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F1E FE
F1E BHADEZFNEHE

MNTBIED NFHDO FHERFERDO—2>Th oD, ZDHH, HBRADRIER -
FHUERIFIABERETRA TS (K1), B2, BRADORIER - FELRIT, A
HEMICE > TRV AZDH Y, W77 O NEEF TR ICEWZ L5 T
Wo (M2) [L2l, £/, K7 U7 EHAOP T, AARAER TOE N A DRI
RIXFEFITEmW (K 3) [1,3], B 23AiE Lauren OfiFH| 2253 ¥E CTl. intestinal
type (IGC) & diffuse type (DGC) IZFH L b[4]l, ERAD S B, IGC IX
BRD 60%. DGC ITEED 30%% 52 Z LB TWA[5]l, HATIE
FIRIZESTZHRAD 5B, DGCIEED 55~60%% HH TRV, EEREHEIC
BNV D L00—2 ko TB[6], IGC DEMNADIIEIL, B r Y EHORK
QL L FRIZBWBHEA RIE SN TE Y . BIEOBED @Ok T v e U B o kg
BEFE DS ORI & A A E e > TV DS, B U EORREFNORE &m
FIEEIIR 2 \ZWDEINC B 5 [2], —J7, DGC OFAEHITRIT LV —FRAR I
<o BARRT AV A TORELITIIMEIZ H 5 [2,7,8],

HANEMZ %5 & L7 GWAS (Genome Wide Association Study) (2 L 0 .
DGC OFRIE D A7 &R EEEM: (case = 925, control = 1396, P= 9.4 x 108)
%ZFf> 1 227 SNP (Single Nucleotide Polymorphism) T& % .rs2294008 (T/C)
W TN 5[9], Z @ SNP 1% 8 B fafk > PSCA iE{s 1 (Prostate Stem
Cell Antigen) DBtz K AALE LTV 5[10,11], PSCA #Ein+i%. Hfuy
FEDINRAT = A 1ZE&FiD PSCA X X7 R a— RLTEY, BAA, T
VIS Ay IFREAS Avy BISERRAS A, BES A, BRARE | IEFICEZHEDON A
EORENPEER STV A[11-14], Z D5 B, m<oﬁ@ﬁhmom1m\ﬁ
DA T =D DOHEIT L L& & DRRAH N TV D, B, AT
MDATIE, MADBEITT 51T E PSCA BinTORBLEN EH LTWa[12], #
2, BIENARHN AT, MR EMEEER LT 5 2 &I &k o TREL G S
TR, W M A2 2 T\ 5([9,14], FiZ, DGC Ofifla Tk, %5
LULT PSCA # UV EOFRBENET L TWAD Z &3, RT-PCRIIKLK UM
AR A9, 11l Ko CHERR STz, LLED Z et BRAEZEL—HO
RGO A TR, 23 AR O ¥EE 2 I3 D BERE AR08, RINAIRAS A%
ZLDETEINATIEEELLL ZOWDOHEEEFi> Tl Y | HERERIICEME &
G2 LI SN T B[9,11], F72, rs2294008 23, LRI THA T T LA %



I—RLTWAEAIE, IRERO C 7T LvEa— RLTWAEA L i LT,
FER#% D PSCA # > X7 EDESIE, 9 7 /BEL 2 5[10,11], vv7 =7
—PT7T oA TCTLAET T LADTaE—F =R LI 2 A,
TaiATRNT 7 VAV EROEEIE, BRAEEMETLEEoRENRHH[9], £
7o T7 VL ZEFE> PSCABI TR a— RTH5EWH > /x7E (long PSCA)
I, W T E (short PSCA) & IFHEEENN 72 0 | long PSCA [3AffE R M
\ZJRTET D73, short PSCA [THIAANEE CTHRILL TV D Z L3, g fmikic &
S>THeERENz[11], ko Z &ne, DGC TO PSCA#EIETE VA7 7 L)L
ORERIZ, LD LY ICHERIENTWAD, L T 7 LR o%A1E, BELL
72 long PSCA (3Mlfu 2 i CHIfREIR D & 7 F v Tl . 7' v fbain
52 IRV D > TN RET D, — . C T LV EFFOSE . short
PSCA ITHMAEANERICALE LTV | REICHIIREESH > 7 AR OREBE & FF 12 72
Wy, FRIESINT T HIlICHURIR RSN D 2 & T, MERDD Az
Wik L, WEROEITZ LD 5N H D, ZD7Hd, T 7L aR>Z & T,
RN 72 MR DRI L D DGC OFEY AV BmE DL EEZX BTN AH([11],
T LIVBREE L RIEB DR S, T T LARAT T « FREONTHOHRAS .
ZDOEED DGC OFIEV A7 1ZE< 72569, 2oV 277 L (T 7 L)
& DGC FJE & OB EMEIL, EAN, VAXRFAZ AL PRa—h Y A R THR
ENTWA[15-17], LLED Z &35 152294008 D T 7 Lk, HH %24,
DGC ORIE L RWEHHEMEDOH D VAT T LN ERRT I ENTE S,
F 28 BREROBEFEEBNAE

IED BIREIROMRH BT A R b OBM TS, < OREIT, &
CHFENC K27 VBB O & el U CRIERBE BAS, ~"Trd AT
DOHTT LVELEOMAE DD HEE A M (Linkage Disequilibrium) T
FFah<Tuns (LD @) £ X, selective sweep (2L D HAREIRO X —47 > hF
A S DOJEDEROZAEMEDIR T, 25 WITEYIE D H1ERT 5 genealogy D
BRZEBR L, P T TOZERME KL T, HRERO Y 7 F Lol 217
5o AWFZETIZ, FIZT VAKER—Z2DOBE. HHWNNINTa XA 7D LD
DESICER LERE, HIESHEO LI Z1T-> THRBRIROMBH 2R A7z,
BREIZ K> TR GTEOREIZRZRY | FIZIE, 7 LABEX—2OREIR,
NI ZATXR=ZORE LB LT, K07 rbimitid22 &R T
x 518, —FH. "TuH AT R=20OBEIL. YR F+E D recombination



IZE 5T, TUAREOESEREFEN ELERE I TR GEEA T
REENLRTZILTWND) MR ITICE Z 272 7T a2 T 562 ENTE D
[18,19], = L T, HHEZERIE[2011X. BLHIN O AR ORRE 2 (IR Z & I3l
b LT ERIRE & TH 5,

AL THWET LABHES— 2 OREIL, Fsrl21,22]%°, Tajima’s D[23],
normalized Fay and Wu’s H[24,25]. PBSI[26,27]1 % (¥, RtV A bHEE A~
7 b7 L (2D SFS) THh %, FerlZEHBOT VIVBHEEICKS S, EHMb
DIREEZHRDIEETH 521,22, F7-. Tajima’s D & normalized Fay and
Wu's H TV > 7 /LN D segregating site 2D ZRDME R ERT U A X
IZHE L TR LN HHEOEL HWT, EO KRN, EM#HREOE(LE
BT 5 FE[24,25]1 TH D, 2D "ODF A M EMAGDETHNS Z & T,
LR OREFH DO ZEDJRIK S B RIER), EHEEOZEN TH D0 &2 XBT 57
DIZHHWH5[28,29], £7-, PBSIE, #—757 v MEHI L ZDilrmEH KO
T NITN=TDT VAVKEE (Fsrfl) ZEHBOEEEE L, ¥ —7 v MEH]
T, BEEFEINC K > TEULHEENLITRE AN THEZE RO A b
AT 2 FIETH H126,27], £ LT, 2D SFS &, BREROZ—5 v b7
LVERORS (D Zv—2) &, 2 F =07y T LV EFEOR] (A 7L
—7) T, TNENREOIREROT LILOH A MNME 2 kot~ R U 7 ATH
BLL., Fo/Geo/Leo & VD BRIMFHE TR T FETH H(30,31], #—5 > Mo |
(CIED BARERDBNTOLEEIE, PALTICHD A TV—T DRSI&
D 7 N—7TIXIRER O T LV ZF SV A 3 (selective sweep (22> )
W35, T OFEFHEITFFICED BIREIRDBITEEITH T selective sweep
MNFET L TWRUVIRAED . soft/hard sweep D> 7 VO EIZHAWSE LS, F.
X, 2—=5 Y R VANBEOREICELLANCERE LI D 7 v —71281T %
IRERT VL oz, A 7 V—7"L kT it ETH D, £/, Gold D 2
=T EA DIRERT Vv OEE % | Lo 13 D 7 V=7 A OJRERT L LD &
LA " AR, FNENE =7y T LAARPNLERE LTZEA L T 5
AETHDL, ZNODOHFENTILOLRE XV ABIT/NIWGAIZIE, EOH
SRIBIR DN TN D AREMEN B D,

T2, BRERMHONCWDHEBETONT o XA TOEIICER LIERE S
L <. EHH (Extended Haplotype Homozygosity) [32]. nS. (number of
segregating sites by length) [33]. H12 (Haplotype Homozygosity) [34]%



W, TS DX, #—4y T LV A S erE TlE, EEE A EEICH D
Tuay 7 ID7av ) NEDESHEINTND Z LIZEDSWIETTHh 5,
—EIEORRBRDMEE 5O 5 L, BRBROGRTHLT LIV KDY, HEHD
FRWERL DT LV ORAAE ORI S o £, FHIR CHEMPIZIEN S,
Z OEEHAEEARIEIC B D BLHIS, HHFEIGL KR £ O A 212 L0 IR
ICED L0 b CHEAPICHE SN TD, EORRRIRO X —57 v M
A NegTe LD 7ar vy 7k, VN7 ay 7 L0 R RHZEEFIHLT
EOBRERZHRHET 5, EHH (X, 27 & Lzt A bOKT LV L L T
HENTOZATOREERELZIETTOY A FEDOHEHL L, ZDORTH
BENEHERINDINE I NTL - T, hard sweep DV 7L ZKHT 5
[32], 7=, nSuix= 7V A b (PRAEFEMHLA) LH#EL T\ D SNP 12k D
NTa kA TR S ZlEE L, hard/soft sweep D 7 F L Z kT HIED HR
BIROBHAEDO—DT, TUHAERADEL L H581L, IREROT L)L
2R 2 BERBIRD v 7V CTh 2 AlREM N H 5 [33], H12 1 window 125
Fnim AT A TORECI-SE, hard/soft sweep DY 7L ERHTE 5
[34],

MBI, WEZHE (n) [2011%, #—7 v NEBOSE:ME % 2 O JE DI,
FIXAREIR O TWRWER TR UBB 12 & ik 5 2 & T, ZhkiE
DR TEFIT 2 Z & T, EQOBREREZHRHT 5,

AR T EOTEEZ AT, IEOHREIRO V7 At 2l A=,

Fo. BAIOMRNT FEE LT, AR TR, "I 7Ry NU—7 &
Wo, ZORENTIZ, ~NTa 2 A THIOS AL L, FERE RS L TR
TZE T, BT NORKERERR D RO 1 FTH D, BAIBEL T
HoTa A TR, P TEBEWIZIEVWIGFTIINE T D, Z D7, Bl
DRFRERDETE DN SR WFH OV 7L (F] 2 I35 S 28 E) o
ML= iR ARSI 2 W T, BIARE ORFERBEGRERTZD . H D0,
BUERD & O LEBRONERRD ORI S, £, AFE T,
ERICIM AT, Tk EHM TIHE L THRBRBE N T DI NNT XA T L
HARBIR BN CORWEM b EienT 0 X A4 T, Xy T =7 DRF—
IZENEIENRH DN ERHRDT-DITER L,

E3H BARAOKEHEFRE
AARICBEREET 28 M0, KB - B FROZERM 2003 2 £ B R



[Z2WT, BRI LI, BRAx BB b CT& 72, D OFuT TEH )
MEHAE ) TR ) O 3 DITKA =4, TR O NFHSER & onAERp LI
DONHEEMBIZRD 5D NE OO K& 7R 2 I o & L CHE
STz, BHL, SRR OERNREZRIZ K > TREAE(L LA, #
SCROEMNT, SUERI 72T 2 LR 7203 DRI IR AE RS DA DEEM & 72 0 |
BROEMAOMIE L 7eoT= LT 2FTHH[35], T/, EHTLIT, SRS
HARICEA TWZERD, RFEANITRKE < BT KEED S DR REMIZ L -
TERZR S, FER NEEMNLZNR L2 T2 TH 5[36], = LT, & Hilx
THEDOEHTH LMIGROEM & FERFZOEMNZHE L, B D B AR NEH
DRI LT ol LT 2 TH L3, ZNHDET LD DL BIfER S FF
SNTVDEDIEFRHERTH D, RMHTH, EOHRTEDOHKDOERMN ED
FREERHME U T2 W I R BT LR STV A A, ARAFZETIE, #f
JRIZ Ko CTIRE SN [ ZEEEET V) [B8IICESW TN 21772 > 72D T,
ZDETNERNTH, ZOET /L, MFHEKD, BEAICE) 23R A
YEEM N BED B ASNGICEE L, TO%, KENOIEL ST ML &b
(2> T X PR RIMVESERM & RMT 5 Z LT, B B ARANERBEE N
CTAETATHD, T2, ZOFEFATIE, BROHARKNERO T OLEENE
. PERRMAEEM & ORZHEREOBENILS D E LTS, BRI
RHEDHEATEAR L OEMAZBROAR LB ARANDOERE L, Fh6iE < Bz
AHREFITIEEL TBY . ERREH & RN EE R -T2 EH %2, B
T A REMCHEKEN E LTHAL TS, BIETH, fXRMEA DR kK
[39,401%°, K2 kDL & DR MEEHL R MED L [41lc >V Tk, 72
D, Lol SR E . HRO R 2 ERAREMOLHE L) R
R0, TRHELLDFEWNT L > THARANER ORI ZERENEEN T ROV T,
FERESRN LT TIEe <, 7/ MMERE AL OWFFEIC L > TR S
TV 5[40,42-44],
F4EH AMEOBMET TO—F

DGC ® Y A7 7 L ThD rs2294008 O T 7 L /UL, 1000 N7/ L7y
=7 b (1IKGP) TOHEIEED ARANER (JPT) TIXZOHED 0.50 &
2% major allele TH 2 (0.63) [45], ZDV AT T UANEWHEEZ/RT Z &
%, 1IKGP ® JPT &2 5, oM IZ L > THRENTVNS[9,11,46,47],
L2, 2O7 LV, BEmICE&Ee o Ry 7 E£H TiEiE & A LT minor
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allele TH Y, HARNEM S IIRERBELENH D (0.25 (1IKGP TOEBLEMN

(CHB)). 0.26 (BBNA AN 7y hTORBAER), 050 (Bae
SR AT A R DNA T LA RN 24T - T-igE ANEM) ) [45,48,49], #il 21X,
JPT-#[E A LML 0.13~0.14 DHFEERH DA, b LAKBRS WO
T LSBT LT, MEDAREMY A X0 —E (FI21EL10Y) TH5Y%
A IS TOVEIEED 0.001 O, EMSIELIME, —F OE O
FEN 0.63 IZF HITIX T 16622 A0 D, b 9 —FHOEMMN 0.50 IZFED
2%, T 12264 RS20, BEAE 0.13~0.14 BAEL HITiE, FH
4368~4700 AR (1 % 20~304F & 32 &9 10 THF) D EDLETH 5[50,
GBI COMMIBEENT- L 2 0.10 THho72E LTH, ZOHEXEEZELDLD
W BEEMITIZEEAEED LR, 20D, BRI RERBTT L
BB R EREDE LT TV DL5AI1E. EHIOZIERIC, BarFEnm &
BLT), HDOWVTIEOBIRERO X 9512, 52O LAY 72 BRI DM T
5 AREMEZRIE LTV 5,

CDOVAZT LAERFOZ LI, DGC ORIESC, FIE#RDOENY 27 & L5
S 5[9,51]728, WISEICAF] 2R E LT EEZEXLNDL, ZHETIC,
Z DX BRAEWFHNCARIR Y AT T L IVIT O THERERRMT 2 3R A T A 720,
HARNEH D DGC OFIE & O BN 2 15469 2 IR TAFEET 2 25 (TR D
AARNEHTIZY 27 7 LVOBHENEHEICRIZATH D D0, #hEn)
BLED O CTEMPRIZFEE L 2V, AR BRIIX, 2o X5V A7 7L
D, ATHARDO B ARNTIEEHEE TH L O0E, EHBEFHRBE»OHG
MICTHZETHD, BIWSEZRRERICENT, RERBEEANAEL HIC
%, L T CEREMZEOEEZR I (Fl XA ARANERICB W THEM
ENARKRELS L LEREDFER) 2, HDHWIE, ZO7 Liixt L THRKRRE
T (BIZXEEEDT LVIZx L COIED BREIR) BNMENNTZATREMERE 2 B
bo T ITCAMETIE, BAMFEL LT, LTFO=207 7a—F%Hn»
oo WEUOIC, BEENEUCRNZRES D, 1) 1IKGP 0% 7 VEFTH
% JPT KON, @EIEHNCITkR T o7 OEMZHNT, UAZ T LR, /
YU RTT LI BRERIRDME N TV D A[REMEIC DWW TR LTz, 2O, &
HMENTBRERO S T FIHEDSNT, ¥—F v M eRD7T LARERANIC
BEHDHNE I DOV THERMNEITV, 52, ZOEMTHRBERD Y/
TN PR P OMOEMC R SND 0 E D e, NEEMM ORHBEIE 2 1+
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Z.C selection status DT OWT HF L7z, KRIT, JPT & BTk
LT, VAT VILVOBEZENED L 5 72l TELZOMNZHONT, H
ANOEHBN A “HEEET MIESE, 1) arta—FvIial—vay
IZE-oT, VR T VIVOBEDEEEZ T, KBl BRANOHIEER D
— DO THIMIXANDYT ) LOT —H % HWT i) \EEVIOR >y BT — 7 @i
TV, WTHEELE, VAT LLagienyaX 4 7OlEFIZELT, H
AN AT O RS & B S Chgam L7z,
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28 HiE®
RTOBE

AAFZEIL, L FOFIETED -, £ Bk m T U7 EH & JPT
T rs2294008 D T 7 LVBHE Z i L, FsrlZ X > TH /) LT A R SNP IZHIF
LML DORREZ Tz, Fsr L%, 2 £ TOT LIVOBEZEZfRIE LS LT,
ZDHEMO G OBRELZFTARDLENIFFETH Y, FHEENKEIWIEZE Fsr O
EITRE L RV HRKE (D) 1ITESWTWL , RBFFEClE, 2D Fsr 2 VT JPT
&= DITFER TO rs2294008 K OVELFEEKD SNP O/ LREE 2 FH~7-, &K
iz, JPT &, BEMICEEREN THSH CHB & T, EOPNHEREIZL -
T, WEMATOET LVZET 5 EOBRRIRORHEZRL, T ORRE g
FCls L7, Bz, JPTCT 7 LAOBEEN R L-EKEHRH LD, H
ANOEMBNELY " BEHEET MCESETLABEY I 2L —T 3 U E{To
Tre BRRIZ, MSCRFED NFEO T ) 22 AW, JPT T A 70
RREBAGR 2 T,

FRLE-T—%

1000 N7/ 57wy =7 & (1KGP), phase 3 Ot MEMDT / AU A R
SNP 7—# ZFIH L7-[45], AFZECTIL, 1KGP OEMHDOERIZHE, HT ¥
7 @ subpopulation & LT, JPT (n=104). CHB (n=103). 5 HE DOEE

(n=105) (CHS). HEEFDO X A K (n=93) (CDX) KO~ hF LA (n=99)

(KHV) @ 58EMZMHH L7z, 52, 77 U 1O subpopulation & LT, A
T (n=85) (MSL). = /L3 (n=108) (YRI). =% A (n=99) (ESN),
Trer N (n=113) (GWD), rte¥ A (n=99) (LWK), 77U hRH VT
A (n=96) (ACB) KO7 AU HBZT 7V H A (n=61) (ASW) o 7 M %ff
i L 7=, metapopulation & L TiZ, JPT & CHB %< -7 V7 (n=297) (non
JPT/CHB EAS), a—u v N (n=503) (EUR). F§7 7 (n=489) (SAS).
7 AU (n=347) (AMR), 77V #(n=661) (AFR) ® 5 M %M L7,
% SNP OfrEF#HIT GRCh37 12V, &7 LV O « JRAETRIO X BIE
1KGP OEHRIHE-72[45], £7-. HEFEFZEE O Kim Hie Lim ffit: (R
— /L + Nanyang Technological University) &£ Y. #[E® 1000 N7/ L7 a
=7 b (IKKOR) [52] Ty —/ v 2anizsEA (n=151) (KOR) KU, —
iz JPT & Rl—fEkZ G HAN (n=35) (JPN) ©4% /) LU A K SNP F—#
DA 1T 2DSFS & AV 72 BARRIR OMGHe, IKGP O 7 ¥ 7 4 M (EAS)
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ALY ET =2ty hTORy NU— T E T o7,
Fst DEH A X

