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Abstract: Hereditary colorectal cancer can be divided into two categories based on the presence or absence of po-
lyps. The first category is characterized by the development of polyposis, which includes familial adenomatous polyposis
( FAP) . The second category is nonpolyposis colorectal cancer, with Lynch syndrome as the most typical disease. This con—
sensus is composed of three sections, including hereditary nonpolyposis syndrome, polyposis syndrome and genetic evalua—
tion of hereditary colorectal cancer. The consensus aims to provide management recommendation based on the definition,
clinical and pathological features, diagnostic standards, treatment and patient follow-ups of the respective hereditary syn—

dromes. In addition to describing diagnostic and treatment strategies, prophylactic treatment as well as genetic screening
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and pedigree monitoring is highly emphasized. It is our hope that the establishment of this expert consensus will promote bet—

ter understanding of hereditary colorectal cancer for clinicians and encourage standardized treatment through multidisciplinery

approaches, eventually improving clinical treatment and pedigree management of hereditary colorectal cancer in China.

Key words: colorectal neoplasms, hereditary/diagnosis; colorectal neoplasms/therapy; adenomatous polyposis coli/

diagnosis; Lynch syndrome; genetic techniques
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1.1.1 X 2010 H2ZHi, Lynch Z851F X FRimAE
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HA FE A& 52 I BE Bk [ ( deficient mismatch repair,
dMMR) [ZRBYATSVA TR g, 38 6 T 4o

113 ImKiZWrfn 5y 2 W Lynch Z8 5 1EREAE
(1l PR 12 W T AT T 2K s 1991 4 il 7 /Y
HNPCC PMEH , Se )54 1991 4 F1 1999 AR Am—
sterdam IZ Wi bR #E 1 1 Amsterdam 2 WidsdE T B T
Lynch ZE 5 fE IR K2 Wi (3R 1) o 3T Yuan
A OB gEA  E R AR 7 B R B 5 E ML

F 1 Lynch ZEG B2 WibRHER LR

Table 1 Different clinical diagnostic criterion of Lynch syndrome
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SLAB IR SR 2 (— ML)

Amsterdam F75f 1 KETA =3 Bl R4 HiniE 84

Amsterdam F57fE 1T KFENA =3 B2 1Y Lynch Z545fEAH i
(S HWR T E NN RS BE

B AEAR A SN bR (LG B 75 RGO /N 988 i PR
L IR SR R HE R S )

[l 2 DLR BT 2 (1) b 1 B HoAt 2 Bl — 2K (2) =
R IGESE 2 AN (3) =1 PIARAERE <50 % (4) BRSP FAP

(
)
[l g3 2 DL R BT 2 (1) b 1 B oAt 2 Bl — 20K (2) =
D RIGESE 2 AN (3) =1 FIARAERE <50 %5 (4) BRSP FAP

o FAP: ZG M e 4 B A% ( familial adenomatous polyposis)

KT F12W, X TA SRR BT B, AT
XT BT 45 B s FR A AT IR 2 2L 4 )~ MMR 2R
F1 A28 2 204k 2 ol i TR AN Fs E ( microsatellite in—
stability , MST) £ W >k i 47 %) 0 o L o Ji 983 2 41
MMR ZE 9 ( MLH1 .MSH2 .MSH6.PMS2) f 25 2H 414k,
PRGN Shy B A HE A iR 40 21 MIST &Gz I Ay AT 38 4
18 BEBUTE A S BT B T R

(1) Se Uk o FEICIB R B A AT 2 1E DNA
S 1) R R i 2 e A AR A 4 2 8
FEAETC Al A BB B 2 SE R 284 1) 5 A
ESTCIE S 3R I RIA R o S HEUL AR T —
MMR %5 4 ( MLHI . MSH2 . MSH6. PMS2) #it 4k Bl 2k
dMMR, 411 4 > MMR 25 [ 35 B PR 3R, T FR o8 R
1658 1)) B 5¢ 2% ( proficient mismatch repair, pMMR) .
24 MLHI 78 [ 325K 52k 1), 72 HER BRAF V60OE
FEZeAE B MLHT Ji3 35 X R 3 ™

