(AR ZE (Toshiyuki Yamamoto)

[JR#E]

1. *Yamamoto, T., Shimojima, K., Nishizawa, T., Matsuo, M., Ito, M. & Imai, K.
Clinical manifestations of the deletion of Down syndrome critical region including
DYRK1A and KCNJ6. Am J Med Genet A 155A, 113-119,
doi:10.1002/ajmg.a.33735 (2011).

2. Shimojima, K., Okumura, A., Natsume, J., 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,
doi:10.1016/j.braindev.2011.04.014 (in press).

3. Shimojima, K. & *Yamamoto, T. Growth profiles of 34 patients with
Wolf-Hirschhorn syndrome. J Ped Genet (in press).

4. Shimojima, K., Okamoto, N., Inazu, T. & *Yamamoto, T. Tandem configurations
of variably duplicated segments of 22g11.2 confirmed by fiber-FISH analysis. J
Hum Genet 56, 810-812, doi:10.1038/jhg.2011.100 (2011).

5. *Tohyama, J., Yamamoto, T., Hosoki, K., Nagasaki, K., Akasaka, N., Ohashi, T.,
Kobayashi, Y. & Saitoh, S. West syndrome associated with mosaic duplication of
FOXG1 in a patient with maternal uniparental disomy of chromosome 14. Am J
Med Genet A 155A, 2584-2588, doi:10.1002/ajmg.a.34224 (2011).

6. Hirose, M., *Haginoya, K., Yokoyama, H., Kikuchi, A., Hino-Fukuyo, N.,
Munakata, M., Uematsu, M., linuma, K., Kato, M., Yamamoto, T. & Tsuchiya, S.
Progressive atrophy of the cerebrum in 2 Japanese sisters with microcephaly with
simplified gyri and enlarged extraaxial space. Neuropediatrics 42, 163-166,
doi:10.1055/s-0031-1287771 (2011).

7. *Okamoto, N., Hatsukawa, Y., Shimojima, K. & Yamamoto, T. Submicroscopic
deletion in 7931 encompassing CADPS2 and TSPAN12 in a child with autism
spectrum disorder and PHPV. Am J Med Genet A 155A, 1568-1573,
doi:10.1002/ajmg.a.34028 (2011).

8. Shimojima, K., Okanishi, T. & *Yamamoto, T. Marfanoid hypermobility caused by
an 862 kb deletion of Xg22.3 in a patient with Sotos syndrome. Am J Med Genet A
155A, 2293-2297, doi:10.1002/ajmg.a.34164 (2011).

9. *Okumura, A., Yamamoto, T., Shimojima, K., Honda, Y., Abe, S., Ikeno, M. &
Shimizu, T. Refractory neonatal epilepsy with a de novo duplication of
chromosome 2g24.2924.3. Epilepsia 52, e66-69,




10.

11.

12.

13.

14.

15.

16.

17.

18.

doi:10.1111/j.1528-1167.2011.03139.x (2011).

Yamashita, S., *Okumura, A., Yamamoto, T., Shimojima, K., Tanabe, T. & Shimizu,
T. SCN1B is not related to benign partial epilepsy in infancy or convulsions with
gastroenteritis. Neuropediatrics 42, 135-137, doi:10.1055/s-0031-1285837 (2011).
*Siggberg, L., Peippo, M., Sipponen, M., Miikkulainen, T., Shimojima, K.,
Yamamoto, T., Ignatius, J. & Knuutila, S. 9922 Deletion--first familial case.
Orphanet J Rare Dis 6, 45, doi:10.1186/1750-1172-6-45 (2011).

Shimojima, K., Sugawara, M., Shichiji, M., Mukaida, S., Takayama, R., Imai, K. &
*Yamamoto, T. Loss-of-function mutation of collybistin is responsible for X-linked
mental retardation associated with epilepsy. J Hum Genet 56, 561-565,
doi:10.1038/jhg.2011.58 (2011).