Hudson @ FsrlZ k- TJPT L7 P77 OFEMM D, &7 2TV A K SNP D
BIREEREO R M A2 1T o 72[21,22], T OFE T, Hg L TV 24EHH T 3 fifH
LLEDT Vv zFi> SNP ZFrb L7-, £7-. balancing selection 73 & DFRpik 7
AN=ZALZ K> THENLLTWIERLE 24 &8 MHC % (chré:
25726291-33368333) ILitH M HERSN L72[53], & SNP 226%H H L7z Fsr Off
%, qgman[bdlZ MW TR LI~y Z o7 ay Mo THE LT,
F 72, rs2294008 % 5 7, JPT THEFHATHOIRFEIZH D 21.9 kb DOFESL (chrs:
143752235-143774193) DO/MLFEE % 8 FHYLa R EDIE UK & X dftho gk &
e Uiz, B OFEfIX, 21.9 kb 7=V I2& £ D SNP D Fsp & F#) L
oo F72. BBV oz 7 m vy 7 NER G20 XK 91T sliding window analysis %
1T-o7
LD 7B v DEE

rs2294008 % &4, HEHA T ORIEICH 2Kk E DOfEIZCL > T, LD 7
7y 7 L L72[55], (a0 #1213 Haploview[56] Tffi i ST 5 54 (D’
>0.98) B7EFEH L. ~A F—7 LILOBFEN 0.05 KD SNPIZ LD 7 o v
7 B RET HEROM R E LT,
SEEINOY:5)
(1) "7 %A 70 LD IZHSWEZIEDBRZEROMKT (EHH, nS., H12)
rs2294008 D& NT X A 7O LD fEIROE SCHEEITHESN T, IED A RE
Rowmt % 3 FEEOHE (EHH, nSL kO H12) TiA7-[32-34], £3°, EHH
IZEoT, &7 vraghnvas A TREOREEGEO LB ZITV., HAR
EIROM M 272, rs2294008 KUY, Fsr DNEALDEV 5SNP OF%T L L%
aryETonTadATEERL, FUYA bo 2 BEOEE FRER & JrE
) Zar T rxnEhon7ai A TEECREESEZHEAE Lk LTz,
ZDOBE. v A FT—7 LILOBEN 0.05 AKitD SNP X, EHH ICHW A 7 a ¥
AT HERT DEORRINE Lc, a7 7 LVICHRERBEHOTWD5GE
a7 T L ERLE LTS AT LD ORSIEPNY FIcH DT LIL (G
a7 T L) OFNEVEL 2D ZERMESND, AW TIE, HARERRO
KR LRBT VVDONT LA TOIRNBY 2T 57290, AFF 400 kb OFi[H

(143563622-143963622) T, NI B XA TOREEREDIKR T O —2 %

14



L L7z, F7-. nSLIZ X~ T, rs2294008 © C 7 Ly (JrRAER) KON, T 7
Ly (J5ER) o7 s 47 TO LD ORI OtE L o7, [FERIC, JEL0
Fer DEW SNP OJRAERE OO T L iz L Th, N7 e &4 70 LD
DESOHERD, Zhba2Mmo (F3r72) A FOIRAER - RO & T
L7z, NTaEATOFLNIRD SNP BN OHA, HHENF Ctho SNP
EEHHNIXRBREDONT T XA T LD ExFoLBEZND-0, [F UM
B A2 > SNP [ Ch# 2 9r-72, Y7 h v = 721X selscan Z 1 [58]. 8 &
YLt KD segregating sites 75~ A T —7 LIVOSEE ) 0.01 KD SNP 7
LVEDS 3 LA L& % DI » HERSL L. JPT Tl 303,438 sites, CHB TiX
377,335 sites x5 & L TRT L7z, ®IT, H12 12k - T, rs2294008 =5
LD 7y onT7al A4 THEZEE L ZOHBEIZESWEAREHEE L, [F
CYBfR EDR CBO PSR T2 TN D TH A H SNP & 5 Tl Dk & Hrig
L7z, WERICIEEEY A& > 72 window (ZEZR 62K 91T sliding window
analysis #1757z, 1 window ®% A X%, rs2294008 #5ie LD 7 1 v 728
Fhb, 125 SNP (JPT) F721%. 124 SNP (CHB) & L7-, HKEND ¥ —
Ty MTR DY A MaeglhenTaZ 4 FIXRMICHEN EAT 5720, AT
BENFPNVTHR IS LD bERToLD,

QYA FHEEZANXT T AZHESWIZHREIROMKG (Tajima’s D KO
normalized Fay and Wu’s H)

rs2294008 # & e LD 7' 10 v 7 {22, Tajima’s D } O’ normalized Fay and
Wu's HIZ L - THA MAE R T MIESL SR E %7 g L 7-[28-25], V
7 b =TI EB S Dnasp v6.0[59] % AV, MO AR YA NIRRT
M HERSE LT,

O IEZFRE () DIk

JPT & CHB T, rs2294008 (T/C) O& T LA KN, &7 Lb b3 25
LR, T ANTaXZ A TR C N NTarAT) OWELEEE, Nei © x[20]

WEoTEEL (kD rne). zREICE S TINDBIZHAEEZNHDINE I M)

et &2 1T o 72, M L7ZfEiT. rs2294008 # &t LD 7o v 7 L £ o B -

T4 100 kb (143652235-143752234 K (X 143774194-143874193) T, =

NoO X, Dnasp v6.0 ZHWTEH LZ[59], £7=. D#OFEIZIE,
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Takahata et al.® J71£[60] % v 7=, P-value #% H L. False Discovery Rate
(FDR) %94 %72, Benjamini-Hochberg 12 &> T Q-value |ZffiE L
[61], fal=E 5% CHEMEZ MR L=, Z O, selective sweep DI L 5«
DI T4 £V IEfEICEHET 2728, rs2294008 #Eie LD 7 1 v 7 [T
DR I By %2 CHB 705 2 KERS L7225, JPT TIEZED K 9 7Bl i
BINI2 ol
Flo, CTad A FIHERINT 2 Oy T T a2 A7 (ki) (25
WTh, $INTrdA7TLila 2R L, 7T a2 A TR TESHEREIC
EZNDHDLNE I M EITST2, £70. ZOnZESWT, oI a AT
[ D IAFEAR DHEE ©1T > 72, mutation rate (21, 0.5 x 109site /year % >
7=1621,

(4) Wt A MEEARY FF A (2D SFS) & HW-fE
EOQOHREREZZITTNDLEEILNDLT LIV (X—F v N7 L)L) RO
I (LT, DZA—7) IZEBELTWAHER (IAV: intra-allelic variability)
DEE, T LLDOSEEORRE L LT, 2D SFS (®ij) KO, Fe. Geo LT Leo
ZFA LTI L, EOBREROBEZTT-72[30,31], Feu Geo KT Leo 1,
FNL R TIERR L2 2 N E N OB BEOREOAN & ik L, AEEEZREL
Tz WIESARIL, LS T CHER OEMABIREI63] A Sk I, ms[64] T
/N 1000 IO R 2 b—v g U EITH ZEICE > THEKR L[30,31], B L7
P-value (%X, FDR #%#ilffl4 % 7-%. Benjamini-Hochberg (2 & > T Q-value
ICHiE L6, AEMAMR L, RFETIX, 2 BRI EOBEAREET
Q-value WHEKUME 5% RGO 7T LR LIEEBEEZ BRBERNEAELTH
HEEFR LI, BlZ, 1 MFEOATHRERO V7P ARR S ic~—TF
VIR T A ONWTIL, #FEFER O8O B % BRI L7~ combined P[65]
ICES T T T NVOBmIZFM L7z, £70, AREICHEM LRz, ¥—~7
v M A FTH D rs2294008 & OEFANTRVGEIKO A (12 > 0.75) & L[31],
JPT Tl% 143755915-143770914, CHB Tl% 143755876-143771875 DfEl %
fiEH L7,

T, CTaX A 7%, rs2976391 (C/A) & rs2978983 (A/G) D 2
FEOT VLVOMAEDLEIZER LT 2 MEOY T T a4 FITX5y LTz,
BT NTak A FIZHONTEH, 2DSFS # W\ T, #nEho T a XA 7D
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IAV Z2Ff L 72,

Flo. =Ty T LKL, BRFEIEO—D2>THD to ZHNT, D
IN—7DIAVICESE, D 7 —7ORF| O TMRCA (BfE) b s el
5 FE TORMOFEHM) 25 H L7311 (K4), = Z THEICHWS TAV X,
selective sweep D2 T star-like (272 > 72 Rt LIZAE U D AVNIIANL 722
REBOHE L TRBLEIND, ZOH, TAV (TP TREFHIE S T2 &I
720 BEREIUC X 2R OEAL TAV O RICRHICHEEZ 5.2 700, FT2,
K —27 s T LIV AIRERIRTICH 55513, selective sweep (28> T (H13z
THHHA LI L) D Z7A—7HND AV BT 5720, 2O tp ITH T
CHLHE LY BELRD, ZOMEIE, FICTOEHTY =7y b7 LILIZIE
D HRBERPEN TV DLIGEIT, ZOARBRVBES LB WNOETITHMBLT
WiznZaRT[31] (=7, BIREBRDIGE > 72l o BRRIZ, #—7 v F T LL
&) UB =y N7 LIVOGIRFER E L TEBLSHL D), mutation rate (213,
0.5 X 109 /site /year %z AV 7=[31,62],

(B)AEMFr A 72 B AREIR O (PBS)
CHB (Zxf L, PBS 12X > T C 7 LV REMEF R IED B IR R S
HNE D InERET LTc, B L2 JPT KON 70 7 r—7L LT EUR
ZHW, ) LA K2 SNP DY b, WIFNOERTH~AF—T LLOHE
M0 BER (WTHoY U INVEROTTHERNH L) A FOIHr A
ML TPBS AR L72[26,27],
HROEFATOY INTOZA4 TOxRy fID—0 81

1KGP @ EAS 12/ 7T, KOR & JPN % /) AfdH|Z HNCTH T oT ¥
ATTEDORy N =TT 21T o7z, £ BT A0E | rs2294008 &
Gie LD 7 v v 7 NI 2 D& D Z RSN LTz, wIZ, % VCF 7 7 A v
TEROH LY A MR, —HOT—2 1y MZUNSRBFE LW A
;1 missing data (N) & L C. network (v. 5.0.1.1) [66] % I\, median-joining
HBEIZEoTEY T ATmZ A TORy NT—7 2B LT,
HARAERDOEMBIREF KB L 7= forward simulation

Wright-Fisher £7 /VI6TNZHEW, UK TOT LABHE Y I aL—va %
1To T, U FMIORTHEFBEETLOL LT, T 7 LALNRHN FTH rs2294008
DX oI 2N TEWIHEERTNE D D EFART (K 5), BARBIUCEET
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HEMEIE. Q) EHH0T7LL (CET) b, HLTHLHEERD, () vI=
L— a2 D CHBZ#HET.C 7 Lt L TIEO HRBRDNH L BED 2
IR LT,

(1) fEM#fEET v

HARNEMOEMBIREE T LD —>ThH 5 [ HHEEET L) [38]ZHWT, 7
VABHEE Y R 2 b—3 3 U EAT o 1o, #SGR AL, B8 OFHLN G |

FE< & 16000 4R IFEEIC HASISITEEL W22 ERm bt Tun5(68],
T2, KBEX D BT A R o 7o KbEH RO NFEERM (R4 NJEER]) 2
K L. 2500 FERTICHRAERMR S BAGE L72[68], = D —> D NIEEF DA HEN
RO BANEFOBEIRHEREFK LIZEEZLNTRBY, ZORMEHED
HEMHBEREET MBI D ) AT — 2 KO, W7 L% AT ATHED D
FTRFEINTUW5[40,42-44], DL EDZ Lons, “HEHEEET VICHISTZET V&
ME LT,

SR NIEEN] (JMN) RO, KEEO NEEMOMIEER (A_CNT) A3L5E
e B3I U, WAL ¢1 4FRREE S AL IRBE THAR AR 21T 5. T Dtk JMN
EA CNT 2 r: (- DEIE TR O HEARER L= H % simdPT & L.
RHEZTRER L2y o 72 A_CNT £ % simCHB & 4%, t24FE%. simJPT KO
simCHB M@ Fsr Z35 L. rs2294008 @ Fsrfii (HEAME) UL EOfEZFo%
BDINT A—=Z DGR ZRHT, t2 FRTOZHEZ RN T, BIASHIAIC
DWTIIED T2 OIZFFICET MZE E 720 b D & L72[40,42-44],

ARETNALTE, EHHD0T LA (CET) LHNOBFAIL 4 DDNRT A—H

(1. Nyun. Naconr, 1) ZER U7z, 9. 1 OFPHIT, B3GR NFEER &
INVAESR NFHERH O S IEENRA B RE Lz, #SGCRANBHEM O3/ 7T D N
£ D5 (51,000 FRi[69]) L0 HiELS, BUAEDOHET U7 O NFEEMD 7
IV TRV EHEE STV D, T, BATHRZEIC X D 0 BHAEHEE O fif
[40,43-44,70]<°, EHFHENRHEE OFER (~16000 4FER[68]) L 0 IZEMD
TR 72 58 2%F B L, t11% 17500 FRii~47500 RO T, 5> (£
ZEXL 875, 1125, 1375, 1875, 2375 HARIZHHY) 7B 122 &5 bDE L
Too 723, AWFETIEL, BIA OFFHURAE BIE T O 2otk D 55— HHPEA s 0 -2
fEl7iiciEoSx, 1 HRIFMZ 20 FEFRE LTz, ZOBYEITHAME L Loz
ZNOMARBER O (28.6 4) [711L 0 bE W=D, —ERE (FEHNL)
WNOIRENR L 220 | BIGETFINC L > TT LVEEDOEITRE L 2 D,
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WIZ . Namn XN Na_ent 12 JMN KOV A CNT OEMY A X&KL, FNFND
TR ThHHER (JPT & CHB) OHEE SN TV D HMER YA X[43]% LR E
LT, Nymn!E 500, 1000, 2000, 4000, 8000, 10000, 12500, 15000 75 1
2% . Na_cnriE 1000, 2000, 4000, 8000, 16000, 25000, 30000 75 1 >
ELDHbDE LT, ¥, TNENOEFORENE N ZEE L. Noun L1
Naont AFORE S & LT, &ZIC, ZMEREO JMN OF ) LoEIGZ7RT r
DHEPHZ AT, ZONRT A —=2F, JPT OF ) LB D JMN OEG
[40,42-44]%ZE L 0.4, 0.2, 0.1 726 1 2o% L 56D L Lim, —J, A%

HEEMHARIZE S FTORE (t2), simdPT OV A X (Nsimgper) . simCHB
DEMY A X (Nsimeun) 1ZEEME L Uiz, t213VRERMCOBIMA[68] 005, HITE

WICEDHFETD 2500 4F (125 %) & L7z, F72. Neimgpr XN Neimens 1. ZMJ}?
RDOET VIR BTV Nakagome H DET LV CHESINT-EEZEH L. £
212,824 KN 29204 & L7-[438], AIZE/NT A —Z OfAE ORITHREL 570 f
Ho7-, JMN & A_CNT oL@t T 7 LLoIHsEE () & LT, 0.1
N5 0.9 FTT UABEE R 0.1 AATHRE LT, 120 fil22XfIK 10,000 [A]
DI al—2arZi7o72DT, 1 DOD/NT A—Z D IHEHLEITH L T
90,000 [HIOHEE L I 2 b—a &2 LT b,

simCHB O R#ETOHREBREZ ZHHEIE, P FTOYIab— g (2
Wiz BB 4 SOa[ENRT A —2 L 3ODEEMICINZ, IED B REIRDE
SR E (BIURED TH D sHm[ZE/RT A —2 L L7, 2X NamCHB X 8 73,
1. 10, 50, 100 "H 1 2% 560 L L, JMN TORHED A ZE T 126 i
KO simCHB & TT VBB E L5 2 50 LT,

BOEHIZ /N T A — 2 O AE DR ORENL, 2 2D T LAVBHNLRGE1E 570

WY o7, 72, simCHB %Z#TC 7 LLZkt L CIED HAREIR 25 /L
M 723556008, #2280 @0 (5700 D/XT A —X OfAGHE x 418V
DRERLREL) D9 B, KS test @il L7z FEMIZEIR) 1640 Y O, &47F 2210
WY THDH, "TA—FOMBELEENENIZONWT T T V/I/OD%,FEP?%“/ 2
2 L— b L., 2%, 2 HEaE L7- simdJPT & simCHB [ C Fsr Z5H&
TREDOFIETEY) 2T A —F DA AH O EIIR LT,

(2) KS test XN, Fsr I X 28007237 X — X OFHAE HOE DIEIR
Ko alb—rarnblEd . F—O7 L JMN & A CNT Ol 5 CTEE LT
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Aae. [Al—DO7 LA simJPT & simCHB O 5 CHEE L5l A w7
Ralb—varhbidRs Lz, £2, FaPAOHEIE, FeratEo b LT
W, Bl alb—varE LTERICIATZ, £2. ERRONRT A =X DM
BHEDRIZE > TE, Fsr OO MNERED Fsr D0 E 3 RE < BARDH 00 4%E
L9570, LFOFETEDOLI b OERN LY R b0EME LT, £
P Iab—Tg %, 90,000 HO Fsr bt 2 N5 AEEHKR LI, 20D
BE, f OFIGIZ L > T FsrfEOEA T 21T o7, fi OFIGITLLFOFIETHRIE
L7, 9. £ OFE[SE. [SNP OZERERRIIREXLEDLLARNEH,. JMN
& A_CNT o3LEMHLETO fi OFEAG L, BIEEOIRERO T LV OEIGIIRE L
b SAE LTz, W, 1KGP @ JPT & 8 FBYefafk T, JRAERANHIHA
LTCTW5 570,129 SNP /05, IRAERO T UABEEZH#E LT, Zh b % 0.1
P 9 DO bin 1243 F 7= (45 bin OEIG1E, 0.5589, 0.0984, 0.0734, 0.0623,
0.0494, 0.0436, 0.0360, 0.0342 %X 0.0438), &z, Hitkod JPT & CHB i
D Fsr TEGNTZE A N T A0HE BT0ED Y I 2 Lb— a3 k- TE
L7 A N7 T A0 E I LTz, SNP DIZEAEITHSETHD . BINER
Ticdh D SNP iZekoh T ;tzbﬁ“ﬁ ThHHI=D, 77 LT A Rig SNP S AE
REND Fsr O454iIE, BRICHPN F T T LAVHHEY I 2L —3 3 UIZ
KD Fsr DA b 72 EZ2BbN5, T2 T HHED Fsr DAt I = b
— v a KB Fsr ©43Ai & scipy (python package, v 0.19.1) @
Kolmogorov-Smirnov 2 sample test (UL, KS test) (2L o> Tl L, Fsr D
EANTTAGAAERBIZRRDE A NI T L5 EEDNT A —F OMRAE
PE % p-value < 0.05 ZJEYEIZERIN LT, ZORRIE -T2 410 fIZK LT, &
FHE O DRAAHE T For D) rs2294008 @ Fsr ODEIEE (0.2547) %
x5 SNP 2y (1[EIELE) AU DD i1, BT, 2oL T/
BhEIC LT, Q) [Fsr>0.2547] 7> (1) [simdPT ® 5 simCHB L ¥
T 7 LAOHEENEL |, 7 (i) [simdPT @ T 7 LV OSEEN 0.62 (JPT
TP rs2294008 DHEE —20, o= 0.3x102) ZHx 5] 3 5&it% FEFICH7-
SNP Ml BT 2 02 i~ 7=, BHEOEERZ (o) X, “HESMEHNT
KTz, EDOBHRERDN simCHB ORI ZHZ L2 RELTLY I 2 b —Y
2 DAL, #2280 D/XT A—FDBEDED I L, HNLFDO/RT
A= DOMAHEDETKS test #27 U7 L72 41080 O/3T7 2 —HX DG D
IZxF L 480 OBPURE A BE L7oAFE 1640 8 OXT7 A —XZxf LT, k
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00 3 Sk Z FIFFICTi 729 SNP o L4 2 A%k & i~ 7=,

BT, BEANEHZ KEFSROECRREF DT & AR LT25ATH, CHB
& [RIERIZ, rs2294008 & BHEESC Fer fEAMELTW D SNP 2 HBLT 5700 & 9 &l
Nz, IHIZZDORED, JMN OAHERT D HALHARD T 7 LIVBHEE D53 Af & Fi -~
7=, HE[E ANEE[ @D current/recent effective population size & #EE L 7= A TAFZE
TlX., ZNEh 9457, 20165 EHEE S n7z[72], Z OfElX, Nakagome et al
» CHB OAHNEM Y A XOHEEE (29204) [43] LITRKE K BB RNTD,
simCHB O#MAZL I 2L —3ya v Fo@EAENE LTH -7, rs2294008
EHEHESC For @Ml 72 SNP O#EFR X, () [Fsr>0.02342) 7> (ii) [simJPT
OF M simCHB £V T 7 LVOSEENRE L |, »o (i) [simJPT O T 7 Lv
DOHEEN 0.62 (JPT TOD rs2294008 DHEE —20) % x. 0.63 (JPT TO
rs2294008 DL +20) AKiifi] O 3 FfbA[FRFITHG 72T S OB BT 5 7
I r & OBREHANTZ, QD FerfElE. KOR & JPT @ rs2294008 7 L
JVBARE « YebROAREL X FH L7z,
TRY /) LERWN=-NTOS A TRy FT— 8T