(2) MSI. {3 TR P2 AFTE T 4 i B X 24 vh
(11 ~6 bp [17& §. 85 Bk DNA J541. S5AECIE R
RETRe SR B L TR R Y & R R AR N B &Y
TEJEANWT SRR (A5 ok T B K 32 i 2 24 1 &

AU BN DR ATGE -« 56 1 [ ST g e BF 52 i
R TR U G PR AR E 19 5 AR AL 030
BAT25.BAT26.D2S123.D5S346 F1 D17S250, =2
A7 s ANFRE WIFR R B T 1 BE AN AR ( MST-high,
MSI-H) 5 1 A s A B E B8 0 TR AR BE AN B
( MSIHow, HMSI-L) ; 0 AL ANEe e Ry il LA
1% %2 ( microsatellite stable , MSS) M MSIH R
4 AMMR , MSI-L A1 MSS {4 H 4 A pMMR. 2453k,
WA K H — %] F? ( next generation sequencing,
NGS) HJ-F- 5 #E4T MST A , AR 8 W7 VTR 27 B2~ e fh
B T ERE YA, BT NGS By MSI Kl 45 57 5%
48 PCR 7 IV &% m T 95% LA .

X T2 H U A A 2 1) AMMR 34
FESCHE— 2D A 2 1 3k Bl 2 e PR 1) IR 2R 8 7185 X
T2 MSI J7 4 1 dMMR #8235, 82047 MLHL
MSH2.MSH6.PMS2 Fl EPCAM 5 ™3 [ {4 i 2 58725
R o P 22 58722 1) ARG D 1 E AR TE 48 i DNA rh
HEAT, T LU AR R I DNA e a] DL 5 HoAth 1F %
A DNA.

1.1.4  Lynch ZEEAEBEWAIMEHAYT  £546 Lynch
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LEGAEIZ W B3, V12 I 45 B g BB 3 YR YT
ALUE 2 Fhike: (1) g5 msrins 1 ~2 4
Bikitr; (2) 245 H VIR R 7 B W) A AR (ileorec—
tal anastomosis, IRA) I E iz WM. H Ry, I R
WFoE B LA 2 ROk Bk a4 im IR AR
Jo BB A S I B E Sy 45% ,IRA R J5 12
SER A AR O XUy 129 1 g R IR T L
WA AR e ISP P 245 i e g 1) 2 A 3% BT i 6 B A LA
FEAC B B LE A (] o AR G VTR s A i B A
A5, FUT )7 S I g ) 25 SR T RS TRA AL
ARG BT A T IRA . NI, FF 2 HIT M Rk 2R
T 58 ARHTFE 5 FE A X 2 MR LBk S, JF 25
BH BB E WA REVRM SR R

XF T2k Lynch ZEGAE B35 B9IR YT, % 18 2]
B AT RO SR 1 JRURE 5 T R PR HE
FEHTE BUE B S AT BB M AOS DT BR TR
R RA T AR 0 AR DT - R B A
JE X TS T A e P g i DR SR S
1.1.5 Lynch ZEGAE B E N EHAYY  SHULHE
BE UL, Lynch SRR 45 B e A& N RHA
SPRARIRZ AL (1) 1T Lynch 58 1E i )i 4
I H MSI-H, 454 2010 4F Sargent %:18] BT 5T 45
@B T MSTH 1) Lynch Z8-G4F &35 /30
FIE 00 960 PR 1 WE 1Y B 24 3l B IG T; (2) MST-H Y I
1 Lynch ZE&AE & A B ML PDA/PD-LL 254 h
ETE LN

2015 4% 5 H Hrdehs 248 kK KEYNOTE-

016 WF5Y, B IR B HT PDA H4 pembrolizumab
FIRYT WE A2 2% i B 1A B i RB A 9 9T 8 1L )
dMMR 2 35 % WA 2L % ( objective response rate,
ORR) 4 40% , %595 42 1 % k1 90% , i pMMR %
T 1 AR o FIETE Science & F MBS B
40 1) MSI-H =% e 4 211k 2= AMMR (145 & 98 &
F .90 PDA B4 ORR 3K 52% , T #E 5 Lynch 5
B AEASC RN TG & 1Y b o, ORR o5, 22 R L4 3t
222 Y (46% vs 59% P =0.27) . XeesE R4
TESZ, 40 PDA Bgpxt dMMR (1 B 35 g o 355 4o
PRt , IMMR /MSI-H #3008 24t PD Sgi 7 2 4
e 2A AR v 2 [ () 9 A T B TR A L S I 24
WA B Ry 1 YO s It #E Pembrolizumab i F dM-
MR /MSI-H () B 4FFi1 ) L2 i 1 S A 8 35, pembrol -
izumab S5 1 AN B 288 AL DU AE Wb

