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4, 2018.3
LA 1. 2Tk %fﬁﬁf
DFRT, LR OIRIEIZ 5 R H
ﬁoft%”%&@ﬁﬁmﬁwﬂi
RIRR, 4R, 2018.3
Minami SB, Nara K, Mutai H, Morimoto N,
Inoue M, Masuda Sa, Masuda Sh,
Sakamoto H, Misawa H, Takiguchi T, Kaga
K, Matsunaga T.Clinical and Genetic Stud-
ies of 21 families with Japanese Waarden-
burg Syndrome.IFOS2017 4+ 6 H 24—28
H, Paris, France
Hosoya M, Masato F, Matsunaga T, Ogawa
K. Cochlear cell modeling using diseas-
especific iPSCs unveiled a degenerative
phenotype and treatments of a congenital
progressive hearing loss.IF0S2017 4= 6
H 24—28 H, Paris, France
Hemphill SE, Cushman BJ, Oza AM, Shen
J, Chapin A, Booth K, Azaiez H, Duzkale H,
Zhang W, Matsunaga T, Rehm HL, Tayoun
ANA, Amr SS, DiStefano MT, on behalf of
the ClinGen Hearing Loss Clinical Domain
Working Group.Progress in evaluating the
clinical validity of gene-disease associations
in hearing loss.Curating the Clinical Ge-
nome Meeting 2017,2017 4~ 6 H 28—30
H, Washington,DC, USA,7R A & —
Matsunaga T.Personalized medicine for he-
reditary hearing loss by phenotype-driven
approach.14th Taiwan-Japan Conference on
Otolaryngology-Head and Neck Surgery.
2017 4 12 A 1—2 H, Kaohsiung, Tai-
wanSaeki T, Hosoya M, Nishiyama T,
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24)

25)

26)

27)

28)

Matuzaki S, Shibata S, Matsunaga T, Fuji-
oka M, Ogawa K, Okano H. The localiza-
tion of PENDRIN aggregation in Pendred
syndrome patient specific iPSCs derived
outer sulcus cells.Association for research
in otolaryngology 41st Annual MidWinter
Meeting

2018 42 H 10—14 H, San Diego, Cali-
fornia, USA

Mutai H, Momozawa Y, Kamatani Y, Kubo
M, Matsunaga T. Whole Exome Sequencing
to Discover Novel Genes Associated with
Hearing Loss.Association for research in
otolaryngology 41st Annual MidWinter
Meeting,2018 4= 2 5 10—14 H, San Di-
ego, California, USA

Nakano A, Arimoto Y, Matsunaga T.

A de novo mutation in PTPN11 in a child
being considered as non-syndromic sensori-
neural hearing loss.14th Congress of the Eu-
ropean Society of Pediatric Otorhinolaryn-
gology.

2018 46 H 2—5 H, Stockholm, Sweden.
FERIRR, REIEG, Badem, TR
. LB, HEET. R
= BROARTE—, =R A, REREH,
INFA . FAIKERE.

Waardenburg JEERE 21 558 D BIRATRS
K OERIR ARG, B A B SRR i
&RE 2017425 H 17—20 H

F ERIRR, REE. BE S5, Itk
B2, koK ERE Waardenburg SEERE 11
ZF R DO BARH K ORI ES ~ B AN
W-index {ER DI~ (RA K —) HA
NIRG P2 62 AR A 2017 4F
11 A 15—18H

HKRE ., EAML, FOLECKRS, B
EZRS, ¥—ARrt T, HEAH
. EET), RIS —. BTk 2
Hoo BRI, FARME. TEREEEIG,
NECIR, RS ke, Bh
JERSE, /NRFREVRER, £ HIEE.

< FRRURI 28 B3 L 0D 72 6D O TEffe 72 ]
YA XA T NREHIEOBR RS, A NIH
BARTFH 62 [MIRE A 2017 4 11 A
15—18 H

EAR, BUKRE . SRR, 75 R
16, FAME . IIEtIA, LIRHESE,
FOKEEME, 5B emst, /INRHEECRR.
BEAFD exome AT C I3 R K ZE 217
TE 23 N 7 W AR D T R 28 SRR T D
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35)
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37)

B, H AR NIRRT 5 62 [RIR Ah
720174211 A 15—18 H

AT AR, PASRET BRETT, B
H i, AAKEERE, INFRFEFE, HREE,
KR, £ H 1% Auditory neuropathy
A OF U7 et AR AR AR R A
D 3155 65 A1 H AER AR B A B 7
2 KB 2017 411 A 17—18 H