B JPT K OXCHBIZR LMD T AT A 7L Kiehsko \NEEM &
RHET DATOMICRHEOEM DO NT a2 4 T OREGREFHRD -0, R REM
ERMET HRTOM LR TH D, 2720~2418 FE/TOFHIE DT [ HDOHE SR KT
DY 7 (IK002) [731E . 3960~3550 4ERTDALILE DMIADHERH D 2
kDY 7w (FUNS O FUN23) [401% H\WC, "7 rZ A TRy hU—
I X BT 2R AT, £97, BAANE (JPT & CHB) @ 21.9kbLD 712 > 7
W OESE AW T, BIAENEONT o X A 7O EHEZFER LT, N7
nXA47xry NU—27 OFERIZIX, network (v. 5.0.1.1) [66] % F >,
median-joining {E&EFEH L7z, WIT, T30 U—% /7 & (Pantro 3.0) 725,
t hD21.9kb D LD 71 v 7 %27 =Y & LT nucleotide blast {Z & > CTHi[A 72
BH & [FIE LTz, F DOFER, F o0 P —0 8 FYLAIAD 145391694-145412716
ITE FD21.9kb D LD 7 v JEFIEA—Ya T ThDHZ ENERTEIZDT
INETYU NTA—TORSNE LTHEHA L, &ZIZ, Eiior e R
T/ AV T4 ar e — L E Tl RS ) AT, NI REA TRy U —
7 B LTz, Z OFF, network @ segregating YA MEHIRD=H, N7
2 A4 7 DEFIZIX, missing data ZE&TeH A kZFRHF 5 complete deletion 75
Z AW,
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a7/ LDOVF) T AL

oz, RS LOBRIIT—F D5 b, FEMEOE WY A FDOHEFEL TL
TOREMETT 4V H ) T EIToT, TK002 (X, £7° GATK (v. 3.8) ND,
HaplotypeCaller @ gVCF E— RiZL>TZ A4V T 4 DK A + (mapping
quality < 20 ¥ 721% base quality < 10) % BRIt L. rs2294008 O 7T L /L {HEH I
5 5 912, depth > 2 7> genotype quality >1 & 72 5 K 5 72V A b DI ZFk
L7, BIZ, BTV E N Ly UH 8 R DSH OLBR[73,74] & L T,
AT VLY P A RTIEED ALy POENT LAV ZEIRL T IR E L
TOREH 2 L7-, FUN5 & O FUN23 |Z. HaplotypeCaller @ gVCF £&—
RO, VQSR EIC L > T2 AU T 4 DIRWY A &S L. 1KGP ICfE(ET
LY A & (ftp//ftp.1000genomes.ebi.ac.uk/voll/ftp/release/20130502
/supporting/accessible_genome_masks/20141020.strict_mask.whole_genome.
bed) OB ZEFE L, T2, FH AL v P2 8 #8825 FUN23 |T genotype
quality > 30 7> depth >30 D4 A &5 L 131 » 255 8 Kiwi D FUNS
I3 rs2294008 D7 L LIEHANE D L 912, genotype quality > 20 & 72591 K
%5 Uiz, FUN23 (I 7 e LCo AU T i@noleiod, 245KE LT
#vy, FUNS 13 IK002 & [RIERDMLIET 1 5K L L TH-To, REZIC, v—7 v
AT T =% RN 5729, infinite site T /VIZESWT, HRF ) A TE Y~
TNETIZRONDERZR OV A M &I LT,
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EIFE R
F1E FsrlT& 7 LILEE DFFE

rs2294008 (chr8: 143,761,931) ® T 7 L LWL, EEMICAEGARERTH S
a7 o7 OEHOHF T H A JPT THE <, ﬂﬁ@%l EHB L THRE A
BEEND D (F 1), £ 2T, JPT & 1KGP Thi b ExiIcir% 72 CHB [T,
14,653,076 D47 7 5T A K SNP |2k} L, rs2294008 Db DFEE % Fer % [
WCHHRT (K6), ZOfER. rs2294008 D rd FsrfEDNENL X, 7 LT A
R72 SNP o1 TH 32 it <. JPT & CHB O TIHFICKE RMEEAEND
L2 Motz (Fsr=0.2547 (£1-X6-X7), 7/ 274 KSNP D)
H, Fsr [EOFH 1 a2 RmT DI, rs2294008 DITfEIZH 5 rs2976394 (Fsr =
0.2669, chr8 : 143763622) Th o7z (F 2), £ I T. rs2294008 & HG{ R
i OARAEIZ S D SNP b [AFRIC K E 72 FsrfEZ~T 702 E 9 7>, rs2294008 DIES
LD 711 v 7 (chr8: 143752235-143774193, D’ >0.98) (Z& £415 SNP %
~7= (K 8), ZDOLD 71y 7% JPT Tl 125 SNP THERL STV =AY, Fer
DO B0NETOT XL ZTOHIZZOLD 7a vy 7 dd SNP 3V DF
L EMRTE T A, 152294008 5 Tr 49 SNP NEENTWNDH Z &b ho
72 (2), B0NMLETDHI B, ME—LD 711 v 7 DHMTALE L Tz rs2717562

(2 i ; chr8: 143776668) 1. rs2294008 O it LZ 15 kb IZME L TEY |
FFIZ rs2294008 & (X5e B OBRICH 5 Z L b h o7z, 1rs2294008 % e
LD 7uvZ @Eé 1£21.9kb Tho7/od, ZOR I ZITIC, 8 FH MK E 21.9
kb D7 vy 73, 7avy s ZED Fsrflizii~i=L Z A, rs2294008 =&

TepEIR I3 b b A HE A TV 2 (Fsr =0.0975; 6510 block H 147, [X19), LI E

D LNE, rs2294008 K NZ DRI, FEFIC K& R #HE 2 F-> SNP 8
R LTEY ., IR A LD T Bt R L > T OBEBEHZRMER ST
B XA AREMED RIE KT,
F28H PUAMREICKSIEDBRBROBKE

BB IR 2R T, rs2294008 } OUTED SNP TO4bAs, IEDH
RIBIUCL DD THLNE I, ULFO SO EMELZHRFI L, O CT L

JWZ CHB TIXIED BRI AEAN T D, () T 7 LWz JPT TIHIED HR®E
RN TND, ZOWT I, £HIEHEE TH 5 AREMEIC DWW T, FROHF
SRR E 2 O CTRRET L T2,

AHRFZE TR L7z Si e IR, £ OMEIC L > TULF o “FEICKI S
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%, (1) EHH, nSL XU HI2 DET 57T a %A 70D LD OESR0ZFDMHEIC
BB LI T a XA S RXR—=ZAORIE L. (2) Tajima’s D, normalized Fay and
Wu's HL PBS DT 5% A MEEARY T AXR—ZXDRETHDH, (1) OHF
SEPERRE OFER. rs2294008 #2277 L L7z EHH Tix, &HH0EMD C KT
T 7AW Fno7 Lvich, AERIEOBRERO Y 7T /VTR 6 m0-
7z (K10 (a)), [ERIZ, rs2294008 LR U LD 7w 7 IZFTE L, FsrIEAZAS
2R 6 i E TOD 5SNP (Fst = 0.2608~0.2669) DWW LD T LV THIE
D ASKER D 7 F VX JPT - CHB O W OEMIC b RE S o7z (X
11), ¥®iZ. nSy, TlE, rs2294008 (21X, hard sweep X soft sweep D 7 F /L
I E e ho7e (nSL=0.4063, X 10 (b)), 727ZL. CHB T, 21.9kb ®
LD 7 v Z7IZJ&3 %5 SNP @ 9 5 biallelic 72 {7 10 SNP @ nSi, Dfif % i~
72 ZA10SNP D 95 5 6 SNP (rs1045574. 152976396, 151045605, rs2976398.
rs2920292, rs2572910) TIFRADEZEZRL, TD PEIZ~—T T V72 fEH (nS.
=-1.978 ~-2.106 (0.01 < P<0.05)) Th o'z, ZD I &iE. —HBOIRAEMD
P A MK LTIV selective sweep DT 7t S22 & &2Rd, Lo
LN, Z0XH972 SNP 253 LD 7ua v 7 AL THI2 Ik~ TT ¥
A THEZFRNIZE TS WTRORMICEWTH, FICAERY 7T VT
HaiZeh o7 (JPT:H12=0.118 (P>0.05), CHB: H12 =0.126 (P> 0.05) |
10 (),

(2) DY A MHEEANRT b T LAX—ZADREZIT> T, HWciEEix, Lo
fiENT & FEED 21.9 kb O LD 71 v 7 CTh b, Tajima’s D OFREDFER, T
NWOEMMNS b, AERIEDOBRRIRO V7t s nizno7z (JPT :
Tajima’s D=2.031(0.10 > P>0.05) .CHB:Tajima’s D =0.745(P>0.10)),
—5C., normalized Fay and Wu's H DR ENH 1L, CHBIZESEEDT LIV
BHEINTWDZ EZ2RT5ny 7 sttt vz (JPT : normalized Fay
and Wu’s H=-0.319 (P> 0.10), CHB : normalized Fay and Wu's H=-2.174

(P<0.05)), normalized Fay and Wu's H CRHTX 2 &HEDT LV DOFH
O 7T, EORRER, FIEHBEORE (HFilk 2 > 724&EHD
R RV 7 ROEFMEEDOFIE) 2R T 5 2 &R HRE STV 5(28,29]73
— 5T Tajima’s D DEIIAE TIT <, ZOWNTNOAREE SRS R L TV
fmmf:o F72. PBS 2L - TRFTHIZRIED BARER O Al 2 Mgt L7z & 2
A, JPTIZBITA T T LVAORKERNE, CHBIZEIT S C 7 Lo HIRRERIR
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D, WIN bR RBT L& 1L B> 72 (JPT : PBS value = 0.0592
(9,051,837 SNP 123,975 fir), CHB : PBS value =0.0685 (9,051,837 SNP
11,542 fir), X 12), YEEEE DL L, WTNOARBROMEND b,
rs2294008 (23317 5 JPT £7-1% CHB TOH AR IED BIRERIRD v 7 F L3k
HTxAhhot-,

¥ 38 2D SFSIT&LHIEDMBARIRDIRE

FREOPSIMREDRER A B E 2. AWFIETIE, L PHFE L7z 2D SFS %
FIH L72ME (Fe. Geos Leo) 124 o T, rs2294008 % & T e 5HIL D selective sweep
IO AR [30,31], ZOMEIX. X —Fy P LV LEE LT
HoNTa R A SICERELT-EE (TAV: intra-allelic variation) 23, / v ¥ —7
Yy RT LA EHEH L TNWDLIHDOEHI L TIRTLTWAZ LIZHH L, BRE
RO 7 F Lzt 5, ZOHEITFIC selective sweep 235E T L TV RN
=7y A FTOBRKEREZ T2 Z LITENTWD, ZOREE AL,
JPT & CHB T, rs2294008 D47 L/UiZxt L CHARRIRO v 7 F /L Ok H
I Te, ZOFETIE, #—F7y MA b EEHOMWER (2 > 0.75) %
Wb, 20728 fEITIC W fEIEL, LD 7 = > 7 O N{HIT, JPT X 15 kb,
CHB X 16 kb & 727,

ZOREE, CHB TiE, CT LV EF—5y b EUE LICHRE TR TOERKT
& (Feo Geo. Leo) WAERMELZRL, CT LA EZ—F v & Lz HIREIR
DN T T ER LI (% 3), £, TT7 Vv EH—Fy FERELE
KM EL D/ INSWMEZ R L, CT L LHEPE L TWAENT B XA 7D IAV R
T 7LADZENEHE L TRWZ 2Rz, —4 7T, JPT TiX, WTio
T LATHABRREZ R LT BN EIIFE L2725, CHB &[EEE, C
TULLEHEEL TWAINTa XA TOTIAVE, TTLLDOZALY RN &
WorinoTz,

Kz, CHB Iz &iz C 7 LV TOIED HSKERS, hard sweep ThH D
D, ik b soft sweep Th D0 Z~7, hard sweep & T\ soft sweep D
TEFElT Satta et aL[31ITHEV Y, soft sweep DFEEHER | [C T LV ZFoRFIN (D
ZN—TWN) 12, BRIEBEIROZ =Ty NIRRT 2L TREBHLNE D
M) LTz, ZORMERTZTE I DARDTZDIC, Greo L TUY(10). Imax &
Rediz, ZOEEIZ, D Z7V—7I2RAOIRERT LAV OEESe, IRAERT
LIVEFRFOY A RO AER L TR, =T v beRridinTmd A THRHEM
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TH 554 (hard sweep DILE) (Z/hE L N"Ta & A TFRERS 556 (soft
sweep DA IFENKEX L2 5[31], oD L7z 7 F /12 hard
sweep ChHDHZ L &REBLIZ[31]3, —F T, D ZA—7TOIRERT LIV O
BORKMEEZRT, fmax DML D 7 V—7 DA% (155) (oxt LT 75 &, FEF
ICRERMEAR LIz, TR, EFITNEWESIED Zv—7RNicign7
BATNET—DTHDHERRTIENTEDLN, ZOENPFEPITHLH5A.

BEONTa AT (BT ANTakAF) DMEET HAtEE g T 5, £2
T, DNV —FHNTHBARDOIRET LLEFSY A b2 ELEZEZA, TD
o7 A M2 (rs2976391 (C/A) KX rs2978983 (A/G)) Roh-iz

(4 13), 2DV A NBEIER 2 ARIEBIRO X —5 A N Th D A[REMEZS
EL, 20 2 DO A FOEEHERAETH T, 2 ROMAH XK Z FRITIE,
rs2976391 ® A 7 L /L L 1s2978983 O G T LJb, rs2976391 @ C T L&
rs2978983 O A 7 L/VIIEAICHEHEL TEY, D/ A—T13ZD 2 5OH A k
IZE-T, 20 A FEBIRERT LILERD T4 RKE, 294 e bAERT L
WVEFFOTIRD QFEEDY T AT a b A FNCHEINDZ EnNyinol-, €2
T, #fiEZ AGHINT s AT %E&FEE CAFTINTuZ AT LU T, 2
DY TNTafTEnNENENGRE LT, BARBRRO L 7T LOREEZIT-
2o TOFER, CHB TIXEL LDV T AT a XA 7T, IEOAKRRRO V7
FABRKEENTE (£3), £7-. 20200 I AT a4 7D IAV (FFEFLE
ThoT, BIZ, ZDO 5DV 7,7 m X A7 selective sweep D EEN T b
NDINE I MEZT T ANT oA TOEELEE (o) KXo THRRLIEE D
A, ELLOV T AT a XA T HERICY T oNT a2 A TRIOSEERE X 0 K<,
FRREDEESFEEZ R L TEY (tac=0.4 x 104, nca=0.4 x 104, =
AGvsCA=2.4 X 104), 2D SFS ORI DHR EFE LR olz, ZTD T &I,
CHBO&KY T T a kA4 7 THEINT-V 7T /Vithard sweep D H D TH D |
CT LTSNS 7 TR Z O %25 72 soft sweep DH DT o
7= BT,

WIZ, ZOVT AT TRIPTICHBEINDINE DI D0ERREZ, Z0
fER. 2R 24 MRS, 2 Vo MEOESBER D JPT THikRFS
NTEY, JPTOD Z7v—7% CHB L[HEED 2 7T v X A4 T THES
TWBZENgholz, £IT, ZOH 7 T axA47Zx LT 2D SFS I2 X
HIEDAREBIROKRG 21772 2 A, CA 7T az A4 Ak L TOHRA
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RIBIRO 7 F AR Sz, —FH. A-G H 7 7' A FIEARERD
TV T E 2o Tz (323), Gleo K OYH(10), Imax « I'max DfEIZ. C-A
YToNT XA TN T BHIRAERIT hard sweep THHZ EEZRLTED,
AGHINTaL A TOEBELFE LT DL CAY T AT a4 7Ok
MWD IMED» 272 (tac=05 X104, nwca=0.2 X 104, wAGvsca=2.7 X
104), LA EDOFERNG, C-A BT 71X A7 ® hard sweep D 7TV,
HNLFIZH D A-G 7T ad A TOLRMEOR SICL > TRINTTZHIC
JPT T C 7 LVICIXHREIRD U 7 F AR TE R =i REMENH 5, —
5 T.CHB TIZ CT LAZFORIID 5 LD 2% 7T a XA 7O I HIR
BRNHSTT2O, CTULAEZ—T v NERE LTI CRRBIRO > 7
AR En=EBZEZ6N5,

lbhxEédsn e, JPT & CHB Ti&, C 7 VL ZEO0SIX, C-A & A-G
D2ODHTNT AT TRHEESN TN, CA T A"Taxf A2zl s
5OEMTHIED BREIRBZETW 2, —F, WEMITEENICERTH D
ZHEH ST, CHB TIXA-G VI T ad A 71X CAV I T al A7 L
FREE OFR I TV =28, JPT TIXA-G V77X A T HRERD >
JF MR SN e o Tz, WEMOY T T a4 7385 ARERIRDOE
— RFFIZHYD, 2o, BRLIBBPETIZHD Z ERBINT,

RIZ, oD T T a s A 785 AREROBLE LRIz DWW T
7=, soft sweep DIGE . BEDOV T T vk A T OLHEFERIT, BARER
DOBERE O EIR &R T& 5[31], CHB D tacvwscaPELY, 2D 25D
TToNT LA T OLIEERIL, 240,000 FFRiTEHEE SN, 2D Z L%, CHB
TD 2 2O T AT A7 5 BRERIT, &b FRVIGEIT 240,000 4
AN E > TV Z L2 BWT 5, £, [Hxo T TaX 4 7 icxtd 5
HAREROBALERFH O TR (tp) 1&, Hx DY 7T w2 A 72k 5 TMRCA
THEHEINS[81,CHB Tl A-GYV I T a ¥ A 713iE &1 27,027+114,333
R, CAY T AT e A 73ES &b 30,063+ 12,358 AR 1L A FREI )M Eh
WTWEZ &R ghotz, —FH. JPT TO C-AV T T a4 2K
BRI, E<&%10&1+Mﬁ&$ﬁ*i%iofmk:&ﬁﬂﬂoko

