I ot 58 At & © — &



=4

FERD

PR EOTHTIC B 5 —E

RRAF KA

s 4’ k4

S

H AR

Matsukawa T, Asheuer M, T
akahashi Y, Goto J, Suzuki
Y, Shimozawa N, Takano H,
Onodera O, Nishizawa M,
Aubourg P and Tsuji S.

|ciation studies. with ALD phen)

Identification of novel SNPs o
f ABCDI1, ABCD2, ABCD3 a4
nd ABCD4 genes in patients
with X-linked adrenoleukodystr
ophy (ALD) based on compre,
hensive resequencing and asso|

otypes.

Neurogenetics

12

41-50

2011

[shiura H, Fukuda Y, Mitsui
J, Nakahara Y, Ahsan B, T]
akahashi Y, Ichikawa Y, Got|
o J, Sakai T, Tsuji S.

-~ lon in FLVCRI.

Posterior column ataxia with 1

ctinitis pigmentosa in a Japane]

se family with a novel mutati

Neurogenet

12

117-21

12011

Matsukawa T, Wang X, Liu

R, Onuki Y, Kubota A, Hi
da A, Kowa H, Fukuda Y, I
shiura H, Mitsui J, Takahash
i Y, Aoki S, Takizawa T,.S
himizu J, Goto J, Proud CG
and Tsuji S.

Adult-onset Ieukoericephalopath
ies with vanishing white matte
r with novel missense mutatio
ns in EIF2B2, EIF2B3, and El
F2BS5.

Neurogenet

259-61

2011

Seki N, Takahashi Y, Tomiy,
ama H, Rogaeva E, Muraya
ma S, Mizuno Y, Hattori N,
Marras C, Lang AE, St Ge
orge-Hyslop P, Goto J and
STsuji S. :

Comprehensive mutational anal
ysis of LRRK2 reveals variant
s supporting association with al
utosomal dominant Parkinson’s
disease. k

J. Hum. Genel.

671-675

2011

lizuka T, Takahashi Y, Sato
M, Yonekura J, Miyakawa

S, Endo M, Hamada J, Kan|

.| S, Mochizuki H, Momose
Y, Tsuji S, Sakai F.

Neurovascular changes in prol
onged migraine aura in FHM
with a novel ATPIA2 gene m
utation.

J. Neurol. Neurosu
rg. Psych.

206-212

2012

Doi H, Yoshida, K, Yasuda
T, Fukuda M, Fukuda Y, M
orita H, lkeda S, Kato R, T|
surusaki Y, Miyake N, Saits
u H, Sakai H, Miyatake S,
Shiina M, Nukina N, Koyan
o S, Tsuji S, Kuroiwa Y, M
atsumoto N.

Exome Sequencing Reveals a
Homozygous SYT14 Mutation

in Adult-Onset, Autosomal-Rec] .

essive Spinocerebellar Ataxia
with Psychomotor Retardation.

Amer. J. Hum. Ge|
et

320-327

2011

Hashimoto Maeda M, Mitsui
J, Soong B-W, Takahashi
Y, Ishiura H, Hayashi S, Shi

oto H, Arai M, Okamoto T,
Miyama S, Shimizu J, Inaz
awa J, Goto J and Tsuji S.

rota Y, Ichikawa Y, Matsum|-

Increased gene dosage of myel
in protein zero causes Charcot
-Marie-Tooth disease.

idnn Neurol.

71

84-92

2012

81




Montenegrob G, Rebelo AP,

Connell J, Allison R, Babal
ini C, D’Aloia M, Montieri
P, Schiile-Freyer R, Ishiura
H, Price J, Strickland A, Go
nzalez MA, Baumbach-Reard
on L, Deconinck T, Huang
J, Bernardi G, Vance JM, R|
ogers MT, Tsuji S, de Jongh
e P, Pericak-Vance MA, Sch
5ls L, Orlacchio A, Reid E,|
and Ziuchner S,

Mutations in human Reticulonl/. Clin. Invest.
2 cause axonal degeneration in
Hereditary Spastic Paraplegia

122

1638-544

2012

Ogawa N, Tmai Y, Takahash|
i Y, Nawata K, Hara K, Nis|
himura H, Kato M, Takeda

N, Kohro T, Morita H, Take|
tani T, Morota T, Yamazaki
T, Goto J, Tsuji S, Takamo
to S, Nagai R, Hirata Y.

