FRERELHEFXRICBT 5 ERB B TFRREORES

HANT= 1), FEF 2

R R FRE G R RIFFR R A B R 1)
HARFERFBE R FER N AR R S E IR B I 2 25 OFERF I 2)
<& B>

BEEANRY b ABED, EEMEN 5 BB RNEROBMENHI SN TH D, £OREMN
R, OV TIEHRAREORRICE > TRAIRTH S, L L, SEHI K2 KBTS
MTHONDDH LN, HEDE TAENR DR, REINTHA » LMNEWRE, fHik
EHIATBITEE > TWRW, A TIIRIBE OB WHEB R TNTFEET 5 iR d 5 25
RRICEBL, ETRMAROZDOY > TIVINEZTH, 4 HRICODE2EREXREHH LT,
ARFERIZT TO—F L, FRELETDERRHELBEITE UTBWHEZTTY, R ZHFERL S
J L DNA 237z, BIERERERICOVWTOMM 2 BEEA L L TEERREZEEL., KBRS
— T —RNERLIIY I L AR KO RIREGRTOREZERATNDE AFRO

TR IR DRI DM B L BERNE NS Z 2 /L Tnw5,

<HF-T—k>
Sehd, SRER. Y L TUU—h

{z392:21)

HEEARY T ABE (Autism spectrum
disoders; ASD) i, #HaHMHAEZMOERR
W&, A0 —3aOEaEE,
b fTEORE SNz 3 DOTEIRE L
TOIEMBETH 5. EPEPE (Bailey 5.
1995 ; Folstein 5. 1977) M SIMNEEZEE

KORG24 510 TH 0 | T O FEAE B,

OW TG RO FEIC &> THRURT
HB,
% < OIFHPERITR, BHEHEA XY b T Al

= ) # {5 4% X 13 Common variant common

disease (CVCD) {KER THBAMNHIRS EEZ 5
NTW 2, 1000 B2 7 )VRiTE O L85 % F W
7= BAEMEATTIL EN2 (Benayed ©. 2005, 2009),
MET oncogene (Campbell %, 2006; Jackson
5.,2009) . CNTNAP2 (Alarcon %.2008; Ariking
5, 2008) WHEMOHHFERELTHREEN
TWiz, E7z, 2000 FREBENS, 25/ L
BH Mt (Genome wide association study;
GWAS) B M ThNTW5S, 3 DO L =i
92T, TNEN Cadherin 9 & Cadherin 10
(Wang 5, 2009). Semaphorin 5A (Weiss 5.,

2009), MACRODZ (Anney © 2010) AYE EA%EES
HEETELUORBINE, LML, 20ten
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D GWAS B9 IAD GWAS WFFE D FE R 2 HI T 5
C &Mk Y, E- B TR T & S
N7 D GVAS TRHEHRIND Z &2z <,
CVCD i TAe< DR TOREEFHHT S
W E S TR,

CVCD KA CTHMREZ AL SR WE RO —
D& LT BBRIIE WAEE N B E
KN EBAAEHEL 2N 5 DERR RO KRB
FreRLTWAS I ENEEINS (Rare
variant common disease {7 ; RVCD K@) . W
7RZE A ASD DIREEICEIb AEIRTFEL T,
NLGN4 (Jamin &. 2003). SHANK3
5., 2007 ; Moessner % 2007), NRXNI  (Kim 5,
2007), SHANK2 (Berkel
5, 2010) 72 EOBEFPREINTNS, £
. MESHT TEMERTFEINTVS
CNTNAP? WBHRUFETHEARNRHEINTY
% (Bakkaloglu 5, 2008), INHE—D—D%
[FE L. Z Ol K0 5 IEE 2 PR S AN A 2
THHAHEENH O, LRI NLGN4, SHANK3,
SHANK2, NRXNI BIRFId > F 7 A BWTHA
WHETLY NI EZO-RLTWA I &
NhHho TEZ,

AR THL TR Db 72 D B S NIRRT
BEARZETL2EEFRNAEND T EN
HBN, TOEIBRFZTHE, BELEOEWER
KB TWNEET SRS D . F b
ELTOU—HAERE, RN T Y VR R E
WELTHEALND, TOIRGED &I, FE
fELRFX R TR E L T FadiciE R L
TEY /) DTA RIsfFE, 97205, SNP
7 LA %Rz SNPs T E— ST O
PRI I T AREEHAADE
% Z EIT KV IFERBEFORIE 2170, JEERH

