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RICBWTIRRN 2 &EE 2R, b FOMBADRBFEEDK 20% 252 Ebh
TWb, ¥/, MEEGETIEERBOEN L 725 L ARICERIOMEE TR 2720103
XA, @EEE TR IERICHH T 2 R, BRESCERRAREESE TR HIT
W3,

2000 FFR XA, DAMIED 7 /) AREEEY OS2 Eii 32 2 L T, MEEET
ERET 2 HEDNERTH 2, EETE, FWMRS -7 2 v —2FHIH, HrD
REEYOREOEYZHANS 1 > 7)) — F RNA-Seq D AlREL IR o/, BV 7Y — R
RNA-Seq z Wzl &EmF OB, SiAlS NGRS (V—F) 2|7 A
DEFIRIEERHNZ 'S (774 X ) ¥, 2 D0RRZEETFITHITHNTT 74 X
YIENBY-FERETZ 2 TITbid, LA L, B2 ) — K RNA-Seq TiF 51
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L—ary 7 =2 AU TIREFEOMSBE T OMEEREZ TG L7z, 2 ORER, 128
FIRFFEATFEID DEVAMESBEETOMBMEEE L TWE I e 2R L, £/ Bk
O (1) & (2 KEHMETEZMEEEFHIHEMT 222, (3) I X D BEMEIREA T
5T %L,

R, BEPAMEDY — 27 LV 257 =2 HEBEE T ERIET 3 2D IHREFIED
TRREATIR 0720 % DR, EEOEEED AMILE W TIREFIROMEBIETF OB IERE
AT L7z ZOFER. BEFRILTFELD bEVEGEETORBEREZE L TY

ii



L5Zr. 77 A LoBEEENECESELGTFOIMHTE2 2 2R Lz, ZHUTE D, Fif
DO EBIETOEMEIRRTE S 2 E/R LTz,

iii



BX

F1E
1.1 Kiw
1.1.1
1.1.2
1.1.3
1.1.4
1.2 A
1.3 A

F2E @E
2.1 HEE

2.2 @&

2.3 AT
24 #ZE
2.4.1
2.4.2
2.5  FEBR
2.5.1
2.5.2
2.5.3

26 fis

FEIFE BB
3.1 HE
3.2 g
3.3 M

XOBER .
BETBIUMEEGTONE . . . ...
BABETFEBADEE . .
MEBETORAE
SATTHEOMMES . . ..
SCDER . .
O . .

BIGFRET7 LI X LOEEE S

T
FLBEA GERFIELD .. .. . .
FUGAREC (BRFE2) ... .. .. ..
FeREFEBREM
EERAEER . .
BE

M AR T DB DIREE

DAMMR CFEROEMEZF OIS 2% . . . .. . ... ... ...
FIE
FIRERL . . . o

v

11
14
15
15
19
24
24
27
32
35



3.32 MHEFEROEHER
3.4 EER ... ... ...
341 7
3.4.2  FEERRER ... ..
343 EBHE ... ...
35 HE ... ... ...

BAE KR

2EH
R

51

52

57



X Bx

1.1
1.2
1.3
2.1
2.2
2.3
24

2.5
2.6

2.7

2.8
2.9
2.10
2.11
2.12
2.13
2.14
3.1

3.2
3.3
3.4
3.5
3.6

MEBEETARETAHEAR .. 3
BT ) AANDV—RDT7IA XA POBRK . ... 6
TIARXY MRRCHRET Xy TORAK ... 7
¥ a— bV —F RNA-Seq Z HVWEIEERFRHEOBARN . . . .. .. 10
a Y27 )— K RNA-Seq Z HHWz@&EE FREHOBAK ... ... .. 13
¥y IHPMEEGTORMCEGZ2HE . 15
Fry 7HRRNTELVAMEEERFEZRETERVWHEICNT 2

FLBEA OfFRIE . . . . . . 16
FLBEA Of&BEETHRIEOTRN . . ... o 17
Fr v IHRFERTELVEEEEF 2T ERVHEEICINS % FU-

GAREC OfIRE . . . . . 20
¥y v IHREETIELWEE R ZBRH T E R0 2 FUGAREC

DIFTRIR . . 21
FUGAREC O@&#EGFRIHOma . . . . ..o 22
FUGAREC o@&EmFtioin (F6) .. ... ... ... 24
BHBER O K — b ) — FEH 1 ALLE (A) & 24 E(B)®F1 237 28
ONT 90% 1B 2 AL v PHlOMEEEFOMEEE . .. ... .. 30
FUGAREC %A 7y 7T SN2V —FOEIG . . . ... .. ... 31
MERD 7 722 v 7oMaBEEFREEREN0FS .. 32
IRV URBRBEREDEG . ... 34
FFETHE LS EETROER (B Rt L& EE TR K

FUEMOMEELGTED ... 42
MCF7-ONT-1 ®2H&E . . . . . ... .. 43
MCF7-ONT-2 O 8HE . . . . .. .. 44
MCF7-Pac @R . . . . ... ... . 45
SKBR3-Pac DR . .. ... . ... ... ... 46
AE RO XY VEREEIC X 2B Y — Yo7 o0& %M L. 50

vi



x®BX

1.1
1.2
2.1
2.2
2.3
24

2.5

3.1
3.2
3.3
3.4
3.5
3.6
3.7

—fREGEAEGTREOTE o
NGS ZHW-EEBm RO . . . .
¥a—bFY—FRNA-Seq ¥ 1> 2V —FRNA-Seq . . .. .......
0> 27— K RNA-Seq T W& EEFHREY —Lv o000
YIal—varvi—XEy boBE . ...
BHRADOI K= V) — FEZE 1 & LEBAEOMEERET OB IERE
(F: FUGAREC. B: FLBEA. J: JAFFAL, S: FusionSeeker)
BHRAOH R — bV — FEZE 2 & LGS OMEEETORHERE
(F: FUGAREC. B: FLBEA. J: JAFFAL, S: FusionSeeker)
BEBRDPAMIIRT — &2y NOBEE
SHUFRIC BT 2 HRBE e ARtk . . .
SHBMRIC BT 2 ARG TFOMIBIMRE . . ...
¥ x v TEHMIFKT JAFFAL TR T & 0 o - & B F O FEH]
¥y v 7EMIELTFUGAREC THH T % 2@l &E T 0 545

G RO RK T JAFFAL TR CERho 50 . . . . . ..
T—Xty METHEALTHE L ZBHOMEEET Y X MZRVEE

BT

29



1.1 FHXDER
1.1.1 EBEFESLIUVMESEGFOER

AV OBREHE DNA (T4 ¥ > VU R#4lE: deoxyribonucleic acid) IZfRFENTE D,
ZOEEHERERE S ) LR, 7 A% A(Adenine), T(Thymine). G(Guanine),
C(Cytosine) &\ 5 4 MEOHEEADEYITREZI N TV S, FEE M THRE
% 729121, DNA 725 RNA(Y R#%#EE: ribonucleic acid)., RNA 75 & ¥R 7 BN %
XN TV RLEDD %, DNA 725 RNA ANOZHUIEE L I3, EEORETR S
FAS YT RZIBE, 7 LA LOBETFEI-RLRWEBTH 4 > Fa U pRES
N BEFZaA—FI2IFY Y DAPDOREGDEING, ZXY UPBREEGDOEI5TT
X EEYOREREE NS R 2 ) T — A LIS, MR T A HHOEWR, KR
WL T, CERMEEYRLZDEERIZERL, 7/ LR M7V R 7Y T b—0% 01
THILT, RABRLNLVTEYOREZHLPIZT 2D TE S,

AAEIE T 2 DOER B TAME L BRERERTTH S, BEEETIE. 7/
LDMAMZ T T 2ME BT L7 A DHABZ KT L2 WG B L T2 1FEE
L. 7/ LOMBIZIMREN BB EBELEFIE. SARTIA VTR TVARRT T4
SYTHFERTHRET S (K1.1), YRARTIA4 > Y TREEEBETIE. 7/ 4 ETEEL
T2 20DBEFAMEL CTELMEERERETTHE, — i, FIVRART T4V
AEEE TR, REARET2O00BMRTHAa— FINTWE Y/ LAY 5 LOZERI %
JEREADE WV FICE L ARATH D, & b ETOEMELEVATREE S S 2 (1], ¥/ 4
DHAIZIZEI DAL 2MEEBIETHZEITHED. FICT ARSI 4 >V TG BIET
RN IVRRTTA T Y TREBETIREFEIC R TEHINS X5 ko /2720, @léE
BIRFOFOEAEICOVWTIE, BEABHAIRTORVWS D2 W (1], £ Edo
AT T4 Yy X BREBIETENAMIEZ T TR EFERMROME & & M X
NTWBH, EDESRBHER R LTV R IR ERHL, L 25T (1],

1.1.2 RESEGCFEHADEE

B ORIEIETIE. 1980 EAHITHOS S B S MREE TR SN 2, B
Tic, HASA [3). IIIRASA [4]. WEREASA [5]. KIASA [6]. SHEEASA [7) . MiSA (8]
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2. 5 ) \OBHRZIHKIFR) (SARTZ4>7)
UTR -GS UTR Sl UTR

|l sz2z275132
V'V N\ NNV

3. ¥ LOBIHEZIHEFR (FSVRXTS54227)

' '

l NSOZARTS543>0

\

. ,

. ,
T \/\/\/\/\/\/\/\/ Yoo

11 MEEEFHFEET 2 HRAN

EHEANE [9] 72 EEBO DB A DFRIEICHEG BTG L TW2 Z e pHEInTws
¥/ MEBETFIRIESERICEWTRRNREE 2R, b o AORERE DK
20% 2D TVS e dEbNTVS [10], MEEETIE PAMHIE TR0 AFEET O
FEEZZ B, BEBETFH - FT3REX VRV BDPIEFRZ 7 BORKEE
PURET ST, MO AMZGEZEEZD T2 Mo TWws, [11, 12, 13,
WL ODOREBIZTFICOVWTIE. S FENENHREINTE D, BRBG TR EF
LT3 [14), HlZ2i3, BCREET ¢ ABLL BT OBMAEE T TH 5% BCR-ABLI
WKHERTMER Y R7ERHET 24 ~vF =T AL — b [15] ®. EML4 #=T &
ALK EETOBEEIG T TH 5 EMLA-ALK ICHR T 2MAEX V7 BRHET 22
VFZT(16] 1. MEX VA HEOKELZIHE T 2HA L LTEATH S, AT,
RET (rearranged during transfection) R FMEOBEET L RIE T 2 Z & THRIET 5.



