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EREMHH E T RIIEERE

BREAK

[0001] A ER 130 Je tHEA, O H SR RS M it S A

[0002]  JEPAIZLI A it /K LR (/K ER) 7 M FALEE A A L BRI FH SR b it 22D 3R, DA
SEMGUA 51 SR SR I AE Yy A S Y - AR NI SR BR R, /R R 2 2 ki
ST o H SRR MR 1 B TBA 5 2 T, BRI TR N7 ST I e

[0003]  FIXEESCA IR A o3 , FFARRE— 2L A IR A7 2 e H SCPR O P A 15 A2 T 2R i
1 o A 24 20 A8 U N NSRS 20 A, I PE T /K AT T AP 2 2 JEron)
T IE AN LR T T & KR BRI BT RE 24 BV INI BRASCR, TRIEE FR TRD SRS O
P AR  BERACEAE iR /K e 405

REAAE

[0004] AL WIS AT T — P e 4 24> ik DA 4 80 SO 22 /D — AN B S
T TR GRS URE 7 i« AR B AT A Bl 2/ SE PR AL Aol SCPE R Do
N AR P A a8 2 3 I F M) 26 FE R LSO SR 2 1 SRR, AR
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[0006]  FrRffEH:

[0007] LR TARIE 2D — " S E BRI T A LA 5

[0008]  [E2,Z R H T ARYE DA S F T e 4 25 PR A 85 SR s SR e
A IR 5

[0009]  [E3AE R TARSE 2 DA S 91110 P T 40 2 AT 0 850 SO O B SR ) 7
BIVES PR IR R AR

[0010]  P3BsE i T ARYE 2D — NSl - 48 7 4 EE XS (Sequence Alignment) /
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[0014]  E6,E ~H RIS 2 D— A I H TR0 AAE AR FA = (VOF) [P 35 PR 1 %k
PS5y IR A B R R IR AR A 5

[0015] 7 & AR Pa 2 /D — > S B L AT 7= 1 1 SEATURIR 35 i 11 RS AT SIS 2L A (A
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[oo16] I8 EARBEA TS BII) BAEE LA R T AL AR Ze i B = oH PR I
HE] 5 LA K

[0017]  [RIOEARBEAA IS B BRI ST BVE = R IR I DhRR IE M
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Fei i A BA7 i e (CD-ROM) EU 72 Thie sk (DVD) e Zbe ERAL AU RS 25 91 an L |
FHEA TR AT LRSI R 454 AR R PR A& AL & o X BT I 1B
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ISEER RS
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BRI PR 5% 45 TSI o R PO 450) « E— e 92, 3 P o 5L T
PR HE A TR 25 12 S/ M 5 PR 7 FL B 9001 4 R L B B 7 4 151
(FPGA) B 4R FLZ MRS (PLA) , 4L T LR T DABAAT 3 SEL AT R 6 4, T 5B 2
WA T

[0023] i3 171 2 AR A 4 W S BB 77 7 A6 8 () I STHURR oo i I R L
SRAE PR 1 A SR 1 /7 T o B 24 R , LR SR R I HE DA R R/
A D & AL, A5 AT A SN LT R R 452

[0024] 308 T EL TR PR 4 T ISR A T8 P F SML 4 P M L T 4 B
AL AL, AT At — LSS, G750 A A M L F U T R
UL BRI FIIATIN P22 T SR RN/ SHE R v g — A 2 I HE P L )
A/ ZDPERAE Tt R DO T LT SR A A AR A SN AT B ey
A BT AT AR AL 0/ ek HA i 26 DR A 77 2% T , AT, A7 AT 4 A
FFEEHL AT N A — A b FLEO 5 S BRI/ S P — A s A T A
UL IITIAE/ ZH R & AT S

[0025] ] A T ST HL AT 2R 4 A M) T ML T A A R o L s
W b T TIAIL B T R T T o e b T — BRI B, DA
AT SB R AT S EL e T R A BT L s L 4 E T
He A SRR PN A B P ANk AT AE L RO DO/ 20

(00261 B i e R RO s 7 ARRAS 2 WIR 25 /NSRBI 2R e T RS LR
R AT RSB T R 2 DA AR A2 b, PR ISR AE b A RE AT DA
A TR B A A, A R Bk R A A ANk A
T BUE B IR A TS THE A A R B SR , JHE PP TR O e
AT AR TP PR A O 2 2 o 0, B S R0  HE S5 T DA A Tk
17 A VI b AT BUEAR PO 4T , T B IR SURE T 2 o U B B0 2 AR PRI
PR REA T AE DA R SR b i S L TR L T T 2
fErty e FRUOSE T RE PRI 2R 20520, 5 DA P PRV 5 S A O 2 S
(00271 DA R4 G S MR T — R FF T 4 P P A5 S S
R Ge 5 RV 7 SR, A S LA P SRR AL B K 2P A e TS
PRE A7 5 P2 IR 30 M0 B R TR o 5 LA, 7T DK 5 DAL A
SELRURSTAE (B4, 25D — ANESCEER— A ERRSCEE) RN NS\ B3 TS 4L B
G FER SR , 3 TS B AP 4 R4 R R AT DA P SRR AR T B (Rl e
) SO HE P LEL SRS P T T P o BE TS R SRR 0 EE 4R 4 1 B 8 5 0
PR ERRSCREROE—AT, 3 ELRT A CE TS N IE bRSC - IR A TRA ke e 4
SO LT S D AL R 4R T DA i i FF R P S 45 0 FE 4 2
RS B S

[0028] ik, KEFEI A4 W K e (/K E8) V5 J AL A bk o BRI PR S 4 ) %
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BER, UGG Fr 2 80P A 7 B AT RS o AR D R IR R K R
oA R SR A R SRR IME IR T BITB 45 2 [A], AR T N\ 7 513 B R
/No

