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OARZTZAMESY 2, T 99 v 83 FAEY 233 22 A yulolat I

T 9. E=S, MR 'E AR ARE A sted Ao AR HEXUEE XFSEF LA sl Eofof g

A2~ wEE (RAN), FH5-d8 w2 (ROM), B]-32d ] A2 W= (NVRAD), =

2aWbs B5-AE W= (PROM), AA-ZRaurbs 3% A o2 (EPROM), #71Feg 2AVs

Wz, 7] £ Fe dolg] AR, dAXEHE 53 2L ZRAM-#571E A

S AAE = Yrt. ZRAA7F HEIHEREYH JRE w53t/ AL wEged HARE V)

T AT HEHE ZrAAe A 4 Al ot Edvk. ZEAANC [JAE HEEE ZEAA
2k F21 el .

i)
Irt
[&
it

%

oorr e o
o,

[0044] ANNA, AR e AW gAS Fehem A F Aolw shtbel FAE ZFT 5 gout, ol @y
Ae ohth. o Fol, Axge st ol AW AR TAR F . BE d2A, Asue s
go) Fehes AT TAE 5 Aok E OE d2A, A2ge An 3R Fehe At @A T4

of Bad 4 At
045] R, olelel ANclEolA ALEEE AL A2, A, B, (2), (b) £ folt ofm THasE e FHasd)
T/ A AEHE AL B, 1 Golo] ol Y FHR2 Bl A wr w4 ol @A

[0046] IR, olskel AAAEAA, ol FHRLI BE FHAL] '@, AW wE A& Hon /A4 A,
O PHasE O UE PASAd APH0R dauAY B 458 £ AW, Z PASE Aold E g

8
TARA7} AR, AR BEE &2 $E dka olsjEolo} Fit,
[0047] ERE, olate] HAld oA A
&, WA, B8 9/EE 24 3

S @t

f
ofo
)
o
fo

'¥3FeC (comprises) ! /%y ' EESF=(comprising) 'S AFH T

ool tE HEes, @A, & B/Ee a0 A BEe FTHE WA

_12_



10-2715713

=oe] pol]

A

o

s==4
RUn

A4,
sy

Ak

Bl 9]

A
14 A ARE'2 Alse] AA

Tl

A
ul
N

372

o

=

bl Hvs
Fohl

°©

840] 77}

_]

o
A EAT,

A
gofel o

14 A8 (Whole Genome Sequencing: WGS)' =

EE T

L

71 (b,

sy

q, A

ST

o}

A AE WA e E

=]
=

]

7%
!

o
S

SEEE

X
L

[0048]
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[0050]

AR T < 42w N L W o = I+ N i) ?ﬂﬂ
) —~ —_— — TR = o - o B
M_M.H il mﬂl AT - EL ﬂe E_v = Wi o) ‘_f nw < ‘le HL,._ ‘:L T MAT o ‘Ml fuy
Zt mﬁo ﬁi JMI m umo ﬂo ME‘ % EE d.ﬂ :.; .. ANn - ﬂy! ,N_.o dﬂ ‘W.L M#.H
A b = =0 X a5 M 2o = A= T - o £ %0 Tor
Tedd g “ox Ee3  ww o Wy
® L b T W % ° 2 ’ e T s M
ﬂ_‘um NI R — —_——= A —_ rl — 0 Jair O# [y oY —
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G 28 < <0 i Ab Ho R AR = il % T L
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T3 = 3 e o ° W5
Bo ™ = o O W: b J X Wi z.;o ﬂ it E _ 5l o ol
il < = ook = RO ™ W ofn il a3
oy o2 <0 N S X %W o B <A do T
axTEx 2 B S“pwe e To o®E % == X7
~ - < ZI &G H ok = ©° _— ~ 5 M a:
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T N = B S ) ° = B" ~u "
FTLRl 2 B kod4r L%y ZF Tz D Tl a%g
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> s = iy ! 0 S0
o = RKE m= o =R — . G s g — = X0 =) o -
PREGe BPw o TE4E o= FE g% 2 5 B d
T R T st E SRS g g% o g TH 0@
TExEEHS ST 4 Hwmei 2% 5w ¥w oo o N Ty
Ty WS SN = S g T Mo R ¥
M iy + ~ X o~ S = = ﬂE - Ty J — - D_.g -
w XM L ws £ & g 2z ET T ewm S B owy T
<0 g LI wy M < T S 5 mm %o Y o 5w W =N oo @ g
% or &AM T W o =zn oF T L5 £ = o = - T o
PPrEl Gz s STIE osiiTgr iF fTgipcic
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- o X i T S B D o = S ® ERCE S T or
<53 Tz 3 O I = S o 5 B SE W
— W= TRy~ B S - i 2 3 ot R -w
R ) " e ) o #
O o % U M= 2 g T E = E o ou A Hp
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CH e T 22 oy = A o= oy B S e o~ B o oo R
| G - o 7 R o i o
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o .A..# AN ™ ) = O O# > LE ° I ,U| ;oT . o o) Wi [= W: OT —_ \mwl
" o5 Waw < 2= OB w T {] Z = WoE
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[0065]
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oin

i

TF 2AE 5o, & 24) 5 Weld 24 WA Axs 7= AL
= &S

) 5 Qe AA110)E
IR EEIES I E N
S

& 2 A 2~(learning)oll A sk dlo] S AFste= N
Aol A, sh5xd 7]74]—,45‘ Ed(130)& o] &3 F2 Z2AA(inference)dl A AE AMZ W 24 Hol(true
p051tlve mutation)E& ZAA37] §8 ElZl(target) MAY & k. AMA(110)= AFgel SAFHR Far, 9

A (110) 2 HE, =
o] A&9] diidel

EF, ol AZol AW AAH FAR AANAINZTE Y BEe] AHY F Aok A BB o
AL Tl 94 Grka A4E ¢ Aok A AT A4 99 4T we Y AT A% 5S X9Y
Fork. 9 AR, 3 gel AT AN RRE AR AMRYE B shuel g YT S
At e 4 T Abeld FAEE gk W3 FZE(buffy coat)¥d = Utt.

AMA110)2FEH AFHE o) AE 2 A4 WEL, FFPE(Formalin-Fixed, Paraffin-Embedded) *]2]%Au
FF(Fresh-Frozen) &g 4= At}. o]F FFPE F+i= FF AHE|® ol AMEZZHEH ol AZ AlEA dolE (11
2)7F A4 E 5, FFPE =& FF Agd AY AZ25H 43 AZ ALY delse(114)7F AdE & vk, o7]
A, AEA gl (112, 114)+= AA Al A8 (Whole Genome Sequencing: WGS) /X EMl @

(Target Panel Sequencing: TPS)S E3 5= < v},

Al HlolE (112, 114)= 7AISks R9(130)¢] g5 ZRAlzolA S dHoly A4e] 7|27t ¥+

A dlelHolAY, ggd ZIAITE EH(130)S ol&g FE ZEA XA AE AME W IS ®ol(true
positive mutation) & H&/ZAA37] 98] EA=H= A AlEAd del”Hd 5 Ao,

e = AlE dlolE (112, 114)& 7IAShE 29(130)9] s Z2AM|2E AwWste X 8dA], FFPE A&
A dolH (812) R FF A& AlEA dlolE (814)ek tigd o k. v delA, A9 dlelE (112, 11
e SAEE VASE 2R(130)9 FE ZALE HWshs = 9olA, FPE BE A delE(910)9h hE
g 5 ok oo el 7 = 8 2k 9olA AAE] FEF

Hol AE BE(120)2 ol AZ AlE dolE(112) ¥ A AE AEA dolE(114) & o835t Wo] $1
AR (122)2 AAT 5 g}, o2 So], A AZ AAA dolE (114)= oA AZ AAA do]E(112)9
e AEA dolHE AMgEo RN, o AZ U DNA/RNAC] EA8H: F4% Wo] T EdWol7} nluy
3 AEE S Qlty, o9 G, o) AMES o8 | Al (Deep Sequencing), &EX WHo] do]E o]~}
o iz 5 oA, A AZ AFA HolE(114)E o] &akx] & oA AZ APA dolH (112)9S
o]g3}e] o] AE U DNA/RNAS EAj3t=

=
A ol m Bt 4u¥E fr Ao,
H

. "ol Two] A 7]

% =3

& HF A A (reference allele) AK o] FHd g+ HYH didfHdX (altered allele) X &
Z8e 42 Qlty. Wo] IR 9X ARE, Hol TRIF YXF FAA AHE(d: A4 HZ), A W ¢
X AQH (o 1-based position) && 23T F dot. wWo] HEF HE(120)°] A+ £ 3& o]&ste] AA
8] &gtk

ZIASE EE(130) Wo] TH AR (122)d] 7)xste], o] FHI7F ¢ (true positive) HoJJAA] oJF-&
ety &7 243(132)8 288 F Ak, o AE U EAlste WolE FHHE HFe tﬂol THE ¥3
3= Hol T girE F EA WHo| TRyt 9ok (false positive) Ho]el Ao R FAEE ¢ Hol ZTn
Y2EZRE g 5A Wo] HIF AA/DEHE § k. olF EEl, ol AE Ul A WHolE FAHHE=
Hol & x3ele ®lo| H2EVt 24" + Urt.

