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2ol Ad HEL TR HAAL Gl AFE MLE 2t DS AEA Y= dAE 28T, ol 3y AE
(2 9], JET-EH (Needleman-Wunsch) AE) EE F4 AH (S o], 2n2-EvE AH)S AFEEo]
FHE 5 dd

QR 4 49 dagse A e 7 37§38 5 shE 5HeE & 5 qdnk: 4 HolE
(= Eo], BLAST, ELAND, SOAP), Zw]A}

EZ(dE& E°], Bowtie, BVA) 2 W3 AH(dE £, €0l
7hkgl duElE . #E Y= IS AES e AYHor ALgHT).

~
w2
—
o
D

=

~
~
=2

ol lojA, 7] (b) @Ae HAEdA= oo A= A= o}, BIA dud]F 2 Hgld AES o] &3}
3 N

ne

wol| glojA A7] BWA 23118]E&-2 BWA-ALN, BWA-SW XX Bowtie2 So] E3d 4 9o} ol dAdxE=

Worle 2 ok
Ik

o
o
T
v

2 oito lojA, A7) (b) ©@Ale] I M (reads)e] deli, 5 WA 5000 bpolal, AFESHE MEAGR] &
54 WA 50097 2 4 oy, o)d Ay E A& ofyt.

2 2ol oA, 47 (¢) dAE FI5H7]
score) 7} 71gk o]/l
AEg dak gHe] 2

B AL 6049 RS SR & 4 glou, o #4uE 2 ot

wogel A, 4] (o) WAlSl Sabgel Av)e WAEAe] 51 daA 3 gEAe] @7 Algelt.
2o QlolA, 7] (o) wAlel W] A7)t AR ¢ BAE TRE 5 E 270w Awslel
A S ga, RS 90 WA 2500pY F 9ovl, U st 127-120bp, 137-130bp, 148-
150bp, 156-158bp % 181-183bp= T ¥ wollA] HdEE 4 glor}, o] A EE= 3 oyt

o E F9], 37|¢ Zo] FHoju-d= AAFe] o AE #AE didAe] Y& Al

Forward strand: 5 -TACAGACTTTGGAAT-3> (MEWZE 1)

Reverse strand: 3 -ATGACTGAAACCTTA-5" (M EWE 2)

Forward strand 5° ®elAFH 3" @d7tx9] 7] A4l 157F 7] diqbddde] =71 gro] dnt.

w o] gloid, 7] (o) Bl AaEEe] A Ad g NEE $AW 279 AATAAA, 22t

L



[0074]

[0075]
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AAAA HEF= A, T, G, C G718 7HE dbddde] #5 dA Ik b\ F2 gafshet 4l 2e 54
= o 5 Q.
Boabgo] gloA, A7) (o) @Al9 dabdde] 99X+ dibgde] 5 dikeld 1 WA 107 9719 RAE 53
o= g oln

3

[e]

o Z1AE AelA AdeE= og & ¢ glar, wHEAl= & 7ol Z1AE AlA Top 1

WA Top 5744 9] dibekie] o4Ad M Fdh wlie 5 siateko) a7 4= glow, Y& vpebsiAl= # 7

of ZIA®E Al Top 507k4 €] siabedtsio] A MA o] W= 2 siabdse] a7)d o glar, 7 WA
= A (e}