Liang, J. S., Shimojima, K., Takayama, R., Natsume, J., Shichiji, M., Hirasawa, K.,
Imai, K., Okanishi, T., Mizuno, S., Okumura, A., Sugawara, M., Ito, T., Ikeda, H.,
Takahashi, Y., Oguni, H., Osawa, M. & *Yamamoto, T. CDKLS5 alterations lead to
early epileptic encephalopathy in both genders. Epilepsia 52, 1835-1842,
doi:10.1111/j.1528-1167.2011.03174.x (2011).

*Kitoh, H., Kaneko, H., Kondo, M., Yamamoto, T., Ishiguro, N. & Nishimura, G.
Spondylometaphyseal dysplasia with cone-rod dystrophy. Am J Med Genet A 155A,
845-849, d0i:10.1002/ajmg.a.33898 (2011).

Shimojima, K., Isidor, B., Le Caignec, C., Kondo, A., Sakata, S., Ohno, K. &
*Yamamoto, T. A new microdeletion syndrome of 5931.3 characterized by severe
developmental delays, distinctive facial features, and delayed myelination. Am J
Med Genet A 155A, 732-736, doi:10.1002/ajmg.a.33891 (2011).

*Okamoto, N., Tamura, D., Nishimura, G., Shimojima, K. & Yamamoto, T.
Submicroscopic deletion of 12913 including HOXC gene cluster with skeletal
anomalies and global developmental delay. Am J Med Genet A 155A, 2997-3001,
doi:10.1002/ajmg.a.34324 (2011).

*Tanaka, T., Motoi, N., Tsuchihashi, Y., Tazawa, R., Kaneko, C., Nei, T.,
Yamamoto, T., Hayashi, T., Tagawa, T., Nagayasu, T., Kuribayashi, F., Ariyoshi,
K., Nakata, K. & Morimoto, K. Adult-onset hereditary pulmonary alveolar
proteinosis caused by a single-base deletion in CSF2RB. J Med Genet 48, 205-209,
doi:10.1136/jmg.2010.082586 (2011).

Filges, 1., Shimojima, K., Okamoto, N., Rothlisberger, B., Weber, P., Huber, A. R.,
Nishizawa, T., Datta, A. N., Miny, P. & *Yamamoto, T. Reduced expression by
SETBP1 haploinsufficiency causes developmental and expressive language delay
indicating a phenotype distinct from Schinzel-Giedion syndrome. J Med Genet 48,




19.

117-122, d0i:10.1136/jmg.2010.084582 (2011).

Kibe, T., Mori, Y., Okanishi, T., Shimojima, K., Yokochi, K. & *Yamamoto, T.
Two concurrent chromosomal aberrations involving interstitial deletion in
1924.2¢25.2 and inverted duplication and deletion in 10926 in a patient with stroke
associated with antithrombin deficiency and a patent foramen ovale. Am J Med
Genet A 155A, 215-220, doi:10.1002/ajmg.a.33786 (2011).

[FE - )

1.

WA E. FBREBEIZEDAADTEDDO~A7aT LA YRR, W LI
ft, HHET (2012).

AR RE & TREET. TADARIEEKAIRE TUACGHIE FETICEsTA

NADIBAGTF-HIFE. Epilepsy: TA A DFRE Fhiat(1882-1480) 5, 47-52
(2011).

C WARRE & TERET.S /LA —HERE LR BIPSHiaE VR sfT. &

I EFIA MR (0040-9022) 81, 215-219 (2011).
WA, KA —r o — KD & M. NEEN0037-4121) 52,
1591-1597 (2011).

. FHET & IUAEE. [HEZRICHBITAPSHIIE IPSHIFAOTE Y S b -1kt

PREEEIE OBUR SRR IPSHIRAO /N EARRER BT REAEAT ~DIE . A
21(1341-0128) 14, 218-223 (2011).

o R, IR, RIREE], SR, HOEET, WARRE & NI

RPN B TERRAEIE  Pelizacus—Merzbacherfii &7F DFEBIR B, il 5FE
(0029-0851) 43, 435-442 (2011).

