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L P =AU P R A I s AR (1 73 A ik, B iR v B ds L R AP 3R -

D M2 2 A2 S U & e U Y R AR 26— 7 81 12 5

FEPINR 2% B DR 40 b AT [ 5 A FEL I A8 7 B SR BN, T 3R e e 71 22 T3 e A A P
5 FREAAE SE U (138 7 51 1A B 5 AR AT — RS UK R 51 _E 0 7 B 2 1) B AT [ 5 B

BID, 3 FLNS2, Jorn N.D LI R M6, e 2 A5 53— P ) T4, JLEL A NA & R

R

2) A BRD) (10 55— P 91 40 b MR T 9, SR B A9 5 4% A 91 10 7 s M
B, I35 R AU TAE, S N RERMI R T 51

3) S5 = A AL TR , 75 LA 52 B ) SR AR A

) 1 PS5 R2) FRAH0 55— DTSR O RO T B WS BR3) 79 BIRY S5 S HAR AR SR
i R0, 34N 2 07 51 e

5) 4 BIR 25 84) HINAS 65 L 057 510 M0 S 47 A R KA 17, A BN 8 3
5 L R 0 B 500 S 1 G read s SRR , A9 B LI L
NENE

6) % 45 BR5) N K IS o 44 A R 0 £ 4 ROAL AN

DR AR A RS L

F o CARSUENGRIED 2R

comeet (R S E MM AR BUE) 2 A

BE L 1% MORBREE, RN, SUPE, | R AR R S A

2 BRI TR 7%, S0k, 253D o, SSD<Z,

3 ARARBUFIBESR LT I 7 3%, Bkt E R D) o, 35— UCHEER IO P 0o, R 1 5
A 51 -1/ B D, SEXVCHRIUT , T 1 9 35 46 X UCHR 0 B b ey o L
WL =D+ X-DD;

correct

ﬁq:,mfsnuafo

4 ARPEBCRNESR LPTIR 1) 73, Horp, LNT76-151bps

5. MRIEACHZE R LIk i) 7732, o, £ 20 382) v, M=5.

6. MR Y BRI E SR 1Tl 1) 73 M 77 3%, Forp, 7228 383D vf, 6 i 4 = ARy 4l 14047 24
AL EE , A0 45 1 PR AR P & A A A 1l e reads s

Horb, BT IR o = 10 B AE 9Q5 ;s A1/ 80 K 1) Il P read sH 7 A1 B 4B 9 100bp .

T ARABRBRE SR LFTIR B A 732, Hod 725 3RO o, Bk H R A K EEL <L+50.

8. MR A ZE R L ik 18 7 A 73, Horr, 7E B3R5 v, ik 75 M i FHHGATK Best
Practice/ HTiiFE

9 MRAE BRI E R LT IR I 2 M 73, Hodr , FE 2 BR6) H , SNANR I 25 5 o 1) AN s AR
(1) 45 57 BU B, A0

EARENPSY VST RE

FEAZBRD AR NG AT A, m AR AE B 5 51 ) 1] s 4 FEL_F ) B A i
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18], 5 BT Ay 51 AH DR AROASL I 45 R 73 S AR A B RCK
10 AR FE AR ZE SR P IR i) 73 T3 3%, Forp, £ 20 BR6) o, SN TN 25 SR rp (1 A ) R
AR [ 45 R BORUE

N M e N v N 3 =i
o, N BE , 56 = SRS = IR B R HIBUEN =Wy o, BREWEN W
=W, , Wy, =W,, LLILZEHE
N+1 . ‘
Horp NV AT S 56 T’l‘i&%&%ﬁﬁ B KIIBCEW, o PRJEW W, Wy =W, Wy =W, A

BERHE
11— T = AR A A I e SRAR I o A1 v BTk 7 v B 4G DL R D R

1D S BRI 20 A B AL 5 R I ) s RAZ ) 56— P 1 T4

TERTIR 225 L R A b A7 [ 52 K BEL B A AU UK, 38— IR B BOGR 15 I 45 7 41
PRSI ) 25 AR BT E AL B OND,, TR 465 31 2 [0 J2 A5 A D) sl RARE SR B 1 7 1) 1
AL B 5 AT AT — AR B A 4 B A B 2 18] B [ 5 BE 2D, S & 13 358 — 41 45,
FLALENASE A RFRL I 25 5 AR () 7 571 5

Horp, LNT76-151bp2 8] BT B B 5, DA E 152 8] fAT B B, NN AR 182 8] AT =
B, D N5 F 142 18] (AT R R

2) WA IRD 15 B (1) 56— 7 5 7 0555 17 FIEEBURR 7 15 51, S UL B 7 SRR 5% T
B iy £ MAN B , B 2445 BINAS M7 3 F1U0T 1 38 — 7 51148, o5 <M<<D;

3) N JEE 4 = AR B A AT H s T 2, R FPorechop® A BA i NanoF 1 1 t #4255
36 e I R N2 Sk B 2K TS 3 1 3ok A o i DA R sk 45 ¥l P read s » 159 212 A AR
JoR ) iR AR A 4

D ARYE L IR 15 B Feh 1 FE 2%, A BB 3) 45 31 ) JR GA Hds 8 v SR B L AR R B
F, frid B B 5K L <L+50, S 15 2NN S B 10 751 s 4 5

5 FIHGATK Best PracticeZpr #riitfext D 15 ZIFINASELE B 107 51 £ i 48 7>
AT RS ARRG I 43 BT 5 75 BN B o) (57, RSORS00 1) B 248 225 SR, T A A8 ) Ao a5 U P 99 78 A3
FNE S IZAL R R AL reads SRFHUCNAO, A7 B 1) I 7 IR FEADP.;

6) 5 BR5) FRINAN S I 45 S o 0 4 i RAR I 45 5 43 B A B, B W, =W (1 s AR L

N e s ™ sre N w ; = X
F N AR, 56 = AR — + L HORSR R BRI BURN, =Wy 5, EWW, Wy =
Wy, Wy =W, DL ;
Mz, Yaxiand N+1 M2 =]} A\ A}
o, NOU RSO, 26 T’Pé&%&%ﬁﬁ KRN o SRJEW=W, Wy =W, W =W, B

B
7> VLI AR IE 55 Th A B B A S % FR 7 X
W1*A01+Wo+A02+--..Wpn-1*AON-1+WnN*AO N
Feorree Y e DP, + Wy *DPy ... W1 *DP N1 +Wy*DPy
B A R T
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BE 1, ORI, R .

