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AR, RE NN AR EIRR R G55 o R At &

Mt 24 N B AR 2R 50 (1A 56 %R
1986 4, ANFSIEDIZH M2 A s 21 BRIV Bk
[ % 5 (restriction fragment length polymorphism,
RFLP) & 2: ) 56 i, X2 N R 55Kk 43 1 g%
i, bR AR N R R AL R AL S A TN T
—ANB B Bt S, fi TSR AY 4 (short tandem
repeat , STRfCE T RFLPE. JLIN, T 5K RIEM
BT (R 18 A A LRI S0 B T ZEh Az, 1996 4F,
RischfllMerikangas$f i, 10 i %F— e A A 2E 47995 491 -
XTHERIEST, RISCIBE A AT, R4l 3R AR S Ak DL H AT B v 1)
R DR T R e N S DR BT AT A S P 1 A
BRIFRI, AN B s RIS LS 3)). BAE AN
135700 P 1) e L U TR IR %2 25 1 (single nucleo-
tide polymorphism, SNP), HJ SLAMZ I (19748 55 Fr 5|
EDNA P HI 2 245, DR A2 F 2 Al v, Bl
OB FEE bR L. BT, AR EN O
REJUE J3 I SNPIL N 2 DR S I ) e 1,
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R RCA ) — AN A2 B G (s AR ic L CNV
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RAARF M EAT G, RN “ B
H.

1.1 SRR E SRR

e 200 ) 2 PR 23 B R 32 B B T % b RS
FHAR, HE K K& A7 41 DNA #REE,
K F R 3k 7732 T A BRI 7 IR e S v sl i b
DL SR A % FE Y DNA #REHBES, SRl 4228 3k
73 SNP 73 B (45 5. HARIR I BOR U 45: DNA 45
EFEERNRIEE . AR IRE i I HE RS . 2258 AT 510
o3 . ARZAE = E G R AR

(1) Hlumina Beadarray[¥]SNPZ; R H7 R R G404
4 56 R 41 2 A 1 Infinium £ R L H € S B
GoldenGateFi K. DNAFREF B 41] (1) R 7 2 R 2k o1
Fr AR Infinjum R ICFHPCR, NAZ Py PRI
FUBR R, A5 B SO T SR AS i 15 A RURS A 1) S 56 4
5. GoldenGate F{A AT B R TG IRE AT, B 5k
B 1) it SEAE AR LRI RS 96, 384, 768 H
1536 ANSNP, Jedpz A= (1 F P RE O AR P = .
PP AR J5 UL 1 (http://www.illumina.com).

(2) Affymetrix 2> w52 F AL G2 L MEBOAR, 2E
77 TR R T AL AT IR L RS A 3L M GeneChip & 41 5
v BB A& Affymetrix Genome-Wide SNP Array
6.0. XHKMH EE R 906600 4~ SNP A it
946000 ™I TR I 5 DU AL IO ER S, BRAET vy 8 1
HL 45y Hb 78 56 FEA FE DR A R A RS I i A
2.
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Hi, REZ AR S0 TR e, BiicAaRe
IR I e b B - 247 ABL & w1
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23 ) (RN IR) AT BT 45
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AU PE B AR S H bR P A 5 A BANR R R, AT
DG5S R R A B R O, W R R S H bR
HUIAAELERETT, w2 KR 9 0 R T8 & . TagqMan
TREFHOR S5 5 H I e A 7 22 73 5 sl vk Il 55 PCR
Je R B AR, AT B R TR 0 e LT

(2) SNPstreamJk K73 B R g8 — & ALK 2
HSNPIM T RS, TEREH] 384 LA &AL v] 43
Br 12 A8 48 ASSNPAZ . K ISNPAL s 51 H 2
T3 2H R, 3 i e B R B AN S, 20 20~25 A4
BREE R BE, 5 At 20 ML) RBP4, Sl
WAL R A HAN. 51 5 R I PCR fy Bt AL
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FAS M HE,

