ThH 5D, BAIOEEBHERICEHRL &
VIR R A EH 3% { FAE
TEIEWRBEINDG, FLERDIE
BIZWEZ ML L, FLOBRE 2 5 L

i

O, IBENRETAREOME LE

REFEHE 2 . S ¥ B 0EDD 5,

B RZWH B OB I KD

Allan-Herndon-Dudley JEf&EEE 2 #1
ZWIOMEE L 7223, o 5 Hlld K721
WE L TR 5T, EEMERMEERAS
FEICIZZRRED D D . RZ IR BB
DMESL L TR WIEBIRFEET 5 2 &
DRI Nz,

F. WiyesE&R

1.
1.

i LFEHR

Irahara K, Saito Y, Sugai K,
Nakagawa E, Saito T, Komaki H,
Nakata Y, Sato N, Baba K,
Yamamoto T, Chan WM,
Andrews C, Engle EC, Sasaki M.
Pontine malformation,
undecussated pyramidal tracts,
and regional polymicrogyria: a
new syndrome. Pediatr Neurol
50: 384-8, 2014.

Shimada S, Maegaki Y, Osawa
M, Yamamoto T. Mild
developmental delay and
obesity in two patients with

mosaic 1p36 deletion syndrome.

Am J Med Genet A 164A:
415-420, 2014.

Yamamoto T, Togawa M,
Shimada S, Sangu N, Shimojima
K, Okamoto N. Narrowing of the
responsible region for severe
developmental delay and
autistic behaviors in WAGR
syndrome down to 1.6 Mb

57

7.

including PAX6, WTI1, and
PRRG4. Am J Med Genet A
164A: 634-638, 2014.

Sangu N, Shimojima K, Shimada
S, Ando T, Yamamoto T.
Growth patterns of patients with

1p36 deletion syndrome.
Congenit Anom (Kyoto) 54:
82-86, 2014.

Numata Y, Gotoh L, Iwaki A,
Kurosawa K, Takanashi J,
Deguchi K, Yamamoto T, Osaka
H, Inoue K. Epidemiological,
clinical, and genetic landscapes
of ‘ hypomyelinating
leukodystrophies. J Neurol 261:
752-758, 2014.

Yamamoto T, Mencarelli MA,
Di Marco C, Mafalda M,
Vascotto M, Balestri P, Gérard
M, Mathieu-Dramard M,
Andrieux J, Breuning M, Hoffer
MJV, Ruivenkamp CAL,
Shimada S, Sangu N, Shimojima
K, Umezu R, Kawame H,
Matsuo M, Saito K, Renieri A,
Mari F. Overlapping
microdeletions involving
15922.2 narrow the critical
region for intellectual disability
to NARGZ2 and RORA. Eur J
Med Genet 57: 163-168, 2014.
Yamamoto T, Wilsdon A, Joss S,
Isidor B, Erlandsson A, Suri M,
Sangu N, Shimada S, Shimojima
K, Le Caignec C, Samuelsson L,
Stefanova M. An emerging
phenotype of Xq22
microdeletions in females with
severe intellectual disability,
hypotonia, and behavioral
abnormalities. J Hum Genet 59:




10.

11.

12.

300-306, 2014.

Shimojima K, Shimada S,
Tamasaki A, Akaboshi S,
Komoike Y, Saito A, Furukawa
T, Yamamoto T.  Novel
compound heterozygous

mutations of POLR3A revealed
by whole-exome sequencing in
a patient with hypomyelination.
Brain Dev 36: 315-321, 2014.
Shimojima K, Narita A, Maegaki
Y, Saito A, Furukawa T,
Yamamoto 'T. Whole-exome
sequencing identifies a de novo
TUBAITA mutation in a patient
with sporadic malformations of
cortical development: a case
report. BMC Res Notes 7: 465,
2014.

Yamamoto T, Shimojima K,
Umemura A, Uematsu M,
Nakayama T, Inoue K. SLC16A2
mutations in two Japanese
patients with Allan-Herndon-
Dudley syndrome. Hum
Genome Variation 1: 14010,
2014.

Shimada S, Shimojima K,
Masuda T, Nakayama Y, Kohji T,
Tsukamoto H, Matsubasa T,
Oka A, Yamamoto T. MLCI
mutations in Japanese patients
with megalencephalic
leukoencephalopathy with
subcortical cysts. Hum Genome
Variation 1: 14019, 2014.

Abe Y, Kobayashi S, Wakusawa
K, Tanaka S, Inui T, Yamamoto
T, Kunishima S, Haginoya K.
Bilateral periventricular nodular
heterotopia with
megalencephaly: a case report.

58

13.

14.

15.

16.

J Child Neurol [Early on-line
view]

Shimojima K, Okumura A,
Ikeno M, Nishimura A, Saito A,
Saitsu  H,  Matsumoto N,
Yamamoto T. A de novo
TUBB4A mutation in a patient
with hypomyelination
mimicking
Pelizacus-Merzbacher — disease.
Brai Dev. [Early on-line view]

Shimada S, Shimojima K,
Okamoto N, Sangu N, Hirasawa
K, Matsuo M, Ikeuchi M,
Shimakawa S, Shimizu K,

Mizuno S, Kubota M, Adachi M,
Saito Y, Tomiwa K, Haginoya K,
Numabe H, Kako Y, Hayashi A,
Sakamoto H, Hiraki Y, Minami
K, Takemoto K, Watanabe K,
Miura K, Chiyonobu T, Kumada
T, Imai K, Maegaki Y, Nagata S,
Kosaki K, Izumi T, Nagai T,
Yamamoto T. Microarray
analysis of 50 patients reveals
the critical chromosomal
regions responsible for 1p36
deletion syndrome-related
complications. Brain Dev [Early
on-line view]

Chong PF, Haraguchi K, Torio
M, Kirino M, Ogata R,
Matsukura M, Sakai Y, Ishizaki
Y, Yamamoto T, Kira R. A case
of pontine tegmental cap
dysplasia with comorbidity of
oculoauriculovertebral
spectrum. Brain Dev
on-line view].
Kobayashi S, Onuma A, Inui T,
Wakusawa K, Tanaka §,
Shimojima K, Yamamoto T,

[Early




17.