(Durand

2008 ; Szatmari 5,

B O—B & LiWEE R 2, & TR
T, ZORMHREL T, BHBEORWERE
ROWEZITW, 7 LOFE, U T IVkEHl
2O e FEMELUMIBLE,

(GiEB L UHER]

AAREOTLEHBTH D RERELFHBERON
FBIZDONWTH, FTR 4 HRICOZ2EHER
ERUU. RFRIC7 T0—F L, @%Hb
BOKRRRBICH U TRME 2T\, K
iz L7z, WL ZAMmMREI Y ) L
DNA ZHUHH L. AU T4 — DGR ETT o 2,

AFRIZBI BHmE, KOZTOmWE, 1R
B EHARRH T SR O R, g
BOBREBIN T A~V — s, AR R EHAR
NREERBED TR SR I N, AR RIC
BEBROBWEEBERNS EN TN 5 AT4E
HRHBEEZLENS (K1),

IR BRI BT B b MEETTTITE.
KRR PEAFHRHGREESB IO T
b BT REREZERICBNTT
TR ZRE TN D,

L AMAOEHINIY > TINVONETH
508, Bl EEERIFRIT DWW T O 2 /5
AU TEMMREZEEL, KR —2r 2>
Y—Z2HW2T ) =L ALY
R R T OFE 2B TN S,

FIVEFEH, FERRACH. JERRB AR
LRI =0T A %757,

BIYY) =TT AN DNAE, 7
OA—=A5 4 v 7 IVETAF—2RHWTEA
U7z, Wik{b U7z DNA OiizRus 2 it -
3" ~dA RAIRWIEE LzRIC, 74 7Y —
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ZRRMICHEL L, 7YY L -
DNA %, SPRI M E— X & HWTHE L /2. K
HIL 7= DNA 2881 & U T PCRIBIC K B HIE (6
YA 7)) BTV, HENZPREMZES /) A
TA TSIV =& LI AR LIS ) W51 TS5
) —% Sure Select 0ligo Capture -1 71
—ENTTUFAE—va 3w, T ry
FE—X (XML RTEDY) ITXD
capture 4 75U —ENA TN FAHE—
a LN BB L 2 B L7251 T 5
—DNA % PCR¥EIC K A IR (12 91 7)) %17

o7z, SPRI M E— Xic L 2 AE 1T - /=,
WU/ DNA B o1 75U —%,
genome analyzer I1 (GAIl) ITkB—r 1>
ANz, GATTIT & 5 M #fT TH DNA DR
Ui 75 HHOEF| ZRE Uz, Hgl8 227
& U, CLC Genomics Workbench software iZ
K5 2T o7z, /5N 75 A D DNA fid
Hid pair end, distance 30-280 & L SHREF
tZ mapping L7z, FEWEICBWTIL 10 5L L
@ coverage, FEHEBAHE, JERBMAICBN
T4 f%LL LD coverage TERMFTETT> 12,

[1lumina

* *

B O

o

L]

O -

L]

*ﬁ*

‘0

.

V=T AR YL H

V=P XT AR OESNRES DY — R
POV I A 61,133,572, FEFEAEH N
62,302, 184, JEFREBHLAEAY 62, 862356 Td o /=,
ZHRECFC mapping I3z Y — ROH T, Fhi
HTIE 59, 7%, FEMRBAH TIL 58% . FEHERM
T 62.8 NBWEHDO LYY »EHEIC
mapping N7z, ElF| T E DY coverage V&
FEUnE T 57 £, JEMEFRAHEIT 48. 2 {1, JEIERR
HRTH.3 B THhol. 7Y VEFIOHFT

P EH 10 f5LLED coverage T mapping
INEEL, R T 88. 1%, JEBRERHET
83. 6%, FEFEERMRIT 85. 1% ThH -/ GR 1),
SR/ BN T INE T 11082 &, JETRAARLT
31878 . FEMEHRMAET 31499 BRI I N,
T TR & e s SR/ AR, O
— R N EOEENED I ENEE
INBEORRAE B DEHERET I BO
FEFRBMEBREEO DD L, MA/REKEHEDD
DITPRIE L7z, T DFER, FEuH BV THR
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70 1G52R /AR FET 2D AR
285462 8, FA/RENBETH- Tz,

S5 BBENE S HRELEPERRRICH
B EBUEARY b T ABEORRICI ST
WHATREMN W EE X BHARE TR
— A SNP (db130) I TR ERL/ZE
R /z. ZORER, L8288 751 @,
FRA/ KK 1T FEMERHERE L TR 2.

