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WE: Bk (population history) fL¥EF LML (population bottleneck). ¥ ik
(population expansion). L (migration) VR4 (admixture) &=, XL RN HE
s L 2 51550 (polymorphic pattern) HITERCE A HEM . AT, K TIRZ
BT I DR ZH B HEWORE AR g SRR i o ASSIZE: U5 S T W7 IR T R B R 4
HEWTHE AR P S R AR, BE M AT BT SE56 AR W) 2 ST R AR 38 A% AU A S 7
KEA: BN A A BB FHORE: W

—. B

A& 71 82 (population history) £l 4% # #i¥ Jffi 51 (population bottleneck) . 7k
(population expansion). iE# (migration) flJE 4 (admixture) ZE=ifF, XL AEXTRE
R 2 5850 (polymorphic pattern) (7 sCEAT HERIFENT . FERORERAR A B A%
RERE A, S0y 5 Sk DA B B AL I8 2656 43 0 A o A L S5 A5 6 DR RO SR AR N A A s TR/
PRI IE AT I AR T, 00y 7 25 A1 P L2243 D0 A A5 A o A I 5507 i PR A3 5 A B
ey, IR LS A B DA AR rp [ E T AT L S A R RN R IS T o fEBE A, X
L il S v PRI ATR AR A A SR A A PR IR AR AR (genetic drift). At i mT
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WU — P AR AR, A% A S A5 AR Rk, 32 17 3 i 2 4 o B DR R % 2 2 T
TEEMR R, #RE B2 2 FSRE S (natural selection) 1R, JUIAH 2557 25 B (1
IR AN S R Bl A S R DR (AT S T, T A L A I TR A I 2 PR
T LMR 2R 20 IR VB AR AR R AR IR PR SE DR 20 = AE (38 . Stajich Fil Hahn (Stajich
and Hahn, 2005) i3k H K & 56 B AFIIEDE 26 BN 151 M AT 20 i, 22iR
) R UL 3] ) 28 S AR AR I 2 U T AR M TR AR S N oA S i
IKF B AE Z A, TR TR i A 22 53t 2t TV S A R R R R 2 S 32 Bl
o J TR A AFPRERARR, AR A BT A L8 A7 5 F AR I 55457 5% R] PR A1 B S (i 25
PEFLIR (neutral theory), #OAJVIZBNIE T HAREFE. Bk, 120 TREAERALDT 7T,
FHEWTRE AR D st BEAR AN AL+ o> L, A BT A ORI B AR AR R 2 AE AR R
AL AR 236 4), }7 (evolutionary forces) 1EF] N & Wi T B .

PEWTHEAAR P s BAFER AR R A G5 L S A I TR) AT R e /N =387 A 28 R
Wio GUitiE Fo R 3k I BB R i AR AR (Hardy-Weinberg) V- T Tk
DRI 1) i B A2, T Z0 R 7 AR BE o A Rh B LR I A, DR o ) R [
RUTR K A R-IRAA4% (Hardy-Weinberg) ~Fi (RIZEA T IRARIE N, 24 T 1A
HRIFR), H Fot EBR, FIEEUIORE BB S o BEE IR /LRI, T RERE D
TERGHT A, JR I T EORTR A Z M IE AE BE B (genetic distance) W] UG T3 AL ] o
HEAA 4T R K/ (effective population size, Ne) & REAF eI 4T X5 5 E I AMA
HIECH , 128 H N TR P S BRAMARH o R AN E H SRR BT A
B, RO RNEOK, BHAMBHE 2 &M (polymorphism) miibkE, KBtk
ZAMEERAG. I, BRI EHE 2 (S B 0T DU SRHENTA B0 K/ . Atkinson 28 A
(Atkinson et al., 2008) FJHkH 4Bk 357 1~ AJELkifkA DNA (mitochondrial DNA,
MtDNA) FEAS AN [F] XAk AR P S b AT 1 HEWr. AT I 14.3 T3 9 AT G Fo bz Lo
P F AR IR Bt B A4 B0 A7 RO K INT AR IZD G, 1 R AR A RO R /INME 5.2 75
FER H IPROEIG s BRI A SR /N S L PO IS 1, 0 i K AEAE 4.2
JIFEHTAL 1.0 AT ARMTRIHE o R B N R E ki DNA 1282 & 7 NRBEA T 2
HIARRAE B

