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al. Nat Rev Genet. Vol. 7(2), pp. 85-97. 2006).
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b) o_'k 10% ]/\1-4 H] =2 Jeli= HolE HEE] Y A2 o] E M EEA,
2371 Mol E Al Ei= F 200X ©]/9] read depth7} L 2.3t Wo| & A& 5 A=
;i%leo_a,_fﬂ’\ A

ok & AR SNP, §‘r7<} 5 ©] 4] (genomic fingerprint) SNP 2/55= loss of
eerorpgity(LOED B 8171 91 Ao A mr 4] AIE AEL
10-100X read depth7} B 2 3 W0 & AT 5= = AS 5o 3 5 vk

d) T-Z 4] o] (structural variation)= & 317] 918k A4 o] E A E=ZA 7]

W o] E A Ei= 5-50X read depth7} L 23t Hlo| & HET = A EHC=R
6':1— ‘)r\‘ ol ] 1;;

e) = Al ‘%ﬂi}(copy number variation) = %3} 7] Y& A5H| 0] E A EEA

71 H o] E A Ei= 0.1-300X read depth7} B 2.3 Hlo] & A& = = A S

_l]m o,

10w ok 2= 9.
lﬂ: g ol A Hllo) E A B el Jgol thek ghS 7] T shit o) Aol o W 63%‘
T Atk Aol gt Hlo| E Al E ] APH Q1 9, o] E A B A E o] 2P E A1
I, ZPE A Q1 o] E W=, Ao gk Ho| E A E o] Z3t, ‘1’/“5”0]@%8&91
o|E A E2] AL 01]*’01, A g8 Wskel & Eo], Ao wlolE
E/x 4 Zheare] o] Al A A D coverage)i= 3H7] 5 Sy o]
WAsl o M A 4= o)
(i) ol gt ol E A Ee] 2P A 1 d - ol R4 (o & 50, 4
TS £E517] g o] E M E A= vl B-2/aFe] BAEol 23E o
S A1 34 coverage depthE /A 7] a1/ A 4= ot
HAES 2P ARl S5 - Fojx] A (& 59, T4 74DE
H o] E A E A A= o] 23h= wo]| E Aol 9] t] A = T

-2 BA|E& xghsto] Al A Q1 34 coverage depths A 7] AL/ A A 2

(iii) 2PH A Q1 vl o] E W= - ol 3l A (A & E0], 14 7AADE ¥
AE Wl E M E dAl= L /e &2 dol& E3sto] x4 585
FAaA 7151, A 34 coverage depthE S5 <+ ST}

(iv) ol gt Mol E A EE 3 - 4ol 3t 24 A EE £ &3] Ha] A4
Hlo] E A E= Aol gk 20 & T3] o] Feh 2 34 coverage depthE
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PN 2D 5 ek

651 (Aol fAel Sel iRl 2 Eol WolE HES ALE - 54
AAGYANA, o= AEE 71§ 2FS 5 Uk

[66] () 3tk o] ge] ehH o (el E Fol, w-Fad o ®) RS Fol,
Agg oz gya)ols

[67] (b) ol &l ofell A 3 = oM o] el Hl o] E
[68] ) st} ol e Aoz Az, o & %01 Al ] AR o] E
(691 (@ (). (b) R/EE (2] Yol 23,
[70] (e) 3ttt ©] 2] DNA & 8] L7 2 d| LEFo] =(o| & 50], A A 0= =
H]-Apd 2 o = A ¥ 3= DNA = 2] a7 28 LBt =),
[71] (f) 3H} 0] 4F2] RNA 28] 31728 L Elo| (a2 So], A} 2 o & iz
H] -2} 4 0 = A ¥ = RNA &2 AL 2 8 L BHo] =),
[72] (2) (@) B (he] 3, ==
[73] (h) 371 & o™ A 23
[74] oldt LelaE e LElo| = 28L& Ho|g H| R, o & 9 111, 1:2, 133, 1:4,
1:5, 1:10, 1:20, 1:50; 1:100, 1:1000 5 o 2 7-¢] A&l v 2 E3td 5= 9}, o
Aol A, 3}stA o 2 A E o) E o] v - WA Ho]E Q] H]E= 1.5,
1:10 T 1:202 2 25 A =T} DNA E= RNA 28] 2728 QEfo| ==
A} A o0 7= H]-2ped A o 7 vkl E 2= Q)
[75] E4 AN G )M, W0 Bz, o & 50 §4-& ST s o))
H- A A 0 =2 A v = -2 8| Qo] B8 X Eehth i3 A Q) v]- A A o =2
A ¥ = &) a2 L EFo] B W3 ¥l DNA B3 RNA 728 Qe =8
T A WY e el E(d & 501, W ¥ ¥l RNA H1= DNA
&Y LEFO] =)=, o] Fel Al gy = AL ol X 7F 7 #l Ak(locked nucleic
acid: LNA)S ¥313}5], LNA 72 Q Efo] = 9] Elii 5. o] o] E] (moiety) = 2'
Aol 4 A S A sHE F7H] B E A FlElo| = 8l A K (peptide nucleic acid:
PNA), ol & E0], lelo] = Z gl o5 A2 % ?_P%El”

