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[Abstract] Next-generation sequencing (NGS) is becoming increasingly important in cancer diagnosis and treatment. Following
the widespread application of NGS in companion diagnostics, liquid biopsy based on circulating tumor DNA (ctDNA) is now rapidly
advancing, and it has been proven to be a promising method in early screening of cancer and post-surgery minimal residual disease (MRD)
detection. This review introduces the latest NGS applications and advances relating to cancer clinical intervention and research, and

discusses its current clinical value and future prospects.
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Figure 1 Related applications of NGS in each clinical
stage of cancer
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W AR JIEL T SRR, ARG e 5 YRR RE A M
Yo WARIERA A S HLUER LA FE RN 1)
UM 9 TCRIPE AR BIPE, A A T HE 224~ B ]
PEATHE AR . 2) Wb ARG A bl R I
S TP O HORE O 25, B0 T T Sz e e o
FRIE o VRIS RS AE 1098 T 9 43 B B AL H6 7 24 e g
DNA ( circulating tumor DNA, ctDNA ) | P&
RNA (circulating tumor RNA, ctRNA ) . JE¥/iE
4l ( circulating tumor cells, CTCs) . &M, 4k
WAL B AR . Horp, AMELINL ctDNA K2 H Al
2R MBS k. R RE— RIS
GERLEIR, MRHEAS [ Fh AR O WA 3 A R AR A T
WS FEATG KA TS AR 12 W A 7 17 2 —
190 G Xof B ctDNA (¥ 6 88 43— e U5
X RG240 i DNA €72 F1 CpG HY &AL R i | Bz 4
PR ARG U bk RS VR ) PR AT A, R
FHASPEAR T i 5 R panel T 15 i B 5 54 #% A0 Fi
J U5 EEREARTE A DNA 28738 F1 B Ak kA7 s iE
W U,

ctDNA ZEAEHFE DNA ( circulating free DNA,
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cfDNA) H)—B7r, —BREN 132~145 bp, P
W — /T 2 he otDNA 32 %2 fy [ 40 i R 5E . O
TSN I FEE A RSP IRGG , HAA 45 A
FL A% 5+ (single nucleotide variation, SNV ) | H 3t
1t #1255 (copy number variation, CNV ) |
ZER) AR 5+ (structural variation, SV ) 45 i3 41 Jitg 15
T2 IE . TEANIE RSB | MR (AR iR 4340
FZFILABR R A T, ctDNA & i 7E/ AR A] 5l
[ei] —MA A [ Ps i BO AR B RE L, Ho i
JEFEPTART 0.1% SR T 90%!" . 78 HE LA by 1% 5t
T, BAnfEREAT A IS T RALETZ R ( computer
tomography, CT ) 43 BF 2% (1) 1l /I Jifi 9 o kb £8 38 1
Jh, ctDNA fE cfDNA 1) 55 i e AT (allele
frequency, AF) [k Z 0.000 18%"", K & & T
1EH 40 RN 40 1Y) cfDNA 23 X G i 235 4 7= A=+
P, PULTEREI ctDNA B i 75 R FH A1 i i 11 4 i
YRR AT B LA 5055 . RIME G, i B2 nT A2 Y
ctDNA 5 HEATIXT NGS A6l 1% 2 BB £ 11 1 ™ s bk
i ARG DL R, HARHE T NGS I 4H2 AR
F18) T A5 R A5 AL 1) [ A P 3, T 4R R BT NGS
[ ctDNA Kl 5 i & e ik ik 2R G it s g

( polymerase chain reaction, PCR) Z Y #oi43c
AR A5 = VR EE I P )51, NGS B9 otDNA. A6 i # BR

(limit of detection, LOD ) T\ H/ X % 0.000 1%"”,
HA T HIX T407 PCR (LOD 224 0.1% ) S =11
REUE

AREEIR G EERT 3 > F LN IRB BRI IE 1297

R0 fE N RE RO R R0, AR 52 AU T
AN W SRR PRI W, B Aok NGS TE#
KEIZYT B BESE Koy IR, IR ihie Hlm R A B A0
RIEHTH

1 &£F ctDNA S RAHRHHE

i 45 2020 4F B DA 4 21 (World Health
Organization, WHO ) & A YGe 4, e E 14
BRAEE S, B RO I, R F3
HHRBET AR B R P IEEO AT A 1T, 2022
A [ A ERE 2 9 AIPE T A K051 T3k 4 820 000 A
13210 000 A B0 g AE A9 LIS W R R B S
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#% ( National Comprehensive Cancer Network, NCCN ) 1§,
& EJRE 4> ( American Cancer Society, ACS) 57
HEAE (R IE3E Sy S8 N S I O e o A 4 %o JHF 4
J& ( hepatocellular carcinoma, HCC ) HJ# /5 25 & H i
HH CAFP) R s B iz IR i 425 CT (low-
dose helical computed tomography, LDCT) ; % %} 4%
B9 (colorectal cancer, CRC ) MY%5 /2T ; 4
XTFLARIEE A FLAR X AR AR s X B SR 1 S A4
MR A AR R 5 (HPV ) A5 S1X5 A1)
JiR s T A MR S PUR ( prostate-specific antigen,
PSA ) Kaill; EHXFF B N 8124 P DU
gk A 7y 2 A Bl e 2 2 5 A A o —, R
FRERPERR, HE Ak, DBOLMELL iz 0
T BHFR AH#E. cDNA A5 I AR i /b fa: 40 ] i B
AISER,  ERTTE 2 PR — eSS A A v 2 3RASAH L
TG GE i v e Y R A R Sk ) HEA
(] B X6F AN PP A T A A RE T ctDNA A il Y 3
FUEYIFRCEFGELLT 328 1) £FXT otDNA JF 4158748
PR 2) FFXF LA 34 19 tDNA F0
AR F A8 3) £1%F ofDNA R B B
FRER 3. BET, MRS tDNA it 5 74
FERE TR XTI OC R M ANTERE , WA o 7 il
VLR b ey s MBI S TR MR R e S N PN X
Z AT otDNA FRIE DA S 45 SR HEmf R, T S0k
U HCC. Jififii. CRC iX 3 /NEVR AR I K 5L 1z
GG B R, 245G ARG A T EERXT L,
AR ctDNA KF A B Fopi i
1.1 FF4RBasE