JIRZR 1, PEBE, R B —RR,
Wi, RAaKERIE, /IR EEE A £
) HIERRAREIE DB OSEBNZ BT 5
COLIAl Bn A X D iEEZWLE
27 Bl A RE RS - S 5
120174511 H 22—24 H

IAERE, IEEZFE, BRss, BR
TEt, FEEEIES, IUAE -, R IE
A NS ERRAG L A D B AR P R 22
PEOMENL. S 27 B A RFR SRS - 5

kS, 7—~t% v 3 Ak 2017
11 A 22—24 H

EFECF. AR Bk
HEPTPN11 B s 728 58 A e ) & 72 SR
IROBEE 27 B A ARER AR -
firafiEss.  ARIE 20174 11 A 22—24 H
FREERR, BEHTER, ARMEE, g
F5s—. IeAGERE, SRS —AIIC BT
LERHE (BOR) JEMEREDF AR T
& ERIR

55 40 [5] B AV N R B RPN S O
HOPEIX 2018 4= 1 H 12—13 H
HAREAFH—BEREICBITDS
J NERROIERE  H LR BT AL
CIRFERITE~  FH60E] H AENE 2
FHTHR S 2017/5/26, [EN

FA A BARMER B OJRREAEI > &
BHLWEMBIREHLNCTE &
59081 B AN P IR RS
2017/6/15, EWN

Ogura K., Kobayashi Y., HikitaR., Shoji
A., Tsuji M., Moriyama K. Analysis of
palatal morphology in craniosynostosis
patients: Comparison between Apert syn-
drome and Crouzon syndrome.

APOC2018, Boracay Island, Philippines,
March 5-7, 2018. (Excellent Poster
Presentation Award)

AINERER], IARERE, BHERA, 3
T, ZRIEH - BEERHRRICED
AT Z AT o 72 T~ VIEERT: 2 i
Bl 5 e T AEORMINE
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38) AT HALT, EfGHL, =HECD, 75

B/hEA. BIFETIT, Ea 7 g,
HET. AMRERE, ZLEE
Stickler fEERE B O A REN ORI
BH9- 2 Mat. &5 76 0] H ARG IE Rl 75
AN RZS. 2017410 A 18-20 H, AL
7

39) FUIIKML, w=HEC, @ifEma, ZIE

1B, AT, *14 I3 I A1,
T, MR, ZRILEEH] :
Stickler JE{EHE & Robin sequence &
DEFASEIR O Lhig — B AR e
ERHIERIZER LT—. 76 BIA AR
FEERR P2 R, 2017 410 A
18-20 H. #L1Z.

40) BiHEZ, WIIERE, PHEHO0A,

BARKRE, e, AKE—. BiE
%] WHSCR-2 ® K 521X Wolf-Hirsch-
horn JEMERE DR BIRLIZ+43 Tl
55 120 [B1 A A/ NERV 2 2017.4.14-16.
B

41) HEAKZE, BiE fF CNVBRETE

XHMM & log2ratio Z2#{% 0D bhig — FEF%
DOFEMHNZHDONT — 55 169 a1 4e ik
WFge4s 2017.4.8. B ZERE E K

42) Kurosawa K, Minatogawa M, Yokoi T,

Enomoto Y, Ida K, Harada N, Nagai J, Tsu-
rusaki Y. Microdeletion of 17q21.31 causes
a novel malformation syndrome. American
Society of Human Genetics 2017,
2017.10.17-21. Orlando.

B, BEREET, FEARBAL
NG, IR IE, BREESRT.TE
AKEEE], KBS, EEA, ME%
FA. KEFRRE], B, ARRE T
ITHEEERR, 1qER5y EEREBRERE O H
IR DN T ORGES- 18D T v r—
A X 0 —, HE400E] B AN ER S
£22018.1.12-13, BT

AR >
44) The 2017 International Classification of the

Ehlers-Danlos Syndromes (22T, A
B, HAT—T 21 ZEGRER
= (KD%) BEFH#HS &S,
2017/6/17, ~A F—LE ).

45) BN - LRMIREBDO I UV =T v—

7 = ARBIN M T~EFINRKFES
HI R R e A R v 2 — D
B0 fA~, O, HEHS, &30
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52)

53)

54)

55)

7V =TS, TN TS,
2017/7/7-8, TR FE S4B,

W — 7 = 2D ERE, A, &
FEHC, &b vrt ) o SHES,
2017/7/15-17, FER K.

