SEIR 52 12 (Akira Hirasawa)
1 BREERR I R 2 Rt
(Department of Clinical Genetics and Genomic Medicine, Okayama University Hospital)
2[R RABE R AR BRI
(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical
Science, Okayama University)
3 MR AR R 32 AL &I T 0 7 L
(Clinical AI Human Resources Development Program, Graduate School of Medicine, Dentistry and
Pharmaceutical Science, Okayama University)
4 MEALEERE Y 2 — e RO R TEE R
(Department of Medical Oncology, Kobe City Medical Center General Hospital)
Al Chatbot%ER LI @R A ASRRDAERBEHE L EIF SR TLDERKHATR
Preliminary Screening for Hereditary Breast and Ovarian Cancer Using a Al Chatbot:
A Clinical Study
O 75 ' (Ann Sato) . SFJFH FEZEL ! (Bri Haneda), FRKS 22\ 42 (Hiroto Narimatsu)
1 RIIRSI I At > 2 — BB A
(Department of Genetic Medicine, Kanagawa Cancer Center, Yokohama, Kanagawa, Japan)
2 PRSI Aot v 2 — BRIRIESET DA TR « TEHCAE
(Cancer Prevention and Cancer Control Division, Kanagawa Cancer Center Research Institute, Yokohama,
Kanagawa, Japan)

3 PRSI LR RAER S NIVAA S N—2 3 VSR
(Graduate School of Health Innovation, Kanagawa University of Human Services, Kawasaki, Kanagawa, Japan)

HRTORRSON 5HZT-HBOCEEDFE
Impact of insurance coverage for HBOC on the frequency of risk-reducing salpingo-
oophorectomy in Japan
ORa[{#s &' (Akiko Abe) . BFAT F515 ! (Hidetaka Nomura) | {R/K 7% ' (Atsushi Fusegi) .
L B+ ' (Makiko Omi), i =PUEB " (Sanshiro Okamoto), 231 Jf2E ! (Terumi Tanigawa)
FEHE 5l ! (Sachiho Netsw), # /K 73— ! (Yoichi Aoki) . 427 5+ 75 2 (Keika Kaneko) |
1| #33 2 (Hiromi Arakawa) . TEEF 523 2 (Eri Habano) . B #h12 (Yuko Minoura) |
= EH 2 (Miduki Takatsw), HEAR H¥D 2 (Arisa Ueki), 22 thz! (Hiroyuki Kanao)
1 WA EEIEE fm AR
(Department of Gynecology, Cancer Institute Hospital of JCFR, Tokyo, Japan)
2 DAMREAHRRRE BARE ERSFRE
(Clinical Genetic Oncology, Cancer Institute Hospital, Tokyo, Japan)
T/ LR —MRFEICHITDBRCAT/2HEHINI T 2 MRIFEANDBEGBRE | BEEHREGICELD
DIER - MR EDORENR
Returning individual genomic results to population-based cohort study participants with
BRCA1/2 pathogenic variants: The psychosocial impact of receiving results

OFKAEH #8F ! (Kinuko Ohneda) . {&H £ 12 (Yohei Hamanaka) . JI|H #3 > (Hiroshi Kawame)
A PE— 1 (Yoichi Suzuki) . FEfit J&, . " (Fuji Nagami) . #fifiti 555 "> (Nobuo Fuse)
LA H 2 15 (Masayuki Yamamoto)

1 BIERE WAL A T 1 1L« RIS Bk
(Tohoku Medical Megabank Organization, Tohoku University, Sendai, Japan)
2 HUERZERZRE RERWITERE FUIRIN 0 s o B
(Department of Breast and Endocrine Surgical Oncology, Tohoku University Graduate School of Medicine,
Sendai, Miyagi, Japan)
3 WREEERERICENE R R R
(Department of Clinical Genetics, Jikei University Hospital, Tokyo, Japan)
4 LRI AR IR EER
(Department of Clinical Genetics, Ageo Central General Hospital, Ageo, Saitama, Japan)
5 LR AR FRAI R > % —
(Advanced Research Center for Innovations in Next-Generation Medicine, Tohoku University, Sendai,
Miyagi, Japan)
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—RE 22 EIoEE -7/ LEE?2

Oral Session 22 Genetic and Genomic Medicine 2

HORfo 1201730 () 9:00 ~ 9:50

= % W% (BF 311+4312)

BE RS IR CAE TR R AR RD
PR By (RIGA: ZEan AR AE)

Date : Sat. December 17 9:00 ~9:50 Room 5 (311+312, 3F)

Chairs : Akimune Fukushima (Department of Clinical Genetics, School of Medicine, Iwate Medical University)
Noriko Sasaki (Nagasaki University Institute of Biomedical Sciences)

YEIRDLynchiERB DIHID 2L — 1 S5V 2 DEIEHR TR
Consideration of the opportunity for diagnosis of Lynch syndrome and the status of
surveillance at our hospital

Of%E (1 ! (Kayo Ishido) . Pt HHIL 2° (Akinori Oki) . 75/ 3 ' (Makoto Saito) |

KE B3 (Kenji Amagal) , B 551 2 (Hiroyuki Ochi) . M | B (Shouta Igaue) .

IINHEF 5 7-° (Ayako Koido) . 7R 2% 7 (Kiwamu Akagi)

1 ZRBRIATH e« RIKIR A At > 2 —
(Department for Clinical Genetics and Genomics, Ibaraki Prefectual Central Hospital, Ibaraki Cancer
Center, Kasama, Japan)

2 YRR IGEEE « PRI At > 2 —PEIR AR
(Department for Obstetrics and Gynecology, Ibaraki Prefectual Central Hospital, Ibaraki Cancer Center,
Kasama, Japan)

3 IR IGEEE - IR A > 2 — i s R
(Department for Gastroenterology, Ibaraki Prefectual Central Hospital, Ibaraki Cancer Center, Kasama,
Japan)

4 YRR IGEEE « IR A > 2 =S R
(Ibaraki Prefectural Central Hospital, Ibaraki Cancer Center, Department of Gastrointestinal Surgery,
Kasama, Japan)

5 ZIRIENT AR IYERTE - SRRSO At > B — BRI R A BT R
(Department of Clinical Laboratory, Ibaraki Prefectural Central Hospital, Ibaraki Cancer Center, Kasama,
Japan)

6 FPEME R « TR IR B £ > 2 —
(Ibaraki Clinical Education and Training Center, University of Tsukuba Hospital, Tsukuba, Japan)

7 EEENI A Y =BG - TR/ AT LERE 22—

(Saitama Cancer Center Dep. Molecular Diagnosis & Cancer Prevention, Kitaadachi, Japan)

022-2 HBOCHhiZ E#EDIRIK & 5RRE
Status and issues in HBOC regional cooperative medicine

O 2225 " (Hiromi Sugawara) . FIE U ! (Al Ttagaki) . [A1FHE 8 <A ' (Megumi Mukai)
FEHY & M 12 (Sayaka Ueno) . -7 7 1 (Hiroko Yano) | JAFI] y5— ' (Koichi Hirokaga) .
A WL " (Takashi Shibutani) | & [+ BKFE '° (Takuma Onoe) |, $5 F516f ' (Hideki Sakai) |
AT 24 T Miyuki Kawamura) | ZRFH 784 ° (Mitsunori Morita) . FHAT FIBH ! (Kazuo Tamura)
KAs Y5 1 (Koji Matsumoto)

1 RN AL V2 — ISR
(Division of Clinical Genetics, Hyogo Cancer Center, Akashi, Japan)
2 SRR A Y B — S
(Section of Translational Research, Hyogo Cancer Center, Akashi, Japan)
3 FEERNIAAE Y 2 — AR
(Department of Gynecologic Oncology, Hyogo Cancer Center, Akashi, Japan)
4 RN A Y B — AR
(Department of Breast Surgery, Hyogo Cancer Center, Akashi, Japan)
5 SRRV ALY Z— EHNE
(Department of Medical Oncology, Hyogo Cancer Center, Akashi, Japan)
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022-3

022-4

022-5

W ABIEF/NRIVIRE TPositive Biomarker& LTIRHE ENT=RAD5 1DDINY) 7 > Mhi 4 5E#I R R 51
TVUSEHIEESNT=—1F)

A case of a RAD5 1D positive biomarker variant in CGP of cancer was classified as VUS in
germline testing

O 25257 1 (Fumino Kato) . [ 5% 12 (Hideki Yamamoto) . JA]N Jif B - '® (Mariko Kochi)
)1 B E 2* (Yusaku Urakawa) . fHEF & 52/ (Sayaka Ueno), 11| FEFE ! (Reimi Sogawa)
1] EEJE ' (Mashu Futagawa) , S-3R 52 12 (Akira Hirasawa)
1 B EERR I R RS Rt
(Department of Clinical Genetics and Genomic Medicine, Okayama University Hospital)
2 FAIIREERZE PR EEAAR B W ZER RS TR
(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical
Science, Okayama University)
3 MNTATBOE NENLRE B PHED At > 2 — ISR
(Department of Breast Surgery, National Hospital Organization Shikoku Cancer Center)
4 PEHLEERR R 2 2 — i BT B R
(Department of Medical Oncology, Kobe City Medical Center General Hospital)
DPABIEFNRIIREBRTZIEY 717 [Varporter] DR EZDICH
The development and application of Varporter, a software supporting the evaluation of

cancer gene panel test

OHFJ1] HesE (Masashi Idogawa) . *F-#F AFE (Tomomi Hirano), £} N 1FE—E (Shoichiro Tange)
IRFHY [ 2 (Takashi Tokino)
FLIRERIR S B8 IS 7 1 > 7« 7 BE2EWIERT 7/ WERVEEM
(Department of Medical Genome Sciences, Research Institute for Frontier Medicine, Sapporo Medical
Univerity, Sapporo, Japan)

BRCA1/25&K9/N )7 » Mg EEM A EIPREBA R (OVBE IS IDEEF/NRIVERNR
Genetic multi-gene panel analysis in BRCA1/2 negative patients suspected of hereditary
breast and ovarian cancer syndrome