N-(2-0}1] o &) Ze}o] Al vhe] & FFA 5 PNA; ] GC 9 9-S £ 8 317] 93]
H & ¥ DNA 3= RNA 28] a7 2 ¢ S Eo] =; H}O]A}Ol 2] & 2H(bicyclic
nucleic acid: BNA); 7}l ¥ ¢ a1 &8 L Efo]l = H5-e
o] LA AR Bl ; E 2 6-TF o] ofm] -7 o] o] 5] tﬂzﬁf‘]‘“/} & W ¥ DNA 2
RNA 72U L Eol == GG A oA & A H T

[76] S AXNF oA, 324 AL (& 5o, B4 7D AdEH o=
TLEAY E= 553 coverage7F Aol Xt) ol & E0, ZZHo] wo|E

ME/ZA 7| a1 e] ol A, coveraged] iU, ol & &9 s17] T 3y o] el
osf wlo|E M5 Mg o HA e o

[77] (i) MelE B8 e T80 F7hA4aE U 7helare] W] v x4 ¢l tia)
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X3t o & Eo], A1 Hlo] E A E(e] & 0], 10,000 HA] 50,000 RNA =

DNA Hlo]|EE E§at= of glo]-7RE Wl o] E M E)7F At 14 G elE 91,
1WA 2MB A A 4 JoH)S U x2 ALg5 5= 9t A1 o) E Al Ex= A2

H| o] E M| E 7} 223} o] 7] ] o (spiked)(] & £, 5,000 1| 7He] Hlo| ES ¢ 5}=
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ATh T AATG E ol A, A2 W o] E Al Ex= Al H o] E A Ee 223bo] 7] €
A e 25 wo] E(el & £, 400, 200, 100, 50, 40, 30, 20, 10, 5,4, 3,2 1=
HRe] Wlo) E)E >3

T ATt A2 W0l E A E= /9] €8] aL W0 E 9
th ol & 5o, A2 o] E A E= 1119 SEH 2A
EABE= NS wlo] EE 23t ¢ vk bR 02 AR H|o|E M EE, o
Eol 54 %3 X3 & ﬂ@i}‘é} 7l A E 5, 58 24 & 247
HlaL ko] A2 wlo] E 2] 5 ] A] 1 7}]—4 T A ol g v E £, 115,
1:10, 1:20) 2 EA8H= 7] 2 Hﬂ l

thE AA PG e A, A8 58-S o =, S
APE AR A D & F ol thaf H) OIEA &t 4 &7 ¥ (abundance) %= A FF
SHA] (o & 5o, #Hl == 7]@&:— 2!
-3 =31 Fl (leveled) 143 20 H] &l WA Q1
WG Esd 25 1 TE 2E A9 JJr %
AL, A2 3= A3 Thae] Ho] E) ujof A 7) 7|
EcRl=y

AA Gl A, | HHHS TG ALY, ol E Fo] EFAEERE 14
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g B2l A ](hbrary catch)Z A 231 ©HA); (o) A ) A A W o) 2] 8,
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[109]

[110]

[111]

[112]

[113]

[114]

15

A3k 221 A E B ZL(secondary alignment tag)E 57}3}:= mark shorter split hits
as secondary(-M) &4 & AL835= A& EX 02 3 = 9l o o]of d-A ] =

e ohuth,

Bk o] Qo A, A7) (d) @Al A Bl=e 4Ee dshs Fx A=
AR A AA FAA, dE 5] hgloE A8t AS ERoR 35
Ao}, o]o] A E = AL ol Ut}

B g o] Qloj A, A7) (d) DAl A FE g Bl = 9 o] 3 A2 BAM/SAM
Al AL EH o7 & 4= 9l o} o]d dg = A& ot

Bk o] Qo A, A7) (d) @AY TR 2= FE-2 A H(region of interest)
AR E A7) (a) GANA 53 = eS| &= AL EJoR & 5
R0}, o]o] A E = AL ol

B oubg o] oA, 7] T L o] FAH T F-Axe] Y X o gt
AR DA FA14 99 ARE x3sli= A EF o7 o 5= Qa, A7) B4
9 AR AMA FReF FMA Ao Az D EF A FR e AL
Ex o= sk gt}