18.

19.

20.

21.

Haginoya K. Clinical course and
images of four familial cases of
Allan-Herndon-Dudley
syndrome  with a  novel
monocarboxylate transporter 8
gene mutation. Pediatr. Neurol
[Early on-line view]

Ogura K, Takeshita K, Arakawa
C, Shimojima K, Yamamoto T.
Neuropsychological profiles of
patients with 2q37.3 deletion
associated with developmental
dyspraxia. Am J Med Genet B
165B: 684-90, 2014.

Yamamoto T, Shimojima K,
Shimada S, Yokochi K,
Yoshitomi S, Yanagihara K,
Imai K, Okamoto N. Clinical

impacts of genomic copy
number gains at Xq28. Hum
Genome Variation 1: 14001,
2014.

Shimada S, Hirano Y, Ito S,
Oguni H, Nagata S, Shimojima K,
Yamamoto T. A novel KCNTI1
mutation in a Japanese patient
with epilepsy of infancy with
migrating focal seizures. Hum
Genome Variation 1: 14027,
2014.

Okumura A, Yamamoto T,
Miyajima M, Shimojima K,
Kondo S, Abe S, Ikeno M,
Shimizu T. 3p interstitial

deletion including PRICKLEZ2 in
identical twins with autistic
features. Pediatr Neurol 51:
730-3, 2014.

Furukawa T, Sakamoto H,
Takeuchi S, Ameri M, Kuboki Y,
Yamamoto T, Hatori T,
Yamamoto M, Sugiyama M,

59

22.

23.

24.

25.

Ohike N, Yamaguchi H, Shimizu
M, Shibata N, Shimizu K,
Shiratori K. Whole exome
sequencing reveals recurrent
mutations in BRCAZ and FAT
genes in acinar cell carcinomas
of the pancreas. Scientific
Reports [in press]

Okami N, Aihara Y, Akagawa H,
Yamaguchi K, Kawashima A,
Yamamoto T, Okada Y.
Network-based gene expression
analysis of vascular wall of
juvenile Moyamoya disease.
Childs Nerv Syst [Epub ahead of
print]

Yamamoto T, Shimojima K,
Sangu N, Komoike Y, Ishii A,
Abe S, Yamashita S, Imai K,
Kubota T, Fukasawa T,
Okanishi T, Enoki H, Tanabe T,
Saito A, Furukawa T, Shimizu T,
Milligan CJ, Petrou S, Heron SE,
Dibbens LM, Hirose S, Okumura
A. Single nucleotide variations
in CLCNG6 identified in patients
with benign partial epilepsies in
infancy and/or febrile seizures.
Plos One [in press]

Shimojima K, Okamoto N,
Tamasaki A, Sangu N, Shimada
S, Yamamoto T. An association
of 19p13.2 microdeletions with
Malan syndrome and Chiari
malformation. Am J Med Genet
A [in press]

Yamamoto T, Shimada S,
Shimojima K, Tkeda H, Oguni K.
Epilepsy in 1p36 deletion
syndrome is not associated with
deletion size. J Pediatr Epilepsy
[in press]




26.

27.

28.

29.

Yamamoto T, Shimada S,
Shimojima K, Eto K, Yoshitomi
S, Yanagihara K, Imai K, Oguni
H, Okamoto N. Xq28
duplications  and  epilepsy:
Influence of the combinatory

duplication of MECPZ and GDII.

J Pediatr Epilepsy [in press]

Okumura A, Yamamoto T,
Kurahashi H, Takasu M.
Epilepsies in children with

2q24.3 deletion/duplication. J
Pediatr Epilepsy [in press]
Akiyama T, Yamamoto T.
Epilepsy and other symptoms
associated with chromosome
9q34.11 microdeletion. J
Pediatr Epilepsy [in press]
Tsurusawa R, Thara Y, Ogawa A,
Yamamoto T. 16pll1.2
microdeletion/microduplication
syndrome and benign infantile
epilepsy. J Pediatr Epilepsy [in
press]

2. HH
Lo A, TR IPS il

e % M 2 EFEE oA, 3
fmfPEs: MOOK Jilit T4 & [
\J 7w BE{REEAE ) . ppl73-181,
AT 47V Ry, KE, 2014.
IUARRE. 1p36 RFEMRRE. 5 H
D/NFIEE RS, AKIOHE, o fR.
PEo R, AL [in press]
(AR, Rett FEMBEE. S HD/N
VRIS, KIOHE, & . BEY
EE, A [in press]

WARE. BRMMEREDEYE &
WCEBERE. 2Ly v/hEBEE
BIOR (BN, TAXE7Y»
»3 [in press]

IWARE. &7 SIEBEE - etk

o)

4.

