
11 

 

                                                                                               
研究成果の刊行に関する一覧表 

                                                                                               
    書籍                                                                                       
 

著者氏名 論文タイトル名 書籍全体の 
編集者名 

書 籍 名 出版社名 出版地 出版年 ページ 

久保田雅
也 

① 一般診察 新
生児 

② 不随意運動 

③ 小脳系 

トリビア 

藤井克則 動画でわか
る小児神経
の診かた 

羊土社 東京 2020 ① pp14-2
3 

② pp47-7
3 

③ pp164-
191 

pp202-21
8 

髙梨潤一 尿素サイクル異
常症 

遺伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班 

治療可能な
遺伝性神経
疾患 診断・
治療の手引
き 

診断と治
療社 

東京 2020 58-62 

山本俊至 遺伝子検査.  お医者さん
オンライン 

プレシジ
ョン 

 2020 h00391 

山本俊至 脊髄性筋萎縮症.  周産期遺伝
カウンセリ
ングマニュ
アル 

中外医学
社 

東京 2020 146-148 

和田敬仁 SLCトランスポー
ター異常症 

厚生労働省難
治性疾患等政
策研究事業 
遺伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班  

治療可能な
遺伝性神経
疾患 診
断・治療の手
引き 

診断と治
療社 

東京 2020 63-65 

和田敬仁 脳クレアチン欠
乏症候群 

厚生労働省難
治性疾患等政
策研究事業 
遺伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班  

治療可能な
遺伝性神経
疾患 診
断・治療の手
引き 

診断と治
療社 

東京 2020 107-109 

Inoue K. Pelizaeus-Merz
bacher Diseas
e: Molecular a
nd Cellular Pa
thologies and 
Associated Phe
notypes. 

Sango K., Ya
mauchi J., O
gata T., Sus
uki K. 

Myelin. Adv
ances in Ex
perimental 
Medicine an
d Biology, 
vol 1190. 

Springer Singapor
e 

2019 201-216. 



12 

 

Kubota M Cockayne Syndro
me: Clinical As
pects 

Nishigori 
C., Sugasawa
 K. 

DNA Repair 
Disorders 

Springer Singapor
e 

2019 115-132 

小坂 仁 有機酸代謝異常
症 

厚生労働科学
研究費補助金
難治性疾患政
策研究事業遺
伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班 

治療可能な
遺伝性神経
疾患 
 

 

 

 

 

 

 

 

診断と治
療社 

東京 2019 42-45 

小坂 仁 ミトコンドリア
病 

厚生労働科学
研究費補助金
難治性疾患政
策研究事業遺
伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班 

治療可能な
遺伝性神経
疾患 

診断と治
療社 

東京 2019 55-57 

黒澤健司 大頭症 厚生労働科学
研究費補助金
難治性疾患政
策研究事業遺
伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班 

治療可能な
遺伝性神経
疾患 

診断と治
療社 

東京 2019 14-15 

佐々木征
行 

付随運動 厚生労働科学
研究費補助金
難治性疾患政
策研究事業遺
伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班 
 

 

治療可能な
遺伝性神経
疾患 

診断と治
療社 

東京 2019 16-19 

髙梨潤一 尿素サイクル異
常症 

厚生労働科学
研究費補助金
難治性疾患政
策研究事業遺
伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班 

治療可能な
遺伝性神経
疾患 診断・
治療の手引
き 

診断と治
療社 

東京 2019 58-62 

https://scholar.google.co.jp/scholar?oi=bibs&cluster=4203646459036435547&btnI=1&hl=ja
https://scholar.google.co.jp/scholar?oi=bibs&cluster=4203646459036435547&btnI=1&hl=ja
https://scholar.google.co.jp/scholar?oi=bibs&cluster=4203646459036435547&btnI=1&hl=ja


13 

 

松井 大 リボフラビン反
応(1)ミトコンド
リア呼吸鎖複合
体1欠乏症（ACAD
9欠損症） 

厚生労働科学
研究費補助金
難治性疾患政
策研究事業遺
伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班 

治療可能な
遺伝性神経
疾患 診断・
治療の手引
き 

診断と治
療社 

東京 2019  79-80 

村松一洋 ライゾーム病，ペ
ルオキシソーム
病 

厚生労働科学
研究費補助金
難治性疾患政
策研究事業遺
伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班 

治療可能な
遺伝性神経
疾患 診断・
治療の手引
き 

診断と治
療社 

東京 2019 51-54 

村松一洋 リボフラビン反
応(1)Brown-Vial
etto-Van Lsere
症候群，Fazio-L
onde病 

 

厚生労働科学
研究費補助金
難治性疾患政
策研究事業遺
伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班 

治療可能な
遺伝性神経
疾患 診断・
治療の手引
き 

診断と治
療社 

東京 2019 77-78 

柳下友映，
山本俊至 

チアミン(ビタミ
ンB1)代謝異常症
候群(2)ビオチン
反応性大脳基底
核病 

厚生労働省難
治性疾患等政
策研究事業 
遺伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班  

治療可能な
遺伝性神経
疾患 診
断・治療の手
引き 

診断と治
療社 

東京 2019 75-76 

山本俊至 リボフラミン反
応(3)モリブデン
補助因子欠損症A
型. 

厚生労働省難
治性疾患等政
策研究事業 
遺伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班  

治療可能な
遺伝性神経
疾患 診
断・治療の手
引き 

診断と治
療社 

東京 2019 81-83 

今泉太一，
山本俊至 

ウリジン反応性
てんかん性脳症 

厚生労働省難
治性疾患等政
策研究事業 
遺伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班  

治療可能な
遺伝性神経
疾患 診
断・治療の手
引き 

診断と治
療社 

東京 2019 114-115 



14 

 

山本俊至 染色体微細構造
異常と小児神経
疾患 

中村公俊、佐村
修 

【遺伝子医
学MOOK別冊
 最新遺伝
医学研究と
遺伝カウン
セリング（シ
リーズ４）】
 最新小
児・周産期遺
伝医学研究
と遺伝カウ
ンセリング 

メディカ
ルドゥ 

大阪 2019  

山本俊至
〔監修〕 

 山本俊至 症例でわか
る小児神経
疾患の遺伝
学的アプロ
ーチ 

診断と治
療社 

東京 2019  

山本俊至 11p13欠失症候群 

(WAGR症候群) 

 内分泌症候
群（3版）IV-
その他の内
分泌疾患を
含めて- 

㈱日本臨
床社 

大阪 2019  

吉田誠克 リボフラビン反
応 コエンザイ
ムQ10欠損症 

厚生労働省難
治性疾患等政
策研究事業 
遺伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班  

治療可能な
遺伝性神経
疾患 診
断・治療の手
引き 

診断と治
療社 

東京 2019 84-86 

和田敬仁 遺伝学的検査の
手続き 

厚生労働省難
治性疾患等政
策研究事業 
遺伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班  

小児神経疾
患の遺伝学
的アプロー
チ 

診断と治
療社 

東京 2019 45-53 

和田敬仁 知的障害を呈し
た１５才男児 

厚生労働省難
治性疾患等政
策研究事業 
遺伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班  

小児神経疾
患の遺伝学
的アプロー
チ 

診断と治
療社 

東京 2019 130-132 

和田敬仁 X連鎖知的障害症
候群の兄弟例 

厚生労働省難
治性疾患等政
策研究事業 
遺伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班  

小児神経疾
患の遺伝学
的アプロー
チ 

診断と治
療社 

東京 2019 133-135 



15 

 

和田敬仁 頭痛、視力障害を
大した１５才女
児 

厚生労働省難
治性疾患等政
策研究事業 
遺伝性白質疾
患・知的障害を
きたす疾患の
診断・治療・研
究システム構
築班  

小児神経疾
患の遺伝学
的アプロー
チ 

診断と治
療社 

東京 2019 141-142 

井上 健 「メンデルの法
則」「遺伝率」「集
団遺伝」 

一般社団法人
日本人類遺伝
学会 

「コアカリ
準拠  臨床
遺伝学テキ
ストノート
－ゲノム医
療に必要な
考え方を身
につける－」 

診断と治
療社 

東京 2018 20-24 

髙梨潤一 主に小児にみら
れる拡散強調画
像高信号の鑑別 

青木茂樹、大場
洋 

頭部の鑑別
診断のポイ
ント 

秀潤社 東京 2018 48-52 

 
                                                                                                 
 
    雑誌                                                     
 

  発表者氏名   論文タイトル名  発表誌名   巻号  ページ  出版年 

Itai T, Miyatake S, Tagur
i M, Takanashi J, Saitsu 
H, Matsumoto N, et al. 

Prenatal clinical 
manifestations in 
individuals with C
OL4A1/2 variants. 
 

 

 

J Med Genet.   In pres
s 

Yanagishita T, Eto K, Yam
amoto-Shimojima K, Imaizu
mi T, Nagata S, Yamamoto 
T 

A novel PAFAH1B1 s
plicing variant id
entified in a pati
ent with classical
 lissencephaly. 

Tokyo Women’
s Medical Un
iversity Jou
rnal 

  In pres
s 

柳下友映, 下島圭子, 西 恵
理子, チョン ピンフィー, 
山田 博之, 岡本 伸彦, 永
田智, 山本俊至 

日本人Potocki-Lups
ki 症候群7症例の臨
床症状. 

脳と発達   In pres
s 

Anzai R, Tsuji M, Yamashi
ta S, Wada Y, Okamoto N, 
Saitsu H, Matsumoto N, Go
to T. 

Congenital disorde
rs of glycosylatio
n type IIb with MO
GS mutations cause
 early infantile e
pileptic encephalo
pathy, dysmorphic 
features, and hepa
tic dysfunction. 

Brain Dev. 43(3) 402-410 2021 



16 

 

Hamada S, Kato T, Kora K,
 Kawaguchi T, Okubo T, Id
e M, Tanaka T, Yoshida T,
 Sakakibara T. 