[0029] St X SO SRS 5 W o , FFARAE g — 20 PR A7 B ar HH SR P AT 15 A2 37 A2 i
1) o A i (28 2 M NSRS B R P, IR I /K b T TR 22 2 ekt
FrfE A ERI s 7 It /KER I BRI BT BB AL S 50 NN BESOR:, DR R ] SPR 7 Ok
B VASS KRR, BRI/ KZeH 493

[0030]  ATREAFAEHG Bk ZE 0 e ik (Bl dnxdel tadulivediff) s {HIE , ST HARSL
k2 [FAFAEADN BRI S A - R HR I, 26 0 F 4 B T RE o B 38 LA R 2EA% 5K
FIBE PR s , 490 an e 2 Bk /1B A% X (SAM) 1A S8 FA% 2 (VCF) | FTRE 025 P 7 B4k
FRIAEDRT /N i 53¢, H rp R0 7 BRI 7 B TR IR — MR AK T AN [ o

(00311 [AItL, B HoAth 3T 4h , Ol — g sk /7 7k LA s/ ME BRI B 3 i K & D/ Md
SR AR R HR TR SR A 23 TR sl B A2 A5 S T e AT M

[0032] A &= D—AN S fdi], BT LRI R L4 A e v AKE— R AR S 2
IR B 1 S (BPASED) Ja D o —2H T B R AR BRAE , UV e A FEAFINER - 7T DA
it BT AR AT R AEATIR SR H B R SCA  HG 1t S R DA AT AR IS g T AR
SN B RR SR — AR RO 7 o AT RAE 2L R0 FHSCH 4 2 (BN . zip)
(E, S R 7 S s s AR 0 PR A R ) K s 4 TS e i S

[0033]  AR4E 2= D — > Sga b, I IR DRI 2H [P B i e 4 A 7 vl DACEA AR AN R e 7 i
sz P BE R AR BRI T PRABA T R BRI EH , DU/ N T s AR SRS Tk 2R, IF
SO M A IR 2% o 5T JE LRI 2 ) 3G St FR i R o ] DA IE sk DA 5o [ 20 B
JABIK IS K ZeHr R a3 3, 9 LA DS DN S i BERA 5

[0034] A4 2 D— NS fdi], B PRI Bdfe S T AR o — 41 3R T (Ble ) , B g
ANSORA TR E £ H 19818k 7 B (140, anSAMElVCR#S b i e S TAB) o it bR S
PEANE RS, T AR B o PSR EAR SO T —A T80 R DA IR 7 B O T
BEATHET o SRJE , AT LATRI 02 73k D P S E RSO, 5 FLAT AR IR ST AT E RS AR
bb A AT AR 7 B OARRA T , A4 B 4858 SO o SR AT DA FH a8 P s 4 A P E 4 P A 10
B S

[0035]  AR4E 2= D— NS, BT IE DRI 2H R e e 2 e T DA R DA 93 552 TN
SO E AR SCE-EA THE P 0 LS 21 22 BE DR AR SO o X, B T SR DR AR A 4 st P 4
F7 RSSO A EAR S 2 TR S AL SR 0 0 BRI R 4 A B E A PE AL
SR AT VLR PRI 3T o 27 B, TR B i i

[0036]  AR{E 2/ D—A S, BT BE R A P B b Fi i A2 e mT DA oo 2% e o AR R 67 2
R EARSFR AT, T IR S I R — A B R — AT BT H AR SO RS A TR I
FERN S I — 7 R] DO BT E 8 252 BE DR 4H 1K) “BREC o 3, 7T REAT VR 2 3O
WS 1) 2225 B DR AR b AR IR 2 o 5B b, 5 SR DR AR AR DX B AR BT P 3 28R g
TR A AV UIBI T RRAR ) , AT AR 2[5 — 7 B A R = 40 R

[0037] R4 2= D — g, AT LARE A ZHFRLEE (9140, 41 Sk Fa] e FAg FilE X
(R INRLEE A g 1 i o BE PR AR A S Bl sk i s e — 41 (B4 T) mT DL B AR — e
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X o AEPRERIP B A, P DR IS (R SRS , o T UM — 28 o 1A, il (o TR/ N
RIEE, AT DAEAE B /NP G i

[0038]  AR#E &= D— A STEA, W gahs (B, Hedi 75 k) T RARASCHEN 2 IRl 25 53 U7
R o B A7 AE ) LR R B PR 4 50 1k (B Avedif £ MIxdelta) , AT R R £X
2 TR 22 5, AEE X N T DR 2 B S, ax 8 2 R 4 v 7 Pl e o AR kbl 5P
72 5 SR IP BT S IR G B S o 1X B8 R B B T BB JC TR 2 PR Al B8 s S (o HE 7 I
7RI T TABSY PR R (R 0 34 o X BB ST, A0 SAMAIVCFRS S, B3 T ] DA LT RE A4
(3 B PR 4 A 3 FR A R B R 4 T HEER TAZ R YA BT E 2 Ah , iR AT LA 5 K
ESEHIL NS

[0039]  Ai#E &= D— A SEA, SR BT AT DA TR KR AN E I SCER I B A FHIE - K
LRI —L AT RE R P A ELXT, X AT R B B SAMSC A, Hr B AN B e 2R Rl LA
o B 1) 2328 B DR A PP R 7 5 R 3 o [ A R 55 PO R B, 7 T 5% 467 B A 3
AR 5B H ATRE PR FF AL o K2 EAUKER T BB SR IR 2 e St 7
HEFy o B2 TR (R 38 & e 4 M2 e o] DRI TTHE 7 R R85 1S — 0 SCPE 2 TR 22 e A R
JF L3 A P SO 2 TR AR AR, T (R /N P BB 2 B o 561K PR A 1) G o 44
P27 A DA 238 B2 75 T ARS8 5 P B2 52 (1 BB o AR X RT3 TSR PRI 2 1
RS A Re e Fh S B 4R 0 BRSO R AL

