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9l o] ¥.7} 0] = (zero-mode wavegmde, ZMW)

AE719 el F2E DNA Z 2] A #2445 AHE- sk H AT
Hlo] @ Afo] A 2 & 2 - (Pacific Biosciences); & & ol =] AL
resonance energy transfer, FRET)®l 2|t 7w E 2| QL Elo]| = 3L & Y H NS E
RE] o) A A Amsh 37 A4 24 DNA o eha)
Ap&-83 2o 3 (LifeyM] A A (VisiGen) £ E: 3 AQA 3o A=A
T2 L EFo] =& A}E-8}= LI-COR Hl o] 2 AFo] 91 2~ (Biosciences) 3= P &% &
33k

NGSS] THE A9 M€, ol sholl AITE = AL ohU AR, o] AR,
ZA sl o A HA, Um-ERA 2H ofgo] 7Hk A[E 4, &= Y(polony)

A1, A A2} B € & #n] 7 (scanning tunneling microscopy, STM) 7] HE
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2009;10(3): R25), BWA (Li H. and Durbin R. Bioinformatics, 2009, 25:1754-60),
BWA-SW (Li H. and Durbin R. Bioinformatics, 2010;26(5):589-95),
= 2}-9-=H 2 E (CloudBurst)(Schatz M.C. Bioinformatics. 2009;25(11):1363-9),
s 21} 2}o] E(Corona Lite)(Applied Biosystems, Carlsbad, California, USA),
CASHX(Fahlgren N. et al., RNA, 2009; 15, 992-1002), CUDA-EC (Shi H. et al., J
Comput Biol. 2010;17(4):603-15), ELAND(E = ¢}o] = 1 /4)-2]
bioit.dbi.udel.edu/howto/eland®l] 4] ), GNUMAP(Clement N.L. et al., Bioinformatics.
2010;26(1):38-45), GMAP(Wu T.D. and Watanabe C.K. Bioinformatics.

N
)

3o

o

—Tng ‘W
O > N3O
)

£
2 ro
>

oo

P

ol o, ok

NS

k>
e > > g
to Y fo,

I I
>
2

2)

o

ofd
i 18
i oX
2 b
o2
&
[ i
B 2
RN
=AY
o F_Ez

i
o A

o
=

=)
™
Mr
oL

il
i
¢ mf

-



WO 2022/114631 PCT/KR2021/016612

[91]

[92]

13

2005;21(9):1859-75), GSNAP(Wu T.D. and Nacu S., Bioinformatics.
2010;26(7):873-81), A .2 o] 41 E-2] (Geneious Assembler)(F- 2 # =
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g ol A A sk A ) sk b Al F] o] E] E(reads)BhE @ R
EdE 5l of gz AEA el whel A F A= A8 (single end
sequencing read, SE) % # ] = <l = A (paired end sequencing read, PE) 2 =
Wiz 4 2o SE WSl S EE Al ¥ A 59y 5 8 e Ag e o
Qe AT AR § AL A0S PERA S FEE ST & B
G Aol RkE Al sl Frt. o] # g 2fo) wjtoll, SE REE A[EY &
b 7jel st e e 2 E (7] 9] Y =7k A7 AL, PE Rl A = 174 9]
oRRE 2] BETb o R A= S S VAl Al &
Aol
a2 Wl Afolo] A I A2l 2 AL 7] 913 7 ol A9l Al & el
Ag ASHE 7R Al star, 1 Y E=E g Eskal, 4EE e
(MEDS o &1 Aolth. 1t 714 0 2 91 WA A4 7] %)

A% 8291 2wl ioll AleFo] Rli A olth. wheA SE, PESH 22
bAoA A4S s Himtl, PE Ao A% skt 2Ae] A 2at 2 914 5

o
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3

1S % o me

vpet gt = Qlont, SE WA o] A5 At @ o] 35 & A H kS o] &3 = 3l
o xt-ol] A 2 A X (7 b Altell @A 7F vk
LR AN, AN FRHTFoE AP (8 EE), B g e
AEE o-&8f At LA A2l ARAL AP B o b 84 wiEel
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[157]
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o] 49 2ol 9] 4h(Extended bp) Tl 8511,
e T4 Aol TR ks 8 E T

Cl %k(Extended bp) AH-E-8h= Al el whek 2ekd 4= glom,

Al Aake] A5 1 Eke] Fa Aol 7k 166bp A2 LA 17| wlitel
oF 80bp A2 A4S & 4 ) v w3} 41| (ex; sonication)E F- 3l

2 5] 75 @5} gol 4 44§ el ol o] Ak A S extended
bp oxg A A 24 kol _)[:

