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AEREINGIHARBR 2RO, BICELE&aF
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BD 2q probe ¥ FARRBOD BT, 2T T
AT EIRD KRB RS T,

D. &%
LEIOFEM Z T, BREE TIZH LN TV S 2937
RITEBERIZ OV TIRR S,
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DIEITBEIC R B, B 6 ORENED
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NOBBEEREE R T 25600 5, EEERE
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[F7- 2 EfEEE - Bi5F]
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hereditary osteodystrophy-like

F. ERERER

Blz7a L,
G. HIEHR
1. WXHESR

1) Naiki M, Mizuno S, Yamada K, Yamada Y, Kimura
R, Oshiro M, Okamoto N, Makita Y, Seishima M,
Wakamatsu N. MBTPS2 mutation causes
BRESEK/BRESHECK syndrome Am J Med Genet A.
2011 Nov 21. [Epub ahead of print]

2) Niihori T, Aoki Y, Okamoto N, Kurosawa K,
Ohashi H, Mizuno S, Kawame H, Inazawa J, Ohura

T, Arai H, Nabatame S, Kikuchi K, Kuroki Y, Miura

M, Tanaka T, Ohtake A, Omori I, Thara K, Mabe
H, Watanabe K, Niijima S, Okano E, Numabe H,
Matsubara Y. HRAS mutants identified in
Costello syndrome patients can induce cellular
senescence: possible implications for the
pathogenesis of Costello syndrome J Hum Genet.

2011 Oct;56(10):707-15

3) Seiji Mizuno, Daisuke Fukushi, Reiko Kimura,
Kenichiro Yamada, Yasukazu Yamada, Toshiyuki
Kumagai, Nobuaki Wakamatsu Clinical and
genomic characterization of siblings with a
distal duplication of chromosome 9q

(9g34. 1-qter)  Am J Med Genet A, 2011
September; 155 (9):224-2280.

4) Liang JS, 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, Imai K, Osawa M,
Yamamoto T. CDKL5 alterations lead to early
epileptic encephalopathy in both genders.

Epilepsia. 2011 Oct;52(10):1835-42

5) Miyajima Y, Kitase Y, Mizuno S, Sakai H,
Matsumoto N, Ogawa A. Acute lymphoblastic
leukemia in a pediatric patient with Marfan s
2011

syndrome Rinsho Ketsueki.

Jan;52 (1) :28-31.

6) Hayashi S, Imoto I, Aizu Y, Okamoto N, Mizuno
S, Kurosawa K, Okamoto N, Honda S, Araki S,
Mizutani S, Numabe H, Saitoh S, Kosho T,
Fukushima Y, Mitsubuchi H, Endo F, Chinen Y,
Kosaki R, Okuyama T, Ohki H, Yoshihashi H, Ono
M, Takada F, Ono H, Yagi M, Matsumoto H, Makita
Y, Hata A, Inazawa J. Clinical application of

array—based comparative genomic hybridization
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by two—stage screening for 536 patients with
mental retardation and multiple congenital
anomalies. J Hum Genet. 2011 Feb;56(2):

110-24.

2. FRER

D KEFERE], MRAKET. BEEET. MBEAE,
MREIER, —JHTER R ORE, AEEHHRE
PRAERE, PEERBMERLTE L NFL REEO L
I VTN EBUROBIRG EIERAL Y
7V TN IRERFNES R
2011.11.13

2)KEFFLF]. BB &, WEET. METF.
BELF. SREAVESE FBN1 0 TGF B binding
protein—like domain 5 DEEEZFED T~
Geleophysic Dysplasia @ 1 %5 56 [ H A AZE
BEFR-HILEERY U7 NEEEFS ERX
£ FFE 2011.11.10

3)Friko Nishi, Seiji Mizuno, Toshiyki
Yamamoto A novel mutation in GPC3 in a patient
with Simpson—Golabi—Behmel syndrome (SGBS)
61 st annual meeting of American Society of
Human Genetics Montreal 2011.10.11
OKEFERE], MR ET, BELTF, 8ARELE,
MlisE—, BJIEESE, ER@sE, EiFER 4

EAEERE ROMRREAMIHBE —HEELZR
FLRWERSMIELSLEN— FI4EEAER

INRRIEERINES 2011 48 A 11 BEIE

5) /KEFRKE] PEREEERF ARETF  UEEKRES HE
A BBEM lE— MREEF PR
FE RERMESE  S0S1 ZRIZ X A Noonan JEERE

D24 535 E/NEMRER BB TR 2011 £ 7
A 23 HAGE

6)7KEFERE] 78 EHET AEILT FREET
FEREFEGEHOBEFREE — EERHRA
DI N—THNROERE  H5lERREREES
SFMES B 2011.7.22

7)KEHE 7 EETY LSAILT MRAKET
Mowat-Wilson JEMEFEDE M ZEE 55 51 B H AL
REFEFZFMES FOK 2011.7.22
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RHEL
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4. EERG L BRE