[0040]  Fi#fE 2D — S, 35T B R AL s R A e A] DAPR s 2 SRR E AR
SAEISk, BB Sl 5 N T ISR R B 5%, BRSO AT BRS A AER 1Y)
BAE N TR NI %, BT R R A O B R 4 2 7 1T AR B e 2=l BARSC Ak s e i
Tilo , T2 FRH VC BT 48 2257 11, AT SAMAT BEAV PR T 17 A A FE 10 2% e 4 44 % (REF
BCRNAME) FI3ET-1 R fe 2 M 5357 B (POS) 5 - HLAT-VCF, >k A 235 B A I R e (bR AT
ol ARV G SO (RCHROM) A1 B (POS) F g B &7 (B an, B5& y A 8 s sl s B0 11 FHAR
T SRR AR AR 7 5 o 35 T JE R A RO B B 4 2y ] DA 132 B A S, L2 3K
FIVCRCI ki 2 & LR AR R — AN RV R AT RE B IR 1 B AR
PEAPE R 7, H T AR 8 B 28 s (B0, AT DAIRRIN FEA# SO At e ) —/ NSS4
DAARFEASUT R 1E 2%, 24 3825 PR A ) B P 4 A e a0 0 S 1 N — e =i, [
FEAL TR Q0 SR8 21 28 A 1010 SR B0 1 AT 4652 PR TR L, 00 25 25 PR A P 1t it P 4 A e 1
eSO 2R AR P BIVCECITL, I 5% AT AE A B SR Rie oh “BHER IE 5™ o AENIR
FF ARSI, A SR T B DR 41 P 1 et P 4 A i B — 5510 5%, 1% 10 SR REF \ POS ki #
CHROMREF F] /NI s iR ad s, U AT LAFRIE B RS R E IR BN “F N IE R
AT DA N2 Bt Scfr

[0041]  FR#E 2D — S, 35T FE DR AL B & R 4 A e m] DA - IO R K R 43
JEIR B A Ge R VE BC IS S A H BRSO o 510, 28 SAMSC A, ST 38 R 4 3 et e 4 A2 e P
DLF T 52 B 4 FR (QNAME) 3207 FRd (FLAG) \REF.POS (B 45— 2 85 PU A1) ARSI 41 5
TAEVCE SR H, B BE PRI 21 [ 38 B R 4 A /37 1] DA JT] 55 #CHROM L POS W REF IS PRk (ALT)
(BR, 55— 5B A DL R EEPY 2 25 T8 AHSE A1)

[0042] AR 2 D—AIhEH], AR E IR L s S BARC 3 Z AIFOVCEC 2 5, AT DK e
B (0 an, n] g v Beal AEa ) 7 B (OPTTONAL) BRSAMSCEErR 85+ A LK Hofth £ 5L (INFO) 5§,
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VCF SR 88\ F) A TR 7 BREL A o 5 T EU B 7B, 24 7 BOARVE T , 1245 - BT DA
FRic ol B, F ELRT DA AR 38 5 SO s Do 8 - HERR A Lb B B8 2 AN S (ilan
OPTIONALFIINFO) P HEEL S LA EHEDN, sl a5 (A S S AN B S X AT LA 95 25k
BB RIC R BE IR, T DK X SRR AR DU 2 SN 7 BT b B A SO R SR 7%
A 7B ISR AR BRSSO AN AR (R S sl T DAE B SO b o “HHIER” .
FUAR A AR R PPN AR IO B A P DARRIC N “S N, F AT DA DN 2 B SO o e T
DA B I E AN N B 0 SR, ST R A 3 o F 4 A P T AR S iR Sk
H N —A s, H AT PARRR FE 2 2 B2 B BIROSCERN BRSSO AR (EOF) #i
B T AR SO TR A S AT gt I LT DA 4 DA TAEAY o

[0043] AR5 D—ASTHEF], T EENIC R, BT LR A R R R 4 e AT AE M H
PRS- BEICHTIC 5 2 AT SR 22 M A rh 38 SR VT RC I SRR I 2 1 B, AT RE ST ek
e o T A ASVERC I SRR P ARSI SN RN B S rh

[0044]  ZEKIL, sRH T HRBE— SSRE I = BRI A T SEATLERIE 100 o IE A T SEATLER I3
100 7] DLAOHE LA AL EE 23 104 K58 47k 5 25 10611 HH5H1102, 1A L1 0268 8 iaf Tk 1
FE 108 FIEE T-JL R A i TR 4 R 7 11 0a s B - S LERE 10038 I DLEAE IR S5 75 112, 1%
M55 #1128 %121 T AT DA B0 B 1 LARE A7 P45 116 58 H 9 5L T~ JE DA 4 g 3t e 4 R
110b o P THEAIIAEE 100 7] DL FEZ AT EALL02 AR 5575 1 12, O H R 2 — sl {7
25116 M) LA 5 A AU (5 A 2%, v an) 3 (WAN) SRl ) (LAN)  FEL AR O 465  JC 2k A
25 NIRRT ER N/ Bk T 52 A28 o B 2 PR, B LB B T —Fh Sl s IR, I HANH
AR BT DL SR AN R St (0 A ER B3 AT AT PR A1) T DAL T8RS R i 2 OB a0k
TV 28

[0045] % Pl o SEAL102F] DAL FHIEAS 45 116 SR S5 2 THREALL L 20E 1 T A5 « 145 I 4%
116 ] DA EOAE 5 WA 25 C2Ram A5 e nl e 4T P4 2 2RI E 3 - A S B IR THHE I, IR %S %
THEHLLL27] PAS B0 B A& B4 AR902a N 414904, F H & i v AL 102 7] DLy B
FENEBZA-902b AN A-904b o I 55 i tH AL L 1234 W] DA = tH IR S s A T, 451 an
APFRIIRSS (SaaS) F5 Bk SS (PaaS) sk 3L ERI IR SS (Taas) o k5251 12 AT DA T2
PHRERE R BIFAE 2 AR S A RSB R G 2  & Sumt FAL102 7] DLUE Bl anFs
R L TE S A BUER L L R ST AR S & SO S e g as T
PRI, V5 )T SAT U AT ST R T g o AR F A S 9110 4 A s B, 26 T 2L PR A i 3 et s
HifE 7 110a 110b A NS B R 11452 B 2 800 22 1 147] DU 5 e s v, Ban{EAs
PR A7 S o AN/ T2 2% 25 102 e IR 5575 1 1 28k =~ A7AE IR 55 -

[0046]  ARMAST A, i 112 P T RAL102 8 ik SSae LT SRAHLLL 210 T AT RA (3 31 5
S FE R A g B R4 5 11 0a s 110bRA F 4 36 R L 550 SR 3 S o 635 A
PB4 7 PR N TS 2 - 6 E R .