Ketogenic diet the
rapy for intractab
le epilepsy in inf
antile Alexander d
isease: A small ca
se series and anal
ysis of astroglial
 chemokines and pr
oinflammatory cyto
kines. 

Epilepsy Res
earch 

170 106519 2021 

Hiraide T, Fukumura S, Ya
mamoto A, Nakashima M, Sa
itsu H. 

Familial periodic 
paralysis associat
ed with a rare KCN
J5 variant that su
pposed to have inc
omplete penetranc
e. 

Brain Dev. 43(3) 470-474 2021 

Itai T, Hamanaka K, Sasak
i K, Wagner M, Kotzaerido
u U, Brosse I, Ries M, Ko
bayashi Y, Tohyama J, Kat
o M, Ong WP, Chew HB, Ret
hanavelu K, Ranza E, Blan
c X, Uchiyama Y, Tsuchida
 N, Fujita A, Azuma Y, Ko
shimizu E, Mizuguchi T, T
akata A, Miyake N, Takaha
shi H, Miyagi E, Tsurusak
i Y, Doi H, Taguri M, Ant
onarakis SE, Nakashima M,
 Saitsu H, Miyatake S, Ma
tsumoto N. 

De novo variants i
n CELF2 that disru
pt the nuclear loc
alization signal c
ause developmental
 and epileptic enc
ephalopathy. 

Hum Mutat. 42(1) 66-76 2021 

Kobayashi Y, Tohyama J, T
akahashi Y, Goto T, Hagin
oya K, Inoue T, Kubota M,
 Fujita H, Honda R, Ito 
M, Kishimoto K, Nakamura 
K, Sakai Y, Takanashi JI,
 Tanaka M, Tanda K, Tomin
aga K, Yoshioka S, Kato 
M, Nakashima M, Saitsu H,
 Matsumoto N. 

Clinical manifesta
tions and epilepsy
 treatment in Japa
nese patients with
 pathogenic CDKL5 
variants. 

Brain Dev. 43(4) 505-514 2021 

Suzuki T, Togawa T, Kanno
 H, Ogura H, Yamamoto T, 
Sugiura T, Kouwaki M, Sai
toh S. 

A novel α-spectri
n pathogenic varia
nt in trans to α-
spectrin LELY caus
ing neonatal jaund
ice with hemolytic
 anemia from hered
itary pyropoikiloc
ytosis coexisting 
with Gilbert syndr
ome. 

J Pediatr H
ematol Onco
l  

 

43(2) e250-e254  2021 



17 

 

Ueda R, Okada T, Kita Y, 
Ozawa Y, Inoue H, Shioda 
M, Kono Y, Kono C, Nakamu
ra Y, Amemiya K, Ito A, S
ugiura N, Matsuoka Y, Kai
ga C, Kubota M, Ozawa H 

The quality of lif
e of children with
 neurodevelopmenta
l disorders and th
eir parents during
 the Coronavirus d
isease 19 emergenc
y in Japan. 

Sci Rep 11  3042 2021 

Yamamoto-Shimojima K, Aka
gawa H, Yanagi K, Kaname 
T, Okamoto N, Yamamoto T 

Deep intronic dele
tion in intron 3 o
f PLP1 associated 
with severe phenot
ype of Pelizaeus-M
erzbacher disease. 

Hum Genome V
ar 

8(1) 14 2021 

Yamamoto-Shimojima K, Osa
wa K, Saito M, Yamamoto 
T: 

iPSCs established 
from a female pati
ent with Xq22 dele
tion confirm that 
BEX2 escapes from 
X-chromosome inact
ivation. 

Congenit An
om 

 63-67 2021 

和田敬仁 【学童期の神経疾患
のファーストタッチ
から専門診療へ】主
要疾患に対する専門
診療 一般小児科医
が知っておきたいこ
と 先天異常． 

小児科診療 8 59-63 2021 

Akiyama T, Hyodo Y, Haseg
awa K, Oboshi T, Imai K, 
Ishihara N, Dowa Y, Koike
 T, Yamamoto T, Shibasaki
 J, Shimbo H, Fukuyama T,
 Takano R, Shiraku H, Tak
eshita S, Okanishi T, Bab
a S, Kubota M, Hamano S, 
Kobayashi K 

Pyridoxal may be a
 better indicator 
of vitamin B6 depe
ndent epilepsy tha
n pyridoxal 5-phos
phate. 

Pediatr Neu
rol 

113 33-41 2020 

Asaki Y, Murofushi Y, Yas
ukawa K, Hara M, Takanash
i J 

Neurochemistry of 
Hyponatremic Encep
halopathy Evaluate
d by MR Spectrosco
py 

Brain Dev 42 767-770 2020 

Asamitsu S, Yabuki Y, 

Ikenoshita S, Wada T, 

Shioda N.  

Pharmacological 

prospects of 

G-quadruplexes for 

neurological 

diseases using 

porphyrins. 

Biochem 

Biophys Res 

Commun.  

 

531(1) 51-55 2020 



18 

 

Cappuccio C, Sayou C, Tanno 

PL, Tisserant E, Bruel AL, 

Kennani SE, Sá J, Low KJ, 

Dias C, Havlovicová M, 

Hanč árová M, Eichler EE, 

Devillard F, Moutton S, MD, 

Van-Gils J, Dubourg C, 

Odent S, Piton A, Yamamoto 

T, Okamoto N, Firth H, 

Metcalfe K, Moh A, Kimberly 

A. Chapman, Aref-Eshghi E, 

Kerkhof J, Torella A, Nigro 

V, Perrin L, Piard J, Le 

Guyader G, Jouan T, 

Thauvin-Robinet C, 

Duffourd Y, George-Abraham 

JK, Buchanan CA, Williams 

D, Kini U, Wilson K, 

Telethon Undiagnosed 

Diseases Program, The DDD 

study, Sousa SB, Hennekam 

RCM, Sadikovic B, Thevenon 

J, Govin J, Vitobello A, 

Brunetti-Pierri N 

De novo SMARCA2 

variants clustered 

outside the 

helicase domain 

cause a new 

recognizable 

syndrome with 

intellectual 

disability and 

blepharophimosis 

distinct from 

Nicolaides-Baraits

er syndrome. 

Genetics in 

Med 
22 1838-1850 2020 

Fujii H, Sato N, Takanash
i J, Kimura Y, Morimoto 
E, Shigemoto Y, Sasaki M,
 Sugimoto H 

Altered MR imaging
 findings in a Jap
anese female child
 with PRUNE1-relat
ed disorder. 

Brain Dev 42 302-306 2020 

Hijazi H, Coelho FS, Gonz
aga-Jauregui C, Bernardin
i L, Mar SS, Manning MA, 
Hanson-Kahn A, Naidu S, S
rivastava S, Lee JA, Jone
s JR, Friez MJ, Alberico 
T, Torres B, Fang P, Cheu
ng SW, Song X, Davis-Will
iams A, Jornlin C, Wight 
PA, Patyal P, Taube J, Po
retti A, Inoue K, Zhang 
F, Pehlivan D, Carvalho C
MB, Hobson  GM, Lupski J
R. 

Xq22 deletions and
 correlation with 
distinct neurologi
cal disease  trait
s in females: furt
her evidence for a
 contiguous gene s
yndrome. 

Hum Mutat. 41(1) 150-168 2020 



19 

 

Hinokuma N, Nakashima M, 
Asai H, Nakamura K, Akabo
shi S, Fukuoka M, Togawa 
M, Oana S, Ohno K, Kasai 
M, Ogawa C, Yamamoto K, O
kumiya K, Chong PF, Kira 
R, Uchino S, Fukuyama T, 
Shinagawa T, Miyata Y, Ab
e Y, Hojo A, Kobayashi K,
 Maegaki Y, Ishikawa N, I
keda H, Amamoto M, Mizugu
chi T, Iwama K, Itai T, M
iyatake S, Saitsu H, Mats
umoto N, Kato M. 

Clinical and genet
ic characteristics
 of patients with 
Doose syndrome. 

Epilepsia Op
en 

5(3) 442-450 2020 

Hiraide T, Kubota K, Kono
 Y, Watanabe S, Matsubaya
shi T, Nakashima M, Kanam
e T, Fukao T, Shimozawa 
N, Ogata T, Saitsu H. 

POLR3A variants in
 striatal involvem
ent without diffus
e hypomyelination. 

Brain Dev. 42(4) 363-368 2020 

Hiraide T, Nakashima M, I
keda T, Tanaka D, Osaka 
H, Saitsu H*. 

Identification of 
a deep intronic PO
LR3A variant causi
ng inclusion of a 
pseudoexon derived
 from an Alu eleme
nt in Pol III-rela
ted leukodystroph
y. 

J Hum Genet. 65(10) 921-925 2020 

Hiraide T, Watanabe S, Ma
tsubayashi T, Yanagi K, N
akashima M, Ogata T, Sait
su H. 

A de novo TOP2B va
riant associated w
ith global develop
mental delay and a
utism spectrum dis
order. 

Mol Genet Ge
nomic Med. 

8(3) e1145 2020 

Hirose S, Tanaka Y, Shiba
ta M, Kimura Y, Ishikawa 
M, Higurashi N, Yamamoto 
T, Ichise E, Chiyonobu T,
 Ishii A 

Application of Ind
uced Pluripotent S
tem Cells in Epile
psy. 

Molecular an
d Cellular N
euroscience 

108 103535 2020 

Ikemoto S, Hamano SI, Kik
uchi K, Koichihara R, Hir
ata Y, Matsuura R, Hiraid
e T, Nakashima M, Inoue 
K, Kurosawa K, Saitsu H. 

A recurrent TMEM10
6B mutation in hyp
omyelinating leuko
dystrophy: A rapid
 diagnostic assay.
  