Evaluating Japanese patients wldm J Cardiol.
ith the Marfan syndrome using|
high-throughput microarray-ba
sed mutational ‘analysis of fibri

108

1801-1807

2011

Majounie. E, Rentdi} AE, Mo
k K, Dopper EGP, Waite A,

gno G, Nicolaou N, Simon-§
anchez J, van Swieten JC, Al
bramzon Y, Johnson JO, Sen
dtner M, Pamphlett R, Orrell
RW, Mead S, Sidle KC, H
oulden H, Rohrer JD, Morris
on KE, Pall H, Talbot K, A
nsorge O, The Chromosome

9-ALS/FTD -Consortium, The
French .research network on|
FTLD/FTLD/ALS, The ITA|
LSGEN Consortium, Hernan
dez DG, Arepalli S, Sabatell
i M, Mora. G, Corbo M, Gi
annini F, Calvo A, Englund

E, Borghero G, Floris GL,

Remes AM, Laaksovirta H,

McCluskey L, Trojanowski J
Q, Van Deerlin VM,'Schelle
‘Inberg GD, Nalls MA, Drory)|
VE, Lu C-§, Yeh T-H, Ishi
ura H, Takahashi Y, Tsuji

S, Ber IL, Brice A, Drepper
C, Williams N, Kirby J, Sh
aw P, Hardy J, Tienari PJ,

Heutink P, Morris HR, Pickel
ring-Brown S, *Traynor Bl

C90ORF72 ‘hexanucleotide
repeat expansion in sporad]
Rollinson S, Chid A, Restaic- ALS and FTD around

Lancet Neurol

323-30

2012

Ishiura H, Takahashi Y, Mit
sui J, Yoshida S, Kihira T,
Kokubo Y, Kuzuhara S, Ra
num LPW, Tamaoki T, Ichik
awa Y, Date H, Goto J, and
Tsuji S.

CSORF72 repeat expansionydrch Neurol
in amyotrophic lateral scle
rosis in the Kii peninsula o

2012(in press)

82




Naruse H, Takahashi Y, Kih
ira T, Yoshida S, Kokubo
Y, Kuzuhara S, Ishiura H,
Amagasa M, Murayama S, T
suji S and Goto J.

Mutational Analysis of Fam
ilial and Sporadic Amyotro
phic Lateral Sclerosis with
OPTN Mutations in Japanes
e Population.

Amyotrophic Late
ral Sclerosis

2012(in press)

R
Mk

kAT

LA Bk

FREES

5

ey

HAE

" [Kikuchi ‘A, Arai-Ichinoi
N, Sakamoto O, Matsuba
ra Y, Saheki T, Kobayas
hi K, Ohura T, Kure S.

Simple and rapid genetic t
esting for citrin deficiency
by screening 11 prevalent

jmutation in SLC25A13

Mol Genet Meta

Epub Ahea
d of print

2012

Narisawa A, Komastuzak
i S, Kikuchi A, Niihori
T, Aoki Y, Fujiwara K,
Tanemura M, Hata A,
Suzuki Y, Relton CL,
Grinham J, Leung KY,
Partridge D, Robinson A,
Stone V, GustavssonP, =
Stanier P, Copp AdJ, *
Greene ND, Tominaga T,
Matsubara Y, Kure S.

Mutations in genes encodi
ng the glycine cleavage sy|
stem predispose to neurol
tube defects in mice and h
umans,

Hum Mol Genet.