Boukgo] QoM A7) #HA G AR = 5H7] & 104 A E e
FeehE AL 5 o7 3 4= gl o) olof A E = A& ot}
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B9 A

Chromosome Start Position Stop Position Gene Name
chrl 166843424 166843751 NTRK1_10
chrl 156843751 156844174 NTRK1_i_01
chrl 156844174 156844192 NTRK1_11
chrl 156844192 156844362 NTRK1_i_02
chrl 156844362 156844418 NTRK1_12
chrl 166844418 156844697 NTRK1_i_03
chrl 1566844697 166844800 NTRK1_13
chrl 156844800 166845311 NTRK1_i_04
chrl 156845311 156845458 NTRK1_14
chrl 156845458 156845871 NTRK1_i_05
chrl 156845871 156846002 NTRK1_15
chr2 29446207 29446394 ALK_10
chr2 29446394 29448326 ALK_1_01
chr2 29448326 29448431 ALK_11
chr2 29448431 29449787 ALK _1_02
chr2 29449787 29449940 ALK_12
chr2 29449940 29450439 ALK_i_03
chr2 29450439 29450538 ALK_13
chr2 29450538 29451749 ALK_i_04
chr2 29451749 29451932 ALK_14
chr4 1808272 1808410 FGFR3_16
chr4 1808410 1808555 FGFR3_i_01
chr4 1808555 1808661 FGFR3_17
chr4d 1808661 1808342 FGFR3_i_03
chrd 1808842 1808989 FGFR3_18
chr6 117641030 117641193 ROS1_08
chré 117641193 117642421 ROS1_i_01
chr6 117642421 117642567 ROS1_09
chr6 117642557 117645494 ROS1_1_02
chr6 117645494 117645578 ROS1_10
chr6 117645578 117647386 ROS1_i_03
chré 117647386 117647577 ROS1_11
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chr6 117647577 117650491 ROS1_i_04
chr6 117650491 117650609 ROS1_12
chr6 117650609 117658334 ROS1_i_05
chr6 117658334 117658503 ROS1_13
chr? 95259411 05259567 EGFR_23
chr? 05259567 55260458 EGFR_i_23
chr? 55260458 55260534 EGFR_24
chr7 55260534 55266409 EGFR_i_24
chr? 55266409 55266556 EGFR_25
chr? 55266056 55268008 EGFR_i_25
chr? 55268008 55268106 EGFR_26
chr8 38283639 38283763 FGFR1_13
chrd 38283763 33285438 FGFR1_1_01
chrd 38285438 38285611 FGFR1_14
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chr10 43609003 43609123 RET_10
chr10 43609123 43609927 RET_1_01
chr10 43609927 43610184 RET_11
chr10 43610184 43612031 RET_i_02
chr10 43612031 43612179 RET_12
chr10 43612179 43613820 RET_1_03
chr10 43613820 43613928 RET_13
chr10 123239094 123239184 FGFRZ2_01
chr10 123239184 123239370 FGFR2_1_01
chr10 123239370 123239535 FGFR2_02
chr10 123239535 123241685 FGFRZ2_i_02
chr10 123241685 123241691 FGFR2_03
chr10 123241691 123243211 FGFR2_i_03
chr10 123243211 123243317 FGFRZ2_04
chrl 114935399 115053781 TRIM33
chrl 154127780 154164611 TPM3
chrl 156052369 156109880 LMNA
chrl 156611740 156629324 BCAN
chrl 204797782 204991950 NFASC
chrl 205626979 205649630 SLC45A3
chr10 32297938 32345371 KIF5B
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chr10 51565108 51590734 NCOA4
chr10 60272774 60591194 BICC1
chr10 61548505 61666414 CCDC6
chr10 75757836 75879918 VCL
chr10 115438921 115490668 CASP7
chr10 118642888 118886097 KTAA1598
chrll 3022152 3078681 CARS
chrll 62623484 62656355 SLC3A2
chrl2 1100404 1605099 ERC1
chrl2 27677045 27848497 PPFIBP1
chr12 59265937 59314319 LRIG3
chri12 122755981 122907179 CLIP1
chrl2 122956146 122985543 ZCCHC8
chr14 56046925 56151302 KIN1
chrl4 93260576 93306308 GOLGAS
chrl4 104095525 104167833 KLC1
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chrl5 40987327 41024356 RAD51
chr15 52599480 52821247 MYOSA
chr17 7571720 7590868 P53
chr17 16945790 17095962 MPRIP
chr17 57697050 o7774317 CLTC
chr17 66507921 66547457 PREAR1A
chrl8 59854506 59974355 KIAA1468
chr19 16178317 16213815 TPM4
chr2 24252206 24270296 Clorf44
chr2 37064841 37193673 STRN
chr2 42396490 42559688 EML4
chr2 54683454 54898583 SPTBN1
chr2 74588281 74619214 DCIN1
chr2 100162326 100759037 AFF3
chr2 109335902 109402267 RANBPZ
chr2 216176679 216214496 ATIC
chr2 216225177 216300890 FN1
chr20 43953928 43977064 SDC4
chr2?2 19166986 19279247 CLTCL1
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chr3 100428128 100467811 TFG
chr4 1723217 1746905 TACC3
chr4 25656853 25680735 SLC34A2
chr4 83739814 83812419 SEC31A
chrb 149781200 149792543 CD74
chrb 159502889 159546452 PWWP2A
chrb 170814652 170837888 NPM1
chrb 179233388 179265078 SQSTM1
chré 28870779 28891768 TRIMZ7
chr6 29910247 29913661 HLA-A
chr6 117881432 117923705 GOPC
chré 159186773 159240456 EZR
chr? 44915892 44924960 PURB
chr7 75162619 75368290 HIP1
chr? 97920962 93030427 BAIAPZL1
chr7 101459184 101927250 CUX1
chr7 138145079 138270333 TRIMZ24
chr8 17780364 17887457 PCM1
chr8 22462145 22477984 KTAA1967
chr8 37553301 37556396 ZNF703
chr8 37593743 37615319 ERLINZ
chrd 38034106 38070819 BAG4
chr8 42752033 42885682 HOOK3
chr9 125703288 125867147 RABGAP1
chrX 13733549 13787480 OFD1
chrX 64808257 64961793 MSN