(3) IS A] ®AT BT AR 8 H i ME SR ik
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(a) GoldenGate JsUEE . %5 vk U B AR Y SNP Bl ©L40 DNA A0S F RS 14, #llfsA SNP 752 3 &5 RS . W
2 LUEE1), P1 A P2 7 B Rl — A7 i, 43 AR 35 SNP Wl — RS LRI Y, — 4 RUFT 14, P3 73X 3 RS I IR A AL 95 15 2k
N2 DNA HAMAX AT S8 A PCR 51K T8, FIFRENE S — BSR4 57781, f85 BeadArray HRFE AR T
LIBREN B AN . 2 3 ARSI S D R FE N4 DNA RS, LUES 149 PLAI P2 19 3 SR i3t 5 SNP 47 ' LI
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KO, A o 358 e 20 R 2 e 4 2B A T I 11 R K
FE Rk T 112 AN 1536 /MhR%E SNP, A
Illumina [¥] GoldenGate £ K>V &5, 1E 265 4~ H BIIEM
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KR o BT 45 BRI 7 5 Y EARAEAE SN 5 IR AL R SR
T, SR FH Ak 3 56 DR SC BB 23 A7 7 v i 22 WL BB e dt A%
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e B PR 22 1038 4 JR R, — S8 3 PR AT g 5 BT E 9 1)
i DRI, IRk Tl e A S i A M 1B b (g KR M. it
Ab, BURIEFURIL T KB 5L DR 5 0 A DR IBE, (R
AR MELRA VRN HEAS PRG350 1R 1 H

B A SE R 2 B AR ) B, RS DU SNP s 5 B P,
A TR, 4 FE R 41 5% B 5T (Genome-Wide Asso-
ciation Study, GWAS) CLHCA T fig, FF IEAEZE T A
AT F AR L DR s A o T B P AR
I, GWASH A M AL RIS [l P 1)) 910 A% S o
7 6 HH 0 26 5 5 93 12k R DG BR TRT SNP. GWAS AL 34T
TN TR A BT DR, AN P A2 T T I A
16 B DA BRI, A 19 A 2 T R AN B 2k D OK

HE DR ) X3 1) SNP A Ay 5 IR 7 $e (1t T 26 R B
2005 H-Science = EHIE T 55— WiAT AR AR CPERRL
WA 55 ) 2 AR P GWASHIF T LAKEY, #% 1F 2008 4E) 9
H 17 H, O 180 BGWASELZ:#RIE, W9t N &
SNETRE BE PRI« RS A0 45 B N S A8 B 11 5 L
BU 81 483t T IR Be4E K K R 4 Nature, Science’:35 6
U A M GWAS LR RS, IFHIAE T — LeF B P
sEVEIR SR Y. A BT P L IR S RIESUANME AR 4
HEE AT R T Rk 2% EVUE SE ORI Y, i FLad e AR
TARZ e . By, EZ A5 IR
P IR GWASSE NG, hO ML 5« AT 7

P REPRPEZG . BER . S s RGP

F 1 Science, Nature E3:ER R EERARBHAXLES T

A& 4y WICREL ST ARN #8433 PubMedID — A&
Nature 2008 2 Lung cancer/Nicotine dependence 18385738-I1lumina/18385739-Illumina
2007 6 Bipolar disorder/Coronary disease/ 17554300-Affymetrix/...
Crohn's disease/Hypertension/---
Science 2008 3 Fasting plasma glucose/Schizophrenia/ 18451265-I1lumina /18369103-11lumina/
Recombination rate (females and females) 18239089-I1lumina
2007 8 Coronary disease/Type 2 diabetes/ 17478681-Perlegen/17463246-Affymetrix/
Body mass index/Exfoliation glaucoma/--- 17434869-Affymetrix/17690259-I1lumina/...
2006 4 Inflammatory bowel disease/Memory per- 17068223-I1lumina/17053149-Affymetrix/
formance/ 17053108-Affymetrix/16614226-A ffymetrix
Wet age-related macular degeneration/ Obesity
2005 1 Age-related macular degeneration 15761122-Affymetrix
Nature 2008 30 Schizophrenia/Body mass index/Bipolar dis-  18677311-Affymetrix/18454148-Affymetrix/
Genetics order/ 18711365-Affymetrix/18677312-Affymetrix/...
Systemic lupus erythematosus/---
2007 20 Rheumatoid arthritis/Colorectal cancer/ 17982456-Affymetrix/17618284-I1lumina/
Prostate cancer/Breast cancer/--- 17603485-11lumina/17529973-1llumina/. ..
2006 1 QT interval prolongation 16648850-Affymetrix
PLoS 2008 5 Soluble ICAM-1/Protein quantitative trait loci/  18604267-I1lumina/18464913-I1lumina/
Genet Psoriasis/Schizophrenia/-+- 18369459-I1lumina/18282107-Affymetrix/...
2007 3 Serum  urate/Obesity-related  traits/Crohn's  17997608-Affymetrix/17658951-Affymetrix/
disease 17447842-11lumina
N EnglJ 2008 5 Myopathy/Neuroblastoma/Bone mineral den-  18650507-I1lumina/18463370-I1lumina/
Med sity (hip)/ 18445777-11lumina/18204098-I1lumina/...
Systemic lupus erythematosus/- -+
2007 5 Rheumatoid  arthritis/Amyotrophic  lateral ~ 17804836-Illumina/17671248-Affymetrix and Illu-
sclerosis/ mina/
Multiple sclerosis/Restless legs syndrome/--- 17660530-Affymetrix/17634447-11lumina/...
Am J Hum 2008 4 Knee osteoarthritis/C-reactive  protein/Iris  18471798-I1lumina/18439552-11lumina/
Genet color/ 18252221-Affymetrix and Illumina/ 18179892-Affy-
cardiovascular disease metrix
2007 3 Skin pigmentation by reflectance spectros- 17999355-Perlegen/17668382-11lumina/
copy/ 17357082-Affymetrix
Type 2 diabetes/Progressive supranuclear
palsy
2005 1 Parkinson's disease 1625223 1-Perlegen
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[llumina human 1M Jr EAT 206665 NMREH T CL ik
TEFICNVIXI; Affymetrix Genome-Wide SNP Array
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BREF. A, BRI FHSNPEE, thn] DATHE H Al fig
FICNYV, 55—k #5 D1 £ 55 3% mt & F1) 1] GeneChip
Human Mapping 500K early access 3 & i 52,
o UUHOL S S, A BRATTR A A MR (KA R
2 TR, AR b FHRCNVIX S, 5140
CNV 5 e vhfix 24 spE8 CNV S | HaEEREL NV
5K g A A

