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L. — P ) L BEDNAMR FE AR U 42 » HLARFAEAE T B4 -

SRR DA A B 0 7 Kt , e, B e R AS B PAT i LR BESES

S ST RESR AR ) LA 22 DR 2R ) B 5 3 o A A TR, v, BT IR BB 45 B R 0 A AR B rp AL
SO IR N — AN B AN A T — DB AR R 2 BER A AR5

LRSS B0 TN PP R A3 NS L S R AR S, BT 2% 5 B D P ik 0 e S04 v SNP

SN CEpsY VA GhI= A

R i — A~ B2 AN DR R BOAE DA BGRICE 1 2% 5 B AR AR T R & R A i 2, JF:
X P IR IR B R A A R AT SRAE, 15 2 FTIR AR ) Ly BSDNAIK 5

PR Bk A MR A A 8 U R A~ RO -

MMFF | Prob | _ fa
AA +AA [P +q/pR)1+4q/pF) 1l-e
AB + AB | pg(1 — F)(1 - F») 1/2

BB + BB | ¢*(1+p/q F\)(1 +p/q F2) e

AA + AB | pq(1+q/p F1)(1-F2)  (1-h/2)-(1-h)e
BB + AB | pg®(1 +p/q F))(1 — F) h/2+(1—h)e

AB + AA | PYq(1 - F)(1 +q/p ) 1/24+h/2(1 —¢)
AB + BB | p¢*(1 - Fy)(q + p/q F>) 1/2—-h/2(1—e)

Hor , MMFF B 3R 7R 62 BT I8 BE 212 FOAG ) LI 38 2R 284, ARIB 43 331l 6 7 — SNPASE o5 1) 9 o 45
P FER, Prob 8 FRIR K42 BT I BESE G ) LI BT id 25 5 B R G A %, p Rl 20 ) 3R 7R T ik 4%
AL PR AFNBI NS4 JE R A B, F1ERIR BT BESR 1Y I A8 R, F2R R BTk iR LI i
A FRE, e RIN BT IR M 8 1% 2, a1 3R 7 B I 0 3 50 i A it 3 5667 225 [RI AR AU, h 3R BT
AR ) LE ESDNAR

2 RIERCR BRI 1) 7715, HASFAEE T, TR T il — A sk 2 AR R AT iR 2 &
FERMEARN BT IR B A MR 23 A A 2 2 /T, SR I — AN 2 AN R R A -

3 MR ZL R 2B IR I 7 1, HARHAEAE T fEFTIR — AN 2 AR R B HE AR RER 1 IR
A ZRBUTEOUT , BT id BESE I A8 R BRI % 1 20 B AR R B3 I e 3R B 24 17

4 ARPEACR B R 2B 9 5, FRRIEAE T, fE i — N2 AN R = B AR i iR LI IR
A RBEOT  Ed L N 2 — SRR R LI AE /AL

TR IR LR IEAS R A% B N0

I BRI ) LB AR T 40 I 7 15 2 FTR IR ) LRI A R8s

W NFEIEAE ZEUNSMEAE A P g ) LT 58 R4

5. MR AR ZE R 2T IR 16 5 1, HRFAEAE T, fEFTR — AN B2 AN R 3 B HE BT IR NS 7
FEPIRAG BRSO T il DU R 2 — 153 3 prid NSO R TR B -

MR BESE BT J N ) i o 3R

M T E B B INTPTREAS TR+ A3 3],

6. MR 4B BRI ZL R 1 25 AT — T TR 1K 751, FLRFAEAE T, SREUAT I8 A5 A A () I 45
P LT -

X IR A UAE AR S 25 DNATF AT I 77 2 ) 43 38 S 6 I 3 2504
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X BT D 4 N A AT 0 A B i W S B 0 TR TR i R s W A s
Ab B A FH T 15 3 BT 2% A FE R A8

7 RIERCRE R 6 BT IR (1) 7715 » FLARFAELE T, X i i s 0 250408 14647 on 145 21 ik
7 B -

BRI & I reads ;

W M3 5 Wl AR B3 i read s i bb 31 2 2% 2L R 4., 75 3136 4 bb X SRS i read s 7R A AT iR 1 5

8. MRAR BRI EL R T RTIR I 7 7%, FLARREAE T

iR KR B K reads B IELL R & /02— PCRY I 5| A EE B ffreads 85— LA
N T reads ESES AN EE I~ 3000 7 R AR T 20 reads s F1/88,

P LE o SREEE A FE DA N 2 —: U VP 2 — MG A DR B ME — B X) B reads.