12— P T =AM PRI S R AR R E, Horh, iR e B A -

Fh 7 IR UL, BT A2 28 B R 20 b 3 R B NAS & R A U ) e SR A2 1) i 21
15— 575, S8 Ja WBT IR 5 — 3 91 B rh SR RS &5 - 2 B0 (1) 56 — P 3114

TRALER AR, -0 = AR P 4 b 2 , S48 B A B B8 o & ) B e 2 4

W oy AT AEER , F 15 FH 28 — 8 2 1 52 I Fh 1 155 Z10F AATAL B /5 1) D 46 i as S FR B A
o B FEA B B A SRAINA LS B BT A0 B 4 S SR AT AR AR AR W 43 B I RSN
AGER Horh A S5 RAFE SR A7 53 B RAZIZE , mi R W reads SCRFELAO, f AR
B IR EEDP 5

AT, F A5 B 25 Bt — P IR I, RS B N o i s 3 s [

e E B, FH AR g b 45 R

JIr 3R v 4 43 A B p FH T X NS ARG 45 SR o R B A R R AR I &5 SR 40 OB W, AR 4 A Uit
L RURAR 25 L J AR

F . (R RELFEE) 2/
comeet (ERARERWFFEHE) ZH

HF e = 10, WMONTAYE, 2 AWIE, oA F | OB AZAT 5 BRI RAR SR

BT i A T4t i A 5 SR R FL AR

13 ARIEACRE R 12k 25 B, Hodr, B fi 4k BRASE B FH s S8 AEC ot & DA S ot 6 1 U
Freads, flffPorechop® 4L fNanoFilt%# .

14 ARTEACRE R 12T R 2 &, Ho, Brid W) 4 Hr BB 5 GATK Best Practicesy
i,

15 ARPEACRE R 12k 26 B, Hodr, Brid iy o A S A T k4> &5 SR 43 TR AL
R P A
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ET=RNFEEENRREN DTG EFRE

BRARGUE

[0001] T W A Ja& - 13 45 AR e 500 10 ZE P 45 S BOAR o A &ek, JC ) Je— e T =
AR B A ) R ALK T 4 5 AR B J T = A 00 A 00 R A% 2 A R
4.

EREA

[0002] SRR FR RA —MEIEXT KA o ) SR AR ] DL B 5 46t , BRI 4 A\ B
il B W 2R 5 e S AR L ARAE B B 6 (base substitution) o Bl & 4 35 e 4
(transitions) FlEf# (transversions) Pi2. B A& L ARG I35 K] 55 2828 1 77 1245 PCRVZ:
Sangeril] ik —ARMF) A1 AR T . PCRYE B A HUSME R 05, HE RO &, (24
XT 5140 R e AT I — P AR, Ty [ I Aar IR 22 B it AT AL, 38 B RUAIG - Sanger M v ) Al AR
BAR, AEL P A i FH R, OO R AT 2 738 (1% 0 A P K o A e 2L A vy P AR o, DU
JF A AE A T B, AH B A s AR 5 B 07 v T BRI S AN iy (iVarscan) 5 %
ARATE A ASE DB 1 R P IR CaiMutec ) , B 1 JR 84 28 20 IR T Bluig 47 i [A] i K
Mutect2) , AN REAR LT Hbi 2 r AR W) 75 2K

[0003]  ZE=ARMFH A, X =AM FH AR (Third generation sequencing) BY 45T
SIS DNAU ¥ 52K, & — P fEDNAI 7 I, AN 75 222 5 PCRY 19 B AT SIS 48— 25 DNAZY 14
BRI e BB o H BT = AR PR R BE 3 B2 A A Pachi oY SMRTH AR AR I B 70+
PGNP LA S LA RGN LA FIAISE IR 23 W] 9K LA KB AR AR B gk AL I 7
AT B AR S — 252 T ONAR G RGN 72 B B ) e s, —FP el BAI 10
AL, W73 A 2R N e B 25 1% - 2 S8 TDNAR A BRI £ B B eS8, — 4>
SR AT LU AR ) e 51 s AR e w] DA 38 b A S (2 = A 5w 2Ll J LT
AN o 33— 20, — AR 7 X DNABCRNA 73+~ 3EAT SIS I 7 i) G 75 3647 PCRY™ 3G 544k 22 A
i, BRI R A SN R AR, i FE R I, I ELIN 7 3 B ] LLIA 2IDNA A 450bp/ 5,
RNAHTONt/F , BepAmT DLk 1)L IR Bl IS 25 ) (1) B K 15

[0004]  H Fi 8T =AM A Wl i RS (L3 I J AL DL S AR 4 B A8 1 7 VR A 2 AR
B (B A BRVE N O 4 — S SU IR BT T K — S B ok i R ) = A 7 254
HRE) 55 2848 (SNVAIInDe D) , U1K % TNature CommunicationsZ%i BRI InFI4E JE I K
TR 456 e Dy /R AT REERE AL ) Longshot /77 (DOT: 10.1038/541467-019-12493-y) , &
FTNature Machine IntelligenceZkid I FHE K2 A 456 1R A 25 X 48 4 Y 1)
Clair/7¥% (doi: https://doi.org/10.1038/s42256-020-0167-4) , AFFFbioRxiv FEF
googleBA¥JDeepVariant T & AL IIPEPPER-Margin-DeepVariant /52 (doi: https://
doi.org/10.1101/2021.03.04.433952) %5 . X SeHF L AN F 5 1 36T = AR P 4t
1) AR I T B, B B A o — AR () T R R e )32 () S B R AL 1 B PRI
[0005] SR, 14 iy 48 T A A Wl A SR AR AE J7 ¥ IR AFE AR R ARk ik AR i) o Ax B J]
S AR ) 50 A0 PRl IR R 0 PR RS B A7 A — ) 8, s i ) R R A IR %