4 REEFRRITBT B ERBB O EHER
P HITEBEA RS b5 AREO#EKRE
BIEETH B ZEPD LWV WS THERD
HFTEHRL TWAER/ZROP T, JERER
Bd D WIIEREBABD S LTNB LR/
ERIZHBEARY b T LBEORKRRK &725

REBL JRRBRRSOEL MEEEA,

ZETHHWRIEIIEN, TV Y —r 1
ADFERFFS N IEMRACH, JERBMA TR
HENEEREZRS &, 2RI/ 803 143 {8,
A/ KRBT T NGRS T2,
FKANTOER 2R TS50 SN 2H
WIS 2170, Ty REA 0 284 5
BT DA TERER 89 B LR/, 4 D
WA/ REDNKRD Tz, HEEABHTIIRmE, TR
IEEEMRD 5
HEMNRIZITF 5 /2. SNP @D Genotyping 1213
Affymetrix Genome-wide Human SNP Array 6.0
ZRW, HEMEFTOLD O SNP EIRIT SNP
HitLink TITV, AT Merlin 2 FHNT

multipoint analysis Tf7- 7.

FinE(ASD) 5% HE

Mean per—base coverage (X ) 57 48.2 54.3
Bases mapped to exome, % 59.7 58 62.8
Bases covered at least 10X % 88.1 83.6 85.1
cSNP ZHRI/ZER 11082(10%)  31878(4x)  31499(4 %)

SEREE M 5462 - -

A/ R 98 - -
dbSNPIZEENGWZ B /TR

2RI/ LR 751 - ~

A/ R 61 - -
FERBEHFICEENGWSR/ER

LR/ R 143 - -

A/ R & 17 - ~
EEH AR AR

ZRI/ER 89 — -

A/ R % 4 — -

K1 IOV —U T ADRER

BEREICBEOARIZALGNIHBEI A
ABHB DI A/REE2EGE 93 EHH L=,

ZOHPT, EBBCED D W EEBHEO T
) = L ADFERIT conflict WH D
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ORI =T L ADRERNI A
— RTHDAHEENE W EE AR LTz, £z,
Fima T RIS N=LR /228 homogeneous
TH DD AFKRIIBI HKBETTH
ARV WY & A BRI U 2. 2R 41 f8 O
SR/ERE L EOFAN/REMEMARTD

Bt 43 BOZR/ZERITDNWT, ZF R
B 1T AIKHULY A& E—7 T A
2TV, BHEETIZ, KAETRICHDREL T
WBHO, FTiabbEREE TR E L TF 2>
YU ALRAROBEGT | HEED 12 EAOE
mrERHLTWS (&,

BB EE A BN,

Cfefadk . Cohsensus posntion L 2& %?QEEII DB Counts i Coverage - FZS/EMTE
ez 23596700 SNPo o conTfo 95 14 MabValVal
Coovehr2 s 019932191 it TSNP C [T00 A7 A8 Trpl0astp
©chl o oo7eSeA i SN G /T 3822058 Aspl33lAsn
oehes 2600142 SN A o 81 15 o GIn898HIs

ChrS S ,"—,,’,'29744211. G - SNP- L G:_ i 1AM 27 S Argg@:cybsl.; ’
Cooeh7 o l44eAB1A L SNP- € T o505 =0 10 . Gly13BArgArgArg .

chr7. 0 24043511 . 0 SNPo -0 G o 1915 . o34 NRl70Thr

ocheg o 2530419 0 o o oSNP 0 G v IBf1s 3L " ArgAO9His :

o8 13295291 0 SNPL G G .85 18 VauaOMetMet,Met,Met

Cch o oa7Tels . SN G /G efe 120 Lewyosval:
chi8 8404343 DI i T6G/= -1 91 o noframeshift

]cms o R8Re23 1 BNRT eh T T/C o 10/13 23 AsnS7Ser; Asn85Ser.
i‘%z {%‘ﬁ AL

(&) Sebat, J., Wigler, M., Martin, C.L,
Ledbetter, D.H., et al. (2008). Linkage,
AFBRICIDREREOHKEBETH DN

WRBROBWEEFHBEEIND 5001
FEAHTH S, UL, HEROREEY > 7
V& Rz CVCD KFICE D W) A7 #is
THRRZITIMA, RVCD KEtIcHE T <fil & D/
ZICBTBFERERN S ERELTHEDON
24— RERHL T, EWHHAREELS
ZAHND, 5IEHE, BRERORWELETZ
EDEBEZONDEHRRD D WITHERA
— Kl O 2 ED TV BENRH D &
H A 5N,
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