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CN 116364183 A W F ZE Kk B /2

LT A 45 SR R POLE 2R A8 ) ) A5 B () hg s 7 9%, FURRAEAE T, G~ 48
IR

ST AR e i 1) i Ak 22

X SRAT (A DU AR R FEAE A 1) AR 3 £ s 3047 Wk 5 , 23731 3k A p i 1 eup SCAH 5

BT i Tt ik 9 B0 48 o 2 L R 25

FIT IR R RE A A i 98 5 o A DN 2H ZADNA B I 375 37 25 DNA, B i et FEURE AR Ay i Jgg £ 2 M i
DNAEY, 11 7 52 [K] ZHDNA ;

S2 A HE XS VAR S sk [ FEAR ik i

I FEAR AW T EL ] 2P BRS 13K M5 p i Leup SCAFREAT 2087 » 20 A B8 HR A7 A8 16 S 9 AH O
FERI I RARE B R RS AN /SRR AR AL s B S BRI AR AL, ARV EPOLER AR,
SREURE A BT RAZ I RASEY e KRR F

RS RAZHL, L PR FH A , a4 TR AT H /N 156 T~ 5O IR F 250408 o) . FRIDNARE A% 5

S3 RAL I Y8 1953 #1 S POLE S AR 4 531)

FRE A BRS 233k 18 5 1 SR AR Bl e K 15 5 1 BRUAEL , FI T POLE S A% 1 B003 1%

2. UNBURIEE SR LTl R R 3 7 v, SLRRAEAE T, BT SRS S S8 0 s 14 20 i B ARy 20
RS 233t Y8 I WO B AT 70 AT, SRR IR CIRAL A Bl S A T AR HY Bl I T AR Bl 3 G R AR S il
FECTAR NIRIEGIAFHL | 55 T AR B H F N /2 TR S BRI R SR

FRYE D PRS2V RE (FJPOLE T AR , 3R X COSMT CHU A g A POLE 98 78 75 5 A% Xof B Jifv g H (17 i B
Vg
AR 5 9 E AH 5 2 PR B8 0 e X BUBED SCA: K /0, 35 UMb e 7 A K040 5 il ygg 47 7 = LR AR
/M X IHBED LA KN

3. UNBURI EE SR Vi B A4 g 07 7% FLRRAEAE T, AT IR POLE 28 48 4 73] ARy - AR i BRI 22
SR 2 Hp AR Ik Y R 1 20 BT IR 25 5 152 L 6N BB U A3 A < BRI C IR A R AR AR R
RRABEE A R TF20% 1014 IR Z A3 s BRIE T IEAR Bl S G IR AR H 7 i SR AR i
BEE KT 4% 10815, R AT s B EC I AR NI G IR AR H & i AT S U ' 4y
EE/NT0.6% , I8 N1 RZATE 73 s /B ERAL i B SRR E R H 43 L/ 5% 12 A L7
RZANTE 43 s AR B far KT 100muts/mb, 18143, R ZANTE43 s POLE S AR 7 Jifgg A (1) H BRIk
BRF 1, N5y, AT

FRYETT 3 bR AE G T FEAPOLEZR AR 43 5, i A3 BUOR T 554, FIBT A EUR 14 POLER AR

4 ANBUREL SR LT IR I AG 48 5 3, SLARRAEAE T, MR 40 SR E 1) SR AR HORN e KRR, i
PEARBH M 5 BT 3R A5 I R A< Ay oy £ 3 45 0 4L ZDNA, i € 45 R AR BN T2 750 i KR AR 3=
JEE/INT 5515 % BRI B 6 B R AR

5. UNAURIEE SR 1 ik f A4 3 07 1 FLHRAEAE T AR B SR EU) I R AR EOFN e KR AR F
Tob SRR B 2 5 BT 3 A5 WA A Sy ek I8 5 o A5 DN L Y0 % B DA, 3o 36 it S AR B /N F- 25150 e K
GRAF = /NT 2 1 % BN 3 B0 o 87 R AR A

6. G0 AR SR 1B i 1 A 4 O 92, FLRRAEAE T, BTl AR I T2 H WMutscan®f
Varscano.

T AR EE R 1 2 64T — B A4 2 07 3%, FLRREAE T, BT I Rg 8 155 P9 s It e
S5 W R EERR TR O S R % b R
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N 116364183 A W OB P 1/14 7

T = R R APOLESS T SIS B R 5 3 B
52

AR GuE
[0001] A BB S A WAE 8 0 W R U, JC I8 S — i - — A 7 45 R POLE R AR
FIRIAETY IR 3 TR S L B o

EEEAR

[0002] & N (endometrial carcinoma,EC) & —F0 i WHIEENEE, 2 KAET T H
DA ) — 2 b 7 S P o e, POLEAR 2848 1 5 N JIEE 40 71 5 UADNA SR & e (POLE)
AT 2% 122 T 455 ) 355 140 A2 241 i 5 A8 512 1) 983 - POLE 4 L 1) 1 55 P S8 88 o > T 22977 5
T JBE T T VR IBUR G R VG T ROR 4

[0003] & iy 67 ff (TMB>100) 5 COSMI CH /iE POLEAAR 48 ity 5 2% A] LLAE Sy — Feh 22 35 () A= Wb
1C4, F T-POLERBY 1 (F4%) &g f1i2 W7 o [ B, ARAIE SRR IR AE , A [7) P S 32 35 48 ) 40 A
IR A N R R 1) LU B A B 5 POLERE 4 3 it I8 1) & AR A7 AE R B o SR » H AT [0 F2 )
J7EER T O 40 A 1 POLEZR AR f37 55 (P286R, V411L,S297F , A456P, S459F , M444K) , OV 115
VELE I R 2 W _EAZEAE BRI , BILE Beb B RfPOLE 28 AR Y M bR B I R0 R Teik R BEA
& 15 BH AT W o [R]INF , 7F O %0 e e 0717 5 e e B B e o A G L T, I B 4t
2 ORI R A AEE 50U 1 5 1 2 B0 BEAS 0 BH R AT VPN, A T A
(IR BRAE , A I 7 V54T I Wr 2 A7 1E — 52 LU A5 BB R A o

[0004]  H §I, i AR B INARAE 2 4 5 (1) A B 5 AR MR 2 75 8 T POLESR AR 47
HIHT o

b

[0005] Ak BH A3 E H LE T HRAE—Fh 3L T QI 7 45 SR A POLE 28 45 34 il 455 7 (1 4y 72
D7V R N B AR 3 i POLE 9848 BLRH M ik Hy %

[0006] A% B H BB LE T HR AL — FhPOLE SR AR J) iR AY , A1l F Bk M9 2 5 i i 15
[0007] A% B H BIIELE TR AL —Fh ot EAL AT S AE A

[0008]  POLEZEAZ (DNASE A Hige [POLE] &1 U) A% R il 45 KA 355 (10 R 4 g 5 38) 8 B 1 22 i g
P, POLE €A% J0 H 2 35003 1 POLE 545 5 A S 40 3l e Jg 7 9 ) A i, B [PJPOLE 58 A%
(1) 40 ) 5 2 BB POLE SR AR AE Ay B 47 1 A -5 40 , {5 JHL 5 T 1100 IO A MR 236 v« AN i B Je et
€ BIE B E , e HERR — 30238 BH AR A, 138 17 AR 458 15 72 1RV 2o s v P DB 8006 14 J 78 7 3
I3 M [RIPOLEZR AR , #1787 1 POLEZE A% B A 4 (46 HY 2R

[0009]  SHSEEL IR H (1), Ak B F A — i 3 - AR &5 SR 1 POLE S A5 4] 75 A5 70 g v
ik AFE NP IR

[0010] ST AR 7 e i Ak 28

[0011] X345 B A DA A 0T HERE A 1) — AR e 50408 1247 P it 98, 23 0l 345 pileup T
s pi leup U F5 8 I BAMSC R4 M7 B B S liread S Eb X &5 SR HEAT 1 0 485, ] AT b
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AL R G )R] e

[0012]  Frid Flick & A 5 i 2 L Ll L 22 8

[0013]  FF i A3 IRE A Ay Jofr g 6 25 45 0 2H A DNA (f fpedna) 55 I3 % BSDNA (e fdna) , T ik %
FEREAS Ay i 968 £ 3 W Y DNA (s 1adna) %I 3 3 K1 ZHDNA (gdna) ;

[0014] P ids s 4% 48 B VEAL L LBk P 0 B R T4 L EE TS .

