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*Imputation|ZIZMACH (http://www.sph.umich.edu/csg/abecasis/MACH/index.html) Z{# AL =15 &% B EL TL\S,

@:ImputationEfE#R /84T T —2(Z5x 3 S EE T O

- BEOGWAST—ABEITTIE. FSNPOP /24 F1& AIA, AIB, BIB D321 /84T TREEN B,

-additive model#{REL. A/A=0, AIB=1,B/B=>2 &, 3BHTRIBINDTLUIILAIICEHBRL THENTICHWSIEN S,

ImputationEEHR T/ AT T—ETIE. EO /21T DBHREERL L0~ 20 SHHE D /N TRITEIN ST LILAH
D EAF{E (allele dosage) TH R bNHRHEL S,
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@:[FIE1] MACHE A7 L DT

*MACHH 1774 /LM 5% . hoge.mlinfo & U hoge.mldose % mach2dat D A AZ77AILELTHERT S,

-hoge.mlinfolZ (& SNP®D1E#$R (rsID, imputation23 7, 7L JLSEEE ., etc.) NEEE Sh TLVS,

-hoge.midose IZIE&H T )L, £SNPHID allele dosage A EEE SN TS,

-hoge.mldose L@ allele dosage [&. hoge.mlinfo LD 7L IL'AIN” DT LILAEERLTNS,

- ImputationZEEEFICA A T7AILETIRELIZTZLILIR2E, TLILAARD X G IESNPEIZEL S,

-hoge.mlinfo, hoge.midose ZZ M FEFE mach2dat D AAT7AILICERT HIELAEETH AN, FTHTLILIRETLIL
Al/ARZEX} IEEE THIFL, hoge.mlinfo ZE RS I HUENEESD, TN, LTDRIGEMEITD,

~hoge.mlinfo, hoge.mldose — hoge_flip.mlinfo, hoge_flip.mldose~ D&~
(BT AEHAR)

hoge.mlinfoz7 AL hoge_flip.mlinfoo7AJL
SNP All Al2 Freql MAF Quality Rsq SNP All A2 Freql MAF Quality Rsq
15000001 1 2 09853 0.0147 09708 0.0126 15000001 2 1 0.0147 0.0147 09708 0.0126
;5000002 2 1 09956 0.0044 09912 0.0752 ;5000002 2 1 09956 0.0044 09912 0.0752
15000003 2 1 09792 0.0208 0.9589 0.0556 15000003 2 1 09792 0.0208 0.9589 0.0556
5000004 2 1 09937 0.0063 09875 0.0033 15000004 2 1 09937 0.0063 0.9875 0.0033
rs000005 1 2 0.9943 0.0057 09886 0.005 — rs000005 2 1 0.0057 0.0057 0.9886 0.005
15000006 1 2 09263 0.0737 0.8581 0.0285 15000006 2 1 0.0737 0.0737 0.8581 0.0285
5000007 2 1 0907 0.093 08227 0.0325 ;5000007 2 1 0907 0.093 0.8227 0.0325
rs000008 2 1 0907 0.093 0.8226 0.0332 000008 2 1 0907 0.093 0.8226 0.0332
15000009 1 2 07305 0.2695 0.5526 0.0697 15000009 2 1 02695 02695 0.5526 0.0697
hoge.mldose 774 JL
Sample001->Sample001 ML_DOSE 1973 1994 1984 198 198 1.846 0798 1797 1397
Sample002->Sample002 ML_DOSE 1966 1995 1005 1992 1993 1739 1889 189  1.606
Sample003->Sample003 ML_DOSE 1976 1994 0924 198 198 1773 1838 1838  1.509
Sample004->Sample004 ML_DOSE 1983 1996 1947 1993 0994 1805 1904 1905 1.613
Sample005->Sample005 ML _DOSE 1974 0994 1985 1981 1988 1882 1758 1757  1.391
Sample006->Sample006 ML_DOSE 1926 1994 198 1989 199 1913 1795 1.794 1434
Sample007->Sample007 ML_DOSE 1974 1994 1986 197 1987 1871 1811 1811 1435
Sample008->Sample008 ML _DOSE 1973 1994 0.125 1972 1987 0897 1.804 1.804  1.397
Sample009->Sample009 ML_DOSE = 1983 0995 1963 198 1992 1814 0888 1888  1.65
Sample010->Sample010 ML_DOSE = 1974 1994 1984 1981 1987 1871 1789 1789  1.396
. 1
hoge_flip.mldose 77 JL
Sample001->Sample001 ML_DOSE = 0.027 1994 1984 198 0014 0154 0798 1797  0.603
Sample002->Sample002 ML_DOSE = 0.034 1995 1005 1992 0007 0261 1889 189  0.394
Sample003->Sample003 ML_DOSE = 0.024 1994 0924 198 002 0227 1838 1838 0491
Sample004->Sample004 ML_DOSE = 0017 1996 1947 1993 1006 0195 1904 1905 0.387
Sample005->Sample005 ML_DOSE = 0.026 0994 1985 1981 0012 0118 1758 1757  0.609
Sample006->Sample006 ML_DOSE = 0074 1994 198 1989 0.0l 0087 1795 1794  0.566
Sample007->Sample007 ML _DOSE ~ 0.026 1994 198 197 0013 0129 1811 1811  0.565
Sample008->Sample008 ML_DOSE = 0.027 1994 0.125 1972 0013 1103 1804 1804  0.603
Sample009->Sample009 ML _DOSE = 0017 0995 1963 198  0.008 018 0.888  1.888  0.35

