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AT BT E AR TER I AR B AT LB #1956 4FXF ABO I 5 4% Bk i) % 3
(Clarke C. ABO blood groups and secretor character in duodenal ulcer. BMJ, 1956), 7E
it F MR, AR R IR BAEERAINRA TR KRR . 20 thE 80 44, s % —
RBIEFRIC RELP B8 E B R F 2 TRk B Ruk 00 A0 R a5, HaBRIEE T RIE K
BARRERN GEFHEEE. 90 ERE ZRBAEFRICH T E (microsatellite) i i B, AR &
R R R RERBUR R EYE MR BUE T BEMRR, KERERNFWAEAR £
HEEBNMBURER B BFIA . XEEEAEABFRHRIERMR, N TFERMERT S, X5
WA REMARR A R AR E D, ABFIFEHE GRS E 43 8 (population attributable fraction,
PAR) #{&TF 10% . % F & 2R E R N BUR 2 B 0 R RORIF A PR, A AX2ENR
BRI, B=BEEIFCAETRES SNP AR BRALEHAN AN ZH
HEFIER, FlE SN ARE R AR, R T I 5E M
otk EBE R SNPs, X — B BE BB 58 th A7 7 — Lo B ) J (AL - B8 R B SR BRI 0 38 1 ) A
BEEIR, 2004, ), WAME AR S RS RBHELT S, ME ERALEHEAT AT
SERMMBEFAREFAIFERHITZHFINER BB HRZL SM (single nucleotide
polymorphism, SNP) i 5144 % B4 £ 58 i, A SSBAE F 5T BOR IETESEA— R OB 3.
HikFRnt, 2% BRAEERZESERBRE TRELRE , — RN AT LR S R E -
F4~ SNPs, FiRIXfts , R—MASGKN, £Z R RAN”, ELENHWGRERE 5K
R CER A SNP 5 B3 iR vl B, IX it 4 2 8 2 R BRF 5% (genome-wide association study,
a5 whole-genome association study, GWA), 5 AR5k Z F R g B A B T, A
AEEEETR AR AERE. 2804 BT 5T Y 38 B R IR AT & 4 5 99 1 s
ARSI B — 2R BT B .
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TBAE T AR 0 0 23 R MG 38 A% 2 SR B B 2T B 4B 48 (powern) 119

FEM=  F R Cerait) 8 TR BN

BIRHPIRAR BHRAED B, SREBRINH , 4 B6F W) 22 R e R TE — RS T ME LA 0007, 45, 2
RO PR R — P WX LA A B R, (B R A RERE L ERMW AR T 2 T REHR
RIBE 5 A CERARR RIS W AR B » L AR M43 845 (schizophrenia)  BUREHR S o
s (biopolar disorder) JRAMAE S , (5 K1 H6 556 A 12 U AT LU R BRBOR A9 1B M =0 w4,
AR R R B SO DU LA, OB S BAe T 7%, s 20 i D (BRI R L 4 %
TRAEX 7. BT UL LEE, R R R N ER TR ERRA.

R = PR R 2 MR A B B S g e/,

J AT BE R AR L 2 B 5 1 8 (0 B 28 280 (e i BMIT 28 s ML (b i B s 1 1510
PHED A BT X AR s PR I 7 1 6 70 C gk 55 3R BRI B 5 B U ) , B R e Y sk i
Wi B9 R B s IR . 3B R0 B i X 5 AR B AR R R R A A B RO, R
REAR T IRR 2 Ll BRI , K T MR A B, B30 s in 7 i g R 5l
AT EAHH A T AR R AE S G EL B A/ . B, By B 45 FE RO TR A5 T 0. 42, 8K T, £
O B B S22 (1) (longitudinal ) e 45 e 8938145 BE AT LK 3 0. 570,

(Z) GWA B5cig i

GWA BT B9 B A i 2 [R) 2 38 5 055 ) of BRI 9T, BB B4 SNP 595 9% 5 A 26 B¢, )
S LR R B i SNP %5 A7 2 3 2R % 24 85 F X BB 20 CGR R A %5 . 9%
Jrw 188 S B 5 SR A B AR

% EBIBTR A B 53 A AR L KB 5 4E4R B (power) % H T Y IN 2. GWA HIBF5
it E‘ﬁﬁﬁﬁ'ﬂyﬁi/l\mg%ﬂ'ﬁ"(one—stage design) FI# M Be b 5% (two-stage design) 8% 2 ¥ Bt
%% (multiple-stage design) #it.