[0015]  Frid Lbxf 2K i 45 J5 iread 5 N 225 ZE R LG , SRAFBAMSC A s @it o 3% Je 4 —
Skread 555 F R A AT LU X, (01 21 3 R 41 b e 47 B o Reads EL X A 75 L f ik 751 .
Read st i X i (AL L EE X 2IGRCh3T (hg19) IRA I N EE KA E K LU Efreadsteduts
AT B HE T 340y i IBAMSC

[0016]  Jfrik 2 HE & ZFRPCREL S , & IR P £t ik , A2 A TRl pi Leup SCAF

[0017]  S2. ¢ Ebstef 2% S Jail sl Je A% ok yi

[0018] I FH ZAAG I T ELAE 5 SRS 13K 15 p1 Leup SUAF AT 2007 , 20 4 B vh A7 8 1) 5 e hie
FHOREE R RARAE B, VR RURAL VI N /S 2R AR () A i B 5 HARTREE AR AL , #R7EPOLE
RAZ IREUEA T RAZ I RASE e KRR F

[0019]  HRHE AL EY, ik Y AR Pk , ik e SR AR K /N T 55T 50 (1 50 o 2 FRIDNABE A 5
[0020] )My iR SR AR , 75 R4 199 2H 5 DR 4 5000 - Py 6 [T 2 (ZHZADNA [ f fpedna ] BY ML
J7ESDNA [cfdnal) 5% R FE K 2 (M DNA [ s1adna] Bl 7% 3 K1 4HDNA [ gdnal) J&[H 20 #r (X
PR AN 222 TR AH ) SR R 5 R 8 0d  4%  X EE L 2 ) o 9% [) B A7 T e Ak R 2 5 0 T 3
[RIZH, WA 2R AR 5 5 548 RAFAE T g 2 R 4L, W R R 4 i 58 A8 o AR BH J5 B2 it e o
BT (R RAR I AR A M 5% , R R A AR i S A8 A 5 8 i 1) = AR K

[0021]  FTiRZRARKG I T B AMutscaniiVarscan.MutscaniiVarscanfeig &t T 2 & J5 T fs
[Fpileup XA RN ST AL S 48 08 , A8 R R AL FESNY, Indel o

[0022]  S3.58AF it JE A 1) 40 #fr S POLE SR A% 4 il

[0023]  HRHEDIRS21 YRI5 I TRAZ KU K 1558 A IR AEL , 4 T POLE S A 1) B0 £

[0024] iR ik, BT I SEAR ik A0 19 53 b B AR R < XD BRS 255k YiE I (W B Hs 34T 20 #r , 3R HN
B IECIAZ A HHIEA (COA) FEATEYL IRIET RAZ AIHIEG (T>G) TEAZEL HHIECR AL AIHIEG (C>6)
FAFH 95 TR B FEN /BRI TRAT S HRNE RAH

[0025] RIS BRS2VEREIPOLEZR AR , 31 BXCOSMI CHds /2 v POLE 58 A8 7E BE A %o} 1 ik 983 v 1)
H B s COSMI Co 75 N\ ZASJ A HH A B ) A2 4 i R A P 7 2R 0090 /2

[0026] #3488 ik FH 5 25 DAL 00 /37 [X $5BED ST A K /0 (RIS Al AF 2 32 R 78 5 [X 35 (I BED A =,
(R SCAF) 5 SRR B fmr (TMB) 25040 5 i g 47 g (TMB) = & 58484/ 7 X 3RBED SCAF K /)N, B2
fi7 :muts/mb;

[0027]  figedh , BTk POLEZE AR ) i) HL Ay « AR 48 58 A8 3ok i £ 408 1) 43 T 10 25 31, e B 6N
BT 3 AR  BIECIRAZ N B AEA (COA) TEARE b R R B H 43 LK T-20% , 18143, )X
Z ATy s BT AR LG (T>6) RAZH S R B H o K T4% 188149y, R 2
ANTE3 s BEECTRAL Bl EEG (C>6) RAZEL (5 mUZEAZ (SNV) | ) A 73 L/ T-0.6% , ik N 147,
RZAT5 s FmN/ B RAL AL (Indel) o B RARF I E 53 /N T 5% 18 810, R AT 75 b
I8 F1 4 (TMB) KT 100muts/mb, it A 15, )R Z ANit43 s POLEZS AR E g b i) B IR B T 1,
LRI R
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[0028] AR 153 b5 #E Gt v A APOLE T AL 43 450, e 73 HUOK T35 T4, FIWT B0 1 POLE S
.

[0029] Rt , KR4 1T 40 R UE G 1T AL ACPOLE S AR 40 5, s 4> $25 T3, M7 g oK e 8005 1k
POLEZRAE 5 43 BN T3, FIWr N TE B0 HEPOLE SR AR

[0030] IR idk b , Ffr ik e ik A S 1) 2 DR Ay i AF 2 [ 680N S [A]

[0031] At Hhy , T i 3 AF 2 32 K] 6 9 /37 DX 3RBED ST A4 2K /I 6804~ 3 [A] 1 I /37 [X 35k BED
SRS (RI6802E K1 7 o5 [X 35 (I BEDAS 201 SCAF) -

[0032]  AJid thy , AR A SR (1) 57 H5ORT fie K SR 2 B, 3ok AR PH M 5 BT A I ARE A A o 8
FRFMHZIDNA (f fpedna) , I JEFE FREAFE /N T 55 T50 . i K FEAF = B /INT551-5 % 1 /77 44
XS MR A

[0033] k5 idk b , AR U SR E KT ) S AR SN e K 98 = i, e AR BH 12k 5 BT 3 A A AR
SR FigRg £ 2 A O I 057 5DNA (cfdna) , I JE P RAFHUN T 5150 e KRB LN F54T
196 PR3 3 003 6 B R RE A 5

[0034] At tth, ATk T A7 5 P LR e &5 L e - S €0 2R L T SR O 0 SR I
bR

[0035]  gE— DA, BTk g 7 5 PN SR i« &5 B e o

[0036]  FE— B4R kML, AT IR AT 5 N RS o

[0037]  g@E— B4Rk, BTk T & P IS I POLE 23 L1~ B P JES0es o

[0038] Sy b3k [ i, A8 5 BB AL — R POLE SR AR ) JIAS 7Y , 1] FH B ik g 2 05 Vi) 2 iy
3 o BT IR POLE 5% 78 4] 551 455 751 G 4% 5 o A6 () 40 31 HE POLE AR , I 43 ¢ HE B0 14 5 R 307 14
POLEZRAR , J I TE I E50m PEPOLE SR AR .

[0039]  JNsl ik H B, AR AT H Pk S AL —Fp LT S A2 N R, H B T
HHUFET /382 1 HHURE 7 /38 2 4 A B 2R ST I S _E IR MY vk 2D 3%

[0040] A% BATE BR/D BRPOLE SR AR/ N o BAAR EWI B DL T L 18 B B — 8 R 4L
il R 58 = 5 RME, 3ok 8 297 s /D S BB B M, 145 B POLE AR J1 31 45 40 bt , 4l
WIPOLEZR AR FRI i 5 , & i L PRk RO RG: HY o2 (RIS, A o B ) 20 2 6 00 55 L 265 6 804 Y i A
TREEDR R IS DN 7 25 P A 1520 HH T4 93 o v B D 8 oA AR 1%, TR L AT 4

B &1 352 BR
[0041]  FI1 Ay AR J BH S it 51 75 G20 e 1A 1 ARG 7 45 SR I POLE SR AR 4 7 ASE 7Y f g 2 g
AN

[0042]  PEI2 A9 A K SR e B b BT 47 A T 6 ey R
[0043] AT 00 SL T HARE A A0 5 A SCHE 0, UMY FRAE 25 B

1= RVSSH TS

[0044] R4, AL BT R IR I AR St AN FH AR RE A R B, FRA T R B AR R B
[0045] A BH 38 I 1 B 110 R 738 HEORN B K R AR = B 1) IR, ot 8 AR 7 i it /D 5 3 ) (R B
P 5 X B B AR I P H R I POLE S AR BEAT VE 40, AN AT LAy % H 850 P 5 JE S v
POLEZRAZ , 1 BE A I8 7E [JPOLESE AL , 4y 1 POLE SR AR B BH 14 i HH 6.