Feature List

# Feature # Feature # Feature
1 Sizel27_Forl_A 126 Sizel39_Forl A 251 Sizel57 Forl A
2 Sizel27 Forl T 127 Sizel39 Forl T 252 Sizel57 Forl T
3 Sizel27 _Forl G 128 Sizel39_Forl G 253 Sizel57_Forl G
4 Sizel27 Forl C 129 Sizel39 Forl C 254 Sizel57 Forl C
5 Sizel27_For2_A 130 Sizel39_For2 A 255 Sizel57 For2 A
6 Sizel27 For2 T 131 Sizel39 For2 T 256 Sizel57 For2 T
7 Sizel27_For2_G 132 Sizel39_For2 G 257 Sizel57 _For2 G
8 Sizel27 For2 C 133 Sizel39 _For2 C 258 Sizel57 For2 C
9 Sizel27_For3_A 134 Sizel39_For3_A 259 Sizel57 For3_A
10 Sizel27 For3 T 135 Sizel39 For3 T 260 Sizel57 For3 T
11 Sizel27_For3_G 136 Sizel39_For3_G 261 Sizel57 For3_G
12 Sizel27 For3 C 137 Sizel39 For3 _C 262 Sizel57 For3 _C
13 Sizel27_Ford_A 138 Sizel39_For4 A 263 Sizel57 For4 A
14 Sizel27 For4d T 139 Sizel39 Ford T 264 Sizel57 For4d T
15 Sizel27_Ford_G 140 Sizel39_For4d G 265 Sizel57_For4 G
16 Sizel27 For4 C 141 Sizel39 _For4 C 266 Sizel57 For4 C
17 Sizel27_Forb5_A 142 Sizel39_For5_A 267 Sizel57 For5_A
18 Sizel27 For5 T 143 Sizel39 For5 T 268 Sizel57 For5 T
19 Sizel27_For5_G 144 Sizel39_For5_G 269 Sizel57 _For5_G
20 Sizel27 For5 C 145 Sizel39 _For5 C 270 Sizel57 For5 C
21 Sizel27_For6_A 146 Sizel39_For6_A 271 Sizel57 _For6_A
22 Sizel27 For7_A 147 Sizel39 _For7_A 272 Sizel57 For7_A
23 Sizel27_For8_A 148 Sizel39_For8 A 273 Sizel57 For8 A
24 Sizel27 For9 A 149 Sizel39_For9 A 274 Sizel57 For9 A
25 Sizel27 For10_A 150 Sizel39_For10_A 275 Sizel57_For10_A
26 Sizel28 Forl A 151 Sizeld8 Forl A 276 Sizel58 Forl A
27 Sizel28 Forl T 152 Sizel48 Forl T 277 Sizel58 Forl T
28 Sizel28 Forl G 153 Sizeld8 Forl G 278 Sizeld58 Forl G
29 Sizel28 Forl C 154 Sizeld8 Forl C 279 Sizel58 Forl C
30 Sizel28 For2 A 155 Sizeld8 For2 A 280 Sizel58 For2 A
31 Sizel28_For2_T 156 Sizeld8 For2_T 281 Sizel58 For2 T
32 Sizel28 For2 G 157 Sizeld8 For2 G 282 Sizelb58 For2 G
33 Sizel28 For2_C 158 Sizeld8 For2 C 283 Sizel58 For2_C
34 Sizel28 For3_ A 159 Sizeld8 For3_A 284 Sizel58 For3_A
35 Sizel28_For3_T 160 Sizeld8 For3_T 285 Sizel58 For3 T
36 Sizel28 For3 G 161 Sizeld8 For3_G 286 Sizelb58 For3 G
37 Sizel28_For3_C 162 Sizel48_For3_C 287 Sizel58 For3_C
38 Sizel28 Ford A 163 Sizeld8 Ford A 288 Sizel58 Ford A
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39 Sizel28_Ford_T 164 Sizeld8 Ford T 289 Sizel58 For4 T
40 Sizel28 Ford G 165 Sizeld8 Ford G 290 Sizelb58 Ford G
41 Sizel28 For4 C 166 Sizeld8 For4 C 291 Sizel58 For4 C
42 Sizel28 For5_A 167 Sizeld8 For5_ A 292 Sizel58 For5_ A
43 Sizel28_Forb_T 168 Sizeld8 Forb_ T 293 Sizel58 For5_ T
44 Sizel28 For5 G 169 Sizeld8 For5 G 294 Sizelb58 For5 G
45 Sizel28_Forb_C 170 Sizeld8 Forb_C 295 Sizel58 For5_C
46 Sizel28 For6_A 171 Sizeld8 For6_A 296 Sizel58 For6_A
47 Sizel28_For7_A 172 Sizel48_For7_A 297 Sizel58 For7_A
48 Sizel28 For8 A 173 Sizeld8 For8 A 298 Sizel58 For8 A
49 Sizel28_For9_A 174 Sizeld8 For9_A 299 Sizel58 For9 A
50 Sizel28 Forl0_A 175 Sizeld8 Forl0_A 300 Sizel58 Forl0_A
51 Sizel29_Forl A 176 Sizel49_Forl A 301 Sizel81_Forl A
52 Sizel29 Forl T 177 Sizeld9 Forl T 302 Sizel81 Forl T
53 Sizel29_Forl G 178 Sizeld9 Forl G 303 Sizel81_Forl G
54 Sizel29 Forl C 179 Sizeld9 Forl C 304 Sizel81 Forl C
55 Sizel29_For2_A 180 Sizeld9_For2_A 305 Sizel81 _For2_A
56 Sizel29 For2 T 181 Sizeld9 For2 T 306 Sizel81 For2 T
57 Sizel29_For2_G 182 Sizeld9 For2_G 307 Sizel81_For2_G
58 Sizel29 For2 C 183 Sizeld9 For2 C 308 Sizel81 For2 C
59 Sizel29_For3_A 184 Sizeld9_For3_A 309 Sizel81 _For3_A
60 Sizel29 For3 T 185 Sizeld9 For3 T 310 Sizel81 For3 T
61 Sizel29_For3_G 186 Sizel49_For3_G 311 Sizel81_For3_G
62 Sizel29 For3 C 187 Sizeld9 For3 C 312 Sizel81 For3 _C
63 Sizel29_For4d_A 188 Sizeld9_Ford_A 313 Sizel81 _For4d_A
64 Sizel29 Ford T 189 Sizeld9 Ford T 314 Sizel81 For4d T
65 Sizel29_Ford_G 190 Sizeld9 Ford G 315 Sizel81_For4 G
66 Sizel29 For4 C 191 Sizeld9 For4 C 316 Sizel81 For4 C
67 Sizel29_For5_A 192 Sizel49_For5_A 317 Sizel81_For5_A
68 Sizel29 For5 T 193 Sizeld9 For5 T 318 Sizel81 For5 T
69 Sizel29_For5_G 194 Sizel49_For5_G 319 Sizel81_For5_G
70 Sizel29 For5 C 195 Sizeld9 For5 C 320 Sizel81 For5 C
71 Sizel29_For6_A 196 Sizeld9_For6_A 321 Sizel81 _For6_A
72 Sizel29 For7_A 197 Sizeld9 For7_A 322 Sizel81 For7_A
73 Sizel29_For8_A 198 Sizeld9_For8_A 323 Sizel81 _For8_A
74 Sizel29 For9 A 199 Sizeld9 For9 A 324 Sizel81 For9 A
75 Sizel29 For10_A 200 Sizel49_For10_A 325 Sizel81_Forl0_A
76 Sizel37 Forl A 201 Sizel50_Forl A 326 Sizel82 Forl A
77 Sizel37_Forl T 202 Sizel50_Forl T 327 Sizel82_Forl_ T
78 Sizeld7 Forl G 203 Sizel50_Forl G 328 Sizel82 Forl G
79 Sizel37 Forl C 204 Sizel50_Forl C 329 Sizel82_Forl C
80 Sizel37 For2 A 205 Sizel50_For2 A 330 Sizel82 For2 A
81 Sizel37 _For2 T 206 Sizel50_For2 T 331 Sizel82_For2_T
82 Sizeld7 For2 G 207 Sizel50_For2 G 332 Sizel82 For2 G
83 Sizel37 For2_C 208 Sizel50_For2_C 333 Sizel82_For2_C
84 Sizel37 For3_A 209 Sizel50_For3_A 334 Sizel82 For3_A
85 Sizel37_For3_T 210 Sizel50_For3_T 335 Sizel82_For3_T
86 Sizeld7 For3 G 211 Sizel50_For3_G 336 Sizel82 For3_G
87 Sizel37_For3_C 212 Sizel50_For3_C 337 Sizel82_For3_C
88 Sizel37 Ford A 213 Sizel50_Ford A 338 Sizel82 Ford A
89 Sizel37_Ford_T 214 Sizel50_For4 T 339 Sizel82_For4 T
90 Sizel37 Ford G 215 Sizel50_Ford G 340 Sizel82 Ford G
91 Sizel37_For4 C 216 Sizel50_For4_C 341 Sizel82_For4 C
92 Sizel37 For5_A 217 Sizel50_For5_A 342 Sizel82 For5_A
93 Sizel37_Forb_T 218 Sizel50_For5_T 343 Sizel82_Forb_T
94 Sizel37 For5 G 219 Sizel50_For5_ G 344 Sizel82 For5 G
95 Sizel37_For5_C 220 Sizel50_For5_C 345 Sizel82_For5_C
96 Sizel37 For6_A 221 Sizel50_For6_A 346 Sizel82 For6_A
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97 Sizel37_For7_A 222

