CN 119785886 A

(19) R &R =G

‘P (12) X B Z F|EIE

(10) EBiE/NFES CN 119785886 A
(43) BBiEAF H 2025. 04. 08

(21) BiES 202411978853.2
(22) RiFH 2024.12.31
(7D BIBEAN SIEETEEZ R ABE R
7l
ik 230601 ZEE AL AT BRI K
X AE A% 40905 1544202
(72) KERAN 53T AR iRsK
(74) TRRIBYAE FF—FRIR AU CEEARR
JNE] 31266
TRRBIH ol e
(51) Int.Cl.

G16B 30/10(2019.01)
G16B 40,00 (2019.01)

BRI ERF5200 B 45145
FeolZ (A BEISIT

(54) ZRRZFR

BT R AN B o3 2 e v ) oK
TR AR S R 5
(57) HHE

A KWL T — FRE A A= 2 A 0 53 A
ik z0y ik T A AR AR, AT LA
Ao A AR BIRNA - seq B0 , s T
FIT A T RE VS SR A AL S, E G AR
FAINIRAS S, IR T R 2R R
SRR ot , R T A 2R B PR SR AR
TR N fastats W E F BT A1, DU T8
H UG 820 AT, s A LA A 0 3T e e
RN T



CN 119785886 A W F ZE Kk B /2

L — g e A AR I 7, BURFIEAE T il 7 TR i 3R
(A) TRHPEIF G EA A JESO% , FriR Zdi auis A (NGS) B 4l 5 25 An = AR e
U S T TR N aw s SRV S € Ty s B R €7
(B) W IUn E s A T T H AN T R s, o
Fr iR FUAL BRE 4 20 B - 6 ik = A S 20 0 B A TG 5 R ik AR S il
BARLE B 225 5N T, R 28— D BAMSC: s A i = AR SR 20 B A T8 5T, 5k
FaRARR G A (FLNC) |, ¥4 AT iRFLNCEE X B FTiR 25 5L R 2 T, 3R45 58 /N BAMSC 5
ANFTIRBAMSCAE T /INUAAL 5503 M7 5 W FITiRFLNC AT 28 2, 3R 15 55 =N BAMSC AL, AT BAM
ST RS 53 #T 5
iR U AU« AR AL (ZMWs) PR 5 153 5 Al ik 2 2 BL N 20 e — £z
BT F R B s R S TR S A BN A h A B LT R B R s RO
BTS2 I LE T 12 B Ao 5 (0 AT BAMSC A o SEAZR (AR SCRNABRES L Y
B BE A TR] DX AR R AU TR X AR L (R B AL 4B 5 T3R5 i A3 St R R B 7 i 5 1
LB T 2 Pk 225 B DR A AN 0 B R B L 115
(© RrIEET A S 2 (V) 5
(D) A 25 Rk AT 53 IE L JEATERE , SR JEAINVT, Horp, pirak ik B8NV T 45 A2
1 P A% ANV DRI SR A UINV T
(B) Rk BEIINVIAE BT
2. WA EER IR 5 7, BRFIEAE T, AP 3R (O vh, (g 3R
(C1) f#i HHcDNA cupcakeffjcollapse isoforms by sam.py P&k HiFigdE P T4s
FERZMINVT 5 £ FcDNA_cupcakeffJfusion finder. py LA Rl G ; 4 FTIPBs v ANV 5
RN AT RIS R SRAFHIF I B A IS5 2R 5
(C2) i FiVardi c t AR AT ARNGS Z A FONV T, SRAFNGS B a4 M 55 R A VCF S A
3. W ER IR 5 7, BRFIEAE T, A 2298 () v, oy IR ok e 04 -
(D) X AL AR/ b A A T 1 5
(D2) FSNV/INDEL A 713 % 5
Horp FEP9E 0D b Ui g
(d1.1) ZBRF AT ANV
(d1.2) KExikD5"IMNE ANV ;
(d1.3) ZEREEENV;
(d1.4) R AEAE A RNVIZE TR, ik B8 & ychimerDB. 4. OF5cH 22 5
FEDHE (D2) Hh, fudiE
(d2. 1) BRI R AR T B RONVI, B 0 2R B O B (B A 1 5 = F
TPM X total_RPK
1000000 = 100

(VD)VariantDepth =

X mean_read_length

Horh RPKFRAET-HRE 2B TPMFEAE 19 1 #5574 smean_read 1eng thfR K LI
Y
(d2.2) EPRVCF SCAFFILTERAI ARy A M bR B NV



CN 119785886 A W F ZE Kk B 29 Hi

(d2.3) KFRK H SNPuk i R ZEARFINVE

(d2.4) R 2 HARNV I TR, Bk Bt 22 0 $E COSMI CAIda 2

4 QUSRI EESR LT 5 1, R IEAE T, A0 3R (B) v, s DB

(EL) ¥4 PIrsd A R 3 A 2UIINV TG AL e s AR 2UTINV T

(E2) BIHFPINER ARG AINVIHELBR U B AR TR IONV LG (7 (L fas ta SCAFHT

(E3) F1| FHGeneMarkS - THX -4 ATk 2B T U= NV TG4y 25 1 BT 471 5

(E4) F HIBLASTHR AR Firadk 5 11 )51 741 55 Uni Prot8 1 ST AL A, AT I ik 2
AU LE S SR .

