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[Abstract]
tumors with the highest morbidity and mortality in China. With

Colorectal cancer is one of the malignant

the research of precision medicine concept and tumor - related
molecular markers, appropriate detection and application of
colorectal cancer - related molecular markers has become an
important part of current clinical practice. In order to effectively
solve the current clinical problems and improve clinicians”
understanding and application of molecular markers on
colorectal cancer, the Chinese Society of Clinical Oncology
(CSCO) Colorectal Cancer Expert Committee organized experts
in related fields to write an expert consensus on molecular
markers of colorectal cancer based on recent domestic and
international  clinical trial and clinical experience. The
consensus mainly provides guidance on testing specimens,
molecular markers and testing methods, and interpretation of
testing results. It aims to provide clinicians with standardized
clinical reference for diagnosis and treatment, and standard and

effective treatment for patients with colorectal cancer.
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1 FAP: SRR B A 5 P-T Z5 G 11F - BABE B A% ; MMR - A5 OIS & 3K X MST: S TR AR E

E1

S e iR L R A 58 , T2 5 e PR LI AR DG 254 1)
TRITRCR o A1 A A% A0 AR AR JE PR RS B 2834 28 CTC A]
BEAT ORI T

FEFS 1 45 B 95 (metastatic colorectal cancer, mCRC) B
A 0 R DR R U ey s 2 A U R, (R ey Tt (46
MERANE FRAFFEA B EARME LRSS 55 TR R A
ORI ALSTIY e a NN =8 a3 PS5 P4 D il 167 X5
S B AEAL S T LUK CTC 80 ofDNA . ofDNA J2 45 7 25 T
I H A A 2P DNA , SE IR T3 R T 19 1l 48 e A e
JeR A MBS e BeAL DNA, PR AT DU A58 H ARd Y DNA .
HEIAIE DNA (circulating tumor DNA , ctDNA ) J2: [ 87 241 fitd 17
T E A LR (93 B DNA |, J2 of DNA [ —Ff, FLWE I sk fig
R SRNG5S AR TR BR T MR S R YT
BT RO R HE ST H H i Bk 2 R S M g uE A A] 5
SO WA

H T, of DNA BRI RIS b TR R B B, M AR 2
[7) B3RPk % o A JE I tDNA (4 5 2 A, 43 A4l Ak
ctDNA HLA —EMEE , ctDNA 7 ofDNA H 1 5 L 48/) , TR
L2 R IR ) DNA )R 2 X A 45 508 T4 ofDNA T
I A 1.0~2.4 b, PRIARAR O BORE | i 46 FA7-G
SEPRT A R TR 2 3 A RN U o D FEARER
5y 52 B\ H1 S D5 385 M) T AS B LE 0 5 e S8 28 e v 1 2 20 1
Blo PRI, ERT cfDNARMATE A AR R PRI SR R
BT

BEAh, CTC RSN b As P A 25 5 . CTCZR MR
R B Ak eI JE 7 HE DGR AR A A o PRI B o ) e
20 B A ARG R D, CTC AR ARG D 2ok i 22 73 S T 20, B 440 i
HY5 B e MR AR %€ . HHT, CTC SAH 3 F ARk
PRSI £ 5 PR I FHATS PEAR 2R T, T RE XT3 1) B 40 i £
T FIWAY T ROTA A — e R,

N (7217

H AT, 23 5 b5 35 9 00 46 U J7 125 40 365 f 9 20 4Lk 27
N 35 SN VAR S5 AN
(fluorescence in situ hybridization , FISH) A1 5 R - 45 0 R

(immunohistochemistry, THC)
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THC #AE 80, 9% JUAIE, BT C /e lm R 2 /. & F
BTG AR HANRE S W (R A2 A L, T
FHT 04 . FISHAENG PR b )32 HI T R0 | otk K {8
SEOLBREIN o NP ik H, Sanger PN 15 Ko g Bt
PCR %% FH 3 v, S22 05 PRAS I v FH 6 D00 5 DR 22 S5 1) A S 4
A H HBEAG A — R R E S N R 272, H TR TESS B
[958 535 s S A I (e P e 22 ARG D i o 2 2 AR
(next-generation sequencing, NGS) HAS I Y v i, — IR
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X T 2 A A ASMAR 22> B R HREA SO R 1], B
FERAH

