200224 /00

EA S BRI R
EEE SRR EHREEGHE - HRESE)

BB EE ST DR ZAET b PIEEREEFH

Rk 2 4FEE RIS - SENRREE

EEREE B EHR
(BRI KR FRERELFERREE S TERSE - 26%)

k25 (2013) £ 44



1. RFEMEHE

BB LEESHAORLZETE NREEERE ————
WAEE

I1. SyiEmFsesHs

1. 1 6FBYREEKERDS /) Ao —EEne 8 EE
A i

2. RAMEREREREREFIC K SRR
BATER

3. FERFE T AL ANERYE DRBEE & BRI 0 B D fiZE
LIS I

4.ﬁ@§ﬁﬁé&v7%ykﬁﬁ®%ﬁ
VAR —

I1I. WFERREDOTIUTIZEE T 5 —&ER

IV. BFEREOTIITY - Bk

13

21

29

33

39

41



FR2AEEREAFBRFMREMEE (FEE X RIREIIEER)
MIETEmE &

BRELARSTOIRAET b FEEREENL
EEMEE RAEE  BRETYRFERFREFER R

Copy Number Variation (CNV)DFRIZ LV b NMERERS ) AFENTIZH
T~ BEETZ TS, IZIERE—O CNV BNEREEEREESCTADAH B
ITEFEREEDORERELZEDEZERLE NOEBZERLTWASZ ERHL
DT . TN SEREBEOILBIEN CNV (D&H) THDB LW FHiZR
lgenotype-first] DOERZ ML 7z, AL, LWMEHEZANTINLOR
EH DRk 4 IREE L R RITHERB 2T 21TV CNV ORE L 2 b DRE
HEEEHEL. CNV ZFH LH 22 REDENE L B FEEZ1TS 2
EEBHLE TS, IBEET, b FREBEEOFTHLEER, BHE. BHE
FEBRRE, CADABERE L T 5, EAERIZIER ICEST U B BER 200 41 -
FERE T B EE R RE 980 il - CTA D ABIEEMRES 480 Bl ERE L BB E~ 1
77 L—7% ATz CNV FEATIE 200 Bl 288 %, $% < OELBRIEV CNV D41 R,
BERDZ IR LTINS, 2 DEx OEFIOFEMR RN S EEBIZES
TAHAGTHOBELZED TS, KEEII=2>DRBOEMLERTDOERITHK
LT : Coffin-Siris JEMEEE (Nat Genet 2012) DFHHELEHRTF 5>, KH
JRAEMERE (Ann Neurol 2012) DFFHBEMLT 1 -0, Kabuki FEERE (Hum Mut 2012)

DHFREBELF 1 OTH D,

GyHEmTIEE

BAMEZ « RIRFLEBFREREERE
7 — B EMN - BE

BARTK « KERKFERFFRERRKE - &R
K - ERERKFEEES/NEREZEZFER
WBEF L0 2 A0S TFHEsEmat
VB =/ KIRKRFERFEGLEFZRER -
B - WHE

TEESGIR « IITERFEFERF A R
B - NRERFSE - A

IR - FRNBRLZ EBERE 2 —
BEAEL B/ MFRNBSL At v 2 — IR
WHFERT

A. BFFEEH

Copy Number Variation (CNV)D 3 FLIZ K
Db NEEIRERS ) AMENTIIET e BE
EHZTW3B, IZIERI—DOCNV IS E R
FEERECCTANAD D WIIEBER SO

ERELZEDEERE NORBEERL T
WA ZERBELNIRY, T LSRR
BRHOLBENCNV (DH) THDHLEWVW)
#7272 Tgenotype-first] DR ZEZ 72, &
FFErE, B E AWV T b D3EDH
DIk % 2B %2 IR T2 BT 21T
CNVOBRREPL IO DEEBHEZBEERL
. CNVEFIB L7=F= 2R 2L L &
ESTFHERITOZEEENET D, 5
RE - RARX, 2TCOEBREBETF v b7
A —DITHIR LT L — BT SR 2 55 L
(Affymetrixft « AgilentfiZ 0 % Tlllumina
FOT V— TSR BTTTEA) | R
UV ORITRELY BT, ZOMRRE
- EEEISHL. B NREREEEOFTHLE
B HRE., BHBHERE,. TANAE
ERBICK U TR & S5 E D CNVEENT
EERELV NV T OB R ITVWREREEICHE
B3 5 BEINROEVELTERET S
o AFRTIICNVERTHERE LTt L Eo
TR CEDEEERIIZETHD
o FRRAFEEE TIZ B, BHERER
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IRVRBIZDEBIZBWTHLELREBTD
RIEICED Z N TE T, Coffin-SirisfiEfE
BHLRKHEEREEREHETHD (=7 ) —Db—
v R), & BITBEEBIOBMRERE D
ETOEEELTFE L THIEDILTWVWE
KDM6ATES T D R R L I FEREIT T
KabukifEEEE TR L7z,