=

ks
ATt

2 ol QolA, 471 h ERHRepFD) < FD 2te] & 3}, %, B, T
915, A gk, Aulgh, BAL, EEAA, 29 A BA L WE AR
T woA A sh ol el g W sh ol 4] ol E 9] 5

19 540 B 5 glon, ngA st FD e el S B g i o]
25408 @5 Yot ol ¥R E AL ol

3w o) 4, 4371 W 518 wlo] 3= shibel ofu ol thae] o144 A

e

5 RES ATUYY /ML el 3
A% el ol A dglo] ol &3 4 Yok,
A= A 55 417 W(convolutional neural network, CNN), 41 5

(Deep Neural Network, DNN), <=3} 21 7 " (Recurrent Neural Network, RNN)
Q1 7t (autoencoder) 2 -4 ¥ oA MBI E = AL E5EH R T

,olol FAH = A& oyt

9
o Y T ok
il
Mz
i
il
z 4y
pos

ol o

AV A )
to
Hﬂ

o
T

B kg o] lol A, 7] 3 2174 -2 LSTM(Long-short term memory) 21 74 4,
GRU(Gated Recurrent Unit) 2173 &, vl d 2} <=3+ A1 7 w(Vanilla recurrent neural
network) ¥ %% 3+ Al W(attentive recurrent neural network) 2. 2 -4 ¥
oA AEE = RS S SR Tl

B ubg o]l lof A, A7) AT A 5 Edlo] CNNY 79, binary classification<
Tl AT A 12 BAEE RS SH oz o 4 9la,

e AT ] £ 22 TAHE A

o
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Eqow 34 9l
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20
4! 1: Binary classification
1 7
loss(model(x),y) = — - [Z(yi log(model(x;)) + (1 — y;)log(1 — model(x;)))]
fend

model(x) = i HHY input 0 2/EFA/E model output
y= HHA label 7t

= input data

=4 2- Multi-class classification

loss(model(x),y) = > () (v log(model x));)

=1 j=1
model(xy); = i ZA) input 9 j HI%] 2IFA/E model output
y= 2H label %}
n=input data T

¢ = class

Eaye]
B\

)

H7] @AE E35sh]

N

ofr

FElo] CNNY 74,
o .
i) A4 GC plot$- training(3} %), validation( %°), test(d 5H 71 Hlo|H =

o] o, Training t ©] B = CNN B2 & 31558 w] A8 31, Validation ©] ©] B =
hyper-parameter tuning 73 %0l AF-8%| 1, Test t o] B = & A o] 2dl A1 & A5
B7tR ARE = AlE S o= 3

ii) Hyper-parameter tuning 2 145 342 T34 24 2] CNN 22 & 538
oA,

iii) Hyper-parameter tuning=- §-3ll A Qo] %l o] 2] 22 o] A5 -&- validation
dataZ o]-&3Fo] B WL 3}FS], validation data A 5o 7 £& 2 dl8 F 4] 9]

A Ay st A,
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21

B wkvg o] 4|, 4}7] Hyper-parameter tuning %42 CNN 2.2 -2 o] 5= o] &
parameter(convolution layer <7, dense layer <, convolution filter 5~ &) #k< & 4 3}
3Fi= 34 © 2 Hyper-parameter tuning 37 © 2 = Bayesian optimization 2 grid
search 7| & Al&ah= A& SH 2 & 4 gt}

B wkg ol A, AF7] gk A2 Al % hyper-parameterE -2 ©]-8-319] CNN
2dlo] &7 parameter(weights)~~ # A 3} Al A, Training loss tH] validation
loss7} 5713l 7] Al 2 2oE o] 344 3h(Overfitting) % 91t} A&skar, 17 o))

o

=
model 3} T8k ﬁ% Exo= 349l

gl QLo A, 47l d) @Al A 1545 o] 9= E W E st
ol B 21 438 A7 Z7ke EA score 1= Ao A 3Gl o]
o] 87} 3t , vl A 5} 7| = DPI(Deep Probability Index) k%1 21-& 534 o =2 3t

& "kvd o] 4|, Deep probability Index= %18 %] "5 model®] v} 4} layer©l] binary
clas51f1cat1on°' 71§~ sigmoid function, multi-class classification ¥ 7 -§- softmax
functione AF8-3F0] Q1F 2] 5 9] outputs 0 ~ 1 scaleZ 24 3t0] SE4o=
xS Zh2 o m g

Binary classification 7 -§-ll = sigmoid function ©]-8-3}
ghol 1o] HAIH eh-& ot "t ol E Eo, g A=
A ¥, FHek A= DPI Lol 1ol 7HA =5 ot 58k