Boabgol] 9lojA, A7) (o) @Al= V] Bl EE FET O, BUA g

A (discordant read pair)2} & %] 2] = #(concordant read pair) 2=

E?ﬂlg}: 74 ;c] o7 g sk 2= o)
1 ygol 9o, 471 B = A

X}(RefGene) A E@r ﬂ == u]] = o}oi

T /\1\

r—h:
QL
-
)
i




WO 2019/031866 PCT/KR2018/009086

[125]
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[127]

[128]

[129]

[130]

[131]

[132]

[133]

23

BOIEE R A28 27} el A P gel ) 2 2 AR E 4 g e S
A= FAA G Ro|H B o] 87153k, vl 8} Al = USCS genome database
3 RefGene

4 B ((http://hgdownload.cse.ucsc.edu/goldenPath/hg19/bigZips/hg19.2bit) & o] &3

|
VO (=2, type 3,4), A H =B AT E

[}
7HA AL QoM SA AR IE L7 SA A EE TFA AL 1= A5 2, type
[}

O

= .

oJ A, 371 (e) BAlS] BLA H = Fe] He F, Zﬂl‘j/]KJ
soft-clip segment Y35 | ] &2 5o, - o] F= A2g] =9 w| A G o
ZEAY, A28] =9 soft-clip segmentE # 2] 2 Fo] 2 o] F1= A 13]54 v &

O

o Fi= WA F7hE X A4S 5H o2 ¢ 4 Atk
0] 2ol 47 (0 B9 9 215 el e F, Aol 24 A
o RE Gske] thE FAA0) 2344 0 % WY H=AE Felse] 9L

224 138 A2 7He] Al2e] =2 7 skl Al1e] =9 soft-clip segment -3
A2 shol, g o = A2e) = o] w4 92 %711h, 4129 =] softclip
segmentE 7 ¥) 2 ko] B o) R AP =] WA L 3= WA= HE
Z7l2 £3s5l= AL Exo g 34 9g)

& rgol A, 71 (o) B

=, e vjA g s 2= Al (pair-blast
search)” e}l &-gsle] A AT 4= 9l

o gl Adoj A, 7] LA dE e v F S B dAle A, v
ofo) WAL A%, AV lH YL Eetehis A=E A AN
SHIO R LEsto] 219 4 7l 5 (supporting pair count)E 2 4 sH= A&
54z 2 gk

o gl oA, 7] AA g el v G o 3 dAlol A, v A
ool WARLE A9, 37 MF G L EAeE A= §0R AW
TR0 Z E=sto] X A 7l S (supporting pair count) & A 3= A&
5dom 4

el Q1o A, 7 A s B YA HE A R AR gl A
249 A%E ERoE @B A 44N AL 5o @ 5 Ay

gl QlolA, 7] A N ek Gl BUA gE g =
A g AR A H A, AA YE M A d R EAE 5
Frheh A2 B0 @ du, A4 AL TR driehs, f24)
Al AX 7} Aol B¢ AR HE AR AstE A& 50w o
AT,
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[135]

[136]

[137]

[138]

[139]

[140]

[141]

[142]

[143]

[144]

[145]