B. #F3ESIE

OER D EFRE
BIFFESHEER I OEREFICETME
Dxy NT—727 « BEELIF—LTHRE
Nz /NREREERFZE R v T — 7 Bl
12, CANABERRE « fEER B EEE
HLROUEMESASEET S, FXHEMO
BN REITERICY VNFEERELE
1TV 7 ADNA & I Qe a KSR BE/R 7T
v 7 A —LERHRT D,

QBEBET L —D iR

Affymetrix #t Cytogenetics Array 2.7M (&7
J Dbz TI0F~——%HBEH)H 5
W iX Cytoscan HD GE{EF % H DT i b &
iz 260 T~—Hh—%HEH), Agilent #
IM/400K (&7 /) 2Tz o TENEI 100
T /40 5= — 1 —##). NimbleGen
2.1M/700K 7 v — (ENEI 210 /70 T~
—h —¥EE) AV T CNV B OBRER
S & RS L cytoscan HD DOREE R &
VIEHEEEZHERTH I N TE T,

QEEELERT O HAEE

CNV B % %38 72\ Coffin-SirisJE F ¥ BT
il & STXBP1 + ARXEF %58 72\ R HRE
BERERAF I L TRER S — 7 o —%
HAnwiex s Y B OMRITIZ L D FRE
EEETFERET D, S DICEHOIHX
R OFEENOEEBETCHHI L ETE
B TV ZKDM6OABIRTF DI RARNT

% MLLE T2 B et f] OKabukiiE fERE
IZXF LTIt o7,

C. MR
OIEBIDERE

SEFIERIINEF I EST LBEIC B BAEIZ200
5 - BB R EE R ER806 - TAMAE
EEERA0G 2B 2 -, AEEICELER
F2388 BN 7R o Tz KabukiFEEEE b BEIZ 80
FlaBx DERBRNE 2o T,

QOEmEET L —DILEMRET & CNVRH

Affymetrixft: D Cytogenetics array 2.7M& 5
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JOLREAMIEEREEAER R
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A DD LA EDER SR L AN
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LNV THDHBN,. HEHY 7 F7 =7 (ChAS)
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TRPRVEBRENTNDDEE21 M
BEICEEENE LTV, —F., cytogen
etics array®D & 572 W B T dH 5 cytoscan
HD7 LU —{XCNVEATIZM 2 Tl RIGH %
Bk U7z Allele peakDIE#HR BB CHH T
B ERRE CONVIRHAHEETH -7, &
T DT Ty N7 — LFFEEBE L2 N
18 E.double arrayfEAT Z 8 LAEIZE T
TEBNCFISHRE &PCRIZ & 2 HFE & B0
LEFECNV, LB EREERON
& v JHERD D FIRIEV CNVEE 23 %
R S 7=, Double arrayfREiE Ccytoscan
HD7 L —DHRMELZHERT D LB TE
7= D CAREE IHF I Zcytoscan HDT L —%
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I. Coffin-Siris JE{EEE
Coffin-Siris FEEFE(LAT CSS EFR9)IT. 8
E~FEEOREHER - PEEU EDER
iR TADA - HRBEREFRESEOE
B2 EDRRIKEE FEB L ERETE - B
HIBEEERO—DOThD, BRERTE
DHEESLCEBLEROERIZEA TWRD) -
2o CSS ZXRICEBE~A 707 L —T
FENT & AT o T2 NFEHELF] T D H Yo B R
K5 (6925 FEIRD 92 Mb RK) #RBD D b,
HAE] 10 4T CNV BEIZRIE S22 o
Tz BTG 5 Bl eT T Y — MRMT
PITWEEETF SMARCBI B % 2 il
RE Lz, BRAMBITCHA4FGITEE LR
Wiz, SMARCBI 137 a~<F V57V 7
EMEEETH SWUSNFEEED 1 >3
2=y hEa— 95, SMARCBI B% Tt
Bl & 720 CSS ERNZ 6 LT SWI/SNF #
ARV T2y hea— RT3 16 &ix
FHERAIZV—=2T 1L, SMARCA4 BE % 6
. SMARCE]I 2% % 1|, ARIDIA B¥ %
3. ARIDIB BH % 5 TR, T Lz
CSS22 JEFIH 19 FEF]T SWI/SNF & &K
Ta=y hOANPORE EFROZ (Nat
Genet 2012), i, FEHBBITER D7z 6925
PHA/R G DT ARIDIB D3 E £ THEY
ARIDIB RN X » CTIEMAEID CSS WAL
meEZ2 o (K1) (Nat Genet 2012),
Tu ey MBI 5 IEMEIE DOREIR &
FRENBEEY LroTz,

