E. #Eth
HRERNEMEGTF T P u—F Tk, 3ERBETI
A4-5ONY T v MR LS, BorRELE
EFOREICIIES R o1z, 58I, BITIIER
BHSP LT Y — AT 2TV, BEDERT
HBLTHONDIERERETDH L LEBIT, &V
VB & W S—F 55 ) DB OB, ##
WP7NAT) XLOERMZ T 7 a—F TR
PITOLILNERHDLEEZD,

F. BEARER
Rz L.

G. W3k
1. FRXHEE

Okada I#, Hamanoue H#, (# denotes equal
contribution) Terada K, Tohma T, Megarbane A,
Chouery E, Abou-Ghoch J, Jalkh N, Cogulu O,
Ozkinay F, Horie K, Takeda J, Furuichi T,
Ikegawa S, Kiyomi Nishiyama K, Miyatake S,
Nishimura A, Mizuguchi T, Niikawa N, Hirahara
F, Kaname T, Yoshiura K-i, Tsurusaki Y, Doi H,
Mivake N, Furukawa T, *Matsumoto N, *Saitsu
H. SMOCI1 is essential for ocular and limb
development in humans and mice. Am J Hum
Genet 88(1): 30-41, 2011

*Tohyama J, Kato M, N, Kawasaki S, Kawara H,
Matsui T, Akasaka N, Ohashi T, Kobayashi Y,
Matsumoto  N. Dandy-Walker malformation
associated with heterozygous ZIC1 and ZIC4
deletion: Report of a new patient. Am J Med
Genet 155(1): 130-131, 2011

Furuichi T, Dai J, Cho T-J, Sakazume S, lIkema M,
Matsui Y, Baynam G, Nagai T, Miyake N,
Matsumoto N, Ohashi H, Unger S, Superti-Furga
A, Kim O-H, Nishimura G, *Ikegawa S. CANT]I
is also responsible for Desbuquois dysplasia, type
2 and Kim variant. J Med Genet 48(1): 32-37,
2011

*Saitsu H, Hoshino H, Kato M, Nishiyama N, Okada I,
Yoneda Y, Tsurusaki Y, Doi H, Miyake N, Kubota
M, Hayasaka K, Matsumoto N. Paternal
mosaicism of a STXBP1 mutation in Ohtahara
syndrome. Clin Genet 80 (5):484-488, 2011.

*Yano S, Bagheri A, Watanabe Y, Moseley K,
Nishimura A, Matsumoto N, Baskin B, Ray PN.

Familial Simpson-Golabi-Behmel syndrome:
Studies of X-chromosome inactivation and
clinical phenotypes in two female individuals with
GPC3 mutations. Clin Genet 80 (5): 466-471,
2011.

Nishimura-Tadaki A, Wada T, Bano G, Gough K,
Warner J, Kosho T, Ando N, Hamanoue H,
Sakakibara H, Nishimura G, Tsurusaki Y, Doi H,
Miyake N, Wakui K, Saitsu H, Fukushima Y,
Hirahara F, *Matsumoto N. Breakpoint
determination of  X;autosome balanced
translocations in four patients with premature
ovarian failure. J Hum Genet 56(2) 156-160,
2011

Hiraki Y, Nishimura A, Hayashidani M, Terada Y,
Nishimura G, Okamoto N, Nishina S, Tsurusaki Y,
Doi H, Saitsu H, Miyake N, *Matsumoto N. A de
novo deletion of 20q11.2-q12 in a boy presenting
with abnormal hands and feet, retinal dysplasia,
and intractable feeding difficulty. Am J Med
Genet 152(2): 409-414, 2011

*Tonoki H, Harada N, Shimokawa O, Yosozumi A,
Monzaki K, Satoh K, Mika Kosaki R, Sato A,
Matsumoto N, lizuka S. Axenfeld-Rieger anomaly
and  Axenfeld-Rieger  syndrome: clinical,
molecular-cytogenetic, and DNA array analyses
on three patients with chromosomal defects at
6p25. Am J Med Genet Part A 155 (12):
2925-2932