ZIAS s RE(130) 9] Al 7 F FEkel dleide =6, =7 R & 12 55 o]&dte] A FET

B2 S & A BE ARG milel A% SRAL G R T2AsE SRR 48 A
A (20009 W THE vehlE ESwolth. FHY FA(200E WE(210), TEAM(220), FA BE
(230) 2 QEY QA 2(240F EFF 5 Advh. U AANA, BFY FAQ0)E B B AFY
A PR 5 ogdor, ® 2 mAE WE(210), ZRAA220), B4 BEQI0) 2L 4FY dEelx
(240)9] Zh7he Bl B AFY FA T Bl vwe, Bee TAM 5 TRl AYdt: A



[0075]

[0076]

[0077]

[0078]

[0079]

[0080]

[0081]

[0082]

[0083]

[0084]

[0085]

A & gt

% 20] EAE vhsh o], RFY AA(2000E B4 BE(230)2 olgs] VEALE Bal 4u W/EE vl
HE BA # 9EE T £ dnh. 4 AAdeM, AFY N (200E B RE@0L ol gt uE
3% o 9% deleuolx S3t Ju W/EE WolHF BAT + A=S THE 5 Ak, AF o, 4
FY A Q0E B P AER Awy 2o AWy delHEyE AR F 24 {44 ol
(PON: Panel of Normals)& E@shs dlolelulo] (7, = 6] dlolelulo]~(630)s thS), 54 55 HnS
Egohs dolEmol A, 79 dolEulol A(750)9) tl$)sh AP EM, 4 B/EE ol E A
58+ ek,

HEZ(210) & H-AAIAR] o] HFH #= Jhse 7SHAE 28 ¢ vk, d Ao wEH, HE
2](210)+= RAM(random access memory), ROM(read only memory), Tl2xZ Z=2Fo]H | SSD(solid state drive),
A WEE (flash memory) &3 22 WAEA &% A7 X (permanent mass storage device)E& ¥ H&
T ATk, oE d2ZA, ROM, SSD, ZAl WlEE, v ol F3 e vl ulgd A A= o
BEobs FRYE MR 95 A FAZA HFY FX 200 2FdE 4 k. E=IH, WE (2100
AAA Y} Aol e TR F=7 AFE ¢ ATt

3}

pal

o
v}

°

TARLAEE R (210)hs MR AFEHAA =5 Thed V]S REy 299 5 9l
o AFEANA =5 Tt 7)1 S5ejAl= ol @ HHFE A (20000 AH AR 715 viA
, olE S, 2y =dholB, vaa, e, DVD/CD-RON =gfeld, wie] 7h= 5o
smAE 23 vk, tE d2A, AxEd] FHLAES HFHAA 5
A 2E(230)& Fe MR (21000 28E = gtk dE Eef, Aok dhte
SdE wiEsts vl wlZ A|sHo] F (230)& &3l Al
Az Zekete] wEe (210)d =EE 5 S

o
of o B
N (o lH
il «(o
ki

b
o o

d

30
rir
n)

o

N
2

2 T 2 gy

N

-
N

S o

(oo
N
fl
=
)
i

f o
fe oo
N

&
(1

okl K X ool o L
i)
rlo

]~

_>‘~I_‘
il
i
rr
9
I
)
)
°
2ed
1o
e
N

Al BE
=i

ol
o

= A A, 24 0 9EFY AN FAgoEA, AFY Zzadd By
dolEs T4E 5 Ak BEe el (210) Bt A BEQ0A 98 A8x BE(E
% A S LA )5 e AR B /5 el )
LAY R/EE ASHES F4E F A,

A RE2300e MEQLE Fa S BREIEA)I AFY AR (20007 A= BANI] A% P4 we
52 ABY + gom, AFY PN (2007} 9% Az B A% P4 EE )5S AT 5 Uk,

, HleolH
Al EE

B A28

Noon dr to b (M
i)
¥
2
i, o
o
f
g
~
}_ﬂ
rr
=
)
i)
Gl
=)
_ﬂi

ol

ER, WY P 0000 AEY Qe 22400 AFY FA(200) AASAL AFY P (2007 £F
T 4 dE 99 == E9S A% FNCIRADG Ausel2E A% Fud F A ® 204E 9EY
QeI ] 2 (240)7F TEAM (22009 MER THE 84EA HASAOW, ol wANA wor, 4% Ay
o] 2 (240)7h Z2 AN (22000] EFHEE FAHD ek,

ARG AAQ0E = 29 THLAERT O Be THLAES UL & Atk T, wpwe $Uv%
4 Passe Waesd 2A% Bage g

Z2AM(220)= = 3 WA = 9 Fol EAH
Edold EE T vIdd

2 "HAAMME 1A = 3 WA = 7S o83, VASE Bl g LM W FE ZZA|nA o &
g F e dHol HE BE, okHod EE, 54 F& BE % JASS 2d 47t 528 pAHowr A
gt " tg, = 8% o|83te] VASE Rde &G Z2AsE HAYsta, &= 95 ol&sle Z|AEsE
2] 282 ZEAAE A3t

=38 B gAY A Ao wE Wol AE RE(310)9 oAIE YEhE Zdoltl. Ho] HAE BE(310)e
EA AMET A3E AlEAY dolHB00)EFEEH 54 AE U WHo] $H HRE HAAT £ Qlrh. 'Ho] TR 'E
EX AZ g 23E, Holg FAHE AlEAY F ot

Hol A& RE(310)2 7|AgS Bl gy TrAA 2 F2 T2ARM o]&" 4= Jut. o & 5o, A
o] A& HE(310)2, 7AstE BRAe gk ZaA|oA, Hx MEY Add Fx AFDA doHEREYH Hx
AME Y Fx We] 31 AR5 HAAT = Aok, o9k FAHI, ¥ol AF EE(310)2 7y Rde &2
Z2AzO A, B AET AdE g AEd dHolHEREH e AE J gl We] B HYHE AHT F

_15_



[0086]

[0087]

[0088]

[0089]

[0090]

[0091]

[0092]

[0093]

ATt

Al dlelE (300)= 54 MARTEH AFHE o A& ddd AEA dHolE(dE 591, = 19 112) #
AT JHARRE AHE Y AE A" AlEA dHelH(dE o], & 19 11)E F3E 5 dv. dE
s°], Wol A& EEB10)2, AY AZc= ol AXZF xH] A Fvka AT eRA, o st A
v AR doleet A S dAdE Al dolEE txste] o] $H HR(340)E AA-T 5 Y.

S
2
>
>
2

e

mlu

MZ2  FFPE(Formalin-Fixed, Paraffin-Embedded) *2]% AZo]| A} FF(Fresh-Frozen) #]
A 4 vk, AWES FFPE M she 49, DNA/RNAC] o}efst 39 &4e] 2T 4 9. o= <l
g5 AEe] Al dHolHE ol &3ste] AAE ®lo] FHo| R, FFPE Al A& A9 d
&3to] ZAE ®Wol TH et ¥ B o AUvk. =, FFPE Ag¥ A& A4 HolHE o] &
aal
A=)

o,
it
oz oo

O 0 e

slo] 24E Wol Ty, FF Ae® AE) AAY dolHS ol g3l A4H wol ¥ 2 FFPE Ael 2 np
ol WS ol BE (artifac)® L F Atk FFPE A 2wz vpgold wAlshs olEdEs
of B% A4 A wo|zo] AYHEE, B AN B AAGE 2 B g oleid mo]=

[*]

B
ARG nﬁ
’cS
>—A
—

= %(310)" 540 AE ZE(310_1 WA 310_n)(ne Yol Ad4)S e 4= Juh. Ha9 A
WA 310_n)> AlE% dlolE(300)E Z+7r fdgtol, Wo] AH Sx1 AR (320_1 WA 320_n)&
2

4% %Tﬂr. =, 'Hlo] AH ZR'= E AF BEAA 47 AAE, WolR FAHE AlExE AT
ATk, HF FE EE(B10_1 UK 310_n)9] 747t A9 dHolEE dXste ZRA 2Tt AR AJold &
omg, Al WA Aln Wo] AMH FH AFH(320_1 WA 320_n)= A= dold 9M. AL WA An Wel
H ¥R AH(320_1 WA 320_n)& 77+ Wo] AMH FH7L 44" HAE RER A ARE 234+ 9l

29

TR AH(340)= Wol B FTR AH(320_1 WA 320_n)d 71Z3le] AAE = vk, oS Eo], Ho]

> o 2 o B S 2 ¥ oy o (B

F RE(310)2 Wo] AH FH AR (320_1 WA 320_n)E FF(union)(330) T2, WMol Fu A (340)
AR g Ak 7hE, Al AE BEEC_DESEH A4® Wol AH $H= a W], b WolE ¥slil,
2 A% ZEGI.2)ZFE 249 Wo] A $HE= a Wol, ¢ ¥MolE ¥335taL, Aln HE EE(310_n) ZH-F
d¥l Wol B FH= b Wol, d WolE ek g, WMol FE AHH(340)= Wo] AE FH AR (320_1
A 320_n)e] FFFoe=MA a WMo, b We], ¢ Wo] B d Wolsp AvE ARE T F . olE T,
Al Wold ThsAdo] Sl B Wo] ¥R Ang H{E 5 vt

oo gal, Wl AE EEGI)ES Bl AF LEGI0_L WA 31000 F elel AF(el: 271) olakel A%
ol TEHOR ARE WMol AN Fr ANE e ¥R AR(UOE AFT 5 Atk 7k, 99 ol
AB F3 el WER, vl Fi AH(340)E a Wol % b velsh AvE ARE EFY & AT o)F B
dl, A4l Weld ThsAe] ¥& el FH ARE AUY 4 Ak,

Hol TH AW (340)= Ho] FTro ¢x A
allele) X, =z Wo| THo| t&x= ¥

Z Wo] FTHo fx|oAe 7]E HFAA(reference
FH A (altered allele) AH, WHo] THO AL AHH

)

l

d
o

Ho|l Trol 7 HH(AZ S5°], Phred quality score), Ho] F WO F43 (genotype) BFH, Wo] FH}
Add 2= JF&E(read count) FH Z/EE 549 #EF ZE(310_1 WA 310n)F NF Wo] Ty} 2449
AE EY AE T& 23T 5 Utk ®lo] TR X AHE, Wo] FHIF X G FR(d: A
A HE) /= G oMol 1% FE(d: 1-based position)S E3d 4= v},