Fifi 25 XoF 45 L e 2 s LA A R ACRIF 5 B IR A 7
M3, 5 45 B AR FINR YT AR OC I BRI ok % . H
i, E N ANE A BYAHSCHS B S S B AG DU ) 285 B e AR G
FH LG APC . MMR .RAS M BRAF % . 5 Bt [RI B, X6+ HoAth
— S HE VR I PR R SO R A B R 22 (100G T, (46
Her-2 9 /3 335 | PIK3CA 2875 M NTRK il 545 .
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1.RAS BEH #1575 : KRAS FII NRAS J2 HH RAS F I 1 5t 5k
PR 4 1 1) P Rl GTP B 3E 11, 2 5 R B KN T 21K
(epidermal growth factor receptor, EGFR) {45 5% 3, A #5210
MR Al SR FIAEE o 40%~50% W45 B i iR E A7 AE
KRAS ;1578 5 3.8% 25 ELI R AT AE NRAS JE N R 878
it BRI P 057 45 A5 KRAS FI NRAS FE R 55 2.3 4 541 i
Fo RAS [ A AT LR FH RGN 7 s 045 « Sanger I 7425 |
PCRFINGS. 0] LATS 3] g 4 f 0 F 5 9 25 B 4
LUGRARET, RAS 15, 5848 AT LU Sanger I 727 , HAR s 2 X
WA BERAR, AL, A, PR R RAS 2875 52 2 AV i
CLRI AR, Rt , o 7T DA 5 15215 |9 AR B 64T PCR
R, 2 S FH B3 A 7 i o Al H BT 4 me
e RS2 B8, 477 LA 5% 1 S 221 %7 Y RAS ik RIS DU 7 5 78
FERWE" . HATE A 20l RIFTE R W], RAS BF A A6
W25 5 i B E BE BT EGFR BRyTIRY T ik 45, A 1S
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AEIS ) i 3 A ) R T IR A kA T e 2 i R
i 2 452 AL PR ST EGFR BA IR P R TP 2 Bk
AR RN 554 H DL B . Pk, 3 Tk i R e
BEALI TR S P EGFR BABLATAY T I 812 XS T RAS LA
AR B N BT EGFR SAHT W TC I 3K 25 , — R ALY
A VEGF BAHTiRyT o P, i /F mCRC /8 & IR IR YT
I, B HEA T RAS 2878 BRI , 4 B T35 Bl (B g e R e LR 0 4
N Ay

2.BRAF JEDH f5 58715 . BRAF LR Ky RAF 598 i DR 52 ik
FY B B3, 7 T RAS A Ui , J& RAS-RAF-MEK 3 /il i % I~
B B R 5L o 7R N 45 B R B P, BRAF 278 RNy
5.4%~6.7%"" . FAWFE @R, BRAF 3R 578 {9 3 B 1 2%
B T, 90% S BRAF V60OE 5781, 5 RAS f5 9875
ARARL, BRAF 2875 AT LR FH B R0 7 725 B A 355 - Sanger 1 P
% \PCRAINGS, H iz F e i 2 PCR &, NCCN
TR CSCOFERIXT BRAF V60OE 2878 mCRC S 1 Ay
BIEAEPE 2 i+ B e+ 45l 2 (BRAF I , 5l
DY 25 BT+ BRAF #1751 0] = MEK 301 11 70 A9 166 & 77 2207180
BRAF JE RS X 45 B i B 5 1 BUS EAG B LA 48 5 &
S0 BRAF V600K 9875 B A L HoAth £ 35 10U 3 22, A A7
RIS, S A0 X FARAT R S AR I2 BT, MLH ] 5875 iR
H Nt MLHT B 3£ 4L B, BRAF V60OE 8 25 A6, 4nf
BRAF V60OE 2 MIANRETNIZ MM A LA AE . UL, R 7E
45 H S BB T BRAF V0OE S84 K6 M , e A
HIBTT 7 % TR BIMR A LB AE (L B LA B 8 35 (R TS 7 .