Epub Ahea
d of print

2012

Miyatake S, Miyake
N, Touho H, Nishimur
a-Tadaki A, Kondo Y,
Okada 1T, Tsuyusakl Y,
Doi H, Sakai H, Sait
su H, Shimo ima K, Y]
amamoto T, Higurashi
M, Kawahara N, Ka
wauchi H, Nagasaka
K, Okamoto Mori
T, Koyano S, Kuroiwa
Y, Taguri M, Morita
SS Matsubatra Y, Kure

Homozygous c. 14576G>
A variant of RNF213 pr
edicts early-onset. and s
evere form of Moyamoy
a disease

Neurology

In press

Matsumoto N.
Auerbach AD, Burn J,
Cassiman dJd, Claustr
es M, Cotton RG, Cutt
ing (+, den Dunnen J
T, gEl-Ruby M, Vargas
AF, Greenblatt MS, M
acrae F, Matsubara Y,
Rimoin DL, Vihinen
M, Van Broeckhoven

Mutation(variation) dataj
bases and registriesia »

ationale for coordination/

of efforts.

Nature Rev Ge
nes.

12(21)

881

2011

Wakaba&ashi Y, Yamaz
aki K, Narumi Y, Fus
eya S, Horigome M,Wa
kui K Furushima
Matsubara Y, Aoki Y?,
Kosho T

Implantable cardioverter
defibrillator for progres
sive hypertrophic cardio
myopathy in a patient
with LEOPARD syndro
me and a novel PTPN1
1 mutation Gin510His.

Am J Med Genl
et A

155A(10)

2529-33

2011

83




Adachi M, Abe Y, Aok
i Y, Matsubara Y.

syndrome: TWO cases o
f cardio-facio-cutaneous
syndrome with ep11ept1c
encephalopathy and a

1terature Treview. PR

Epilepsy in RASIMAPK Seizure

Epub Ahea
d of print

2011

Nuhon T A0k1 Y, Oka
moto :N N, Kurosawa K,
Ohashi H Mizuno S,
Kawame H Inazawa
J, Ohura T, Arai H N
abatame S, K1kuch1 K,
Kuroki Y, Miura M
Tanaka T, . Ohtake A
Omori I, Ihara K, M
-labe H, Watanabe K,
o N1131ma ‘S, Okano E.

i Numabe H

Matsubal . : B

d in Costello syndrome

ular senescence: possibl
e implications for the p
athogenesis of Coatello
syndmme .

HRAS mutants 1dent1f1eJ Hum QGenet.

patients can induce celll

56(10)

707-15

2011

Tamalu Y Ara1 T Sug
iura H, Sasaki T, Hon|
da M, Muroi YMatsub
ara Y, kanno S Ishika

Hnasawa N H
: uatsuka R

abohz1 g Enzyme Gene
(CYP2A6, CYP2A13, CY
P4B1 SULT1A1,GSTM

“and GSTT1)polymorp

”:hlsms in Cases of Lung|

Cancer in. Japan I

Ass001at10n between CaDrug Metab Ph
ncer Risk and Drug-met] almacokmet

26(.5.).

516-22

2011

Honda M Muwl Y, Ta
maki Y, Salgusa D,
zuki N Tomioka Y, M|
atsubaxa Y Kanno S

Ishikawa ‘M Hnasawa
N, Hnatsufga M.

ariants in ‘demethylatio
?1 of ant1ma1a11al a1tnet :
er. - S T

Functlonal charactenzat])rug Metab Dj

‘Sulion of CYP2B6 allelic VSPQS-

39010

18605

2011

Tamakl Y Honda M,
Muroi Y,
mura H, Matsubala

“Kanno S, Ishlkawa

M, Hnasawa N, Hiratp -

sukaM

AlalT Sugi| Pol

olymor
[YP2A13 Gene in Japan
ese Indlwduals R

Novel Sin 1e Nucleotlde Dlug Metab Ph
ism of the Clarmacokinet

26(5)

- 544-7

2011

Ohash1 H Suzumon
Chisaka Y, Sonta
S Kobayashi T Aoki
Y Matsubara Y Sone
M Shaffer LG s

m chromosome 5.

with both interstitial de
letion and a small mar
ker ring originating ﬁo

Imphcatlons of plenatal Am J Med Genl
‘diagnosis of the fetus ot A.