CN 114005489 B W OB P 2/10 T

EE i A i &, H J s I “motor” B I I ARE M Mbasecal 1ing #5844 (RS A FEE 55 , dpe 244 L
TEEE 210 E gl A2 I o 5 A vy B 3 R B DR B 2 BE AL ind e 143 A7 55 I B4 R AT - i
TR T = AR 7 I w23 b, andfrr A e Hivks: A R AR I LI R 30t b 4 i 415 BH P A2 AR 9
AR R N 25 St S A5 0 9 B B, LGP W ARV 1 R U R e P ) SR AR T BRI Bk
0% o ERSR TN B — SO 2 - = AR 7 B T A W e SR AR 1) 7732 (B i (B & H (1)
S AR B, B 32 B S 52 PR T I T B DA A AR AT B X SRR BRR B A ST IR I
B e, 3 & s 8 A2, B (robust) A2 .

[0006] Rl ukh, o BT ) 22 T = AN 3 ks o I s SR AR 1R 4 W D7 v AT 1E— P st i
FCAEFE 8 MO 5 SR AR ) [] 5, 3 B 5 4 b 42 i B SH P S AR BH A4/ 1) 7, HL A AR 5 )
=

RARE

(00071 PRIk, AR WA H AR S S S B BRI AN AL 5 B2 A — bk = A e B A )
AL 3 T 53 A R IR MK U5 L RE 6 A 20 23 A 2 0B R S i ok B3 i) i, AN
MR FFAIE RO FOt AR RE AL i nd e 1 BB v I B8 2 3 B0 LU X 5 A iy 3 B (B
PR e i [ I BE T 45 5 B A I e P B B ) e TR e, PRI 2™ ) BB L 5 Kl
St SR B 2 T A AR RS (UMT/UTD) J AR BA K B Ge it i 05 0 R I 25 SR AT AR o
fiti AW S IE , SN Rtz ] 1 BB R A 4

[0008] 7 BAR H 28I BL R £5oRT5 RSB -

(00091 — Tyt , A W St 1 — b3k o = A P At AR U s SR ALK 23 A 5k, BT ik s ik
R &

[0010] 1) M2 3k R 4 v 42 BB &5 A5 AR T ) )l RAR IR 55— 7 51 1 56

[0011]  7EFrik 2 5L A 4 _EEAT [ 58 K FELI AR T B BBV , BT 48 55 21 2 18] 35 2 A
Ty 53 T AAE S WU (¥ 58 7 51 _E A7 B 5 A A — IR SR B R 51 _E (0 A7 B 2 (8] HAT [

p— = [-"'" N M2 / Yaran : A A N
FEBEED, N2 U, N D LE RO AR EI 5 T, SU AN A F R

(1) R RAR I R P 5 5

[0012]  2) VB IRD W58 — % 51 F-EE HR $2 HURR 77 51, B BT B R B 25 007 2 1) o 8 i 25
VAN , 15 21 55 — P 2115, oA SN M B 5 91, B B 1 91 v AS 25 R il
1) R RAR 5

[0013]  3) X J& s = AR P K b P AL 2 , 3145 EL A 18 o ) SR AR B 4

[0014]  4) fd HIZBBR2) IRAF1 28 — /5 H1 B2 I R 17 B0k D B8R 3D 15 21 1) i s Hi s A
FEHLH P A, RN B B BT AU SR 4R

[0015]  5) 43 X 2P 3R BINAMEL B H 1) 77 F1 0 E s 42 30 AT AU RS K I 43 7, 15 BINAS 25
B A B o R TR AR I R 7 p (1) SRAB AR, i SRAF [P reads SLRFELAO, s RAR B
%) I FEEDP

[0016]  6) X A2 BR5) HINANHar 45 SR b 1 AN i SR AR 45 R 73 B AL ELW

[0017] D AR A Tt 5 s SRR 45 5 R HA %
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E . (BRFVRFE-BE) 2/
COTIECt (et fir B A PR BE AL ) 2 A
[0019]  5F_ .. .= 1%, MAREYE, sz B TE.
[0020]  ARHEAS A BH BTIR ) 7%, Horb , 7E 2D IR D A, DRRAEAE AR U 7 20, i AR By
Ak B AL B 2 1) PR Bl 225 B B o T IR ] 5 BE B DRI DA A R T 1 AT B B 0, ANFR AT A 4 e 1 2

i LR M B D TS DS 5 7 £ IR ), A SIS AR ST DA

BEDIEUE , 140k B N5 <D<20,8<D<15%%, Bl nD A LA A5 F20:2 AT B B4
(00211 AATUSEAN 53 AT ABR AR AR A 5 G R B8 — ISR A8 PP 21 o A A ) R AR AE
K75 BB BN TS XX SRHL S Tk s SR AAE S U 3 1) B ELL 3 A2 L =D+
X-DD.

[0022] AR A B ik 1) 43 M7 7 vk, Forp, X FL =D+ (X- D DIfii & , D, 7T AR i A9 35 — 1K
SRR, Ao il 1Y) o 58 AL T 3R HURE e 1) P IR A L 451 4nD R AR 38— USRI J P 47 o
R 55— AL 55 NI B = ANBE L S DY B L DL SRHE s AR DL A ST SR D,
<L/4H1/5D =D, 4D Al LLAD . D+1.D+25%

(00231 f£—ANEARRISE 7 S, Lo dn s A i) e SR AL A7 B 70 A T SR B R 4 PP 41 L
2611 , 521N, , 353 1Ak 55 ; m] EAEE AR 9D N 11,Do910, X091 203,

Ay Ay Ay > L
[0024]  {EATIER)SHMTT S, M<Do< .