Brain Dev. 42 603-606. 2020 

Imaizumi T, Yamamoto-Shim
ojima K, Yamamoto H, Yama
moto T. 

Establishment of a
 simple and rapid 
method to detect M
ECP2 duplications 
using digital poly
merase chain react
ion. 

Congenit Ano
m (Kyoto). 

60 10-14 

 

2020 



20 

 

Imaizumi T, Yamamoto-Shim
ojima K, Yanagishita T, O
ndo Y, Yamamoto T 

Analyses of breakp
oint-junctions of 
complex genomic re
arrangements compr
ising multiple con
secutive microdele
tions by nanopore 
sequencing. 

J Hum Genet 65 735-741 2020 

Imaizumi T, Yamamoto-Shim
ojima K, Yanagishita T, O
ndo Y, Nishi E, Okamoto 
N, Yamamoto T 

Complex chromosoma
l rearrangements o
f human chromosome
 21 in a patient m
anifesting clinica
l features partial
ly overlapped with
 that of Down synd
rome. 

Hum Genet 139 1555-1563 2020 

Kamio T, Kamio H, Aoki T,
 Ondo Y, Uchiyama T, Yama
moto-Shimojima K, Watanab
e M, Okamoto T, Kanno H, 
Yamamoto T 

Molecular Profiles
 of Breast Cancer 
in a Single Instit
ution. 

Anticancer R
es 

40 4567-4570 2020 

 

Kanda S, Ohmuraya M, Akag
awa H, Horita S, Yoshida 
Y, Kaneko N, Sugawara N, 
Ishizuka K, Miura K, Hari
ta Y, Yamamoto T, Oka A, 
Araki K, Furukawa T, Hatt
ori M. 

Deletion in the co
balamin synthetase
 W domain-containi
ng protein 1 gene 
is associated with
 congenital anomal
ies of the kidney 
and urinary Tract. 

Am Soc Nephr
ol. 

31 139-147 2020 

Kashiki H, Li H, Miyamoto
 S, Ueno H, Tsurusaki Y, 
Ikeda C, Kurata H, Okada 
T, Shimazu T, Imamura H, 
Enomoto Y, Takanashi JI, 
Kurosawa K, Saitsu H, Ino
ue K. 

POLR1C variants dy
sregulate splicing
 and cause hypomye
linating leukodyst
rophy. 

Neurol Gene
t. 

13;6(6) e524 2020 

Kashiki H, Li H, Miyamoto
 S, Ueno H, Tsurusaki Y, 
Ikeda C, Kurata H, Okada 
T, Shimazu T, Imamura H, 
Enomoto Y, Takanashi JI, 
Kurosawa K, Saitsu H, Ino
ue K.  

POLR1C variants dy
sregulate splicing
 and cause hypomye
linating leukodyst
rophy. 

Neurol Gene
t. 

6(6) e524 2020 

Kato T, Inagaki H, Miyai 
S, Suzuki F, Naru Y, Shin
kai Y, Kato A, Kanyama K,
 Mizuno S, Muramatsu Y, Y
amamoto T, Shinya M, Taza
ki Y, Hiwatashi S, Ikeda 
T, Ozaki M, Kurahashi H 

The involvement of
 U-type dicentric 
chromosomes in the
 formation of term
inal deletions wit
h or without adjac
ent inverted dupli
cations. 

Hum Genet 139 1417-1427 2020 



21 

 

Kawahara Y., A. Morimoto,
 Y. Oh., R. Furukawa., K.
 Wakabayashi., Y. Monde
n., H. Osaka., T. Yamagat
a. 

Serum and cerebros
pinal fluid cytoki
nes in children wi
th acute encephalo
pathy. 

Brain Dev 42(2) 185-191 2020 

Kosaki R, Kubota M, Uehar
a T, Suzuki H, Takenouchi
 T, Kosaki K 

Consecutive medica
l exome analysis a
t a tertiary cente
r: Diagnostic and 
health-economic ou
tcomes 

Am J Med Gen
et A 

182(7) 1601-1607 2020 

Kora K, Yoshida T et al. Inflammatory neuro
pathology of infan
tile Alexander dis
ease: a case repor
t. 

Brain and De
v 

42 64-68 2020 

Masunaga Y, Inoue T, Yamo
to K, Fujisawa Y, Sato Y,
 Kawashima-Sonoyama Y, Mo
risada N, Iijima K, Ohata
 Y, Namba N, Suzumura H, 
Kuribayashi R, Yamaguchi 
Y, Yoshihashi H, Fukami 
M, Saitsu H, Kagami M, Og
ata T. 

IGF2 Mutations: Re
port of Five Case
s, Review of the L
iterature, and Com
parison with H19/I
GF2:IG-DMR Epimuta
tions. 

Clin Endocr
inol Metab. 

105(1) 116– 125 2020 

Miura S, Kosaka K, Shimoj
o T, Matsuura E, Noda K, 
Fujioka R, Mori SI, Umeha
ra F, Iwaki T, Yamamoto 
K, Saitsu H, Shibata H. 

Intronic variant i
n IQGAP3 associate
d with hereditary 
neuropathy with pr
oximal lower domin
ancy, urinary dist
urbance, and parox
ysmal dry cough. 

J Hum Genet. 65(9) 717-725 2020 

Murofushi Y, Hosoyama K, 
Kubota K, Sato N, Takahas
hi Y, Takanashi JI 

Cerebral white mat
ter lacerations in
 children caused b
y repetitive head 
trauma 

Brain Dev  42(1) 83-87 2020 

Nakashima M, Kato M, Mats
ukura M, Kira R, Ngu LH, 
Lichtenbelt KD, van Gasse
n KLI, Mitsuhashi S, Sait
su H, Matsumoto N. 

De novo variants i
n CUL3 are associa
ted with global de
velopmental delays
 with or without i
nfantile spasms. 

J Hum Genet. 65(9) 727-734 2020 

Nishimura N, Kumaki T, Mu
rakami H, Enomoto Y, Tsur
usaki Y, Tsuji M, Tsuyusa
ki Y, Goto T, Aida N, Kur
osawa K. 

Expanding the phen
otype of COL4A1-re
lated disorders-Fo
ur novel variants. 

Brain Dev 42 639-645 2020 



22 

 

Ogawa T, Ogaki K, Sakurai
 M, Ando M, Yoshida T, No
da K, Hattori N, Okuma Y. 

Novel GFAP p.E206A
 mutation in Alexa
nder disease with 
decreased dopamine
 transporter uptak
e. 

Mov Disord C
lin Prac 

7 720-722 2020 

Ogura H, Ohga S, Aoki T, 
Utsugisawa T, Takahashi 
H, Iwai A, Watanabe K, Ok
uno Y, Yoshida K, Ogawa 
S, Miyano S, Kojima S, Ya
mamoto T, Yamamoto-Shimoj
ima K, Kanno H 

Novel COL4A1 mutat
ions identified in
 infants with cong
enital hemolytic a
nemia in associati
on with brain malf
ormations. 

Hum Genome V
ar 

7 42 2020 

Ohishi A, Masunaga Y, Iij
ima S, Yamoto K, Kato F, 
Fukami M, Saitsu H, Ogata
 T. 

De novo ZBTB7A var
iant in a patient 
with macrocephaly,
 intellectual disa
bility, and sleep 
apnea: implication
s for the phenotyp
ic development in 
19p13.3 microdelet
ions. 

J Hum Gene
t. 

65(2) 181-186 2020 

Okano S, Shimada S, Tanak
a R, Okayama A, Kajihama 
A, Suzuki N, Nakau K, Tak
ahashi S, Matsumoto N, Sa
itsu H, Tanboon J, Nishin
o I, Azuma H. 

Life-threatening m
uscle complication
s of COL4A1-relate
d disorder. 

Brain Dev. 42(1) 93-97 2020 

Ozaki A, Sasaki M, Hiraid
e T, Sumitomo N, Takeshit
a E, Shimizu-Motohashi Y,
 Ishiyama A, Saito T, Kom
aki H, Nakagawa E, Sato 
N, Nakashima M, Saitsu H 

A case of CLCN2-re
lated leukoencepha
lopathy with brigh
t tree appearance 
during aseptic men
ingitis. 

Brain Dev  42 462-467 2020 

Sasaki M Integrating scienc
e to find cures in
 child neurology 

Dev Med Chil
d Neurol 

62 405 2020 

Sugiyama A, Sato N, Kimur
a Y, Fujii H, Shigemoto 
Y, Suzuki F, Tanei ZI, Sa
ito Y, Sasaki M, Takahash
i Y, Matsuda H, Kuwabara 
S. 

The cerebellar whi
te matter lesions 
in dentatorubral-p
allidoluysian atro
phy 

J Neurol Sci 416 117040 2020 

Uemura T, Ito S, Masuda 

T, Shimbo H, Goto T, Osak

a H, Wada T, Couraud PO, 

Ohtsuki S. 

Cyclocreatine Tran

sport by SLC6A8, t

he Creatine Transp

orter, in HEK293 C

ells, a Human Bloo

d-Brain Barrier Mo

del Cell, and CCDS

s Patient-Derived 

Fibroblasts.  

Pharm Res 

 

37(3) 61 2020 



23 

 

Wada T, Suzuki S, Shioda 

N. 

5-Aminolevulinic a

cid can ameliorate

 language dysfunct

ion of patients wi

th ATR-X syndrome 

Congenit An

om (Kyoto) 
60 147-148 2020 

Wakabayashi K, Osaka H, K

ojima K, Imaizumi T, Yama

moto T, Yamagata T 

MCT8 deficiency in

 a patient with a 

novel frameshift v

ariant in the SLC1

6A2 gene. 