P boftR b EHOREL#EET 5 L. CHB Tid, iBEOWT DR
@Mnm0$m~2wm7&m0'6~o®%7zvﬂz&47 B ARERINAME) & 1
L=z, mMFELEETH C T LAOHEENERELTRBY, BIELZDH
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SRIBPUIE = il T T D, Lol JPT Tik C-A 7 7o X A7 LT,
A-G VT NTa g A T ERER 5350 < 72 < 72> T2 (hardening) 72
D, C T L Z—0y bEARE LI TITERERO > 7 T unmit S
enolo, TOREE LT, CHB Tit C 7 LILOBEENE L 7e-7225, JPT
TIECTVMEEILELS LT, TUACT VIVORERBEEAZ L LT
—ODHEREEZILND,
1KGP @ subpopulation ® 5 &, #x bt /R8N F 1 TH 2 JPT & CHB T
HoTHLH T NTrd A THMO selection status (ZITEWRELT T2 (3 4
(a)), ®iZ. EAS @ subpopulation T® rs2294008 ® C 7 L /L#HE 1%, CHB
EHBCWT b EBEELZ TR LTV (£ 1), 22T, EAS OZDftio
subpopulation i C, ZiLHDH T T 1 X A 7D selection status (ZiFEVV
SNLME DM, 2DSFS Z W TR 21T -7 (£ 4 (b)), JPT & CHB Tk
FENTWZ 205087 7 r XA 73 EAS D% subpopulation T % [AIARKIZIR
FE3NTEBY, CA BT AT ag x4+ 2B8REBRO 7T IEED
subpopulation 725 b HEICHT Sz, —FH . A-G I AT a4 7T 5
HARERIL, CDX L OYKHV TlIv 7 Fankt &7, CHS Tl Leo (D&
VT FABRKEEI N (Qvalue=0.04), ZDOT T FNEIT—TFT AL DTH
B2, HFER O LSO % BRI LT combined P CiEli 21772~ 72 & =
%, CHS 1T IED BAREIRDOFHN > 7 L3kt &7z (P-value=0.04), %12,
AL EARNEM &KL IT%RER & U CREE ANER AN ST 5[75,76]72 9
LFEAFIEE L 0 kW2 Vs igE N F oRSI[62] TH v 7S L O AR
N, TORER, o7 T NEMR ERFRIZ, KOR TIXHKERD > 7 F L
ITAGEORCAYTNTad A TONTRTHRHTE R o7 (F4 (b)),
W7 T EMIZY 7T v X A 7D selection status (IZZERMEN R 5005 Z &
5. Z ® selection status 3&Y T NTa X A TNEONT T XA T DEERIEIC
WRELTCWAAREZEBEL T, CAEKRAGH I NNTarAT T Tk
A TENENDONTaZ A THEHFH~ (£ (@) ~ (¢). "TadALTFy b
U—7 Ozt Uiz (4 14~% 16), ZORER, F 7T a2 A T OMEHIT
C-ANDEkbdi< (B4FE) . A-G B0, T T v A7 (83 FH) DA
%L g ol BNTREALT DRy MU= DRZ— T2 BigoTEY,
A-G $TINT g A7, HROTENTuZ A7 (H_1) DS BEDZ
WA a g A TR EEBIE S (H.3, H8 fl), "7'u& A7k -> T
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subpopulation DEHSICHIRY BdH-7- (H.6, H9) (X 14), —JF. C-A W
7A7E?47®£%&A7m&47iHJ®ﬁf\Hjﬁgﬁébtvyf
W R BFFONT B EZATNEL ZNHDATaH AT H 1 O DI
WRICAEE LTz (K15), ZHuE, 1207 e XA TN ERERIRO G L7
V. BPICEMNTHED LA 2R TIRERERNELT, LT e
2 A 7THHELL T %, hardsweep FIZHH T2 XA THRT Ry NT—7F
DI 27— ThHhH EEZEZDbND, T NTud A A TEERNTad A
T3 Ot (Ho1, H_2, H_4). ZAZnhr b7 w2 A TR
JRAEL TWiz (¥16), ~NT'u XA TOREN A-G TIX C-ANT v XA 7%
LTEL, EHNT 0 A A TPEBFELT0D 2 LiE, AG b7 nTeX
A T DLERMEDE & 2R L TE Y AT TORMIC B IRERME TV D C-A
#7A7D&47kmﬂ%%K\ﬁTVT%HWTGAG%fAfH§4f®
selection status (ZZEEMENHDHZ L EZKM L TWH EEZZBNDH, FT-,
YINTaZALTDRy 8T —7 ORI, TA7H&47®i9ﬁF££ﬁ
NTa LA TPEBFETDREBAEVOHEENEL . lexOTEBEATal A7
PIRET DNT 0 d A ToeRfoTND ] NE =L 0iE, TEEoTng AT
FHE—T, 22062 TOoONT a2 AL TRIRET D) CA 37 TaZAfT7D
HLOEBTND, ZOZEiF, BED CAV T ATad 4 TDL 2, HhDOT
W7 T HEMIZIE L THRERDZ @D TV, A-G 7T r & A 7Tl
EZMPDEA IV T TEREDEN LI EEZREBEL TWNDHEBXBINLD,
J5C. il % @ subpopulation DHFED selection status DIEW TRy FT—7 D
INE = AZHBN TV, fFilZIE, BHIREROM TV 2V subpopulation @
FCHER SN (7 b rTiERy) RERI TAZ—NHBT S, 5
UWMEL #E5D subpopulation (ZHF BT m X A 7 TH, subpopulation
DHERIERFFICRE AR -T2 7 ZAZ —=BHEBLT 5 & W ) BTl I e n o
o EDZ NG, Xy MU= OIRIRBEICKBL TWLOIE, W77
S O @A SERF T selection status TH V| BIAELMIZ /0 L= O
selection status ME W& [X B TE 1% EFMEEILE < ZRWTETH 5 alREMEN
b, UbrFldr L, BT VTDIZEAEDEFATIECAS T NT XA
TIZHRERBZBNTNDED, A-G 7T XA 7D selection status %, B
FEQAES EBEMICE TRV IEE2&, —FHTLMBNV TN RN L2vH
NoTz,
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W7 PTHEHAD [C-A $ 7T s A4 FZHRERRBEBHNTND—T, A-G
YT NT LA TNTE D TIERY ) AL, o NEEMICH RO 50 E 9
. 1KGP ™4 metapopulation & HWTi_7=, ZOfEE, SAS TIEZ < D
W7 T EMEFRRIC CA YT AT o XA TORIZARERO S 7 FANEL
7272, EUR KN AMR TiZ, C-ALXDPA-GH I T ax Az LTndi
DT TF b RN -TZ (4 (). HiZmAWI &I, AFR TiE, 7V
TEHREIEITHIC, C-A BT AT ad A FIZHRERPE 2N —F . A-G T
NTa B AT PRERBRIROG LRI/ > Tz, AFRIZA-GH T AT a4 7D
B (0.416) 23 C-A T ATrZ A7 (0.209) £V bE<, RERBE-EN
AT TWe, ZHIEEY T AT a2 A4 TOREZEPMTTRVEAS O\ F— 2 b
I3# 72522026, AFR & EAS Tl 7 7' & A FRICE 7 238 EH
BN TUWND AIREME /RIR X 4172, non JPT/CHB EAS TiZ., A-G XN C-A %7
NTa AT OMGF THRERO 7 F AR KEH SR, EAS @
subpopulation L~)LTH.% &, KHV X° CDX TlX, A-G V7 7oA 7
HARGER DB T2 (524 (b)), 2D X 9HIZ. metapopulation DifE R34
T® subpopulation T® selection status Z 35 L IFRE L7272, AFR
% subpopulation (253 THEICHIT 21T > 72, ZOFREHE. 21TV AFR Ti3aT
® subpopulation T A-G %771 ¥ A FIZHKREIRBE@N TV 523, ESN %
< 2T D subpopulation T C-A %7 /71 XA 7 THIKERPEN TR
Zebinodz (R4 (d). ESN TIEME— Leo (C BRERO T 7 F LB H TN
HZ ED (Q-value=0.02). combined P Cilfli #1772 ~>72& Z A, HVER
RO 7R L2 (Pvalue=0.04), — 5T, ESN ® C-AH 7 7 mX
A 7O tp DE (61,920+30,193 ) 1, BRERTICHD LV IE, PILOHLE
WZE, AR E RMEZ R LT, Lo lX FeX® Geo KV b EWHX A LT A U TH
BREEZRTZENH Y BEITH TV AREIRO > 7T vic s 5 (31]
72, ESN TO CAYINT a7 Or 7 I, BEOBHKRERO L DT
ol RRMEND D, LEEEL DD L, rs2294008 A ETeHKITIT V7 - =
— /N T 7 U A TENENRID selection status #Ff-> TRV, TNEHLD
FEHITRRDNT 0 A TRERBIRO Y —5 v MIo Tz, £, 20
selection status % subpopulation |2 X > THEp Y W7 VT T A-GH T T
1 X A 7O selection status IZ K& X 5> N A LT,

Fo. BREBRPEOTOWLEMZRIC, tp 2#EE L (X 17), Z DRk
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BB EL, AGH T T r ¥ A 7L 38,596~18,889 A4-fil, C-A V7 7'
2 A 713 30,063~10,811 EFIIZ HARBERMB Z 2D TV LB X HiL D, W
TIoTa A TORKEROBBIFITEE L T, NEEMAM L K&
ZIXR NN T,

FA4EH TTLILDRITTOT LILEEDHTR

JPT TlX, CT LV LS LTz C-A YT 7 a XA 72 HRER DM TV
DIZHEDL ST, T 7 LWEKRRE U CTHENEV, 2 OJFIK A B A N
B ENEREIC L Db O TH D AlREME 2 BB L, EHEEZ T TIPTO T 7
VIVOBENBIEDORSIZEY | BEENELLIONERFNT LD, T 7L
NOT VIVHEY I 2L —a & 7ol &IFIZ. T 7Lk C 7 LR
JPT - CHB OWTFHOEMTH ARBRBMENTWRNGEE, C 7T LM
CHB RMDOHATHIREIRE Z T TWAHEEO _FEICOWTRE Lz, 7235,
AAFFETIT. BIRBRIROBAMGELIZ CHB Z#ICA->Th6 & L, JPT ®BEK
BIROAF (LR 0, MR O S IERE S T O BRBRINRO A IO TITEIE L 72
WERSFINZ2 5 E T H L 1s2294008 THUM L 7o K& 2 A FFORBEED T L
IWINEENDINE D DERAELT-,

HARNEMICEHEAOEMNERESL LT, | ZEMEEETT /L (dual structure
model) | WEIHNTWHI38], T EXBLIZET VEERL (X 5), 4 /%7
A=K O),%H?%/Eu\ibﬁ (tl Nyvny, Naont X OVr) TEFFST0EY O I = b—
TarEitor, YIal—YaicHWEDIZ, AARAER (simdPT) &
ESPNE ST (simCHB) T, WEFB O Fsr 8k % 7237 A — 2 O G HE TR
BL., @ Fsr x> T 7 LD JPT CEBEE Z R TREROBIE AR~ T, £ Ok
H, PN TF T, @ Fsr 2R3 7 A — X OfAGHOEIT 92 80 HEL L 7Z2

(4 18) . FfAIIZ, rs2294008 D X H @&\ Fsr 285, simJPT THEWT 7
VIV Z R OfAGOEIL 3B oos b, 3EIHBE L (K19, 20 3[E0
T VBB DR ZF~T2 e 2 A, (D) RHERTO JMN TO T 7 LV OBEE
FFcEm < (0.94~1.0). (i) T 7 LVHEEEL A_CNT & 234 Ltﬁﬁffﬁ#/\

AR T T2 2 LR 0holze, ZTNODOFRMENRBIED JPT OBILEHEITEWT LV
B (0.6) #ERHLTWS, BIZHSYEFICHLT T v/v@ﬁfgﬁw&%&wﬂp@
RHEREIORBETRE BT HITIEL, ¢ = 2500 F (125 HAR) &5 FEEIX
FIEHZ LR LTWD, 5tz 5L, JPT-CHB W CRE 227 LIVHE
ZZNAET, 2o, JPT CTT 7 LANREHETH LTI, #CRETIET 7
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VINEHETHALZ ENUETHDLEZEZOND, ZOET /TR, MR
O ERB T T 7 LV OBEEZENRKRE T IVUIRKEWIEE Far3E< 725 2
Enbmols (6 (a), ZOZ &L, JMN ZHTT 7 LADBEHE THI
X, ML D simdPT CTT 7 VAVNEBEEIC/RD Z L E2EMT T D

RIZ, DA RERD simCHB OZAE721T T C T LVITW TV D 5EE DY
Ralb—yar&EitTolr, B2 FTKS test ZHiE L7 410 Y D /XT A
— X DA DRI, JPT OFMBEL KL TNWHEEX LD, ZABHIT
KU TCRIEOR S & 4 FEHICE X T2, 851 1640 @0 O/NT A — X THINLDY;
ALFEILCL, @BV Fsr #EH. 720 simdPT TEBEED T 7 LAABNHET SR
T A—=H OB EDEERART, FITLTODIMAEOERF VRO 4 57
DT, EW For & I MAADER, rs2294008 &Ll 7-5+0F Fi2dh D SNP % £f

OAEOEITNAGREL L L THE L, TOMRE, & Frd 1 >THiHD
SNP N2 ST HA S DE 1T 363 1l U il S L7 3, rs2294008 & Ll 72 et
ZFiO SNP N TL 2B bEIZ 2480, 35[HE, 45k 0 2<BEREH
77 12, JMN TOREEIZITWT 7 LVOEBEEAL & . ZSHEHOT LIVBEE D
KT, BARBRZFZE LV Iab—rarTh#igsh (X20), £7=.
FNENOMEMBNC KR ERBEZEN D 51T L, ERREM & OZHER DE
EVERZEF DT HROMTHEHEENKEL 2D | Fod@m< 725 &0 ) R
1L, simCHB IZ C 7 L VIZxET 5 HIRBRIRDMEN TV DR T TH iR I

(£ 6 (b-1) ~ (b)), ZOZ b, ERFRINVELEMOHE IR D B IRER
DAEIZEO O ZHERTOMICROERTIT T 7 LIV OBEREN-> T2 &
ANV W

LU E DT Tl JetTitge T AR N & BEBEEM O AN Y1 XED /S
T A=A NHEE SN TWDHI43]720, ZOBKEICHESW T, simCHB % k%
HEHDOFHRE L TH-T2, ZOFER, 12294008 & Ll7=5F Ficd 5 SNP 23 HY
B o\ TA—=ZDOMAEDEIL, WTLh rid 04 DA TH-T-, ZOEIT
RS AT =2 EERE SN, [2TH 2FRE] LW HOHEEE XY
H 720 @[40,44], 2 TERRER O A2, K0 HARANERM & BB
IV EEE ANLER[75,76] & L, WS - BAREEIRO M T DM T, 1rs2294008 & {2
T TIZH S SNP NHBLT 2R Z I~ r Z &2t L7z (K21 % 22),
T OFER, PSR T T 29291 Bl C T LIVIC BRI TV D IREET
1% 224431 [1], rs2294008 (2725 FiZdH D SNP A HELL T\, 2D Z &
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%, KEEH RO SERENDOFH%% KOR EET 5% A1E. CHB &{ET 5

e (AL T TIE 3 8, BB T T 35 ) LV b rs2294008 &
Ll Tz D SNP BIEFICHBE LT 2o/ 2 E 2 RL TS, 209
B, SN AEDERR B EL Ro=Di, 1=0.2 DFE (PNEETFT
1% 29291 [F1H 15697 [A], H AR OM) < S8 KTl 224431 IEI'# 116601 [a])
Toolz, r DET rs2294008 & L7 5:AF FIZdH %5 SNP 23 HHELT 2 [m15 % LLig
THE, =04 DAL Doz (PN TIE 29291 B 10425 Bl H
SRR O < Stk T Cld 224431 [0 65599 [m]) 28, Z DOFE, JMN T &
RTOT VIVEEEOFHEIX, r=0.2 °0.1 ORFE RS LT, 0.125~0.161 1 &
Bz Enbnotz, 20, JPT-KOR [T rs2294008 O L 9 725 72034
CA7-0E, rOER/NEVIE E JMN OEKMARTIZ T 7 VAR EHEE TH
HUNENSD D, £17. SHFETH D A_CNT ORI T, r DER/HE N
FET 7 LABEEOEHEN EFH LTz (K21 X22), 2Dz bik, Ek
FREM OFFRICHEEE NEM Z18E L7256, 152294008 & L7250 SNP 734
CH72Dizid, ZHEZOEM TOMIRED T ) LAOFIGNT L O bE
172 < MEERTOMSIZHETO T 7 LIVBHEN SN & RN, ERREMT
DOTTUVABEEORBRNEERERN THLZ L2 RLTND,

UbZzELnsd &, CRNEENTO T 7 LVOBEREL, KR EOHEK
ZENERM LV @< JPT O T 7 Lbld, ISR NEERM CEME
RSN TELZT T UVANLIRELELDTHS Z &, JPT KUSIO R T
I, EERERYV R LBEBELETLLThHS CHOEMECHERF SN TX=2
E, For CBIM SN D RERBERIIEN -T2 —REBZ N5,
FE58 JPT LEXADNTOL A TOEE

AT I 2 b—va O LD JPTIZAOND T 7 LIVIZEICH SR
NEEMICHET D Z ENRE I N7z, rs2294008 (XrfFDH 4 b & HESHEIfR
WZH DT BARD IJPT O T 7 LLBHSGRFEN BIRE L TV 572 51E, 1SNP
M TIRAET DO TIE R, ~"TuaXA47 (@) BATRELTND EE X
bihvd, 2T, LG MRT 5=, MICRNEER D O Lzl
R AOWRESN T — 2 2FH L, ~"TuX A THOBRE N7 1 X A T %
v NI — 7 REHT T T, AT L7z O X E R o 4111 H TR S vz
2720~2418 FRID 1 fEEDOH 7 (IK002) [731 O, AbifiE oL SCE TR
i S 7z 3550~3960 AT 2 fEfRDH 7L (FUN23 &Y FUN5) [40]0 47

33



J LESITH D, JPT O LD 71w 72 YT 56k (21,959 X—2) ITxt L,
FBEMEOH DA NOBREFRT 7 VX ) 7 &{T0, IK002 1% 11,319bp.
FUN23 1% 21,930bp. FUNS5 (% 21,795bp % W T 24T o 7=,

9, BAOEMITREEONT 0 X A 735O Lz, JPT & CHB
I221.9kb D LD 7 u v 7 ZhAfEEONT 12 A4 1T, FEFI93 T e & A4S
DEIERISNTE (7, 2056, 41 ~NTa X A 7N JPT BERiy 7o X A
73T T aE AT CHB R R NT a B A 7T, 15 T a X A IR WE
IZHB LTV, 20 rs2294008 D EHL LD T LV ERFODNGHANRTE L Z
A, JPT KRR A1 T e Z A TD 5 b, 87.8% B6 T uaZA7) X T 7T
LIVEFF STV (LI, T a1 ), CHB R 37T T a sk A4
TIET AT a XA T71527.0% (10T X A7) IZEE-T-, JPT IR
NTaBxATDIEL, ToNTakA 7TOREN CHB LV %0722 8013, T
NTaLA TR IPT TEHET, EEINTESHR SN TE R LE2RB LT
5o —H. CoTaXAg7ofEEL, JPT BRI T a XA 7 Tianiz b
2 (B oTaX AT 12.2%) Ok L. CHB BRA 727 0 X A 738K
DY EBZ 2T T aX AT 73.83%), ZHEELTWD, ZOfEFEIX, CHB
TIEC AT aZ A FITIPT LR TEBEETH LD, ISR ERNBET 5
Fx¥ U ANEL  JPT LHARTH  LWAT XA THREBE LT o722 & %
R LTW5, JPT-CHB 1T, C 7 LLICHT 5 HAREIRDFE— ROBEIREIC
EWRRONTEN, NI ad A TOEOENT, 2O &2 KBL TWDAHE
HERH 5,

FRONT a2 A4 TDRY ZHE 2T, BROY T TF o —0M
[FIBCS &, finiAs > 7L (FUN23 - FUNS) [40], F)1[E 2770 (IK002) [73]
EMZT, Fv bU—J Tzt T o2 A4 THOBGREZ#E~Z (K23), =

DOFER, Xy NU—=Z 13T AT ad L7 CnTad LT TREL ZOITHH
Nz, £, 2 TCOILREDOY i, T T LA EE->TWAZ L R
TE, 2T T ATad A FIZ)E LT, FUN23 N IK002 |3 JPT 55
T a AT EERbIERRERICH Y . FUN23 1T JPT &y 71 & A
7T 61 &, IKO02 1IBUR D /T o & A 7 CRI1L Y JPT Frikiyie a2 47
TN—7"30%.31F.8THE LK LTV Z &y oTz, —J, FUN5 X FUN23
I b T o728, [FRFIC JPT - CHB O 8 b HIC b FET D E BT 1
HATITN—TTHD 19%F, 423K, 43F. 84 FDO LN L LT < ITNE LT,
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FUN23 &X' FUN5 %X b= KU 7 DNA Offtrin b [/l—ORRFEICE L
TWARWZ ENE SN TWAI40], Z D7z, fvVAD 2 BRI M BIFR A =
ZENREBENDD, EEREKE L TH-TE LT, MPERMOFIZIZ T
NTa B A TOEEEN D -7 Z LRSIz, FUNS 35 XUV IK002 (F4 > 7
JL D coverage NMEWTZO, NT'a XA T ORMBERICKT T H(EHEMEIT FUN23
VL TFRD, LRt fSCGRABEMOY 7T IPT O T T a ¥
AT TALZ =L T\, PLEDZ Enb | SCREANBEEM O > T\ T
TR A TOERENITEL . £T2. JPT O T T X A7 Lk BRI H
HZENDLhoTz, LirL, BaiRimEtEo A TiE, JPT OS> T T a X
A T OHEKPSHICENEELEABE K TH D LITF 2720, MSCRHEAJEEM TR
TOTOEMOHFTH, BIENFWERITH D Z & ARE STV 5H[39,40,44]
B, b LIPT DT T ad A7 OGNSR ATHEM N DIREL TV D7
5. IR NEERONT 12 4 T OZEMEIT, JPT OT'a XA T OLERE
EOETHBMRICR DT CTHD, T, T ~"Tud A TORKIZHONTE
SIZRELLSFARD 20, ALY riEHnTny e A 7ELEORGEEGRE
T (M 24), FOFE. FUN23 O AKOYEKIT T ~NTa XA T
JPT/CHB O b AMEIZ 7 7 A% — L=n3, TK002 X% 0Nl JPT &3tz s
7 AH—1L, FUN5 |% JPT/CHB &3/ AKX — LT, ZDZ LiX, #3GR
NEEH DO ANT 1 XA T DEFEMDN JPT O T XA T OB ZNET 5 2
CHERLTEBY, TULUHE Y I 2L—arhbGonz, JPTOT 7 v
(& O DI ORH) 1T SCR ANBFERBRTH L) & ) il 2 3k LTz,
DlbkxaEedsn L, JPT OMHLERTH LR NEEMADNSHETH > TV
T AT ad AT EZTRNTERER, JPT TIX T N7 0 ¥ A 7N EHEE THER
SNDHZ EBRRINT,
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F4E BEEH
F18 MREDFLHE, FERHADEDBRERDMEE O

