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1. — P £DNA T BEARFAIE 4H & PRSI X 70 7 1) £ B T Tl 52 4 753 S5 o i 1) k7
W N A, HRRAEAE T, BT iR ¢ FDNA A BUARRAE 4 & B 15 55 — o FDNA A BURRAE F AL & AN S —
cTDNAF Bt AIE T 2045, Frid 38 — c FDNA v BERRAE 415 HH163-164bp . 163-165bp 161 -
165bp.161-164bpAH165-166bpZH i, Frid 5 — c FDNA ;v Bt e fiE 14 & FH339-340bp . 341 -
342bp343-344bp.337-339bpM1340-342bp 2 %, , AT i S iE N &5 B  F 9 < 15 0 < T Ji e
B U 5T BEAH R

2. — T A7 R e 5 A RRE Y R G0, HARFIEAE T, G DL RS .

i N, T 5N 528 c £DNA F Bk B 8 s 4l

IR ML, 5 BT IR B A\ HUE RS , T IR AUR EE SR 1 BT IR ¢ £DNA v BEARFAIE
H G h % c CDNA v BURFIE I Fr BOECER EL A1)

S E TR AR , 5 B 29 A7 1 o I A O 12, T AR5 BT I8 ¢ DNA v BEARRAIE 1) Bl i
LU A5 0 T 52 X A 7 SRR R , e, BTl i D 4 B e S R L 1 e L TR L B R B
ipdpigs=2iifi ok

T iR e i TS ER I T DR J5 vk 0 32 0 A 7 B e iE -

AR T A RS WA -

m
i
1

=
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n

2N,

He,

Score NHIWHE ,

mA BT 5 — ¢ £DNA J1 BURFAE 7240 & HH c EDNA F BURFAE B2, noN iR 38 e £DNA B,
FEAE - 2H &5 Hh e EDNA B B R AiF 2k i

Ti A —cEDNA Y BURHIE T4 6 R A5 14 EDNA F BURFAE I Fr BB B L A1)

NN —cEDNA T BURHAIE T4 & Hh 56 j AN EDNA v BURFIE IR BOECEC L A1
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—F TN RERIcONA R EX 43 4E S R G R N A

BRARGUH
(00011 A< W Je T8 i Ak DR A 2 g AR AU, H AR, 945 B — ot FH - TN 88 4 ¥ ¢ FDNA J B
AL & RGN

EREA

[0002]  [fmyf& & B9 % DNA (cfDNA,Circulating free DNA or Cell free DNA) REWEBEHE
S ZAA  JaRE AN JORE i B S ke AR IR BE AR AL L 7R 5 1 S BS W L TS R I S O T B
BB AEMME AR, cEDNAT V2 FH T il 7 0 S A 0 Ik i 9 3R B, AT AR A 2 1)
c FDNA Fr BCARFAIE X g ZH 2R IR BEAT 432,  £DNA A B B K 19, 0] DA 71 2H 2GS YR B3 e >k
[0003] SR, B Hi K 22 BOM AR T A 77 V2 948 3 A ) of 3w 7 i R R AR Bl e A e
HEH BB T75% 2 008 T 2R R 7 (WGS) (7732, Joi 78 70 FF R Ho At 20
M HEE R

LIRS

[0004]  HfE ke FIREAR R A 1) 2> — AN AR R T — AT T 2 A S i
B EE N R G, LR Sl e £DNA Fr B 43 A5 I gd s 640 , a3k 1T 48 U PR AS 2 75 9 I e A o B A
M, AR B R AR T R0 F

[0005] 7Rk BH 28 — 5 THI$2 i —Fh c CDNA Fy BERFAE2H & , GG 58 — c CDNA Jy BRRHE T4 &
/B — e EDNA T B E 7404, FT IR 45— c EDNA F BOARRAE 7404 B 4% V& #£60bp~200bp 2.
[ 5 HL A BEBCE: B 9 0 T A8 i A A R 388 0 AR e EDNA T BRAFAE , FITIR 38 e FDNA F BUAFAIE
A FEEE300~400bp 2 [8] 3 H F B H & Lb 51 78 5 4 9 0 A A A a2 1) ¢ EDNA B Bk
AIE 5 T 3R 38 I B85 2 A 8 A GE T8 4 T AR AR B R BURFAE 1 B B 9 i AR SR BT

=

[0006]  FEA K BAH, FHOCARIE I & LT -

[0007] 7 BRARFAIE « 2 F6 4 ¢ FDNA Fr BEHZAS [FH B2 Xl 43 AN [R A B IXC D A4 v B X ) Y
[P T ¢ EDNA v B RIS — AN BERFAE o 481 1 v B RrAiE 4 : 61-65bp , B.46 7 BE K BE 6 1bp
62bp~63bp.64bpF65bp 1) FDNA B o 491 40 F BEHFAIE 9 : T4 -T5bp, GG B K B 9 74bp il
75bp e fDNA F B o

[0008]  Jy B ECE LU A3« R 4a — AN BORRAE H B e EDNA v B o s v B e 4ol

[0009]  FEAR A, BT id e FDNA F BEK AN £ s 204 2 6 R I e 77 7245 B 508 , Bk
W73 B AL FEWGS I WWES 7 MeDIPFIMBD - Seq 20 41 (4T & —Fh . F 92 b, AA R AR
N DR AT BEASE AT I R BRI 3 1R 7 7, R BLREAE 3845 ¢ £DNA Fr B B S B BT
[0010]  FEARHAH , BT IR 5 —c FDNA Fy BURRAE T 20 A HR IR AN B BORRIE BT EL 7 (I c FDNA
BAH X 2B LA A AR R B 1 B N 3 AR R B, % 7E.60bp~200bp 2 [ () 1 BERFAE AT LA K
WUNIEE , 3F H B A B s RS AE L o 504 AN et =, & BN R L& E 130bp~ 175bp 2 [A] 1]
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cFDNA v BRI B A B 5 AR e i TRl s 1 o