[0025]  ARHEAS A BH FITIR ) 43 A J5 42, Forb , 7E20 3R D wp , SREEIN TR AR Bt [ 2 K LA
[i] 5 PR B DR 5E .

[0026]  {EDLIEH ST S, NV EU , FraRAS NS Fe o, 5 g Wx%ﬂ’éﬁgﬂ?ﬁt%ﬁl
R B AR A U P e SRR 5 HLAE A ) 0 e 81 B0 67 ELARLE S R A 328 5 810 ) )
N+1
o B Bl A S 3 18] A A N?’ﬂ%i&ﬁﬂ“,?F@TW\T%EM%QE@%E}?WEP%@W!UEI‘J)ﬁ%%'ﬁ

FLAEF A 7 20 A B AR LG, A 28 5 F i Hp (a7 B B A SE I P Rl AL B

[0027]  FRYEAK BHFTR ) 73 A 773, Hodr, fE P R D, B 25 7 FI IR 1] K BEL AT L2 AT
K, I HAZAK B v A E 235bp, 5K 75250bp , {3y 76-151bp.

[0028] R AS A B Frads (1) 3 A 774, Hodr , 7R 20 3R 2) A, MnT DI e ) #E 40, (H 2 T30
SEH Re MR A~ 2. 3 4885, fLik i , M=5,

[0029]  HR¥EAS A BA BT (1) 3 Afr 77 3, Hodr , 7R P R 3D A, S UG R N2 9K AL 7 3R 151
KiK.

[0030] S Jsi s — AR 7 Hh B B AT 50 Tl A 2 , B FE R FH A5 WiPorechop A4 LA tNanoFilt
R 25 B S 00 2 R I R PR OION ) 82 3k B S5 TS (barcode) 41, b 98 AR Jofi o DA A 3o 46 1) il
Frreads, {5 2HABE K JF 1655 4E (clean data) »

[0031]  FEAF% 1) LTt 77 S b, B {1 Jod & 1) 0 BB 36 AH AN FR Q5 , 451 4 B ok 1804 T A My
Q7B iy s Hod, QR IR M TP read 1913 BT EAH , B 7 read Hh ) 5 — AN Bl 2 %) 7 i 26 R A
HCF 2 Ja SRAR (B AT H AR N 03 2 R0 A2 5 % BB AT DAAR B8 SE R A7 il #E47 R 2, FARI

[0018]

7
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THESEE Whttps://en.wikipedia.org/wiki/FASTQ format,iZAbidE it 5] B H I A
o

[0032]  EALZERISLHE T 4, I K I 7 read s i 7 514K B BB AL HE (AR T 100bp ; 41l
W FTIA B {E AT B 950bp 200bp  300bp&E o ASIUIS A AR N 573 ] LLAR 48 S B 15400 2E 4T 18 #8125
(=

[0033] AR A B B il B o3 My 77 %, Hovr, 7E AP 984D v, 2 8 31 = AN 3 250408 1) SRR AE T
P, B FFRE AN B 1P 8K L <L+50.

[0034]  AR¥EA K HFTIR K 73 A 73, Horp  FE 2 88D vh , 2 A HHB R AT R P IR 2 5
[RIERAF NS B H 87 910 i 48, wT DS AR 7 250408 43 A s AR 1R B v B3l 24 1)
TR TR, BIUNGATK Best Practice®s.

[0035] b, NAMELE H I 7 A s A AT SRR M 73 A, 3 BINAN 45 R AN S5 R A
FERAEANZENE , KURAZ W reads SCREBUNAO, 1 RAS AT B 1 IR B2 9DP o

[0036] g 4n s — A AL ) 45 SR A RADINRF |, riR A M reads CHRFAIAO, , RN B
T FFREDP

[0037] % AW ER I 45 RALFE RASINZFE, , )R AL reads SCRFETAO, , ki RAS AL B 1) I

?}E’}EDPZ °

[0038]  ------

[0039] {3 i SN 41 B 1) 485 B ALHE TRADINAF , )i R AL W reads SCRFATAO, s R A A B I
2R FEDP

(00401 AR A K W HT IR 1) 7 M J5 32, FLvb , 2250 BR6) Hh, RENAMAS U 45 2R A (0 A i R A2
25 R 7 A (Weight) , BIW, (W, Wy yeeeee W W ELW AW AW+ W =1, o 7228
RO FPIRASIINR AL 7 81, s SASHE P 48 17 51 ) ] 5 K BEL B (0 A7 BB ATl v 1), S5 i
TRKE 3 AR I A I 45 2R 70 FC A AL B O

[0041] f—ﬁ‘fﬁiﬁﬂ@iﬁ@ﬁ?ﬁétﬁ,N%ﬂ%ﬁzﬁﬂ“éﬁg/\ﬂ%gﬂﬁ\iﬁw&%(ﬂw&?sﬁﬁ%@

PR = RS L CHERA 5 79K A0 B 75 51 B M) SUA A L=

N+1

Wy IR Wy W, W W, BLBERHE . Sk NN 20, 35 A 8 S (T B A

o P L AR 5 5 1S 1T 4 S B0 U BRI, 28
JEW AW, W =W W =W, B
00421 AR I I MW7 777, b AR o, B A A

W1*A01+Wo A0+ . . WN-1*AON-1+W pN*AON
o7 «DPy+WayDPy ... W N_1¥DPy—1 +W N*DPy
(00441 7 Fid 24 SRk, AR S5 A B AE U FF e SR B “ob Dt , 22