HAET, CIFR 7R 2 3T J AL B HERORE AR P s i) 0575 R IR 5%, 248
JTERI AR DNA 81 Y JetafkdEE 41X (the non-recombining region) A H—
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B & (asingle gene genealogy) X —fpPEM &R 52 . #40, Cann %A (Cann
et al., 1987) 73#7 T R EIARNIE 5 AMHEARI) 147 DMK LKA DNA, HERTELAN
FI LRI SR B K20 20 J54ERT I — A 3B 2o s Underhill %5 A (Underhill et al., 2001)
WY Gt fRdE B AL S R K RIFDS T IR IR 70 RRh R 7 58 . 1X 28
JECH 2 N T AR IEREEAR ) 2 AT (Jin and Su, 2001; Ke et al., 2001; Yao et al.,
2002; Kong et al., 2003). A i, Underhill #1 Kivisild (Underhill and Kivisild, 2007) &
HHRVE M AR AN Y et AR B BT 1 20 A 17 N8 AR Ja B4 g 58, (ER R 2
RLARANY Gt A Bt 138 4% 2 38 VERUIR, T Je A A X BBt A NS08 HY AR 2 AT A9
RIS, FsE b, mTEANGN, T2 RNEE 2SR ROk X . K,
TR 2 B R A o AT e AR X 135 A 22 A PR HERT R A4 I 58, IF AT Ky
W IR T AL SR (site frequency spectrum, SFS), & 87 kIETiE
BT (linkage disequilibrium, LD). 7EREAARIS L2270, SFS ALK 2 T fifi
W2 AL AL RAR T PRI (R RAE 70 A = AE— D FIE A FRBEATLAE A 1 i A 2k PR e o,
RAEATA AL I (derived allele, BIRAZHIEFEAIFER) HIPRZN 2 251 3 K e HEAT 70
K, Gty NEEAN W] REAI R 201 (10 L D] e (1 LA BB o SRxr B[R] R ) S5 A7 ik [
ToiF ) A AT A S FE AR A S 27 F K] (ancestral allele), T S% FHAFAN 3 DR s B
SR R H3 SFS. HIATAE S AL NS 1) SFS #R NETF SFS (unfolded SFS),
AT I KAL) 3E (1) SFS NIFR AT & SFS (folded SFS). SFS [ — M AR %
1, BIZENEER (rare allele) MILGHIAR o ARV AR M AF,  J0 20 WAk BRI ) L
BIR R N R Bk, HETHHAR SFS 70 AifE R, @ BT BoaT DAHEWTRE AT S 5
FANEEART) SFS AHLL, BRGSO BEIARE vy A T-HEWT S S 28 AR s, AR A A
WANTEARTE & 1 . SFS LG A7 122 7E P SRMESE B AT A : I B A A2
WAL EAR h— MR T A A, BT TR AR U REASAE (B A2 b 0 20 3 (R AH S5 S A
I3 AT AEMIAHBRSHESRE T, AT DO RN )88 A% B 2 AT 2 B0 v VB G 36 55 e THHHE T
B 7 R RIS 25, T T Ge v T AR A et AN W s oin - 526 17 9 B0 L 22 2 T 0
HHER I GeTHHEWT 77k o WA B IR T2 B T2 T BN A AR 7 Sk iR g i
FE ) N AER, MR — (Identity by Descent, IBD) #5584 FIiH-Fa D /K m] e Agi A
(coalescent-hidden Markov model, coalescent-HMM). L5 [F] — 5 754 5 Tl 4 B i 3
1L 53 HT 1BD 73 An HERTRE A P sk s BTAE-RE S 7k AT AR U R T A 2, FA HMM #E
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ZEZ0) 1 I 3 ) R A AR A B 5 2R (genealogy), 3 HE BT T 5E

=, ETF SFSHIAZE

1.

ETy B (the diffusion) HERTEEAR S

GITVEIET RS R AERTIR] ¢ 605 N (6) AN AN PR e ] 42k 1) B ATL A e — 5 A B A4
FHARBCAT K EAH R HARSL R R e . FEREANEER i b, RPN SRR R A (AR
SRR AI—AS a (AR EE ) 758 ¢4, AL AR A — /M7 ) kAR
AT IR E [N TCRf(ORLE j G OR BRI A FER TS E, 1<
J < 2N(t). BRI a [ & FER PR AR K, PABCAT DM E il RAZ G £ 35
M 35 DR JRE AN 2 ok D A TR R o FR B A VA T RAR SRR 1 f; (6) I AR A il s — 2R 7% 43 O
FERIAR :

2N(t)
fit+1) = Z fi(Opy(©) + M;(6),1<j < 2N(t + 1)

N IR B — TR IR AR AR R B AR08 2 A5 I 56 IR J3E (1 25 5 S i)
pij(ORTE tIRPEA i A BIRMERELE t + 1 RPEA jARARIEER. AKX
AL )R I Nl RARFE R G B 1 2 AR B R EAS AR a 1
2N () ¥ DU R — A DURARE R u A A, SREBURAZ N, S T A A,
AT IERSRE (allele frequency spectrum, AFS) TR T4 807 i% . § 807122 %t
BOHCHAC P AL B B HC MR B RER R AL 2 RS . — AN SRR AR B AL
FEIPAR ARRARAGIR AN o BRI, 240 ROA R Ne K HATH ML RECH1/N
B, &MY BOER.. WREATE P ABARMEEAR, WA B RS E A

