a3 b & G CLIERRE) Skl

o E e T s A —— R BIR TR +F SCIENCE CHINAPRESS

CrossMark

& click for updates

L A PR i 0 2 IS W E o ok i

wER, K27, s

1 WK 2 2 o i 55— 5 e g PR R R P U8 5 TOU 7 R B s S 3R ), L 310009;

2. W R4 B4 e B 5 — R Be i B, il 310009;

3. WL R2EFEAERTITE, HUM 310058;

4. WA PR I RS 2T rhus, B 310009;

5. WHT K2R FEBE, A0 310052

* AN, E-mail: yuanying1999@zju.edu.cn

2023-12-29 Wik, 2024-03-06 & [E], 2024-04-23 $H23Z, 2024-04-28 W4 HR K %

K [ RBIEA4(82373415) WiTLAS T BT & H40(2021C03125) Ab50 T 7 SRR R gt 275 5642 23 (Y-tongshu202 1/ms-0003 ) HITH T
BRI LRI H 7).

% SREMEEWEA L A S EWE B T 05%~6%, £EEFELynchss 44 8 1 & W R s E &
W% GHAMLEEMEREML, REEEEE B EAORERE. BAMEATE. & SHEENR
BEFA, EREFWD B ENEALR LR, GAFEESNENRE SEUEEMENE RN, FO0. Fi5N
MEFERARGEENTE, AXZATERATHRARRA TRREHNERERNETEANEE. Bk, B
BRI SRR BN, BERAFELTRY N RASEN. WHFXERNF R CELE, BFRERERSE

EMENFEDE MR T W SR AU R aE R r F AR A RN AR E. 2T D0

NE R IR & i

Kgkinl L M4 E E, Lynchs: 6-1E, 08 M & WOR, 44008 8 AR

4 H e — P G S AR R G E R, 20% 22
FINEE R BRI, 45%~6% 54 1
KN 5 BRI IR R ARG, %5878 Al 4 e /K
BTG IR, POV PESS B, 20120 L
INAARAR, A 2 2 s A 1 85 g 1) O T DRI
K Z W RGBT b, B Y0 F FBOfF AT &, itk
BZ KA Tk, HREE TR MR8 I 1%
VBV KA. 20004F 4240, EINC A 210 g —1R
DU H AR HEA T S B R A 2 AR TR, SE i fePE K
e Sl R AT PN L 1 v i e (i
MR ELEER, MEHE A — g — BB T A bR
e WL R F BE 22 B BB o — EE B (AR iRk —B)

AR e A PEVUEB S KR T L ZE RS E
122 OB A B e P X — = H, it &
R SR P E R R R A T e AR
IR ML, AL e, HE 1TdE T E AR
KIS AR, 2SRRI B 8 1 A
MUERPE A BB . 1548 T8 — 34T TRy IRSLIE
Al R g e SR R AR, I JLAR SR AL 4G E
R 2. KREHEGG TRZ R, A3
AR AR TS LR R WL IBAZ PSS i B i A 5
W BLR- S fopr it .
VRS E R A TR AN, KRB A
TS IO AR R RS, B, ELE LynchZs

10.1360/TB-2023-1354

SURA: W20, 2R, WEE BRI iAW S . Rhefimie, 2024

Yang M Y, Yuan Z J, Yuan Y. Research progress on screening and diagnosis of hereditary colorectal cancer in China (in Chinese). Chin Sci Bull, 2024, doi:

© 2024 (PIEREE) Akt

www.scichina.com  csb.scichina.com


https://doi.org/10.1360/TB-2023-1354
www.scichina.com
csb.scichina.com
http://crossmark.crossref.org/dialog/?doi=10.1360/TB-2023-1354&amp;domain=pdf&amp;date_stamp=2024-04-25

