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1. %%

b+ OEHFEN ) DB X Z T0%1F, EEICREI N TnE L, I F IEARR—YEEER
FTHRREREIN, AFR—=—Y X7 -V RICEELMITT 1 HELH (single nucleotide
polymorphism: SNP) 23(% K o oTw3 %, F7. Bii P RBFREBIE L & OEHRE
X, ¥ D SNP IC X > CTHUE I N2 BINPE CTH V| E#HEIRE) OBIENFFEOIEICIET /7 L
7 4 K7z SNP N 3 TH %, iT4FE, SNP ICEES W2 R KR —=VIRENRE R Lo0H 505, &
PEECTH 5 &3k TICRO N8 SNP 25t L LT3, AWFFE T, HILA T 4
HVARNY IO T — 2 X =% T, 7/ L7 4 FIicEEREICBY5-3 % SNP % [F]
EL7zDb, WMEEIC L2 BBEO FRET VEMET 2L & L, AT, 7/ Lickk
DN AR —VIEEZTS L CTHEL /x5 SNP OoFElFEE b HiES,

WAL AT 4 A - AR 78 (ToMMo) 1. 2011 FFICHAE L 72 HHAKEK % & 520
I TT O MU ERE O SR 3 X OASRBER ORI % HIICEXZ & 7z, ToMMo (., #E6
Ol L= Rat— FEs LRI ET 2z R e L2EER 2+ — FAED
ZMER 156 TANDT 7 L7 — 25 L EKARZIRAE L T2 KB ANA AN 7 TH B,
RE TN T 238k B X CERIZEEED o AR ERBR. X 5 I1IC3aMic s T 2 M E
ETRIABERE CHIEICIES, 2NiCX Y, ToMMo O 7 — 2Ny 7 2w & & T, SNP 283
G342 RBPRAMOPRILE Z T 2 2 L3 A[RETH 5 %

T L7 A PICPE LBEDH 5 SNP Zitatiicl o2 c 32 — iy aFike LT, 7/
L7 4 FEHHEENT (Genome Wide Association Study: GWAS) 235 % 4, GWAS X, H—&{alE
PRIEDIRA SNP DR IC IR TH 5 —77T. L4 D SNP HHHFEMIC KRB 2 JUE§ 2 B
E DT IC B W CTiE %2 DR IR, BEEEICES 3% SNP oI R 2 7 2HH LT, X
aTEORM» OXRBEMEZ TR 2KY P 2=y 7 23T (polygenicscore: PGS) 5 LBk
iz I3 2 & co g CHBIARTRE: - 72 SNP R N2 — v DS ERME 2 TR IICHH S 2>
KT B2 LDTELTHRLRINTVE S ChbDoTikofEmE LT, 2o SNP @
BREEZ MR I N TH L T H K £ THEMAMICREIM 2 Tl 32 FiE L 7n o T 5, K52 Tl
# SNP DFERER) e Flic Ko wT, KB %2 Tl 2 7 L ORAFIC kT,

RIMERIE, 25 ~ogEFERZH S Miitcd v, FRAUEERE)) L BHEICBERLTws 7,
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Z 2T, RIMBRICEIS 2 GWAS %17\, SNP i <& — v 262 0REMO Tl %24 5,
Iolc, 2t IR Y Fh—LF—2 L SNPIERERAT 22 & T, FHKE IckEICS
BRLPREALT B, £/ &M TV 22 ) 7 b — LB LEREND b % OPRIE 2 S 5
LT 32 eT, 7/ aERICEDSO AR VIFEICEWCHERABHREZRMT 2 2 L 2 HiF
ERS

2. IEHE
2.1 HERE

ToMMo I 51F 2 T XTOMTEIL. HFALKAELERIFER B L U ToMMo O Z B &0
FBEDKBERTCEBEIN TS, KfifgEid. ToMMo @ =X 2+ — b & s L CHER
aFk— FMEAEOSMED 5> b, BHTHEHERZ L7 257 —% (38KJPN) ¥ X i
& AR E AT bz, ak— FRABEOSINE S b 1k, MR~ ORI % 4T
24 v7+—LFavey b #EUELTWA S,

22 Vx)x4ev sy 747 1avbu—n (QC)

ar—=rBMEOT 7 LERIZ, Yy F=AT VLA V2ZEAVWCY 2/ 24 ¥V 7 %fTho
72% VxR ATLA XV EONT —&1E, 659,326 fHDNY T v+ EFFD 90,565 ATH
DT, VX RZAT LAV hOELNZT 7 LMEHRP> L. IMPUTE2 (ver.2.32) % 2724 v
Va7 —Yavick ey Ad 2 #E Lz, Ml & iz SNP 0EIE&20.95, ~~%R"T
DishQC 73 0.82 LA, DA ZHLY BR\v>7z, X 51, Hardy-Weinberg “Fffi2 1.00¥10° D
SNP ZHU Y R\ 7z, 2 D%, QCTOOL (https://www.well.ox.ac.uk/gav/qctool) ZFH\T. L
oA 7> 2 v i -omit-chromosome-compare-variants-by position, -flip-to-match-chortl I1C X
WY 2 ) BATT—2%FE Lz, QCHEDOT — &1, 54,034, 112D ) 7~ b, 90,565 A
Elrotz, ¥ 5T, PLINK (v1.90b5.1) Z W T, LA FD A 7 ¥ 2 v & -maf 0.05, -hwe 0.05, -
geno 0.01, -indep-pairwise 1500 150 0.03 -genome IZ X Y, SNP ® QC %#17\>, 8,595,665 & L
7zo