HCC /& 4= Bk 3038 N B0HE 56 3 07 1 d 0 s
H A& X HCC Mt ge kil 7y vk A e ekt
16 CT. #EAEHR AR (magnetic resonance imaging,
MRI) . # 7 & % (contrast-enhanced ultrasound,
CEUS) 4517 AFP KM, HEL ik BA
W@ SR FRYE . AFP JK-F-AE 2 Wb i P i R B AL
H 62.4%, Gy BB B, AR A I R
SRR S 20 R 82% A1 90%, (HAVRERS H &
BRT lem Mgkt 70 LSS AR 4 ofDNA it
LAY E Z—, MM, HCC 2R e =4
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ctDNA e Z i 29, X 40 FF 2k H ctDNA
PEAT HCC ffi A5, FE T ctDNA fiY 36 WL it 14 24 45 4
St iE BT HCC F= 2505 7 i, H 7 U3 8% 3
FRFRARHEM 40T P, AT X 4 HCC 5
% . 184 2 EE Y (chronic hepatitis B virus
infection, CHB ) . ATHE{L (liver cirrhosis, LC) %
HCC AHOCHRIIRE A, LA/ it B2,

B —TLL CpG H AR AP iC 58 R H
715 i) HCC &5 560 flfa R 238 % %1 i# ( healthy
controls, HC ) , 38 A% ) 7 VA R ER 00 3 e H H 35
FRcfE R, IFLABEHLARMR A LASSO Sk 3 [+ i it
10 MRICIE LA E AR, AR S 383
5] HCC #5275 i) HC BB BIPERERIE k2] T
RS 83.3% FHERE 90.5%0, 57— R 4
FEHZH 5-FEH FEAmERE ( 5-hydroxymethylcytosines,
5hmC ) AKFAERRIC, TEIIZSE T 99 A B4 CHB
FLC %% 52 (1) HCC & # 335 A, CHB 5 LC i &
263 N, P HC 522 A, 43 5l%F*%F HCC 5 HC #il
HCC 5 CHB/LC 1 4 [8] 47 22 Y502 4 ] ) A5
Br, %58 B P RIAEA 1) 32 4~ HCC ipric 52
% W 5% A BN JF & T wd-score ( weighted diagnostic
score ) Bk, AKHE 32 AR ic Y [EH R R
ShmC {8 #17 HCC 2 Wi, XA AR R uE 4 P iy R
B0 RO L3900 R 82.7% Al 76.4%°, 3 — 15 T
2021 4F & R AT [R5 R T 2 BE R 2H ShmC
e/ IMA 378 ( nucleosome footprint ) | 57 AR A (5
end motif ) F1 cfDNA F BAALRHIEIX 4 JFRE, 4%
AU RIS T AT NGS #47 HCC 12 W
B RAGEAEE R, 435k 95.8% Fl 95.0%
Ak, Qu % B¥ % il HCCscreen™ $7 A J2 iR 1
B HCC HA i vk, HOE R K I otDNA i —
FONFRERIE R SR, 456 % AFP FILS-5 BE i i
J5t (DCP) el & PR FAF 0%, 7E5E X HBsAg [
P H. AFP A RN AP A JC HCC ER AFFRUBE
i, RBUERR AR 100% F194%. 1%
BB e R AR R T84 R MCP ( mutation
capsule plus ) , IWIHHAR M) FEAIAHTE RS0 H
[ R B 4 L R A1 P81 A8 FI R AR R, [RIR AR AR
PRI 2 R . AL 2 I A I o AR 2
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G AL BIARL S, TERUEE X5 HCC 45
HC 211 AR RRE S 53 5IEE B 90% T 949%™
1.2 BhE

it o AR AT T A B U 2 e Y, B
SR/ ( small cell lung cancer, SCLC ) Al
/N 9% ( non-small cell lung cancer, NSCLC) .
ZHEAE BRI 2 R A, SR
Hmger- ) E2F A, H anEr X & e A RE il
g VR R 7 1R M ARGR B2 E CT (low-dose spiral
CT, LDCT) , WA RF#R R KB AL TR, H
AR AR ks 90% B BHER B HoAp — 2 ik
SRR AE AR Y SRR EE

