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. 1% 0B RFa e M (microsatellite instability, MSI) g5 DNA 4 it & & ( mismatch repair, MMR ) & [ D) g
BB, 53X — 20 AR IETE S BV R 5 DA IS8 S5 A G S AR vh B SR I R o ARSI MST RS i B¢
FAE B L2 Kl MMR 28 1 2 B9 RA BlEE SV (polymerase chain reaction, PCR) A& fif TL R o7 5 Fl &
T AT (next generation sequencing, NGS) V-5 1 MSI833% o AFLAUEE X MST )72 SC G AR RS S RHE 3 28l 5~
B B SA LRI MR FHERE o A B K IR 1T ] Ky HE Sl e MST AR 2% 0 AR, 32 o i R B2
TR 2% ARG 5 32 (R TR, DA SE AT A Afe b A 3 R 25 2R, Oy BB B SR IR A i PR IR 55

KGR 45 EL W TR AR s e 418Uk s AR
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Consensus on detection of microsatellite instability in colorectal

cancer and other related solid tumors in China

The Committee of Colorectal Cancer, Chinese Society of Clinical Oncology ;
Genetics Group of the Committee of Colorectal Cancer, China Anti-cancer Association;

Genetics Committee of the Committee of Colorectal Cancer, Chinese Medical Doctor Association

Abstract ; Microsatellite instability ( MSI) is caused by the deficiency of DNA mismatch repair (MMR) with an im-
portant clinical significance in the related solid tumors, such as colorectal cancer and endometrial cancer. There are several
methods to detect MSI status, including immunohistochemistry for MMR protein, multiplex fluorescent polymerase chain re-
action (PCR) for microsatellite site and next generation sequencing ( NGS) -based MSI algorithm. The consensus elaborates
the definition and clinical significance of MSI as well as the advantages and disadvantages of the three detection methods.
Through this expert consensus, we hope to promote the broad screening for MSI status of malignancies and improve the ac-
knowledge of clinicians to various testing methods. Thereby, they could interpret the results more accurately and provide
better clinical services to patients.
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DI EHRR(Z R 1 ~6 ) A HRERESR MSI) , [0 5 3008 4 5 0 e g Ar e 8 g oy,
(1) DNA 751, XCFRJE #38K 8 &2 (short tandem repeat, — MMR g BLFE £ F MMR £ [8 ( MLH1 \MSH2
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TR AR B A B R P (MST-low, MSI-L) | fif TR A3
& (microsatellite stability, MSS) "', MSI-H 7£ A~ [
PR R A RAATE AR 2 5% HATE 0 MSI-H
e A Y S AR A O N IR R (20% ~
30% ) H5 G (15% ~20% ) F145 B (12% ~
15% , Hor V45 I 4% ~5% ) %,

2 MSIHlEREX

MSI i MMR [ I BB fk I S B 45 2R . MMR
HETIRE BB [F] o 2 S B P B R R A K
Y R MRS K A XU BG . H iy, MIST A6 10 4
£ [ 7 2% A i GE M 2% ( National Comprehensive
Cancer Network, NCCN) 25 B 7 985 Il PR 52 BR 38 7 I
] 115 PR i 983 2% 2> ( Chinese Society of Clinical On-
cology, CSCO) &5 B a2 d7 fe i HEAF T r 1 45
14 B 198 ( colorectal cancer, CRC) B% "7, MSI
M 45 CRC AT & W IRYE ( endometrial cancer,
EC) TE NI Z RS2 1A% 85 B BA B2 K&
2.1 MSI&NEAMFLEESLENTFR

£ 2010 421 , MRt 5 B AR RPR Mgt 4 1R
B PR 45 B 95 ( hereditary non-polyposis colorec-
tal cancer, HNPCC) , X J&—FhH Yo (o (K B P 5t 1%
PRI 25 G AL, B8 4 W B A 23807 (45 1
BN E Mg R IR RS RIE R R
PG ) i AR e g 1 RIS S 5 T o, e i L Y
B TELE g A . AT LR AR £
MMR 3[R (MLH1 MSH2 MSH6 5§ PMS2) 2 — %k
2R VRO PRI 2 KR T B, Bl EPCAM 3 4] fik
4 FE MSH2 REIEHTEC" o ¥ MMR LR 1)
REAR TG MU , MR AT 23 A S AR R A B 2
IIREBIFA ( deficient mismatch repair, dMMR) A1 ( &,)
MSI-H 27