77 BERICEES S AR EHR D E
W, O, wEHD, oA EKLE
T2, 2017/9/9, % > & A L RAF5E
AT
EMRFEFHM BRI BT 55
AERE ) =y —7 2 ZADH
W, A, HEMG, sdERFmboR
(LSRRI 2 ) —, 2017/11/8, K
LR TP,

T/ VIR B DB D BTG A~~ IR A >
— 7 I AN < ARG SRR R
DRI ~, N, HEMD, H
ARNFEBETFRE 62 [FIKZ,
2017/11/16-18, #H [EEE =ik,

70 WEIRICBT D AMERK (NGSD
Tuvxy b)) L5 AERIEEDOR
DFLA, O3, HEMD, # 15 EEE
BAR TR P, 2017/11/18,
P E RS Y

13, 18 hU Y I—R~D XY LW [ERE
ZHELT, O, HEMD, #2408
FIRETH A RMFTE 2, 2017/11/25, )L
H— L J\EIN.

1EIN KB T D HBOC 2 ~DELY
A, O, HEMD, &fatElmip
B (HBOC) Scientific Exchange Meet-
ing, 2017/12/7, "7 V7T =} ERAH,
PRl — 5 2 X a RJEGERE (ks
W) OFFE ERRE4, A{E, fHE
&, FomHEHk - ALEEFNEN W
) —, 2018/2/10, KT/ ANIYLY
¥

CHSTI14/D4ST1 KRRIZHAS < Hril e —
T A Hrn AEGER (PfET) o
AL JRREMEE, = L CIR#IEBAZIC
M 72k, D, HEZD, 525
KR EREE 2 —f e FDT 2R
ML URT T A, 2018/2/16, KIRKFE
FERE o —.

WA > — 7 = ZADBH < B RS
LR B O BFERE, NfE, HEM
&, %12 B KGR 2RI TR,
2018/2/16, "7/ « T A—F ) —V =
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TR >

D4ST1 K123 < Ehlers-Danlos JiE
BRI D ERE T SO R RefiE A,
Hgd, HEMD, @msFEs, % 12009
HAVNRB R 2, 2017/4/14-
16, 77> K7V v ART )V EmE
BRE X — L, T T KT YV AKRT
=1

D4ST1 RIBIZHEASL =—F AKX 1 R
SEERE DR REME] L I RIEDBRSE, &
24—, HEMT, MHEHME, FHIRE
W, WRWS, KAESEZ, BHEZE, T
IV, ARk 26 428/ N R AR Se iR B
Mk EBEtE v v a, %120
[ [ AV NRBF RS 2, 2017/4/14-
16, 772 R v ART VH A GE
BRI —)L, ST RTY VAKRT
z=n 3

Pathophysiology of large subcutaneous he-
matomas in Musculocontractural EDS-
CHST14: an iPS cells-based comprehensive
investigation, 7~ 2 % —, T. Kosho, F. Yue,
T. Era, J. Nakayama, T. Yamaguchi, N.
Miyake, S. Mizumoto, S. Yamada, R. Ka-
wamura, K. Wakui, T. Yoshizawa, Y.
Takahashi, K. Matsumoto, T. Hirose, J.
Minaguchi, K. Takehana, M. Uehara, J.
Takahashi, M. Ishikawa, C. Masuda, S. Shi-
mazu, Y. Nitahara-Kasahara, A. Watanabe,
T. Okada, K. Matsumoto, A. Hashimoto Y.
Nomura, Y. Kakuta, A. Hatamochi, Y. Fu-
kushima, K. Sasaki, European Society of
Human Genetics 2017, 2017/6/27-30, Co-
penhagen Convention Center.

Spinal manifestations of patients with mus-
culocontractural Ehlers-Danlos syndrome
caused by CHST14/D4ST1 deficiency
(mcEDS-CHST14), T. Kosho , M. Uehara,
H. Kato , J. Takahashi, American Society of
Human Genetics 66" Annual Meeting,
2017/10/17-21, Orland Convention Center.
Musculocontractural EDS-CHST 14 (23517
HIHERE OOERME, AE, HE
o, bRECRE, HE, EERg,
mEAESEE, U R, g, S
%, AARNEEBETSE 62 FIRE,
2017/11/16-18, 4 7 [E R
Musculocontractural EDS-CHST14 (21}
HEMERAOOFENRT, OE, §E
s, bhECRE, PE, EERIE,
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66)