F7tHom WHol FW AR(340)E TE (filter) AREZ ETT = k. oS 5o, B9 A& ZE(310_1
YA 310_n)e] 7247+ ®o] AMr Furt v A B4 4 ARE FEHeA 55 #Ese 2HE S
TP 5 on, %H ARE B9 AEF XE(310_1 WA 310.n)9 ZZelA Woe] HB Fnrl =374
T4 B 4 Axe A#E ARE ¥ 4 ok, Mg, 98 ARe ¥Wo]l AB FHIL okst A

=]

(weak evidence) 7|HFe] Wo] THQIX| off &I A (slippage)’} HAT ¥Mo] $HAA off T W] &
o

ol eldsle] WA =A] (clustered events) oI5, Lu]AE (haplotype) Al A4, A4 A E(germline) 7
do] Hol THRIX of o IHE AU =A] A9 AdE ARE XFT Q. ®ol AH Fr7}
2E HHE Sdshe Aol §H35ke], ¥Wo] AlH FHol IOy HFEE 'PASS'E ZAIE F Ut

T 3904 E Ho] AE REE(310)0] 59 AE RE(310_1 WA 310_n)S 3= Aow T“AIH oL o]
S E A o, WHol HE EE(I0)S 3y AF BEEE FA4E X Atk o AY, Y HE EEE
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FH S s Wel ME FR gHE W] R GH(340)9 T4 4 3t

T 4T 2 RN A Al wE ofmEo]d RE(420)°] @ME Uehls =doth.  of:gold RE(42
0) Weol FH AW (410) Z/EE dolHulo]2(430) Z5-E A1 AHel 7]xste] ofmold AW (442,
444, 446, 448, 450)5 AT F Utk dHolHuo]=(430) = A® e F39 BRE EFste H o]
Eldo] 2~ (el : Ensembl, RefSeq 5¢ A Holgujo] ~)E L33 4= git}.

% Eol, olwulold BE(420)€, 71A%
W] 2=(430) ZH-E] A% Hmo] 7] 35l
o fAbsH, ool mE (200 AN made &
BHlo] 2 (430) 278 A% Aue] s]zste] ofmElold
AE ol wElo] A M (442, 444, 446, 448, 450)] A
oA AN wdol qYsIo], AANE Rl g

& mEo) Sty eAsdA, Fx ¥o]l Fu R Y/EE ol
ol:Eo] M A K (442, 444, 446, 448, 450)F AT & QT o]
T2Azo A, Bl ®lo] $H AW 9U/EE fo]
B (442, 444, 446, 448, 450)E AT & g},
AR FZ Wo] FH EE B Wol T 5
F29 7|27 H& dolHZE o84 4 Q).
B AW (410) = 39 WHo] &1 AW (340)%}
o] g-3te], FFPE A ¥ o] AME 2 A4 HEZ
e

A<
e A et

411 o
oo
i,
4>
¥o,
o
E
ol
< T
o
fz
=
>—l
Fﬁ
rE
o,
M
\i
Rl

1 REM20)2 Al oxdHold RE422) 2 A2 ofxHe]
ol RE(422) B A2 ojikElold RE(424)2> AWl HE H3 7%
7] gk AomA, MEA]l EYAOR TEe S ouekA] i, o]d

glold BE(422) E A2 ofkElo]Ad BE(424)2 dhe] BERZ FAE o
F(4240)& A2 WA A5 ojxElo]d AM (444, 446, 448, 450)8 7247} EHEstE By RE

AR (410)° 7] x3slo] dlo]E o] 22(430) &
EFSHE AL omElold JR(M)E 4T &
S (EE, oprwmat M) WAL 9%, F

1
ki

23| A3 (biological consequence)
dRE L 5 A dE =, 11]1 o] :=Hlo] A E'_T‘ér(422)° Hol Fu 231(410) 7|22 HlolEH o]
(430) 248 Wo] ¥ AJFx AHXE (sequence context) JHE FET F, ol& o]&ste] Wo] Fuo]
A3E Teh= Al ojmH ol AR (442)5 YT = Ao

EE(422)0 4 #FZF+= dlo]gw|o]2(430)+= Ensembl X3= RefSeq 59 A} dlo]g o] AE

SRNE G0l Fu AR A2 A= A/EE W F2 G G2 g
1 AnE 44 5 A

ol

ﬂd

i
?

>
>

2

Hold RE(424)oA A= A2 ojxElo]d AR (444)=, ME(dE Eof, Wo] &
A ME) e AR A, vl (mapping) 2 A4 (aligning) A7} Wo] $1
E(read)@r Adtd ARE ¥ = Q. dE 5o, A2 oxEHoAd AR

Al Bl =(sequencing read) oA o] Wo] FHO $A|7F AJAA 2=
M% IS YellE position from 5'-end, position from 3'-end 52 HEE

o K e
o "y
o 2
ob
| -
oy
r e
= 2
ue

oo K
ofN
m}l_v‘
do
¥
lo

mE‘: © rlr

~~
W
S

oo

~

m

o,

i ?;ﬂ'

g
2

N
T
e ro

>
ol Ho
1
fr
¥o o
)
=l

oo

5!

2—1>

2R
=
)

N
[‘[ﬂl

of 1, A2 o) xEH ol HH(444) %,

= gy Z) 35 (reference genome) ¥} %0]
dE 2 o3 ] o 9X¢ FHEE AX
(reference read)” #til% A g o A

I

™
PE
et
"
i
Q‘L
e

|

Z9] A ol x3E EHG9 gl
gJ=29] Wo| g =(variant read)®} A&

non-variant read, ©J3}, “dHAx =&

r IE
-

i
o lﬂ iy

o,

i
5!
p

|

RO rsL' r
ol N
3

T 22
jus)
g
o,

ok

B w5

(n
o}
A ds/wlo] gl=gt AwE Aue, dydds/wHol =9 g, dids/wo] =9 AnE, v
(mapping quality)®] #H<&k, T30k, gk, 97] F2(base quality)e] B S5k, HHE3h),
wWlo]2~(clipping base)2] W&, w3 gl=9 wiH= XA &k 7] ¢o FAZ(A:HE3k, F3Hgk, HIHh,

JIME A7[(insert size)o] Skl A1 AHERF WA A3 AREAS), AH3] A o] 2l=(properly

Kl
ol
%

ST =

o
oEl

i
ELk:

ol X

=
Z
© o



[0105]

[0107]

[0109]

paired read)? 74, =9 AMZE Y&
7198 2)=(chimeric read)? M4 F9
H Awm e AgE e

% (unsequenced portion)e] Zole] dto=m olafE 4 r}. "HA3 HE oF
t:"e} RPO o] gqtzll} E]t327} 7L7L xqulﬁk(forward HPﬁl);} Odﬂyﬁk(reverse HPst)c>3; zL x%ggg]o1 gljl
RA(THE, JAAME Apo]=7} shekAAIA &F Ak AAX] Ao ]E
RIME Afo]z=9 7]EH 7k DNA Al gholHelg] Al&taad oA DNAE ¢

Atole] AlAAAHA

ME Apo]=7F Z1e) gl =LAl BlojuA|

+ qnh.

4g ol Pug v

F o,

S=S4d 10-2715713

AF7F Mz g dAds A AdsA AdHe ges %s
dRE ETT . "IME A7) AE o] 2= Akl ¢

”?_]_}‘15

271" YEle] de], =29 Ao, a¥al fEl1d =

3k Alol=zo] HH(fragment) o2 2} X8 (size selection)d w, Z#A dAHeol H Zolo] wlz} 7]thy

=13 g=2 Alolo] ARE
A e wo] el AvkE 4wt tjrd FEgo
Hd~/wol fug ddd FRE
ref_clip_pct, ref_mismatch_min,
ref_r2_n, ref_isize_lq,

var_readN, var_minMQ,

var_mismatch_med, var_mismatch_max,

var_isize_uq, var_isize_min,

var_isize_max,

2 AZE 5 9o, 7+ FgEge 7

=1}
T Ral, 4 e 21 R

g 5 9o,

ref_readN, r

ref_isize_uq, ref_
var_medMQ, var_maxMQ,

var_f1_

var_ppair_n,

wirEe] AdE = Advk. oE Eo, 94 Awd

ef_minMQ, ref_medMQ, ref_maxMQ, ref_medBQ, ref_meanBQ,
ref_mismatch_med, ref_mismatch_max, ref_fl n, ref_f2 n, ref_rl_n,

var_medBQ, var_meanBQ, var_clip_pct, var_mismatch_min,

AE UERIE, T 2 Wol sl vy Anel oS et

*1
gE A
ref_readN s gro
ref_minMQ A A =29 g F % (mapping quality)e] 43k
ref_medMQ A Hx gl=o] v F2 (mapping quality)e] F3Hak
ref_maxMQ A A g=2o g ¥ (mapping quality)e] H gk
ref_minBQ g el g=o] 7] F4 (base quality)®] HEa
ref_medBQ A dx =9 f7] F4(base quality)d] 3%k
ref_meanBQ doydx gl=o 97] F&(base quality)] Hi gk
ref_maxBQ g e~ 9] 7] E=A(bhase qua]lty)A HAgk
ref_clip_pct g A gleo] T2 wo]~9 H&(percentage)
ref _mismatch _min A oA gHdA A=y uAEz e Ay o HEH
ref_mismatch_med A x ZeoX HHds Awd AR G2 7] 79 Tk
ref_mismatch_max g Fdroi] gHges A AR e Ar] 59 APk

ref_fl n A= A = 2 HA f=oldlA] EA]d Xé%ﬁ(forward uhsh) o 2 glu el s %
woll AgE, gy g9 F
ref_fZ_n E]E /yé]— % "r:‘ %}ZH E]EO]U&/\‘1 %/\]Oﬂ Xgﬂol—ﬁolzgi Eﬂgﬂgﬂ/_\_ X]_:.j—_oﬂ Xé%%,
gHes o]
ref_rln = 3 T A HA f=olidA FAlo] dukek(backward W) o2 T~
Aol AHE, dAHAx geo]
ref_r2_n e B F T x gmoldlA] EAo] Sk (backward HWEF) O = #w @