Multi-class classification € 73 -$-°l] &= softmax functionS ©
ARk o] DPI 4k ¥ A @t Class 7] =RF5 ] DPIZH9 IOIEJJ— ] A
== 9 &9l DPIgke] 10] HAIE 35 oAl €t o & EOL 370 €] class

HO]—

=
e, e, Aol 9lar, et sample©] £ W, FH S classE 19f] 7HHA]

s
o2
e
= onl
o
v}
=

iomo
[ o

e 5 Aol

FolAd 7] (@) dAle 28 AR dSEE EEHE S 5HoR

ol A, 7] A1 A% Rl et ul, shol 92 ouput 2317} 19
gt 3har, ool $1o W output A 37} 00ll 7HEHA S-S AT AAL 055

2 obol glckat FHeehaL, 0.5 ol stol ol flekar

3}l performance 273 -8 43 3} 1 th(Training, validation, test accuracy).
714,059 1tk AAEA A e Gtk Ae 549

7] <= ALl 74] 24 &k A o]}, o & £ 0] A False positive(?] ¥4)E & o] 24} 314
o5ttt & ol are A gse] ghol ek WA | £E QA A B
7 3131, False Negative(?] &73)8 &olaat s 7 &4h& o WA S48t
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913, 744 v A s A = 608 Y ¢ ek

Bk o] 9lo] A, 37| ol AAH-2] GC plot> A A ¥ &) 2bekH o A4
TE BEE P dabad o] 4 s Ak gdl Alol o A E A4t
HE sl dolE 2 AAdetE S SH o= T Qi)

Bodbrg ol A sababd o] 4= iz AbakH Abol o] 7] AAhS W E 3k
W& Alak ke WE 3 slis TR vl solH Algkglo] o] &3 4= )

Boalbgo] gloj A, A7 AEE IR A 71 E EEE Ao
FE AR A 8o GAE Eetete] Feshs S SR T 5
Utk

A 7 3Hnormalization) 3F= ©A]; 2
iv) ZF 7] B X E gho® st ] dii) BAlol A AlALE 4 s ke

==
'_4

D AAA S AT bin) & & Sk B
i) Z+ -3kl 4 E ¥ gabebsA Abo] o] 7 2] (Fragments Distance, FD)E Al 4tah=

i) 7} HEE AR A ghE 7Rk ® 7y -1ke] A 2] 9] o 34k (RepFD) &
AR @A,

iv) 71 i) @Al ol A ALk S mkE AA A A gl g zgte =
U701 A4 71 3H(normalization)3F= ¥HA|; 2

iv) ZF 3 e] A E X F gL R StaL, 4] iv) Sl A AlAke A8t 4hE
Y3 3k o2 3] GC plots A A 3H= wHA.

£ ol 9lef A, 7] AT 2(bin)> 1Kb WA 3GbS) A& EH o7 3 5
Shont, ofell fg = AL obyt.

ol A= bl & T stehe dAlE FOER AR = glow, ol
v, AEE Aiba o] o flE Mg v o g 3 5 9l
AFoR Ahd b oo Yy ddyion Wng
Tt A A A Bl T A dabat Abol o] A E Alket 5 9
ol glojAM, 371 FD gk 53 7l o] 4t e ol thstel, i WA it
HA il WA n WA S e ol A A g ]z of 1 s o] o] At e
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X0 o

5 Ede
N kel Feld AFglo] o] &% 5 gloik,
= A 1ﬂ(convolutlonal neural network, CNN), =
(Deep Neural Network, DNN), <=3} 21 7 " (Recurrent Neural Network, RNN)
Q1 U (autoencoder) & A o A ABIE = A& EF o7 o 4=
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[231]

[232] B kg o] lol A, 7] 3 2174 -2 LSTM(Long-short term memory) 2174 ™4,
GRU(Gated Recurrent Unit) 21 7 4, vld &} =3 217 "(Vanilla recurrent neural
network) ¥ %4 43t

5} A1 74 i (attentive recurrent neural network) 2. = -4 ¥
S AEEE AL SH o 8 5 Al
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25

P

41 1: Binary classification

losstmodel(x),y)= -1/n[3>_(i=1)"ni8[ (y.i logifoimodel(x_.i N+(1-y_i )
logi#0(1-model(x_i 1]

model(x_i )=i'HM inputl] ¢IEXlE model output

y= MA label 2t

n=input data T

=41 2 Multi-class classification

loss(model(x),y)= -1/n 3 _(i=1)"n (i  logifi ([
model( i} j 1 11)