155A(1)

192-6

2011

Watanabe Y, Yano S,

Niihori T, Aoki Y, Mat
subara Y) Toshmo M

Matsulshl T.

ARD symdrome associat]
ed with a high-functioni
ng autism . spectrum di
sc>1de1 S

A fami]ial case of 'LEOPBram Dev.

- [33(7)

576-9

12011

Kamada F, Aokl Na
risawa A Koma
tsuzaki S Kl uciu
Kanno .J, Niihori T 0
nokM Ishn ‘N, Owadal

g}mura M Mash
1hmo Suzuki Y Hatl
a A, Tsuchiya S, Tomi
naga T, Matsubala Y,
Kure S,

on study identifies RNF
213 as the first Moyam
oya disease gene.

A genome wide associatiJ Hum Genet.

56(1)

34-40

2011

84




Bl

st
FERE KA XS A B , 3%%‘2%% B R— HiRREE
Oda E, Tanaka T, Migita] Newborn screening for Po[Mol Genet M|104 560-565 2011
O, Okuyama T, et al mpe disease in Japan. etab. '
Furujo M, Kubo T, KosuEnzyme replacement theraMol Genet Mi104 597-602 2011
ga M, Okutyama T. py attenuates disease progletab.
g ression in two Japanese si
blings with mucopolysacch
aridosis type IV.
Shigeto S, Katafuchi T, [lmproved assay for differeMol Genet ~ M08 1217 2011
Okada Y, Okuyama T. [ntial diagnosis,between Poletab. '
mpe disease and acid «-gl
ucosidase pseudodeficiency
on dried blood spots.
R —
g - | -
FERA | WX WA |BEREO| B O 4 | WA | HESE | HEE | <y
mREA | |
R — MELASHE (5 TEMRREAN Y BT | Ul PO 2011 [73-74
v 7
TR HEIE— T haRUTHRH NERBRITA WEEF B [2011 [250-251
FZA v Tt
—ECHTRs Wt
— 520K
BRI
g
EHKA M FA b4 ek | F OB A | MBS | HES | BEE | -
mEEA
WHIMST,  [FREE (AT [BREE [BEI UV ERRAHAKIK 2011 [228-231
, - FHIZE) Vo Iy KT 4R
TP E | Ty -
WHMRT 6K - TPHIHEOERELE  [@ED UV ERRAA AR 2011 [303-307
ANAVINVGE: BT S B LA VAPl ¥ 2R
B . FadlxrX T 174
B2 a7 4

85




MRS

FERH A

XA bV

FER

i

5%

./\°._¢/“

HfR e

Takahashi Y, Hosoki K, M
atsushita M, Funatsuka
M, Saito K, Kanazawa H, G
oto Y, and Saitoh S

tion in the SLC9A6 Gene

Causes X-Linked Mental
Retardation Resembling
Angelman Syndrome

A Loss—of-Function MutalAmerican Jounal
0f Medical Gen
etics

%

Part B156

799-807

2011

TEHEM T, PR,
INBEE, PERERT

EEFZROENTOE
mh oY) SO
&%%

TE 1 A D FBR

60 (9)

1253-1260

2011

HREMAC T FEEE
sﬁﬁ\ﬁﬁﬁﬁ ﬁ%
AR

R R I
HEIBROES T

kﬁéﬁ%?ﬁﬁ%gﬂkmw

FHERS

349-355

ot

AT ,.mu%%

ﬁﬁﬁ?ytuyﬁ

AR

60 (4)

599-600

- 12011

M

Vﬁmﬁgﬁ{ﬁ% L ;afﬁ?fl v

t)/&

F&5~#DV

55 (7)

17-20

2011

%%Mﬁ% ﬁ%ﬁﬁ
ﬁ%%%

ey vy

i

20 (1)

33-37

2012

Kondo E lehlmma T Ko
sho T, Inaba Y, Mitsuhas
hi S, Ishida T, Baba A, K
oike K, Nishino I, Nonak
a I, Furukawa T, Saito K

s in a Patient With Sev

Myopathy With Ophthalo]
moplegia Identified Thr
ough Massively Parallel
‘Sequencing

Recessive RYR1 MutationlAmerican JounallPart A
Of Medical Gen
ere Congenital Nemalineletics

2012

wHNEE—
HERE

RS

WIS A A

R,

J\°~—?)