One-stage design: RIE+E | 2 4% AR B A0St BEREAS T , — IRV 7E B A RS S 8 oh i B AT
WA SNP 17 2EE R, SRIG 881 SNP 5505 096 8E, 4» B3+ 8 L8638 B 1 OR
{6, RS0, B BB IR TR A BIREYTE K. 15 25K 4 R B BB FR A
Pl B BT 9T IE 74 0B B A0 55 3 P R FH

Two-/multiple-stage design: 55— B BX , - /IVEE A rb x4 56 (R 4 15 I 3 42 1 BT A SNP 3
TR R, GETT 0T E 7 H 3 A0 SR B R SNPs; 85 MBS, 78 8 K O RE AR h i B B 7
F—Br BRI RS R SNP #HT R H B RS 45 AW BRI 48 BT 00 . B—W
B R A 73 B AT LLR DA & R B4 (individual genotyping) . th AT ISR H DNA pool fpik,
JR BT KRREAR RN S B (4 TAE R . BTSN, 75 GWA #5574, R DNA pool 45
& Affymatrix 5 B 503200 & 77 RURR A, B85 3547 SNP FEl '™, mip |-, i 5B ¢
DNA pool #5541 B PIASURAG THRE 22 A B0TE, ATAT LI K IX R 3k 50 BR MA T 5
BRI BE TR 2. SRMF L FERE BEER . B EY, DNA pool 15 1% 4 4
RBTR HARIE R T 106 ~4 BT o%) e 8t DNA pool 975 1k S Ad 45 o 2 B 45
ROIBAH 10 ~ 456 (9 by o 25 XF 42 3k B 28 00 5% 401 R BB BT 9% 10 9 4 % S 0 B R AT 240
By BRI — B BOR Al DNA pool B8k, T8 = Wy BX R B (B B 43 B 0
XARES A A S —Fh AR M BR 220 . A B 4R o g s mg 2200

