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L — R AR 2 A0 R o B BEIE , JURFAEAE T, T ik SLV0 & AR A F 45 78 SNPAL sk
AR > B R S50, o, R I M 3003 A Gt AR Y X SNP AV i ) S50 2k D] R AR
FR3 73 AT BEAT AL ALL , DTS 80 ) 0 AR 0 R PR 20 2R

PR i SR s IR -

(1) ST« 25 5 — AN SNPAL L, 70 S SR HURE M FEAS IR P 8 22 DR ) 47 28R AUEBD -

reads

EBD = Z (1 _ 10—0,::-;bnse_qnaiér}'[)(I _— 1U—D,;i-.mapping_quaifr}'L]
{m

T — AR, BiNNNMER S H G (reference allele) 538 H 27 3 A
(alternative allele) FJEBDZ; 5 i flai ; X = Fa] G (1 3 KRR \RA L AA , AB ¥ e A1 TAE I
7R g3 A — A [ ) R AR S A B R HH I 2, 4379l Jyp (RR) p (RA) Fp (AA) s BRAEIH L T p
(RR) 2110, p (RA) 1205, p (AA) 823w 1 5 B e 55 A2k DR A3 246 il DA Py ek — I8 T~ 487, [ P
[ B A AN LA HZR (alternative allele frequency) fre, K.

f (RR) = (1-fre)

f (RA) =2fre (1-fre)

f (AA) =fre®

SEBRFEA T HLIE R B R S0, A A = RS A6 5 IR B T, R Bt SNPA Y ELA G
AR .

(1- fre)’(1- p(RR))" p(RR)"
likelihood = const x| | + 2 fre(1- fie)(1— p(RA))" p(RA)"
"+ fre’(1- p(AA))" p(AA)"

(2) e RALERAE 1 51N AS B sw (RR) 1 vw (RA) 1w (AA) 1 838 BT IR AN ft) = 7o 5 bR 70

;i FHExpectation-Maximization (EM) ByEREAT R RALIRL 11, LB SR AIMAD 3R /7 1) A2

EA IR
w(geno), = S (geno )(1 - p(geno))" P(geno )
2./ (geno)(1- p(geno))" p(geno)*
MAZ B -
2> w(AA), + D W(RA),
e 2N
ZW(geno),. a,
pgeno) = '

2_w(geno),a, + 3 w(geno)r,

(3) FEATE DR LM E « X F 265 1R, Hilw (RR) 53w (RA) 1w (AA) 57 B KA BE AT RUAE D%
FEAS AR R

2 ANBURESR B (0 53, FLRFAEAE T, PR S0 o a R A5 0 o B 45 SR o B v Al
FAHE M@ — A Geith B, 4 Pk i 3k K R R 1-w (geno) i 1% 3k D Y F) s o i &2
I3 80 ARAEAZA 53 B TR 73 TR B HEAff o5, Ao ot B 3088, 0 T R A 3B AT
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BRRERSSMRTEEE

BRARGUE
[0001] A K& T EMME B 22 Uk, o S AL IR 2 A5 i 0 UG, U K — A
T NJE LR AR A i ok SNPREAT AR 1 23 BL ) BV

EREA

[0002] X AE WA A I DNAREAT ¥ W i 1502 b AT 70 AR W 2 L 8 A% 2 J vk IR IE %6 e 5540
B AT -

[0003]  FARZH IR L2 SRAEFR A A (Single nucleotide polymorphisms,SNP) A& Hl BN
Bl 2 ) RAR 1 B o NI R 2 48 R IR 29T 5 I SNPAL A, FF HLAUIEBH FL 5 A 2 3R A
P I S5 AH TR o

[0004] &5 AR P AR H #T i 47 FIDNA 74 78 05 3 o al st 4 B 28 — AR AR, K
2 1 S AR N S35 DR 2E 0 3 i A 0 R A R, SR R, 7R AN AT X X LESNP AV £
AT RSB B .