5. — P B % e A g, HEHIEAE T, I h ek R Getufis

FINFRTT, BT N R TH A O N R S , BTk A N e 21 2508 NG SHE S5 41
7 A AN — R SR A 550 5

MR, i AR SR B 5 D0 5 BT i A N e 1 B30 04 T T (A, AT 3R 7545
Bras R I HLRT i s (45 .

(Z1) FALEE 5 B P B, Bk BAbEE 5 B 7 fl B i B o B TR B3R 1R
WITEHEPERE B) , WIMARAT AL S BT s Hil i 45 51 5

(22) R ML | Fr iR A IR e B A A TR SR 2 BT ik 1 75 1k, AT ZR A AR I 25
X

(Z4) T SR, BT FRAL PR 5 J5T e 2 R e 22 D A TR B SR STk 1R 77
B, NERAF I e SR A5 5

Freh e, BTt ey PR ORI E O P TRUR R AT AR I 5 1, AT A TR A
Mgh R

6. AR B3R 1 - 44— T TR T3 12  BASUR) RS FIrd  F ke R e 2B ik i 25 11 5T, LR
AEAE T, IR A BT WISEQ ID NO: 1-4FF A M gt it 5K «

7. — P AR, AT, T 2 R E S WISEQ 1D NO: 1-4P sz H IR 741 .

8. —Fhl &, FRFIEAE T, TR L5 S AR EK 6 ik (1 5 1 BT sl AR B K 7R
WEATR .

9. —FIAUR) R 6 i 25 13 5 AR R 7 Al b 20 A% IR el ASUR K 8 il i 21 5 W 1)
s, HEHEAE T, 68 a sy e iatnl ek 2459 .

10 —FRAUR ER L - 44— TR J5 1k BRI B2 SR B T Rk R ek A g i, HRRAEAE
T, T EABS I, Bk oW (368 A BT F0 Hrp o e e b0 -



CN 119785886 A ﬁ'ﬁ HH :I:; 1/14 1

ET2KMERBRERESRENFEARNHEEGRMNS
EERE

ARG
[0001] AT M AEW MR B S5 A 2 P e AR e, Bt , o0 M —Rbde ik
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5

[0062] Gy N HATC, AT i N B GRS B AN e S , BT O N\ e A1 B ONGS #45%
2H00 - 25 AN = AR SR A D P S 5

[0063] AL IMIEEL , BT i AR 4 i 22 oA T sk A N e A B b4 T 70 A, M5k
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MR S5 R 5
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Tk 75 i He b B ) NSRS L S Reah 1

[0067]  #grHH # e, Arad iy HH B CpC E  A T AR I 28— 5 T I 7 kb B (B) |, A fi
g A IS AR 25 5

[0068] A& AR SR = J5 T, B AL T F AR W 88— T ik 5 2 « sl AR W 88 — 5 Tl Firak
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INZHR T o
[0070]  AABHRZE L5, 320t 17— Rl E W, Ik 41 5 W 0 2 A R I 25 DU 5 Tk 11
HAD

[0071]  fE S — e ir, Tk 20 S0l (05 255 b P e s R R EIUE A1 -
[0072] AR WIRIEE NJT I, SR T — A BT EE =I5 T Tk O 85 A JoT A R B 2B P T
P i) ZAZ IR EA R W 2 7 T Tk 28 5 i) FH e, Tl a7 e skl e 2540
[0073]  ARBAMSS- LTI, St 1 —MACK IS8 — 5 i ik i 5 ER B A A 28— 5 T AT
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o
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B 1352 B

[0075] Vo TSR B PR EACHT AL R A N3 A i A o 0 2555 0 NG R F 0 Fr 4%
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FLINRR S (FUSTON) N2 1P BRI B E D P20 TSOFORM. 43 A O PRI SR (0455 25 A%
I8, I RIS S A d I, R 2 IR Fr 21 5 8 A U A TR AR, DA
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[0076] 215 R~ T Ar ¢ S A (NVI) AR 2850 6 T/ NS 5, A48 (A) o848 AN
(C) FENFl A, i A S K SR Bt b A T 20 M o A T RO AR S5, fu 6 (B) RNAZE BB 12
(C) FEAFk A A1 (D) NuORF's , il R A B 24 740 AT o RNAF & (it I R i 5K
AT HT o

[0077] I3/ (A) BEHH T KK AT &k e - ROR FeAlafib, Al AId I N & - 58 4
ARIEL, BT L EAT 153 3T A BIME— (RIS A e A e , T 7 Allafle TN & I ZE R ok
21 . B) RIAVFZ P HIAED i JCIERT 55 AEAE 3 bty P AR5 o ;X AF I 3 S5 R -
TR A — AR SR A5 A, IR AT T BT B — N ME— [ SR AL

[0078] KA R T A B AL S A ik (NVT) #2545 R ZE o 8 = AP R AR
&k g — R AP R 18R R

[0079]  [E5 R TMC3853HTEh e (A) /3 AT &h R 7 T Deliverablesissy MFFEIARMRIT
FARRAAEN (8 A U741 . B) i HPacBio BAMSCAEAEIGVHHE/RIHPB1596. 547 R 4h R .
(C) BH IS B i e A e 4l . (D) 1 HIBLASTEE #:PB1596 . 5 R & [ Fr 41 5
QLKYMO. (E) PB1596. 5[/ LIk &5 R , WA= B4k Rk yMarker4] JMC38ZMiE « 1F 7 2H 236 FE AR
MC3853 LRI FZAE ) o

