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77 BT A REREYT (GWAS) ORRICEY ., & M7/ ADFEa— FEBICFET 52 < DR L FEx O
BOBBENRR SN TND, EOERPKRRINIFGTDLRTH L0 THIZRELRD D, AWFIETIE
TERFIETEIMRD L e FEa— NEREZ | PR s OMBaRER SRAFESHIE & U 5 SOIRCafErl Jiﬁﬁp
L. ZOIEHE L TAHER TOBG T RIEE OB NSCIE~DOR B SN T Z L2 AN E LT, <V F X
27 RIEFEORM, 0 ZAEBOWR, £ LTI EOFIMIC LY | BIaFRESHEZ RO TRV THRE
kFike LR DR ZER LT, £o, BIERERORRLEMITE O THBIEFRERFEL RO THIT T VX
EVEE CHEAATRE Ch D Z L AR LTz,
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1. FB/7—4

MK NEE DO ERY72 eQTL (expression quantitative loci : i&{nF3EBUCER#E T 5 7/ LAfEIK) T — X _X— 2R
Th D GTEx (2R LT, Frx o 2 MO EHY fine-mapping 1% (SuSiE, FINEMAP) ZiH L, (KGR R
T D (Posterior Inclusion Probability : PIP) 2|V 24 C7=7—# [1] 28 %15 & L7- (SuSiE, FINEMAP
D H HAINEWTTO PIP 2% HTTWD), FEfn L8R ~7 (2B L T, PIP<0.0001 THLH b D% T &
DY TN LT b DERTT AT T2 L LTND, RYT 477 —2& L TUL, PIP>0.9 TERZ LA, F
B OB L Cid, HiE 31T KO ITATIE L B b | M DOIRW S O b3 A PIP>0.1 4 BfE &
L CHFEET—HIZE AT,

2. wIAF X R ERBEE

Keras AW~ /L F ¥ A 7 REFEERE R, I Lz, T L7 —%7 7 FvIIXK 1 ITR$TEY T, 50 =R
0 I DB BTV, FEIRARE U, HREEHMIICE L Tit. 7 F 572 90% & AT — 4, 10%%T A b5 —
ZE LT,

3. v REFKDOHR

FLEBOFEZBN T, RUT 4 7 T70b% PIP>0.1 EfE E# L, REfEFO T 2% PIP (6 UMl &
T5ZET, PIPORZZIELTEANT VT 4 ODREISERIL, T VUM ORG24 i# T 2 AT 1T
2o AMEEARIT EDBMETHY . BRI TO L DITER SN (NpoglFATT 4 7T =2 DY T )L
B yIEET VORI,
TR
y; = 0 if PIP; < 0.0001
y; =1 if PIP, > 0.1



BT

wi = Yilyi=1PIP; if v, =0
i Tneg i

w; =P1Pl lfyl =1
T AR

loss = — Ziwi ilog®) + (1 - yDlog(1 - 7))

input_1 input;

[(None, 101)] | [(None, 101)]
InputLayer | output:

\ J

dense input:

(None, 101) | (None, 1024)

Dense | sigmoid | output:

Y

dropout | input:

(None, 1024) | (None, 1024)

Dropout | output:

Y

dense 1 input:

(None, 1024) | (None, 256)

Dense | sigmoid | output:

Y

dropout 1 | input:

(None, 256) | (None, 256)

Dropout | output:

A J

dense 2 input:

(None, 256) | (None, 49)

Dense | sigmoid | output:

X1, FTNAVT—%T 7 F %
ARITFNC AW ET VO E R LT,

4. FHEHEEORIM

Enformer [2] (2351 % ERS ORI 100 Kot & GTEx MART 5248 B-Bs T OHHE [3] %R &
LCTHWE=, Zofth, &a - REE VS0, BI5 1 constraint, Activity By Contact (ABC) fH%E % Frfa & L
TNT % Z & 2R A0, THRIBEOM EIXR S eh o778, B X 9 ICHM R ROk & 727 (7
— 2 RABA)

5. BARANEM eQTL 7 —# OEBE L A

Fex OHFEATHISE [4] 12T, COVID-19 Bt T 2 HAR N 465 A D genotype & UKL RNA-seq 7 — %
Z A\, eQTLcall X OYEEHY fine-mapping #17>7- (Japan COVID-19 Task Force : JCTF), Fine-mapping
FET (1] EAERCTH T, RUT 47 ZAT 4 77 —ZIZB L CUIEk L [FERIC PIP<0.0001, PIP>0.9
TEZ L7z, Functionally-informed fine-mapping (2B L CiL, & X217z PIP % post-hoc (A 2 7 CHEALF
7 UCHIE T I CTIAT LT,