[ model(x_i )] =i/ inputd] jHA SIZX]& model output

y= 2 label #}

n=input data T

c=class =+
B ghg o] 4|, 4} 7] binary classification 91 ¥ %] 2 d o] ¢ {FHE
FHE I =& st5el= 418 9| 1|3, multi-class classification= Q13 #] 5 E.d o]

5 7hA) o) gl o & WHSES stz A vid,

Houbg o) A, A7) ol 3]s Fdlo] CNNY 749, 8H5-& 37| vhA| & E&s}o]
FYPH= A EHoR T 49

i) Y AFEl GC plotS- training(8} %), validation( %°), test(”d = 71 Ho|H &
ok @Al

0] o, Training ©] ©] B = CNN 2.2 & 3153 w] A8 31, Validation ©]©] B =
hyper-parameter tuning A 5ol AF-&%| ™, Test t o] B = H A o] wdl ik 2 A5
HI7IE AR EE AL Ex o= g

ii) Hyper-parameter tuning 2 1457 342 F3l4 24 2] CNN 22 S F538h=
A,

iii) Hyper-parameter tuning=- -8l 4] Qo] %l of 2] 24 o] 4] 55 validation
dataZ o]-&3Fo] B 13}, validation data A 5ol 7P & 2 dlS H 4] 9
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26

24z d4sh= 9,

B wkvg o] 4|, 4}7] Hyper-parameter tuning %42 CNN 2.2 -2 o] F5= o] &
parameter(convolution layer <7, dense layer <, convolution filter 5~ &) #k< & 4 3}
3hi= 34 © 2 Hyper-parameter tuning 37 © 2 = Bayesian optimization 2 grid
search 7| & AH&sh= A& 54 02 & = gt

B kg o A, AF7] gk A2 Al % hyper-parameterE -2 ©]-8-319] CNN
2do] &5 parameter(weights)~~ # A 8} Al A, Training loss tH] validation
loss7} 573l 7] Al 2 B2 o] 344 3h(Overfitting) % 91t} A&3ka, 171 o))

model 8} 52 T H3H= &% Exog 349l

2 gl loj A, 7] o el A Qg A s o] = g e std
ol Bl 2728 248 A3 54 score = Aol A §g)o]
ol-&7Fs s, vk A et A= DPI(Deep Probability Index) k%1 A& 54 o2 3

& "kvd of] 4|, Deep probability Index= %18 %] "5 model®] v} 4} layer©l] binary
clas51f1cat1on°' 71§~ sigmoid function, multi-class classification¥ 73 -§- softmax
functione AF8-3F0] Q1F 2] 5 9] outputs 0 ~ 1 scaleZ 24 3t0] SE4o=
xS Zh2 o m g

Binary classification ¥ 74 -§-°ll i= sigmoid functions- ©] %
ghol 1o] ¥ AH kg ot |t o & 5o, 7
A ¥, FHek =2 DPL gLl 19 7HE =5 oh5

Mu1t1 class classification & 74 -9-ol = softmax functionS ©] ]— , class
AwkE-2] DPI k-8 87 "o}, Class 7] =7FE2] DPIFFe] 32 10] ¥ a1, 2 A
OHDLQ = & &9 DPIgLo] 10] ¥ A& stsF 3 A ©}, o & S0, 3709 class

HO]—

H
=
=
S, ZFeE, Aol 1AL, F ek sample©] S0l W o classE 11 7H7)

’

RS2
i

A 7d - DPI

"1]:41 o]
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i

o
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o

7]

N

rir

ol AV o e EY Ay o FEHE =EY

o

O

871 AT B2 g o, ool 1.2® output 2 77} 1]
0 S<r5har, SFol §1.0.4 ouput 2374 091 AR 43 A AA, 0.5%
TLRE05 O]’E}O]Eﬂ @rol lthar ddstar, 0.5 ol sholw gho] glrhar

ot e

,

) 5} 91 TH(Training, validation, test accuracy).

o] 714, 0.59] 71E4-E AAEA] vpE S ol #hol b= A2 53]
7|52 A ol] Al A §F A o] & 50| A False positive(H F4)E Fo] 14} 514,
05K =2 7| ghS A st ool vt gty = V| &E& 948 7HA 2
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27
% 9131, False Negative(] 4) 20| 304} 51 71 241 o bl =43t
ol sleha ghere) = 7| & 27 o] ksl 7HA 2 4 ale.
7HE vl 2 EH A = g Q1 E Al 5 22 ©]-8-31¢] unseen data(S}55 ol
training 3} 4] 92 T2 ¢4l 5= data)E A -8 A A A, DPI4LS] probability S
gelete] 71 &3k 4 o Aok

01

database)oﬂ q%(ahgnment) b ©@HAI;