Sizel50_For7_A 347 Sizel82_For7_A

98 Sizel37 For8 A 223

Sizel50_For8_A 348 Sizel82_For8_A

99 Sizel37_For9_A 224

Sizel50_For9_A 349 Sizel82_For9_A

100 Sizel37 Forl0_A 225

Sizel50_For10_A 350 Sizel82_For10_A

101 Sizel38 Forl A 226

Sizel56_Forl A 351 Sizel83_Forl_A

102 Sizel38 Forl T 227

Sizel56_Forl T 352 Sizel83 _Forl T

103 Sizel38 Forl G 228

Sizel56_Forl G 353 Sizel83 Forl G

104 Sizel38 Forl C 229

Sizel56_Forl C 354 Sizel83 _Forl C

105 Sizel38 For2 A 230

Sizel56_For2_A 355 Sizel83_For2_A

106 Sizel38 For2 T 231

Sizel56_For2_ T 356 Sizel83 _For2 T

107 Sizel38 For2 G 232

Sizel56_For2_G 357 Sizel83_For2_G

108 Sizel38 For2 C 233

Sizel56_For2_C 358 Sizel83_For2_C

109 Sizel38_For3_A 234

Sizel56_For3_A 359 Sizel83_For3_A

110 Sizel38 For3 T 235

Sizel56_For3_T 360 Sizel83 _For3_T

111 Sizel38 For3 G 236

Sizel56_For3_G 361 Sizel83_For3_G

112 Sizel38 For3 C 237

Sizel56_For3_C 362 Sizel83_For3_C

113 Sizel38 For4 A 238

Sizel56_Ford A 363 Sizel83 For4 A

114 Sizel38 For4 T 239

Sizel56_For4d T 364 Sizel83 _For4d T

115 Sizel38 For4 G 240

Sizel56_Ford G 365 Sizel83 For4 G

116 Sizel38_For4 _C 241

Sizel56_For4 C 366 Sizel83_For4d C

117 Sizel38_Forb_A 242

Sizel56_For5_A 367 Sizel83_Forb_A

118 Sizel38 Forb T 243

Sizel56_For5_ T 368 Sizel83 _Forb5_ T

119 Sizel38_Forb_G 244

Sizel56_Forb_G 369 Sizel83_Forb_G

120 Sizel38 Forb C 245

Sizel56_For5_C 370 Sizel83_For5_C

121 Sizel38 For6_A 246

Sizel56_For6_A 371 Sizel83_For6_A

122 Sizel38 For7 A 247

Sizel56_For7_A 372 Sizel83_For7_A

123 Sizel38_For8_A 248

Sizel56_For8_A 373 Sizel83_For8_A

124 Sizel38_For9_A 249

Sizel56_For9_A 374 Sizel83_For9_A

125 Sizel38_For10_A 250

Sizel56_Forl0_A 375 Sizel83 Forl0_A

dZ Eof, A7) 9IS 19 forward strand®
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4 9lal, reverse strand%® WFE7}A 0]
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5" Webo|EY bk H o] $1x]= Forl, For2, -For 159
o, 7] EHE 19 Forl #k& Tolal, reverse strand2
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= RS [€]
T 1R BAEHE s AR & 5 Ay

loss(model(x),y) = _rl_l [Z(}'i ]og(model(xi)) + (1 — y) log(1 — model(x,)))]
i=1

model(x;) = i &/ input Off XGboost model output
y= #H label gt

n = input data =

ofr
td
1,
o,
o2
=
-
il

€l
i
o
ki
S
Lo
fy
o
rir
pacy
o
lo
=)
%

ot

o
i)
o
o
>

A}7] binary classificatione <134

2 oA, 7] JAFA T EEo] XGBoostd A5, FE 37| GAE XFstA FYHE AS 5o T
T St

i) gAY 9xE g Al WxE 2 37] ARE training(35), validation(FAZ), test(A5H71) Hlo]
HZ 258k Al

o] wj, Training Hl°]El= XGBoost EeS dh5d wj A8 31, Validation H©]E]+= hyper-parameter tuning
A3l AFEET | Test HolH = HAo 2d A & A5 H7= AFSHE AS 5Foz 3,

ii) Hyper-parameter tuning % 38t5 HAS EalA FHZ 9 XGBoost RS F-E=3sl= WA,

iii) Hyper-parameter tunings %34 Hox o8 TP AFS validation dataE ©]-&3}e] HluLs}],
validation data A%°] 7F4 = zdz AAs= 3,

flo
td
©
[o
N
2
lo

B odbmol A A7) Hyper—parameter tuning ¥4 -2 XGBoost EEE o]F+= 2] parameter(learner tree?]
ol Zlo], learner tree®] 7l5=, learning rate &) @& A3} st HAH = Hyper-parameter tuning 42

23 Bayesian optimization % grid search 7|H<& AMg3t= AS EAoz & 4 ).

2 e

Boowyol,  Ar] sy AL AR hyper-parameterES  ©]8€3}9]  XGBoost EHe
parameter (weights) 5SS A3} AA, Training loss WH] validation loss7} Z7}st7] A& std =2elo] 3}
B(Overfitting) HATh Werstar, TH-| model 5 FosteE RS EARoR 3 4= Q).

ool QlojA, 7] d) BAllA AFXA T Bdo] dEw skt YXE MY g vxE L 37 AR
ZHE EX3 ARge EA score e AFolH Adgle] ol8rtestd, wgFSHA= XPI(XGBoost
Probability Index) 3¢l AL EAo = & 4= 9lor} o]d IAHHE AL ot}

B wgo) A XGBoost Probability Index® AFA % EP outputS 0 ~ 1 scale® ZAso ZEzto= 7
|3k ks om) gt

