AR ZE (Toshiyuki Yamamoto)

e

1.

Shimojima, K. & *Yamamoto, T. Growth profiles of 34 patients with
Wolf-Hirschhorn syndrome. J Pediatr Genet 1: 33-37, 2012.

Shimojima, K., Inoue, T., Imai, Y., Arai, Y., Komoike, Y., Sugawara, M., Fujita, T.,
Ideguchi, H., Yasumoto, S., Kanno, H., Hirose, S. & *Yamamoto, T. Reduced PLP1
expression in induced pluripotent stem cells derived from a Pelizaeus-Merzbacher
disease patient with a partial PLP1 duplication. / Hum Genet 57: 580-586, doi:
10.1038/jhg.2012.85 (2012).

Shimojima, K., Okamoto, N., Suzuki, Y., Saito, M., Mori, M., Yamagata, T., Momoi,
M., Hattori, H., Okano, Y., Hisata, K., Okumura, A. & *Yamamoto, T. Subtelomeric

deletions of 1q43q44 and severe brain impairment associated with delayed
myelination. J Hum Genet 57: 593-600, doi: 10.1038/jhg.2012.77 (2012).
Miyatake, S., Miyake, N., Touho, H., Nishimura-Tadaki, A., Kondo, Y., Okada, 1.,
Tsurusaki, Y., Doi, H., Sakai, H., Saitsu, H., Shimojima, K., Yamamoto, T.,
Higurashi, M., Kawahara, N., Kawauchi, H., Nagasaka, K., Okamoto, N., Mori, T.,
Koyano, S., Kuroiwa, Y., Taguri, M., Morita, S., Matsubara, Y., Kure, S. &
Matsumoto N. Homozygous ¢.14576G>A variant of RNF213 predicts early-onset

and severe form of moyamoya disease. Neurology 78: 803-810, doi:
10.1212/WNL.0b013e318249f71f (2012).

Shimada, S., Okamoto, N., Ito, M., Arai, Y., Momosaki, K., Togawa, M., Maegaki, Y.,
Sugawara, M., Shimojima, K., Osawa, M. & *Yamamoto, T. MECP2 duplication
syndrome in both genders. Brain Dev 85: 411-419, doi: 10.1016/j.braindev (2013).
Okumura, A., Shimojima, K., Kubota, T., Abe, S., Yamashita, S., Imai, K., Okanishi,
T., Enoki, H., Fukasawa, T., Tanabe, T., Dibbens, L.M., Shimizu, T. & Yamamoto T.
PRRT2 mutation in Japanese children with benign infantile epilepsy. Brain Dev
doi: 10.1016/j.braindev (Early On-line View).

Shimada, S., Okamoto, N., Hirasawa, K., Yoshii, K., Tani, Y., Sugawara, M.,

Shimojima, K., Osawa, M. & *Yamamoto, T. Clinical manifestations of Xq28

functional disomy involving MECP2 in one female and two male patients. Am
Med Genet A (in press).

Takahashi, I., Takahashi, T., Sawada, K., Shimojima, K. & *Yamamoto, T.
Jacobsen syndrome due to an unbalanced translocation between 11923 and 22q11.2
identified at age 40 years. Am J Med Genet A 158A: 220-223, doi:
10.1002/ajmg.a.34382 (2012).




10.

11.

12.

13.

14.

15.

16.

Shimojima, K., Okumura, A., Natsume, dJ., Aiba, K., Kurahashi, H., Kubota, T.,

Yokochi, K. & *Yamamoto, T. Spinocerebellar ataxias type 27 derived from a

disruption of the fibroblast growth factor 14 gene with mimicking phenotype of
paroxysmal non-kinesigenic dyskinesia. Brain Dev 34: 230-233, doi:
10.1016/j.braindev.2011.04.014 (2012).