9. MR AU E R 6 BT 1 75 v , FLRFAEAE T, X6 T R 5 I A A B BUUi7 25 DNASH: 12847 I 5
FLFE -

o T A SR 745 4 0 35 DNA G i35 AT 4 25 D] ZEL I v B L

10. —Ffi ) LU BSDNAMR FE SRS B, HAFAEAE T, (045 -

Frid 35 B H T A7 B E S AT, B Frd B o ik 26 B 1) 4 il 43 s o, BTl s
BB REEL, iR A AR HC — AN B Z A, BT i B T AT B IR BUR]ZE k1 29
{E—TRTIR I /7
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A )L EDNAKR SR ER A R B

BRARGUE
[0001] A BAPE J s 5 s, BAAKTIT 5 5 88 S — Ml ) Ll S DNAIKR FE AR BT 5 S 3

BEEEA

[0002]  JI5 ) LV 5 A% BR VA FEE 1) S 0 TG G 11 7 25 Hh A B 240 {8, ‘e e TNTPT 2 5 A AL
R H 0 LAZ R MR FE e 2 ) B AR IRAE - 38— AEC AR ) LR BE RIS 00 R, X T e LR
WARKIFEA (B T3 %) , 3 75 B E BB - IX B A0 AR K AR L@ e NTPTIO B BA 1 , BE 35
Ji6 ) L B B S PR 32 IR 28—, ZE L IR LIR FE R L R sl vl e e fR 5 e Ar
PRI R AE  NIPT IR 25 1) G ih DAk Be A5 AR K3 T+ 28 = fECL J iR ) LIR FE I B 0 T, MR 4
PR S UIR kB SERF IR AR A NPT AR 45 58 0187 B , fE ff 12 B8 vy o (EL el X i LR
FEEREUE 5 B AT A2 A M A

[0003]  METE A IR ) LIF B DNAR 8 7V LR LR

[0004] (1) SR & EPCREGA

[0005]  19984F, Fits i SC K24 Dennis Lo%s FHSEHT 2 \PCRELA SE &4 HT 1 22 i1 3¢
(I 16 ) LI BSDNA , A3 E AR AR GR 7 J ] LAIUAS , R P58 I o e 0 o 25011 348 o v 388 o o DAL S ¢
J 8 BPCRITVE NG, Vet 514 HE A U 24 0 4/ & I R AR H Y Sl e 21X (SRY) 2 A i
KT 2 SRY L K2 53 B i b B JE IR, BEAA [P ¢ £ DNAFR ANAFAE 1% BE R o R 4f s o4 T 28
) 2z ], HE SR AEm A A SRY 2 AT (1) 5 D1, AN T 40T 55 IR i i LR FE .

[0006]  (2) AxFE[RIZHANGSI T , 5 T 1 e e AR HEWT R ) LIk B

[0007]  JET3Hr— ARl I , NTPT R A W B8 45 21 4 40 A1 F i 4 35 (K] 24 P BRI 258 00 2 4
5 o 3 IR B B L B2 R R AL B AT GORR IE %%, 15 B S YLt AR () & B
Al THE X IR AR PR R Y G Ak 1 B R BESRIR T 53 16, i ) LA P55k vy U Y 2% 20 R 1)
e s [, B AR D — 2R XYL A, iR ) LA B R vy U X 8 AR 1) B B I [T b, mT et
PEGL AR S R AT TR I IR ) LI B

[oo08]  (3) AxFERIZHANGSIU T (PEWISF) , 5T BSDNA v B A 5 2 AT HE W i J LA 75

[0009]  IX &5 v AE M 3 B DA 2R FH AR 3t I - v2: (paired—end sequencing) , AT HR #%
Read1F1Read 2] bt XI5 B K HEWT ¢ FDNA 7 B (I FE o IX R T7 VA AR & i ) Le £ DNALK BE 43 AT
L RRCEDNAR BT AN B9 R, 128 N 2 2 c £DNAK B 2 166bp , 4775 LA 10bp g BLA 1
T Yk KU, FF7E 143bpAb B A B B AFAE o IR LI BE 6 w5 , Z2 RE 4 J i v : L 143bp AU 1)
cFDNAE 25 590, [A1 i LA 166bp AU AR 1) ¢ £ DNAF) JU) 5. 35 B8 A o DR 1T ml AR 40 2 B 4 J) o 3 o
cFDNA Fy B A B2 1) 43 A SR HEWT i ) LA B o

[0010]  (4) I FEHE ) INGSIN 5925 , Xt 45 AN SNPAE T BEAT = R EE M e

[0011] S 2R3 vk AT UK FH VAR B S 1] FROINGS I 3 , o 2t A T o 4 5 (R 4L ) 45 T SNPAE A5
AT B R EE I 7 A% A7 s I 2 4 A1 J I A 1R ¢ EDNATE i B2 A 25 (R 714 (AAAA, AAAB, ABAA,
ABAB, R 1T P> BHRR BER IE R AL, J5 ARG LR R BY) |, B AR 40 Wl e 25040 v %
A I EUE R AG G ) L EDNAVR .
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[0012]  (5) &+ FBALARIC Y U7 ik

[0013] XTI ILAI KGR 2 i JLDNAF Z Ak 5 BESRDNA R JEALRE BEAN R, A1) FH A0 (X
53 W JLANBESE SRR 1) ¢ £DNA , AT HEIT ity ) LI B9 A BRI FEE

[0014] i JLUR J5E (A HE B € B — ELR BORME 1L, A7 4E 22 U5 1 AR VR i o A% 3 10 2k T 1 e Eu A
R 6 LR 5 S B i » Wi sim 48 T JE i LRI i J LR B3R AT 28 B 2 T iR LA BE/R ¢ FDNA
B 22 S I R J LR S e B T3 92 » i B 00 I » SN0 e R A ELAE B 1 AS g o 21 SNPAZ
s A5 AT R PR i) LR EE 8 B 5 v 75 v U BE MU 5 H AUNTPTATO . IXARER B 7 T
T2 BOR S HIRAL I i) LI B 52 B S B AR BED BRI, Ty A = o