Sample010->Sample010 ML_DOSE = 0.026 1.994 1.984 1.981 0.013 0.129 1.789 1.789 0.604



-hoge.mlinfo L T "Al1"=1 &> TLVASNPELE I REL . LT DEERFITI,
hoge.mlinfo_E D"AI1”, “AI2"5|Z AN R | "Freq1"%"1-Freq1”IZZ#d 5,

hoge.mldose_E T “allele dosage” & “2-allele dosage” (CE#T 5,

*ZDHODOMACHE 774 ILD55 ., hoge.migeno [Z1E "Best guess genotype’ N EEE SN TLVS,
-hoge.migeno AD T L IL12EMACHA 774 IL EDTLIILARIEFIELTLNST=8, TED LSIZ"1/1"-0, “1/2" -1,
21171, "2/2"—2 LT BT LY. hoge flip.mldose ERILTA—R VDT —E2EBBHENTES,

hoge.migenoZ7AJL

Sample001->Sample001
Sample002->Sample002
Sample003->Sample003
Sample004->Sample004
Sample005->Sample005
Sample006->Sample006
Sample007->Sample007
Sample008->Sample008
Sample009->Sample009
Sample010->Sample010

hoge_flip.mlgenoZ7 A JL

Sample001->Sample001
Sample002->Sample002
Sample003->Sample003
Sample004->Sample004
Sample005->Sample005
Sample006->Sample006
Sample007->Sample007
Sample008->Sample008
Sample009->Sample009
Sample010->Sample010

hoge.mldose
hoge.migeno

ML_GENO
ML_GENO
ML_GENO
ML_GENO
ML_GENO
ML_GENO
ML_GENO
ML_GENO
ML_GENO
ML_GENO

ML_GENO
ML_GENO
ML_GENO
ML_GENO
ML_GENO
ML_GENO
ML_GENO
ML_GENO
ML_GENO
ML_GENO

1/1
1/1
1/1
1/1
1/1
1/1
1/1
1/1
1/1
1/1
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a< >k "perl flipmlgeno_with_mlinfo.pl hoge”

HHT74IL: hoge_flip.mlinfo - -+ hoge.mlinfo IZZE#EEITLI=E D,
hoge_flip.mldose * -+ hoge.mldose [ZZ#%EITLI=3 D,
hoge_flip.mlgeno - -+ hoge.migeno [CZ#&HEITLI=2 D,
hoge_flip.ped - -+ hoge_flip.migeno Zplinkiz R IZLF=£ D,
hoge_flip.sampledose.txt -+ » hoge_flip.mldose MY > 7LD,

hoge_flip.migeno M4 7)LID,

hoge_flip.samplegeno.txt = -+

2/2
2/2
2/2
2/2
172
2/2
2/2
2/2
172
2/2

N = NN — NN NN

2/2 2/2 1/1 1/1 172 2/2 1/1
1/2 2/2 1/1 1/1 2/2 2/2 1/1
2/1 2/2 1/1 1/1 2/2 2/2 1/1
2/2 2/2 2/1 1/1 2/2 2/2 1/1
2/2 2/2 1/1 1/1 2/2 2/2 171
2/2 2/2 1/1 1/1 2/2 2/2 1/1
2/2 2/2 1/1 1/1 2/2 2/2 1/1
1/1 2/2 1/1 1/2 2/2 2/2 1/1
2/2 2/2 1/1 1/1 172 2/2 1/1
2/2 2/2 1/1 1/1 2/2 2/2 1/1
1
2 2 0 0 1 2 0
1 2 0 0 2 2 0
1 2 0 0 2 2 0
2 2 1 0 2 2 0
2 2 0 0 2 2 0
2 2 0 0 2 2 0
2 2 0 0 2 2 0
0 2 0 1 2 2 0
2 2 0 0 1 2 0
2 2 0 0 2 2 0