[146]
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I rE
i
of
2

30
o

i
g
o

ol

e

4, fusion gene template) & 712 X3 A& 5 0 =2 3 5= Qi)
off AAAM, 71 Fa 2 A D 22 FA A TR
Zol A, FAAE A D AR (AE B, FAA AL o] 3 74
gt F- A A} 2] breakpoint) 2 F 5¢ WS 2 300bp WX 500bp, 3’
00bp W#] 500bpE E et F-34 4o A7 Add A&

b o ofdl] dhg = AL of T}

AIA, 271 (o) A M A FAM & B4 e Bl F ARt
FAA A F R0 = s 98

2] = 7l 5(supporting read count)E 273 5= A
SH o2 gkl

QoYM A7) (o) A= G AR AN QA TRFTOR Ky s
o=

o
57 [
M

- A} Al € 2.3 (gene rearrangement template) S Al| 23} =

r
e
T o~
i I

Mt

:[o I-
oo

i)

o My

W

I o 1o i
%

o

ri

12 1T jo o
ol i
é mql

(

= 3
=
ol
ol
W N, o
O o o

7
N
o g ob
o ol & i

2
N2
3 ¥

=,
=
= 2

| A o] #] ] (breakpoint)E A W 7HH A 958 H 1= ¢ =9

otz A& 5o g 4 ).

AR AL TR o BAEH] Y8 &8 A

F R X9 5¢ waF, 30 W 500bp ©] W ol

] 0 = o 4= 9l o} o]of] A E = A1 of Tt

A A D TR0 R BAEH] e 255X
o KR

(soft clip segment) & 2 8H8lal )= AL 502

ol o

¥ o
e o
2
D
=N

2o 0w

r =2 W r
(r
"0,
2
o Mo
Jm

oF w X
=

rie
e gy 2

A, 7]
2 A} A vl

g tes
™ ["10
)

(r

b 32
m%r‘
fm =
iy o
U N
BN o
N

1

“F(supporting read count)7} 57 o4 wl, FH A} A A= A 5= A&
Fom o ok
gl Q1o A, 7] FA A A D & A EshE vl

“(supporting pair count)7} 27} 0% 71 4kS F7HR E$tstE A&
S o o o, ofd g E = AL ofyt

gl Q1o A, 7] A A DS AEshE A 2=l R AL %
Neso7l A2 AgH =S 5EF s

21 1. A1 9 28 7} 5*(Supporting Pair Score) = Discordant Supporting Pair Count +
Concordant Supporting Pair Count

21 2: A1 2] = 7l 5+(Supporting Read Score) = Read1 Supporting Read Count +
Read2 Supporting Read Count

T2 3: 7] 4k (Cutoff): Supporting Pair Score >= 2 AND Supporting Read Score
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T
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fo
v
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L o T &E
(6)=]
v
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do
2
2
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2
rr
L)
UO

xH FFPE 4 £ 2 Y-E] NGSE 43 &

M & HE ol gao] B ThE, ¢
CSC genome database 2] -7 | 4 19|
5% Welaset. o H, B o
=29 27tg Az Aol M E i
}o 74]2?4 =5 A &Fato] A8 =ef v 2 st
24 71 5=(supporting pair count) = A A 3} It} 1
A e S e e
‘3}04 A7 dA M FEE A FE HEE FAA A D B el vl H A A
E 7} 4= (supporting read count)E A A 5}aL, 7] A € = 57}

1012 5 A2e] ol 4 27} 1) o149 2 o] & A A A ks
a5 i *]"E“ = ‘474]0}"’ o] Z H|AE o], 7|Ee] S 2R 2o A 3

.2
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PL
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=
1S ol
lo
(M
[
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FUN
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tio
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DY
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22 2 o oy 2 ool W
e X do o [l Ho oM [T [r

o, 1

i R

r.u i)

é [

Red %

_>‘: fand

b

oﬁ

r‘rﬂ i

2
_YE

\l
4

& F-2](Next Generation
o *z‘sgﬁl— = O]Ei 74%_]%]

Al 2= Ao 0}71 et el o] ehEstE HAHFE A5 7 v A =
F3lebis ARE A 2uo BA Y] WL (o) 13 A o] WE R HE] Bl
4 ¥ Eatali ghol melel® D5 et Bl (b) A7) ehol melzl
2] ] o] E(bait) Al E S} S A7 o2, AL A EE Aol tisf 3]
ghol B e & T FSAAA e A A5 Al wehaL, o] 2 <l E

gho] B2 g] 7] A (library catch) & Al &8k= WA () AHAI T A1 HHH ol o] 5,
271 ehol B el el |A 9 ST EARTH P =E & 56k WAL ()8 E el
o 471 258 AU Wl 2 7] AR A= Al 3
AL & Az W, o714 7] A4 & 7] AEE B =E 56
M FAA S BASE OAS Fikals AL 5902 a1 AFE A 20

w2
[¢]
o]
[}
[¢]
=
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=
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rLl
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=
iiea
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AA 1 H o MEZRE AT 97 A E A7