() 7] AEE XD H(reads) 71 8Fe] At ebd S o] &3k WE 5t T o E &

A=A

(d) A E A7) WE st dHolH & g 5H
Hapar, /| Eateh ol stel o - 0

(e)zr H AAgE EA e 4 & = 2 o

EE o Fsh= ZREAA ) o] AP H L F FAEHE HE S sk E

5 Ths g A wj Aol 7k o)t

N 7] ) BAE M AP E ADYRE FSSHE AS EHoR

By IS

%2 qLow, o) u w]e] A E A9 B NGS 4% 58 ol S5l

BAA RONA it FE8to] YAdst= Ae SH 2 & 0

cHE Gl A gl ubE e FAFE S ol 3te] 7 F gl A
T ol M, HFE= A ].E_oﬂ dAd st ol e ZRAME F EE
H A E =W, A4 A=A, 71 2=, 1235 of ¥ (Graphics Adapter), 1 ¥

7 =] (Pointing Device) 2 Y| E 9] =1 o] 51 E| (Network Adapter) 5-©] 1A= o glt}
A FAdo A, 7] H MEY A2 vEe ZIEE Y & H (Memory Controller
Hub) 3 /O Z1E & 3] Hl| &f3to] 7hgatrt thE d ool A, 471 ]E'—‘j/]w*‘:‘
HAE dialel] Za A A3 Ao AFRE 5= vt A A= st

= g}o] B, CD-ROM(Compact Disk Read-Only Memory), DVD H+= 7| E} “ﬂ—u‘ﬂ
A E ok HolHE fFAS 9= = Aol o] AAolny v Eeg=

SR A o ste] ARGH Hlol B R W E o] dhof gt Y] ERIE Huleo] A=

n}§-2, E @ (Track Ball) HE3= THE 58 9 Fo19 tupo] =€ 4= 91,
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|RE=e} 23ato] 19 HolH & AFE A28 o g Hgsh=d AHH
T2 of HE = v 2Ew o] el A ol A H thE AR E Vet A
Aﬂﬁﬂ*E1~ S8 = gAY & =

1ol ARE 5= AFE = A RE o 22 A LR AlghE = A1 o)
Tel (A, FHe A S £ leH, 55{5}
b‘q % 9 Y| E 9] A (Storage Area Network, SAN)2| A 4= 3}
tiﬂﬂqemquﬂoﬁﬂiilﬂﬂ; o A3
R e e

ON

_|_1

2o 2o e & oox
i 4L o) T r*o lm i

ol
-

[273]
[274]

rle
re

oA wEolg} 3, Hlof| W 7)< 2] AP
F7] stEgol & e A AT EY)

T At A7, 7 BES 24
Sh= 9l o] €] A 22 (Resource) ] =] 491 @Y & 2] v]
B oz dAy F=E oua AL, ¢ EF 9 39
ol & E-9l 7ol @i Aol Al A & Aol

> e
K

[
el

[275]

[276]  Efloll mhE WL o], Fdo], iz AT ES o] Ei= ol 5o £FOE
P 5 ATk SEEOZ FARE 9 AAE AFE S e G
ola HErlsal dulo A s Adalis oolo uj A= %33} o2 59
7A3FH 57153 v A= ROM(Read Only Memory); RAM(Random Access
Memory); A7V 2= =1 A7 v A G4 vl A Z2 5 v 27 g 2 7TE

A7, FeHA B 534 A5 A v A 5o g

[277]

[278]  oleld SRIoNAM Bl B3 FEd Eelo] nhE dAlE E9ehs 34
TS EF o= ZRAAE APA 7= AW ES £k A FE d5
7hs g uj Aol #gk Ao] T,

[279]

[280] Ao

[281] ol s, A Ao & E3to] & & U8 g3 A staral shot. o] & A A=
QEA FE IS dAlEty] e AR, o] Tt o] & AA ¢
ol AlgtE = AR A A= Fim A2 I AN B #]2& 7k
Aol Al Shol A 2 & Aol ot

[282]

[283]  AAld 1. Yol A DNAE FE35to, 2A ] 714 L 4] 53

[284] Q71 1841, oF g2} 580 o] & o1& 10mLA A #{3to] EDTA Tube?]]
Hashgl o, A F F 2413 o] o] 1200g, 4°C, 15%-2] 27 o2 4 F5v}
12 AR g ohs, 1A A2l E @S 16000g, 4°C, 1047 O R 2%

AdE e ste]l AAES Al D T AS sl Tillﬂ %3 foll o9
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[285]
[286]
[287]

[288]
[289]
[290]

[291]
[292]

[293]

[294]
[295]