2020 AFA BT E R T T 2RSSR NGS Y
e ML R R B F 757 ( personalized profiling by
deep sequencing, CAPP-seq), AT ctDNA AYRAR
MR RARFL . R BKEA CNV &5 B, Eit
WLAS2F > ek T lung-CLiP score TNARAY; 7E
98% Rk, MINEERUEE TS T . 1
I NSCLC i1 R B 53 510 41%., 54% F1 67%
SRMAHHL ctDNA 2845, BT Z2 (%) fii i e 0 AFF 2 21 1l
FKEUMIER ctDNA HIEALRHE. FUBAHOCHT 24
Hh T — el R LR Y CpG H AL X, A1) E =
FH LB RE 514 PCR ( quantitative methylation specific
PCR, qMSP) %5 Ml HC =[] ) 1 PR Y B4k K
P, H R A AR SR AL Y fERaE k&
FMWIFEH, Chemi 55 P R FH—Ff s ZHUE 1) NGS
FI AL 3 ) 7 122 T7-BMD-seq, i id % SCLC %
RIEFEMELALY) (patient-derived xenografts, PDX )
FFIAE PR g 4 B R Y AME AR ( circulating tumor cell-
derived explant, CDX ) 5 HC Jili 41 2% 5 ctDNA 3
T2 X e, S i 4 061 A2 SR AL Ak
X % ( differentially methylated regions, DMRs) .
B = 1258 1A AR B 27 > 7 vy g 43 A
JEAE T 41 4] HC. 29 f3i] )= FR39] SCLC (LS-SCLC)
149 {51 )7 9] SCLC (ES-SCLC) f## cfDNA 41
PSR T A TR ISR I SR T 93% 1Y
LS-SCLC #1 100% ¥ ES-SCLC, 7E 100% %5 5 1 i
REERR T 80% LA E P, 5B —I0HF5E R AT
WGS [ ¢fDNA Ji Beortr, il plass It 75
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PSR DELFL, F£AE T~ 39970 M~IV 39 fii g A6 0 v
SIERE] 91% ., 94% A R AT 80% ARSI 1,
1.3 LHnE

CRC J& BRI T NBHESS 2 7 i i 0 &1
XF CRC WAEFR ARG 5 Zh S E BRI ( fecal
occult blood test, FOBT ) FIZ&fH fpyie 4 AL A5 ( fecal
immunohistochemical test, FIT) , {H 45K 2
WE S kA WL

£ %t CRC FL i iy ctDNA Hric 352 hy B H 3
fk. 2013 4F Church 45 "W 415 o—f SEPT9 H 34k
brid, SRAE it R A W4 0 (quantitative PCR,
qPCR) J5iXF CRC #EATHIHEMEARI, 72 1. 1T,
ATV CRC A9 R 5518 35% . 63%. 46%
1 77.4%, F55PE R 91.5%, ik F Y 2 WHF5E
KH T 24> CRC FHCIH SEARID, Z5aHLa=>
RIEHETH TRMPERE . Hrh ColonAiQ FHHEANAT 6
ASHEALFRIC, 83T qPCR FRHAS 7 5 H BB
FEYE 173 ] CRC 5 5 136 i) HC AL PERESS
HEH IR F] 86% R HUE AN 92% HESEME W, 5 — I
FER M T LASSO Bk, M\ 667 /> i 114 41 41U Jik
fEFRic PRt 11 4> otDNA b FRiC, JTAe
TR AIRIYE %50 123 4] CRC &5 67 i
HC 19 1 8 56 11E T 1% 58 B508E Ry 532 1 43901 R 84.6%
1 86.6%, JFRIFER LA T 1 CRC™,
1.4 SER

T ofDNA ) £ J5 Fh B ( multi-cancer early
detection, MCED ) RJ ZE— Al [ i} i A 22125
B, U EAA Rz BN RS I A — T
W, Qs MCED WAHHILTTY, A S0
FaE SR, 2w S AENAET R E A
Hoydib 39%* MCED Jf:4: sp—JiaAh i A 5 74 00 2,
PR L2 RIS S pAAG: i i (PR AN B %, L
B8 o0 IBORE S B FAS I A . [RIEE, MCED 75 HA if
TTHPIREZHZURIR (tissue of origin, TOO ) Y%EERIHEST .

CCGA ( Circulating Cell-free Genome Atlas,
NCT02889978 ) sz HH &= KN 56 [ 24> =~ vh L e
MY — TR A BE I XU ofDNA A5, 2 H
F AR B K A SEF 9 . 1A SE H 9 TF-3068E
G 1Y ofDNA e AR IC, JFAL EEHL S 27 2] B A D) A
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ANHEh T 2R . 25 11> CCGA 3l H 5%
K, MHEXF SNV, i A /8% (indel) . CNV
() WGS FIHE [y 7, ) 4 35 R 4 R A 2 1
4 JE PR 20 W AR R £R I S ( whole genome bisulfite
sequencing, WGBS ) E A 0 4f i1y fill P 5, H7E
TOO 4 M1 J5 W AT i 3 ™. B 5 20 53 1 A
fdi FH B 3 50 A8 A 2 482 4% T 4 207 44 %
HR, EAT T 2T 42 DA R A A pL AR 2 o) 2
B, T A 2 SR 3 ) 9 O e AR e
8 TOO, o, Jaie i AT AE = T 99% e
T, XFEGIEAE T~ T3 49 P i 25 1) 22 0 35 )
43.9%, R B B AE 43 A0 TR R . TOO T A
RUDAE T~V EPEAE A2 T 93% (321/344) M
itk