[0011]  gk— P b, 40 RAE V& 7E 130bp~175bp Z [A] ] c FDNA Jy BEURFAiEH , e #6163 - 164bp
163-165bp.161-165bp.161-164bp.165-166bp.159-165bp.157-164bp.155-156bp.163-
168bp.160-168bp~157-158bp.154-156bp.161-170bp.156-160bp.161-162bp-157-159bp.
165-168bp.157-162bp.157-160bp.151-160bp.152-158bp.160-162bp.153-156bp.151-
159bp.166-168bp~148-150bp. 149-150bp.149-156bp.159-160bp+151-156bp~ 167-168bp.
147-148bp.146-150bp.165-172bp.166-170bp.151-155bp.153-154bp.149-152bp.145-
150bp145-151bp~166-172bp.145-148bp.151-153bp.151-152bp169-170bp~ 145-147bp.
169-171bp.142-150bp.169-172bpF1141-150bpH ) 2 /b —A , BEREAE HEHh T 52 383 & 15
AR B R 15 B R ) AU

[0012] B Nt — 20 KRB, LR B BURFAE 0 I8 B A 2 8 22 T, 243 5163 - 164bp.
163-165bp.161-165bp.161-164bpF1165- 166bpE MR EYIN , A I 5 1 1K) RE TH 51 21
R

[0013]  FEARHAH, BTk 55 —c FDNA B BYARFAE 204+ B B BORFAE TS 2 I FDNA F
BUMST AR L 3, A & BH 1 R BN 3 A R B, ¥ E 300bp ~400bp 2 [8] ) BERFAE W] LA FH
AR B e , I HLEA B BRS HEFE o BI04 A B 1, R B N R BI7% £ 330bp~360bp 2 [A]
(1) TDNA B BEAREAIE 2 A B8 v 0 e R R

[0014]  gE— P h, W R AE P& FE330bp~360bp 2 [H (¥ c FDNA Fy BERHIEH , 16 #8339 -340bp .
341-342bp.343-344bp.337-339bp.340-342bp.337-340bp.341-344bp.336-340bp.341-
345bp.337-342bp.337-338bp~343-345bp.341-347bp.340-348bp.334-340bp. 341 -348bp-
345-346bp.343-348bp.341-350bp.345-348bp.346-348bp.333-340bp.347-348bp. 346 -
350bp.335-336bp.331-340bp.334-336bp.349-350bp.349-351bp.331-339bp.349-352bp-
333-336bp.348-354bp.351-352bp.349-354bp.349-356bp.352-354bp.351-355bp.333-
334bp.331-336bp.349-357bp.353-354bp.331-335bp.353-356bp.351-360bp.355-356bp-
355-357bp~331-333bp~355-360bpA1357-358bp H1 [ 2/ —AN , BENE K HEHL U 52 i & 2 15
AR B R 15 B R ) AU

[0015]  [AIEHh, A BH NGE—2D I, B3 BORFAE A 3% 6 [RI R AN 2 1 22 B 0, 406 456339 -
340bp.341-342bp.343-344bp.337-339bpH1340- 342bpfE FAx EMNT , B A A5 4T 1R R
TR o

[0016] A BH 1) 55 — 75 T $ it — Fh Pl 52 103 2 75 AR A R i B 2 15 LA BRI 1 X
B IR R G5, A HE DL R AR

[0017]  H¥aim NAEH, F -4 N\ 320 o FDNA B B K RV 0

[0018]  Z3Ai ik o AR, 5 Fridk B e i NS B , T 3R 45 BTl o £DNA Fr BRFAE 2H 5
5 c fDNA v BERFE I Fr BB LL 91 5

[0019] i TSI , 5 il 43 A0 1% A A A Hede 422, FH TR 98 BTk ¢ £DNA 7 BROREAE 1) v Bt
Hi LA P W 52 T R R B 2 7 B R IE 1 XU

[0020] 7R K BH I — LS 5 S, BT IR 3 —c FDNA Fr BURFIE T4 & R 22D — S fDNA
BRI 11 Fr B B0 LU A8 186 0 0/ B BT IR 35— £DNA B B4R T-2H 4 28 /b — AN o £DNA T Bt
TER R BB L A5 98 , T T ik 52 3R 3 6 e i i3 L B e 1 XU
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[0021]  FEACKZ B 55— L85t J7 ZE v, ik ¢ FDNA v BURFAEZH & B4 5 — c FDNA 7 BURFAIE
T A G . FDNAFT BURFAE 74165, Birid e RE PN AR BRI 1 1 28 Q3R A5 4 i -

[0022] Score=———

[0023] H+H,

[0024]  Score NH|Wi{E,

[0025]  m A FTid 25— c £DNA ;v BORHAE - 2H & 1 o £DNA Jr BURFAE 30, n 9 T IR 5 — ¢ £DNA
Fr BRI 7204 P cEDNA B B AiF i 8 i

[0026]  Tiy&f—cfDNA T BURFEF2H-G H 25 11> c £DNA Fy BORFAE 1) Bl i Lt 491

(00271 N A% —cfDNAJT BURFIE T4 65 1 56 50 c EDNA T BURFIE K BEECE: EL 481

[0028]  FScore KT TR BRI , I JI 7 v it 52 5 KB A e e Bl H A RROM i (1) IR o
[0029]  FEAK BH I — LSt 7 2, B Tt 4 A AR 8 AR e AEAE A Score{E A1/ B
R IE B REAScore [ BEA TR B 1

[0030]  fFadkh , Jfr s Y0 (5] 1 2 AR 408 A AR H hE A AR ScorefE AR ZRAB A € 1

[0031]  fFadkHh , Ffr s Y0 () 1 2 AR 408 A 4k 1E 5 FE AR ScorefE AR ZRAE A E 1Y

[0032]  fFikith, ik Tt o] {2 AR 48 HF AR S A ASScor e [H AR T HEAR IE B FE A Scorefd
) 158 0 AR 2R A 5 1) o 3K L PR e i AR A R I 5 R A TR e AR, DA 75 30 i B A I
[0033]  FEAJ B — 48 HAR SRl 7 S b, BT iR B4 e A A2 48 101 BL_ B hE A4S, £51)
W104~.204 50N 1004~ . 2004 500N EL BE £