OWJit J7 B~ 12 (Mariko Nakahara) . 2f*J& ZE4FF ® (Mineko Ushiama), FH3/J 20— ' (Noriko Tanabe)
1% 1% KU (Masahiro Goto) . J¥3/] £81-! (Tomoko Watanabe) . 7[Ng5 [ 7 3 (Yoko Odaka) .
/INFA B9 T (Satoyo Oda) |, Hx AR #3394 ° (Hiromi Sakamoto) , 234 — i * (Kazuki Tanimura) |
9B W5 ' (Hourin Cho) | “J-FH B ' (Makoto Hirata) , 58 FEdF '° (Kokichi Sugano)
T JEEZ 13 (Teruhiko Yoshida)
1 NI AR > 2 — el s a2 R
(Department of Genetic Medicine and Services, National Cancer Center Hospital, Tokyo, Japan)
2 ERLAAMTE Y B — el b SR
(Department of Gynecology, National Cancer Center Hospital, Tokyo, Japan)
3 ENIAAWTER > Z— ST BRI AT
(Department of Clinical Genomics, National Cancer Center Research Institute, Tokyo, Japan)
4 BRI AR 2 = geElE NSRS R
(Department of Pediatric Oncology, National Cancer Center Hospital, Tokyo, Japan)
5 AR RN & ARBEZETI R A 22 ER e E n2HR
(Department of Genetic Medicine, Kyoundo Hospital, Sasaki Foundation, Tokyo, Japan)

—ReO®E 23 HFEE1T
Oral Session 23 Rare Disease 1

H W:12H17H (1) 9:00 ~ 9:50
= Y Heny; (BF 313+314)
R K EE] (FRRASNT C & SRk BRI AR
HsE —A (RGBS SR Rt > 2 — S HRD
Date : Sat. December 17 9:00 ~ 9:50 Room 6 (313+314, 3F)
Chairs : Kenji Shimizu (Division of Medical Genetics, Shizuoka Children’s Hospital)
Kazuki Yamazawa (Department of Medical Genetics, National Hospital Organization Tokyo Medical Center)

023-1

DYRKTABEFDHER T IIRMEEDRIELZDEELICEASTD
Loss of function of the DYRK1A gene is associated with the onset and severity of febrile
convulsions
O_EJ5 HHF (Tomoko Uehara) . fig# JEAL (Mie Inaba) . 7KBF 3] (Seiji Mizuno)
FHRERRER G > 2 — il DNAE - BE2HRR
(Department of Clinical Genetics, Aichi Developmental Disability Center Central Hospital, Aichi, Japan)
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NOTCH2NLCOE 7 LILIEGGC E— MiRZEIDEBE ITHENLHERANARROREEZ
293
Biallelic expanded GGC repeats in NOTCH2NLC in patients with typical neuronal
intranuclear inclusion disease

Ofg1ly E— "2 (Shinichi Kameyama) . 7K || ' (Takeshi Mizuguchi) . 3} %22 (Hiroshi Doi) ,
T 844 (Shigeru Koyano) . KSR IEAC ® (Masaki Okubo) . 25 FEH 1 ° (Mikiko Tada) ,
¥ 7K %% (Hiroshi Shimizu) . #5F #3354 1 (Hiromi Fukuda) , [ Z$%2% '© (Naomi Tsuchida)
L FEE Y6 (Yuri Uchiyama) | BiL7K 7T B! (Eriko Koshimizu) . JEHT #H#°F ! (Kohei Hamanaka) .
e BUE ! (Atsushi Fujita) . =1 274 ' (Kazuharu Misawa) , ‘& FaF 7 (Satoko Miyatake) |
4 BH ® (Kazuaki Kanai) . FHH 255 3 (Fumiaki Tanaka) . #37K B3 | (Naomichi Matsumoto)
1 BRSO REENTER B R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Japan)
2 BEIEFRIANT: R B
(Department of Pathology, Keio University School of Medicine, Tokyo, Japan)
3 BURAINLRY: REAREE AR AN R « R 22y
(Department of Neurology and Stroke Medicine, Yokohama City University Graduate School of Medicine,
Yokohama, Japan)
4 ERRHBEIGFHAEEE S B LG KR
(Department of Neurology, Yokohama Minami Kyosai Hospital, Yokohama, Japan)
5 HHRKEE MWTTEAT SN B B
(Department of Pathology, Brain Research Institute, Niigata University, Niigata, Japan)
6 MR RZMIEERT BN L2 iRt
(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
7 KRR R B SRR
(Clinical Genetics Department, Yokohama City University Hospital, Yokohama, Japan)
8  MRISIRSTIERIRAE R2ETR e N 7l e

(Department of Neurology, Fukushima Medical University School of Medicine, Fukushima, Japan)

023-3 AT =T I—N—REREORFEGHR/NUT 2 bOMENGEHE
Efficient detection of low prevalent somatic mosaic variants in Sturge-Weber syndrome

OML FBE Y2 (Yuri Uchiyama) . $57K R ° (Hiroharu Suzuki) | 84 HEH] ° (Yasushi limura) |
E1Y 75 ° (Hidenori Sugano). JI|_F B8 * (Tamihiro Kawakami) | ZxE] 5k ° (Naoya Morisada)
H 2 B ° (Ko Matsuo) . K& {Z°F- 7 (Shimpei Baba) . £ ZEM1F® (Miwako Nagasaka) |
HEF {882 ° (Toshiyuki Seto) , +FH Z$f&2% 12 (Naomi Tsuchida) . JEH1 #H°- 2 (Kohei Hamanaka)
EH HTE 2 (Atsushi Fujita) . BEL7K 7T 51+ 2 (Eriko Koshimizu) . =i Ha— 2'° (Satoko Miyatake) ,
FKIT il # (Takeshi Mizuguchi) . YT F&3% * (Akihide Kondo) , ¥AAS 1538 ¢ (Naomichi Matsumoto)
1 BRSO AN @il Hewi 7/ Lis ikt
(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
2 WOEANLRZRERE RV B52
(Department of Human Genetics, Yokohama City University Graduate School of Medicine)
3 MERERZAIERE EEAMFR] iRy Rl
(Department of Neurosurgery, Juntendo University Graduate School of Medicine, Tokyo, Japan)
4 HUEEEREERRY: A R
(Department of Dermatology, Tohoku Medical and Pharmaceutical University, Sendai, Japan)
5 M RN FEAVIER WRERGEEE /NRERZA 2T
(Department of Pediatrics, Kobe University Graduate School of Medicine, Kobe, Japan)
6 PERTERT AR AR
(Department of Neurology, Japanese Red Cross Ise Hospital, Ise, Japan)
7SRRI AN
(Department of Child Neurology, Seirei Hamamatsu General Hospital, Hamamatsu, Japan)
8 HEEFENELCE mEEE RN R
(Department of Pediatrics & Neonatology, Takatsuki General Hospital, Takatsuki, Japan)
9 RBRANIRZERAARE AR BRREAR Y - FEE/ N
(Department of Medical Genetics, Osaka Metropolitan University Graduate School of Medicine, Osaka Japan)
10 BRI E I BAs 1250t
(Clinical Genetics Department, Yokohama City University Hospital, Yokohama, Japan)
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BHEROPORCNIZEVREREREL=46, XYERDOPORCN non-Goltz spectrumd 1l

PORCN non-Goltz spectrum in a 46, XY boy with a maternally derived PORCN missense
variant
OFEIR 1546 " (Keisuke Nagasaki) . 17E08 257! (Kyoko Fukahori) . J&AX Zfik 2 (Kaori Yamoto)
¥t P54 2 (Hirotomo Saitsw) . #%/5 %> (Tsutomu Ogata)
g
1 B RCEE AR Bl /N IR
(Department of Pediatrics, Niigata University Medical and Dental Hospital, Niigata, Japan)
2 ERREERERS: RALAh
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
3 EARERIRE N

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

EENTFOESMHABCA2NY 7V ML BHMBEEE 2 TR ES

Novel biallelic ABCA2 variants in a case with intellectual disability

O I B! (Yuta Inoue) . 1 Z5kZ25 12 (Naomi Tsuchida) . Ae Kim ChongS\
De Oliveira Stephen Bruno®, Augusto Araujo Castro Matheus®, Sayuri Honjo Rachel,
Romeo Bertola Debora®, il FHFE "% (Yuri Uchiyama) . JiEH #H ' (Kouhei Hamanaka) .
MEFT 57U ' (Atsushi Hujita) | BiL7K 7152 7 ! (Briko Koshimizu), =% 514 ! (Kazuharu Misawa) .
R HaF ' (Satoko Miyatake) | 7K [l ' (Takeshi Mizuguchi) | #3745 [E38 ' (Naomichi Matsumoto)
1 BRI BE2EWEERE AR
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama Japan)
2 KRR E BN L2kt
(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama Japan)
3 Clinical Genetics Unit, Instituto da Crianca, Hospital das Clinicas HCFMUSP, Faculdade de Medicina,
Universidade de Sao Paulo, Sao Paulo, Brazil
4 RRETANLRYAE R B R TSR
(Clinical Genetics Department, Yokohama City University Hospital, Yokohama Japan)

—MROE 24 FOKRE?2

Oral Session 24 Rare Disease 2

H oW
K

[

Date
Chairs

: Sat. December 17 10:00 ~ 10:50 Room 5 (311+312, 3F)
: Kazushige Hanaoka (Department of General Internal Medicine, The Jikei University, School of Medicine)

12417H () 10:00 ~ 10:50

P55t (3F 311+4312)

(B0 —pK (RS SERRY: a2 iNED
/NIEy HREE (ES B ERTZE 2 — RS R

Rika Kosaki (National Center for Child Health and Development)

2TSA2EENEEShi=focal dermal hypoplasia® K&l

A novel intronic PORCN variant creating an alternative splice acceptor site in a family
with focal dermal hypoplasia

O ik 12 (Kaori Yamoto) . [ 'Ef ° (Satoshi Okada) . % JER 1 (Fumiko Kato) .