AR T B B DT MR 25 9. Bl IS 1Y CheckMate
142 BF5EIESE, 55— Pt PDA BAHT nivolumab &7
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ANIMR /NISI-H % 5 4 1 95 I 47 2 (47 HC% 0
31% . G E J A AR ] g 14,3 A1) P
1M, 2017 4836 [5] [ 57 255 9 E M 45 ( NCCN) $5 1 1E
FIEFF , pembrolizumab B{ nivolumab i+ dMMR %%
ML i R — R =ity . B IE
ETF R KEYNOTEA 77 #4F dMMR /MSI-H 554
Wit —Seif 7 o R pembrolizmab 159 BT
ARSI IR o AHHERE X T8 MR
Ky AMMR /MSI-H #8514 Lynch Z85 1R B3, 1
TR 2 I G 2 A6 A s 00 1 500 AH DG B9 1l PRAJE S

1.1.6 ZRMEMZERE KA MMR Gz
LU 7 MSI i A Lynch ZEAAE R WL 1.2

SUEEMBHHN TS BALynchizd L
B, BARERERZR

2 BT B AT B e

FARH RWPZCRC
[ l
FEMMREE MLHI1%k % MSH2. MSH6. PMS25 K 1
WK
MLHURA ST F 3
ALTKBRAFAEE
MLHUB ST T FMLH1E3) R RARW:
HAKBRAFSE || Frmmam [ | WEHCHARAE
JTBRAFRZ B, EFMSH26%,
TMEPCAMA R
FLynch%F&1E | | Lynch& &4
HRERET | | HXBERER
|
EHREE HEGHE
vy LynchéZ&1E
HABBAEECRC 5
HigMECRC XF2

AT FAE A
CRC HIXHE R RE W

{E MMR: §5HC# 52 4 ( mismatch repair gene) ; THC: )2
2 21 4k, 2% ( immunohistochemistry) ; CRC: %% B % J& ( colorectal
cancer) ; ' 5 R FIJEAT G 414kl MSI, PR 46 485 0 e 52 47 IR 2R
SRASKG I (Y B[R] 52 A, X FAF G Amsterdam AR#E 1 [E A Lynch
EREMER R bRAE , HLA R E 22 2728 nA G T L AT Bl 2
FEF AR X WH)12 CRC B W] 25 JEAR W B IEAT IR R Bk
s FWitk CRC X TFEHE A Amsterdam Aiff, H 2 R 41 41 52
PR B SRR T ) MMR 35 (R R 2 288 1 p 124
Bl1 SR MMR e 81k A0 A Lynch ZE G LA &]
Fig.1 Screening Lynch syndrome based on MMR immuno—

histochemistry
11,7 RAHFFERBET R 58 AR L,

Lynch % Z it A5 MMR PRI 2 5848 (4 1 5% (1
FRUBHE &) FR 2 B T B P IR LA B At
bR (645 5 8 0 B S 45 B2 B3 KU B T
B X THEH A MMR R 2 28715 1 A, 81
TSR b 9 A A Ak W ( 3 2) L SR F 8 BRI
E[R
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FiEE HRAR & tp B A LynchZZ S HE 9
B, AARERERR
A WIBT B AT Bh B