60

YL Z 8 b o0t B
B —, LN FERE, (A . 12
SeliBE, HGC [in press]
AR E, w4 707 LA Gefafk
Wete M. ANVPRE 47 BT
JAEZEBE 2 [in press)

AR, 74 CGHEIC X AT
A o DG -2 W 1EAED & W A
[in press]

EERH

R R, WANE, TR,
LA . 19 #F3 Ak pl13.2 D
MR K %2 79 3 2 K. 55 37 [l H
VNN R O VS e S T <
2014.4.10, # kR,

AR . A DY v T
VIEBIHRE DR A HDDEETH
. WL R T A
117 o] H AN R 242 il 2,
2014.4.11~13, #iliE.
WA R, Wil 77/ L a v —¥
S DIPRR A D FEEE IS MU T
WOANEEY Y RY Y L,
117 [ HANER A2 il R 2,
2014.4.11~13, #ilif=.
IWARE. [Vvk ¥ 967 ) ha e —
BEFEDHMNEA X7 b 7 LfEE
DIFIA & 75 2. 55 56 [B] H AN
fEop e tffiigE & 2014.5.28~31
S/

AR, [BCE G/ SRR
PED3HI> TE R EEEANRE
DHUR & S RUFERE. 58 56
b H AN R 2 2 2 MR &
2014.5.28~31 A,

By, AREMED, TEET,
WA#EE, KH %. HEPACAM
&0 11923.3-24.2 OHHIR S
2 X b FIE L 72 Megalencephalic
leukoencephalopathy with
subcortical cyst (MLC). % 56 [q]



10.

11.

12.

HANRMEZEXFZMES
2014.5.28~31 A,
s F0 7, By EFE, = LiHE,
TEET, IARE. 16q12.2-21
WAl R R X D S phE B EE
e EBEETADA - BN R
U721 BIRAI. 5556 B H A
IR MiE S 2014.5.28~
31 Eth.

—=#T, TEEF, BENEAXA,
WAER. ALRBEHTTALA
DELTFEZHOBEHMELHE. £
38EIHAEE A 7 vk ) v IS
EMfiE S, 2014.6.26~29, K
B
TEEf Z=Hf¥1, SHZER,
ZINET, HEEE, UARE.
JEEBE R AENDBEBAHE
ERT VT 4 THREOEEME~H
REEOBME>»ORZTERLZ L
~. FBEIREHAELEA Y VLY v
JEEosrEifiE S 2014.6.26~29,
BRBR.

TEET, BNEZXA, ¥R, F
ISR, MAEME, UARE. ©
7 — LfENTIZ XL D TUBB4A I
RZEREER 2R DK
Pelizaeus-Merzbahcer %L D
SR EERGE. 58 54 BIHAM
REF¥EFPMES, 2014.7.26
~27, M.

==&, TEETF, BHEHEK,
AME, RHESE, LEAEE.
e EE R EEN ., IR, ENE
72 & CHARGE JEREBEELIORE
REZRL7T 10926 #fRED 1
. % 54 BIHARGEREFEERY
fiiZE4, 2014.7.26~27, fHEJE.
IIARBE. [ VR TL T ThA
D ASEERER KB R DR K—ER
FRAND X v e — 1 &7 7= DFER
DT FH BN OB —] 8D

61

13.

14.

15.

16.

17.

18.

I BRTADAEFTT LA CG
HZEDARZ D ?5H 48 FIHA
TADAESFENM RS 2014.10.1
~3, HH.

IWARER, TEEF. [V RPY
Lo R IPS Ml fE) /N R ERRITSE I B
V7 AR IPS #HEAIA. 55 87[AH
KEAFES KRS, 2014.10.15~18,
HER.

INARBE. [rRPT L 2 X
REE L ERRHERE ]~ 7u7
LA eI L 28 RRGEE
WoZk. F 56 [BHARLERAH
BEESRE/H 1207 Y 7R
RBEEFES VAP T L,
2014.11.13~15, fl#&.
TEET, fER*T, LA ERE.
7p22.1 R Lz RDOIRGER
B4 25HIE, ACTB N7 ufRget
Db H. HARNEEEEREL9
BIR&/HABEFZESARE 21
ERK4, 2014.11.19~22, HIT.
“HET, TEEF, BENEX,
AR, PRRT2 ZEIC L 272
BHEHS TA»ABEDELRYEN
. HAABEERYSE 59 [0
R/ HERBIEFZRERSE 21 1
K&, 2014.11.19~22, HH.
SHZE, WARE, FHET,
ANEFAE, AKHE. ## KCNTI
% B % KR L 7z Epilepsy of
infancy with migrating focal
seizures @ 1 #]. HAANEEEY
25 59 [MIRE/HAREL T2HEY
&% 21 FIRK%L, 2014.11.19~22,
HA.

