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RE AR EE A RAE LS (39970165)

HEREAEE,FRE (130021 ¥4, SHXEART A $R)

A2EBF A . 2000 § 1 A ~2002 %12 A

HR B R EARBRE RSN TR 2 —.
TEPE EMHENSE BB RERIEK. TR ESL, MUSEKEM
MWk BEMSFRE, MR ERIN SN TS5
Eo. B, HELHEANAEGEREER I ER NS
TN, R TR I, W A SR it
BRAFNXR, EAFSEANERFERERELRE,
R¥EREBEREALERER. ALBRAEHOH
CEHLE 198 21 B Y e Ll s, HAan ik HE e
BEFHEAERREE, BE, BFREETFEERNREE
K E A 6 1, I 1q21 22, 5q22-23 ., 6p24-21,8p22-21,
13q14-33 F122q11-1217 , ABFH TAE L b E DM 4 A0
ENBEICETEARMNBLOFERIMAENER, UE2S
Bk EF K- (20l BREKEE _K—F
(6p21 Y3 00 X do 0 o B HT MR 5 54 (SN ) E R A T 4
&, LR S5 B BB B B 0% B B 00 SNPs, Ml
W R LR B R BT H 4 $ BT AT IR,
A B TR HER S TR ENH, F LA BENSH
SieHE.

— . BARHE

L FFTRE & o E b O DU 4 R R L B B
FHARMBLER. BREHHEAE NPT HERRE. K
HEMHUEER R KE BIER LTRSS ERMN
FRAE. ¥4 ERERFERES 10 B 3lER
EARE(ICD-10) i {h B R4 25 58 A (O 2 1))
HiT AR BT HE(CCMD-2-R) . FEEENEHFER R
ShARINLS ml, —20CREZHRBEFES DNA, IBKREE
MiPES RIEHRHE SRR REFATERIT—-FARE
FER AR AR, B R EITE X B H AR S PeRHO
PEANFN , e HER: BT S S LU A

2 AR IC R R e AR — 10~
20 MZJH, F3&100~200 T EHF EST. WRETE
B EST k#Y SNPs B, 28 77 B 1E BS 0 i S 1) SNPs,
IR PR PR B B £ 754k (RFLP)-SNPs B . FTHIFA
RFLF Fm T aEHE, #®F SNPs i /E, WM 20
MEMS KR DNA B & TR AR, HE#ER
AHE>10% M SNPs (L E T AR NERRIERE,

3.5 91 e BT E R Y SNPs MERIE)E , AL

SNPs # 48 B F1 %5 http://www. ncbi. nlm. nih. gov/SNP %
SNP BLAST Y4B B & REL A RE—1 SNP ¥ DNAJFFI, 4
& SNPs () DNA 3 B33t PCR 314, £ Sigma 24
Gizsd

4 REBOT EPCRYBENRENEES, MASE
AR A PR P b B IR LB 28 nh M, 37C B4 he
£2. 5% SRR bk R AR B A R E R (1),

el SNPsE:H BT

W BB 2R 2
s L S
PItiEE K (bp) i RER BEE

SNPs (iR

SNPI 22q11 Pstl 29/88/188/217 GIG  AG  AA
SNP2Z  22q11 Pul  W02/148  GIG  CIG  CC
SNP3 22911 Dpall  89/188 cc G GG
SNP4 22q11 BeNI 141146 G/G  CIG  C/C
SNPS 22911 EooRI  91/185 AA  AC CC
SNF6 2291t Haell  94/129 GIG  AG AA
SNP? 22q1L Mspl 1200136 2 G)C  OT T
SNP8  6p21  Tegl 121193 A/A  GIA GG
SNF9 6p21 Mspl 82228 TT GT GG
SNPI0 6p21 Haell 95133 AMA GIA GG
SNP11 6p21  Sacl 88/153 cc  GiC GG
SNP12 6p21 Hhal 162/84/48117 G/G  CIG  C/C
BB IEMRER

LA O R R R EMNE Y £13% 3t 200
ZrHLENENARTLAROPENEALLEE.
REAMARTANEELM, SHRE, ST TRES
MBI R E. B8 T REFIDLA, XS0
100 MELHE R, KA MR S 6, ARBA RO H Rl
TER.

24533 R F % R ( cansmission disequilibrium test,
TDT) . TDT A~ T EEZERTFRAH. THHL
BELZ —ERICEEEN ERRE T, b
M, B SEREH™Y . 85— e EA—MRICS
BERZ HERE—-FRTR, B1SHEANELE.
X AR R SRR E o M, ISR, 3 A McNemar
ERBREEE,

22q11 I SNPs {4 TOT SH 458 @R , UFDIL #&
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9 SNF2 53734 B B D BRI EHR (P =0.021), 228
FLEREMER GIEHEBARRTFL(F2),
ARVCF 2 H#g SNP7 # S0 fE BB AN S S fu L8 (P =
0.02) WETLEHEMEN CHERERABR/TLT(E
2y HA M S SN BEESESE I ERBERLER
(P>0.05),

2 22911 K SNPs SH4HE K TDT LA

SNPs HERE xz {H PfA
SNP1 A=85/G=89 0.092 0.762
SNP2 C=50{G=76 5.365 0.021*
SNP3 C=56/G=60 0.138 0.710
SNP4 C=71G=9 1.331 0.249
SNP3 A=52/C=48 0.160 0.689
SNP6 A=61/G=63 0.032 0.987
SNP7 C=75/T=49 5.542 0.020"

* P<0.05,df=1

6p21{ MHC)IX SNPs £ & TDT 4r#éE R £ 75, DQBL B
B SNPLY SH7E 5 B EEE WA (P=0.046), %
ETHHEMNERN CHERERERRFR(#EI)., H
fof i F N EAESHESESERBREALLE (P>
0.05).