L, B B BB 5T S S IR B H B BHEAT SR — B 9 [A) B A8 1 B 4 Qe 458 3



..................................................................................................................... € ; (3¢ ; t%\“
H— B BUF 55 LA B K B AT RESR 8 Y SR Bk R AU CEK Y SNPs, SR 5 7ES B B XA
BEAT LR 3 Y AR e 4 M iR 4 T IR BE MR el ] B ARAIER 5T R 48 s R BN TR 8
£ P BR BT 53 58 AU 4 -5 50 990 o PR A 0% 1 33 4% A 1T (SNP) 6 28 4 3, AR A — TR 52 22 /0>
i 0t — MR EAEIRAR 6 A S AR A £ K7 Zud ™ S HIR BB AR LA,
B35S — B B DNA pool 45 {3 2k B AT (¥ 4 77 78— XE BOIR 22 2445 51 Foush B 4 1] 2637
HEFARNERR/NT 0.05, KL RFEARR BB KB, B0 —A 5HMBHECHALAB AR
BREBHE(C>0.90), REHFRFN, BT R A BB B BT 58 7] LUK R B B 7 Y
TAEEE (MR XHBREREILT R AIEEE, R E (18 X XA R ST T IRAR
Fit. X TR BT ST REA) J5 088 404 » Skol™) % A i 7B Fp i R A 842 2, A
BA 3T oint analysis K S5 — BT BLAISE B BERGE TR A I 400 AR T 8 2 R B 7
#7 (replication-based analysis, 5 T4 — M B 45 51, XFHEASE B Be A9 SNP FlEEAS 5 it
ANHAEEBREEES —-MEMER) , RIFEARRE S MR AFRE— B REA
BB LB T B T BB ARE TR IEIR . W 1™,
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Wang" % A SE B 7 BT T — B AR B B3+ (optimal two-stage design) T
Fott— R 5 BRI, 05— BREPE SNP FFHER o AMERITAE AT R L 4R B BT 7 1
BB BRI BT 1 B/ VR A R RO LU, LURCBT 9SSR 28 2. XS TR BB
FUEH o 9 LK A T GRS BT 38 S T b, 38 B R BF ST R A R 54— B B
SELRFMBEAL R OREE— W BAREA T LB (PRI XL FE
£ LB S T O 2 M 5 RO
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SNPs, AZEAA TR ARMBE T ARRFANT ZHEENERNAETRE
A (NPYHIfE B (K2 700 J7) . 2003 4F i [ Br B4 RS 3% 11 R W3 E 21 (the International
HapMap Consortium) g i Bl Br A 28 3R Kl i+ %)) (HapMap) i1 55 — Br R B BF SR 243t T
A 4 AFERSE 269 N MEFEH AT 100 74 SNPCKZAE 3kb —4N) KL R HEZ A LD
KA EE, B BT SNP 9% B (KAE 1kb —1), 8 GWA R THRA W T
HP, BF HapMap $04 B2 F &, BF 57 2 7 LA L7 3% 8 1% 250 000~ 500 000 4~ % Il
SNPs FH 725 R4 i) SCBRBF 5% , AT LA B DB SNP S#FATHF5T , T LABEL 164 SNPs i#
FIBE . BT SNPs AT LA 36 2 ZE 4 70% ~80% A% . SNPs, @it Tag SNP fk T
B Hapview A[ LI A 3% A EE KL E R HF AT R TagSNPs, Bakker™® fil Zeg-
gini®Y # 4 3f HapMap #E28 THZE GWA I EEER#T Tk, B8 HapMap B
&% M SNP(common SNP) f{5 B i/ 2> I SNP(rare SNP) {5 8., BB GWA B
FHRL AR I T VF L% W SNPs TESRR &4 P e . Be Lk, SR & ol LUR BB
FEH T ER B R IEIR E (power) FIE S H 4B 19 FL 5% (18 5 1 J AR, iR 38 RAR M B
F T EM HapMap H1#E—%& SNPs 7E55% B FIxt B 20 B4 B A7 2B A B, T SEFRiE R
2, A DB TR A L RN RE S8 (B AR SR B 57 L b 7 B R i 3 T 25 2 B I 41 19 SNPs,
REBWIFTE RER SR R A LA K2 B R AL A BB R 7 00 7 S AL A T 0 & 5 53X
Lo & A #Y SNPs 23 LR IERER B B | BB OE3A B T4 BE T AL 88 44 , 40 Bak-
kert*) %5 A B3R (A0 €605 19 SNPs T LIMRIEZE 2000 M BIFR 2000 x4 B, 7E 43
HATGHE Ll p<<0. 05, AN g1 p<<1077 . iK B SN HIEEE XA R BE MK X 4R SNP
(causal SNP), W4 % HapMap BB RE LM HE KK SNPs, SiREEHSINE
ZENHAANMIE SNPs (ERRE R, A KEIF TS BLRXA BAR, XI5
MR E R G AR,

5 HapMap ¥4 PE 5 3% % W, SNPs R 5], SeattleSNP [ ik %4 FE | R Ff DNA il
Fromik R4 T 5 RAE R B E B R M E 3T A SNP 58, ATEEB it H 11k
tagger SNP ¢ Fj (835> A Fh : Europeon Amercian fl Africa American 4 A F1RB A B{E
B, PusEEHEAL T Tagger SNP HEEH TR perl ¥4,