[0034]  FEA KB — 2 BAR S T 2 b, B ARRAE 245308 Al h Ar 5 1/4 53 4r
B3/ A5 KL i —F

[0035]  FEAK B, B g i A0 35 (H AN B T+ Sk 9 A I e » 0 2 448 PRI LR S T T A
Je R PR SRR PRRE R R I TRIJRE P B PRI A L PRVJR I A A B PRI T
I8 1) B2 988 G R8T T3 LIRS A SO L PR R &5 B e JER e - T 271 e B8tk 200 P g 3 i
0 R R e T S R I e FL o LSk e L SR e  BEAE R SRR R T A
I8 REAE i ok T TR K Do 200 MR IR e < B S 20T AT 5 e S AL e /)N 400
S« 0 B g IR R T 40 PR UG B R AT B RE A A RT | R A SR AR | It 4T
JeE W A 2R /D TR AR TS S5 i R\ R ER R e BRI YR R T B IR AL I I B
PSR 5 10 I 5 Qa2 e Ik L T P P R e s B 200 L 1 T (Rl i 40T S T 8 4 B B8
FAAZ AN MO FRZ 4N RN 21 0 ) 5 PR T I (1 1 BE AT CRZ4H ) 1 0093 A0 A2 vk
EL 20 P 1 ) s A PR LD A MG 2 R (B A SR AR E T e) 2 R E R T
JRE RS B BR R [ IURE A R

[0036] A<k BH SR = J7 T H A i WA 25— J7 THI iR ) ¢ £DNA Fy BRORFAIE 2H & P e 0 1k 771 76 1)
2 FH T 1000 521K 2 75 B8 e B 2 7 B AR e 1 U Rl SR I R H

[0037]  FEA R BH ) — STt 7 22, B i A It 7514 75 4 R R/ sl 71 o

[0038]  FEAKHH 1) — LSt 77 22, i ) G ids A0 4 o EDNABR B o

K|

gl

K|



CN 115558716 B W OB P 4/14 T

[0039] A BHIA fi AR

[0040]  AHXTTILAHA, &K HEA LU E SO -

[0041] i A 2 WA () ¢ EDNA Fr B 4 4 A0 28 G kAT S e U, AN AT DL i 5 B 366
WGSI 7 \WES Wl J¥* \MeDTPFIMBD - Seq 9 4H A AT 2 — Pl 7 77 v () £l e , ] DAASE FH AT =2l
P (BRI () 75 045 2 80 , R LB 3R A5 c FDNA B BE K S B B my o

[0042] | A & B 1 EDNA - BERRAE 40 A FN AR G b A7 96 i 00N , BE8 R FH ¢ FDNA By BR & &
REAE 23 BT, X T8 1 T P e BE AR

[0043] I FHAS J BH 11 ¢ FDNA Fr BURRAE2H & A R GeidE A7 Jed R 70 , B P ARG 1 25 F o £DNA - B
3 BT OO Jeg i 1) 75 ¥ 0t e it s 6 ity 1) S SRORMA G , S5 3 4 9 17 LAt 4 2500 7 25 1 mT
FREE R FNR) PR, BRI, B K B B AR T 35 T c EDNATS W7 i g ) SI2 36 i A, IR IR 4 s 7 i T
c FDNA FHUM Jae 2 A 7R A

B =1 5% BR

[0044]  [E 17t 1 FF 10 FDNAFT BURFAEAE I ZR AR AT UE £E Hh BEAT iR R0 O 45 R
[0045] X275t 1 R FH 201 c FDNAFT BURFAEAE I 2R SR A6 UE £E Hh BEAT iR 1R 0 O 45 R
[0046] &3 i 1 A FH 30/~ FDNA T BURFALL £E VI 2R SR AN S0 I £ 2 AT il 8 Rl ) 4
[0047]  [¥47 t 1 FF 40 cEDNAFT BURFAEAE I ZR SR A6 UE £E Hh BEAT iR R0 O 45 R
[0048] X575t 1 FF 50 c FDNAFT BURFAEAE I 2R SR A6 1E £E Hh BEAT iR 1R O 45 R
(00491 {67 i 1 A 601~ FDNA T BURFALL £E VI 2R SR AN S0 I £ £ AT il 8 R ) 4
(00501 [ 77R 1 A 10/~ c EDNAF BRI £E A b S 108 h EAT IR 1051 (1 45

BASLiE A

[0051]  FRAESA UL N\ LR SO B0 T I0A BRI 51 , 15 A B H BT A 1) 49 20
A 2 LRI T &, HLET A A RN R AE 7 VL8R e 5 A iF 4238 H I RE I 72
PIE LT 5 A HE b S ATATT L) B R RiE B A TR N A 2R & T ERS %, HE
SN I R L R 5N ANAEN S5, Rl 3% 8 SR BT % 8 117 96 T A8 (1) 2 AR RS S5 1 8
S AN R IA BOR A 3 R 0 B AR ARAE )5 5 A B 3 AT 8 XA —F WA H
i R R AL AR TE & SUNE.

[0052] 7 HR 7 (1) B0V B RS A (DM, PRI IR B LR 5 0 B, 5 D) 3 ] 60 355 i B4R 1 2
1B o BB Y Rl B 4% DA LA A7 38 I i) AN BR A 21 _E BRAE B9 A B, 26 2 AR B RURE S
1T BB EE (B AFAE 22 /D 24 B 1) 1] [ o 1% LA AN A AR SR TR 1) P 25 1) BAR = 4, 3 HL BT
F 25 ) B ARAE 5 B e 2 TR R B i ] BE A& R T R L B E A i .
[0053] 2 [ A K BH R tR B R i) B R T R A s AR B INiE R E L, U N4 &
S5, %o A B IEAT 3E— 2 TR U

[0054] =iy

[0055] DL 7£ itk H T 7 i A B B e G it 77 58« AN SN R A L2 B, R
G - A B R B AR BN BRI DL T St AR i BH R e R, DRItk AT DA 9 S it A
REFIIILIE TT 58 o AH R A ST A IR N AR A AR 15 B 5 R BH 1, 3% B B A R 58
T 5 AT ISR 2245 240, 1598 Be 45 21 A R A B0 AR 45 31, AR T B9 A K B RSt el e il .