2 E-F ctDNA BYAR 5 i/ 5% B i kb i i
/N 5% B kSRR 43 5% B2 9 &t (molecular
residual disease, MRD ) J& i AR 5% B8 M I 0E S8 25 452
ZFAR . BAST AR IR 2 s, A A
21— 53 £ R I R A L R R ) e A
o FhrE. BHEICA KEUEEEY], MRD A]
JH T 500 Tt g8 1) % B RN A 2. MIRD A6 52 22
WAGHEIA I 40 ( circulating tumor cells, CTCs)
FT CtDNA, X WG #4740 43 B 34 T AE 22 Fie e v
ARG AR M, A H T T NGS [ ctDNA
MRD £ 0 A7 5 AT B I3 o A AN ] 8 A I st
[FEJFTE Y, ctDNA MRD Rl 22255 2 Ffr: 1) Mb
PRI (landmark analysis ) , il & 7F F R 88T
Je AR TR G HEA TR, FTAEAR S5 PRk i A 7
BRI O 0 HE; 2) i M (longitudinal
surveillance ) , FEFEA G BE VT 72 o ) 24~ 0] B B
[ SHEA TR, DU R BRI RE L MRD,  DAE
TE T BUAR 2APRAE AR T B — S i Bhia T s
Hi & A K5 s, otDNA MRD 1l %(
TN Z2 A AT () B2 & TS o 2017 4F— 5 it AH G
W98 % CAPP-seq, Xf 40 4 1~ NSCLC %
B2 Z AR TT T Y otDNA HEAT 28 458 3 P AG I
IAE93% (n=37) EH P tDNA; T AR5 i
7 #Y ctDNA MRD 2 [a] g il U 7 54% (n=20) #Y
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AT BH M B T B ORE ) otDNA iF — 2D Bl &
B, RJ5 ctDNA [HHEBFHE A 2ME Kk, HEZH
KL tDNA B[] 5 e R i L AHA T
ARJ5 ctDNA B, B B35 00 JC 0k i B A A=
FEM Wk eAh, AR P 53% A TE
ctDNA Al v & B0 15 i s BRI 17 ( tyrosine
kinase inhibitor, TKI ) &l 2 K5 2x s #0171 (immune
checkpoint inhibitor, ICI) FHZ§AH3EM)%7E “, Xia
G W ROE R RETIEYE . 20 AR GIA
T 330 45 DL~ %, TRAT. ARJs 3 KA
ARJE VA A iR B F R REA, I 14 55
769 £ [H 1Y panel 1T cfDNA M7, 45K Bon, K
J& ctDNA FHPEIE & & B A %cds br [ AU [ (hazard
ratio, HR) = 11.1, P < 0.001], FHHulfEssts s T
TNM 53, ZWF5E R, R ctDNA PR & #
A2 BIG T AT ML TE G R A A (relapse
free survival, RFS) (HR=0.3, P=0.008) . 7£ 4%
A BNEIT A R = I FL R R T, otDNA
MRD A I 5% 2 B0 T 79% O B %, ctDNA
[ P T BH 1 B8 3 38 31 24 A TG 38 i 5 e A A7 1
( distant disease-free survival, DDFS) 4 Lt 441 43 il
N 56% 1 81%, HEATESRE HA B E BRI Jom A4
1Y) ( disease-free survival, DFS ) FLEAEAF] (overall
survival, OS) ™, Li 4§ ™ fEgeaz i —43A77 ki
K B 20 bk 2988 (diffuse large B cell lymphoma,
DLBCL) # & "', & i Onco-LymScan panel # 17
ctDNA Hill, JIE B 3L T ctDNA Y MRD # i A] 45 4%
SEEL DLBCL f T B . 42 & S0 Ry 254
R T HELRARE ctDNA MRD i H 8 24 114 ] B4
fn T %, AT AR B R S R L g ZH 4URN TE R A
MEHAT AT, IR A R 528, IR xT
B 57 S8 1 MR 22 A8 1S T A M Ak panel F T I 22
fl)— Z 51 ctDNA . Gale % PV T 1 & R A9 i 5%
AT 884 [~MWINSCLC ¥, FREARFF
JFH WES i H: JFU& i ed AL A A0 B R AT e, I
BT AR FE TR HE LI 47 ~ 48 BYZRAR TS 14,
TE ctDNA 5 i i#E47 £ 8 PCR FI NGS; 7Ei% panel
HOA AL S A IR R AR AR SNP, DA X 5 25
R B, AR TR, RF2 M2 440 H W,
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17% H& R otDNA, IE#84-R & 1) RFS (HR =
14.8, P <<0.000 01 ) #1 OS (HR=5.48, P < 0.000 3 )
W R fER R EE T, A 64.3% fehif
T ctDNA, A ARG PRSI 77 v i At st [ v 37
BT 212.5 Ko Liu 58 PR 309 Jr 52 R 0
Ji (LARC) HARHFSEALL T 60 44 LARC B4, 7E
HPEZ B BAYT (neoadjuvant therapy, NAT ) [
Hi. by EIAE E G R EVIBRAR (TME) i 4 4>
B B AT A SR AR, X6 L g 2 ORI 11 240 e 3
1T WES 4 7 509 3L 3 FH panel Y, IR H
2 22 MRS A BT PEME panel 1T ¢fDNA
WP, 250 87K, NAT J5 Y ctDNA KF-Hl & &
£ R A0 AR S 1 23 ) Ik B 76.47% H197.67%, H
TP AR = T T AT B RS FE A, AL R IR T
J&. ( carcinoembryonic antigen, CEA ) 7K . % #1
Jit 19-9 ( carcinoma antigen 19-9, CA19-9) 7K ~F Al
4 4 BRI Jib 98 2% 2 ( European Society for Medical
Oncology, ESMO) 4 g PFAk i I K KUK . NAT &
MRD [ 58 2 0952 % KU .35 55 T MRD B A&
% (HR=27.38, P <0.000 1) , H7E3 4 ki
B8 T H M 0S (HR=17.78, P=0.000 54) LA JX&
RFS. ZMFSTIA o, 38 i 4 J5 DR ZH AR B T 4R
Ry (HI NAT 3GY7 T ) CNV ] JUl &2 %
HLR O AR M5 3R 66.67% F 100%. WNZ5 &
APEAL panel 455, TN AT RE 5 B FIRY R SR T 2
82.35% H197.67% (HR=35.89, P <<0.0001) ,