LI AR 3 BT 48 37 457 73 4 7 ( Amsterdam crite-
ria) \Bethesda 1575 ( Bethesda criteria guidelines) %%,
CRC K H At AH 5C I Jed 22 Ik st 2 R3] S a2 W vkt 25
BRI 2Tk H S T G005 s (1 SR 0 T 4
IR ATEE G AR B E I BUR A IR . AR B4 R 5)
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AT P A A A & i . i fE CRC 4R,
S 2 GRAE TE N T A SR AT AR AT £ i 3 i B
MMR F5 [1/MSTEGN 35X — SR n] 4 i boar 255 5 A
(RGN A5 e FE LA U S AR 28 2 B 2
(NCCN Z5 5 Jiz 98 I R 52 48 B 2019V1 ) F1{ CSCO
S5 H MRS T AR S 2018 J) KR fir A CRC B
PEAT MMR 2 [ R (s) MSLAG I o it 5
B A AL R (NCCN 57 il Jed s JAS 5 2 45 7
2019V3) IR HERF Fir A EC [ JEAT Mk ar £8 B AR
Gt GG TESS RIS B R R B P
LRILY) (2018 ) 77, A 5% 1F i BT B T X B
A CRC BHFHATIIEH LY 4 > MMR 2 5 e 20
24k 2% (immunohistochemistry, THC) B MST &l , )
PEAT AR 5 5 AR B WD . XF T 22 0 0 iR E B9
dMMR/MSI-H {8 , F2% AR a7 25 5 AEAH S BE A 1Y
IR S, LA RIS T

ity LR A, LD MMR 25 1/ MSTAS A 4
i T-Be , A Al REI 2 AR /- MR 25 S E R ¥ . MMR 25
I35 b MSTCEE T AN [) A9 T8 B AV L 1B 6 ) DNA
AGLI ) Xof Ak BT 555 AIE 1 RS T SO B2 43 3 Ky 83 % FiI
7% ~89% , &7~ B % i 5 CRC & & #17 MMR
ol MSI 3 07, th 1] BB A7 76 35 10% I 2 %,
M — T3 58 o S AR 9 s, 29 2% (1) MSI-L
F10.3% 1Y MSS AR 2 1A 8 & JebRaT 2 G AR R
PR EET DNA KU Y MST ) nf BEAE 2 M fA
IR AR AT LR A E T

[l , A6 CRC/EC S5 MR 7 £ 45 ik 28 L i g ik
17 MMR/MSIRZS i £ M T B S 2w 12 . — Wi
& 15 045 iS4 g (40 ff CRC AT EC fEN Y SO
RFIE AL MIBESE 7, 49% (50/103) Y AR AF
ZEE MR RINAE CRC/EC i, 4 IR #% K
RN RN 77 NG BN N = i o
JRE IR A2 P IR ) B2 R R 0 2R A D R A A
e 55, UESEAR AT 235 G AR AR G MR i i K Tl 2 4
SR SRR A o PRI, Hg MSL-H 6 1 {F
fr e JC i FL MR AR e GRS ¥ N HEAT AR AT £
A HEARSEHE DI 2R Z A >

MRATEE A HE A G R BT MSI-H R RS, 7§ Ha il
SRR AR AT £ AR B 5 — TP e o T L
SR R SR R AGL I iR, RIVAR A S sl (R
I S B e A B S = FE SR B A TR .
5 78 B2 BT S A T R R (R DU AR ) B
XTI 1 7 A ISR AR AT 45 A B T A N AR
50 % LARTHEAT X <50 % sy S e i) EC L
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B 0 J A AR BAEAIR , 7T 2% ST I DR 552 B v R
FIZ P panel HE1T R 5 L TR (Y i A . X 46 %
SEDH panel £ 5 RET L5 AEAH G LR K I Ab g 5
JEIED . (NCCN 45 B st/ 5 16 v XU DAl 4
R 2018V1) & KA X T CRC 5 EC [ #H K HEK
J& HEFELLTT 3 RO M 2 — AT A (1) MMR R
A5 MST G 3 (2) AR Ap 25 4 A AH O KR PRI 28 58 718
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K (3) fu45 MMR &% EPCAM T [N i) £ 3L PR IR &R
ARG, Hor  MMR PR B8 MST A A A 25 1Y)
AT
2.2 MSIZIHZEERERRRETF

H T, IR _EHEREXS & G 1T ] CRC (B F TR
JEEE AT, N e R R AL 4G T4 (A% 534k
22(3/4 9, A FE MSI-H &) k245 VIR % H <
12 M g & 9 I A BE a8 28 AL . T AR U0 2 B 4 5 AT
BERAPE WK AL 2420, T HA IMMR/MSI-
H EAU) CRC AR E 1R A A 25, (L3 15 48
U B IR B e . — TR A 32 WwESE LT
642 {5 [ 1] CRC &1 meta 5325 R 7R, 5 MSS
B B MSI-H B35 (n=1 277) BETZ XU B (haz-
ard ratio, HR) )3 0.65(95% CI:0.59 ~0.71) ,%61=
JRURE ARG 359% 12 . HRTZA A dMMR/MSI-H 2 11 1]
CRC w7 R4 w5 B, % T B dMMR/MSI-H
FHI T ] CRC B3 ,3/4 G4k (IR0 ek
2.3 MSI 2 Il i 45 B Ry e 5 Bh AL 7 7 s el B 7

