2019 5328
148( 1
75
2019)
2020 294-309
14
TEXT 2019 191-201
5
, 2019 197-200
’ 2
, 10 2020 92-103
€y
, Q |novo nordi 2020
A sk
HPP HPP Frontier,3 2020 5-11
Lothar S
eefried ,
HPP Frontier, 2020 44-45

3




2020

101-108




Loco Cure

5(3)

232-236

2019

J Clin Rehabi
|

1274-1279

2019

Matsushita M, Kitoh H, Mi
shima K, Yamashita S, Hag
a N, Fujiwara S, Ozono K,
Kubota T, Kitaoka T, Ish
iguro N

Physical, mental and soci
al problems of adolescent
and adult patients with

achondroplasia

Calc Tissue |
nt

104(4)

364-372

2019

Nakahara Y, Kitoh H, Naka
shima Y, Toguchida J, Hag
aN

Longitudinal study of the
activities of daily living
and quality of life in
Japanese patients with
fibrodysplasia ossificans
progressiva

Disabil
Rehabil

41(6)

699-704

2019

Haga N, Nakashima Y, Kito
h H, Kamizono J, Katagiri
T, Saijo H, Tsuakamoto
S, Shinoda Y, Sawada R, N

akahara Y

Fibrodysplasia ossificans
progressiva: Review and
research activities in
Japan

Pediatr Int

3-13

2020

Matsushita M, Mishima K,

Yamashita S, Haga N, Fuji

wara S, Ozono K, Kubota

T, Kitaoka T, Ishiguro N,
Kitoh H

Impact of fracture charac
teristics and disease-sp
ecific complications on h
ealth-related quality of
life in osteogenesis impe
rfecta

J Bone Miner
Metab

38(1)

109-116

2020

Nagata T, Matsushita M, M
ishima K, Kamiya Y, Kato
K, Toyama M, Ogi T, Ishig
uro N, Kitoh H

Severe achondroplasia du
e to de novo variants in
the transmembrane domain
of FGFR3 on the same alle
le: A case report

Mol Genet Gen
omic Med

8(3)

e1148

2020

Kitoh H, Matsushita M, Mi
shima K, Nagata T, Kamiya
Y, Ueda K, Kuwatsuka Y,
Morikawa H, Nakai Y, Ishi

guro N

Pharmacokinetics and saf
ety after once and twice
a day doses of meclizine
hydrochloride administer
ed to children with achon
droplasia

PLoS One

15(4)

e0229639

2020

Mishima K, Kitoh H, Matsu
shita M, Nagata T, Nishid
a Y, Takahashi Y, Ishigur
o N

Lower limb pain following

allogeneic hematologica
I stem cell transplantati
on in Japanese children

J Orthop Sci

(Epub ahead o
T print)

(Epub ahe
ad of pri
nt)




Kaneko H, Kitoh H, MishimComparison of surgical an{J Pediatr Ort|(Epub ahead o|(Epub ahe
a K, Matsushita M, Hattord nonsurgical containmen fhop B f print) ad of pri
i T, Noritake K, Ishigurot methods for patients wi nt)
N, Yoshihashi Y th Legg-Calvé-Perthes di
sease of the onset ages b
etween 6.0 and 8.0 years:
Salter osteotomy versus
non-weight- bearing hip
lexion-abduction brace
Michigami T, Ohata Y, Fuj/Clinical Practice Guidel [Clin Pediatr [29(1) 9- 24 2020
iwara M, Mochizuki H, Adalines for Hypophosphatasi [Endocrinol
chi M, Kitaoka T, Kubota |a.
T, Sawal H, Namba N, Hase
gawa K, Fujiwara 1, Ozono
K
Michigami T, Tachikawa |Hypophosphatasia in Japa |Calcif Tissue|106(3) 221- 231 |2020
K, Yamazaki M, Kawai M, Kn: ALPL mutation analysis| Int
ubota T, Ozono K in 98 unrelated patients
Rassie K, Dray M, MichigaBisphosphonate use and friJBMR Plus 3(10) e10223 2019
mi T, Cundy T actures in adults with hy
pophosphtasia
Ishiguro T, Sugiyama Y, UFindings of amplitude-in Brain Dev 41(8) 721-725 2019
eda K, Muramatsu Y, Tsudategrated electroencephal
H, Kotani T, Michigami |ogram recordings and seru
T, Tachikawa K, Akiyama |m vitamin B6 metabolites
T, Hayakawa M in perinatal lethal hypop
hosphatasia during enzym
e replacement therapy
Okawa R, Kokomoto K, KitaJapanese nationwide surv [PLoS One 14(10) 0222931 2019
oka T, Kubota T, Watanabeley of hypophosphtasia rev
A, Taketani T, Michigamileals prominent differenc
T, Ozono K, Nakano K es in genetic and dental
Tindings between odonto &
nd non-odonto types
Yamamoto K, Kawai M, YamaCREB activation in hypertHum Mol Genet |28(7) 1183-1198 2019
zaki M, Tachikawa K, Kubolrophic chondrocytes is in
ta T, Ozono K, Michigami (volved in the skeletal ov
T ergrowth in epiphyseal ch
ondrodysplasia Miura typ
e caused by activating mu
tations of natriuretic pe
ptide receptor B
Ohata Y, Takeyari S, NakaComprehensive genetic an [Osteoporos In[30(11) 2333-2342 [2019

no Y, Kitaoka T, Nakayama
H, Bizaoui V, Yamamoto
K, Miyata K, Yamamoto K,
Fujiwara M, Kubota T, Mic
higami T, Yamamoto K, Yam
amoto T, Namba N, Ebina

alyses using targeted nex
t-generation sequencing
and genotype-phenotype ¢
orrelations in 53 Japanes
e patients with osteogene
sis imperfecta