KM 72 RS (RENIER OO JE RS e, SRV AR
. EmEomng, EOEOEWER, /NEE)
& HAERE I LR TH D,

EKIEE, FAERMOMERET., WALREL
Wb D, EBRIEE TINEENHAGNER D,

FEREDIO%IT A6 A ETICHELL, 80%IX Y =
A MEFEHTH Y, £ OfMiRx 2B IEE 2T 5,
g~ =T ERELFEEEI Z BB D,
FEERIIEE CLAERITIENTH DA, 35
ik S CITREME M BRI & £ 5 b AT RTRE & 72 2 1l
LD, BRSPBESDRINIHLILDR, FED
PEBRET, EEE, B EE &Y, &
WEMERTR 72 12 k0 Z<IE2ME TIZET T D,
5. EREELIBE
HELAEMTPRIIAR T, SERESERE 72
Do REBHOILDRERBESLHEEEREZEL,
REIRREIT O,
6. FDHEMLER - BEEEETF - A V=X A
KRIEAICH D2 EBEERREFERE I, 7
2 A TEIDN B9 2. BMb IR RMSE DIRIK & 72 5 L1S1
(PAFAHIBI) &%, LISI OF v A 7 1{Hl 258kb
26 DDBIETFNRH Y CRE DREITEEEEIC,
YWHAED R JV% LISI DRI & E - TEE DR
FEICBES 95, LISI DREKEHEDT, LVEMO
YWHAE DR IFI T, BRHEIZE S 20V,
Virchow—Robin FEODO LK. M EE . Miller—
Dieker SEMEREFALI DB & HIEEBH Z X727,

gkt

1) Dobyns WB and Das S. LIS/-Associated
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Heterotopia. GeneReviews, 2009.
http://www. ncbi. nlm. nih. gov/books/NBK518
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2) Kniffin CL. #247200 Miller-Dieker
lissencephaly syndrome; MDLS. OMIM, 2010.
http://omim. org/entry/247200
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Masuno M, Watanabe A, Naing BT, Shimada T,
Fujimoto W, Ninomiya S, Ueda Y, Kadota K,
Kotaka T, Kondo E, Yamanouchi Y, Ouchi K,
Kuroki Y. Ehlers-Danlos syndrome, vascular
type: A novel missense mutation in the
COLS3AI gene. Congenit Anom (Kyoto), in
press.

Kurosawa K, Enomoto K, Tominaga M, Furuya
N, Sameshima K, Tai M, Take H, Shinkai M,
Ishikawa H, Yamanaka M, Matsui K,
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syndrome  with  congenital duodenal

stenosis/atresia. Congenit Anom (Kyoto), in

press.

Kurosawa K, Tanoshima-Takei M, Yamamoto T,

Ishikawa H, Masuno M, Tanaka Y,
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(p11.2;p12.3). Congenit Anom (Kyoto), in

translocation

press.

Kurosawa K, Masuno M, Kuroki Y. Trends in
occurrence of twin births in Japan. Am J
Med Genet 2012;158A:75-77.
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E% MOOK 3ifft A EY TR
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p317-321, 2011.
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Y U —E. B FES MOOK il
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THER M, (LNRTF. BEHRE 2. BRREBELHME
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p407-410, 2011.

2. FEHEK

Kurosawa K, Enomoto K, Furuya N, Ishikawa
A, Tominaga M, Wada T, Masuno M, Kuroki
Y. Estimation of prevalence of malformation
syndrome by population- based birth defects

monitoring system in Japan. European

Human Genetics Conference 2011.
2011.5.28-31.  Amsterdam  RAI, The
Netherlands.

FBEA, IUNETF. BUEF. JTECKE. BARR
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B Y 7% (201146 H 18 H, K
#1)
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PVEE#E - /NEE#E) (201148 H 4 H, HI)

_34_



BiEEe, EARN, TREF, AIEL. BX
Bf. FnEA=, THEPERE, BORREFN. RE
BE=Z U U 7RAER L OEEBIREZZAIC
LD RRTIEGRREBREOHE. 5 114
B B A/NER SRS (2011 48 8 A 12
H, HH)

Ohashi I, Sasaki T, Kusaka T, Shimanouchi Y,
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1p13.3-p22.3: Report of a patient and review
of the literature. 61th Annual Meeting, The
American Society of Human Genetics,
October 11, 2011, Montreal, Canada

Ishikawa A, Enomoto K,

Tominaga M, Furuya N, Masuno M. 19p13.3

Kurosawa K,

pure duplication. 61th Annual Meeting, The
American Society of Human Genetics,
October 11, 2011, Montreal, Canada
Enomoto K, Sugawara Y, Furuya N, Adachi M,
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clinical

associated

The American Society of Human Genetics,
October 14, 2011, Montreal, Canada
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. THEPLHE. Hus O RFIRERICKIT S BIBE
RICEAT2E#RE =— X —BEEREH O
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