[0015]  Hq b o] L, B A 5 347 A — 58 BRI, 2 BH DL JL 7 T - 38 & 4 i) s 46 T
1 s R AR ANBL AT BN 5K 5 SZBR T 55 BR IR s AU B 12 AN 6 20 AR, A I P A
[0016] X F A BRI A, B AT S T2 HARR R TT % o

b ES

[0017] A B 92t 72 it 7 —F i J LU B DNAYR FE 3K B 7 v I 25 B, DU v B s A
) LA P o 0 Fsd A v 1 1) R

[0018]  HR k8 A= i BH St 5] (1) — AN 7 D, $e it 7 — PG LU B DNAVK FE 3R B ¥, 1% 7 124
i < SRERF WA A () I 3 0 0, e, R M RE A PR B LI BESE s S S RESE A LS A
TR B G R A AR, b, RS R o A A rh B G s 2 & FE I — N ERZ AN R, AR
A BRI H s A SNP 2 A7 s B0 B AL s L 48 s o — AN B AN R R A DA B SRR
(1) & FE I EAR NI S ML 2 A 1Y , X IC S M 20 20 A A Y 3R A7 SR, 43 21 R ) LU Z5DNA
W

[0019]  Ht—2BHh, 7E— AN EANREZAFEU T2 D2 — BT BRI /256U
[T A2 R E PR iR A NBESE A SR R A5 2, Horp , TR — AN AR = E A R S
FE BRI G LR AR 2 /1, JRE — N E AN R 2R 1 ME

[0020]  t— Db, fE— N E AR R OFEREEIE S REEIL T, BEERIE A RE02
T IS 20 PR AR S 0 SR E R

[0021]  g@E— 0 Hh , fE— D EZ AR R BIEI LT REEN T, @ LNz —3 3
BILEIIEAS 280 ¥ iR LRI AC 2R B0 B N0 s 3B X i LI QSR BT A 40 i I 45 2 i L
[T A2 RE W NBRIEAS BB BMENE G LT 22 R4

[0022]  gk— 0 Hh, fE— A ELEZ A R B ATFEA A F ARG EREBR T, E@d el Tz
— 13 BN FESE A7 3 R A5 I« INBESE BT J B (00 58 A 3R E; RN T e $ & (N TPTAE
AR

[0023]  dk—20 Hh , SR EAE DU AE A 1 000 7 50 A 038 < X A DURE A B2 B Ui B DNAFF 34T I 7 2.
J 9 380 TR I 50 5 ot R 4 W P 54 AT on A5 00 G S o T R R R s I 8
b B R T 15 B0 A A B I A e

[0024]  3k— 2B Hb, X JE U0 3 B4t 47 0 T 75 20300 e B0 HE 0 4 - MR K B reads 5 K5
TS JE 4 O B T read s L 312 25 JE R 41, 43 210396 2 LE 6T SRS 1) read s {F A P £ 5
[0025] gk 0 Hh, KR E M reads@HELL N2> 2 — :PCRY 5| NFIEE A Bl reads.
B — UL EBEEN reads ESE5AMZ H ER (1) T 30 /7 B 8K T 20 reads ; #1/88, L X
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FMGEAELL T 22— RV 2 — DL S A R ME—EU X Effreads.

[0026] 3t — 351l , XA IAE A 52 B B DNAJF R AT I 3 L4564 T A5 A £ U S DNAJH:
BEAT A DR AL AR BE M Y o

[0027] gt — 04, Sl R A AR ER S WL AR -

AB + AA
AB + BB

Pal—-F)1+q/pF)  1/2+h/2(1—¢)
pa*(1 — Fy)(q + p/q F3) 1/2—-h/2(1 - e)

MMFF | Prob 4
AA+AA [P +q/pF)1+g/pF) 1l-e
AB + AB | pg(1 — Fy)(1 — F) 1/2
BB + BB | (1 +p/q F1)(1 +p/q F2) e
[0028]  AA + AB | pPq(1+q/pF)1-F2)  (1-h/2)—(1-h)e L
BB + AB | pg®(1 4 p/q Fy)(1 - Fy) h/2+ (1 - h)e
|
|

i, MMEF 371 3 7 1) A2 B S5 ARG L AR JE DR AL, ARTB 43 53l 38 718 — SNPASE A f1 795 ol 5 o7 B[]
Prob #7172 BER AR ) LA 2 PA 2R A R 56 p Al 7 T3 37 S5 22 DR ARTB IR AR 2567
SRS S FLIRIS BRI AT AR 80 F2 R i ) LI AEAE R H e Ron T P AR5 £a81) R
7 O P B o S5 R AR, h 3R iR ) L S DNAJK JEE

(00291 HR#H5 A< 5 WY S Jta 1) 53— A5 i, 3k G i 17— i LI B DNAWK B3RO B,
BB A CE B AT B, B ROy S B AL R o s Herp R HON BB, B
TPy — A, AR 3T B AR5