3.3 B EAFEE (microsatellite instability, MSI) AR Fn5E:
fid 15 % (mismatch repair, MMR) & [ 2235 : MSLARZS AT MMR
TR IR B SR AL 45 LV 5 N 1912 988 P G e A A i 1 1 5510
R TIAE R 222, X T MSITARI , F AT £ 2L £ E 2k
PCR BN LUK AR Ry 320 XHAHSC A DNA filf T2 19K
WUAE R A MSDIRIL o AR f T 5L (9 AS [RBR 200 PT84 2 43
3 F B i BE AR TR RS E (MSL-H) ARBE i3 B R AR E
(MSI-L) F1f# P 2 54 5 (micro-satellite stable, MSS) . 1 % %
FH 2 [ [ R RE I I BT 42 9 S AT A A g A T AR, 24
22 MY R S R MSTL BFR2 04 MSI-H ; 14~ 7% MSI,
A2k MSI-L; BEA AT 6745 s MSIT, B MSS™

MMR 25 [ 1% THC ARG, 5 TR ARG 4 4~ UL MMR 8 14
(MLH1 . MSH2 MSH6 Fll PMS2) )ik . Horp=1 Rk,
P N A6 55 R BB (AMIMIR ) 5 42 38 B e , U0 52 hy s
i fE 52 SL R 528 (pMMR) . — 817 5, IMMR AH 24 F MSI-H,
pMMR #H 24 T MSI-L 5 MSS.

MSI-HCARZS Y THAFN A2, T g J %, LTS — el
T-MSS B F . MSI-H Y 1T, — Wit f5 847, HARREM
FRPRMERE (5-FU) 2825 fby7 P25, it AR TR ARG
HRIEAT MSLAGIN . 1A, A% MSI-H/AMMR S8 35 % T4
PERG A MR . Checkmate 142 BF5Y 21, Al 2a
BUARE N 319, TE MSI-H/AMMR 8 2547 3R N 5 3
BA% . KEYNOTE-177 W52 3 B, MSI-H/dMMR i 2 1 5 —

2R N7 FH AR R BT, 2 W2 fift 6k 43.8% , T AR fE ALY T 8
i) 2H R, 33.1%7 . MSUMMRBARZS S T i vt
Ja i i Wit B 3R 3 S, TR HOR MR AT Z5 B R I i2 T
MMR FEH (R R 2848 2 I S bt BRLIL, X Tl R %
AL MRS EL A 1 R AR A LT T MSI/MMR AR A
VLS B2 W o6 T A S5 B 8, 5835 MSUMMR ARZS
PRSI ] Sk J5 SRIRT T IE R HE S Ik -

ERER1L: X FHAEmMCRC B, WEEEEEETT
BITEAD FHREWRN (RAS EE R . BRAF EERTE,
MSIRA/MMR & B R, RIBERFIEMELEITHE;
EEX FRAIERFERFESMENES, R MSDIRE/
MMR E B RIEFITHEERHE,

() Hofthsy—FH s ke il

B LR o TAREAL, B, KA i o Fhr
WAL B T I A R AR I PR B SR [ R 7 1 Sy
WIFEPEAN e, W0 Her-2 47 185 323K | PIK3CA 2878 NTRK @il
T Eg 28 2541 faf (tumor mutational burden, TMB) o

1. Her-2: Her-2 72 EGFR JE I TG R I, FLAE Ry 4 B Wi
B U IR 22 — P 3E ad J05 RAS-RAF-MEK Al PI3K-AKT-
mTOR 3 %, 410 1l Ao 3 440 f 580 1, el P e A 1L 5 98
45 HL s h Her-2 4 3 /5 33 (0 SR & AR R 2R 5%, 5
KRAS .NRAS i BRAF 58 A AEAH BRI, AR & Mpes 5%
FEIR 2 ] i — 30, M T bR UiEIR 7 U5 19 mCRC
BE AT Her- 29 WA FR 00K . B AT, 25 M Her-2
PRV I 2 AR Wb v 200k 1 s RIS 7 48, i A ST 46
BUBALAE UE B A Sk A B 12 W7 A 6 3000 300 2 R 1) A v
NCCN F8 4 H1 CSCO 48 g H Wi A HEAE Her-2 1 id Feik B
A 42T Her-2 B0 251 0TRYT , N8 B 19 220 4E T CSCO
FE AR B = S =R YT LA T, 1T NCCN 45 R
Xl B — 2k N BB AZ 3R B IRY T 1 R LA BT Her-2 1097
HERE