Tadaki H, Saitsu H, Nishimura-Tadaki A, Imagawa T,
Kikuchi M, Hara R, Kaneko U, Kishi T, Miyamae
T, Miyake N, Doi H, Tsurusaki Y, Sakai H, Yokota
S, *Matsumoto N. De novo 19q13.42 duplications
involving NLRP gene cluster in a patient with
systemic-onset juvenile idiopathic arthritis. J Hum
Genet 56 (5): 343-347, 2011.

*Miyake N, Yamashita S, Kurosawa K, Miyatake S,
Tsurusaki Y, Doi H, Saitsu H, Matsumoto N. A
novel homozygous mutation of DARS2 may
cause a severe LBSL variant. Clin Genet 80(3):
293-296, 2011.

Tadaki H, Saitsu H, Kanegane H, Miyake N, Imagawa
T, Kikuchi M, Hara R, Kaneko U, Kishi T,
Miyamae T, Nishimura A, Doi H, Tsurusaki Y,
Sakai H, Yokota S, *Matsumoto N. Exonic
deletion of CASP10 in a patient presenting with
systemic juvenile idiopathic arthritis, but not with
autoimmune lymphoproliferative syndrome type
1Ta. Int J Immunogenet 38 (4): 287-293, 2011

Tsurusaki Y, Osaka H, Hamanoue H, Shimbo H, Tsuji
M, Doi H, Saitsu H, *Matsumoto N, *Miyake N.




Rapid detection of a mutation causing X-linked
leukodystrophy by exome sequencing. J Med
Genet 48 (9): 606-609, 2011.

*Narumi Y, Shiihara T, Yoshihasi H, Sakazume S, van
der Knaape MS, Nishimura-Tadaki A,
Matsumoto N, Fukushima Y. Hypomyelination
with atrophy of the basal ganglia and cerebellum
(H-ABC) in an infant with Down syndrome. Clin
Dysmorphol 20 (3): 166-167, 2011

Dai J, Kim O-K, Cho T-J, Miyake N, Song H-R,
Karasugi T, Sakazume S, Ikema M, Matsui Y,
Nagai T, Matsumoto N, Ohashi H, Kamatani N,
Nishimura G, Furuichi T, Takahashi A, *Ikegawa
S. A founder mutation of CANT! common in
Korean and Japanese Desbuquois dysplasia. J
Hum Genet 56(5): 398-400, 2011.

*Saitsu H, Matsumoto N. Genetic commentary: De
novo mutations in epilepsy. Dev Med Child
Neurol 53 (9):806-807, 2011.

Shimizu K, Okamoto N, Miyake N, Taira K, Sato Y,
Matsuda K, Akimaru N, Ohashi H, Wakui K,
Fukushima Y, Matsumoto N, *Kosho T.
Delineation of dermatan 4-O-sulfotransferase 1
deficient Ehlers-Danlos syndrome: Observation of
two additional patients and comprehensive review
of 20 reported patients. Am J Med Genet 155(8):
1949-1958, 2011

*Saitsu H, Osaka H, Sugiyama S, Kurosawa K,
Mizuguchi T, Nishiyama N, Nishimura A,
Tsurusaki Y, Doi H, Miyake N, Harada N, Kato M,
Matsumoto ~ N. Early infantile epileptic
encephalopathy associated with the disrupted
gene encoding Slit-Robo Rho GTPase activating
protein 2 (SRGAP2). Am J Med Genet 158A
(1):199-205, 2011

*Saitsu H, Osaka H, Sasaki M, Takanashi J, Hamada
K, Yamashita A, Shiina M, Kondo Y, Nishiyama
K, Tsurusaki Y, Miyake N, Doi H, Ogata K, Inoue
K, *Matsumoto N. Mutations in POLR3A and
POLR3B encoding RNA polymerase III subunits
cause an autosomal recessive hypomyelinating
leukoencephalopathy. Am J Hum Genet 90
(1):86-90, 2012.