43 &

BAE FNESS B XA; 2 2N LR A o 2
RAE, A IR M L PR RN R TR A P

1 LynchZi:HiE

RAEYESE H I 25 A AE v DL LynchZg A E o 7
UL, 205 A A R T 3%~5%" . IS
BOREGS iRt HA KW 2k
Je e A . RIREERE . AR TR IR
IREBIIFA TRk, HZ2BUENHS T HE12EAN
]2 515 BUUE, HOFELZ A CBRIZIR 450 1 I
IREEARUL, REZ w2, g midsies, R
AT REREARLynchZi SRR IZ 2, JEEU CIG R Mg 2= 2 f
WAL AWTES IR J5 ).

e, LynchZg G AF BT A AR 55 25 Fhilfs Rt (G AnE,
H T E Pr_E A TA B LynchZg & ARG IR 12 Wibs #E 2 Am-
sterdambpife 1+ 1. TXFHRIAEF ER T RE LS
W/ R, R e R B T 19964F 7 [ B
L E AR T SR AL R S R4S 9 (heredi-
tary non-polyposis colorectal cancer, HNPCC)iZWitp
W (a4 e B A LynchZE S 1ER RZARUE”), FRIET
X R Z PRI B EER, SRR Z AR 8 R,
=F AR AR, A T29 M54 Amster-
dambRIEIZE F 1340755 0] SEHNPCCIZ WikR 1 i K
R, KIPE NTEFE R AR RAB A . A8
ot FRMRE e 22 R0 20174 %7
BA R T B A R AR F 5 BUR — 18 Sangerill ¥ )5 4%
A 1 E A LynchZi S 1FE R R PR E 1 45 e A it
W2 LynchZE A AERY LLB, TR T —3 2 huiff o
(NCT03046849), FIH— A~ Sttt Mg AHC 61
HEHEP ARG, XM85HLIM%ERR . o HE
ALynchZi G E R R4S B B TR R R
AR, W LE R R, LynchZi B IEILF M28.2%,
5 A — R O IS8 (B2 R 4923%~29.4% )
RO, HR BAR AT RE R KA T Lynch&: A 1E 1Y
RN AS A, AEAN 2 i A 12 .

w4, LynchZi A AR I FFUA E ] DL FHa bk
LS SO LR A 4177 S e LR w1 < a T AV S
] [ SRR AE DT 5T FIT7E 19964 & Afi BethesdabRife o, LT
200244 1 4 KL i Bethesdabrifie, BN R S50
s (4 LAt — 20 45 5 MR ZH 2L MS DR S 41 2 7,
DU e 2T B Y () LynchZi A A s XUBS: A EE. SR,
i T BethesdabmfEAHXT 3G 2%, G IRIE) 7 HIAFAAE—

2

FHAS, T HE R K IMUAE—EFEE [ #0 Bethesdabr i
PIMERPE. LR R 736 oG T 15 R U 1A AR
T DMERS T TR B R A SRS, EI70% LIRS
B B AR B T A A B8 &2 (mismatch  repair,
MMR ) H 8% 3% A AFaE (microsatellite  instability,
MSDARZ, 1145 B I A W 2 70 5 M B 45 &
Bethesdatnifk i) 8 4 #E AT MMREE F 5 M SR A6
RIS URME R 95.1%, RSP 895.5%, T T4ty
Bethesdati /i B S Al AR SE LT A 4RI <704 Y,