K11 RSB E RO FE

RT-PCR ik FISHiE IHCi#E NGS ik

=5 HH [ {/iS =

R = GE H =

R [ [ {/is =

RADmE AR H Aa] AJ HJ AJ
[FIRFRE T & 2 8578 1 1 1 ik

RET @h&8m TRt MG A 2 R e L FRENETH 2L b F =7
FAFE XA [17] . AHTIX 2021 £ 9 HIIBFERE L L GEHZE TV S,

Tz, AEBEETIIERHOBN L 22720 THE. IBREOMEEZTHT 220D
A A== LTBHHAHTATWVS (18], Bl ZIX. FWEEDIEHRTE 2RO 5720,
fifis AClE ALK @lEBE T [19]. 181 EBEYE B % Tk BCR-ABL B &ELR T [20] 23
FAEA TV, MEDO XS RER2SH. MEBETFIE. PAREBICN L CHEERERE
REFazenTcEIEZIOLNTED, BEDERICHEIA TV,

1.1.3 @eEECFOREEZE

DADIBRE RN EE L 72DIF, MEBEETZELSMHT S I bHEETH S,
RSB T OB AEE LT, RT-PCR (Reverse transcription polymerase chain
reaction) 7%, #¢ in situ A 7Y XA ¥ — a ~ (Fluorescence in situ hybridization:
FISH) 7. WML 7% (Immunohistochemistory:IHC) i, XS -7 > X
(Next-Generation Sequencing: NGS) iE23® % [21] (K 1.1). 4 DDOFKRIZZNZ Al
BEEFOMIMR I =X LDRL 270, EE (H2MEERT A DBFET 2K N TR
BEET A ZBRHTE 28 REE (H2MEEIET A DFELZRWIRI N CRlEE
ZF APFELZRV WS 26880, RAOMEBEEFREOAE, FRRETE 28
BFRITEND D 5 [22], NGS #EX. NGS Taisl o 7 BHEEY] (V—F) 2ot LT
MEBE T2 T 2 HETH 5, NGS #EId, BELRREENGVZT TR 1 ED%E
BRCARMOMEERET D& THENICHRILATEETH 2, 2070, BIfEX NGS %z H
WA BEETFEME T 2 2 e ERICR TV (23],

NGS #iF, 27/ 5> —27 x> X (Whole Genome Sequencing :WGS) f##r, £



V=5 —27 ¥ A (Whole Exome Sequencing :WES) f##i, £+ > 227V 7 h—24
¥ —27 v A (RNA-Sequencing :RNA-Seq) f#tr o 3 fiH3H % (K 1.2), 3 HEHEDFIE
By =7 TV RTEZNMEHED LT, FHOMLHERESLIX MRLZD, HIGEL T
HndiFohd, 277 2 RICKEBICHEEEFEZHRE L2WEEIE WGS, =%
Y VB o TR & K B EBE T 2RI L WSEE WES, #1 X CHlgTREL
TV ARIEBEET 2B L20WEE1E RNA-Seq SV S5,

WGS 1327 7 22 WNRICHENCIENT T 2 D1c0f L. WES 7/ A Lok oj7E
ZA—F52FY ViEBOAZRNT 2FETH L, WGS ZE V7 HEZa— LR
WHERTH 54 > bRy EDTHMGEEFERHTE 2 2 WO RIEND 528 [24). KB
By = 2V AT RER DY, WRLBBHLFEIR MHBRBETH S 25, WES
F. XY VHEBOAERRNTT 5720, K3 X P TRMSEEGETERHETE 2 205 FlER
BHoHH, BMHTEZMEEETFICHIRLD %, 7. WGS ¥ WES od@ofi#Em e L
T, BHLZ@EEETOHBEEL TWE 0 Y 5 2l T E R WEAZEIT N5,

RNA-Seq (&, MlIHICTFAE S 2 L5 REY) & RN ET 3 2 FIHETH %, RNA-Seq
TR LZ2REEBE TR, ZERICHEN TR LTV, Z e HREATWS, ZD7
b, T MR LEFELD. PAKRES L TW AR EVRIE BT 2T
2ZENARETH D, DI eh s, BETIE RNA-Seq & AW -B& B FRHDIA
fTbivTnd,

RNA-Seq IZ X 2RI &BIZFOMMNE, BEEYE > — 27 T ¥ A LTS S R HERA
(V—=F) &, BRZ 2B 5220 Fh—20%250200, BBOBLGTFICER
BV —FEMET e TiTbhsd, BT/ a3 7/ o a7 bigeT
R INTKBEDY = FET7 Ly TAT 2 (V= FRALZBFTHROES ZEITT )
TR SINIAENLZREITH 5, ZHRFS VA2V T =013 2R AL
[FIRRICPERR X MR O IR B EY O BHER R BIEIAITH 2, V— RS 4%
SN VRV T b= 2BWIEDT B72DI2E. 7T T4 XY b2 WS EROES O
LHEH D EZHE LU L, BHVORS| 2 8Y| X ¢ 2 IWESHETH 5 (K 1.2), —HBINC,
BT ) LB T VRV T =D LS BRBEES] (VT 7 LY R) OFBT T4
XY PLEEWY—F (Z7x2V) &b BEEFFIHBREND, ER2EFIHN—HT 2 Z 2iX
B0, U7 7 LY ADEERSIORT, 7)) OEERHIDE NI —BT 2 EH] (FHF
FeE) 25H22 D MARNCRIIINIET 74 X bE N ARSI,



# 1.2 NGS Z W& BB 0K

WGS WES RNA-Seq
PR T 51 E2E )N BIXY Y REREEY)
a X b K 7N 7N
A B LT DI EHERR AH] A AJ
—R (=9I ASNIEEBSS) S8 ) I
I |
I
=85 ) i -+« CAAGAAGGTTTCTGGTAAGTTCTC - -+ 5
y—Rr CAAGAAGGATTCTGGT GTTCTC
PIAAIBM

(EICEEE% & D8RI 251

1.2 ZBRT ) 2~\DV—FD7 74 XY hDOERK

1.1.4 FITFEOMER

EETE, Hx DEEEYOLEERY — 27T 25528 (Y2 ) — K RNA-Seq) 73
AREL 72D, —f&I72S a2 — + Y — F RNA-Seq TIEMHT E 2 WAl A E S T DM HI A
FENTVWB, —HT, BYZYU—F RNA-Seq X 1 ED =01 7% Db 2 &L 2
EDFIHNTVS [26], 20728, B2 U —F RNA-Seq 6B 605 — FE 1 K
B CIEMIC, BT 2L TT7 94X T2 3NEETH %, FHZ, 2 00 R



RBBIEFIIT 74X PENIMEBELEFHROY — FIZBWT, 774 XV MeDiE
EFHRYIDBDLBME (BEM) OEFBICS -2 TV RIS—MBA L, ZOEHTDT 5
ARXYIPTEFTEX Yy T0RETE (K1.3), ZOF vy IHRREE 2D, FITFE
TREF vy 72E0Y —FIZBWT, MEEERTFEMERZIELSRET 20 TER
W WS RN D 2, BEBEIZTOWREEN T 5 7-010%, BERickhBohns &8
JBEO7 I BEAIZEL K TRITE 208N D 25, FHATFEEIX vy v 7O WTREEA
RDIEHEITRD SN, BEEETF OB O L7k o Tz,

72 BATFREZ, 77 o4 L ToOEBSIEE TORE T 2 AR 2 ERICAN TS
53, BAT % 2 o0EEFRIOEEE IV Y, BAEG T ORHEED SR T 2 v
SR LTWd, ZDd, BITFETIE. ARSIV THEEEFR I VX
AT T4 Y TMEBETDXS%Y 7 4 ETOEREMTWVEEFOMEEEFIIMHT
FRVEWSHEND B,

BLFA BinFB
SR L — +++ CAAGAA — - ATG---CGCAAGAAG::+ ——
Frv7d
BABEFEBROU—K ... CAAGAACTC: -+ -GACCAAGAAG: -+ - -

(BizFA-EzFB) =

K13 794X MRIZRETZF v v TORKRK

1.2 FEXDEHH

FATFETE, Xy v 7oV - FhoEGEETFLMAEREZEL{MHITERVE
WO R D 5, AT, SART 74T Y TREGBELBTR NI VRART T4 2V JE
BETOXS%7 7 4 ETOREMMNEIVEBETFORMEBR I T ER0vE S E
BB, AL TIE, EITFEOMELZWRT 2 FEZREL. FHOMEELEFORRK
DRFHIHNE TS, . MIEERTFBIUOCMERZIEMICRET 22T, 2
AMIREZZ T TR IEEZEBEOME CREEEFNIED X 5 RiEHZ R L TwsDH
Vo REBIETFORREEDORINICEIT 2 Z L 2 HIE T,



1.3 EFRXDIERK

RSl 4 BH ORI NS, B 1ETIE, AHRCBI2ER L HNB XURHR LD
BERERICOWTHANRT, 2 BT, FITFROMRITNEMELZHRL LT, 20
MR RS 2R EE TR 7L RARIET 2, KT, ¥Ial—>ay
T—XEHWT, REFIEOMRELZ AT FIRL L, SO RED L ICERELT
5, HIETIE. EEOMNAMIEDY —27 L0 2F— 21 SMEEETFERET 272012
REFEDINEZITR S5, KT, HBOBEVAMED Y —7 2 27— 2HWT, 2
RFEEOUREZ AT R L, BOoNTMRE D L ICEREZITS, B4 FETIE, K
FL D & FPERDBEICOWTIAN S,



FT2E RESELFEET7ILIXLDOEBE L ST
2.1 #&E

ARFETIE, RNA-Seq Z2iEH LB TFOMB TR LITTERE LTHNT 2. Z
DRITATTFEOMERZE T, ZDOMEZRRT 270D R TEEZRRT 5, ¥
Talb—Yarr—xEHVT, RBFROMEZ TR HEL, BohHRed
CITERET I,

2.2 RSELFOBRE YL RNA-Seq

AT, K> —2 = > 2 (Next-Generation Sequencing: NGS) % W /-@&iE
BT OBRHETIECOWTHAT 5, NGS 2 HUWfEEETOF THEEEMCER L
72« RNA-Seq ZH\Wz@&EIZFOMETEICOWTHAL, ME8EF2Mmtd 2 L
THERATZHEICOWTHRNS,

2.2.1 >3—hkU—FK RNA-Seq AV /-BI&EGEFHELH

> a— b Y —F RNA-Seq {&. DNA Fi%l% Wi (b U ORI ELS & i s 5. 2
DOFELE, ¥a—1tVU—F RNA-Seq TiHE6H %Y — FX 150 HEEEE L E VD, 55
NBHY = FEIIZL, ANV Y (BRF 212774 X2 LR RIC#EBICT
FTARXYFENZV—RE) PDREVEWVWHIRELDHE, ZNETIKK, ¥a—FV—F
RNA-Seq 263605V — FORMEZED Lz, HAcRMEETRTHREY —LER X
NTW2, RHSINE T 74 X2 by — A ElGEO TR B VRSB T2 7 4 V&
V73 RRMERLITEVNIDHED, Sy Y IR=ZAE T LY TNANR=ZAD 2 DI
5N 3 [27),

RYEYIR—ZAD7 T —F T, Ya— M) —F 28RS 2iivvEr s (H
WEHZ BT ) 22T FA X b 2) Ly BRIZEBIEFIIT 74X PERD Y —
FRFAZTV—=F (V—-FOHIEE BRI TERRIFORLZE Iy Y 7ENE Y —F)
RS 2 e THEELRTFERIT 2, RENLTy Py IR—2DY — L LT,
TopHat-Fusion[28], STAR-Fusion[27]. Arriba[29] BEHTH 2, ¥y BV ITR—ZXD
7R —FTE. TRV ITATELRWHMANZRY — FHEHL. ME2RE T 279K
ERENMEEDD B [27)0 —H T, ¥a—bU—FD7 74 x> FHEEER Y ©— bHEER



(%7 2O UEHIPKE T 2 ) BT 2MAERTERETERVE WS [FED
B3 [30]
TEYTAR=ZAD7 TR —FTliE, a— btV —F&E7EVTNL (V—REOR&ES
DECILOEY ZHMET 2) L TIEEY ZHEET 5, 20Kk, HHEEL LREE
MeBRr ) 227 74X PEE, ATV —F2HHT5 28T, MEEBETZE
32 (K2.1), REWRT LY ITNAR=2DY =L LTE JAFFA-Assembly[31] %
TrinityFusion[27] 2% %, 7Y ITAR—ZADFHEEF, vy EVIR—2D7 7a—FT
WBREETH o7 ) B— MEEBCH LT, —EOMEVHFTES, 20—/ T, Iy
IBART B L EEYOBMENTES, MEERFIRETERLIRIREDD S,
7Y TNR-ZDFRIFEBEI NS VA EEEFOMIICHEL, vy By I/ R—-2
DFEL L TRENS 2 Z e dME SN TV [27], FE T, JAFFA-Hybrid [31]
DEIRTYEY IR 7Y TNAR—-ZAEHAGOE-FESHERIN, > a— b
V— FORMERZRRT 2 X BEDHAPED LN TVS

B FA E{zFB

23— MJ)—RRNA-Seq

RUBEEEFHEROR = —__ - HNLYY(A—mEEET
SORVIVRIF-N-R ™ T e = E3EOU— RDAZEL)
IVESHTR=2Z | 7T WA=
SRS LIYES) T I LD BAEERU L ESEY %
SBY JNIT AR
B/1 A/1

B/2 A2

2.1 > a—1Y—F RNA-Seq W@l & B R R0 &K

10



2.2.2 OY4ZU—FK RNA-Seq ZHVW-M&aETGFELY

KRS =7 203 -0 150 EEREDS a— Y = FL2BELARNE WS RG%E
> k5w, =M —2 > Z (Third Generation Sequencing, TGS) i A3BH ¥
S, 2017 FZ AL LRBICEKRLTVWE, FEMAY -7 2 v 2H M2 #5520
73, Pacific Biosciences (PacBio) [32] ¥ Oxford Nanopore Technologies (ONT)[33]
H%,