Tsurusaki Y, Okamoto N, Suzuki Y, Doi H, Saitsu H,
Miyake N, Matsumoto N. Exome sequencing of
two patients in a family with atypical X-linked
leukodystrophy. Clin Genet 80 (2): 161-166, 2011

Hannibal MC#, Buckingham KJ#, Ng SB#, (# denotes
equal contribution) Ming JE, Beck AE, McMillin
MJ, Gildersleeve HI, Bigham AW, Tabor HK,
Mefford HC, Cook J, Yoshiura KI, Matsumoto T,

Matsumoto N, Miyake N, Tonoki H, Naritomi K,
Kaname T, Nagai T, Ohashi H, Kurosawa K, Hou
JW, Ohta T, Liang D, Sudo A, Morris CA, Banka
S, Black GC, Clayton-Smith J, Nickerson DA,
Zackai EH, Shaikh TH, Donnai D, Niikawa N,
Shendure J, *Bamshad MJ. Spectrum of MLL2
(ALR) mutations in 110 cases of Kabuki
syndrome. Am J Med Genet 155 (7). 1511-1516,
2011.

*Kosho T, Miyake N, Mizumoto S, Hatamochi A,
Fukushima Y, Sugahara K, Matsumoto N. A
response to: Loss of dermatan-4-sulfotransferase
1 (D4ST1/CHST14) function represents the first
dermatan sulfate biosynthesis defect, “Dermatan

sulfate-deficient adducted thumb-clubfoot
syndrome”. Which name is appropriate,
“Adducted  thumb-clubfoot syndrome” or
“Ehlers-Danlos  syndrome”?  Hum = Mut

32(12):1507-1509, 2011

Doi H, Yoshida K, T Yasuda, Fukuda M, Fukuda Y,
Morita H, Ikeda S-i, Kato R, Tsurusaki Y, Miyake
N, Saitsu H, Sakai H, Miyatake S, Shiina M,
Nukina N, Koyano S, Tsuji S, Kuroiwa Y,
*Matsumoto N. Exome sequencing reveals a
homozygous SYTI14 mutation in adult-onset
autosomal recessive spinocerebellar ataxia with
psychomotor retardation. Am J Hum Genet
89(2):320-327, 2011.

*Abdel-Salam  GMH, Miyake N, Eid MM,
Abdel-Hamid MS, Hassan NA, Eid OM, Effat LK,
El-Badry TH, El-Kamah GY, El-Darouti M,
*Matsumoto N. A homozygous Mutation in
RNU4ATAC as a cause of microcephalic
osteodysplastic primordial dwarfism type I
(MOPD 1) with associated pigmentary disorder.
Am J Med Genet Part A 155 (11): 2885-2896,
2011.

EEs kit — o v —% AT Bk imir
Jel - AEE TRERS—F ¥ —2 A

v NEBS ) AENTE (B - EERFER
ERERRE—sEE 8 A 26 H)

F—REYA N o=/ I A I — AREBE
AFEER) TR — & v REIC K 2R B
DORAETHR] (ZEFAT 4 = AEMNEE
AT ®BR9A 17 H)



55 46 [RIEMm AR S (ERERF) MAEB (R
EERE) Rty — 7 T —FHWIRES
J BFEFTOBUR ) (ERERFEEZR « B9
A 20 R)

5 18 EBEMERAICET o HARTREMIES -
BAEBEHER RERS—F Y —%2H
WRB Y ) AEFTOBUR) (EERFEES
H-EE10A1R)

AAANEBLRRESE 56 AIRkE - AESE e b
BEEREOFRREMAZ BEL T
HE R -FHEAYEILAILLH)