= JUNSL S

[0080]  AKHBH AL IZ BN IINTST, QUSRI A 1 —FPREAT AL A 3 AT 5
ik, 2y BB T A AR R , AT A4S T 93 A 4 KT P BUIURNA - seq &880 , i 5
T AR IR AT A RO, AN R R TR DA R o SR AR BRI TR
B W RNA R AR TR AN G A DX 1 Ak SR N O AR 53, LK BN Bk AT
AR INIURIE A it £ PN /NI 57, FFRE T R 2 A S BT PR SRR o B,
R P BB e SRAE S Ty fas tal I E A B 21, AE T8 B BUR 220047
U A T A A T U S B R A A

[oog1] N, UL VAR R 4R i R AR I R A ER s 26 1 2 I T
AR IR SR - M I BEt A A s O S EEAEAYRE S BRARSIANE X, 75 )
AT R A B HOR S B2 AR 3 A U AR B P I A0 ) Rl BN DI s R
EIRIE e

[0082]  Rif

[0083]  AEERPLEUEVERIMINOL L ERAE B SCH NG RR Y, 75 A S B , 12 {5 2011
TR AZE IR R IR LU 107 2 — AR EFRS MR [RIANEIZ 0
SE T B R A AT HeAb R TR A A A AR I PN o« X B N IR E R R AT Ay £
TR BTN , A S A AR W (B0 e Y8 RN (AR AT A B HE R B Al o 451
an, “1250” 5 “225” L 642207, “254507 L “1 42107 556

(00841 pASCRIT FH, ARG “B A B 0l (05 ™ PILLRIRC A 3 PA 2O RS P U o
B ITRATE W A A - AR B R

[0085]  pASCT FH, ARG “Br AR B WreE A7 5 WA A BT AT A AR B, 2 aR IR
IRATAERIER Lo AEAC R I T i A 25 T DA AR B2 SR AR I 125 M B K S F

8
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[0086]  pACSCAIT I, ARHE “LoXS” 5 X577 W LA Bl ], Se 48R Al 22 Fe AR
—itd, AU A AR PR o AR 5 2 5 BN A E T LR B, SRAG BAMSL AT

[0087]  4pACSCHT HY, R “S TP e 3R IR AR B MR A ME— R I, T X AN IA
PR H T U AR A Fr B8 s T A&, DR Dy e e i 2%, 5 FHIR] 11 (1ane)
MTE ZAFEAR N ASFIEAE IR RE iR, A fF 22850 3 A R A R AR S A TIX

47

[o088] AT HT I, Rl “BE[A (Gene) ” S& 48 2EW0 - H 37 T DNASKRNAFY , BRI 4wt 5 Al (U
FHERNARIES [ BT PN IR DR P W A R - 1) o S DR i e A0 S Aot A% B 7, Bl — B 2
BEMEIIDNAELRNA o

[0089]  UASSC T, RO “$6 556K (Transcipt) " J& 5 FH— N SR RE % S P A —Fhik
2 PR EIRNA S - o SE PRI SR A PR RNA R 38 o AN R D0 sk BT AN R R SR A o Birai A
] (R SR AR R “P s A A

[0090]  GnASCRT FH , ARGE “Hr s e A iK™ 55 NV RT DA B 45, 2801 A& WA s
Ty ikl A gy, BTt A S A R R AT 45 2R

[0091] AR, ARG “BAZ R AR S (SNV) 7 B F8 B — A HR & AR AR =, AR R
AP o

[0092] YA ST, AHE “H N - Bk 2k 2848 (INDELs) ™ JE 38 4F B2 20 4 rb kA 1 /N B
FfA B, HAS AR -50bp 2 [H] o

[0093] QA ST, RE “Ji B 5 R K7 AT LA S S He i F AR e BoARSk
PR 7 A1 o AR P BRI AR, W38 B s , HR A e A A e « A 7 %
BRI AN 500bp o FH T 32K R, 8 K B o (0 B/ INIARAR S  FEAS & T
I TS B T NI o AT

[0094] QAR T, RGE “ K7 5 K™ Rl DLEHE ], 2 55 s T = AR 7 BRIk
HI 31 o — AR P OS2 KC Bl i 7T DA B LT RS, PRI P DA & RO AL S
HA5 B AEA R B, A3 O &S =2 58 - RO S a0 A, B T T/ IR 93
ro

[0095]  HEACHT A= A I o BT 5

[0096]  FEA T A= 4 AR I A0 AT 752 (5 TRIFR A 5 15) SR HISnakemake {E N H T AR
PR A Gy, SR m I RE L R R 2 2 R B A B PR T - Snakemake fg —> i 3 LA
M TAERE P T, AR R et T2 0%, S s NS s R P R
FELVE A BRI AT B R 5 R AR B (A5 2 R B R WL L

[0097]  {EN—AZE BN AEE B R A T 1 55 4 R s 2R e, B0 FENGS Al
HiFi RNAIFEE . TEett T — RS bR, A hE BT e i A A ) R Ed
DA L A AR B o A TR B T T2 IO A 2 31, A N e R A 25 LA il
B ST ORBE RIS BB, DA SEI 4 S A E R 110 4 T R4 o0 A o 3X e AR S 25 14 B
TR AR ol i 1 5T, AR R AR s e Ak (V)

[0098] L FZ A I 7y Ve , T AN FHHIF iU AR M) subreads . bam SCERF) B 46 %k
P, AR — 05 AT s S BONIIA B2 228 R R S A PR e S o An SR 1o , o T DA