PacBio ¥ — 27 > &, MHEERIFE ICEWIOLBRZH WS Z & T, k2 HiE
THIER 1 DFos—P LV RT2HETH S, ONT ¥ —27 . Rid, @EMNEH
B3R 7 —HWUOBICEE % 2T FIREET, BUHEDAF NI R 2o 7 B oMM (5
JR7) WZDNA 2L, X7 VLFF FBICE(LT 2R8I BROGAZMET 2 2 L
T, HERIZRET 2 — 7 TV RAFHETH %, PacBio & ONT T =27 TV XD
HIZEZZD, EHELMBZHIET2 2R 1 0FZVTAEA LTS =TTV R
TBHIEDARETH %, i Lz 1 FEEM Eon >y 7)) — RPEEATRET, 4 OfRE
FEVIEER 1B — 2T AT 5 ZeAAHETH B,

0> 27— K RNA-Seq 32E%* 1 By —27 T A T&3%—HT, ¥Ya—+rVU—F
RNA-Seq L LT 1IEEDH D OFAMDKEE (= VAT ATV T 47 14) DMK
WEWS DD 5 (£ 2.1), PacBio =27y 23Nicuar 7V —Fo 1EEHD
DI 7 —RFE, 11%~15% [34] @EXNTWVWB, ONT ¥ —27 vy R&hizuy 7Y —
FOLT—RIF1EREDHZD DT T —3FKiZ 2018 FHTIX 15% B [35] TH H. 2021
FERFRTIE 7% FEFE [26] 72 S TW5, B2 U — F RNA-Seq 1%, —EicEsh
B8V — RV, ALy ID/NEW [30], D7z, v — K RNA-Seq 12
¥, ¥a— bt VU—F RNA-Seq HOREBLEFHREY -V 2fHT2 2B TERY, 1
¥ 27'J — K RNA-Seq # W TR BET 2RI T 270121&, 7Y 27 Y — F RNA-Seq
DEMAEEB LT NIT ) R LBRBETH 3,
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#£21 ¥a—FVU—FRNA-Seq & r >V —F RNA-Seq

a—bFY—F RNA-Seq ®B>ZU—FK RNA-Seq

V—FE 150 HEEL % 1 JsEHEDL
=V IVATATYT AT A 99.9% Lk 85%-90%

MY — M PN /N

ANV Y N 7N

027 — F RNA-Seq Z VW Z@EBEFRIETIZ. Y27 - F22HY ) 455
WP VA7V T b= T7 74X LT, BERZEETIITIAX Y FEINEFXF
U — F2RET 25 EN R TH S (K2.2), BIfEETICE Y2 Y — F RNA-Seq 225
MEEGTFEMRIET 2 Y =12 LT, LongGF [36]. JAFFAL [37]. FusionSecker [38]
DRFINTER (£2.2),

2.2 m>Z'Y— K RNA-Seq # AVW/-@i&EEHE Y —L

LongGF JAFFAL FusionSeeker

Eip N 2020 £ 12 H 2022 6 H 2023 F 4 H
754 R M RR ZRY )L BREYLLBRIS VA2V T =24 BEY LA
Fyv ITHRENY—FK (Z74 [(Z748 FR
PR -1V — FEODOTFRE 1ALk 1 AR E 3 AR E
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B FA ELFB

l 0>41)— RRNA-Seq

FIURSEETNSEE . BNLYS(A—REEET
OO>H—RIEBNS : FRO0> ) - KOAE)
BBT LTSN | BIBRTS 2T b= BT AKX
BAs BaS
i "n'! /'\“ fi“‘. ,’I i
s@yIL S N BBBNSURIUT M=
BEFA  EGTB BETFA  BGTB
RS | RAs
oINS B A 1Sy Ull N
BEFA  BETB BEFA  EEFB

X 22 wvr2Z'U—F RNA-Seq #fW/-@&En Tt omx

LongGF 1%, v> 2 — K RNA-Seq # W=, @EEE TR D720 DSR2 —
NTHB, BT V—FEF AT ITA4AY L, BROBREFIITI4 X FEID
V—F2RET 5 & CRABRIRTZMET 2, JAFFAL X, 3RS 2B 5>
A7V TP —=LDWFTIZT FARY VTR, BBDT7 4 V&) Y 7 ZIEBMNT 5 ET
LongGF & D W AGERTHMEEEF 2T S 2 Y — L TH %, FusionSeeker 13,
fhd 2 FHEECBZER D BIEFREZMH T 2720 TR Z0MEIGEY) % BME %
TZITIV—NTH %, HHMERLETHEBOY - Fhromitichnzsha, €20y —F
PREBIET 2T 2 LWV BERTHR— 1V — FEePERA, FusionSeeker TRl &
REEYZHEET 28E L. P R—= 1PV = FR3 AU EZBENRE LTWE, ZD7%
%, FusionSeeker &# K — U — N2 3 AKHOMABLT IR T 2 Z eI TERW,

RETTIIATFROME RIS OV THAT 2,
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2.3 EITFLEOMESR

FIIETHALZ X512, v 2V — K RNA-Seq Z HW-E&BEFHRHTIE, a2
V—REBIT ) ARSI 7RV T =207 74 XY LT, ERZEBEFICT
FARAYPENZF X5 — RERINT 2 HES RO TH 2 (K2.2), 7L, v
J— K RNA-Seq TH#HN2V—RDY =V TV AT A4 TV T 4 T 4 1RV, vy
V—REST ) LSRN VA7) T =21 VIERBMCIEBIC7 794 XY VT3
CLRREETHZ, 20T TH, MERITELETORAIID BEb 2GR TcHD, ¥—2
IYVRATATYT AT APMBENZ IR EBEHNDA—EHRRZ DL, 774X PAEZ
BZHERREN, 7 LT T4 XY P ERROVEMEREHEOER (Fv v ) BHEL
758, T FETIEMAEGT L MERADPELSRETERVE Vo LRIENHET
(X 2.3), BAEEIETOMRER N T 27201213, BIRRICE DB OB RV 2 BED T 3
J BRI Z IEL K THICE 208D D 2705, FfTFEEY v v THRK TG s IEfEC
RO HNBR WD, BEEL T OBBEMIT O o TWwa,

¥y v PHRBEEETFRINCS 2 2BEICHES %729, LongGF % JAFFAL Tl
Xy W15 BRI EH 2 ) — FII5I e 28082 D . FusionSeeker 1XFl & #5
B R T 28K % 2 5 TWb, LA L. LongGF % JAFFAL Tid¥ v v /&
BREW (15 B\ELLE) V- 25 3MEEETFERETERVEWSHEND D,
FusionSeeker {ZH R — b U — FEDY 3 AREORAEHOB S ELRFIIMHTE RV E WV
SN D 5,

T/, BROICMA T, BL1ETHPLEZS AR TS F54 > V TMEBETFR N7 VAR TS
FA Y IREBERTDOXSRT ) A ETOEMMNIVEBRTFOMESEBLRFIIMETER
WEWS EDD B,

FeWBH e, BITFETERD 2 OOMERLEDH 5, 1 KA. ¥ v v IHRETHME
BIETBLUOMARZ ERCHRHE T2 2 BARETH D, BEEE T OBEERT2 5
WATABRVWRTH %, 2 HBIE. 7/ 2OMAZIC X 2GR FOMB ZHTEE LT
W37, 7/ A LETOEMMNEVERETFOMEEETFZMLT LI N TERVAT
H3,
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2.4 IBEFZE
2.4.1 FLBEA (REF%1)

3 AT FEROMERD 1 DHTH S, ¥Fr v FPREVY — FAromEHEIET
ZIELLBESTERVE WS MEZ RS 27912 FLBEA (Full-Length and Both-
End-End Alignment) Z2% L7 [39], MEDMRTTE & FIEDR T v T3 THH
ERA

2.4.1.1 REORRAE

Fyv Z7HREVY — R, ELWEBLRTFOMIELT 25 OEETFICT 74 XY b
N35E0H5 (K2.3), ZOHKIMERAHFICS -V TV AL T —MHELEEN. 7
TARXY PHRREREL > TWBAREMERE W, ZO—F, @A D O NGO
MR BCTNEIEREIC T 94 X Y v T E B A[REEDH %5, £ ZTFLBEA TIE, my 7Y —
K O oW EAI 2 ER L. WiAES e v > 2 ) — FOM A TS 2MEEETO
AERHT 2 I RIS & 21z Ui (K 2.4), WS R REEICHER 3 3 2 & cllai
LT OBEEEEDD, ¥v v 7BKREVY — F2 5 OfE BT OMRHERAT,
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X 24 Fvv7DBERATELWHEELRTEZRHTEROWEEICNT 2 FLBEA Of#HREK

2.4.1.2 FLBEA ©07—770-—
FLBEA 2B 2M&EEETFRIEOR T v 73 RO@ED TH 5 (K2.5),

27y 7 1. vrrY— RO oW AEYIZ 4T %

27w 72 WRESEBE Y S VRV T =L T7 74X T 5

AT7v T3 20DBRRZBIETICTIARY MEINDE Y — REHET 2

ATy T4 vy ) —ReWREAOWMAZZIRT ) 27 74X VT 5

ATY 75 WRESea Y 7 ) = FBR7 74X PENBMUENP—HTEV— K2
32

ATv T 6: BIERTYV—FZ2IIRXY) 7T 3
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1. O>JY— RO 5 M EE5 & /F Rk

B FrECS l eyl

2. iR ECSIZ SR I*E)ZOlUTI*—A(CTE*fX) [
3. 230)&@53%&?(:75(()() rEn3Y— Rt

4. OYYY—REMRTERIIEZ SRS ) LIPS AY b
|
5. Wi RSO0 IY— RSPS54 AY MENBHIBN —HI 3 — Rehih

—BIBO TR

s =T e e ey

eSO TS O

6. AR TY—REISRHUYI

DSREA Y5 R4B
NN
--------- @) {o ;  wr—ru—rm
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X 2.5 FLBEA O@i&&EFHRH O

BAT v TONBEIRDEY TH 5,

A7y 71 ay 7Y — KOs o WA zEmNT 5, v 27V —FD5 file 3
e, PR VEREOBEHZYID LB REYI% 5 Wi Esl e 3 MRyl e
EIRAR

AT7v 72 arZUV—=FHD7 74X Y —)LTH 2% Minimap2[40] ZH\Tra >~
JV—=FZBRI VATV TP —LIRZTITARY VT2, BT ) LT 74XV BT
BRI, BN VAT VT M=LIZTIA R MT BT, IERRIEEYICHEKT
20— RERNTZZEHARETH %, F72. Minimap2 i& Nanopore & PacBio D> —
7LV ADBRCHRAET 27 — DA ZE#RE L THERICR > TE D, Hhnffon v 7
) — R Nanopore 2* PacBio CHR T 20 %A 7> a v THEZX 52T, KhiE»1SL
W7 I A4 XY MERZGS Z EDARETH 5,

AT T3 ATy T20BMI I VRIS M =LA DT T4 XY MERE D LI,
1 DDBIEFIILAT 74 XY P SNBEWIEHELREREEHRO Y — F% 3 EEMN Eo#E
BFIZT7 74X FENDZ Y — RZERINT 2,

27 v 7 4. Minimap2 ZH\W\WTra > 27V — R 5 WAES e 3 WA o 3 EEx
ST ) DT TARY M B
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AT9 75 ATy 1 ERT Yy T I TREZIBLEFIITIA A PSR ny 7)) —
Rt &5 5,

A7 76 ATy TEETREHE LY — FEMNRIZ, V— I L ICEEROEEL
B3 2, v> 27V — ROFFREERD DSBS 7 2 OREK ¢l OFEIE s1 225 el 12 5 K
26 3 KICT T4 XY PEN, By 7Y — ROBRERIDREIR 2 DFEFE s2 5 5 e2
25 Kgh 6 3 K7 74 X b INIIGE, REE cl O el L REIK 2 D s2 DG
MER3, =, vy 7Y — FORPERDD 3 Kiih s 5 Kifc 7y 74 X b &h, #
KIS 3 KIS 5 KT T4 XY b XNGAE. Bk cl D sl 2 JEK c2 D e2
DRIERY R 5,