K, Yoshikawa H, Ozono K

T




Nakano C, Kitabatake Y, T
akeyari S, Ohata Y, Kubot
a T, Taketani K, Kogo M,
Ozono K

Genetic correction of ind
uced pluripotent stem cel
Is mediated by transcript]
ion activator-like effec

tor nucleases targeting A
LPL recovers enzyme activ
ity and calcification in

vitro

Mol Genet Met
ab

127(2)

158-165

2019

Kubota T, Adachi M, Kitao
ka T, Hasegawa K, Ohata
Y, Fujiwara M, Michigami
T, Mochizuki H, Ozono K

Clinical practice guidel
ines for achondroplasia

Clin Pediatr
Endocrinol

29(1)

25-42

2020

Yamamoto K, Kubota T, Tak
eyari S, Kitaoka T, Miyat
a K, Nakano Y, Nakayama
H, Ohata Y, Yanagi K, Kan
ame T, Okada Y, Ozono K

Parental somatogonadal C

OL2A1 mosaicism contribu

tes to intrafamilial recu
rrence in a family with t
ype 2 collagenopathy

Am J Med Gene
t A

182(3)

454-460

2020

4995

2020

Kawabata K, Morikawa M, 1
shikawa S, Nakagawa K, Ch
iba K, Yamada T, Saito Y,
Akimoto T, Cho K, Minaka
mi H

Fetal middle cerebral art
ery peak systolic velocit
y as a predictor of fetal
anemia in unselected wom
en giving birth at or nea
r term

Taiwan J Obst
et Gynecol

212-217

2019

Taguchi I, Yamada T*, Aka
ishi R, Imoto I, Kurosawa
K, Nakatani K, Nomura F,
Hamanoue H, Hyodo M, Mur
akami H, Yoshihashi H, Yo
tsumoto J, Kosugi S

Attitudes of clinical gen
eticists and certified ge
netic counselors to genom
e editing and its clinica
I applications: A nation-
wide questionnaire surve
y in Japan

J Hum Genet

945-954

2019

Yamaguchi Y, Tayama C, To
mikawa J, Akaishi R, Kamu
ra H, Matsuoka K, Wake N,
Minakami H, Kato K, Yama
da T, Nakabayashi K, Hata
K

Placenta-specific epimut
ation at H19-DMR among co
mmon pregnancy complicat
ions: its frequency and e
ffect on the expression p
atterns of H19 and IGF2

Clinical Epig
enetics

113

2019

Yamamoto Y, Kanai M, Kou
T, Sugiyama A, Nakamura
E, Miyake H, Yamada T, Ni
shigaki M, Kondo T, Murak
ami H, Torishima M, Matsu
moto S, Kosugi S, Muto M

Clinical significance of

TP53 variants as possible
secondary findings in tu
mor-only next-generation

sequencing

J Hum Genet

125-132

2020
(1F=2.912

)

Nagata M, Setoh K, Takaha
shi M, Higasa K, Kawaguch
i T, Kawasaki H, Wada T,
Watanabe A, Sawai H, Taba
ra Y, Yamada T*, Matsuda

Association of ALPL varia
nts with serum alkaline p
hosphatase and bone trait
s in the general Japanese

population: The Nagahama

F, Kosugi S

J Hum Genet

Study

65

337-343

2020




Sato T, Kojima T, Samura
0, Kawaguchi S, Nakamura
A, Nakajima M, Tanuma-Ta
kahashi A, Nakabayashi

K, Hata K, lkegawa S, Nis
himura G, Okamoto A, Yama
da T*

Two Unrelated Pedigrees w
ith Achondrogenesis Type

1b Carrying a Japan-speci
fic Pathogenic Variant in
SLC26A2

Am J Med Gene
t A

182

735-739

2020

Yotsumoto J, Sekizawa A,
Inoue S, Suzumori N, Sam
ura 0, Yamada T, Miura K,
Masuzaki H, Sawai H, Mur
otsuki J, Hamanoue H, Kam
ei Y, Endo T, Fukushima
A, Katagiri Y, Takeshita
N, Ogawa M, Nishizawa H,
Okamoto Y, Tairaku S, Ka
Ji T, Maeda K, Matsubara
K, Ogawa M, Osada H, Ohb
a T, Kawano Y, Sasaki A,
Sago H

Qualitative investigatio

n of the factors that gen
erate ambivalent feeling
s in women who give birth
after receiving negative
results from non-invasiv
e prenatal testing

BMC Pregnancy
and Childbir
th

112

2020

lo S, Watanabe A, Yamada
S, Mandai M, Yamada T

Perinatal benign hypopho
sphatasia antenatally di
agnosed through measurem
ents of parental serum al
kaline phosphatase and ul
trasonography

Congenit Anom
(Kyoto)

in press

in press

2020

Kitano A, Nakaguro M, Tom
otaki S, Hanaoka S, Kawai
M, Saito A, Hayakawa M,
Takahashi Y, Kawasaki H,

Yamada T, lkeda M, Onda
T, Cho K, Haga H, Nakazaw

A familial case of alveol
ar capillary dysplasia wi
th misalignment of the pu
Imonary veins: The clinic
opathological features a
nd unusual glomeruloid en

a A, Minamiguchi S

Diagnostic Pa
thology

dothelial proliferation

48

2020