— I T 2 I R O 5% A 4 8 o B
(n=570) Il P 2 BT 29, 11/ M CRC (85 77
7E MSI-H A] 7 i 42 32 5-FU 5028 4 By 4k 7 6
B — meta AR HT IR B, BA dMMR/MSI-H
FAG I/ CRC B H ANBEM 5-FU H25 5 B 1L
J7 k25, H 1T AMMR/MSI-H /% $:5% 5-FU Hiz
BT A A s i 46 58 (HR =2.95;95% CI ;1. 02
~8.54) P X eesdn R W, X F 2 A IMMR/MSI-
H RZAG TH CRC B3, 45 7 5-FU M2k B fbyr
JAEARREA AR, SO A A7 7= A AN R 2
PRtk T CRC A HRIA A J5 2 15 422 32 5 B Ak 7
DA RN 32 AR 2 ) 8 T S AT AT, T LR
eI R -5 P v G DR K L S MSTRZS . [ PN AR
R w4 i, B dMMR/MSI-H R A 11 4]
CRC J8 10 Bt , A gl iU Al FH 30 b 1 g 21 B 2
Bhigr .
2.4 MSI 2 HfHA S 98 S % 8 T T U E F

MSI-H & 75 {1 B 1A S {4980 X6 i A A o 100+l
I anBe e iy MEFE T 52 44-1 ( programmed cell death-
1,PD-1)/FEF A6 T 37 A-B A 1 ( programmed cell
death-ligand 1, PD-L1) Hii{k | Ve Y7 1E1E HA B 97
o FAE 2016 A, KU I PRI B 25 ( European So-
ciety of Medical Oncology, ESMO) ¥ %% 1k 4% H i &
LIRS g L2, MST G X 4% o % CRC SR g
KA AR RA T HA SR ZL R B A,k —

EAE
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AR S A A 4 R I 5 A2 45 1 DG B ]
FE MSI-H 575, SRMBMIEC ™ . KT, %
&2y B4 1 5 (Food and Drug Administra-
tion, FDA) F 2017 4EHt ST PD-1 Hriaif i F) 2k 5
$t (pembrolizumab ) F TSGR VA YT o #F & Ol 2%
RIGIT 7 %11 AMMR/MSI-H W/ 5% 78 Pk S48 8
Ho 7—PL PD-1 HriRAq ik A L B 4T (nivolumab ) 4
ST 2017 4 2018 AF AR 524 R 056 & (IR BT
A AP T 3k B 441 B AH DC BT (eytotoxic T lympho-

cyte associated antigen-4, CTLA-4) 3y A& L AR B3¢
(ipilimumab ) 3557 HAh 5 23557 R A dIMMR/

MSI-H (i 5 #% CRC 855, H Fibe R 2k
PO RAIL AT [ P 2 T3k, B8 JC MSI-H
IR I IE , {ELIE [ PR R SR S B T T Ml PR AT
FERTEDNIT I OB A s 300 1l 790 ) ki 252 B 7l o
JOLUEF JE , MST A W 1 e A 1k S AR 45 91 )& CRC
RBE BRIy R B AL Wb 35 ), HA I A A
PR 52

3 MSILRREwNAEREITEE
3.1 IHC #&in MMR EH

MSI Z i MMR #& [ & A 60Kk 5 301 MMR )
BRBRE TS, RT3 A A I MMR 85 i 26 R S i
MSI RZS . @i THC &l MMR SR RiA 5 H T
DNA Ak I MST R 78502 Ak A (7] A 40 2 3500 1Y)
RGN 70 o THC J7 3R 43 B4 % MLH1 |
MSH2 \MSH6 % PMS2 [ Stk , B2 5 %
TAER . EAEA T 4 4~ MMR 25 (34 fHM: R
i, R 45T 48 2 T B 58 2% ( proficient mismatch re-
pair, pMMR) ;{T— MMR Z& {4 {2 B % dMMR ">