Shimojima, K., Mano, T., Kashiwagi, M., Tanabe, T., Sugawara, M., Okamoto, N.,

Arai, H. & *Yamamoto, T. Pelizaeus-Merzbacher disease caused by a

duplication-inverted triplication-duplication in chromosomal segments including
the PLP1 region. Fur J Med Genet 55: 400-403, doi: 10.1016/j.ejmg.2012.02.013
(2012).

Shimada, S., Miya, K., Oda, N., Watanabe, Y., Kumada, T., Sugawara, M.,
Shimojima, K. & *Yamamoto, T. An unmasked mutation of EIF2B2 due to

submicroscopic deletion of 14q24.3 in a patient with vanishing white matter disease.
Am J Med Genet A 158A: 1771-1777, doi: 10.1002/ajmg.a.35431 (2012).

Shimojima, K., Okumura, A., Mori, H., Abe, S., Ikeno, M., Shimizu, T. &
*Yamamoto, T. De novo microdeletion of 5q14.3 excluding MEF2C in a patient with

infantile spasms, microcephaly, and agenesis of the corpus callosum. Am J Med
Genet A 158A: 2272-2276, doi: 10.1002/ajmg.a.35490 (2012).

Miya, K., Shimojima, K., Sugawara, M., Shimada, S., Tsuri, H., Harai-Tanaka, T.,
Nakaoka, S., Kanegane, H., Miyawaki, T. & *Yamamoto, T. A de novo interstitial

deletion of 8p11.2 including ANKI1 identified in a patient with spherocytosis,
psychomotor developmental delay, and distinctive facial features. Gene 506:
146-149, doi: 10.1016/j.gene.2012.06.086 (2012).

Nakayama, T., Nabatame, S., Saito, Y., Nakagawa, E., Shimojima, K., Yamamoto
T., Kaneko, Y., Okumura, K., Fujie, H., Uematsu, M., Komaki, H., Sugai, K. &

Sasaki, M. 8p deletion and 9p duplication in two children with electrical status

epilepticus in sleep syndrome. Seizure 21: 295-299, doi:
10.1016/j.seizure.2012.01.002 (2012).

Kurosawa, K., Tanoshima-Takei, M., Yamamoto, T., Ishikawa, H., Masuno, M.,

Tanaka, Y. & Yamanaka M. Sirenomelia with a de novo balanced translocation
46,X,t(X;16)(p11.23;p12.3). Congenit Anom (Kyoto) 52: 106-110, doi:
10.1111/5.1741-4520.2011.00326.x (2012).

Okumura, A., Hayashi, M., Tsurui, H., Yamakawa, Y., Abe, S., Kudo, T., Suzuki, R.,

Shimizu, T. & Yamamoto, T. Lissencephaly with marked ventricular dilation,

agenesis of corpus callosum, and cerebellar hypoplasia caused by TUBA1A

mutation. Brain Dev 35: 274-279, doi: 10.1016/j.braindev.2012.05.006 (2013).



17.

18.

19.

20.

21.

22.

23.

24.

25.

26.

Shichiji, M., Ito, Y., Shimojima, K., Nakamu, H., Oguni, H., Osawa, M. &

*Yamamoto, T. A cryptic microdeletion including MBD5 occurring within the

breakpoint of a reciprocal translocation between chromosomes 2 and 5 in a patient
with developmental delay and obesity. Am J Med genet A 161A: 850-855, doi:
10.1002/ajmg.a.35768 (2013).

Kobayashi, S., Inui, T., Wakusawa, K., Tanaka, S., Nakayama, T., Uematsu, M.,
Takayanagi, M., Yamamoto, T. & Haginoya K. A case of atypical benign partial

epilepsy with action myoclonus. Seizure 22: 242-245, doi:
10.1016/j.seizure.2012.12.003 (2013).
*Yamamoto, T., Matsuo, M., Shimada, S., Sangu, N., Shimojima, K., Aso, S. & Saito

K. De novo triplication of 11q12.3 in a patient with developmental delay and
distinctive facial features. Mol Cytogenet 6: 15, doi: 10.1186/1755-8166-6-15 (2013).
Shimojima, K., Shimada, S., Sugawara, M., Yoshikawa, N., Nijjima, S., Urao, M. &

*Yamamoto, T. Challenges in genetic counseling because of intra-familial

phenotypic variation of oral-facial-digital syndrome type 1. Congenit Anom (Kyoto)
(Early On-line View).