BRI A B 2 A 2 T B e T AR AR S (UMT/UTD) AR BL K “BUE” G it 1 5 ik s
D25 RAEAT ARG 25 S 1, SE A Rtz il 7R PR TR 4528

[0043] F
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[0045]  #F—NBARK)SEHTT =P, AR B TR FE LT R

[0046] 1) M2 Jk (R 40 Hp H HUEL 5 A WU 1) SRAB I 25— 7 91 14

[0047]  {EFTIR S5 B R A1 bk AT [ e K BELI 7 I FE BN, 38 — IR B BOGRAS 1 4 7 471
Hh, R Aan U ) R SR AR BT LE A BOND, » IR J 51 22 T 3 e AR o U 0 R AR A $R L 1)
H b7 B 5 AR T — IR S E A F1 b i A7 B 18] B A [ e B ESD, i AR RS — R A
T, AL BN EA R ) s AR LT 51 5

[0048] A, LA76-151bp B AT B BEH, DS EI15 2 ] (1) 4T B 84, N4 I 182 [H]
T3 B K, D o5 B 142 TR AT 5 B 5

[0049]  2) NP IRD 15 21 55 — /7 51T 56 Hh B 3 56 7 FIUHR BURE 7 )7 51, S U, B 23 il v i
5 P75 P S MA BB | S 243 BINAS R P FUR R 28 — 7 81 148, Horh 5 <<M<<D 5

[0050]  3) X Jif 4y — AR 7 B4 1dE AT H s wiAb 22, R 5 anPorechop A LA JeNanoF i1tk
2 S 7 S FE HR N 19 B2 3k B barcode 5 51, 1k SIEAR T 88 LA A2 S (1 read s , 73
BB W R R A HRE

[0051] 4 AR P IR 15 BN B A7 7 FINE, AP BR3) 15 21 [ 46 Bt 42 H B A R H
(17 51, 25 R 30 =AM P E 88 (1 RRAE T4, BR B2 B AR RL ) B 7 S L <L+50, B
5 BINAM B AR A7 2 Z1 X B ECH ) H e 5 B 4

[0052]  5) XD IR 13 BIFINAS LS B 107 51 B9 B0 52 23 S 130 AT 50 928K U 4 A, F1 FAE
AR FHFHGATK Best PracticeZF 7 MTififs , 43 BN HE ] A s I 1) B 28 45 2R, i g Al
[ A7 S ARSI ) SR AS AT RN, AL R K S8 2B read s SCRFHUNAO, , %47 B 1 I 5 - B NDP 3
[0053]  6) A2 PRE) HINANAa Ml 45 S v (1) A4S s RAR I 25 S 4 BOALEE (Weight) , BIW (W,

Wy W W NS 585 RIS = 4 LA BHR S CRT USR8 P55 = U5 = +1

ORI R PP S SRAG 10 D5 17 51 B (S 21 0 B B B SR BBUEW, =W o, KRN,

N+1

Wy =W, Wy =W, o PAE A o L NS 25O, 585 = /M B (T LA AR Ay P 48 = R

L BRI R T 9043 SR MR B BORHORLERN, , SRJEW W W =W, W =

W, BAHAHE . B A

(00541 7) B S 2 i AL 20 B5) rh A B S v 5 SR AR 45 R K HAA , 78
W1*A01+Wo A0, +---..Wpn-1*AONy-1+Wpn*AON

FCOHGCt W]_ *DPI +W2 *DPE +- "“"WN—I*DPN—I +WN *DPN ’

[0056]  F_ . HEZAZAL Ak R AR ;

[0057]  #5F 1%, WIRMIHE, R MBI

[0058] A% WAL fE At 1 —Fofrd T =AU e B hor ) s SR AR R B, o, TR 3 LA

[0059] iy Fp A S EUAEL e, T 3RS0 & M1 P S B 568 81 546

[0060]  Fyidh AR, FIT-0 =AMy o oAb 2, 3R 45 B oA 158 T ) R ah a2

[0061]  WIZRor M, T8 FH 58 — e 51 4R IO b3 2100 A TRAL B 5 1 J an Bt S 4R

BUELE B 8RR A0 B 45, SR BEAT R RARAS M 3 B IR 3R A 2080

[0062] Sk o AT BTy, Rl 45 B0 25 SR — 2 A SR IE , FH3RAF B 81K 73 BT 45 5 5 I

(00631 f Ak, F MR 4 Kot th 45 4L

[0055]
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[0064]  AR#EAK AT IARI R &, Horh, frid b+ 5 ZIHR BUSE R F T I\ 22 BE DR 240 rh 2 Y
AL BN BB Rk M R R AR N R P B B 28— P 91148, SR Ja Wik 28 — 7 91 4R R F2 X
05 Bl P IR I B8 = 7 518 s Forb BT al A 1 51 GE AR 4 4 U BH i 3 () 5408 Ak B T VR 3R
5

[0065]  HRYEA K BHFTR )2 B, Horp , Brad kb BRAH A T3k 0K o & DA R o e ol
reads, A] LLELFE ) tiPorechop i A4 LA S NanoFi 1 t# /4.