Hum Genome 

Var 
8 10 2020 

Watanabe-Hosomi A, Mizuta

 I, Koizumi T, Yokota I, 

Mukai M , Hamano A ,Kondo

 M , Fujii A, Matsui M, M

atsuo K , Ito K , Teramuk

ai S, Yamada K , Nakagawa

 M , Mizuno T. 

Effect of lomerizi

ne hydrochloride o

n   preventing st

rokes in patients 

with       cerebra

l autosomal domina

nt arteriopathy wi

th subcortical inf

arcts and leukoenc

ephalopathy. 

Clin Neurop

harm 
43 146-150 2020 

Yamagishi, H., M. Goto, 
H. Osaka, M. Kuwajima, K.
 Muramatsu and T. Yamagat
a 

Praxis-induced ref
lex seizures in tw
o Japanese cases w
ith ring chromosom
e 20 syndrome. 

Epileptic D
isord 

22(2) 214-218 2020 

Yamamoto-Shimojima K, Kim
oto Y, WatanabeY, Yamamot
o T: 

Two different MLC1
 variants compound
ed with a common v
ariant S93L in Jap
anese patients of 
megalencephalic le
ukoencephalopathy 
with subcortical c
ysts. 

Tokyo Women’
s Medical Un
iversity Jou
rnal 

 

4 97-97 2020 

Yamamoto-Shimojima K, Ima
izumi T, Akagawa H, Kanno
 H, Yamamoto T. 

Primrose syndrome 
associated with un
classified immunod
eficiency and a no
vel ZBTB20 mutatio
n. 

Am J Med Ge
net A. 

182 521-526 2020 

Yamamoto-Shimojima K, Ono
 H, Imaizumi T, Yamamoto 
T 

Novel LAMA2 varian
ts identified in a
 patient with whit
e matter abnormali
ty. 

Hum Genome V
ar 

7 16 2020 

Yanagishita T, Imaizumi 
T, Yamamoto-Shimojima K, 
Yano T, Okamoto N, Nagata
 S, Yamamoto T 

Breakpoint junctio
n analysis for com
plex genomic rearr
angements with the
 caldera volcano-l
ike pattern. 

Hum Mutat 41 2119-2127 2020 



24 

 

Yoshida T. Clinical character
istics of Alexande
r disease. 

Neurodegener
ative Diseas
e Management 

10 325-333 2020 

Yoshida T, Mizuta I, Yasu
da R, Nakagawa M, Mizuno 
T. 

Characteristics of
 cerebral lesions 
in adult-onset Ale
xander disease. 

Neurol Sci 41 225-227 2020 

早野絵梨，清水幹人，馬場孝
輔，島村宗尚，吉田誠克，望
月秀樹 

ドパミントランスポ
ーターシンチグラフ
ィーで集積低下を呈
し下肢ジストニアを
来したアレキサンダ
ー病の1例． 

臨床神経 60 712-715 2020 

松山友美，吉田誠克, 他 繰り返す意識消失と
転倒を契機に急激に
増悪する歩行障害を
認めたAlexander病
の1例． 

臨床神経 60 137-141 2020 

村松みゆき, 白井謙太朗, 
今泉太一, 柳下友映, 山本
圭子, 山本俊至. 

Duchenne型筋ジスト
ロフィー患者の母親
で認められたモザイ
ク変異と遺伝カウン
セリング 

脳と発達 52 41-44 2020 

吉田誠克 アレキサンダー病の
臨床的特徴と診断基
準． 

臨床神経 60 581-588 2020 

Fujita A, Higashijima T, 
Shirozu H, Masuda H, Sono
da M, Tohyama J, Kato M, 
Nakashima M, Tsurusaki Y,
 Mitsuhashi S, Mizuguchi 
T, Takata A, Miyatake S, 
Miyake N, Fukuda M, Kamey
ama S, Saitsu H, Matsumot
o N. 

Pathogenic variant
s of DYNC2H1, KIAA
0556, and PTPN11 a
ssociated with hyp
othalamic hamartom
a. 

Neurology. 93(3) e237-e251 2019 

Fukada M, Yamada K, Eda 
S, Inoue K, Ohba C, Matsu
moto N, Saitsu H, Nakayam
a A. 

Identification of 
novel compound het
erozygous mutation
s in ACO2 in a pat
ient with progress
ive cerebral and c
erebellar atrophy. 

Mol Genet Ge
nomic Med. 

7(7) e00698 2019 

Hayakawa I, Abe Y, Ono 
H, Kubota M 

Severe congenital 
RYR1-associated my
opathy complicated
 with atrial tachy
cardia and sinus n
ode dysfunction: a
 case report. 

Ital J Pedi
atr 

45 doi: 10.11
86/s13052-
019-0756-1 

2019 

https://www.ncbi.nlm.nih.gov/pubmed/?term=Hayakawa%20I%255BAuthor%255D&cauthor=true&cauthor_uid=31856875
https://www.ncbi.nlm.nih.gov/pubmed/?term=Abe%20Y%255BAuthor%255D&cauthor=true&cauthor_uid=31856875
https://www.ncbi.nlm.nih.gov/pubmed/?term=Ono%20H%255BAuthor%255D&cauthor=true&cauthor_uid=31856875
https://www.ncbi.nlm.nih.gov/pubmed/?term=Ono%20H%255BAuthor%255D&cauthor=true&cauthor_uid=31856875
https://www.ncbi.nlm.nih.gov/pubmed/?term=Kubota%20M%255BAuthor%255D&cauthor=true&cauthor_uid=31856875


25 

 

Hayakawa I, Kubota M. Digital Amputation
 by Congenital Ins
ensitivity to Pain
 with Anhidrosis. 

The Journal 
of Pediatric
s 

208 290 2019 

Hiraide T, Hattori A, Ied
a D, Hori I, Saitoh S, Na
kashima M, Saitsu H. 

De novo variants i
n SETD1B cause int
ellectual disabili
ty, autism spectru
m disorder, and ep
ilepsy with myoclo
nic absences. 

Epilepsia Op
en. 

4(3) 476-481 2019 

Hiraide T, Kaba Yasui H, 
Kato M, Nakashima M, Sait
su H. 

A de novo variant 
in RAC3 causes sev
ere global develop
mental delay and a
 middle interhemis
pheric variant of 
holoprosencephaly. 

J Hum Genet. 64(11) 1127-1132 2019 

Hiraide T, Ogata T, Watan
abe S, Nakashima M, Fukud
a T, Saitsu H.  

Coexistence of a C
AV3 mutation and a
 DMD deletion in a
 family with compl
ex muscular diseas
es. 

Brain Dev. 41(5) 474-479 2019 

Hirasawa-Inoue A, Takeshi
ta E, Shimizu-Motohashi 
Y, Ishiyama A, Saito T, K
omaki H, Nakagawa E, Suga
i K, Inoue K, Goto YI, Sa
saki M.  

Static Leukoenceph
alopathy Associate
d with 17p13.3 Mic
rodeletion Syndrom
e: A Case Report. 

Neuropediatr
ics 

50(6) 387-390. 2019 

Hoshina T, Seto T, Shimon
o T, Sakamoto H, Okuyama 
T, Hamazaki T, Yamamoto 
T. 

Narrowing down the
 region responsibl
e for 1q23.3q24.1 
microdeletion by i
dentifying the sma
llest deletion. 

Hum Genome V
ar 

6 47 2019 

Iida A, Takeshita E, Kosu
gi S, Kamatani Y, Momozaw
a Y, Kubo M, Nakagawa E, 
Kurosawa K, Inoue K, Goto
 YI. 

A novel intragenic
 deletion in OPHN1
 in a Japanese pat
ient with Dandy-Wa
lker malformation. 

Hum Genome 
Var. 

6 1 2019 

Imaizumi T, Mogami Y, Oka
moto N, Yamamoto-Shimojim
a K, Yamamoto T. 

De novo 1p35.2 mic
rodeletion includi
ng PUM1 identified
 in a patient with
 sporadic West syn
drome. 

Congenit Ano
m (Kyoto). 

59 193-194 2019 

Imaizumi T, Yamamoto-Shim
ojima K, Yamamoro T. 

Advantages of ddPC
R in detection of 
PLP1 duplications. 

Intractable 
Rare Dis Re
s. 

8 198-202 2019 

https://www.jpeds.com/article/S0022-3476(19)30051-4/abstract
https://www.jpeds.com/article/S0022-3476(19)30051-4/abstract
https://www.jpeds.com/article/S0022-3476(19)30051-4/abstract
https://www.jpeds.com/article/S0022-3476(19)30051-4/abstract


26 

 

Imaizumi T, Yamamoto-Shim
ojima K, Yamamoto H, Yama
moto T 

Establishment of a
 simple and rapid 
method to detect M
ECP2 duplications 
using digital poly
merase chain react
ion 

Congenit An
om 

in pres
s 

 2019 

Iwama K, Mizuguchi T, Tak
eshita E, Nakagawa E, Oka
zaki T, Nomura Y, Iijima 
Y, Kajiura I, Sugai K, Sa
ito T, Sasaki M, Yuge K, 
Saikusa T, Okamoto N, Tak
ahashi S, Amamoto M, Tomi
ta I, Kumada S, Anzai Y, 
Hoshino K, Fattal-Valevsk
i A, Shiroma N, Ohfu M, M
oroto M, Tanda K, Nakagaw
a T, Sakakibara T, Nabata
me S, Matsuo M, Yamamoto 
A, Yukishita S, Inoue K, 
Waga C, Nakamura Y, Watan
abe S, Ohba C, Sengoku T,
 Fujita A, Mitsuhashi S, 
Miyatake S, Takata A, Miy
ake N, Ogata K, Ito S, Sa
itsu H, Matsuishi T, Goto
 YI, Matsumoto N. 

Genetic landscape 
of Rett syndrome-l
ike phenotypes rev
ealed by whole exo
me sequencing. 

J Med Genet. 56(6) 396-407 2019 

Kanamori K, Terashima H, 
Anzai M, Ishiguro A, Kubo
ta M. 

