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HEE] MO EATREN (microsatellite instability, MSI) YEN%5 B ( colorectal cancer, CRC) HE YA HHL
Tl A T AR b . MST & A AR IUIE S AR 1 3R5A B L ((deficient mismatch repair, dMMR ) 513,
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ZEE I (colorectal cancer, CRC) 2% WiHAL
TEWAERR, ARYE A DA A2 S A R
2020 4FEFREH & CRC K%8] 56 TN, FLT- AEGAE]
29 JIN, RFRHFZRAERINY, BEE A TR
5 CRC MCHEMRMEA, M EANREHE

( microsatellite instability, MSI ) Z# B A5 #U5
Z—, ARZGEIR MSIE L, 7326, 5 CRC Ay
KFR R SOy R sl A TER R, BRI IR
RN MSI 5 CRC &R BIA,

1 RIEEARREME

TR H B B R 2R E B AL TR K
FIH TS DNA F B, HAEEHINAE 5 & A A i
BCHT I DR A S B, AR A IE IR R B4
PRI B R A= ks, DT A TR BB A RE Tk
5HcE S ( mismatch repair, MMR ) F=Z 5 F12Y
IEMCE RS P RsEER, X RME E AL H] Bk 2T
B S 4 200 A A A B T 1 T SRR PR TR S A )
AR RTEA BB IR, 25 IR B LD 18 % A W AR
B, DI B0 5 416 7R 7 17 025 14 1) e
HATARSE MSI S A M504 0] 43 Ry i TR e JE AN R E
( high—frequency microsatellite instability, MSI-H).
o TREAKE AT E ( low—frequency microsatellite
instability, MSI-L ) FIfiff L2 E ( microsatellite
stable, MSS) o MSI-H i i & BUHAT 45 4 1 e
R W R AN N IR AR, S MR G R A G

2 MIEARREEEEENE

MSIfER CRC FE L ANEZ—, HEMUAE
i 240 i e 2 B, A Avfeg ) L A e 2 2 A i
KA MSI, 10% ~20%H9 CRC f#7F MSI, MSI 7£

WBIEE: ki, {54 zhangyanmd@126.com

[ ZE4E] 1673-9701(2022)25-0101-04

CRC " EAMH EZEA PR, —FE MMR 455K
%, 291 CRC 1Y 3%, W44 T34~ DNA JF 41t
BEPE, H WL T ARET 25 S 1E(lynch syndrome, LS );
F—MiE MMR J3 3 CpG & IG5 1E T
TR BB Z AR 1R, 294 CRC 1) 12%, & LT
KMEZE H M (sporadic colorectal cancer, SCRC) .
2.1 ARIFLEAAE

LS Zistfett CRC Hige i UL — 2 Y oA i
PRI AENS o HA NS EZ S5 MLH1, MSH2 . MSH6
1 PMS2 FEH S A OC, Hir MLH1 ., MSH2 £EPH %€
A2 MMR R 278 1) 90%, H MLH1 % MSH2
B H L, T MSH6 #1 PMS2 245 4 10%, Hirp PMS2
t FEARE] 5%, A, MSH2 fEH & AGIc ] i F
MM EE S5 (epithelial cell adhesion molecule,
EPCAM ) FERIEPE S8, WFFTUESE EPCAM JE [k
FATT S8 MSH2 JE[R 5 2l H A R LR 3%
WRITERE) s AR CRC & RS IUA 5.5% 247,
TIAE LS B A& A KU 5 80% LA |, Hirb 90%LA
) CRC E£#H MSI-H, 2 70%H MSH2 #1 MLH1
FER G A8 15 o LS B AUtk e 2 A= KU 14
S HEAT i 2 DR i A A B T gl A )
22 WAEME AR

REAEF SRS 3T CpG S8 FH Ak m] (4198
FER GBS0, X PG A N2 Mg ik PR v ik £
f£. SCRC H#FHMH EWFEHRER, FH LT
67 %, WWFLt:, FEREMUE, ZHEARE
AAEIRNE . W5 R BAE SCRC g SR AR FR i 14
KR35 MSH2 #l MSH6 £ IAFEHRRTI . 1
SCRC H', MSI-H 19 {8 5 7 f£ 7 BRAF JE[H 548,
BRAF 3 [K 578 5 Igg i A4 B G , 2% CRC
BRAEAE I Z L 16 LS v, MSIBRE IRk
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%] BRAF KR RAF, 24 MLH1 A4 BACHT, WA
I BRAF 35 D) HER: LS,