Usui, D., Shimada, S., Shimojima, K., Sugawara, M., Kawasaki, H., Shigematsu, H.,
Takahashi, Y., Inoue, Y., Imai, K. & *Yamamoto, T. Interstitial duplication of

2q32.1-q33.3 in a patient with epilepsy, developmental delay, and autistic behavior.
Am J Med Genet A 161: 1078-84, doi: 10.1002/ajmg.a.35679 (2013).
Sangu, N., Shimosato, T., Inoda, H., Shimada, S., Shimojima, K., Ando, T. &

*Yamamoto, T. A novel nucleotide mutation leading to a recurrent amino acid

alteration in SH3BP2 in a patient with cherubism. Congenit Anom (Kyoto) (Early
On-line View).
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. J Child Neurol (Early On-line View).
Okumura, A., Hayashi, M., Shimojima, K., Ikeno, M., Uchida, T., Takanashi, J.,
Okamoto, N., Hisata, K., Shoji, H., Saito, A., Furukawa, T., Kishida, T., Shimizu, T.

& Yamamoto, T. Whole-exome sequence for a unique brain malformation with

periventricular heterotopia, cingulate polymicrogyria, and midbrain tectal
hyperplasia. Neuropathology doi: 10.1111/neup.12007 (Early On-line View).
Okamoto, N., Ohmachi, K., Shimada, S., Shimojima, K. & Yamamoto, T. 101 kb
deletion of chromosome 4p16.3 limited to WHSCR2 in a patient with mild

phenotype of Wolf-Hirschhorn syndrome. Am J Med Genet A (in press).

*Yamamoto, T. & Shimojima, K. Pelizaeus-Merzbacher disease as a chromosomal




disorder. Congenit Anom (Kyoto) 53: 3-8, doi: 10.1111/cga.12005 (2013).

[ -]

1.

® N oo o
7{

10.

11.

12.

13.

14.

15.

16.

IWABE. BHREGICEDE AT DO~ 7aT LAY aRRE., BRrEiadt, B
(2012).

AR, SR, BEREE RN N7y, AARREREYS BE. pp22-23, &1
5, R (2012).

(AR, 1p36 K ISEMERE NV R T w7, SRS IREAL, BT (2012).

IWAREE. BIETTE~A7m T LARGEERAE. FEbDOT WA TADATAR, B
FREA, 1B —RR W, pp89-100, LSS, HAT (2013).

IWAER. v A7a7 VAR EDORIKICH. AAXNEFIF2ME 116: 32-39 (2012).
IWARRE. EEROETEE I A ROMES. iyl 44: 277-283 (2012).
(AT . DNAT Y7 TRIBRONDLD 2 (wA7a7LA). IEAF 44: 1703-1706 (2012).
B QUAREE. FREBBAE R KIPSHINE O 1t ST S RERRAT - FPAR R T ~ D) .
MEFEE 45: 137-142 (2013).

(WA, BHSER TREEEE. /BRI L 2T +— 3:524-530 (2013).

(LA . MarfandEERE, WilllamsTEBERE, 22q1 1.2 KR ISEWERE, DiGeorgeiEWERE. /&R
S5 43: 368-371 (2013).

IWARBE. ~ (a7 LAk PNEFZE 16 HETISTERL CHE/ NEORE | S20-S25
(2013).

IWARE. Blaimemt-~A7a 7 VAR AR E - NEMFEFDOHEA (in press).
AR, MYt i B OB BIROBE S -~ A 70T LA Yt R 4 HIs
NEEEEAR (in press).

