H27.11.9 H29.3.31

2017 |307-316
13
FGFR3 2016  |231-232
7 232-233
233-234
252-253
249-250
2016  |58-63
2
24(3) 51-55 2015
37 37 3-6 2016
Nagata E, Haga N|Femoral-Tibial-Digita|Am J Med Gene|167A (12) |3226- 3228 |2015
, Ohtaka K, Fuji|l malformations in a |t A
sawa Y, Fukami M|boy with the Japanese
, Nishimura G, 0| founder triplication
gata T of BHLHA9.
Isojima T, Sakaz|Growth references for|Pediatr Res |79(4) 543-548 2016
ume S, Haegawa T| Japanese individuals
, Ogata T, Nakan| with Noonan syndrome
ishi T, Nagai T,]|.
Yokoya S
Matsubara K, Mur|Risk assessment of me|Clin Genet 89(5): 614-619 2016
akami N, Fukami |dically assisted repr
M, Kagami M, Nag|oduction and advanced
ai T, Ogata T maternal ages in the
development of Prade
r-Willi syndrome due
to UPD(15)mat.




Yaoita M, Niithor
iT, Mizuno S, 0
kamoto N, Hayash
i S, Watanabe A,
Yokozawa M, Suz
umura H, Nakahar
a A, Nakano Y, H
okosaki T, Ohmor
i A, Sawada H, M
igita 0, Mima A,
Lapunzina P, Sa
ntos F, Garcia S
, Ogata T, Kawam
e H, Kurosawa K,
Ohashi H, Inoue
S, Matsubara Y,
Kure S, Aoki Y

Spectrum of mutations

and genotype-phenoty
pe analysis in Noonan
syndrome patients wi
th RIT1 mutations.

Hum Genet

135 (2)

209- 222

2016

Saito K, Matsuza
ki T, Iwasa T, M
iyado M, Saito H
, Hasegawa T, Ho
mma K, Inoue E,
Kubota T, lrahar
a M, Ogata T, Fu
kami M

Steroidogenic pathway
s involved in androge
n biosynthesis in eum
enorrheic women and p
atients with polycyst
ic ovary syndrome.

J Steroid Bio
chem Mol Biol

158

31-37

2016

Shima H, Tanaka
T, Kamimaki T, D
ateki S, Muroya
K, Horikawa R, K
anno J, Adachi M
, Naiki Y, Tanak
a H, Mabe H, Yag
asaki H, Kure S,
Matsubara Y, Ta
jima T, Kashimad
a K, Ishii T, As
akura Y, Fujiwar
al, Soneda S, N
agasaki K, Hamaj
ima T, Kanzaki S
, Jinno T, Ogata
T, Fukami M

Japanese SHOX study g
roup: Systematic mole
cular analyses of SHO
X 1n Japanese patient
s with idiopathic sho
rt stature and Leri-W
eill dyschondrosteosi
S.

J Hum Genet

2016 Mar 1
7 (Epub ah
ead of pri
nt)

2016

Luk H-M, Lo F-M

I, Sano S, Matsb
ara K, Nakamura

A, Ogata T, Kaga
mi M

Silver-Russell syndro
me In a patient with
somatic mosaicism for

upd(1l)mat identifie
d by buccal cell anal
ysis.

Am J Med Gene
t A

170 7

1938-1941

2016




Sano S, Nagasaki

K, Kikuchi T, N
akabayashi K, Ha
ta K, Fukami M,

Kagami M, Ogata
T

Beckwith-Wiedemann sy
ndrome and pseudohypo
parathyroidism type I
b in a patient with m
ultilocus methylation
defects: a female-do
minant phenomenon?

J Hum Genet

61 8

765-769

2016

Nakamura A, Hama
guchi E, Horikaw
a R, Nishimura
Y, Matsubara K,
Sano S, Nagasaki
K, Matsubara Y,
Umezawa A, Taji
ma T, Ogata T, K
agami M, Okamura
K, Fukami M

Complex genomic rearr
angement within the G
NAS region associated
with familial pseudo
hypoparathyroidism Tp
type 1b.

J Clin Endocr
inol Metab

101 7

2623-2627

2016

Ohishi A, Nishim
ura G, Kato F, 0
no H, Maruwaka
K, Ago M, Suzumu
ra H, Hirose E,
Uchida Y, Fukami
M, Ogata T

Mutation analysis of
FGFR1-3 in 11 Japanes
e patients with syndr
omic craniosynostose
S.

Am J Med Gene
t A

173(1)

157-162

2017

Ohtaka K, Fujisa
wa Y, Takada F,
Hasegawa Y, Miyo
shi T, Hasegawa
T, Miyoshi H, Ka
meda H, Kurokawa
-Seo M, Fukami
M, Ogata T

FGFR1 Analyses in Fou
r Patients with Hypog
onadotropic Hypogonad
ism with Split-Hand/F
oot Malformation: Imp
lications for the Pro
moter Region.

Hum Mutat

[Epub ahea
d of prin
t]

doi: 10.10
02/humu.23
178

2017

Matsushita M, Ki
toh H, Mishima K
, Kadono I, Sugi
ura H, Hasegawa
S, Nishida Y, Is
higuro N

Low bone mineral dens
ity in achondroplasia
and hypochondroplasi
a.

Pediatr Int

58

705-708

2016

Hasegawa S, Kito
h H, Ohkawara B,
Mishima K, Mats
ushita M, Masuda
A, Ishiguro N,

Ohno K

Tranilast stimulates
endochondral ossifica
tion by upregulating
SOX9 and RUNX2 promot
ers

Biochem Bioph
yS Res Commun

470

356-361

2016

Mishima K, Kitoh
H, lwata K, Mat

sushita M, Nishi

da Y, Hattori T,
Ishiguro N

Clinical results and
complications of lowe
r limb lengthening fo
r fibular hemimelia.
A report of eight cas
es

Medicine

95

e3787

2016

10




Melovitz-Vasan |A rare case of femora |Int J Anat Re |4 3312-3316 |2016
C, Kitoh H, Vasa |l hypoplasia (proxima |s
n N I focal femoral defic
iency) with overlappi
ng phenotype of mulle
rian duct syndrome (M
ayer-Rokitansky-Hause
r syndrome)
Takagi T, Seki A|Congenital anomalies |J Hand Surg |21(1) 49-53 2016
, Mochida J, Tak|of the extremities oc
ayama S curring in siblings.
Takagi T, Nojiri|Upper limb dimelia J Hand Surg A|[Epub ahea |doi: 10.10 |2017
A, Seki A, Taka m d of prin |16/j.jhsa.
yama S, Watanabe t] 2017.02.00
M 5
FDT 8(2) 1-4 2016
31 215-221 2015
50(7) 660-663 2016
367 36-41 2016
51(3) 257-260 2017

11