6
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[0046] 7 i B 1) 9% A N 1 R 75 68 0/ e A AH DG 25 A, 350K A A 0 78 i 3 A 494 e (1)
1953 b TE I WAk R, DR T FE

[0047] A B —Fh ok T AR 7 45 SR I POLE 5748 4 I B Y A e 7 2%, B dn 1 2P
%,

[0048] ST, AR 5 Hic s () it b 2

[0049T  XoJ 3545 ) A DA A 00T FERE A 1) — AR 7 4 1247 Pl i 98, 43 5l 3R 48 pileup T
s

[0050] P ids fiilich i€ A48 4% L L oo i

[0051] PP i A3 IRE A Ay fofrygg 6 25 45 0 2H A DNA (£ fpedna) B I3 % BSDNA (e fdna) , Tk %
FEREAS Ay i 968 £ 3 W Y DNA (s 1adna) BT 3 3£ K1 ZHDNA (gdna) ;

[0052]  Firids s 4% 4 B PEAG L LBk T A R T A R EE TS

[0053]  Frid Lbxd 2K i35 5 iread 5 N 225 ZE R LG , SRIFBAMSC A s @ it o 3% Je 4 —
Skread 55 % F R A AT LU X, (910G 21 3 K 4 b Fe (7 B s Reads b X /i /5 L i Sk 7 41
Read st i X i (A 2L EE X 2IGRCh3T (hg19) IRA I N EE KA |, K EExE Efreadstieguts
o B HE 7 I 4y — 3k BAMSC A

[0054] ik 25 HE 2 ZPRPCREL S , & IR P £t ik , A2 A TRl pi Leup SCAF

[0055]  S2. ¢ b X} A S )5 J AR i g

[0056] I FH S A4 I T ELAE 5 B8 S 13815 p1 Leup SUAF AT 2007, 20 4 B3 vh A7 28 1) 5 s i
FH L IR 1) S AR AT B, VERE 5. 9878 (SNV) W Ji N /812 (Tnde ) 5878 (AL s A B 5 B AR FE AR
o ARIFEPOLER AR , SREUFE A BT A AR B RAZH B KRG F

[0057]  FTiAZRARAG I 1. B WMutscaniiVarscan;

[0058]  HR#E SRALEY, ik Y AR Pk , aod e SR AR K /N T 55T 50 (1 54 T 2 FRIDNARE A 5
[0059]  S3.5AR it JE A 10 40 #fr S POLE G A% 34 il

[0060]  AR¥E D BRS 23 8 J5 1 S AR E i K 15 72 I BRIAE » FI B POLE AR [ 3500 1

[0061]  ffR ikl , BT Ik SEAR ik KA 19 53 bt B AR < XD BRS 255 Y€ I (P A s 34T 20 A, 3R EX
B IECIAR A HHIEA (COA) FEATEL LT RAZ AIHIEG (T>G) TEAZEL HHIECR AL AIHIEG (C>6)
FAFH 9T TR B FE N /BRI TR S BRI E RAEH

[0062] RIS BRS2VEREIPOLEZR AR , 3 BXCOSMI CHds /2 v POLE 8 A8 7E B A %o} N ik 983 v 1)
H L

[0063] AR i iE AH 5 2 (K] 6 I P DX 35 BED ST A4 K /0N, SR H kg 47 4 (TMB) 548 5 b e 471 47
(TMB) = S SRAF KL/ I X IHBEDSCAF KN , BAA :muts/mb

[0064] gt , BTk POLEZE AR ) i) HL A g « AR 48 5 A8 3ok I8 H0 408 1) 43 T 10 25 1, e B 64N
BRIV o3 bR « BRI CIRAZ AIAEA (COA) RATEY o5 U RAE S 2 BER T-20% 532 153, |
Z ATy s BT AR LG (T>6) RARH S MR B H o R T4% 188149, R 2
ANTE 53 s B FECTRAZ AR IEEG (CO6) RATEL (5 mi R LW H 73 /N T0.6% 12 8149, )R Z
ATEAr s F N/ RAL A (Indel) 7 S RAEIIE 2 Lo/ TF5% 18 198, R AT 45 5 g £
fif (TMB) KT-100muts/mb, I8 A 153, )RR Z AT 53 s POLESRASFE e vh (T LI ECR 11, id M
193, RZ A 415

[0065]  AR#& 1T 7 b itE G v #F AXPOLE SR AL 73 #4, & 70 BUOK 155 T4, Iy EUW P POLE R
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[0066] AR ikt , AR 4 120 bRt S8 1T FEASPOLE 528 73 B, L 20 B0 13, I i o Jn 800 14
POLERAZ ; 573 /N T3, FIWr A JE B0 1HEPOLERAZ

[0067]  HLif i , v I s il AH O 25k DR A e i AH 2 U680 JE [A]

[0068] Ittt , Ffr ik Ja il AH O 35 [R]85 X EBED ST A4 K /N 96804 35 [A] (1) il 57 [X 3 BED
SCAE K /DS (BP 680K PR 78 5 X 38 (1 BED A 2 ST ) o

(00691 43 AT B SEAR IS, 75 SR 52 1 2H 35 IR 2H 5080 < Py 5 TR 2H (4 ZRDNA [ f fpednal] 8% I 7
W EDNA [cfdnal) 5 X BEFE K 2H (MERDNA [s1adna] B & & R ZHDNA [gdnal ) 3L [5] 40 #r (X
PR 5 DR 2 1) SR B 75 B4 1 4% W AT LG L 22 EE) o o R (R I A7 AE T I ik R 4L 5 0 e
RIZH, MR 2R A7 5 35 9848 RAFAE T e 2 (R4, IR R g 588 o AR B 5 SR AT T8 43
M B RAZ I AR AL AL L (R R A A4 i R A A 5 i () 7= A R

[0070]  Mutscani{Varscands RAF keI T2 Ao 8 3 T 2 5 5 B8 fpi leup U X BN 7
RIT R R %08 , A8 7 R A HE f A8 (SNV) (A /B2 (Indel) RAZ

(00711 fLazHh , A BHAR $i SR B 1) 5 AR B e K R AR 3= BE, sk Y8R B 12 5 AT iR A I FE AR Ry
JiEE 3 A ZH ZADNA (f fpedna) , it JEFE RAZEN T2 T-50 e KRB FFE/NTET5% 1
I 5 X LA A

[0072]  gE— DAl , A BHAR H5 SR B B 9 AR HIOoRH e R AR = g, 1 SR BH M s Bk £
TUEEA S B g 5835 455 I 39 5% BSDNA (e fdna) , i JiE 0 RAFEU/INF 55550 i K RAZ=E /N
TEET 1% B P E o B R A 5

[0073]  fLiz b, Fridk g S+ 5 oA B It &5 B i - PR €0 208 D O S0 | PR i
R

[0074]  gk— ARk Hh , Brad e 15 N e s | 25 B e

[0075]  gE— ARt , Frid i Ie N+ 5 I

[0076]  idk— ARkl , Brik 5 N S IPOLE 7 2 1 5 PN I

[0077] ) FH A & BH B9 38 T AR 45 S A POLE 2 2% 34 7 45 7Y () 4 42 5 ¥2: 4] Z POLE 28 4%
FURMAAY o BT IR POLE S8 ) il 152 284 66 8 B 4R A 1% 40 i) HE POLE SR AR , F 43 7 HH B0 14 5 AR 2L
i PEPOLESR AR , J I 75 B BUW EPOLE SR AR o T iR B M Re i FH T = 9 JB3des i 45 L
[« SEEE ZRURE B URE B SR | R B b B e 4 22 P M IR I POLE SR AR 1 11 31