- JCHEEARA, HP e, ARFFEC, ARARTE 2, LR, HEZ, SRR,

IWARE SR, FEMN & FHYE EEBERIZBITOEN D F0&E] ik NFIE
DGM-CSFa R common B $HR8 B ¥ 5 (2 225 2 R M il fied B8 1 JiE 51 D 4y 1%
JB. 0 IR 2 (1342-436X) 15, 106-110 (2011).

[EfRF=]

1.

Inoue, K., Numata, Y., Ohkubo, T., Arima, E., lwaki, A., Kurosawa, K., Takanashi,
J., Deguchi, K., Yamamoto, T. & Osaka, H. A comprehensive nationwide
epidemiological survey for Pelizaeus-Merzbacher disease and associated disorders

in Japan. 12" International Congress of Human Genetics. 2011.10.11-15, Montreal.
Yamamoto, T., Shimojimal, K., Sugawara, M., Shichiji, M., Mukaida, S., Takamaya,
R., & Imai, K. Loss-of-function mutation of collybistin is responsible for X-linked

mental retardation associated with epilepsy. 12" International Congress of Human



Genetics. 2011.10.11-15, Montreal.

3. Okamoto, N., Shimojima, K. & Yamamoto, T. Skeletal anomalies and severe
language disorder with submicroscopic deletion in 12913 including HOXC cluster.
12" International Congress of Human Genetics. 2011.10.11-15, Montreal.

4. Nishi, E., Mizuno, S. & Yamamoto, T. A novel mutation in GPC3 gene in a patient
with Simpson-Golabi-Behmel syndrome. 12™ International Congress of Human
Genetics. 2011.10.11-15, Montreal.

5. Shimojima, K., Isidor, B., Le Caignec, C., Kondo, A., Sakata, S., Ohno, K. &
Yamamoto T. A new microdeletion syndrome of 5931.3 characterized by severe
developmental delays, distinctive facial features, and delayed myelination. 12
International Congress of Human Genetics. 2011.10.11-15, Montreal.

[EINZEE]

L [UAREBE, TEEF, @ISR, RN, B BE, BAA, BT,
NEBLE, AHTE & KEEA L. NNETANAIIEIZISITACDKL DS
HIfEMT. 1140 A A/ NERE 7S, 2011.4.15-17, HUR.

2. EFEIE, FTEEF, SH7E & ILAREBE. Xqll. LN E T HARHGEFI &S
FOnullisomy | ZAFH LR « TAMDADIRIK EZ2%. BH11410] B AN R 22220l

£, 2011.4.15-17, BT,

3. RIS, mILEET, SHwE, g, hERE, TEET, LAEE,
mEfEER] & H LA 5. COKLSf/INRABITHT R R R GYiE 2 B LTz IgG2 37
JTARRED . 11410 H A/ NRRF RS2l 4, 2011.4.15-17, B,

4. TEET & WABE. PHAPRFRREMTZ B 5L 7GR B KPS
AR OBNL. B4R A A/ N RV 272, 2011.4.15-17, FUR.

5. JF bt AT, BiBdEE, &F0H -, HoEET, LARE & /MR
FERMERIN BB IR RIE D2 Wr L HE LR B DR, 8553181 B A/ i
RS 2011.5.26-28, Rk

6. FiE=F, I EEC, SHlE, bR, BHET, HFOE, 2o,
R — & [UAR{EZE. Pelizaeus—Merzbacherd F235 FH SICiPSHIE O #f ~7. L AE
fiftdr. B5530m] H A/ NEARR R4y, 2011.5.26-28, Ak,

7. ST, mILEET, SR, A, g, mmvs T, & B,
HIAFH R, @EEA, ThET, UAZE & H EAH. CDKLGEMR R
FES TAD D BHIZW O T30, F53[0] H A/ N F ke s,
2011.5.26-28, f#ik.