2.NTRK FEH 4 : NTRK 3R il 7E 45 B e b L 5
WL, KR 0.35% . NTRK U7 NTRK B4
B, WA 5878 BE TR, THC = — b oA 4k, PRk Ay 40) i
J5 %, THC BEAE 4 o 3 i FH FISH , PCR B8 NGS )5 ik — 45
IRUE . T NTRK 3R Rl G & AR 28R, BT TR AR
TRIT RIS BB TR I RBIFZE 4 R h A ARSI

3.PIK3CA 52 7% - AE vp B AN HF b PIK3CA 2275 AL Ny
3.5%, 5 RAS A5 51l I 2L [F)F4 i EGFR T Ui MG 4% -1 738 6
L5 RAS Fl BRAF 3 H 23 8 ¥ HE LM AN ], PIK3CA 5878 ] &5
RAS 7B IL A A4 . IRYEHR 4 A PR 45 R, PIK3CA %
A H] AR X BT = DE AR T A A5 FUMAR 54, (H AR 5E =22 (1]
i il 2 ) — B, B4, T PIK3CA %25 54 EGFR
PTG B R R BESE e, P, B AN
FEXT S E M A R T PIK3CA 5375 K

4. TMB: TMB J2& /i 20 24 DNA v 3L DR 20 2 A8 B F8 %,
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30 367 0 e 28745 £ Ao (TMB-H>10 4~ 28 28 /K i 3 )
1 TC I VISR B B 1 S AR Y LA AL R . HRTTEZ
B D W ANHERE AT TMB A
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T AT TMB A& M BRBF 33 o

(=) 8% oy Itk S PR G

XoF 48 TR 9 14 35 A 7 Ttk B PR ) U 0 A S R 440
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PR RERE AN A . 72 M e v 2 B A 28 28 an i A 4
JEL i 9 £ 4 A T e B 4 v A IR S, ] o R
T AN AR B AT 1 A8, AT LA R R AR . HEE
[tisis e gy BMAR G B R R APC MMR I STK-11 5555
Hov, APC 3E 1A 1) 28 A8 R0 80 P T 8 1 B TR 9 (familial
adenomatous polyps , FAP) A5 5 , H: 38 PR 7RIl IR 3¢ 7 77 7
AHOEE | BB I 5 25 A 407 B R0 A & AR A e AR A K
WAR BE FAP 1] APC 3 R JC 28 78 %, I6 75 B2 ik — 25 46
MUTYHFEH 275, At SRR PELS B (T 444
It ) 2 — i E e IR B M 3 A% PR L LR 5 MMR
KB IR 2R R A8 A 5 . MLHI . MSH2 . MSHG6 Fl PMS2 J2 ¢ %
WL HE SRR 44 MMR, K2 70% MR A 28 B fiF 5 T2
FH MSH2 F1 MLH1 8 7% Jit 3, .42 30% % B MSH6 1 PMS2
AR TR

EREN3: M FlaK L RE SRR ER AR KT
SEEMP-] ZEMEEF kR EIERRE, BETHXESL
SBMEE RN AT,

QUpET V777 i S S B talll]

THC Rl 2 F8 TR 10 0 4R S BT A e 20 2 48 i o7 3
TP BRSNS 1 52 0 SO, X AR R B S A 7 o
PR BT E I A B — IR G BRI i o THC ARG I 2 g
YT T L X IR SR IR A R T 24
TS FRER AL T HEAMMA . A SCF BRI T 545 B
BL Wi B2 WA <A THC bREY) , S AR F R
7/