Wil 5 IeRE TR 9T UE AR iR T AR, R A B
fi 18 & M 1 2 A B (deficient mismatch repair,
dMMR)/f3 T2 5 B AN F25E (microsatellite  instability-
high, MSI-HIRZAZ 22 I EEW, HR4E (45 i &
AR SR T T3 AN AR A P ) % R AR )
B, TS EE R R MSERZS AT, % T
Jihea 2H 21 52 L AMMR/MSI-HHAY £ 2%, NCCNHE i 213U
FHE BN T LynchZ SRR AL i A, (H 25 PIAS I
XFRHB A B K UL ot T b, H AT RE R pUAS A
FRME, PR B —A T H R AT 2 N dMMR 35
HE—2 U LynchZE G AF @ XU ATHE,  FRdEA T st (4 0
A WK B B A AR T3 110 S e i Ak
IMAMMR 45 B e, @57 T E A Lynch 254
AIE JRUS: P AR TR . 32458 AT AR 5 i IR WIS A1
PG DA RS A I M Lynch ZRA1E
AE PR IR )« IR R DG 50 S (— B i 2% 5%
JE)AT dMMR [5RH, T B Lynch 2R A 1FEHE
R, R >43.5% 1) B I 12 2 A F 5 LynchZ:
BRI AR G R E B T T Ry
WL BAESS R R, FCE A E T Z(receiver operating
characteristic, ROC)MZE FHIFE 0.87, UMK
71.6%, FEsPER88.9%, W E TELLIE IR A AL
K. N TG AR Z EREHE) LynchZi Gk A, R
WX RVE LT & T/MVERIY, B B R AR L7
2561 [n) 8 B A] 318 S FR Lynch 8 & AE B KUK, fififs:
LynchZi SRR A SR AR AL . S hnfiE .
2 PRtk A

PR 98 P 5L PR LA R R 98 1 B PR (familial
adenomatous polyposis, FAP)fH WL, RI N EFHIK
L EMME, DU ek By g, 54PCHN

IR RBOR A . MIAEFAP AR, MO
f) S 1 AT IR 70%! Y, AL e A R R € 3% 1 e A



P A

F 1 ZLynchZZ S AEIG RIS BTAR 4 B

Table 1 Comparison of clinical diagnostic criteria for Lynch syndrome
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Colorectal cancer is the second most common malignant tumor in China. This malignancy exhibits a significant genetic
predisposition, with approximately 20% of patients reporting a family history of related tumors. However, only 5%—6% of
patients can actually be diagnosed with hereditary colorectal cancer that carries clear mutated genes, which mainly includes
hereditary polyposis syndrome and hereditary non-polyposis colorectal cancer. In terms of clinical characteristics, patients
with hereditary colorectal cancer typically present with earlier onset age, higher primary tumor burden, and increased risks
of multiple cancers compared to patients with sporadic colorectal cancer. Additionally, classifications based on causative
genes reveal that the characteristics of different cancer syndromes will overlap to varying degrees. Among these, Lynch
syndrome and familial adenomatous polyposis carry the most prominent clinical features. The former is characterized by
mismatch repair protein expression deficiency and microsatellite instability, while the latter is characterized by multiple
adenomatous polyps, with APC identified as the causative gene. These make the diagnosis and treatment of patients more
complex and variable, requiring not only a more professional medical knowledge system but also collaborative intervention
from multiple disciplines, which in turn leads to increased consumption of clinical resources. In this regard, early detection,
diagnosis, and treatment of hereditary colorectal cancer extend beyond the cancer itself. They also involve the standardized
management of the patients and their families. Related clinical interventions not only aim to improve the prognosis of
patients who have developed the disease but also to provide systematic and professional medical guidance in advance to
carriers of the variant gene in the pedigree. At present, the incidence rate of colorectal cancer in our country continues to
rise annually. As next-generation sequencing technology becomes more widespread, an increasing number of hereditary
cancer syndromes are being identified by frontline clinicians. Therefore, we should pay sufficient attention to hereditary
colorectal cancer, which urgently requires the promotion of professional medical knowledge and the improvement of the
existing case registration system. In addition, for patients who carry cancer-related gene mutations, beyond diagnosing and
treating the disease itself, they should also consider the genetic predispositions of their offspring. Nowadays, with the
advancement of preimplantation genetic diagnosis technology, we have gradually gained the ability to control our “destiny”
instead of passively accepting the choice of Mendelian genetics. This paper will elaborate on the current status and latest
progress of population screening and molecular diagnosis across various types of hereditary colorectal cancer.
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