R 251~ * (Yasuko Fujisawa) , R, Eid ® (Maki Fukami) , ¥t #5%4 ! (Hirotomo Saitsu) |

$E 5 11*° (Tsutomu Ogata)

1 EMREERIRS: LS
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)

2 PHRERERYE NER
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)

3 JREREE NER
(Department of Pediatrics, Hiroshima University Graduate School of Biomedical and Health Science,
Hiroshima, Japan)

4 AR R
(Hamamatsu Child Health and Developmental Medicine, Hamamatsu, Japan)

5 BENIHEERY Y X — 53 PN
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)

6 EMERE Y 2 — N

(Department of Pediatrics, Hamamatsu Medical Center, Hamamatsu, Japan)
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024-2 Whole genome sequencing resolved a whole exome negative patient with congenital
ichthyosis and severe atopic dermatitis

OMI AFEF! (Kumiko Yanagi) . /5% A<k 2 (Miori Sato) . FEFAF: A2 ! (Tomomi Hidai)
/M%7~ (Makiko Omata) | fE%E J31= " (Kazuhito Satou), [LIZEF] H2Z ' (Masahiko Yamamori)
FHtJa 3D & ! (Arisa Igarashi) . F5AK K3 ! (Taiga Aoki), fiFFH £t ' (Takaya lida)
€57 1IE N (Masato Kantake) . J545 PEST* (Yosuke Baba) , Bk Fllfc * (Kazuki Miyabayashi) |
FHH 3% (Ryo Tanaka), 75 FH FIFE 2° (Kazue Yoshida) . BFA Ft—FE[3 2° (Ichiro Nomura)

KR 58], (Yukihiro Ohya) . #8J5 1— 7 (Yoichi Matsubara) , % [ ' (Tadashi Kaname)
1 ENIREERI e 2 — 7 LESE
(Dept. of Genome Medicine, National Center for Child Health and Development, Tokyo, Japan)
2 ERNIRE BRI Y 2 — T LVF -t v X —
(Allergy Center, National Center for Child Health and Development, Tokyo, Japan)
3 MR KA R AR B AUS s B 8 A= R
(Neonatal Intensive Care Unit, Juntendo University Nerima Hospital, Tokyo, Japan)
4 EOREE AR A w ot /)N I
(Department of Pediatrics, Juntendo University Shizuoka Hospital, Shizuoka, Japan)
5 BENIRE BRI > 2 — GFE BRI LSRR
(Division of Eosinophilic Gastrointestinal Disorders, National Center for Child Health and Development,
Tokyo, Japan)
6 BENLEB BRI Y 2 — RER
(Division of Dermatology, National Center for Child Health and Development, Tokyo, Japan)
7 ERLIKERFEITLE 2 —
(National Center for Child Health and Development, Tokyo, Japan)

25/ LB EZBICATE L YO RKOBEL
Mosaic deletions found with whole genome sequencing analysis

O £k 1? (Naomi Tsuchida) , AL FFFH "% (Yuri Uchiyama) | JEHT FH°- ! (Kohei Hamanaka) |

[t 12 * (Nobuhiko Okamoto) , A *Lit * (Ayataka Fujimoto) , #8 H {5 * (Hideo Enoki)
Byl YT B ' (Eriko Koshimizu) ., JEHH U ' (Atsushi Fujita), — 38 214 ' (Kazuharu Misawa) |
=i FAT- 1° (Satoko Miyatake) . 7K [l ! (Takeshi Mizuguchi) , K34 [H38 | (Naomichi Matsumoto)
1 BRI KRB R 2ENTER R

(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2 NOEANLRZNIEERE BE T L2 R

(Department of Rare Disease Genomics, Yokohama City University Hospital, Yokohama, Japan)
3 RBRBEFEFE > 2 — BIE2HR

(Department of Medical Genetics, Osaka Women's and Children's Hospital, Osaka, Japan)
4 BEERERNERE TAD A Y 2 —

(Comprehensive Epilepsy Center, Seirei Hamamatsu General Hospital, Shizuoka, Japan)
5 MR RAMIERERT BAL T2 R

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

A novel compound heterozygous variant of SLC5A6 associated with SMVT deficiency with
brain cyst during fetal period

O=EtHy 258/, ' (Yasuhiro Utsuno) . A #E5 ' (Kohei Hamanaka) . 7&H] Hififi 2 (Keisuke Hamada) .
A & 2 (Keiji Tsuchimoto) , 2 #7 * (Satoshi Sunada) , i {25 ' (Toshiyuki Itai)
- ZskE2E Y (Naomi Tsuchida) . AL BHFR ! (Yuri Uchiyama) . i FiE ! (Atsushi Fujita)
=i FAT- ! (Satoko Miyatake) , — 152 2174 ' (Kazuharu Misawa) , 7K[] | ' (Takeshi Mizuguchi)
#8/5 —1H 2 (Kazuhiro Ogata) , K\ 38 ' (Naomichi Matsumoto)
1 BRSSO RN R2ENSeR B R
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
2 BREANLRZPARARE RAAITER (P8
(Department of Biochemistry, Yokohama City University Graduate School of Medicine, Yokohama, Japan)
3 mHIERE Y Z— MR
(Department of Pediatrics, Kochi Health Sciences Center, Kochi, Japan)
4 ARhILER NER
(Department of Pediatrics, Kurashiki Central Hospital, Kurashiki, Japan)
5 TFYAKR¥E 21— b UVERRSELY 2—
(School of Biomedical Informatics, The University of Texas Health Science Center at Houston, Houston,
United States)
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BCOREBIRF DM ERZRHI-OFCDIERED 1l
OFCD syndrome with a novel mutation in BCOR gene: a case report
OLWLF AR 12 (Tomoyo Yamashita) . J#FH i 1 (Junko Hotta) , 5l #3%C T (Yukiko Jogu) .
T BRI (Eri Sakab . /NEF £95% 1 (Chie Ono) ., B 3&7 | (Haruka Bamba) .
#AR £ 2 (Hisato Suzuki) . |11 ZEA T2 (Mamiko Yamada) , TN {245 ? (Toshiki Takenouchi)
7N RS ® (Kenjiro Kosaki) . {7 5% ° (Tohru Yorifuji) | 7R % 51 2 (Takashi Hamazaki) |
W {882 1% (Toshiyuki Seto)
1 KBTI R FTIAR R (5
(Department of Medical Genetics, Osaka Metropolitan University Graduate School of Medicine, Osaka, Japan)
2 KRBRILRZRZERREAWIR S N LR
(Department of Pediatrics, Osaka Metropolitan University Graduate School of Medicine, Osaka, Japan)
3 BERIRIARA IR IR Y Y 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
4 PEMEFZINRIARAES ANERE
(Department of Pediatrics, Keio University School of Medicine, Tokyo, Japan)
5 PHEAR B B2 F
(The Second Department of Internal Medicine, Date Red Cross Hospital, Hokkaido, Japan)

—f&E 25 KK —I TR (NGS) #Et
Oral Session 25 Next Generation Sequencing

H K:12H17H (+) 10:00 ~ 10:50

= Y WeRYs (BF 313+314)

g R AH B GV T T ERRE BRI E )
TE (ENIBERIS Y 2 — 7 LERPER)

Date : Sat. December 17 10:00 ~ 10:50 Room 6 (313+314, 3F)

Chairs : Ohsuke Migita (Department of Laboratory Medicine, St. Marianna University School of Medicine)
Tadashi Kaname (Department of Genome Medicine, National Center for Child Health and Development)

025-1 DBSIC KD TEEBEDUEN HDONIZCNAO1DA > bOVNIT 2 MO EE S NI E
An intronic GNAO1 variant leading to in-frame insertion cause movement disorder
controlled by deep brain stimulation
O fEF ! (Sachiko Miyamoto) |, H1E Y6+ ' (Mitsuko Nakashima) | #&47 72 2 (Shinobu Fukumura) |

HEFH HA+3 (Satoko Kumada) , ¥t ¥5% ! (Hirotomo Saitsu)
1 EAREERIR Y BEAAER R e
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 ALIREERIRY: BE2AAS /MR
(Department of Pediatrics, Sapporo Medical University School of Medicine, Sapporo, Japan)
3 HUHUEZARRERRIE it/ N
(Department of Neuropediatrics, Tokyo Metropolitan Neurological Hospital, Tokyo, Japan)
- R = t— \f=Monogenic diabetes —ZT

025-2 AR —o T —ZEAWEM ic diabetesDZX -9
Genetic screening for monogenic diabetes using whole exome sequencing
O IRs 1B 1234 (Naoko Iwasaki) . FHHI £ #® (Satoshi Tanaka) | 7%)1| {52 2 (Hiroyuki Akagawa)

1 EFIERR AN R BN A > 2 — BERE R
(Institute of Geriatrics, Tokyo Women's Medical University, Tokyo, Japan)
2 WRIHTERAREE A ERZENTZET
(Tokyo Women's Medical University Institute for Comprehensive Medical Sciences (TICMS), Tokyo, Japan)
3 B FERIR: BERGRE AR
(Diabetes and Metabolism, School of Medicine, Tokyo Women's Medical University, Tokyo, Japan)
4 WA ERRY: T LigHRE
(Medical Genetics, Tokyo Women's Medical University, Tokyo, Japan)

025-3 IAVA-RXR-DRAPZTEMNBEICES T SMERKBERDRE
Identification of loss-of-function mutations in myoclonus-dystonia cases
OB RIMT ' (Kenko Azuma) . % —-BH 2 (Shiro Horisawa) . & Y&i% ® (Mitsumasa Fukuda)

BEM] HA T~ (Satoko Kumada) , JI[{% $5— 2 (Takakazu Kawamata) . *F 2% 2 (Takaomi Taira)
R 152! (Hiroyuki Akagawa)
1 B FERERY: S ERASE T
(Institute for Comprehensive Medical Sciences, Tokyo Women's Medical University, Tokyo, Japan)
2 HEULFERERYE pre SR
(Department of Neurosurgery, Tokyo Women's Medical University, Tokyo, Japan)
3 HHUEZARRERRIE At/ N
(Department of Neuropediatrics, Tokyo Metropolitan Neurological Hospital, Tokyo, Japan)

92



025-4

025-5

VIVFAIOARMEBICLDIBREEDCZEENR FAIETF
Multi-omic machine learning predictor of chemotherapy response of esophageal

OFE)1| B ! (Shota Sasagawa) . il B4 %5 ° (Hiroaki Kato), 5 2%i4 2 (Koji Nagaoka) |
Todd A. Johnson'. il FI#k ' (Kazuhiro Maejima) , KJ1| #38£; ' (Yuki Okawa)
1 L F172 2 (Kazuhiro Kakimi) | ZZFH 5i7) ° (Takushi Yasuda) | H1)1| $57] ' (Hidewaki Nakagawa)
1 BYEAREge T LEMER IS 2 X — AT LT — I
(Lab. for Cancer Genomics, RIKEN Ctr. for Integrative Med. Sci.)
2 WREURYE RRLEMI
(Institute of Medical Sciences, The University of Tokyo)
3 EERY BRAAES SR
(Department of Surgery, Kinki University School of Medical)

BFEADPABEIR—MIBNWTEIOV VERBERZAVWVTEHEN/ZHRDRO7EEEZFEERD
BEEMICDINT

Homologous recombination deficiency score of pan-cancer analysis using whole-exon
sequencing in Japanease cancer cohort