67)
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69)
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%, 5540 [ A AN R RN
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Negishi Y, Ieda D, Miyamoto T, Hori I,
Hattori A, Nozaki Y, Komaki H, Tohyama
J, Nagasaki K, Tada H, Oishi H, Saitoh S.
Truncating MAGELZ2 mutations produce
fetal lethality in mice and may recapitu-
late pathogenesis of Schaaf-Yang syn-
drome. 67th Annual Meeting of the Amer-
ican Society of Human Genetics.
2017/10/18-21. (Orland, USA) 74" A ¥
—FERK

Nakamura Y, Togawa Y, Okuno Y, Mu-
ramatsu H, Ieda D, Hori I, Negishi Y, Hat-
tori A, Saitoh S. A patient with compound
heterozygous mutations in SZ72 repre-
sents a discernible clinical entity with de-
velopmental delay, macrocephaly and dys-
morphic corpus callosum. 5 59 [F] H A/)
USRS v S Sl ONY
2017/6/16-18.  FEA%EF

Seiji Mizuno, Mie Inaba, Hiroko Taniai,
Yukako Muramatsu Recovery from
“Rapid deterioration” in individuals with
Down syndrome Annual meeting of Euro-
pean Society of Human Genetics Copen-
hagen, 2017.5.2
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BlEsfl., FH1RHAARAZE Y =T
o4 7 AWFFESHES 2017.5.22-23. “4HT
a2 ——EiEE GER)
KIGFEIZRBIT 5427 > b DMR @
TR A FALIENT (KA X —) il
T AT, HARMR. IEBIGE,
ATHEFE=E, HEEKR, SUEE—. e
SR, RAR—E, BS54 11 [
HRZE Y 3T 4 7 AREFER
2017.5.22-23. ket o ¥ — Gk
(B
NSDI /"7 1 R4% DNA # F/ufkA
V7Y v MR LB TRBLEY AR
32 (RAX—) JEEEZFE Hoo
e, =TT, ATHERE, e E,
HFARER. KO & A, THME—. W
B, IAAEGE, B, 2 11
BIHARTE Y = 31T 1 7 AFRSFES
2017.5.22-23. “Fiita et v ¥ — G
i (CRR)
E ) EA Y T 0 T D overview
& Beckwith-Wiedemann JEERE (0
BH) EIEEM. AR NEEEFREE
62 [B1 k2> 2017.11.15-18. #0F EFE 3
%
NSD1 7 &2 R4 DNA A F 14k A
Y NERE L BERBLAY 2R
95 (N8H) SR, doof, =
Ehi . BIHFE, EHE, FAR
Mk, IAASIELE, B fR. HARNFE
R 62 A4 2017.11.15-18. #
[E R
RNV a— AIGHEAR 2 ORARERE
DER TN Weaver JE[ERE A2 5| &=
9 (H8H) A3, W, 5
FERERR, WARBEZ. MAME, RKE
1. BRI, ek, BT, I
JRfdE T mEHRE, R, FERERE
AR, =EREBS. PEET. S
1. BIESAR, AORE®E. HARNHE
fREFEE 62 A1k 2017.11.15-18. #f
[E R
MEEM BRI e A T ) T 4 v
785 (D8H) EIESE. 5525 R H
AN iidE 2. 2017.11.24-25.
B EAN T AR T VIR PERE
Mbf1 |% Pacman 7> & E(z) mRNA % {&
#HEIHrZ TRV a—s AL
T OB AL L TWD (D8 - R
AL —) PHlE -, HiCE, BlEE
fif, RMEE. 2017 EEEAEMBIERY
SEFFERKRE (5 40 [BIH A4
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78)

79)

80)

81)

~ 7 A Commdl & Zrstl D7 ) A
TV T o 7HEEONE (HEH - R
A Z—) S S —BF, TaRE—, Abig
Ew, MAZE—, HEE. WK
7=, BB, 2017 FEEAMBHE R
FRaFFERRE (5 40 [ H A+
WA B 90 [l H AL
KE2) 2016.12.6-9. #h AR — K7 A
7K

Beckwith-Wiedemann JEEREIZ S 0F L
T HERR AR EEE O 1 (D8 JIlo
SEEl, MEPREST. @R, N
3. BEBEREE, BT 6E, RIS S,
PR BE—RE. 55 73 [N RS AT
Jie 20182.17 4 HERY

NSD1 haploinsufficiency evokes DNA hy-
pomethylation at imprinted DMRs and the
increased expression of imprinted genes
(Poster) Watanabe H, Higashimoto K,
Miyake N, Maeda T, Hidaka H, Aoki S,
Matsumoto N, Soejima H. The 67th An-
nual Meeting of the American Society of
Human Genetics. 2017.10.17-21. Orange
County Convention Center, Orlando, FL,
U.S.A.