2.3 IMERE
PERE OXMIMIZ, EDTA-2Na AY Fa2—7 ~XY) v Fa—7 @HEOFa—7, Th
FRICIEL Db, LIMKEHE S X -80°CTORE 2 iTR o7z, MiFEH - 7=V F v - B¢k
fiArAE « ARIMBEDOMIE X, WAL K AR ETR IC TR T 7z,



2.4 77 LV 4 FEEEN (Genome-wide association study: GWAS)

BOLT-LMM v2.3.2 Z . fBRAETAIC L D HEQ ek o SNP O FRIMERE - ~
< F27 Uy Ml - ~EZ YUl - CPERMEREE (MCV) - PRk fazEE (MCH) i
X3 2R EEZE Tz, 5.0X108 LA N D p iE% 7z 3 SNP Z#GHICHEETH b L Lz,
A FHBE(RICH 2 SNP ohih 6 p D D /N & 75 SNP % &4 I 1F 2 JFK SNP & L 7%=
(£ D,

25 &It 7V R27 Y7 b — Lf#HT

~XY) v F 2= EI L IR Y e b, EET T 1,700 X g 12T 20 fhEO & 1T
L ORI B2 0L 72 VMRS X OCIMBEORAZF 729, 2mMEDTAAY DY v
Mgtz AR K 30 mL # W Tyiid L., 250xg TD 10 om0 % 3EEVIRLZ, £ D
. Maxwell 16 LEV simply RNA Blood Kit i T RNA Z i} L 7z, RNA o582 %R 3 RNA
integrity number (RIN) (X, Agilent 2100 Bioanalyzer i T RNA 6000 Nano Kit % F\> TN L
2o PIVRIZ YT — LN DD cDNA 74 77 ViE, TruSeq RNA Sample Prep Kit
v2 (Illumina) % AT, 250 ng ® RNA 2> SFEH L 7z, Poly(A)+ RNA Z3EH| L2005, Wil
KT XTI R2—=%fM L7275 27 X bR 306-355bp D cDNA DT 4 75 %57, v—7 =
v Af#ERTIE. TruSeq PE Cluster Kit v3-cBot-HS. TruSeq SBS Kit v3-HS. HiSeq2500 % Fv»T
fTleotze ¥ =2 T VA4V T 4 % FastQC TR L 72D, TopHat v2.0.9 #fl\wCt b7
/LY 77 LY Ahs37d5 ey ¥ 7L, IkfRiC, Cutdiff Z Hw» Tl oREE

(FPKM: fragments per kilobase of transcript per million fragments mapped read) # €& L 7= '°,

3. fER
GWAS i & 3 RIMIREGERFE I3 3 BREMWEEFORE

ToMMo = & — b &1 90565 AD 7/ L5 — 2 ZFHWT, R - ~~+ 2V v+
fili ~ ~€ 27 v/l - FHRMRERE - FHRMERINGERICBT 2 GWAS 2177k >72, 2D
fiR. TRTCORMBRBEGEXRIHMIC W THEARS R 2L HE® 72 (RBC: 4001 fi, Het: 527,
Hgb: 474, MCV: 1948, MCH: 1135), #i\>T. SNP OffH &2 — v i 5 O RBH 0 Tl % B
. RIMBREICEE T 2 48 F — 2 2 722 722 ) v 7@ s X OER D 9277k -
7z GWAS M7 <3, HEE A THEIRICH 2 SNP OHETH L LHEShTLEI> 20, A
BASRNEEST 2N T p oKD /N 2 REMR 50 LR % H T2k 57, L
2L, WAEARDEIZZED S, FERICE T 2 RMEREOZ 2B hd o7 (F— 2R, <
DFERH B SNP RE X — I X 2R IMBKE D FHlZNEECH 5 2 L 3RB I L7z,