Prolonged mild dis
turbance of consci
ousness and acute 
encephalopathy. 

Pediatr Int. 61(2) 175-179 2019 

Kojima, K., T. Nakajima, 
N. Taga, A. Miyauchi, M. 
Kato, A. Matsumoto, T. Ik
eda, K. Nakamura, T. Kubo
ta, H. Mizukami, S. Ono, 
Y. Onuki, T. Sato, H. Osa
ka, S. I. Muramatsu and 
T. Yamagata 

Gene therapy impro
ves motor and ment
al function of aro
matic l-amino acid
 decarboxylase def
iciency. 

Brain 142(2) 322-333 2019 

Kumagai T, Terashima H, U
chida H, Fukuda A, Kasaha
ra M, Kosuga M, Okuyama 
T, Tsunoda T, Inui A, Fuj
isawa T, Narita A, Eto Y,
 Kubota M. 

A case of Niemann-
Pick disease type 
C with neonatal li
ver failure initia
lly diagnosed as n
eonatal hemochroma
tosis. 

Brain Dev. 41 460-464. 2019 

Kouga, T., S. Koizume, S.
 Aoki, E. Jimbo, T. Yamag
ata, K. Inoue and H. Osak
a 

Drug screening for
 Pelizaeus-Merzbac
her disease by qua
ntifying the total
 levels and membra
ne localization of
 PLP1. 

Mol Genet M
etab Rep 

20 100474 2019 

https://www.ncbi.nlm.nih.gov/pubmed/?term=Kanamori%20K%255BAuthor%255D&cauthor=true&cauthor_uid=30554443
https://www.ncbi.nlm.nih.gov/pubmed/?term=Terashima%20H%255BAuthor%255D&cauthor=true&cauthor_uid=30554443
https://www.ncbi.nlm.nih.gov/pubmed/?term=Anzai%20M%255BAuthor%255D&cauthor=true&cauthor_uid=30554443
https://www.ncbi.nlm.nih.gov/pubmed/?term=Ishiguro%20A%255BAuthor%255D&cauthor=true&cauthor_uid=30554443
https://www.ncbi.nlm.nih.gov/pubmed/?term=Kubota%20M%255BAuthor%255D&cauthor=true&cauthor_uid=30554443
https://www.ncbi.nlm.nih.gov/pubmed/?term=Kubota%20M%255BAuthor%255D&cauthor=true&cauthor_uid=30554443
https://www.ncbi.nlm.nih.gov/pubmed/30554443
https://www.ncbi.nlm.nih.gov/pubmed/30381136


27 

 

Kumagai T, Terashima H, U
chida H, Fukuda A, Kasaha
ra M, Kosuga M, Okuyama 
T, Tsunoda T, Inui A, Fuj
isawa T, Narita A, Eto Y,
 Kubota M. 

A case of Niemann-
Pick disease type 
C with neonatal li
ver failure initia
lly diagnosed as n
eonatal hemochroma
tosis. 

Brain Dev.  41 460-464.  2019  

Kroda Y, Kimura Y, Uehara
 T, Kosaki K, Kurosawa K 

The refinement of 

16p13.3 microdel

etion syndrome f

rom a case prese

ntation of a gir

l with epilepsy 

and intellectual

 disability. 

Congenit Ano
m (Kyoto).  

 doi: 10.11
11/cga.123
47. [Epub 
ahead of p
rint] PMI
D:31231897 

2019 

Kuwajima, M., M. Goto, K.
 Kurane, H. Shimbo, N. Om
ika, E. F. Jimbo, K. Mura
matsu, M. Tajika, M. Shim
ura, K. Murayama, K. Kuro
sawa, T.Yamagata, Osaka 
H. 

MELAS syndrome wit
h m.4450 G>A mutat
ion in mitochondri
al tRNA(Met) gene. 

Brain Dev. 41(5) 465-469 2019 

Li H, Okada H, Suzuki S, 
Sakai K, Izumi H, Matsush
ima Y, Ichinohe N, Goto 
Y, Okada T, Inoue K. 

Gene suppressing t
herapy for Pelizae
us-Merzbacher dise
ase using artifici
al miRNA. 

JCI Insight. 4(10) e125052 2019 

Matsumoto, A., M. Nagashi
ma, K. Iwama, T. Mizuguch
i, S. Makino, T. Ikeda, 
K. Muramatsu, N. Matsumot
o, T.Yamagata, Osaka H. 

Rapid progression 
of a walking disab
ility in a 5-year-
old boy with a CLN
6 mutation. 

Brain Dev 41(8) 726-730 2019 

Matsuo M, Yamamoto T, Sai
to K. 

Long-term natural 
history of an adul
t patient with dis
tal 22q11.2 deleti
on from low copy r
epeat-D to E. 

Congenit An
om 

59(3) 102-103 2019 

Miyado M, Fukami M, Takad
a S, Terao M, Nakabayashi
 K, Hata K, Matsubara Y, 
Tanaka Y, Sasaki G, Nagas
aki K, Shiina M, Ogata K,
 Masunaga Y, Saitsu H, Og
ata T. 

Germline-Derived G
ain-of-Function Va
riants of Gsα-Cod
ing GNAS Gene Iden
tified in Nephroge
nic Syndrome of In
appropriate Antidi
uresis. 

J Am Soc Ne
phrol. 

30(5) 877-889 2019 

Miyamoto S, Nakashima M, 
Ohashi T, Hiraide T, Kuro
sawa K, Yamamoto T, Takan
ashi J, Osaka H, Inoue K,
 Miyazaki T, Wada Y, Okam
oto N, Saitsu H. 

A case of de novo 
splice site varian
t in SLC35A2 showi
ng developmental d
elays, spastic par
aplegia, and delay
ed myelination. 

Mol Genet G
enomic Med. 

7(8) e814 2019 



28 

 

Miyauchi, A., T. Kouga, 
E. F. Jimbo, T. Matsuhash
i, T. Abe, T. Yamagata an
d H. Osaka 

Apomorphine rescue
s reactive oxygen 
species-induced ap
optosis of fibrobl
asts with mitochon
drial disease. 

Mitochondri
on 

49 111-120 2019 

Nakashima M, Negishi Y, H
ori I, Hattori A, Saitoh 
S, Saitsu H. 

A case of early-on
set epileptic ence
phalopathy with a 
homozygous TBC1D24
 variant caused by
 uniparental isodi
somy. 

Am J Med Gen
et A. 

179(4): 645-649 2019 

Nakashima M, Ogata K, Sai
tsu H, Matsumoto N. 

Reply to "Reduced 
CYFIP2 Stability b
y Arg87 Variants C
ausing Human Neuro
logical Disorders
". 

Ann Neurol. 86(5) 805-806 2019 

Nakashima M, Tohyama J, N
akagawa E, Watanabe Y, Si
ew CG, Kwong CS, Yamoto 
K, Hiraide T, Fukuda T, K
aname T, Nakabayashi K, H
ata K, Ogata T, Saitsu H,
 Matsumoto N. 

Identification of 
de novo CSNK2A1 an
d CSNK2B variants 
in cases of global
 developmental del
ay with seizures. 

J Hum Genet. 64(4) 313-322 2019 

Nozawa A, Ozeki M, Kawasa
ki R, Nakama M, Iwata H, 
Yamamoto T, Fukao T 

Identification of 
homozygous somatic
 DICER1 mutation i
n pleuropulmonary 
blastoma 

J Pediat He
matol Onc 

in pres
s 

 2019 

Okazaki-Fukui K, Kubota 
M, Terashima H, Ishiguro 
A. 

Early administrati
on of vitamins B1 
and B6 and L-carni
tine prevents a se
cond attack of acu
te encephalopathy 
with biphasic seiz
ures and late redu
ced diffusion: a c
ase control study. 

Brain Dev. In pres
s 

 2019 

Okumura A, Shimojima K, K
urahashi H, Numoto S, Shi
mada S, Ishii A, Ohmori 
I, Takahashi S, Awaya T, 
Kubota T, Sakakibara T, I
shihara N, Hattori A, Tor
isu H, Tohyama J, Inoue 
T, Haibara A, Nishida T, 
Yuhara Y, Miya K, Tanaka 
R, Hirose S, Yamamoto T. 

PRRT2 mutations in
 Japanese patients
 with benign infan
tile epilepsy and 
paroxysmal kinesig
enic dyskinesia. 

Seizure. 71 1-5 2019 

https://www.ncbi.nlm.nih.gov/pubmed/30381136


29 

 

Sato T, Sugiura-Ogasawara
 M, Ozawa F, Yamamoto T, 
Kato T, Kurahashi H, Kuro
da T, Aoyama N, Kato K, K
obayashi R, Fukuda A, Uts
unomiya T, Kuwahara A, Sa
ito H, Takeshita T, Iraha
ra M. 

Preimplantation ge
netic testing for 
aneuploidy: a comp
arison of live bir
th rates in patien
ts with recurrent 
pregnancy loss due
 to embryonic aneu
ploidy or recurren
t implantation fai
lure. 