A AE9, g3 geu] F

ref_isize_lq A x =9 QAAME Alo] =9 A 1AHES 5= (25%)
ref_isize_uq A H A Fro AAME Alo] =9 ABAFHEYE(75%)

ref_isize_min

el o] QI Aol 2ol A%k

ref_isize_max

el o] QIME Aol =o] Hoigh

ref_ppair_n

2ds] S ol Y~ fE

ref_chim_n 71918 #]=(chimeric read)d] 3|33 dAyd s g= ¢
X2
e A
var_readN o] g9 &
var_minMQ Wo] g wj*d ¥ (mapping quality)e] 3k
var_medMQ Hol gl=o] w3 # & (mapping quality)d 3k
var_maxMQ wo] =9 wsd #4 (mapping quality)®] H gk

isize_min, ref_isize_max, ref_ppair_n, ref_chim_n,

n, var_f2_n, var_rl_n, var_r2_n, var_isize_lq,
var_chim_n, pfSp_med, pf3p_med 59| & o
F 29 2ol AoE = Advt. F 1L dHEx J=¢ dud AR




[0110]

[0111]

[0112]

S=50l 10-2715713

var_minBQ Hol glro] 97] EH (base quality)?] 43k
var_medBQ Ho] =9 A7) &4 (base quality)e] T3+t
var_meanBQ ol glro] 947] EH (base quality)e] Bzt
var_maxBQ Ho] =9 A7) E4 (base quality)e] gk
var_clip_pct Hol gro] S wo]~<] Hl& (percentage)
var_mismatch_min Hol] FlEolq FHAs Aud) MAHA e A7) 9 H5wk
var_mismatch_med Hol] Fuo A HAHA~ e SR @2 A7) 9 F3hak
var_mismatch_max Hol] glEoq HHA~ Aud) AHA e A7) 9 HHAnk
var_fl_n = 2% T 3 1A g=olwA Sl 7“‘“*( forward W3p) o2 HHHA2 =
Foll 4d¥, Wol = 4 T
var_f2_n = 2 5 5 A g=olwA %’\]Oﬂ Ao 2 Y Ame AEH
Hol F=9o] ¢
var_rl_n = 2 T 3 1A guoluA sAlel & (backward ) o= T H A~
AEoll AHE, Wol =9 &
var_r2_n = T F HA f=olidA FAlo] dukek(backward W) o2 W@~
Aol AEH, ¥o] =9 &
var_isize_lq Hol g=2o] AME Aol o] A 1AEH 4 (25%)
var_isize_uq Ho] =9 AME Alo]= o] A 3AHT$15(75%)
var_isize_min Ho] gluo] JAXE Afo]=o] FHE3k
var_isize_max Hol gl=9] QM E Alo] 29 HUYY
var_ppair_n A5 A& ol&E WO FE F
var_chim_n 71918 gl =(chimeric read)] 3@st= ¥o] = F
pf5p_med o] gl=o] Wol X7t 5'-endZH-H HAAZ Al FXHat
pf3p_med Wol] g Wol $X7} 3'-end2HE Wolx Ao FItgk

E 19 X 2004 AR v} Zo], ZF FEWES TS E AR WAL F 'ref"E d¥ds et Add
RIS eI, "var_"v Wo] reot dAdE RIS YE F gtk "readN" &9 FE YERIL,
"MQ"e} "BQ"& 7—7(7—7( §3 %4 (Mapping Quality)$} 971 #2(Base Quality)g YERHIL, "min", "med",
"mean", 'max"¥ ZFZE FHEgk, gk, Wowk, HAES yeEblal, “clipopet's 2 Hlo]=e] H]E
(percentage)& YERNIL, "mismatch"& #lH A~ X w3} v A H2] g 0‘37 2 e, "fk(e, ke 24
F)"e 5F HEE = A F k WA gl=oldA FAld gk rd ) o2 HHHs Pﬁ of dH¥E&
et i, w2 ri(d, 12 Ade)'s §A #Ert = 4 F 1 MA gl=olwA AWk (reverse
ek o7 A X AEES YERAL, "isize'v UM E Alo]Z(insert size)E ‘JrE]rlH_L, "lq" <}k
"uq"E A ARSI (25%) 9k A3 AREIS(75%)F WERIAL, "ppair's A A3 HS o]F @ =(properly
paired read), "chim"& 71" #]=(chimeric read)E YERHIL, "pfop", "pf3p"= ZZ WHo] o] WHol ¢
A7} 5'-endZH-E EoJZ ATl (position from 5'-end), Wo] =9 Wo] A7} 3'-endZH-E HojR A
(position from 3'-end)E YEFH 4 dth. g3, &3 AlF WAHES ATz H HHAX/Ho] =9t
AdE AEe] FRVF G2 4 vk, 7FE, "ref_mismatch_mean" #H L FoA PH s A5t v
HA e A7) o Hagks JEld ¢ vk, FUHHoR Aded AR TR SAEHA fa, deEd AR

=

i

F

WAES st FrHH R FoxE HHs/Hoel gluo AvE JEIL A2 ojnHolA X4E'_(444)°ﬂ xg
2 4 At

A AAjoo A, A2 o]=H o)A WE(424)°A AAEE A3 oHolA AR (446)=, H59 A AZy A
H Eao AgA tolg Ry A" AA xZ A dolE(PON: Panel Of Normals)E ¥3& 4 Qt}.
B 22 FAA dolE= vlolE o] A (430) ZHE I E5HE WA FAA AR dolEY F Jdom, 59
A AEd A4 FTAoRE YeEhe BT daE FE, S A AE 73 A4S e ARE 23
g AT},

dE Bol, A4 24 FHA dolde, A4 24 §HA deolgE FH3h= ul 7|x27F ® 5o A HE
A, A9 YA (position)ol e = Zlo](read depth)E R5F 3+ ZH('PON_dpsum' 2 A1), B9 A4
AME F T A digk = Zolrt 00 ofd AMEFES F~('PON_ApN'Z AH), HFY A4 AL 5 89 9
Aol st 2= Zol7l 10 o4l MEE9 F('PON_dplON'Z X)), H5o A4 AF dlF o o3 &
o] = (variant read) NS 5 &3 ZH('PON_varsum' 2 X&), 559 A4 AZ T A IRA Wo]
Jd2 gt 7z g9 BEZE S('PON_varN'2 AA), 259 AN AZ F g o o
VAF(variant allele frequency)”} 0.2 w9kl AMEZE9] 4=('PON_var0.2IN'Z X H), 542 A4 AE F 3T
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[0113]

[0114]

[0115]

[0116]

[0117]

[0118]

[0119]

[0120]

[0121]

S=54d 10-2715713

Yol gk VAFZF 0.2 o]+l A=< 42('PON_var0.2hN' & A|H) /L= B=o] Ak MZ 2 g 91X tf
sk o] vt 27190 MEES 4 ('PON_var2N'Z A A) 5& 233 4 v}, 'PON_dplON', 'PON_var0.2IN',
"PON_var0.2hN', 'PON_var2N'<] 2+&S 98k v32zte Zhzk 10, 0.2, 0.2, 22 AHE o, o= 9oz A
A9 5 U, U, B4 24 Fd4A b9 d % Ao o tigk VAF7} 0.25 wiRkel

=

hI
5
lo
o
>
z
=}
N
[*]

d S=ES
MEZLSo] =('PON_var0.25IN' & X H)E 33 4 g},

A AAgel A, A2 ojxHold RE(424)04 AAEE A4 o wElo]A AW (448)=, FFPE(Formalin-Fixed,
Paraffin-Embedded) A2]¥ H49] AZH AdE H49 AJEY dolHZHE Add FFPE A7 24 f34)
Hlo]E](POF: Panel of FFPEs)E X3&d 4= t}. FFPE X gjd B9 MZL A} A=Y 4= 9.

tiet4 o %, FFPE A2 59 *‘E% of, ¢ Ax AI)d & vk, FFPE A" =
Ak }\ 7 % ]

o] MZol o ME] A, ol s b A dolgel x23hd 4 vk, wEkA,
FFPE A 2]¥l o] MEH o35+ FF(Fresh- Frozen) AgE ol BES o83t Wolg AT ARE AA
gdomn, G4 WES AMESIY FFPE A8l 24 F3A dolHE Fdste AW AdAo=R 543 dolgrt
TdE 4 k. o] w, FFPE AHEl® oY MEZ2 FF Ald ol AZ=HE HPgHoz d3(direct
conversion)® RAY 4= 3},

D A2 £ Sl dlelels deleiol s e 8595 43 44 489 deldd
ol FRPE A%l A FEACR Ushb: 543 v 4u, = PR AU AF 2Ho 542 v
qu_e z3bat 2= 9t}

& E9, FFPE Al =27 #F3A dleles=, FFPE A2 22 FdA deolgle] 7|z27F | 59| FFPE X gd
AMZo| A, deolo]l $X](position)d] W3t H= Zo](read depth)S EF 3+ ZEH('POF_dpsum' & A3), B9
FFPE A& 5 3l Aol gk 2l= zlo]7} 00] ofd AEEe] +=('POF de 2 AA), 559 FFPE AE & 8
F Xl gk Zf= Zlo]7} 10 o]l MEES] 4 ('POF_dplON' = xw) 9] FFPE AZ9] g Yo tf
3t Wo] @ =(variant read) NFE 2% &3 Z('POF_varsum' 2 A 3), «] FFPE A= = &l 91X o
gt Hol FEE UEE 7HH 2 e AEEY F(POF_varN'E A H), & ﬂ FFPE A< = &3 $1xo] g
VAF7} 0.2 mwkel WMEZEe] S=('POF_var0.2IN'2 &), E49] FFPE BZ & 39 Ao thdt VAF7} 0.2 o
el WMEES 4 ('POF_var0.20hN'2 A %) 9/E= 559 FFPE AE F sl fA digh ¥e] =7t 27191

MZSol S('POF var2N'Z A A) 58 xast 4= 9t} 'POF_dp1ON', 'POF_var0.2IN', 'POF_var0.2hN',
'POF_var2N'9] AF&S 93k wjgke zk7b 10, 0.2, 0.2, 22 AHEPoY, o& oz HA" + qrt. 7}
&, FFPE e 224 #F74 dolele %49 FFPE A€ ¥E 5 4o Al g VAF7E 0.25 wwkel #&
9] ('POF_var0.25IN'2 A H)E £33 5 9glr}.

