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<K 1>EBRERBEMEKRFTEFHERICB T IEERSE (EEEZ)
R IRV B A R T S A B S A B e B
FARE | BAOES | MES | HERET | L |FEEFER
FER20EE | 5(2.8%) | 4(22%) | 10(5.6%) | 13(7.3%) | 142(79.8%)| 178(100%)
ERE21EERE | 4(2.9%) 2(1.4%) | 11(7.9%) | 15(10.8%) | 110(79.1%) |  139(100%)
a&t 9(2.8%) 6(1.9%) | 21(6.6%) | 28(8.8%) | 252(79.5%)| 317(100%)

<FK 2 >KEOERIREFRERFEICHIEEIROERLE  2003-2009

F E | FEATHRESATVINE | BERBOBRLELOME | BEROBEML
2003 IHEEEL 34 6.5%
2004 36 36 7.3%
2005 34-39 39 7.7%
2006 38-43 44 7.7%
2007 37-42 44 7.7%
2008 20-22 22 15.0%
2009 36—42 42 11.1%
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<F I >KEICBITAWEFREBICEDAEEIRORN  2003-2009 (FkFEeTL 0 17E

F%)
2003 2004 2005 2006 2007 2008 | 2009
mEREY | M| me Ry Mg seRas | k| seRE | M| weRE | NK | SEREn | M RsRTy M
AL WAL Wkt WAL WAL AL AL
SMARLLDMERREH] 461,971 559,410: 648,584 678,558 567,614 208,165 484,076,
B (= DTS D d ot R 29,849| 34| 41,093|" 36| H'49,952| 39| 52,194| 44 45,836‘ 44| "32,712| 2 ,‘53,514] w
6.5 73 7.7 7.7 7.1 15.0 1.1
PE— zo,ssll 34 zosoo| 38 17,494| 37 3,1261 22 14,202| 36
3.2 3.0 3.1 3.7 2.9
frEE 12,489| 39| 12,898‘ 44 10,547| 42! 11,586! 22 9,928| 42
1.9 1.9 1.9 5.3 2.1
P 4,723| 36 5683[ 39 4,951| 39 3,244] 200 5011 38
0.7 0.8 0.9 1.5 1!
P, 2,812! 39 3,1941 43 2,587] 40 1,7os| 2 z,1ool 41
0.4 0.5 0.5 0.8 0.4
B 17,5021 38 18,093] 41 17,315| 41 13,513| 2 17,osz| 41
2.7 2.7 3.1 6.2 3.5
SRS z,zzsl 39 2,53zl 39 1,937| 41 1,z3o| 21 3,273| 37
0.3 0.3 0.3 0.6 0.7
F— 234o| 38 2,367| 41 1,969| 39 1,368| 22 1,93s| 37
04 0.3 0.3 0.6 0.4
LR R RN E OV THE O L REREFELORART
[ |eemonRin-RE TERORESEESATUALOL TR EOSHES)
<K 2 >EEXSZ L ORERIRICEIT 2 OB
2005~20074 20084F 20094
FEEROLHHDEE #98%5 FEEROHHZEE 15.0% BEEROLHZEE 11.1%
1TEI L DRIE $#939%Hi1% ZTDMEZ FORME 6.2% ZDMEZ EOME 3.5%
ZTOMEZEOME $93%7H1% 15 5.3% T8 EDRRE 2.9%
A ><
TRk RS #92%53 T8 L ORRE 3.7% EER R 2.1%
FEEE #91%55 FEES 1.5% FEEE 1.0%
BHER #90.5%%5 FEERE 0.8% BKEE 0.7%
HE-HEREEE #90.3%35 HE-REEE 0.6% HR-BRESE 0.4%
BHRES #90.3%55 BREE 0.6% FEHER 0.4%
BEEIRD 5D 5EIEK 8%. 15% 11.1%
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<F4>VRL 1L FREICBIT AEE

EFF O (EHEIE)