[0078] Ak BRIESE I —Fh vt HAL T S AE A i, H EAR A T ENET /484 i H L
FEFF/$8 2 8l AL R 25 $0AT I SEEAS 2 BH BT id M) 2 7 iR P 3R

[0079] It {9 1—Feh 35 - AR 77 45 5 AU POLE 5% A% 1) 71| 455 7Y f ) 28 77 ¥ B¢ POLE 58 A8 1) 7]
it

(00801 il ARy 45 R AU POLE S AL A 3 A A XAy S 075 2k, BT M S 5 92k IR A s
= RmE LR

[0081] Pt A ediin TP Ik

[0082] ST, AR Fr- Ko ) P b 22

(00831 Sxof SR A5 A4 AR N AR AR AR X AR AR f — AN e el kAT T 386 20 90l 3R A5 p i Leup 3C
(G

[0084] BT 135 I A Ay iR 26 £33 WU ZHL Z1DNA (f fpedna) BRI Ui B5DNA (e fdna) , ATk X

8
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R FE A Shy i eg 2B 25 1 Y DNA (s 1adna) B 137 32 K1 ZHDNA (gdna) ;

[0085]  FTid Flisk i€ A0 5 o 5 L Lb XS L 22

[0086] P id i 4% L HE B VEAL L LBk P A R R T4 R EE TS

[0087]  Frid Lbxf 2K i 15 5 iread 5 N 225 ZE KX LG , SRAFBAMSC A s @ it i 3% Je 4 —
Skread 55 % F R A BEAT L X, (9100 21 3L K 4 b Fe 47 B s Reads b X /i /5 L sl Sk 7 41
Read st i X i (AL T EE X 2IGRCh3T (hg19) IRA I N EE KA |, K EEx Efreadsteguts
AT B HE T 40 — i IBAMSC A

[0088] ik 25 HE & ZPRPCREL S , A IR P £t ik , A2 A TRl ¥ pi Leup SCAF

[0089]  S2. ¢RI L X} A8 S )5 e AR 1 i

[0090]  FFH RAZK M T. EMutscanBiVarscank} 2 ¥ES 1385 pi leup SCAF AT 08, 0T 54
P FPAELE I SR AE DG (1680 R R 2R84 8., JE RSNV, Inde 1 SRR [P s A7 B 5 B AR
BB, BRVEPOLERAR , SREUFE A B A RAS I RAZKY e KRALF

(00911 HR 4% SR it Y AR B 1 , Jot i st A8 250/ N T8 5.0 B 7 58 5o L FRDNARE 4
[0092]  S3.5AF it JE A 1) 40 #fr S POLE SR A% ) 5l

[0093]  AR¥E D ERS 23 8 J5 i SR AR E s K2 1 72 I BRIAE » FI B POLE AR [ 3500 1

[0094] ik A5 ik Jre B 1 43 M ELAA Ay < ok 2B BRS 23 968 Jig BB 3R 47 40 M » SREUB L C R
A FIBHIEA (COA) FEATHL HHIET A AHHIEG (TO6) FEATHL R ILC IR A AHHILG (CO6) TS
RO B AN /R R TR BB TRATH

[0095] RIS BRS2VERE IPOLEZR AR , 31 BXCOSMI CHds /2 v POLE 58 A% 7E B A %o} 1 ik 983 v 1)
H L

[0096] AR 4% 6801 ik LI ¥ il /7 X $8(BED 3L A4 K /0N, 35 B Mg A7 e (TMB) %458 5 i I 17 4
(TMB) = & RAFEG /I 5 X IHBEDSCA K/, B4 :muts/mbys

[0097] BT IRPOLE S AR H L HARA - AR5 58 A8 5 P8 ACH (1) 20 W 5 1 ¥ B 6 BT 4y
FRAE : TRIECIR AR N EEA (COA) TRABH 7 i AR LBAN E 73 K T20% 592158, RZ ANt
I3 BRI TRASNFRFLG (TO6) FRAFH L R RE T K F4% ,id N1y, RZ A3
B FECIRAZ NIHEEG (CO6) RAZHL 7 iR LS H 2t /NT0.6% 18817, R AT
N/ (Indel) & B RBBHIE 43 N TF5% 18 14, R ZANHH43 5 I 6 A (TMB)
KF100muts/mb,ic N1y, [ Z Ait5r ;s POLE G AR ZE g A () Y B BOK T 1,8 N 14, I
Z ARy

[0098] R4 1T/ FRAESETHIE APOLER A2 73 #, ek 73 HOK 155 T4, AW A FEUR PEPOLER
E3E

[0099] 53305 T3, I N A SN EUH T POLER AL 5

[0100] 244/ T3, FIW R TEBUR PEPOLERAE

[0101] I b iR #) f Iy v i) R BP A3 POLE S8 A48 ) i 5 7Y
[0102] 680/ NFEHIIME B FR 1R
[0103] 1



i EA

CN 116364183 A 7/14 W
AR R AT & AR HBRAS & AR HREAS P BEAT
ABCBI yg"—““' 34894 | ELAC2 | NM 0181277 | KLLN ?M—m' 13RS | pam NM_002880.4
ABCCI | NM 0049964 |ELOC | NM 0056484 |KMm2A | YM-OOTI9710% 1R NM 000964.4
ABCC2 NM _000392.5 EML4 NM 019063.5 KMT2B NM 0147273 RBI1 NM 000321.3
ABCC4 NM_005845.5 ENOSF1 NM 017512.7 KMT2C NM_170606.3 RBFOX1 NM 018723.4
ABCCS NM 005688.4 EP300 NM 0014294 KMT2D NM 0034824 RBMI10 NM 005676.5
ABCCI1 1;”;”—00 137049 | £pAS1 | NM 001430.5 |KRAS | NM 0049855 | RECK NM 021111.3
ABCGl | NM 0168183 | EPCAM | NM 0023543 | KRTS NM 0004244 | RECQL | NM 002907.4
ABCG2 NM_004827.3 EPHA2 NM 004431.5 KRT14 NM_000526.5 RECQL4 NM_004260.4
ABLI | NM 0051576 | EPHA3 |NM 005233.6 |KRTIS |NM 0022754 |REL i
Ao | N 1390763 | EPHAS | RYRO0TPITO T ARPe | NM 0528795 | RET NM 020975.6
ACSS2 NM 01R677.4 EPHA7 NM 0044404 LATSI1 NM 004690.4 REWV3L II\IM 001372078
ACTLG6A | NM 0043015 | EPHBI | NM 0044415 | LATS2 | NM 0145723 | RFCI NM_002913.5

[01 04] ACVRI -TNEA—OUI 11106 EPHXI1 I:T—UOI 13601 LBR NM 002296.4 RFC4 NM 002916.5
ADCY2 NM 020546.3 ERBB2 NM 0044484 LGALSS NM 201544.4 RGS3 NM 003617.4
ADHIB NM 000668.6 ERBB3 NM 001982.4 LGRS NM 003667.4 RHEDF2 EM—OU 1005498.
ADHIC | NM 0006695 | ERBB4 | NM 0052353 | LIG3 NM 0139754 | RHEB NM_005614.4
AlP NM 003977.4 ERCC1 NM 001983.4 LIG4 NM 2069372 RHOA NM 001664.4
AKRIC3 | NM 003739.6 ERCC2 NM_000400.4 LMO1 NM 0023153 RICTOR NM_152756.5
AKTI1 EH:{—OUI38243 ERCC3 NM 0001222 LRIG3 NM 153377.5 RIF1 NM 018151.5
AKT2 | NM 0016266 | ERCC4 |NM 0052363 |LRMDA |DM-21305381 Ty p NM 0314303
AKT3 NM 005465.7 ERCCS NM 000123.4 LRPIB NM 018557.3 RINTI NM 021930.6
ALDH2 | NM 0006904 | ERCC6 | NM 0001244 |LRP2 | NM 0045253 | RITI NM_006912.6
ALK NM 0043045 | EREG | NM 0014323 | LYN NM 0023504 | RNASEL | NM 0211334
ALOXI12 | NM 000697.3 ERG NM 1829184 LZTR1 NM 006767.4 RNF43 NM 017763.6
AMERI | NM_ 1524244 | ERRFII | NM 0189484 |MADILI | YM-001013836 4 popon |t 002042
ANXAS NM _001154.4 ESRI1 NM 000125.4 MAP2K1 NM 002755.4 ROS1 II\IM 001378902.
APC NM 000038.6 ESR2 NM 001437.3 MAP2K2 | NM 030662.4 RPA4 NM 013347.4
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i EA