6. MEREREA

FE LI L850 | GTEX IZBWTHR AT 4 7% T 24 A1 100,000 BEBEEFEG L, ROT 47 LG
YT =4y MZBWT 10 DATY v MIGT 28EZ1T 572, 9 DD AT Y v b E L, R DA
Uy MZBTDLTHEIZIT) X A7 % 10 El#RVIRL, Mg z1T->72 (JCTF (28T H[AER), Area Under
Receiver-Operating Characteristic (AUROC) }% " Area Under Precesion-Recall Curve (AUPRC) fifi% ¥
e Lz,

B\ R

1. B FREFHEETHIZR =27 (Expression Modifier Score v2) DS

GTEx (23U TH o 7D HE D 20 O IMBIESHARR W T v AV F X A7 IREE & ARk Chl 2 127
BaATIR > TEBROVERERHME O L & (X 2a 1Z~d, H—HMICIIT 2578 LT, MBSk E £ & Do~ L
FH AT EEFE, S OITEOMOSHEE & AT BT L > THEERM E725 2 LAvRrIhiz,

WIZ, T — X BT DR YT 4 7 7V OREZ PIP=0.9 2> bIEA (2 FF72BEO TRIBEOHER 2 %] 2b
(R, BIEZ TIFS 28, £ LTrABEBOSREIC L) THIREOR LSER TE 5 2 LAVRENT,

o, HODRHEERIZ &L 2 FRIBEDOEVIZE U TRHl L 72fE R &2 X 2¢ (IR (U7 A AV 3 49 Mk Ty
A DI —H NV EHEEIZHS <) o Enformer HSROFF#EES, AUPRC ORI 35\ TR BB LA MUREE (TSS)
PLEOTREEEFFSZ &R ST, ULEIZ LY A OSENTREEDOR FIZFST 25 2 & ZEd iz,

2. Expression Modifier Score v2 PERESEA

TR 1 OBEHFEAMAAIL, TFIEIOR LT AT —%T 7 F % TFE LT THlEEE . GTEx NOT—
Z il L, BFOARZ2FiE (EMSvL) & L R2 M 2d 1233, 128 A EDOMFk (48749) (281 T
AUPRC 1Z81F A7HMIi Tl LAl > T 5 2 & 3R S 7z, AUROC 12 L A7HIClE, EMSv1 (2 I3 7a\ ik
HE, EODOMRIZEB O TIE vl 2 k&< E\ElD AUROC MERK I TCVWD Z &Rk S, AUPRC
RN S 2 D L. WS LA 2T (Expression Modifier Score v2=EMSv2) HEEfFEA 2 72~ H%)
ThHI EPTRBIND,
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% 2. Expression Modifier Score (EMS) v2 D4 & PERERHM
a) VT X AT FEETEIC L D MEREN L,

b) BEL T, m AR AT 5 2 LIk HEsEn L,

o) WS EAFIRT 5 Z Ll Xk HMkrEm b,

2) BfEA=T (EMSvl) & OPERELEL,

3. Expression Modifier Score v2 ® HA AL T — & ~Di#E A

JCTF Z81F HRER eQTL (PIP>0.9) O FlEREHliZ M 3a, b (T~ d, FEIA=a7 (TSS HEEL D
Sei [5]) AT, HAANENT =BV TH EMSv2 2AEWTFlIEEZ R 2 L AR Sz, £7-. EMSvl
XEDFE A v GTEX ITFHE LARWARIZITEH 2 SRR 2 o, Bl g8 CTh v . £ 9 Lz
PHOE T H AP REE N D,

Wz, FHIA 27 23 hiTE# & LT functionally-informed fine-mapping  (3F8I213 post-hoc 72 EAfHIT) %
L7ofER % 3e 12T, EMSv2 283 % Z & T, fine-mapping f5RNZED0 9 5 Z VRS,
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a) HANEMIZBT 5 KEH eQTL (PIP>0.9) FiHlfEd AUROC |2 & 57T,
b) HAANEMICEHT 5HEH eQTL (PIP>0.9) TillgEd AUPRC (Z K % R,
¢) EMSv2 & H\ PIP # EAfHT L7EROIio PIP & DL,
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FX VLoD TIRBAZICH LT, AT XA EEFEOBEA, 7 AR OO & ZIUHE S T
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