HEAT Wright-Fisher 521, FERELLPEATIRAEE P ) )2 B2k HED IO PRSI
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d
- E a_xi<yixi(1_xi)+
j=1.2,..,P

d
. Miej (% — xi)) ¢
L

Forp 24 206 38 — WU I B AR IR A, 5 IR AL . Gutenkunst 5 A
(Gutenkunst et al., 2009) 2T iR 771k F & 7 01 LL4r Bt 2 A B A4 g 52 1 SR 4
(DaDi), kB =N ANBBHAN 219 AN QA I K R4S X (non-coding)
DNA FF#%1 (K% 5 Mb) BIREAEE, #EWr 17 AN SE7E ARG BREA D S . T~ DaDi
TH S P B AR H R3S Ty 248808 K, FrLL DaDi Brig s b £ H
A 3 A BB 20 MEA . R DaDi HrE T HRERRm, HHi
AT RAA AT E R LSNP i : (B2, E4mf X DNA J7 51 5 3& & #E R 7 st HEWT . b 4h,
DaDi V& % Rl 15 2 A7 A %40 (linkage) RS FIREIA, 3 HLHH S 54y
DT R ) R ZE UK

2. ETWIHEFE (coalescent processes) HEMITEAA T S
RIETE & (genealogy) AN THAFAREDT L, MO AR A EL O T W AH S5 A B a], oA
WOk T P8 2 (B A I3 RO R o I, RIS A PRI RE A 30 5 2 W A A R
BRI T BRI S, RERERE TR T AR R/ 5 I AE I 8] SR 28 A 1)
AR RO R . AR &, BRI BRI -P 3 BEAR /N ) DLId e (8] b K Ay i —
1) /2 FAFRAG L, o j 2 E R b 1 R K, X PR Rey Tl R
BEAN WAL 18] B FORREAR /M THE, TP TR D s i o Bl . i 1 R A
GRS S B K AN e P, TE RO IR A 1R A — B
o ATAT A R B R B A BENL LI R, AT AE R R A
HIRE AR R N AR K ERZE, I BRI A b 45 BRI 0 B Al
BRI AT SE . WAL AT R WS R AR B I, 7RIS R AR B, BRI R
HE AP s (T RTAE B XS B AR SFS #HAT UMY, BAEWET T RHA AR
(D7 2 [ E 30 SFS HYBRHRFE, LR BA 2 AR KN4 AR IR /N
(1) AFS Zp ATt 5t o 1% SE I T AH B3O 1 77 iE Al P T A v A A4 3K 30 I A A A 300
HITHRERGR . B, KREHECMEE AT # 2 5 T 5010 NBET AFS, AR 2 T
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LA NBEBES AL L AL (joint allele frequency spectrum, JAFS). Excoffier
Z N\ (Excoffier et al., 2013) & T AL 15T & 844 fastsimcoal2, Tk s
N IR T 5, GG 2 NI IR 04k BRI RS X T W7 514 %, fastsimcoal2
(¥ 53#T R 7] DaDi i, {HLE DaDi Bfafg. EAAFHRIEIE T, fastsimcoal2 i217
HE2 T DaDi, HXfTRE4IEE, WtkT DaDi. Excoffier % A\ KM fastsimcoal2
b T A NSRRI R D s, ar a2 dE&E L ELN (African American, ASW).
KK A\ (Europeans, CEU). ZJ&E A (Yoruba, YRI) Fl/57#HEN (Luhya, LWK).
R fastsimcoal2 SE LA AT LLy #r 2 MR (T RAZ A 12 ANEEK), H2%
X A — WA S H ) P IR s 2 7 A AN Rl THE . fastsimcoal2 [FIFE %A 5 &
AL R BN, 9 T e KPR B2 B B AN T 24N, Excoffier S8 NS4
HESmbS SNP [a]#E N 5 kb