— iR &, IMMR A >4 F MSI-H 7%, pMMR £ >4
T MSI-L/MSS | 1iii THC 46145 ik il 45 5| 55
MMR 2 [ f 28 A48 Kl . P 2 3% 8 MMR 3 1
PMS2 F1 MSH6 43515 MLH1 F1 MSH2 {p[a] , H. 35k
AR RS PR 8 B AS A 1 B, B MLHL 3%
PRI 3 AT PMS2 ik kg | ] MSH2 3 1k it
S A MSH6 ks, i T THC J5 k2
{7 S P R AT AT, A 45 L W 8 W PRA2 A TR
R E £ R IR (2018) 45 i, L T g 4141
REAR 19 THC 4600 > B 33 [ 1 A MMR/MST 460 1)
AR A THC K 17 3 P8 A5 A Ak B Y
BT, SR APLAS (A 3E) Tk 5 N TR 4
HFTA BRI RE M A S, Horp 28R T R
OMRGAEAERIE ST B AT E N TR — AU bR
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T, A PR S0 B IR R BB S [ B2 K b o
(the College of American Pathologists, CAP) ¥y i 3]
Wr MMR £ [ 3235 0 15 6 2% - RV LR AT (T 60 7 1 fieb
TAANMIAZ G oK) 5 S MMR 2835 B, 5 AT i 40
MR se AR A BEHE B, (4 B o> 78
PR W R I & 2 3R (2018 ) X MMR 45 [ 1)
THC K A5 AT 7 W bR >
3.2 ZEWX PCR EHERKEKRN MSI

BEHEEAR I MST IR 25 19 5 J7 ¥ 2 2 BP9
PCR B 404 1 UK 125, 3% 0 2 25 1T 22 TA 9 MST £ il
“EAMET . HETTH I EAAEZ AT PCR S 1Y
MST A5 g P 6, (H I PN b 28 7] 6 i o 3R A
[E] 2% 24 5 W 4% 11 5] ( National Medical Products Ad-
ministration, NMPA) #tb#f, 2RI & it R # Yy
3T 3 [E E LI REWF ST B ( National Cancer Institute ,
NCI) gy MS 75 LI FEAT RO AT (B0 978 1,
96 4 0 5 1E 4 M R PCR MAG I 45 S R4 T oA,
DA IR A0 i) MST IR ZS (A O¢ PCR Al MS
037 15, S I SR PE LR 5% 1) 2%

(CSCO g5 H a2y $a i 2018 hiL) E SR H]
NCI # % B 5 1~ MS {if & ( BAT-25. BAT-26

D2S123 . D5S346 1 D178250 ) #E 47 MSI """ .
CIEABVESS W I RAZI6 A K 38 B P [ & 2 3L
P (2018) F5 i, T Mg ZHZUREAS (1% MST A i 4
AT R, B A SRR ST BT R
3.3 Z—{XilJF ( next generation sequencing, NGS)
i MSI

VTR, A i B I P 6 1 )2 0 L NGS
P& HARK I (BRI NGS panel ) 542 5h i 5410
J¥ ( whole exon sequencing, WES) /4> 3 [ 25 ] F
(whole genome sequencing, WGS) JT-4& i FI + MSI
R A TR R I B2 B R i T
B8 IR RTRE (24 i 20 NGS-MST B vk i PR UL
[ 2) . 2018 4= ESMO 4E£x |, ESMO fE#ERE % T

®1 JET NGS-F-HR MSIR %L
Table 1 The NGS-based MSI algorithms
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YE4L (ESMO Precision Medicine Working Group ) #fE47
Bt NGS E~ MSI ) — 2R 46 J5 1 (second line tes-
ting) ¥’ NCCN %% B i 988 I FA 52 2% 4 1 A8 95
MST A5 AT 38 4o 28 354 (1 NGS panel #£ 17, G H 2
Xof TR L 2 [] I A ) RAS/BRAF 58 A2 AR A Y 7%
Bk CRC H .

CHGERYEET NGS -5 /9 MSI B35 H5HA
PR T MSIsensor , mSINGS . MANTIS . MSI-ColonCore F
MSI-FOne 2, Hor, B 32 g ol FEYE [5] 7 A7 5 €0, 2
(formalin fixation and paraffin embedding, FFPE) #f
AKG I ) FoundationOne CDx M MSK-IMPACT NGS
panel KU 7387 7 it € 48 58 [ FDA $ib o, 535 ¥4
B MSLAZI % (2 1) o — TR A H E RIS
7N, 3T NGS 1) MSI( MSI-ColonCore ) ¥ il 4t 5 5 4%
48 PCR J7 1 OB W) 5 B 15 38 99 %, 5 28 XUE A A
) THC K45 Sy 45 BE b 92.4% ™, SR HARIX
I NGS X Jifrigg 20 21 A7 MST A, AT [w) i $2 43k 32
panel £33 [ AIIME L, QI8 98 78 £ 4 ( tumor
mutational burden, TMB) MMR #:[F & £ 2878 (M ay
CEGIERIZ ) MM R A i 5 AR RS A . — T
T2 ARSI W KA B SR 32758, 36T MSlsensor 55
12:, MSK-IMPACT panel %1% %8 PCR A6 il S Jgk J32 o
5, QNAE— 28 THC-dMMR. (¥ %% D0 98 Fl (4 438 J52 % %k
ANBIL IR AR AN R AN R S R RS ) b, NGS H) R
MSI-H, 1if PCR $i32 MSI-L, #fE0l 5 H A5 X 5 NGS
AL AT [ s 41 8 LA T i TR A A AT R TR
TN I TR AR P PEAS AR G