FISH(fluorescence in situ hybridization)-8- &3l o]v] o] ™ §-3} -2 27}
A=A dar = #llt 24 A EolA €53 FFPE Al &0l 4 DNAE
FE381o] ghol B g] & A &3}al Mlumina AF2] MiSeqS- ©] 8314 NGS 8| =&

oZ
o
4
o
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rir
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[155]

[156]
[157]
[158]

[159]

[160]
[161]
[162]

[163]

[164]

[165]

[166]

26
S50
Mol Bz 5 19 B PBE Toehs G Fo ANE BT TR 5

AN 2 NEAA MLES F2 FAAN AL 48 2 g= B5

AAld 164 =5 2 =5 Hgl9 3% FA Aol BWAR A Est3 o, o]
FE AA Y=g BAE A8 A ZRIHUBWAONA 22 A E Bl 1 E
F7hebE SACM)S Frtste] A4S x5t

BAX = A3 A g = AL UCSC RefGene 4 B.(HCSC hg 19)E Hlg o2
HEE dEete] e v, QEH S P EE LEAE LR A EHato
TR 0B A= E AR =E &3] 455 Aol

AA e 3: Flo]-EepaE A 2 A g A 2

A 204 EH{E ELA] 2= Fe] A, xﬂla]E(readl) 2] soft-clip
segment -8 FE 3} queryE THE L mate £ O] F= A|28] E(read2) 2]
matching segment 35 subject® 3}¢] blastn search local alignment Z}7% -S-
T3t} o] FA & F3l align ¥ read®] strandE '8 5} ] readl(genel)Z}
read2(gene2) 2] WA & A A 551 21, read22] soft-clip segmentE query, read12]
matching segment -4 subject@ &}o] HEt] o] WHH © 2 & blastn searchE 752
WA o = Gra kit

71 A3} nucleotide level @] match, mismatch”d B.& 98 <= 31 7] W<l fusion
gene Y% 259 &4 3= micro-homology sequence == ¥HE S 5= 9l o1,
ol gl A 4FS1 ¥ inserted-sequence == HET G U= A S FAT = A

A=) = o] A -$-ol = read1 7} read2”7F £ gene®ll mapping ¥ o] $)71
o 7ol read1o| A 714 Q1 A H.E 7}X| 3= SA(secondary alignment) tag 74 B. &
#2381] read27} oF Y 2F T2 geneol] 224 © & mapping | ¢ =41 E THA
gel3sle], 22} mapping A3 S 7HA 9] read2® 7FAE S BEY X B = Aol A
e wkAlal ZFo w0 7 A d B8 7 gstelt)

1 A 7}, fusion gene orientation, micro-homology, inserted-sequence 7 2.5
7}4] 31 nucleotide basepair resolution ©. 2 fusionbreak pointE 3}7] 2] 7|+ o2

-

ARS T UdoS AT F UAATHE 2): ELA =4 E 0174311:”5 of) A
A 29l g A TR Tt A B leE 28T W, Ao
= ol g3 F- AR FRAOZ FAlo AARFE A AU R ANTE
Z7MA1 715, F- A A E77F 22U 215, brakpoint 7} micro-homology sequence 7 <

o]/ zFol hi= A& )] fusion gene &= §FX| X @531 TFE fusion gene & =
]
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[167]

[168]
[169]
[170]

[171]

[172]

[173]

27

[3£2]
A% A

il
o
v

A7kA 2] AFH(LH)

SLC34A25 >R SLC34A]
051

NM_006424.2f + | chrd |25679213] > ROS1 [NM0029442F - | chré [L1765651Y » 10 BLC34AZ>>ROSY 300 301 0 0

EGFR<>TPKL| <> | EGFR {NM_0052283] + | chr7 |55266908] < TPKL [NM0224453] - | chr7 [444789800 > 4 | EGFR<>TPK1 | 300 297 4 0

FFRL <PG3| . | ormt [motsasos] - | e |3samsase] » | poeps [WMZSEY

5 X 11 chrl [230468747 < 4 [FGRI><PGBDS] 300 28 n 0

ULK>>RET | 5> | uika Imomess2l - | ows Jasetzs| > | rer [Nmodoorsal + |ehofassumas| > | 3 | uasseer | om0 | o [ o | o
"C°”;"‘” >» |acoT7iNMoo72ra3] - | ot [edos2| > | AR |Nmooxss2] - | aw2 > | 2 facomssam3| s | osm | 1 0
arescopaRPd <> | AFF3 INMLOR22852) - | oz Jiooa7ass] < | pames [Nmoosszal - |eh3fosoeem| » | 2 |aemeoparea| 0 | 28 [ 3 | o
AFF3<>WISPZ] <> | AFFZ INM 00228521 -~ | ¢hr2 < WISPZ MM 0038812} + | <hi20 [43351474) > 2§ AFF3<>WISPZ 300 301 ] 1