3 ERKNAE

EE NP ER CRC IEIRIZITfem s MSI
Kl FHF A B CRC & o # H MSDIRZS 2 MMR
HHRIATN CRC BE MR, W Ry ik 322
fE . OZEANRAMEER N (polymerase chain
reaction, PCR) MBI HIKBAKI MSI 37 55,
QM 4k (immunohistochemistry, THC ) E:46:
M MMR FEHEE; @ACIF ( next—generation
sequencing, NGS ) -5 1) MSI 83:51% ) ZH 51 PCR
N EANEHIKE ARG MST ) “ShafE” , 248k 2
UL BB RN SR AATRE M RIZW . MSI-H;
A 1A RS R E T2 MSI-L;
WA s RIATE M2 W MSS., PCR
AR ORI v, AT A I 3 Lo
ARFER UM S8 35 i) MSL, THC J@id 4 Fhiges
U, MMR # 1 (MLH1. MSH2. MSH6 #il PMS2)
ERE SR IPT AR LS G T ekl , MMR 2 R
BT MSIIRZS, #5F MMR JERUT A —Fh FA 55
WA A RIS B A 3RA K (deficient mismatch
repair, dAMMR ) ; 4 FPIEPRFRIB TN, WHAh
B R FEHIEH 15 (proficient mismatch repair,
pMMR ), —fIAN MSI-H #*4 T dMMR, i MSI-L
o, MSS #H4T pMMR. HATHET NGS -5 #) MSI
HEE MSI sensor. MSI FOne., MSI ColonCore Hl
MANTIS 45, FERGAAZHRR . A KA
Al AR, 5 PCR ABHINEOARM L, NGS BILH#TE
THAGMEEME, | RATINEE 28068 015,
B ARG A R A AR AR, XHE SIR T &
T 2 IR R A

4 IEBHEREIT
41 MSIKRAR T4 5 s $)

5% B MSI-H f CRC B F S W& T
MSS B, f$E SCRC F1 LS, Popat 2@ Meta
SIRT R, MSI-H HBELES Ao A AR KU 138
ik, #E4:3Z CRCHRIAARMEE H, MSI-H (1 i
HEERFENT MSS, MREmAMERE K
AT EAR, ELBEI MSI-H & AT KT MSS,
Benatti Z5HF58 & BT ~ MK MSI-H 1 CRC
# 5 MSS Fl MSI-L AH LA AR, SR IV BI85
WA AEARBLEE 2% . Roth 2513} CRC ARG #H HI UG
HATREDTFIESY , MSI-H 1) CRC & ST MSS
B HIRAEEY (disease—free survival, DFS)