AN, e A0 A I 4G 26 8 DNA ( circulating
tumor DNA, ctDNA) 1) MSI( MSI from blood ctDNA
h-MSI) -NGS F k7R E 7 88 3Kk A1, Ay Ifrfeg 2H ZUBOR: TR
MEBAS ML P 0T S 1A FE 2 MIST ARG i AR e %
ZA~ M4 NGS panel 2 H 4% H bMSI-NGS 575 £ 48
C &I IR TE B PRag AR 2580 b LA S8 bl 2 Bk %
(262) 7 HERLEFAR TR 2SO R R %

ST EH 32 A e = N4 :

P 3 Nﬁfﬁiﬁ"} W (%) © UREE(%)  AESREE(%) ;ZTX%?; %% 3k (PMID)
MSlIsensor MSK-IMPACT 95.4 95.8 93.9 2 30211344341 2437115403
mSINGS - 98.2 97.8 98.4 E 24987110%!

MANTIS - 98.9 97.2 99.7 2 2798021837

MSI-FOne FoundationOne CDx 99.0 95.0~99.0 99.0 i 2842042113
MSI-ColonCore YL HE 98.7 97.4 100.0 & 292776353

. ° 5 PCR &hruE % ; MST: £ LR A Fa E (microsatellite instability) ; NGS: — 4|7 ( next generation sequencing) ; PMID : PubMed M —#5

P ( PubMed unique identifier)
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PRt , b-MST-NGS A6 0 75 4 Fif A W R AUVE
= LU 8 A WA MSIRZAS 1) — R T B
3.4 ARE®ENFERLE

3.4.1 IHC 5 PCR #:1b#  BEEF 4R B
/~,IHC-MMR Y PCR-MSI £y il 2 Wy & 0] 5 1K
90% L 1" o RIS R L F , R A R A
SEAE AT DGR R INF- & (JUHOE THC #1352 ) JE
Al 11, THC AG I (4 DG # g2 m] D P 4 4 S 5k
MSI-H %A= /) MMR il g 38, {HJ&  THC H 320
PP JTZE R A, I R S B b AT i s 30K 2 1 3Rk
BRI Ry B A G B0 SCHR &2 ) IR SRR, PCR 47
MST A6 I ) A FHPEAIR T THC 33X AT RE YR T THC H)
P EESE R E AR SRR 2 RfFEZER .
Hh, L0t MMR BEPRRE SO G230 MMR 5 [ D BE ikt
A O B LU . 2 10% MMR I RE sk ) CRC

B THC 25 R BoR HIYE(FRAERIKIER ) M2 &
Pé ) PCR-MST il 1E 47 1] AR ARX — A L 4%

3.4.2 NGS 5 PCR bl 51445189 PCR £41
REHL VKT TR R, ST NGS 1y MSI A6 EL A B 2 11
Il R A3 (1) H F MSI-H 78 5C 48 o35 ik
HOIRAIG, X T 2 B S A /8 3, BRoph iR 4T MST A )
A RAS - 25 F A G, 17 3 T NGS 1) MSI A& 7] []
AR Z B IR N A 7 9], I Hrh 2 (B8 o0
0 PRI BANE i, T A X6 e 00 A 7 3 R 3 R G
AR ) UK h AR S (B T g S X BEAE > 1.0 Mb Bk
panel 1] [5] i £ 47 TMB ¥4 ) 114 [5] B, [ 45 58 A%
MSLARZSTPAL AR = 53 T2 W8, A 1 F RIS
FEAS I 5 (2) NGS panel ] 7 35 1 15 TL 2 7 44
HIAECEE ETA, iEL TE % PCR K 5 i 1

R2  MSLREKRIMTT ik LA

Table 2 The comparison of detection methods for MSI status
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S~7 AL, AN AE CRC RE A H I  Rk
JiE 0 (3) 220 NGS-MST 55 3R I IE 3 A% 4%
TR, To T A A A LE 8 LU S 0of B, 3300 1l
PR 5 RS ) S 6 2 AR R