2AAd 4: AL = A EAA

A e 20| A FZ =5 A €] g 1hH A] read -2 fusion gene template ]|
BLAST search & ‘53l mapping A A 4] supporting read count & 2743} t}. 1A,
A o] 39] FA] o] o] &3 2] =5 A| 9] §F b A] read 58 F+551] blastdbE
T L A 30 A L Fo TR FRAE ufE o 8 50 ubek, 30 ek 2442
300bp 22 %3} fusion gene template S Al 2= ¢ Th&-, 0] & query = 3}
blastn B4 38ttt

9 B o A, BE UM AreadE F53F= 4l o] o} g} fusion gene breakpoint 5¢
vrek 30 ukgk wMMmmﬂWﬂ*ﬂ4tmmLT§4ﬁmmeQMME
7FA 3L 3= read¥F FE8Fo] WA o] 0] 85131 21, Fusion gene template2] fusion
breakpointE A 1} 7}A A mapping ¥| = read 2] 707+ | % 3} ] fusion gene
supporting read count® 7| %8} ST},

1 A3} A1 =9 Al27] = of| A supporting read count”} ZH7F A A ¥ = A&
gele = At
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[174] [3£3]

fasion gelfusion.or enel st enel] ne2_or] Supporting [new_fasion[Support Read C|
-9e|fuson-onl gene1 |gene1 tx|2*Non*""lgene1_chrlgenel bipl3one tinserted seq] lgene2_chigene2 bp{9"e2.2" SIPPOTING prooy uppe BLAST
a> | HPL 7 5172169 » chr2 2046393 > 130 |pLsan] 224
>> | NTRK3 chn1s B G chr2 “523‘5“‘ N s [NRST 10
s> | mer o | ooy 11531‘“’531 > chiy 1703542_5! » s [VELMP 5
> | ex o | e > A vy cws [7ETSE 4 [BXZRE
[CTGeATGAT|
>> EGFR mg,sososz + 7 > |AGACGCAG) m&oosa B chrd 25679663 > 3 EGC';};_SL 500
- IATAGTCGCC] -
s> faanosr MO, chrg > | ATAMATG - chrl » 3 [QRABERT T g6
TECTCAGAT) ROMEA> >
. P = I e - | ez [7s732900| 3 ot 222
> o | o > G - chr7 |7s0smars > 3 fere 6
- 11768723] [FAM20A > <|
e chr17 > G e G . 3 Maos 6
- e | oo > AT . o7 981 > 3 [SCin 6
PN v | e |2u0809] < G . [PV s N ﬁsczz&sm .
AARATGCA
11773074 lcaccTTCCA) 10070 ROSL> >AF]
>> chré 5 > HACTGCTCCC - chr2 7 > 2 2 500
TITeeTTC

[175]
[176] A A
[177] 71

A 3604 £ A9 4 572 049 M ES nhgo R §F
12 lgos A9 dE 52 AR b, A9

2 , [e}
N7 A = D= A2 Bl A 5014 58 FAA RS
Ao r
[178] 1 A3, 3 49 7N
5 83t 2}

[179]
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[180]

[181]
[182]

[183]

[184]

(3241

£

e,

29

Wy )& 2ol §%

AR %

4% 43 Al

PCT/KR2018/009086

Fusion gene Fusion gene (by e g .
1indingrusion
(by FISH) program) Sample ‘F1nd1 Fusion | FACTERA
SLC34A:ROS1 FFPE6 0 0
ROS1 :
HSFZ:ROSl / FFPE9 0 0
ROS1:VGLL2
KIF5B:RET FFPE22 0 X
RET CCDC6:RET FFPE24 0 X
CCDCB:RET FFPE43 0 0
EMLA ALK FFPE17 0 0
EMLA : ALK FFPE28 0 0
EMLA4 : ALK FFPE29 0 0
EMLA: ALK FFPE37 0 0
EML4: ALK FFPE45 0 0
ALK
EML4 ALK FFPES0 0 0
EML4 : ALK FFPES2 0 0
EMLA4 : ALK FFPES3 0 0
EMLA4 : ALK FFPES4 0 0
HIP:ALK FFPE56 0 0
PO ¥ WSl ST e A3 G, Y
5abe] 214 742 Aol A QLo A, ol & TA A 714 WA vper @
ARG Holm, ool of &l & I o] I 7F A §HE = Al o] ofd A&
AU A0l b el LAA U B AT 2
1%l olako] Gl gt @ Aol
A o] &7
2 ) GE NGSE o83 504 AN B WL NGSAA 5
YEE Fa FaA A de] AEW ol f AL o) g,
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30

npol AR T EEX] A G, o A A E FA A} Al o] 9 x| 7hA] o] 2~

Slof @6l 4 3Hal e d WA obUleh, /o] A o 2w AlakA] Eale
& x| 2] = #(concordant read pair)oll A &= TS 3 Ete] 4T Ho, EA
GPolr} B Tl §74 F9AW T A 0.2 Halo] A sfol Riol 4wH i
A7Fo] 7h2513= o] ATk, whebA] B g o] wp e o Ao A F4