6
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[0056]  BRAE J3A & X, B LE AT FH IR FNRL 7 (R ARAE , R A A BH I J& A3 N ) 2R
N 53 B B A %) i R [, B e A FF 51 B AATT 5 B L #0Ks DL 51 7 SR RN
[0057]  FF Ll A4 P B H AN 52K SR B sl i RIS B RE 1 T 20X B AT R
(140 5 BH (P4 R S it 7 SR VT 22 S5 TR R o X S 5 (R ol B 13 FE R B2 SR A5

[0058] "R IA i it 9 H R AR LA U BA 1 2 T AR W) SE I 5 v SR IR T PR SR FE R )
CGEVURR) (J. 5= 0AT & ol MR A AR, 2017) —F5 B A1 0 HAR T k04T, B 44 Il ) A
7 i Ut B AT o FAR SIS 7925, AR RE R U B 3O TV T R St 45 Hh i P A B
WA WTCRF IR U B, 35900 S0 2 8 IUAX B8 £ s 71 3R S A5 b B R B A R, e kRs ik
WLAH , Y508 B H AR A7 7 S T S AR 3 1

[0059]  Sjitifsl 1 ¢ fDNA Bty An I bn EA (R R 51

[0060]  1.cfDNAJ

[0061] Sy T 3RA3cFDNAF BE o AR g bn &4, KB NIRAR T ALTA R 3 (18345 B
I VA0 9 L 92 i L 681 JR i L O 6 B i RN 251 i S5t BEZH M JR9) A8 134N IR B A1 afiL
TRFEA R HL e TDNAFF R F FE JEALDNA ‘'S £E I /7 42 R (MBD-Seq,Methylated DNA Binding
Domain-Sequencing) #4777 .

[0062] 2. %#E kb3

[0063] &) FHRIE VL : i FH fastp-0.20. 03K {4 22 B B il A5 vh 5| AN B4k 7 21 DA AR o &2
B3 Fr B G 40 % FOBRZEE 1) B SR T-QIS FIHE I 5N H8 4% B W3 T30 B 839 BUK
Ui 24 o B <Q0 4B L) o

[0064] b)) FfE LbXT - fif FHbowtie2-2.3.4. 285 fastq SO Bl 3E 2 41 Ll X 8] N 2K 5%
F R Hhg19 (GRCH37) kA plibam LA, FFAR 5 25 (K 4H AL AR X bam SCAF AT HEF , i F picard
MarkDuplicates-2.18.25-SNAPSHOTXF HEFF 5 HIbamiZE AT 25 5, B¢ J5 ik FC X reads$4) LE %f
F) 2% FE R 2H I HMAPQ> 20 f) 52 B o

[0065]  ¢) cFDNAJ#IZ : v 1 MIBRMBD &R H AEHE F 4 3K (1 c EDNA v B, # bam 3T AF AL 57CG
BT ) B Yt 3 — 2P R B v BUK BEAE (60,4001 e £DNAHEAT J5 8253 #7 o

[0066]  3.cfDNAF EX4rAii i

[0067]  {fi HRELRsamtool s 73 AT fx 2 A BRUF I bam ST, T 5 H B 5% o EDNATY v Be K . 98
J& 5 537 ELAZ K 2bp 3bp 4bp 5bp- -+~ 10bp (K B, 4 ¢ FDNA Jr B K FE il 43 AN | B X
6] (U5 K2bp , MR 23 1 Fr BEIX 18] 961 -62bp .63 -64bp--- -+ .398-400bp; 415 K:3bp, MK 53
(1) 7 B X 18] 61 -63bp 64 -66bp---+++396-399bp; W12 K 10bp , MKl 43 () Jv BL X [A] 961 -
70bp.71-80bp--+++391-400bp) , TN Fi B X [ B4 [ 4= 5 € DNA v B 58 XOM A BURRAIE , Rt
SRR Fr BURFIE P A ¢ £DNA T BRI e BUE A B 451, LA Jlie FDNARR) Fr B A

[0068] 4R 5I|cfDNAFT B sd br &4

[00691 7 fishJoq AN ek e 5 2L RE A oy, X A ¢ FDNA P BORRAE HE 47w 1 cox Rk AIAR 36 I 4 FI BH
K IEAS B IEpME , #E— 5 T SRS 1 BURFAE [X 40 i3 AR {8 A AR TRIROC | 2% T THI AR (AUC)
{E . INERL IEp{E<0. 05 HAUC>0 . 611) Fv BURFAEALE Ml I AL BRAE AR v 22 7 AT 1)

[0070] ¥ Il ZR 46 T ¥ B IR A A B ATL T~ 350 23 JC P A7, 6 AR A A b BE LA 45 P A AR 4
— BT REAS, 53 BITR B 3 03 P98 B AS R ik REASE AR , SR i 2 R A B BB AE AR VG 7 13
FEARBEATHERR , V5B 00 B A o ) R BURFAE [X 9 P8 AR fidk BREASE AS P £ 35 LLORMEL o % DA sk

7
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FEE Z 1007, ARG TR Fr BURFAE 1007 (P EJORMH , H (R B P EIOR(E > 1. 51 H BURHAE .
[0071]  HH LR BN 1004 F BURFAE , HoAr 504N Fr BURRAE A F Be B 7 A 1 BB L A9 7
JAFEAH N, 504 Fr BURFAE (1 1 B EICEE: LG FE BB R AR R /b an 3R LB