H

CN 116364183 A 8/14 1
AR R AT & AR BRAS LA HREAS AR EEAT
APLF | NM 1735453 | ETVI | NM 004956.5 | MAP2K4 | NM 0030104 | RPS6KBI | NM 0031614
APOB | NM 0003843 |ETv4 | SOOTOTOT Fapapais | NM 0059212 | RPS20 NM 001023.4
AR NM 0000446 | ETV6 | NM 0019875 | MAP3K6 | NM 004672.5 | RPTOR | NM 0207613
ARAF | NM 0016545 | EWSRI | NM 0052434 | MAP4K4 | NM 004834 | RRAS2 | NM 0122506
AREG | NM 0016574 | EXTI | NM 0001273 | MAPKI | NM 0027455 | RRMI NM 0010335
ARIDIA | NM 0060156 | EXT2 | NM 2071222 | MAPK3 | NM 0027463 | RSFI NM 016578.4
ARDIB | 20O Tz N ooadses | MAPKBP M 0149943 | RUNXL | NM 0017545
ARID2 | NM 1526414 | FANCA | NM 0001354 |MAX | NM 0023825 | SBDS NM_016038.4
ARMS2 ?2‘—001099“ FANCB ';2’1—“(””'8” MCLI | NM 021960.5 |SCNIOA | NM 006514.4
ASNS | NM 001673.5 | FANCC | NM 0001363 |MDH2 | NM 0059184 | SDHA NM_004168.4
ASPH | NM 0043184 | FANCG | NM 0046292 |MDM2 | NM 002392.6 | SDHAF2 | NM 0178414
ASXLL | NM_ 0153386 | FANCE | 300N Ivpva | N 0023935 | spHB NM 0030003
ATM | NM 0000514 | FANCL | NM 0180624 | MEDI2 | NM 0051203 | SDHC NM_003001.5
ATP7B | NM_000034 | FANCM | NM 0209374 |MEF2B | 0™ AT, | ereemy NM_003002.4
ATR NM 0011844 |FATI | NM 0052454 | MENI I;IM—OOI”OZ”' SELE NM 0004502
ATRIP | NM 1303843 | FBN3 | NM 032447.5 | MET NM 0002454 | SELL NM_000655.5
ATRX | NM 000489.6 | FBXW7 ?2‘—00”4979 MGAT4A | NM 0122143 | SEMA3C | NM 006379.5

[0105] AURKA | NM 198437.3 | FCGR2A 3124—00”362' MITF ?M—mm%m' SERPINB3 | NM 006919.3
AURKB | NM 0042174 | FCGR3A | NM 000569.8 | MKI67 | NM 002417.5 | SERPINB4 | NM 002974.4
AXINI | NM 0035024 | FGFI | NM 0008005 | MLHI | NM 0002494 | SETBPI | NM 0155593
AXIN2 | NM 0046554 | FGF2 | o PUISEISE | niroys o 001040108. | sprryy | NM 014159.7
AXL NM 0219135 | FGF3 | NM 0052474 | MPL NM 0053733 | SETD7 | NM 030648.4
B2M NM 0040484 | FGF4 | NM 0020074 | MREII | NM 0055914 | SF3BI NM 0124334
DABAMU| NM 1991913 | FGFS | NM 0044644 | MSH2 | NM 0002513 | SH2B3 | NM 0054753
BAPI | NM 0046564 | FGF6 | NM 0209963 | MSH3 | NM 0024395 | SHMTI | NM 004169.5
BARDI | NM 0004654 | FGF7 | NM 0020094 | MSH6 | NM 0001793 | SHOX NM 0004514
BCL2 | NM 0006333 | FGF8 | NM 0331635 | MSTIR |NM 0024474 | SHPRH ?M—OUIU“Z“&
BCL2LI | NM 1385783 | FGF9 | NM 0020103 | MTHFR | NM 0059575 | SLCISA2 | NM 021082.4
BCL2ZL11 | NM 1386215 | FGFI0 | NM 0044652 | MTOR | NM 0049584 | SLCI9A1 | NM 1942554
BCL6 | NM 0017065 |FGFI9 | NM 0051173 |mrust [ YM-00B009 hgreanar | Nm 0030573
BCOR ?;‘—00”2338 FGF23 | NM 0206383 | MUTYH ;IM—OOIO"S”“' SLC22A2 | NM 003058.4
BeorLl | MVLOOUT L pGER1 | M 0231103 | Mye NM 002467.6 | SLC22A4 | NM 003059.3
BLM NM 0000574 |FGFR2 | NM 0001415 | MycL | YMIOOTOROSL g eanas | M 0030604
BMPRIA | NM 0043293 | FGFR3 | NM 0001425 | MYCN | NM 0053786 | SLC22A16 | NM 033125.4
BRAF | NM 0043336 | FGFR4 | NM 2136473 | MYDS8 | NM 0024685 | SLC28A1 | NM 004213.5
BRCAl | NM 0072944 | FH NM 0001434 | MYODI | NM 002478.5 | SLC28A2 | NM 004212.4
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i EA

H

CN 116364183 A 9/14 1L
AR R AT & AR BRAS LA HREAS P HRAS
BRCA2 |NM 0000594 |FLCN | NM 1449977 |NAB2  [NM 0059674 |sLc2oAl [ ™M AGISRtAad,
BRD2 | NM 0051044 | FLTI | NM 0020194 | NAT2 | NM 0000153 | SLC3IAl | NM 001859.4
BrD4 | NVOOBTE L prrs M 0041193 | NBN NM 002485.5 | SLC34A2 | NM 006424.3
BRIPI | NM 0320433 | FLT4 | NM 1829255 | NCOAI | NM 0037435 | SLCOIBI | NM 006446.5
BTK NM 0000613 | FNTB | NM 0020284 | NCOA3 | NM 181659.3 | SLCOIB3 | NM 0198444
BUBI | NM 0043365 | FOLR3 | NM 0008044 | NCOA4 ZNM—OU““SZ“' SLX4 NM 032444.4
CRorf34 | NM 0529584 | FOXAI | NM 0044965 |NFI YMLOOIORA2 svAD2 | NM 0059016
EACN““ NM 0007197 | FOXK2 | NM 0045144 | NF2 NM 0002684 | SMAD3 | NM 005902.4
CADM?2 ?;"--”"”676? FOXL2 | NM 0230674 |NFE2L2 |NM 0061645 | SMAD4 | NM 005359.6
CALR | NM 0043434 | FOXMI | NM 0219534 | NFKBIA | NM 0205293 | SMARCA4 | NM 0030725
'ICAMTA NM 0152154 | FOXPI 1;24—00134933 NKX2-1 3NM—U”1”79568' SMARCBI | NM 003073.5
CAPN2 | NM 0017485 | FOXP2 | NM 0144914 |NOS3 | NM 0006035 | SMO NM_005631.5
CARDI1 |NM 0324157 | FRS2 ?2’1—00127835 NOTCHI | NM 017617.5 | SOCSI | NM 003745.2
CASP7 | NM 0012275 | FUBPI | NM 0039025 | NOTCH2 | NM 0244084 | SOCS6 | NM 0042324
cases | ! DOTHE | pryg NM 0049604 | NOTCH3 | NM 0004353 | SOD2 NM_000636.4
CBFB | NM 0228453 | GAB2 | NM 0804913 |NOVAI | NM 0025153 | SOX2 NM_003106.4