A AA el A, A2 o:mH ol RE(424)00 4 BAEH= A5 ool *%

d A g
Avhe gH 9 Wo] o] Al ZIHAE (sequence context) ARE XTI 4 Qrt.

dE Sol, WMol FHEIF SNVQI -, wo] §33 vk AR S\ A JRE et 5 9ok 7hE, o
| AEs ACH, AT, 6T, TG, 'GU e o] wio] A qivIeh Wlo] & 119 ARE xge
AT

oj¢t e, wo] FE7F INDEL]I -, WMol 3+ vk Aui=, wo] Fu7F A4 WMol Ee Y wo] &
o= Wofol sFahzA o, A WolQl A Ad A o], Ayl Weljl B absd A Aol G
= 2 ol

ol FH7E SNVQl B9, s AYXE JH = WMol $HE xdshs A4 Zol(e]: 3bp, 5bp)e] F¥ 7]
A (flanking base) JrE 23 4 gk, 74, 54 A< 'ACobdld) ' 7F Wo] F1el g, AlAs A
EES @L 'CpApG (&, 'p'& QatttolollzE AeE vebd) So2 @9 F AvH(S, Wo] Fret I

ol9} &), o] Fwrb INDELY! 45, Ald2 AYAE AuEs Wo] Fu 9x|9f o
g T A5 A (microhomology) MBS ZH=Xo thet ARE T 4= ok, 71, W A

Aoz} 491 A AdA AHAE AHE 'AMA'E £ dE &

A9 AEx AHAE AHE ACGACGACG' = EdEE 4= k. 2bp('AG') vAds4 A"

AAlel A, Al AYAE JHE §lo] TR gy H7F 22 'AG{deleted sequenceAG'®E RHE F

_20_



[0122]

[0123]

[0124]

[0125]

[0126]

[0127]

[0128]

[0129]

[0130]

[0131]

SE50d 10-2715713

ol:elo]d BE(420)1M BAE = ojmEHold AR = 40 mAHA AR Aol A gon, dF
AR7F A Ay F7hE 5 gl

L5 B AY 4 AAde wE 54 FF RE(530)Y dAS JEE Edolt. 54 & RE(530)2

LHolA AR (520)(F7HH o2, Wol TR AR (510))0] 7)Z3dle] Wo] TR EA(540)S FET 4 JYt
Hol $H AH(510)+ = 39 ®o] Tr AHH(340)9 t-e= 4 3, FFPE A& W ME E g AER
e 44" AD $ vk, FrrEeR ) Hol 3 AW (510)+ FE EE(AES Bof, & 89 842, 846)l 9
3 ZE¥E AR & k. ojxElold AR (520)E X 49 ojkElo]d RE(420)0A4 BAE AL = Q.
£ FF BRE(G30)2, 7ASy R sk TRA A, FE Hel $r o AgH 9 o9} Ay ofxElolA
Ao 7123k Fx Wol Fro EAS FEFT £ uh. ole} fAEHl, 5 FEF EE(530) 7|ASH:
mdo] F& ZRA A, B Wo] 1 Agr g oo} Aty ofiEo]d Hro| 7|Zxdte Bl Wo] F1.
ERAE F2T 5 o

ek, A ANdAA, WFY wsE 93 9

rl

54 F& EE(G30)S Wo] ¥
)

AR (510)0l th-gsh= ol=Elo]d FR(520)2] HH L= ARl 7|28
o] FH] 54 (540)& A3 ]

o
2 ool HH(520)9 HYF EE UFEE
U2 w713 /myste] o 2A2E T3 WHol R EA(540)& ALY F Jdrt. F
o= ol FRI7F whEH | Tde FEE B 3o &l AEEA Wol (7t 2~
3k Wo](hotspot mutation))Q A-$-, Wo] FHi= A wWold 3H”6L ggo| Forng Wol FHO| EX(54
0)2 Wo] FH7} YA Wolo AFEES Yeh= JRE

4
30,
A
o
o
it
i
il
o
S
o

= 54 5 xa2y
s 'ir% AR (550)F F=

%‘
] ARE I 5 9. EA
E al

= EE(530)2, oxHold HH(520)F o83t W
Iy, EA FZ AR (550)F do]ElHo] 2 (560) 0] % 5
ol Arel Ff, ofxHold Aro| Fddd Aik T3 03_
0)&, M= Wo] FHe] 54 FF A dlo]EH|o] 2~ (560)F

JE = Wl T U ool AHH| dEiNE FY
E(530)2 AAE Wo] TH EA(540)S HlolElHo] A(560)¢] A4 5 3l

o R

S

o [ dm

o
N
kS
lo
U
A
o
4
i
td

‘_
N
B

N .
N
X

o,

HE(530)2 dHolE o]~ (560)0 AGE HRE 7|22 wWo] THe| 57 (540)¥ ¥
Alz=(ell: refinement)E AT F Ak, A A=A, 5 FF RE(530) Ho] FH] 54 (540)
250] F53(Z-Score Standardization) 59 H|olE ZF3} Z2AAE Sy 4 . TH=E, EA
H(530)2 Wo] Fr ol 5A(540)¢] Hi () ZFHA(0)E o] 83ste] Wo] FHo] 54 (540)% A
x5 z=(x - pn) / o 22 X3 5 Qul. o] w, Wo] FH EH(540)°] I HF P FE=AA gk
dolefulo]=(560) 0] A= 4 Ak, FrHHer, 54 F= RE(B30)2 HolH xFEst TaAx H, ¥
SHol EX(540)9) ANEEIE 98] =71 W3 (Log Transformation)S F3& 4 g},

=~ e Sbof X
[N i
e

O ro i A 2 |d

2 dARA, B4 FZF BE(530)S Wl RO EA(540) thal, =wlel 2-S-(DA: Domain Adaptation)
9 7A%E HES FAE 5 A, 7, VASE BREY g ZRA|~AA AREEE dolElrt 23E
dolE w2l (Source Domain)@, MEE o7} E3H dHo]E el (Target Domain) 7+ 9¢o] EA zho
ol AR o] g Aozt LAE = k. o] o, §F E(530)2 o]yt ApolE Folv WFoR
Source Domain % /X Target Domain®] E7% zte] & i

olgt 7AIskE BEe Ad% Ast LAVt $kekE = Q).

At 7 ~50] TF3H(Z-Score Standardization) S9 o8 ¥F3} TEAA T Zd|¢l A-2(DA: Domain

=, k|

Adaptation) 59 7|Alg<E 712 Wo] FHo EH(540) T UF EAH(dE o], ¥-3 U=
g WL g E EA)o e e HAEHA s ¢ ).

T 62 E Al A AAde] w2 v AEG EE(630)S o83l ol x| B Ax(640)7F EYFHE 4
Alg YE= Edoltt. ZAIEE EA(630)2 HE U Wo|l TR AR(610) @ Wo] FHO 5A(620)0& F
Aste], WMol SR 7} A (True Positive) WoO|JAX (&=, Wo] $HI}F FFPE Aol 93t olE]HE(artifac
t)21A) AF-E Yeidle &7 4964005 9T 5 Sl



[0132]

[0133]

[0134]

[0135]

[0136]

[0137]

[0138]

[0139]

[0140]

[0141]

A& 5o, 7IAISE RHA(630)2 Sk ZRAZoA, Fx Wol $H AR Y Fx Wo] $H 545 s
o] Iz Wo] TR AUYA Wolelx oRE UehE BF A3E F8d 4 g, Fx wWol TRy A
4 WoldA RE YEhE B/ A, Fx Wol FH #HolEHE #F AR rxdd VATE 2d
(630) 9] stepvlE] U= sfold detnulel7t 24 = k. oo dEiAE & 88 o] &3t A Tt
oj¢t FAFSHAl, dwdt sty ZRA e oF ShrE VIAISE RE(630)S, FE ZRAZ=A B We] $H
dE 9 B Rlo] SR 5SS FAlste], B2 ®lo] $RIVE AP WoljlA] oRE yehle EF AdE
283 4 Q). ol BE =¥ A= BHY UyRHoz YA 2 (raw output) WA 27 (score) O ZEE
Az duel 44 A4S T3l AAEE Ao=ZN, 28 At 9 =8 UK 23008 A9t olF 2T
grba B ¢ gloerng AA FY X A3 gig T &2 ozl /A AfelE e 5 vk

T 78 BN A AAde] wE ZASE 270009 AR 7S Yehs Edoltk. JASE 4
(70002 = 69 7AEE EA600) didd 5 U ZIAESE  BA(700)  B4o  ®R/7I
(classifier)(710_1 W] 710_n) 2 o]¢} 4% g} E/F7(730)E 23 5 U,