[0030]  FE A B St 5] o, S AL A i ) L3 B DNAVA FEE SR B3 92, 3l i Sz BRI J L A
PR IR MR 0 A AR, R AR v 10 5% DR R (R S B 2 D) 3R BT ) 24 5 EE PR L
A7 5RAE, RIAT RS A6 ) L3 B DNAYK JE o 1% 75 3% 7T LA A FINTPT 5 R AONGS IR B2 I P s , 424
S IO AR ARSI 565 R0 e FR RSCAS B il L, AN A SE BN IR LI EE 1 2 B A N 5 i L
GOTIE AR, HERE & H T R AR ) Lk AT o

B [E135¢ BR

(00311 yHbe Ak Ffr i3t W (Y B 1B FHOR S AH X A S B [ gt — 20 B, A RRAS B 1) — 7 0, AR K
Y 8) 73 TP St 061 i Y P R A A B I AR St A 5 W R AS 4 BIR S o £ PR B o
[0032]  J&] LA AR AR i W S Bt 9] ) i ) Ll 2 DNAJA JEE SR U VR ) A I

[0033]  [&] 22 MR 418 AR 5 WY S i 9] 1) i TSSOV A 030 S B SRATH 0 i ) LI 55 IO AR LE
SR SR

[0034] 5] 32 MR 48 AR 5 W S i 49 2 1) 2 - L SITR AR REASSRAS 1 iR J LR JEE S5 VR R IR P AR LE
SR SR

[0035]  [&] 452 AR 08 AR 5 Y S i 9] 3 ) 2 T L 5K 55 BANTPTREAS SR AT 1 iR J LR JEE 45 P et A
FHEBT HE PR L AR L e 45 R

BiEiE
[0036] Dy T A ATLARATISIN N B3 B8 S s B AR A W7 5, T A 45 6 A D P 5 it A1) 1)
R I S0 A B S Bt 451 P (0 5 AR 5 SRBEAT IR AE L SE BRI IR, AR, IO [ St 1 AN

6
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AR B — 50 53 () ST A8 T A 2 2 0 1 S it 437 o 36 T A R BH R 1 S it ) AR Skt il B AN
A i O 3E V57 B RTHE N BT 3R A5 (1) B At St ], #5524 & T 48 K B AR P 1 e
Hl -

[0037] R EEULHH IS , AR B A U BE 5 FORCR R 15 K i Bt 1A i AR B 487 N L
B UL AT AR T , B A T se A HE B 5, B n, B8 T — RIDPIREER O
RV RGBS 6 PR T 7 2 2 ) R 5 IR B B G, T A T R VR T
2 A HH A B X B R L R R S R A T e P R E R T

[0038]  FEASZHERE]F , FEAL T —FP G LI B DNAYR FE3RE 7 v, i LT, 2 VAL 3
SREUFDUAE A 0 05 508 , Fodb, AR A H B PRE LI BESE s @ L RESE AN ) LR R Y (Y
A MR A, o B R R A B LR R e A B — N AR R B
S 7 o SNP 24 4 67 A B ST A B B ) 5 oK — A R 2 AN PR 2R A DL R SR B () S
A EERERNEC S MEZE AR REAL, FEXT A ME2 70 A AL 1R 47 SR, 75 2 iB ) LU B DNAYK
&,

[0039] iR JA LI B DNAYR B R 77 , 38 ik 5 57 RS AR ) L3 DR Y 1) BBk 45 MR 2R A A
B R FHAZ AR Hh 1 % DR 28 B X e R 25 BT s T (1) 2 5 B A E A7 SR R, BV mT 3R18
JLIF BEDNAMR J o 1% J5 15 0 DA FINTPT 3 R AONGS ARG IR B I o 54 , 76 7 B8 A An] 2 4 ) 2
B AN 7 09 AR 1R i b AN B8 SEINT G ) Lk FE I 8 SEA I, 1 12 7 v AR AR »
PR I0E T GG ) Lk AR .

[0040]  fE—FhfLiE LB , /e — PN ENHERBFELL N E D — BT BEERIE
28 BB G LIRS RBP2 I A iR R e  NBEEEAT LRSI AS B, B — N a2 MR R
E RN 24 A FE EAR N R B MR A0 A AR 22 J, 3R 7 VB4 R — A 2 AN R R M
[0041]  Szf B FH R AR B8 I 3 A0 H SR IR AN ] S 52 24 BE R R R R I B A 4, 4%
DAL 25 R AN FRTR o B o, U TR AR S O R DI P AR 2R B 7E0. 001 6 47 o NBESE
A7 35 R A 2645 AR B8 AN AN R T AN ] 5 BU G, AR I N B H 3 A8 ) N S5 A6 2 R A %645
B 5 MRS N B IR1S I NS R R A5 B R AR I - BRI 2 REF ARG LI IR
A2 ZRHFUE 20X M 7 504 o SNP A B AL s G 1B 52 o 328 R 08k RS, iR )L I 2 &AL s )
RER i » T3 REBUEAR , G L B2 A AL S R A

[0042]  FE—Fh LIk S il , £ — AN Z AR R ARG R REFIEOL N, BEE
(R AT ZA B 12 38 %) 4 B AR BE (0. 1x~0. 5x) M5 3R B30 1 o B b, 38 1 % (3 40
IRVR B 3 SR T A B i R, &I i ) LR FEh 9 ORP el SRR

