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RistE R FRATRENERERORERRP, EERE
NAZHRRS FEDFERNERETRN, Kb K%
F-B 4B R M (RT-PCR) 4 T £ (micro satellite, MS) .5
{7 B P34 7 44: 2437 (allele-specific hybridization, ASH) & 8
B Z R A, BEEEH (gene chip) BRI R 5L B EARX
B £ BF 9X (genome-wide association study, GWAS) i 7 & E.
Frihg R B AR RERBUR P, RATRENHR
HEHESRRKHEMAR, FEMNEE ETH/MEREERSFTIL
T LERZESZHEMCNE, TERE X, BEH# D
+4reI W, — LR ERMELIREA, DNAES I (DNA
pooling VB ARSI Ky BRI M B — R A ST &

DNA R & R R BRE A EHE BT —M i, B
B R RB R A6, EA S RE . OFFINER
SR 53T AL S K DNA IR &, BIGMbEE& NM MK
I DNA(BERBAREMEREE SHE) QI HH
DNA B4 #1554 B8 DNA 184 M #4758 BRI 4L 38 (&
B R ) AT ; QTR AL R AT g4 4 , i L wT B
BRHBEEM(SNPA & @4 X317 Hi T S SNP AL,
%of B A BF 9T XF 8 B9/~ DNA BE A A7 R 0 ( B B 41
PR TR , G TR R, WBR B ST R E
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XEE N DNA BREMBARIRLERNELHSR
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R 53 BEE S MNE, ZH BRI, &4
% . DNA BA B ARG RIEAR R BB /M I HET
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1. SNP fif S I 1 - K 38 AR R W3 H ik — B R
DNABSMEARZRAERE, UHAHREH, R SRS
of B2 ) 2 (o B R SR 25 BIAE 7.5% LA LR A TR e, T
EEEROFTECHESZERNETRHHBER. 2006
£E Zuo ZECHIERA , FARIT BT DNA B-& sEEE AR I Ake 2 (5l
KXt BB¥CE >1000) 8T, LB G FIX B4R 8] A 2L P ER 1
ERRNT 5%, BE M BERBGE X4 898 A FRcHt T4
By, SiA R AR (> 80.0% ) Kl i S50 1 AR L A0
Wit. LREFERNT, ERERFMT, B S SO BEM
B TR 3.0%8 , R EBAA E S B BB ERICH
YR AR VT BERYR B B R A ERRIE

2006 4F Bierut % FBUR TR 5 BEEHTT
SEEATR, LR & THRKE A RAE LB 4 (1050
A) SR TIKBR RS N BA(8T9N), R T HER
REAREFARAZRAM  AITRANEFHEY
DNA BA#biRiT, BB BB 0% R A RHET
16/ DNA R &M, LA AL 8, F M b T460
BrAERER, AT 4940558 | Xt 240 J7 4~ SNP #E17 E R 43
B, 200G, ik L S0 IS 4 A BB P S R
EREBER 31960 SNP, BB X AFA N LRA
s BARART MM, A B E—-HEBANAAR
EEFH31 9601 SNP, BEFE 412 A BIE 07 84 5 B 0 47
MESRIKER , BE BT ES HHNEHTESENARL
H{ER,BAERISPSNPH PE<10HFCE—LH
K BB & A, I Neurexinl , VPS13A, TRPC7. CTNNA3,
CLCAL %, 2009 4E Knight 2 ') F Bierut FIBEAR FI 7 85,
38 3 AR 4 IR A b 2 B O BRI 1000 B A 50 000
A SNPASH , # AT G5 BAF 9T ; B KR LR &Rt
ARG RS TR Hr . TR AR 2 Fh O s 015 B B9 3R
WER—BEN _TESDIHE (Xpa, Xe) , 37 LIEH KT 4E
59 DNA R &AM ERf T A 58 E R BURRHET R
-5/ BT SRS M BARA RIS T,

Chew I Ramani‘“' %} ] DNA i8-8 #6975 e fiMA A B
FRBRAMSMRNRENERHFHITT . 7£500 KEHE
BHYE L, ERARAMAN BARBAMEMENERS
B AEMAS RIS AR X RN >097, FHRE
MARKRE R AT 0987, JiFVHERBEERNPHSH
B4 DR MA LB T, R IR /7 R A R
BepmmiBEHE, MITER4NEREBEERERN
B N B4 QEE BN KK ; QAL QAR ;@
55 SNP BUEHRIC SR MHEERXR,



PHERITRFERE20104E7 A 31858 78 Chin J Epidemiol, July 2010, Vol.31, No.7 -821-

BB A MREFEEES AT RELERES 2N
F,In20094F Bosse 5 ] DNA R A b9 s d 3 24 2 B
PERR S B E & B E HITRBIAFIBF AW T 55 000
£ SNP B T RA MR EREEERE LR D AR
B ER/NEM ERGER, R T — L L4 Mt A
A BEER K SNP L& , Ik R IR 5 B3 H TCF7L2 Ml
HHEX /) SNPs, 5 B GWAS 18 H (45 RE 2R