F71(710_1 WA 710_n)e] Z}ztel= Wo] $H AR (& 69] 610) % ¥o] Fx o 5 (% 69 620)0]
A ATk, HFY BRFZI(7I0_1 WA 710n)=, Wo] $H AR 4l Wo] RO 5 7]xate], ®o]
= &g WolJAA(EE, WMol FHIF FFPE Aol gk olE]HME (artifact)UA) AF-E YERE 559
=9 A3(720_1 WA 720 E 29 5 Aok, B4 &9 A3(720_1 WA 720_n)+= TRUE/FALSE & o]zl
T,‘i_ [e)

=
= —
F(binary class) Waloz BEZ AL, 0~1 Alo]9] #S 2= 94 &8 4 9l

I P

s

=
Hao] EH71(710_1 WA 710_n) F Hol= shie] EFVIZHE &9

o] %, wlel ¥7{71(730)= A= ol
g3ko], wol Furt YA WeldA oRE VEhE 7 AF(740)(E 69 6407 t&)E AAT 5 Ut

oy
ko)
o

Y
i)
&

wE B571(730) B4 &8 A(720_1 WA 720_n) F Aol AHE EA(feature) o2 3= 3}
HEF 2771(730)%, st HolHE o]&ste] AEHE i

s}
7 Al 7lxste] g5d 4

5 Z2I(740)= Wo] FRIL kA Wollx] oiEE YEld 4 Qlvh. BF Z22H(740)+=, HE E/71(730) =

e AAEE YA Y WA 2Fo(We] THIF A Wold FEY Adh)rt, BF 2 (740)7F AAHEY

218t AA AAIZk(decision threshold) Rtt 2 FHo=Z Fds = Ao $H3se], Wo] Ty A wWoledl A

o2 AAE & k. & AAldelA, He] FHI} WY Wold FEo] IA FEHT =AY, W FH

7} o] HEYU FEo] YA FERT W oz FuE = A SHEe] WHol T WA Wolel FHo=w
Z= ] 35 T o] FHUL olEHE

A4 4 vk, We] FR7F gAY weld &g A =
8 AAs s dA 29 WA 23R A4 5 gluh. 25 A9H(740)= W] FEIF A wWelehs 9
nle] "TRUE'2 FAIS ALY, Wo] FR7} ofe]HETL oleli= oJu]9] 'FALSE'Z EAE

B 2374007 247 A 278 AdAES wEb E/771(730)04 2= raw scoreE dHolEHE
ARt Hugtozx Add 4 vk, UM, AR JARKE 0 A 1 Akele] # F Fl-score EE
ROC(Receiver Operating Characteristic) =27A412] AUC(Area Under the Curve)”} Huj7} H& oz AAE &
Ak, o] W, Fl-score & ROC F419] AUCTF Hu7b =& ghtol o= 7HQ1 A5, 71 T3k, Hddlk 522
A7 Azl AHE 5 Ut

ol BE7)(710_1 WX 710_n) 2L wWEe B7F7)(730)9 ZHzbe 3)#8A mdl(49: Elastic-Net Logistic

Regression), A¥XE WE] WA (SVM: Support Vector Machine), #E ¥ #~E(Random Forest), LTI E K

¥ (Gradient Boosting, 7}% XGBoost, LightGBM %) i+ th& HAEZ(MLP: Multilayer Perceptron) 59

Ao w Fadd F vk, oldl FFHA @i, HFe] E7F7I(710_1 WA 710on) B wE £771(730)¢] 7}
Q)

7+& A% A (DNN: Deep Neural Network)E ¥ 8Hsh= LWk <l 7AIE<y 7|9 £R/71d 4 Aok, T, d)
B 5717300 718t Wk ohgl i3 78k ehilel % (Rule-based Algorithm) & Y33 % 9tk F714
S =

2 e getyez, v ER71(730) 559 &9 A3(720_1 WA 720_n)E oW 2] (averaging) ALY
Y(voting)FozMn 5 A7(740)E 5T 4 Q).

TH AHH, ®o] THo EHY
= = F% AE(training set) ¥ 7
itk FrbHom, sy dlolHE HE AESH W] HAE AHE(test
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dE 9, g5 HoHE, HelHE kIE 283 J ke $d NERZ, INE A5 HMER AFEsta, ol
g S kW HESY ke e AEE dolE k- wAHSH (k-fold cross valldatlon)oﬂ o3 #ay
I AREE F k. 9] PSS oAl nH dHEE 4= 9lom(n-repeated k-fold cross validation), v dlo]¥
e A delert ddstAl AY 5 dvk. AA g5 vlolHe el EA(epoch)' &, BHF dHlo|E7} & kN
tole AES Zb7f2 'Hix](batch)'E A HE 4 U},

ot B wjx|e] Z47be Eo] ERVI(710_1 WA 710.n) T AR UE TR ERVIE g5E 5 U
el BH71(710_1 WA 710n) 9] R/ 9 e 7PAAd = odlal, 239 B wi o] sgrel] 7]z sk
4ol B/7I(710_1 WX 710_n)9] N5t 7‘:313%’ F Ak, CdE EBo], & Jted EHVS FHIE

N7jela, &5 dlolge] W8] k-7 wx7=4 (k-fold cross validation)o] n¥l ¥E= uwj(n-repeated k-fold
cross validation), N, k ¥ n groll 71%38}] BF9 BF7)(710_1 WA 710_n)2 MEWN=nxk)7F 2A-ED 4 9]
. 7, BR19 EFF7F ovllela, 103 wabEHel 10 WHEEE AS-, 55 2F7](71021 WA
710_n) <] 7N 5+10%10=500(71) Y 4 Atk

oj¢h &, ZIAIE EE(700)= shte] R/ B owle E771(730)7F E3E ¢ dom, o] Ag wE &
F71(730)& A Al 84=(indicator function)¥ F Ut}.

k-A nAPZTHE o]gsl 7|AgSE 2H(700)2 sty ZRAA7F AdEE Bk, %—’Fgl w5F71(710_1 WA
710_n)°] ato]¥ vl €| (hyperparameter)”’t HAsE 3, &/ AF(740)7F AA & AR 3H=A] R 7]
z3te] =9 M¥(model selection)o] F=E & Uk, & B9, &7 @4(740) 2= AL B 2RV
(710_1 WX 710_n) Z7te] &3 A#E AT ZQAA, AMEshe A9 oudt 72 AMEE 3% 444

g AT},

A AAdeA, gF dlolEl7E e Aol tidt H5o] Holy NEE x3sh= A9, 55 MEY 7t
A AA Wel w0 By AR g2 AE 1#ste, g% dolEHE 7% AME™ (Weighted Sampling) w2
o7 BaAFAY, AFH MEH(Stratified Sampling) H *—IQE Bag = 9t} Erpxozm 7 MZTo %3}
¥ AA ol FrF AR et 7 AEol ois) ELEH 738 (class imbalance) TA17} TAst= AL WA 38
71 98 LB vlole 7t @B A= (oversampling) EE O*Ei A&+ (undersampling) ¥ Ak, &4 (loss) ALt A
74ex W (weight balancing)o]l 38 = vy, T, SWAUZHS & o wWo] T 5E4E WA

U A28 doleE s F4 AUE9 (synthetic sampling)S =3

_/,\_
ole} &g, sk HlolE7} H4o] wix= BaE7] o), Hao] Ao didk H49 dole MEZF st d
ole] ME=Z ZA3M(concatenate)d F £T=E 4 9k, o] w, Holg AE =

109] &(row)& 71F02, 8% dolHst B4e WAw Bgw 4 v

£ ZRAsAE, Bie 2
o] 19 54 Falste] g
R e
Bae] BHI)(710_1 WA 7100)¢] 2zelA, 74, B W] Frok AA WeldlA oy e A
24, 94 29 U zz;est 429 & Ak, A ]

(=, olEWES) S5 o vg Ex wugd 5 .

4
~N
3
=
l»—ﬂ
=
B
N
5
o by
1o
5 N
41
0
—1n: —V.rl

A% B el F
E25 @

E
o
ol
f
N
L
N,
o
0,
X,
2
o
o

A AAdo A, B EF7](710_1 WA 710_n)9 e sk 24|~ wxp 7AE(cross validation)o] ¢
d 2AH ZALE Zk(cut-off value)S o83l At&w dA &7, 239 = IFF S oW EF(binary
classification)dlar, olx &F< AE &= A(720_1 WA 720_n)2A =3 4 drt. wWE 2F{7)

] AxH(720_1 WA 720_n) 24 9% o] BF 24345 By (voting) o 2H 7 A (740)E &

710_1 EPL Wlo] R7F A el
el dats vehle 94 %Eﬂ iiﬂ Ei S gho] We $RA(7300F ol&stel olvel A (averaging)
dlojEfe] dF-5 o]8-3te] = A, efwEgE gk B AbEE Ao ghel 7]
Z3ske] 5 A3(740)7F EHE 5 ek
Eooe AAdelds, Hae) #5771(7101 WA 710n)9] 7
Hehdls das vehdlis 9 &4, éiOi e e as dE 54L

&
n
bl
T
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(meta-learner )< ©]-8-3slo] 7 A (740)7F AH=EE 4 AT},

=82 & A AAdel wE VASE: RE(870)9] St TeA29 HAlE yEll= =We|th. FFPE
A& AT dolE(812)(olE 5o, FFPE Adld A4 M&E3 ddd A9 vlold % FFPE Agjd o) A&
IoAdE AJEA HolE)= Fx AE AP dHolEEA, FFPE A& A8 HolE(812)E o]&sto] 7|AISs
2E(870)°] shE wlolH7E AdE & v

Wol HE RE(820) (%= 3¢ 3109 W8 ) FFPE & A|94 dlo]¥ (812) =4H FFPE A& Wl ®o] $1 AW
(822)5 AR = vk, vRPHARE, Wo] HE: EE5(820)2 FF A& AlA4 wlolH(814)(dE &1, FF Ag
A% AE da Ali“ diole 2 FF A2ld o] AZ3 ddd Al94 dele) =5 FFPE A& f ¥
o] Fr Agu

FFPE A& FF M52 A2 dieds A5d 5 Adv. A8 5°1, FFPE AZ% FF 252 o /=58 A
He AL A, FHHem, FFPE AE2 FF AZ=4E Ados ddd AEol7v FF AE3} 45 A
HAE R AHE Aed 5 dd

ol wHold RE(830)(E 49 4207 <)< FFPE AZ wWo] 1 AH(822)E ¢J&Ewko}l FFPE MZ o] w-go]A

AH(832)F =¥d 4= v}, FFPE A= ojxHlo]ld HH(832)x Al FE RE(842)o] dLdd o =M FFPE 4

Z Y dHo] Fx AHW(822)E FHHE o o]8E 4 ).

ol fALSHAl, oj:Hlo]d HE(830)2 FF A& Wo] $r AR(824)5 Jgdol, FF AE ojxHolHd AR

(831)2 =93 4= 9}, FF AZ ojxdHold AR (834)= A2 A RE(846)0] AEHO =N FF AZ ) W

o] TR AR (824)E Y Y= o o]8E 5 ).