[0043]  FE—Fh ik St ol b , /£ — AN B2 AR R ARG LT RAF2HIEGR , @ it
PLN 2 —3 306 ) LAY AE RAF2 6 ) LI 22 REF2 1% B ONO0 s @ % iR LI Sk T B
ST M 7 A3 B RE ) LE IR A REUF2 5 W NBEIE A2 R SAENE N IR LI IEAS REUF2.,
[0044] G JLIYIEAS RENF23 S 137 BESE AL SR 520 , DR Ty 318 b 75 B A2 S 1 1 4 it
BAT IS 2] B A R E R R BN R I, 6 ) LI A8 RAF2158 BN 0E s iU BRI AC R4
(R S5E A A2 LSRAS B ) L B DNAYKR B2 1, KA IR ) LR BSDNAVR FE — MR fE10% A fq o

[0045]  7E—FhfLik St ol , 7E — A B2 AN R 3R G AR SR AR R A5 BB LT
LA 2 — 13 B NS SE R R AT B« I BESE BT 8 N 00 5080 v 3H s I\ 70 5 2
EINIPTHEA TR 2,
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[0046]  MEESEE B J@ A HF I B AR A, b dn Bl J& TR WA, W AT BL A 1000genome ((F- A
FEDRIZH) 1 2R T N A 250 3R B o AN A TIE 2B INTPTRE A v A5 21, LU anm] LK &
FLINIPTREATHEAS 2] AR B AR S T DL LT 8L -
(00471 FIR 7y, SRAS AR A A (0 0 540 1) 20 R IR 1) 22 BR BRI AT o 7 — Fh AR ik
St A5, SR IBUREIIAE AR B 00 5 0 « R I RE AR $E U S DNATF HEAT I 7> 2 JE 15 31 )R
G I 7 B 5 508 SR 4B I e B 2 AT i A 20 W07 ECE L 0 TR TR SR AR I A A B R
15 20 46 FER 75 -
[0048]  H AN T ) 77 205 B 1 R 46 00 Ecd 1) o 07 XSS ARL, #6038 08 S e Bt b AT
TEIEAE 2T E AR P B B Mraw datakbPE Nclean data. fE—FhOLiEk SLh @l , % R 4G
I B A 3 AT 0 A5 2000 7 20 AL FE - BRI BT B W reads s MR J5 4% Ok BE I read s X LL
| ZHFL R, 15 21035 2 L SREE B read sAE I 7204 -
(00491 jbb Ak BRI J5g 5 o 0K vy 30 2 W A PR UG o B PRk AR TRD , T S B4R iR T A
AU 5 4R A 3 B A B IR0 Ak B 25 SR A AN T 52 e ) B o AE — P Ik S L A 5 B T
readsfFE LA T /b2 — PCRY G 5| A EE F Bifreads H & — UL EBZENT reads |
BESESMZ TR KT e i K 20/ reads ; F1/8Y, L X SRBS BLFELL F 2 —: R PR £
— M S AR B E— LU B reads.
[0050] b ffe e St A5, B IREN R 7 W () S GG 54 v 2 e i I HH SR A B S, FNCR
TR A 22 B AT LA I Bl e PR 0 o 2, R T R AR 7 (58 LR 25 ML H IR
(1)1 25300 7 o B I T 20 ) read s % Hi K
[0051]  LbxJ SRl o, AN S0 1V B 22 — AN G AR 08 FH T i 2 A 33 % 0 250 i 1) ol s s =
B A 2 SR R SR A T AR I R R T B A BTG ) L 25 DNAJAK i 5 R 7
RAREEME— LX) Efreads 2 iR T R0 R £ ae e 8 & 52 JER 4l bt x) B
[Fireads , AR LR AT AL I 21 %% SNPAL A3 A B 25 2 8 2 LS o ELAAREE X J5 I s 1 B ANBR , v
MRAEAE A SRR AN [ AT & BRWCE AU N T 515 20 000 5 204 2 /DA AN read s
[0052] b3 of A5 A A 4 Ui W2 DNAFF 1B AT I R PN A F 0 o B T TG 75 v VR B
W, 970 7 24T Xm0 7, 75 #2208 B BTNTPTRO . 1 x A ARG I 0 7 B n 3 a2 2K . 24 9%,
TSR0 7 R AT v R BE I 5 (R R AT DA A 23K o 7E — P e 2 STt 51, 6455 M RE AR 32 B i
BEDNAFEHEAT WU 5 A0 355 « oA 0 R AR S B 128 DNA S 34T 4 35 DR ZEL AR 3% 58 W 7 o L Ak PO R TR
F& W A H b5 78 55 FEAE0 . 1x~0. 5x BT .
[0053] kiR vdib, @ ST RESE RN G L DR Y (1) IG5 Ak 6 2 A S A 1 B JE Al AE T < R
FEXT TNIPTIX FEARVR BE I 7 1 £ s , 7772 2 05 2 1) 1000genome  SNPAL Si# 155 LA F [ read
B, F HiXxH1000genome SNPAV A8 35 & Al M\Poissonyfii
[0054] X FATART 75 &5 B2 K T LI SNPAE i, # AT DA SUZAL SR A& B 5 o
[0055]  Z A fir A 7 AL R T A S B LK BEh Z [RIAFE R EOC & DN IR ) LI AR AE 2
I NAZUFEDNA , AFAFAE A h FEEC Al A7 j AR B 1 2R G R o BT 2 IR BRI, 2% & Re i 4
MR FIMEZ 5 G LR FEA ¢ 0 T [F — N EHMAT 51 5, I LR FEBUR , A3 ) & AL s )
B 15 558 b v o IR e T FH 5L R AL S B 2 B SR HEWT R LR D
[0056]  FEAFARMISFAL T BUE BER G ) LI AE 24K (inbreeding coefficient) #
0, 71 & B0 74 12 32 AR 0, BEAR SR A7 JE RS2 IR 38— 20 A, W 5 845 21 BESE AR L