AMFSE T, diffuse type DEHERA (DGC) DY A7 7 L LTh 5 rs2294008
DT 7 L9872 JPT CEMEICE->7-D) JPT & CHB #H>& LT,
BT OBE N SRR 2R T, T 7 VVOBEL, BRI ET
CTHEMOH T, JPT THbEW (£ 1), Foll ko> T, #M0ICEH% 72 CHB
B EDORTHIERICRKRERBEEZENH D Z EBNbooTz, L, Fsr @
fEZRLTWTH, 2D SFS #FR< Z< OHFSIMRETIE, T 7L EiE C
TULNWEREBE LT EORRERO Y 7% JPT & CHB OWTILOHEMT
LRHT D Z EnNHKR o7 (K 10-1% 11), —F, 2D SFS (2 L BT (Fe,
Geov Leo) Tid, CHB TC 7 LV TWDHIED BHIREIRD & 7 A0
Shiz (£3), 2DSFS X, #—7 v A badbennTmd A 7OIAV %/
VE—=Ty M A FOENE T H Z LT, selective sweep N5E T LTV
WO (BED BRI NTVW D) HEO, EOBHRERO Y 72 mitd
5[31], Z OFHEMNANIFE TIXDRN T~ B2 6N D, 51T, 2D SFS fif
Wr&1T-7- 15 kb OIMANZ ITHEEHBAROTH W EIR S iR T (K 25), F 7=,
Fsr DNENLANE 2 02 TdH D rs2717562 13 rs2294008 DJET 5 LD 7' v 7 (21.
9kb) DHFIPHIMNLE L TWD, ZDZ L, Rl AHz DRy b ARy b
NHE =27y A NOIFEFICHDZ L ERLTWSD, 20X ITHAHEEZNE
Z o CEAOBEEBR NN 2B AICE, T XA 7D LD O S %HnW:

(UL D BB IR OB ICEN ) PR E i, MBS INEETH 5 rlRENME
DR S5, BIZIE. nSLIC X HMETIL, Fsr &V SNP10 fEiCx L, 6
BN TFNERLTEBY, TOVTFADOBEL~—VF AR D TH
o7 (K10 (b)), FEEZ, nSL &2 HWZEITHIZE Cid, Hliir (1 TER
i) O AIRFROMFHIAE DIV TV D137 - 72[19,30,33], —FH T, A-G K&
OV C-AV 7T us 470D CHB TOHKRIROHMGRH O FIREBES 5 &
AW TR U BARRINOBAEIFINIEE <. WL 3 THFEL D drnv EHEE
INb (R4 (a), ZHITMA T, EFHFITHAILZ DKy ARy M4 k7
FELTWE (X8 ZEN EWVWLD 2Ffo7onra X A 7OMRi 28 L < L,
NTBEATR=ADREICL D 7Ttz R L T z[181 £ B 2 5
N5,

CHB IZIZ C 7 L VICHARER M SLic—F, JPTTIECETOEL L
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DT LVIZH BRIBIRO O 7 VTR S hole, ZTOZEEBEEX, =
1L > T21.9kb D LD 71 v 7 (chr8: 143752235-143774193) & Ly « Fii
100 kb DO FEIE T WL DOELS D ZERMEZ 7- M L 7= (& 8), Z D5, JPT-CHB
T CAATrEATOLEMEITIRELS ED L) o7 (JPT: ne=1.5x 104,
CHB: nc=1.6x10%4 P=0.398), 72, ncDfEix, E¥HOLOEMTH LD
T DERRMEDN GEBEOZERMEL Y S AEICK T L TWe (& T P<0.01),
—J5C, JPT TIZLD 71 v 7 ® nrid B 100 kb & Hel L CEEEMERAEIC
KFLTWe (P<0.01) 2, Fit&idzE»72< (P> 0.025), CHB T/Z LD
7a w7 O rrld EE 100 kb & HEE L CEMNCIE T L (0.01 < P<0.025), F
Jit 100 kb THERZTR N> (P>0.025) (JPT: n1=6.4 X 104,
CHB: n7=284x10%), LLEDKIRIL., 7nchR LI ZERMEDIR T 23 seliRr 52
HI7RZERE BB OEALIC L D b DT, MEMIEZ 72 C T ri A
XA IEOARBIRICL A bOTHL L aRTEExLNS, C T L
2 W T NT s A I LUTRER, JPT & CHB TIHERE HRERO
E— RRRRDLZENmhoTz (F4 (a),

CTuviaZ—707y MA N LTESE . CHB T soft sweep DRI A H L
= — 5 C, JPT TITHKEIRD Y ZF I &SN oT-, Z O OfiF
B R OE WX, IEOBRRIROE— ROEV, HDHVIE, BRBROERZ
DHLDODENERELTWDH, CHB TiX, 2 2OH 7 T aX A4 7o+ 5HIE
O AKIEPRIT, ELS D 27,000 FHT (A-G 7T X A7) F£721% 30,000
R (CAVTNTad A7) IIEBE L T2 Z ERX o Tz, T ORI,
SR N & — T 27 O NEEH O 53 (15,000 Hi~38,000 4-AiT)
[40,43,44] 21 F2IE BT 5, xEMIZ, JPT TiX, EOBRERRO Y 7%
C-AHTNTudAFIZLrRAbnT (F4 (a), CAV I T a & A7kt
T % JPT TO BKEIROBHIER T CHB TOBIMBKE & b HEAR-> T 5, DL
FoFEL, JPT (F72ITMECR L) & CHB oL@ TIE, Mo~
NTa A TIZABRERDMN TN EE2RLTEREY, JPT OMEMTH
LR NBER D L7cki i T, CHB R TIL, Wi 7 7 m & A
TNICHRIBRDE N T AR H D, LA LARDA S, JPT DR T, A-G
YT TmH AT D BRERITINT DO RTY 7 v 7 AL 3%
IAEIELTERY ., BRBIRO X —Fy M3 27T el A7 17T
a0 X AT ~EET DI EIZL 5T, soft sweep 725 hard sweep ~DE— KD
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AL (hardening) NI Z 72, LLEDFE)NS, JPT & CHBIZR 615 BB
Bl IR LT ANTas A T2 BREBIROZ —7 > MZLTWRB L,
J%E?RF#;E&%)%lJ@Jg{ﬁE@@ﬁST“Z?)%.’ﬁfﬁb'rii):é?)éo PBS iZ% A FgEOT LIV
BEPEIZFE DWW T, BARRIRBMENN TV D EUE L7 EM o, EHIFF R EER
I G 2 F 5 72 6 *ﬁﬁb\%ﬂé[%]ﬁi AfzEDS4A . JPT & CHB TixH
SRIBIRD X — 47 FO—FRM L0 L TV a7z, K€ OEM 721 TR O
DREINECL LD RBEATATT, BREBEROT 7L e L TR SN2
okk%zghb~ﬁ7A7m&47%*£¢520@SNP®5%rgm&m1
(C/IA) 1. PSCABIETDA v ha U ERIALE LTV DIED, B i)
B> TWW5 JRKB{n T (Jrk herlix-turn-helix protein) @ _EIZ HALE L TW
% (126, [10]), ZDIRAERD A 7 LviE 7 b —Z —DIGHECi GG M D28
EIZBEE T2 Z E s ST 5 [10], —J5. rs2978983 (A/G) IXHLFRER T,
Ensemble THH B REEOHR L X ST ieho Tz, C T a XA 7%
—FRIZ 152294008 D C 7 LV 2 o 28 TH - ThH, BF L KB #5&9
[Zffi> SNP (rs2976391 } (¥ rs2978983) L DFLAG I L - T HEREMIC
EBAEWVICE R > TWH AR H D, 72720, PSCA #Einfi%. & FhTIEHE
DATET TR B2 BRDPAVDRIEIZEAD > TWL Z ERAMEINTND
[12-14]23, 2D (BADOFIEZIMZ D) BEREANRINTE & LTV TW 2 08T b
#Eﬁwoﬁ%ﬁ%%<@ﬁh@%f$#iéﬁﬂ%@$%i@%%wkw
Z DD AFERE D INHIHERED E%;%mf’%mbﬁmﬂ%ﬁﬁﬁé E
DYDY NIRD EELRBER & 7p o 7o D DT ETHY, ZOBIBTDOREVE
%®LM@@mF&LT%z%h5#kobi tichd, TD=d, PSCA
BT OMOBEREICH T 5B IREIZOWVWT LM T AMERH DL, 72725 L
PSCA EBAn¥1%. BUENABELSNOBEREIZ DWW TIZE MRS T BT E A
TV, — 5T, JRK EicF1E. TOESINE DNA fEG X 0B E LT
DOHEEN D D L FHISNTEY [77]. ZOREIX, 7L 2 & OEEFREOR
FOFEWIIEE L TWDAEEER S D, 2. ZOBBFIE—HO TANALE
Ko, KRB L OB LIEH SN TV A[78-80], 7=, Zh b DOERES
BR LIEBIUETH AR LB X 6D, £io, EFOR OB I AR
RBBE, By TFAAL T TNRICE S TZOFEIKOT VAVBHEN EH L72FA]
REMEIC DWW T HIETT 2 LER S D,

WFHIZLTH, JPT & CHB D XL 912, Bk eE R L TH- T
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LEMBICRI AT a2 A7 BIZIEAG I I ATl A7) (TR 58RE
DAEL TS Z EiE, BIBREWRERZEE 2615, JPT T C-AH 771
2 AT DI, CHB TiE A-G KO C-A T T 7 aX AT Ol HIRER DM
x . selection status [ZIEWAAE U T2 Z LiE, 72 & X EOHRERD ¥ —7
v hAEAEE LTV Th, WM OE W E - OFRE IR TE v 2
EERREL TV,
% 2 Bl rs2294008 [T AHENBRERZBLTRS. AEEHDEGHA
Lkt

C-AH I nTad A FICARERMINTWNAIZHED LT, JPT 28T
C 7 LIVHEAL TO BRBIRPR I CE o 2 HEICIE, LFD 2 DO RFEME
NEZOND, T, CATTIATadA T X T T arAT7 L% OMEH
TUNAERFELTNDLZD, CA I T ad S la=—7 RERT LV
DEBPRZNCL o2 Z ERETHND, C T LV TOHKERDO
FAPRBHTERVICHLEDb LT, CA Y7 T & FHEATHIIES 7T
ABRBHENRD WS ST, —AFELTRAZSD, LrL, CA 7 T uX
A T HFHEAT T DL rs2976391 (C/A) KN rs2978983 (A/G) D 2 S>DAH 7Y
DT LML, TAT a4 FIZbIFInNTnd (M138), Znb ot A ~ofl
SR OT VIV EEBNC B IR iﬁiﬁ)‘x‘@&—& v M EARE L TRIEZITR > T2 E 12
X, BRIV 7V S e o 72, 1s2294008. rs2976391, rs2978983 M
BT LVIX, T LAVBERCELYI O BILR D | rs2294008 THTHIZHRAEF L LT C
TUABNHB L2, C 7 LR OEANZITIC, £NEH rs2976391 &
rs2978983 THIHERER N Z Y, C-AV T T A 7L A-GH T 7n
BA TN LTZEEZ NS, 2D SFS (34 —47 >y T LV L@ L TV D5
HIZERERDOLERMEICE B L CHRBEREZ BT 5 FIETH LN, ZOHFIET
X, CAV T AT X AT7E A-GH T AT XA TR LT%RICA 72958
BEROHE T ANTOH A TORAECT-ZHRER L XA L TIAV 25425 =
ENNEETH D, D7, rs2976391 D C 7 LR, 1rs2978983 D A T L /L
BH—4y hE L7 2D SFS Tk, EOBHAKREIRO Y 7TV SR -
2o LEDZ E2v6, 182294008 D C 7 LLEM TIE 7 < | rs2294008 D C 7
LIVIZINZ T C-A o7 a g A FZHEEHT HIREOT LV O AE D
DFEY ., C-C-A OEFNBEWFHNCEHBELREREEEE L TWD EHElEN D,
T2, 2 0BOFHEEMEE LT, JPT Tid, C-AHV I 7 aX A 7OMEILAG
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YPINTa AT LTI E A EEN RS EDRET NG, 2D
ENR, CTUVIEAORETIE CAV I NTad A T TO2=—7 IRIRAERT
LADY T FNVEBNELTEY, ZOfEE, JPT Tix C 7 LVEALTO AR
BIROV 7 FLVERETE oot BEXBND,

A-G KO C-A ¥ 7T a B A 713 AFR Z &t NEEM THIRFESN T
Wiz, ZOZ L, 200 T T a4 TOGIEFENAN, NEOMT 7V 1 &
DIZAHMMLURITH D, 240,000 FFFITTHDLZ EEFELRWVWHERTH S, 25D
I NTa kA TIZx LT, 2D SFS Z T, JPT & CHB # R\ 7= flhod KA
EHTOEDBRERORF Z1To72 (F4 (0)., ZORR, A-G VI T
2 A 7135 EAS O— KON AFR @4 subpopulation THARRNO ¥ —7 > K &
7o TCWe, F7o, C-A BT aX g o34 5 ERERT, EEEMZPR
SHTUTHEHE (EAS), MUONSAS THIZEh/-, 7=, KOR & EUR %, &
HLoDY T AT a XA T T HARERO 7B SR oTz, C-A
TN T a2 A TIRT HESNTE T, 12976391 @ C LT, rs2978983 D A
TULNLERFSTWDEN, ZO2T7LMVIT Tl A 7@ T 58 & Hs
SINTEY ., BAREZNEHWZIET O, 20 2 7 LVl & bk
BDOTVIVTHDZ ENDHh> TS, 1E-T, C-A #7/\7"12 21471 A-G
FITNTaL AT ELPOFEET D2 RSN D, WHE, BHNIZ
ELHFELTWD (K ihw) o T aX g 7oln, BEINCIRE RN E
CDF ¥ ANRS N, AV [TRELS D2 ERTREINS, L, C-A
HToNT vk A 7L, IEAFR OER (EAS @ subpopulation & Y SAS) Tl
AGHINTaZA7L0EIAV /NS otz (4 (0)., Z0Z &iE. CA
YTNT a2 AT ORIREN, IE AFR OEHTIE A-G 7 T4 7KD
HIRWVATREME A RIR L TV 5, b LAWY I AT a4 FRhsre 61F, M
FHROT VL ERD, LVEMOFTTCRHMERINTELL CAY T AT rr A
TDHIN, FRERNAE U DEEN Lol A-G T Tk A7L0
ZREENRE L, Mo TT ad A TOMBEITLL DT TTHDH, Ll,
BRIz iCA%7A7m&47@@ﬁiAG%7A7m&47iDmﬁ<@%
6). DXy NU—Z7 DR EG ., C-AH T T a XA 7DHH hard sweep I
boHNTa s AT OB E— o7z (M 14 - ¥ 15), EDT=o,
2D SFS O/rHEFIL, 7 T HEH O NT 0 X 4 FTOFR Yy U — 7 f#TD
MR EFIE LR, LEDZ e BADEZ ORT P T7HEFTIE, C-A W
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TnTa A FIEORREIRO X —7y N THY ., A-G 7T ax AT
0 HIEBIURBDS R E VAR SV, — T A-G 7T r X4 71X AFR T
DI, C-AVTNTaXfTL0 b7 I vErl, AG 7T axAg
TOT VIVEEE (0.32~0.54) b C-A T T A47 (0.15~0.29) XV ILE
W, TAV DR InT a2 A4 T OEERMEIX. A-G Y7 AT ad A4 TOHP/NE
W, ZOZENG, T7UAEMT, TUTHEMEITHEIC, AG BT NTaH
I T HBINED TRV EZ X HND, 2D, TVTHEM - T 7Y
ﬁ%H-H~DyN%H®%?m\2&?nfu&4fﬁﬂbf%h%hﬁk%
[ZERIR D AT = A LMBE, BIEOBHEEIZE ST IREMED B 5,
UL EDZ & & metapopulation IO RKEBREZZET 5 &, B MERIOEESL
IZBWTIE, FCEBETFETEDORREIROZY—7y "RELTED, HDHWD
XA HEM T LIS H —7 y MELTERZ EBbnd (K27,
B 21X T ¥ T M OILEA S Tl 7T e X A TR D BRI DME
TW=DIzxt L, CDX/KHV/JPT Tt A-G 770 Z A FITk4 5 HREIR
FOnmb sy, ¥—5y ORI EILE IS, FEkIZ, KOR TiX
WTHDONTaZ A7 LTHEREBRO S 7 ARt Esniznn, #
— 7y FMERLTWD, £, 77V HEMHEHT VT O —EOEM
(CHB/CHS) T, A-GH 77X A 7Zxt L THMNIZ ARERBZEH < L 912
eole, L LT UVTHEMATIE A-G KO C-A 7T a7 Zxd 5 soft
sweep CHHDIZXF LT, 77U BEMTILA-G DHD hard sweep TH D,
JES D 870 HEEEER T, A DR T IEIC BRI E O TV D3RG IEZ< H
% [81], Bl X, FLEEMHED K 912, [F U5 FEIZE N E N OER THRALIZ H
B U720 SR BICHIRBIR BB L o 2o GE2ABREFTF b s, L
L. AWFECTHRHE L BRERIROBE FIX2in e ix®an EHANICLEL L
Hol-nTa AT L TEE, o, BEMT sweep DXF — H X —7F
v bR D AITEEEN, o, TYUT - I—a oy R T TV I0EREN
DHEMT, ST oA TORNERLZENbD (K 27), ftho
metapopulation & it UC, BRI T U7 EMTIX, BARBRIROBBREO T
fR &, % subpopulation OFIEFEMRAZET 5 & HHIRK T 0 HEIZAR
BIRD X —4y RPN b oTWA Z L BRREVWETHS, 2D Lt
BIEED HARBRDNEBN TV DHEMTH- T, M3 L HALERND B RE
WOWKEEZDEESI SN LIZROE2NZ EHREBLTWD, S NEEH

41



DT Ta s A 71Tt T 5 BIREROBBRI 2T~ 2 A, C-A 7
Tk A 7I13ELS B 30,000 F£~11,000 FERi, A-G BT NTa kA TR
< & H#9 39,000 F~19,000 FHIIC HIRBRD G E > T\ Z &3 ho 7z (K
17), BB EHR S ST 7 U D ERZ SR T o NEEH T, BRERO
TIREFRVEEFHIZE R LTV DRI T RETh D, BUAENEIZ, HT 7
U B LR, < &b 47,000 FRTIT0NTIEINEEM N LR L TR Y, Z Ok
NI MN CREICER B ISR LD A & - T, AFEO PRI £
I A RBBEEOBLICKTT 5@ A0 —FfEE LT, [ UBEGFET, EHH
TIEOAKERO Y —7 > "BNELL, Fo, BA2EMTMSIICY —57 > b
o TN Z LIZEEED & 5 AlREMED & 5,

E3H EF7FCTOTF7LILOER

rs2294008 O T 7 L /UL JPT-CHB [ CIEF T Em\ b &2 7~ L (Fsr = 0.2547) .
JPT THL CT LA EELNT LA TOEICAKRERNDH D Z LR’ 00T
D, T 7TV MEEEEZ R LT, ZOL 272014 MBS 50427 LIV
EyIal—yalilloTHREEZ A, JPT OHIEEHD 1 >TH S,
SR NFRE CIERBEE KO PN BRI NER & AZMET 2 EAT, T 7 LILOA
FEMIEFIZ Mo T2 Z EDRB E Tz, ZOMICRANEEMTIIEFICT 7L
IVOBERE o 7o & WO RFIE, BIEOHEKO NFER B L O 4 XEMT
DT 7 VIVEEEND & XS Lz, FERO NJFEEF K N7 4 X O NFEERIE
AEAARANLY HHSCRFEOBIZIEE RN EN T ENH BTV D03 [44], 8 5
DT T VWBHEEIILT 7 LA LIEFITBSEEHL TWDH T LILOSEITA T
HANTH S JPT OHD XD HE (BiEk : 0.701 (rs2294008) [76], 71 X :
0.975 (rs2976396) [83]), JPT TDHO T 7 LK TR, ZDIFfEDEHINHE LR A
YHEMMDDIRE L2 2 L 2R T 5720, JHIEROMSTA (IK002) &KUY, #hiA
O N (FUN5 N FUN23) o7 ) A7 —2 %=L, "FaX A7 %y b
U= 21T oo, ZORER, 2 [AIKROMICREOY 7L (IK002 &Y
FUN23) 1% JPT 272 T T a4 T eixbililaThHD I Enbny
FUN5 % FUN23 O 7 u # A 7 KON, JPT « CHB (CH(T 2 531 5 SR D N
T A TONG LB THDZ ENmholz, LLEORITIZ, MR NFEE
MIXEBED T T a X A T 2EHNICHERFL TBY . ZhURBITED JPT 125
DS I TE FTRENE &2 SR L T2,