9
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BAEHHNGS -5 A= M I a5 o« TP AT LARE FHAERIA S, e gl szt T 2 iR R E
T RVHE SR AT A, TP AR o i e e HEAR & M UG B 8 42 o 1240
TR E 2P, TR USRI (ED) -

[0099] 1) B anSdm iy o s s il A A

[0100]  2) F4r 7 S Aa A (NVD) sl

[0101]  3) K& RV o = AT RE

[0102]  4) PAfastat XM IS INVIAE B ER 5721, R BIASFAAE TRe & B 4
W

[0103]  IAfb—EciNifT

[0104]  GASCHT I, RS “TME—ZMEN R “EMEM | “CCS™ ml DA G 4 fdi F , ok EA4
— B T DASRAS s B P 2 — B F i 332 - COS i R AU AR L) B A2 B B A %
SKAHEN T 2[RI “TR S B, LA RBR$EK  WIRAT T 200k “F 2B i
J7 4 o 1iX B8 -3 B A1 gl i Fal N 7 A M A2 5 1 o 2K IR — 5N 7 A1 -2 B
FEARRAEE 2 ARIAI , (E0 3 B D A0 X ok FAEFIE N 20 1012 5 IN T LS
Bo A T RDRAXA AL, 44130 B8 13 BAH BN S5 BEA T I CAC I o — kil , B T =2k
o DA _EIRE Iy, BRERAT =S uk B 211 132 B e 41, CCSHE AT LA 7 A= v 4 i i ik
99.9% IIHIF1 BB « COSTE AR SR AL I FR S RERN 1120 8K -

[0105] fEAR ST

[0106] A% B4R S 2 FERT A T BB AE BORT & I VAR A AR 5, B4E /NI AR
RO IRAFAL 7o FIrid /NI AR S A FEA RN SR de B R BRI NI B DR Bl 55 iR RO
BAAR S B A R BE PR i e SR AN - BRER Y 21O B W RNA R AR B BRI 4 A X 57
Feik , VA SCRAEN SR RN E AL

[0107] A B 3= B p A R

[0108] (1) A& A AAS I 5 {22 i 38 A K D AN K M P B R, 25 5 BT I AR B
FONTIRAE , R A A I £ MR EE (R it A A e, (04 i A i NI AG RE M Rl 5 N 21
DR BA S, IR 2 I8 VT 28 1, Sk 1A I SR S M NI S, DA R oy A A2 27
FEASIS 1) JraBl o

[01091  (2) A A BHRAS I 77 72K FH T M5 1 Jo B 97 T ATl R 20 B B AR B R 3, B2 A U
S5 R AT e S i

[0110]  (3) A AHHIAS Iy Al ik A AN A T IR, I Al 22 , B Ao .
01111 Nmghe BRG], 22 B AL W o N, 13X 8 ST T A B
1A P BRI AL BTG A1) St Fh AT I B AR S R S8 5 1, 2 i e RS L A%
e, lanSambrook s A, 7 1 vl 5206 = T (New York:Cold Spring Harbor
Laboratory Press,1989) iR [R5, sl it ma AT i i &5 o BRAE S AMBHT , 753
W 53 EE A 30 B 1 o0 Ee AT S A &0

(01121 SZJEIL : IR AB LR B 4 AN FiAb

[0113]  ARSTHEGID KO AAHLF 107 B 004 T B 4 il AN i 2

[0114] AT MIE FHPacBiof TR0 Z i dE A T HUAGEE o FL A, i T EAMb— 5
PEMIFE (Circular consensus sequencing,CCS) BT EkG E 1 B —BUEHIFi3t

10
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Bt XA R AU FE DB R B AR K AR N P20 2 A SR AR, DAt s, A
T3RAT T 2 NFR A “ BB RN 74 o 1X e T2 B A1 1l i Fi N - S O BRI A
R o R 1 R — 5 N e S - 32 B AR R AR BT L AR, E 0 P B R 2 A X ek AR
FIFEN T A3 S IN T BV 5 o8 T AR DX AN RIS 6 -3 B B0 55 I 2
PR ER . — Rkl , AT =Rk LA E AR, BISRAG = Ak B 2 112 e
HI|, COSHDIERIE P DA A YRS 53599 . 9 % [IHI P13z  FL v, CCS 45 B S 3N A R P BN
INEZ

[0115] Az pkHiFi v B , i TIL ima B B S T2, AEIX 23 75 IR — St rh A 1 2
AFEA QRS B B — AR, A LA s P 3R B iy, (3 FH s o- Seq 3%k refine
BB TTHIF i BB Sk po Ly AR A S A1), NIfiskAS T4 KRR & (Full-length non-
chimeric,FLNC) FF 41, R0 2555 72RO EE I B3R IIFLNC 41 5 5 25 SL A 41 3
FTEEXT , A2 B BAMSC A o [FIHS , FENGS B L AT 2 [Fl— S 35 LM A, A2l 55— BAMSC R o X
PAABAMSC Rt — 28 F /NS 5200 A1 o BE AN, i T s o - Seq 33k - X FLNCISZ L i T2
28, KM ERn*1og (n) MFFAEACER G I, WA AR 5