Germline mutations associated with poly-
comb repressive complex 2 cause Weaver
syndrome (Poster) Imagawa E, Hi-
gashimoto K, Sakai Y, Numakura C, Oka-
moto N, Matsunaga S, Ryo A, Sato Y,
Sanefuji M, Thara K, Takada Y, Nishimura
G, Saitsu H, Mizuguchi T, Miyatake S,
Nakashima M, Miyake N, Soejima H,
Matsumoto N. The 67th Annual Meeting
of the American Society of Human Genet-
ics. 2017.10.17-21. Orange County Con-
vention Center, Orlando, FL, U.S.A.

EIAESS

European Human Genetics Conference,
2017. May 27-30, Copenhagen, Den-
mark.(Poster: P05) Watanabe R., Ohno S.,
Aiba T., Ishikawa T., Nakano Y., Aizawa Y.,
Hayashi K., Murakoshi N., Nakajima T., Ya-
gihara N., Shigemizu D., Mishima H., Sudo
T., Higuchi C., Takahashi A., Sekine A.,
Minamino N., Makiyama T., Tanaka Y., Mu-
rata H., Hayashi M., Iwasaki Y., Watanabe
A., Tachibana M., Morita H., Miyamoto Y.,
Yoshiura K., Tsunoda T., Watanabe H., Ku-
rabayashi M., Nogami A., Kihara Y., Makita
N., Shimizu W., Horie M., Tanaka T. Identi-
fication of novel long QT syndrome-associ-
ated mutations by targeted sequencing anal-



82)

83)

84)

yses. European Human Genetics Confer-
ence, 2017. May 27-30, Copenhagen, Den-
mark.

(Plenary Session: PL2.3) Gordon C.T., Xue
S., Yigit G., Filalil H., Chen K., Rosin N.,
Yoshiura K., Oufadem1 M., Beck T., Dion
C., Sefiani A., Kayserili H., Murphy J.,
Chatdokmaiprai C., Hillmer A., Wattana-
sirichaigoon D., Lyonnet S., Magdinier F.,
Javed A., Blewitt M., Amiel J., Wollnik B.,
Reversade B. De novo gain-of-function mu-
tations in the epigenetic regulator SMCHD1
cause Bosma arhinia microphthalmia syn-
drome.

American Society of Human Genetics An-
nual Meeting 2017, 2017 October 17-21,
Orland, USA.(Poster: 1843W) Yoriko
Watanabe, Satoshi Watanabe, Chisei Sato,
Sachiko Ogasawara, Jun Akiba, Masayoshi
Kage, Hirohisa Yano, Kaori Fukui, Tatsuki
Mizuochi, Shoji Yano, Kiyoshi Hayasaka,
Yushiro Yamashita, Takumi Kawaguchi,
Takuji Torimura, Koh-ichiro Yoshiura. Iden-
tification of 1287S homozygous mutation in
the MLX gene in an infant with non-alco-
holic steatohepatitis: A case report. Ameri-
can Society of Human Genetics Annual
Meeting 2017, 2017 October 17-21, Orland,
USA.

The 2" International Symposium of the
Network-type Joint Usage/Research Center
for Radiation Disaster Medical Science, Feb
3-4, 2018, Ryojyun Hall, Nagasaki Univer-
sity, Nagasaki, Japan.(P-28) Kinoshita A.,
Mishima H., Saitoh S., Yoshiura K., Novel
transcript of IPTR1 contributes to the devel-
opment of anterior eye segment.

ENFR

85)

86)

55 59 [a] H AN AR E T AR 22,
20174F6 4 150 OK) -17 0 (1),
KIREFS 7Y, KB, (Poster: P-
159) FLEENE, JRORRE, RILE, E
WE, FRRTEA, EHHE R, AR
SE. A case of epileptic encephalopathy
combine with various involuntary move-
ment, sever psychomotor retardation with
KCNA?2 gene mutation.
BE24IRNRAAMER BT B3 2 AR RS
WH9EE, IREKRRFAHRBEARE S — =5
2=, 2017F9H9H (£), ARK, &
. (A#E) —FRHd, &z,
Ter R, ERER. 2T Y — LR
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89)
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94)

HrCHIB L 7= osteogenesis imperfecta® 1
.