[0047]  FRAESHE 2, % TR E D — A S0 T2 T 2L A 0 3 i R 46 1 7
110aF11 10bfi FHE PR A1 B8 S 7 0 s 4 R 2005 E A A

[0048] {12024k, FeSE R A BE SR B T 3L R L OB e R 4 FE 1102 1 10bHA
BN o S s (an, B P HsEAIL102) _E BAERE R 108, SR A B S RTLAPE Mot
NZE R P45 1 16155 2 38 T 3L N 138 R 2 FE 7 110a 110bH o SE PR 415808 AT LA A 4s
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AW AAR L R A 5 , T H AR A 1 S T R Eu A o 2 5 B 4 DA K 5t
] 252k DR A 21 1 A e (RO IO A AZ AR AZIR (DNA) J 11332 (B, DNASY - HAZ HF IR RS 1
M) o 2 R AR B SOk P B dE— 24T BRI BT T 2D A S, B
i BP0 MBSO, EEE H A BI7ED RS2 P VA R B Ak S
5 RN AH R EE o AT DUARIE ST PR S 72 PSSR i B3P (5140, “target
name.format type” B “source name.format type”) .31 IERAH I E R4EFEF110a.
110b AT LA FHIE SRS iy EARSCA T

[00491  f3ildy, BT JE PR A P B R R 4 2 7 1 10a 1 10b 32U A R 4143 T Hf1 (GATK) 1%
IR SCAE (Bl source 1iverHS1567. sam) ATHAR AR (Bl target 1iverHS1567. sam) o )i S
PHEdE Sk B SR R 4H AR 228 BN A 5)s , AR B4 S50k HLBE T
T ARSI B S 1 TR 2 BRI 3A B 4RIt AR T TSR R AR B0 SR 1)
AP FE 45 1 A 300 , Fu 4 B R 41 1 9 &t PR 45 A% /37 11 0@ 110b£E 30240 F SIS A1
ARSI E AN o

[0050]  FEACST I, B PR AR B8 S FT AR A i ANGATK 2 2R3 LR 20 7 A It /K ZR A
TR T A o I /K ZR A AT DU 5 3% E AR SO R S A T I 3 T S PR A o 1
FE4EHE 7 110a L10bREE A2« ShAN, 78 3 shad TR A MG i R 4 #4271 10a 1 10b 2 [T,
FTLLE TINS5 15 T Hs 4 11— 288 HH S (9140, SAMSCAR 1) Bl iRAS (BAM) AIVCF ST
PRI — RN A (BCF) ) HA Tl =45

[0051]  FEAS i, AT DAM NSOk H 5 (B 22 114) izt Tint /K 2RI AR s S
PR RS EARSCT:, AT SO eml H 5x (BRSO EE 114) Fh A= R HH S

(0052) ARSI AL LA\ B\ BIE T LR AL Rt
FEZE R 7110 110b, )RR F-HE LRI 2H 0 5 SR 4 B2 P 110a 110D ] AN THEL T A I 4 S
P o1, FE T IR N I TR 4 A e 110a . 110b ] LB s SR Bl 25 FH . FH P el DL
BT NAR IR NS {HE , 12 3CPE R 55 BT BE PN 20 1 3G i 4585 177 110, 1 10b I AH R I
Ak RSN, DA R AT I G 5 S

[0053] 35 [ oReAE204 , 1 L R A [ B H 46 2 7 1 10a 1 1O 3 PRI F50 s S04 T
PEATHER o IR SR EARSCAR AT AT A T B 1 228 B DR 20 Fh gL 67 1 (POS) 4 HE
JFHES, 12X T DA/ NS 2 e, LAPC RSO A H bR SO 2 TRIA T, TR & b
PR FRE e/ IME T B T FE R A G R 46 R Fy 110a 110bfRasf T[] AT RAF]
ORI B C AT TR B R A B s S A T THE T -

[0054] AR H BRSO AN SR A R, SO AT RE L 28 i /K ZR /7 o A SRS
ATHPR A ROR &R 7, WA 20240 2 4m N\ 25T JE R 41 f 49 i He 46 % 7 110a, 110b
PE i NI, BRSSO AT DA LA FL A TR PR B HE TR -

[0055]  kZRAFi o, 36T BE D 20 P G e 4 142 177 110a . 1 10bAfi & MGATKZRAF IR L
PERN B bR SO E A HE R, DRI, S T 38 R A O3 e R 4 RE Fr 1 102 1 LOb AN AJE T HIL G 7
B (POS) AATHEFF -

[0056]  HiT1Zow Bl H 11, 2T B PRI 2 1 i PR 4 72 /37 110a . 110b{3 55 SAMERVCFAS 1
SRR o AR S FRATAT HARAR S, PR A T P s iR i S, H BT R A o
HiREFF110a 110045 1127, B RPRSRA IS A RS E A NN 1E AE 127
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Bilrp, T3 R 0 B 4 75 P 1 10a s 11O E J5 SR E BrRsc y SAMag =, 5 5T
FEPH AL B A B 110 TTObAEA o JX A, BT FE A A1 A MG Bt 4 A2 7 110a 110bJHZ)
Zeithss (B, AR AR S-S IRSCAASIERS , WP LAA A FBR SCPF RO R 1 —/ N O3) o B
TERFAEDRS T 1AL AT R4 M ik T2 PR 20 B SO 1) P G SR v e, (oA 35k
TR R 4R RE T 110a . LTObAS A SO AR AR 0T 52 (INTT) 22k