GWAS b It TV R 2 ) 7+ —LF— 2 DA X 3RAMFHEE 1 E

BIETFHEE, 2 Vv 7B OKRBIGEE L 52 5 b O LG B X U mRNA OLEEICES
TEDDIPIFLIENTEDL, 2TV RZ )T P =T =X EDEAICL Y, FRIMEREL
CHBICEST 22505 D5 b, 16 SRPEHEOBLRTRIREESG L TWw5 2 L2352
Elrolz, T2, WINOERILBELZ =T 4 « T A VLWL L T2 25
S (SNPo) 0 s s AT HEEL a5 (M2). ZNZ OB & LRIk
BUIHBERARIC B 0 (F—2FEAR) . 2 d oL RINEE T RFAHIEHOZ{L 2/ L <. FRilnEk
HAEMELTCWBZ R bholz, 22T, &b TV 227 ) Fh—LF—%& GWAS 7 — %
DIEEIT X 0. FRIMERE D FREE D) FIcil Az, Jelg ERE L7z 16 LRI REZ KT L
TV LEIETORERICEIWT, 7 7RAX Y VI k{Tholze 25, iz Rnd %
Roiz (T —=2IERH). COEMICET2LIMOREIX, 16 DX NE DL X 2 FRIEK
BA~DE L) HPEFICRE (| B TFREPHENICS MoK ZJE LT3 Z L p3Ef
L& molz,

HRFAp~DOEE L KT T SEOFE

S SNPD) 3. 720 F v RN L CHREEHINT 2 BETADT s VY
FICHFEST 2T I BAEERCTH 5, BRITARMBREIMICHERRTTH S Lh b, SNPb
DR D ZAL & A U CIRIMERE 2 REFH T T 3 L REZ LTz %2 20, MIEREIC 1T
% $REHE O WIEME & fi#hT L 72, IMiESR (FE). #gkiiare (TIBC). Afafgkiiare (UIBC)
KEWTEANYT VY METOERZZED R >0, MiE7 =V F /i (FER) 8% % Fk=EiC
HY 2H8F B THEEICOTEL T e (F—2IEARD. IMiE7 = U F VIR ITESE % X
Bl T3 &hb, SNPhASEIGT A D7 = U F v IrEEERE % I L <. Brsskfl Fl AR 228
AL Tw3 EEZ LN, 2P DEMLRT ADIERIX, CCHREEAICHERT, ~TufEdH
BLUOTT dEEACBWCHERICED? 272 (7 — 2D,

4. BE

ARIMEREE, HBOBIRFLERIC X > THEI N BNEE CTH 5, SNP IT—HEEERIC X -
THELZEMTH Y, LHPHFET SEPTICL > TXZOMRERR 2, =27V Y BICfFEL T
TIBEBEREEL IR DDA v b ey CHIEREEICEE L T2 0BT oG Il
% MIE 3D D (expression quantity trait loci: eQTL) 3% %, L2>L., eQTL D7z 1C

. fEFE e o SR RNA 2S5 2 22 H 0 . BEEOGWIIETH 5, ABIFET
. KEREAICHBEIEB T 2 2MICENT 7 Vv A7) T b — L T %2175 2 LT, BB
TFHRBAZMME N LT, R ZIRED T 5 16 LREZFE L 72, 7272, AW THEITTE %



eQTL 11 dH < F TIERAIZIC BV THRRER 2 L RLICIR O 1 2, ER T OHREHIHEERE LRk
SOMfE S L icir 3 7-0, ICHBEIRTRABICEG T 24MBFET 2 E2bNDE, F
BR. RIMBREMA T ARz Fviza— V32 EPOBERTO7TvE—X—FHKICH 5
151617640 23, EPORBIET DHEE 2 #If L <, RMBGEMIPHEEIC X725 2 ehbhro T
%1,

—fRAIC, eQTL ILBIE T H 72 » ORBIM~DEFRIZIC < . AHIFEANICRIIA 2 JERTHT T
WiEINTWE Y AfEICEWTH, ELRORMIRBOFE I NS ro7zbDD, 4l
1372 6 K SRR R O EBIZBAE ICHIME R L7z, £72, eQTL ORBFM DB DK X
2 b HW PR HE > TEEINICHEET 2 L FE 2 b 7223, SNPa 3 EHEATRFEELE T,
MR EZIRT LR IRz, INETRTE LA HEDHRWEHTH 5720, 5
FRNT % D T LT D B,

SNPb (&, 7=V F Vit DBAG A O, BRENSRKZICIVEMEZRT SR TH S C
ORI NTz, SNPbIC X 2 BRI, HEEEZES LTl F oD wL
RUVTHDEH, FALET A) — bl o TIREBRBTE RV, TR Y — FOHEIMEARTIE. —iK
()7 ikEE & L CEFI G2 T3, LA L, SNPb 2§27 2V — i3, BEREMIEEK ZIRAE
CH D720, FRNICIEHAROBBEET 2L TFHIENG, ZDOX5 BT AY — F ~DFHK
iz, BifgGEMRICZ L, f~oE R 280tV ~E/n~ b - X &G EHRC
TR H2, ok, 7/ LERIE. TRV = D075 —= Vv RALEZTTRL,
TAY =+ oY EERICHIERcE 5 LIS,
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