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SoFF ) 2, T SEX AL A B AT AL, 2% RE B FE IR )88 A 06 B R S A AR
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KFH A IVAE, TVAEBCRIIR M RS . 2550 LA ik TS I BUR AL &, JF
R BRI M HER S B N T 5 RIRF IR AL 5, Bk, BATIA N, 5505 A i ] fgS
IR B0 AL 5 2 152273298,

XFF R 3, 2B R SR I R, SEFR AN SR e, RPN
A TR DRI, 40 by L N et e 4L B L MR, TR, RATT SR FH W SRR ) v SR A
ZREBIAT EENT 300 AL 2 B GR SER, W R S e I Gl , TR R, R
BATTRE FALE ) A . BT 300 AN FER AL ek i — L[], DR R ATT S AGE SRR 5T
WG, FET R 2 (G RIG gh AR SC PR I, 3% HA 9 A R SR 10 ML,
WED 10 NER . 7ESREEAE B, FRATS A FE R, CURIEFEFEA ROC #hZi/E R
TENPRUE, LA PRI B FEE . A KT genel02 Al geneb5 IHENI R =, 2
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S 4, B AIEEAEL & 10 AR R 24, HER IR A
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EEEE A, SEEAITRGEI, LLR2 A R2 NS H bR, WAHINT
7,16, 20, 50, 100 A A P SEE. fERINRRES, FIH k-39EREE, iHREET
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1. 1. &S &

REEEABORIA R, — i 25 5Bk N A8 e 10 15 LAz, (EisA% 0
ERARFE — IR, R BI04 Loy LR i IRl $E4eTt, B4 247 6000
T e 6 BB AR R AN TR, BB H SNE 10%. Ak, 38 AL 55 Fh 2 A7) LA A7
B4 0 100 ¥ BT, DAL AT DA — R 2 500 8, H s O U A
i JE () B BRI 2

BB AL, FRIRT IR R AL . LA RAR R4 — Ly 8 L & A PR M IR K
AAR S, FATRRZ AL (SNPs) , AEASIE RIAE 71454 R A48, 3K DNA 73145
I S BRI ThRE 8, TS BUEAL « ARIEIE R RAZ A HL, SO a8t 7>
NI DB AL A1 22 SE A8 A o, B BE RIS A% o 48 Tl SR B0 2 (R S L (a8, 23k
R 358 9 DU i ph 254 2k DR F) B0 A0 51 )

3T, NARIIVE 2 8 A% R AR A SRR o B A% PR i 2 R 2 (1 A2
PR, A& ] UL DNA (S H 2R A% 45 AR — DB L. B E . AT 9 AR fE
o WA S TEIRA SRR IR R T, SR IE T 4R B (R eicde, 2k
P fE AR P R AR S, A MERE AR Shis R, Bk, BHEA RAELE
FEA SR A AR BB JEAE — IR 7T

N T B AIR A LR, AT 2R 00 SNP A7, BIVE 75 7 B PR 5%
HRAOAL s A e R B R T O B, B B0 2L R B 5 AR ], AT 35 Bt 7T N B3 1 i
A, WEURAL SN AT R Bk e AR A A, 9 NSRRI R k. BRI,
UNATHERF . AU € 6 SPN, S T pRast A i A B 2 S

1. 2. [l R H

SNP %, A iz, RN NKERATLH 1000 5 ALK SNPs, RAHZR
SOMPIR R A RIERIIBRAE R ZR, A RHERR IR A B0 SNP ALEL, 7 REXT B AL 3E4T B
TWIREE, I G P AR B R RAR B . BRIk, ASCE AT, k2R TE S
REHEWHIEUR SNP ALl AESRARYE oA B A IAFRIREARE R (R
ZABLE I/ MWD, RHZR A T REIBUR AL R s A i, R AT
JUIUTAE:

S WL R BUE S AR £ NS A rh SNP — i 2 MR, 4 AG,
BRI A 251, Rtk (A, T, C, G) A R i g 75 sU AL OB B i 7 5, BEDT (811
SN, AT AT 5 S E i

5 FIWAL R S ORISR, R BORAL R . 2T BRI S BE SRS, AR
1000 MEEAAERE 5 R RESUR I Gt Fr BRI 9445 M7 A i 415 S ATREA A 18
P A BIMERE, FRHZBIR AT AT BE R BOR AL

=, IR EARTRURIR (ORI, R B R TR I BOR R . AR A 1000 ASFEAS
£ 300 NP _EAT SR 2 15 SATREAS B BRI A 1015 2, R IR i AT RER
U .

S0, He TR VR S PRS0 o B B0 AL Ao FR T ISR AT RO LR K



S AZBAIR I 10 DR, FIH 1000 AFEA B SRR ER I3 B S 9445 Mz s
min(s R, FTLARHS 10 MERA SCERIIAL A5

—. BB

BORAL S E AL I B DR AW O S R, I8R5 RAT]
ARG S B, FTLL, #ERI RN S ARSI BLSE R . X A BETIER
Je FLAR SR R EHE , 7 A B 2 B3 e AR 13 I AT s PR 5 DRI B 1R 4T G o A A 2 A
X1 8 BUR AL S A BEEN SR L.