[0057]  {HLE, AnRAESE T-RE DI AL Bt 4 AL 1 10a s T LoD SRyt N 2 BT A
DS AR BRSO E A THE e, D3RR AT 2R R 4 i e 4 R 110a s 1 1Obaid 8 TR HE P
T AR LIRS FN AR SRR SO TR TILPOS (B SR TR DUAT) AT
BATHE -

[0058] YRS, B T LD AH A b v P A 7 110a s 110b AT DUAS 5 SO X 228 (491
4R, SAM\BAM\VCF \BCF) FHEAE « QAR SCPAR AU S5 55 T AL D L0 39 B e 4 R fy7 1 10a
LIS, W RT AARS A T T RE P AL IR TR Fr 110a 110bo SR 11T, ARRSCAF RS Ak
R SRR AL I B R 4R FEFr 110a T10b A, WL T-FE PR A0 38 B T4 AL 1 10a

110bH LA i d T, HELATLAA F P 2 B D R
(00591 FEAR St BrR, ] REAL AR i DR 28 A8k S A2 2 M SRAB S mT RS SE PR 415
e SR T THEF HOE P ST

[0060] SRS AE2064b , 3 I SO AN FBR SO o T 3R R 4 1 38 5 I 4 F f 7 1 10a s 110b A]
DU 30 By (B, 5250 PS4 H RSO, Forh i IR A B8 SOt i i e — 47 7] DA AR
AT NSO AT DA RS TR R A 0 e TR 4 A /7 1 10a . 1 10biszHY, B 2 214 775 (B,
TR TINES BTN GBI R R T rF el 77 7 40) o IEAN, i DA A T3 43 41 (BB -
J T AR S 2 FP 1, AT UALC AT IOAE - FT DAL 25 3 D S SCEF, LA A I A RN A7
7 T RSN Z R ZE 5

[0061]  ZREERTTHI R, B T 2L A e R 4r R 1 10a . 11 Ob A 27 YS9 RE—1 T - I3
SAFFTEFRSAFEIUAT , B TA B0 . N IR S IR 4 B PRI RS AR P /6 A 21
B S IRER] o AE 8 IR SRR — T2 e, 2R T R A s 5 45 R 7 110a 110bAfiRE
Gt e B, R g rbas =S, WA LN SCE A E 26 s R e B BRsC) o 61
BEos o, 2% s s o IRLIEE , 2SR DR ZH [ 3 B F 4 M2 - 11 0a s 1 10baia P SCHFEFR RS H
1T AR FE A3 B R4 7 110a 110bs o IS B AR KR aE—4T 2 5, T4
IRl 38 & TR 2 F 7 1 10a L LOb A IAJR S AT F AR SR FI2E I o D T2 IR 3A B 14
AR T He 2 B2 PR 20 B0 SO RO 3G SR s IR A, G R T L DR A P B i R 4
J¥110a- 1 10bIzE I SO AT H ARSI T o

[0062]  SRJ57E208, LB EIAR A A SO IAT o TR A [ 3 & e 4 A2 /77 110a . 110D
FTVALE B ST HFR S ERAER AT (B, BATAR RIS 57 B 194 T) DABRE D5 SR El AR
A2 TRIATATT 22 55, AR B AIT S I G S (B, A= DS

[0063] LT 3LPH 4l bt R4 R 110a 110b A] DU VERE AT (914, b A Sop:
ML E) JEAT 00 E R B bb i, UM OST VERCIIAT (1A, BN S g Hoeth 51) 954 T
AT RATHO R BT AT L B A THE S VE IR, BE TSR A 3 et e 4 #2711 0a 110b AT LA
TfE MR b s o ok I BRSSO A TR EL AT DA 6 e A1) T8 7
BB IEE) TR0 BRI R 7B BRI AN R, PRI s FR TAJPC R sl ANPE R o 71
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oy IR T B A TR R W e AT 2 TR PT BRAEAE VE i sk AN PE R« PR sl A PT L AT BB A E b
BATE AL DL E S T3 AFAEAVERL PR T 7 o WA T 2 AR VE RS, AT PAPRA T
AT BPLER AT A A1) o LB 45 R AT AR R A T AR B SR vp i i e 2 T
SEIR A 3 B R4 RE 1 10a 1101 H -

[0064] k&R HT R, BT RPN 1 B R 4a F2 7 110a 110b 1 A H RS- AilSC
RN T T 2 B TIOR8 o R TSR RN E BRSO 5 R SAMAR 2, TRt
VIANEE S AHE , 20 IR 7 B b AN B e P B1) (BPPOS WREF . QNAMEFIIFLAG) o FEF-JE[A £
(3 R PR 2 7 110a 1 10b B ekl 3 ERR S A SO 28 —4TIIPOSAIREE 41, LA E POS
FIREF A2 A5 VCAL o FH - H BRSO A S Fh 85 —4 TR POSHIREF AIPTAL , PR 2T PR 4 1)
W R4 T 110a 110D E AL FRTAIVE RS , SR P EAHFIA T QNAME A1 o 351~ 3L PR 21 1) 14
AR 110a 1 LObAfE [F]—1 THIANAMEZ VER , - HLAFAE R VC RS SR , T3 R 4
PR HE4E R 110a 110bEE BAHIAIATIIFLAG (F24037) 51) o FHF-1X SE4TIFLAG (32437) 511 ANPERL,
AT R A 3 5 F 4 27 1 10a . L10bAfiiE 1IX 281 TIIFLAG (F%hn) A1l 2 R ZE 2 d 5 T
/N T0x400 (B, PEde B ) o BT BRI A B i e 4 75 /77 1 10a 1 LObIf/E 1% 22 55 10400,
R, BRSSO 28— 4 TVC L o 18 P IR SO AN E AR S BRI DS 58— T
A S —A " AR, ST RN N B R 4 M2 7 110a s 110b ] PAFE ISR AT E ARk Hp
N —4T P T =R T BB o N TR 2 R 5 B R4tk TR 00 SAMAS =
RIS 5 Z S5 s F .