Ra A <, Al
FREXE

BANEEGFERE 56 B Kt —7r v
P—F Ve MNRES ) MENTE ] IAAER
(VR VAMNTURT T A N(EEERY— 7
TP LK BREST ) AENT) (R - FRA
»¥& 11 A 12 A)

E ke R EEN S v X —TMC# 7 T A
& — e S ES (B IEMHRIRED
TV — AfENT) MAREE (i) (B
FatR - MREREEE X —11 A 22 B)

The 34™ annual meeting of the molecular biology

society of Japan * Next generation sequencing
technology enables a large scale medical genomic
research (symposium) [Disease genome analysis
Naomichi

14, 2011

using next generation sequencer |

Matsumoto(Invited speaker)(Dec at

Yokohama, Japan)

Noriko Miyake, Tomoki Kosho, Shuji Mizumoto,
Tatsuya Furuichi, Atsushi Hatamochi, Shiro
Ikegawa, Shuhei Yamada, Kazuyuki Sugahara,
Naomichi Matsumoto. CHSTI4 mutations in
Ehlers-Danlos syndrome. The 11™ East Asia Union
of Human Genetics Annual meeting (oral
oresentation) (FiE. 11 A 10 H)

Noriko Miyake, Tomoki Kosho, Shuji Mizumoto,
Tatsuya Furuichi, Atsushi Hatamochi, Shiro
Ikegawa, Shuhei Yamada, Kazuyuki Sugahara,
Naomichi Matsumoto. Loss-of-function mutations
of CHSTI14 cause a new type of autosomal recessive
Ehlers-Danlos  syndrome. Europian  Human
Genetics Conference 2011 (poster session)
(Amsterdam, The Netherlands, May 30th).
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SRR SEERRE - BREE <hypermobility>EFEHEZRIEBRBEDMIEFT DT R A 20 X BEOHEIE
e EE K #— BERRKEREBPFIEXER L ¥ — L£EER - RIERSE

WHEEE  BRLED) (hypermobility) SEERE (HMS) (ICD-9 43%H 728.5 ICD-10 438 M35.7) X, &%
TOEE y FTOBEBETTEZ R IEERCTH Y, BHERTE LBEEHNAZ & ~9, £7/2, HMS 1L,

FEEtMRE TH D I & (BIFiFIEhJUERY) Ehlers-Danlos fEM%EE (EDS) 72 & LEUMNEL ., e
HMREIC B 2 BHOFERIC L 2B EMERE LB O TWS, —J, 1% EDS OFEKER T 1% 2003 4F
ETHONIR > TR 7208, Zweers & (Zweers et al., Haploinsufficiency of TNXB is associated with
hypermobility type of Ehlers-Danlos syndrome, Am. J. Hum. Genet.73: 214-217,2003) (2 X V. #fifast~ r VU
v A (BCM) DT FA 77 IV—IZBTHT XA X (INX) BEFONTRERIZLEZANT
BARZICEY, A EDS ZRIET D Z EAHE SN, #D T I EDS OREFER T DO— 2538 5 5>
W E N7z, HEEFILTINX Z&AINZFEE L7z 7 V—7 O—-2T (Matsumoto et al., Cluster of fibronectin type
III repeats found in the human major histocompatibility complex class III region shows the highest homology with
the repeats in an extracellular matrix protein, tenascin. Genomics, 12, 485-491, 1992) | LAk, TNX OH#EE
FEAT 2 D T & 7o, ABFZEIZHVTIL, HMS & I A EDS & OELIEEEA, s mEo s/ v—7T
BAFE L7 R BMEOB WV 2 O TINX Stk 2 FH Lz V> A v FEERSERE (ELISA) HEx2RAWT,
HMS B O MIEREDREZIT o7z, ZORR, MIT L 71 40 HMS BEFROEOEFEEON, 58
EIZTINX BREBL TS 24DRKERE L REXIE), ZORKON, ik HMS £ (1% EDS
Hig) IEREZEL TV, 7o, BFATHATHRES LT OMIE TNX BE 2R3 TNX ~7 2 KB0
8AEZRM L, ZON 140 HMS BIERE B LTV, M, 2 E TIZECKIZB W TR 15 4R E D TNX
REXRE IR EDS BEPRH SN TV, ABIZBWT INX REXREOARRHINZOE, =D