[0116]  FARTIALHES K 2L BIE BN Hribish , ix S D BB i) e 2715 e e, O
SO S AT o R , AR PR S 2 AR S 5 I LA R R o A A T8 8 A R e 2%
S5 AN, By I R LB, FRODERR T 4L (Zero-Mode Waveguide,ZMWs) {03
Bl LA, S P EIHIF TR DA K KB RpolyAJRR J F S [ FLNC BB ANk 21 AT 11 1
R . AN, B F H “uniq_mapped_reads (5 57% FLIR 4 M — 7 B LU FIBEED 7 o
“NonUniq_mapped_reads (52 EEEXT FAYEEED ” 1 “Unmapped reads (i Lb 1113
BO) 7 SEFEPRR Al 0 5 £ s B o X B i A SRR ] A P BRI A, IR R A
(RIS Bt o L 2, 5 ZMW s RS RARG, B I 5 A N SCEANE SR 78 A DO DA
EYNDAR S BRIl , Z2MWs = 1IM (55 7) ; 5 Unmapped readskb it 5, Pl GERIHA H
BRI 5

(01171 fii FIBAMS -1 5 RIBOSOMAL BASES.INTRONIC BASES.INTERGENIC BASESHIUTR
BASESHIE i AN G BILA PF-A% SC 2 BT it - INTERGENTC_BASESLEE 41 i A] BB 22 HHDNATS 2L | fy
RIBOSOMAL BASESLEE 451l ) FE HHAZMH AR RNA 5 s A48 (1L, 2 5 B50HS I A0 P PR AR o 581 /]
RSeQCH A HI M geneBody coverage. py B/ Hr B ERI5 7 A3 i (1) I 37 IR B 7 o , K45
MEDIAN 5PRIME BIASHIMEDIAN 3PRIME BIAS.MEDIAN 5PRIME BIASEALRHA%E SRS
T8 SRR I BRI, P RE I ™ B SR PR o 25 5 A RNA U PR INMEL, s A A BL T
AT 1S T 2 F AT -

[0118]  b&h, {f FHRSeQCEXAFH [ infer experiment . pyfBELfiiE Lt 2 25 5L K4 F i1
70T BB L B o Lo BT 2 B A B R e P SRR A, T L 91 ANl R B R
SSRGS M SCE P T o3 AT EE 8 PR 9T 28 AT P 35 R R R A A

[0119]  SZJEA2 : AR 7 AL Ak (NVT) [rIAS )

[0120] RS0 K A FHHAF i 5008 DL MNGSEE A TR AR AR S/ IR AR 23 b DA
DTAE S AL A o

(01211 XA BRI T e b AL ER s, R4 T3 AR S A Ak (NVT) PRSI - ¥ B A]
BEAE OB R I Mt R AR 0 R 28 o /NI S (Caneaidai N ik 2k s A RN N L TR

11
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) AR e (R R PR R e SR AR - KR PN 2 - PR B W RNA R AZ BT A1
X ek, VUM KIR N BT ) |, 28 L2,

[0122] [ BEREIFIIN AT ASFIAEE AR 57, A S 51 Rs 25 AR o3 AR A48 B ZAa
Jr iR, DA R & 2828 S 0 A SRR iy B AR 3 AT IR B o A St 10 B i e i A fE
T T T EAA KR A S HiFi B R B 0 M oA 5 5 - PRk
FOKOF 1 BAT B S A H SR A 2 3R A R I 3 B s P AR i NGS TR B = -0 AT/
B 7

[0123] X} THiFiiEx, i HcDNA cupcakelfjcollapse isoforms by sam.pyiibiiAH[A]
(R SRS AL R ATT B M — R B SR AR A R o S AN [T — S A PO B (R R B SR A T
TG, MR e gt g b 3R b I ES 40 f IcDNA_cupcake[fJfusion finder. py A& i3E Al fil
&, R AR g A el ik & 2 A R B ORI HiF 2Bt n -0 M/ INIREAE 5=, 31l
{1 FHIPBsv /AT 2% A A A A 7, AU FE 29 10bp PRI, iX B A% Sty ] i EH I AENGS AR o0 AT 45 2R
W R MR 1A S 45 R I T U4

[0124]  XFTNGSHEL, (i FIVardic t A A/ INBIAE i, A= oAt BT A 7] e A2 S IR VCER
S i BEATE TR AR S, AR X A RS ek (7] S T SRR AL

[0125] KL FNGSE 43 AT 1 K AL 7 S HIF 1 5 m o0 A i 85 SR b A T L R P8, DA
— PR A R R A

[0126]  SCJEH3: 47 IR €

[0127] 3. LA/ k& I8

[0128] @l G A — Mkl & 2SR A A, Ot B RE AT B8 5 e A A 3 A A
[] o 2k JEAS ) S A A 1 0 S A2 B (A 4)

[0129]  (S1) AR LBRAG T PO HME CERIAH 2, & BT & e A R N 12 25 /D FH 2/ FLNC 132
BESCHR) A R 10 A A9 R BT PAE e MPacBio HiFiNF bt
SR, QSR AT DA R —FE A1 55— 13 55 o3 A R AT AR NING ST - B0 , b A B it o
AR F R

[0130]  (S2) KBgr—5Bm Ak (DLA3) | X e S Al ik 5 fae K S A AR AR S s EL A AR
NG - AR D285 SNE - L HHIX B85 fE R I SRS AT S FHAERNAE S A i e rh
5 Uit PR A BT o SCE SR AER™ B2, B -5 B M A R b O B SR AR i %