11K F R fR R

K M JEEE % #%  (early infantile epileptic
encephalopathy with suppression burst : EIEE)
X, FrERE~IL R BRIICERB OB VRS
Mo D WIE Y U — XTERRME D SR METRE 55
YECHIE L, fdd_EBEZE 72 suppression burst
BT, FEHERRERR & O EintED
TADAERRE TH 5, FIEIL 10 HiZ 1 4l
BELINDIPFEMITHATHD, K75%
@ EIEE fEFIAS West EERE (REETADA)
AT L. —EOERIKFNE T AN AR
ERE L E 2 b, BIEE 0% I3 RE
BRI D, MEREE 2RO RUVVER 2
FEL, BERRFRPTFRIN TV,
ZIVE TIC X G RITALE T D ARX DE
BERBIRFIT,9 FBLEME LD STXBPI DR

ERBLOWEGTOER THE I LT3,

L7 L EIEEEF D& ¥ i3 L2 BT A
T O R, ARX R OY STXBP] £
# DO\ EIEEL ffllcBW\WwTaxz s V—A
T 21T o7, WERIZBIR 6 B, &IR 4 4
Tholr, 2BITI4E N T MEHL
7o ZDHH 3HFITKCNQ2 DI ALV R
EEEZBRH L, MEBRREOMEE de novo
THEUEEILTHo =, ZDZ &L EIEE
DEREE LT KCNQ2 NEERMEY 5D
TWAZ L B RET S (Ann Neurol
2012) , KCNQ2 1%, 7t 4 Benign familial
neonatal seizure 1 DELBLEFD—oL L
THEIN TV, SEOFE L2 DFR L
D 7 v — 7T £ B neonatal epileptic
encephalopathy DR E & & ¥ KCNQ2
EENBHED TCADPAMIBLTEERDT
AINADBERTHHZ ENRELRRINT-

I1I. Kabuki JEfERE
Kabuki JEfEEEIT, BEEEEDOI/ <RI %
B 28REH L INEELHHLE T2
KRERGIEGERETH D, ELEEAN
RETH 7205, 2010 FOWZET T YV —
LENTE ANVTCEEERTFTH D MLL2 D
HERICE - 72(V v kg & ORI
%%. Nat Genet 2010), —J7, 5+ CHET
DS YEST U Kabuki JEMREED MLL2 E BT
56-T6%FRE T, BLF 1/3 DEFIL MLL2
TEREZIRDR, 2012 FEI1Z MLL2 &t
Kabuki SEEEE T KDM6A % &%e CNV B&
(BB ) BN —F L H|ESR
(Am J Hum Genet, 2012) . KDM6A 758D
ElEEFE L CELELE, Foxld, MLL2
EE 23720 KMS FEF] 32 51D KDM6A
BRRA ) —= T H2HITL 3HT
KDMG6A =R %588, KDM6A 7 Kabuki JEf&
HOE_DELERFTHAZ LEIHAL
72 (Hum Mut in press) .

@A — 4 v 2 & H = CNV BIEE

EEAME T A AMERNE 2 BT T AN AE
EERT 35 BinF (156kb) ZMERAICME
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77 ZOFEIC LY 24 EFIZE BRI — 4
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IZBWTHERERTHEEEZ 250 U — Rk
TYU—F VANRERETH oIz, RIT 4T



aybhe—E LTC3REDODERAIREY
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IIETHETRECHhH Tz, T~ 7T
L — BT TR LN 272 6 DD 4.6
Kb~2.8 Mb ¥ TOYEEBRR RN 2T
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CNV I E TR THAZ ENHBHL
7= (BRRRERET),