29

Tiangenmicro DNA kit (Tiangen)S A}-83} <] cell-free DNAE 5% 3} 3l, MGIEasy
cell-free DNA library prep set kit & A}-8-3}¢] library preparation #4744 -& 5=3) gk
T}, DNBseq G400 “4H] (MGI) & 100 base Paired end ¥-= = sequencing 3} 1 T}.
1 A3, AZE o oF 170 million 71 9] reads7} AALE = 212 3l 513}

el 2. gk 7 2] 716k GC plot A4

371 AAl e 1014 A4 g NGSH| o] B & ©] -3} GCplots A4 5t X T
(WE & 5 t)) hgl9 2 A A £ bin size 100k base 7] 5= 0.2 Y41, AJ4HE
NGS reads = Z} bin ©l]| &% 3o}, 28] 31 ZF bin v}o} FD (Fragment Distance)
W] FHS A4 & AT L, X HE A bin o AN D, Y FE DA
SR A M

2Alel 3.CNN 5.2 -5 8l ok 944

CNN we] 7] 249l T4£ % 33 20 $4 9 RelU
(RectifiedLinearunit)< A}F-8-3}F%1 31, 7+ convolution layer = 2071 €] 10%10 patch &
AF-8-3151 T} Pooling 212 max & ©]-8-3) 31 2x2 patch & ©]-83} 91 T}, Fully
connted layeri= 571 & AF-&-3F3) a1 247} 9] layeroll = 175711 2] hidden node”}
FEFrE o] Ak mA O = sigmoid $H4ES o] &3l & <& DPI k& AL 9
CNN =2 o] A}-8-F hyperparameter 4> Bayesian Optimization 2] -2- &3]
Q0171 ko], AbE-aR= HolEl o, weto] § 4 spoll whe} weo] T4 el

e
A g S

1>

AN o 4. B2k 72 )5 GC plotd o] 88 o g eld v 73

Ao 104 53 2 =5 o] &ato] A Aol o] Aol 7|7k
plot& o]-&3ato] 75 Held Rdlo) A E2 e DPL#te] AsS HAE
P& AE-2 Train, Validation, Test “135 2.2 ‘/]-—rJ Z 831 31, Train A1 &2
0] &3] modele -5 8+ Th & Validation 1% R Test 17 2] M E-& o] &3 A,
Train A1 &5 o] &3l Th= L Hl o] A5 g<lstitt.

[3%1]
Baseline
Normal Cancer Total
accuracy
Train 103 316 419 75.4%
Validation 37 113 150 75.3%
Test 44 136 180 75.6%
Total 184 565 749
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[297]

[298]
[299]

[300]

[301]

[302]

[303]

[304]

[305]
[306]

[307]

30
[3E2]
Accuracy AUC
Train 100% 1.0
Validation 88.7% 0.95
Test 90% 0.938

43 3129 5 400 7] Al E vle} o], Accuracy = Train, Valid, Test
1) A 22 100%, 88.7%, 90% = EHel ¥ 9l a1, ROC ¥41 Aol AUC 4L
Train, Valid, Test L3l A 77} 1.00, 0.95, 0.938%1 21§ ghelsbelc).

49 (A= AEEE FA3HE WY 5 ROC(Receiver Operating Characteristic)
curve & &8¢k LA o2 A H ofgl| HA 9] Yol AUC(Area Under the Curve)
ol =& 5 gyt Hrha e gtk AUC 3h2 0-1 Aol ] e ztow,
g o2 golE G o= 3lS v (baseline) 7] th ¥ += AUC %ke] 0.5, ¢ 3]
getets) o= 3lE o It ¥ 3= AUC ghol 101t}

49 B)E & o /1A 5 B A AltE A o] A o] A&
GEZDPIL abS B A= o 34 AE 150l A boxplot =2 VFER A0 =
-2 41 0] DPI cutoff<! 0.55 Y EFHITE

B

A Aol 5. #abdd A 719 GC plotg o] &3 oF Xd Held 2 5 ol

Ao 104 =53 =5 o] -gate] bk o] 7ol 7[5HeE GC plote
ol-gste] Held o)A =23k DPI ¢ke] A 5
Train, Validation, Test “15 © & % 23 8) 31 Train A &2 ©]-& 39 model S
753 Th& Validation L5 R Test L5 2] M E& o183 A, Train A1 &5

ol g3} WHE Rl YL FUAsAT,

[3£3]
Baseline
Normal Cancer Total

accuracy

Train 80 325 405 80.2%
Validation 29 116 145 80%

Test 35 139 174 79.9%
Total 144 580 724
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[354]
Accuracy AUC
Train 100% 1.0
Validation 91% 0.968
Test 86.8% 0.936