)8 1 BRSNS B T gD, B RE RGN S A R R G T
T 5 FH N A7 25 8], SRR P IS AT B, TR b 7 57 2 G s 8 S BB TR 2 5 =K

] 8 2 25 HE 1000 MREATE Getifh B BB 9445 A7 A3 BAREAR B E, ZoR
R ZIIE A P R EUR AL A TR TE AR AT, B RERIXS SNP A7 A =
BATIHILE R 9445 N AL IR 2 SMAMERAT AL R, Kpi i /N ZE R AR /N
0. 01 FIATF AW ARIRAAAS B R IK) SNP. fE L IERE F, FoATT 8 26 vl DL B0 HE47 4830 #rs
B4 FE R 20 DB 20 M, b2 FRo 2L AN R 2H AR AN SNP &5 JE R R 22 )], 8t K05
KOG AN Fishers AEHAALIR, KI5 BIE RN Ao {H 2 Bl fie 2 M A5 2 [] /& 75 45
FARETRE B AR, SR R I B AR ekt B Rk, RIRTIS 5 B R 22 (A
REGE R . ik, AT “LrEATNGE S MEHA, SN ART—A4
—MUESEAE (WOE) fH, JFUCAHCHEANTHHAE BE (IVAE), EATMEe Hr KN, &
PRI B8 SR BN 55 . BT 5 1 T R 0 tHd i AR 5 2 (R AH S A B, TR L FRAT
A DA P 7 2 B A 45 BT RE AP A — 1 — 3.

] 3 HRARYE 1000 NEEATE 300 ANFE R AL 2 A gm i AE 5, AT R R 1)
FCBEME, IR T A0 W e 3 DR R N R AH e BB L MR, TR A2 ) RS PR b 2R
TOU 17 . [ 2 RS 3 PR R AT AT AR S, FRATIAS FH R S (R D VR R e ) R,
BN 300 NEE 3 BT AR, PEAL SBE R  IE R M, BRI R R, BeRIT
Ko B, FATATCAET M 2 (U850, RIE— & 1IImiEArAE, M 9000 2 AL 5 ik H
AT 1) 10 ML AL, FEXTR 10 Mz AR B HTE AR, ER&ERER. X LiR&
T DR SRR, Bk ) Ao SIS 0 8 e o T R SRR S ke 7 25 R B Sy 5 9 DR K e i 1)
£

] @ 4 HRIET 10 MHREMEIRAIAL SAE R, TR SGYRIRF S, s o )l 4 52
B o2 A8 2 B SEqd, TR 2 b, X REERXAERE, ATRD RFE M,
RN — ML B AR, R el ORI RS B . M S 10 MR, 22
A 1000 R IA (1000<2") , BUi T B E /D 7 M A GEFL IR A (371000) o 5 ) #%E 3
FE, BB AL SR Z [ AR, THREIE R, FRATTSE R 1 B 4E 1) 5 m
¥ 1000 MEEARIERBAT RA I, HiE LA RELLE I R, [BRIE DM E
PRIR. FERRBET, AR ARSI R, BEREENL S . N T DRIES
PS5 IR G PRR Z R SRIetE , BRATTAT AFRR R A S Ge it &, WS A Ae 5 iR Al 46
PR .



=. ExRig

4 B R 4H S B0E 43 BT 3 JE I s — i AR & (common disease common variant,
ODCV) HIRTHRA e, Bk 3 L5 205 0 R PR 3 59 A 40 2 10 M LAt
E 2 B A /NI IE R RN AL 5 BT AR

Y. =B SRR
4.1 HE 1 KaHT

% DNA 54T 80 7 gmt B+ AR S — A2 4 s B £
Btk S—J71H, X DNA PR T B g i BE TR R T, SEE T AR A AN A if) DA A
BE. B,

PUAT SR B T b, E BRI 0(00), 1(01), 2(10), 3(11) 4 ANE %+ DNA
() 4 FBREE (C, T, A, G) BEAT —HERI BT gmiD o (7] b8 2] B AN JE ) A0 4315 5 2
TR, F il 2 N 0123 (CTAG) o {HAZTEA R @, FRATHE AN s e /NS AE N
ST R, BALEA 2 NEAFER, HAFRMAL S22 A T, Hit, BRI
WAL s B 3 AN SRR 2 g, ASS2a B 09 3 A . DAL A 13094315 . 1%
ALEA TT. TCy CC =FhBgZExt, AHM HEE SRS~ RN,