ORKIE # ' (Akane Naruoka) . 7% EF ! (Masakuni Serizawa) . 3t N Z£71. 2 (Yasue Horiuchi) .
EB W[tk 23 (Takeshi Nagashima) . AJE 78 % (Sumiko Onami), K B f&— '* (Keiichi Ohshima)
Bl Hr—* (Keiichi Hatakeyama), KR £~ 2 (Shumpei Onami), i I Bf— 2 (Kenichi Urakami) .
Fholy 55 A ° (Yasuto Akiyama), [1[[] £ 5 (Ken Yamaguchi)

1 ERRUESTERRE DN Atz > 2 —TSERT WRRSEAIBATE - FEAGRE S

(Drug Discovery and Development Div. Shizuoka Cancer Ctr. Res. Inst., Shizuoka, Japan)
2 FREURSTERRE N Aot > 2 — TSR ET B2 W B R A A

(Cancer Diagnostics Res. Div. Shizuoka Cancer Ctr. Res. Inst., Shizuoka, Japan)
3 A& ATV

(SRL Inc., Tokyo, Japan)
4 FRRTERNA N At > 2 — ST BAR T2

(Med. Genetics Div. Shizuoka Cancer Ctr. Res., Shizuoka, Japan)
5 RIS ERRE N Aot > 2 — W SuER R SRR

(Immunotherapy Div. Shizuoka Cancer Ctr. Res. Inst., Shizuoka, Japan)
6 FHRAVRILEAN A > X —

(Shizuoka Cancer Center, Shizuoka, Japan)

—AR1E 26 HFIERES3
Oral Session 26 Rare Disease 3

H W:12H17H () 13:10 ~ 14:00
= B s (3F 311+312)
JE R RGO RN EREE > 2 — 3 ERD
G . G NS R 2 — BRI AR R
Date : Sat. December 17 13:10 ~ 14:00 Room 5 (311+312, 3F)
Chairs : Hirofumi Ohashi (Division of Medical Genetics, Saitama Children's Medical Center)
Hiroshi Yoshihashi (Department of Clinical Genetics, Tokyo Metropolitan Children's Medical Center)

026-1

NAMoO7 LM RBEFRETCREINIEEFRTEHMOIERER S/ LIE—ERDICHEDS
LEABERICEITOIXHMNER

Structural chromosome rearrangements with non-recurrent interstitial genomic copy
number loss: review of the literature

O H: fi+ ' (Keiko Wakui)
1SR A AR
(Department of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan)
2 (BN RAATS I el S s T R > 2 —

(Center for Medical Genetics, Shinshu University Hospital, Matsumoto, Japan)
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026-2 RBMXEIZFEBEDRRBHICH T H/MNEEAD - LB 5
Novel phenotype during childhood in two related boys with RBMX gene deficiency

O #97T! (Kosuke Yamada) |, 57K i) 2 (Kenji Shimizu) | AF2 ELH4 ® (Mayumi Muramatsu) |
185 {f—E ® (Shinichiro Sano) . #i#k I * (Tomoko Matsubayashi) . £ F4fi 7 ° (Yuko Ban)
HEY B4 ' (Reiji Nakano) , FH AT 3572 © (Yasuhiko Tanaka) . /% 2E{% " (Miho Sato)
KR H1ZEF B (Yumiko Okubo) . 7Kk [T © (Yohei Masunaga) . /)MEF #4372 ° (Hiroyuki Ono)
i VER 10 (Hirotomo Saitsu) ., #% /5 %131 (Tsutomu Ogata)
1 FEANT T & &k Hid R
(Department of Neonatology, Shizuoka Children’s Hospital, Shizuoka, Japan)
2 ERRRNT C & B RS RS e AR
(Department of Clinical Genetics and Cytogenetics, Shizuoka Children’s Hospital, Shizuoka, Japan)
3 ERIRANL T E B mBE HEDRIA - AGEINE
(Department of Endocrinology and Metabolism, Shizuoka Children’s Hospital, Shizuoka, Japan)
4 FRRAENT.C & B AR MR
(Department of Neurology, Shizuoka Children’s Hospital, Shizuoka, Japan)
5 HHARSL T E Bk KR AR
(Department of General Medicine, Shizuoka Children’s Hospital, Shizuoka, Japan)
6 BRI C & BiEEE TEERAREL
(Department of Cardiology, Shizuoka Children’s Hospital, Shizuoka, Japan)
7 EARERER AR AES IR
(Department of Ophthalmology, Hamamatsu University School of Medicine, Hamamatsu, Japan)
8 G L AR AR NRR
(Department of Pediatrics, Shizuoka Saiseikai General Hospital, Shizuoka, Japan)
9 URHAERAFIE S /N
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)
10 EMERCEEAE B
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
026-3 IMAGE-IEZE# IC 3BT D RPOLEEZFZEEDRE &Z DiREREMN
Novel POLE mutations identified in IMAGE-I syndrome patients cause aberrant
subcellular localization
Oy 2K (Tomohiro Nakano), T8 £ . (Yoji Sasahara), 4§t B’E (Atsuo Kikuchi) |
A FZ (Kunihiko Moriya) . #1Z% 75l (Hidetaka Niizuma), Y5 %) (Shigeo Kure)
FALR: RAARIERL /NISRRE A 7 B
(Department of Pediatrics, Tohoku University School of Medicine, Miyagi, Japan)
026-4 SNORDE R FHlEZEA L1 SHBREERREERRKIC K D Prader-WillifiE & 3D —
A case of Prader-Willi syndrome caused by an intermediate deletion of chromosome 15
involving the SNORD gene region
OEIR 21+ 2 (Miwako Nagasaka) . PUA H1AB ' (Yuka Yotsumoto), FHFH A 12 (Yuki Nakata) |
HRES 7525 1% (Yuka Hattori) . 2% 92 2 (Nozomi Shunto) | 251 {34 ° (Shinji Saito)
KB =57+ * (Keiko Matsubara) . 51 %172 (Tomoko Tamaoki)
1 BBk DR
(Department of Pediatrics, Takatsuki General Hospital, Takatsuki, Japan)
2 Bl ambbsli #insit s 2 —
(Center for Clinical and Molecular Genetics, Takatsuki General Hospital, Takatsuki, Japan)
3 HliEMIRE KEEGEE AR N « NI 25y B
(Department of Pediatrics, Nagoya City University Graduate School of Medical Sciences, Nagoya, Japan)
4 [ENTHIEBHFRE NENT R E RIS > 2 — LR o7 T O i
(Department of Molecular Endocrinology, National Center for Child Health and Development, Tokyo, Japan)
026-5 Prader-Will/EIR B SE RN RFZEEEWRE LK ABBDEFRERS
Life in adulthood of graduates from group clinic for children and their families with
Prader-Willi syndrome
O3kfx FFT ' Miwako Kizumi) | 2 fEHE ' (Yuki Sawada) | /K ZEF1 ' (Miwa Kobayashi)
K KA (Daiju Oba) | FH . B2 (Mariko Sagara) , /NAH /N Ay 2 (Sayuri Oda)
YR 8 2 (Yuki Hotta) . 3 37~ 2 (Etuko Sakasai) . AHKE 1832 ! (Hirofumi Ohashi)
1 ERESNEER Y 2 — B85
(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
2 WERNUNRER Y V2 — BIERER
(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
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—HROE 27 EREEIGE 1

Oral Session 27 Clinical Genetics 1

oW 12H17H () 13:10 ~ 14:00

= % Wexnt; (3F 313+314)

BE R EAR R RIERSE KRR ERIIZER BRI )
HE A (EMRCEEE A BRI

Date : Sat. December 17 13:10 ~ 14:00 Room 6 (313+314, 3F)

Chairs : Yoko Aoki (Department of Medical Genetics, Tohoku University School of Medicine)
Tomoki Kosho (Department of Medical Genetics, Shinshu University School of Medicine)

PULIVG YAV R—2 2 MNBED S/ D4 RESERAT
A genomewide association study for allergen component sensitizations

O%H: P (Koki Kasa) ., £ fifi ' (Wataru Mori) . FIR} £ 7! (Takako Nakamura) .
A Kl | (Daisuke Hayashi) | J§i £ X ' (Monami Hara) . N $E7 2> (Tatsuhiko Naito)
AR 2% A 2° (Kyuto Sonehara) | {55% JE#S © (Tatsuki Fukuie) | Z51% JFFEB ©1° (Mayako Saito-Abe) |
2 FiJfg ' (Limin Yang) . (LA 2517 %'° (Kiwako Yamamoto-Hanada) . i FH H{E3% &7 (Masami Narita) |
AU ] ® (Kazushi Maruo) | [ FH [fi4e 2 (Yukinori Okada) ., %] FE2E+ ' (Emiko Noguchi)
K 58], %10 (Yukihiro Ohya)
[N PNl F e I (RS Sy o
(Department of Medical Genetics, Faculty of Medicine, University of Tsukuba, Tsukuba, Japan)
2 KBUOREERZRE EERVIZERE AR 20
(Department of Statistical Genetics, Osaka University Graduate School of Medicine, Suita, Japan)
3 WHEURERZBE RFRWITERL pit R0 B
(Department of Neurology, Graduate School of Medicine, The University of Tokyo, Tokyo, Japan)
4 PULETRT EMERAENRE Y 2 — Y A7 LBIEET— I
(Laboratory for Systems Genetics, RIKEN Center for Integrative Medical Sciences, Kanagawa, Japan)
5 KBRS JeBW 2 X eins R 2ie 7 1 > 7« 7 IR
(Integrated Frontier Research for Medical Science Division, Institute for Open and Transdisciplinary
Research Initiatives (OTRI), Osaka University, Suita, Japan)
6 BENINEBEE#EMLL Y 2— T LIVF -t a—
(Allergy Center, National Center for Child Health and Development, Tokyo, Japan)
7 AR R O NRR AR
(Department of Pediatrics, School of Medicine, Kyorin University, Tokyo, Japan)
8 PR PRARBER BARGBR - BRREE AR Eital 7 v — 7
(Department of Biostatistics, Faculty of Medicine, University of Tsukuba, Tsukuba, Japan)
9 RBRARZE ST 1 7 ¢ 7 W v 2 — IRt A=
(Laboratory of Statistical Immunology, Immunology Frontier Research Center (WPI-IFReC), Osaka
University, Suita, Japan)
10 ERZRRE EREEE > 2 — Wi T a F)V A pisL s
(Department of Japan Environment and Children's Study Research, National Center for Child Health and
Development, Tokyo, Japan)

LORSVRRD 3V BAICKDEBPEGFIERIC KV RAE L = XEHE M R RS B R
(CDPX2)D&EF4l
Retrotransposition disrupting £BP in a girl and her mother with X-linked dominant
chondrodysplasia punctata

O>EHY #3112 (Takuya Hiraide) . 557k B ' (Yohei Masunaga) , 4<% &3 (Akira Honda) .

hnig FEYRT-* (Fumiko Kato) . %8 H] 2422 F- 1 (Tokiko Fukuda) . R B4 ® (Fukami Maki) .