3 MEHATEGE R & A REIS BT

UTAFER, NGS PUHORBr il B,
TESEE R FEFEI2 0 ( companion diagnostics, CDx )
T TN TS E S S R R 5 | TS S AR A
20 5, JFRPER UG R, NGS % i 58748 25 Al
FEALHE SNV, fhA/BK . @ FEHE, CNV,
MUEATEMNE, MRRENMS. HiEA —&
FIIET NGS 1 CDx ™ i 345 5% £ 5 A2y i e
& ¥ J5 (Food and Drug Administration, FDA ) 4t
e, AFE F TR S AR 22U AR 1Y) FoundationOne
CDx (F1CDx) . FoundationFocus CDx BRCA |
Oncomine Dx Target Test. Praxis Extended RAS panel ,

PPS

Myriad myChoice CDx. ONCO/Reveal Dx Lung &
Colon Cancer Assay ( O/RDx-LCCA ) Fl 46 Il ifil %
A% 1Y) FoundationOne Liquid CDx. Guardant360 CDx .
Agilent Resolution ctDx FIRST assaym 2192020 4F,
ESMO %At 1 5 T 56 A% PR A AH O 19 NGS Bz I
F, 15 Z 5L panel 0] TR . 450
U . AU . B . O SRR RO IR 0 g 52 78
Fr, K panel W] T o HUUR K iR )4G0
PAKCE B0 . W IR . HOIRIE . R AR R
JE AR R A 28 D - e e R 2 1D 9 14 fie e 58 728 £ i

( tumor mutation burden, TMB) # ] ®Y. ESMO
[vi) f 22 A 1 M A G o0 I DR AT 45 4 R R

( ESMO Scale for Clinical Actionability of Molecular
Targets, ESCAT ) ™ 439 1) Z2 A4~ i 301 9 Fh v #0028
A5, RS AR T BT AR T TR
R, EFER - S A4 ( whole-genome
and transcriptome sequencing and analysis, WGTA )
AITE 83% FY MRS B MUz o o A8 8 vt ml i R T
TR, MITEHESZ M RNAYT 1B P AT 46% AT T
I R AR 25 B, X HE— 21 E T NGS £ B R i
PR FUh i AL, AR AR G AR R T
PE— DA SERAEIRY T HE A, IFTE N AR v W A
GRS RCR B AR ST 240 1) 25 W) 3RAtt brii,
NGS JHi T CDx BIMELFF AR — 2P 4R T
3.1 BifE