[0131]  (S3) Zei FHPCRIRE « I Al P e B e ) 3 B DR S5 BN N 17 A R o X B8 AT
AR AR M P 250 FAS I L SAR 5 AEDN AR R, PRI T A e 5 o Fh T P —
FHEARXMER B BN T AR L T4, ARSSHEBIER T 2 T BRI Lae - > I ik
P EE A SQANT T3 T FL i ph 1 — i) R . SQANT T 3H2 N 223k A TANHAL , Fu iR 2 B AN T4
PR CRFR B , TR T X BRI A S I e

[0132]  (S4) S A TR o X — 2 AT DL A S5 s R A e 1A R S S A 1k /
G, DA AE BT T o SRR 235 SR e e AT A e v RS T R 22 1 o
AN N AR S LR RE, R HlchimerDB 4. 05 , 25 22 M 45 T e L R 41
B3 (TCGA) Tl H A B A T 10 3 S e B N, S50 /N A S8k e SR i i 5
o

[0133]  3.2SNV/INDELHYut ik

12
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(01341 SNV/INDELI{ B BAA 08 (IE4) -
[0135]  (X1) ZeBR TR IR BE AR T 2 (35 R0 o B FHDA R A3 TSR B B
TPM X total RPK
1000000 * 100
[0137] JLr RPK 5 T-AAE BB, A BB R DA R DA 1 TR R B 07
S TP P 0 A, S PRR I A 0 £ 57 4 74543 smean_read_length
SRR B

[0138] iy TTPMm T35 St S ABIR I B Ay FLAT e e , PR B TP MR
35, T LA A S T A R BE TR

[0139]  (X2) iy e, = BLfi FIVCF SO FILTER A 2K 45 P8 Q10  bias“E bR

[0136]  (VD)VariantDepth = X mean_read_length

J0N X JTo
(01401 (X3) M5 A 4 HT dbSNPIERE R ELAI% B SE AR (AF) F540K 1 SNPHRH AR 562
Ao

[0141]  (X4) FI| FHCOSMICEF S e E A A S I PRI AT S A

[0142]  SZjEM4 e AR

[0143]  ARSFEHIE M 2 AN F A 10 45 R, S SOpA% ST BRI A LASR A B 40T
EAEN R,

[0144] Sk FURFE TR RO RT A R e IRl 0 2 BE USRS & I I R 45 Rl
TET RS, 1 e R S AL TR T 5 5 Bt SR A 5 B SR A S A RN 43 T
ZER O AR 7 HAS 1, AN B — D i SR I, il i Vard i c t3R1FIINGS E I VCF
X N S5 1 1S PBs vaRAF O 1 F 1 32EE I S5 A0 AR S T B LA N s SR A% 1 B 45 R
B S EBRIUR L 7T S A R A i (e fasta S

[0145]  YEALsp ARy M 2 ) , i FHGeneMarkS - THR AR A5 Fe ik 048R 1 BUT A1, B 55 S A7 41
SN AR AR 1 BUT Ao R TARE 2 N RO B K SR AR S = L 2 A A BT
A o 13 X PR3 AT AR AT IO AR Sl A AT AR 1, B A IR e e 1 5 1 o FHBLAS TR 15 |
WEE 5 MUniProt NI AR FEIH T IR B, AR E AR S P2 AL B R 75 it
TR DR, BT AERRE TS 50 B A LI i 45 5 B R R 19 A R A FE A S
BRI RS, 1T A2 AE Fas ta SCARFR AR AT AR O IR) P 2R A TDAN—BOMEME . AN, FEse Bk R &
AT RELE R 20 2 b e e 3k DRt TACH S5 9F 7T I ARG .

[0146] St {AI5 . BRI MERRIDESIF

(01471 ARSI M6 UEA & BRI 7 300 T AR , G RGP A PO A AN 3
PHTEUE

[0148] 5. 1%atE

[0149]  E5—AFEAUZIBAN2% SIRV-Set 4f A\ZHRNAREA STRV-Set 4/E—Fh {2
N T Fg iR B 1R A W2 2 25 b o ANCBT K HU T iZRNAREA I PacBi o Fr 45k , 4 20
FLNC.read.bam, £ '& L 250 TIALFE . STRV-Set 4415694 A T #E 5 ARZS A& B T 7 A
SRR SE DR AL PR B PR AIL , 4TI SR T e B B4z R PR PR A S R AN 2K 7 B SR
T SCFE A A o LA, STRV-Set 478 (U dd HLANK 2631 (9351 A 4kb 6kb 8kb- 10kb
F112kb) (15 N THESRAA A, DB IS SRA I B A 2k

13
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[0150] 28 " /MEACE I KMC384N I R B2 I BIC57BL/ 6/ N FH T Bk iveg S B IR R A
WITERAFI « FEALIE/INERUS , W S THVRE e 25 (R RS AL AT () T /N 2 2R IR0 Bl
£3300mg 1) /N o 1IX B4 2 N7 B FH1xPBSPE %, BN SR 20 & b AR T is 2t 2
GeneDenovo R4\ Al JE TRNAKE N . PacBio HiFiKEERMIFEANT lumi naa S Brl 7 . 3K 75
M E s I, A A A ARSI 5 254 753 #7 o

[0151]  phy I~ /s S Bk AR AR )R L s A 2 A s R | S AL TAE e 5 22 5, TR
S ub ) H e Tz s 20 8 e e 2L R R R A S M e s A3k, 3R
FRARN T 5