{HY5—J7 17 , NGS-MSI K-t £ 76— 5 Pk i -
(1) PRI B K43P B ol T o7 2 R R 1
VAR A G TIE 5 (2) T 5 5 9104 45 0 00 5 )
T L — B 9 O 2, ELAR S 5% B S0 B 4 4% i PR
ZHFER , SR PR R S RO R R A 5
2 S HT A5 TR B I A2 R 40

4 MSI &% xR

EEENLEEEBESRENNHIT MSLRRE
mE

R 2 I B $E R, NI S0 BB 3 2 R 0 AT
%, % CRC (85 HEA T AR A 25 G AR 10 30 A B T & )
W2 MMALR G B R A S8 Y
FRERBEFN 1 BIMET 25 SRR R CRAE N Kb
e ) T S R o R T TS, MSTRAS B
Fethe o HOR I 52 R XU KA Ba 7 i e R D3R . i
XFF A 2, SR UETR SO AR X AR, fH R =
IR, 5-FU B2 BIALYT T AR 45 28 38 2 R oh
ARz, T MSTARZ XS TR L T 1 22 B 01 7 Sl By
RIF RS IR EA RN SE M. 1A XTIV
WG4k CRC B3, MSLR A B T i S e A6 Ar
HIFNEIT IS AR . 45T MMR/MSI RS XS F
ARG IR CRC B H S HA R MG R XL, &
FAHNERE %A W2 W CRC 1Y 84, S 0 2%
JEHEAT MMR/MSI AR 1935

o 2 MMR MSI MSI b-MS] 3040

Fr ks THC PCR NGS WlKiHHK: + NGS

AT HIENQ ) AL +955) QL) AN 1L

TURE A BAK [+ Lig 1%

BEATREOR 51K JirE 5 b= 20% 988 5 e =10% ¢tDNA AF,, =0.1%

R X R PSR AL, bRl [ U E A (88% ~ 94% ; X} AF,,,
] RERH HARER)

K s NS MMR 3 1R IAH G MSIARZS MSI, TMB ( panel & K} ) L b-MSI b-TMB( panel 2 K} ) DL &

R B (4 MMR) ik R/ ZHEE (25 MMR) I 2/ 41 i 58
TR I AR RS AR
H MMR.45H &2 (mismatch repair) ; MSI: f# 105 AN %€ ( microsatellite instability ) ; b-MSI; 3% T 41 J& 4§ 2R By DNA (¢ MSI( MSI from
blood circulating tumor DNA ) ; IHC ; 4 21 214k, %% ( immunohistochemistry ) ; NGS: 4l J3* ( next generation sequencing) ; ctDNA : 1 J&] Ifil f& ¥ i 98
DNA ( circulating tumor DNA) ; AF, 5 K ZFV 3 R4 R (max allele frequency ) ; TMB : Jifi 28 4% 1 fif ( tumor mutational burden)
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HESN2:MALAEEE (NBENIE. TS
MRS PR E R RREFEEES) NEER
iR TT BT MSLRZSH T

Bk CRC 4h, MSI-H Kb A7 £ T 2 Fh LA
BLAE B N TR B RS b B B
A S . B [ N MR S 167 Im R A SE Y
HEPTITJE I Rk S B s A i 410 0 90 1) il 2 b
MST A 2y W 390 g S e 1677 R Ft R 7~ ) 4 H
w0 H H AR, W R i TMB A I O
ANRERAL MST A, BT, L R HERE , X 8
ANIE TE SR DR B g R R A R AR g
S5 M R SR SR SRR T RIS A
JE IS S I TR SR P B S A A A RGBT, R T
MMR/MSI #5:0 , HASR LA TMB B AR MST A 25 5
HEFE 3:MSI &7 %8 E4&IAER IHC ,PCR
M NGS 77iE(3 AT AR RN

(1) IHC f7ij &b 35 55 05 38 918 o5 2R AH DG A,
S5 LT P A 2256 19 B S R 58 SR A T AN
%, LUS AT fEshE S > AN W3 iR i . THC-MMR 5
PCR-MST A5 45 2R ) 15 BE W) 5 SR 7 e ) 5 L 22 0A
UERYASI - 5 (JC 2 THC H352) ZEak o THC 3|
LU AMMR X 1 1 i 2 SR A i i PR 52 i P Ay
A RE BT A IR A ) Dy ROk B DL, S DR
1 B2 MR e PR B2 oS A6 2 1) T e iy T O 58
. JETUL, LA AR THC 1 BiAk B 55 0 R
i FURHRH ORI , B BR 1 55 o 558 — , HEA A 45 5 ]
CAP HRHf, A [7) 5 B IR E 47 B0 &2 4%, )R Al g
A RS N U PR 2R s ) ) 3 i £ o