2. BEE DNA W ¥k - A kM A fE DNA IR &
HARRAZBEMAE ., BE20HL0ERRE THIFEL
HARA B —EHTHRENTE , ERENRITRENR
f L XFHELAER, KRBT TER. AR RFHNR
AR it KFAADNARAS LA 5EBERIEREA A
WAL B ERE S5 mm AR A, T B EARS X
X T ARl B MES R SRR K, A N ed
8. 20094 Craig 5 E T K I R A—TSE R RE R BT
AEHER) GWAS BRFTIE S , 2478 B 5 3f B 4% 2000 AR, R FIHG
B A M AT B , 33 Numina B FE SO MBS HEASTR
W, RANE 0T ET; ER MBI R AR 1807
*£50, BRHAMME, SHEENHHR, BEUTERE
FARSRI B BB &, T B4 KR, THE
£ EBRBAKXA, BiN,2009 4 LuZE ¥ DNA BA S
B A5 DNA 4 E5 & 154 i — %] f DNA 4R A0
FE, BT R E MmN PR AT iR
B, TR R NS R E kRO RSB, B g
FHASN ZHEREA BB IT R B, IR F A9 T R R 2 Yo L P BT
AR P AR BT AEZE ~4d.

3. $69 DNA R & {1 5 5357 77 3 : 2009 4% Zhao F
Wang'"' 5@ S H H 77 2057 DNA B A B AR 514
RESS WA SR B gmeR TR AR
B DNA BB AF B I Bitit B R, IR
APHEWIITRE . ODNA RS ERBENR
(pool-specific errors) 1)K/ FE—MAEBR T , F—Br B DNA
BA i B A B AR T B B ME R B A BB AR, i
Bt BB EBI DNA IR S iR THE A RIFA R AR 25 4R
At FIREB AN B R SR EFERE, REBEW
BRIZERBRIRA BBEBK, U LRSS T
BAXKS., QFE_HMBEASR SE—HrEEESHREA
BIAERE LB (R) R, LAFEBR ST LIE , AR AU I B M
HES RV RN 15 ~ 20; MfEL BB RS, £
FHT B DNA MES R, M R{Eh | B E ISK, A
BN 17.5%, TR AR A MR H, BAK (U0 1.4%; X RE
WAL, i REe A R R B K, IR B DNA B &
A B A B L R BE DNA ME BB s A%
104%, @DNARASHMHE . E—REBFRARSH—R
B DNABEAR LR, WA B E MR AR 4, i
1T GWAS K DNA B4 Mt B, E— W B A B 2 o
FEXt B0 70.0% , iS5 —Br Besh A7 A4 BInT, W B i
B4 Bl /N BB/ 0.5%.

5 DNA/MEAEIM L, R A DNA IR & 1 iR 5 205K

BEEGERERMAE, X TEEMLPREMRIER
0 9 1R B H-W F- 4 (Hardy-Weinberg equilibrium ) H. 81 45
B SRR E RS L ENE RS, AR
#hix —BLFA , 2007 4E Johnson "R Y T —Fh R T S M
McPeeK # Strahs ) I 87481 3 , L@ R A i
PR, AL RREIEHAES T LA E LER
B, R B BT, BT R A A B IR
[FIE X SRR A A (quantitative trait loci, QTL)#ET4MT.

DNA B &b i 1+ 58 p— KR ba B R RE 1R s Ak Y
BER, BEHTRMEESIT. HIRH L HEE, 2008 4
Zhang %48 15 T —/N W 8 PoooL A9+ H £ K5 H DNA
15 R SNP L S BAATR RIS R . Poool R—HMAREEM
(expectation-maximum) F 2% , i 1513 T —MEFABES
BHF (importance factor) B & , FILA B — 4~ A5 A RU A AT BB
#, BRFEMREFELHTES, H BBEERERLT
—AEHUARRGRERR, B ERS  FEEE
FhH—EE, b8 S BRI IR Poool XA BT LA
BRI RSSO REARME, HHEE
BRI R E L TR ARSI, 53— eERd
F#:E M. Poool HEME M SRAMMK/NILR, Bik
EXMKBAMKTBERRLEAMEIT T REEERA.
BRI REBR, XF T EE ] LA/ LR ERRZE KA
BBZAEm,