8
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FERI B S MR A, an R 1,
[0057] 1.
MMFF | Prob fa

AA + AA | P 1

AB + AB p(1-p) 1/2

BB+BB (1-p)* 0
[0058]  AA + AB | p2(1—p) 1-h/2

BB + AB | p(1 —p)?2 h/2

AB + AA PP(1—-p) 1/2+h/2

AB+BB p(1-p)? 1/2—-h/2
[0059]  EZR1+H ,MMFFZR/NBESEAIAG JLEIZE R Y, AFIBER 7 5 —SNPAE £ 1 25467 FE [A] , Prob

TR NS LR B AR ) LK) 22 DS B (R 36, £ I e i o S5 5 2 DRI AR 305

[0060]

[0061]
[0062]

A Al A A 1
B AL B E A s 5 (1rh-hY)

[0063]

ﬁFl ] ?)W?%ﬂlﬁze
[0064]

I SE B B I S A7 =AM AR & 5 2

i R e 57 A B T N2, HBRARGEAL FE RIF Np ) — R AL S, A A A
R IZRA SR AN
Py= (1+h-h? p (1-p)

RPip~uniform (0,1) , W PufiltAR 733z 55 o 76l e H 4l v Bl S5 7 BRI A T, %

IRERESE : IR LIKILAE RHE2, BRI AT %

Xt PSR AL I A R SNP , I 58 2 P 2 ELAR R 205 AA, BB, BA K 2 & ABII IR , o

T
[0065]  AA~p®+pgF,AB~2pqg (1-F) BB~q*+pqF
[0066] [tk , 75— FhALIE SLHt B , BEA MR R o A AR 2R 3R 2,
[0067] 2.
MMFF Prob fa
AA+AA [ PPQ+q/p )1 +q/pF2) 1l-e
AB + AB | pg(1 — F)(1 - F») 1/2
BB+ BB | #(1+p/q )1 +p/qF) e
[00s8]  AA + AB pq(l +q/p F))(1 - B) (1—h/2)—(1—he
BB + AB | pg®(1 + p/q F1)(1 - F3) h/2+ (1 —h)e
AB + AA | P21 - F)(1+q/pFa)  1/2+h/2(1—e¢)
AB + BB | p¢*(1 - Fy)(q + p/q F») 1/2—-h/2(1 —¢e)
[0069] . rp , MMFF 51| 7 (1 42 RES7 R L) JE R Y, AFIB A3 73l 3R 7R — SNPAL fit | (10 7 Fop 45

REIE DA, Probd| Zom (2 BE 2% AR ) LI JE DR Y R IG5 B3 p AT 70 99l 27 25 67 ik PR ARTB )
NAEEE AL NSRS I, FURZR BESRINIE A2 R4 PR iR ) LRI AE A 80 e s P 4 ik
2, CaB R 50 v S 0 BRI AR AT, 3R iy ) LU S DNAVR B

[0070]

AR R AR K ALV SR fifh o 3

HOR AR I RTHE 2 55 BEANTEF 1 F2. e LA Sz N 25Ny e

DI AE R, Horpr, BESR AT AT REGF T, AT UIE S 20 AR B2 Wl 15 31, i 8w DL A

9
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B R AEh = OB B REIR 1R DL o ~F 5 [P I 74 1% % e 1T DA BB MBS 75 21 iR LI AS
FEF2, BARIEIR R B AL E AR, (R SERR R AF2 =080 F BN BFIE AL &
B R O & R 050 2 BER, BN IG ) LR FE— RAE10 %6 7o A o NBFSE O BRI 45 15, v
L E 2 N 1000genome ¥ 4 N FEECHRE SR EL, 7] LAY K B FLSENTPTREASR 515 31
[0071]  JEFLHe Xt 5 B, iB it 45t Je i fh b RS SNPAZ A b R 285 3) I 444
Fafi & G, 456 RHA B BRI A8 ZE, T N BE DR 2H 5008 75 20 1) K B SNPA s iy B A
B ARNSERR R A, B RT SR AR H i ) LU B A BRI 2 h

[0072]  FE—sjtafsld , xR T B 5 3, IR T — PG LI B DNAYR B SR ECEE B L A4
BB TG 008 12T B, Bl B 25 B I 2 R 40 s b B SR AR, B A5
HOR— A2 A, AR T 30T B3R AT — R G ) LI 25 DNAJK B SR EUT7 7%