Binary classificationd 7o+ sigmoid function& ©]&38to] &+ A -5 XPI #to] 1o] HAE st52 sHA
o, dE B9, AARMES AEY G AEo] dEEHH, AARAEZ AE9 XPI gho] 14 7M=S, 1
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7bFsattt. e FEdeA, A7) mEgE H AE dialed ZaAAe] AR AZE o ALgE F drk. ARG A
&= sl= =go] X, CD-ROM(Compact Disk Read-Only Memory), DVD X+ 7]E} W=z
AT 5 Jde= 499 Aot} W= ZEA A gJ3te] AHgH dHolg #
fufo] = mpg-2~ 0 EdE (Track Ball) v U2 §39] 29" tue]x~yd
A HlolHE HAFH AxHlog AFsted ARSET. A7) 2 olfHE taEd o] Aol o]
ARE vEhdn. 7] MEHA olfHE 278 B FAE SAMoRE AFE A
L85 AFHE sHAT fof 2 FAHoE AHE AL ofya, dF FAo] §lA
T e, T3 AFFX G AU E Y A (Storage Area Network, SAN)J durd 4 9l
of W el Fls g TR BEo A APseE 742 + Ut

o oot
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ol
rlr
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ofl,
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in)
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oo rowd ob fH T

oL W o ©L2 o
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e
o,
lo
o ox

o =

YA mEe| g, B me /&R Ade A A% el
& 2zEGRlS J15H, T2 AT AMT 5 Aok, AW, P mEL
) AT el desGesomcsl Ed e AL - 2 2

2 ulgAL, @ FRel SR s AL olde B sl&Rokel Geiels) Age Aolth,

3L

2o mE EE st=do], Ao, v AXE9O e og9 2o FHE F Tt /\EJ"ﬂ‘H
TFEEE A9 AAE HFE 2E FAd 93 #EThser FHY A e dEste 499 mAE X
gkl o2 59 FHAFE #5753 vfA= ROM(Read Only Memory); RAM(Random Access Memory); A7]t]Z~=
A v A FAE e Ay FES wWEE A D Ve AV)E, FEE By 34 A A A 58 23S
=

AA oql

AAd] 1. SR DNAE SEse], A B/NE B 59

7FQl 202 W NARAEZF S} 6192 NS 1onl® AFHEke] EDTA Tubeo] B oH, AFH F 243t
Tol 1200g, 4C 1529 oz 4 vt 14 d4Z223 s, 12 A" 9735 16000g, 4C 10
ol o 2x YAEYste] AHES AL FF AsAs LsTt. 28" @4 g, Chemagic
ccfNA 2K Kit (chemagen)S A}F&3}e] cell-free DNAZ F&3}aL, MGIEasy cell-free DNA library prep set
kit & AF&3}le] library preparation ¥d& 433t t}S, DNBseq G400 FH] (MGI) & 100 base Paired end
T2 sequencing 3FGT. 1 A3, AMZ o 9F 170 million 719 reads?} AALE = AL el i),

Or_\‘l_‘

M

E
Skl 91 WA 5 dEs AFos Fojstan.

A 194 53 B]=& paired-end sequencing reade]il, 100bp Zolo]= & forward strandE 5' Hikol
RE Forl, For2, ---For 1007}4¢] YAZ HAsAIL, Reverser strandol %= 5' Webo] EE] Revl, Rev2,
~Rev 1007FA1 9] YX1& dAst3ict. dArxbdHe] =YL bedtools ZZ 1] bamtobed ~bedpe &4 AH&31S
o,

gabctA e YAE QAU Ee] A WEE ek AAE 7hEe] Al WA, AAlA 1eA Askgk o
170M read Fx=2] AJEA dlo]E oA, U2]Z 17M readE XH3}S downsampling @ T}, QC filteringE
&J5laL, Size, position, base (ex, Sizel20_Forl A) %3S W&t fragment &= AFE FH, 999 3 QC

[e)

el
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1. AA i A S T3 275 2t 94 gl fJdoz FESGT. dE o], 4 dd A717F 1019
14, 15091 1, -

2. 7b 2% Wl S W AH E A, T, 6, C 919 ASE AFS. AE Eol, A WA A7)}
12091 FeAel A 9B 92 8 9719 £8 AFSHE ok E 13 2ol Fu@ F Unh
1
Siz=120 For1 For2 For3 For100 Rev100 Rev3 Rev2 Rev1
A 5,683 6999 6654 £,99%8 6429 6807 6,942 5619
T 4680 4422 8283 - 7,825 79 8329 4438 4716
G 4194 5555 730 3,970 3952 2772 5.609 4111
C 8,566 §153 5413 4,336 4768 5219 6,142 8676
N 12 6 15 - 6 = 8 4 13
Sum 23,135 23135 23135 . 23,135 23135 23135 23,135 23135

S
=)
u
~
N
_

20019 ;A GHS F 23 135 A7t A9, 2
A7 Zta | Sk dFHo] Zhz; 5,68370, 4,68070, 4,1947), 8,5667] YtiE A
A hE 9% 4 979 JIGE Agd &, AEAY " dA = ¢ (3 &E 2] TR

A PE = §. AAd 194E 15,063,130 D E UFo] =4 22 Ats
(Normalization) 3}e], o}2] ¥ 2(FESS_Table_120)¢} #Fo] ol W& AAFE FESS(Fragment End Seuqnece

frequency and Size) table& A|ZF3F3iTt.

# of fragments with size=120,position=Forl,base=A

# of all reads sequenced

=21 20 Sizel20_Forl A =

X2
Siz==120 | For1 For2 For3 For100 Rev100 Rev3 Rev2 Rev1

A I 0.000377 Q000465 0L000444 0.000465 Q000427 Q000452 0.000461 0.000373

T I 0.000311 Q000294 0.000550 0.000519 Q000530 QO 0.000295 0000313

G | ooco2i3 | 0000363 0000181 .. | 0000264 QO0G2E2 o 0000372 0000273

c | ooooses | cooo408 | 0000359 .. | 0000288 0000317 0000346 0000408 0.000576
4. N (ANE oy, W2 E2E 59 oF=2 97 Ad 54 E7rdd A9) @l A m=s AikekA] &%k
o,
2-2. Aol dabek 7] A9
B4 At aak g 99k 97 LS (Forl AR Ao ofg] B4S5 133k ic).
1. g2 &3 3715 18 WHSAIAZIEA A1 AAEAES SR AlololA] (Forl A)e] At Hlx 3%
z2lo] 7} =AE Kruskal-Wallis TestE o]&3le] BAIHZ EQeltt. &, &= 20| 7]AlE nie} o], A7
7F 11891 &4k ©A HoholAE (Forl_A)e] ddl H%rt ARJRY AAXANEZ ST FAIHeR 79
n3k FFoR A EEse= AL g WHog  F717F 1682 AF @ Huo M=

ok

2. olgg Woz o= ik W FIV|E 101914 200714 WIIAAZIEA A7} AARAEZE Alo]g
A A o= (p-value) Z¢latgitt.
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T AT, = 39 XHS A wHe] A/E, Y HE -log(p) @S LRI, Y & go] 5% AP A
AEALE B3 Aolel A Aol7h Atk AL ojm@tt. & 3o Z1AE vheh o], 10 AR W4 @A 2]
2 2712 sl AZA AARAEE Abolo] (ForlA) W Aol7} 2A Mol (-log(p) @ol peaks

Tk, ol#|gk #®lo] Training Dataset RF ol 2}, 5 ¥ Validation Datasetol A% TH3HAl W == A
o=z Hol, ZEANoZ A ;A WA F 7|50 Training Datasetol overfitting © 93 sjglo] old A
S 3JE 5 dHFYTE.