[0072] 1 100/ BUEHE

F BUFAE OR fH F BURFIE OR {&
163-164bp 2.612688 339-340bp 3.117721
163-165bp 2.600275 341-342bp 3.118119
161-165bp 2.554762 343-344bp 3.112204
161-164bp 2.54652 337-339bp 3.091199
165-166bp 2.502182 340-342bp 3.11615
159-165bp 2.493026 337-340bp 3.104653
157-164bp 2.449415 341-344bp 3.114477
155-156bp 2.379277 336-340bp 3.087465
[0073] 163-168bp 2.439811 341-345bp 3.109406
160-168bp 2.444516 337-342bp 3.115018
157-158bp 2.372072 337-338bp 3.076744
154-156bp 2275175 343-345bp 3.106828
161-170bp 2.378009 341-347bp 3.104026
156-160bp 2.366692 340-348bp 3.099929
161-162bp 2.424789 334-340bp 3.052213
157-159bp 2354162 341-348bp 3.09608
165-168bp 2.372219 345-346bp 3.102963
157-162bp 2.364465 343-348bp 3.0806484
157-160bp 2.338269 341-350bp 3.09244
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151-160bp 228437 345-348bp 3.069282
152-158bp 2253274 346-348bp 3.045124
160-162bp 2372103 333-340bp 3.03351
153-156bp 2.198956 347-348bp 3.030067
151-159bp 2260956 346-350bp 3.0281
166-168bp 2.299412 335-336bp 3.002344
148-150bp 2241652 331-340bp 2.995438
149-150bp 2223731 334-336bp 2977327
149-156bp 2.145107 349-350bp 2.995169
159-160bp 2.251132 349-351bp 2.99234
151-156bp 2.124366 331-339bp 2.976961
167-168bp 2.196728 349-352bp 2.99892
147-148bp 2.180979 333-336bp 2.954215
146-150bp 2.175948 348-354bp 2.977332
165-172bp 2.144438 351-352bp 2.98334
[0074] 166-170bp 2156023 349-354bp 2.967413
151-155bp 2.111366 349-356bp 2.946788
153-154bp 2.107802 352-354bp 2.937396
149-152bp 2.129839 351-355bp 2.93858
145-150bp 2.119438 333-334bp 2913146
145-151bp 2.124849 331-336bp 2.911482
166-172bp 2.109298 349-357bp 2.93595
145-148bp 2.031472 353-354bp 2.904138
151-153bp 2.068739 331-335bp 2.871848
151-152bp 2.070665 353-356bp 2.88991
169-170bp 2.008504 351-360bp 2.876282
145-147bp 1.955188 355-356bp 2.875354
169-171bp 1.996834 355-357bp 2.868673
142-150bp 1.962088 331-333bp 2.815735
169-172bp 1.962926 355-360bp 2.859608
141-150bp 1.915405 357-358bp 2.851846

[0075]  HqER L A] 1, 75 IR AR A s B I Fr BORFAE R, R/INEEFRE 131 - 172bp, £ IR FE A
Hrga D 1 BURFIE A, K/NEEHRE331-360bp.

[0076]  SEjitifs 24 [R] 1y BEAFAIE 4 Wi Jie g 1) 2k e
[0077] I b3k 5OATE Jif 80 15 A o 3 00 1) BREAIE AT 504N 78 Jif 8 B A w20 1) B R
TIE , 76U SR8 A T E S AR AE TE IRT A A o RE G 1E 6o RERE A 388 i sl ik (1) L 51, 478 1t
I BT A T iR B I, FELE IR g AT B0 L& B X 4 MR R AR RN IR W R AR
[FIRLREWT R R 2FNR3FTR :
[0078] 52 5OANEMRIAE A H B AN b B AIE P 1 i 45
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V€5 £/ Training set A5/ Testing set AR
je'i&tiﬁrff R R P R T o i He
Sensitivity | Specificity Sensitivity | Specificity (D)

163-164bp 0.672 0.805 0.776 | 0.044 0.661 0.79 0.767 6%
163-165bp 0.689 0.788 0.775 0.07 0.653 0.802 0.767 7%
161-165bp 0.676 0.793 0.770 | 0.106 0.645 0.802 0.761 6%
161-164bp 0.659 0.802 0.768 0.08 0.686 {17353 0.76 6%
165-166bp 0.618 0.847 0.766 | 0.053 0.562 0.877 0.756 8%
159-165bp 0.655 0.795 0.765 | 0.137 0.686 0.753 0.758 6%
157-164bp 0.598 0.847 0.763 | 0.14 0.587 0.852 0.758 8%
155-156bp 0.564 0.868 0.763 | 0.022 0.603 0.802 0.746 8%
163-168bp 0.639 0.819 0.763 | 0.151 0.636 0.798 0.750 7%
160-168bp 0.625 0.823 0.762 | 0.203 0.628 0.819 0.752 7%
157-158bp 0.578 0.856 0.759 | 0.027 0.595 0.819 0.750 9%
154-156bp 0.574 0.856 0.757 | 0.033 0.62 0.761 0.739 11%
161-170bp 0.642 0.812 0.757 | 0.237 0.496 0914 0.741 6%
156-160bp 0.598 0.830 0.756 | 0.070 0.570 0.823 0.747 7%
161-162bp 0.578 0.849 0.755 | 0.036 0.562 0.860 0.746 6%
157-159bp 0.598 0.825 0.755 | 0.042 0.579 0.819 0.747 7%
165-168bp 0.611 0.84 0.755 | 0.107 0.537 0.885 0.742 8%

