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a) A A Zo| A LS FE8to] MEAHRE & 535t B,

b) 853 M I A H(reads)E = ANA A E d o] ] H| o] 2~ (reference
genome database)®l] “d E (alignment)&}= T A;

c) 7] AE ¥ A DA H (reads) 7] HF2] AeA (fragments)S- ©] 8
e slE ol H & A4 sk A,

d) A E A7) WE sk dolH & ghsd A5 Bdef 55t
WA 8l aL, 7] gk(cut-off value) Bl alsto] A A o] 4 F-5-& A oh=
A E ek A3 A 5 7|6 A A ol A Y.

Al1grel oA, 7] a) DAl = th o] GAIE et o
TPE = AL 5O o= 1T A5 7|HE AAA| o] A
(a-i) A, N A A ¥, 2k gl AW F7RA

HobAl 2 ek o, A AR R olo] EF=olA 3

F5 8= 2l
(a-ii) 2 F F 4kl A &8 -0} ¥ (salting-out method), Z &
A2 nkE 18 3] W (column chromatography method) 5= H] =
" (beads method)S- AF-&-3Fo] whalal 2t 9 7]} ko] &8 A A skar
AAE S 55t 9,
(a-iii) AAE i = 44 Ad, B4, ¢ A 29 (hydroshear
method) &= 2}9] W S} (random fragmentation) ¥ 3 4kol] thalo], A =
ol = A] % (single-end sequencing) H=5= o] = A A (pair-end
sequencing) £Fo] .21 2] (library) & A 238l ©A;
(a-iv) A2 efol B el 2] & ApA o) £ Ak A & A AL 7] (next-generation
sequencer)©l] ¥H-3-A] 7] = Al A
(a-v) ZFA o] F A2 DA AR ol A AL MDA H (reads) & & 5 35F
A
Al1gtel hoiA, 71 ¢) Al o] #E 3R HolE = 2= id
=% (Grand Canyon plot, GC plot) 2= A1 =9 7]& ¥ &3 (Genomic
Castle Wall plot, GCW plot)?l A& 54 0 =& 3}i= 1345 7] 1k 9 4 A]
ol A& Wi,
A38ell lof A, 471 GC plot=> A & ¥ A AbekaH o a8 A 313
X5 78 S (count) == HAH A (fragment) Alol 2] A E &
qbsto]l HElStE HolB 2 A sk A& SH R 5= e A5

I

A4zl ol A, 471 AAA k8 RS SAkaAe] Fi A akshs
AL atrlel @A s Egatel £qets AL 5P o = AeAS
714k o A A o)Ak A W
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iii) 2 7L :rL7]’°ﬂ ﬁz%ﬂ aﬂ)\}r/}ﬁ FEAZ
A 11 3H(normalization) 3Fi= ©HA]; 2
iv) ZF 3k B E X F gh o= sthar, 7] i) dAl ol A AL e A st
e YE Lo = 5t GC plotS A A 3H= T,
A43kol hoA A, 71 AMA 38 BEE ik Afol o] Fel &
AretE A at7] o] @Al & Edteto] k=
AE A5 7IRE FA A o] A= WH:
i) A S AT Hbin) 22 T E-5HE Bl
i) ZF 7-3koll AHH LA Afol o] A E ALk @Al
iii) 7k TRPE R A A2 kS VIRke 2 7 R3ke] A7 €
3 4k (RepFD) = A4 3h= @A,
iv) 71 iii) @Al oA ALt T 5kS A A bk Apol o] 72 ghe]
) F 4k o 2 5o A4 51 3H(normalization) 3F= ?_}74]; =2
iv) ZF 3o oA E X S gho R star, A7) iv) @Al ol A ALk g A st
Q%Y%ﬁgiéhummmgﬁﬂo~ﬂﬂ.
ﬂmﬂﬂ“ﬁﬁ'wﬂﬂ 2 ALk Afol o] Ao 7, A, 5, B,
SRk, w9, H Ak Al WAL AR Tk Ao A
s AF, ol 5] Ak R ol 5o 2R A E Toll M A8 H =
B o] Al AL EX o 7 Fl= 3 A5 V] A oA} AZHHH,
A33kel] ¢ ﬁHAW(mwmm—ﬂﬁﬁﬂﬁ A Atele] A& AAA
S 2 ARbstar, A A A 9 o) =42 Eskala) shi= A A
A s wahajdate] aef e A= A How o=
A& A5 7]k A o] HE .
Aggtell A, 7] GCW plot> 317 2] @A S E3lst= Wi o=
FH= AL EH R = e A 7IH A o3 A
D2 A A E2 AEE SAd A Aol o] A2 E ALtekE ©A
i) 71 i) DA A AAtR A gEE 7IHke 2 ZF 7o) A g 9
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oy
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iii) 7] i) @Al A A" AAAE o) Z4LE 3 5 3H(standardization)