A RE, TREF, RITEF.
PLP1 % & Xq22 ORI
ZIRIT BT 5 BERBMEEIFEE
BETHEEDORKEZ . HAE
NEERYET 59 MRE/HAE

Cr2E¥Ea%® 21 X%,



H ****f;,\ J’;}")Wl?z{ as
7 1/4 ?’"ﬁu/r%fq ZEIR VNG
Aoy AAEIGIED 77/ Au/[ﬁr H A

x/\ﬁq\jg. 'fﬂ\miﬁ‘}f«x 59 I” j\ /H )tx‘”
(F s o 21 0ok e

2014.11.19~22, i35,

H. AT HED IR DL

L RS
A

2. TG
L

3. Z DAl

62






g2

R 2 6 R

RS ERTREEE (ERMR B ERAIEES)

EEEHE A 2ORRBICED  FH R IGRE D D 72 0 D%

Dot a=

SRR 2 7HE2H15H (H)
HRZTERKRYE BeAkersy— %

(o0
7
H5h

ZhndE (YE)

H O EEM - RERE e 5 —
EAE— R TERRENATRER: V5 —
IR BIRBERERY

MIHME HABERKY

AR HEZTFERRY

HEMTE WMRINEZIELERLY Y —
HOEEF HOWNEREBRERSAKS
2 (JEEMN)

BAER BHIBRBERKE

A BB - miRERE e v S —
& av EEM - RERER Y —

65



12:00~12:20

12:30~12:50

13:00~13:20

13:30~13:50

14:00~14:20

14:30~14:50

15:00~15:20

15:20~15:30

R il

%@mw

PO R B IR AS 0 O TS8R R T M

VHURE HABC & O R A30h B 75 T 7 7 -2

- EBIE
NI AT TPMD DIGPRRTI R
BN DEA IR B & L 72 AAV IZ X D shRNA (R
IR
LIRSS THRU O TR DT

AL ]

H T SE T
F§2E |

FED

R VRS MR 00 Y S TR

RN S F—COKGEELEDF Y b T —7

66



ERERMBEERFRER. XUV T OR - XYy N\—RREDRRD

FE EXERNBBEERERAEVUY~F - Xy KD-2

REHEE HLE 8 (http://keme.jp/pmd/index.htmi)
EigE BiuEe - #REBRHREVY—FR EEHOVEUVIE

EARIUE (TEHEEDD) (iden@ncnp.go.jp)

SNFLEZE LRETA-ILICTSEHER (HoHtIh68308) #
PBVWUET, BREERV TV MNP YITWELED,
KBADOT I RAOFHBRIEBHR— LR~
http://www.aist.go.jp/aist_j/guidemap/tokyo_waterfront/tokyo_wate
rfront_map_main.html £ ZSBEE W,
TIF—ADOSNEGERTT,

67

SEEDEEZHSNR

SBHEREETY, 6EBEOEIF—E4350E. EDLSBARIEROEREBIELTITFON
TWBDH, ZOREFROFIRICDODVTONDPITLLBEEWNLET, £, FECIIEHE. 82O
ST EROBHSZLBULR U, BIF. 32> TIENEEL,

e
HEE

2
wnenzan

| BRUPRRY

Flantye

]

BERRELR
e xR

EEFodt

wH

ERARELHTE
EXRECE 220

ERBREIERE
ERESITVI-BR

s
FERFUR-) B A1




BHE3
HBT7HHMRARY I F—DEHGYE

FRERMBBEREARER, RUYITOR - XV Ny N—FREDHRBISEEDEEZMHS /N
BEPIRERERTY, SONOTHEBBR TEI F—EfEVLET, 7TEBEERZSBOEIF—
TlE FRURNBEFTRARIEL B—FEDLSPERLBDOD. EDLSCEHTBOH. ZLTE

BEREC@ITEHAREFEDKS CEATVNIDOH, EDVWTHIDPTHEHWELETD,

68



IR D TIT B 5 — B #
1. PEFICBTB0H - A5 —FH

xR L-ER (E%EEH. O HEEEs H#ELI-ERT HERLZE | BEA -4
BB - IRR A —FFD ) (ZRFH) £ D7
HE fE. BEBE.,
, . Helman G, Mora S
Pelizaeus-Merzbacher—Iike oy ' e
E—S—EREZODFRH | Co | aTETER 1 29-31H
& (38 %#EfE—, Caldovic | &
= = L, Hobson GM,
Vanderver A.
PLP1 missense mutations 20th Biennial
impair subcellular Meeting of the
organelle dynamics that Inoge K, Numata Y, International | 2014.7.19
X e ; Morimura T, ) E s
impact clinical severity Nakamura S. Goto Y Society for -24
of Pelizaeus—-Merzbacher ' " | Developmental
disease. (RX%&—) Neuroscience
bronx waltzer T DX EEE | BJII AE. R 2.
{EF Srrmd DINFEKIE & hit #F., FLE @ ES37EEER | 2014F90A8 EN
GABAergic interneuron ~@ | &k H—. FElE B | ¥FEXE 11-13 8
BEE (RX4—) P
Inoue K, [to Y, The 64th
Inoue N, Inoue YU, Amer i can
Additive toxicity of SOX10 | Nakamura S, Matsuda Society of
mutation underlies a Y, Inagaki M, Ohkubo y 2014.10.1
- ) Human E 4
complex neurological T, Asami J, Terakawa Genet ics 8-22
phenotype of PCWH (OEE) | YW, Kohsaka S, Goto
Annual
Y, Akazawa G, Inoue .
T Meeting
PLP1 SZE2NHBELFRE | FL & <2>HY
FEHELERSY T YR | A4 - TUTFoF 1. = 59 EEAA 2014 £ 11
Pelizaeus-Merzbacher 5 | F. PR, o | T o2 = =
AEERR (OFE) 7. RB#E—
bt et v it e, | o
a & Hiroko Shimbo, Kei : 2014. 6. 4-
blood samples for the . 2014: ESEAN
diagnosis of Leigh Murayama, Akira Pittsburgh !
Ohtake, Noriko Aida '
syndrome. PA
BAERY, {kkbE
=, THERE HEH
HNROFUNEHTH-1- | ZEF, BBRIK & | E6EBARND 2014, 5. 28
GNAOIZE %+ D3 L 77 | H5F, HEWT, R#RFe (R 30 o ERN
T = XD—45 RS, FEEE 0
3, /MMR{Z, T
1
EEEMER, HAMTA | REEE, (kEE E 56 BBA/N | 2014.5.28 | ERN