NBDC/DBCLS BioHackathon 2017 Sym-
posium, 201749 H 10 H, JISTH A = &
77, FaHS. (HiE) Hiroyuki Mi-
shima: Building and Application of AMED's
Genomic Variation Database.
AANERIR 2 BHBe2mIRE, 20174
1A15H OKk) ~18H (&), #AEEE
Xy, . The 62" Annual Meeting
of the JapanSociety of Human Genetics,
2017,11,15-18. Kobe.(Poster: P-197) &%
faf, -0, R, HEFE—
B, EJERERL, KREIE—. BCORT >t
v ABEITH &3 < OFCDEFERED—
.

(Oral: O-25) Hitomi Shimizu, Hideki Moto-
mura, Satoshi Watanabe, Hiroyuki Mishima,
Hiroyuki Moriuchi, Koh-ichiro Yoshiura,
Sumito Dateki. Genetic and clinical anal-
yses in Japanese Patients with Sltosterole-
mia.

(Oral: O-41) Yoshiro Morimoto, Shintaro
Yoshida, Akira Kinoshita, Hiroyuki Mi-
shima, Naohiro Yamaguchi, Akira Imamura,
Naohiro Kurotaki, Hiroki Ozawa, Koh-
ichiro Yoshiura, Shinji Ono. Gene-based
rare variants association test implicates
PLA2GA4E as a risk gene for panic disorder.
(Oral: O-63) Tomohiro Koga, Kiyoshi Mig-
ita, Shuntaro Sato, Kiyonori Miura, Hideki
Masuzaki, Koh-ichiro Yoshiura, Atsushi Ka-
wakami. MicroRNA-204-3p inhibits TLR4-
related cytokines in family Mediterranean
fever by targeting the PI3K signaling.

(Oral: O-82) Akira Kinoshita, Kaname
Ohyama, Susumu Tanimura, Katsuya
Matsuda, Miroyuki Mishima, Masahiro
Nakajima, Shinji Saitoh, Koh-ichiro Yo-
shiura. Novel transcript of ITPR1 contrib-
utes to the development of anterior eye seg-
ment.

(Poster: P-077) Shinji Saitoh, Akira Ki-
noshita, Kana Hosoki, Hiroyuki Mishima,
Kiyotaka Tomiwa, Naoko Ishihara, Yutaka
Negishi, Naoko Asahina, Hideaki Shiraishi,
Koh-ichiro Yoshiura. De novo mutations in
the C-terminal region of /TPRI cause ani-
ridia, cerebellar ataxia and intellectual disa-
bility, Gillespie syndrome.

(Poster: P-162) Ryo Watanabe, Seiko Ohno,
Takeshi Aiba, Taisuke Ishikawa, Yukiko
Nakano, Yoshiyasu Aizawa, Kenshi
Hayashi, Nobuyuki Murakoshi, Tadashi
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96)

97)

98)

99)

Nakajima, Nobue Yagihara, Daichi Shi-
gemizu, Hiroyuki Mishima, Takeaki Sudo,
Chihiro Higuchi, Atsushi Takahashi, Akihiro
Sekine, Naoto Minamino, Takeshi
Makiyama, Yoshihiro Tanaka, Hiroshige
Murata, Meiso Hayashi, Yuki Iwasaki, Atsu-
yuki Watanabe, Motomi Tachibana, Hiroshi
Morita, Yoshihiro Miyamoto, Koh-ichiro
Yoshiura, Tatsuhiro Tsunoda, Hiroshi
Watanabe, Masahiro Kurabayashi, Akihiko
Nogami, YasukiKihara, Naomasa Makita,
Wataru Shimuzu, Minoru Horie, Toshiro
Tanaka. Targeted deep sequencing reveals
novel mutations in Japanese long QT syn-
drome patients. (Poster: P-162)

(Poster: P-228)Kanako Ishii, Vlad Tocan,
Noriko Oyama, Naoko Toda, Kazuhiro
Okubo, Yoshito Ishizaki, Koh-ichiro Yo-
shiura, Shouichi Ohga. A case suspected of
mitochondrial complex III deficiency carry-
ing BCS1L mutation presented with Fanconi
syndrome.

(Poster: P-231) Yoriko Watanabe, Satoshi
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