VI EDOEMTHE R 2 E 2T, JPT TO C AT g A7, T AT ad A4 7ol
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ST ELZLLTO X S ITHHEE LT, MCRROMSEEMZET) K770
MAEEMIZIE, CATFTINATaE A TEONAGH I Tad A THRFEL,
LB AR B IED BARRIDME N CTU 7z, 15000 4E~38000 4-Hif[40,43,44] O FE
BT, MSCR NHEEM DML O R T 7 OMIEM DS 5%, B ARSI EICBE
T 5, MXRMTIE. ZORIEDOHEDONTNIDORIIC A-G T T a4
IZXF T2 BRERNY 7 v 7 AFIFERIUELL, T ~"T e A T OHE
(rs2294008 ® T 7 LV OHFE) MR AFEMANT EH Lo, @E AL
DOMEEMTIENTNNDO X A I 7 THY T T a s A 72k 5 B RIER
PMEIE L7, 1FEAEDORT UTHEMTIE C T aZ A 7 ~O HIRRIRDME)
ShilF. CTULIVOBEEN ERA2KIT- (X 27), /o, FerlZHESW I HEEE
IZ k% &, 3000 -~3600 FRiT[75]. ARV N DML TT 7 DAL
B L3I L, KRR E LT 2500~3000 ERT[68,84112 H ARSI B ICHA L.
TSR N & RHE L 7o, MRSCRASEEEHITIE T T e & A T OB RIS
[ZED T2, RHEZ L > T T AT a XA T OBENSHEERTOBE D 6 Fift
FEIIRTF LTz, BIAEDEZLS ORT VT ORETIE C-AHDWIEHSG (C-A KW
A-G) OV T ATad A4 T~ORKERPEE, T 7 LIVOBEENME T L7223,
JPT T C-AV I NT B Z A TORIIKT 5 ARBBRDM ., £z, #ICRKT
DOIRELTEEHED T 7Lk, o7 UVTHEMEL_XTT 7 Lv
NEMEEZRLIZEEZEZLND,

UbzEL, JPT TlIEER LB L THERADOY X7 T LIVITKE 7048
EEBRBOLNDFRKIL, UTO_RICHdDEERD,

(D JPT OMEEAD—>TH 5, #RANFEM & . CHB OI@H e T,
BONAD ) ) AT T LVEETL CAKRRA-GYH T AT a s A4 719 5K
BRBZEHNTW e, L, JPT OFRFETIEL, C-A I NT i A7 TkT 5
HARBIRD@ < —J7, BRIEOEIZ L > T, WTFRDORETAG 7T
O XA TDEKERNY 7 v 7 AFERITERIEIELTZ, ZNHOHEE
72 BERIZ L > T, JPT TIE C 7 LAADNEHEETH D,

(II) MIEMTH DGR NEEN TIE T 7 LIV OBEENIEF IZE N> T2,
ZDkD, T 7 LV OBEMRNERRINVENER & ZHEZ & TH, BifE JPT
TIET 7 LIVOBEEE SO & bl U CREBEEEIZR 72TV 5,
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E5E AMEDESE

AR OFHMER NEEIZ, LTD 4R THLEER D,

1) FADBR%E%E Fino7- 2D SFS[31]1ZH W T, BEFOHSIMERE TIXIZ-> X
HAREIR D> 7T LN 2R s T2 36T LTy BARIBIR O > 7 )L ok H 5]
EREEETHD, ATEE, I HEVHERERIRO Y 7 LEFMM L, HDH W
XTI a2 A TORHTIToT2 L) BRARBIRO X —57 v M A FOFKY
IABDPHKRD LR Z EITERBERTFOTHICBWTAER THDL EEX D,
2) AARNTHRERENEVENAVLBRCEEST LY A7 T L)L (rs2294008 O T
T LV) BEE DS SZxF L C, EBRBEE N G BN R R Th B,
ZIVE T, rs2294008 |2 oW TCliL, diffuse type DA A DFEIE & D BEEM:RC,
B BERE ORI NS S CE 2N, B OB R B XL UIED B ARERRO
FAEEWHBENS, 20U A7 T LIILOEEEIZHOWTE 23R 7= BF2213.
AIFERHD T T D, FFZ, R RTHLRT o7 O NFEEMOF T, JPT
TAGYHITNTaL,fT~Dv 7 F i KOR ERERICEKDNTZZ & 2Rtz
R BEICEREEFAR COBMN 2RI EOE(LEZ R LIz LW 5T, FiH
HobhomRA R LIZEZEZDND,

3) TENADY AT LV i @RE TR D) &) #SCGRABSERH OB -
EE AR LN TEL R T D, HOBSLEDOEOME40]72 & &R
T, MSCGRANBEM OAFR 2R & B 2 BERFIZ oW TR, minE el
RT LD TARROENDZEbHoT, WEELGPS>TWRNWI &1L
W, 7o, BEHFMRT e —FIE, BRI U T DG E D
WIEBRBFIZADL —FH T, BUFET. b O EET — 2R WEHICK LT
X, BB EIC R R ATET S Z LIXRETH D, BT, BBAITE TIX
R HBRICR ZDIRETHHT20, 0 X 5 AR LI ATRE 2 B &
e L THERAIMERIFMENEB X bNd, AIFFETIEL, 1IKGP @ JPT ZHW\ T,
BARDHARANERTHOENTWD B2 ANBET D B\ F SR N EEM
MOBEDLINIZITRPINTELNEHLNCTHI LN TE R, MGRMET
DB IR DFIEFRRLIE T FIZOWTHEZENIZFHET 5 Z L IXREETH 525,
SCRMDOEMDY, DB F 7 — s, BAENRICE > TOERADI Z 7T
LV EEBEE TR T2 S 2 Sk, BARAEN O HIRNEZAAH Lo
FHIBIZHBRT DR O—2>TH D,

4) rs2294008 #—fil& LT, — B FEIZBWTHRERDOZ —7 > F3ZE4
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L. 2 WEIRIEOENIZ L > THOY —F v M55, BIRY CHEMEe
TR RETRTH D, X, RFEOFEEDO -2 Th DL EE X D,
EOBHKRBROBIC, #—4 v M7 LARBUEEMICED X 5122 TR N
oD ARTNFTRILZNE TIT O ELFET D0, RARLEMMT, AT
— 7y T LVIZBRBIRDEN D TV DA, RETICE 2 Tl o EK
2% driving force Tho7=EE 25, £1-. HDH—FOFEDOEMIZEN TN D
HRBPRIZE R L Y ToH50 . BUABKRICHAEB AN TWD  (F IR Z Iy
TWz) BRRBEBRDBFFEDA A 2 =5 Fe7p D, LinL, RUFFREORRIL,
BERERIC BB TR T, R U7 LA E—REN TEBMIC, #2500 H %
BIRD H — 77> R L L. selection status 38 b -7 GR7 O T7THEM D4k
WG TEN TV A-G 7T a Z A 71Tt 5 BRI, JNZIZ JPT -
CDX/KHV D&M THRbiv, CA I nTaX AT ORIE—57 v MHREAR)
0, B IEBITIMSIZFE U7 LV BAREIR M@ B (77 ) DEM &
CHB/CHS T A-G 7 7 u Z A4 FIZHRBERBMHN TN D) ZR-Lic, 2D
AT, B ML OIBERE CTREOZLICAMMIISE L TEY, & b “HEiS
B 72150 R0, HDWVITRIENE—TH D LT HRHRICOWVWT, B %
FNTFHLDOEEEZD, Fio, BUAENENSHEK BB L2 mBEic, AR
BRBE IR I T D e T, BINE DO ZLOBAR AR W T oA
REREROZ —7 >y Mzl L CER L 7oRERY 72 AR RN AR D 38 LI,
NIEHEAL 2 B2 L CIERICHAWVA R 2RI T2 2 LN TE R E XD,
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F6E HLULIHARDODERDAREMG
F1H AMROKRMBFREIE

rs2294008 & OVEL DAY 72 BEREITEMECTHY . T T Lv e C T LLd
WSR2 IEREIZRHI T2 Z ST L v, ARFZETIE T 7 Lbd DGC o U X7
TL, CTLLVEDGC D) v YA T L E LT LER, —FT, CT
LV ZHBIEEDO ) 27 7T L OEE LIRS TE Y, GWAS 725
. BRAZRGIZLIESENE, 2= Y A ROEMERIG L L2GE(17]
DWERHD, T 7 L -CT LMIZHZENEND Y A7 & L AYTH
IRHEREDIEWARH D . L, C T LIV EfO T T X A4 TR EREDE
WABH D, TNHICHT DRPURE O K E S &2 IEMICHET 2 2 L1345 %O}
BThHD,

F7o, AFZETIE, 1KGP 1288 STV DAL HANZE TV 5 H ISR
PUCFEZBRE L7, RLAARANL Y bHSCRHEDO T/ LOFEIERENE SN
L. TAXRLEHEROEM[44] TD, C T o XA FITkT 5 HIRBIRO A ESS,
BB DWW TIEFAAN D Z E Rk Ty, b OEHIIZ W T, JPT
ERIEEDEREEE)ISIC K » T C-A VT 7 XA I BRERBMEN TN D D)
EIOMEFARD Z Lt ZOBBEBFEOBIRIEIZOWVWTIHRS FTHERTH
HeEEZD, £z, BEJIPTITEHNTWD C-AV I AT XA 71545 AR
BPUL, MR T VT LM & 47l U 72 BRIC#) Ty 7z selection status %
FOFEEZITHRNTZON, b BB BIEWER TH S KOR & [HEEIC
—EETOHKRERNY T v 7 ANEIE LT21% . JPT ORM TILF ML 2 ) X
BROT=OMNEWND Z R0, AG YT NTad A TOEKERRNY 7 v 7 A LT
XA I TIZONT, ITRENEFHNRD Z L TR VMBEDO S EREZ RIS
HIENTEXD LTS, W UTHEHTO T NT A7 CTaxg
TORBR U ZFICELIFARDZDICEL, Zhb0HEMNe, £ 7T
7 % A 77 selection status L X H 7= E X L NHEE O, 7T EMTD
HRT ) LORINEHRIT, FFRINC SR DMMMER DD EE 25, £lo. KT
T UNOEFNCONWT Y, 77U IO NFEEMTIEIET 7 U HEM & g L,
A-G YT NTaZ A TOEBRERO S 7 FILDGRD &V ) M OB 2 - T
WD Z ENyhoTzin, 1IKGP ® AFR OF — 2 1307 7 U B OHEHICRE S5 T
WA, BT 7V AR, RFETCIEEREZY ToNholct T =T DF
—#[85]72 L L&D R T T r H A T D BIREIROAA DO R
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AT,

Flo, FEMAD A-G LN C-AV T AT ay A Sk HRNEICONTH X
SICHF LI TH 5, rs2294008 LISK DB NRAD Y X7 T LILVOFES, £
DEREIZOWTITELEREMD H DO, KXPTHINT g A TE2ERT DHI-
DIZHAWY A FO—>ThH D, rs2976391 (C/A) D AT LViE, A-G P 7
T, TICEENTWENSE, ZOTLILEERADY AT T LIV THD A
REMERFER SN TV BI[86] Z E Ry hoTz, JPT ZIZULOHETIHET VT DU
< OMOEMTIL, rs2294008 @ C 7 L /L &2 FHiOECH4A TIZIED HIRIBIR HME)
DT ICT Vv EF-7- E T rs2976391 D A7 L LIEFf > TV
C-A VI NTadlTOHRPERERONETHD, UEDOFEREZETDH L,
JPT T, rs2294008 D T 7 L /L, 182976391 D A T LD X H RN AD
URAZ T LA EHKD TN T A7 a X4 71ox4 5 BRE&EIR, 72
I, C-A T XA TIETREF> T BEREDN E)SE 2 B 2 72 DI A RN E)
WTWAHBEMERH S (K 13), —F . CHB=° CHS Ti%, C-A XD A-GH~7
NTa R A TOmTICHKRBRNENTND, S OHEMTIE, rs2976391
DATVMIES>TERTIERADY ZA71E, A-GH T T e AT RED
AL NOEBMREBED FL— A7 L L THRBIRZZ T /REERH Y |
72 & 2152294008 D C 7 Vv G T T a4 THRAREIRTICH -T2 &
LTH, JPT LR UBIUECTHAT S Z LIIREETH D, AWFFETIX, Tk
M CHIBIREN R D Z L OEMICHE ED | BEEAREREOREIL R
DTN FRRIICIE, IR OB EIZ DWW TR TAHIZVY,

28 AMETHLIRORE

AHFZETIE, rs2294008 D~ Z 73 % 72, JPT-CHB M ® FsriZ k-
T ) LUA Rig SNP 14 FOBEEDHK 2Tz, O, AR T
50N ETARFRH L (F2) 25, ZNLY MoV A MZh JPT THARERN
BNTWDAREMERF2BE 26D (X 6), rs2294008 & HFHBIFRIZZ2V, Fer
DEV SNP 125 LT EHH <° PBS, 2D SFS 72 & THARIROMF 240D TH
D, 5% b JPT THAKRRMMEIN TV DHEIEN R oD alfetEnd 5 (X 12 -
28),
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World distribution of Cancer case and death
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Estimated age-standardized incidence rates (World) in 2018, stomach, both sexes, all ages
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Incident rate of gastric cancer in 2012
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17500( (w2 12001 —— (5.296) T (0532)
1200
15000 r=0.1 r=0.1 r=0.1
(42231cases) 1000 (42231cases) (42231cases)
(mean=0.873, (mean=0.555, 1000 (mean=0.587,
$ 12500 ™™ var=0.031, 3 B \ar=0.001, ] = ar=0.001,
@ min=0.0, § 800 g 800 min=0.456,
- max=1.0 - s max=0.688
5 10000 ) 5 5 )
* # 600 #*
7500 i 600 |
400 3 |
5000 3 400 ;
2500 200 200
0 0 0
0.0 0.2 0.4 0.6 0.8 1.0 0.0 0.2 0.4 0.6 0.8 1.0 0.0 0.2 0.4 0.6 0.8 1.0

T freq. of the first generation after admixture

rs2294008 ;D SNP O T 7 L /LD #a

R TFICHA T 7 VILVOMEES T 2T . 5
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D JPT TO T 7 VIVOBE S 2 EEird . A_CNT (ZrgEEMZ8E L
TW5. F£72. 1 BRI r OfEIZEER7 SBEER Fsr 28 rs2294008 & {LL7- fE %
RTEMEMT- LT ODOETOSMfMER L, 2 BBHUFIZZENE r=0.4,
=0.2, r=0.1 COHMMZRT. KPDOKEAD G L RFERIL, ZRENSHHD
AL 2.5% K NI 2.6% & 7R
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H_160 H_400 H_320
H 200

H 26
0 280
H_5 !qll'
H 39
H_37OH_340
H 290
| 310

CHIMP (O

@ Haplotypes found in JPT @ Haplotypes found in CHB

O

X 23. fSCRFEO 370 (IK002, FUN5, FUN23) KO8, ko JPT -
CHB., Ty /Y —OHEESZ R\ T aZ A 73y U — 7 fiffr.

CT VIWEFFONTa XA FIIRETRLTE. #CRAED 37 (TK002,
FUN5, FUN23) 3o TR L, 8RO JPT TR IN LI N7 v & A 7
HRfa, B CHB T SnA2 T ad A FEE G TR L. iz, Fu3v
V=T ui AT EAGATRUE. KPOMOKRE SINTmH A4 TORK
B TWD., KEO H CTlhEDIANTa XA 7O, RS 2%z
TeHEDONTad AL TOLHTHY, RO ANFHTER LIoNT 1 2 A T4
EORNT, B TIHED. B, ZOKTIH, &/ — NEOHEEI T 21
7l £ OB A S L TR0,
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:< C haplotype

F23
— JPT

[ 1Ko02
JPT/CHB

F5
JPT/CHB |

= T haplotype

chimpanzee

NJ tree, JC method

4 24. #ESCRHO 3T AR, BRO JPT - CHB, F /30— OHFR
F & TN T 1 XA 7 OSRfRAT.

NTa A FE ORI, Jukes-Cantor &7 /WICHE-> TRIIEZITWEH LT-,
Z DRI EE SV T Neighbor-Joining 152 & > TRFH 2 1ERK L, #ESCGRHED
YT NEBALEAO MR Y —Z2RELZ. 2B, ZOKTIE, &4/ —F
ORI AT a4 A RO EEREZ R L TR0,
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Reduction of r2with rs2294008

1.0+ o ° [ 143755915-143770914
O Average r? value
[ ) . .
Block containing in 1000 base window
0.81 rs2294008 (0.693) o
. [ J [ )
°® o °
0.6 o °
e
N&
q [ )
0.4' ® [
[}
e
° ° ¢
[ ]
0.2+ ° °
° .. [ ] ° e e
° o ® o o° b
% ° o ° °
0 ana PYVYYY PYYY - -

1.4374  1.4375 14376 14377 14378 14379  1.4380
Physical position x10°
25. 1s2294008 & & D3t 60kb @ SNP B D (12) DR X O,
rs2294008 L iTfHED SNP & @ 12 % 1 kb OfEEICZE DO VEHEE L o7=. K
WO S OFHNHE S THWAT/R LT, rs2294008 2 & e 7 1 v 7 O r2 Off
WX, MR F TR L. £72. JPT T 2D SFSIZHW-fEk (2 > 0.75)
E. K ofkeaofF TR L.
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5.00 kb Forward

WGE CRISPR sites This track has foo many features to show at this scale. Please zoom in.
——
Genes (GENCODE 19)

PSCA-004 >processed transcript

PSCA-001 >protein coding

o (]
PSCA-002 >protein coding

Contigs <AC108002.3

Genes (GENCODE19) ~  ~ — ~ ~ —~ ~ T - T T - oo oSS oSS o oo oo oooooooooofoo oo —
< JRK-011processed transcript
—————————————————————————————————————————— —
< JRK-013processed transcript
—————————————————————————————————————————— —

< JRK-015processed transcript

< JRK-012processed transcript

[ 1
< JRK-014processed transcript

26. 12976391 O/ A EOfLiE & | PSCA BT, JRK BisT OO E .
rs2976391 DOALEIL, BT ORWHEIR TR L7z, £72. T DXL Ensembl

( http://grch37.ensembl.org/Homo_sapiens/Variation/Context?db=core;r=8:1
43762224-143763224;v=rs2976391;vdb=variation;vf=477661232. [8]) Xk v ¥
vrur—KRLT.
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A-G/C-AINT7O% 4 THR
(2400004 #1)

BRI DK

(15000~38000%71)
(Nakagome et al. 2015, =
Kanzawa-Kiriyama et al. 2019)

m N T

A-G
X—0

Aﬁ%ﬂ
CHB/ | CDX/
---
A-GHINTOY1 T
C-AYINTOSA 7

O
X
RINTOY A THEE
(A-GH7)N\7FO%14~ ‘ ‘ ‘ ‘
e ﬁ

C-ATINTRs+14~
I I—0Ov N 77Uh

A

=l
TAZO%54 7=

X 27. A-G KOC-AV T T a7 Zwd 5, BREROREOHR.
FITBROKEFIZBNTND, KT T a XA 72T 2 AIRERIROIREE
Zond. RPOBRBROREBORIIL, £ 3~4 1215, FTORIL, #4 (a) -
1) D.A-GEORCAVTANTadAT TATallTOREEZRT. £,

IR R LA NI D3I & AL O BIfR A~ _T T HEH D

IEE & RAFRIRICITE T o 5. £ 2 TARIFETIE, £7 1KGP44] D &4

D7 U A X Fsrfi. Kanzawa-Kiriyama et al[43] D%kt 212, KOR

Z RV 72 subpoulation MO ZKEFREHEE Lo, EIT, mE AL & &bk

724EM % PCALT3] 0 HHEE L. KOR OSBRI E Z2E L. Fo, MR

DRMMAFETH D, ERREH DT BEARRIZENRD EDEMTH 5 72D

WTH EREEmN® DH. TR OBHLAREH] (2500~3000 i) [65,79]

IR R N & HRSCRFEDEN] & OAMEBIAF I & E L, Z ORI E

Wang et al. [72]OH#E U 7= [E AL -CHB B 04 (47 HACHT
(940~1410 4FR1)) LHEE L7z, ZOMFOFILEREBE L, ERREMZ

CHB - CHS - KOR 4t & U TR 2 Ek Lz, KPP o LIE

X DY T T kA 7ORRBROIREOELERT. O HREROIR
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R T, EFINICHEE AT 7=, =12 L, 17 V7 o NEEM O @l s

TO HREIRDIRRED AL DIFEAIC SV TIE, LR ORI FE SV CTHEE L 7=,
TSR NFEERNE, o7 U7 ERN B, £ 15,000 4F~38,000 4F[39,42-43]
I L=y, Z o & JPT KOYCHB TO A-G KO C-AV T AT XA

(292 BANEIRO BRI O TR () 27,000 471 &% O 30,000 4ET) X[
RENZ 72 5. 16> T, SR ANBERRIDN KT 27 80 5 504 5 IR Tl
W7 T HEMOMEHEEITIE, A-G KRR C-AS T ANTax AT ﬁLTE%L
R NTWZITTTH Y . BARBRRDMEN T 72 WEIR O] (JPT, KOR.
CDX, KHV) Ti%, FERIIHEE L7, WInhoX A > 7 THKERR
DY Ty I A FRFEELEEEZEZONS.
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1.0

0.8

0.6

EHH

0.4

0.2

0.0

1.0

0.8

0.6

EHH

0.4

0.2

0.0

EHH test (second haploblock) in JPT

rs2717562=C

(ancestral)

rs2717562=T
(derived)

-20 -15 -1.0 -05 0.0 0.5
Relative Position

EHH test (fourth haploblock) in JPT

1.0 15 2.0

x10°

rs77943353=C
(ancestral)
rs2975030=T
(derived)

-20 -15 -10 -0.5 0.0 0.5
Relative Position

1.0 15 2.0

x10°

EHH

EHH

1.0

0.8

0.6

0.4

0.2

0.0

1.0

0.8

0.6

0.4

0.2

0.0

EHH test (thrid haploblock) in JPT

rs11223548=C

(ancestral)

rs11223548=T
(derived)

-20 -15 -1.0 =05 0.0 0.5
Relative Position

EHH test (fifth haploblock) in JPT

1.0 15 2.0

x10°

= 15117682486=T
rs117682486=C

-20 -15 -1.0 =05 0.0 0.5
Relative Position

1.0 15 2.0

x10°

28. Fsr 3 < . JPT THKERBZMENNTW D A[REVED B 5 SNP 1% 5
EHH f#HT.
rs2294008 2 INZ @ SNP Z5dr LD 7' 12 v ZAADOFEICALE L, H>o, EmW

Fsrffiz 5> SNP # =27 & L7 EHH [HEOWEOREZ, IREM LH5eo 7
LV THE L7, 72721, rs117682486 Tl., T/IC ® EH 3R TH 5 )

DFLIR 2N 1IKGP44l2 720728, JRAET & HLERI O KBINIAT 72 > TV 720,
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=
#1. IKGPOHET T OEEMD T 7 LIVEEE & rs2294008 @ Fyr fE.