2 1 WEE XS 4w AD H B 2661

4.2 [HR 2 KRB 5RE

X1 2, RATERAE IR > =88, FH— DR T B, 7E e A o)
BT HT, X T AN R 18 v B NSRRI /N T 0. 01 AR AR A A% 72 Y SNP A7 13
MEFEEF IR, Wb fasitHE. B PREd gt ik, DA S AEHER,
RSB N R, R R Fisher KRGS, 4T B 5000 A LA 5.
T IR CE M N H AR B AR AR S 2 ST M R R, A1 =D R85 H
AR R AR B TR AE 7, 1S B (information value, IV), HITAEM IV H
REFEANFEIRIFIEE ST, TV EBUERCOS, TN GE /7 tatbkag, @ i IV E RN, I
S E AR RNA RIS R, Rl RIG%EW A A 7T RemEBURAL R

4.2.1 HAEHALHE

LG, X EEIALYEE A SNP AT, /98 R BIRE I 2 AT AL —



S/ NELHF0. 01, —F2& H-W K56 p {E<0. 01.
(1) B/MNEAREEBE: MAF (minor allele frequency)

fi /NS DRI B8 W TR AR 40 NP AN H LI S5 AL B R AR, 14D 1T,
TC, CC =ANIEHAY, fEABEF C HIMI%E=0. 28, T MIAIHR=0.72, MZEALIERH C FIHE A
i/ NEEAL LRI, MAF=0. 28,

FERIRHEFC, BUNI MAF R 2 GevE R RE AR, AT is BB A PE A 5 3 . 3l W 1
R SR MAF>0. 01 8% 0. 05,

(2) Hardy-Weinberg P45 &R

FEFRARIRAS S, B L DR R AR R 25 o7 o [R] ) 26 R Y AR AE 18 A% T R A8 E AN
B R o R~ 1l

W B B XS T, ¢ =Ml RERIEEF R 32 TT, TC, CC, XJM.
FIBECA N1, N2, N3 (N=NI+N24N3D, i, fro oo 20 HIAHNERE IR MR o AR &AL
%TH"J*}E$D% p= £ +1/2%f,, /_‘:ﬂ‘é'fﬁ%CE{Jiﬁ%qj’ﬂ q=1/2%f,+f, q=1-p. =
PRI Y PRI AT 5. AA: Aa: aa=p2: 2pq: q2. R, JEATHTHRAS 2]
S e DRLB AR Aty Nk ERL TR P A, PSR LU NG, W] BAAS 213 &2 Hardy—Weinberg
ST (R R R A . PR G S B R B S N LA, HEAT xR, B

7 =(N,—Np*)/ No* +(N, ~2Npg) / 2Npg
+(N,—Ng*)/ N’ ~2 (0
W, H-WASSG M) p (E KT 0. 01, BIATYCAENAL S A7 A Hardy-Weinberg ~F47 & f# o

2l B m B BEE AL B S, AT B R rs6681946. rs645520 55 97 > ANi
A BRI RINL i, B MAF HW B S  P B DB SRR A AL ri T i HERR 45 R 7

% 2: fLRIHIEHEREE R 261

Uhttp://wenku.baidu.com/link?url=3SIF]_DESF -2TTkBYqbRwYQ1KMcuWalnbpDTk63XLtSTQyM1MOv6waXmMnjUC
52kOBPK 1J8LHIjb-1UcRyTzB3cT08iQrzzYmE RGCXuG



4.2.2 EFEFEHERESIT

Sk PRI 2H SR I 70 B 1 Jir B S B A 0 AL AN L 6 2 /SR () i FRT ZH DNA, - R R R
A 4L SNP 20, A J3TH [ SNP bR, FGeit=A i ik AT o ) — %l R ok
WO, I PR AL AR Z TR I AR AR S R I 2 52, Geih A2t
5 HAREIR Z 8] (R RIRE RN, 328 AT S22 AN TR SNP A7 A, MRS PR PR RE 3 1
ARLL SNP A7 ki b, T B A ARLE SNP (5E AR OIS LE i () “ By i3 A7 3R |, Al
B2 AL, U B0 LR R AT RETE oK .

FE A FE R A SR A I BN TR R, BRATE L1535 9348 M, Ktk K 75 B X
1000 PMEEA AL S HEAT GE TR I BN AT o RHREANAL A, FRATTHE HY SRR A AN 45 B 3
® H: N7 b= FpASE FSE R A 5 B T
® H: {75 b =FASIE] )L R Y 5 B ANl T
XU, Mg P gt T 2R . DAL AT rs3094315 N,  y° KIS IR N

T

1E 1000 NREAH, 75 rs3094315 34 3 ANIEFEA. CC, TC A1 TT, W8 I {E 0 1
EEUW T RN

NI AE -

CULELER

»_(26-215)° (147-146.5° (327-332)°

215 146.5 332
2 2 2
L(17-215)"  (146-1465)"  (337-332)" _ .-
21.5 146.5 332

BFEARRCR, 2 SR BIRMN B BN 2 1 2 A ERRITEAM RS

p=0.3610>0. 01, MIEILIAL BB BE
St i Hardy—-Weinberg P47 18 18 Az B /N Aor 356 DRI 28 o ) 197 9348 Moz i, FRAT]