[0066]  ARIEA K HPTIRRI R E , Horh, BRI o i B A4S 1 £ s B oA 5 — AANGS Il
A AN RFAE , AT DAfSE FANG SEHRE 73 At md 9% A% () b 1 B30 24 (1) S5 9 70 BT A , 9 L GATK
Best Practice%

[0067]  #RIEA K BHFTR IR E , Horb , Brid & 2 Sl e 8 BT A4~ 25 2R 45 FO A B
(PR 7 B A o FoHp , BTl BCER 23 PO A - B 22 70 0 5 2 s B 1) o TR et , PR 227 1Y)
PHR U R E R 43 B 2 T ) 43 AE P RRAS (OMT/UTD) AR A K “BUE” G vk 1 775

[0068] AU BHI K BAN , BT =AM 7 (R R B Rk, AR 40 1 )2 T b s e fe
e 7 = AR 7 A 52 R T I o & DA A MRS 1) b g B33 BRR B2 2 2] IR 4R 1 B8 43 A7 i)
B, UL GE A s 0t A g 1z, SRR TE (robust) AN & 10 o A8 A K IR R 7 v, AN B s
REAE b A R b R BE L i nde 1By I e k-5 B0 B OE 2R AN 57 3 B0 A B P 1) Tl R [
I & T4 A R AR I 7 7 A B b TR PR AR 2 (R B W  EUHE o i 2 T |
(1) 0 AE AR S (UMT/UTD) JEAR DA K “BUER” 6 110 77 V2 A Il 25 SR b AT B AR VA L 24 Je
HrIE, B R A ) 7B BH T R A5 2R AR R B T VR RE AR 1 K e 2 B AT AR i
G3 AT i RAL ) BR AE BRI R AR , I WNGATK Best Practice®®, £&E T =AMF
R 53 AT s R B R T B AR KRR B Ak 7 = ARG 00 A S A 4 AN A2 B BIAR
EF A K T =ARNFEIR K KA FR, it — P HESh 7 =AW PR 8
FH R 3E 88 1) AHOCR s pane 1) RAZ R I H

B [E135¢ BR

(00691 Dy 1 B i A M U5t FH AR 5 Y SIC it 510 ) 53 R T 5 5 I T R o AR i B I ot 451 v o s 224
FRIER) PRt Pl 11 fj B3t o 201 , S 110 5 L3, T BT i £ P P A S A e B ) — 2B St 451, %ot T
AFIFAE B EARN FORYE, ££ AT H BUIEPE ST S AT EE T 5 38 Al DR 53X £E Y B 3Rk A5 HoAth
FRIBH 1

(00701 [&] 175 Y D A5 W ) — A S it 7 5 i i = AN e e A M) o A2 1K) 7 M 5 1< 1)
TAEHESEA ;

(00711 [ 2755 Y DA 5 Y R — A SE ity 5 b = A e et e 0 e R AR ) 28 L 1 45
HER

= JENSL)/ S

[0072] 1~ [ 4 T4 41 425 A8 A 5 B £ 2% A T (10 A Ak AT s 451 2 5 Bt 451 o £ T 0 A
F, SR T VR BARGNT, DL SR OO0 AR R B 10 2 T R o (ER R AU B SR
TR B SRR, AR B AT DL AR AN 75 B0 S AR I v 1) — S 20 () A5 00 T S o TG S
I FAR SE DA T 383 75 A 18 735 1SR 38 PR X A 1 18 S 4 1) BER
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[0073] T ZEULHI A , FEA MR BTG DL T » A HE ) SE 9] e SE 5] b ) Re ik m] LAAR
HAH A o N S A B D SEREATIEAT PEAIREIA .

[0074]  £E = AQI e rpr , =AU 3 (0 300 A BRI TRl )RS T B A A — B ] T, A E
FESCHE 2 T e T Jor B A v e i R ) BICAR LA B B WL i nd e 15 A 55 PR B R AL o
FE N I ARG 3 A e, e A A HE e AR I LI et g i BB A2 B A B A £ s
ERMURAF N EE,

[0075] S5 &AW B LA 2, AR R At 17— Pk T = Ay Hti A ) SRAZ K 73 A
T3 B s AR L N D IR

[0076]  S1: S35 R A2 b S A &5 e I 1) s SRAR (R 26— 7 31 14 5

[0077]  ZEJTik 22 FE DR 4H b 3EAT ] 52 K BEL A S8 B B BN, ik 4 3 271 22 T 3k A2 A A
T 3 FAAE S WU (¥ 58 7 51 _E A7 B 5 A A — IR SR B R 51 _E (0 A7 B 2 18] HAT [

FEBEBID, NS=2  Horh  N.D LY AR H AR5 — R0 T4, A SN S S

MR RLF 1 5

[0078]  S2: ST EE — ¢ F1 A Hh HE UM 1 2 71, S B B 9 458 5% 50 P 21 ) 1 R g 8 MA
Bl , 79 2028 — P 41 T4, HAL BN K BE M Rl FF 21, BT il Fh 5 e Z AN 2 R 0 49
RAL 5

[0079]  S3: % JE4f =AM Fr Z s PAL 2 , 3R A5 B BAEE ot /1 B GG 24 4 5

[0080]  S4:{i FHS25R4F 1) 56 — F7 B AR Il 1 106 NS 345 211 iR 46 B A h R B H 11
FRA1, RSN H 751 s 5

[0081]  S5: 73X SARINANELE H 1 7 F1 I Eeds S HEAT RUR AR RS 73 A1, 43 BN 45 5L 1
i RN G5 B HE R RS I R 7 A5 ) SR AR AR , i 98 AR ) reads SCRFETAO, 55 9825 57 & I 7
IREEDP;

[0082]  S6: % SHE N W 25 J rh i B A R RAZ ) 45 2R 43 Bl AL W

[0083] ST ARHEA it 5 i RAR G5 LA

(R R FFRPE) 2

[o0s4] F = ———
COmeCt (e (i E MM R IR+ E ) 2l
[0085]  ZF =1%, WIAREM: , 2 ARAH:

[0086] M _E3AR 53R AT ABRAN, A S W 1 5 W NG ) 46 b3 1 81 5 25 0 e £ il
FATEAT 22 UCRAF I, K = AR Fr 1) A 34 1 I e e 51 6 A2 s e 21 B e 371 5 9 Jia 1A T
NGSHEHE AN kI TRAR T, [R]IS 25 5 S8 b 70 T AR ZE R (OMT/UTD) BA KA L 45 11 K8 4
Xt 2 R R BT A VPAL AR KO IR R B 28 VP B 0 A 45 2R, RE 6 A3 20 it B = 4K
TP A I 5 AT HHE A AL 1 ] i

(00871 kit W 2Ffro , AR W — AN SE T S A, B2 A 17— i = A odle
R RAR A B, Fo o, T A B - B P SIS U B 101, FY 3RS A 5 Fh -1 3 51 %
(58 3 8175 s TAC BRAR B 102, FH 50 = AR J oo AL 2R , kA5 BT JUT 28 i 1) i 4
HHEER s W AR 103, HI T4 F 28— F7 91 1 R 1) 17 1 B0 A TAR i 1) iR s Ko e
MR B I PP AN R 4R IR JE HEAT ) RARKT I 3 M I RAG B s o ik 104, 1
TR B 45 Rt — 25 BB 1, FFRAF I R IR 0 A R s K dfe A 105, HI IR 5 4L

11



CN 114005489 B W OB P 8/10 T

Prdi e 5.