iv) ol S WHT AAAE AT GAAE F ARE
A3 A A 02 sk B 2
DEECEE R e

qafﬂxoa wap A star, 2t A o] F=shE AR gE



WO 2021/107676 PCT/KR2020/017065
UAE ZPe PPon FYHE AL 5o s AFA T A
QA7) o4 A5
DA ol =0l AEHA Fe P BEE THY BF YOS
B Bl
2) 471 BE Qo)A #3394 RepFD 7]

3 7 (Reference_Mean)¥} 3% = 3H Z}(Reference_Standard_Deviation) S
AAkak= dAl;

3) 71 2) DA N AL B EE
EE = d;

Py -
A1

)

A5 3t7] 54 19 B3l shel Z

Zehe = {(RepFDenc - Reference_Meanc,) /Reference_Standard_Deviatione,) + 5

4) 4371 3) @A A ARG QNAE Zehr & ol WH s
Bhiz 942 9] Zehr FO.E b= A,

(BT@ 11 A9l glol A, A7) ShE GRS Savan Abole] Aol &, A, 7, B,
Fabgh, W91, Aol Aohgh WAL BEAAL Fgg Ava,
MEAF, ol E e gl L ol E e £FoE TAY FoA A
sht ol el 7ol A& BH O Bz AFA S /W A AA o] g
A&,

(BFF 121 A1 QoA A1 (@ DAL ABAS Bae A4 Fe7gg

1. O [e)

A 315 o] B &} QA o] o] 9li= WME 3lE HolE & - EE
NEE eF5sh= A& 54 o= af= 1F A5 7| vF A A o]
AZUH.

(73 13] Al oA, A7 325 2d-2 34 7 417 Wconvolutional
neural network, CNN), A & 217 @ (Deep Neural Network, DNN), <=3}
A1 74 " (Recurrent Neural Network, RNN) 2 2 & 91 71 (autoencoder) =
TAE oA HE = A& SHOE sh= A5 78 A A o] 4
AZH

(78 14]  Al128ol A A, 7] AFA] 5 E @ o] CNNO| AL, binary classification &
i) 228 FAHM, 7] AE A5 EEo]

Al
CNNP©] 3L, Multi-class classification< 8} & 4%, &4 8t = 317] 54
st 13 Al 5
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24! 2: Binary classification

Joss{model(x),y) = — % [Z{yi log(model(x;)) + (1 — ¥;) log(1 — model (x)))]
=1

model(xy) = i E#input O 2IF A& model output
y = X label 2t

n = inputdata
24} 3: Multi-class classification

loss(model(x),y) = — —Z(Z(yl ; log(model(x;));)

i=1 j=1

model(x,); = i &4 input Off j A X/E XS model output
y = A& 1abel &}
n = input data 5=

¢ = class ¥
A1ghel] A oA, 7] d) GA Q] AFA] 5 Bdo] = e s
Ho| ] & ¥4 8lo] & ¥ 5= 215k DPI(Deep Probability Index) 8k <]
A& EHOR o]»— ol F A5 7|ulk A AN o] 4} AZuA
A1ae] dolA, A7 d) AL 7132 0.50]1, 0.5 o) AL A9,

Lo R RS AE SO o AFAE oY
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Fl
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5412 & sto] AR E B Soh 5
A=y ML BE ANA AL dolEio] o] G FAR; 2

whe] S Aha 2 o] 83 WE 3l Hlo|E & A4 el
o) 4%

CESEEESEREERESDESEERECELEERESE
Z1Z @k vl wste] GAA ol F7E WA AN ol BHRE
A A% 23

5_1-‘_8]-:‘]..‘_‘_ O] 57—]1 = 7] I=1% 03 AR ﬂ] 01
AFEH A5 7he g A v A 2 A, AAA ol e A E 8k T EAA
A AW =S FAY = BE S s,
a) A A oA LS FEot] MAHRE
b) 53 M A H(reads)E 7= @A A E d
genome database)©ll 7 ¥ (alignment) 3= ZA];

c) 37| AE ¥ A DA H (reads) 7| HEe] FAbdA & o] 8¢ W B 5} ¥

A&
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