= ETESTEENSEE

1. F T AR R — AR HE W A g SR
PRI, 2R —A> Wright-Fisher BER A BOEAA KN Nes B2 ZREAAE
B MME 2 — AR B R R ER Y 1/Ne, BET R B AL 3L [FIAH G (the
most recent common ancestor, TMRCA) AT Z 1P 8]0 Ne /X 3576 m AR,
B N(m) DA, T m ARBERAE B A MEZ S — R BIIL R e R 1/
N(m), I HF3 BB 3 R AH 50 B 75 T2 188 Nem)AR . DRI, 35 DRTZE AR A
s B d5 T L () R S B 75 Y- S8 I TR) 9 43 A R DA SR HE W7 AN (3] B S 0 A AR R
Palamara Z: A (Palamara et al., 2012) ¥ IBD {JK B NESMERENIAS & L, H
M LR EOC p10); Hord, SHEREOE T 5B LA RIS S5 X1
PR NAZRIEE (B 1A), S840 = (N,), HHN AR TR
KNZARBIE K5, S840 = (N, N, G), HPN N IRR KN, NN
FEARR/DN, G NTRBOMKRREERIS ) o T4 58 7 s PR B i R AR B LA AR K
HR NFEHL AT (IMEN Gimrcal50 cM, Gimrca R BT SLRIM SR BT FR I 18], FLA7
AR, T IBD BT PR A FR ST AR HU A 2 R, IR 2 B3R IR B4 A
(Erlang?2 distribution, Erlz). [Hitt, Palamara 5 AF2E: 7 40 R HESR %5 B s 80T T %)
I IBD K& 51 :

Copyright © 2021 The Authors; exclusive licensee Bio-protocol LLC. 6
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9
p(llg) = le(gtmrca = glg) X Ele (l;%)
g:

SR BER DA S p(gomrea = 910) = 5o T3 (1 - 5575) 360 o6 K
N(g,0)FER5 g AR RN, 12 R B B AR TE AT B Dy s A 4
MH EREFR, Palamara 28 A\ T =FEAA DT SR BN 500 A7k H HEER A 1R
HE AR N HIEAT 4T, HEWRE SRR T SEAE AL N IS8 B B — Rl
PR PT SEAE AU TR HOM AR (B 1B), 108 Mes 55 R4 I se BB SR S5
FRESG KA (B 1C), 1828 Mres 35 =R ) SRR g A R ATURAN. (1 X4 i
KA (B 1D), it N Mere. 83 K 77015 B 21N (Akaike information critation,
AIC) b =Rt th [y i 5, Palamara 25 A\FEWTRT A8 292850 K N b7 sk 4
F: 200 ARAT, FTAHE 912850 R ARG OR /NGy 2,300 B i A0 S T (A ik N 4
BRI B, AR NE 34 ARATIEEZ) 45,0005 1 5 tH A HEAAR R AR LR,
AR R /NBI R Y 2705 &Ja, &b 33 MAMIBEUE K, Sai#tik KN gN
4,300,000. Palamara %5 \ % H Beagle ¥ {4 (Browning, S.R. and BrowningB.L.,
2007) X FEABEAT 0 (phasing) 707 HoRH GERMLINE # £ (Gusev et al.,
2009) *IL=BD #EATAL T N T R s 7R € 2 4 I IBD Al i &, Palamara
HNKAW T 77200 GERMLINE HiERIA XS5 7% (1) Palamara A\ %
Fl GERMLINE 531 BRI S BN LB shH2 B0 IBD J BEHHEWTRIEE ) s A B 2
s (2) T (1) hHERTI R DT s S8 U2 E , K GERMLINE &.3%455
BOEE, o3 —41H 5533 "err_hom, err_het, bits" HIHUE, {F75 M EE
AL IBD [ (1) BRI ZE RN (3) T (2) A KSHL "err_hom,
err_het, bits" MIEESR (1) M1 (2), HEMNEIEGE HHRIUY 1BD F Bk, &
it iR IE, Palamara 2 A% GERMLINE 5954 XS ~: -min._.m 1 -

err_hom 0 -err_het 2 -bits 25 -h_extend.

Copyright © 2021 The Authors; exclusive licensee Bio-protocol LLC. 7
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A Ne B N
I 1 a
P — -
//%\ |
Ko "'-: y
I N, i
NaB
D F i
G,
Naz
Nal
Gl

naw -—-
J

B 1. B DT SEEER (A) BRI, (B) B R/MEEIN K (C) BHARDNKAE
SR N 5 T AR $R B K (D) REAR K /INAE P O35 B 1) A R 25800
(Palamara et al., 2012)

2. LT NAH - B 2R T R AG TR HE IR R A4 ) S

IR e — AN BEAURRE AL, T 20 E i E) 5 81 B ROREARTE R . 0T 2R R )
FHIREATE R 458, Wiuf A1 Hein (Wiuf and Hein, 1999) & k#id 7 —/NE 241,