Al BE RE(842) FFPE A& Wl Wo] 5 FH(822)5 HEde}, FFPE AE W LHPE ®o] Fr AR
g k. ole} FAFEHAl, A2 BH EE(846)> FF AE U WHo] X AHH(824)5 d4F

844)& &9 + A qhol
FF A1Z o 2E"E o] TH AR (848)5 8T 4 Avk. =, Al I8 EE(842) 9 A2 IH XE(846)
2 AE Y WHo] FHO| UARE HEH3IY wolZ(AE Eo], FFPE g Al &A= olE]HE(artifact) &)
E AAFZozMA, 7ASE 2A(870)9 st AFEES FFAAZ + Q.

g AA A, A1 FE FEB42) 2 A2 e HE(846) Ho) ?i AR (822, 824) T Wo| HE EE
(820)°l <fsl AAE FE AR 7]zt HHHYS FaAT = vk, "Y Jre= WHo] $urt AU 5
SalA] e F2 AR ATHE AERE X F Uk, dF 50, ZH BEE W] $HIF % S (veak
evidence) 7|¥ke] wWo] FHIA X &I A (slippage)7F EASE o] FHAX o ofE Wo] FH

1738ty AT =A] (clustered events) o4, ¥l 3 (haplotype) 1A oJF- A2 M E(germline) ALE 2]
Hol ol of S0 e E3 oo} Ay ARE XL = 9u, Ho| TRV BE IUHE E3es
Ao Sdte] Ay AHE 'PASS'E FAE

& 5o, Al Z¥ 25(842) 3 A2 ¥ RE(846)> F=d dE ARE Fxde], 54 4 AxRE 5
= ZEEE  Jdv. 7M., Al Y 2E842) 2 A2 ZH EE(846)2 ZH AHEI}
'PASS' 2 HA|H A G Wol FEE IHAYT U

A AAol A, A1 Ay EE(842) 4 A2 B EE(846) FFPE & olxHlold AH(832) % FF A& o=
Hold 41 (834) Wl % =4 FHdA tlo]E](PON: Panel of Normals) /X FFPE A ] 224 §7A dlolH
(POF: Panel of FFPEs)(<l& 5°f, %= 49 A2 ofielo]d E&(424)d1A A)ell 7]xste] ofeHES] Wo] &
Ho| Aol JdF-E AHPET + Q.

g AAdelA, Al FE FE(842) 2D A2 FE RE(846) (et o

E(820)0] X3 HFo HE EE(X 39 310_1 WA 310_n°l th-g)elx A4dd W

(mion) P2 AAE Wo] 1 AW (822, 824) =, Wo] AZE FE(820)] X3H H4=9

310_1 WA 310_nell w-8) F "E AsR g 27]) o] °

T AHE JEgy wWol IR AH (844, 848)8 AAT F ot FHHo= ) A1 F
N ~

Y RE846)0] o8 FHE= BEPS 579 HE Bgo T R/EE gl V%8

)

=
=3
=
=

EERIESE IES S ELE

FHHo R, A2 TH HEE(846)2 FF AZ ool AHH(834)¢ Add g
s 4 Yok, o] w, FF A& ojxHolHd AHH( 834)% AT ZHE 212 A9 EFF(sequencing
platform), gtelB.&g] A|Z}(library preparation) ¥4, A]#A Zo](sequencing depth), 2 AZ9] AH,
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OIH

BE EE(urity) 5 O 87 W Wi slxstel g R ANstsel 4R & Aok, FFAE of
Hold HR(830)9 AE BEPL itH 7 FueF wE S AN 2 5L ol gdte] 138 4 9l

)& FFPE AZ o]wHlo|d A (832)(F7}4 0= FFPE A ] ZE ™

li— S FES 5 Ao o9 2y, A1 ¥ EE

Z ] Wo] TH A1 (822) 2 FFPE MZ ojxHolHd A

st = k. FEE Wo] Freol EA(852), FFPE AZ U
Aty RE(870)9] sty dlolE e d¥-2A o] 8H 4= it}

9 AN, FFPE B W 54 we] Fi gnel Holw ARs, FF Ad AE U Mol Fu F o= 7
el wo] Fush dvd Auel Mol ANt A Bi3HE Ao BUHE Ao Sus], do|BY uE
(860)€ 8% 54 WMo Fusk AP MolQ) Ao dAolBYT & Ak, F, AY 54 wo] Fui, 4

2] 2 (FFPE, FF)e] ztelol] whe} gk Zlo] obd 2o gx] A

o Eol, FFPE A% Wl 54 Mol Fu Au F, wol Fuel 941 Au(el: Wol Fusk AT A
9 A O 97 gu), we] Fuel gAlASl /)E thFfAA(reference allele) Fu % ¥o] Fuel o
g5 MY YA altered allele) Fuiz, FF Aele BF W Aol wo| Fus dvd gush Az
ge m QAT 4 ek, ol A9, dolBY BE(860)S % 54 el Fusl 19 WMol Ao dol
BYg & uh

54 el P} A% Wl A, AY A el FAL T (S, A% WIS G2 ol
HAL, FALSE' (5, FFPE AZolA] M5 ofe|4Es} ohd s vhehi) 2 dlol 23 4 .

WhE, FFPE AE Wl 574 Wol T2 gush, FF AR AE Wl wol Fu F o= shiel wo] Fush vy
Ak N2 d3EA gt AoR BuEE Ao SUsel, doliy WE(860)S A 54 Wol Fust A%F
4 wolsl Aom doluud & olr

o & £o], FFPE AZ U Wo] TR Qx| AR, Wo] TR XA 7|5 AR (reference allele)
AR H Wol ZH YesHE HY A A2 (altered allele) X T o= slyel= FF A dE AZ U
ol gk §leje] Wo] TH ARE AHE ME EHA &S F Ark. o] AF, HolEY EE(860) 3
T 54 Wo] TRV} AU Woldl Aom HolERE 4 vk, olet g, T 5 ®o] FHE folEY

2l
w8 Ae (unlabeled) & FA2 & Urt.
H EEB60)MA AdE 7 HR(B62)= AA ke
E Wo] ZuIF AAA ol AIER Yol BHHAY, AA sy TaA A7) 13 213
]

=4

E°], FFPE A& Wi il

H A9, A4 BR AT 44 F FE/8ARA e - A

O AN, doliE RES0AN AT B ARE6)E 44 F FA/MAE 5 A dF S,
B AN(862) F AolE AR AR del2YH FolAU, A dolBuHUS FFol AAA o4 o
2 PeEE Qo SReel, BR Au(s6E 44 ¥ £4/84E 4 o

g Aol A, ZIAISHE EH(870)9] g ZEAAE o8 W vHEEE A B AEB62) v B T A/
dd vk, oE dAdA, g dolH T AR o] AEER #HolEYE dolHE EFeE AH A
EE o]&3ld, 7IAstE EH(870)o] &3t Ak wAL 2Ell(teacher model)S 5 % 3hEebal, s
H wAl RS o] gste], T dlolE 5 AAIA olste] AFER HolawEE ®o|l TR Fe HoEHHA &
2 Wo] T HE YolEHYHd= T EZA (9 noisy label training) S°] FAFE HF, &7 HH(862)= %7]
A S /8 EE ¢ ok

7)1 A8 2P (870) FFPE A U] ZEE ol Tr A1 (844) 2 Wo)

TR} GG o)A ARE ‘/‘rE}lﬂ% B A3872)5 AAsta 9 ¢ duk. Edlold EZE(880)2
o] Frel F Ad(872) R Wo] T geolEdE R AE(862) 7|xsto] ZASE 2 (870)¢] dtet
E 24 (882)s FRTdoRM, VAgE RE(870)S FEAE & AT
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8ol A AR FALS AE £ k. oE Eof, A1 TEH EE(842)0] AFEHE A A&3F FFPE A
W HE Yy Wol H AR (844)E WA FFPE A& Ul Wo] T AR (822)7F 182 4 i, A2 &
HE(846)0] AHE A9 = FF AE W ZHdE o] $H JH(B48)E diAlste] FF AE W ®o]
B AR (824)7F AHEE 4 U

9% £ Jre A AAdo] wE VASE BH(960)2] F2 ZaAx AE YERYE Edelth. & 9
| A& 2E5(920), olx=HolAd RE(930), HE EE(940) ¥ 54 F& RE(950)L zHzt = 89 Wo| H
E(820), ol:xHold EE(830), Al FE FE(842) @ EA F= HE(850)7 thSHH, o9 sty
S o] gste] AHWE Yo 1 A AgE AUt

dob L e bt

[e}

R M
fomv lo

[o'e}

FFPE M= A4 do]E(910)E Bl AZ A A4 dolg =

A AR FoIA = AR dolHe ddd 4 9l Einege] 71 Sty B

t]o] €] (910) 28] FFPE AZ¢] E}Al Wo) —?17} Z1okA Wol¢lx] o JL(Ex= | FFPE A2 To 23 ol