R, BHLAMERED LI NBERERN T 92K ) 7%2(T75, &V — FORME
RIFE 7 72X —DREORMERLE L. &7 7 AX—DRELO@ERIE. FALI IR % —
WET2Y—FORBMOMERL LTERT 5, %7 7 AX—DRFBEFHIZT TR
R—IZEBENDV — FOBPEIIRFT 2 BEFHE L, @R LD 2 — R0
BRZDIIAR—BIUT FARZ—ADY — RIEGHP LI T 5, B R—FY— K
F M7 22—V —F U & 12522 —0REFBETHE BT 2 — PRI
LD 2EIE ) OMEERT 2, RFIC. BEA. PRV - FEEFHRe LTHNT %,
MERZRTY 76 THb,

2.4.1.3 FLBEA ORES

FLBEA Tld¥ v v 727K E WY — F2 5 OfEEEF oM 2 BIE L7225 2 DD
D2, 1HEZ, vy Z V= RS —F TV RT7A TV T4 7 4 BMEROHE, @A
BETOMHBEENME RS 222 ThHb, FLBEA X, v —RKeuy 2 — RO
SOW LA DM BB Y ) L7 74 XY P ENBBETOAEMRET 22T, 5
GHEZRS TFETH 5, WABETNIE WD, By 7V —=RFEDbS—FI TV ATA T
VT 4T 4 DHEERLRT, TIARXRYININZV—REBDBT7 AT VT 47 4 DIERIZ
PENABITIR T Lz, 2 OREE, WHEYI2 SMHTE 2MAEG TR, v—27 x>
AT AT YT 4T 4 PMRNIRIL T TIEHI0ITHERE L 702 o 72,

2RBE. AR LT v v 7R EVY — FHALRMERZ I EMICRETERNI LT
»H%, FLBEA TIZ¥ v v 7H0EWIET 272 Y OIEEIZ TR > TWRW28, BlE R
PIEHETH 2 LW MEITE->TWD, ¥y v T2MIET 2R EDEENLRY Tu—F%
D ANSZ T2 REHOMEISEORMDD S,
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2.4.2 FUGAREC (RBEFE2)

Hifiio FLBEA ORMERICIA ., AT FEOMEROEHITEHH L 72 XD 2 D DRE R
RS 2720, FEOBARH 713 ) X4 FUGAREC (Fusion detection with gap
realignment and clustering) Z2%R 3 %, FEITFHEOMERZ, ¥ v v IHFEETRE
BIETBLURMERZ EMICHRIET 2 2 e REETH D, BlEEE T OMBERITO 15712
TAROVEL & 177 LOMABZIC X 2MEEETFORMEZRHEE LTWa 0, 7/
4 EToiEp I VWERETFOMEEETZMETERVWE] TH 2,

FATFIEORBEDMRTTE . FIED R T v S5 THAT %,

2.4.2.1 FAITFEOREDR R #

FUGAREC (37T FEICH LT, (1) MEROTFY VEFREE, (2) Fv v 7OH
774X, B) BERDITIRARY) IO 3 ODOMMEEMATIIRL7Z2FIETH 5,
(1) & (2) FAEREz=xY YOBERICEDOETHIET 2 2T, MERZ EfICRET
ZHVDH B, ZONHIL, BEBEFOMAEIZA Y PRI TRIZZENZVW EHISN
TWBH A1), BEESTF Y ¥ ORME - I3HAEIC S 2 MAEGENPESRS 2 b
BENZEPERICDH D, v v IDHEEATEY 7Y — RPIEBOBIETFITT 74 X b
Sh, ELVEIEEETFOREDSRERIGEND 50, MEREZX Y VREFICEbET
MIET 2 22T, BAADSERICED, ELVEMEERTFOMEAREL 725 (X 2.6),
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(1) @RFTYTITREROWIET T, (2) FATYT2A