[0106] CBL NM 005188.4 SALNT' NM 0246425 |NPMI | NM 0025207 | SOX4 NM 0031073
CBLB | NM 170662.5 EALNT' NM 0245724 |NQOI | NM 0009033 | SOX9 NM 000346.4
CBRI | NM 001757.4 | GATAl | NM 0020494 |NQO2 | NM 0009046 | SOXI10 | NM _006941.4
CBR3 | NM 0012364 | GATA2 | NM 0326385 |NRIIZ | NM 003889.4 | SPEN NM 015001.3
CCDC6 | NM_005436.5 | GATA3 | 250001022 Npaas | NM oo6osia | spinkn | NMOO137O610
CCLIS | NM 002988.4 | GATA6 |NM 005257.6 |NRAS | NM 002524.5 | SPOP ;‘M—OU‘OOTZZS‘
CONDI | NM 0530563 | GEMING | p V#7731 INRGI | NM 0139645 | SRC NM 198291.3
coNp2 | NM 0017594 | GENT | 00T gy NM 0224555 | SRDSA2 | NM000348.4
CCND3 | NM 0017605 | GGH | NM 0038783 | NTSC2 ?M—Oom 1169. | srsF2 I;M_001195427,
CCNEI | NM 0012384 | GK5 1_;”;4—00‘”3954 NTHLI | NM 0025287 | SSI8 S (IR,
cp7a | OO0 Gy NM 0052693 | NTRKI | NM 0025294 |staGz | YM-001042750.
CD79A | NM 0017834 | GLIPRI | NM 0068513 | NTRK2 | NM 006180.6 | STAT3 | NM 1392763
CD79B | NM 0006264 | GLRX | p o 00N gy | TMLO01012338 e NM_000455.5
cp274 | NM o14143.4 | GmEBL | HOROBIT INupos | NM 0146695 | SUFU NM 016169.4
CDA NM 0017853 | GNAIL | NM 002067.5 | NUTMI ;JM—OOIZS“”Z' SULTIAL | NM 001055.4
CDC25C | NM 0017905 | GNAQ | NM 002072.5 | OPRMI | NM 0009145 | SUZI2 | NM 0153554
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i EA

H

CN 116364183 A 10/14 7T
AR R AT & AR BRAS LA HREAS P EEAT
CDC73 | NM 0245295 | GNAS | NM 0005167 |OTOS | NM 1489614 | SWIS DM 0013808
CDHI | NM 0043605 | GPERI | A0 109820 | pagy | NM 0025765 | SYK NM 003177.7
cDK2 | NM 001798.s | GPRIN2 | SOOI Tparmy I NM 0246754 | SYNEL | NM 1829614
CDK4 | NM 0000754 |GPXS | NM 0015093 | PALLD | YM-COMOO108 ) pacqrpy | N 0023533
coK6 | PN 00114530 | REMI | NM 0133727 | PARD3B ™ 001302769. | .ppys NM 005996.4
CDKS | NM 0012603 | GRIN2A 1;1;4_001 13440 | pARK7 | NM 007262.5 | TENTSC | NM 017709.4
CDKI2 | NM 0165074 | GRMI | 500127800 FpaRpr | NM 0016184 | TERT NM 1982533
CDKNIA | NM_000389.5 | Gsk3B | 300114613 fpaxs | N 1g14ss.4 | TETI NM 0306253
CDKNIB | NM 0040645 | GSR NM 000637.5 | PAXS | NM 0167343 | TET2 3NM—””“272”8'
cokNIC | pY-0M26 T GsTar | NM 1457405 [ paxy | IMAOOTIISESE | ppps NM 006521.6
CDKN2A | NM 0000775 | GSTM3 | NM 000849.5 | PAXS | NM 0034664 | TGFBI | NM 000660.7
CDKN2B | NM 0049364 | GSTPI | NM 000852.4 | PBRMI | NM 018313 | TGFBR2 | NM 0032426
CDKN2C | NM 0786263 | H3-3A | NM 002107.7 | PCBPI | NM 0061964 | TMEMI27 | NM 017849.4
CEBPA | NM 0043645 | HDAC2 | NM 0015274 |PCLO | NM 0330266 | TMPRSS2 | NM 0056564
CESI 1;”;‘—00102519 HERC2 | NM 004667.6 | PDCDI | NM 0050183 | TNF NM 000594.4

[0107] CFD NM 0019284 | HEMI | L0010 PG[;CDIL NM 025239.4 | TNFAIP3 | YM-001270508
CFH NM 0001864 | HGF NM 0006016 | PDGFB | NM 0026084 | LN <o | N 002546.4
CFTR | NM 0004924 | HIFIA | NM 0015304 | PDGFRA | NM 006206.6 | TNFRSF14 | NM 0038204
CHD4 | NM 0012735 | HIV NM 2136534 | PDGFRB | NM 002609.4 | TNFRSFI9 | NM 1489574
CHEKI T;g’"—““' 412 1 ykDel | NM 0251304 | PDPKI | NM 002613.5 | TNFSF8 | NM 001244.4
CHEK2 | NM 0071944 | HLA-A | NM 0021168 | PGR NM 0009264 | TNFSFI1 | NM 003701.4
cIc NM 015125 | HLA-B | NM 0055148 | PIAS4 | NM 015897.4 | TOPI NM_003286.4
CLK2 ?2’1—00129433 HLA-C | NM 002117.6 |PIGB NM 0048555 | TOP2A | NM 001067.4
cMPKI | NM 0163083 | pIAPP I NM 0021216 | PIK3CA | NM 0062184 | TPS3 NM 000546.6
gNTNAP 00136749 | HADQ | N 0021235 | PIK3CB | NM 0062193 | TRs3ppr | YMO0TIA1980.
CREBBP | NM 0043803 | fiAPR | NM 0021244 | PIK3CD | NM 0050265 | TRMT NM 000367.5
CRKL | NM 0052074 | HLA-G 3“;4—00138429 PIK3CG ZNM—°°1282426' TRAFI | NM 005658.5
CRLF2 | NM 0221484 | HMGA2 | NM 0034836 | PIK3RI | NM 1815233 | TREX2 | NM 0807014
CSDEI ?2‘—00100755 HMGCR | NM 0008593 | PIK3R2 | NM 005027.4 | TSCI NM_000368.5
cseiR | MYROO2SST0 T NFIA | NM 0005458 | PIMI NM 0026484 | TSC2 NM. 000548.5
CSF3R | NM 0007604 | HNFIB | NM 0004584 | PLAUR | NM 0026594 | TSHR NM _000369.5
CSMD3 | NM 1981232 | HOXBI3 | NM 006361.6 | PLCG2 | NM 002661.5 | TSPAN31 | NM 0059815
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i EA

H

CN 116364183 A 11/14 7T
AR R AT & AR BRAS LA HREAS P HRAS
?"Nm NM 001892.6 | HPSE2 | NM 021828.5 | PLIN2 | NM 0011224 | TTK NM 003318.5
CSNK2A | NM 1775593 | HRAS | NM_0053434 [PMSI | NML 0005345 | TUBBI | NM 0307734
CTCF | NM 006565.4 | HSD3B2 | NM 0001984 | PMS2 | NM 0005357 | TYMS NM 0010714
CTNNAT | NM_001903.5 | SP17B I\ 0001972 [POLDI | NML0026914 | U2AFI | NM_006758.3
CTNNBI | NM 0019044 | H0P°°A | NM 0053484 [POLE | NM 0062314 | UBE2A | NM 003336.4
CUL3 | NM 0035905 | HSPAS | NM 0053475 |POLH | NM 0065023 | UBE2L | NM 0033455
CXCR4 | NM 0034673 | HTRAI | NM 0027755 |POLQ | NM 1994204 | UBE2V2 | NM 0033503
CXXC4 | NM 0252124 | IDHI | NM 0058964 | POR NM 000941 VEGFA | NM 003376.6
cyep | NVEOOUTET Tiphy N 0021684 | PIB NM 000942.5 | VEGFC | NM 0054295
cypiar | SMEO0BI2L TieNGRI | NM 0004163 | PPP2RIA | NM 0142256 | VAL NM 000551.4
CYPIA2 | NM 0007615 | IFNGR2 | NM 0055344 | PPPZR2A | NM 0027174 | WAS NM 0003773
CYPIBI | NM 0001044 |IFNL2 | NM 1721382 |PPP4R4 | NM 0582372 | WIFI NM 0071915
CYP2B6 | NM 000767.5 | IENLRI | NM 1707434 | PRDMI | NM 0011984 | WNK2 | NM_006648.4
CYP2CS | NM 0007703 | IGFIR | NM 0008755 | PRDX4 | NM 0064062 | WNTSB | NM 0326423
CYP2C9 | NM 0007714 | IGF2 NM 0006126 | PREX2 | NM 0248704 | WRN NM _000553.6
§TP2CT | NM 0007694 | IGFBP3 | NM 000598.5 | PRKACA | NM 0027304 | WTI NM 024426.6