ES K (non-Markovian) A2 FEENLEEAL; McVea #1 Gardin (McVean and Gardin,
2005) Mgl N7 E . S RS RE R BE LAY, AR AR B kX S A
(sequentially Markovian coalescent, SMC) %, SMC #%%F| FH B /R AT RAE ZL
ZEDYLIE A, K WA B AR A R AEAE & (latent variable). Li Al
Durbin (Li and Durbin, 2011) W\ REE—ANBURE AR NMA I FE R 2 A, A 254 J [R5
HLEF ) (3% B e S R SE I ], TMRCA) 40 A 255 H T AE AR IO BE AR b S A

Copyright © 2021 The Authors; exclusive licensee Bio-protocol LLC. 8



w -
blo_1 01 www.bio-protocol.org/e1010604 DOI:10.21769/BioProtoc.1010604

B, RDEEA BRI ARG 45 S . Bk, Li A1 Durbin 2T SMC BRI R T BOkE
36 R FIIHE AR A (pairwise sequentially Markovian coalescent, PSMC) k&
PR ARA AL R ZH 1) TMRCA 434, A0 SMC A Hh (e AR & A AR 1%
REEMTEH TMRCA (B 2a). 76 PSMC A8 rf, 2000 2 (1) L N BOR 4l &, DK
A IC N0 FHMHE AT . HFaa8 B TMRCA EIRAE A ti, RS2 (emission
probability) 735 ~e(0[t) = e O Hle(1|t) = 1 — e %%, HMPRE s R APRS t I,
HIRE AT

p(tls) = (1 — e P)q(tls) +e~P°6(t —5)

t dv

Hes() Nk delta B q(els) = 5 f; 3 x eThavidu., PSMC HT

A(6) Y0
BEMTSH: REFRO, EHRp, HLRERPAL) . ZHOWE L 4N, pik
ANEE A B (site) 220 — AR R, HAETENERE: NovHE, H
TR T Z 20 KAk THE . A(0) R I ZIFXS BEAA RN, FERIAONA(L) = N (t)/No»
N ()N t N ZIBEAR KN e N T RERESKAE PSMC 54, Li A1 Durbin S FH 40 T SREE Y
ez & TMRCA PR MEAT B HUL: WA E TMRCA KIS KEUEN Tnax:
HFRAEHN 2 n ANHXE, FMXELAEHNEREX A =
0.1exp[i/nlog(1 + 10T,q,)] — 0.1, i = 0,+++,no FPIRZZ A B EL)E, Li A1 Durbin
YRR A 3 oy B U g, BIAGE) = 4 t € (b, tigq] i =0,--,n. &0t Bk kb
#, PSMC # B! F ZfhitHan N 2. RAFRG, EHHp, R RDL i =0, .10
Li A1 Durbin K H & KA (Expectation-Maximization algorithm, EM) %} _LiA
ZHEATAE, P SEWIRE R E DT RARRORIE I B A& AT IH,
HHAFRp NI E IS RAZRON Iy 2 —, HIEERHARDA BN 1. £ EM FILH
K12 (Maximization step), Li Al Durbin S f g /R H % (Powell’'s algorithm)
KRAFETLZE . Li A1 Durbin A PSMC B 73 A1 ZR V. . BRI AN =N FEA4 1) Py s,
HpA R ad —RPRE R AN 2.5 x 108, H—MB A% K 25 4. 5
R, RTINS BEARAE 2 T3 4F AT R D SE AR H R, #84 D ™ B R SR
Bzs S SRARINAEAAAE [R] N 33t 28 DO ai RN , AR R 2R S AT BRI 19 S A 171 5
FEFEARSS (B 3). R PSMC HEAY AT DAHEWT AN [F) I [A] Be bR RN, HETTR

Copyright © 2021 The Authors; exclusive licensee Bio-protocol LLC. 9
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SRR (800 ARLAN) A Bl (10 FARLLHT) MIHEAA RN EIETH R 2,

T T TE — AU 1 258 DR 2P 47 AR S R 8o 7 A i A4 1) 2

Li A1 Durbin X F T. & BWA (Li and Durbin, 2009) #1754t %}, 2 J5 KM
SAMtools T EAL (Li et al., 2009) *fLbxtah RtATHEF. A FF. Li Al Durbin ¥
SAMtools % Hi 45 Rt~ AL EEAFE A PSMC % : (1) 4100 bp M —ANH47,

HAES, (2) £RNHAAR, 8 SAMtools I IEIAL 5 (site) HiEd 90, N
ZEALENY, BWEA N TECO: (3) R RAY, HREDER -NIRET, K
ZEALAC N, BWHEEA'0. #Je, Li A1 Durbin X} PSMC fifin F 8% &: -N25
15 -r5 -p "4+25*2+4+6",

Past

Inferred segmental TMRCA "\

(a HMM path) [ Ancestral recombinations
(changes of hidden states)

/

... emissions ...

... emissions ...
FENNNDN.