ATYD2 : FrvIsEIEOB7 A AV B
FovTsEEES ) ACBTIA XN, 02— R
D7 A A MERE—HITBIHE. FRATS.

~~~~

26 Fv v 7HEATELVEEEET 2T ERWHEINT 2 FUGAREC Of#RE

(3) BAMAREED 7 74 X ¥ b TNTHMESPEERE T 2546, 2o LVREE
RERET 22T, BBEERYCIHVWDYH 2, Xv v ITHREETHMEREHED 7 74 X
YEBTNB D BHH, KifE (1) ¢ (2) TELLMHIEZXNS, LaL, Ak
BES XY VEFICHERDEE S NG ERF v v TOHET 74 X MIKRL S
A 1 DOMABELETFICN L TEROMESPHERT 256055, MEamEr 7 A%
VZFBHIET. 1 OOMEEIETFIINL. RIS LWEMERZRE S 2 Z LA ARE

v 7% (K 2.7),

/2. 7 AOMABZICIERFHNRMEERTIHE T 279, BITFELIERER
D, BEEEOEREDT DD DIEEBRAN T 2 2 Vo 2HlRIZER T Rndb D 2 Lz,
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TN TN TS
R Y
N ! \\-—‘// \\J— ’/
L
S T —

2.7 Fx v IHFEETIELVEMERZHHTERVEEICNS 52 FUGAREC Of#RK

2.4.2.2 FUGAREC®O7—770—

X2 FUGAREC © 7 —27 7u—%i#{/13 %, FUGAREC & 6 DDA T v THh b i

MENS (2.8),

279 7T 1L vy V—FEZBRBINSIVRAIVTb=LIZTITARX VTS
ATY T2 20D0RRBRZBIETFIITIARY FENZ VY — N33
AT7vT 3 vy V—FeBRS ) AT IARXR T D

ATy 7T 4 BERTIXY UEFICEETS

ATYT 5 Xv v TEHIEBIRTY ) LT I74 XV M5

ATYv 76 BERTYV—-F2I7I7RX) V7T 5




s EeSee— cDNA
BIzF A EIZFB
|
AFVT2 : 230)&@?%4&?(:754%‘/ REN3U— RO
ATYT3 : BRYJBICTIAAV b o FEEH Y
Xy THEEGL l ',L‘
i _ ¥
AFYT4 : MEREIFYVBRICERE
¥
AFYI'5 : FrYITEHIOB7SA AV
e
AFYT6 : BARTY—-KEISAIUSY .
9 53}_9\A “251 2B
i_ L ‘\': !’ :’ '. zfrs—: u.— Fi
-

2.8 FUGAREC o0& Bz TRt ofiih

BEAT v TONBIFIRDED TH %,

A7 v 7 1. Minimap2 ZFHHWTZHB N7 VA2V S =210 Y 7Y —=RET7 74 X
b3 5,

27y 72 1 KOBEFIILET IA4 XY P ENRWIEEREEEEDHED Y — R
SHEL EOBETICT IA4 Ay b ERE Y — FERINT 2,

2773 vV —FESHBY ) LT I7A4 XY ML ROFKFIYTEEZ ) —
RIS SRV T 5,

AT T 1 RT3 TERIZBEFIITIARXY VIR =R
ROV IFVT AR qQULTIDY = F

- HPEOBIETF L BEOBEFICT FA4 A Y FERR Y Z Y — ORI n HHEL E
F—N=F v TFTBY—F

Rz, BV = FROWTF vy 7OBFHEBZFHE Lz, 7V —FD S1 225 E1 2
ST ) RO BHLBIETFIITIARXA Y FPEN, a7V —FD S2 226 E2 2 THHIO
BETIZTZIAXAYFEIRTOVWEEE, 2225 E1 D7 54 XY F IR TWRWEEE
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Frv TLERT S, Xv v 7AW nEREUTOV—-RFERTy 76, nEREID ATV
V—RER7T v 74~

27y 4 FryvIBnEEIDREIWY — RIZEE SR RERTD 2 RN S
WEARL, MEREZIFY VEFIUCEES 5, MERZ XY VECEE T 25
. (A) 774 XY P ERMPZTRCHEREMIET 2 8% -2, (B) 794X b &
RIAANCHAEREMET 22—V D2 8=V DB 5, (A) DRR—2TlE. BERA
DOILXY VIERETOEME X vy TRI—-MT2DOZMEDONRE L, @ER2S
IXFYUBERETOHMLX v v 7E XD n R EEWGES W2 SN T 2, (B)
DRE—=VTlE, Fr v ITPHEZ D2 1KIHP, XYY 1LETHHLOF v v 712k
. ILOWE v I, AT v 75 TBRT ) JCHT? 74V XV T 5,

A7y 75 MERZIXY VEFICEEL B, ¥y v e L TR Y %2
BLAT(Blast Like Alignment Tool) [42] ZHWVWTZBY /) LICHT7 94 Y XY T 5,
BLAT 38 WA Z RFTINCT 94 XY b T 3BICEREINE 794 XY Y —LTH
%o ¥ v v THANIIEFICHOESTH 2720, v v TRIOET 74 X > Midn v
TV—FHD7 54 X2 bV —)LTH% Minimap2 Tld7 { BLAT Z28H L%z, ¥v v
TEHNDT 54 XY P ENBIETHERAT Yy F3TRYZU—RB7 54 XY a3z
BIETEDP—HTE2V—FDART v 761D 5,

A7 76 ATy 5 ETREBE LY — FEMNRIZ, V— I LIS ROEEL
B3 2, v> 27V — ROFFREER DSR2 2 OREK ¢l OFEIE s1 225 el 125 K
6 3 KINTT T4 XY FEN, B 7Y — FOBRFEERG DGR 2 DFERE s2 225 e2
25 Rlih 6 3 R 7 7 A4 X > b INIIGAE, REIK cl D el L REIK 2 D s2 DG
MER3, =, vy 7Y —FORPERDD 3 Kiih s 5 Kific 7y 54 X h&h, #
KERDS 3 KIS 5 KT T4 XY P EINGE, Bk cl D sl 2 REK c2 D e2
DRIERE 725,

Rz, BHLBMERED LI NBERERN T 92K ) 7%2(75, &V — FORME
RIEEZ IAX-DRERDMAERE L, &7 7 AX—DREXOMERZ. FLY 7 A %X—
WKET2) — FORMEOMERL LTERT %, &7 7 AX—ORE\LETHIE. 77X
R—IZEBENDV — FOBPEHEIIRFT 2 BEFHE L, BFEE 5D 2 — R0
BRZDIFIAR—BIUOT FARX—HNDY — REGHPLINT 5, FR— PV —FH
F M7 22—V —F U & 12522 —0RFBETHE BT 2 Y — PRI
LD 2EIE ) OB ERT 2, REFIC. BERA. PRV — FEEFHRe LTHTT %,
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NR5A2 & TBC1D24 OREE LT DY — F%& b i FUGAREC 0o FE%Z~3 (K
2.9),

1. BBISSRAIVTM=AICTSAAS b

JIUER NS> 29UT h—LE%R
Ik PTUE BEFL BEF2 BEFL BEF2
ToA X MET B T34 X NERATIE BT BIEF4
=K1 1666 476 605 NR5A2 TBC1D24
-2 1710 584 630 NR5A2 TBC1D24
U—k3 1675 556 599 NR5A2 TBC1D24

2. 200 BHIEEFICT 514 A bEh3Y— D it
3. 8BS JLICTSAAV

TIUER 5 LR
Ik | BEFL BEF2 N HIEFL BETF2
IR o N im o0 MtaE TR e Atam
U—R1 1666 476 582 106 chr1:200080427 chr16:2547726
U—R2 1710 590 607 17 chr1:200080341 chr16:2547726
U—R3 1675 556 607 51 chr1:200080368 chr16:2547114
\
4, e RZITYVIERICEE
DTVER 5L
ok , BEFL BET2 . BEFL BETF2  BEFL BET2
-k JIUR P A NET AiLiE oo amE TR A BMAS  BEUIRVER  RLITUVER
J—R1 1666 574 580 6 chr1:200080329chr16:2547728chr1:200080329 chr16:2547728
J—R2 1710 602 605 3 chr1:200080329chr16:2547728chr1:200080329 chr16:2547728
Y—R3 1675 595 607 12 chr1:200080329chr16:2547114chr1:200080329 chr16:2547114

5. ¥ ERSIOB7SA A M
6. IR TY—RE2ISAIVYY

D IVIER 5 ILIER D529 154
J—k  HTUE HEEFL B2 FryTE EEFL T2 HEEFL EEF2 7352 EEFL HEEF2
FIAAYMETHIE 751X MRAAIE RER RBER EVWIFVYESR  RWIFVIER  5-1D BER S
Y-kl 1666 574 580 6 chr1:200080329 chr16:2547728 chr1:200080329 chr16:2547728 A chr1:200080329 chr16:2547728
Y-kr2 1710 602 605 3 chr1:200080329 chr16:2547728 chr1:200080329 chr16:2547728 A chr1:200080329 chr16:2547728
Y—R3 1675 595 607 12 chr1:200080329 chr16:2547114 chr1:200080329 chri6:2547114 A chr1:200080329 chr16:2547728

4 5 R & — A=chr1:200080—chr16:2547
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2.5.1 T—REEEREH
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0> 27— F RNA-Seq HOBIABIETFOS I 2L —Ya ryF—X2HWTHAER
FOMHMEREZ B L 720 MEEICHWMEEETOI I 2L —Y a vy 7 —XOMELZR
T (£23) AV Ial—Yari—xii 2O00BETFOERARY MG X EHE. 1
VIV —=RDY =TT VAL T =BT LI A ADBMA 6Nz — ol ns
TR TH 5, 2DODBIETIET VX LTERIN, ZNZNOBIRTOIX Y VIFEFHE
BREBRD LD 2 00BIEFOBERIZBIFTERIATNWS, MAbhzn
V—FD>—2 x> 274 X& Nanopore & PacBio ® 2 R H D, FETILDT—X
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Ly (1. 2, 10, 50, 100) OfAEDHET, £ — 72 100 BEOBESELE T
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Xty b THDB, KRT—Zty F2HOTIHET 2 2 T, BEFHEDOY -V
T =TT BEBAMNE XU AL v IPRIT R WFBE DM G E B RT3 2 8 &
EOEmIZi s 2 I EDRIRETH %, BB, AT —X -ty MIMEEETLIDIER
BEEYITY — FEZEERTOVRNY,

BAEETRIZ. RBPRVWTF—&Ly b T 445, BBV F—&XL v T 462
ThHoteo Ty V=FRHEEDIDDPRVT =KLy FTITATIAR, mdbZVT—Xtv
FT 17,889 A&, FHY — FRERDBARVWTF—Xty bT 2,111 HHE, B ZVF—X
v NT 2,345 HTH - 7=,

#£23 YIal—Yarysyr—&ty FOME

TRty 4 TI—€TN TATVT4T74 (%) MEEETOR V-FE VFEHY-FE
ONT 95% Nanopore 95 459 17,745 2,312
ONT 90% Nanopore 90 461 17,479 2,130
ONT 85% Nanopore 85 462 17,531 2,114
ONT 80% Nanopore 80 447 17,819 2,146
ONT 75% Nanopore 75 452 17,889 2,150
Pac 95% PacBio 95 445 17,495 2,345
Pac 90% PacBio 90 454 17,500 2,128
Pac 85% PacBio 85 450 17,566 2,111
Pac 80% PacBio 80 455 17,779 2,150
Pac 75% PacBio 75 460 17,500 2,199

2.5.1.2 UI77PLYRAT—4
AEEEFOREMREZIM T 27DICEHT 2> Ial—>ary7—& 37 &
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Gencode release verl9 [43] TEREIN T Wz, 2D, BT ) L BB M7 R
Y 7" b — 41d Gencode release verl9 [43] & W7z,

2.5.1.3 FLBEA O®{7

YIalb—Yary7r—RIIHL, BEFE 1 THHALZHENT FLBEA Z5E{TL
(2412 HiZBR), AT v TTHALL NI X=X —2FMFREIRDBEDTH S, R
7v 7 1 OWREAIOREE 11200 HEe Lz A7 v 72 @ Minimap & 2.17 DN —
ParvEMHL, ¥Ial—a ¥y 7 —&H Nanopore D& 1E-x map-ont, PacBio @
B&3-x map-pb DA T2 a Y TEIT Lo AT YT 6DITARY Y TOHRMNTH S
HHEBON 13 1000 HE L Ui,

2.5.1.4 FUGAREC DOX1T

YIial—yarr—XIIHL., REFHE2 THHL RN T FUGAREC % %17
L7 (2422 fHi22H), R T v T THRHLZ NI X=X —2EMFIEROED TH
%, A7 v 7 1 ® Minimap & 2.17 ODN—=Y a Y EZFHL, ¥Ial—>ary7F—X
2 Nanopore D35 1X-x map-ont, PacBio D& 13-x map-pb D4 7> a Y THEITL
Voo AT v T3 AT v T ADEREBnIZI5EHE, RT vy T3DORv YT FY T4
q OBMEIF O L LTEIT L, AT v 75 ® BLAT l¥-out=blast8 -minScore=10
-stepSize=5 DA T a Y THFEIT LIz, Fiew Fr v TEIIDERDBIEFIIT I XY
FEhBEE, EfE0.05 IR Do~y ¥y 7% 0.5 M EOHRT, EMEIRENT 74
XY MERERA L, A7y 7 6D7 7 AR ¥ ZOHENTH 2HEHEN X 1000 HH
L7

2.5.1.5 FATFEDRIT
REFEOMEERTOMEMEREZ Gl 2 72D DHEW R & LT JAFFAL &

FusionSeeker % W27z, JAFFAL[37] DX H35 & OF FusionSeeker[38] DX H T,
JAFFAL. FusionSeeker ORl&# T OMHEREDT & & 12 LongGF % LH 2 » i X h
T\, KifZETIX JAFFAL & FusionSeeker % FEBONR & L7z,

JAFFAL ¥, BE7 7 A V3% & o b7z JAFFAL.groovy 251805 2 TRD@ED