[0065]  MPATATIRES /3 VERC & 7 B b e I, Bt I 1R 25 SR 2B i -G i 1
DA

[0066]  Mfield i(S) Hfield i(T) N[l :D— (field i(T),1)

[0067] WK AT /3 B R T B b P EE B ATV, 3 T~ B DY A1 [ B i e 4 M2 J7 11 0a
11O B R T 5B TRU RS, Hrp G486 B AR SRR S T T g R Ee s (B, s ml s
HIERAE AR TA R S 1241) |, AT %41 A FERNAME (B 28 =41, 5 R F 41 44 08) MAPQ (B &5 74
A1, LGS A i) CIGAR (BREE SN, Fom S 1y MIVC ARSI 747 H E) \RNEXT (RIEH
A, For F—EEES 2R JPNEXT (BEZE/\ A1), 3o B — 007 B ~TLEN (B2
JUAN, FoR S BB SEQ (B EE 1411, Z5om B A1) DA QUAL (B, 28 +—41, 3%
R R DRI A TUR) |, Hl o LA B AT, AT SRR S H bR
XA AT Z R ZE 5 R 2 S ORI B AT A3 0 SCHr, 9 HLIE T JE PR A 10 B B P 4
FEFF110a 110D ISR N —4T o I IR AT 3B B 1 4n i o ] T~ 25 P AR ki S
PRI F 4 o #2300, fu 4% FF-SAMAS XS T E R B

[0068]  HTATAVLAL, I AT RE CTE AT A TEU R AEAS , AR BT 1A TER e, AT
ST MR

[0069]  PLRd (D—"“w”) , MR (D—"“d") , 4N DT (i)

[0070] SR, QSR SCEE AN EUAR SO R VCFRS L, AR T H AT A [ R il 41 . 53 =7
BB LB P 4] (BJ#CHROM POS \REFFIIALT) o FET-HE DR 21 fr 8 & FE 4 R - 110a 110b P 4G
e R SCEERIE SO 25—4 TRO#CHROMAIPOS A7, DL #CHROMAITPOS 41| J2& 75 DU o H
TR R AL I & 4 7 110a 110bsg 75 i i #CHROMAPOS A1) 32 Hh [RI DT i il & ANPE
SRIG L BAHRIATHIREFAIALT A1 o N THIKE 2 R 6 B R4 FH -1 0 VORI 3 A 41
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B B S s IR R o

[0071] N4 BB 7 B L P ATV ], ) - FE D A 1 B B R 4 742 J 7 11 0a
110b A P T4 TEE RS, HAAE AL FAR S AR SR 4 TR R INFOA (B, AR oAt (5 B 18
A1), HE L INFOR -7 B TIRAT , ATH RSO BFR S AT Z TRl 22 57, DA A
FEFTIFINSCAE R e, 2 TR A U B R 4 M2 7 110a s TLOb IR SR —4 T MK
2 WA 3CEE 4TI AR T35 PR A 5 SO 17 R F 4 e #2300, E 5 - T-VCRAS S
T ER RIS

[0072]  SRJ57E210, {5 ] AR 18 SO s 4w H 20 FIT A IR G SO o T AR T T i
B FTAFIDSC AR AR S [ ShitbeRe TS i 3G w8 S0 (B, BT A3 DS e 21 Sk
Ui a0 L ST BT DSOS 2 I, AT AR T FE R 30 i R 46 727 110a . 1 1Ob PR A7
R RS lan, - EEAL102) BOfE i ws b o S T 3L R 4 Bt e 4 72 /7 1102, 110b A]
PABEZR P (B0, 1 5 6 35 AE) e 2 R AT S I DSR2 5E B« 49140, 120 TR AE P BB AL 75— 4%
HE PR EEZE S AT D SR E 520, H HAZN TEHE T A — “I G s B $64H
— B P A TS B 4 2R RE R 2 T A B AT Re e T P R Sy
AT HEZRTAIDSCAR IO WA o A2 A FRDSCA FT S5 5 — e (o PAFE T AR Bl H B RS

[0073] k& 1 7B, 5 . z 1 p Fe 208 R SR H AR SO B e A B R BT A3 (R DS
B, 5S4 EAR SO B A T A IOD SO o A= B8 & SO T Ik RN
52% , F 4 Jr 1 AR B ID SO PR A7 20 TP o AL (BT P25 102) I A7 e b o W TR AESE
P AT IODSCA L 5 ik, HF BT P s i B M7 A v B 4% . — HLT]
Fp “BE AN B FEH, WRZON TR G, SRS HR I 53— A, 1206 AR s 4
JE DS B IRES T

[0074] A HEIBA, IR ER AL R T AR 2 /D — > S (i 2 T B P A B e
ST 110211 10bfs F A JE IR A 250 SO 7 MR i 4 ik #2300 i P, S -2 R 4111
R4 110a L1Ob A ISR H FRSCAF2K GIEED S, ) P TS s S ke e
HiFTAFHIDSCAE

[0075] 1302, {F i NKFIR ST AT E RSO N 21 5T 2L R A 1 8 5 R 4 757 1 10a
110bHT o FFH ke (an, F - 55A1102) F Rk A-RE 108, AT DUERIR ORI E BRSO
PEN T NEE A 15 P 25 11645 21 38 T-SE A A 3 e 4 2 7 110a 110b i o AN ST RT DA
AR AR SO A RS 2 EFR S o 13X, BT JE R A 1 30 & P 45 72 /7 1 10a, 110b 7]
AEREMZ IR AR AL SR 2SR (B, %S RS 2 FURR )