5 Datasetold FEZHOZ -log(p) #ol peakE Hol:e A o F7)E AEste](127~129, 137~139,
148~150, 156~158, 181~183), & 15709 a2k @#H =715 AHE ).

olgel, T2 YA & F7ldAE FASE dde] YElde AS FASATHE 9)

2-3. #HAo| vt 9% HH

AAje] 104 53 dlo]g= 100 PE dolgolmg  FEXo] A& 7hegh ik whH 9X]& Forl~100, 18]

Rev1~1007+4] % 200 7}=|o]t}.

% 4% % 29 FESS_Table 120& Heatmap @A o= A|Z4she ZAom, Hdom Al 4 £ % (Forl-10,
Revl~10) LXo)Awt 9xjo] w2 A, T, G, C &7] AL A ¥lx 2jol7} BHE L, read?] FEE(~100)0
2 AEE A v A, T, G, C 97 Ade] Ad Rz wiEEs As E1% 4 gl

o & E0°], Forle] A, T, G, C 971 A€ Aol ¥I%E% For2e] A, T, G, C 4] Q=S Agg zto]& Holx|gt
For11el A, T, G, C 7] M4 2 "l%=ek For999] A, T, G, C 7] AF Ao W%, Z22]al For1009] A, T,
G, C 471 A Al Wi 2 Aol flo] A9 fAkeh A& a1 4 glrt.

For1~10, Revl~10 ¢Jx|%k &El 3k5 o4

wheba, St Rl HeddS fd read SFE AAE AT
‘1

ZlHor, & 49 FHoz AW 4oL bl & 59 2Lt (Revl-10L Revlo-l 202 ooz FHat
Arh), 7P 4% shdSs BW, Forward®} Reverse®] 2 Aol Sl 22 Ade Ao Wwrt Az Fdd]
AR AL FAT F 9

& 5°], (Forl_A¢} Revl_A), (Forl T} RevlT), (Forl G} Revl G), 18]l (Forl C¢} Revl C)7F M=
AFEE AT Wl kS zbw ) e whH o= (For2_A9F Rev2_A), (For2_T9F Rev2 T), (For2_G$} Rev2 G), —Lglat
(For2_C2 Rev2 C)7} A& AR At wlw zhe zh=t},

O
&
B AN S A7 ol A2 Pearson's correlation coefficient @

ol & = SAENA & 59 &% F sjdy
Ak A7 Aol S48 Forl Al o] W= ghE3} Revl Ao Adf Wl g5 Afele] #AM, Forl Te]
A W% GE Revl T d W= s Abole] frAbd, Forl GO ol W= s

S Abol9] f§A3, 2 Forl Col ddl W% FHET Revl (Y Al H% #HE Aol FAMS =

-

QlskSiTt.

o813t B8 Ea Ak @ Forward strand® 5° ek d7] Lo At] W19} Reverse strand® 5° &
7] qde] A WETE fFARETE AS aodﬁé 4 993, A, Revl~10 YXE A Forl~10 X
b 2dl sk At feature® AEEFA T

Ao 2-30 4 A3 10 3] A= 242 A, T, G, C Ul FF7F &7 A99 A NEE Addd 5= o
dE o], Forl 9XelA= Forl A, Forl T, Forl G, Forl C¢ At] WEZ A &+ ot 7d a5 it
HEE Fol7] 93, 22 fA A= 971 AEE Abolo] fAMIS Flste] F7HA A S gt 9
2 8 7] AE AEE A HeolA sy weR seltt.
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1. For1~10 Z+ #1x]ellA A, T, G, C 7] AL 4 W=gE ALteta

2. (For1_A$} For1.T), (Forl_A$} Forl G), (Forl_A$} Forl (), (Forl_T$} Forl G), (Forl T®} Forl C), L&
. (For1_G&F Forl _C) Abole] AR S Pearson's correlation coefficient ® =483 t}.
o AR % 6ol Z)AlE vEel 7ol Forl~5 YA A= AL T. G, C Ul 28 7] Ade] A ¥lx xto]o] $A}
L AL o, For6~10 YA += A, T, G, C U F7F 97 AL A Hl= Alo]] FAA o]
2 A gl
wheb A, Forl-s SIAGIAE A, T, 6, C ¥l $5e] 971 A2e =¥ AWaka, For6-10 AAIAE A, T, C, 6
Z UE oz A 97 Adur Adstel.

Ardow Axe) Aadd A7) L A8 AD o) WEE sk 2k

1) @Ak &3\ =7): 127, 128, 129, 137, 138, 139, 148, 149, 150, 156, 157, 158, 181, 182, 183. = 157).
2) Ak @A 91X Forl~10. & 1074.
3) Ak o Y 4 7] AE 237

For1~5: A, T, G, C For6~10: A

1570 7] = 257 91X _G7]AE = 3757) Features

37570 9] Feature 32 X 39 7]A3F3A ).

Al 3, PNed B9 T 9 8% 3

Ao 204 AET 37570 FeatureS2l Aol W= Fk
HAleyd 2de st&elitt. WAleyd daE]lES XGBoost

ftlo
rO
pet]
o
f
)
2
o
ey
o

NARAEE BAE FREE

i
_|_,
ofo

ol
2L

AA ABES Training, Validation, Test HolE HE=RZ o] Training HoJH HEE =g 5o,
Validation ©lo]E] A|E+ hyper-parameter tuningell, Test UloE] AEE HZE nd A% H7lo] A&t

7 AE W AE S olesh 2.

#% 4
CIO[E ME | 472 MZZEMEZF SiX} | A
Train 99 30 129
Valid 42 13 55
Test 61 18 79
Total 202 61 263

Hyper-parameter tuning ¥4 XGBoost EHS ©]F+= o2 parameter(learner tree?] FHt] Zlo], learner
tree?] 7§49, learning rate %) #S HA 3} st HAolt}.