D. &
BREETH DR 24 FEE TIZEBD T
OB WREEEREERE 1500 flBE45E
BL7, BfEBED~A 7 a7 V—fEHTIC
BT 500 Fl &8 2 BIERFID 2 IREEHT (T
L —fENTHILF TORREE) Z#T L, 28D
EEREECNV 2REELZ, —FTCNVE
BHOEVEFIZ OV TR — 7 Y —
ERWEET 7 Y — LENTIEORREZED.
BRIALERZRETDHVAT LTS L
7z (FRE22-23 FEEFHIE T), CNV FEHT
R I T TV ARTLE L TORBERE
W EHBELETIREDOELGTFEBERZTT
572, CSS @ SWISNF 7 2=v F&EF
B L KHEFREFERHEO KCNQ2 1%, =7 Y
— MEHT O, Kabuki JEEEED KDM6A
BEX, REAMEEERRILOERT
BEDRETHD, SLIZRERY—7
25— & &AW CNV TS 5 FTBET
HBHZEEHER L,

E. Ha

CNV fEHT & IR AEAT I3 2 CRERE
EEERBOMBITICIIE T T v b7 +— b
BUNETHD, RFFEOHUIIO BZEDEZE
D3 EEEMERE L HEET 5 2 L3 HEE
THYEREIIBDTEWVEEZ S,

F. BEARIER
ABFFEZIT L, EEAEEICE D 5 MEIAE
CTW2RWA, ZOFERME « BREEICD
WCHER L2z, RIS LTnE
720,

G. MERE
1. FXEE
H, Kato

*Saitsu M, Matsumoto N.

of STXBPI

syndrome.

Haploinsufficiency and
Ohtahara
mechanism of the epilepsies, 4™ edition,
edited by Noebels J, Avoli M, Rogawski M,
Olsen RW, and Delgado-Escueta AV.
Oxford University Press Page 824-834,

2012.

Jasper’s  basic

Yoneda Y, Haginoya K, Arai H, Tsurusaki Y,
Doi H, Miyake N, Osaka H, Kato M,
Matsumoto N, *Saitsu H. De novo and
inherited mutations in the gene encoding a
type IV collagen a2 chain (COL4A2) cause
porencephaly. Am J Hum Genet 90

(1):86-90, 2012

Sakai H, Suzuki S, Mizuguchi T, Imoto K, Doi
H, Kikuchi M, Tsurusaki T, Saitsu H,
Miyake N, Masuda M, *Matsumoto N.
Rapid detection

of gene mutations

responsible for non-syndromic aortic
aneurysm and dissection using two different
methods: resequencing microarray
technology and next-generation sequencing.

Hum Genet 131: 591-599, 2012

Kondo Y, Saitsu H, Miyamoto T, Nishiyama K,
Tsurusaki T, Doi H, Miyake N, Ryoo N-K,
Kim JH, Yu KS,*Matsumoto N. A family of
oculofaciocardiodental syndrome (OFCD)
with a novel BCOR mutation and genomic
rearrangements involving NHS. J Hum
Genet 57(3): 197-201, 2012

Yoneda Y, Saitsu H, Touyama M, Makita Y,
Miyamoto A, Hamada K, Nishiyama K,



Tsurusaki Y, Doi H, Miyake N, Ogata K,
Naritomi K, *Matsumoto N. Missense
mutations in the DNA-binding/dimerization

domain of NFLX cause Sotos-like syndrome.
J Hum Genet 50(3): 207-211, 2012

*Saitsu H, Osaka H, Nishiyama K, Tsurusaki Y,

Doi H, Miyake N, Matsumoto N. A girl
with early-onset epileptic encephalopathy
associated with microdeletion involving
CDKLS5. Brain Dev 34(5): 364-367, 2012

Miyatake S, Miyake N, Touho H,

Nishimura-Tadaki A, Kondo Y, Okada I,
Tsurusaki Y, Doi H, Sakai H, Saitsu H,
Yamamoto T, Higurashi M, Kawahara N,
Kawauchi H, Nagasaka K, Okamoto N,
Mori T, Koyano S, Kuroiwa Y, Taguri M,
Morita S, Matsubara Y, Kure S,
*Matsumoto N. Homozygous c.14576G>A
Variant of RNF213 Predicts Early-Onset
and Severe Form of Moyamoya Disease.
Neurology 78: 803-810, 2012

*Hamdan FF’, Saitsu H' (# denotes equal

contribution), Masuko K, Gauthier J,
Dobrzeniecka S, Spiegelman D, Lacaille JC,
Décarie JC, Matsumoto N, Rouleau GA,
Michaud JL. Mutations in SPTANI in
intellectual disability and pontocerebellar
atrophy. Eur J Hum Genet 20 (7): 796-800,
2012.