KA ERMFTTE, I SAS BAF, XHTA AL A S5 A LIS SR P EEAT 5%
o tr, JHFTAEALRN ¢ SRR p . £ a=0.01FREFEEKTT, HARE

B T3 EBIRHRIAL R, BT 2 Gt ER NS R, R RATIE R T

Fisher Mt I 45 R, R4 RS e 8, RS RaT s,

F4: NREXERESER (a=0.00)



FRERG IR T BN T ML rs2273298, rs2250358, rs7543405, rs932372,
rs12036216, rs9426306, rs12145450 KI5, ATLLEH, EEZEM T a=0.01F1ER
N, WA BEAERE, A LR 7 AL S S B A OGBS R
ME AR B 5 R AR AR DS A FE R, B A R IR A, RS AL 2 5
Z [AIBR AR 5REE, R IRATT 75 5 R8T AT FR At 115 B E

4.2.3 T EEEIVHEZEERRE

Pk R R B R RN R E R IR, TEBEMRRML, b ZRERH
MEeSy, AR, R RS, b RA L5 8 AR 2 H R
KAk, (HAE, AR B EAR N AR R AR B I AE 7). A TA NS |,
WRMRZRE, TRt (EEM. e RE0E. BEEES, SxARE, &
MRS SRR JHERBATRRE S, AMUBGEREY TV ERMRSE WOE EATAETK,
i [R] — A & B AN R AL )= AR AR R Z2 0, o LI IV (B RE RS A1 W AR B0 T 2R bR 2552
Wi ) S RS, ED T AE

ARG S GHIEE A S (WOE) B AME S AT HNE, T tE UERME, IRk
BAE BERKR, WG BRI, FITRa R ESHRI A R rxt L, & B
AW BEREURAL

(1) EENEE# (weight of evidence)

EPERLE 451 B 2 N 7SN 8 F = NS E B SR R R AT o w4545
AL AR AN LR R T —ANME— ) WOE [ WOE 54 (1) 45 S mlt /2 [ — A5 B [ AN [R) 41
(K 2= AR AR R Z2 50, vT DA ke B 7 AN S MR XU

TG, AIWILAL &L rs3094315 R, FEALEL 1000, HAEERAN CC AR
434, FERACH TC FIFEARR 293 4, FERASA TT IFEARE 664 A, i FEH B H 54
R

%= 5: WOE {Ei+E =14

HATFEAN G35 51 43 531) FH A — 250 A AR B DA R 3 SR A i e B A 2 o 5 dn A
BRI CC fi B 11404 26/500=5. 2. T AREANZKSI ) WOE & 3T
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bad distribution

WOE = In(
good distribution

number of good

good distribution =
total number of good

number of bad
total number of bad

bad distribution =

XHRCHR 73 1) 3§ AN BENGU ) AR 8, AN 20-7 23 BF, WOE (&R B AN FE AR
(] — AR LR Ry — 3. JATTZ ) WOE BT SR AT Bk . H WOE ffE s, 4R
RAE LI P P FEASE B 1 XSy

(2) {B& (information value, IV)

FEVME TV 2 FH R A BT U0 g R AR X Ay e I — MR bR, it E A
T

3
1V, = Z(bad distribution, — good distribution,)*WOE,

Jj=1

Horp i FoRfL g, 5=1, 2, 3 R AL A 1 A 3 AR H, EpERD
NH T ALER T HE BB TV BERCKR, Ros 2 S BIWEZAL BI04 22 5k ok,
WRIZAL R X 73 BE ke, H IV B BUETEE Y [0, +o0).

WRYE LR R, AT ST A LS IVAE. AT Ul IVERA R, &
IIAN TV=0, TVE (0, +oo) PA J& TV=too =AM J5 [HI 5 507 s AL 25 HIAE BVE

2 IV=0 I, HBRIPARWE R ATBEH, XA rs910660, Joib kD AHL
ENAT, RERBIB A REm, B 50%HMEZ B N A B B0 21, 1 B Z AL R $i2
HARERE, 5 V=0 2551 3.

% 6: 4 rs910660 5% A SiiSit
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StF IV=too, MUNFHAIRASAGRAT LG H, XHF07 8 rs12742921, W EHZAT 4
() 2 PR R B A CC, FRATTAT LA Z A AR 2, RIS i mT DA e M5 2., DRI B
BB N

R7: HLE rs12742921 595 A S Sit

= IVEUCEBRIE, 07 5 rs3094315, iz ALK AL R CC, MFRATH 60%H 2
FIWTZAEA T NAR R, %A S FE R YR TC 52 TT, JREAS BLJLF-AH [E) A 5 53k
N B4, W RZAr SR LA PR E B,

K 8: {iIf rs:3094315 555 A g sit
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Wi R, FTLAEH IV AR R BTk, APk IV AR 7 ML
K MR R PR

x9: IVAEREER

B TV AR AL S S Gei G 30 T e F AL sa 6k b, T RUOR B, A5 B BkiE A~
SR E NS S rs12742921, rs17262293, A T L HANML SRR ME I 5 R B L,
FATA] LA BT IR AN A AR 43 A1 1 -