=1 BAARIER | RTLOM | ERES | DEBMER | T8
MEEE 47(100%) | 11(23.4) | 31(61.0) | 2(4.3) 3(6.4) -
SEXRMER 13(100%) 4(30.4) 8(61.5) - 1(7.7) -
EELHEE 10(100%) | 2(20.0) 7(70.0) - 1(10.0) -
fii 14 R 9(100%) | 4(44.4) 4(44.4) - 1(11.1) -
BEAE 4(100%) 1(25.0) 2(50.0) - 1(25.0) -
REEER 2(100%) - 2(100.0) - - -
2R E 12(100%) ||  4(33.3) 5(41.7) - 3(25.0) -
FDMOERESR | 22(100%) | 10(45.5) 6(27.3) - 5(22.7) 1(4.5)
2k 378(100%){ 122(32.3) | 197(52.1)| 11(2.9) 44(11.6) 4(1.1)
<F 5 >FRK 11 FREICE T DEE & REMOBEAS (EE(EIZ)
ast HOWS | FREE | FRER | FIHEES | ESTE | SRME | FE540%2 | Hoh
= HITED | &E i |EDRE| @R | BiTEE| SR |VeUvs
MEEE 47(100%) || 44(93.6%) | 18(38.3) | 7(14.9) | 26(55.3) | 4(8.5) | 23(48.9) | 11(23.4) | 17(36.2)
KR 13(100%) || 9(69.2%) | 7(53.8) | 3(23.1) | 8(615) | 1(7.7) | 9(69.2) | 3(23.1) | 7(53.8)
BEELEEE 10(100%) || 9(90.0%) | 7(70.0) | 4(400) | 7(700) | 2(200) | 8(80.0) | 4(40.0) | 5(50.0)
BT RR R 9(100%) || 9(100.0) | 6(66.7) | 4(44.4) | 6(66.7) | 2(22.2) | 7(77.8) | 5(55.6) | 6(66.7)
B BE 4(100%) | 4(100.0) | 2(50.0) - 3(75.0) - 1(25.0) | 1(25.0) | 1(25.0)
REERER 2(100%) || 2(100.0) | 2(100.0) - 2(100.0) - 2(100.0) - -
BixE 12(100%) || 12(100.0)| 6(50.0) | 3(25.0) | 10(83.3) - 5(41.7) - 4(33.3)
FOMOERES | 22(100%) || 19(86.4) | 10(455) | 4(18.2) | 10(455) | 8(36.4) | 10(455) | 6(27.3) | 8(36.4)
- &1k 377(100%)| 337(89.4) | 158(41.9) | 76(20.2) |227(60.2) | 66(17.5) | 197(52.3) | 104(27.6) | 142(37.7)
BEAD |FETAIY|BFDD | s BWER %ﬁ%%%w'ﬁ’&%% %&Eaﬁ
BEMNT ] TIC [ RixRE 23 E®EIZ | EEIC Iz Tt
MPEE 30(63.8) | 23(48.9) | 3(6.4) | 11(23.4) | 5(106) | 3(6.4) | 5(10.6) | 8(17.0) | 5(10.6)
KRBT 7(53.8) | 7(53.8) | 3(23.1) | 6(46.2) | 3(23.1) | 4(30.8) | 1(7.7) | 4(308) | 1(7.7)
BELEES 7(70.0) | 1(10.0) - 4(40.0) | 3(30.0) | 1(10.0) | 1(10.0) | 5(50.0) | 1(10.0)
Fpitee R e 7(77.8) | 5(55.6) | 2(22.2) | 3(333) | 2(22.2) | 1(11.1) | 1(11.1) | 4(44.4) -
B EARE 2(50.0) | 2(50.0) | 1(25.0) | 1(25.0) - - - 1(25.0) -
ZBAREE 2(100.0) | 1(50.0) - - - - - 2(100.0) -
SRR 7(58.3) | 9(75.0) | 2(16.7) | 2(16.7) | 2(16.7) | 6(50.0) - 6(50.0) -
ZOMOERES | 8(36.4) | 11(50.0) | 5(22.7) | 7(31.8) | 3(136) | 7(31.8) | 1(45) | 3(136) | 3(13.6)
21K 188(49.9) | 179(47.5) | 52(13.8) | 100(26.5) | 57(15.1) | 82(21.8) | 33(8.8) | 46(12.2) | 46(12.2)
<F 6 >R IS EFEICB I HEE L EFOREE (BEEEE)
=11 BkHy | RTLON| IDER i
HPUENSELED 48(100) || 20(41.7) | 36(75.0) | 15(31.3) -
[EER 7(100) || 1(14.3) | 7(100.0) | 2(28.6) -
BEE., TARENST 5(100) || 2(40.0) | 3(60.0) | 2(40.0) ~
ADHD-LDEWLVED 6(100) | 4(66.7) | 4(66.7) | 3(50.0) | 1(16.7)
2K 263(100) [ 106(40.3) | 180(68.4) | 79(30.0) | 5(1.9)
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Kobayashi T, Aoki Y, |Molecular and clinical analysis of RAF1{Hum Mutat 31 284-94. 2010
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syndromes.
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Niihori T, Okamoto N, et |Noonan—like syndrome and in hematologic 30. [Epub
al. malignancies. ahead of
print]
Takanashi J, Arai H, |Neuroradiologic  features of  CASK|Am J|31 1619-22. |2010
Nabatame S, Hirai S, [mutations. Neuroradiol
Hayashi S, Inazawa J,
Okamoto N, et al.
Hayashi S, Imoto I, Aizu|Clinical application of array-based|J Hum Genet 2010 Oct
Y, Okamoto N, et al. comparative genomic hybridization by 28.
two—stage screening for 536 patients with
mental retardation and multiple
congenital anomalies.
Filges I, Shimojima K, |Reduced expression by SETBP1|J Med Genet 2010  Oct
Okamoto N, et al. haploinsufficiency causes developmental 30.
and expressive language delay indicating
a phenotype distinct from
Schinzel-Giedion syndrome.
Hayashi G, Inamura N, |Prenatal diagnosis of a left coronary|Prenat Diagn 32(2) 194-6. 2012

Kayatani F, Kawazu Y,

et.al.

artery to left atrial fistula.
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Aoki H, Inamura N, |Fetal echocardiographic assessment of|Circ J 75(5) 1215-21. |2011
Kawazu Y, Nakayama M, |endocardial fibroelastosis in maternal
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heart block.
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