TEIT L7,

bpipe run JAFFAL.groovy.

FusionSeeker (&, Nanopore D> I 2L — 3 7 — &I L T, -datatype nanopore
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DA T arEIEEL, PacBio DY I 2l —Y a3 7 — &I LT, -datatype isoseq
DA T a v eiFE L THEIT L,

2.5.1.6 RISEGTFOREIEREDTESE

By = DR T A BT ORMA R L EMOBE R O O 100 IHHELTT
HIUZERGE (TP). 100 ¥HE X b B TOREE X BB (FP). MIBTE Ry o e
BRI EEE (FN) & Lz, 720 UTFoRUT/RT £ 512, Precision, Recall, F1 X
a7 EHEM LU,

TP
Precision = TP+ TP (2.1)
TP
Recall = ———— 2.2
AT TP L EN (2:2)

B 2 - Precision - Recall

Fl= 2.
Precision + Recall (2.3)

Precision & Recall i3 ML — FA 7 OBRICH D, BEZFHEST 2 e ThARTZE
%I EHARETH %, Precision & Recall DIIEFHETERE NS F1 2a7d, €
TOLOMAENRFHEEZE Y LTI, F1 2a7380WE 7 VEHRENRRVWE ST
Woo AWETIE. 7 AVOREMNRFHIER L L TEATVWS F1 227 20T, %
FEORE B R TR ERE Z 7 L 72,

2.5.2 ZERER

2.5.2.1 ¥Ial—ary7T—RICEIT3MEETTFOREMERE

YIal—Yarir—XEHWTFUGAREC, FLBEA, JAFFAL, FusionSeeker ®
4 FHEOMEGELRFOMEEREZ R L (X 2.10) (R2.4) (E25),

LAY EDY — FTHR—- b I 2@MEREEMHNSR L LA, FLBEA 3> —2
IYVRTATYT 4T 40 95% L EDEMTIE JAFFAL XD 3 F1 Ra7hEdr ok
M. ZHARMTIE JAFFAL I3 Rid o7 (£2.4), £72. FLBEA Z>—27 Y27
AT YT 4T 45 80% LU NDLEMTIE, MOFEL L TERMICFL X a 753Kk -
72o FUGAREC B2 TODY—2 TV AT7AFY T4 T4 TFL Ra7dwb@Emdr -7,

2A DY — POV R—- T Sh@EEETFERENGE LSE. ONTIO% &
Pac80% ¥ Pac75% M4 D7 — % Tix FUGAREC @ F1 2a 7 h b Ed -7 (£

27



2.5), ONT90% & Pac80% & Pac75% DT — RIZOWTIX JAFFAL &b & - 7=,
FUGAREC ZVR—FU—F DB 1 AR E, 2K B EEBHO5EIZBWTS F1 2a7
% FusionSeeker & D & &b o 72,

95 90 85 80 75
95 90 85 80 75

FAF>SF4714(%)
m FUGAREC =mFLBEA = JAFFAL FusionSeeker

A 100

8

o

6

F1237
o

4

o

2

o

o

B 100
80
6

F1X3d7
o

4

o

2

o O

2,10 MIBROFHE— b Y — FEA 1AL (A) &2 4LLE (B) O FL 237
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%24 BRHEBAOFR—PV -2 1 LEGaoMERETFOREER (F:
FUGAREC. B: FLBEA. J: JAFFAL. S: FusionSeeker)

Precision (%) Recall (%) F1 (%)

Dataset F B J S F B J S F B J S

ONT 95% 99.5 964 89.8 93.3 874 869 88.7 728 93.0 914 893 814
ONT 90% 98.5 85.7 929 825 85.0 831 820 675 91.3 844 87.1 742
ONT 85% 97.7 81.2 895 724 74.5 673 721 59.5 84.5 736 799 653
ONT 80% 98.2 726 943 67.8 62.0 48.1 55.7 477 76.0 579 70.0 56.0
ONT 75% 100 70.8 95.9 66.2 43.8 18.8 358 334 60.9 29.7 522 444
Pac 95% 99.3 932 884 90.9 90.3 89.2 89.2 742 94.6 91.2 888 81.7
Pac 90% 97.3 839 936 80.8 86.6 85.0 835 694 91.6 845 882 74.6
Pac 85% 99.4 771 90.2 71.7 73.1 66.0 73.3 609 84.3 71.1 809 659
Pac 80% 99.3 69.8 925 69.8 59.1 40.7 54.3 47.7 74.1 514 684 56.7
Pac 75% 98.9 66.1 93.8 63.3 38.7 170 33.0 274 55.6 27.0 489 38.2

25 RHRAOY K-V - %z 2t LEGEOMEERLEFORLMNE (F:
FUGAREC. B: FLBEA. J: JAFFAL. S: FusionSeeker)

Precision (%) Recall (%) F1 (%)

Dataset F B J S F B J S F B J S
ONT 95% 100 98.4 90.6 92.3 75.2 669 T77.8 728 85.8 79.6 83.7 814
ONT 90% 99.1 929 949 82.5 70.7 623 73.1 67.5 82.5 745 82.6 742
ONT 85% 99.3 88.1 90.1 724 60.6 45.0 62.8 59.5 75.3 59.6 74.0 65.3
ONT 80% 98.7 80.6 95.0 67.8 50.3 26.0 62.8 47.7 66.7 39.3 66.6 56.0
ONT 75% 100 88.2 97.3 66.2 32.1 6.6 323 334 48.6 12.3 485 444

Pac 95% 100 96.5 89.1 90.9 76.0 67.6 79.1 74.2 86.3 79.5 838 81.7

Pac 90% 98.8 94.7 949 80.8 73.6 62.8 74.4 694 84.3 755 83.5 T4.6

Pac 85% 100 85.2 91.0 T71.7 61.8 43.6 64.9 60.9 76.4 57.6 75.7 65.9

Pac 80% 99.1 75.7 93.3 69.8 47.0 228 49.2 477 63.8 349 64.5 56.7

Pac 75% 100 71.0 94.1 63.3 27.0 4.8 27.8 274 42.5 9.0 43.0 38.2
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2.5.2.2 ANLyIHEBEVREETCTFORLEEE

K2, ALy IPRN (BT ) 27 74 X P LR FAU#EBIC7 74 X2 b
N5V — FEDDRV) BEEERFICNT 2MHEREZFHMES 2720, ALy Id1
AR 24, 10 A, 50 A&, 100 KOMEBETOV — FE2ZAZHED H L7 —&I2x
LT, SFEOMHEEZLE L (K2.11), FUGAREC, FLBEA, JAFFAL &% N
L v A 50 ML OREBIZ TSN L CRFRREOMBEE TH -7, —77. FUGAREC
WEANL DA 10 LR ORE B TFITN L @S W RE %27~ L 7z, FusionSeeker (&
ANV P2 TOMEBLETFIIMETERDP o/, $o. EDINL v I THMDFE
v LB U TR EE AV o Tz

100

80

60

Recall

40

20

0 20 40 60 80 100
HNLwS

-+-FUGAREC -==FLBEA =-==JAFFAL FusionSeeker

2.11 ONT 90% I2BIF 3 AL v JRIORE BT O HURE

2.5.2.3 BMEROIFYVUVRREECLXF v Y TODBET 1A FOMR

MEROIXY VEFREEE X vy TOBT7 74X MCEDFy vy TZ2MIEST 22
YT, AMNRE T30 — FEH Y OREEZ 202 BGET 270, £ T v T TR
N3V —FEERAELE (K2.12), MEROZFY VEREFEL F v v T7OHT 74 X
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YEDBBOWEE =TIV RTATYT AT AN BN DF—Xty b THoThH, P
B LA THERDO Y — RS2 A S (K212 (B) —H. TF V¥
BREEE XYy TOBETIARX Y M RITHIIE T, =V T VATAT YT 474 5%
DF—&2ty bTIE, 0% U LDV — F2@EEEFHROV-FE L THRIlNT2
MTEL (M212(A)), MERDOZXY VEREEE X ¥y 7OHT7 74 X2 MTXD,
XFyv TRPFEERTZ 4 VZ) 73N ) - FRBIURKTIETZ L2 73N
2V — REDPRD L7z, MRe LT, MHTE 2MEEGTHROY - FOBIE, >—2
IVATATYT 4T 40 95%. 90%. 85%. 80%. T5% DA, T e 1.7 5 2.6
i, 4.8 f5, 7.8 M5, 15 fHITHEINL7, BMEROZXY VEREEBLUF v v TOHT
FAXY ME BEEETFOMMNEEZR X EL-DICEERRT v T THS I IR
mEh3,

A B
100 100
80 80
@ |
g 60 || 60
L
|
1
o
g 4o 40
i
L:_)
Eﬁ
H 2 ] 20
o
i i
0 0
95 9% 85 80 75 95 90 85 80 75
BAEETEL TR 'fJ/.xf\G)Tf’(?() rCTIA)T (FrvTE)
PR L el
BIRTIETIMINAIY . NS> ZDUT "= LADT A X NTIIVIIH
(Z7v76) (ZF7v72)

X 2.12 FUGAREC &R 7T v I THRAXINZ Y — FOEE

2.5.2.4 REREDISREZVVITDHME
FUGAREC O & BELTHMHICB I 2MERD 7 52X ) ¥ 7DOEFS 253 % /-
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D, ZIARARY Y ITOEMTEFL Ra7 2R L7 (K2.13), BERDI FARY V7D
L. Recall ¥ Precision T b L— KA 7 ORRICH 7225, ONT 75% O 7 —Xt v
FERWT, 2 TOF—Xty hTF1L 2a7pM Lz, ONT 75% OF—X+t v b T
. 7T AR Y IRNBIGED R o T2 Tz, F1 2a7 0 E LR o7z, BERD
7728 ¥ Z3EEEERS T T MEBRETFRHOMRER LICFHS T3 2 LR
B Xz,

A B
80 80
A 60 60
P
~X
.
40 40
20 20
0 0
95 90 85 80 75 Precision Recall
AT 7474 (%) ONT 90%
mC mNC
X 2.13 BERD7 7RAZY v ZOmMEERTHEHEEREANDFHS
2.5.3 E8

RETIE, ¥Ialb—Yyarr7—Xty bEHVT, fT7FESL FLBEA L K35 2
¥ T. FUGAERC O@&EE T OMEREZ i L 7zc FUGAREC i, ¥O¥—2 T
VATATYTATATOIRS Fl Rar7p@prolce =V T VATAT YT AT A
RWEAT. BAEGE T OREMERESHHICIE R % FLBEA OMBE2FRLZ 2 WX
%, FLBEA B> — 7 Y AT7A TV T 4 7 4 DROFATE, MR EHINRZRST 7 40
TIARY FEINT, BT E ZRIEEETOBME- 72 2 & TRURICRIEREESE T L
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TWz, ZHUIX LT FUGAREC Tid, MaRzTx Y VEFUCHIETZ 2 DIdHT
FTARXRY P RITOTICHMERZMIEL. B 74X F2IT55HED. B0EFoT
A XY MIZEM BLAT 23528 T. 2RV 2774 AP TEZY -
ZHEMEEz ZO2RPRELFETZILT, RO —FZVRTAT VT
bEVAIGEETORMEREE RO Z LB TELEEZ B,

%7-. JAFFAL Y E# L T% FUGAREC ® F1 2 a7 3@ WEHAL S - 7=, FU-
GAREC 2EfTRIEL D HEWV FL 2a 7 ZEETE Lok, MIBEE DR E e ABETEo
HIBZE NS Y ZELITS e TELLLTH S, MEBEETORHERE M _EICIE, (1)
AE RO Y VEREE. 2) ¥y vy TOHET A X Y MPFS LT, (1) & (2)
BAAREIFY VERICHIET 2 22T, v v ZBRERTTZ 4 L&) Y 73N 50
HEETHROVU — FEEEA I, ZofE,. FUGAREC TlX JAFFAL Tl3MiH
TERD - EBOMEBRETERET 2 e TER (25238280, —Hle LT
JAFFAL 2538 - THith L 72l &38 T PSAP-PRDM10 ® V) — R &R (X 2.14 (A)),
FUGAREC Ti%. NMNAT1 Of&mx ¥y VHRAICEET 2 T¥ v v 7% 5
HAF < T% (WHIERT : chr1:10035828., il : chrl1:10035833). PLA2G1B Ol % T

FYUBRICEET S TX vy v 7% 31 ERE TE 2 (HIERT @ chr12:120763792,
WER @ chr12:120763823), Z DFER, 36 HEHD>/-F ¥ v TH7% 4D, FUGAREC
Tl PSAP-PRDM10 2#H§ % Z L BT &7z,

Fr (1) BESOTFY VEREE, 2) ¥vvy TOET T4 XY NI, BESEE
32T, BBEERCZ2ICHHFLS LTV, —fle LT, JAFFAL %385 T
M U 7z fl& i85 C200rf194-RRH 0V — F 2R3 (X 2.14 (B)), B 27U — FOH]
FEHAOMEREZRSITVI XY VITHIET 2123, BE AT 907 HEDSBE X1 54
BEHRBHY, nr ) — FOBREHETOMEREROIIVIF Y VITHIET 210E, @AM
2 12BN 2 HEND D, At 919D UIRE S BB X ¢ 2 BEND B
M, oYY —FDOXyy X ISR LR VD, HEEL B LRV, 774 XY
FENTVEBETB LG RO TIEMTH 2 A[REtE & <. BfEME e L TR TR Z
YW L C FUGAREC TWE#%X4 Y — REDH2 SR Lz, Z DR, FUGAREC T
& JAFFAL » [F CBBHRRET 2 Z i3 o7z, U EOER»SH, (1), (2) X
7 v FIEE DA LB X BEEOHBOW G ICHFSG L TE Y, MO THEERRT v I T
HBEWVWZ B,

—H., ¥Ial—yarr—Xty MCRIEERIEGEEYICHEKRT2) - REETH

A
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T MAEETICHRT 2V - FL2EERT0RY, MEELEFICHRT 22 R —
FL2R VR THIUR, BERY — FEBMINCHE T 2 FIEIEAICR DTV,