NGS B iz FAE HEIR T AT oL €, B

HIZIE 2 S e A fils i ] 48 1] 9848 2476 T NSCLC
Al %98 (lung adenocarcinoma, LADC ) 3%l
LADC £y 5 498 NSCLC 11 60%, /2 ' Lt 5 5 1 fii
S 4y M P, EGFR. ALK, ROSI. BRAF. KRAS.
MET, RET, HER2 ¥l NTRK % 7% J& NSCLC I %
7 0BT, 2023 4 55 2 iU NCCN 4 i fi 77 fi
Ffl NGS panel %f it 5 NSCLC 3 47 & I, Jf- 48 H
IO E A H B ) J K] 5 742 B 25 JECR HT RNA IS LA
fe R ALK Rl A 5L 5 [ FDA T 2021 44t ofi
EGFR/MET XU § 5 1k $t /& amivantamab F T i J7
#547 EGFR 20 “5 4 214 AJEZZ 1) NSCLC,  [A]if
fIL1fE Guardant360 CDx {124 HAFREI2 B J5 % . 2022
4, ZE[E FDA HIL#E cemiplimab 454 1hJ7 F FIRIT
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J& EGFR. ALK, ROSI %7% (1) i 1 i\ NSCLC.
VI BRI A PRI ATS 7E AN W7 58 % D A
FAZGRTT AR . Yu 55 P2 R R iy — T B S St
FEMAT 2 864 #4454 EGFR KN 5 7% 1) ik Jg 9]
HiE NSCLC ##, VIS UE EGFR- i 22 iR ik 1 il
7] ( EGFR tyrosine kinase inhibitor, EGFR-TKI ) H
RITRCR . 453N, #:32 EGFR-TKIJAYT I B
OS I 3 & THAWIGY T X, I oS i 803 in
6.8 ™ H . b, 525 1 EEE 2 EGFR-TKI —
LIRIT IR Ut R AR 3 X EGFR-TKI G711
B, FLOS B E & THAZ 5 3 8 EGFR-TKI —4k
TRYT R R R AR 25 3 A8 EGFR-TKIIRYT I,
#E— B Hf T EGFR-TKI %} /1 [E NSCLC £ # iy 1lfs
RINMHE . ALK Ril5 2 G RAE e P HEFERY B2 NSCLC
ARG AR TR, T ALK SR X A
), LG TR 2 (crizotinib ) FES 2 A0 7
B Je (ceritinib) | PI3E#JE (alectinib) |
JnERJe (brigatinib ) , LAKER 3 A0 5157 Fi s Je
(lorlatinib ) ¥JE W H TRYT ALK Rl A% NSCLC
B, B —mEdt . BEPL. TG R R 5T 45 5
R, 5520 ALK MRS )E (ensartinib ) AH
L v R Je X 4 B kL, R X N R S kA
B B R R (63.6% vs 21.1% ) , 471 ensartinib
AR — SR T 25 Y, Shi & P ExTE
FE AN 1B RET fiA W53 [R5k H DNA Fil RNA
NGS My, feffidisrh %@ GLI3-RET Fl MALRDI-
RET 2 iy ThaetEml &, #E—L 5838 T WAL
] RET Rl & 978 1%
KRAS 25— WL NSCLC BREh 228 JL 7, H
TE LADC H i & 2500 35%2, SR H T KRAS
BAAEH A =W 51 ( guanosine triphosphate,
GTP) SRR, 022 A /N g A A 235 g 3 ol JHE vl L 235
BT, FEOTHAEN R KRAS #1025 % 143
WME, 5L, B A 5 % KRAS B [ i )
ol i 1 AT R AT I PRI R R AR U
RAFRC R, JwIT, £ X% KRAS p.G12C Hiil s JF %
25 RFEPLIUAE (sotorasib ) 7E I IR 56 v Bl IE
B 3% 1, 313K15 FDA PRdim g i, AT e
Zit B PR RGIRITI KRASTC 874 4 1),

PPS

Ii] B} 4 4 (1) £ BE 12 W7 1457 & QIAGEN therascreen”
KRAS RGQ PCR kit 5 Guardant360°CDx, 43%/HT
R ZH SRR AFEAS . oAb, BT X KRAS 98758 #4 s
FIRM M HHE (tumor neo-antigen, TNA ) H &
mRNA ¥ i Je HAT RUFRT R AHANAYT ik, HH
AR 1 R I RIS 1 28— 2B 9 S 7
32 LHWE

AR, Bl PR R 2 U R TR R AR
Bk S, CRC WY R R HMILT R AW T . 2020
A, P EBHS CRC B 555 477 A, MICHETE A
Kl 286 162 A, 73 Jll i 4= Bk CRC 11 28.8% Al
30.6% ",

2021 455 2 Bt NCCN 4§ F 77 % F NGS L
b 7 B R FE RS CRC (mCRC) AWtrEY, £
& KRAS/NRAS %7, BRAF'™" 2875, HER2 4" $# 5§,
ARk, BRFEAEBCMEE (deficient mismatch repair,
dMMR) / @SR D AEAFEYE (high microsatellite
instability, MSI-H ) R 75l NTRK @ . %45/ 2
WA mCRC & & R FEAT 4y F R0, DL Ak
2 £ A fiF (Lynch syndrome, LS) #H 3¢ i dMMR/
MSI-H, #J4 5% ) mCRC #7417 lLAr &), BR5 LS
FAOEHN, dMMR/MSI-H 38 AT 478 Gl iay 7oA sk
Zhao % " 550 K MBI A 0L Wl 22 5k 4
M ( synchronous multiple primary colorectal cancer,
sMPCC ) FlH i & 45 B 798 (single primary CRC,
SPCRC) W73 FHFEREAT T 2041, *f 78 4 sMPCC
(9 158 LA 111 45 SPCRC H (iR 41 4L kA7
NGS panel Il ¥, JiE 5% sMPCC E. A ¥ %5 i) dAMMR/
MSI-H 5 & I J% & 7% 1 faf (high tumor mutation
burden, TMB-H) &4, $£/8 sMPCC & 5 1
RESR AT T HPEI0TT

T34k, NCCN % Ai 1 388 1% 1 52 R P e XU F
fii: 45 H % ( Genetic/Familial High-Risk Assessment:
Colorectal ) 1§ B§ 2022 4F 45 2 i "V W 4 7 %+ 75
CRC 8% XU B9 AN BESEAT 5T 2 3L A panel #9384
GEARKGIN , ez A DL U AR 5G]
APC, MUTYH, MLHI, MSH2, MSH6, PMS2,
PECAM, BMPR, SMAD4, PTEN f1STKI1I. HHi,
NCCN 75 g HhHEF7 (1 8 AL PR S AR T A AR S /N T 50
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it A 2023ron HaTE Hom