[0076] i, 252 PR A Y B R 4 27 1 10a 1 103U ML R 4 43 4 T 5 £ (GATK) &
DRI EAR SO o PRSP sk F S5 4 R N SRR OG0 225 BL IR AR 9 880 , AR
SRR S T PRI 2 5 (B Eps 25) IO N P ase 1) 25 R A AHSC R 350 -

[0077] 35 oK, £E304, B TR 1 & 4 12 17 110a 11 004G 785 S LATR RIS RS
THEEhES (INTTZE M ER) 3L T3 AR B FE 45 PP 110a . 110b A] AR 2 P50 A E AR X
PR B Mm% (N, SAMERVCE) o R, ST 3L R 41 3t He 4 72 7 1 10a . 110b AT LA
JRBhEE s , 2% M 1] LR AT DA B BRSO AT I R 10— /NS oy, LB T
LR 3 He 4 R 110a 110bER BRI S RIVERCA T oM 11 « RS T Y 73], BE T3
DRl 38 B PR 24 F 7 1 10a 1 LOb A AR M2 O IR SCEERN B AR SO I VCRRE . 9 oh, B T3
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IRl 41 I B R 25 R 7 110a 110b 3 Zh 28 mhae

[0078]  SRJ5, 1306 , M I SO —1 T ARk USSR 5 M /K ek 25 S0, il
AL N SN SCEOA T T THER , IR, 36 T3S A 3t e i A2 110a . 1 10b A DAZKSR
i [y (B EH0 J5SCPF o ARSI o5, 36 TSR P 20 B R i R e 110a . 1 1O E £ % i
FEE TR AR 45 R 7 110a 110b 2 717, Y5 SO FAR SO L 2/ K & HE T o 1X
FE, 77 5T BE R 2 O R4 R 7 110a s 110b B2 B IR ST T2 11, ANk U 2
VR SCAERN B AR SO A THE o« XRS5 T L R A 3 i He 42 F 1 10a 110b ] AR S ST
PEEEHEE—1T .

[0079] 4 RAE 30840 3L T2 (R A1) B B R 45 #2771 10a 1 LODRfIE 2% s s (A, 28 i
B HFRSCR) BT RE R A R e R 4R F2 F 110a 1 10b AT DAAE 312480 S RN
EURRAT o 5 TR A 3 B TR 45 P27 110a 1 1038 2242 e DA 28 b s b B 15 4]
FRIT o« QAR R RS TR 3 AR T, BT FL R AL 3 5 R4 FE - 110a 1 LObHAE 25 ifas M
[0080]  #Rifi, UnSRAE308ZE Mg A2 (fiildn, R ipas 45 2 /b — > EART) |, WAE310 M 2%
PRI E AR T o QR 2 PR T AR EARMT , ST FE IR 2 o3 et Fe 4 2 5 11 0a 110bHfE
RN

[00811 k&R mi iy s, FE T SE A R e i #1102 110bffi i 25 M A~ s 3 H.
FFE=AER T o X8, NE PRI A b T2 —

[0082] SR AE310H - PR A [ ¥ i F 4 7 1 10a 1 1Ob N ZE s D U A T, sl i 1
31270 ST H AT , TAE 3 14T JE DR 21 1 3 B PR 4 R 7 1 10a 110bAf i F TR
A E PR SRR 2R 75 2 SAMBLVCF o A8 38 TS R A g G PR 4 #2711 0a . 110bisz R SO
FEPRAE 2 5, BT 2L R A 3§ 4R 5 110a 110b U T8 @R 4 AT 13- D SC A, 61
M AR EAN R, FAREGR A% 0 A an R A 314, BT L A RO MG 1 e 4 A5 77 110a
110bHfE A SAMAE 3, WISE T3 R 4 3 i Fe 4 2 F 1 10a 110bE £ 721 1K1 3B 2R 11T, 4k
70314405 T RE PR 20 [ B B R4 R 11 0a . 11 Ob e SCLE R VORRE R, , T 35 PRI 4 g b
FE4EFET110a.110b33E T 2 &3C.

[0083] k&R miHy s, ST SE A A3 e e 4 #1102 11Ob A AR SCARFITE BRI
PIRETVCFRS X, AR B T2 R A P S e 445 A% 7 1 10a, 110biEA T N EI3C.

[0084]  HA-ZEEI3B, At TARSE 20— SB35 TR P A P G R 44 72 77 11 0a ]
110bfs FH I SAMAS 31 58 PR 4 B30 SO 1 7 B s 44 1 PR 300 AR IR RE ] o (/s T SAMAR
SRR B bR ST 7 B LR o AE 3B ST H B SCA-HF D SAMAS o

[0085] iR AE31640IE T JEN 41 (B R 45 R 7 110a « 1 10 i POS AIREFASAH[A] , M4
31840, Bt T AL PR A1 Bl R 45 727 110a 1 1Ob A J5 S POSFIREF 2 75 /N T~ F bR SO
[ o BT L DR 20 e TR 45 F2 2 110a 110b I] DLREAE SAMAR 20 A JE SR L BRSO 45—
1T, LA € POSHIREF & A3 AH 1] o

[0086] k4RSI H /9], USRI SCER AN HFRSCEE A SAMAR 2, T35 T-2 R 41 [ 3 e 2 e
J¥110a 110b ] PLePAl ISR AT H AR SO 55 —4T , AR E B SR (I POS FIREF S A2 AR
A1) o QSRR SR RT E b SCE-ARTE] , I FE DR A 13 B R4 27 110a 110b AT AT R SC
PR ERR SCEE I QNAME A2 A5 AR o AFLE , QiSRRI SCERRN FURR SCAF I POSFIREFAAHA] , ML T
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SRS = I 4aFE 7 110a 110b R] DLE IR SCFRIPOSAIRER /N T H AR ST -