HErE AT EMAT GWA K& LT JLFF: HumanHap 300, HumanHap 550
Array Sets (Illumina Infinium £%1]) . Mapping 100 K il Mapping 500 K Array Sets (Affy-
metrix GeneChip 231 , X 46 G &5 4 AR [F B 8T, LA 42 nonsynonymous
SNP (nsSNP) Bt & FE T LD LR EFE M Tag SNPs LA K £ H A BEALEHEARY SNPs
%, BIRENILE T ENMARAMESEHE SNP (98 2B (coverage) ™, BUEFIERE:
KA HapMap phase [I $#£4t#) SNPs {& & (release 2-# J. SNPs #1 release 16c. 1-2b> I,
SNPs) , %A Haploview #/4:0%), ) paired r? X F3— P BRIEEHE Tag SNPs, HE T lu-
mina HumanHap300, Affymetrix 500k, Affymetrix 111k, Affymetrix 500k, +175k tag 1
Nlumina Human-1 7 &%} HapMap f7 % Fi M4~ A& CEU, JPT+CHB, fl YRI £%H
HAH I SNPs FI0 UL SNPs (W HRE, SA ML BMHRLERE LR, £
BTG it A 12700 B X R AR U T AR LA S A LAl A R 0 4 B IR 41 TR 5 TR A ST RN R
W SNP #978 2 2 B A B & A A RURET) . BUR M — B 88 tb 3 T HapMap 550
HHAG &, BT B2 TRIJLIMBF R 45850, & B B8 HapMap CEPT #1157 & Xt
R IR A LA AR AR BE D 241 SNP 78 35 12 AR X T
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HapMap: http://www. HapMap. org

SeattleSNP; http://pge. mbt. washington. edu

Tagger: http://www. broad. mit. edu/mpg/tagger/

Wellcome trust Case Control Consortium:http;//www. wtcee, org. uk/
Nlumina:http: //www. illumina. com

Affymetrix; http: //www. affymetrix. com

o, BEREBIHER

FERF AT MG AR N3R5 (5 R A8 HAE P 72 S B 56 BB LA R 2 B e R AF P /R
SR, ¥ DL KU B (copy number variation, CNV) 7ER KA W) Z 7 LI X HAE &
AFEFANTFARN

#TF HapMap i RIMIBFRREA, AZE BN CNV B8 T, 3 H A NFFAE
K#5 1500 4~ CN K38, T K4 12% (K2 360Mb) [ AR EZEE A TR, LT — DB KR
REKGENBREEREES, XTEAFTH T ALERAHTWFRE,

CNVs R EA MM 1kb BJLA Mb REMFFHER FEAMER , AEIFEIR LT 5
R R BEBRA R, CNV RUFAEARERNA, WrE S HMY A ERE A, /b
AR IEIE. CNVs MA/MNIERM IR T EERE ARE 500 | 2 5 5% 0.0 1 &
BRBRIE S B P W E BN, FEHE T8 8. FA4 CNV Brie i i & Fya B T LU %
WEERE., KRMMEERIEX NIRRT, FEAREAWHR T R FHRETER, LRSS
H) BRI EERAREE CNV RSB RM R IER A XEHHAR T AESNE, BT
#F SNP J7 5}, Genome TilePath (WGTP) t & B T B FI WA CNVs, KA#MFE T Hif
—R R AN,

CNVs SEERHIPLE BT 8845 i3 S B e R R BAE AR A HLEISY . CNV E2E
B KA P ATRAIE A S REMERMC. HAYSE ET, Hihgim R £ R
L RRAT, REETTH CNV MER . ENFES S R EHFE CNVs 5HMFF AR KL E
Y. BRTXTF ONV M NRARE IR, 5. OOMIM g FEE 14.5% MEE 5 CNVs
HEA;OCNVs B 5@ AL ; OQ— CNVs £ 55 g F i im i 5 Btk , ik sE
D% CCL3L1,.FCGR3B fil DEFB4 2 55 AlDs, %% 4 5 09 B /NRE R F 7w B B Gy
B &) B EESRA X @OCNVs I RE T R E W E R KA KFE, HXRENH
A CNVs )15 B 7] 7F L) F % £ 45 if] . Database of Genomic Variants: http://projects.
tcag. ca/variation/,

B2, 2ERAXKMRAELFK. FLERGLKNE —RKIRET, AERAER
TRERMERVEM, HiEEERRR XS ERYERILFREATRBELEHR. WHBEN
Bravikit, i ik 2 B A SNP 7 S48 AW T R S B R A Fr e 32, FE% 4
TS T 7E R AR AT (R BE R RIE B S M RB B S5 O T IR ABRIT IR B, h e 2R H 4
PR KR BIRITT T RIFR9 R,

KT ERNAMTHE _RKBE, RITFERZHRH 4 (what to do) A #F5E (how
to do) FIBLSLAR N (current fact) ) =~ [a] R ;
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8= RERBKRRIMERE , Bt Z HEER GWA BUE & BUE KN 55K Z A IE RB
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