&3 6p21 X SNPs SRR TDT XBES 47

SNPs el L8 P
SNPS A=36/G=43 0.620 0.431
SNP9 G=38/T=33 0.352 0.533
SNP10 A=16/G=25 1.976 0.160
SNPL C=60/G = 40 4.000 0.046"
SNP12 C=33/G=3 0.063 0. 803
» P<0,05,df=1

3. SRR CH 3 LB (haplotype relative risk, HRR)#% :
HRR 4473k 5 TDT At S 0 R FE R B A V4
. BERRZLAETEE RS E TERTHN, U8
REFEMAM, M, HESIEARSMEFNKEES M
B S0% B, T HRR 04T AT ME A AN g2
SR BAFMATE. ULRREABEZTRATRNS
P EE A R R, KRN B E A, BEER
EENFNEEFERIR 222 %, #H ¢ ERREBRE
#k“] R

22911 K4 SNPs fi7 55 HRR TR 5 TDT B %
i, 8% UEDIL 2H & SNP2 il ARVCF ZH 1 SNPT S
HERKE, MEP=0.025)5F P=0.016, K& 51
SNPs 5¥E4HE L CBE(P>0.05), HIEZERRE4,

6p21{ MHC) X SNPs i & HRR 3448 878 SNPI1 fi
HENEREEE S HEGRE, R 4 1 SNPs 554
EXFRE(E S),

4, Foi BRI AT . 22411 SNPs {1 S EFHE DTSR
BARIEH 5 BRI R 5 W h R Rk, M P fOIE SNPL-
SNP2(P=0.012 3),SNFZ-SNF3( P = 0. 016 2}, SNP6-SNP7

(P=0.001 1), SNF2- SNP3- SNP4 ( P= 0.023 7) 1 SNP5-
SNP6-SNFI(P=0.006 1), HABEERESHIELKL
B(Fe).

%4 22411 X SNPs M08 R HRR KB4

1 },,IRR
SN B T P
> 4H wam Feen '8 PH
SNP1 G 177 174 6052 0.820
A 171 174 ' .
SNP2 G 272 245
5.043 -
C 80 106 0.025
SNP3 C 86 82 0.126 0.723
G 262 266 ’ .
SNP4 G 193 178 1.307 0.253
C 153 168 ' ’
SNPS A 95 a1
¢ 105 109 0.161 0.688
SNPa G 103 101 0.035 0.89
A 131 133 ’ ’
SNP7 C 112 86
T 126 152 5.846 0.0186

x P<O.0S.dF=1
#S  6p21 B SNPs SHHER HRR X847

HRR
sNps Mo HRR P
* BE pgm skem S0 i
SNFPg§ ; 164 156
v 6 0.927  0.336
A 40 48
SNPY G 171 161
.37 .
T 1 e 0.375  9.540
SNPIG A 16 25
2.226 0.
G 166 157 0.136
SNPL1 G 53 72
4112 0.043°
o 157 138 0-043
SNPI1Z C 175 -~ 173
0.064 0.
G 37 39 0.800
* P<0.05,df=1
F#6 22ql1 X SNPs &AM EEE FEHRE
Hifk 1 if PH#
SNP1-SNF2 10.8950 3 0.0123"
SNP2-SNP3 10.305 ¢ 3 0.016 27
SNP3-SNP4 13000 3 07292
SNP4-SNF5 1.3660 3 0.7149
SNP5-SNF6 1.3800 3 0.7103
SNP6-SNF7 16.0600 3  0.00i1"*
SNP1-SNP2-SNP3 13.7450 7 0.0559
SNF2-SNP3-SNP4 16.1540 7 0.0237"
SNP3.SNP4-SNP5 1.3420 6  0.9693
SNP4-SNP5-SNP6 4.242 0 7 0.7515
SNPS-SNP6-SNF7 19.9510 7 0.0061°"

*» P<Q.05, + x P<O.0

6p21(MHC) & SNPs £ 55 B 5 R i s R B R A 4
BB R G SRR 2B, H P 35 SNPS-SNPI(P =
0.005 1), SNP11-SNPIZ( P = 0.020 0}, SNP8- SNP9- SNI16
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(P=0.006 0) FMSNPI10-SNP11-SNP12(P=0.045 1), H%

BREEFESHEIELIREGERT).
£7  6p21 K SNPe £ REEAE®R R

L v {H af P&
SNPS-SNP9 12.818 0 3 0.0051" "
SNP9-SNP10 5.2953 3 0.151 4
SNP10-SNP11 6.7235 3 0.081 3
SNP11-SNP12 9.8394 3 0.0200"
SNPR-SNP9-SNP10 18.189 0 b 0.006 0**
SNPS-SNP10-SNP11 86717 T 0.2771
SNP10-SNP11-SNP12 14.36540 7 0.0451"

«P<0.05, x « P<0.01
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ABFRC KR 22911 W 6p21 B AE KK SNPs &8
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ARVCE %0 SNP7 C/T S H & DQBL EH /Y SNPL1
C/G S fur Bt (] 505 415 5 S Bk BR1 0 32 1 S 02K
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EfSNPE Y EMNREARKFEBREARETEERE
B, AWESEY ARSI BERFHNERELKE
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g iEaEZ —, sbah, 78 SNPL {7 BHE K a0 R ET

RAEAFA ARE BT IRPN AEA E— W BRI B
BN . AR TSR A BT £ EH K F bR A A
ST RGN, R EEARET L, Fa £ R HEAF
LET R E FRFREGHREEN AR e E
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