[0079] 157-162bp 0.578 0.846 0.754 | 0.095 0.628 0.782 0.748 7%
157-160bp 0.584 0.837 0.752 | 0.059 0.570 0.823 0.745 8%
151-160bp 0.662 0.77 0.751 | 0.119 0.603 0.765 0.735 6%
152-158bp 0.645 0.777 0.751 | 0.078 0.579 0.786 0.732 6%
160-162bp 0.578 0.849 0.751 | 0.053 0.537 0.864 0.742 7%
153-156bp 0.581 0.842 0.750 | 0.043 0.620 0.749 0.729 9%
151-159bp 0.639 0.779 0.750 | 0.103 0.562 0.807 0.732 7%
166-168bp 0.588 0.851 0.748 | 0.081 0.521 0.885 0.733 8%
148-150bp 0.618 0.800 0.747 | 0.023 0.653 0.733 0.727 8%
149-150bp 0.649 0.761 0.746 | 0.016 0.653 05153 0.726 9%
149-156bp 0.655 0.756 0.743 | 0.076 0.645 0.724 0.720 6%
159-160bp 0.564 0.851 0.743 | 0.032 0.628 0.761 0.737 7%
151-156bp 0.591 0.816 0.742 | 0.062 0.636 0.728 0.719 8%
167-168bp 0.601 0.835 0.741 | 0.054 0.620 0.757 0.722 7%
147-148bp 0.608 0.804 0.740 | 0.014 0.653 0.720 0.720 10%
146-150bp 0.645 0.760 0.738 | 0.036 0.628 {):733 0.717 7%
165-172bp 0.601 0.842 0.738 | 0.204 0.620 0.770 0.718 7%
166-170bp 0.611 0.826 0.738 | 0.131 0.570 0.807 0.718 6%
151-155bp 0.645 0.760 0.736 | 0.050 0.636 0.716 0.711 7%
153-154bp 0.645 0.763 0.735 | 0.020 0.645 0.708 0.708 5%
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[0080]

[0081]

149-152bp 0.632 0.761 0.734 | 0.035 0.678 0.675 0.711 7%
145-150bp 0.611 0.784 0.732 | 0.043 0.661 0.671 0.709 8%
145-151bp 0.645 0.751 0.732 | 0.051 0.653 0.683 0.708 6%
166-172bp 0.581 0.861 0.731 | 0.178 0.612 0.778 0.709 7%
145-148bp 0.584 0.798 0.723 | 0.027 0.653 0.654 0.699 8%
151-153bp 0.649 0.732 0.722 | 0.029 0.653 0.658 0.695 6%
151-152bp 0.649 0.726 0.721 | 0.019 0.595 0.720 0.695 6%
169-170bp 0.581 0.833 0.715 | 0.051 0.537 0.831 0.690 6%
145-147bp 0.557 0.812 0.715 | 0.020 0.421 0.868 0.688 9%
169-171bp 0.598 0.816 0.713 | 0.074 0.521 0.844 0.688 5%
142-150bp 0.591 0.774 0.713 | 0.061 0.661 0.626 0.685 8%
169-172bp 0.581 0.830 0.711 | 0.097 0.603 0.765 0.685 6%
141-150bp 0.591 0.770 0.707 | 0.067 0.653 0.626 0.697 8%

2R3 HONE A A G ) Fr BURFAE 0 4 7 25 2R
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254/ Training set WAL Testing set AR A
):eiﬁf: R iR AUC | Cutot R R AUC Wb
Sensitivity | Specificity Sensitivity | Specificity €UD)

339-340bp 0.679 0.851 0.825 | 0.003 0.711 0.835 0.820 16%
341-342bp 0.736 0.798 0.824 | 0.003 0.769 0.794 0.821 16%
343-344bp 0.747, 0.786 0.824 | 0.003 0.785 0.782 0.821 15%
337-339bp 0.682 0.846 0.824 | 0.004 0.760 0.774 0.818 26%
340-342bp 0.736 0.800 0.825 | 0.004 0.760 0.794 0.821 25%
337-340bp 0.679 0.853 0.824 | 0.006 0.760 0.778 0.819 17%
341-344bp 0.733 0.802 0.824 | 0.006 0.769 0.798 0.821 16%
336-340bp 0.679 0.849 0.824 | 0.007 0.752 0.782 0.818 23%
341-345bp 0.743 0.789 0.824 | 0.007 0.769 0.798 0.820 21%
337-342bp 0.679 0.853 0.825 | 0.009 0.769 0.774 0.820 17%

[0082] 337-338bp 0.679 0.849 0.823 | 0.003 0.760 0.770 0.818 17%
343-345bp 0.743, 0.788 0.823 | 0.004 0.785 0.782 0.820 24%
341-347bp 0.686 0.842 0.823 | 0.010 0.785 0.778 0.819 19%
340-348bp 0.689 0.839 0.823 | 0.013 0.785 0.778 0.819 18%
334-340bp 0.662 0.868 0.823 | 0.010 0.744 0.786 0.817 22%
341-348bp 0.686 0.842 0.823 | 0.011 0.785 0.778 0.819 21%
345-346bp 0.699 0.830 0.823 | 0.003 0.769 0.794 0.819 14%
343-348bp 0.723 0.807 0.823 | 0.009 0.769 0.798 0.819 14%
341-350bp 0.642 0.888 0.823 | 0.013 0.769 0.798 0.819 25%
345-348bp 0.723 0.811 0.822 | 0.006 0.719 0.844 0.819 13%
346-348bp 0.723 0.807 0.822 | 0.004 0.719 0.844 0.819 22%
333-340bp 0.666 0.863 0.822 | 0.012 0.727 0.798 0.816 19%
347-348bp 0.645 0.886 0.822 | 0.003 0.719 0.844 0.819 12%
346-350bp 0.689 0.839 0.821 | 0.007 0.719 0.852 0.819 17%