FUGAREC X F1 2a 7 BERICE D o T2 h. FT—RDONA T ANREENBERTH 2
CERERELEV, ROBETRIERREFEENDO Y — FEMEEETFICHRT 2 RER
Y — RO 2 &t AMIERD > — 2 20 27— X CIRETFHEO M2 33 5.,

(AR S RZ T4+ AR (CHHIE S 215
(FryT1EEH =T+ Y UIRRFTOBREHSE)

wegEa 7 seremE
361EE
O U-k N
7/ — TG —  — SR
5b ¢ d
SigE 311EE

c=Chrl2 : 120763823
d=Chrl12 : 120763792
c-d=3118&

a=Chrl : 10035828
b=Chrl : 10035833
b-a=518%&

(B)BtERZT+Y ARFRIHHIE I DN SR I 265
(FryTIBEH <THYIRRETOEREHRSET)

FrvT

Yz \a:

y/ — T —
— —
a b cd
907i5E 1215

c=Chr4:1110756621
d=Chr4:110756609
d-c=12i185

a=Chr20 : 3276689
b=Chr20 : 3277596
b-a=90712&

K214 %V UERETEDER
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2.6 &S

AETIX, B> 27V —F RNA-Seq Z VIR oO@MAERTFHEY —LTH 3
JAFFAL, FusionSeeker DM 2 18/R L7z LT, ZOMEREZRIET 27-0DF kL
L CTFUGAREC 2R L7, EITFEOMERE LT, ¥y v 7DEETHMERRETS
L UBE S Z EHICRETE S, MAEETOREERNIDS H2ITAR VA, ¥/ LT
DRI VB R T OMEEE T 2L TERVWEZE T,

FUGAREC T, EfTFECHL T, MEaRox Y VEREE, ¥¥v 7OH7 7
ARV M BERDZ FARZY V7D 3 ODMMEEML TINRL 2, 720 7/ 4 LT
DHEEDIVEE T OB EE T DR T 2720, BA R EOEHOHKIZR I RN E S
2§ % 2 & TRITTFRO MBS O % ik ATz,

Z OFER. FATHR TIEIMH T ERVRIEEEF OB P, RIS RO ERER M IEATTRE
ol R LT, . Y22l —Y a3y 7 —X T FUGAREC 29 b @V
BEEBHLTVWS ZERLZ,
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B3E BENAMRKTOENEDKRE

3.1 s

B2 BT, T TFROMESERRT 27-DDF kL LT FUGAREC 22K L, &~
Ja2l—Yarr—XTEVWHEEEREZEL TWS I ZEIE L, ARETIX. EEROR
BORAMD Y — 7 2V 27 =2 EWD, HEPAMBEDY -7 2V 27— X3H 2T
WoTEYIal—varT—RIFERRD, EHEREGEMPRKEZ LD 2, ZD7%
. EHEREEEYO ) — Fody SRIEEEFICHR T 2800 ) — FERET 245
BDHb, Flz, YIal—varyr—ReEERY, BEIAMEOY -7 T AT —
ZHNCEENIMEBETORED XUV EROME ROEENFHTH 2, ZOX572E
B0, MEELETOMMEFIES X OG5 B2 7 G 2 081D 5,

RETIE, 52 BTRELLEFEER—IZ, DAMBEMKD S ERTEMRETE 2
X RXTFERIIRT 5, RS, BROBEEPAMED Y — 7 20 27— 2 EAVTRETF
EOMREZ AT FIEL L, BoniRed L IcEREEITS

3.2 BEEIFAMRKTFEORMEZAMMET 55%

2B TR/ 32l —varrF—R3u 2V —FDY—J T AL 5 —%EEL

TERENTVE DD, EBODBAMMEN S -7 2y A LT — X LIZTEENERL S
TR THd, ¥Ial—Yaryr—xiF BEEEFOV - FETTHREA, EFR
BEEYIHROD Y — RO EENTVARY, —F, EEOBEDPAMEDY —27 20 2
F— RFEFHBREEEWHRRDO Y — RAKEE D 5, 2 BTIIMAELETICHKRT 3
BEZ) — FEMHT2EENERT N TELD, IEERY — NE2IEHE 2 HW$ 28EH
WBRTZEHNTETOVRY, Fi, DBADBMI~— 7 —TOFEMRZEELHE. EFED
DAMIAD &Y =7 TV A LT T =206, Bt P {MRo 7o % F BB RS EET
HRDOU — FERHTEZ ZEHAEETHZ, 2D, AETIEHFEDPAMED S —2
IYRAT—=REAWT, REFEOFINMN 2GS 2,
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3.3 BHFE
3.3.1 &=

ARDED, ¥ a2l —Yar7F—XICRIERRIESEYHRD ) — R2PE&Eh TV
W 207, ¥Ial—YarT—XTCRERRESEYZMEEET LMo TS
5 ZENDMNREIAETH o7z, —F. BWENAMPED Y — 2 2V 27— RFEFERIELE
FEVIHRD V) — R KR D 2720, LEROMRSBREARARTH 5, FE >—r =
VAL —=HMRAT, IEERIEEEVDEAR 2 DOBEFITEHTHNCT 74 X FEhd
HEPFREL TV, ZRHDOY — F2RTHMERET LHET 5 LB KIEIIEN
L. BMHEREME RS 2 205 BESFAE L .

3.3.2 WBRHFEOEESR

V=L VAL —FMERITEZ 27D, [EERIEEYHRD 2 AL LDV — R,
Mo TR LMEEET»IEINY — R 2 HESI N2 ATREE D TRV, 207
B, PR=F V=P 1L AL2ROMEEEFIIBRESGEAE L YR - P =R 2R
M oriEBEFE MG U,

MZ T, BEIAMPBD S — 27 LY 27— X TRIEHLBME RSP RHATH D, EET
HCHHM T 2 RED D 27D, MEBETFHEYR—1 VY — FEEHTT 2 HHIcE
L7z

FE 2 ROZEHE X, FATFESFRICITV. F—&4ETHEL 2.

3.4 B

3.4.1 T—RCEEREH

3.4.1.1 BENAME

e EIR T OB ERE R B 5 2 72912, MCFT7 & SKBR3 @ 2 O 7LD A MBI,
4OoDF =Rty bEHAWE (£3.1)e MCF7-ONT-1 7 — &%, KRAKEKFBREY
RIFZERIELIR - NWARHZ XD, ROFIETY =7 2V A& N2 KV =T TV AT —
&3, Sequence Read Archive (SRA) @7 7t v > a ¥ 1 SRX22168673 5 AF-A]HE
Thb,

ATFY T 1. 77V a ek
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A7TvFT 20 7477V —AEK

AFw T3 —rITUR

27 v 7 1 Tl&. SMARTer PCR cDNA Synthesis Kit Z FiW\WT7 > 7V a v &k
L7, AEHEIED /DT 74 <—1F. RV ABDTS S5 4 ~<~—TH 2% SMARTer 11
A Oligonucleotide AW BNz, AT v 7 2 TlE, Ligation Sequencing Kit (SQK-
LSK109) & Native Barcoding Expansion 1-12 (EXP-NBD104) ZHH\WT7 > 7Y a ¥~
57477V =2 L7, 27 v 73 Tl& MinlON ¥ —2 2% —2fHnTy—2
YRRV, EEESIEIGE L7z, 7 v —+t 02l Flow Cell R9.4.1 (FLO-MIN106D)
Wiz,

DD 3ODFT =&+t vy Mid. FusionSeeker[38] DimXH TRlAEL T OB MERE
DFHEICHVWOENTVWE T =Xty P TH2, ROBEHIRXARHT—X LD AF L,
MCF7-ONT-2 (& https://github.com/GoekeLab/sg-nex-data/ & b AF L 7z. MCF7-
Pac D7 —&tv MISRA XH 727ty > a3 :SRP055913 TAF L. SKBR3-Pac D
T—=&%tvy MISRA XD 727ty ar i SRP150606 TAF L7,

BT—2ty POV —FEB L) — FROE®REZTRT (K3.1), V— FEKRD
YT =&ty T 2,380,856 K, lebZW\W7—X+ty T 10,285,910 Ak 4 £%
REDERD 5Tz ey FPY — FREKEDDPRWVWT —&Xty FTIE 691 &DZ
Wr—&ty FTI 35524 5 5L EDEND - 7z,

* 3.1 WEIAMERT -2ty - OME

T—Xty 4 Mlak —orxr¥—  V-—-FE PFEHY-FE

MCF7-ONT-1  MCF7 Nanopore 4,181,740 1,281

MCF7-ONT-2  MCF7 Nanopore 10,285,910 691
MCEF7-Pac MCF7 PacBio Iso-Seq 2,389,856 1,741
SKBR3-Pac SKBR3 PacBio Iso-Seq 3,070,545 3,552

3.4.1.2 BHHIOMEEEF
MCF7 & SKBR3 OBEHIAELGEIZT U R M&. FusionSeeker[38] D~ D #x5> 5 HL
B L7, MCF7 1% 34 ffl. SKBR3 1% 28z Ao & EE T LTHEAL =,
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3.4.1.3 FITHELDLEAE

REFIEOMABLETOMHMEREE FHG$ 2 72, Sy LT JAFFAL ¥ Fusion-
Seeker % MW7z, JAFFAL 3 X Of FusionSeeker DFEITHERF 7> a Vid, H2ET
FME L= FIETEIT L (25.1.5 HizSH),

FATFIER O T, 2 A EDY — R THR—- PSR 2MEEETERENR
L. W L 72@EE8E PR OMEEET Y X MchIUIERMYE (TP). BEHIoRA&E
ZF VU X MZRTREEENE (FP). BIOMEERRT VX P O THRIET 2720 o 726
AR T IIMREENE (FN) & Lz, BEOMEEEFV A P oREDKE. >/ =24 (AU
BT ZEKT %2 Gencode DN— 2 Y DEWIZ L - THIZHTERIN TV 2EET)
BE—DBEFe Lo, 2%D, BIiFADY /= LATHIEIIRF a LEIET B
DEZB L — 22V T, BAIORMEERT Y R MGEIEF A L#ERT B 2%
RSN TV AHERIEMREHE L. KRG TIE. VPS35L & Cl6orf62 2/ =4k
LT, Cl6orf62-IOCK H3HIT & TWAURIEM & HE L 7=,

HFIED Precision, Recall, F1 227 %HH L. Precision ¥ Recall DIMEFTH
% Fl 2a7 oz kb, MENREARE T OMEREE FHE L 72,

3.4.2 EERER

3.4.2.1 HAMBEKS —I IV ZXT—RICETIMEETCF ORI 4R
BHODAMBKRD > — 27 T 25— &% VT, @EEE TR OMRE % FHE L 7
(£32, £33), £ETOF—Xty MZBWT, Fl 2a7ik FUGAREC, JAFFAL,
FusionSeeker DNETE 2 - 72, 72, FUGAREC @ F1 22 7%, MCF7-Pac ® 75—
Kty M EBRWT 50% 2BATWz, —/7 T, MCF7-Pac @7 —&+t v s TIZF1 22
7 I AR D o 7225, D TE D FHEOMEATH - 7=,
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# 3.2 JAINEHKIC BT 2 HIGN L BT

TP FP FN
Dataset F J S F J S F J S
MCFE7-ONT-1 22 22 19 26 50 93 12 12 15
MCF7-ONT-2 21 20 17 19 19 52 13 14 17

MCEFT7-Pac 23 25 19 121 149 177 11 9 15
SKBR3-Pac 12 12 14 3 21 40 16 16 14

% 3.3 HMRIHRICB T 2 A EBIZF Ot TERE

Precision (%) Recall (%) F1 (%)

Dataset F J S F J S F J S

MCF7-ONT-1 45.8 30.6 17.0 64.7 64.7 559 53.7 415 26.0
MCF7-ONT-2 52.5 51.3 24.6 61.8 588 50.0 56.8 54.8 33.0
MCF7-Pac 16.0 144 9.7 67.6 73.5 559 25.8 240 16.5
SKBR3-Pac  80.0 36.4 25.9 429 429 50.0 55.8 39.3 34.1

3.4.2.2 RHLIHMSELGFOESR

BFETHRH LS EEFOEEZAE L (K 3.1, £3IETFEBcHELTHR
H U RSBmO W THEE Lz, 3 FIETHE L THH L2 S E 71X, MCFT7-
ONT-1, MCF7-ONT-2, MCF7-Pac, SKBR3-Pac D7 — &+t v + T, Zh2H 28, 22,
32, 10 ZUTFEL. 2D 55 19, 16, 17, 10 BIEMRTH o7z, FiEBOHE I L T,
FUGAREC ¥ JAFFAL 3#H U7-@&E B FOEEIZWHEHRAIDH D, FusionSeeker
3D 2 DOFIEE OEEBVIRNMARD D o 7z,

R, BFIEDSME—MH LB EE T 255 L7z, FUGAREC & MCF7-ONT-1,
MCF7-ONT-2, MCF7-Pac, SKBR3-Pac D7 — &+t v b T, ZhZh 4, 9, 67, 0 DFA
BET% 3 FIEOFRTHE—RH L, 1. 2, 0, 0 BIEETH -7z, JAFFAL & MCF7-ONT-
1. MCF7-ONT-2, MCF7-Pac ®F—%&+t v b T, Zh 2 4, 9. 67, 15 O@EEET%
3 FEOHRTHE—ME L, 1. 1. 1. 0 DEMRTH -7z, FusionSeeker & MCF7-ONT-1,
MCF7-ONT-2, MCF7-Pac ®7—Xt v b TZNZN 79, 44, 123, 43 O AELT%
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3FEOHFHTHE—MH L, 0. 0. 1. 4 DPIERTH -7,

i, BRHOY — VTR LZMEEETD S5, BHMOMEEEETY X MIkw
AEEETFOREMEEH L, 3EEDOY — L TR LA, BAMORMABETY 2
MZHEE LD - 72 A 85 T o8&, MCF7-ONT-1, MCF7-ONT-2, MCF7-Pac,
SKBR3-Pac D5 — &+t v T, ZHLZHN 9, 6, 15, 0 D 30 HTEEEZRL & 26
TH o7, FUGAREC ¥ JAFFAL THiHi L7205, BEHIOMEEET U X MCFIELR
o B AEIL T O#E. MCF7-ONT-1, MCF7-ONT-2, MCF7-Pac. SKBR3-Pac ®
F—Xty FT, ZhEN 10, 5. 25, 3 D 43 AT 43 FEETH > 7=, FUGAREC ¥
FusionSeeker THith L7223, BEXIO@MEBEIZT VY R MTEIE LR D) o A EEFOK