Hyper—-parameter tuning ¥}7goll== Bayesian optimization ® grid search 7|3 A}&3}% 3, Training loss
¥ validation loss”} Z7}3}7] AlZFehd 2elo] 348 (Overfitting) H AT B3te] model stH5S S
=

gl
o
v
td
g

Hyper-parameter tunings &AM F5 A 0] %S Validation HloJE] AEZ o] &3s}e] HluslaL, o]
< Validation HloJE AE ATo] 714 £& 2dS Ko ndolegl ddslar, Test tlolE NE=Z HF A&
H7ME G318l

A7) A& AAN BEel Xoboost Reol 21219) AN Ak 87570 featuree] ol WE @ MEE <
For yol FW, sy AE Al B4 S0l AMH T, o #F %L XcBoost

RS

Probability Index (XPI)&} B <]&}3itt.

e

fot
A

>,
o

M o
)

<
ofN
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ololo] MZoa] AFE XPI ko] 0.5 ZFo]H AARAMEZE 3AxIZ, 0.5 o]slo|d P oz Itslgd).

Hil

AA] 4, &3 2] HF &2l

4-1 A5 &3l

AAle] 3ellA FEHE valeld mEldA EEHE XPIL gel dES HAE S
Validation, Test Z&°o 2 i}bd &L, Train HES ©]835}9] model S T3
Test 152 =S ol8elAM, Train B&EE ol &l nhe 2o Hes llsiivt,

2E AELS Train,

S Validation L& %

5
Accuracy AUC
Train 1.000 1.000
Validation 0.945 0.952
Test 0.937 0.987

O A3, ¥ 5 2 %= 79 1A% wpel o], Accuracy + Train, Valid, Test ZgolA ZFz}F 1.000, 0.945,
¢l AL #elatgar, ROC ¥4 ZA3el AUC #+& Train, Valid, Test ZElA Z+2z 1.000, 0.952, 0.987
o s

AAlel 3ollA FEF wAled BEe] S XPI gho]l Al Aol At dAsh= AE Flsl. = 8
Z° 25 (True label) ARE YERHAL, ¥ 2 QKT SAHE #AlHE ZdlA

Axre A7+ (Normal), AARAEF FA(NBT)Y XPI 3= L+E+Lﬂf}

I A3, = 8o 7]AE wvle} 7o) XPI ¥+ Train, Validation, Test H|oJE] AE EFoA 77l MZEL
2730Y gEo] 7 A Fxshe S GRs e, AARMEE X AEELS 1Y A gEo] MY
=A YeidE AS E2139Y