WEPHDTTH D,

IR R

BEES) (hypermobility) EMERE (HMS) 1. £
FTOBE r OB R EZ RIERETH D,
7o, HAMBEATHD I B (HE AT ey TR
Ehlers-Danlos JEfEEE (EDS) 72 & LML EL ., &
AHEBICEDLLIEROREIC L 2 BEHERAELEE X
LI TW5b, AFZE Tk, A EDS OFERELEF D
—DLEZONDT XA X (INX) O HMS ~D
ME%2FDHBERT, 71 4D HMS BE K OZ O
BOH /T, FN6DADMFEF O TNX EBED
BIE%EY L R4 v F ELISAIEIC L VT T,

A.

B. 3 HE

RUEE OFE ST HMS BEROE OEIEE (B
T 4) o IiEER (FHREARERE RARERKE E
FE OERIE HBRLVEE). BohhFEFo
TNX BEDORIEEL . ¥ K4 »F ELISA IEIZ L 0 #l]

E L7z, A INX Fiff (a-hu30 HiiK) % 96-7
TN ewA A EZ—FL— NI, BEFR{LEITV,
ZOBEDT L — & Tween 20 25T PBSIZLY
(PBST) i, AX LV INJICEVETL—FD
TuayXr sk, | BEfToz, TD%., PBST T
Wik, MEEZE T T/VIZIRML, BB TE VT /LZHE
Fb SN 7= PR & 1.5 RIS S8 72, £ D%,
UV ERBLEHEE, N F XL F—F (HRP) 1E
U2 INX HUE (a-hu3l HUiE) 28hL., 1.5
FFREIRS &8/ T2, LT, £V E B REE.
HRP ZEEE CTh D TMB (tetramethyl-benzidene) N
L. BHMORISEITV, ZO%, 450 nm (2L 9%
HEDRIE ZITWLH TNX REDORIEEZ1T -7,

C. WFEERsEE

DARTIZFR 2 ORFSET N—T1%, BE ADME TNX
BEIZ, £ 2712 ng/ml DEEZTT I EE2HELE
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(Satoh et al., Increased expression of tenascin-X in
thoracic and abdominal aortic aneurysm tissues, Biol.
Pharm. Bull. 33, 1898-1902, 2010), ZiVUlHDx fi#
LTI ADON44DONE, BED L ZARRKITS
DDV, MLE TNX IREDOMEAS 350 ng/ml LLED
72, F DB DT LRI LT, 58D 67 L DHIZ,
TNX BERICKB LTINS 24 (#69,#72) ZEEL
7= (REXRE), T, INX REMEIEE ADELSLL
FTH5 50 ng/ml~130 ng/ml DIEZRTEIZ, EiE
B TINX ~TaREERRLIEE A, ZTOHEIZ
84 (#2, #9, #25, #41, #45, #63, #70, #71) BAY (F
¥ 108.9 ng/ml). FDA#45 D AT HMS BE ThH o
Too ZLIS D 57 4 D AT TE TNX JBE S 130 ng/ml
LI E 350 ng/ml L FDfEZR L7 (FHE 1958
ng/ml), 1, BEAOMBEE LTiX, HE AL VL
ENFEHROBESIIEEZ AV, ZOME TNX BEIT
281.4ng/ml TH -7,