20 20 80 AFEARIEAL I IR, 90 AFEAR NI
AR R B, Athad 2002 45 AN KA R 3o
RIR 8, WAL FRiC M RFLP, STR, %] SNP, CNV; #ff
FOAME NIEB M, BIOCBRIEFT, 1 24 R4 1) 5%
AT T, BhF I R A T JATDO B 1 T fife. H AT
IEAEREAT A (i S AL T E R, B %
U2, PGP 2 . Rk N A 2 25 5140
HRAVIR LR B A RNLKM A 2. Wi SRR
H 55 HAR AR R R i 75 b oK 1 AR

3 HLE

PRESS]

B EBOAR, & 2 HE DR AR MR A 11 32t £
Sy EAERE N RO T Bz . BT, AR
IEFTrR, AR T 3RS, IS 1 IE#E, 2
a1 o A, B2 BUBOR B8 Bk 5 78 5 SE LI 2
PR, B A DAEIL AL A BOR Y & (10 505 = BRI
M55 28w 23R A . o T e s Sy ORI BT 3R A
(A e A, BRATT R 0 g S 0 ) e v A R Y
IrHT, ARREBIRHIETTHMG (R S, T Y RIS
PR A IHE DA, 1500 BAT RT3 A 0

2%k
1 Donis-Keller H, Green P, Helms C, et al. A genetic linkage map of the human genome. Cell, 1987, 51(2): 319—337[DO]]
2 Weissenbach ], Gyapay G, Dib C, et al. A second-generation linkage map of the human genome. Nature, 1992, 359(6398):

794—801[DOI]

3 Risch N, Merikangas K. The future of genetic studies of complex human diseases. Science, 1996, 273(5281): 1516—1517[DOI]
4 The International HapMap Consortium. A haplotype map of the human genome. Nature, 2005, 437(7063): 1299—1320
5  The International HapMap Consortium, Frazer K A, Ballinger D G, et al. A second generation human haplotype map of over 3.1 mil-
lion SNPs. Nature, 2007, 449(7164): 851—861
6 Rocha D, Gut I, Jeffereys A ], et al. Seventh international meeting on single nucleotide polymorphism and complex genome analysis:
ever bigger scans and an increasingly variable genome. Hum Genet, 2006, 119(4): 451—456[DOI]
7 Redon R, Ishikawa S, Fitch K R, et al. Global vatriation in copy number in the human genome. Nature, 2006, 444(7118):
444—454[DOT]
8 Freeman ] L, Perry G H, Feuk L, et al. Copy number variation: new insights in genome diversity. Genome Res, 2006, 16(8):
949—961[DOT]
9 Hayashi K. PCR-SSCP: a simple and sensitive method for detection of mutations in the genomic DNA. PCR Methods Appl, 1991.
1(1): 34—38
10 Fodde R, Losekoot M. Mutation detection by denaturing gradient gel electrophoresis (DGGE). Hum Mutat, 1994, 3(2): 83—94[DOI]
11 Feng B J, Huang W, Shugart Y Y, et al. Genome-wide scan for familial nasopharyngeal carcinoma reveals evidence of linkage to
chromosome 4. Nat Genet, 2002, 31(4): 395—399
12 Kim S, Misra A. SNP genotyping: technologies and biomedical applications. Annu Rev Biomed Eng, 2007, 9: 289—320[DOI]
13 Oliphant A, Batker D L, Stuelpnagel ] R, et al. BeadArray technology: enabling an accurate, cost-effective approach to
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