Hum Reprod. 34 2340-2348 2019 

Sekiguchi, F., Y. Tsurusa
ki, N. Okamoto, K. W. Tei
k, S. Mizuno, H. Suzumur
a, B. Isidor, W. P. Ong, 
M. Haniffa, S. M. White, 
M. Matsuo, K. Saito, S. P
hadke, T. Kosho, P. Yap, 
M. Goyal, L. A. Clarke, 
R. Sachdev, G. McGillivra
y, R. J. Leventer, C. Pat
el, T. Yamagata, H. Osak
a, Y. Hisaeda, H. Ohashi,
 K. Shimizu, K. Nagasaki,
 J. Hamada, S. Dateki, T.
 Sato, Y. Chinen, T. Away
a, T. Kato, K. Iwanaga, 
M. Kawai, T. Matsuoka, Y.
 Shimoji, T. Y. Tan, S. K
apoor, N. Gregersen, M. R
ossi, M. Marie-Laure, L. 
McGregor, K. Oishi, L. Me
hta, G. Gillies, P. J. Lo
ckhart, K. Pope, A. Shukl
a, K. M. Girisha, G. M. 
H. Abdel-Salam, D. Mowat,
 D. Coman, O. H. Kim, M. 
P. Cordier, K. Gibson, J.
 Milunsky, J. Liebelt, H.
 Cox, S. El Chehadeh, A. 
Toutain, K. Saida, H. Ao
i, G. Minase, N. Tsuchid
a, K. Iwama, Y. Uchiyama,
 T. Suzuki, K. Hamanaka, 
Y. Azuma, A. Fujita, E. I
magawa, E. Koshimizu, A. 
Takata, S. Mitsuhashi, S.
 Miyatake, T. Mizuguchi, 
N. Miyake and N. Matsumot
o 

Genetic abnormalit
ies in a large coh
ort of Coffin-Siri
s syndrome patient
s. 

J Hum Genet 64(12) 1173-1186 2019 

Shimizu D, Sakamoto R, Ya
moto K, Saitsu H, Fukami 
M, Nishimura G, Ogata T. 

De novo AFF3 varia
nt in a patient wi
th mesomelic dyspl
asia with foot mal
formation. 

J Hum Gene
t. 

64(10) 1041-1044 2019 



30 

 

Takashima S, Saitsu H, Sh
imozawa N. 

Expanding the conc
ept of peroxisomal
 diseases and effi
cient diagnostic s
ystem in Japan. 

J Hum Gene
t. 

64(2) 145-152 2019 

Takata A, Nakashima M, Sa
itsu H, Mizuguchi T, Mits
uhashi S, Takahashi Y, Ok
amoto N, Osaka H, Nakamur
a K, Tohyama J, Haginoya 
K, Takeshita S, Kuki I, O
kanishi T, Goto T, Sasaki
 M, Sakai Y, Miyake N, Mi
yatake S, Tsuchida N, Iwa
ma K, Minase G, Sekiguchi
 F, Fujita A, Imagawa E, 
Koshimizu E, Uchiyama Y, 
Hamanaka K, Ohba C, Itai 
T, Aoi H, Saida K, Sakagu
chi T, Den K, Takahashi 
R, Ikeda H, Yamaguchi T, 
Tsukamoto K, Yoshitomi S,
 Oboshi T, Imai K, Kimizu
 T, Kobayashi Y, Kubota 
M, Kashii H, Baba S, Iai 
M, Kira R, Hara M, Ohta 
M, Miyata Y, Miyata R, Ta
kanashi JI, Matsui J, Yok
ochi K, Shimono M, Amamot
o M, Takayama R, Hirabaya
shi S, Aiba K, Matsumoto 
H, Nabatame S, Shiihara 
T, Kato M, Matsumoto N. 

Comprehensive anal
ysis of coding var
iants highlights g
enetic complexity 
in developmental a
nd epileptic encep
halopathy. 

Nat Commun 10(1) 2506 2019 

Tsukada I, Shimada S, Sho
no T, Nishizaki N, Oda H,
 Suzuki K, Niizuma T, Obi
nata K, Yamamoto T, Shimi
zu T 

PRRT2 mutation in 
a sporadic case of
 paroxysmal kinesi
genic dyskinesia 

Juntendo Me
dical Journ
al 

in pres
s 

 2019 

Tomita Y, Chong P-F, Yama
moto T, Akaminea S, Imaiz
umi T, Kira R. 

Sequential radiolo
gic findings in os
teopathia striata 
with cranial scler
osis. 

Diagn Interv
 Imaging 

100 529-531 2019 

Tulyeu, J., H. Kumagai, 
E. Jimbo, S. Watanabe, K.
 Yokoyama, L. Cui, H. Osa
ka, M. Mieno and T. Yamag
ata 

Probiotics Prevent
s Sensitization to
 Oral Antigen and 
Subsequent Increas
es in Intestinal T
ight Junction Perm
eability in Juveni
le-Young Adult Rat
s. 

Microorgani
sms 

7(10) 463 2019 



31 

 

Yamamoto-Shimojima K, Ima
izumi T, Aoki Y, Inoue K,
 Kaname T, Okuno Y, Muram
atsu H, Kato K, Yamamoto 
T. 

Elucidation of the
 pathogenic mechan
ism and potential 
treatment strategy
 for a female pati
ent with spastic p
araplegia derived 
from a single-nucl
eotide deletion in
 PLP1. 

J Hum Genet. 64(7) 665-671 2019 

Yamamoto-Shimojima K, Kou
waki M, Kawashima Y, Itom
i K, Momosaki K, Ozasa S,
 Okamoto N, Yokochi K, Ya
mamoto T. 

Natural histories 
of patients with W
olf-Hirschhorn syn
drome derived from
 variable chromoso
mal abnormalities. 

Congenit Ano
m (Kyoto) 

59 169-173 2019 

Yamamoto-Shimojima K, Oka
moto N, Matsumura W, Okaz
aki T, Yamamoto T. 

Three Japanese pat
ients with 3p13 mi
crodeletions invol
ving FOXP1 

Brain Dev 41(3) 257-262 2019 

Yamamoto T, Imaizumi T, Y
amamoto-Shimojima K, Lu 
Y, Yanagishita T, Shimada
 S, Chong PF, Kira R, Ued
a R, Ishiyama A, Takeshit
a E, Momosaki K, Ozasa S,
 Akiyama T, Kobayashi K, 
Oomatsu H, Kitahara H, Ya
maguchi T, Imai K, Kuraha
shi H, Okumura A, Oguni 
H, Seto T, Okamoto N. 

Genomic background
s of Japanese pati
ents with undiagno
sed neurodevelopme
ntal disorders. 

Brain Dev. 41 776-782 2019 

Yamoto K, Saitsu H, Nishi
mura G, Kosaki R, Takayam
a S, Haga N, Tonoki H, Ok
umura A, Horii E, Okamoto
 N, Suzumura H, Ikegawa 
S, Kato F, Fujisawa Y, Na
gata E, Takada S, Fukami 
M, Ogata T. 

Comprehensive clin
ical and molecular
 studies in split-
hand/foot malforma
tion: identificati
on of two plausibl
e candidate genes 
(LRP6 and UBA2). 

Eur J Hum G
enet. 

27(12) 1845-1857 2019 

Yanagishita T, Yamamoto-S
himojima K, Koike T, Nasu
 H, Takahashi Y, Akiyama 
T, Nagata S, Yamamoto T. 

Compound heterozyg
ous ALDH7A1 mutati
on causes the hemi
-allelic expressio
n in a patient wit
h pyridoxine-depen
dent epilepsy. 

Tokyo Women
's Medical 
University 
Journal 

3 73-77 2019 

Yanagishita T, Yamamoto-S
himojima K, Nakano S, Sas
aki T, Shigematsu H, Imai
 K, Yamamoto T. 

Phenotypic feature
s of 1q41q42 micro
deletion including
 WDR26 and FBXO28 
are clinically rec
ognizable: The fir
st case from Japa
n. 

Brain Dev. 41 452-455 2019 



32 

 

Yoshitomi S, Takahashi Y,
 Yamaguchi T, Oboshi T, H
orino A, Ikeda H, Imai K,
 Okanishi T, Nakashima M,
 Saitsu H, Matsumoto N, Y
oshimoto J, Fujita T, Ish
ii A, Hirose S, Inoue Y. 

Quinidine therapy 
and therapeutic dr
ug monitoring in f
our patients with 
KCNT1 mutations. 

Epileptic D
isord. 

21(1) 48-54 2019 

Wada T, Suzuki S, Shioda N.  

 

5-Aminolevulinic a

cid can ameliorate

 language dysfunct

ion of patients wi

th ATR-X syndrome. 

Congenit 

Anom 

(Kyoto).  

 

[e-pub] doi: 10.11
11/cga.123
65.   

2019 

山本俊至 1p36欠失症候群 日本医師会
雑誌 【指定
難病ペディ
ア2019】 

148  2019 

山本俊至 進行性白質脳症 日本医師会
雑誌 【指定
難病ペディ
ア2019】 

148  2019 

山本俊至 Williams症候群の遺
伝学 

小児科診療 82 895-900 2019 

山本俊至, 山本圭子 マイクロアレイ染色
体検査の実際 

遺伝子医学 9(1) 122-127 2019 

吉田誠克. アレキサンダー病の
臨床と病態． 

京都府立医科
大学雑誌 

128 1-8 2019 

和田敬仁 個別の指定難病 染
色体・遺伝子関連 A
TR-X症候群[指定難
病180] 

日本医師会
雑誌 【指定
難病ペディ
ア2019】 

148 S307-S308 2019 

和田敬仁 指定難病最前線(Vol
ume 84) ATR-X(X連
鎖αサラセミア・知
的障がい)症候群 

新薬と臨牀 68 672-676 2019 

藤田瑞穂，下山恭平，大塚直
哉，前田泰宏，林北見、才津
浩智，松本直通，髙梨潤一. 

先天性片麻痺を呈し
たCOL4A1関連症候群
の父子例 

脳と発達 50 424-428 2018 

黒田友紀子，黒澤健司 序論：シンポジウム2
 遺伝学的検査に振
り回されない小児神
経診療：適応から結
果解釈・説明まで 

脳と発達 50 181-182. 2018 

黒澤健司 希少難病における診
断・治療の進歩 

こども医療セ
ンター医学誌 

47 76-78. 2018 



33 

 

前田憲多郎, 吉田誠克, 他 首下がりを主訴とし
たアレキサンダー病
の1例． 

臨床神経 58 198-201 2018 

山本俊至 遺伝性腫瘍症候群と
その対応 

小児科診療 
Up-to-Date 

33 9-12 2018 

Akaboshi K, Yamamoto T Interstitial delet
ion within 7q31.1q
31.3 in a woman wi
th mild intellectu
al disability and 
schizophrenia 

Neuropsychi
atric Disea
se and Trea
tment 

14 1773-1778 2018 

Akizawa Y, Yamamoto T, Ta
mura K, Kanno T, Takahash
i N, Ohki T, Omori T, Tok
ushige K, Yamamoto M, Sai
to K. 