D. &%

TNX REREER LT 24 (#69,#72) 1INKTH
%o AFRIZFNT INX REOANRRHINZDE,
ZORMENNHTTHD, ZOWN, #69 BEIT HMS
TH DA, BEE ATENTTHEC B O MEFatE - @R R
RHREOFER En b Hila 14) EDS EUFRE 2
LT3, ZHE TIZ, Schalkwijk & (Schalkwijk et al.,
A recessive form of the Ehlers-Danlos syndrome caused
by tenascin-X deficiency. N. Engl. J. Med. 345, 1167-1175,
2001) 1%, 1% EDS OfER%E TNX A EXRBEEFILE
THZEEREL TS, Lo L b, EMRERE
D RAIRLIE 7 72 BE TR % O TNX A E/X18 1 2 EDS
BEBEOBEBLDLZLERELTND, 5%, &
HITHE9 BBE DIER ZFEMICRRAR O LERNH D, —F.
HRIIZNETOLEZ A, BECOHEEMOEREIIR
T O,

MmiE TNX OREREHLUTTHH 84 DN (B
ERC TNX ~7 B K & Red) OFIZiE, MHS &
FEN 14 #45) FETDHZERH LN ER-T, &
D 8 £ DILIE TNX EEDOFLIEIL. 108.9 ng/ml TH
0. BALMTEF ADME TNX RE (2814 ng/ml)
L0 EN-T, A%, TNETOEZARFEOR LN
RNZ D THD TNX ~TaRKEOANZBWTE, B

R AHEBOBREOEERLBERNTOILERD
5o F1-, INX ~T 1 /RE O HMS B (#45) £ TNX
DEFED HMS BE OERBGE DOME DR LEN
H5,

E5HiC, HMS BEZET 57 £ OMmiE TNX BE
(195.8 ng/ml) »MEHE ADFE (281.4 ng/ml) & TNX
~F /K (108.9ng/ml) DADOHFEMEZ R LTz, =
® HMS BE 2 &t 57 4 DOFIZE, INX Ein D&
EFRBAFEEROEREIZ LD INX ORBERE
I2E 0, HMS ZHEL TWAHEENVDINBENR
WV, 25D HMS BED INX B FD 7 ) LENT
BEET= B,

ARFFRIZIBNT, 71 4 D HMS BE K OF OEFE
O EEB T, ME INX BE %Y 1 »F ELISA
BICEVET L= 2 A, BRICTINX BKREL T
524 008k%E RE L (GREXE), ZOREKEON,
MIZHMS BETHY, IR EDS DERGE LT, Z
DZEE., TNETOHRATHS TNX HAERBIZEL
% 1% EDS OFIE & —FHT 5, Fo. BEAIZES
THPES LU T OMmE TNX BEERT 8 4% R L.
ZDOWN 140 HMS BEThH-o7m, UEDZ L XD,
HMS & 11 % EDS [ZFELIOBERIER 2R3 2 & 2550
ERTWER, INX O~TrXKE (AT arRe) B
FNOEBRDODERO—D2THAZ ENRHELNE RS
Tre B, EHITY U I AEERES LRSI A HMEN
Hb,

F. EEGKRER
Bz L.

G. HF33E
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ot

Kohei Kawakami, Ken-ichi Matsumoto: Behavioral

alterations in mice lacking the gene for tenascin-X.
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Biol. Pharm. Bull. 34: 590-593,2011.
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Wakabayashi Y,
Yamazaki K, Nar
umi Y, Fuseya
S, Horigome M,
Wakui K, Fukush
ima Y, Matsubar
a Y, Aoki Y, Ko
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illator for Progressive Hypertr
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Novel PTPNII Mutation GInb10OHi
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A response to: loss of dermatan
-4-sulfotransferase 1 (D4ST1/CH
ST14) function represents the f
irst dermatan sulfate biosynthe
sis defect, “dermatan sulfate—d
eficient Adducted Thumb—Clubfoo
t Syndrome”. Which name is appr
opriate, “Adducted Thumb—Clubfo
ot Syndrome” or “Ehlers-Danlos
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cundrama??
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1. b—kb upstream of MEF2C in a p
atient with severe intellectual
disability and early-onset epi
leptic encephalopathy.
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