Discretized TMRCA (hidden states)

Diploid sequence (observation)

Heterozygote Homozygote

200

150

100

50

TMRCA (x1,000 generations) &

0 20 40 60 80 100 120 140 160 180
Coordinate (kb)

K 2. PSMC #HEAURE B A BERNBEBERI TSR (a) PSMC BT 46 T 5% %
HEWT TMRCA; Bt TMRCA NERZS, 24 H BIAH I B0 A BT BRUIR S K AE 5 .

Copyright © 2021 The Authors; exclusive licensee Bio-protocol LLC. 10
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(b) KM ms #AFE AL 200 kb X34 ) TMRCA 70 (IAHZ04k): A PSMC ##
RO R B3 AT 20 M, HEWT ) TMRCA 737 K #4 B #%7< . (Li and Durbin, 2011)

= "YRH.A ——
= : YRI2.A =
X 4t | EUR1.A[0.29] =—— i
S : EUR2.A =
® : KOR.A[0.10]

5 3 CHN.A[0.05]

5 i

2 :

o 2F

— F

[0

=

B

2

i

| P

104 10° 106 107

A 3. BT 6 MY REAKFED RN X7 CHN.A. KORA f1 EUR.1.A
1, 35 5% 10%A1 29% 244 1% %% . (Li and Durbin, 2011)

Schiffels #1 Durbin (Schiffels and Durbin, 2014) & T GEfg £ R H 4 741 EFligk
I RAEAEM, T SMC BAJF K 7 2 xs i Kl A% (multiple
sequentially Markovian coalescent, MSMC). MSMC iR A DLy # £ A RUBARBEAS
HLBRAR B Z AR ATE 2R 1 ORI 8] ¢ R0 B I 8 (1), B0 R A S
AR AR MK (K 4). Schiffels 1 Durbin & SMC HEZR45 H R id A ik
Bz 8 MIRZS (8,1,)) 2 BPIRZS (s, k)RR 26 <

11 t t
q.(t) = e™MPt + (1 — e_Mpt)?Mf 1+ (M —3)exp <—Mf A(v) dv) duif (t,i,j) = (s, k, 1)

0

11
q2(tls) = (1 — e_Mps);MZA(t)

Copyright © 2021 The Authors; exclusive licensee Bio-protocol LLC. 11
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{ ftexp (—thxl(v)dv> du t<s
At) = OM t “ s s
kexp (— (2 ) fs A(v)dv)fo exp (—Mful(v)dv> dut>s

Hoh MONREREE , p N EA R, AR t B 2SR K/ T MSMC
FARIAL IR 2 NFEAS, HOR SRS S 847 (singleton mutation) FRER . 25 L 55 R
AR AEAE T UG A (i) b, MRS e (0, i, j) = ut, TWA 1-ut, wNHEAL
M4 —RI5AE 3 . Schiffels A1 Durbin izl MSMC #5154 7 A2 9 ANEEAI
FRREDT L (ANHEAA 2 MRS, 4 DAY, 45 53R BHE AR S BRI IR Rh R R
INFREE R RIFAE 4 TR 6 TTERIA Ts (B 5). & MSMC A4 Frl b
DT AR RIE R PP, B2 T AR R Bt () HA R R Y] MSMC #iAY
FITRE /> M (OREAR SR BT 4 4. SR MSMC R84 73 b ELSesdR vy, AN 75 BT 7
FILER . HEP . &R, BT EM P E R (haplotype phasing) AbE .
Schiffels 1 Durbin >Xff] T. H Shapeit2 (Delaneau et al., 2013) 347 454K 43 Y 4b
F, JRERAE T HAL "generate_multihetsep.py" ##AbFE 5 1 EdE 4y MSMC A
() N SCHE . fE Al R BE K N BF, Schiffels 1 Durbin 2 33 f# I 2 %0

fixedRecombination".

Recombination

Total branch length T

Time
(past)
First coalescence I" E'~I
(hidden state) N . " iy N "~
?@ \l " 1 L!= N
% . = - s
o) s <% =
()
o
Mutations

&l 4. MSMC #HEURERE 2 FEAE RE R H A FARE R R AR5 R A, H
AR 52 ZAEACTE & b OCUIAELIN 18] t AE oIR8 (BT R EEZR) . (Schiffels
and Durbin, 2014)
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—— YRI (Nigeria) —— CHB (China)

- MKK (Kenya) - JPT (Japan)
LWK (Kenya) —— GIH (N. India)

—— CEU (N. Europe) — MXL (Mexico)

TSI (ltaly) === MXL (only Native American)

Effective population size

Time (years ago)

B 5.9 NERRBIMEE S AR 2 MEA, 4 MEEAERL. (Schiffels and Durbin,
2014)