69




NADEGEFERL, PIGO | %€ @WAREF, = | BWEPeCE | -30
HEFERNEESh- 1 MR, MRk )
15 EHTF HEem
I, shAnsE, Fid
B MR, WU
fili IE
Hitoshi Osaka, Yu
Whole exome sequencing Tsuyusaka, Mizue
. lai, Sumimasa % 56 [8 H A/
reyeais molecular basis of Yamashita, Nobuyuki | IRESE4 GR 2014.5.28 EA
childhood cerebellar . ~30
trooh Shimozawa, )
atrophy. Yoshikatsu Eto
Hirotomo Saitsu
Takeshi Kouga,
Effect of CYP2CI9 ﬂi;;?o ;3tz§$} Rie
polymorphisms on Sato, Mitsuko 56 BB 0145 08
stiripentol Ok d' RpiEEs (R o E3lo]
L Lo uda, Kyoko " -30
administration in cases of . . )
Dravet syndrome Takano, Mizue lai,
' Sumimasa Yamashita,
Hitoshi Osaka
2 ba K1) 7 DNA .
m. 3243007 ZERAEB D 1= ﬁm@m,mmﬁ"
mitochondr ial gk, PIEAT | SEOS6 EBAAD |0, 5 9
s MRS, BIF | REHBRR(E ' EMN
encephalomyopathy, lactic £ HEBTF L | -30
acidosis and stroke-like EE%% ’ z ™
episodes O 14l ™
Infantile Neuroaxonal e
Dystrophy B IR iR % | TAEAT, FIEEL | S0 BARM 150, 5 9
T B, MR )
BIFE, HEWI
- =7 H, i e
SBEEATREZT /MR ;E%xﬁgﬁhﬁ B 56 [@ H AN 2014, 5. 28
Cerebral Folate Transport ' fﬁ T e RuEsa (R 0 T ER
Deficiency O EFHAI mX=2F, BHT ) B
F, MR, WS
E, FEES
BREE, MET
B, tEEE, JIE
LERICHETIEBEESR %§'%%%¥””‘f§%%EfT 2014. 5. 28
- = W=, HIFX F | REEER(E Edl
kO 7 —6 Bl DER R ET K, EESR T | ) -30
[= R4 A )
REK, TEMHT,
iz
BMEREF, ik
EEEERE®R, ASL TKE | £, THEE, 5K | F£56 @HEKN 9014, 5. 28
MBI ED A MELAS DiNZE | BT, ZFRK 5 | RBEFS(R %O.. ERN
R FRIED—F BTF, HEWIL )
INRAZ, IUTFHEIE
BRI L HINAEE | (EEEEEE, BAREE | FH6mBEAR/N | 2014.5.28 | EHRN

70




F, RAEHE, EAE | REHARFEL(GE | -30
XEF, BBIE T | W)
HTF, MRz, #F
AL, WWTFHIE
HEEF, HHEHK
" A A =, BREEF, &
;e\igi?;img;ﬁlb F | mex zmzm |ssmakn 2014.5. 28
o BHEZEF, BF R#EEZER (R o E RN
vasoconstriction syndrome & R SHE | =30
D& R - i
F, HEEL WT
BiIE
MEAEL, WkEE
BHEHIZTO4 F/ULREEIC | fa, 80%F, ER | 56 @EAR/N 2014. 5. 98
D ITLWNAERBESEN | 22, BHBEZ E ﬁ@ﬁ?%@i_w" E RN
ERE TR DR 85+, FIETTHR, )
INRIZ, #IFX
smEmeas b=y | SUEELTED e
_;:_3:] K ) —_ y = y - UL L
é;ﬁ;%iﬁx«bva Ex NRHTF b | mihe (5 2014.9.20 | BN
= RIZ, ISR i)
Sachie Nakamura,
Mutational and functional | Hitoshi Osaka, Fo64EmTAY
analysis of Glucose Shinichi Muramatsu, | 1 AZEEEZE | 2014.10.1 Sy
transporter 1 deficiency | ShihoAoki, ErikoF. | & (> F 4 I | 8-22
syndrome. Jimbo, Takanor i a)
Yamagata
Okada H, Ishibashi
Induction of local OPMD H, Hayashita—Kinoh
histopathology in common | H, Chiyo T, Masuda | ASGCT 17th 14&E5 R
marmotset by rAAV1 and C, Annual 22 BRE | B4
8-mediated transduction. Nitahara-Kasahara Meeting H
(IRR4E—) Y, Takeda S and
Okada T.
Immune tolerance induction | Hayashita—Kinoh H,
in Canine X-Linked Nitahara-Kasahara ASGGT 17th 1445 H
Muscular Dystrophy with Y, Okada H, Chiyo T, | Annual 24 B | B4t
rAAV9-Microdystrophin Yugeta N, Okada T, | Meeting H
Transduction. (OEH) Takeda S
Skeletal muscle Nitahara-Kasahara
engraftment of mesenchymal | Y, Hayashita-Kinoh ﬁigg: | 17th ;g ﬁf}:ﬂ?ﬁ =5t
stromal cells is augmented | H, Chiyo T, Okada Meet ing -
by IL-10. ((RX4&—) H, Takeda S, Okada T
- - ETREF EMH
jéﬁ ;ﬁfﬁ%&iéﬁﬁ; % FRET BE | FOEEAE |META2| o
(OE) EHE, KBEME— B | E-BEEFS | BKER
B Hi#E B
Immune tolerance induction | Hayashita-Kinoh H, | The 20th
of canine X-linked Okada H, Annual 14%8H6 =R
muscular dystrophy with Nitahara—Kasahara Meeting of H/KER