FRIT RS CRC

| MSI-L/MSS

MSLH 1

EFR KRB«
i SIMLHL
MSH2. MSH6.,
PMS2. EPCAM

I

| FLynchA1E | | Lynch% & 1E

AR REZE HRBRRE
]
—
[ s | [mzms |
1 1
R HABFE - HECRC ; Lynch%#&1E
FiMCRC XX

AR T HAL A
CRC A B RRAEH M

i CRC: 45 W9 ( colorectal cancer) ; MSI: fif 02 A faiE
( microsatellite instability) ; MSI-H: 13 T & & B AN Fa & ( MSI-
high) 5 MSI-L: fift TR IR BE AN FRE ( MSTHow) ; MSS: fif TR FE
( microsatellite stable) ; ! e B AT s 2 Ak 5 MST, AR 38 45
FPCEATIE R 5 ARG I A B (] RS, X T 454 Amsterdam 7 4
BHE N Lynch ZRG0E 5 R AR, HA B EOR IR 22 2848 Al R il
A TS B e TR #0128 CRC 2 AT 2% JEOR AT B 3%
FTIRZR 7K * ZE CRC X IS4 & Amsterdam 45 i , fH
MR L AR T PR AR S BRI E) MMR i [R5 58 42 19 52
%[24] .
2 SR MSI KA Lynch £5 & F M2 K
Fig.2 Screening Lynch syndrome based on MSI
F2 Lynch ZEMHEW A MMR JH L 5 52728 1 51 1 B U5
AR R
Table 2 Follow-up monitoring strategy for MMR gene germline

mutation carriers of Lynch syndrome family

MMR i [H iR 2R 5828

MLHI & MSH2 MSH6 &, PMS2

20 ~25 BITIRAT A G 25 ~ 30 B OT IR AT 45
it B 1 ~2 42 BNE. 81 ~242
A0 BRI A A R T 8
BRI TR <25 %, WK <30 2,
D53 5 0 4 AR S R BT AR AR AR TT 2 ~ 5
2~54F GE

TE B B AEE BT B ROBLR A T M BT B A R
U1 595 BB EFARE M I AR #E A 1 ~2
AEAT BT A BTG AR L HE R Y A BRI B XU L
0928 BF13E - OURH 4 ) 7 B i v CAL25 46 45
HE I O 598 XU
HREAVNMATE 30 ~35 DIFUAS 1 ~2 4EIHTE 35 mEd
PRI EREE 25 ~30 B IFURERAEAT WML RS T
PG RGN 25 ~30 BIFIREHEITE MM ARG A
i

AR Bz A0 iR A T
FLIRE L O A

o] e

RS J I 0 W, #5417 MSH6 1 PMS2
R S R B 70 B R, JAs B R AU A
10% ~22% , Mj¥E+H7 MLH1 8% MSH2 R & 2828 MK
(i XU 5 3k 52% ~82% 7 o [k, % T MLHI &
MSH2 JE[H 248 i 2, HIU 20 ~25 % JF U617
dngiknd W1 ~2 R A B EK A M E)
KA <25 %, W07 25 900 45 AT i B L3R W 2 ~ 5
AEPSL G MSH6 B PMS2 JE R 58 745 i 445 2, 1)
UM 25 ~30 B IR as kA, B 1 ~2 4EE
o BRGNS E ) R AR <30 %, Wi A4
LRI B R AT 2 ~ 5 48

LRGP — A R BB N R AN D LR
F9 IR L D 38 T (4 1) 85 38 60% 1 24% )
AR 0 UK 4 B 58 I 2E & LA MMR 2[R
ARV TR S A A S L v LA L8 AT e OB
PR EVIBRAS o X T ARAT T 7 1 T AR A 2 A8 45
W UG AAER S, B 1 ~ 2 4R4T B R
TR HERR 2 PRSI 19 IXURS: , o m] 2% T8 R B 1 28
FHIE 15 SURR A8 7 S ML CA125 A I 45 HE B B
SRR o