IARRE. IPRAES 752 AYLOEEEIE: 2. WillamsfEGERE. 4 B OFFIE RIS IR,
AEBSCTE, SaARRIZ:, PRBER, & RiE—, thHPE, Z5HRIEAN . pp603-604, H2RR, FE5
e, HH (2013).

IR, NIRBA G T8 AYLOREEIE: 4. 22q1 L2 R KIEGERE. 4 B ORI BIEH
fat, AUERETE, SRRIZ, MRBER, &R, FREME, ZEERIEA fW. pp606-608, Fi2hi,
R, B (2013).

WWARE & TEFET. IPSHIE G 2 AV D EROITARK. BIsTFEFMOOK il
TWFEESBETRWMEEESDL), FEEIT, TEER . AT v -RY, KR, (in

press).

[EEFE]
BV



[ENZFE=]

1.

2.

10.

11.

12.

13.

14.

15.

BHZE, FTHE, MEER, YRS, piERIL, KEEART & UAREE. 1p36K
IIEMGEREDO 2 E FEREFIA. 53500 B A/ N R A FENTES, 2012.4.18-19, A K.
IR RS FRRRE IR A R LT 4 D AR ERE R - B D Bl 7 o —. 553500 H AV &
RS, 2012.4.18-19, ABE K.

SEHRIT, Ak, EMHR, JIKE, =1, [UARE, @EEN. e
TN R T 28 Y AR R 4y B O 1], 55115001 B AN R A Pl 2,
2012.4.20-22, f& .

B HZE, FTHET, REER, YRS, piERIL, KEEART & UAEE. 1p36K
FIERREF RO T V7. G360 A AR AT B 7 il 2,
2012.6.8-10, FAAK.

TEEF, BHEE, FRALY, TR, REE RS, H)IH & LARE. RERAR
ORI E B RIEIC BT D=7y — M. 553618 B ARBIR A Y 'Y 7Pl
2 2012.6.8-10, A,

AEFEAL, BHEE, FEET, REEA, FBRT & ILABE. 1p36 R IEBEREDT
AP D R REFIAE OEFHRE R, 540 H A/ NEMR i as, 2012.5. 17-19, FLIR.
WIS, FEET, BHZY, piEEKIL, MEER, KEEAT & [UAEE. 1p36K
RIEEREDOFS R, 5540 H AN R4y, 2012.5. 17-19, FLIR.

B HZE, FTRET, REER, YRS, piERIL, KEEART & UAEE. 1p36XK
JIEBREO R E FEREFHARE AL, F5418] A AN a4, 2012.5. 17-19, FLIR.
AR, TRET, BHEY, TBE T & REE /. kit —ro—2H 0=k
VAV T ND ) — AN LD RIK R B Pelizaeus—Merzbacherffi SR E D2 W, Z554[A]
A AV NRARRR i gy, 2012.5. 17-19, FLIE.

WAL, TERET, BHEZE, AiER, BARA, SH5E & MAMEZ. WIRmR
PRBBE TG ZXIRE LT~ A7mT LAY AOZEG A, 5548 B AN AR
sz, 2012.5. 17-19, FLIR.

TEET & LWARBE. FEBE B IRIPSHIL OB L IR REMRHT | HARARRR R E ~D .
F54[a] H A/ NEMRR SRS, 2012.5. 17-19, FLIR.

B HZE, FHET, KEBEEAT & WAREE. #THRMNAEREOEBE TE
Br. 2554 H AN AR e, 2012.5. 17-19, FLIR.

LIRS KM/ N BRI B 1T DR EE AR, 55520 A AR R B
ANHES22012.7.6-8, HUAL.

TEET, BAEA, BB, LHEY, MEFE, HAER & UAEE. MEF2CE & £/2
UNEq14 3R 2. BE52[0] H AR SE R BB PN HE £ 2012.7.6-8, HURL.