HAle 204 AAEE featureE ©]&3te] HAld 3oA SERDE F53 I, 429 featureE ARE-3H] XGB
2dS 530S W, ZF featureE9 importance 2 7] ¥ 63 Zt).
X6
Feature ¥ Importance
Rank Feature Importance Rank Feature Impor tance
1 Size_149_For_5_G 0.093 189 Size_138_For_5_A 0.000
2 Size_128 For_1_A 0.071 190 Size_138_For_5_T 0.000
3 Size_138_For_1_G 0.054 191 Size_138_For_5_G 0.000
4 Size_182_For_4_T 0.052 192 Size_138_For_5_C 0.000
5 Size_157 For_1_A 0.032 193 Size_138_For_6_A 0.000
6 Size_127 For_1_A 0.031 194 Size_138 For_7_A 0.000
7 Size_158_For_1_A 0.029 195 Size_138_For_8_A 0.000
8 Size_137 For_7_A 0.029 196 Size_138 For_9_A 0.000
9 Size_156_For_5_G 0.024 197 Size_138_For_10_A 0.000
10 Size_182_For_5_T 0.024 198 Size_139 For_1_A 0.000
11 Size_127_For_2_C 0.024 199 Size_139_For_1_T 0.000
12 Size_139 For_2_A 0.023 200 Size_139 _For_1_G 0.000
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13 Size_183_For_3_G 0.023 201 Size_139 For_1 C 0.000
14 Size 181 For 5 T 0.020 202 Size 139 For 2 T 0.000
15 Size_148 For_1 G 0.020 203 Size_139 For_2_G 0.000
16 Size_156_For_1 G 0.019 204 Size_139 For_2 C 0.000
17 Size_150_For_9 A 0.018 205 Size_139 For_3_A 0.000
18 Size 127 For 5 G 0.018 206 Size 139 For 3 T 0.000
19 Size_183 For_1.T 0.017 207 Size_139 For_3_G 0.000
20 Size 181 For_1 G 0.016 208 Size 139 For_4 A 0.000
21 Size_137 For_2_T 0.016 209 Size_139 For_4_T 0.000
22 Size 182 For_8 A 0.015 210 Size 139 For_4 G 0.000
23 Size_156_For_1_T 0.013 211 Size_139 For_4 C 0.000
24 Size 158 For_3 T 0.012 212 Size_ 139 For_5 A 0.000
25 Size_157 For_2_T 0.012 213 Size_139 For_5_T 0.000
26 Size_137 For_1 A 0.011 214 Size_139 For_5 G 0.000
27 Size_150_For_2_C 0.010 215 Size_139 For_5 C 0.000
28 Size 181 For_3 G 0.010 216 Size_ 139 For_6_A 0.000
29 Size_127 For_3_G 0.010 217 Size_139 For_7_A 0.000
30 Size 156 _For_1 C 0.010 218 Size_ 139 For_8 A 0.000
31 Size_156_For_4_G 0.009 219 Size_139 For_9 A 0.000
32 Size 127 For_1 C 0.009 220 Size_ 139 For_10_A 0.000
33 Size_156_For_2_T 0.009 221 Size_148 For_1_A 0.000
34 Size 138 For_3 G 0.009 222 Size 148 For_1 T 0.000
35 Size_182_For_1_A 0.009 223 Size_148 For_1 C 0.000
36 Size 157 For_3 T 0.009 224 Size_ 148 For_2 A 0.000
37 Size_156_For_3_T 0.008 225 Size_148 For_2_T 0.000
38 Size 158 For_1 C 0.008 226 Size 148 For_2 G 0.000
39 Size_158 For_2_G 0.007 227 Size_148 For_3_A 0.000
40 Size 158 For_2 C 0.007 228 Size 148 For 3 T 0.000
41 Size_182_For_5_C 0.007 229 Size_148 For_3_G 0.000
42 Size 158 For_1 T 0.006 230 Size 148 For_3 C 0.000
43 Size_149 For_1 G 0.006 231 Size_148 For_4_A 0.000
44 Size_156_For_4 C 0.006 232 Size 148 For_4 T 0.000
45 Size_158 For_1 G 0.006 233 Size_148 For_4 C 0.000
46 Size 157 For_3 A 0.006 234 Size_ 148 For_5 A 0.000
47 Size_157 For_2_A 0.005 235 Size_148 For_5_T 0.000
48 Size 127 For 2 T 0.005 236 Size 148 For_5 G 0.000
49 Size_158 For_2_T 0.005 237 Size_148 For_5 C 0.000
50 Size_156_For_3 G 0.005 238 Size_ 148 For_6_A 0.000
51 Size_148 For_2_C 0.004 239 Size_148 For_7_A 0.000
52 Size 137 For_2 C 0.004 240 Size_ 148 For_8 A 0.000
53 Size_127 For_1 G 0.004 241 Size_148 For_9 A 0.000
54 Size_181 For_1 A 0.004 242 Size_148 For_10_A 0.000
55 Size_129 For_3_T 0.004 243 Size_149 For_1_A 0.000
56 Size_150 For_1 G 0.004 244 Size_149 For_1 C 0.000
57 Size_127 For_2_A 0.004 245 Size_149 For_2_A 0.000
58 Size 137 For_3 G 0.003 246 Size 149 For 2 T 0.000
59 Size_158 For_2_A 0.003 247 Size_149 For_2_G 0.000
60 Size 157 For_1 C 0.003 248 Size 149 For 2 C 0.000
61 Size_181_For_2_T 0.003 249 Size_149 For_3_A 0.000
62 Size 148 For_4 G 0.003 250 Size 149 For 3 T 0.000
63 Size_182_For_2_C 0.003 251 Size_149 For_3_G 0.000
64 Size 149 For 1 T 0.002 252 Size_ 149 For_3 C 0.000
65 Size_150 For_5_T 0.002 253 Size_149 For_4_A 0.000
66 Size 157 For_3 G 0.002 254 Size 149 For 4 T 0.000
67 Size_127 For_3 C 0.002 255 Size_149 For_4_G 0.000
68 Size 183 For_1 A 0.002 256 Size_ 149 For_4 C 0.000
69 Size_156_For_5_T 0.002 257 Size_149 For_5_A 0.000
70 Size 139 For_3 C 0.002 258 Size 149 For 5 T 0.000
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71 Size_183 For_1 C 0.002 259 Size_149 For 5 C 0.000
72 Size_138 For_2 A 0.002 260 Size_149 For_6_A 0.000
73 Size_158 For_3 A 0.002 261 Size_149 For_7_A 0.000
74 Size 157 For 1 T 0.002 262 Size_149 For_8 A 0.000
75 Size_150_For_3 T 0.002 263 Size_149 For_9_A 0.000
76 Size_128 For_3 G 0.002 264 Size_149 For_10_A 0.000
77 Size_158 For_3 G 0.002 265 Size_150_For_1_A 0.000
78 Size 127 For 3 T 0.002 266 Size_150_For_1_C 0.000
79 Size_127 For 5 C 0.001 267 Size_150_For_2_A 0.000
80 Size 182 For 1 G 0.001 268 Size_150_For_2_T 0.000
81 Size_156_For_2_A 0.001 269 Size_150_For_2_G 0.000
82 Size_158 For 4 T 0.001 270 Size_150_For_3_G 0.000
83 Size_137 For_5_A 0.001 271 Size_150_For_3 C 0.000
84 Size_183 For_1 G 0.001 272 Size_150_For_4 A 0.000
85 Size 137 For_1 C 0.001 273 Size_150 For_4 T 0.000
86 Size_156_For_4 A 0.001 274 Size_150_For_4 G 0.000
87 Size_156_For_3 C 0.001 275 Size_150_For_4 C 0.000
88 Size_182 For_2 A 0.001 276 Size_150_For_5_A 0.000
89 Size 183 For_2 C 0.001 277 Size_150_For_5_G 0.000
90 Size 127 For 4 G 0.001 278 Size_150_For_5_C 0.000
91 Size_137 For_2_A 0.001 279 Size_150_For_6_A 0.000
92 Size 127 For 4 C 0.001 280 Size_150_For_7_A 0.000