(2) A BT NGS iy MST AG I 1 Tl PR i a4
IHEAT 3853 W AT SE PR IATIE M2 i R B diE . NCCN 45 7
R , MMR/MST A5 I A AT 7 1 R 552 56 2 0048 1
2% ( Clinical Laboratory Improvement Amendments,
CLIA) IATER G RS 50 % 647 ol T 1 N 1 T2 8L
5 = 7 LR = W BT R PEAG 28 = LR =
2% CLIA BUHABZR T FUAEA R, BT iX—
PR, L AT AT B T NGS (CR JHZH 218 ctDNA
FEAS) 1 MST A6z - 5 72 1 T I R AT, 0250 547
FEOTHY AT SEVEDIE S REGTIE . 5 U T A MST
RGN 1 5 o L [+ 28 41 4 55 MISTAG: I Al 4 i Ay A
KM B S L A0 i Jed A L e/ A Hh R R
LA FE R R ( max allele frequency, AF,, ) Fll NGS
RGN P B 25, ELAH S T4 45 JE 249 100 A A L 1 552
Byl SEPEIAUE . X TAEASAN B 2 P b i B TS
WEAEAR B A HAT SRy B[] i v
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7 FE N GE—H NGS S28 5 B BUMIER &

(3)3 FJ7ik4 A PLER s . THC 3 n] L 4%
M0 S Er MSI-H AR ) MMR BREEFE] . THC 3%
il MMR 5 F 2 3% Al 75 22 80 % B s BB 52 K,
e Bk, HA AR . (HIZ5 ik 32 FIBE N B
WERZ MRV A AE— 58 AR PP S B

FTHAMIF M 2 Bt PCR BA1E HIK
V5 a8 LA R, SRR R S E S B () R A
2z Bk i) CRC B FEA ) |, {3 22 [ REJT & 1%
A I £ g PRI AR XA, HAFAE—E R BT o

X it 2 [ B 00 fe 78 08 5l 38 DR A () 3 9
FHORIE N AZ 5 1 8, FAR X NGS 2 AV 1Y 32k
Fo NGS Al [a] S 42 I panel 1 7 /Y 4K gl 5 [ 42
5, 4% MMR IR 28 A0 (i) A am g e 2, L =
TMB 257> 1545 . & T ctDNA FEAS Y b-MSI 46 )
F AT IE AR T30k B BE, A7 82 0 Mo 2 2 BBORE: DA X
AN RS AR R SR B B e FE . {HL NGS Huh
FHF MIST AN DA, B by 2496 o 2 B 7 #H R

WA ) 8 R i 24T THC-MMR 8 5 &AM
DNA 5341 (PCR 8 NGS 3 ) MSLARZ5 4% 0 HLAS: I 45
RA—BUNE O, 7] 5 R S 3 By ik (NGS =
PCR %) #EA 790 0E (FR 7> & ZHERE) o

LR B N Bt T - g R R
) RZE(LLRFWEMN B ER KM (3K
H R (LK FEFIEWE G E MG I
ERAAK EH(HIXFEFEWES —ER
i % A

ERAKR (BREEHEHRF) KA (P LRAFH
BB ERE AT RER(FTHRPRIEE
FESsh B M) T A (T RFEFRMES
ZERMBIA) TR (Ed H MG E RS AW
) ENF(FEEXF RIS ERZE
—#) ¥ 2 (I B I B E TR 4 AL A g SN |
AFE(FEBHARFABES) FE(HRF
EFRWES —ERBEM) WiF(dhr EARAXS
7 BIRREA) ARK(P L RPHEMEEE
el fRSMFE) () A (BB K 3 W B AV G E 12 K
IMAE) X (FRON K FE S — B E R B s AE) 3l
HAE(SAIARERBEHS) ALE(LELXF
P B ool B B SR (I gF (B A A E B
) B AT RFEME ERLS AMIA) SR
(FHBRFRAFEFRMERFERTEA
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) ER(AIKRFWRE P EREI) | &4
(MAEZERFHLCERPCHMLAM) L
(LWAAESZHFRMWEERMNE N ZH(H
FA—ERNBAR) ZAR(WNKFLEBHER
B (E AR (B B KRR 5 IR AT % 42
) ER(KXKZ PR ERE W) MG
IRKFEFRMES ERMGIM) A(4E
K F WA BT R M OMAL) R dhr (Arin K F B
FIOW G % = ERREA) | R (bR R F A B
B Bem A ) (A Ak (48 2 4 M 78 1B 2 B M i 7 S
F) SRR (G da Mg B TR E AL R R R AR) (R AR
(LEXBRFEFHRWEBLEERMNBH) KE
(EHEKEBEERIHISNA) G (FaRFHIEE
AP B A B (M KFH —WEE RN E
A#)