FT 10 455R NI rs12742921 GiitER
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=T 11 4SRRI S rs17262293 Giit45 R

MAT A rs17262293 L5 A RS TER v A, RENZAL S ERFERI AN AA, T
Al DA EREAR —E R, [EIFE, NPT A rs12742921, HEEZAT A ERFEE R Cc,
AT W7 S REAS SR o (ER R HEWTAZ TR 19 55, B AN 25 0 A N S R 2R (R RE A B /D
3l 5 A6, Rl T BE A7 AE R AR A 8K/ T i iR T

A 2 BB TE MR BRI AL R R RE T, AT 22 90, 75 202 o A
RS AEN, B2 Xr OISR, EORFEARENZ 2R, HEE—32 X3 Y
LR, BT 2 R RS EIRIEEE . BT BRI R AR B

SEDAIRY AT /)N, PR E ? Rre H B R

T 12 IVELESHITER
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=131V EmBSZITE

Ut BRI R L OS5 5, TR UL & 152273208 JEH A B Al R
SR A BT A0 BREK, N4t nE.

% 14: {4 rs2273298 MG &
4.3 [FE 3 KBRS RE

9T A\ 300 Ak BA Bt T ORI B K IR, FRATTIEE I 1 IR SR 1R TV
1T B T i RO SR, MBI LR, DR BRAT R B 4R PR SRS, ST — € I ik
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FrE, A ERIEAE . FERLIERE b, R YR g — B ki
4.3.1 ZEEFRFTHIL

H 2 DR 55 509 AR DR 3 3 8 PR 1 i /N B —— 7 rR A P IR AE B a2 76 2 2
PRI, AT AL B 00 HROAE SV A BE R o T IR0 2 SR, FUA TV (EAN 4° St

&, AT PBEEH 10 4> TV ER S ALA, KRR 10 NIEE, W3R 16 fos. JEH
RTINS 5 EE R 1 — A B GR RE A SE D B KL, Dok Ry, R BH SR DR A x50
SO AL R, BRATTAT DAKTD FI WX S 5L DY 5 i A AE A S itk o kT et 3RAT]
FRIE 16 Frosiy 76 MK ZREHE ERWAMrdE, FATHRASRHE 17 Py 74
I -

£ 15 HF IV EFEERERE
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*® 16: BT EE M IHiEEE

TATZRERA
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4. 3.2 T SR T

R X FR 2 A M (classification and regression tree, f&j#X CART) /&
Breiman ¢ N1 1984 FIRHM—FAESET77%, W] LAS3 43 S TR S A [a] A e S
Flte 73 IEE TR A2 B 0 R & (BRI AR &) BOfE O, 17 (=] U0y 005
TR ERIEL RGO ARTTERATIE R 5 FEW 0] 75

TERIE R, A — D E N WS i A B e #], B TR EAIR 2 Fh
B 5 77 V5] USRI B FEp 40 #1073, Blanfs B as . 3 e AR Je fe 4. X AT
e 2L JEFREAE R or 24N, T PRE T e 0 JE DR Hp R AN s db AT B, AL S AR = A
FER, B =ANKGr, N T s b ookl gy, DRI ERATIAE Y s Ak i3 a] BA
B “TT € {TC, CC? 7 M= niat, Rtk 28 J 6 21 v 75 FIbR A i e 55
B o R BRI K 0 genel02 A genebb HHR N :

1: gene_102 {EH BRI
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2: gene_55 {EH AR R

T O R, BRI 10 NSRRI, AT ZE A 7 251
HER AR BEAT VAl PR B o 0 SISHE AP =30 v (100 R SROARY » T B Xk 2 (14 AT s R f AR O
50 BRI B0 o FE TP AL DS TN I AE R 2R, JRATT 32 M IRVEHE AT ROC 1A £k
P

TRV RIS 7 AT AR AR R 4L i — R F LR . s T

= 18 RAMERERE

Forp TP AT TN 25 YR FRAT T SRBA] i 23 2R IE A, 110 FP AT PN 35 VR FRATT o S AT I 43 2R
AR, 0T H AR E AR R PSR, KR 2 e A N VR A R R B RO,
T HARAEXS M2 B~ 0 5T 0. B FP & FN £2ik 0.

B BEAEUFE (receiver operating characteristic, ROC) 2% A& s Mt v SR A vHE
WA S — AL T B, ¥ TP. FP. P MIN 5 FIRVEVESE A€ A E, TPR 2% A
IEfARE R IESCA R LE R, 1] FPR 2 Z AR ALV R bR id A IE I Sioc 4L i L 2., B TPR=TP/P,
TFP=FP/N, ROC HIZk 7R 1 45 A ¥ 451 2 (TPR) AR IE451 26 (TFR) 2 [a] I A i » ROC
B 28T 77 B T AR e B AE R SR A B B, ROC h 4R BRIIE S T — 46X 2k, AR BEHLAE I,
BEA I ROC fh 28 B %) 1 2R BRI, ABE 20 1 I SR BRI