A novel MLH1 mutat
ion in a Japanese 
family with Lynch 
syndrome associate
d with small bowel
 cancer 

Hum Genome 
Var 

5 13 2018 

Akutsu Y, Shirai K, Takei
 A, Goto Y, Aoyama T, Wat
anabe A, Imamura M, Enoki
zono T, Oto T, Hori T, Su
zuki K, Hayashi M, Masumo
to K, Inoue K. 

A patient with per
ipheral demyelinat
ing neuropathy, ce
ntral dysmyelinati
ng leukodystrophy,
 Waardenburg syndr
ome, and severe hy
poganglionosis ass
ociated with a nov
el SOX10 mutation. 

Am J Med Ge
net Part A 

176(5) 1195-1199 2018 

Babaya N, Noso S, Hiromin
e Y, Ito H, Taketomo Y, Y
amamoto T, Kawabata Y, Ik
egami H 

Early-Onset Diabet
es Mellitus in a P
atient With a Chro
mosome 13q34qter M
icrodeletion Inclu
ding IRS2 

J Endocr So
c 

2(10) 1207-1213 2018 

Belal H, Nakashima M, Mat
sumoto H, Yokochi K, Tani
guchi-Ikeda M, Aoto K, Am
in MB, Maruyama A, Nagase
 H, Mizuguchi T, Miyatake
 S, Miyake N, Iijima K, N
onoyama S, Matsumoto N, S
aitsu H. 

De novo variants i
n RHOBTB2, an atyp
ical Rho GTPase ge
ne, cause epilepti
c encephalopathy. 

Hum Mutat 39(8) 1070-1075. 2018 

Calmels N, Botta E, Jia 
N, Fawcett H, Nardo T, Na
kazawa Y, Lanzafame M, Mo
riwaki S, Sugita K, Kubot
a M, Obringer C, Spitz M
A, Stefanini M, Laugel V,
 Orioli D, Ogi T, Lehmann
 AR. 

Functional and cli
nical relevance of
 novel mutations i
n a large cohort o
f patients with Co
ckayne syndrome. 

J Med Genet 55 329– 343 2018 

Chong PF, Saitsu H, Sakai
 Y, Imagi T, Nakamura R, 
Matsukura M, Matsumoto N,
 Kira R. 

Deletions of SCN2A
 and SCN3A genes i
n a patient with W
est syndrome and a
utistic spectrum d
isorder. 

Seizure. 60 91-93 2018 



34 

 

Fassio A, Esposito A, Kat
o M, Saitsu H, Mei D, Mar
ini C, Conti V, Nakashima
 M, Okamoto N, Olmez Turk
er A, Albuz B, Semerci Gü
ndüz CN, Yanagihara K, Be
lmonte E, Maragliano L, R
amsey K, Balak C, Siniard
 A, Narayanan V; C4RCD Re
search Group, Ohba C, Shi
ina M, Ogata K, Matsumoto
 N, Benfenati F, Guerrini
 R. 

De novo mutations 
of the ATP6V1A gen
e cause developmen
tal encephalopathy
 with epilepsy. 

Brain. 1;141
(6) 

1703-1718. 2018 

Hamada N, Ogaya S, Nakash
ima M, Nishijo T, Sugawar
a Y, Iwamoto I, Ito H, Ma
ki Y, Shirai K, Baba S, M
aruyama K, Saitsu H, Kato
 M, Matsumoto N, Momiyama
 T, Nagata KI. 

De novo PHACTR1 mu
tations in West sy
ndrome and their p
athophysiological 
effects. 

Brain 1;141(1
1) 

3098-3114. 2018 

 

Hamanaka K, Miyatake S, Z
erem A, Lev D, Blumkin L,
 Yokochi K, Fujita A, Ima
gawa E, Iwama K, Nakashim
a M, Mitsuhashi S, Mizugu
chi T, Takata A, Miyake 
N, Saitsu H, van der Knaa
p MS, Lerman-Sagie T, Mat
sumoto N. 

Expanding the phen
otype of IBA57 mut
ations: related le
ukodystrophy can r
emain asymptomati
c. 

J Hum Genet 63(12) 1223-1229 2018 

Hamilton EMC, van der Lei
 HDW, Vermeulen G, Gerver
 JAM, Lourenço CM, Naidu 
S, Mierzewska H, Gemke RJ
BJ, de Vet HCW, Uitdehaag
 BMJ, Lissenberg-Witte B
I, VWM Research Group (Ma
tsui M et al.), van der K
naap MS. 

Natural History of
 Vanishing White M
atter. 

Ann Neurol 84 274-288 2018 

Hayakawa I, Kubota M. Ictal pouting: kab
uki visage or chap
eau de gendarme? 

Pract Neuro
l 

18(5) 410-412 2018 

Imaizumi T, Kumakura A, Y
amamoto-Shimojima K, Ondo
 Y, Yamamoto T 

Identification of 
a rare homozygous 
SZT2 variant due t
o uniparental diso
my in a patient wi
th a neurodevelopm
ental disorder 

Intractable
 & Rare Dis
eases Resea
rch 

7(4) 245-250 2018 

Ishiyama A, Muramatsu K, 
Uchino S, Sakai C, Matsus
hima Y, Makioka N, Ogata 
T, Suzuki E, Komaki H, Sa
saki M, Mimaki M, Goto Y
I, Nishino I. 

NDUFAF3 Variants t
hat Disrupt Mitoch
ondrial Complex I 
Assembly may assoc
iate with Cavitati
ng Leukoencephalop
athy. 

Clin Genet 93 1103-6 2018 



35 

 

Kunii M, Doi H, Ishii Y, 
Ohba C, Tanaka K, Tada M,
 Fukai R, Hashiguchi S, K
ishida H, Ueda N, Kudo Y,
 Kugimoto C, Nakano T, Ud
aka N, Miyatake S, Miyake
 N, Saitsu H, Ito Y, Taka
hashi K, Nakamura H, Tomi
ta-Katsumoto A, Takeuchi 
H, Koyano S, Matsumoto N,
 Tanaka F. 

Genetic analysis o
f adult leukoencep
halopathy patients
 using a custom-de
signed gene panel. 

Clin Genet. 94(2) 232-238 2018 

Matsumoto, A., Tulyeu, 
J., Furukawa, R., Watanab
e, C., Monden, Y., Nozak
i, Y., Mori, M., Namekaw
a, M., Jimbo, E.F., Aihar
a, T., Yamagata, T., ○Os
aka, H. 

A case of severe A
lexander disease w
ith de novo c. 239
T>C, p.(F80S), in 
GFAP. 

Brain Dev. 40(7) 587-591 2018 

Miyatake S, Schneeberger 
S, Koyama N, Yokochi K, O
hmura K, Shiina M, Mori 
H, Koshimizu E, Imagawa 
E, Uchiyama Y, Mitsuhashi
 S, Frith MC, Fujita A, S
atoh M, Taguri M, Tomono 
Y, Takahashi K, Doi H, Ta
keuchi H, Nakashima M, Mi
zuguchi T, Takata A, Miya
ke N, Saitsu H, Tanaka F,
 Ogata K, Hennet T, Matsu
moto N. 

Biallelic COLGALT1
 variants are asso
ciated with cerebr
al small vessel di
sease. 

Ann Neurol. 84(6) 843-853 2018 

Mizuguchi T, Nakashima M,
 Kato M, Okamoto N, Kurah
ashi H, Ekhilevitch N, Sh
iina M, Nishimura G, Shib
ata T, Matsuo M, Ikeda T,
 Ogata K, Tsuchida N, Mit
suhashi S, Miyatake S, Ta
kata A, Miyake N, Hata K,
 Kaname T, Matsubara Y, S
aitsu H, Matsumoto N. 

Loss-of-function a
nd gain-of-functio
n mutations in PPP
3CA cause two dist
inct disorders. 

Hum Mol Gen
et. 

15:27
(8) 

1421-1433. 2018 

Nagai K, Maekawa T, Teras
hima H, Kubota M, Ishigur
o A. 

Severe anti-GAD an
tibody-associated 
encephalitis after
 stem cell transpl
antation. 

Brain Dev. 41(3) 301-304 2018 

Nakayama T, Ishii A, Yosh
ida T, Nasu H, Shimojima 
K, Yamamoto T, Kure S, Hi
rose S. 

Somatic mosaic del
etions involving S
CN1A cause Dravet 
syndrome. 

Am J Med Ge
net A 

176 657-662 2018 

Nabbout R, Belousova E, B
enedik MP, Carter T, Cott
in V et al. ; TOSCA Conso
rtium and TOSCA Investiga
tors (Kubota M et al.) 