1A 34 F %500 71 A vke} o], Accuracy = Train, Valid, Test
1ol A 747 100%, 91%, 86.8% = €91 ¥ 9131, ROC w41 A #1 AUC 41-&
Train, Valid, Test “L3°ll 4] 242} 1.00, 0.968, 0.93691 12 €133t

E59 (A)F AFEE A5 WY 5 ROC(Receiver Operating Characteristic)
curve & &-83 A o027 H ofgl WA 2] 5 o]l AUC(Area Under the Curve)
ol =& 75 4t Frhar dj Al gk} AUC 4h-2 0-1 AFol &f 2h& zkom,
WO = ol & kg o %3S vl (baseline) 7] th ¥ 3= AUC #Lo] 0.5, ¢ 3]
AestA ol 53E W 7] o ¥ <= AUC %Lo] 10]t.

T 59 (B)E= ¥ uhg o] 9l g A s Bdo A AlrkE 1A o] 424 o] Q1S
SHEGL(DPI 4h& 473 A E & 341 A& T1F A boxplote & LEFH Ao &
-2 Al o] DPI cutoff$! 0.5 VEFAT,

ooz By g9 545 Ri-g A3 V&8 = vl d Al
el A2 7hx Aol Al oA ol e g A A 7w WA vk A g A A
FEfd o, ofel] of 3l & g o] W7} A ghE = Alo] ofd > gt
o), whebA], & g o] A A A M= M d ATEEH 135
G 7F=ol o ste] AelHrtar s Aot}

3 I of AY R 9 el e, V1 &
A4+ (read count) 71¥E0 2 A A7) % A RER
rsh HAd 7S shtshbel 9Yshe Lo BgsHe o wste] Meshy
dlol Bl & A shol AL 1] F & o] §3te] #4187 Wi, = A e e 7
e ehE AL S WH S S Qo] f-83heh,
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P13 1] (a) AR ol A LS FE5to] NEAHRE & 531 B,
(b) 853 MEAH (reads)E T AN A A Q o] Bl W] o] 2x(reference
genome database)©ll “d & (alignment)&F= T A];
(c) 471 AdE ¥ A <LAH (reads) 7| §H2] ) 4bchH (fragments)& ©] &3
WE s ol & A st ©hA|;
(d) A E 7] AE g dolHE g5 e As B g st

o Tz

A8k 29 Ak 7] 24k (cut-off value)S H| n ko] 9 f

(321 Al deiA, 371 () EAl= vhe-el 2
9l

(a-ii) A 5 H FAlo A &8 -0} W (salting-out method), Z &
A= vlE 13 3] 9 (column chromatography method) Hi= H| =
W (beads method) S AF-8-8ho] @l xuk 2 7€} Zho] Z-& A| A AL
AA R LS 55t B,
(a-iii) A | A L= &A% A B4, 5291 A 4 (hydroshear
method) 2. & 29| ©H SHrandom fragmentation) ¥ & 4lol] thalo], A=
ol = A] 7 (single-end sequencing) 1= # o] ol = Al # A (pair-end
sequencing) 2}o] B2 2] (library) & A| 2}3F= @A,
(a-iv) A 2HE 2lol B 2] & At - A4 E 4 AL 7] (next-generation
sequencer)°ll ¥H-3-A| 7] = ©HA|; 2
(a-v) ZHA T Fr A2 DAL el A BAE] A DA B (reads) & & 55
A

7% 3] A1Eke) oA, 7] (o) GAI ] WME 3hE o= 1HE Al
£ % (Grand Canyon plot, GC plon) ¢! 21-& 54 & & &= 345 7|dk ¢
A d ok E oSS gk dH o ATy,

[d7a 4] A3l 9lolA, A7) GC plot> 4B ¥ Satgkd o A 71 d
WS T E S(count) = A H (fragment) Aol 2] AE &
Aiksto]l ME st HolBl 2 A sk 2 5 07 o= T A5
71k ¢k g g gl ob F o & g AR ] AT,

[ -7 5] Al4grel] JoiA, 7] AAA 3 E xS kg o] 2 AlAte)

rr
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[8T% 6]

"3 7]

[T 8]

1473 9]

7474 10]

4 7F SH(normalization) 3} = T, 2
1Wﬂ?ﬂ4AHEX?ﬁ0ia*/yﬁm%ﬂﬂﬁﬂtﬂﬁ%ﬂ

A4 3 ﬁﬂ/”7“mﬂ%”‘§%

Arel= AL 8] GAZ F sl sq 0w B
Q1 TA% 7k ok ek 2 ok o] 52 93t Ane] AT
D A AE AT 2Hbin) OB TR B

Axtets v,

i) 7+ -1kl 4 E | AGHA Alol o] A Y&
iii) ZF A R AAE AR ks o 2 7k
& 4k (RepFD) = A A 8k= @A,

iv) 371 iii) @A A AR T3 gke A A Sk Alol o] A gl ghel
) #E g 2 Yo A f H(normalization) 3= YHA|; ‘;’-l

iv) 7} 7 3Ee] A E X S AL ®E shar, A7) iv) DA ol A AlLEeE 4T3t
Q%Y%ﬁoiaﬂmmm%@ﬁﬂ%%ﬂ.