ATy A 3R P AN JE R A0, S5 R SRR RO AR 26 b AT PR A, a0 R R R AN L R VR VR 4R
F45 2 LA ROC HiF 25
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= 19: Gene 55 R;E%EFE

= 20: Gene102 3Ei&4E[E

[ 3: Gene_102 #J ROC Hh%[E
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& 4. Gene_55 B ROC HhZ[&
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Bff % C:SAS AUHY
/skstersksioskeokskeokskekokskekkskekkskekokskekskskekokskekokskeiokskeiokseiokseiokseiokseioksokskskoisksoksksokskokokskokokskokokskok
skefkokskskokok /
/ksskeksksiokskekskokskokskskokekekskokskekskskskokokskokok B @A R
serskslokskolokskeokskeokskekokskokkskokskkokokskokok /
/sksdersksiokskokkskeokskekokskekkskekokskekokskekkskekokskekoskskekokskeiokseiokseiokseiokseioksokskskeiskooksksokskokokskokokskokokskok
sekekskskskoskok /
ods listing close;
ods results off;
ods output

CrossTabFreqs=freq (rename=(&locusl. =value)) ;
proc freq data=ans.model;

tables &locusl. *phenotype/;
run;
ods output close;
ods results on;
ods listing;

data ans. freq;
length locus $20;
set freq;
locus="&locusl.”;
run;

%macro freq analysis;
%do i=2 %to 9445;
ods listing close;
ods results off;
ods output
CrossTabFreqs=freq (rename=(&&locus&i. =value)) ;
proc freq data=ans.model;
tables &&locus&i. *phenotype;
run;
ods output close;
ods results on;
ods listing;

data temp;
length locus $20;
set freq;
locus="&&locus&i. ”;
run;
proc append base=ans. freq data=temp force;
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run;
%end;
%mend ;
%freq analysis;

/sksersksieskekokskeokskekkskekokskekokskekokskekskskekokskekoskskekokskeiokseiokseiokseiokseisksokskskeisksoksksokskokokskokokskokokskok
sefkokskskoskok /
/skskskskekkskekkskekkskokkskokskskokskskokskokokok WOE. IV AEZH#T
sersksleiskookskeokskeokskokskskokokokokoskskokokokok /
/skstersksioskokkskeokskekokskekkskekkskeokskekskskekokskekoskskekokskiokseiokseiokseiokseisksokskskoisksokskskokskokokskokokskokokskok
sekkskskskskok /
/HWOE 15/
/%0 1B, 1. R/
proc sql noprint;
create table ans. zero as
select
locus,
value,
phenotype,
Frequency as zero num label=" zero num’,
ColPercent as zero distribution label= zero distribution’
from ans. freq
where phenotype=0 and TYPE = 11" ;
create table ans.one as
select
locus,
value,
phenotype,
Frequency as one num label=" one num’,
ColPercent as one distribution label="one distribution’
from ans. freq
where phenotype=1 and TYPE = 11" ;
quit;

proc sql noprint;
create table ans.woe as
select

a. locus,

a.value,

Zero_num,

one_num,

zero_distribution,

one distribution,
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log(one distribution/zero distribution) as woe,
one distribution/zero distribution as ratio,
one distribution—zero distribution as diff,
calculated diff2%calculated woe2 as iv woe diff
from ans. zero a
left join ans.one b
on a. locus=b. locus and a.value=b. value;

quit;

/HIV BT/
proc sql noprint;
create table ans.iv as
select
locus,
sum(iv woe diff) as iv diff,
from ans. woe
group by locus;
quit;

proc means data=ans.iv n max p99 p95 mean pb pl min mode var std skew kurt;
title " IVAH fdMESTHHHT ;
var _numeric_;

run;

proc univariate data=ans. iv;
title "IVAH mEITTE;
histogram iv_diff;

run;

/sskcksksikskekskskokekekskokskeksiokskekskskokekeksiokskeksiokskokskskokeksksiokskokskokskoksksiokskeksiokskokskskokekekskokskekskokskokskskokosk
sefokokskskskok /
/dskerskekskekoksekskekskskok ok ok ittt (B . PSR
sekskokekekskokekokskokokok /
/sskcksksiokskekskskskekekskokskeksiokskokskskokekeksiokskeksiokskokskskokekskeiokskokskokskokskskokskeksiokskokskskokekekskokskekskokskokskskokosk
skefkskskokok /
%macro freq statistical test;
%do i=1 %to 9445;
ods listing close;
ods results off;
ods output

ChiSq=ChiSq (drop=Table)
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FishersExact=FishersExact (drop=Table)
Measures=Measures (drop=Table) ;
proc freq data=ans.model updated;
tables phenotype*&&locus&i. /noprint chisq exact measures;
run;
ods output close;
ods results on;
ods listing;

data freq chisq;
length locus $20;
set ChiSq;
locus="&&locus&i. ”;
data freq fishersexact;
length locus $20;
set FishersExact;
locus="&&locus&i. ”;
data freq measures;
length locus $20;
set Measures;
locus="&&locus&i. ”;
run;

proc append base=ans. freq chisq data=freq chisq force;
proc append base=ans. freq fishersexact data=freq fishersexact force;
proc append base=ans. freq measures data=freq measures force;
run;