- FEEDZEHEITS5perl X9 TREL T, flipmigeno_with_mlinfo.pl Z4EmL7=.
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ARAT7AIL: hoge_flip.mlinfo
hoge_flip.midose

Phen.dat *++ D1 /84T & %E&HLI=T74 /L., A CaseControl’D &SI ’A (M ER) LR E T 5,
T /34T EREREH LI=T77/L,. BRIETREZSHE,

Phen.ped - --

Sample001
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E15
F25
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BT IVID (MACHA AL T/ BAT 774 ILDEIFIZREL)
BT IVID (MACHA AL T/ BAT 774 ILDE2FHIZRFEL)

ERINLZL

2o/ 34TER (BT —R: 2, avka—)L: 1, T—42%EL:0)

a3 K: “mach2dat -d Phen.dat -p Phen.ped -i hoge_flip.mlinfo -g hoge_flip.mldose --rsqcutoff -1 > (B A T77AIL4)”
hoge_flip.mldose # hoge_flip.mlgeno IZ% % 1=35& . Best-guess genotypelZxt ¢ 2 frE{TOZ LM AT EE,
ERNMMEEHNITRINSO.VFALINETHEREI7AIVIZEZSHTRELH D,
RsqfEIZEAHh 5T £SNPDEMTFERE[ 518 "--rsqcutoff -1"&LTHL,



HAT7AILH:

©)

(D)

RSQR| |[EFFECTI  OR  STDERR||WALDCHISQ PVALUE LRCHISQ LRPVAL

0.9956
0.9792
0.9937
0.0147
0.0057
0.0737
0.0371
0.907
0.907

0.0752 -0.649 0.523 1.119
0.0556 -0.202 0.817 0.448
0.0033 3.413 30.356 3.279
0.0126 0.689 1.991 1.061
0.005 -2.084 0.124 3.202
0.0285 -0.251 0.778 0.367
0.0209 0.384 1.469 0.563
0.0325 -0.203 0.816 0.301
0.0332 -0.198 0.82 0.297

0.3363
0.2031
1.0834
0.4214
0.4238
0.4678
0.4657
0.4546
0.4425

0.562 0.3294 0.566
0.6523 0.2018 0.6533
0.2979 1.0961 0.2951
0.5162 0.4124 0.5208
0.515 0.4316 0.5112
0.494 0.4718 0.4922
0.495 0.4612 0.4971
0.5001 0.4532 0.5008
0.5059 0.4412 0.5066

Phen.datCiERELI-TE &
hoge_flip.mlinfo A 53 H S 7=SNPIEER

T LILAND effect size, 4y Xt (=exp(effect size)), effect size ) SE*

@A) 1(B)
| TRAIT | |MARKER ALLELES FREQI
CaseControl  rs000001 2,1
CaseControl 15000002 2,1
CaseControl rs000003 2,1
CaseControl 15000004 2,1
CaseControl  rs000005 2,1
CaseControl 15000006 2,1
CaseControl 15000007 2,1
CaseControl rs000008 2,1
CaseControl 15000009 2,1

(A)

B)
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(D)

WaldiZ5E . LRIETEIZED x HE R UPE**

* FIENITI7AIVEBRETER. FLILAN=TL L2 £E2TWST=8%., 7L IL2Deffect sizek L THRIZENTES,
*: WaldiRE IS HBITHREIRAT 5758 ET 5,

®:[FIEI] ¥—RE.arO—LEIZBITAT7LILEE O
-mach2dat (7 —RE - OV rO— LEZTIAZNICEB TR TLUILEEEZE ALEW S, MREHTIBRENHS,

-FLIILHBESEHY—ILELT, javaFO%4 5 LCalemldoseFreq.jar Z4ERLT=.

ARAT7AIL: hoge_flip.mlinfo

hoge_flip.midose

Phen.ped

a< 2k "java —jar CalcmldoseFreq.jar —prefix hoge_flip —phen Phen.ped”

HAT74IL: hoge flipfreq -+ r—REE, aVrO— LB, T—2ELE. 290 T7IL. OTLILEE SRS
hoge flip.freq.log = +- O%' 774 IL

* FLILSEREX. (allele dosage MY T ILEERNFEHE)2 TEZELT =,

O:mach2dat/c k55t EER DR
‘Rl—TFT—AIZx L. mach2dat [Tk BETEFEREMETV IMRICKDEMFERZLLELT,
‘R version 2.9.0 [ZRE S -gimBEA#E AL =,
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Coplotof p by mach2datand R

Coplotof SE for p by mach2datand R
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Coplot of P-value by mach2datand R
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= Beta(=effect size), SE, PIEICE T, FERD—HEHERLT-,
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