fetal

Y, Chiyo T, Yugeta

Japan Society

71




rAAV-microdystrophin N, Okada T, Takeda S | of Gene
transduction, (I18H) Therapy
Okada H, Ishibashi
| H Hay:shitawginoh The 20th
rAAV1 and 8-mediated H! Chivo T, Masuda Annual
induction of local OPMD ' ' Meeting of 14886
histopathology in common Ci Japan Society | H/KMEH Sl
marmotset. ([1E#) Nitahara-Kasahara of Gene
' Y, Takeda S and Therapy
Okada T.
Engraftment of . The 20th
mesenchymeal stem cells is Nitahara-Kasahara Annual
: . Y, Hayashita-Kinoh | Meeting of 14FE8H8
effectively associated by . . EmW
IL-10 in skeletall muscle H, Chiyo T, Okada | Japan Society | H&iEH
(ol H, Takeda S, Okada T | of Gene
Therapy
Effective microdystrophin The 20th
expression in non-human Ishii A, Okada H, Annual
primate muscle with rAAYV | Hayashita-Kinoh H, | Meeting of 14488 6 &0
type 2/8/9 vectors Shin Jin-Hong, Japan Society | H/KKER
following immune Okada T, Takeda S of Gene
suppression ([HEH) Therapy
KA —4 o R DGR -
FAIZ#£S Incidental REE T ENET | o masm
S . A RN I A = I N ~ | 2014.27-2
findings ~O G — 734 ERERT. B Imhoot) 9 BN
Oy hRAT 4 8RE - #is - et e A=k )
BEOILEN S (OBE)
. JERY (% 56 [@
e L0 M L
i ) ERPMER) ’
Clinical keys for the R (E73ME 2014.4.10
diagnosis of pediatrics BB H AR EZ WA 13 o E RN
leukodystrophy ([1EH) BER
INRHIEEBICBITS WA (5 42 A 2014.9 18
proton MR spectroscopy O | BELH— BAHSRIE | 0 =l
BRERIG A (OEE) EFEsls
BE (F7MH
MNROBEERE (OB | HEE— Neuro-Imaging | 5014 11.2 | @
Refresher 5
Club)
n . TEEF, MARME CEl3TEBRXK
LB IORRX | & meEF. Wk | AREEPR | 2014410 | @
v 0 ®BE. FhiTERES
MERiEMIE S
FOREBMARIZE VD TILE VIRUDL, B 2014.4.11
FIREDBEAERNEET | ILABE M7 EIBARMDRE ~13' ' EW
H5 BER2iE
A
=
Wy Lo E—#HEE MEEE S > 2014 4. 11
MR AREOFZEIZRIZT | ILEAEE RO L, B ~13' ' EMR
S 1T EHEARNE

72




[k Y 9k 5 7 1aa E—# FS6EEAN | 00 o 0
EEAEBEEART S L | ILEAEE REREss ~31' ' ESles)
BEDODRREELD s

(HEFE/DNRHEREMN e

Mo THCSEBESIR || [ﬁg’%x@;f;‘ 2014.5.28 | o
EDB L HEL SR = %$§ = ~31

'EE =

HEPACAN Z &2 &

Loz 52 LORMIRE | mmawm, agmm | H56EERN |00 o0
Megalenceph;lic th, TEEF, WK | RaEEse ~31' ' ERA
i) =4 &0 ’“" %

leukoencephalopathy with B=E xE B s
subcortical cyst (MLC)
- 4 A = L
1Sqiz 221 BRREEEY | Lmnz, nweve | %56 ERAN
AbA SRR ER LR | o = | LTRETERT | g
1 B 15 ) F, WUXREE s
. R ERIEEES
LERESATANAOE |t FBE | by | 204626 |
s cme F, BHREA, LK NG E3]a|
ETEHOERYE & EE BE TESFHME | ~29
e
=
EEERFUZE~DEE | TEEF ZEH % 38 B HAE
BHBERS T THRE | F, EREE, = fEhot) | 2014.6.26 oy
NDEEH~HIEBEORE | BF BHNEBE W | V2ezitE ~29
NoBRAZTELIE~ ABE &
T Y—LEBIFIz&Y TEEF, EHE e
TUBBMA IZ SZRRZEREEY | A, MBFE, Tk ;;ﬂ‘ﬂfff 2014.7.26 | o
t= Pelizaeus-Merzbahcer & | &, #MAE®E, WK ﬁ.‘.éi%x% ~21
B0 % T A B N e TR
BeERREES. HE. B | =—5&6F, TE= o 54 E B AL
MR & CHARGE FERBFER | F, BIFMK, BA | Towman | 2014.7.26 %
LIOERET LT 10026 | BE, RESE, 1L e = ~27
RED 1 I ABE R
[oRSH LT ThhA
SEEHEREBEFDFER—
BEERAD A wt—: Bt FABEEERT |0 o0
DEFINF-EERIZOA | ILAEE ADAEEE ~3 T ER
NE3EBE—]1EDESETAD ES
AEHITFLACGHZED
EREMN?
[ oRTH LEE IPSHRA] e
NRMBREIET SRR | WAEE THET | Lo o | DT m
iPS #EAaF A
[ URSH L2 RERE ;g;gggf
BEERRBERITA0 . oy 2014.11.1 | _
74 RBkRECEsn | DAEE FRR/F12 | 4 Elg
EREBEODE B77REX