Alogrel QoI A, g7l th x4k AabdA Afol o] A 9] 3F, A}, &, HAt
%%ﬁrﬁ%ﬂ#*ﬁ#ﬂﬁ””\ﬁ%@% TG AoA AL
HAEA G, ol 52 A4 2 2o 2 FAE ol A AEE = shu

o] A4kel 74%E—X O =2 sh=AEA T IRk g F ok E o5& %
QR0 A
XM%ﬂMQHAUHQQﬂQﬂ%ﬂ%iﬂ%ﬁﬁﬂﬁﬂﬂ@“”

AL

o

WE| 5l o o] Bl 2} 44 o]kl QL= Ml ShE Blol el & P 4
YE s sgahis g SHoR = AT N AW L 4 F
NS A3 R AT

A|ga}ol] o] A, /2}7 | AFA 5 22 34 3 A7 W (convolutional neural
network, CNN), A & 217 " (Deep Neural Network, DNN), <=2

A7 u“F(Recunent Neural Network, RNN) % @ E ?1 5T (autoencoder) =
TAE oA MElE = A s 5O = 5= 3R] 5 7IHE ok X 2 ok
T o 5E A% R AT,

Aogkel] oA, 7] AF A5 B9l o] CNNO| L, binary classification <
st A, EA T E ] A 1R ZAEY, AV AT Bl
CNN©] a1, Multi-class classificationS &F+5 3+ 4 -$-, £=21 ¢l
208 FAHE AL EAROR = ¢13A z

oﬂé% A3 AR o] A FHA

1

371 4
=N

T.
IR LI R e
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(7418 11]

7413 12]

7413 13]

(7413 14]

34

T4 1

loss(model(x), y)} = —~~§IZ(yi log(‘modei(xi)) +{(1-y) }ug(l - mgdei(xg))}]

fmsl

model(x)) = i HHY input Of 2IZAE model output
y= HH label 2t

n = input data T

I
J
)

loss(model(x),y) = — %Z (Z (yy; log(model(x:));)

=1 =1
model(x,); = i A input O jEHF 2IE XS model output
y= AH label &t
n = input data T
c=class T

A 1atel] qo A, A7) (d) A 2] Q1 F AT Edo] A= E HE I E

ol B & 4] lo] &9 8Fi= 2 7452 DPI(Deep Probability Index) 4L <!
AE EAOZ 3= ATA 5 7|H o A L k& oS58 9gh dr o
A S HE.

A1gkel] oA, A7 (d) @A 2] 715382 0.501, 0.5 o] Y A, o <!

e AL EHoR HEAFAT /NG AR LG F
N2g 98 Fuel ATy

A1l 8ot A,

7] @ @Al 2 Ashgl M E Fo o B ol H5Hs WA E
Aot %, M B e e o B BB dow B
WA EHSH PO R s Ag 5YOR e AT AT AN
AW L o E o S AT AR AT,

%2
AN RO A S FES) ADPRE S ohe A

o BAstiz 4L
AL o] 84 e Bhel HlolEl B A4 B
dlole] 4

AR WE S ol B & o5 AF A% B gste] ¥As
A
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[7d -3k 15]

35

AFH 5 75 A u A 2A, o A 2 QFFS o F8) =

Zr Ao o] HPH s A= HES

(a) A A ol A BARE FE5to] A LA RE & 5ah= A,

(b) 853 DA H(reads)E ¥ A M QD © o] E H] o] 2x(reference

genome database)©l] A & (alignment)3}i= TAI;

(©) 7] AEE A LA H(reads) 7] Hk2] #4l

ol 8 & Ay A ah= @A,

(d) A 7] WE SR HolH & st A5

WA staL, 714k vlaste] oF {55 A sk
o

e}
)
o
o
oo
o
Z
a,
L)
4

() F8 Ao Bl 4 52 AZ Fatel, & 77
2 ohES A Sati TaAN ) o YU EH THHE YL

Fobeh A1 5 7he e A1 v A