[0108] CYP2D6 | NM 0001066 | IKBKE | NM 0140024 | PRKACB | NM 1829484 | XBPI et
CYP2EI |NM 0007734 |IKZFI | NM_006060.6 | PREART | N 0027345 | xea NM 000380.4
CYP3A4 | NM 0174606 | ILIB NM 0005763 | PRKCI | NM 0027406 | XPC NM_ 004628.5
CYP3AS | NM 0007775 | IL7TR | NM 0021855 | PRKDC | NM 006904.7 | XPOI NM 003400.4
CYPIA | NM 0001034 | 1113 NM 0021883 |PRKN | NM 004562.3 | XRCCI | NM 006297.3
pAXX | g0 g NM 172217.5 | PRSSI | NM 002769.5 | XRCC2 | NM 005431.2
DDB2 | NM 0001073 | IL23R | NM 1447013 | PSME2 | NM 0028183 | XRCC4 | NM_003401.5
DDIT3 | NM 004083.6 |INHBA |NM 0021924 |PTCHI |NM 000264.5 | YAPI N IR,
DDR2 | NM 0061824 | iNppap | SMLOOMIOTO6 Tprepy v o0373ss | vEsi NM 005433.4
DDX3X | NM 0013565 | IRFI NM 0021983 | PTEN | NM 0003148 | ZBTBI6 | NM 006006.6
DDX51 | NM 1750664 | IRF4 NM 0024604 | PTGER4 | NM 0009583 | ZNF367 | NM 1536954
DHFR | NM 0007914 | IRS2 NM 0037493 |PTGES | NM 0048785 |ZNF423 | NM-001379286
DICERI |NM 1774383 |JAKI | NM 0022274 | PTGS2 | NM 0009634 | ZNF750 | NM 0247023
pmri | YOS yakn | N 0049724 | PIN NM 0028257 |ZRSR2 | NM 005089.4
DNMT3 | NM 022552.5 | JAK3 | NM_0002154 | PTPNI1 | NM 0028345 | CASCE | NR 0243931
DOTIL | NM 0324823 | JUN NM 0022284 | PIPRD | NM 0028394 | CCAT2 | NR_109834.1
DPYD | NM 0001104 | KCNJS | NM 0008905 | PTPRT | NM 0070506 | H19 NR_002196.2
DSCAM | NM_ 0013895 | KDMsA | 3-00104260 1 p7p NM 0028643 | HOTAIR | NR 0037163
AR R AT & AR BRAS LA HREAS P HRAS
DYNCZH | NM 0013773 | KDMSC | NM_ 0041875 |RACI | NM_006908.5 | MALATI | NR 002819.4
E2F7 [ NM 2033943 | KDMoA | DoH0M Trapar | Nmoosaes3 | MTOPOH R 110997.1
craL [ pA-O7770 fkpr | NM 0022534 | RADSO | Nmoos7aza | MIRYTEH R 146310,

[0109] EDNI NM 001955.5 | KEAP1 | NM 2035002 |RADS1 | NM 002875.5 | TERC NR_001566.1
EED M 0037975 | KiFiB [ NML00136593 papsin | N 133stoa | SAMEA INR 1034461
EEFIAI | NM 001402.6 | KIFSB | NM 0045213 | RADSIC | NM 0582163 | UGTIAI | NM 0004633
EGF NM 0019636 | KIT NM 0002223 | RADSID | NM 0028784 | UGTIA4 | NM 0071203
EGFR | NM 0052285 | KLCI | NM 005552 | RADS2 | NM 1344244 | UGTIA6 | NM 0010724
EIF3A | NM 0037504 | KLF4 | NM 0042356 | RADS4L | NM 0035794 | UGTIA9 | NM 0210273
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N 116364183 A W OB P 12/14

[0110] )it 5] 2POLE 8 A8 4] 551 A5 78 ) 3

[O111] 1) FH St 3] 1 AT POLE 5 A% ) J50 A5 B 4 47 WK o X PRI 77 ¥ 35 v B AR BB A TR A
AT B PN TR AR IO e A T E 4104 VT A7 FEPOLE R 2 48 S M M AE AR 3EAT DK, )
FH A BH R AR R 330478 B A 3 9 S POLE €48 43 1154

[0112]  AR¥FEAS S B A TR 5t 8 2% A4, 410 1] RE A7 AE POLEE S AR 2 A 3 i 2 1604 BH 1
FEA . 1601 BE A H , 158451 4% HE T2 Atk (670 1h1]) Y2145 Hi 343 B2 DA 17543 s Fl Ak ) 2451 42 HEd
T FRHE (673 11) 25 1453 S UA ERI1S53 o SR R U, i Y8 25 R 1 15845 S B 4 A 24514 BH
P

[0113] 223 B 5 BI250 LA, AR 15500 40 B B O BUm M, I -5 FLSRIm R2 B &6 SR 2k
FTXT LG, FF ezl DU A 2, AR 3 DUAR R E s , v 52 W ST U0 PPAl F A5 H 1 R B85 AR 2 1
HEAX:

[0114]  REETP/ (FN+TP) X 100% ;

[0115] R A 3 TN/ (TN+FP) X 100% o

[0116] 13340 F K2R UK,

[0117] %2
onel bS5 b B

MR- E 24 (TP true positive) 1 (FN false negative)

MERAE -5 1 (FP false positive) 224 (TN true negative)
(01191 (7« Fr et 4 - ELRPBH 1, An v 4R - (B B B %, DA - BRI 23 K145 T4, P 4E -
RRPPE53 7N T-4)

[0120] AR ¥ER 2R 11 5 nT 15 A K PR A 1) R B 96 % , i 1 M99 5% o BIAR J B
(ARSI R v, e e 1 i

[0121] K2, — AR S A BAH L POLESR AR 15 43 A ARIAL A (A1814T) , 78 WIS MY
(exons 9,11,13,14) Z4h, vl e EA WA FRIE 118 75 2500 14

[0122]  XfEL A1

[0123] I FH S B A 0, — AW 7 B Hm 34T 20 A, TH B POLEZRAE 7344

[0124] 5 EU A AY 5 AR i BH A X AN AE T 5 R 2R B 5 98

[0125] S LA Y (R a7 v, B G an 2D R

[0126] ST AR 3 HiHf i ol Ak 2

(01271 SF 3R AT R A U A A 0 ok FEASE A 1) — AR e e 47 T 9, 40 0 3K 45 pileup 3L
7

[0128] PP iR A3 IURE A Ay o 9eg £ 25 44 0 20 Z1DNA (f fpedna) B LY % B DNA (cfdna) , BTk %
FERE S Ay i 88 2 2% 1 Y DNA (s 1adna) B35 I 3 K] ZHDNA (gdna) ;