¥, MCF7-ONT-1, MCF7-ONT-2, MCF7-Pac, SKBR3-Pac ¥ —&+t v T, 2h?
4, 1, 14, 0D 19 TEEZFRL & 1I8FEHTH o7z, JAFFAL & FusionSeeker TH
H U725, BEAIOBAEIET U X MCIEE LR D » A EE T o8k, MCF7-ONT-1,
MCF7-ONT-2, MCF7-Pac, SKBR3-Pac ®F—&+t v T, Zhzh 1, 2, 26, 2D
31 fHT 31 EETH o 7=,
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FusionSeeker

C : MCF7-Pac

FUGAREC JAFFAL

FusionSeeker

3.1 BFETHRHE LS EETROESR (B R LMEEE TR RT !

IEfROREER TR0
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FUGAREC JAFFAL

FusionSeeker

D : SKBR3-Pac

FusionSeeker
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JAFFAL

FusionSeeker

3.5 SKBR3-Pac @ EHF*

3.4.2.3 FUGAREC TH—R&HTE-REEEF

FUGAREC THe—#H T & Rl &85 T3 358 H . NAVI-GPR37L1, PAPOLA-
AK7, POP1-MATN2 TH -7 (K3.2. K3.3), NAVI-GPR37L1 £ PAPOLA-AK?Y
. 7IA XY FOBRICE v v THFEL, JAFFAL TIZ7 4 L&Y ¥ 7SI TE R
Dotz (£ 3.4), NAVI-GPR37L1 ¥ PAPOLA-AK7 OTt2 DX v v 7RIZZHENRT
56 £ 32 THo/eh, XY VHEREEL XX v TOHT 74 XY M TF v v T2MIET
5222 TX¥yy 7R3 ETHA L. FUGAREC TR T 3 228 TER (R3.5),
POP1-MATN2 iZ2WTiE, 2 2ORIE A O EEREDS 200,000 HEMATH D, 7/ L
DIAEZ DM ZET 2 JAFFAL TWE 7 4 V&) Y XN TR TE R o7 (R
3.6)o —/7T. FUGAREC TIZ@A s ERECHIBRIZH T TR WD T 2 2k

MTET
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#34 Fx v RIEET JAFFAL THHIT 2220 o 7B EE{EF DER)

5 a7y —F a7y —F

Al e E s T PHAREERSE  H& T HEAR FIGaEERR TR Fr v TR

NAV1-GPR37L1 59 142 198 1383 56
PAPOLA-AKY7 25 128 160 997 32

#35 Fx v 7EMIELTFUGAREC THIIT % /@l &8 {5 F DEH

5>y —F a7y —FR

il

Al EEnT PHAREERR & T AR FIARIERR KT Fryy 7R

i

NAV1-GPR37L1 59 163 166 1383 3
PAPOLA-AKY7Y 25 134 137 997 3

#% 3.6 RERMOEMREET JAFFAL THRHT 27220 o 72 %)

5 HlDEIRF DREE 3 HOBEFOMAER

MEEm T Rk JEAE Getatfh JERE il O B
POP1-MATN2  Chr8 99,042,689 Chr8 99,129,618 86,929

3.424 T—A2tyhFETHELTREL-REERTTF

BBOF—&ty METHEL TR LGB ETIEEITFET 2 aJREMED E W,
%2 ZTFUGAREC T4 MEDOT—&ty bD 55 2 FEM ECH@E L THH L z@E
BIETERE L, 2EN T -2ty b TN, BERIOMAEEZ TV A M
FELCORMABREFIZ 2 BETH >, —H. BHIOMARET Y R MIHFEELR
VHIGEBEETF T3 207 -2ty bTRH SN MEBEEFIX 1 EE, 2007 —-%ty
FTHHEh 9FEETH -7 (R3.7).
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£3.7 F—Xty PHETHEL TRE L ZBHOMERRET VR MZRVEMEERRRT

e ET MCF7-ONT-1 MCF7-ONT-2 MCF7-Pac  SKBR3-Pac
AC099850.1-VMP1 1 1 1 0
AC005808.3 NCOA3 1 1 0 0

ATP9A-RP11-347D21.2 1 1 0 0
BCAS3-PARDGB 0 1 1 0
CDKN2B-AS1-MTAP 1 1 0 0
EIF4E2-GIGYF2 0 1 1 0
GLCCI1-RPA3-AS1 1 1 0 0
GSN-SMIM22 1 1 0 0
RP11-446N19.1-RP11-96H19.1 1 0 1 0
RP11-977B10.2-SLC16A7 1 1 0 0
3.43 EE

KRETIF, BROBENAMIAKD Y — 2 2> 27— X% HWT FUGAREC D&
BT ORHMRE R FHE L 72o FUGAREC 32 THO7F—Xty b TFL Ra7hxdE
., fOFEID bEVRHEENZE L TWS I 2R L7, FUGAREC ® F1 a7
¥ MCF7-Pac 7 —&+t v b ZFRWT 50% Z#EA TV, —/H T, MCF7-Pac D7 —
Kty MBI 2 F1 23 73K - 7205, oFED FEEOEATH -7z, Zh
i MCFT7-Pac @7 — &7 PacBio RS E WO #IHICE S N> — 7 2o —T>—7
IVREINETF—RTHEIDEREEZ NS, D7 —&ty MIEMH L L.
MCF7-Pac ZU3 Ao 7 — &+t v b L GHEDSRZ > TV EZ 5N,

FUGAREC @ F1 2 a7 Eh - HEICE, fhoFik e g L TiBEs zn
Do N b, JAFFAL 2535 o TR L 7R & BT 6 FILLEIZ, MERzZ¥xY
VRFUSHHIET 2 X7 v 7T, BIGHECHIE L TR TE TV, THIEHE 2 BEDOERT
FER BT CHHALZFEEEFRTLTH S (K3.6), ZOMRIE. ¥Ial—>arr—4
TR BAMIEKDO S =27 2V 27 =RI2BWTH, MaRzZ XY VEFITHIE
T5IeH, B ZHIR T 2 DICEELRAT Yy T THL I 2XFFLTWVWS,

—77. FUGAREC THHT% 3, JAFFAL TR TE-MAEEFIEFELE, 2
DELE BT 4 T, SYTL2-PICALM, SLC25A24-NBPF6, PLCG1-TOP1,
AHCYL1-RAD51C TH -7z (3.2, K33, K3.4), Aif:3 20O@SELRTEN TV
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ATV T DM =bADT7T7ARXY FOBEFET7 4 VR ) 7 &N 2 e DBREAT, D Ol
BEETEYR=1 V= F 2R LOZFMZ SR o7 2 EBREERTHRIET 2 2 2
T&RD» o7z, SYTL2-PICALM, SLC25A24-NBPF6, PLCG1-TOP1 i Zh 2hi%
DEMLTFINT ENPPL, MB, RP1-1J6.2127 74 X ¥ F ¥ TWwWiz, FUGAREC 134
B ERS T2, 2 0OBEGETICHINICT 54 X bER bV — FOA,LMEEE
FTERBH L, 3 DOBETFICEDHNCT 54 X > b &N 3 ) — RdRExgs e LTwa,
Z®D7=%, FUGAREC Ti% SYTL2-PICALM, SLC25A24-NBPF6, PLCG1-TOP1 @
ARG T 2T 2 2 e TERD o7, 3EEOBLGETITHAMCT 74X T35

V—F»56, BEO@MEY — FOAEMET 2 Z ik, FUGAREC O5#%OMETH %,

AHCYLI-RAD5IC IZ2DWTIE, 8= IV — K2 2A2 05 &M28 3 1chit
T5IeDTERDP o, FUGAREC T, FUEETFOMAETH > THAMERIT
FYYIESTATORRIOME L AR L, ¥R—FPV—FZ1 2L TH#->TWVW3,
AHCYL1 1% chrl:110546752-110547073 ¥ chr1:110527307-110527794 12T ¥ Y > % {3
HLTHBH. FUGAREC TRREIEREZNZhOIF Y VEFICHIEL 2. 2D,
AHCYL1 & RAD51C @ 2 DOBIETFITEHITHNCT 74 X FEN5 U — P 2 RIEE
L7275, FUGAREC TIEH#HE— YV —FZ2 1 ALHEL THRIHT 2 2N TERD 72,
77 L EOWERRCEB O X Y V2RO X5 REBETFIIBL TR, FHD X512k
Texx Y OBERICHEREMELTLEYL, METERVAREEDL D 2, Z DORIEICN
W3 % 2 2 1d FUGAREC 05 % OBETH %,

KRIFFETIE. BEFEDSBRE L@ ER TN L. BBHIOMA BT Y X MCFETH
WRIEfE, FELRITIUITEMRE UTEHMEI L7z, Lo L. BEHIOBMEEETY X bHB2T
OMEBETFEZHETETVILRBRLORV, 207D, EFEIOMP SN TRIERE
HE SN REEETOFCEOMABLETIPEEN TV RAEEEDLD 5, FHZ, 120D
T—&ty t2o 2 BEM FOFETHE LM &R TR, o7 -2ty MHETH
HUTHRIE LSRR FIIETH 2A[ReMEN D 5,

3SHEEOFIETHM L, BEHOREBET Y R MIRIE LD o S BEFIE
26 M TH o7 (3422 Hi2ZH)., 2ok, BEHOMAELET Y X M TET
WRWAREED E (. PCR THAEDFBEHERITRNETH S, £95F 52T, HFHD
MEBLRTERATZ AL H 5, £/ 2HEOFETHET 2 EELET DR
TOFHOMEBIZT ML 5, MHOMAEBELET VY R MIHEELRY - LMEEET
T, FUGAREC ¥ JAFFAL ToO &3kl LT L 7z@ A7 (5 1% 43 8, FUGAREC
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¥ FusionSeeker TOD AL 18 %, JAFFAL & FusionSeeker TO Al id 31 %
Thote (3.4.22Hi%5H), JAFFAL ¥ FusionSeeker 721 % W72 85& v L L T,
FUGAREC %23 % Z & T, FHOMEEIZTOBRMZN 2 ISP T e N TE L,
ZHUF FUGAREC ORED 1 D EZ 5,

%72, FUGAREC THEO 7 — &t v METH@E L THRIE LA, BEHIORA BT
VA MR LD o B E BTG 10 BERFEE L G424 Hi2ZR), wih
b KB RE BT DT — X RX—=ZTH % Mitelman Database[44] IZHHE N TE S
3. FHOMEEETFORENEDDH 5, PCR TOMIEITSHROMIEHREL Lz,

e RZIFYARFIHEIE T T DHH BRI 5451
(FryTIBEH <THYINRRETOREHNSET)

257EE L), 280EE
Y- B
51 — — ___RDM10
5 b ¢ d
1041188 O65IEE
a=Chr10: 73576192 c=Chr11:129782018
b=Chr10 : 73577233 d=Chr11:129782083
b-a= 10411EE d-c=6512

3.6 MAROIFY VEFREEICEZBEEY —FD7 4 120 > 752

3.5 &S

AETI, BROEERAMEDOY — 27 20 2F—2%2HWT, FUGAREC ¥ %&{7F
EOMABETFOMMIEREZ I L 72, ZDFR, FUGAREC ORAEET DMHIMERE
DEROEWI L RRLE, ¥/, FUGAREC 23 Z ¥ T, &fTFETIEETER
WHTHOMEBEFOBRMEIRTRT 2D TE, MAT, BITFETIEBRIETER
Dot 7 L LoV ORMEBEETZMIET 2 e N TEL, —77. 3EEM LoE
BFREITHNCT AR FEND ) — R b HEOMEEETF 2T 2. 7/ 4k
DIFVIERHCEBO XY 2O XS BERFICH L THIELVWMERZRET 5 2 &
3. SROBETDH 5,
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FA4T FER

AR, Fr v TOERTHAELRTFB LOMAERZEMICHRETE S, MEERT
DHEEEIRNT ST I0TAT A R W RIRE, 7 & b T ORREEASE WV EE F O AR IETF 2 BT
ERVHBICEE Lz, FATFEOMERRIRT 2 FERIRE L, HHOMEBIETFOR
Hizokifs Z e, MBI TFOREERIFICERST 2 2 2B L,

REFHEI., BTFHECHLT, BEE0ZFY VEREE. Fvv 7OBE7 54 X
M BERDIZ ZAZY 7D 3 DD EEML TR L. £z 7/ & TR
P VEETFOMABLGTOMRET 2720, BERHOEHOGINIRI R NE 51T 3
It THRITFIEOMBE R ORZ A7z,

H2ETIE, ¥Ial—YaryF—22AVT, fEFEOMARET ORI R %
TFREL IR L, BEFEIEOTFEI D DEVEARETFOREMEEELTVS L
ERULTze F7o. MIEROEMRMIENFIREL R0 2 L BR LT, MBI T OHEE
fEMT s 2791213, MEBETO7 I 7 BESIZIEL K FHITE20EDND 20, FTiT7F
ETEF vy 7O VTHEA S ERICRD T, &R T OBEERNT O T L 7o
TV, EFEZHWS Z T, MEEET OMEMRIAZRRIICITS 2B TE 5,
ZEED 1 O TH 5. MEEIET ORAERIHNO B ORI REEE Z 5,

H3ETIE H2ETIRELEFEREAN—RIZ, PAMAAKY SMEEZ T2 RIETE
2 XD ICFERIR U e R OBEED AN E VT, ST FRE L MERET OB
MREZ L L, AT TEL D RETFELS VARG TOREMEZELTWE I %
M7z, Ty MEFEZHWS Z T, BITFETRERTERWHHOMERZTFO
BHZEIRTE 2 2, BITFETEIRHTER» 5727/ 4 Lon VDR & E s T
ERHTZ2 2R Lk, ZOHDMERETIIFMEAEEZ PCR THERS 2 Z & T,
WA BE TR RATE 20N D %, EBRINEMALI SR OMIZERET H % 5,
MEEHRD 1 D> TH 5, FROMEBEETFE2HATEZ 3 RMEIITRERLEEZ S,

IRET, MABGTREPADKREICH ST, 7/ 2OMABI OB EZS
NTERD, 77 LOMAIEZIHRIFINCRE T 2REGBETHFE L. DA DI
TR, EWEBHMIICOELET 2 ZEBHOLE R TE R, — . £O X5 RAMEER
THEHZHIETY D & 5 &S Z R LTV 2 H2CHRESATORY, 25AMI
B MEBRETOEMABHIZT TR MEBRTFOEELRMIETY O X 5 2&E
ZRZL TV OIHICIRETFENEHE NS Z L 2R T 5,
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