[0087]  Gp AR 31840EL T- BN 41 1S &t e 44 A% 7 1 10a s 1 LObAf i i S A POSMIREF K 1
EURR SR, TAE3204L , B - FE P 41 1 3 B P 46 271 10a 110b/E B8 S S AR FR RN H il
3, HAE3063R [0 IR BT o AL, QRIS FR AT IO POSAIREF - H R SCA-FRATHY , T
EIFRIC R Al e B S e FIT A I B8 E SC o RS T 1491, A SRS R T B RS, ]
PUR EARIC SR NI o IR, AR IC SR AT LA B IS A8 s SR b

[0088]  FKify, WIIRAE 31840 IE - FE A AP i He 4 A2 7 110a 1 LoD E IS4 TIPOSH
REF/INT- HFRSCAFHON RIA T, WIAE32240 , 7 3G 5 SO FRRES R AT ISR o 3G A -2 PR 40
3 I 4 2 F 110a 1 10b3R [B] DA 306 IS SCAFEEH T —4T « AREEHT I 197451, QSRR SC
PE/NT BRSO, AT DA A= i et IR IR 00 5% o XA, B P BB AE FIT A3 3 e SO 1%
AR sk A a7 .

[0089]  SKify, ANARAE316 , JE T FE N LA O BE e 4 A2 7 1 10a 1 LOb A E I S A H AT POS
FIREF 5 EUbRSCLErR AR R A THOAEIE], WIAE324 , A TRRA5 1T AR E 594 TANAME (2 75 4817 - 4k
ST s, A SR BB IR SR B FRSARAT B AR POSHIREF , - PR 40
(3G 4 12 7 1102 110b A] DA E e B2 AT SCEERNT B R ST B2 A THOQNAME & 7548
E

[0090] 41 R AE 32440 3512 PR A Y B Bt P 46 2 7 11 0a s 1 L0 E IR SO T AN AR A4 T
[FIQNAMEAAHIA], MIFE3264b , 2K F EIFRSCAFIATHE DR A7 2 2% e b, O HLEE TR A g
FEZERE 7 110a 110biR [B] PAAE3 12 W SCHFEH N —A~ HFRTT - 4R & a1 o~ QiR HFRSC
PERNIR SO BIAER A TRIQNAMEAAHTR] (BEATRD , B TRRA AR e, B2 HE S5 H AR
FTHIEGFICE M 1 .

[0091]  FRT, WISR A 32440 3L T FE PR A1 ) B PR 4 742 /77 1 10a - 1 1O & A—1 THUQNAMEAH
A, JAE3284L , WAL FUAR SRR S A1 4T AR E FLAG & 75 2 AR « R ST T R 5],
TSR E ARSI A TIIQNAMEAR R , 01 3T 2E R 4 P 3 R4 A2 7 1 10a . 110b¥ 1L
B RIS AT EAR S ARN A TINFLAG (2407

[0092] 41 SR A 3284b S PRI A (1 & F 4 7 1 10a « 1 10bAf E A4 THIFLAGAAHIA] , 4
3304b , Fe T EL N A OB R4 A 1 10a . 110bAfE 252 15 % Tl N IE (F1410x400) . 40
RAE330ZE KT BRI (F14110x400) |, WIFE326 , K% B HAR ST IR A7 21 28 ipets , Jf HIET
LN 5 i FE 71 10a 1 10biR [ 3 1 2D S A A g ERRA T « GRS T 7431, an i
B RIS R A BRSO BN R A TIAIFLAG (Gefr) ANIm] , T 6T L DA 20 fhy Btig e 44 72
J¥110a110b ] DURIE 22 A8 75 55 T2/ N T BB - B P DA T P Pt e, O AR 2o
B, I{E0x400 (B, JEA A H ] P e e o iR, 25T L R A R B i R 445 72 S 77 1 10a
110bF] PLBAEFLAG (&7 250 15 55 T u/NT-0x400.

[0093]  SR1f, Qn AR T BE P A O MG B PR 46 M2 /57 1 10a 1 10bAE 330/ i 22 55 T~ uk/IN T {A
(B 210x400) , sl 2 An AR IE T IR A IR B i e 2475 /37 1 10a 1 10b 7 328Hfi & E AR SRR ST
PERATHOFLAGHHI] , WAE 332403 - FL R 41 8 e P 4 27 110a 110b 11595 T [1JOPTIONAL
TR ST LA e R4 L 110a, 110bA] DA 241 2 5 | SRS Fe mMPLE 4 fu bR
DA 25 57 o AR PR AN AT A 57 B RN A 2 S R P, PIT A (A 8 v SR FR I SR AT RE 2 32 B 52
Wi o PR SRT A 71, QR SR T 3L R A 3 TR 4 RE 71 10a 1 1ObAf & Bl B i S A-Fn H
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BRSO AR AT 22 A1 22 55 2 /N T-0x 400 , 1 21 78 208 80 I PSRN A SO TR 7
A THIFLAG (Fefv) AHIR] , )33 DR 21 g 3R R 46 #2 7 110a 1 1Ob AT DAZK SR T RS 2 N
FEOPTTONAL 7B

[0094] SR, 7E334, 2L TR AL G e F 45 271 10a . 1 10bFOPT TONAL 7 BE AR N 17
B OPTIONAL 7B T AU FEAE SAMBS SRR S id e, 2 AT A EAE — 24 TiE
SCIBRERRES: , X Bebr25 W] DA ph 3T 36 R A 3 R 4 2 Fr 110a . 110bIEA TH@ATT , LARE
SCAEAN E RSO RIAER A TIIOPTTONAL -7 B 2 (AN RO ARBA I B8 25 57 « RS TR R o 431, 22T
SRR P B R 2575 /7 110a 110b F] PAFEOPTIONAL 7B AIOPT TONAL 7B N IH) -7 B FR T Tl
TESCPRERRZS I8 2, DUIRE eSO YR SR AR SCHARRN A T 2 TR A LA AR AR
o ZE S

[0095]  #KJ5, 7E336 , T 5T H AR SRR SR —A TR 7 BER 22 3 T 3L R4 it
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