B3k 1:PCR AT E A RiEHF

FEF PCR J7 5 il T8 B A A e 505 22 D 550K
HORAFIT . 1998 4F NCI H#E7E H T4 U i 1AL RS
()5 AT R A A, A4 2 A~ B A% CH IR o AT 6 i
(BAT-25 Fl BAT-26) D J¢ 3 A~ WA 41 iR H1 58 47 i
(D2S123 ,D5S346 #i1 D17S250) ; FiEeknii b . =2 4>
DR A s B2 o MSI-H, 1A A B
MSI-L, BT A v s 4R s B g MSS™ 70 2 2002 4F
&1} Pentaplex panel , £, 75 5 > FRAZH R 51 52 (v A,
BAT-25 BAT-26 \NR21 . NR24 1 NR27, 1) 4 & £ ]
TR S e SR . 2006 4F, MST 37 R 4 Pro-
mega )} Mono-27 HU{X, NR27, 3341 Penta C F1 D
FREAG, BE— A4 i MST AR, 7E
FHefith b, — R FNEET PCR FAR M MSI A i)
& In) I — 201G R S A S DL S 22
Ak, HHEARHETR B AR B AR A& A2 B0, an kA
=30% Y =40% (1) TR A s A F2 0 1E o MSI-H
(1 7 R o

P 2 BT ER NGS-MSI &% /R 38

FEF NGS 1y MSI A I J7 383 S DA T2 A A5
AP A AR AL Ry R A e LA 575 1 faf A1 AR 2K
AR AR . Hor 58T NGS H A5 X T (targeted
gene sequencing, TGS) PRSI F¢ A 38 7 5 F iy &
A7 MST G, 2 MST 4G 1Y 2 AR A U 45 8 L
B A R DR AR A s 4 A A SR g B 2
B DA KRR FE [X 43 MSI-H Al MSS ARZS R i T2
BT S O K B AR A KT 1 22 57, 45 MSI K
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IR AR S B R B e G, DR UETEARIR o L
FEA R I A RS A

PR L RE B R IO 7E MSS RS N HEE Hoc
REw BEAR L, T MSI-HOIRZS T m Sl ke, DR
Ik MST G A fie PIE AU AR S . T WGS A
WES [R5 UE R, AN [R) B 25 067 5 7T A 2R B Ay Jes Ak
St o T AT B Atk M 2 FRRAE , T AR R A
R R AR, Joi o MSI-H 4 A 2UfE
BB Panel (A [6] ] i (45 5 1 98 B/ 2 968
Fir) B 6 26 AN IR AR 37 5 45 o BT PCR-MST
YW, FRAYCH R H A 7 91| /E PCR-MST 53] H 0%
EH R AR REL TR SN2 AT
BCR P Jy 2 % i o TF B AEA B RO . T
PCR 3 H1 ] Pentaplex panel ¥ 5 ~7 DHriEA f14H
4 BAT25 . BAT26 . NR21 . NR22 . NR24 . NR27 #i
MONO27 #ih s 2y PCR-MST 46 I i) 4 bR i i It

LS A A 3 B AE NGS panel H % [T BT A1
FITF MSLAG o

NGS panel ] MST 55032 30 30 528 21 18] 36 B0 A
A AN [A) R P A B X IO Y reads SECTE MISI-
H H1 MSS rp i) 22 SR AW O R AR E IR, DI
T 7 R L 9] 2 75 3 B A I (R i o A A 1 MIST
R NLRTE 2 PR 22 3 W IPAL 7 45 2k T
I A SRR A FIC X 1 5 R A [+] 35 1 91 BE X
[¥) reads DHGIAT x* K55 (MSlsensor ) 53 1 B ¥4
(MANTIS) , DA Sph 37 9 5 T A R AR PP B R
JP O BE R BIA B — L BE A AR (A MSI-H A
A) 225 (mSINGS) , 8 MSSRZS T EEWEL
FP A BE S B ((peak ) Xof 17 1 B3 o o 057 o508 w5 1) 1L
BITEFRHLREA S — 2 B AR (4 MSI-H A4
i) 22 57 ( ColonCore-MSI ) , MTH 34 A2 5. B 2 E AR
o WIRAIAREAL SRS 1 ~5 bp BB HIT (N
MSlsensor F1 MANTIS ) =% { Ff ik 3 5 &2 )5 471 (4
ColonCore-MSI) [] MS {3/ i, FIWrAEA MSI R Z 11
ANFEE AL L LG B Y 1 AL G 3. 5% ( MSlsensor ) |
20% ( mSINGS) #1 40% ( ColonCore-MSI ) A4,
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