(% CRC 3%, i Jiang 2 " 53 & 2 CRC it
REABTHRAF RN BIR, FI 2 70 2 X LUF ) CRC
SR AT BEHE T JRAE 2 AR AH DG S IR R 5878

5 NSCLC 2418, KRAS 7£ mCRC 1 B A & ik
44% () 78 F (AT X KRASTC 1 $I 1 41 44 5 72
mCRC IIfi RIS - A B -5 NSCLC AT ) s i %
Amodio % " £} %} NSCLC #i1 CRC 4l Jifd & I HF5E %
P, CRC 4l itg 2 BA W =5 A0 2 AR R PR 1 T receptor
tyrosine kinase, RTK ) FEZ&iFHEKF-, JFEnI g Liif
AR T3S . %R E KB, EGFR {5538 B
1 J& CRC X KRAS®" 41 i 551 ifif 24 f) 5 22 AL 1,
[5] BsF 1% FH EGFR Fi1 KRASY™C 1 ] 771 AMG150 7&
CRC 4ii i & . CRC Jifigg 25 25 B A1 55 Fh RS AF 14 324
B R TR, BT AR 1 KRASC 58
AR RYT . T A1, 2023 4F 1 H Jinne
5 VR T~T0 3090 A 328 56 X KRAS®"C 11 il
7| adagrasib ( MRTX849 ) H.— ] £ il adagrasib ik
4 EGFR ]l 1 7 cetuximab & J7 KRASC 25 75 #1
mCRC PEATXFFE . ZAFSE S  Woas, BES 2R
THERN R (46% vs 19% ) |, BRKAICHEEL:
T (progression-free survival, PFS) (6.9 1~ H vs
5.6 A ) FHEARIY 3/4 BAS RN KAER (16% vs
34%) , BAIE T KRAS® #7510 A11 EGFR #1751 5%
A 2 IRNMA
3.3 3LiRE

2 S MR (breast cancer, BC) & HETFT A
T R R e RS, 2 T R RE 0 AL
(4 11.7%, T 7E o Mg e rh T 3k 24.5%%, 58 2o i
% & Z 1K (estrogen receptor, ER) . Z2 & Z 1k

( progesterone receptor, PR ) A HER2 &54F 4 Hln]

P FUBR I 4 4 2%, 1 A B (luminal A: ER',
PR', HER2', Ki67 fi{#ik ) , 4 B Y (luminal B:
ER’, PR, HER2 , Ki67 &3k ) , HER2 i £ ik
BRI =B #L %% (TNBC: ER, PR, HER2 ) .
Jorpig i A/B RUIR AT FR R B3 32 R B4 . HER2 []
PE (HR', HER2 ) AU £F%F HR® FLARSE H At 3=
FLI N AT i, AR X HER2' 2L 32 2R
HER2 #3697 45 54697, 1 TNBC /0D iRdT
A, R ER T B AT, 2020 4R,

PPS

2% [® I PR i 9 2% 25 ( American Society of Clinical
Oncology, ASCO ) / & FEJRH#ZKh 2 (college of
american pathologists, CAP ) T T FIf #% HR &
R A OC e R, B TR AR YT A YT ER 4
FEFN 1%~ 10% HFLIRE T RS0ERA R, i
F UL 5 ER FLARE & OMAIL ER 2k FLARE .

I A HR A H R FH g 414k (THC ) b7 ksl

H i, NGS FZ N AT BC 1yt 14 ) B3 A
Krill, 423K BC 29 10% B A 5Kk 0 85515 5
JRGRAE , H R LY by J 5 AR BE Kl BRCAL il
BRCA2, H. 5 RN #1742 80 & i} BC 2
AR AU = 370%™ A 4iE 2023 4F BT 1 NCCN
w AR AE R I FE R B, KA N 50 8 KDL
s 2 VAL LA S0 T 1) BC B3 R R AT i 4% 5 K
FL A 8 A5 K M, 40 §% BRCAI, BRCA2, CDHI,
PALB2, PTEN #l TP53,

M T BC i & 7 i k20, ARAE I, AT
2F Fl d 2% 45 ) (Surveillance, Epidemiology, and
End Results, SEER ) Jii HA G s, 2019 4F
FEAAT 7.5%BC BE W KA . SR,
WU e S A BC A IET- I FE AR B A X
RIS (mBC) M EE, BRTE A
TRYT 74 FDA HEHERFH FIEIR, i PI3K 41 i 51
alpelisib °] JH TR YT #5447 PIK3CA #5575 (1) HR'/
HER2 mBC™. mBC Hi Al A 2136 4345 WLAAR 40
AR, 40 MSI-H, NTRK @4, 43 5 nl R I AH R /Y
LSRR ) 2 TRy Y R RS
GG B E i — R R mBCiRYF LA, JFRIIE
NGS 7 mBC Ifi & T 7l o (14 7E il Kawaji % 9 3%
FH F1CDx X} 109 44 mBC 5 Mgt iy, &ZMAa
76% BB PTG IR T2, (R IR S0t T
BOEAMHUG . 5—TRFFEH, Andre 25 A41 T 1
462 £ HER2 mBC 4, R ZIHLH panel 454
RN Z2E (CGH) X g vE 152838 4305 5T
HHe BT 238 AT TG IR T AR H A B EEZIA
PR, Ho 115 #4557 ESCAT /11 58722 1)
B, BEHL N 2 4, TEA N BB T dE R AL
M5 AR VC LY Z R0 e RYT . 25 BoR, PN
B2 M0 IGYT 1Y ER % PFS 39 2 K T2 Ak 7 i R
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H o WHHHE ESCAT 1/ R #H hIL i3
AT IR R I Z RE IR TR (n=75) AHIL
R TR E (n=40) , H PFS i HUE
KT634MH (9.1 40Hvws2810H, P<0.001) ;
M AR ESCAT I/ M5B AT, 2 FiihyT
Jrik) PFS L %22 5% . $R, /M ER R R
85T, LLNGS Sy FE Al %) ¥ a5k I A 1] 36 97 X5
mBC (T s A H 0
3.4 BBk RIE

