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Shiihara T, Maruyama K-i, Yamada Y, Nishimura A,
Matsumoto N, Kato M, Sakazume S. A case of
Baraitser-Winter syndrome with unusual brain
MRI findings of pachygyria, subcortical band
heterotopia and periventricular heterotopias. Brain
Dev 32(6), 502-505, 2010.

Saitsu H, Tohyama J, Kumada T, Egawa K, Hamada
K, Okada I, Mizuguchi T, Osaka H, Miyata R,
Furukawa T, Haginoya K, Hoshino H, Goto T,
Hachiya Y, Yamagata T, Saitoh S, Nagai T,
Nishiyama K, Nishimura A, Miyake N, Komada
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Kimura S, Sudo A, Miyama S, Takami Y,
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N, Osaka H, Hayasaka K, Matsumoto N. STXBP!
mutations in severe infantile epilepsies with
suppression-burst pattern. Epilepsia 51(12):
2397-2405, 2010

Sakai H”, *Yoshida K* (*denotes equal contribution),
Shimizu Y, Morita H, Ikeda S-i, Matsumoto N.
Analysis of an insertion mutation in a cohort of 93
patients with spinocerebellar ataxia type 31
(SCA31) from Nagano, Japan. Neurogenet 11(4):
409-415, 2010

Osaka H, Yamamoto R, Hamanoue H, Nezu A, Sasaki
M, Saitsu H, Kurosawa K, Shimbo H, Matsumoto

N, Inoue K. Disrupted SOX10 regulation of GJC2
transcription causes Pelizacus-Merzbacher-Like
Disease. Ann Neurol 68(2): 250-254, 2010

Nishimura A, Hiraki Y, Shimoda H, Tadaki H,
Tsurusaki Y, Miyake N, Saitsu H, Matsumoto N.
De novo deletion of 1q24.3-q31.2 in a patient with
severe growth retardation. Am J Med Genet
152A:1322-1325, 2010

Komoike Y, Fujii K, Nishimura A, Hiraki Y, Michiko,
Hayashidani M, Shimojima K, Nishizawa T,
Higashi K, Yasukawa K, Saitsu H, Miyake N,
Mizuguchi M, Matsumoto N, Osawa M, Kohno Y,
Higashinakagawa T, Yamamoto T. Zebrafish gene
knockdowns imply roles for human YWHAG in
infantile spasms and cardiomegaly. Genesis 48(4):
233-243, 2010.

Doi H, Koyano S, Miyatake S, Matsumoto N, Kameda
T, Tomita A, Miyaji Y, Suzuki Y, Sawaishi Y,
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findings. J Neurol Sci 290 (1-2): 172-176, 2010.

Miyake N, Kosho T, Mizumoto S, Furuichi T,
Hatamochi A, Nagashima Y, Arai E, Takahashi K,
Kawamura R, Wakui K, Takahashi J, Kato H,
Yasui H, Ishida T, Ohashi H, Nishimura G, Shiina
M, Saitsu H, Tsurusaki T, Doi H, Fukushima Y,
Ikegawa S, Yamada S, Sugahara K, Matsumoto N.
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966-974, 2010

Kosho T, Miyake N, Hatamochi A, Takahashi J, Kato
H, Miyahara T, Yasui H, Ishida T, Ono K, Kosuda
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1333-1346, 2010.

Kimura S, Saitsu H, Blanka A, Schaumann BA, Shiota



K, Matsumoto N, and Ishibashi M. Rudimentary
Claws and Pigmented Nail-like Structures on the
Distal Tips of the Digits of Wnt7a Mutant Mice:
Wnt7a Suppresses Nail-like Structure
Development in Mice. Birth Defects Res A Clin
Mol Teratol 88(6):487-496, 2010

Kanazawa K, Kumada S, Mitsuhiro K, Saitsu H,

Ng

Kurihara E, Matsumoto N. Choreo-ballistic
movements in a case carrying a missense
mutation in syntaxin binding protein 1 gene. Mov

Disord 25(13):2265-2267, 2010

S, Bigham A, Buckingham K, Hannibal M,
McMillin M, Gildersleeve H, Beck A, Tabor H,
Cooper G, Mefford H, Lee C, Turner E, Smith J,
Rieder M, Yoshiura K, Matsumoto N, Ohta T,
Niikawa N, Nickerson D, Bamshad M, Shendure J.
Exome sequencing identifies MLL2 mutations as a
cause of Kabuki syndrome. Nat Genet 42(9):
790-793, 2010.

Yamada-Okabe T, Imamura K, Kawaguchi N, Sakai H,

Okada I

Yamashita M, Matsumoto N. Functional
characterization of the zebrafish WHSCI-related
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Biophys Res Commun 402(2): 335-339, 2010.
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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,
Miyake N, Furukawa T, *Matsumoto N, *Saitsu
H. SMOC! 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 ZIC! 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, Ikema 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] is
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also responsible for Desbuquois dysplasia, type 2
and Kim variant. ] 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 STXBPI mutation in Ohtahara
syndrome. Clin Genet (in press)

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 (in press)

Nishimura-Tadaki A, Wada T, Bano G Gough K,

2.

