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Hirajima Y, | enzyme TK Publisher
Umehara A, | immunoassay for
Yamamoto M, | insulin and
Numata S application to
evaluation of the
diabetic risk by
urine in the
morning.
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Mizuno S, intellectual Access (Croatia)
Yamada K, disability. Publisher
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Yamada Y,
Kumagai T,
Wakamatsu N
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Naiki M, Mizuno S, Yamada K, MBTPS2 mutation causes Am J Med Genet A | 158A | 97-102 | 2012
Yamada Y, Kimura R, Oshiro M, |BRESEK/BRESHECK )
Okamoto N, Makita Y, Seishima [syndrome.
M, Wakamatsu N
Yamada K, Nomura N, Yamano |Identification and Gene 492 | 270-275 | 2012
A, Yamada Y, Wakamatsu N characterization of splicing )

variants of PLEKHAS

(Plekha5) during brain

development.
Soneda A, Teruya H, Furuya N, |Proportion of malformations Eur J Pediatr 171 | 301-305 | 2012
Yoshihashi H, Enomoto K, and genetic disorders among
Ishikawa A, Matsui K, Kurosawa |cases encountered at a
K high-care unit in a children’s

hospital.
Saitsu H, Osaka H, Sugiyama S, |Early infantile epileptic Am J Med Genet A | 158A [199-205 | 2012
Kurosawa K, Mizuguchi T, encephalopathy associated )
Nishiyama K, Nishimura A, with the disrupted gene

Tsurusaki Y, Doi H, Miyake N, encoding Slit-Robo Rho
Harada N, Kato M, Matsumoto N |GTPase activating protein 2
(SRGAP2).

Kurosawa K, Masuno M, Kuroki |Trends in occurrence of twin Am J Med Genet A | 158A | 75-77 | 2012
Y births in Japan.

)

Hayashi S, Okamoto N, Chinen  {Novel intragenic duplications | Hum Genet 131 | 99-110 | 2012
Y, Takanashi JI, Makita Y, Hata |and mutations of CASK in )
A, Imoto I, Inazawa J patients with mental

retardation and microcephaly

with pontine and cerebellar

hypoplasia (MICPCH).
Kawazu Y, Inamura N, Kayatani | Prenatal complex congenital Cardiol Young 22 | 116-119 | 2012
F, Okamoto N, Morisaki H heart disease with

Loeys-Dietz syndrome.
Miyatake S, Miyake N, Touho H, [Homozygous c.14576G>A Neurology Feb29 | Epub | 2012
Nishimura-Tadaki A, Kondo Y, |variant of RNF213 predicts ahead of
Okada I, Tsurusaki Y, Doi H, early-onset and severe form of print
Sakai H, Saitsu H, Shimojima K, |moyamoya disease.
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




HREKA WMXAA MILA HREEA 5 | R—=T |[HE
Okamoto N, Hayashi S, Masui A, |Deletion at chromosome J Hum Genet Jan19 | Epub 2012
Kosaki R, Oguri I, Hasegawa T, |10p11.23-p12.1 defines ahead of
Imoto I, Makita Y, Hata A, characteristic phenotypes with print
Moriyama K, Inazawa J marked midface retrusion.
Kurosawa K, Tanoshima-Takei  |Sirenomelia with a de novo Cong Anom in press 2012
M, Yamamoto T, Ishikawa H, balanced translocation
Masuno M, Tanaka Y, Yamanaka {46,X.t(X;16)(p11.2;p12.3).
M
Kurosawa K, Enomoto K, Spastic quadriplegia in Down | Cong Anom in 2012
Tominaga M, Furuya N, syndrome with congenital press
Sameshima K, Iai M, Take H, duodenal stenosis/atresia.
Shinkai M, Ishikawa H,
Yamanaka M, Matsui M, Masuno
M
Yamada Y, Yamada K, Nomura |Molecular analysis of X-linked | Nucleosides 30 1272- | 2011
N, Yamano A, Kimura R, Naiki inborn errors of purine Nucleotides (12) 1275
M, Fukushi D, Wakamatsu N, metabolism: HPRTI and Nucleic Acids
Taniguchi A, Kaneko K, Fujimori |PRPSI mutations.
S
Yamada Y, Wakamatsu N Hypoxanthine guanine Nucleosides 30 1248- | 2011
Taniguchi A, Kaneko K, Fujimori |phosphoribosyltransferase Nucleotides (12) 1255
S (HPRT) mutations in Asian Nucleic Acids
population.
Niihori T, Aoki Y, Okamoto N, HRAS mutants identified in J Hum Genet 56 707-715 | 2011
Kurosawa K, Ohashi H, Mizuno S, |Costello syndrome patients can (10)
Kawame H, Inazawa J, Ohura T, |induce cellular senescence:
Arai H, Nabatame S, Kikuchi K, |possible implications for the
Kuroki Y, Miura M, Tanaka T, pathogenesis of Costello
Ohtake A, Omori I, Ihara K, Mabe |syndrome
H, Watanabe K, Niijima S, Okano
E, Numabe H, Matsubara Y
Liang JS, Shimojima K, CDKLS alterations lead to early| Epilepsia 52 1835- | 2011
Takayama R, Natsume J, Shichiji [epileptic encephalopathy in (10) 1842
M, Hirasawa K, Imai K, Okanishi {both genders.
T, Mizuno S, Okumura A,
Sugawara M, Ito T, Ikeda H,
Takahashi Y, Oguni H, Imai K,
Osawa M, Yamamoto T
Mizuno S, Fukushi D, Kimura R, |Clinical and genomic Am J Med Genet A | 155A | 2274~ | 2011
Yamada K, Yamada Y, Kumagai |characterization of sibling ©9) 2280
T, Wakamatsu N. with a distal duplication of
chromosome 9q [9q34.1-qter]
Waga C, Okamoto N, Ondo Y, Novel variants of the SHANKS3 | Psychiatr Genet 21 208-211| 2011