ERBER4: M TEERREES EENEFRIIKRN

ERHREZ LS FEB L EARRRITHELS FIRSPUNER
FIEK T, AES B 2 ZE R SRR FNZEEY

W o2l EE ] A

TR M, AT FE 20 5 Fhr s il 24246 IHC
FISH FIEE RN 5 45 o AR 28 T g 2ok DR R U5 455 467 7 152
iF, SRR A SRR A Iy ik ARSI 7 25 Y SR IR A S 2SR
Tor IS 45 7 IR TR 2 A2

(—)bpAEr

FRAR S AVGLAE s 2H S UREAS A1 AR, A AR Al i
FEA AT 53 R AE 1A A2 AR A1 I G 240 BB 1 43
CTC . JXECREA LA PR 4 R UR 1Y , oA T 22 4 MR R .
FEA FH IR RE A A T3 R 2 AR AN, i 1 DR ke kG B At
AT REAT S TR AL, DR G SRR DR ARG D 3% 45 v e ZE D B i
FEARI

() Jibea 2 B ) L 3]

AN [ AR RSN 1732 % 5 R 2 A M 3 ) LR AN ] T 2
FER IS st I, AR U032 A 0 Ji e 2E 2R A e Jihs 240 B )
LR EFF AR R ZR . MRARFFA T ZAE R 25
S B AR TR AR R TR R AT R . — R
S T Jg 240 BRI L 151 28 /D 8 T 30%., CTC RS W £ 3R A% A1
JAMAEAS 2 h AT, TRl et i niy 3 W s 42 1 CTC 4L
e WTESE R T A ST IR AR i A 5
PESE FRAE S EGFR ST 25 MR YT , LAk e R I 1 T i
B ) 2 AN TR 5

(DR ik

AR ST 5 A8 AR [ B R A, T B B [ 1Y)
Rl 73 o FE RS A U BH ARSI vk RNz 7 i i Ry BR 1, X6
T 1E B A A I 45 SR B B L A AR Y ot
€t PCR, HRE A I A4 i DX 3ol B3 AR A7 A 79 366 PR 98 A8, %)
T e A Y T ) SR AR AN A LR AR e, N RE B A
o FISHE AR HReR L E 41 sk RO EI07, miR
REA I LR 1 28748 . THC B KB F 8 A B K1
el

TEAL SR AR MG IERE L, NGS BRI & e i, A
SICIYL BRI Tl (1) T A S5 DR AR S5 LA R 3 9 o R s R R A S
ARG R AT RE . FIHTHY NGS HAR FE AL : NGS -
B HER X T (panel #5441 2 T4 ¥ (whole exome

®1 SETEEENZER B2 WA R e H AU (THCO) ARk

THC /> ThrH) Ui
FEIHUR(CEA) L HORIRRRC, P N IRZ A TR R /D N T R AU AR R IR TR ] ik
41 Ff1 2 14 20( CK20) B LA T I Merkel QUM TRARIC, 1128 P 4000 g s 4 , - S 2 e
MM fAEH 7(CKT) R SRIRARC 0 A TE R R IR L RS AT e Ak AR RO IR AT 2K, B i e TR A R
Z
D2-40 I A5 PN AR5 Ry R S BB R 00, S Ao bk EEL T JBORI b A PR B B A, TP PP I L A 2

B AT PSR g &
I 2(SATB2)
HEE (Villin)

Holll, T4 PO LI 3

AR T AL IEZHER B e R G R  TE B AR P IACR 5k . SATB2H 45 CK7 #1 CK20

PRI PRGN T B A Ik 70 B B BRI Bk R T T HE2 y
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sequencing, WES) HI 4 3t 2 M ¥ (whole genome
sequencing, WGS) . H AT, T4 B T Ar S P i
FZENGS T BFRIXENT . NGS A3, Jy [RI A 2 1
WA PRI T SRR AE T RTRER " Ak, NGS X T4 45 45
AR N B A SRR S BAT S I UM . 6T R sk
W25 B i fB A, T BRI A A 4 AR 2R 3L AR R 9 b
Xof, EEICAT SN T NGS A [R5 7 eE 41 At S 1 A %
AR ARSI