)= o ol
A A-g kA 0 2 AE ekt FEah.

¢

fol
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31
2THHA
AT ohesl @B EsE AE U HA4 A A by
@A) AER ] Be] GAL R4S F ez dholn el el 5

g 55k i

(b)7] etol B el 2] & 2] Hl| o] E(bait) Al E o} HFHA 7 22,

APR A B A Dol bis] A7) ghol B el e & FRAAM AEE At
25 Al Fsla, o) & & glo] B 2] 7l X (library catch)E A& 8F+=
A

()ZHAI T Al HhRg ol o, A7) efol Bl ] 7] %] o] EAF HAL 2 FE
=5 g 56 v,

(A E el ol 7] gl =5 JEste= WA 2

(37 445 g =g A ste] §-AA AL & A &8k 9,

o171 A

[ 73 2] A 18 101/\1, A7) B B2 E FE55h WA= 34 & 9 (region of interest)
ARE Y E FE5e 2 & S 0= sh= W,

9731 Alddel oA, B (o) A= BV =g FET O, EYA g=
4 (discordant read pair)2} A %] 2] = *(concordant read pair) 22 2] &=
A E E3eti= A 5 QR o= W,

(778 4] A3gke) oA, 7] BELA g e g AA = Ao deE Fx
FAA AR Y=g vA st L= AS& 5 0= 5= .

(773 5] A3akell oA, A7 EUA] 2= o] we] &, A1 =9 soft-clip
segment Y-S %F/lf—i sto], &S o] F= A2gl =] WA & ZAL,
A22] = 9] soft-clip segmentE 7 2] 2 3Fo] &S o] F= Al18] =9 v H
oﬂodg ;‘(LL—_ D}ﬁ]é 7‘47].;_ ua‘ko {_7)4\% 5201_0_ 3].*:_ HI—HJ

773 6] A3gtel] oA A, 7] 0174 g = o] e & A=Y 2a 4 E Bl
ARE zL}_O}oq o2 A2}l 2212 o &2 W ¥=X] & 3Felsle] A&
22 W= 2] 9 S 7o) A2El =2 71 EFe], Al18] =9 soft-clip segment

s HY R et A o] F= A2 = vl A o9& AL,
A22] = 9] soft-clip segmentE 7 2] 2 3Fo] A& o] F= Al18] =9 v H
oﬂoﬂg_ 2= A S 712 E3EE AL EH o = H]—H—]

473 7] Asgtel oi A, 7] v e 3 2= s {3 A
SHo R &3], A 4 7 5> (supporting pair count) & 2 4 5F=
o).

[7d7-3 8] Aledtell oA, 7] v e 3 2 =E {3 A

[e]
THTFoR =53], AU 4 7 9=(supporting pair count)E 2 4 5Fi=

n
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(7418 9]

7413 10]

(7413 11]

(7413 12]

7413 13]

7413 14]

74713 15]

7413 16]

(7413 17]

74713+ 18]

7473 19]

oA

A3akel A, A7 (e) A= FAA AME FH =R FEEHA
G HEE A S A8 AYske dAE TR 2¥ehE e

128}l Qhoj A, 71 () BAI= A5 H= Alodel =&d f-H4
AE 1o 2 F- A} AW D 2.3 (gene rearrangement template) &
AzsE 9A S Z2rte 3ol AL EQ O 5= uhE,

A1kl Qo1 A, A7) (e) $ A= A28 ol A Al g gl =9

A S A 5Ee], X9 2]l = 7] 9> (supporting read count)E A A 5} =
GAE 7R £k s SH R = 8.

Al147kel QlolA, 471 A gl = g Al12de] Aed g =g
blastdb® 3} 31, A 138}l A A 28 &A=} A 2.8 7 2 5]
BH2EE 8 v, A7 K3 A Z el A FRAE A ol
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A7) S @) SR A o] AE R B 8
soluelelE 955 WA,

(b) %&7] golB e g & EF5=2] wo]| E(bait) M E 2} 3 F A7 024
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9AE E sl
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W o g e MElE A, FEdAd R o 27 E= A X,
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