*Saitsu  H?, Kato M* (* denotes equal

contribution), Shimono M, Senju A, Tanabe
S, Kimura T, Nishiyama K, Yoneda Y,

Kondo Y, Tsurusaki Y, Doi H, Miyake N,
Hayasaka K, Matsumoto N. Association of
genomic deletions in the STXBPI gene with
Ohtahara syndrome. Clin Genet 81(4):
399-402, 2012

Motobayashi M, Nishimura-Tadaki A, Inaba Y,

*Kosho T, Miyatake S, Niimi T, Nishimura
T, Wakui K, Fukushima Y, Matsumoto N,
Koike K. Neurodevelopmental features in
2g23.1 microdeletion syndrome: Report of
a new patient with intractable seizures and
review of literature. Am J Med Genet Part
A 158 (4): 861-868, 2012

Tsurusaki Y, Okamoto N, Ohashi H, Kosho T,

Imai Y, Hibi-Ko Y, Kaname T, Naritomi K,
Kawame H, Wakui K, Fukushima Y,
Homma T, Kato M, Hiraki Y, Yamagata T,
Yano S, Mizuno S, Sakazume S, Ishii T,
Nagai T, Shiina M, Ogata K, Ohta T,
Niikawa N, Miyatake S, Okada I,
Mizuguchi T, Doi H, Saitsu H, *Miyake N,
*Matsumoto N (*: co-corresponding).
Mutations affecting components of the
SWI/SNF complex cause Coffin-Siris
syndrome. Nat Genet 44(4):376-378, 2012

*Osaka H, Takagi A, Tsuyusaki Y, Wada T, Iai

M, Yamashita S, Shimbo H, Saitsu H,
Salomons GS, Jakobs C, Aida N, Shinka T,
Kuhara T, Matsumoto N. Contiguous
deletion of SLC6A48 and BAP31 in a patient
with severe dystonia and sensorineural
deafness. Mol Genet Metab 106(1): 43-47,
2012



*Writzl K, Primec ZR, StraziSar BG, Osredkar

D, Pecaric-Megli¢ N, Kranjc BS,
Nishiyama K, Matsumoto N, Saitsu H.
Early onset West syndrome with severe
hypomyelination and coloboma-like optic
discs in a girl with SPTAN! mutation.
Epilepsia 53(6): €106-110, 2012

*Saitsu H, Kato M, Koide A, Goto T, Fujita T,

Nishiyama K, Tsurusaki Y, Doi H, Miyake
N, Hayasaka K, Matsumoto N. Whole
exome sequenwcing identifies KCNQ2

mutations in Ohtahara syndrome. Ann
Neurol 72(2): 298-300, 2012

*Saitsu H, Kato M, Osaka H, Moriyama N,

Horita H, Nishiyama K, Yoneda Y, Kondo Y,
Tsurusaki Y, Doi H, Miyake N, Hayasaka K,
Matsumoto N. CASK aberrations in males
with Ohtahara syndrome and cerebellar
hypoplasia. Epilepsia 53(8): 1441-1449,
2012

Miyake N*, Elcioglu NH* (# denotes equal

contribution), Iida A, Isguven P, Dai J,
Murakami N, Takamura K, Cho T-J, Kim
O-H, Nagai T, Ohashi H, Nishimura G,
Matsumoto N, Ikegawa S. PAPSS2
mutations cause autosomal recessive
brachyolmia. J Med Genet49(8): 533-538,
2012

*Terao Y, Saitsu H, Segawa M, Kondo Y,

Sakamoto K, Matsumoto N, Tsuji S,

Nomura Y. Diffuse central hypomyelination

presenting as 4H syndrome caused by
compound heterozygous mutations in
POLR3A encoding the catalytic subunit of
polymerase III. J Neurol Sci 320(1-2):
102-105, 2012

Miyatake S, Miyake N, Doi H, Ogata K, Kawai

M, *Matsumoto N. A novel SACS mutation
in a Japanese family with atypical
phenotype of autosomal recessive spastic
ataxia of Charlevoix-Saguenay (ARSACS).
Intern Med 51: 2221-2226, 2012