H1 B Y% T2 (Mitsuko Nakashima) . ¥ ¥ 7525 2 (Hirotomo Saitsw) . %77 %) 128 (Tsutomu Ogata)

1 ERERRE NRR
(Department of Pediatrics, Hamamatsu University School of Medicine, Hamamatsu, Japan)

2 EMREERLRE: AL
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)

3 BHERRYARIRE T v 2 — SRR v 2 —
(Joint Research Center, Tokyo Medical University Ibaraki Medical Center, Ibaraki, Japan)

O NE RPN I IND RN ER e o 1
(Hamamatsu Child Health and Developmental Medicine, Hamamatsu University School of Medicine,
Hamamatsu, Japan)

5 ENTEERITEY > X —WITERT 531N Wi
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development,
Tokyo, Japan)

6 EMERE 2 — AR
(Department of Pediatrics, Hamamatsu Medical Center, Hamamatsu, Japan)
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027-3

027-4

027-5

CEP290RMINU 7 bOANTOREREEENTORSHOBEREET V1IN RREEDNL
JoubertfEREED 161
A case of Joubert syndrome likely to be caused by the low frequency mosaicism of a
pathogenic variant in CEP290
OBk PET- ! (Yoko Saito) . BEA SEE[S ! (Tatsuro Kumaki) . SLH] A&7k T ! (Yukiko Kuroda) .
KA #2552 (Yumi Enomoto) . [ 2ER T (Mamiko Yamada) . 5K % A ® (Hisato Suzuki)
XY {8452 (Toshiki Takenouchi) | /NI fHERER ® (Kenjiro Kosaki) . i {d@77] 12 (Kenji Kurosawa)
1 PRRJINRSLC S8 B v 2 — BHER
(Division of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
2 PERIIIRAL T 8B R 2 — WRIRIHSE T
(Clinical Research Institute, Kanagawa Children's Medical Center, Yokohama, Japan)
3 BEFRSARAEAE MREIE A v 2 —
(Center for Medical Genetics, Keio University School of Medicine, Tokyo, Japan)
DMD/BMDOFREEDEWSZA A T4 VBEFERZE I DX EDRE
Clinical manifestations of girls heterozygous for DMD/BMD without a family history
(OZ H1+ (Tomoko Lee), FIl] 24,2 (Yoshiyuki Katayama), fifizk 9% (Sachi Tokunaga) .
¥ [E - (Naoko Taniguchi) . [N AJ HE%% (Hideki Shimomura) . /7T B Z%5]\ (Yasuhiro Takeshima)
T RRER /N R
(Department of Pediatrics, Hyogo Medical University)
HMRDATPIAINITZ VMK EBEEEE L= 25EH)
Two novel heterozygous variants in ATP1A3 cause movement disorders
OWiJI &1E ! (Shogo Furukawa), By A% £ ' (Sachiko Miyamoto) . ffEi# 742 (Shinobu Fukumura)
IR —%E ® (Kazuo Kubota) , 255 {£HH * (Toshiaki Taga) , 15 Y& ! (Mitsuko Nakashima) .
FEt 5 (Hirotomo Saitsu)
1 TEREERLRY: Rl
(Department of Biochemistry, Hamamatsu University School of Medicine, Hamamatsu, Japan)
2 ALIREERER Y N
(Department of Pediatrics, Sapporo Medical University School of Medicine, Sapporo, Japan)
3 IRERRE KA AR ITER NERL A=
(Department of Pediatrics, Gifu University Graduate School of Medicine, Gifu, Japan)
4 RIS N R
(Department of Pediatrics, Nagahama City Hospital, Shiga, Japan)

—HR1R 28 ERPRE(RE 2

Oral Session 28 Clinical Genetics 2

H k128170 () 14:10 ~ 15:00

24 (3F 311+312)

BE R A M ORBREF R > 2 — B2 HRD
WIS e UERERIRE AR R s )

Date : Sat. December 17 14:10 ~ 15:00 Room 5 (311+312, 3F)

Chairs : Nobuhiko Okamoto (Department of Medical Genetics, Osaka Women’s and Children’s Hospital)
Mitsuko Nakashima (Department of Biochemistry, Hamamatsu University School of Medicine)

= Y5

028-1

CRISPR/Cas9S R 7LD FEAHIRE E R EEENDIGH
Extra chromosome 21 elimination using the CRISPR-Cas9 platform in the iPS cell model
for Down syndrome

ORgEE A AER ' (Ryotaro Hashizume) | i 3% 1! (Sachiko Wakita) . Jii /5 B2 ' (Mari Hara) .
B {#¢ ? (Hirofumi Sawada) . 7Tk fE— B[S (Shin-ichiro Takebayashi) . b & 7] * (Yasuji Kitabatake)
)1 H5E 5% ° (Yoshitaka Miyagawa) | 2K 7445 © (Hiroki Kurahashi)
1 ZERZ RERIIZR BERERE
(Department of Pathology and Matrix Biology, Mie University Graduate School of Medicine, Mie, Japan)
2 THRE RFGRIERVIZER g
(Department of Anesthesiology and Critical Care Medicine, Mie University Graduate School of Medicine,
Mie, Japan)
3 THRFERZE EVEIRENITR
(Laboratory of Molecular and Cellular Biology, Graduate School of Bioresources, Mie University, Mie, Japan)
4 KRB RERREZRVITERE NEREE
(Department of Pediatrics, Graduate School of Medicine, Osaka University, Osaka, Japan)
5 HAERRY: RAGIESRIIZIR 01 EsY
(Department of Biochemistry and Molecular Biology, Nippon Medical School, Tokyo, Japan)
6 EMERIAY: SEE EREANITEAT 70 -l R A e s
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University,
Aichi, Japan)
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028-2

028-3

028-4

028-5

EBEMEALEIC KX SMECP2ERERBEDX IR

A Female patient with MECP2 duplication syndrome due to cryptic insertional translocation

O/NH NE S ! (Sayuri Oda) . fHE BELFRT- ' (Mariko Sagara) . i FH {7 | (Yuki Hotta)
Witk i ! (Btsuko Sakasai) . At KA 2 (Daiju Oba) | 2T FEFIF 2 (Miwako Kizumi) |
B B 2 (Yuki Sawada) | /[VPK ZEF] 2 (Miwa Kobayashi) . /[NLj B3], ® (Hirofumi Koyama)
KK 1252 2 (Hirofumi Ohashi)
1R NRBER > & — IR

(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
2 WERSUNRERY & — sk
(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
3 IERRNRERE X — AR
(Department of Clinical Laboratory, Saitama Children's Medical Center, Saitama, Japan)

PP2ARSEMREFRERE : MBIV —LBRITCERILICSEFIDHRS

PP2A-related neurodevelopmental disorders: a report of five patients diagnosed by whole

exome sequencing

OB B 12 (Mariko Sagara), /[N /INE A 2 (Sayuri Oda), HFH 8 H ' (Yuki Hota)
itk i 2 (Btsuko Sakasai) . K AR 2 (Daiju Oba) . 3KfE ZERIT-° Miwako Kizumi) |
TR B3 (Yuki Sawada) | /]VFK ZEF]® (Miwa Kobayashi) |, 7[N[L] B8], ? (Masahiro Koyama)
FKE {252 2 (Hirofumi Ohashi)

1 BEREDNEER Y Y 2 — BimaEs

(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
2 mERRNUNRERY 2 — AR

(Department of Clinical Laboratory, Saitama Children's Medical Center, Saitama, Japan)
3 BERVNEERY 2 — B EER

(Divisions of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)

—BERF—IRN—ICEF I HDFEEMEvariantz 2 sH=Tatton-Brown-RahmanfE{ZEE &
Bohring-OpitzfiE{xEE D 211

Tatton-Brown-Rahman syndrome and Bohring-Opitz syndrome with pathogenic variants

presented in the population database

ORI KA (Daiju Oba), /N /INE 2 (Sayuri Oda) . FH . B2 (Mariko Sagara)
BEE B (Yuki Sawada) . AT ZEH1T- | (Miwako Kizumi) . 7 587 2 (Etsuko Sakasai) .
N ALY ! (Hirofumi Ohashi)

1 EERESNRERRE 2 — @5k

(Division of Medical Genetics, Saitama Children's Medical Center, Saitama, Japan)
2 RiRESNRER Y V2 — BIEREE

(Genetic Laboratory, Saitama Children's Medical Center, Saitama, Japan)

Face2Gene& Syndrome FinderlZ K2 B REEKEBDEHIEE DR

Positive predictive values for diagnosis of skeletal dysplasia by Face2Gene and

Syndrome Finder

O KHifi (Daisuke Harada), FFA f#i—f- (Hiroko Kashiwagi), _F-|l| Z& (Kaoru Ueyama)
153 (4 (Yoshiki Seino) | [L1FH 5,2 (Hiroyuki Yamada)

s 2 e B REHEMERRS (JCHO) KB /At
(Department of Pediatrics, Japan Community of Healthcare Organization (JCHO), Osaka, Japan)
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—MROE29 NAFINVT « T—EXR—=R/ETIVENM

Oral Session 29 Biobank, Database / Animal Model

= Y6

R 12717H () 14:10 ~ 15:00

25 (3F 313+314)

BE R B ESET RO R RFCRIEIEEYE)
A IR (PRREERIR [RAE AR )

Date : Sat. December 17 14:10 ~ 15:00 Room 6 (313+314, 3F)

Chairs : Emiko Noguchi (Department of Medical Genetics, Faculty of Medicine, University of Tsukuba)
Hirotomo Saitsu (Department of Biochemistry, Hamamatsu University School of Medicine)