Epilepsy in tubero
us sclerosis compl
ex: Findings from 
the TOSCA Study 

Epilepsia O
pen 

4 73-84. 2018  

https://www.ncbi.nlm.nih.gov/pubmed/?term=Nagai%20K%255BAuthor%255D&cauthor=true&cauthor_uid=30381136
https://www.ncbi.nlm.nih.gov/pubmed/?term=Maekawa%20T%255BAuthor%255D&cauthor=true&cauthor_uid=30381136
https://www.ncbi.nlm.nih.gov/pubmed/?term=Terashima%20H%255BAuthor%255D&cauthor=true&cauthor_uid=30381136
https://www.ncbi.nlm.nih.gov/pubmed/?term=Terashima%20H%255BAuthor%255D&cauthor=true&cauthor_uid=30381136
https://www.ncbi.nlm.nih.gov/pubmed/?term=Kubota%20M%255BAuthor%255D&cauthor=true&cauthor_uid=30381136
https://www.ncbi.nlm.nih.gov/pubmed/?term=Ishiguro%20A%255BAuthor%255D&cauthor=true&cauthor_uid=30381136
https://www.ncbi.nlm.nih.gov/pubmed/?term=Ishiguro%20A%255BAuthor%255D&cauthor=true&cauthor_uid=30381136
https://www.ncbi.nlm.nih.gov/pubmed/30381136
https://www.ncbi.nlm.nih.gov/pubmed/?term=Nabbout%20R%255BAuthor%255D&cauthor=true&cauthor_uid=30868117
https://www.ncbi.nlm.nih.gov/pubmed/?term=Belousova%20E%255BAuthor%255D&cauthor=true&cauthor_uid=30868117
https://www.ncbi.nlm.nih.gov/pubmed/?term=Benedik%20MP%255BAuthor%255D&cauthor=true&cauthor_uid=30868117
https://www.ncbi.nlm.nih.gov/pubmed/?term=Benedik%20MP%255BAuthor%255D&cauthor=true&cauthor_uid=30868117
https://www.ncbi.nlm.nih.gov/pubmed/?term=Carter%20T%255BAuthor%255D&cauthor=true&cauthor_uid=30868117
https://www.ncbi.nlm.nih.gov/pubmed/?term=Cottin%20V%255BAuthor%255D&cauthor=true&cauthor_uid=30868117
https://www.ncbi.nlm.nih.gov/pubmed/?term=Cottin%20V%255BAuthor%255D&cauthor=true&cauthor_uid=30868117
https://www.ncbi.nlm.nih.gov/pubmed/?term=TOSCA%20Consortium%20and%20TOSCA%20Investigators%255BCorporate%20Author%255D
https://www.ncbi.nlm.nih.gov/pubmed/?term=TOSCA%20Consortium%20and%20TOSCA%20Investigators%255BCorporate%20Author%255D
https://www.ncbi.nlm.nih.gov/pubmed/?term=TOSCA%20Consortium%20and%20TOSCA%20Investigators%255BCorporate%20Author%255D


36 

 

Saikusa T, Hara M, Iwama 
K, Yuge K, Ohba C, Okada 
JI, Hisano T, Yamashita 
Y, Okamoto N, Saitsu H, M
atsumoto N, Matsuishi T. 

De novo HDAC8 muta
tion causes Rett-r
elated disorder wi
th distinctive fac
ial features and m
ultiple congenital
 anomalies. 

Brain Dev. 40(5) 406-409 2018 

Saito K, Shigetomi E, Yas
uda R, Sato R, Nakano M, 
Tashiro K, Tanaka FK, Ike
naka K, Mikoshiba K, Mizu
ta I, Yoshida T, Nakagawa
 M, Mizuno T, Koizumi S. 

Aberrant astrocyte
  Ca2+ signals “Ax
Ca signals” exacer
bate  pathological
 alterations in an
 Alexander disease
 model. 

GLIA 66 1053-1067 2018 

Sato T, Kato M, Moriyama 
K, Haraguchi K, Saitsu H,
 Matsumoto N, Moriuchi H. 

A case of tubulino
pathy presenting w
ith porencephaly c
aused by a novel m
issense mutation i
n the TUBA1A gene. 

Brain Dev. 40(9) 819-823 2018 

Sato, Y Shibasaki J, Aida
 N, Hiiragi K, Kimura Y, 
Akahira-Azuma M, Yumi Eno
moto Y, Tsurusaki Y, Kuro
sawa K. 

Novel COL4A1 mutat
ion in a fetus wit
h early prenatal o
nset of schizencep
haly. 

Human Genom
e Variation 

5 4 2018 

Shimada S, Hirasawa K, Ta
keshita A, Nakatsukasa H,
 Yamamoto-Shimojima K, Im
aizumi T, Nagata S, Yamam
oto T. 

Novel compound het
erozygous EPG5 mut
ations consisted w
ith a missense mut
ation and a microd
uplication in the 
exon 1 region iden
tified in a Japane
se patient with Vi
ci syndrome. 

Am J Med Ge
net 

176(12) 2803-2807 2018 

Shimada S, Hirasawa K, Ta
keshita A, Nakatsukasa H,
 Yamamoto-Shimojima K, Im
aizumi T, Nagata S, Yamam
oto T 

Novel compound het
erozygous EPG5 mut
ations consisted w
ith a missense mut
ation and a microd
uplication in the 
exon 1 region iden
tified in a Japane
se patient with Vi
ci syndrome 

Am J Med Ge
net A 

176(12) 2803-2807 2018 

Shimada S, Oguni H, Otani
 Y, Nishikawa A, Ito S, E
to K, Nakazawa T, Yamamot
o-Shimojima K, Takanashi 
J, Nagata S, Yamamoto T 

An episode of acut
e encephalopathy w
ith biphasic seizu
res and late reduc
ed diffusion follo
wed by hemiplegia 
and intractable ep
ilepsy observed in
 a patient with a 
novel frameshift m
utation in HNRNPU 

Brain Dev 40(9) 813-818 2018 



37 

 

Shioda N*, Yabuki Y, Yama
guchi K, Onozato M, Li Y,
 Kurosawa K, Tanabe H, Ok
amoto N, Era T, Sugiyama 
H, Wada T* and Fukunaga 
K. 

Targeting G-quadru
plex DNA as cognit
ive function thera
py for ATR-X syndr
ome. 

Nature Medi
cine 

24 802-813 2018 

Shiraku H, Nakashima M, T
akeshita S, Khoo CS, Hani
ffa M, Ch'ng GS, Takada 
K, Nakajima K, Ohta M, Ok
anishi T, Kanai S, Fujimo
to A, Saitsu H, Matsumoto
 N, Kato M. 

PLPBP mutations ca
use variable pheno
types of developme
ntal and epileptic
 encephalopathy. 

Epilepsia O
pen. 

1;3(4) 495-502 2018 

Takeguchi R, Haginoya K, 
Uchiyama Y, Fujita A, Nag
ura M, Takeshita E, Inui 
T, Okubo Y, Sato R, Miyab
ayashi T, Togashi N, Sait
o T, Nakagawa E, Sugai K,
 Nakashima M, Saitsu H, M
atsumoto N, Sasaki M. 

Two Japanese cases
 of epileptic ence
phalopathy associa
ted with an FGF12 
mutation. 

Brain Dev. 40(8) 728-732 2018 

Tojima M, Murakami G, Hik
awa R, Yamakado H, Yamash
ita H, Takahashi R, Matsu
i M. 

Homozygous 31 trin
ucleotide repeats 
in the SCA2 allele
 are pathogenic fo
r cerebellar ataxi
a. 

Neurol gene
t, 

4(6) E283 2018 

Tsuchida N, Hamada K, Shi
ina M, Kato M, Kobayashi 
Y, Tohyama J, Kimura K, H
oshino K, Ganesan V, Teik
 KW, Nakashima M, Mitsuha
shi S, Mizuguchi T, Takat
a A, Miyake N, Saitsu H, 
Ogata K, Miyatake S, Mats
umoto N. 

GRIN2D variants in
 three cases of de
velopmental and ep
ileptic encephalop
athy. 

Clin Genet. 94(6) 538-547 2018 

Tulyeu, J., Tamaura, M., 
Jimbo, E., Shimbo, H., Ta
kano, K., Iai, M., Yamash
ita, S., Goto, T., Aida, 
N., Tokuhiro, E., Yamagat
a, T., Osaka, H. 

Aggregate formatio
n analysis of GFAP
(R416W) found in o
ne case of Alexand
er disease. 

Brain Dev. 41(2) 195-200 2018 

Ueda, A., Shimbo, H., Yad
a, Y., Koike, Y., Yamagat
a, T., Osaka, H. 

Pelizaeus-Merzbach
er disease can be 
a differential dia
gnosis in males pr
esenting with seve
re neonatal respir
atory distress and
 hypotonia. 

Hum Genome 
Var 

29:5 18013 2018 



38 

 

Yamamoto T, Lu Y, Nakamur
a R, Shimojima K, Kira R. 

Novel A178P mutati
on in SLC16A2 in a
 patient with Alla
n-Herndon-Dudley s
yndrome 

Congenit An
om 

58 143-144 2018 

Yamamoto T, Yamamoto-Shim
ojima K, Ueda Y, Imai K, 
Takahashi Y, Imagawa E, M
iyake N, Matsumoto N 

Independent occurr
ence of de novo HS
PD1 and HIP1 varia
nts in brothers wi
th different neuro
logical disorders 
- leukodystrophy a
nd autism 

Hum Genome 
Var 

5 18 2018 

Yamashita K, Seto T, Fuku
shima S, Fujita K, Hikita
 N, Yamamoto T, Shintaku 
H. 

Evaluation of the 
relationship betwe
en the serum immun
oglobulin G2 level
 and repeated infe
ctious diseases in
 children. 

Osaka City 
Med J 

64 19-30 2018 

Yanagishita T, Yamamoto-S
himojima K, Nakano S, Sas
aki T, Shigematsu H, Imai
 K, Yamamoto T 

Phenotypic feature
s of 1q41q42 micro
deletion including
 WDR26 and FBXO28 
are clinically rec
ognizable: The fir
st case from Japan 

Brain Dev 

 

41(5) 452-455 2018 

Yokota K, Sano S, Murofus
hi Y, Yoshimaru D, Takana
shi J. 

Neurochemistry eva
luated by MR spect
roscopy in a patie
nt with xeroderma 
pigmentosum group 
A. 

Brain Dev 40 931-933 2018 

  
 