R NSRS YRR R (diffuse glioma ) 2 fc i UL
(OIS e, e BT 70%7 . 7E 2021 4F
RATHIES 5 L WHO X il 28 RGE R 4325 (WHO
CNS 5) H1, S FiSWi B ZLEAT 2 T Rig T B,
WIEGEASSAY, BN TR TR ] 43 W LAE 3 2
1) BICRCBANMIE , IDH 58758 ; 2) Do An
M, IDH 78 Fyge ik 1p/19q dLieJe s 3) fig
JBE 20 MR, IDH BFAE R, W UL, IDH 5€ 75 A5
T E ) A RV . RN i 28 MR 325 ( European
Association for Neuro Oncology, EANO ) ##i¥, Xf
F/NF 55 4 H IHC #:01 IDH1 R132H Bt WHO
2/3 ki Ve R IE BB . /0 98 e TR AN A I it
BRI R, VORI T IDH 2878 K ),
AR ER, KIERATIZWERME, R NGS Kl
IDHI . IDH2 Z%7% ff n] SEPEAL T THCPY, 254 H T
RGN A 73 F 3 TbRICR S, #2718 NGS A1 1AL
R G S IR A3 B A I i, TR T2 W
AIVERRPE T4 S im RT3

H A0 B v6 7 7k R 2 FARYIBR AR S5
AT, AH— ZRGIBIFFE R Rk X 1 o9 5
AR RE R YT PR A TR A T RE M. Tvosidenib J& —
Pl IDHT #6580, i 2 i FDA #t#EH T8
I7 &2 R ANESMETG M IDHT 5878 B 2 MR8 & Il Al
IDH1 5875 1Y Jey F e S S e RS VENR A 0. T 90—
Izl T HAIG PRI A T 66 44 2 i A e i
H, Hoae By A EY R Bt (dose expansion
phase ) , %52 500 mg. 1 /H M2y, fHfEmnh
1 % AW A 44 2 BB IR TSR E. %
W5 I A X L 858 MRI T1 JINAUZ RS & 4y Sk b
SR ARG SR, JF ARG SR 28R 7 5 1Y) PFS

PPS

o R TR (13.6 4 H vs 144 H ) P
Vorasidenib J&— Fl IDH1/2 SUIIHI 7], &1 X H 7 J2
By T Wi RIS i 7, vorasidenib 65 Y7 JF 1458 5 5T
PR 0 B RN 18%, ARMETR A1 53858 41/ PFS
AU BN 36.8 A Fi 3.6 4~ H PP R, IDHIL
TR TR RO R 1 — 20 I PRI DAL

MET 14 SAM 5 F BRI (MET™™) #0% W T4k
RV AR, R A RAH 14%, MET™ FI
rfetE MET & Y0l S8 MET F1 STAT3 3 % 5%
T P2, TR 0 PR 4 A 5 AN FE RS . MET 1l
HFNEAE T WG PR 56 o Bl 1 A X6 #5717 MET™" 28
As o, PTPRZI-MET G5 0 H & A %% ™. Yang 55 PY
T WA 5 B, MET 8i6 78 I b A 4547 R 0
1.1%, AR W% PTPRZI-MET #1 CAPZA2-MET
Hh, FE I P E & B T ST7-MET, BMT2-MET,
DNAJBG6-MET Fl CHRM2-MET ZE VLG4, iE—4K
MET #iil 00 TR vay 7 He it 7 38mt, JfF0Ieh 1
NGS 7E MET Filv& %558 th i .

4 45iE

NGS B A & AR AR 5 T A TxF T i 2
PRIZH 2 M AL A MG S 227 T A, DL
Xof PR A AR T S e L P PR st s S S R
Tt 245 P T S AL ol 0 B o X 4598 e A 200 i 2 A 33
IR BRI S AR S0 . ARIEALHI IR ADFSE, i)
Y PR T IR SEIERE . HRT, B LA R
JEHE 7] 25384 177, JF7E NSCLC. CRC. BC %
SiE G BhiA T TR T 28 AL, NGS XAl iz
MTfEbizhr, HmAgE . mla, &E R
Kl 7 51 2848 . CNV LA LRl A, A A s
BEAFZ AR fErERz W A,
ctDNA Kl g g1 A Z A4~ E N AN IE 129 T He m sl %
FALH, AR Y ETEE R R BUE KA R,
FF ctDNA 1 MRD £ il W 4K 5& CAPP-seq J7 ¥ 3k
A v AR, T oL T PR A % AR L
I AR &kt 58 A0 (5 B LA I R T

ARG, T WA TR A 1) L 5 K R A
{75 AR 3 | s R R 2 g e ) A0 5
FNTERRE, AR TRE R, SR, hTEAE R
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