029-1

029-2

029-3

REEMERAZRBNAFIY -5 — BROICHITDNAFNDERE
Biobank activity at Bioresource Research Center(BRC), Tokyo Medical and Dental
University
ONrAs Wi ! (Akira Takemoto) . A 52T 2 (Kousuke Tanimoto) . £gH] =E— ! (Kei-ichi Morita) .
Fi7% 5 ' (Kou Kayamori), PEAT #f—° (Kouichi Nishimura) , Song Shuolin®,
Fi i 28815 2 (Johji Inazawa) , AR fi§f# ! (Toshihiro Tanaka)
1 AOERIRIRE JRIENA F Y — A v & —
(Bioresource Research Center, Tokyo Medical and Dental University (TMDU), Tokyo, Japan)
2 HHERERAYE VY —Fa7 ey 2—
(Research Core, Tokyo Medical and Dental University (TMDU), Tokyo, Japan)
3 T FAv Rt
(ACTMed. Co., Ltd., Tokyo, Japan)
4 ACT Genomicstt
(ACT Genomics Co., Ltd., Taipei, Taiwan)

FRRBRIIERKZICSITDINAANODERERVBESH (OMPUNSANIDT—2R)
Establishment of a Biobank and Initiatives at a Medium-sized Private Medical University:
A case of OMPU Biobank
ORI &' (Kohei Taniguchi) | 7|V} F11E ' (Kazumasa Komura) . FHH %#{~ ! (Tomohito Tanaka)

A H ARCER ! (Rintaro Oide) | 87 HiF 7' (Akiko Kagotani) | Fi ] 2% 2 (Aoi Kataoka) .

i D D 2 (Yuri Ito) . /NEF 85 = A\ ! (Fumihito Ono)

1 KIRERSERIRY: BRI 24— S VA L—> 3 )b ) —F M

(Translational Research Program, Osaka Medical and Pharmaceutical University, Osaka, Japan)
2 RBRERBEERIRYE RAHIS I > 2 — EFRTE
(Department of Medical Statistics, Osaka Medical and Pharmaceutical University, Osaka, Japan)

iIGONADEZR WV RELZRBETIVY O RMEHICKL S BEEMARBICRE SN RNEERRL
T/ LN 7 (VUS) D EERZER
Analysis of variant of uncertain significance (VUS) in genetic disorder by rapid generation
of transgenic mice by iGONAD
OMK T (Shin Hayashi) , $3A BEF (Yasuyo Suzuki) |, il 7+~ (Kimiko Katoh)

& Kl (Daisuke Fukushi), 1] F&—E[5 (Kenichiro Yamada)

FHIREFRER Ot > 2 — FEEREMRIUN UL R

(Department of Genetics, Institute for Developmental Research, Aichi Developmental Disability Center)
EEIAVO—TCADLPARREEFEFHCT DINEERE MR TOREIIEFRIEVIZADTAIA
ERZBIRTD
Elimination of EFHC1 in brain ventricle ependymal cells reproduces epileptic phenotypes
of systemic deficient mouse
O Fi15l (Kazuhiro Yamakawa) . $5A 25 (Toshimitsu Suzuki)

FtTEIVIRY: RZGER 2 AHTTERE B RER AT TRt A o 0 7

(Department of Neurodevelopmental Disorder Genetics, Institute of Brain Sciences, Nagoya City University

Graduate School of Medical Sciences, Nagoya, Japan)
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029-5 Adaptive SamplingZf (V2 E— MBERZREBDREN DSIEMGEZRI S E
Rapid and comprehensive diagnostic method for repeat expansion diseases using
Adaptive Sampling
OBk 7T ¥~ (Eriko Koshimizw) . ‘=7 iX F&F- ' (Satoko Miyatake) , i H{d: ' (Atsushi Fujita)
+H = 3 (Hiroshi Doi), 7K1 Flll ! (Takeshi Mizuguchi), FHHH &5 5% 3 (Fumiaki Tanaka) ,
KA 1E38 ' (Naomichi Matsumoto)
1 BRI AT s
(Department of Human Genetics, Yokohama City University Graduate School of Medicine, Yokohama,
Kanagawa, Japan)
2 BRI W@ B T2kt
(Department of Clinical Genetics, Yokohama City University Hospital, Yokohama, Kanagawa, Japan)
3 BGEMINLAY: [RAEH AR - iR R
(Department of Neurology and Stroke Medicine, Yokohama City University Graduate School of Medicine,
Yokohama, Kanagawa, Japan)

—A&OE 30 ERFREIGE 3

Oral Session 30 Clinical Genetics 3

H W:12H17H (1) 1530~ 16:20

= Y H5%Y; (BF 3114312)

g R SRR R (MR)IRNL S S B 2 — B IR
AR ERR (JLERN T &8kt BRAEIERD

Date : Sat. December 17 15:30 ~ 16:20 Room 5 (311+312, 3F)

Chairs : Kenji Kurosawa (Division of Medical Genetics, Kanagawa Children's Medical Center, Yokohama, Japan)
Naoya Morisada (Department of Clinical Genetics, Hyogo Prefectural Kobe Children's Hospital)

PHBHREEREICHITDEEFNICEELAREEIL 27 O0—)LiEDEE
Genetically Diagnosed Familial Hypercholesterolemia in Patients with Early-onset
Coronary Artery Disease in Japan

OWB(R B! (Yoshinori Katsumata) . = || 7] % (Hiroshi Miyama) , {/5% 1%} ' (Kazuki Sato)
& Fi— 2 (Keiichi Fukuda)
1 BEERTARY A AR—VEERGE Y 2 —
(Institute for Integrated Sports Medicine, Keio University School of Medicine, Tokyo, Japan)
2 BEMESREORNE PRAATE RERAR AR
(Department of Cardiology, Keio University School of Medicine, Tokyo, Japan)

MOGS-CDGOERR. £ZNSIVEEZNHE  FNEERUEHSKEERE
Clinical, biochemical and genetic characteristics of MOGS-CDG: a rare congenital
disorderof glycosylation

OIS 283 ' (Shino Shimada), Bobby Ng®, Amy White', Kim Nickander®, Christina Lam’,
Esperanza Font-Montgomery®, Charles Lourenco’, Miao He®, Luis Umana’, Devon Haynes'”,
Heather Byers'!, Rani Sachdev'?, Stephen Malone'®, Ingrid Scheffer'*, David Adams?,

William Gahl®, May Malicdan®, Kimiyo Raymond’, Hudson Freeze®, Lynne Wolfe”

1 MEORAE R A Y e e o
(Department of Pediatrics, Juntendo University Shizuoka Hospital, Shizuoka, Japan)

2 Medical Genetic Branch, National Human Genome Research Institute, Bethesda, USA

3 Human Genetics Program, Sanford Burnham Prebys Medical Discovery Institute, La Jolla, California, USA

4 Biochemical Genetics Laboratory, Mayo Clinic Department of Laboratory Medicine and Pathology,
Rochester, Minnesota, USA

5 Division of Genetic Medicine, Department of Pediatrics, Seattle Childrens Hospital, Seattle, Washington,
USA

6 University Hospital Medical Genetics Clinic, University of Missouri, Columbia, Missouri, USA

7 Department of Medical Genetics, School of Medicine, Neurogenetics Unit, University of Sao Paulo, Sao Paulo,
Brazil

8 Department of Pathology and Laboratory Medicine, The Childrens Hospital of Philadelphia, Philadelphia,
Pennsylvania, USA

9 Division of Genetics and Metabolism, Department of Pediatrics, The University of Texas Southwestern
Medical Center, Dallas, Texas, USA

10 Division of Genetics, Arnold Palmer Hospital for Children, Orland, Florida, USA

11 Division of Medical Genetics, Stanford University, Stanford, California, USA

12 Center for Clinical Genetics, Sydney Childrens Hospital Randwick, Randwick, New South Wales, Australia

13 Department of Neurosciences, Queensland Childrens Hospital, South Brisbane, Queensland, Australia

14 Department of Medicine, The University of Melbourne, Austin Health, Heidelberg, Victoria, Australia
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030-3

030-4

030-5

BESRIEIRZ AL V= 2SHR#B 7 74— 3 Face2Gene MASMEEREICHIT2ERAY
Usefulness of the Face2Gene application as a diagnostic tool in patients with pediatric
endocrine diseases

ORI AEEH T (Midori Motokawa) . F'& HHF ! (Akiko Nakatomi) . —FE 2] ! (Mari Niri) .
TH) 1] 3785 ! (Tatsuki Urakawa) | J5i[] HEF- ! (Kohei Haraguchi) | J37) 14 2 (Satoshi Watanabe)
= S 3 (Hiroyuki Mishima) , 757f Z—H[ 3 (Koichiro Yoshiura) . #34% 1 # (Tadashi Matsumoto) .
ST SEEER * (Tatsuro Kondo) | AHEA 78 A ' (Sumito Dateki)

1 Bl Rkt NLR
(Dept. of Pediatr., Nagasaki Univ. Hosp.)
2 blEUNEE
(Watanabe Pediatric)
3 RIRREREBTIE AR G IR NFEEE
(Dept. of Human Genetics, Nagasaki Univ. Graduate Sch. of Biomedical Sciences)
4 HEDZDORBEERRERML Y Z—BDHRDHK
(Misakaenosono Mutsumi Developmental, Medical, and Welfare Center)

HECW2ZRICERTDHRHRE - BEZSOEEEICHATOIEER
Consideration on the severity of central nervous system and muscular disorders caused
by HECW2 mutation

OMI'R AWt (Tomoe Yanagishita) , S8} 282 (Kyoko Hoshino), f71H 5% ' (Keiko Ishigaki) ,
e 22428 1 (Takatoshi Sato) , 7k JEH[ 2 (Michirou Fukunaga) . A4t —F ? (Kazue Kimura) |
1A 3 (Keiko Yamamoto) . BHEF {=#3 * (Yoshihiro Asano), 7K % ' (Satoru Nagata) ,
LA 828 ° (Toshiyuki Yamamoto)
1 B PIERIE NRERE
(Department of Pediatrics, Tokyo Womens Medical University, Tokyo, Japan)
2 BB IR NEMmEEI Y Zy Y
(Segawa Memorial Neurological Clinic for Children, Tokyo, Japan)
3 WRFERRYE M 7 at s J
(Department of Transfusion Medicine and Cell Processing, Tokyo Womens Medical University, Tokyo,
Japan)
4 RRRZERARGE AR ARG ERA N R
(Department of Cardiovascular Medicine, Osaka University Graduate School of Medicine, Suita, Japan)
5 WHIKTERAYE T/ Ligfik
(Institute of Medical Genetics, Tokyo Womens Medical University, Tokyo, Japan)