WA EZ, BHEE, THET & IWAEE. Wolf-HirschhornfE B 2 T-AEIk O foHE K &
Bil. Eo2la] A AR B a4 42012.7.6-8, B



16.

17.

18.

19.

20.

21.

22.

23.

24.

25.

26.

R LR, TRIETF, MR, ST, BiEE5L, REBEAT & AT, AHIC
BT D 1p36 R KIEMERE ERETA. 5552[0] A A KRB F PN 4E£432012.7.6-8, HUR.
—EHET, ERAEY, HHEH, BREY, TREIET & IUAERE. SHIBP2ZA 5270
T2 VE R LER]. F5520R] A AL R B F I H22012.7.6-8, HUAL

B HEE, MAMEZ, ZHHf, BRALY, TRES, KEEART & IEEE. HE
P T & Sacthre—Chotzen IEMERE A S LT=Tp2 1L IR SER. A AR ANFEBIREESF5T
[FR4s 2012.10.24-27, HUR.

BRAEY, TRES, HRHEY ZHH#H1, 5HnE & UARE. LT TAPAMIE
BAECBILOAEEE WL AANBBE AR H5TIRE 2012.10.24-27, HAL.
R, bR, AR, BEEE, TRET, UARE & KEEAT. 3p21.31%
SROWHI R IIEGREDO 15, AANBIZ PR FETRIRE 2012.10.24-27, HUT.
s, TAAEACH, FEMEET, IMRERRS, AREEN, HFHE T, &KL, &K
s IUARERE & HMIHAN Ectodermal dysplasia, hypohidrotic, with hypothyroidism and
agenesis of the corpus callosum® 1§, H AR NEBERFRHESTRIRE 2012.10.24-27, HAL
AT, B EE, BRRT, R & [WREE. PRRT2ER A RNFESIL
infantile convulsions and choreoathetosis syndrome® 1% F. A AR AFEBRFFHLHTIHK
£ 2012.10.24-27, HUL.

B, WL, BIPEMT, BRDEE, WALSET, SR, BBLE N, I,
s, MR, JIRER, A7), WMREE, WARE, HRE 7 & NIEZ 7. MODY5
2B 2R B O A AL ER RO B DWW T-L0EFIORE-. B AR NEES
FE5TIEIRS 2012.10.24-27, HUR.

ZEET, ERALY, G, ALY, TEIET & UARE. SHIBP2Z R A0
1 VERLER]. HA N FRESTEIRE 2012.10.24-27, HUR.

TEET, BRALY, HHEEY, ZHH & WARE. iPSHICIIT2 R
PRI OV TORE. HARABBERPRFESTAARS 2012.10.24-27, HUR.
HREBT, RRE, =Tk, TR, BIRSETE, FEEE, TRET, LARE, MA
2, MEEIERE, RAEH, JIRERE, BERe, MEE—, Q%R & AEE.
RNF21385 T OREHEAVE14576 2L EIEMOHLL0L M OB n~— I —Thb%. H
ARNFBARTFRHETRIRE 2012.10.24-27, HU.

[RfFAE - 237 —]

1.

2.

3.

AR, S KM/ N BRI B T D R R OMEA. 5520 A A KR R

TS, B, TH, 2012.

IWARET. 7/ LLEER. MA@ R E (BN RFE-METREER ST, A, 8

H, 2012.

LA, AR~ A 70T LA RO IR A2 . A28 N 3 —



(H AN RS ), BE L, 104, 2012.
4. [UAREZE. Current Issuefifii&E{mFOHEA. B AR NEBERF2F5TRIRE 2012.10.24-27,

HUL.
5. IUAR#EE. Lunchon =7V —AEHTORNIRC- TRIREZE, B AR N EILFREHLTIRIR

£ 2012.10.24-27, BT
6. [UAREBE. NERMEEICRITAY AER. $51300 A A/NER RS AE T TS, K, 12
A, 2012.

[ D]
P~ AaIRR
P

FEEF HHIRE - BRI
B