Tsurusaki Y, *Kosho T (# denotes equal

contribution), Hatasaki K, Narumi Y, Wakui
K, Fukushima Y, Doi H, Saitsu H,1 Miyake
N, *Matsumoto N (*: co-correspondence).
Exome sequencing identifies an OFDI
mutation in a family of X-linked lethal
congenital malformation syndrome:
delineation of male Oral-facial-digital

syndrome type 1. Clin Genet (in press)

Yamashita S, Miyake N, Matsumoto N, Osaka

H, Iai M, Aida N, Tanaka Y.
Neuropathology of Leukoencephalopathy
Spinal  Cord

Involvement and High Lactate caused by a

with  Brainstem and

homozygous mutation of DARS2. Brain

Dev (in press)

*Nonoda Y, Saito Y, Nagai S, Sasaki M,

Iwasaki T, Matsumoto N, Ishii M, Saitsu H.
Progressive diffuse brain atrophy in West
syndrome with marked hypomyelination

due to SPTANI1 gene mutation. Brain Dev



(in press)

Tsurusaki Y, *Saitoh S, Tomizawa K, Sudo A,

Asahina N, Shiraishi H, Ito J, Tanaka H,
Doi H, Saitsu H, Miyake N, *Matsumoto N
(* denotes co-correponding). A DYNCIH]I
mutation causes a dominant spinal
muscular atrophy with lower extremity

predominance. Neurogenet (in press)

Yoneda Y, Haginoya K, Kato M, Osaka H,

Yokochi K, Arai H, Kakita A, Yamamoto T,
Otsuki Y, Shimizu S, Wada T, Koyama N,
Mino Y, Kondo N, Takahashi S,
Hirabayashi S, Takanashi J, Okumura A,
Kumagai T, Hirai S, Nabetani M, Saitoh S,
Hattori F, Yamazaki A, Subo Y, Nishiyama
K, Miyatake S, Tsurusaki Y, Doi H,
Miyake N, Matsumoto N, *Saitsu H.
of COL441
mutations: porencephaly to schizencephaly.
Ann Neurol (in press)

Phenotype  spectrum

Miyatake S, Murakami A, Okamoto N, Miyake

N, Saitsu H, *Matsumoto N. A De Novo
Deletion at 16q24.3 Involving ANKRD11
in a Japanese Patient With KBG Syndrome.
Am J Med Genet Part A (in press)

*Miyatake S, Touho H, Miyake N, Ohba C,

Doi H, Matsumoto N. Sibling cases of
Moyamoya disease with different RNF213
genotypes and varying clinical course and

severity. J Hum Genet (in press)

Tsurusaki Y, Kobayashi Y, Hisano M, Ito S, Doi

Kimura-Ohba S,

H, Nakashima M, Saitsu H, Matsumoto N,
*Miyake N. The diagnostic utility of exome
sequencing in Joubert syndrome related

disorders. J Hum Genet (in press)

Higashiyama Y, *Doi H, Wakabayashi M,

Tsurusaki Y, PhD, Miyake N, MD, PhD,
Saitsu H, Ohba C, Fukai R, Miyatake S,
Koyano S, Suzuki Y, Kuroiwa Y,
Matsumoto  N. A novel homozygous
SCARB2 mutation causes late-onset
progressive myoclonus epilepsy without

renal failure. Mov disord (in press)

*Miyake N, Mizuno S, Okamoto N, Ohashi H,

Shiina M, Ogata K, Tsurusaki Y,
Nakashima M, Saitsu H, *Matsumoto N (*:
co-corresponding). KDM6A point mutations
cause Kabuki syndrome. Hum Mut 34 (1):
108-110, 2012.

Ikegawa S, Nakashima M, Matsumoto N.

TGF-p and Genetic Skeletal Diseases.
“TGFP in Human Disease” edited by
Moustakas A and Miyazawa K. Springer
(submitted)

Kagitani-Shimono K,
Hashimoto N, Nabatame S, Okinaga T,
Murakami A, Miyake N, Matsumoto N,
Osaka H, Hojo K, Tomita R, Taniike M,
*Ozono K. A case of cerebral
hypomyelination with
spondylo-epi-metaphyseal dysplasia. Am J
Med Genet Part A (in press)