[0088]  AR#EAKEHPTIARI R &, Horh, frid b1 5 ZIHR BB F T I\ 22 BE DR 240 rh 2 Y
AL ENA BB Rk M R R AR R P B B 28— P 91148, SR Ja Wik 28 — 7 91 4R R S X
L5 Bl P BRI B = 5 5115 s Forb BT al A 1 51 R AR 4 A U BH i 3 () 25408 Ak B T VR 3R
.

[0089]  AR¥EA K BHATIA R 2L B, FHorb , BT IR T Ak BEAR B FH T 3k 908 A1 o 5 DA R o o 1)
reads, A] LLELFE ) tPorechop i A4 LA Sz NanoFi 1 t#f4:.

[0090]  AR¥EAK AR R E , Horh , BRI o A B A4S 1 £ s B oA 5 — AANGS Il
A AR RFAE , AT DAfSE FANG SEHE 73t md 9% A% () b 1 B30 24 (1) 298 70 BT R A, 8 L GATK
Best PracticeZk.

[0091]  AR¥EAKEHFTIARIZEE , Ko, iR & g B a8 B T X0 A 45 SR 20 e B
HOFE Bl o Forb, BT A 43 O AT S B 75 I e e s B 1 e R e e, PRI 227 1)
VB r B 23 B 2 T 1 2 T AR AR 2 (UMT/UTD) AR DA K “BUE” G818 777

[0092]  sjstfsll A58 FHAS K B 7 % A B

[0093] 1. ¥ ABRAF-V600E.EGFR-L858REGFR-T790M.KRAS-G13DVA S AKTI -E1 7K ¥x
e SRR DL S S FEAS NAT287 8 AR fE i » i it 51236 SC 28 il 2% HL H &2 — %, 1| FHQNome -
9604 1) 44 K LW 7 A BEAT M 7, 75 2164 I 46 1+ 152 K 7 24 , A HUM964 \HUM965 1
HUM966 4 (A 4% $4 , HUM96 7 . HUMOG 8 FTHUMO69 Ay [ 455 K 442 .

[0094] 2. 43 Jilokf 2 R L ARG o U 1 51 2888 1) o7 m0 AR 40 L A7 L AE 2 (R 20 B gk AT [ e K
101bp 5 7 1 $E B9 UK , o rp S ) 467 i 7R 3 HUS (1) R85 21 b 19 67 18 43 3l [ 5 78 38 1 14N
B, 21N, BB LAEIE , S AL, SE51ANERIE, SR LML , BB T LB , 5814V
FPL K EEIIANZEE (RPD=10bp) , 15 21 B £ 9L 5N B W) AL S 4 7 91 BREE A, B
730 v BEK FE 101 bp.

[0095] 3. XHEANEE P A Be ARG TR UM 1 7 81, S BUAL B 73 30l R 25 A 3 n) A7 R 46 %71
[ A 10ANIR , S 2845 B 9L B ) o7 A R R R0 2 B0 v BEEE

[0096] 4. X JRas =AW Fr 24 1R AT B AR B, B # dnPorechop 3k £ LA fNanoFilt
A 2 e S B 2 P 1 R N R 423k S barcode 541, i A B Q7 LA K3 45 100bp LA T ()
M Freads, G %|clean data.

[0097] 5. MOPERARFEINIclean dataH , AR H520 PR 315 B B 40 7 F1 B X 7 71 $E B A
L B P B, 2 RS 3 = AN R B R AE T, BR sl B AR L B B 7 S L <151,
LA BRI A7 7 AT SR B 1 B B AR S o

[0098] 6. X ER5H 15 2 1) 9N HidE 4 & 43 Al B AT s IR AR A I 43, A < it 457 v R
GATK Best Practice HEAT mi 2878 (AN, 43 2O o) (o7 st A I 1) e 2 5 31, 1t Bt )
7 SRR TR NF %L 2 T AE reads SCREEUAAO, , A0 B I 5 1 5 ADP o
[0099] 7. W T PERSSRAMBEEKEL 1 H KT IEERA S AN 7RSI
PEISLSVRFAE , DR 1220 B b R e 22 SR R 45 2 B 0 5 e 31 s v — A~ & s It
Sy FRRLE , AR AR B IEAE AR 7 1 e B B PR ) e, PRI 227 B AR e B
s RO I AP KBRS ) SR AR [ 45 R Y FEALEE (Weight) , BIW, SW, W, S W, W W W W
Wy ELW AW AW AW AW AW AW W W =1, W,=0. 25, W =W,=0.05,W,=W,=0. 075 ,W,=W.=0. 1, W =W =

12
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0.15,
[0100] AL K 24 4 B Ik 2D R 6 15 B A BE A R R AR LR KR, E X

Wi-AD1+W2A024W AQ3+W nA04+W5-A05+Wﬁ—AD&+W?-AD?+WB-&GB+W9;A09_
W1sDP1+W +«DP2+W =DP3+W +DP4+W5+DP5+W DP6+W +DP7+W8-DP8+Wo+DP9 '