VPS35LEERitscher-SchinzelFE IR B DERIRHI S 1R 1t & 73 F 113
Clinical diversity and molecular mechanism of VPS35L-associated Ritscher-Schinzel
syndrome

O3t H LT (Shiomi Otsuj) . P PEST ' (Yosuke Nishio) . i1 FH JFffd 2 (Maki Tsujita) .
Malene Rio®, Huber Lequesne Celine®, Anton-Plagaro Carlos®.
KB 3] ° (Seiji Mizuno) , JA['Hf U 2= ® (Yoshihiko Kawano) . ‘& H& - 78 (Satoko Miyatake) |
Simon Marleen’, Van Binsbergen Ellen’, Van Jaarsveld Richard’,
KA T3 7 (Naomichi Matsumoto) . Cormier-Daire Valerie®, J Cullen Peter”,
1M {74 ' (Shinji Saitoh), JiljE #HA * (Kohji Kato)
1 Al R RS 2ANTTER FrE RN R R 22
(Department of Pediatrics and Neonatology, Nagoya City University Graduate School of Medical Sciences,
Nagoya, Japan)
2 HEETL R RELVITR it 20
(Department of Biochemistry, Nagoya City University Graduate School of Medical Sciences, Nagoya, Japan)
3 Department of Medical Genetics, Necker-Enfants Malades Hospital, Paris, France
4 School of Biochemistry, University of Bristol, Bristol, U.K.
5 EHIREFRRERG Y Y 2 —houskt NERR
(Department of Pediatrics, Aichi Developmental Disability Center, Kasugai, Japan)
6 b3 xRN DR
(Department of Pediatrics, Toyota Memorial Hospital, Toyota, Japan)
7 ROETHILRZREREAIR BRI
(Department of Human Genetics, Yokohama City University, Graduate School of Medicine, Yokohama, Japan)
8 MUEMILAY: W E e s 125kt
(Clinical Genetics Department, Yokohama City University Hospital, Yokohama, Kanagawa, Japan)
9 Department of Genetics, University Medical Center Utrecht, Utrecht, the Netherlands
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—AR & 31

= b3 R 7Em/ARE

Oral Session 31 Mitochondrial Genetics / New Technologies

F K128

O =
%

Chairs : Yasu

17H () 15:30 ~ 16:20

2 el (3F 313+314)

FEr] QRS RS Sl D 2T & infii7et > 2 —)
e (ERTAS « WRERITE Y 2 — AT )V 7 Ly 2 —)

Date : Sat. December 17 15:30 ~ 16:20 Room 6 (313+314, 3F)

shi Okazaki (Juntendo University, Graduate School of Medicine)

Yuichi Goto (Medical Genome Center, National Center of Neurology and Psychiatry)

031-1

031-2

| 031-3 |

YO ZRW=RERenhancer RNABTIC K 258 R 5l ldenhancerR @ EIZ D EIE
Ovarian enhancers, identified by time series enhancer RNA analyses, harbored SNVs in
ovarian insufficiency

OWJI| #®— " (Ryuichi Nakagawa) , {512 7% ' (Kei Takasawa), FXAG A7 | (Maki Gau)
51 22 % (Atsumi Tsuj) | 1§ 588 > (Hideya Kawaji) . #f)1] Z&#3° (Yasuhiro Murakawa)
B 415 2 (Shuji Takada) . = [ l]50 ° (Masashi Mikami) , B 4L © (Satoshi Narumi)
ZER Bkl © (Maki Fukami) | 1L #7557 (Tetsuo Maruyama) . #KI 2 9% ® (Yoshihide Hayashizaki) |
2 K=" (Tomohiro Morio) , fiE & fidz— ' (Kenichi Kashimada)
1 REERERIR AR AR FeAE TR aE 2 1
(Department of Pediatrics and Developmental Biology, Tokyo Medical and Dental University, Tokyo, Japan)
2 BENINEBEFERTLE Y 2 — AT LFE - A RIS
(Department of Systems BioMedicine, National Research Institute for Child Health and Development,
Tokyo, Japan)
3 BUEANTEAT AR A g v 2 —
(RIKEN Center for Integrative Medical Sciences, Kanagawa, Japan)
4 WEUREZEREWITAT 7/ LR v 2 —
(Research Center for Genome & Medical Sciences, Tokyo Metropolitan Institute of Medical Science,
Tokyo, Japan)
5 ENIREBERTE Y Z— 7= YA T2 ZHM EEt =y b
(Division of Biostatistics, Clinical Research Center, National Center for Child Health and Development)
6 BENLKE BRI > X2 — 2N IBIIZEES
(Department of Molecular Endocrinology, National Research Institute for Child Health and Development)
7 BEIEFEARAIR A R AR
(Department of Obstetrics and Gynaecology, Keio University School of Medicine)
8 B AIHYLHT TREESE - BBWEAHRE T 0 7S L
(RIKEN Preventive Medicine and Diagnosis Innovation Program)
HPVD O F IR MRER A MR U E G DR : RERSEEFORE
Study for patients with CNS symptoms after HPV vaccination: contribution of
immunomodulatory genes
OEkE sERI] 12 (Yukitoshi Takahashi) | K35 A5 ! (Takashi Matsudaira) . FEAf % T (Shigeko Nishimura)
e HHFETF ! (Emiko Takao) | A5 YD ! (Risa Kasai) . #8HH A3 % ! (Kaoru Enokida)
1 ENTERCRRE Fibd T A A - IRRER Y 2 —
(National epilepsy center, Shizuoka institute of epilepsy and neurological disorders, NHO, Japan)
2 IRRZEBE A N AR
(Department of Pediatrics, Gifu University School of Medicine, Japan)
BUBRBICEITDINIVRUPZERIIDNT
Mitochondrial mutations in chronic kidney disease
O%45 TR (Yuki Kanazashi) . FijliE FI#E ' (Kazuhiro Maejima), Todd A. Johnson'.
= AT 2 (Ryosuke Jikuya) | 5di 5 5250 2 (Hisashi Hasumi) . §if/[] %5 (Shigekatsu Maekawa) .
/INEL fi7 ® (Wataru Obara) , H1)1| #27] ! (Hidewaki Nakagawa)
1 BRI LR 2 —
(RIKEN Center for Integrative Medical Sciences, Kanagawa, Japan)
2 WO WIRER A EE
(Department of Urology, Yokohama City University, Kanagawa, Japan)
3 ATERRYE WIRAFIER
(Department of Urology, Iwate Medical University, Iwate, Japan)
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COQ4NUZ VM5 IMIVRIPHEZ LI ZHMERBAICDIVT
Biovular twins with autosomal recessive mitochondrial disease caused by compound-
heterozygous COQ4 variants

OBRES 575 ' (Yuka Hattord) . PUAS FHAD "% (Yuka Yotsumoto) . 3k FEM1 T '* (Miwako Nagasaka)
5 24 2 (Nozomi Syuntou) . i 1F 2 (Tomoko Tamaoki) , ff1L| = (Kei Murayama)
1 tEEEEEANECE ek R
(Department of Pediatrics, Takatsuki General Hospital, Takatsuki, Japan)
2 tHBREFGEANECE b B s X —
(Center for Clinical and Molecular Genetics, Takatsuki General Hospital, Takatsuki, Japan)
3 THRNIC EHiEkE BnEREtE s X —
(Center for Medical Genetics, Chiba Children's Hospital, Chiba, Japan)
031-5 HARAREBIRBERRDEILOY —LBERICEDMRBIHEETFOERE
Whole-exome sequencing in a Japanese multiplex family identifies new susceptibility
genes for intracranial aneurysms

ORI 52 12 (Hiroyuki Akagawa) . 1) 1] 325k 2 (Tatsuya Maegawa) , JEIFH #HH > (Hideaki Onda)

Jli 73 TE{% 2 (Hidetoshi Kasuya)
1 R FERREE A ERZEDIET
(Institute for Comprehensive Medical Sciences, Tokyo Women's Medical University, Tokyo, Japan)
2 R BERIRYE BN R > & — Mo Rt
(Department of Neurosurgery, Adachi Medical Center, Tokyo Women's Medical University, Tokyo, Japan)
3 KAl THHETFHIYLE
(Department of Spinal Surgery, Kameda Medical Center, Kamogawa, Japan)
4 s R

(Division of Neurosurgery, Kofu Neurosurgical Hospital, Kofu, Japan)

—RE 32 RIE/HE
Oral Session 32 Ethics / Education

H K:12H17H (+) 16:30 ~ 17:20
= Y 5%y (BF 3114312)
B R =R FE (BROKLFRE REGANBSUERIBRBIZEN IR T A 75 A T2 AEBGR Iz Y ) > 7
O— R /)
R AR Ter (BRODKLFRE REGENESULRIRRIEN SR 54 T A L AR GBzAY ) v T
a—X)
Date : Sat. December 17 16:30 ~ 17:20 Room 5 (311+312, 3F)
Chairs : Hidehiko Miyake (Department of Genetic Counseling, Graduate School of Humanities and Sciences,
Ochanomizu University)
Motoko Sasaki (Ochanomizu University, Graduate School of Humanities and Sciences, Life Sciences, Genetic
Counseling)

EREREOBIEEIR & BN EE

Risk selection of private insurance and hereditary tumors

OMEH: #5431 (Sana YokoD) | #HAK #7-' (Ryoko Suzuki) | /]ME 457 '# (Reiko Ohara)
1 THRMD ALY Z— BE 2T
(Division of genetic diagnostics, Chiba cancer center, Chiba, Japan)
2 EREEREWEGERT IR B35 T Y TR
(Department of Genetic Counseling, Kimitsu Chuo Hospital)

102



EREEHNRELIEA DS Y=V ERWBEAY )V IO-LTLA
Genetic counseling role play using online tools for medical students

OFJI 2 (Reimi Sogawa) . [/ #iEE 1 (Hideki Yamamoto) . JA[A] JifHL - 1* (Mariko Kochi)
LR #iZ * (Noriyuki Yamashita), —)1| EEJ& ' (Mashu Futagawa) . fillji 2£3%/Y ' (Fumino Kato)
TR B 2 (Yusaku Urakawa) |, i} & <2/ ? (Sayaka Ueno) | /[N 1| T ° (Chikako Ogawa)
Jrlit] #i-© (Yuko Kataoka) , BEZZ F5{% 7 (Kunitoshi Shigeyasu) . &7+ BHF© (Akiko Sugaya)