HHRR

Kaneko M, Nozawa H,
Kitayama J, Sunami
B, Akahane M,Yamauc
hi N, Furukawa Y, Na

gawa H

morrhagic telangiectasialerol Belg

(Osler-Weben-Rendu di -
sease) with multiple pol
yps arising in the cecu
m and appendix.

A cé.se of hereditary helActa Gastroent74(2)

3562-354

2011

86




e —
HEEh

FRRERL

WX EA Mg

R

Kawashima Y, Higaki
K, Fukushima T, Hak
uno F, Nagaishi J, Ha
naki K, Nanba E, Tak
ahashi S, Kanzaki S

Novel missense mutatio]
n in the IGF-1 recepto
r L2 domain results in
intrauterine and postnat
al growth retardation

1 (Ox9.

Clin Endocrino

In press(r
2012)

Muraoka T, Murao K,
Imachi H, Kikuchi F,
Yoshimoto T, Iwama
H, Hosokawa H, Nishi
no I, Fukuda T, Sugie
H, Adachi K, Nanba
E, Ishida T. ~

Novel mutations in the
gene encoding acid a-1,4
-glucosidase in a patient
with late-onset glycoge
n storage disease type I
I (Pompe disease) with i
mpaired intelligence.

Intern Med.

50(24)

2987-91

2011

Xiong H, Higaki K, W
ei CJ, Bao XH, Zhang
YH, Fu N, Qin J, Ad
achi K, Kumura Y, Nj
nomiya H, Nanba E,

Genotype/phenotype of
6 Chinese cases with
Niemann-Pick disease t
ype C. '

Gene

498(2)

332-5.

2012

BK =

HERES

REA

W EA PV

FEREA

PR

AR AR

Umemoto H, Akiyama

M, Yanagi T, Sakai
K, Aoyama Y, Oizumi
A, Suga Y, Kitagawa
Y, Shimizu H.

New insight into genoty|
pe/phenotype correlation
in ABCA12 mutations
in harlequin ichthyosis.

J Dermatol Sci

136-138

2011

Shinkuma S, McMillan
JdR, Shimizu H.

Ultrastructure and mole
cular pathogenesis of ep
idermolysis bullosa.

Clin Dermatol

412-419

2011

Osawa R, Akiyama M,

Izumi K, Ujiie H, Sa
kai K, Nemoto-Hasebe
I, Yanagi T, Koizumi
H, Shimizu H.

Extremely severe palmo
plantar hyperkeratosis i
n a generalized epiderm
olytic hyperkeratosis pat
ient with a keratin 1 g
ene mutation.

rmatol

J Am Acad De

991-993

2011

Natsuga K, Nishie W,
Shinkuma S, Nakamur
a H, Matsushima Y, T
atsuta ‘A, Komine M,

Expression of exon-8-ski
pped kindling-1 dose no
t compensate for defects
of Kindler syndrome.

himizu H. '