(artifact)odx] o) E Yehjs EF Z23(962)7F & Jdot. F, stEE 7IASS E29(960)2 A
Wl EAlskE Wo] $HIE AA WoldA], Ei= FFPE e ¥ G o 8o wAg ol | HERIA] F2

g
b
)
N
Y
QL
- 1

5 29(960)¢] FE ZEAZ
431(960) o]-&3le], FFPE & AJA7

=)
1=

- o
X
et el (o

TFAHeZ, Wo]l HEF EE(920)2 FFPE M= AlEA o]l (910)E o]&3}4 FFPE A& U] ®Wo] $H A
(922)5 =9sla, FFPE AZ ) WHo] TR AR(922)F ojxHolAd EE(930) ¥ Ay RE(9M0)E Ad=

4 2

ol -golAd WE(930)L FFPE AZ U Wo] TR AR (922)0] 7]%3+] FFPE AMZ oj:-Hold AHH(932)E A
s 4= 9y, I & (940)° FFPE AZ W Wo] &1 AW (922) % FFPE AMZ ojx-dHold AKW(932)E 4=
Hlol  Eo] Ho)l TR F URE Ay g oz FFPE A2 U ey WHol TR AR (942)E AT +
[e)]

EA %% RE(950) FFPE AZ olxdo]d AR (932)(F7F4 S &, FFPE AZ Wl ZEdd Wo] 315 AR
(942)) 5 o]-&3te] Wo] FH o EH(952)S AT 5 UL},

ZIASs EE(960) FFPE A& Wl AEHPE wo] 1 QJu(942) R Wo] FHe 54(952)& Y=o}, wo]
Frol B5 A9962)5 9T 5 Ak, 54 FF LE950)2 A 22(960)0] g ZRAZA A
&8 54 72 AHE o]&t], 54 5H FF Z=Azdl o3 o] Fue 54 (952)8 FEF F 3l

54 Wo] Fu, MEHoR $UI 9Xe] FAF FEm WASE o] deixl YEIH WMol (7hY, FaR
o] (hot spot mutatlon))é T A o] B, #lT 54 Wo] FHE HA| Wold P FFe] Formw,
g 54 Wol TrIL XA Wolo sFdES UelE dolEoe]l Fo® A VAT RA(960)d dEE &
o]r/}
AR .

B o d57F Wo] ¥R YAERRE AHY/AAHSEA,

T3 WA = 9ollA E=AIE A2E U ZF BEE gAY o, I AAddis BAE BE 9 UE BE
o TS FUME X 5 don, dF P AgE Fr Q. dE B, 9 WF 74 T 4R A
S A9, e dY R A9 7S UE BE B UE AFY AXY ZRAN FIsEE 1A
g . B, =8 9 & 994 7 BES V|THE RSt dysiolon, ol B odlE F7] ¢
g Aoz, wEA By o FREE A ovlakA oal, oldl d4HA et
T 102 2 RAel A A de] wE g5 do]E(1000)9] dAE el Ewoltl, 100 EAlE mbel
o], g5 dolE](1000)+= Elo]E FHEj2] dlolE] UHEQé(matrix)i 744 5 9l T 100014+= dlolg wiE
of (row)e] FE Wo] Fr 7}z Fojfl uf HE(1 WA 13633)5 HERHaL, D(colum)& 3z Wol

gro pat

= — =

TR AR, Fx wo] FHO 54 g 2§ Xél;‘_—% UERL, olE R @Al AE= A2 ofn.  dE
B0, sk dolHE dEd dolE wEZ 29 MX(transpose) WIEZ 22 FHEAY, thakgd WE, wjd,
dlelB e 5o thgd FHew 7dd 5 Q.
gh5 dlo]E1(1000) &= #x& Wol 1 AHw, W
ek o= ot

ol & Eof, CHROM, POS, REF, ALT &5 3z wWo] 8 AHH Z, SAUR 242 Wo] 17 $X3 GAaA

(

of Fmel B4 % Fx Wol Fio| dAolBUY BF nE

i
e
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AR QAR U 91X AR, Wo] Ho XA Y|F y-fFHd A (reference allele) R 2 Wo] $HI
g2y = Had gyt (altered allele) ARE Yepd 4 9ot

'FILTER' & AJZ2HE &= H49] 52 3z ®o] Tx Au F Ho] & BE(J: = 39 310)d4 A" I
ARE el ¢ du. d& 59, = 109 sk dlo]E(1000)0 ZAJE EE Wo] R = WHol HE EE9
BE ZHE 533 Aoz E 4 AUH(FILTER _PASS: 1).

Aed 4% oo FEe olwHold ARENE FFH Mol Fu 54 Uehd 4 gtk wo] Fuel 5
Ae Vel g5 7ol Agskt AR FRE E 404 22@ i Q)

St dlolE1(1000)+= H4=2] Aol tigh Ho] vlojy AEZ}F shte] dolE MER A9 (concatenate)d 2
d 4 3tk o] A% sk dlolE(1000) 9] HolH vWiEH2O f(row)& 7IEOoR ShE HOIHIZE o] ujA]
2 284 ), 7MAss 2] Bl 57 A7 dEE & v

T 112 2 AY A AAdd w2 g5d 7AIsks BEY A5 (performance) 37} AXE

o}, ZZE(1112, 1114, 1122, 1124, 1132, 1134)°] FAIE E+9 H(dot)d e 714

Hol $H ol IdHY WS, FF MEE o] &3ste] 549 ¥ &FH)9 a2 FF A&7 d&5

st SAE WHFEGyFH)9 #& shte] Hom yed Aotk =, B4 H(dot)e] ZH7tol

F y=x Aol 7}@74] Hﬂ%ﬁtj FF 4 %% o]-& O}Oq SAE W= gk olo] o)-§-3t= FFPE

Hol ZA7+e AR e B JjAe] Aztor i
T

i

ki

& O oo i
o

RYAPN

£
& s
7o Bl =
2 o 4
o o

_O|L
£y

>

> rr
4 N F oy
o =

oo [H e wo rlr

ui
il
i

U

FAAORE, Al 2YE(1112) D A2 22 (1114) W 559 H(dot) ] ZH7H2, 7ATE RS o &
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# 3
e Eol PPV F1
@ A7) WOl (SNV) 0.97 0.87 0.91 0.94
Q7] A F AA "o 0.91 0.91 0.92 0.91
(INDEL)

¥ 39AM, W7 =(Sensitivity):E TP / (TP + FN), Eo]%(specificity)= TN / (IN + FP), PPV(Positive
Predictive Value, ¥4 dl5%)&= TP / (TP + FP), Fl-scoret 2 * Wt + A dF%= / (WPE + A
dErE)z Aowd., o] ul, TP(True Positive), TN(True Negative), FP(False Positive) % FN(False
Negative)®] 74742, FFPE MEE ol&3l] AAH ®lo| Fuo dis] & Ald wE 7|AEEs ZdS o] &3
L5 A#et AA 7 AR (Ground Truth)E vlagh Az, Hx] Hol2 A dS5d 7, AA ¥Wolzt ofd
Aow &A d5% g, AA Woldl Aor ZEA 459 e B Al ®olrt ofd Aow FA 4

Nes AL 5 Aot

¢

I
e

olg] & 4% E A wE AIEE RES o83 Wo] 3R HHY 43 d AEH YA % (Concordance) A
EE YR, X 55 & ViAo W& VG RS o]&3k Wo] ¥R HEH 3 T e dAE AR
S YEdY.
F 4
A= 95% A= -7¢
HRD 0.60 [0.47, 0.70]
TMB SNV: 0.01 SNV: [0.00, 0.02]
INDEL: 0.00 INDEL: [0.00, 0.00]
x5
A= 95% A2 T-7F
HRD 0.99 [0.98, 0.99]
TMB SNV: 0.96 SNV: [0.93, 0.98]
INDEL: 0.87 INDEL: [0.78, 0.92]

¥4 % FE 59 dAEE F W7l dub fARE G e AdE HoleAlE YEhE AXE, Lin's

concordance correlation coefficient #to.@ AHeE 4 2t}. Lin's concordance correlation coefficient

o AN} AelsE A%, AT, 1114, 1122, 124, 1132, 1134) 22be] 5] o] y=x lineo]

L& 1o 77 & 2L, y=x linedlA HolAFF 0o 77k & Z= wgk, Ad 5

Fo Aol Fx AFo] AFolHdte y=x lineCZ2F-H & He Fx7} dojd4F A% %ko] 0ol 7719
o

11

W42 OE 52 AxW, /AGE BA2 o8¢ wel Fu WY 59 AF HRDS AAE7} 0.60914 0.99
= vepHon gan Ae FAT F 9o F

W TMB(Tumor Mutation Burden, &9 Wo] }¥-3}) I3l SNVol| thal
0.872 UX =7} A e AS 1T STt

T 12¢ 2 N9 A AAde mE AFAAW EH(1200)S  YERE oA Eo|t). A2 A
B2A(1200)2, 71AIgs 2o A o =24, 7|AIstE (Machine Learning) 71€3 AESHH AAwe] F-x0] 7%
sto FdE AT Ty daugs £y I dagEs Adste Fxolt.

o Arjefo] wEH, dest VASE RE(Es, 7ASE 2d U ER77)S 1TAEY 2E(1200)9] FER
AdE Ak, dE %01, QlFA AW E(1200) o] TR AW 2 wWHol Tl EXS A5k, ®lo
Z w7l QA (True Positive) WolQlx| (i, Wo] T H7L FFPE Ao 93 artifactA) oFE el
PR A9E 249 & dv
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