JPT CHB CHS CDX KHV
T7LILHEE 0.6298 0.2476 0.2714 0.2742 0.2778
rs22940080) F5rfE 0.2547 0.2259 0.2224 02184
(JPTvs)

BWEFAL. 1KGP44]l o FFRITHE - T-.
JPT.. HEIEED HAAN, CHB... FEO#EE, CHS....FEEFEHOERK ., CDX...
FEO X A, KHV... X A ANERT.
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#*2. 7/ L9UA KSNP®JPT & CHB D Fsrfa (1 f7~50 {ir)

FE:S
ZekLo
IRz REHES & For 18
1 8 143763622 0.266892
2 8 143776668 0.260792
3 8 143774193 0.260792
4 8 143770135 0.260792
5 8 143765699 0.260792
6 8 143765414 0.260792
7 8 143765326 0.260792
8 8 143764937 0.260792
9 8 143764879 0.260792
10 8 143764101 0.260792
11 8 143764001 0.260792
12 8 143763958 0.260792
13 8 143763757 0.260792
14 8 143763750 0.260792
15 8 143763690 0.260792
16 8 143763618 0.260792
17 8 143763490 0.260792
18 8 143763109 0.260792
19 8 143763083 0.260792
20 8 143763043 0.260792
21 8 143762932 0.260792
22 8 143762430 0.260792
23 8 143760179 0.259648
24 8 143764613 0.257827
25 8 143766059 0.256077
26 8 143761144 0.256077
27 8 143760256 0.256077
28 8 143771714 0.25537
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29
30
31
32
33
34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50

0O 0 00 0 0 0 00 00 O 00 0 00 0 © 00 00 00 0 00 00 0 o

143771712
143763547
143762135
143761931
143760444
143759364
143755720
143760421
143759137
143757763
143757708
143757409
143757286
143757037
143756919
143756895
143756892
143756530
143756218
143755426
143754728
143752994

0.25537
0.254748
0.254748
0.254748
0.250914
0.250914
0.250914
0.249349
0.249349
0.249349
0.249349
0.249349
0.249349
0.249349
0.249349
0.249349
0.249349
0.249349
0.249349
0.249349
0.249349
0.249349
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# 3. JPT & CHB T. rs2294008 D T ;) NC T LivaZ—4 > NEREL-
2D SFS.

SEREH JPT CHB
143755915~ 143755915~ 143755876~ 143755876~
L1=4E
BRIt 143770914 143770914 143771875 143771875
B—FyrTLIL C T C T
HYoTIHAX 208 (C =177, T=131) 206 (C =155, T=51)
B— T UIVEEE 0.370 0.630 0.752 0.248
segregating site#l 91 91 88 88
P 0.167 0.833 0.352x 10 0.869
¢ (0.834) (> 0.999) (0.223x10%)™ (> 0.999)
G 9.60 31.84 1.84 25.13
<0 (0.693) (0.975) (0.167x 102)™ (> 0.999)
L 0.178x 10! 0.259 0.565 x 102 0.130
<0 (0.708) (> 0.999) (>0.167x 102" (>0.999)
G’ 22.50 46.23 5.00 30.69
y (10) 0.500 0.700 0.000 0.962
1 max 0 29 75 21
Ipas 40 130 8 50
BARBRODEES X X 0 X
selective sweepS A 7T soft
tp () 166234 1425954 28226 1970588
tp D SD (year) 99080 360166 9300 427512

SFe, Geo XN Lo D7 v aNOEEIT Q-value #7~7". Q-value < 0.01 D&
*xx. 0.01 < Q-value < 0.05 DEII* TR L=,

Tselective sweep Z 1 1%, Satta et al. [30]D EHE K TR, 7 max DAEIZ X - T soft
sweep 7> hard sweep 22 ZPE L7, [+ IZFFICARBIRO 7 FANE D Hiv
ol T ERT. El, TGO ) metapopulation DA,
selection status D ¥72 % subpopulation 23R U 5 Z & 12 X - T heterogeneity
NAEUL DT80, THEIND sweep ITE - THEU DLV 7 FANIELLFHEHEICK
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M X2V AREMEAY B U . #FIZ hard sweep 7> soft sweep 2MFHIE L2V H D
LTz
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#4. AGERIZCAYTINTvwZ A T2 =0y b ERIE LT 2D SFS.

(a) JPT & CHB

SNEEH JPT CHB
» 143755915~ 143755915~ 143755876~ 143755876~
femLT-ss 143770914 143770914 143771875 143771875
A—FyrFLIL A-G C-A A-G C-A
. 208 (A-G =40, 208 (C-A=37 206 (A-G =174, 206(C-A=179
~ # ’ ’ ’ ’
PUITNHAX others = 168) others = 171) others = 132) others = 127)
A= yRTUIVEEE 0.192 0.178 0.359 0.383
segregating site%{ 89 89 86 86
F 0.483x 10! 0.112x 10* 0.156 x 10 0.196 x 10!
¢ (0.296) (0.354x10H)*  (0.228x 10)*  (0.347x 10 H)*
G 2.17 1.50 1.78 1.90
<0 (0.287) (0.180) (0.573x 10" (0.548 x 10"
L 0.241x 1072 0.555x 107 0.258 x 1072 0.307 x 1072
0 (0.273) (0.456 x 10H)*  (0.228 x10)*  (0.204 x 10 H)*
G 8.00 2.00 8.00 4.00
v (10) 0.000 0.000 0.000 0.000
1 max 0 0 2 1
Iy 8 2 8 5
BARRDAES X (¢} 0 0
selective sweep& A 7! hard hard hard
tp () 43333 10811 27027 30063
tp M SD (year) 27689 8058 14333 12358

FzZho, BARBEROFEDOET K, selective sweep Z A 7 DFRELITFE 3 ITHE

9.

*C-A, A-GIZZENENCAY T AT mZALT A-GHINTad AT ErT.
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(b) EAS @ subpopulation, KOR & Of non JPT/CHB EAS

HREH

CDX

KHV CHS KOR non JPT/CHB EAS
R4k 143755915- 143755915~ 143755915~ 143755915~ 143755915  143755915-  143755995- 143755995 143755876 143755876
- 143771914 143771914 143771914 143771914 143771914 143771914 143770914 143770914 143771875 143771875
B—HYRTLIL? A-G C-A A-G C-A A-G C-A A-G C-A A-G C-A
i 186 (A-G =64, 186(C-A=71, 198 (A-G=73, 198 (C-A= 10, 210(A-G=_ 210 (C-A:_ 302 (A-G:_ 302 (C-A:_ 594 (A-G = 594 (C—A:_
BT ARX others = 122) others = 115) others = 125) others = 128) 80, others = 71, others= 89, others= 58, others= 217, others = 212, others =
130) 139) 213) 244) 377) 382)
B—45yRT LIV 0.344 0.382 0.369 0.354 0.381 0.338 0.295 0.192 0.365 0.357
segregating site$}l 80 80 87 87 87 87 64 64 112 112
) . . ) . 0.939x10? . . 0114x10"
. 0.899 x 10 0.146x 10 0.302x 10 0.799x10°  0280x10" 921XX o 0484x107T oo 0258x107 675XX o
¢ (0.547) (0.166x10")*  (0.863x10")  (0.699x 10%)** (0.519x10") By (0.285) ’ ‘ (0.650x 10") 2y
G 1.50 (0.389 x 10°
0 3.43(0.313) 2.40 (0.171) 2.73 (0.186) e 2.44(0.137)  2.00(0.115) 17.00(0.883) 2.33(0.457) 3.44(0.138)  3.10 (0.116)
0.418 x10 0.209x 10 0.508 x 10 0152y 107  OB9XI0T 0ISIX10T o Loe gipoxi0r 0338107 0169x10°
L, b : 0.415x 10" (0.230x 10 i i 0.231x 10 (<0.223x 10
0 (0.399) (0.142 x 102)** 0.112) 0699 x 109+ ¢ l)f ( z)*f (0.901x10Y) (0.874x107) l)f ¢ 2)*;‘
G 6.67 3.33 4.80 2.00 3.17 6.00 17.00 5.00 6.50 6.25
v (10) 0.333 0.000 0.200 0.000 0.000 0.000 1.000 0.000 0.125 0.250
1 s 1 2 1 2 5 1 0 0 19 4
Imax 10 4 10 2 5 6 17 5 24 11
BARBROEES X 0 X 0 A 0 X X A 0
0 (0.04, 0 (0.03,
combined P - - x2=7.826, x2=8.160,
df=2.44) df=2.45)
selective sweep24A ' - hard hard hard //
tp (£F) 46875 21127 51370 16071 34375 17606 25605 16178 35714 18278
tp D SD (year) 25615 10563 22062 6916 13073 11135 25605 12009 15670 8276

#zHho, BARBRROFEOEXFTL KL, selective sweep ¥ A 7 D

(a) 28D
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RLIZFE 3 ITHED.
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(c) metapopulation

ST REM SAS EUR AMR AFR
FIL-4Ek 143755864- 143755864~ 143756771- 143756771- 143752915- 143752915- 143756253~ 143756253-
ZTPRI1Z
143777863 143777863 143778770 143778770 143780914 143780914 143774252 143774252
A—FyRTFLILY A-G C-A A-G C-A A-G C-A A-G C-A
694 (A-G = 1322 (A-G= 1322 (C-A=
. 978 (A-G=353, 978 (C-A=225, 1006 (A-G=473, 1006 (C-A=82, ( 694 (C-A =43, ( (
BT I AR 299, others = 550, others= 276, others =
others = 625) others = 753) others = 533) others = 924) others = 651)
395) 772) 1046)
B—YRTUIVEEE 0.361 0.230 0.470 0.082 0.431 0.062 0.416 0.209
segregating site#{ 201 201 184 184 253 253 262 262
0.352x 107 0.140 x 10™ 0s72x10t 1% x10" 0.883x 107
F, 0.167 (0.452) DL X 0.321 (0.590) X 0.204 (0.521) wrex (<0.273 x 10- 099 X
(0.136) (0.252) (0.462) 2y (0.320)
1.75 (0.159 x 10 2.28 (<0.273 x
G 4.34 (0.188) e 8.68 (0.265) 1.75 (0.211) 4.62(0.159)  1.90 (0.524) 107y 10.71 (0.253)
> R - R R ,  0251x10-2 R
L 0.545 x 10 0.107 x 10 0.937 x 10 0.200 x 10 0.654 x 10 0.700 x 10 (<0273 x 10 0.430 x 10
[4 - 2 - - - . X -
’ 0906 x10™")  (0.528x107%)**  (0.531x10™) 0.501x10™")  (0.321x 10°™")* (0.649) - (0.450 x 10™y*
G, 9.56 3.50 15.20 250 9.30 3.25 428 2457
v (10) 0.250 0.000 0.450 0.000 0.240 0.000 0.060 0.710
1 s 38 3 42 1 108 2 63 5
Ipas 49 6 472 3 35 5 10 57
BARBROEES X 0 X X A X o) A
X (0.07, X (0.08,
combined P - - - - x2=6.302, - - x2=6.243,
df=2.54) df=2.64)
tp () 45841 14141 61695 7761 43000 31561 21212 73269
tp M SD (year) 17576 4179 22423 4294 13682 12319 4403 33280
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£, BHARBIROFGEDO LT L, selective sweep ¥ A 7 DOEFITR 3IIH/EH. Tz, ¥—F v b T LILDOETLITHEK 4
(a) (20t
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(d) AFR ® subpopulation

* R EM GWD YRI LWK ACB
ERL-sE 143756352- 143756352- 143756108- 143756108- 143756072- 143756072- 143756072- 143756072-
- 143774351 143774351 143771107 143771107 143771071 143771071 143771071 143771071
A—yRF LY A-G C-A A-G C-A A-G C-A A-G C-A
o g 226(AG=100, 226(C-A=48, 216 (A-G=116, 216(C-A=50, 198 (A-G=7T6, 3179%)5‘}?;}; 192 (A-G = 73, 3169202‘&&::
others = 126)  others =178) others=100) others = 166) others = 122) ’ 161) others = 119) ’ 156)
B—y T LU IVIBEE 0.442 0.212 0.537 0.231 0.384 0.187 0.380 0.188
segregating site#{ 149 149 136 136 140 140 124 124
F 0.187x 10™ 0.111 (0.591) 0.181x 10" 0.723x 107 0.364x 10 0.774x 10 0.143x 10-1 0.719x 10"
¢ (<0.182 x 102)** ' (<0.228 x 102)** (0.243) (0.570 x 102)** (0.341) (<0.220 x 1072)** (0.4424)
G L.42 6.57 (0.550) L.31 4.43 (0.230) 244 3.83(0.412) 1.50 4.00 (0.306)
<0 (<0.182 x 102)** ™ ' (<0.228 x 10%)** ™ ' (0.570 x 10%)** ™ ' (<0.220 x 10H)** ™ '
L 0.236x 10™ 0.640 x 10 0.261x 102 0.476 x 102 0.381 x 10-2 0.399x 102 0.224 x 10-2 0.373x 107
<0 (<0.182 x 102)** (0.154) (<0.228 x 10)** (0.465 x 10')* (<0.228 x 10H)** (0.929 x 10") (<0.220 x 10H)** (0.944 x 10")
G’ 2.67 10.75 2.00 5.00 3.60 6.67 2.33 4.00
v (10) 0.000 0.250 0.000 0.000 0.000 0.000 0.000 0.000
1 mas 1 0 18 1 11 0 8 1
Tras 4 19 2 8 7 8 3 7
BREROEES 0 X A 0 X 0 X
X (0.07,
combined P x2=7.113,
df=2.86)
selective sweepB A 7! hard hard hard hard
tp (F) 18889 106481 19540 82667 38596 82883 21918 74074
tp M SD (year) 6383 54681 5747 35075 16644 42486 8567 36289
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F R EM ESN ASW MSL
ERLT-5E 143757203- 1437572083- 143756015- 143756015- 143752994- 143752994-
- 143774202 143774202 143771014 143771014 143781058 143781058
B—HFy T LILY A-G C-A A-G C-A A-G C-A
Ho T LA 198 (A-G =82, 198(A-G=57, 122(A-G=39, 122(C-A=22, 170(A-G=64, 170 (C-A=26,
others = 118)  others = 141) others = 83) others = 100) others = 106)  others = 144)
A=y T LUIVEERE 0.414 0.288 0.320 0.180 0.376 0.153
segregating site®{ 127 127 131 131 242 242
0.173x 10" 4 1 1 1
0.301x 10 0.667 x 10 0.367x 10 0.459 x 10
F, <0.205 x 10-  0.133 (0.293 ) .
( 2)**X ( ) (0.963 x 1072)** (0.246) (0.167 x 102)** (0.247)
1.50 1.14 1.50
Geo (<0.205 x 1072)** 3.75 (0.152) (0.206 x 102)** 2.40 (0.293) (0.251 x 102)** 3.18(0.280)
L 0.333x 102 0.555 x 102 0.229 x 102 0.344 x 102 0.391 x 10 0.507 x 10
<0 (<0.205 x 109)** (0.179x 101)* (0.206 x 102)** (0.140) (0.251 x 102)** 0.278)
G 2.20 6.50 2.00 3.33 3.25 4.00
vy (10) 0.000 0.250 0.000 0.000 0.000 0.000
1 max 15 4 6 0 4 1
Iax 3 11 2 4 5 5
BERDH ES 0 A 0 X 0 X
0 (0.04,
combined P x2=8.686,
df=3.02)
selective sweepR A 7! hard hard hard
tp () 25825 61920 27350 72727 30064 95931
tp @ SD (year) 8116 30193 10811 36364 8838 10899

FZho, BARBROFEDOEFT K, selective sweep ¥ 1 7 DFEFLITFE 3I12H/ED.
(a) (20t

-, A=y T LLVOERTITE 4
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ESN @ C-A %7 ,7'ra XA 7%, Qvalue T3 combined P THIFWBEREIRD T 7 F AR BE S0 TWAD 0, ZHUE Leo
DIETZT RIS InoTelew 2 EE 2 b, Lo IO BRI R E I L TR U7 TR D720, mEITEH
TWEBARBRO Y 7 I a4 2 Z L3 H 51301 £7z, iEkx/atlhior 7 ) B EFTOHRNLIL CAS T AT ud L T0
tp LG L CREREN RO o7z, LLEDEHNG, ESN T C-A S 77 a XA 72 HRERDE T &
Wr L. selective sweep % 1 7 IZOWWTHEFL LRV,
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#£5. W7 OTHEMTOY T T X A 7Ok NE DR
(a) C-AV I TarxAr

nN70 BAANYUT
247 JPT CHB  CHS CDX KHV ~ KOR JL(1KGPJPT Total

£ Z—HET)
H_1 10 296
H.2 1
H.3 16
H_4
H_5
H_6
H.7
H.8
H.9
H_10
H_11
H_12
H.13
H_14
H_15
H.16
H_17
H_18
H_19
H_20
H_21
H_22
H_23
H_24
H_25
H_26
H_27
H_28
H_29
H_30
H_31
H_32
H_35
H_38
Total 396

#zhoTa X A4 7OKREILN (missing data) ZETe72%. network X Tl
FERNT LA T LHEINTND.