Terhorst %\ (Terhorst et al., 2017) $2&H 7 —F#x )y SMC++ it A, %
R R QT SR o BT 2R ARSI (1) R 3 TSR P 5k 2 — A
CURAXUE AR (R JE DR A 1 B8l s (2) A PH 2k T35 o £ 7535 20 B SR R R A 11
FEDRZH 7 50 K d . SMCH++BLEUERTE n+2 AN ELAER (haploids) FF A R 1E &
(genealogy) A 2 MEAEAKE R —MMEFERTRA], HPFES 3L (lineage) id
U2 PR, FEAR AL SRR L RPIRZS (allelic state) FIid N(a, b) € {0,1,2} x
{0,1, -+, n}o A4S UAIGN 32 (VIR (8] AT (1D N Cy,), WIWEEE(a, b) IHER

0
P((a,b)|Ciy =7) = > [CSFS(1)] 4 + 0(67)

HACSFS(0) okt fii, 0 RAE . [7] MSMC BEBUAHEL, SMC++ERY
AT A AT BB AN REAS T AN TR A 5 AR 7 B AL . Terhorst 45 Nz ] SMC++15 1Y
HeEWr 7 KB H 4 (Long-tailed finch). B % 4 (Zebra finch) A1 2 Jig 5 i
(D.melanogaster) FIFp#E sk, Horp RS4RI BE IR S22 AL AN 40, BN A
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2 — A RAZRBON 7 x 1079, H—ARRIR SOy 34 B R WA E0N
197, AL S A — R RBRE AN 3x10°, BRI BN 1A s
RERYI =R EIFEER/NLY 50 JIAERTTTAR T FE, <R B A0 DR s R R
2) 6 JAFERITIGR R BTt AR R RN Z 10 JAERT TS ETHEAR R
% (Kl 6). 12 SMC++EAUK I N IR DR b LS B (1) X E LB AT 7 51
texts HEp . &SR (2) Kb s M HdE L a2 “sme++ vef2sme” i iy
SMC++EETL [ NSO (3) B iy 4 “sme++ estimate™ it AR 2, (4) @il
A“smc++ plot” i #4L M 4 5. Terhorst 25 A\ K = KR 45418 (cubic splines
interpolation) F{ AR smc++K) 2 Hr &5 AN A HEL

8 —
107 ¢ — Long-tailed finch

:: — Zebra finch
B — Drosophila

Effective population size

10° . ..|....1 ) ..|....|I ; T BT

Years (in thousands)

K 6. KEBE% (Long-tailed finch). BLE 4 (Zebra finch) 1 2 ig R iR
(D.melanogaster) KIFHEE5E (Terhorst et al., 2017)

O, HERTEHE A ERVEARTE

EIRAER T S HEWT VA AR 2 R, (ERANE R AT A ik, LHEWTIE (A I S 1 AR
(K 7) KiE—2. iR psme (A 0.6.5) f£ linux 1~ & _Er ik B NCBI %
A8 2 A B AR A R FE A %G (SRR1145007.sra) il (4 b4 5 WL 8), A28 7 58
HEWTHI AR . (1) TEJRAEIE: AN NCBI Hidl T 8 265 vl R ) T H A sra
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toolkit (it 4 2.9.6) 111 prefetch x4, Han S N: prefetch SRR1145007; (2) i
JEIRIEHAE : 5 Se N E R 6 H U th sra 4% U fastq 4% 20, PR A T H A sra toolkit
(WA 2.9.6) #H 1) fastg-dump v &, H w24 KX N: fastg-dump --split-files
SRR1145007.sra.  Ja x4 B fastq #% X80 R a6 Bl 47 1 98, %A T A4 ngsqc
toolkit (fx A& 2.3.3) #1 # NuQC.pl v 4, H a4 # X A~ : perl luQC.pl -pe
SRR1145007_1.fastq SRR1145007_2.fastq 2 A-z g -0 SRR1145007; (3) ¥t #& )5 (1
JR AR s [R] 226 e 51 #EAT EEXE . H AT T Fe 1 ELX i 3 23 60 =7, Hi Bowtie2.