[0152] 5. 245 uF4 R

[0153] A K BHRIRIN T R HIPacBio HiFiRKEHA ANS B RNAEAR I T4 HT, LA
K R P R K3 MO 38 S R R B AR 14547

[0154]  Hy T~ NS BRNAREA L 280047 1 PIACEE , U FECCSHYC B , IR I AR B Uk e e
A IMINIMAP2G FaR PO O H L F 132 BedbA T LU T 46 o FR T B uE A s SRk = i D 5K
I, IR IE U & 3 T 0 A KA AE 55, R 248 N STRV-Set 4FRTAN R A 44 1
MC38 57 L A A A RIS B S PacBio HiFi AT luminaid 5285ds , PRI 75 520 A K
BN NS AT S

[0155] AN CE 40 2 S LA , MC38 S 2k R RS AR (145 A MK T4 B T o et s 71
BTG, ITHET T A A BT A o BB 9 AR 2 E AR A it 25 Inte (R) Xeon (R)
PlatinumibFisS (8269CY CPU,3.10GHz) MUbuntu 20.04.4LTS Linux#ffE R %M mERET
FNERRE Pz T RA N, AR BRI R 5T T A2 25 RNARE A 14347 5 1
MC38 5 3L AR BRI AT AL 2% 1 L 5/IN o 1l e v o0 IR M s A T TR, &ZBRCCS
LSRN AT ED A TCCS PRI AN S B RNAEAT 2 T KA.

[0156] G- NS AHERNAREA, I vl Al 1 BT s filEhr, RS IHIFL B R 2O 190 )7,
JUF 53 TSMRT Cel Lt B B A 51— . PCT_RIBOSOMAL BASES}EHRM0% , FEHH tRNAK)
AAE A DL 20 At JMEDIAN 5PRIME BIASAIMEDIAN 3PRIME BIAS{E 4y 3 40.73F10.99, %
HARNASC ZEAER 52 38, 350 K AE WS fd o “++- -7 RN “+-, -+ {843 731 0. 8594110 0042, 7= HH
SR T R R o R AR TR ISR R R B E AR A S A SR R S B bt
[0157] T A NS HERNAFEASIRV-Set 42— FEA A RS (s BN 2
ERRIE , AR STEEBIARIN T Fr SIS AR R I 25 5 T BRI R DU E A R B S A= 5
RSN T 2 1 2 A 1ot R ECPH I o W TS TRV-set 41 24K HE A, AL B R 7y
TRIRE] 7100% (12/12) oAl (WFR1AIFE2) IR 1, XFT-69 RS IRV SRR, A A
HA A 5 0GR 2] T89.9% (62/69) HURRIER it i 17T FAG R « 2 i, KA A I HH 1)
SRR TIRTT , KIABAS I ) A O T BN TN & BN e R R, S8
1E 2 SR L AT 2 i i 0 2, B R BB DR 00 MY (Sof't clip) wiffdc. AJsRefSeq
A A TR R, 40 R Z 50N 8 - M & IR S AR 20bp o 1X =M 3 2511
SARIIAN T TP 143 B A5 9bp 31bpAN20bp , 1238 T AR5 41« TS AME It m
BRIIVUN A AR B B A W SO A B AL R i R 2k

[0158] SR T2 E ARSI H R S TRV [ S A AR (1 7 40

14
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HBFAID HFAEH  EWRENEE IR =R BRI B e A

SIRV1 8 7 87.50% SIRV105
SIRV2 6 6 100.00% /

[0159] SIRV3 1 10 90.90% SIRV311
SIRV4 7 6 85.70% SIRV404
SIRVS 12 10 83.30% SIRV503, SIRVSI12
SIRV6 18 17 94.40% SIRV618
SIRV7 7 6 85.70% SIRV708

[0160] ait 69 62 89.90% /

(01611 24Ny 15 LA I A STRVEK) S A PARFR) A7 D
BFAID  HaohRs EWRIEE O ERRIR RIS

SIRV10001 1 1 100.00% /
SIRV10002 1 1 100.00% /
SIRV10003 1 1 100.00% /
SIRV12001 1 1 100.00% /
SIRV12002 1 1 100.00% /
SIRV12003 1 1 100.00% /
SIRV4001 1 1 100.00% /
[0162] SIRV4002 1 1 100.00% /
SIRV4003 1 1 100.00% /
SIRV6001 1 1 100.00% /
SIRV6002 1 1 100.00% /
SIRV6003 1 1 100.00% /
SIRVE001 1 1 100.00% /
SIRV8002 1 1 100.00% /
SIRV8003 1 1 100.00% /
it 15 15 100.00% /

[0163]  SGFT-MC38JHwRe 7 2L R RSAR A , AN S 1 S b A T 1 B s Al - 45 RS0
BB AR LA TIE 90 AT o i TIVardic t MIPBsvAE AL B8R FASIIE] T K&
ELAE FEI /NI 55 T ROBEAR 5, AN 25 1 OR B N7 B RN G A DXk 1) 5
5, FEGEE B HDNA_cupcake /3 BT K KHIF 1 Bl KA i, 035 5d fusion_finderii 4l
5L R il o 1X 28 KB S AR SQANT T AN 23 2 8 m S5 /NI AR S 38 A A s )
fasta SCHFEH (WIEIBA) o T IRIBIBH B AL 57, AR AT AT AR 3L R ik 5 ok S5 AR TR ik
i IX G SN MC384 i A WS — S AR, ASCHEBIRIA T — R E S R A e A R4
R R e, X A AT 2] 7 oR A I SRR uE AR A T, o Bl 2N
PB.349.2.PB.458.1.PB.1517.1F1PB.1528.1, 4 Alf T/ E A 4 ¥ Cep131 . F2RL1