%end;

%mend ;

%freq statistical test;

/sksdersksieskekkskeokskekokskekkskekokskekokskekkskekokskekoskskekokskeiokskeiokseiokseiokseisksokskskoisksokskskokskokokskokokskokokskok
sekkskskskskok /
/skskerskskokskokokskokokskokok
serskstokskokokskokokokokokok /
/sksdersksiokskeokskeokskekokskekkskekokskeokskekskskekokskekokskekokskiokseiokseiokseiokseioksokskskoiskooksksokskokokskokokskokokskok
skefkskskokok /
[HFIIEIAT RGR Kex/
ods listing close;
ods results off;
ods output

ClusterHistory=ans. cluster ClusterHistory

Koyt

Yt
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AvDist=ans. cluster AvDist
RMSStd= ans. cluster RMSStd
EigenvalueTable=ans. cluster EigenvalueTable;
proc cluster data=ans. multi phenos id method=ave outtree=ans. cluster tree;
var phenotypel—-phenotypelO;
id id;
run;
ods output close;
ods results on;
ods listing;

/HHE T RRBOFAT PR IR Se+/

%macro fastclus analysis(i=);

ods listing close;

ods results off;

ods output
InitialSeeds=clus. InitialSeeds &i.
Criterion=clus. Criterion &i.
ClusterSum=clus. ClusterSum &i.
VariableStat=clus. VariableStat &i.
PseudoFStat=clus. PseudoFStat &i.
ApproxExpOverAl1RSq=clus. ApproxExpOverAl1RSq &i.
CCC=clus. CCC &i.
ClusterCenters=clus. ClusterCenters &i.
ClusterDispersion=clus. ClusterDispersion&i. ;

proc fastclus data=ans.multi phenos id
maxclusters=&i. list out=clus. fastclus &i. ;
var phenotypel-phenotypelO;
id id;

run;

ods listing;

ods results on;

%mend ;

%fastclus analysis(i=100) ;
%fastclus analysis(i=50) ;
%fastclus analysis(i=20) ;
%fastclus analysis(i=16) ;
%fastclus analysis(i=13);
%fastclus analysis(i=10) ;
%fastclus analysis(i=7);
%fastclus analysis(i=4);
%fastclus analysis(i=3);
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%fastclus analysis(i=2);

/kskskskskekkskoksokskokskeskskskokskeksokskokskskskekokseksoksokskokskekokskeksokokskokskekskekkskeksokkokskskskekksok ok ok kokok
sekkskskskokok /

/kssksiskekokskoksekskskokskoksokskekskeksk T B MR b
sekskskskekkeoksoksokkokskekokskoksok ok ok /
/kskskskskekkskeksokskokskekskekokskeksokskokekskskekokskoksoksokskokskekokskeksokokkokskekskekkskoksokkokskokskekkskok ok ok okokok
sefkokskskoskok /

%macro freq super analysis;
%do k=10 %to 10;
ods listing close;
ods results off;
ods output
ChiSq=ChiSq phenotype&k. ;
proc freq data=ans.model?2;
tables phenotype&k. *&locusl. /chisq noprint;
run;
ods results on;
ods listing;

data ans. chisq phenotype&k. ;
length locus $20;
set ChiSq phenotypeé&k. ;
locus="&locusl.”;

run;

%do i=2 %to 9445;
ods listing close;
ods results off;
ods output
ChiSq=ChiSq phenotype&k. ;
proc freq data=ans.model?2;
tables phenotype&k. *&&locus&i. /chisq noprint;
run;
ods output close;
ods results on;
ods listing;

data temp2;
length locus $20;
set ChiSq phenotypeé&k. ;
locus="&&locus&i. ”;

36



run;
proc append base=ans. chisq phenotype&k. data=temp?2 force;run;
%end ;
%end ;

%mend ;
%freq super analysis;

%macro chisq phenotype locus;

%do i=1 %to 10;

proc sql noprint;

create table chisq phenotype&i. locus as

select
locus,
Value as chisq phenotype&i. label="chisq phenotype&i.”,
Prob as P_phenotype&i. label="P phenotype&i.”
from ans. chisq phenotype&i.
where Statistic= K/ ;

quit;

%end;

%mend ;

%chisq phenotype locus;

/sskcksksiokskekskskskekekskokskeksiokskokskskokekeksiokskeksiokskokskskokekskeiokskokskokskokskskokskeksiokskokskskokekekskokskekskokskokskskokosk
sekkskskskskok /
/dssksiskeoksokskekskskokkokekekskeksk T B Rz SR B M
seksiokekekeiokskekskskokskokskokskokoksk /
/sskcksksiokskekskskokekeksiokskekskokskokskskokekeksiokskeksiokskokskskokskskskokskokskokskokskskokskeksiokskokskskokekokskokskokskokskokokskokosk
skekokokskskokok /
%macro freq analysis;
%do i=1 %to 9445;
ods listing close;
ods results off;
ods output
ChiSq=ChiSq clus3;
proc freq data=ans.model?2 clus;
tables clus3*&&locus&i. /chisq noprint;
run;
ods output close;
ods results on;
ods listing;
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data temp2;
length locus $20;
set ChiSq clus3;
locus="&&locus&i. ”;
run;
proc append base=ans. chisq clus3 data=temp2 force;run;
%end;