[0005] & T-IA B AR IR , A 115 1 & BN FUSR I — Pl B AZ IR 2 45 A o BB
JEHE R BT IS AR 7 £ RS 1 70 B4 5 SNPAT UK B

LZBRR
[0006] AUk B B HIAE TR AL —Fhae 8 1t 47 MBS AR 7 £ 4 o kS 1 53 B 4R5 5 SNPA A3
R A7
[0007] AR BHFRARL 7 HEAT RS 0 20 B RE e SNPAL A SV
[0008] A Bk A I AT G vE A AR AL, X SNPA R ) S5 A7 2k DR AE N B HR 1) o A 3k
AT G0N, R T R HE DU HE A ) SR AT 40 2R o AR BRVE SR 1 X0 o Y 5 SR B = oA, AT T
AN PR T REIN A R
[0009]  AREAH, BARIETC/CHHiB 5, i& H T 1inuxEBwindows R4t
[0010]  BF BLARHY, A K BIRBRAZ IR 2 500 o TR HE P IR.
[0011] &5 7€ —ANSNPAZ A, A8 BH IR S A, 43 Joll 72 U IS A %) 1 A S5 67 285 R 7D A 28K
Ie# (the effective base depth, f&aj’5EBD) :

reads
[0012] EBD = z Ci_ 10—0.13{5.::;_11&.1:&];;)(1_ 10—U,Hmnppfng_quak‘:yi}

=1
[0013] S T-—HEMER, S i NIMERI 2 H 5L JE ] (reference allele) 538 H & FE A
(alternative allele) JEBDZ; # ANriflai. Xf =Fpa] GEHFERI BIRR JRAAA, AR KB o,
WCEATIAE I 3 A 20 A — AN 5 1 AR S A JE R 26, 43 30l Ap (RR) < p (RA) Fflp (AA) 5 B
HEIHOL T p RR) #2420, p (RA) #2350 5, p (AA) 23 15 R 10 55 o7 225 (R 00 26 i MR et — 3 {114~
i, [F) A [ E RS B2 LRI (alternative allele frequency) fre, Al :
[0014] £ (RR) = (1-fre) 2
[0015] £ (RA) =2fre (1-fre)
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[0016]  f (AA) =fre?
[0017]  AJBHH, SEBRAEAS B T H 2 R R R R, AR e A bl — R &5 A6 258 [R] 28 i ot
I, SNPHLAYAS Gn S HE AR A
(1- fre)*(1- p(RR))" p(RR)"
[0018] likelihood = const x| | +2 frre(1 - fre)(1— p(RA))" p(RA)"
"+ fré(1- p(A4))" p(AA)"
[0019] Y FIRFR A SE R G, I AR &8 :w RR) 1w (RA) 1w (AA) SRR IBIXNMAR =
P R U NE 2R 5 {8 FExpectation-Maximization (EM) Sy EAT S RKAUSRAG T, FLEZD JRAIM
. aillpak
[0020] EAIE.
S (geno )(1- p(geno))" p(geno)”
Z f(geno)(1— p(geno))" p(geno )™

foo21]  "(geno) =

[0022]  WBER:

2> w(AA), + Y W(RA),
[0023] fre=—1 i

2N
Z”’(geno)faf
Zw(geno)fa, + Zw(geno)fr;

[0025]  fzJm . xF T 551 FEA, Blw (RR) 1w (RA) 5w (AA) + 7 5 KA 3 DAL R i SRR AR 1Y
FH,

[0026] A< B v, 3 o N ) ) AR A i R B AT Xof L) ot B DR A, FL B4 - M — Gt
IR 5 2 Pk 3 PR R B 1w (geno) i 9125k DA AL ) s v Jo 2 70 0, RAE A i ik (A
Iy TR AERR = 5 bt o B 70 H0B Ry 5 70 R HE A A

(00271 WI2b 45 R o , Prid bk ot B o BORE RS 0 1) PP 0 R el R, HLARH 3 5 £ 58
b A s Ao ATk — 2D AR D9 SERRIR B 22 TAR AR HEAL I BT S i &