15
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Gm5345 FNKLHL26 LA JA2 o iX PUANAZ S E N 5 - DX RAE T — DM B Eo s oh it
o Jé N AL SR ARAR S PB . 1596 . 54 T/ NFR IR R L A BE BRI TR X3k, 4 — 33 SRR S i
Kk (WKISB) o i E iX A5 St AT ER 2 FHA F i KA BAR B, B A8 45 [ (B ey 5 0
TENGSK BB TH I o X BEAR S R AT AEAHR IO BT 1 2L 2, SeRH e A 1 g
KRR

[0164]  JbA , ACSTEG]( FHGMST ik B84 S AE i 1 AR N [ 25 11 57 41 (aniE50) |, s
BLAST5UniProtZ{Jli)Ztr mouse canon isoform.fastadbfTIa IS M. 4558 0o~ , [Py
AN (FJ4EPB.349.2.PB.458.1.PB. 1517 . 1F1PB. 1528. 1) t5e i A 45 1 I — SO EAL T
60 % , Wi e AT AT 3 U AR 1T, PB. 1596 . 55 B0 AR OB 2, bt 45 2R 8 o2 5 fe Rl
O 1 FTQLKYMOF g — A 99 % (667/669) (UnIEI5D) « LA ARG Q1KYMO & —FfFNeuro-
2a vIRg 41 it p 25k 10 P IRME S e sk 25 (BRY) 55 A, T S 800 2 b ik » s i RNARG IR 2 15
QLKYMOJH 2L A T LA HE 28 JIRE A= K30 I/ NS T 26 o iX B8 G NG T S F¢PB. 1596 . 51
eV uEds , Jom i 745G B NI AR S A0 DA K 5 T 24 T8 8 A 0 B il
Yo

[0165]  f5Jir, ydb— L MIART IR BIAE S 45 SR T SEE % T 1T FATPB. 1596 511 5 W42
IVRNAE TPCRIGIE o 25 S o, AEMC38 4T FIMC38 S EE R RS M M b 5 i 25 1 3 30k 1ok
MROE AU A ik (NIEIBE) o BT &5 SRR B A= f A g 25 n] Loy Air 4 05 (i 22
FEAE TR A ATy T R HH = PR RE

[0166] 111t

[0167]  FEffiE ity AT AR, “SHpt s RS C ) T2 RA T  Frpe i vl DA SCh
U5 B R A b S i et A A AU I e B MR B2 1 B/ 3806« R 1 B A A A AR X e i 1ot
AR U AT AR g A 1 “Alanct” e Ve LEWhn S IR , I AF R A B R
TR TS — BELAEFRIT AR R e 7 1 o 405, @il I PRASEAS Fh A7 3802 31
U SO T B R ) — AN B AL

[0168]  THBIHTHUII “G 8 5 @ S A RE TR b 24 (ORFs) H8 R AR X R4 .
DX I T vk TR R R R AR I O A S AR S e IR /EORF s A8
A R IAER SRS S 5 AN, B e s b oS s E i — MR
NS5 o TV 20 28 M LA IR 582 B 7 (KB284E /Mb) |, 431 Ay A1 igdes e Jo Bk
IR VRS 2 1 9 55 o T X S RE e AV ORF s e DLER B 2 i i bl F
TIZIRST o

[0169]  SRif0, HH T i IO AL A2 A0, R ZECRM R AN iid Mk & 4nie AN AR R
RNABY 12 o i S PR 21 B R SR RNA - seq 0 T B ik 174 A IR UES , uEBH 1 IR ks =
PERRET AR i 1, X = AR R DU P D B Y A B H A I o I A, —
SO 7RI RNAM BT Bt T 53— v 1 Skt , i 28 8 2 MR 4 Hi MOR Rl
FRNA T A1 R PR T SR 1 o ERLE , TR 3 3T AR SR 1R 28 1 AT b i CARNAR R B 1)
KEoE oM 7 T PR BRI — M 3808 ik, W KRR SR BT Il 1 e e TR [ v
H.

[0170] VRSN TR A sl i 1 B A sk L i (MS) BEE 1 A PLIF 0I5 H RNA R B
B o RO MSI PR BB AEAR KRB P AR T S B HO R IE « (E e 5| 53557 B

16
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THEM, BRI A B By TR e A E T RVE A & B SRR A Rkl —1>
ARNNZZE B Oy T gk LR B, ks i FHAUHIFIAINGS BORIR B T —FhRb Y&
PRI Bk B BB R A PR AR E AR S 5 Bk e, 1X 287 17 I RNARH I -
(01711 &5y HTRNAI P 2a i , 4 AT A R B 5 380 1 s i A S — S B e
SR AEXTT T, EOAERA S AL TR 22 251 (SNP) FIH N/ k2 (INDEL) 75 PN 119 25 R L 42
SECHRNARE A=A, LS BB IS 3185 S 3 o 3 BB BT 55 10 2 2, T — Aok 1
A B T R AR RN A 7 5o 75 5 A L (R RNARE SRAAL 7

[0172] AR W MW FIT A ST A R Th 5 | IR DD 2278, i anml e — R Skt
SRR SN o HEANS AR , A1 B L T AR A FIRHR N 2 5 ARG BN F7]
PO AR I 5 S sl sl A PR, X B SN T 2RI V& T A s I BRI 2k B PR e 7
.

17
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