Fukumura-Kato R, Goto Y1,
Kohsaka S, Uchino S

gene in Japanese autistic
patients with severe delayed

speech development.
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Hayashi S, Imoto I, Aizu Y, Clinical application of J Hum Genet 56 110-124 | 2011
Okamoto N, Mizuno S, Kurosawa |array-based comparative @)
K, Okamoto N, Honda S, Araki S, |genomic hybridization by
Mizutani S, Numabe H, Saitoh S, |two-stage screening for 536
Kosho T, Fukushima Y, patients with mental
Mitsubuchi H, Endo F, Chinen Y, |retardation and multiple
Kosaki R, Okuyama T, Ohki H, congenital anomalies.
Yoshihashi H, Ono M, Takada F,
Ono H, Yagi M, Matsumoto H,
Makita Y, Hata A, Inazawa J
Natsuga K, Nishie W, Shinkuma |A founder effect of ¢.1938delC | Exp Dermatol 20 74-76 | 2011
S, Nakamura H, Arita K, Yoneda |in ITGB4 underlies junctional 1)
K, Kusaka T, Yanagihara T, epidermolysis bullosa and its
Kosaki R, Sago H, Akiyama M, |application for prenatal testing.
Shimizu H.
Shimizu H, Migita O, Kosaki R, |Living-related liver Am J Transplant 11 394-398 | 2011
Kasahara M, Fukuda A, transplantation for siblings with @
Sakamoto S, Shigeta T, Uemoto  |progressive familial
S, Nakazawa A, Kakiuchi T, Arai |intrahepatic cholestasis 2, with
K novel genetic findings.
Tsurusaki Y, Okamoto N, Suzuki |Exome sequencing of two Clin Genet 80 161-166 | 2011
Y, Doi H, Saitsu H, Miyake N, patients in a family with
Matsumoto N atypical X-linked
leukodystrophy.
Okamoto N, Tamura D, Submicroscopic deletion of Am J Med Genet A | 155A 2997- | 2011
Nishimura G, Shimojima K, 12q13 including HOXC gene (12) 3001
Yamamoto T cluster with skeletal anomalies
and global developmental
delay.
Shimizu K, Okamoto N, Miyake |Delineation of dermatan Am J Med Genet A | 155A 1949- | 2011
N, Taira K, Sato Y, Matsuda K, |4-O-sulfotransferase 1 deficient (8) 1958
Akimaru N, Ohashi H, Wakui K, |Ehlers-Danlos syndrome:
Fukushima Y, Matsumoto N, Observation of two additional
Kosho T patients and comprehensive
review of 20 reported patients.
Okamoto N, Hatsukawa Y, Submicroscopic deletion in Am J Med Genet A | 155A 1568- | 2011
Shimojima K, Yamamoto T 7q31 encompassing CADPS2 % 1573
and TSPAN12 in a child with
autism spectrum disorder and
PHPV.
Hiraki Y, Nishimura A, A de novo deletion of Am J Med Genet A | 155A | 409-414 | 2011
Hayashidani M, Terada Y, 20q11.2-q12 in a boy )

Nishimura G, Okamoto N
Nishina S, Tsurusaki Y, Doi H,
Saitsu H, Miyake N, Matsumoto
N