93 Size_181 For_3 C 0.001 281 Size_150_For_8_A 0.000
94 Size_129 For 2 T 0.001 282 Size_150_For_10_A 0.000
95 Size_157 For_5_G 0.001 283 Size_156_For_1_A 0.000
96 Size 127 For 1 T 0.001 284 Size_156_For_2_G 0.000
97 Size_150_For_3_A 0.001 285 Size_156_For_2 C 0.000
98 Size 127 For 4 T 0.001 286 Size_156_For_3_A 0.000
99 Size_156_For_7_A 0.001 287 Size_156_For_4 T 0.000
100 Size 182 For_1 C 0.001 288 Size_156_For_5_A 0.000
101 Size 181 For_4 G 0.001 289 Size_156_For_5_C 0.000
102 Size_150 For 1 T 0.001 290 Size_156_For_6_A 0.000
103 Size 127 For_2 G 0.000 291 Size_156_For_8_A 0.000
104 Size_127 For_3 A 0.000 292 Size_156_For_9_A 0.000
105 Size 127 For_4 A 0.000 293 Size_156_For_10_A 0.000
106 Size_127 For_5_A 0.000 294 Size_157 For_1_G 0.000
107 Size 127 For 5T 0.000 295 Size_157 For_2_G 0.000
108 Size_127 For_6_A 0.000 296 Size_157 For_2_C 0.000
109 Size 127 For_7_A 0.000 297 Size_157 For_3 C 0.000
110 Size_127 For_8 A 0.000 298 Size_157 For_4_A 0.000
111 Size 127 For_9 A 0.000 299 Size_157 For_4 T 0.000
112 Size_127 For_10_A 0.000 300 Size_157 For_4 G 0.000
113 Size 128 For 1 T 0.000 301 Size_157 For_4 C 0.000
114 Size 128 For 1 G 0.000 302 Size_157 For_5_A 0.000
115 Size 128 For_1 C 0.000 303 Size_157 For 5 T 0.000
116 Size_128 For_2 A 0.000 304 Size_157 For_5_C 0.000
117 Size 128 For_2 T 0.000 305 Size_157 For_6_A 0.000
118 Size_128 For_2 G 0.000 306 Size_157 For_7_A 0.000
119 Size 128 For_2 C 0.000 307 Size_157 For_8_ A 0.000
120 Size_128 For_3 A 0.000 308 Size_157 For_9_A 0.000
121 Size 128 For 3 T 0.000 309 Size_157_For_10_A 0.000
122 Size_128 For_3 C 0.000 310 Size_158 For_3 C 0.000
123 Size 128 For_4 A 0.000 311 Size_158 For_4 A 0.000
124 Size 128 For 4 T 0.000 312 Size_158 For_4 G 0.000
125 Size 128 For_4 G 0.000 313 Size_158 For_4 C 0.000
126 Size 128 For_4 C 0.000 314 Size_158 For_5_A 0.000
127 Size 128 For_5_A 0.000 315 Size_158 For 5 T 0.000
128 Size 128 For 5 T 0.000 316 Size_158 For_5_G 0.000
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129 Size_128 For_5_G 0.000 317 Size_158 For_5_C 0.000
130 Size 128 For 5 C 0.000 318 Size_ 158 For_6_A 0.000
131 Size_128 For_6_A 0.000 319 Size_158 For_7_A 0.000
132 Size 128 For_7 A 0.000 320 Size_ 158 For_8 A 0.000
133 Size_128 For_8 A 0.000 321 Size_158 For_9 A 0.000
134 Size 128 For_9 A 0.000 322 Size_ 158 For_10_A 0.000
135 Size_128 For_10_A 0.000 323 Size_181 For_1_T 0.000
136 Size_129 For_1 A 0.000 324 Size_181 For_1 C 0.000
137 Size_129 For_1.T 0.000 325 Size_181_For_2_A 0.000
138 Size 129 For_1 G 0.000 326 Size 181 For_2 G 0.000
139 Size_129 For_1 C 0.000 327 Size_181_For_2_C 0.000
140 Size 129 For_2 A 0.000 328 Size_ 181 For_3 A 0.000
141 Size_129 For_2_G 0.000 329 Size_181 For_3_T 0.000
142 Size_129 For_2 C 0.000 330 Size_181 For_4 A 0.000
143 Size_129 For_3_A 0.000 331 Size_181 For_4_T 0.000
144 Size 129 For_3 G 0.000 332 Size 181 For_4 C 0.000
145 Size_129 For_3 C 0.000 333 Size_181 For_5_A 0.000
146 Size_129 For_4 A 0.000 334 Size_181 For_5 G 0.000
147 Size_129 For_4 T 0.000 335 Size_181 For_5 C 0.000
148 Size 129 For_4 G 0.000 336 Size_ 181 For_6_A 0.000
149 Size_129 For_4 C 0.000 337 Size_181 For_7_A 0.000
150 Size_ 129 For_5 A 0.000 338 Size_ 181 For_8 A 0.000
151 Size_129 For_5_T 0.000 339 Size_181 For_9 A 0.000
152 Size 129 For 5 G 0.000 340 Size 181 For_10 A 0.000
153 Size_129 For_5_C 0.000 341 Size_182_For_1_T 0.000
154 Size 129 For_6_A 0.000 342 Size 182 For 2 T 0.000
155 Size_129 For_7_A 0.000 343 Size_182_For_2_G 0.000
156 Size 129 For_8 A 0.000 344 Size 182 For_3 A 0.000
157 Size_129 For_9 A 0.000 345 Size_182_For_3_T 0.000
158 Size 129 For_10_A 0.000 346 Size 182 For_3 G 0.000
159 Size_137 For_1.T 0.000 347 Size_182 For_3 C 0.000
160 Size 137 For_1 G 0.000 348 Size 182 For_4 A 0.000
161 Size_137 For_2_G 0.000 349 Size_182_For_4_G 0.000
162 Size 137 For_3 A 0.000 350 Size 182 For_4 C 0.000
163 Size_137 For_3_T 0.000 351 Size_182_For_5_A 0.000
164 Size 137 For_3 C 0.000 352 Size 182 For_5 G 0.000
165 Size_137 For_4_A 0.000 353 Size_182_For_6_A 0.000
166 Size 137 For_4 T 0.000 354 Size 182 For_7 A 0.000
167 Size_137 For_4 G 0.000 355 Size_182_For_9 A 0.000
168 Size 137 For_4 C 0.000 356 Size 182 For_10 A 0.000
169 Size_137 For_5_T 0.000 357 Size_183_For_2_A 0.000
170 Size 137 For_5 G 0.000 358 Size 183 For 2 T 0.000
171 Size_137 For_5_C 0.000 359 Size_183_For_2_G 0.000
172 Size 137 For_6_A 0.000 360 Size 183 For_3 A 0.000
173 Size_137 For_8 A 0.000 361 Size_183_For_3_T 0.000
174 Size 137 For_9 A 0.000 362 Size 183 For_3 C 0.000
175 Size_137 For_10_A 0.000 363 Size_183_For_4_A 0.000
176 Size 138 For_1 A 0.000 364 Size 183 For_4 T 0.000
177 Size_138 For_1.T 0.000 365 Size_183_For_4_G 0.000
178 Size 138 For_1 C 0.000 366 Size 183 For_4 C 0.000
179 Size_138 For_2_T 0.000 367 Size_183_For_5_A 0.000
180 Size 138 For_2 G 0.000 368 Size 183 For 5 T 0.000
181 Size_138 For_2 C 0.000 369 Size_183_For_5_G 0.000
182 Size 138 For_3 A 0.000 370 Size 183 For 5 C 0.000
183 Size_138 For_3_T 0.000 371 Size_183_For_6_A 0.000
184 Size 138 For_3 C 0.000 372 Size_ 183 For_7_A 0.000
185 Size_138 For_4_A 0.000 373 Size_183_For_8 A 0.000
186 Size 138 For_4 T 0.000 374 Size 183 For_9 A 0.000
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