FEATE (overall survival, OS) K, AJGEE e
I L4 32 i 5 T8, Venderbosch 251 IfIF 5 %
P, MSI-H/AMMR % DFS il OS ¥4, H. BRAF
FEH AR5 T pMMR AU, 1 BRAF 2875
CRC BFHEAETE AR, Alfig/ZH BRAF V60OE %
SRR S, AR IV CRC B A MGk . —Iil
WIm IR R W] MST RS S BE TG CR E
B MSIE R b 2 G, BT BRAF 58748
X4} SCRC Fl LS, B & M MSI-H Mg £ K& T
g, I ACRREERE RN 0 BT g
ZUW, MR, BABEN BT S
MR R T BRI, S IR i & AR G R B V) .
MSI-H ) CRC & Bk 25 AL AL A< 14
ik, T/I3 CRC 4 DFS &k, 5 MSS i,
MSI-H B T CRC B FS54f, L 4h 4 Fin
AR R ),
42 MSIKRER TL AWM EIT R
42.1 Ay XTREREEREES Bl (locally advanced
colorectal cancer, LACRC ) , dMMR 5 MSI-H JRZ
A 1) CRC SBF LSRG ARG TS AR, 5 4F
AR R 80%, T MSS il MSI-L 3%, A%
K OS AR AR AR, (B ICTE MFRZY JEUIR M S
HENAIT AR EHT AL, Bt BrA T CRC &
FIRITRTEIN ST MMR AU FERT A Y 7
T, A RFEHIE T BT R 24 IMMR/MSI-H
[} CRC HHE AR, Morton! 71 IMMR/MSI-H
YL s FOXTROT Hrli B by r A 8RN
4.7%, i 73.6% 0 IR ZUFRIRSE . —ET
FOLFOX 1k E Wy ¥ 7 5l B Ak 7 09 B 52 87
dMMR/MSI-H E i ) P A 29% % A= It A B
P, T pMMR ZH 002K ULphsg ik ), X+ LACRC
IR YT, B3 E E S LR A IE M4 ( National
Comprehensive Cancer Network, NCCN ) 45§ BT
HI B B fbJ7 ( neoadjuvant chemoradiotherapy ,
NCRT) +HiA 42 B ZBEVIRAR (total mesorectal
excision, TME Wil BIEIFVEAIRIT T4, Bi9R NCRT
ARG AR AL e, (B E I I A A AR s
MSS ZHHEERFIRBSE 2% (pathological complete
response, pCR) F 5 T MSI-H 4, HH14y 20%
B EXT NCRT IR, HAREA BN A AE
B2, WWpa T, B RERERT | MEohREREa
422 REEFT  RIERITIMI, MG IT
RET R RYIE B, BRSOk SRR R SR T A -
( programmed death—1, PD-1) /FFMEFET-2E HAC
{A&—1( programmed death ligand—1, PD-L1 ) %} dMMR
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oy MSI-H Bi#] CRC H& HA B IIRITROR,
PD-1/PD-L1 il v 155 T 40MEG 1k, EHHS T
0 X P 1) R I B R, I T e 20 A )
M5 ERE, MU AE A, DLk 2 s R
R . B0 RO DIBRFANA 5 BELLE R B R AR
548 %%, KEYNOTEO16 Wi5% 15 kit PD-1 411
AT 2brERYT G TR CRC B4, 1%
WFFEAA 41 B, Hrp dMMR CRC #4114,
pMMR CRC 855 21 f5i] . HAth CRC % 9 1], 4511
7~ 11 il AMMR S5 I IZE# % (objective response
rate, ORR )}y 62%, ifii pMMR ¥ ORR 4 0.dMMR
HBE A oA A (progression—free survival,
PFS) 1 OS 1T pMMR 3% . #43EH PD-1 417
X AMMR B 303 i s 2545 352, Check Mate
142 W52 P55 5 98] MSI-H/dMMR CRC 3 17]
N IR I BT B 24 s g 1R I BT+ TR e
JRITHR3RES, ORR 43900 31.1%H1 55.0%; 12 1 H
) PFS Z50 510 50%F1 71%; 12 S OS #4351K
73%F1 85%, HLHZGMNZ X RS, FHKE & PD-1
PIHIFIX dMMR CRC FFEA. 1T 90%LL L LS
FIH MSI-H, T4 PD-1 15 GE(E LS % B
%45 . KEYNOTE-177 WP —mix T —4&i6)7
N FH IR ER BHTIAYT MSI-H/AMMR CRC %} Hobg
HWEALTY (A7 DU ERER Al 08 21 3t ) ISR,
1t 307 fil MSI-H/AMMR CRC B AL, 45 5%H
AT A 2R BT MSI-H/AMMR B 346 50497 12 4
H #0124 A~ A PFS 25351128 55.3%F1 48.3%, 3141
W TAMELI T LAY 37.3%F1 18.6%., MATH Bk AT
IAYTHY ORR N 43.8%, i FAREALITIY 33.1%, £
I A A 2R B AT 48 MSI-H/AMMR CRC B 1)
—ZIRIT S . BT E MR A KiE MSI-H/AMMR
CRC BH N PD-1 MGG BIRFR s, (R
FE B EA I REE K 2021 Fit NCCON 455 i
1%, PD-1 #pifil 3 Al i H FE 41 MSI-H/AMMR B
) CRC HE27 . BAR H RSk A s A e
Rz d, X AMMR/MSI-H CRC 5%y 5
PO B T B T AR RS, Inbes
AT . AURIERIT . GBI E N, FEAER
ok CRC MGETRY TR R H—FhoB i 6

5 &5iF

Zi Bk, MSI & CRC EEMEERIEZ —,
J& CRC Rt FiZ Wi B2 7 vk, Rl s Tl
Je B HE BN B S SRR B T O e IR T
ORI bR EY . HIL, NXTUrA R CRC B

HEAT MSTARZS B MMR & (kK. Btz 45,
W IR . R . R AR A MST-H,
B2, IMEIERXT MSI 5 CRC ERIIAR, X447
B IEMEIRAIZHT . 6T S T UG B AEH
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