[0129] Pk fiitick Y045 pdas  Lu ook L 22 8

[0130] P ifd o 4% G4 R e vPAG L Kk P 41 R & 7 41 L EE TS 5

[0131]  FriR LX) 2K i 45 J5 iread 5 N 25 BRI LG , SRAFBAMSC A s ¥ 3d il i 3% Je 4 —
Skread 55 % FL R A BEAT EL T, (810G 21 3 [ 41 b B (A7 B s Reads bE X B /5 45tk 7 41 5
Reads i it X i (45 2 L X BGRCh37 (hg19) FRA I NI 20 |, B L b readsiz e (a
AT B HE T FE 45 — I BAMSC A
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[0132]  Pirik 25 HE 2 Z:FRPCREL S , & IR P £t ik , A2 A TRl pi LeupSCAF

[0133]  S2. ¢ 51 Lt AR 5 35 e 98 A% 3k v

[0134]  FHRA M T. EMutscanBiVarscank} 2 BES 1385 pi leup ST AT 08, 0T 5K
P AFAE 15 E A O 6804 PR 1 RAZAE 5, VERESNV . Inde 1 AR AL s Az B 5 B AR
FARY , FRVEPOLESR AR , FREUAHFE CHRAS B IEA (COA) FRAZHL HIET T A N FEG (T>6) /AR
B FECR AL ABHIEG (C>G) RAZEL il RAR S E AN/ TR TR B TRATH

[0135] AR ¥EH BRS2yE B AIPOLEZR AR , 35 HL COSMI CHUH B FH POLE 28 A5 £E K A< Mo} I Firb 8 £
H IR

[0136]  ARFE6804N I K 193 5 [X R BED SCA: A/ (BP 6803E: [K 8 26 [X 43 (I BED#S =XK1 S0 4F)
SRER R 471 4 (TMB) Z50HH 5 B8 747 (TMB) = & 584840/ 77 X 3R BED SCAF K/, B4 smut s/
mb;

[0137]  S3.POLEZEAEH 5

[0138] &% B 6N LT o bR : 2D RS2, BRI CHRAE N IRIEA (COA) FRAFH & A RAF J
B E 7 K TF20% 981498, R AT 97 s BFETRASAHHIEG (T>G) FEAFEL &7 A RAT LS HH
B RF4%, 8 N1, RZ AN s B FECR A ABRIEG (CO6) FRAFHL b i R AR BB H
SHNTF0.6% 18 M1, RZANTHa s 3N/ BRI 4 (indel) A7 B AR E K H 4 /T
5% 0 N5, R Z A3 s g fifir (TMB) K F-100muts/mb, i 15y, R ZANiH4) s POLEZR AR
TE R ) B BOR T 1,18 157, R AT

[0139] R4 1T bR SETHE APOLER A2 73 8, el 73 HOK 155 T4, FIWr A EUR PEPOLER
AR RT3, W AR F R PEPOLE S AR 5 i 73 /N T3, FIM N T B0 PEPOLE SR AR .
[0140] XS ELARL AL T, R ak i 38, P REAFAEAN F 28D B RN : OA, TOCRIFEA :C>
A I TEAR TG, I REE ;CO6, 0N RAE s indels, 04N JAR s HSRARPY 79 I 340 51l 9 BHAE o SR 117
2% [EPOLEEY 38 =y Mt fer (AR EL 22 ) IR S A A S SR 9 9 12 o O] LG A S s 0 Sl )
2 IS JEFA T F T4 ) e SR A B 12

(01411 | F o b A 20 1347 S 38 Ak, , R 8 0o Vi 1) 455 B vh A7 76 IR BH v o IR b, AR T
St A5 AR, Xof LUASE 2R LA 9H 4 2238 o

[0142]  XJEL 4512

[0143] R FH X B A Y 2568 — AR 5 Eds 12E 47 53 #r » TS POLE R AL 4344

[0144] XL AL 2.5 A B () IX BN AE T, VR 2 3 Y8 AR FH 1 1 25 A2 AR 4R SR AR 45, ol IR
RHAE , 3ok 8 4 S AR K0 /N T4 T 25 10 7 500 o) L I RE AR

[0145]  ARPEHLIBBIAL, 4 SR LA 12 snvIR Y SR AR S 75 SeMR A A2 1 L%, 7£0. 05
2 SR T R H D — AN E AR LT, TR HCOA F 43 U I H B 1 S5 HOAR 15 1 22
Stk DT EIOMEA

[0146]  FI XS L AR AL 2 , Ik 308 26 A PR A R 9 25 , S0 45 R A7 AE — B BHPERE AR (Y5
73871) , HRAF B ECH36 H A5 R4, B EE o BRIk, AR T S g 1ABE 2, o) bl A%E 23 241 P
PRI

[0147]  XtEL 493

[0148] I FH B AL A 356F — AR 5 Ei 4 12E 47 53 #r » T S POLE R AL 43 44

(01491 XU AR 35 A 2 BH (1) IX AN AE T, VR 2 3k Y8 R FH 2 1 2% A2 AR 40 SR AR 45, ol AR
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BH M, 3o 9 S AR/ IN T 55T 65 IR0 I 3 50408 %o I AR AR

[0150]  AR#EFLISALIY, LA L2Fhsnv R R R R 1)1 AR A& 1 LR, 7£0. 05
BEFAM TR HE D — R AR E LT, WAL HCOOAT 5 L HUBR R S HOR 1 1) 22
Stk DT EIOMEA

[0151] i) I F b AR AL 3, ik 3 2% 1 B A 65, i 48 Bh fEE — BIHMREAR (5 .
107878) , H AR i K59 H A 53 N5, R FHPE IR, AR T S 9] AR, S L AR 7R 34 9
EES LI

[0152]  Sijite ) 3— Fh 1 S ML P L A7 ol

[0153]  —FhitEEAL AT AA A N5, S5 AR W F 2w, K B A A TH SRR /84,
A ENUFEFE /45 2 1 A 30 38 B AT I SIS 25 B S 9] 1 sk Mg 2 7 V2 B 08

[0154]  FEEYLBA ISR , FEA ST, RVE “BHE 5 B HAT ] HoAth A5 (R 2 7 1 5 A HE
e AL, WA B — RV BE RIS A DR EE RAMUEHE IR E R, 1
HISEHEEAE WS AR, s BN IX MR . 7k i e 2GR EA
MERAERAFLZRHEGHEL T, BB G T IREMER, A HEBR A%
PRIRE 7R W EE RGHIEAFAE B MM R R

[0155] IR BH SLiitads] J7 -5 (AN R 1 4 , AR SLtiol ik 55

[0156] i ik LA b {19 S 7 SRR , A0 1) AR N 52 mT DAY E Hb T A 21 ok st 4]
VT B 0 2 75 B8 PRSP 6 ) 5 SR SEEIL, AR mT DLd i A (RAR 215 R
I 5 o B AR R S 7y X o 28 T X RE (B AR , AR K BH B AR 5 R AR T b B Ui 0 I H AR
HE DTHR B350 2 BT LA DU A = it IR AR I R S i LR AR = A7 A IR i — N1
BRI AZ A A 5T (WIROM/RAM RS 6 4%) o, BLFE TFa 4 DA 15458 1 X0 I 244
[0 25 B AT A R BH A S TiA51) Bk 1 7 9%

(01571 DA AN A A e B I A 328 S it 5], 5 S DR1 1ht PR sl A 5 B 1 B R L L2 FH A
AF 30 B 15 % B P P 25 B T 58 3ok 22 ) B S5 A0 R AR 9t , B 2 B ) 408 FH 70 LA AR X i
AR A, 57 [) 350 HEE A R B 1 & AR 38 B

17



CN 116364183 A iz}

1z I

/11"

AR 3K

Sl
IE AL 52 —

- S2

AP e, T R

FliEARELE

3

R %tk BN HHAPOLER K [

S3

A

K1

Bk 5B

i+ AT 3% A A

FREF =K

A G A E T A6 R EYAL )T

M) 2%  49POLE R % ) 7

18



	BIB
	BIB00001

	CLA
	CLA00002
	CLA00003

	DES
	DES00004
	DES00005
	DES00006
	DES00007
	DES00008
	DES00009
	DES00010
	DES00011
	DES00012
	DES00013
	DES00014
	DES00015
	DES00016
	DES00017

	DRA
	DRA00018