12
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335-336bp 0.662 0.865 0.821 | 0.003 0.736 0.790 0.814 20%
331-340bp 0.666 0.861 0.820 | 0.015 0.736 0.794 0.813 19%
334-336bp 0.693 0.837 0.820 | 0.005 0.736 0.790 0.813 11%
349-350bp 0.652 0.879 0.820 | 0.003 0.719 0.848 0.819 10%
349-351bp 0.652 0.879 0.820 | 0.004 0.719 0.856 0.819 20%
331-33%9bp 0.666 0.861 0.820 | 0.014 0.736 0.794 0.812 17%
349-352bp 0.652 0.879 0.819 | 0.005 0.719 0.856 0.819 25%
333-336bp 0.652 0.875 0.819 | 0.006 0.736 0.794 0.812 20%
348-354bp 0.652 0.877 0.819 | 0.009 0.736 0.840 0.819 22%
351-352bp 0.662 0.868 0.819 | 0.002 0.736 0.848 0.819 39%
349-354bp 0.662 0.867 0.818 | 0.007 0.736 0.844 0.819 29%
349-356bp 0.662 0.870 0.817 | 0.010 0.736 0.848 0.818 23%
352-354bp 0.662 0.872 0.817 | 0.004 0.736 0.852 0.818 18%
L0083] 351-355bp 0.662 0.872 0.817 | 0.006 0.736 0.852 0.818 26%
333-334bp 0.652 0.872 0.817 | 0.003 0.636 0.881 0.810 21%
331-336bp 0.649 0.875 0.817 | 0.009 0.727 0.79 0.810 21%
349-357bp 0.662 0.870 0.817 | 0.011 0.736 0.852 0.818 24%
353-354bp 0.662 0.870 0.816 | 0.002 0.736 0.852 0.818 38%
331-335bp 0.669 0.851 0.816 | 0.008 0.636 0.881 0.809 16%
353-356bp 0.720 0.807 0.815 | 0.005 0.719 0.864 0.817 21%
351-360bp 0.676 0.851 0.814 | 0.012 0.727 0.848 0.815 24%
355-356bp 0.716 0.807 0.814 | 0.003 0.727 0.852 0.816 4%
355-357bp 0.703 0.821 0.814 | 0.004 0.727 0.848 0.815 15%
331-333bp 0.662 0.858 0.813 | 0.005 0.653 0.860 0.805 13%
355-360bp 0.682 0.842 0.812 | 0.007 0.719 0.852 0.813 24%
357-358bp 0.682 0.842 0.812 | 0.002 0.719 0.848 0.812 35%

[0084]  FHILTT UL, iR 1004 Fr BERFAE AT LAVE iR ) e B s 5400 o 85t ) i FLAE AR A
[RGB, Sk I TR AR 2 15 a8 T MR R AR

[0085]  SEjififs) 3N [F] Fy B Ak 4H & 3347 R iRl

[0086] 1. 10MAREM

[0087] & EEANKFAE BJAUCAEHEFT 5 43 5ol EUHIT 5N Ji 88 9 4 o 15 I ) v BURRAIE (T5) FETS A
PRI A A R b 1) BORFAE (NB) AT & o

[oo88]  H.iv,

[0089]  T5fL4%:163-164bp.163-165bp.161-165bp.161-164bp.165-166bp

[0090]  N5£LHE : 339-340bp.341-342bp.343-344bp.337-339bp.340-342bp

[0091]  4FXfEEANEEA, i — /N5 2 scorel0=sum (T5) /sum (N5) , SR G FE Y R4 Th i &
A5 50 1 IR 24 H KR G T T 5 06T HRRE AR 38 0 £ A9, s b Ao 4 ) O A9 AR T e 9 B
L FEAE MR TR AT BT o

[0092] 2. 20MMHREY)

[0093] & EEANREAE FAUCAELHEST » 20 S0l AT 1O e Rg 5 A mh 388 I %) BRUREALE (T10) AT LO

13
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AR A 9 ) BUREAE (N10) #EATA G -

[0094] H.iv,

[0095] T10EL#5:163-164bp.163-165bp.161-165bp.161-164bp.165-166bp.159-165bp.
157-164bp.155-156bp.163-168bp~160-168bp

[0096] N10EL#E:339-340bp.341-342bp.343-344bp.337-339bp.340-342bp.337-340bp.
341-344bp.336-340bp.341-345bp.337-342bp

[0097]  £FWFERENFEEAR, 1HE — N3 9 score20=sum (T10) /sum (N10) , 2R 5 FE 2R EE H it
SEAZAR o0 AE IR A A ORE X T T 6T HERE A I o 4 B 451, 408 sbobs v S W A AR T i g B e
L FEAE MR A TR AT BT o

[0098] 3. 30MMHREM

[0099] % BLANRRAE FAUCIEHE ST , 435 BRI 154 IR A A o 386 Jin i B BORRALE (T15) AR5
AR A g ) BEREE (N15) #EA TG .

[0100] v,

[0101] T15HE#5:163-164bp.163-165bp.161-165bp.161-164bp.165-166bp.159-165bp.
157-164bp.155-156bp.163-168bp.160-168bp-157-158bp.154-156bp.161-170bp.156-
160bp.161-162bp

[0102] NI15E#5:339-340bp.341-342bp.343-344bp.337-339bp.340-342bp.337-340bp.
341-344bp.336-340bp.341-345bp337-342bp.337-338bp.343-345bp.341-347bp.340-
348bp.334-340bp

[0103]  EFXFEFMEEA, 1HFH — M55 score30=sum (T15) /sum (N15) , SR G EE N ZrE H 1t
SEAZAR o0 AE IR A 2 R X T T 5 6 HERE A I o 4 B 481 5 408 b v S W AR T i g B
L FEAE MR A TR AT BT o

[0104] 4. 40MrEY

[0105]  F BANKEAE T AUCAEHEFE , 73 A BT 200 el 45 A< vh 38 I (4] v BRRAIE (T20) FTHIT20
AR A g ) BUREAE (N20) #EATA G -

[0106] H.v,

[0107]  T20E.#5:163-164bp.163-165bp.161-165bp.161-164bp.165-166bp.159-165bp.
157-164bp.155-156bp.163-168bp.160-168bp-157-158bp.154-156bp.161-170bp.156-
160bp.161-162bp-157-159bp.165-168bp.157-162bp.157-160bp~151-160bp

[0108] N20EL.#5:339-340bp.341-342bp.343-344bp.337-339bp.340-342bp.337-340bp.
341-344bp.336-340bp.341-345bp337-342bp.337-338bp.343-345bp.341-347bp.340-
348bp.334-340bp.341-348bp.345-346bp.343-348bp.341-350bp.345-348bp

[0109]  4FXpEENREA, 11— /N4> scored0=sum (T20) /sum (N20) , 4R J5 75 Il 2R 4E Fh 11
SEASAR o0 A IR A 2 R XS T T 6 HERE A T 14 B 481 5 408 sbobs v S W AR T i g B e
L FEAE M TR AT BT

[0110] 5. 50MREY

[0111] ¥ B ANRRAE FIAUCIEHE ST , 4350 AT 254 R A A o 386 Jon i) B BERRALE (T25) FRIT25
AR A g ) BUREAE (N25) #EAT A G .