[0028] Dy A TR, DL R i L A St 5105k A i B 0 i EAT VE AR A - 7 2R A
TR A BARSCBIUE DY 1 Ui B, R AR AU 1 B I BRG] LR IE A LU, AR A K
B (1% 30 6] P T 2 5 B A R 5 b % R TR A T AN 508 3 A8 T R 50 A8 9 4 N AR B 11 Y ]
o

[0024]  p(geno)=

B A

[0029] S ffil 1« X 17745 € SNPAL ;Ui AT 43 # , B4 97294 B R AR | 1) 5 4 — A
A

[0030] gt F A 7 v Lb XF & A Burrows—Wheeler Aligner¥é J5 46l Fr 4 Lo 22 225
NBRFA E (human reference genome,hgl9) ;

[0031] {5 A & B B 06T BB T29 N FE A [ 1 TTSNPAL (3 34T 0 284, x6b T HoFh BEAN AR 1)
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BE/NSNPA ST 5
[0032] SR, I3 A B AN S5 A BE DR 1) A5 Ak e 4 EBD :
reads
[0033] EBD = Z (1 oo 19-0.13&&55;!_.2{::??:3")(1 = 1u—u.mmappfﬁg_.zﬂah':y;}
f=1

[0034]  of T —ANEEAA, S5 1N MARI 25 AL B K 5 58 LA AL BRI EBD 43 79 ri Mlad s
Xof = Fh AT e ) B R RRR VRAVAA B B EATTHE U Hh 0 A — 1 [ 5 1 2R A8 5 o e R H IR
#5707 9p RR) «p (RA) Fp (AA) ; BRABTE L R p (RR) 2320, p RA) $2320.5,p (AA) 1A K
AT R DR AR R MW e — R AR~ 5 (RIS A [ 5 ) A8 LA A R R A f e, TN
[0035]  f (RR) = (1-fre)
[0036]  f (RA) =2fre (1-fre)
[0037]  f (AA) =fre?
[0038]  SEFRAEAH T HAEF R RN, W 8 B =M A 5 R I p , P I SNPAS Y FL
RN RS Ry
(1- fre)’(1- p(RR))" p(RR)"

[0039] likelihood = const x 1_[ +2 fre(1— fre)(1— p(RA))" p(RA)*

"+ fre(1- p(AA)) p(AA)"
[0040] 35T fiiF LA BER U B, BB B o (RR) 1w (RA) o (AA) A FTIE A
) = Fh L K BYMEZR 5 {§ FHExpectation-Maximization (EM) B yEBEAT i KAUSR A 11, HE B8
AN BR 53 ) 72«
[0041]  EDI%.

w(geno ) - f(ge”ﬁ' )(1 = ,D(geno ))r" p(geno )“,
L0042} f Z f(geno)(1 - p(geno))" p(geno)™

E€no
[0043] M IE:
2> w(AA), + Y w(RA),
[0044] fre — i
2N

D w(geno),a,
ZW(gef;O),- a,+ ) w(geno)r,

[0045]  p(geno)=

[0046] 3 ITEME VX w (RR) 1w (RA) 1w (AA) i #EAT S Hu Al , iU B FEA . BLw RR) 1w
(RA) i vw (AA) s+ 55 R I 225 IR R A A I JE TR Y, AT 58 J %o 12 5 AN 5 72 SNPASE A 1)
BRI 43 0 [R] Bf, A I a2k F0 358 DR 284 Sk J82 P 1—w (geno) 1 912 35k PR 284 () A v SR & 23 300, R AE 1% 7 5
PR oy B A 2, bR o T B 2 B0 R 40 Y A R I

[0047]  XFETAE T29MFEA I BT 17TTANSNPAL A, R LR B IR, 15 2 BT JL K] 4y B 45
S5 MR R AR o 2 A

[0048]  jE it X482 FE K AL 1347 Sangerydk il > 75 16 34T IGAIE , E B /0 AU 45 B I .
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