J Dermatol Sci

38-44

2011

8

7




Natsuga K, Nishie W,

Exp Dermatol

A founder effect of ¢.19 20 74-76 2011
Shinkuma S, Nakamur|38delC in ITGB4 underl
a H, Arita K, Yoneda [ies junctional epidermol
K, Kusaka T, Yanagihlysis bullosa and its app
ara T, Kosaki R, Sagollication for prenatal test
H, Akiyama M, Shimfing.
izu H.
Nakamura H, NatsugaDNA-based prenatal &ia Int J Dermatol |50 439-442 12011
K, Nishie W, McMillajgnosis of plectin-deficien| '
n JR, Sawamura D, At epidermolysis bullosa
kiyama M, Shimizu H.|simplex associated with
S pyloric atresia. '
Fujita Y, Abe R, NishiRegenerétiye medicine AInflammation aj31 282-289 2011
e W, Shimizu H. _lor severe congenital skind Regeneratio] o
n disorders’ restoration [n
of deficient skin compon
ent proteins by stem cel
1 therapy.
B O ER
= | -
EERA | XA A bV | BE2KO | EBES W | AR | HARE | R
% EE S _
WO | RERER | E22H & NERKRYZ | gusE | s 2011 | 72-73
. VA 27%
- g DY .
: : VWIRE . :
B OfEm | BEREKOR | LilED | RGN - | swreis | BT 2011 | 457-458
‘ E SHESRFHE ‘
o O | EEFRRE | LEER | FREERR -5 Bir e | SR 2011 | 457-458
, | RS
, /—F At
| oty | EDEOR | KSR, | HEDEER | dsiEe | kR 2011 | 105-107
BRLEER K| FE— LEDES i
O Neurological
. Examination
' AtoZ ) ‘ ,
WO | EDROR | KB, | WEDE R paES | ER 2011 | 108-110
BLEE W | FE— LETDERE i
" Neurological
Examination
AtoZ

88




=
i

FRE RS

P

XA b4 o) R= H R 4R
Noguchi Y, Ito T, Audiovestibular findings in a Acta 131 413-418 2011
Nishio A, Honda K, branchio-oto syndrome patlent Otolaryngol
Kitamura K with a SIX1 mutatxon » o
W OERY, HHE @w@#ﬁ*lﬂé%ﬁﬂma%mﬁ BES | 114 (7) | 607-614 2011
EEN M| LR, e fhE
DIF B - |
B OEm. BEH AIEPE@ f\ BAHA X Eﬁﬂlﬁﬂ%ﬂ- 83 (6) |377-383 2011
woo | s B |
I OEER, Bl 'Ffﬁf%!%‘ %uorio%t\/\ | ENTONI  [138 | 4348 2012
o ﬁ%ﬂlﬁﬂ(%ﬂﬁﬁiﬁ :?ow‘éf _
R RIS - ARARE
REMES b o ;
B O £ @ﬁm‘éﬁ&ﬂﬁ&: {mb vt MAEHJK 60 (3) | 468-469 2011
BT
Hesk _
o %éi‘*?%‘ﬁ%% SRR Z A b VA FERER EE NR=Y HiRREE
AT %%%&5@%5%%%«‘@&&ﬁ#(4 59 (8) [s17-823  |2011
Ogawa N, Imai Y,TaEvaluating Japanese PatlThe AmeucanlOS 1801-1807 2011
lkahashi Y, Nawata |ents With the Marfan Sy| Journal of C
K, Hara K, Nishimurndrome Using High-Throfardiology
a H,--Morita H Hijughput Microarray-Based
rata Y Mutational Analysis of
- [Fibrillin-1 Gene
Morita H, Nagai R |[Vemurafenib in Melanom|The New Engla|365 1448-1450 2011
a with BRAF V600E Mutjnd Journal of ~
ation Medicine

89




HFARERS

HERS

FEFAE KA

RS A M4 | mEREA

AR

HREE

Izumi R, Suzuki N,
Nagata M, Hasega
wa T, Abe Y, Saito
Y, Mochizuki H, T,
Abe Y, Saito Y, Moc
hizuki H, Tateyama

M, Aqki M.

A case of late onset riboflalIntern -Med
vin-responsive multiple acy|
1-CoA dehydrogenase defici
ency manifesting as recurr
ent rhabdomyolysis and ac
ute renal failure

50

2663-2668

2011

Suzuki N, Takahas
hi T, Suzuki Y, Nanr
ikawa K, Kudo S,

Suzuki H, Tateyam

An autopsyj case of a dysfe Muscle Nerve
rlinopathy patient with car
diac involvement. -

a M,‘A_Qkivl_\?/l. :

45

298-299

2012

90