KRR

73




VIRT Y L

B AR A=
Tp22. 1 flff 2 2 % RO IR & . S 69 [
RELTHRR  ATE AT | SOET BRI e aagr (2001
aFRE L ObhY ’ = PRERE 21
EIPNE=S
HA AR
PRRT2ZZR(C K DR BME | =Z&f+F, THE @%%wﬂﬁ:2m4n1
DTADNABREORERSEN | F BFEAXA, WX | £/BR#ETF 9~2'2 ’ Edln|
LETE #mE SRR E 2
EIp N
B EEINTET=
iﬁpf%;(pCsNynoffir%;&t& SEEL, LIARE PR 5.9 [E;jj: 2014.11.1
migrating focal seizures Z, I{Zgﬁ;%?’ ME | =/ARERT 9~22 iy
14 shilk, JKH%H 3 s A
CIPNE
peprym
PLP1 % &1 K22 ORI 5 e
FERIZHTHEEMME | UARE, FThE i%miﬁr‘% 2014111 | o
BHREEESTDREOR | F ENFETF :i%,nm AT 9~22
EED B 21
Bl K==
Uk v 9k LSRR TADA HA AT
TERMIE OB AR F 2~ A e E 59 @K 2014, 111
O7 LA #BEBEICED | ILKERE R/BREET |0 | B
AR TADAEKED S ZHREEE 21
N ER&
Abnormal neuronal 20th Biennial
migration with ischemic . Meeting of the
brain injury in extremely ?' BZiZi?éé ? Kubo, International | 2014.7.19 =t
preterm infants underlies ’ Society for -24.
o Inoue
subsequent cognitive Developmental
impairment. Neuroscience.
2. Pk - MERESIC B B iR
HExLI-5HMH
BHLEHY (BREE) | REEEA CESE el P
%F4) ~
Gotoh L, Inoue K,
. Helman G, Mora S,
S:giiggomoter mutations Maski K, Soul JS, Mol Genet
Pe | izaous—Mer zbacher—1 ik Bloom M, Evans SH, | Metab 2014 E3PA)
. Goto Y, Caldovic L, | 111(3):393-8
e disease.
Hobson GM,
Vanderver A
Attenuation of Morimura T, Numata
endoplasmic reticulum Y, Nakamura S, Exp Biol Med
stress in Hirano E, Gotoh L, 239 (4) :489-50 | 2014 ESP)N

Pelizaeus—Merzbacher
disease by an anti-malaria

Goto Y, Urushitani
M, Inoue K.

1

74




drug, chloroguine.

Epidemiological,
clinical, and genetic

Numata Y, Gotoh L,
Iwaki A, Kurosawa K,

J Neurol.

landscapes of Takanashi JI, ) 2014 E 4t
hypomyel inating Deguchi K, Yamamoto 261(4) :752-8
leukodystrophies. T, Osaka H, Inoue K.
Kuroiwa-Numasawa Y,
Involvement of ER stress | Okada Y, Shibata S,
in dysmyelination of Kishi N, Akamatsu W,
Pelizaeus—Merzbacher Shoji M, Nakanishi StemCel IRepor
disease with PLP1 missense | A, Oyama M, Osaka H, ts 9:1-14 2014 E 4t
mutations shown by Inoue K, Takahashi '
iPSC—der ived K, Yamanaka S,
oligodendrocytes. Kosaki K, Takahashi
T, Okano H
SLC16A2 mutations in two Yamamg?o T
Japanese patients with Shimojima K, HumGenVar
Umemura A, Uematsu ] 2014 E st
Allan-Herndon-Dudley 1:14010.
M, Nakayama T, Inoue
syndrome. K
R AR
BL1)—X
FTNUNDOAERERKNEE No. 28 T#a#RE
WHF L5 #HE R B2 s | 20 =
[11) BXER
k%t p876-883
wmE KEZE
ORI
BRI AL N2
(Pel izaeus—Merzbacher HE g e e TR 2014 E KN
=) fEIRE (E2
A VY BXR
g
p264-269
Imagawa E, Osaka H,
Yamashita A, Shiina
Hemizygons 062 g S et ||
syndrome: a possible |ink? M, Tsurusaki Y, 133 : 225-34
" | Saitsu H, Ogata K,
Matsumoto N, Miyake
N.
Early magnetic resonance
detection of cortical Okabe T, Aida N, .
necrosis and acute network | Niwa T, Nozawa K Pediatr
L . . L ' Radiol. 2014: | 2014 ESEAY
injury associated with Shibasaki J, Osaka :
. . 53; 448-58
neonatal and infantile H.
cerebral infarction
A Japanese Adult Case of | Akiyama T, Osaka H, | JIMD Rep.
Guanidinoacetate Shimbo H, Nakajiri | 2014;12:65-9 2014 =5

75




Methyitransferase
Deficiency.

T, Kobayashi K, Oka
M, Endoh
F, Yoshinaga H.