%mend ;

%freq analysis;

Rcode:
R code:
setwd("H:/2016 i{/@1/B/B & {14
mydata=read.table("H:/2016 i /&/B/B #[f} {/genotype.dat",1)
health=read.table("H:/2016 i\ &/B/B #ifft £/phenotype.txt")
colnames(health)="health"
mydata=as.matrix(mydata)
for (j in ¢(6070,8473))¢{
for (iin 1:1000){
if (mydata[i,6070]=="I1") mydata[i,6070]="TT"
else if (mydata[i,6070]=="ID") mydata[i,6070]="TC"
else if (mydata[i,6070]=="DD") mydata[i,6070]="CC"
H
}

mydata=data.frame(mydata)
mydata_O0=mydata[1:500,]
mydata_1=mydata[501:1000,]
Obs=matrix(nrow = 3,ncol = 9445)
for (iin 1:9445){
Obs|,i]=t(levels(mydata[,i]))
H
Fre col O=matrix(nrow=3,ncol=9445)
for (j in 1:3){
for (h in 1:9445){
Fre _col O[j,h]J=length(which(mydata O[,h]==0bs][j,h]))/500
H
h
Fre col 1=matrix(nrow=3,ncol=9445)
for (j in 1:3){
for (h in 1:9445){
Fre col 1[j,h]=length(which(mydata 1[,h]==0bs][j,h]))/500
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}
Fre _row_O=matrix(nrow=3,ncol=9445)
for (j in 1:3){
for (h in 1:9445){
Fre_row_O[j,h]=length(which(mydata O[,h]==0bs[j,h]))/length(which(mydata[,h]|==0bs[j,h]))

}
Fre row_1=matrix(nrow=3,ncol=9445)
for (j in 1:3){
for (h in 1:9445){
Fre row_1[j,h]=length(which(mydata 1[,h]==0bs][j,h]))/length(which(mydata[,h]|==0bs[j,h]))

}
WOE=matrix(nrow = 3,ncol = 9445)
for (iin 1:3){
for (j in 1:9445){
WOE]i,j]=log(Fre_col 1[i,j]/Fre col O[i,j])

}
IV=matrix(nrow = 1,ncol = 9445)
for (iin 1:9445){
IV[,i]=WOE],i]%*%(Fre_col 1[,i]/Fre_col 0[,i])
}
IV_1=which(IV>=10,arr.ind = T)

names(I'V)=colnames(mydata)

library(rpart)
library(rpart.plot)

library(sandwich)

library(grid)

library(mvtnorm)

library(stats4)

library(modeltools)

library(zoo)

library(strucchange)

library(party)

library(RWeka)

library(partykit)

setwd("H:/2016 i{/81/B/B & {14
mydata=read.table("H:/2016 {/&#/B/B #[f} {-/genotype.dat",1)
health=read.table("H:/2016 i\ /B/B it £/phenotype.txt")

mydata_names=colnames(mydata)
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colnames(health)="health"
Obs=matrix(nrow = 3,ncol = 9445)
for (i in 1:9445){
Obs[,i]=t(levels(mydatal[,i]))
}
mydata=as.matrix(mydata)
for (iin 1:1000){
for (j in 1:9445){
if (mydata[i,j]==0bs[1,j])
mydata[i,j]=0
else if (mydata[i,j][==0bs[2,j])
mydata[i,j]=1
else if (mydata[i,j][==0bs[3,j])
mydata[i,j]=2
else

mydata[i,j]=3

}
health=as.matrix(health)

health=as.factor(health)

mydata=matrix(as.numeric(mydata),nrow = nrow(mydata))
mydata=as.data.frame(mydata)

names(mydata)=mydata names

mydata=cbind(health,mydata)

ct=rpart.control(minsplit = 20,xval = 10,cp=0.02)
Fit=rpart(health~.,data=mydata,method="class",control=ct,parms = list(split="gini"))
plot(Fit,uniform = T,branch = 0,margin = 0.1,main="Classification Tree")

text(Fit,use.n = T,fancy = F,col="blue")

mydata_ctree=ctree(health~.,data = mydata)

plot(mydata_ctree, type="simple")

gene 1 data=mydatal[,1:8]

gene 1 C45tree=J48(health~.,data =gene 1 data,control = Weka control(R =T, M = 10))
plot(gene 1 C45tree)

gene 265 data=cbind(health,mydata[,8339:8394])

gene 265 C45tree=J48(health~.,data =gene 265 data,control = Weka control(R =T, M = 15))
plot(gene 265 C45tree)
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