[0073] it IR G LI B DNAYR B SR EN S B, 75 AN S AT n] 400 47 110 I 565 RH N0 3 ol A 1) 26
filh b SEER 7 B LI BSDNAYR BE IR 8 i, B VR AR AER M =, ELE T g fif ) Lk
FERE I o

[0074] A< F 37 Hp BT 00 AR AER R B 0 7 2 8 N RE AR TR 78 55 FE 0. 1x~ 0. 5x o 171 7 5 5 M 2
B3R AR Hrh FR A SR BE B T, TAMREAS AT 304N R, B A s IR B R0, A S8 Ay
TR BN, A 7 SR 2, A AT f AR Bt ] e AT AR — 22 5%, (HP 33k
FEARFEAR IR L 20, 1x~0.5x,

[0075]  "THISE A AT 3% 1) St 5 3247 UE B

[0076]  SEjii A5 1 ASTHDLVE A°F A4 B i

[0077]  JEHUK H 1000genome INA12892 (Bf:31%) FINA12878 (L)L) 4= 3k PR 2H W 7 40 , 1%
FEASRI RS (3 5122% ,4% ,6% ,8%,10%,12% ,14% ,16% ,18% ,20%) [FIIG LR FERIR
reads, 78 i & By = 1A 205X,

[0078]  RESEAIZ JLHIIE RS RECE T REAFI &2 )L H 1 4 2L N A Freads 3R, M FE 4
RHREILIRE GBI AR reads TH 15 2, # SNPAL s 1 N T 55 o7 25 DR 40 2 st 2R
1000genome 1) 4= 2N FEEHE SR, 24 A7 o5 A S B - s I SR A 515 B REAR
[fireadsfd 2], 2R 54 LR & S BURNATR B A MER /0 A B A 047 SR, RO T3R5 ) Ll
EDNAYKR FEh

[0079]  CKsHEWT A IR JLIR B S TR AR L 5, b e 2 R an R -2 MBI 2R T DL HY < SR A
FI 1 7 V23R BT 6 LA B 55 A B e LA B G read s EE A8) — 35

[0080]  SEjifff|2 L SEVRFEAEA

[0081] ¥4y JR IR T BESE ARG JLATDNASL FEAS [F] B G ) LIk BEdEAT VR & (BB JLIREE 20 3N
3% 5% 8% M12%) , SR J5 ENLINF , i I3 AR 5 A BE DR ZEL 0 5 , 3k T ) FH A FR A i 42
5 BT G LR B

[0082]  ELAARHIIMF IR EERZO. 1x, MFHRZEN1/1000, BEE G JLAIEAS R %055 il i
- E IDNAB 2 B4 v F B A 31, A7 i) N B S5 A L R R i ZR . 1000genome Y -0 A\
TR SR I, 25 VR IR 52 110 00 25040 v 2% 6 r 50 S s 0 1 o L 4336 e U 540 3R
.

[0083]  KgHfEbbT H FA) R J LI P 5 VR IR P AR B e, Bl e 4 31 DL P 3 o RIS AT DL HY 4% 7 9%
SAFMIIG LR SIRFERI G LI B — 2L

10
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[o084]  SEjiif5|3 L SENIPT 55 G A AT UF

[0085]  EHUIRA B3 AGIINTPT B SEAEA A0 , 5K A F 18 19 77 VR 3R U BB J LR BE o e
AR ) LR B 55 1 Gt A HE T H A AR B Ao bE e 5 SR DL Pl 4, N4 e LU Y < 1% 5 7 5 3
TG AR I HEDRT 77243 B G ) Lk B e B — 2

[0086] A\ bR Sty v LA Hh , A HE I 7 REA UL LA

[0087] 1) wEHfTE i, 4 3T 245 53 BENTPTREABGAIE , 1% 5 15 5 2 1 G o A 1y HE 792
3B AR LR B = B — B, RMIA $199 % .

[0088]  2) & H T2, Tl 1 ARG ) LA B35 wf A vHE i e 1 1) M Al

[0089]  3) AN A A1 1 S50 A0 BRI 2% , AN 75 B2 fill Pane 1, AN 75 B2 H A0 7, A 39 m
AR RSP SEEG TAE , A AS M LI ER BT 5

[0090]  4) BAAICBR , e RHE S B K o A H 37 U7 v 0 T A BE DR ZEL AR R BE T , ml B 424
A FINTPTREA B - A 75 BRI, A 7 B R B 7 (e 7 VR iR LR B 3R 13 B B K
S0 T S U A 81 P 1 5 SNIP PR T A 55 A7 25 AT |0 P BBE ) Ak /S 22 S 7% BE RS
AEAL AR E BT s T A B RS TH I %G SNPAL AL 7 S A7 s L A7), R 7 R 6
PSR 2 B A A e vE) AR INAS N F AR .