A Novel Two-Nucleotide

Wada T, Haddad MR,

Deletion in the ATP7A Gene | Yi L, Murakami T, Pediatr
Associated With Delayed Sasaki A, Shimbo H, | Neurol. 2014; | 2014 [E #+
Infantile Onset of Menkes | Kodama H, Osaka H, 50: 417-20
Disease. Kaler SG.
Shimbo H, Takagi M,
A.rap;d screenfng with Okuda M, Tsuyusgk: Mol Genet
direct sequencing from Y, Takano K, lai M, Metab Report
blood samples for the Yamashita S, L "1 2014 [# 4}
. . . 2014; 1:133-
diagnosis of Leigh Murayama K, Ohtake 138
syndrome. A, Goto Y, AidaN, '
Osaka H.
A Three-Year-0ld Boy With Pediatr
Glucose Transporter Type 1 | Ohshiro-Sasaki A, Neurol 2014
Deficiency Syndrome Shimbo H, Takano K, Jan'SO.(T) -99- 2014 [ 41
Presenting With Episodic | Wada T, Osaka H. ' ’
. 100.
Ataxia.
Causative novel PNKP
mutations and concomitant | Nakashima M, Takano J Hum Genet
PCDH15 mutations in a K, Osaka H, Aida N, 2014 '
patient with microcephaly | Tsurusaki Y, Miyake . : 2014 E 4t
. . . Aug;59(8) 1471
with early-onset seizures | N, Saitsu 4
and developmental delay H, Matsumoto N. '
syndrome and hearing loss.
Miyatake S, Osaka H,
Shiina M, Sasaki M,
. . Takanashi J,
Expanding the phenotypic Haginoya K, Wada T, | Neurology
e s Mor imoto M, Ando N, | 2014 Jun o4 .
hypomye??;zz;ige Ikuta Y, Nakashina | 17:82(24):223 =y
leukoencephalopathies. Mi Tsurusaki Y, 0-7
Miyake N, Ogata K,
Matsumoto N, Saitsu
H.
Effect of CYP2G19 Kouga T, Shimbo H,
polymorphisms on Iai M, Yamashita S, Brain Dev
stiripentol Ishii A, Ihara Y, 2014 Nay g 2014 ESE)N
administration indapanese | Hirose S, Yamakawa '
cases of Dravet syndrome. | K, Osaka H.
Kato M, Saitsu H,
Murakami Y, Kikuchi
PIGA mutations cause K, Watanabe S, lai | Neurology
ear ly-onset epileptic M, Miya K, Matsuura | 2014 May 2014 E 5

encephalopathies and
distinctive features

R, Takayama R, Ohba
C, Nakashima M,

Tsurusaki Y, Miyake
N, Hamano S, Osaka

6:82(18) 11587
-96.

76




H, Hayasaka K,
Kinoshita T,
Matsumoto N.

11. van de Kamp J,

Errami A, Howidi W %;2 ﬁz’r‘e;
Genotype—phenotypecorrel | Anselm I, Winter S, doi - ’
ation of contiguous gene | Phalin-Rogue J,
deletions of SLCG6AS, OsakaH, van Dooren 236211}ég§§"1 2014 =5
BCAP31 and ABCD1. S, ManciniG, '
. ahead of
Steinbergs, .
SalomonsG. print]
Epidemiological, 12. Numata Y, Gotoh
clinical, and genetic L, Iwaki A, Kurosawa | J Neurol. 2014
|andscapes K, Takanashi J, Apr;261(4):75 | 2014 E 4t
ofhypomyel inating Deguchi K, Yamamoto | 2-8.
leukodystrophies. T,0saka H, Inoue K.
Nakamura K, Osaka H,
PIGO mutations in Murakami Y, Anzai R,
intractable epilepsy and | Nishiyama K, Kodera | Epilepsia
severe developmental H, Nakashima M, 2014 2014 =5t
delay with mild elevation | Tsurusaki Y, Miyake | Feb;55(2) :e13
of alkaline phosphatase N, Kinoshita T, -7
levels. Matsumoto N, Saitsu
H.
Numasawa—Kuroiwa Y,
Involvement of ER Stress | Okada Y, Shibata S,
in Dysmyelination of Kishi N, Akamatsu W, | Stem Cell
Pelizaeus-Merzbacher Shoji M, Nakanishi | Reports. 2014
Disease with PLP1 Missense | A, Oyama M, Osaka H, | Apr 2014 ESEaN
Mutations Shown by Inoue K, Takahashi | 24;2(5):648-6
iPSC-Derived K, Yamanaka S, 1.
0ligodendrocytes. Kosaki K, Takahashi
T, Okano H.
Brain
. Dev. 2014 Aug
Selzurg recurrence - 7 doi:
fol lowingpyridoxine Tamaura M, Shimbo H, 10.1016/]. bra
withdrawal in a patient [ai M, Yamashita S, | . ) 2014 EH4t
with pyridoxine—dependent | Osaka H. indev. 2014.07
epi lepsy. . 008. [Epub
ahead of
print]
Kodera H, Osaka H,
Mutations in the lai M, Aida N, J Hum Genet.
. . 2014 Dec 4.
glutaminy [-tRNA Yamashita A, doi :10. 1038/ ]
synthetase gene cause Tsurusaki Y, he émd 103 2014 E 4t
ear ly-onset epileptic Nakashima M, Miyake ) ' ’
encephalopathy. N, Saitsu H, [EPUb ahead of
Matsumoto N. print]
A Japanese girl with an Takano K, Tsuyusaki | Brain Dev. 92014 E 5t
early-infantile onset Y, Sato M, Takagi M, | 2014 Oct 27

77