presenting with abnormal
hands and feet, retinal
dysplasia, and intractable
feeding difficulty.
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Okamoto N Commentary on 'Identification | J Hum Genet 56 4 2011
of a microdeletion at Xp22.13 )
in a Taiwanese family
presenting with Nance-Horan
syndrome'.
Sasaki K, Okamoto N, Kosaki K, |Maternal uniparental isodisomy | Clin Genet 80 | 478-483 | 2011
Yorifuji T, Shimokawa O, and heterodisomy on
Mishima H, Yoshiura KI, Harada |chromosome 6 encompassing a ©)
N CUL7 gene mutation causing
3M syndrome.
Kosaki R, Fujita H, Takada H, Monozygotic twins of Am J Med Genet A | 155 1189- | 2011
Okada M, Torii C, Kosaki K Rubinstein-Taybi syndrome () 1191
discordant for glaucoma.
Kosaki R, Fujita H, Ueoka K, Overgrowth of prenatal onset | AmJ Med Genet A | 155 | 903-905 | 2011
Torii C, Kosaki K associated with )
submicroscopic 9¢22.3
Kondoh T, Kanno A, Itoh H, Donepezilsignificantly Int J Psychiatry 41 71-89 | 2011
Nakashima M, Honda R, Kojima |improves abilities in daily lives | Med 1)
M, Noguchi M, Nakane H, of female Down syndrome
Nozaki H, Sasaki H, Nagai T, patients with severe cognitive
Kosaki R, Kakee N, Okuyama T, |impairment: a 24-week
Fukuda M, Ikeda M, Shibata Y, randomized, double-blind,
Moriuchi H placebo-controlled trial.
Kosaki K, Saito H, Kosaki R Branchial arch defects and AmJ Med Genet A | 155A | 2212- | 2011
Torii C, Kishi K, Takahashi T 19p13.12 microdeletion: ) 2214
defining the critical region into
a 0.8 M base interval.
Numabe H, Sawai H, Yamagata |Reproductive success in Am J Med Genet A | 155A | 2311- | 2011
Z, Muto K, Kosaki R, Yuki K, patients with 9) 2313
Kosaki K Hallermann-Streiff syndrome.
Tsutsumi Y, Kosaki R, Itoh Y, Vein of Galen Aneurysmal Pediatrics 128 1307- | 2011
Tsukamoto K, Matsuoka R, Malformation Associated With (5) 1310
Shintani M, Nosaka S, Masaki H, |an Endoglin Gene Mutation.
lizuka Y
Tonoki H, Harada N, Shimokawa |Axenfeld-Rieger anomaly and | Am J Med Genet A | 155A | 2925- | 2011
0O, Yosozumi A, Monzaki K, Axenfeld-Rieger syndrome: (12) 2932
Satoh K, Kosaki R, Sato A, Clinical, molecular-
Matsumoto N, lizuka S cytogenetic, and DNA array
analyses of three patients with
chromosomal defects at 6p25.
Miyake N, Yamashita S, A novel homozygous mutation | Clin Genet 80 293-296 | 2011
Kurosawa K, Miyatake S, of DARS2 may cause a severe 3)

Tsurusaki Y, Doi H, Saitsu H,
Matsumoto N.

LBSL variant.
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Murakami M, Mizutani A, Asano |A mechanism of acquiring Neurosurgery 68 E1761- | 2011
S, Katakami H, Ozawa Y, temozolomide resistance ) 1767
Yamazaki K, Ishida Y, Takano K, |during transformation of
Okinaga H, Matsuno A atypical prolactinoma into
prolactin-producing pituitary
carcinoma: case report.
Hannibal MC, Buckingham KJ, Spectrum of MLL2 (ALR) Am J Med Genet A | 155A | 1511- | 2011
Ng SB, Ming JE, Beck AE, mutations in 110 cases of
i ; . @ 1516
McMillin MJ, Gildersleeve HI, Kabuki syndrome.
Bigham AW, Tabor HK, Mefford
HC, Cook J, Yoshiura K,
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
Filges I, Shimojima K, Okamoto |Reduced expression by J Med Genet 48 |117-122 | 2011
N, Rothlisberger B, Weber P, SETBP1 haploinsufficiency @)
Huber AR, Nishizawa T, Datta causes developmental and
AN, Miny P, Yamamoto T expressive language delay
indicating a phenotype distinct
from Schinzel-Giedion
syndrome.
Tsuji M, Takagi A, Sameshima K, | 5,10-Methylenetetrahydro-fola | Brain Dev 33 |521-524 | 2011
Iai M, Yamashita S, Shinbo H, te reductase deficiency with ©)
Furuya N, Kurosawa K, Osaka H | progressive polyneuropathy in
an infant.
Miyajima Y, Kitase Y, Mizuno S, |Acute lymphoblastic leukemia | Rinsho Ketsueki 52 28-31 | 2011
Sakai H, Matsumoto N, Ogawa A |in a pediatric patient with )
Marfan's syndrome.
Saito Y, Kubota M, Kurosawa K, | Polymicrogyria and infantile Brain Dev 33 |437-441 | 2011
Ichihashi I, Kaneko Y, Hattori A, | spasms in a patient with 1p36 )
Komaki H, Nakagawa E, Sugai K, | deletion syndrome.
Sasaki M
Tachibana Y, Aida N, Enomoto  |A case of Sjégren-Larsson Pediatr Radiol Jun29 | Epub 2011
K, Iai M, Kurosawa K syndrome with minimal MR ahead of
imaging findings facilitated by print

proton spectroscopy.
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Kobayashi T, Aoki Y, Niihori T, |Molecular and clinical analysis | Hum Mutat 31 284-294 | 2010
Cavé H, Verloes A, Okamoto N, |of RAF1 in Noonan syndrome 3)
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