8. ILAMBE, TEHIET & MAHE. Schinzel-GiedionEBERED N 5 1
SETBP1DO T AR I FERF A2 AG MR I8 @B O IR R & 72 %, 55381 H A)N



10.

I1.

12.

13.

14.

15.

16.

17.

18.

19.

20.

VR AR 2y, 2011.5.26-28, k.

AR RE, TRES, VFEAST & AEFEIL. 1p36 RKIEMHEOARFICIITS

Fhe L R RHPHOFRIE. 55530 H A/NE MR a4y, 2011.5.26-28, FRIE.
PRS-, SHUERAE, FIIHESE, ik, AiEFL, REFHER & [IAMKE.
B T M8 B I E D 15, 5553 0 AR RS 4s
2011.5.26-28, f#ik.

T B3+, Bertland Isidor, Cedric Le Caignec, I+, S A, KEFHIR,
A, 5q31. 3B R SAEGERE. #5340 B A/ N B R 2 E S,
2011.8.11, Fhiz.

IR, TEET, BRALY, HHEE, HfE, aiEol, HRE, g
BHEZ, TR NAT T a2 AW KRR BO Ty ) — L@, BARN
MR F56[m K4, 2011.11.10-12, TIE.

T BZ-, Bertland Isidor, Cedric Le Caignec, JTHER 1, YW H S H, KEFHER,
LA HTHUGHE R RAERREOMENL; 5q31.3 deletion syndrome. H A NFHIE
(R F56[E K4, 2011.11.10-12, T3,

IWAREE, TERET, BRAEY, LFEIE, mEt—, &sLUEET, 5H4n
2. Collybistin®OBEREHE RN T TAD A ZLEDFEMEME XSG P8 B I O U R &
2%, AR NEERFEE560 KA, 2011.11.10-12, T,

BHEE, ', i, RS, NHYE, BRALZY, TEET LR
BE. 1492430 K RIZEAHEIF2B2Dunmasked mutation THEJE L 7= Vanishing
White Metter disease. H AR NHBZFRHL6[EKE, 2011.11.10-12, T,
TEET, HREC, AFmA, SRHFR, BHET, HFFOE, oo,
FEWRH—, [UARPEZE. Pelizacus—Merzbacheryps S8 H SiPSHI e oD A8 N7 LI REfiE
Mr. BARANEBIGHEH56HKE, 2011.11.10-12, T3,

b6k, AW, BiREE], SANH -, HoEET, LARE & /MR
S RMERIN BT AR E DR A FIRFFEOHERE. Z553[0] B A/ NEAR R asia
£,2011.5.26-28, FhIE.

B HEE, NEET, RHER, MAME, EEHE, KEPER, LARRE.
MECP2RE M B DA, A AR NFER PR EHL6[H K4, 2011.11.10-12,
TE.

PR, MIRAET, BE0L1, KEkE], TEET, LABE. s n
Z @88 7-Simpson—Golabi-Behmel Syndrome®—fi. H A& NFEE{=F=H56(0]
K£,2011.11.10-12, T3,

HIRAEY, RIS, FTEEF, mIU¥EETF, ZRE, EFEE, FENT,
A, MVERL KB, BRI, IR, MLEVEF, SiEsERl, NE
ALE, AHETE, KBEAKRT, IUARMBE. CDKLSZR T E RICH T 28R M T



AIAIIEIZSH B L T H AR N B TR H56E K%, 2011.11.10-12,
T,

[(BAFEE - 2]

1 IUAREBE. /NNEMREEEORRERFOES, LY EEREREE 2~
—/A\BRfIRES, 2011.7.4, BT

2. IUARMBE. iR A k3 e RIMEIR B OB O Jn 7/ NRARR O ST
T BB 107 [ H AR AR R R B S, 2011.10.27, HUR

3. IWABE. NEERIZEB\BEESALE 2 T /NERES 5 3 [ 1%
INRERR A NI —7 (B< )T o ERRER), 2011.11.16, JIIETH.

[& DAt ]
-~ Ra3Ik
ML

KPR HHRE - BUE R
BN