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. ] Hum Genet (in press)
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An International Workshop on Translational Science:

Clinical Use, Efficacy and Translation of Basic
Discoveries (Feb 1 at Yokohama) Naomichi

Matsumoto “Whole Genome Approach to the
Epilepsy-Related Gene” (invited lecture)
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European Human Genetic Conference 2010 -
Naomichi Matsumoto, Akira Nishimura, Yoko
Hiraki. De novo deletion of 1g24.3-q31.2 in a
patient with severe growth retardation. (Poster
presentation) (June 12-15, 2010 at Gothenburg,
Sweden)

INBE K ] Pediatric Ground Rounds » A E 1@ [
BIRTEE CAMPAMEBECTF MR (BiEE
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BioJapan2010 7H 7 X v 7 I~ ARKRE - RAERE
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Joint Egyptian-Japanese Scientific Workshop, “A new

era of genetic diseases” (organized by Ghada M.H.

Abdel Salam and Naomichi Matsumoto)
(National Research Center, Cairo, Egypt, Oct 3-4,
2010) Naomichi Matsumoto  “Microarray
technologies: Hightways to genomic aberrations”
(invited lecture)

Joint Egyptian-Japanese Scientific Workshop, “A new

era of genetic diseases” (organized by Ghada M.H.

Abde]l Salam and Naomichi Matsumoto)
(National Research Center, Cairo, Egypt, Oct 3-4,

2010) Naomichi Matsumoto “Isolation of the gene
responsible for a new type of Ehlers-Danlos
syndrome” (invited lecture)

Joint Egyptian-Japanese Scientific Workshop, “A new

era of genetic diseases” (organized by Ghada M.H.

Abdel Salam and Naomichi Matsumoto)
(National Research Center, Cairo, Egypt, Oct 3-4,
2010) Naomichi Matsumoto “Haploinsufficienty
of STXBP!I causes Ohtahara syndrome” (invited
lecture)

The 4™ Asian Chromosome Colloquium (Beijing,
China, Oct 11-14) Naomichi Matsumoto
“Identification of two epilepsy-related genes from
a 2.25-Mb deletion in one patient.” (invited
lecture)
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% 22 [8] NIH &< (National Institute of Health,

Bethesda, MD 11 A 5 H) Naomichi Matsumoto

[ Identification of two genes responsible for

age-dependent epileptic encephalopathy| (invited
lecture)
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Osaka H, Wada T,
others, Matsumoto N

STXBPI mutations in severe infantile

epilepsies with suppression—burst pattern.

RERERA XA A A REEH BE Ry | HEE
Gi . Systematic documentation and analysis of Nat Genet 43 295-301 2011
iardine B, and . Lo .
others, Wada T, human ggnet1c Yarlat}on in
others, Patrions GP he@ogloblngpathles using the
microattribution approach.
gmata T, Takanashi J, Genetic diagnosis and acetazolamide Brain Dev 33 332-334 2010
Wada T, Arai H, treatment of familial hemiplegic migraine
Tanabe Y. pieg g '
Filges I, Shimojima J Med Genet 48 117-122 2010
K, Okamoto N, R& Reduced expression by SETBP1
thlisberger B, Weber |} haploinsufficiency causes developmental and
P, Huber AR, expressive language delay indicating a
Wishizawa T, Datta phenotype distinct from Schinzel-Giedion
AN, Miny P, Yamamoto syndrome
T
Okamoto N, Akimaru N, Am J Med Genet 152A 2103-2109 2010
IMatsuda K, Suzuki Y, Co-occurrence of Prader-Willi and Sotos
Shimojima K, Yamamoto syndromes.
T
Takanashi J, Arai H, Am J Neuroradiol 31 1619-16221 2010
Nabatame S, Hirai §,
gi:;i?; S: ég?izgﬁcﬂ' Neuroradiologic features of CASK mutations.
Al
Disrupted SOX10 regulation of GJC2 Ann Neurol 68(2) | 250-254 | 2010
Osaka H, others, transcription causes Pelizaeus—Merzbacher—
Matsumoto N, Inoue K. Like Disease.
Tsuji M, others, A new case of GABA transaminase deficiency J Inhegiz Metab 33 85-90 20107
Osaka H facilitated by proton MR spectroscopy
A case with central and peripheral J Neurol Sci 300 179-181 2011
Sato I, others, Osaka hypomyelination with hypogonadotropic
H, Others, Haginova K | hypogonadism and hypodontia (4H syndrome)
plus cataract.
oo e = FRRMERRE LRI B B A HIIERBFERI R 7 EZAES3 1 35-37 2010
EERET) J—=
Honda S, Hayashi o, Journal of Human 55 590-599 2010
Imoto I, Toyama J, Copy—number variations on the X chromosome Genetics
Okazaki H, Nakagawa in Japanese patients with mental retardation
E, Goto Y, Inazawa J, | detected by array-based comparative genomic
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