EJ& E 7 (Shoji Nagao), F.HH % ° (Kei Hayata) . 1545 JI§+® Junko Yoshimoto)
Rl &2 ° (Akiko Abe) . KEAR F54 '© (Arisa Ueki) |, [l Tt ' (Tetsuya Okazaki)
AH 7 H 2 (Kaori Kimura) , [0 36/ > (Kensuke Kumamoto) . F2A% {6 ' (Takeki Sugimoto)
B %972 ' (Tomohiko Tsuruta) , i 2% ' (Biji Namba) . {Ef A4+ '° (Uiko Hanaoka)
FAFA ' (Kenta Masuda) . =Jfi 71 '® (Kiyonori Miura) | (/] E{£ '° (Masatoshi Yamaguchi)
T %57 2° (Reiko Yoshida) . F-JR 52 12 (Akira Hirasawa)
1 BRI BRIAR A T2 ek
(Department of Clinical Genetics and Genomic Medicine, Okayama University Hosptal)
2 WILREER AR E W SRR B I FE R BRI (5 EFR
(Department of Clinical Genomic Medicine, Graduate School of Medicine, Dentistry and Pharmaceutical
Sciences, Okayama University Hospital)
3 ENLIRBERERE PUE D At > 2 — FUIRSRE
(Department of Breast Surgery, National Hospital Organization Shikoku Cancer Center)
4 FAIIREER G R AR AR IS R BT & > 2 —
(Center for Education in Medicine and Health Sciences, Okayama University)
5 FAREE e e R AR
(Department of Obstetrics and Gynecology, Okayama University Hospital)
6 FALREER e H AR
(Department of Otorhinolaryngology, Okayama University Hospital)
7 LR SR
(Department of Gastroenterological Surgery, Okayama University Hospital)
8 BRI N R
(Department of Pediatrics, Okayama University Hospital)
9 MANIFEREWRL W AR
(Department of Gynecologic Oncology, Cancer Institute Hospital, Japanese Foundation for Cancer
Research, Ariake)
10 WS AHIFER A G AR (R R HE
(Department of Clinical Genetics, Cancer Institute Hospital, Japanese Foundation for Cancer Research,
Ariake)
11 ORI A e s a2 He
(Division of Clinical Genetics, Tottori University Hospital)
12 ENIH IS v 2 — SRR AR T2 M
(Division of Genetic Medicine, National Cancer Center Hospital East)
13 HNIRZEZAE R
(Department of Gastroenterological Surgery, Kagawa University)
14 EHIRZERAAASEL - SR iss
(Department of Surgery, Kochi Medical School)
15 B IIREAIE 2 S By 2 e i )2 bt A2
(Department of Perinatology and Gynecology, Faculty of Medicine, Kagawa University)
16 ISR AWIFTHEE RS
(Organization for Research Initiative and Promotion, Tottori University)
17 BEHESRIN AR AR R AR A
(Department of Obstetrics and Gynecology, Keio University School of Medicine)
18 R AR E R AR 2 R R AR 27
(Department of Obstetrics and Gynecology, Nagasaki University Graduate School of BioMedical Sciences)
19 Bl RZAEE A it e i AR > 2 ) > R
(Division of Clinical Genetics, Department of Obstetrics and Gynecology, University of Miyazaki Hospital)
20 FERURZIRIRT/ LWEFERT
(Showa University Institute for Clinical Genetics and Genomics)
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NBEER - 7/ LEE] BREEDHOESRE OIS LDMESERICETSHE

Research on the development and dissemination of medical education programs about

"genetic medicine / genomic medicine"

O/ BHF- ! (Tomoko Kobayashi) . 7] Z%8f 2 (Takanori Akama) . Wit B (Ryo Sakasai) ,
i 3—? (Seiichi Ishii) | §&AS -5 (Yuuko Hashimoto) , £t 35 A\ © (Yasuhito Ishigaki) |
I HI2 " (Tomoki Kosho)

1

2

3

BUERY: BALA T o A1)V« X AN 7 Bk

(Tohoku Medical Megabank Organization, Tohoku University, Miyagi, Japan)
FRBEALERACAI B HARNES £ > 2 — [ RSB

(Cancer Center, Fukushima Medical University, Fukushima, Japan)
BIRERRZEZAR L T

(Department of Biochemistry [, Kanazawa Medical University, Ishikawa, Japan)
RAURIYAR BRI ZER} BB AR > 2 —

(Office of Medical Education, Graduate School of Medicine, Tohoku University, Miyagi, Japan)
FRISUAL R o B AR A2 Wl e

(Department of Diagnostic Pathology, Fukushima Medical University, Fukushima, Japan)
BINERIRZ M B EAVIT A B2 7 il

(Medical Research Institute, Kanazawa Medical University, Ishikawa, Japan)
TEINRAA R AR AR R AR

(Department of Medical Genetics, Shinshu University of Medicine, Nagano, Japan)

ERFOEEEPIEDHE - BEICDNTOERLER
International comparison of training and certification for clinical geneticists

OjEI % 12 (Al Unzaki) | $5K 13 2 (Mizuho Suzuki) . KB 8T 2 (Yuko Ohnuki) .
IR & 12 (Kei Takeshita)

1

2

HRYE EAEES SR E R R R
(Department of Medical Ethics, Tokai University School of Medicine, Kanagawa, Japan)
R AR b B T2 ek

(Department of Clinical Genetics, Tokai University Hospital, Kanagawa, Japan)

—f&E 33 ZOfth

Oral Session 33

H W:12H17H (1) 16:30 ~ 17:20

= Y Heny; (BF 313+314)

AR R SR (ORI Rl 8 s a2 Hk)
iy i (CERZAEAATE T 7/ LRSS

Date : Sat. December 17 16:30 ~ 17:20 Room 6 (313+314, 3F)

Chairs : Hideki Niimi (Toyama University Hospital, Department of Clinical Genetics)
Kaname Nakatani (Genomic Medicine, Mie University Hospital)

Others

R F SRR T2 YR - 3517 B 1T AR D HRRR &3 Sl M M MR AR
Vaginal microbiota at the first trimester in pregnancy after radical trachelectomy
OFH F5r ! (Yoshifumi Kasuga) , A PH S ? (Eriko Onishi) | 524 7452 2 (Hiromi Kamura) |
EAN B "2 (Keita Hasegawa) , {4 (€ ' (Yuka Fukuma) | $28 BHZ5 ' (Asuka Hamuro) ,

T MEF* Qunko Tamai) . FHHT ! (Yuya Tanaka), #tfi / |- 2% ! (Satoru Ikenoue) |
iRk —2 ! (Kazuhiko Nakabayashi) , FHH 5F ! (Mamoru Tanaka) , Z£ {i#—E[5? (Kenichiro Hata)

1

2

BEMEFREAR Y R P AR
(Department of Obstetrics and Gynecology, Keio University School of Medicine, Tokyo, Japan)
N7 BCE BRI 2 > 2 — JE i HR HE 2 0

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

JOFEECICEAETSIL 7EEFEIOFREICELDIERPDABOMKRE IR

Genetic association of IL17 and the importance of ABO blood group antigens in saliva to

COVID-19

OVYH] 255 (Nao Nishida) , 211 Bt ' (Masaya Sugiyama) . JA[4 FEST Z (Yosuke Kawai) |
3 £ (Takayo Tsuchiura), £7)1] ZEHTHC | (Miyuki Ishikawa), {7k 1 ? (Katsushi Tokunaga)
7# | Jerh ' (Masashi Mizokami)

1

2

ENEBRERZE Y 2 — 7/ LERY: ey 2 7 b

(Genome Medical Science Project, National Center for Global Health and Medicine)
ENEBRER I > 2 — 7/ LERE T Y 27 b (Fil)

(Genome Medical Science Project (Toyama), National Center for Global Health and Medicine)
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BERRT7H—EEICHTDHMBVAE (BIEFAEEARU-2801) DRI%
Development of effective and safe gene therapy drug (ARU-2801) for hypophosphatasia

OMMA: 246 1% (Tae Matsumoto) , =5 ' T~ (Noriko Miyake) , j# HiJg * (Dongwei Zhao) ,
Mohammad Shadid*, Eric Gaukel’, fi# [ - ° (Sonoko Narisawa), Jose Millan®,
=7 1/,— 2 (Koichi Miyake)

1 HARERKNER A=
(Deptment of Pediatrics, Nippon Medical School, Tokyo, Japan)
2 ARERRFE Ry
(Depatment of Gene Therapy, Tokyo, Japan)
3 ARERARZA(E - 0 FEYE (O FEES)
(Department of Biochemistry and Molecular Biology, Tokyo, Japan)
4 Aruvant Sciences, Burligton, MA, USA
5 Roivant Sciences, NC, USA
6 Human Genetics Program, Sanford Burnham Prebys Medical Discovery Institute, La Jolla, CA, USA

033-4 —MRERICHITBLINnUXAVY Y RZR WS/ LARIBEAD/INY F7/T7—2a 506D
BEREHEORR
An experience of building exvironment for batch annnotation to genetic variations with
Linux in a Japanese hospital
OZZH #li' Qun Yasuda) . /N 1| Bl 2 (Maki Ogawa) . ) 1] A8 2 (Daiki Abukawa)
1 EBRIES A AR v 2 — W
(Miyagi Cancer Center Research Institute)
2 EWRNIC EBERE
(Miyagi Children's Hospital, Sendai, Japan)
033-5 Stengel-Rutkowski;EZ R V= R EREEEEZEDRIEINDIBEHTDEEE.
DI T7T)r—23 kDR A
An attempt to automate and make a web application for estimating the probability of
having a child with an unbalanced translocation according to the methods of Stengel-
Rutkowski et al.
OREA 3" Makoto InakD) . 5 [l 2 (Tsuyoshi Baba) | 2% 5F * (Mamoru Ozaki)
B VERT (Hiroki Kurahashi) . Jai% 81 '>° (Toshiaki Endo)
1 EoEARERE - BRBEEI Y =27 I
(Sapporo Recurrent Miscarriage and Implantation Failure Consortium)
2 FLBREERER R AR
(Department of Obstetrics and Gynecology, Sapporo Medical University)
3 DIRERKARR O B AV bt BRI eiis 7/ LR 1y
(Division of Genomic Medicine, Department of Advanced Medicine Medical Research Institute, Kanazawa
Medical University)
4 BREERRAHR S ERANIIAT ) AR U
(Division of Molecular Genetics, Institute for Comprehensive Medical Science, Fujita Health University)
5 ITFHMEARTZV =7
(Ena Asabu Art Clinic)
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