4. DNA B & MB ARIRE ST . DNA B4 HE AR LI
TR ATE B A LB B A O AR AS , (B R AT ik 4 IR AE R R
£, XERETHELSETBRAEREERRRIE S, ST
DNA B4 th#9iR 247 RiR 2 3 F HA Wi i A%
FThREA, B — SR8, 5MESRIREL, W
BAMBEACHNEBERRE KBEARGE~EH
BRIREM KN, 20075 Macgregor R B TRAMA KR
BEMEMNRE, ERAKESHREXRBERSH LR
B MARBSBWHE, YHEENA X84 MR
56 494 SNPs IR it & BRIK RE 5 e B AR IR 2 IR b B 5|
BHORERTH, XSEFEAFHRERFNRAMBAR
F.AHTRERARE B8R R A HEE 5183
BMARMEL MBS, 20094F Jawajd Fl Sham!"* (555 ]
xR RBIEH TRAMERAN EERERBETEUE
Hegy R, R E T EFETRA SRR 15k
B DNA B& BN MEEE S HOEE, S TE£#
R R 3 5 ) S 36 R 25 R R L 7 A 0 R0 1 2 B it
FEE#ATE B LR R & AA MM T S B RER
§E S, B EENER AT, DNARARIHEE
MEBEIER. OSMEENERYH; QS M EEFEN
NE;QRAMAMERE,

5. 7R R H R A A5 e 81 P - IRIB A IR R B B4,
WRELSKEANWEREHHITRN, CERANER
EREMAERTE SNP EHORAL & P BB .98
1 %878 5 (copy number variation, CNV)%, DNA {4k
BT BB U FA B a4 RS M BRI M, RS
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A, B R,

CNVERARERM P EELEH, EIEMERY
FBKFH AT EZRNARR, 5SNPHE,CNVHTF
ERREMERE K, —CONVEIAN SRERHE,
10 Prader-Willi Z24-1E , DiGeorge 454 FIIKE A% 1 7 R
. 20084 Lin AR A MM 100 KRR L 2&4%t 24
S3E0R 10 AR 30 ARBHABEFTROM , KB 1218 WAL
KETREXIR, KA 104~ CNV 256 E 8 PCR FMk
EREIE R EHIA; 5 2RI ONV T LA R AT R
BEPET, X—LRERERDNARA R TUAR S
AT RN BB TR,

DNA FEMMEREXFHK DNABTREZ —, KB
F &Y, DNA P ELEES B Y R4 . DNA S DNAKS
EERDNA SEARMBEAATRNKRE, A\TEHER
ik, 2009 4F Docherty %' FiR & ith i 77 3 %t 89 1> DNA
BEARHET R LR, S MR IR R LR ERERE
—Ftk IR A M AR BT LIFE KB BT R (v
TR DNA B EALEBIKE , R4 KR RA

DNA REMTHEARETAT QTL KB EFFK . 20074
Korol %!"“ZEXf QTL #F5E F , i1y —Fh DNA IB-& b 4 M 9 7
 (fractioned DNA pooling, FDP) , B3 F A BEMER 3 7670
AMRIR TS BEDL ST BN BIE A, LU SRR R e
HEEES R 54, FDPZ7EHA EAZH ExEy
DNA iB4- i (selective DNA pooling, SDP ) i) —FpBit B , 7]
PA3 QTL i AT BB R R AR T E R B P EE
WL 75 . ¥ER F I HIRE M4 (cross mapping ) it
th , FDP#4t T — R 5 ik R gkl MR B H o ML B4
QTL 75 i ; BFEFESIFCH S XN ER & P{UBHE
EWHELT  BE M REARAK NS R CEEAR
RAMTHBME R P QILALE T . QIL U EHEFXMA
I Z KB QTL 247,

20094F Chi i T— ¥ DNA R4 Sk B EA
R EEH 5 (selective recombinant genotyping, SRG) B AR &
BRI, i HEREAEMT A A SRR A7 MR A
PR (Bl 20 ARGIR A M) , 3F B 5015 R AR SRR
DARIF e KA s giefl i, LRAMB—MBEARNR
DNA R &M B T — B R C M E A, B
Bt Ak DNA 43471k (bulked DNA analysis, BA) FIF Bt B
BANWMEAARTERSR, TRERE/RDNARATF
SRG RYBX A5 F AT LI EAEAL 5 B 41 AR RS RUB 2 .

6. RE .DNARGHMEARE—CBE LART 5N
NG 2 AU B (B8 - BT AL R v A RV, BB LA A X RO A
EHFHERGM . BREFFR T —FBr9E 5 %K R,
WEFEE AT LU R B 5 DNA #HTIR &, B W] LAt —
HEARNACDNA.MBEZEAFS. XAHBEERES
DB R BERERFHERAFEETESAR SR, ]
KBRS REAR T EEMEN . Bt ERERDTF
WATHRE S , DNA RS ER 5 1AL 7 F BHES
EX KBRS R A~ D H .

B4 DNARA B AREX KAUEA R R+ E
A AR FUR AR SR B 5 HAE T —Fhig i B R —
BAREGEENRN. B%, EVREMEARBINK
RGBT, BT AR R B % TR 2 19 44T A
HERE, MREXSN TLROBMB NI RREXEE,
HWK, B3 T DNARG B AR % AT RERKPIS, DNARE
AR BEHEERK. HINEAXRME, BABERE
X3 55 QAP A R 5 TSI R R

REGFHTEEAHHE—HZE, ADNARSHER
B I3 & — R0 T AR A B2 R 5T i A 23 1R
R EREIF B, o IS B 2T BB R TR St
HEEZHRA,
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