(01121  Hrh,

14
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[0113]  T250#%5:163-164bp.163-165bp.161-165bp.161-164bp.165-166bp.159-165bp.
157-164bp~155-156bp.163-168bp.160-168bp-157-158bp.154-156bp.161-170bp.156-
160bp.161-162bp.157-159bp.165-168bp.157-162bp.157-160bp.151-160bp.152-158bp-
160-162bp.153-156bp+151-159bp.166-168bp

[0114]  N250#%5:339-340bp.341-342bp.343-344bp.337-339bp.340-342bp.337-340bp.
341-344bp.336-340bp341-345bp.337-342bp.337-338bp.343-345bp.341-347bp.340-
348bp.334-340bp-.341-348bp.345-346bp-.343-348bp.341-350bp.345-348bp.346-348bp.
333-340bp.347-348bp.346-350bp.335-336bp

[0115] B XFEMEEA, 1HH — M543 scoreb0=sum (T25) /sum (N25) , SR G FE I ZrEE 1t
SEAZAR o0 A IR A A R XS T T 6 HERE A I o 4 B 481 5 40 oA v S W AR T T i g B e
L FEAE MR A TR AT BT o

[0116] 6. 60 FREN

[0117]  F& B/NRRAE I AUCIEHEST 5 20 S BT 304 e 5 A A 18 0 1) 7 B ARRALE (T30) ATHT30
AR A g ) BEREAE (N30) #EAT A& -

[o118] b,

[0119]  T30H#%5:163-164bp.163-165bp.161-165bp.161-164bp.165-166bp.159-165bp.
157-164bp~155-156bp.163-168bp.160-168bp-157-158bp.154-156bp.161-170bp.156-
160bp.161-162bp157-159bp.165-168bp.157-162bp.157-160bp.151-160bp.152-158bp-
160-162bp~153-156bp.151-159bp.166-168bp-148-150bp.149-150bp.149-156bp.159-
160bp.151-156bp

[0120]  N30fL#5:339-340bp.341-342bp.343-344bp.337-339bp.340-342bp.337-340bp.
341-344bp.336-340bp341-345bp.337-342bp.337-338bp.343-345bp-341-347bp.340-
348bp.334-340bp-341-348bp.345-346bp-343-348bp.341-350bp.345-348bp.346-348bp.
333-340bp.347-348bp~346-350bp.335-336bp.331-340bp.334-336bp.349-350bp.349-
351bp.331-339bp

[0121] B XN, 1HHE — M5 score60=sum (T30) /sum (N30) , R J5 7E | ZrEE it
SHAZAR o0 A IR A A H R X T T 6 HERE A I o 4 B 481 5 408 sbobs v S W AR T T i g B e
L FEAE M TR AT B IE o

[0122] 7. AN[RIFR G A 1A W 5 R

[0123] AR _LIR6FIAR S A B 53 76U SRR AT X 48 A i e & S an ] 1 ~6 J2 384
Fr :

[0124]  RAAFFR EVH A TIN0IE ] 45

15
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V14582 /Training set F A B/ Testing set
iy REE 15 B REE i FRAER A M (E4)
Sensitivity | Specificity SER | SR Sensitivity | Specificity S
scorell 0.703 0.816 0.818 | 19.784 0.744 0.823 0.818 11%
[0125] score20 0.753 0.765 0.817 | 17.591 0.744 0.819 0.816 5%
score30 0.750 0.768 0.816 | 14.019 0.744 0.819 0.816 5%
scored( 0.770 0.747 0.815 | 12.229 0.744 0.823 0.815 3%
scoreS0 0.770 0.747 0.815 | 12.064 0.744 0.815 0.814 3%
score6l 0.753 0.763 0.815 | 10.748 0.760 0.794 0.813 4%

[0126] 4 W] 50, R FH 104N Fr BURAAE BRI AT DAAR 4 Hi 15001 H OB AR, 1E— 2538 v B
REAE B (EAF IR A AR BB 4T, [ A — 5 B2 B2 B A, R BRI 104 BURAAE B A B 1
Jb g TR AR, AT eI v AT 2 IO 32 X A 15 AR e B S T EA R R B XU
[0127]  sijtafsl4 104 BEARHAE 2 B B b i 0 46 6 4150 I 4 H 1) 36 IE

[0128] 1 @t — 2P I0E IR 10/ Fr BURFAEAE A To0ll e i) A 25420 B 14 g 5 B NASE F 4b
HRMALE (external data) #EATE—PI0E, 45 R B THIR .

[0129] M7 ] BUE H, I 104N Fr BURFAEAS 21 14553 0T DL BA S5 X0 Ji g A5 A 1E 5
FEAS, ELAARHN , 78 s A R 4593 8 28 v T IR W R AR 15 7, ROCHE 2 AUCIA £1)0.. 827

[0130]  7EA K B4 K BT A SCHRERAE AR FR i 5| AR R 2%, gl an (5] B — e SCik gk S
S FE NZ 25 TR M AN BB, AE D52 1 AR I ) B R NS 2 5, AU HOR N 53]
DAXE A B A 2 Fh e B B 24, 3X BS54 T 2[R 7 T A R 5 BT B BSOR) 285K 3 B R e (198
o

16
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