BWA. MAQ 1 SOAP2 & LbarH DU fF, &M+ —AmE sy /8. 37K
Hl Bowtie2 (WA 2.3.5.1) #EATEEXS, W %7 E NS H S| adeliefa (NEEEEN
http:/gigadb.org/dataset/100006) & . % 5|, Har 2. bowtie2-build adelie.fa
adelie. 2 Ja#E4T Xt 31K T H samtools (A< 1.9) 4 ik bam SCff, Har kX0

bowtie2 -p 5 -x adelie -1 SRR1145007_1_filter.fq -2 SRR1145007_2_filter.fq | samtools
sort -O bam -0 SRR1145007.bam —-threads 3. (4) #4727 #r: FR ] beftools (it
A 1.9) TEAAAHIHE R A 70 EEX 51, kil snp A indel S548 5745 5, Hear @482
A: bcftools mpileup -C50 -f adeliae.fa SRR1145007.bam | bcftools call -c -V indels |
vefutils.pl vef2fq -d 10 -D 100 | gzip > SRR1145007.fq.gz. (5) HEWr#EA % SRR
A SEAE WP P SR B A e e LS 58 (4) 28 P AR U B e it N Bt » 2 R HEAT R
PRI S 3EWT. psmce (iAs 0.6.5) HOFE#: T B & fq2psmcfa, Ha &= N: fq2psmcfa
-q20 SRR1145007.fq.gz > adelie.psmcfa, KRR 5164 H: psmc —N30 -t15 -

r5 -p "4+25*2+4+6" -0 adelie.psmc adelie.psmcfa.
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THIREEIE

R R 3R

B e R
BIERZZ 3
HITEEXS

HEMTREA LD 52
Bl 7. B S HERTE R AR

x10°

o
(S )
T T

w &~
o F- (4]

N
(&3]

Effective Population Size
- ; N C w

o
o

10* 10° 108
Years(g = 2, p = 8.11x10e-9)

&l 8. FER AREFATE g RRFEM u RBRMRIRAEE, Hphi .

I BEERE
HRT, 3 T3 K A P 5 Bl I e A 7 S A 7 ik 2 BOR T P R Gt A . B8 — R e i Ao
R TR RS E R, 9 MG BRI TERAS TS B . 5T SE S B S
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TSR A, 38 SR 7RI AR AN AL IR A A SR A A7 s S B R A I S5 R
AR 2R o AR UL REMESE T, BRI P S0 /5 ZE et e MR /NI 1 7 3]
SRR N 2 — B sk A e R RN B — AN I IR 1) B PN 2 [ ANAZ 1
S IR (S J2 10 5 920 P T HE T SR AR P S, SR A ) el D AR g A5 X ) DNA
FPoo (B AL, BT RBE A5 2 10 D 150 25 FE A AR N R Sl R I A MR R i [
SR I T RO A5 B T A WO A4 D S, 7T 25 R S AT YRR — AR S5 K 70 B 5
L BRI SEAS TR A% A 38 4 1y R R SR PR AR LA BR AR A N A 25 A (O S

FESETIEYA-PAE B M GE TR AR 38 3 R FH L5 ) — AR A -2 B 2K AT R e
RS TR R S BN P A8 [RD AR A D0 S A B S (BTSRRI IR R — AR VA I L s A T g
B HERHEWTRE AR A P 5, (H s R 7 EERUE 4 e RO NV . Dy T 5 iR
R AL, SR IRE R 4 € 2 R AN R R ER I GE TS (7R s B R e
W) AT PR, R T I A 3 A L DN A A A N AR R RV S BT
-5 7R T AR R AT LR 2 22 AR AR 52 LTI R R AR O N R AT Bk, (B
S B SR AR RE AP AT A PR FRAS 7 22 e e (1) FRAR R APIRAS 2 M55 K5 (2) IRk
SER I H BEAE REA B E In T AR B . S8R A R IR TR S IR BB AT (1) A IE
Bk AR B U AL P (2) HIE RS SRFIE B AGHE R 450, a0 MSMC 7Y
FIREAS T 28 o URIAE AN 8] thrse A5 T SR A5 o I BE T AH-F2 B JR W] RAR AL 5 VAR 1
HIA R A2 e R P BB A R INEE Bk — > B RSP I 8] B A AT [ i ANAR Y, SR A5 3 b
IHER P SEAN AR A0 . B AR 008 KA B A8 R RS 2 1) W] UG HEWT AR A4 I S AR A3 Fe A
ERAETH L AR I HAL B U A & A B R 255 3 2 TR P15 2 )
THERT LA —ADMFEARI 2 2L K4 DNA 551 (GG X FIAEg S IX) HEWTHEA
82, AR RARR I I IR A S (800 AALAA) RIFEMIRCR Bz . REHR & T
EAPHTE BB J7E (10 MSMC R SMC++) e ik 38 I AAorr 2%k 18] s vl i B
A SERHERRT,  (EHEWT ROR ARAT B 2%

i bk, A TTEA B, BT EX AR N A — AR R R, I HL
TAERG AN Z R T 52 o DRIE,  ARORIEWTRE AR P S GErH AR N B DU RS AL (1) B
i 7r M 2 FhIBALAE s (2) oS HEAR K /NEACMAE AT B e (3) wT SERRT R4 P SEFR A

AT
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