*Miyake N, Yano S* (# denotes equal
contribution), Sakai C, Hatakeyama H,
Shiina M, Watanabe Y, Bartley J, Abdenur
JE, Wang RY, Chang R, Tsurusaki Y, Doi H,
Saitsu H, Ogata K, Goto Y, *Matsumoto N.
Mitochondrial

caused by a homozygous

deficiency
UQCRC2

mutation presenting with neonatal-onset

complex III

recurrent metabolic decompensation. Hum

Mut (in press)
2. FEER

2012 Hlumina Asica Pcific Scientific Summit

[Exome analysis in mendelian
disorders]Naomichi Matsumoto (Invited
speaker) (Sheraton Mirage Resort & Spa
Gold Coast, Gold Coast, Austraria, April

24,2012)
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European Human Genetics Conference 2012
Matsumoto“Genetic
Coffin-Siris

Naomichi

abnormalities in

syndrome”(poster) (Nuremberg
Conference Center, Nuremberg, Germany,

June 24-24, 2012)
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2012
Naomichi Matsumoto (Keynote speaker)

Translational Genomics Conference
Exome sequencing in mendelian disorders.
(Hyatt Reagency Jeju, Jeju, Korea, Oct 13,

2012)
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The 57 annual meeting, Japanese Society of
Human Genetics * Naomichi Matsumoto
(Symposist)“Isolation of genes causative
for genetic diseases by next generation
sequencer”’in Symposium 5 entitled “Next
Generation Sequencing for

disease-genome analysis”. Oct 25, 2012 at

Keoi Plaza Hotel, Tokyo

7)) ARMBEES(N IV AV 2=y 7 3k
1) - mAEE RER—F7 22 A
WERB Y ) MENT] YERL 24 £E 10 A
25 BRET TV RTIVER)

NEBBRERE 57T EIRE - BAEE - W E
S LT RVEEBEES - MARERE &
i) TR —& v — AFq) FERk 24
#1026 BRETS T FTLER)

BRI TB5Y 1 7 V| Rk 24 5

- EE 1 EEREE - IAARES [SWI/SNF
HEEHEEE KT Coffin-Siris JEEEE]
AR 24 4510 A 29 B « BIFKZEEZEE
RlEEE

American Society of Human Genetics Meeting
2012. Matsumoto N, Tsurusaki Y, Miyake
N Mutations affecting components of the
SWI/SNF complex cause Coffin-Siris
syndrome November 8, 2012 at Moscone
Center, San Francisco, CA, USA
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The 12" annual meeting of East Asian Union of

Human Genetics Societies. Matsumoto
Naomichi (oral presentation) “Medelian
exome”Nov 29, 2012 at Seoul National

University Hospital, Seoul, Korea.
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# 1 16pl2.2-pll.2 EHEEEHOBEFDE LD

Finelli | Ballif | Tabet | Tabet |Barber |Barber |JE#I1
et al. | et al. et al. |et al. |et al. et al.
[2004] | [2007] | [2012] | [2012] | [2012] | [2012]
Patient | Subject | Patient | Patient | Patient | Patient
1 5 2MZ tw|3MZ tw| 1 2
in) in)
EHEY A X[Mb] | 8Mb Dup | 5.7 Tri |8.95 8.95 7.7-8.1 | 7.8-8.4 | 6.7
1.1 Dup |Mb Dup |Mb Dup |Mb Dup | Mb Dup | Mb Dup
2 W 25years | 10years | 17years | 18years | lbyears | 4byears | 8years
PERI M F M M F M F
FEEN + + + + + + +
HBREE BHE HE BE HE PE + BEEE
THhAPA + — - -
bz B H + — +
B BAJE + + + + + - +
HBITS + + + +
BRI + + + + + +
FEEIRRE + + + + + —
HE (centile) | <3rd % | -3~4SD | normal | normal | <p25 0. 4% -2. 28D
{KE (centile) | <3rd % —-2SD -2S8D -1SD <{p25 -0. 7SD
GAPH (centile) 25th % | -1SD -15D -1SD <p50 Macro 0.9SD
B
MEESR + — — +
=AEH — + + -
JEZ2 - + + + -
SARER AR + + + + + +
IRERZA - + + — — —
HHEATLIR — + + —
AR PRk + + + + -
Rig #HR + + + + —
AT & B 7L + + —
EOEER + - —
HAMENL — + + +
REzA + + +
YA + +
/INTFER - BB — — — — + —
FHEEY + FP + + — pkic] FP
%% +
Tri: Triplication Dup: Duplication FP: Fetal pads
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