(01011 HF  ASZZL R RASE  AF =10, MO, ez Bk
[0102] 25 RGETHaL 1R, A W, AR B 77 0] U8 RN & O AR AR 45 1R
H, SHUIZ R — B0 AR T B AT B30 70 M = AR 7 fUR AR S0 S A, A ROt g
) BB A S AR PR B 85 R S WA S BRI D5 9 WT AT

[0103] 1. AKHITVER H & RA L S HINR I 45 R e it

Nano2NGS iGDA

cormect™

Wias
nY R x HUM | HUM | HUM | HUM | HUM | HUM | HUM | HUM | HUM | HUM | HUM | HU'M
964 965 D66 967 968 269 D4 D65 Db 967 908 969
SNV| oent [800% [1063%[10.04%(1033%| - | - [ - [isiselho.senlineav
sNV| Forn | 5.00% | 278% [2.59% |2.62% | - : - |2.78% | 2.96% |2.47%
| EGFR s el : = 3
ANy TT90M 5.00% | 5.86% | 5.77% | 4.69% . - - 4.68% | 5.13% | 4.68%
- KRAS | . ? . " y ‘ .
SNV GI13D S500% | 1.64% | 1L57% | 1.03% - - - 947% | 9.32% |10.88% - - 13.79%
r
or0a] P AR [500%|300% [392% [430% | - | - | - [los4%e|941%|7.00% |6.02% | 5.62% | 6.52%
0104 :
mas Longshot DeepVariant-Pepper

RE| RE T [HUM [HUM [HUM [ HUM [HUM [ HUM | HUM [HUM [ HUM [ HUM [HUM [ HUM
964 965 Dy D67 968 969 964 65 Db 967 068 D69
BRAF

Tt i = = g . . . . . = . .
SNV VOIOE 5.00%

EGFR
L858R

EGFR | ¢ ey
SNV ooy |500% | - - . . - - = : : = s

sny| BRAS | oonee | | R . . . i i . . . R
SNV| (=13p [300%

AKTI
EITK

[0105]  FirNano2NGSFR s AS & B FT IR 1 77 2 , 1 3 2 1K) Bedls m] LA s AR & I 7
%, 4E =R E A R IR B T BRAF -V600E  EGFR -L858R \ EGFR-T790M, KRAS -G13DVA JZAKT1 -
EI7KH)RAL , 3 B =R G5 R Z 1) A R 0P I, S INAR 2 [A A W& 22 5+ .
[0106] Longshot ik & T Nature CommunicationsZ4:& (DOT: 10.1038/s41467-
019-12493-y) , NINAIAR JE WK 7 A 4 G e B 2R AT R BT () 45 21 = A ) R
BRI T V2% BH R LB R T CL A T AT, ik aR A8 s R AR 8

[0107]  DeepVariant £ (A FbioRxiv 3T google#|PAfiDeepVariant & ALK
PEPPER-Margin-DeepVariant 5 (doi: https://doi.org/10.1101/
2021.03.04.433952) ) ok B2 AT = AR 7 () s ARG U7 4% o

[0108]  iGDAJ7 ¥k AR AT DL B4 F T = AR P 1 nd ARG DN, AFL R A8 [ 458 45 A v o 00
FURAR  FRAF AR P PE A T 25 5

(01091 [Rlitk, A U BH (1) 7 VAN B RRAE A 200 B0 26k B AL i nd e 1 B804 i W 7 i =
BT EE OO ZEAN 5 BB A 1) T R [ IS 152 T 285 B A2 WUy e B A B 1) “rp TR s e
PRI 22T B RV W A B 23 A 2 T B ) 43 AR P FR 25 (OML/UTD) AR DA R AU E” S it

SNV 5.00%

SNV 500%| - - . . - . - . - - -

13
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TIAERIAS I S5 FREBEAT BEAR VAL 258 B AL, SEINA Rtz ) 1 B PRR P 45 2R« AR B R
TRREMB ARG (15 B AT AN e ot 7 M s SR AR I b A ) 3 0 AT AR » 49 ANGATK
Best Practicefs, F& 1 =AM Hd ot s RAL M B T-B ARKFEE Efg ik 17 =
sl s SRASKEHE FEA R I BUR , 7E 78 70 B A% T = A7 Bodl K BER M e 35 g (RIS th ik
— B HERh AR AE R N L R 5 T 1 AR IR R pane 1 S ARSI o
(01101 F34b, A SO ARTE “F1/ 8" , A — R IR SCIRRT R K RIOR 2R » o AT LA AE
=P AR BN, AR/ BB, T BLROR - BURAEAEA , [F) I AE LA, B AEBIX = L - )
B RSO AF /7 RS BTG RO G — F B 1R &

[0111]  SBEAE , AEA R B S B, “ S5 AR LA B” KB 5 AR SR I, AR A W] LA 5EB . H
ISR KR AR 5 BIF AN BR A AR AR E B, 38 AT LAAR A AR/ B H & A5 B € B
(01121 BL_EFrid, (A e B K B AR it 75 3, AELAR S B 1) O30 v B O AN JRBR 0, AR A
B AR BRGIL I BARN GHAEA W45 & I BORVE Y 5 T4 5 A 31 25 P S 20 ) A el sl
e, T LA P B AT IR i 2 AR i W ) ORGPV R 2 A o TR, A B ) DR S T 2 AR
ORI R IEE

14



CN 114005489 B W BR B 1/2 7

WS BB R AR |
AR — I

/53 +
A R =M A i B, 3% M — RPN TR,
8 L2 ] R 1 B 3 A N XTI M RSN | 52
BoFFFITIE

\ J

F

{6 B B B 310 A W70 2 0 00 IR e RiARE /54
EPREEH BRI, 3RE N A EFH R
Il B4

L 4
SHHINAMEE B B EUR S A |
FHRMAT, BN AR

6
NN ESRP RS R RENS R /S
Aot E

¥ /5}'

R A ST R A RS R RIS

K1
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PAb BB R =
I HTARIR S
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REIRR I
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