[0091]  5) A B £ % & ANIPTYRAE , 2 TNIPTHI R , DR b m DA 5 {6 B 48 & BENTP T 43 B
AR, 2 EmNIPTIR A A S8 Th Rk

[0092]  FEEEULHA I , 5 T AR A & LS itafsl, o 1 iR , MOk H AR R — R 51
(I BIELL A (H R A E AR N 53 R A% N2, A BH AN 52 BT 38 (1) B AR I 1R BR S BR1
PR A R B, JE e IR AT DA SR FH LA B3 ] B AT o LR, ARSI R R N 51 AR B i S
28, Ut B A5 AR BT 1 3 1 S it 451 20 S8 T A 3k St A8 5 BT S K I B AR ER A — e S AR K B
FIT A2 o

[0093] i ik DA b ) S 7 SR A , A ) B AR N G mT DAYE 2 b T A BUAR I ok S it
10 5325 A A Bl A e 75 1) 38 R ARF 5 1) SR S B, 28Rt ] Dd i R A, (AR 2
1B DL 1T B AR ST ity 2o 2 T IR R ER AR , AR B AR 7 SRR i s B I
FE A TR 04935 43 7T LA DU A = S T SR B R 12 T LA P S AR TR — N
A1 5t (4IROM/RAM AR 6 3) A, (464 T 48 2 FHLAE ST H B8 2 AT A B & A S it 431
BT (1) 735 , B R A 45 b B 25 SR AT A i IR 5 A S it 451 B iR (1) 54

[0094] B IR BH S5 7 5 AN T #5iR , ARSI 55 -

[0095]  FEAR B A bk St 5], %of %A St 18] (%) 1 R T &% M =, A S A i A
TER T4y, 0T LA S L At SE2 it 49) £0) A DG 3R

[0096]  FEAHI i BT AL JUAS SRt B, N AZER AR 2, BT 23 O BOR P9 2%, ml il g e i
J5 LI A, DL b i 3 1) 28 L S A AN R s = 1Y A8 Bl 3 BRI R R 43, AN R
— PP AR TR X 4y, SEBR SEILES BT LU A Ko T7 5 4 22 A B OGB4 T DL 2 A B
HTLLEE B 7 — ARG, 5 — SRR T DL ZWE , AN AT o 53— R BT R B I A B
Z A HI A A BN B R A B0l (5 e ] DUl i — ez 1, B sl EER ) [R] $e i A sl (5
B, ar el e a e i R

[0097] R IRAE R0 B 30 A 150 BA 1 B e v DA Bt n] USSR 38 B 40 IR 19 R R B G
TR R A AT D B3 0 A DAAS 2 B 8455, BT DUAE T — AN 7, B30 ] DL A 31 2 A4
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WX 8% B8 70 F o AT DAAR A S B 1) 75 200 13 L o 1 350 40 B 4 0 B o R S A St 451 7 S H
1] o

[0098]  J34h, FE AR BH &A™ St 451 o 1) & D Re B T n] DABE AR — AN AL B ER T, AT LA
& & A RGP AR AE , 0 n] LA B AN BB BT B A — A R T o R IR AR R R
JGHE AT LLSR AR T S, A m] LR R Dh e e o i T U2 B

(00991 Frril 4R ps ) B e 51 DA AR A D g 5 e ) T XS 30 IR A 9 b S i 7= it 41 5 B A
I, AT AAEAE LR — T SE AL S A B o 28 T X FE R BRAR , AR BB AR T A |
B BN A H A DT R 4 38 40 B A AR T S A S 43w DA LLBRA 7 o ) T 2
PRI R Z A BV AR P A — NG B, B G S T AU — a1 B ix
2 (AN NTHEAL IR S5 25 B0 0 28 15 25 55) THUAT AR I B %1 SIS Tt A51) ek 7792 1) 2 50 B350
Iy R RTA FIAF A BUELSE - URL . R A7 f# 25 (ROM,Read-Only Memory) i HLA7HUAF-fik
#% (RAM,Random Access Memory) & Bt 4 | ki B3 6 3 S5 % T AAA B R AR RS ) A
Ihig

[0100] DL R AR Ak B I AR de S it 7 20, B 24 48 HY  6F T AR 45 AR A 1) 5 38 B RN
TR, 7E AN A B S B BT SR T, 38 AT DA 2T 5t A 1, 33K et A 1 8
A A B B PRI E

12
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BN AE AN B3 4B, B, PR ARAE AIR A IRA RS ILa B E

l

BRI FFANILARNRNGKSBESABRA, P, TEAKSEELA
BARP O IER LB —ANRENRE, PR LA B RPN R
P ONPZe A4 & B b B4z & 2 hg e pl

l

B ik — /N R % AN B F AR VAR IR R B Y 22 A A9AE RN P R B A B
SRR St PTR BE AR A AL R AT KRR, 13 B PN )L B

DNAK .
K1
[ ]
C\! p—
[ =]
2
g o
5
] o
op
K 8 4
o
8
< T T T T T 1 T 1 I T
0.02 0.08 0.10 0.14 0.18
FUHRIAS) LiRE
K2
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R18A0RE) LIRE

0.05

FRIFNTERMAG) LRE

0.05

0.15

0.10

0.00

0.15 0.20

0.10

W BB B M
i o
o
o
o
o
o%
oo
o
s
g o
(e @]
&
) 1 1 1
0.00 0.05 0.10 0.15
ERERIRA) LIRE
K3
- o0 o
o
o
[=]
o
@
— 00
Ooo
oo Z o
o o
%
- o
>
I I 1
0.05 0.10 0.15 0.20

ETERe AR E8 a5 LRE

K4
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