()
©
3
N
(4]
N
3}
—
ol
a
I
3
o

o

O OO O0OO0O -~ 0000000000000 O0DO0ODO0ODO0ODO0OOMNMOODODOWDMNDO
OO0 = = =4 24 24 24 4 4 4000000000 O0COCOUDNW—-OOO WO
O O OO 0000000 == 0000 ONNMNMNMN—-_TOWOWOOWwWwOONO
O OO0 0000000200 === =24 24 0MNOO—=—=DNOOOOO WO
N - 000 WOODODODODODODO0ODO0ODODOLODOLODOLODOLOOODO OO0 O0ODODODOONMNMOoO
O OO0 O OO0 O0ODO0DO0DO0DO0DO0ODO0DO0OD0DO0ODOL0DO0ODO0ODO0ODO0ODOLO 00000 O0OOOo

O O OO0 0000000000000 === 5>h A = =2 =2 b~ Ww=—=

w
~
~
©
~
—_
~
j—y
~
o
(8]
~
—y
—y
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218
75
23
37
17

BAAHLT
JL(IKGPJPT  Total
E—HEL)

KOR
48
23
17

KHV
39

CDX
34

CHS
13

41

14

CHB
36

JPT
16
0
12
0
0
0
6
0

H_2
H_3
H4

(b) A-GH I NTasx A
\T0
24T
E5
H.1
H5
H.6
H7

1
0
0
0
0
0
0
0
0
0
0
0
0
0
0
0
0

H_23
H_24
H_25
H_26

— 1_ 1_ 1_ 1_ 1_ 1_ 1_ 1_ 1_ 2_ 2_
I T I T IIIIIIITI

H_22
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0
0
0
0
0
0
0
0
0

H_27
H_28
H_29
H_30
H_31
H_32
H_33
H_34
H_35



BAAY2T
JL(IKGPJPT  Total
E—EHET)

AWjs!
JPT CHB CHS CDX KHV KOR

84T
BS

- — — ™ T T oy oy = = Y= = Y= Y= y—

0
0
0
0
0
0
0
0
0
0
1
1
1
1
0

H_36
H_37
H_38
H_39
H_40
H_41
H_42
H.43
H_44
H_45
H_46
H_47
H_48
H_49
H_53

13

40 74 80 64 73 89
107

Total




(c) TNNTukAS

JL(IKGPJPT  Total
E—HE)

RIS
JPT CHB CHS CDX KHV  KOR

=]
/AT
&5

129
99

13 18 18 20 24 29
10

23

H_1

H2

1

35

6

0
36

H.3

H_4

146

16

49

13

11

H.5

0
0
0
1
0
0
3

H_6
H.7
H.8
H.9
H_10
H_11

H.12
H.13

29

13

9

—_ - o o T o — y— r—

1
0
5
1
0
0
0
0
0

H_14
H_15
H_16
H.17
H.18
H_19
H_20
H_21
H_22

0
0
0
1
0
1
0
0
0
0
0
0
0
0
0
0
0
0
0

H_23
H_24

H_25

H_26
H_27

H_28

H_29
H_30

- - — — o o -

H_31

H_32
H_33

H_34
H_35

H_36

H_37
H_38

H_39

H_40
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BAAYT
JL(IKGPJPT  Total
EZ—HaT)

JPT CHB CHS CDX KHV KOR

AW u
24T
&5

0
0
0
0
0
0
0
0
0
0
2
1
1
4
1
1
3
1
1
1
3
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
1
0
0
0
0

H_41
H_42

H_43

H_44
H_45

H_46

H_47
H_48

H_49

H_50
H_51

H_52

H.53
H_54

H_55

H_56

10

H_57

H_58
H_59

H_60

12

H_61
H_62

H_63

H_64
H_65

H_66

H_67
H_68

H_69

H_70
H_71

H_72
H_73

H_74

H_75
H_76

H_77

H_78
H_79

H_89

H_90
H_93

H_94
Total

546

46

51 57 51 55 155

131
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# 6. RMEERTIOMETDO, JMN + A CNT © T 7 LIV & Fyrfii CESHE).
(a) NI THY I 2l — gy

JMND B DT L ILIEE
0<=x<0.1 0.1<=x£0.2  02¢=x<0.3  0.3<=x<0.4  04<=x<05  05<=x<0.6  06<=x<0.7  0.7<=x<0.8  0.8<=x<0.9  0.9<=x<0.10

0<=y<0.1 0.0046 0.0084 00173 0.0264 0.0350 0.0436 0.0525 0.0622 00733 0.0865
0.1<=y<0.2 0.0065 0.0039 0.0060 00111 00170 00226 00279 0.0331 0.0396 0.0486
0.2¢=y<0.3 0.0099 0.0055 0.0038 0.0053 0.0093 00142 00188 00228 00270 00326
ACNTOEgE  0.3<=y<0.4 00130 0.0088 0.0051 0.0037 0.0050 0.0085 00129 00170 0.0205 00237
HETOT?  04<=y<05 00157 00125 0.0084 0.0050 0.0037 0.0050 0.0083 00124 00162 00181
VIV §5¢=yc06 00189 00162 0.0125 0.0083 0.0050 0.0037 0.0050 0.0083 00125 00143
0.6¢=y<0.7 00237 00203 00170 0.0130 0.0085 0.0050 0.0037 0.0051 0.0088 00114
0.7¢=y<0.8 00316 00268 0.0227 00188 00142 0.0093 0.0053 0.0038 0.0055 0.0090
0.8¢=y<0.9 00474 00391 0.0330 00276 00227 00172 00111 0.0060 0.0039 0.0065
09<=y<o.10 [ OHOGIIN 00938 0.0806 0.0681 0.0566 0.0448 00331 00212 00104 0.0048

BDOONW=E L, Fsr D 1(i~3( i TH D, 1z, 2{r&F. 3N EZEDOEILTRT.
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(b-1) simCHB (Z C 7 LV CIED HARERIR M@ - THY I 2 b— 3> (2Ns=1.0)
JMNDFZER AR DTFLILEERE (x)

0<x<0.1 01x<02  025x<03  03<x<04  045x<05  05<x<06  06<x<07  07<x<08  08<x<09  0.9<x<0.10

0<y<0.1 0.0046 0.0084 00173 0.0263 0.0351 0.0433 0.0525 0.0625 0.0740 0.0869

0.1y<0.2 0.0064 0.0039 0.0060 00111 00171 00227 00279 0.0334 0.0396 0.0489

0.25y<0.3 0.0098 0.0054 0.0038 0.0053 0.0093 00142 00189 0.0229 00271 00328
ACNTORE  035y<04 00128 00087 0.0051 0.0037 0.0051 0.0086 0.0130 00171 00204 00239
HETHOT?  04<y<05 00156 00123 0.0082 0.0049 0.0037 0.0050 0.0083 00125 00162 00182
LIVBRE®)  g5¢<06 00187 00159 00122 0.0082 0.0049 0.0037 0.0050 0.0084 00126 00144
0.6<y<0.7 00235 00201 00168 00128 00084 0.0050 0.0037 0.0052 0.0089 00115

0.75y<0.8 00317 00264 0.0226 00186 0.0140 0.0092 0.0053 0.0038 0.0055 0.0090

0.8<y<0.9 0.0470 00392 00328 00275 0.0225 0.0169 0.0109 0.0059 0.0039 0.0065

o9sy<o.10 [ OHGEEIN 00935 0.0810 0.0685 00564 0.0445 00329 00212 00104 0.0048

BfrE DB NLOEWITFE 6 (a) IZHED.
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(b-2) simCHB (Z C 7 LV CIED BARBIRM@H KT I =2 b— 3> (2Ns=10.0)
JMNDFZER AR DTFLILEERE (x)

0<x<0.1 01x<02  025x<03  03<x<04  045x<05  05<x<06  06<x<07  07<x<08  08<x<09  0.9<x<0.10

0<y<0.1 0.0045 0.0087 00178 00273 0.0359 0.0444 0.0533 0.0640 00753 0.0884

0.1y<0.2 0.0060 0.0039 0.0064 00119 00181 00240 00292 0.0346 00413 0.0507

0.25y<0.3 0.0091 0.0051 0.0038 0.0058 00102 00154 00202 00243 00286 00347
ACNTORE  035y<04 00118 0.0080 0.0047 0.0038 0.0056 0.0095 00142 00186 0.0220 0.0256
HETHOT?  04<y<05 00144 00113 0.0075 0.0046 0.0038 0.0055 0.0093 00138 00176 00198
LIVBRE®)  g5¢<06 00172 00147 00113 00074 0.0045 00038 0.0055 0.0094 00138 00158
0.6<y<0.7 00218 00188 0.0155 00117 0.0077 0.0046 00038 0.0057 0.0098 00126

0.75y<0.8 00297 0.0250 00211 00174 0.0130 0.0085 0.0049 0.0039 0.0060 0.0099

0.8<y<0.9 0.0452 00377 00312 0.0264 00215 0.0160 00103 0.0056 0.0040 0.0070

o9sy<o.10 [ GHGSEIIN 00929 0.0800 0.0678 0.0556 0.0440 0.0326 00208 00101 0.0050

BfrE DB NLOEWITFE 6 (a) IZHED.
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(b-3) simCHB (Z C 7 L /L CIED BRI KT I = — 3> (2Ns=50.0)
JMND R DTT L JLEEE (x)

0<x<0.1 0.1<x<0.2 0.2<x<0.3 03<x<04  04<x<05 0.5x<0.6 0.6<x<0.7 0.7£x<0.8 08<x<09  0.9<x<0.10

0<y<0.1 0.0044 00102 0.0205 0.0305 0.0396 0.0482 0.0576 0.0688 0.0802 0.0938

0.1€y<0.2 0.0047 0.0045 0.0087 00157 00230 0.0296 00354 0.0419 0.0490 0.0591

0.2€y<0.3 0.0065 0.0041 0.0047 0.0086 00145 00210 00267 00317 00363 00435

ACNTOBgE  035y<04 0.0082 0.0055 0.0040 0.0049 0.0086 00142 00203 00254 0.0297 00342
HETOT7Z  045y<05 0.0099 0.0077 0.0052 0.0040 0.0051 0.0087 00142 0.0200 00249 00277
LIVBRE®)  g5¢<06 00120 00102 0.0077 0.0051 0.0040 0.0051 0.0088 00143 0.0201 0.0227
0.6<y<0.7 00156 00133 00110 0.0081 0.0054 0.0040 0.0051 0.0089 00147 00185

0.7<y<0.8 00228 00188 0.0156 00127 0.0093 0.0060 0.0041 0.0050 0.0091 00144

0.8<y<0.9 00378 00309 0.0255 00210 0.0169 00123 00077 0.0046 0.0048 0.0099

o9sy<o.10 [GHGESIN o.0902 00779 0.0653 00533 0.0419 0.0304 0.0190 0.0093 0.0059

frE DB LOEWITFE 6 (a) IZHED.
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(b-4) simCHB (Z C 7 LV TCIED HIREBIRNE#H K THO I =2 — 3> (2Ns=100.0)
JMND R DTT L JLEEE (x)

0<x<0.1 01<x<02  02¢x<03  03¢x<04  04<x<05  05x<06  06<x<07  07<x<08  08¢x<09  09<x<010
0<y<0.1 0.0049 00125 0.0241 0.0350 0.0444 0.0539 0.0637 00751 00867  |ONOOSINN
0.1<y<0.2 0.0042 0.0063 0.0127 0.0214 0.0300 0.0373 0.0442 0.0510 0.0593 0.0699
0.2<y<0.3 0.0050 0.0046 0.0076 0.0137 0.0215 0.0295 0.0363 0.0422 0.0479 0.0559
ACNTOE#E  035y<04 0.0059 0.0047 0.0052 0.0086 0.0146 0.0221 0.0298 0.0360 0.0412 0.0468
HRTOT?  04<y<05 0.0067 0.0056 0.0048 0.0057 0.0092 0.0152 0.0227 0.0301 0.0361 0.0398
LIVBE()  o5<y<06 0.0076 0.0068 0.0056 0.0048 0.0058 0.0094 0.0154 0.0230 0.0304 0.0339
0.6<y<0.7 0.0099 0.0087 0.0073 0.0058 0.0048 0.0057 0.0091 00153 00233 00283
0.75y<0.8 0.0155 0.0126 0.0106 0.0087 0.0066 0.0049 0.0052 0.0084 0.0149 00221
0.8<y<0.9 00293 0.0236 0.0192 0.0155 0.0122 0.0089 0.0059 0.0048 00073 00148
09<y<0.10 | 0.0990 0.0866 0.0742 0.0624 0.0507 0.0393 0.0280 00173 0.0087 0.0077

frE DB LOEWITFE 6 (a) IZHED.
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# 7. B JPT - CHB CER LTI Z A 7L, BCREDOY T, F o0 U—0MREESZ A TESR LTI
Ta XA T OX  BEERR.

BWEYT)L EE%(D&;?’
ISEELL PTOHBTHAS oSBT IO g ST rs22940080 NTREAT PTTONT oHBTOAF SSIZNEE ﬁ,@gggi
/\7"1:1%947" T e & FLIIL DFRTE nNESE OEeE = ?:%Ezk}r,;;
2
86 46 0.111 0.168 0.053 T JPT-CHB# & 0.280 0.101 0.198 0.036 H.3
26 80 0.193 0.139 0.248 C JPT-CHB#i@ 0240 0.373 0.312 0.018 H.2
88 33 0.080 0.111 0.049 T JPT-CHB#t@  0.197 0.092 0.147 0.015 H_1
56 52 0.126 0.077 0.175 o} JPT-CHB#@  0.142 0.288 0.220 0.020 H.5
84 31 0.075 0.063 0.087 T JPT-CHB#t:# 0.117 0.159 0.139 0.001 H.4
48 26 0.063 0.058 0.068 C JPT-CHBiti@  0.109 0.127 0.118 0.000 H.8
40 10 0.024 0.043 0.005 T JPT-CHB#i@  0.083 0.010 0.047 0.019 H.3
12 13 0.031 0.029 0.034 C JPT-CHB#i#  0.056 0.066 0.061 0.000 H5
28 5 0.012 0.024 0.000 T JPTDOH 0.047 0.000 0.024 0.017 H_1
53 4 0.010 0.019 0.000 T JPTDH 0.038 0.000 0.019 0.014 H_1
7 3 0.007 0.014 0.000 T JPTDH 0.028 0.000 0.014 0.012 H_1
16 6 0.014 0.014 0.015 C JPT-CHB#i@ 0028 0.029 0.029 0.000 H.2
31 3 0.007 0.014 0.000 T JPTDH 0.028 0.000 0.014 0.012 H_13
43 3 0.007 0.014 0.000 T JPTDH 0.028 0.000 0.014 0.012 H.4
50 2 0.005 0.010 0.000 T JPTDH 0.019 0.000 0.010 0.010 H.3
70 6 0.014 0.010 0.019 c JPT-CHB#ti@ 0019 0.038 0.029 0.000 H_22
89 5 0.012 0.010 0.015 o} JPT-CHB#i@ 0019 0.029 0.024 0.000 H.2
14 1 0.002 0.005 0.000 o] JPTDH 0.010 0.000 0.005 0.007 H5
15 1 0.002 0.005 0.000 o] JPTDH 0.010 0.000 0.005 0.007 H.8
1 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H_.3
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REQYLT

E: M s T
PEELE o cmcons STSIET PITONT HBTONT s nTscT wTeony omTony FTOET  iGEUTY
/\7%’5‘47 S5 = = FTLIL DT nESE R#EEE = 7/5:'%;5?}(;;
%
21 2 0.005 0.005 0.005 C JPT-CHB# & 0.010 0.010 0.010 0.000 H_26
8 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H_27
18 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H_21
19 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H 4
20 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H_1
24 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H_7
25 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H.3
27 1 0.002 0.005 0.000 T JPTOH 0.010 0.000 0.005 0.007 H_3
29 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H.18
30 1 0.002 0.005 0.000 T JPTD A 0.010 0.000 0.005 0.007 H_13
32 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H_1
33 1 0.002 0.005 0.000 T JPTDFH 0.010 0.000 0.005 0.007 H_1
35 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H_17
38 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H_19
39 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H_3
49 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H_24
52 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H_1
47 2 0.005 0.005 0.005 C JPT-CHB#t# 0.010 0.010 0.010 0.000 H_10
57 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H.12
58 1 0.002 0.005 0.000 T JPTDH 0.010 0.000 0.005 0.007 H_1
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REOYT

BWEHUT)L < . < . EERT/
PLRELE ol cHacnkl onay masond SHBTONNT 152200080 NTOHAT PTTOAT CHETOAT ST IrhEC LOYTIL
NFO5A7 NTDse s(I0R nsdd FUL OFE  ORAE  ORAE OEE R hegmLr
% % % % % NFOEAT

%

21 2 0,005 0,005 0.005 C  JPT-CHBX@ 0010 0010 0010 0,000 H.26

62 1 0002 0.005 0000 T JPTD 0010 0000 0.005 0007 H.11

55 1 0002 0,005 0,000 c JPTO 0010 0.000 0005 0007 H.20

63 1 0002 0,005 0,000 T JPTDH 0010 0000 0005 0007 H.1

65 1 0002 0.005 0.000 T JPTDH 0010 0.000 0.005 0007 H.25

68 1 0002 0,005 0,000 T JPTO 0010 0000 0005 0007 H.14

69 1 0002 0.005 0,000 T JPTDH 0010 0000 0005 0007 H.6

73 1 0002 0005 0.000 T JPTDEH 0010 0.000 0005 0007 H.15

83 1 0002 0,005 0,000 T JPTDH 0010 0000 0005 0007 H.1

87 1 0002 0.005 0.000 T JPTDH 0010 0000 0005 0007 H.13

ot 1 0002 0005 0000 T JPTD 0010 0.000 0005 0007 H.23

9 1 0002 0,005 0,000 T JPTDH 0010 0000 0005 0007 H.3

71 1 0002 0.005 0.000 c JPTD 0010 0.000 0.005 0007 H.16

67 2 0,005 0,005 0,005 T JPT-CHBHE 0010 0010 0010 0,000 H.3

77 1 0002 0.005 0,000 c JPTDH 0010 0.000 0005 0007 H.5

2 1 0002 0.000 0.005 c CHBD& 0000 0010 0.005 ~0.003 H.5

3 2 0,005 0,000 0010 c CHBD& 0000 0019 0010 0,000 H.30

5 1 0002 0.000 0.005 c CHBD& 0000 0010 0005 0003 H.5

6 1 0002 0.000 0005 c CHBM# 0000 0010 0005 ~0003 H.8

10 1 0002 0,000 0,005 c CHBD& 0000 0010 0005 0003 H.2
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REQYLT

E: M . T
PEELE o oocons STSIET PITONT OHBTONT s nTscT wTeony omTosy FTOET  iGEUTY
/\7’1:1%947" S OsEE e & FLIL DFE RiEEE REEE = ?:3%?#;5

%

13 1 0.002 0.000 0.005 C CHB®D # 0.000 0.010 0.005 -0.003 H_2

23 1 0.002 0.000 0.005 C CHB®D #A 0.000 0.010 0.005 -0.003 H_2

34 1 0.002 0.000 0.005 C CHB®D # 0.000 0.010 0.005 -0.003 H_34

36 1 0.002 0.000 0.005 C CHB®D # 0.000 0.010 0.005 -0.003 H.5

37 5 0.012 0.000 0.024 C CHBMD & 0.000 0.047 0.024 0.008 H_2

41 1 0.002 0.000 0.005 C CHB®D # 0.000 0.010 0.005 -0.003 H.5

44 1 0.002 0.000 0.005 C CHB®D #A 0.000 0.010 0.005 -0.003 H_2

45 1 0.002 0.000 0.005 C CHB®D # 0.000 0.010 0.005 -0.003 H.5

46 1 0.002 0.000 0.005 C CHB®D # 0.000 0.010 0.005 -0.003 H_32

51 1 0.002 0.000 0.005 C CHBMD & 0.000 0.010 0.005 -0.003 H_36

54 1 0.002 0.000 0.005 C CHB®D # 0.000 0.010 0.005 -0.003 H_8

59 1 0.002 0.000 0.005 C CHB®D # 0.000 0.010 0.005 -0.003 H_5

64 1 0.002 0.000 0.005 C CHBMD & 0.000 0.010 0.005 -0.003 H_22

66 2 0.005 0.000 0.010 C CHB®D # 0.000 0.019 0.010 0.000 H_39

72 2 0.005 0.000 0.010 C CHB®D # 0.000 0.019 0.010 0.000 H_29

4 1 0.002 0.000 0.005 T CHB®D # 0.000 0.010 0.005 -0.003 H_3

9 1 0.002 0.000 0.005 T CHB®D # 0.000 0.010 0.005 -0.003 H_1

76 1 0.002 0.000 0.005 C CHBMD & 0.000 0.010 0.005 -0.003 H_31

78 1 0.002 0.000 0.005 C CHB®D # 0.000 0.010 0.005 -0.003 H_40

79 1 0.002 0.000 0.005 C CHB®D # 0.000 0.010 0.005 -0.003 H_37
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80 i 0.002 0.000 0.005 c CHBO# 0.000 0.010 0.005 ~0.003 H.38

81 i 0.002 0.000 0.005 c CHBD# 0.000 0.010 0.005 ~0.003 H.2

" i 0.002 0.000 0.005 T CHBD# 0.000 0.010 0.005 ~0.003 H.1

17 i 0.002 0.000 0.005 T CHBO# 0.000 0.010 0.005 -0.003 H.28

22 i 0.002 0.000 0.005 T CHBD# 0.000 0.010 0.005 ~0.003 H.1

85 i 0.002 0.000 0.005 c CHBO# 0.000 0.010 0.005 ~0.003 H.2

42 i 0.002 0.000 0.005 T CHBO# 0.000 0.010 0.005 -0.003 H.4

60 i 0.002 0.000 0.005 T CHBO# 0.000 0.010 0.005 ~0.003 H.33

74 i 0.002 0.000 0.005 T CHBO# 0.000 0.010 0.005 ~0.003 H.3

90 i 0.002 0.000 0.005 c CHBO# 0.000 0.010 0.005 -0.003 H5

75 i 0.002 0.000 0.005 T CHBO# 0.000 0.010 0.005 ~0.003 H3

92 i 0.002 0.000 0.005 c CHBD# 0.000 0.010 0.005 ~0.003 H.2

82 i 0.002 0.000 0.005 T CHBO# 0.000 0.010 0.005 -0.003 H.35
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# 8. 1rs2294008 &t LD 7w 7 b FO L -

T4 100 kb DOFEMOEILERE (7).

C allele (JPT=77, CHB=155)

T allele (JPT=131, CHB=49)

21.9 kb LD 21.9 kb LD
PRI L3 100kb block i 100kb £ 100kb block Ti# 100kb
IPT 1.20x10° 0.15x107 0.97x107 1.33x10° 0.64x107 0.95x107
(1.10x10°%) (8.26x107) (9.85x107) (1.15x10°%) (1.71x10°%) (9.75x10°)
CHEB 1.13x10° 0.16x10" 0.93x107 1.38x107 0.84x107 1.01x10”
(1.06x10°%) (8.54x107) (9.64x107) (1.17x10°%) (1.96x107) (1.00x10°%)

7 AN O IR R A2 RS
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