HAT, NGS 168 75 1) o5 528 P BAI Ffr iy J L JE R 1)
IR ETANRE L BRILRASN iR 3 A T A RIBOE Y
PCR K 0 ~F A0 56 D A 4 1 Rl R TR AR o X
NGS Kl &5 R i i 28 48 FEAE , Tr 2565 PP NGS 25 -5k
RE DU PP R0 e AT A b () S PR R 2 B 5 i

() BE PR A S 2

1. J.ZE7E  fE RAS T BRAF JE R 2878 R, &/ 75
KRAS F NRAS 3£ TR 19 56 2.3 .4 5 7 B T T BRAF LA 11
V600K 37 25,

2.3 A GEAE - 19i4% 5 JEFE R BRCAT il BRCA2 3[R 4 i
X (fu4% BRCAI 5N T 2,3,5-24; BRCA2 # i 1-2-27) e Ah i,
T PHEREIX UTR X FUE 857 X Al A RS

3 BRI RAL : BRCAT 8 43 N 75 1 20 FIAI i 1~ 20 kR
NES S I

4. L Ay < 45 B OB 4 A AR A5 ) NTRK SE 1K
ey .

5.1 Her-2 B[R Y44

6. TR < 314 5 JRIE R TPS3 \RBI %53 B .

(F0) R 25 4

L. THC 25 iR bR K F 8 285 24 DL THC AR R I 5 3
B, B B RE AR IR B b 5 DA R L3RR E 4 L

2. PCRAE A B 4TS48 PCR et DAL FE HE AR
5 R A B At ik ARG I ASE i B3 L 5 A8 2 FE R
FERAE SR

3. NGSHR M E S 2%

(D ARG R

o I 24 Bk B 5 < 0 4 L I o ik TR A SR R 4R
CRC201900001” ;

S IAME B A AR MR RE S A

FEAE B R HLS UM SR AR SR [ 28 H ] 5 A1

4, JH LD B ) FE AS (formalin - fixed and parrffin - embedded ,

FFPE) JBififH 20 IR 55 | 6K BE Bkl s S e I %46 H 4
F At H 1A

PR B ST R 4n i L ) RER B CHE ot 3R
BE JBEGALFRAE ) 5

I ARG 5« T HR LB B TRYT R G A

RN H < TR B ) H S T 26 0 R AR S 28 A K
DISE-5 24 FR BT IAS 5 4 (RS BRI 52 2 B A8
PRAHEAEATT 977 50 ) o

A FEE S

=

FRA I BEPEAS : FFPE FEAR L ARG - Y 0 )5, PPAk
AR T 5 P98 46 L A9, 102 2B AR b g 400 i L B8 2k
F]30% LA L, Bivyes 20 A b A5 5 32 PR 2 AR ARG I S RN ARG H A =
FEEXREY,

DNA J5 PR - DNA (0 J5 12 X6 A6 0 245 5% 14 ofie fy 1 A7 o
BN, T DNA 40 DNA ¥ LA DNA H BB
HEFTFE AT VTAL

S il B i PEA < I i B4 DNA REAR HEA 732
FER o FETY 3 T 0 7 sk ML T 2 sS4 1Yy 2 H R
BRSO 8 T . R A IS SRR & IR 6 T 5 R
ST FHEEA 262 DNA R bh i FERWEIRESERHE .,
A6 0 P 5 R e R B AR A, T A DNA R K R BER/N
S5 7 DN SR B e R A T s o

NGS I 5 Het PPA « A4 A 1) S 7 el P4
PEAT EMLI , I 58 B e B R A BOE R4 T o d , 13k
TSR EE BT .

(3) RN 25 ARG S5 9« AE SCHRZER IR [, S0 g
AR I R A S AR TR S o 425

T 278 53 - WA I R 3 SR 7S 5, A GIE S J& f FDA |
[l 5 24 i W B A R At o, 5ok A Rl I PR 7 L B ETR
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