SoFFH A iR, FE IR MMR 35 R 58 A5 #2445 %
S AR WS (1) AN dEON 30 ~
35 R 1 ~2 AR T E T iR A, U HE
ERERE R AR D (2) R K B,
25 ~30 % IR RAEAT H PR WA I (3) oA A28
RGEMIE N 25 ~ 30 Z I RAFR TR ML RSk
25 (4) R, B TSk = A 300 i A B, BT DL
B TP RIS (5) FUMRE . 2 0w FL 2L i i A
1.1.8 Lynch ZEA By H F1 98 A8 4 7 35 1 Ak 2
Bt F Lynch ZEGAEEAG W18 I & 9 18
15 52 L SIS B S P e P05 5, I 8 D B 7
A RSN BE T BeAb . 25 fb 2= Bl , e a2k
HS RSP A 2599 ( NSAIDs) ] BE BN A R0 1 B i
J7 B, Horp Bl m] DC AR 37 56 33 (HR AR $E B AT
UEHE SR L 7F Lynch ZR51F e 8838, A HH & A 741
BRI ICAKR( =75 mg) , LT 57 7 A 45 1 W o 14 A
I RETR B IA 4 ~S ARJF A RER LY o 2013 4
) CAPP3 5%, UFE 3 000 f5i] MMR 5 4% 485 47
i, B3 A [m) 71 & BT A DT AR (600 mg 300 mg- 100
mg) T 5 4F X 45 B i 0 B AR F L e A 4518 i
RAFH o T Y 2 , CAPP3 WIF 57 2 4 %) 58 A5 4t
A X T O R AR R L i TER E B
ARG AL PRI AT AE KA A ] BT LA
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BB Lynch Z5-GAE 835 Al IR w) DE AR 4G 25 ) i
TrAeE s -

BT UL BRdE  ASERAETE: (1) X T8 B
(1) Lynch ZE-GAF B35 AN LA IR FH B) ) DG AR 45 25
VI AL AT s (2) XFF MMR 35 IR 2 5848 #5707
& A AT RE MR R VC ARG ST AR 45 LARE AR Lynch £5
B HEAH DG 9 14 9 38, (L di A 0] R i P IR <
AN E , 5 5 R CAPP3 I PR 7T 9 45 3¢, B
A 4B ) DR P A A1) 5 i
1.2 REMHE4EEFE X 8 ( familial colorectal
cancer type X,FCCTX)

FCCTX 8474 Amsterdam FpfE, {H 2 ifyeg 4H 21
TR FRE SR S MMR KL 5] IR 2 28 748 1Y) 28
Ho AWRER, 494 >50% 45 & Amsterdam 2
WA Y 45 B 98 288 AR R LI AH S e T
BEANFAE RN ) Al E bk

FCCTX F1 Lynch Z5 & 1IE (9 i PR s B A4 A1 A 35t
1L WS IGAFAER R 22 5% (1) IR RJT T 2 W7 FC-
CTX B HY-FHAERE (50 ~60 %) KT Lynch £55
L (40 %), RAGERAEH W T 222 450 7
(2) ST FCCTX &5 Lynch Z81E HLAL, BUIRAE
KA G OLF, 26 A O AR AN DL (B g
S BRI R L A S Lyneh 285 AE —4EH
DL (3) L)y T FCOTX %8¢ Tynch 45 41E
S8R RS L s ) KU AT, Am AR A LG Oy 2. 3
6. 1, HLE B S IR "

FIRT, FCCTX A o — 2 S5 o Ml Y 5k
PESS iR . AR BTG B R s A 1550, 7
SEI AT Z2 B R 5 A 50 i T FCCTX g (]
TR A YT TCRRE R RE TR B DT g Y . ok
T o 4 B PR A Y 45 T Bof AT Be i — 0 B FC-
CTX FR A A AIL R o

2 BERRMEEE
2.1 £ 8% FAP( classical FAP, CFAP) . &= &Y
FAP( attenuated FAP,AFAP) 1 MAP

M 152 123 BRI Al PR R AL A AN T] , 5 PRI 1 25
AAEA] 43k CFAP. AFAP. MAP. Gardner 454 4 I
Turcot ZEAAEAEW A . I IR I e % WL A2 FAP( 2
i CFAP 5 AFAP) , & APC JEPR 575 5| i # e (4
PR AR BAL G . 249 o BT A 45 L el 1%
2.1.1 ENX (1) CFAP: DA% K% H
> 1007 4 i 96 1 2, PR R RO T oA i DR 2 B ) o %
AR R 2R B Ak B TS BTG B AR IR
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WARVAST , 28 50 I 100% [ 8 23578 R 45 1
DY o (2) AFAP: HAT 10 ~ 99 /™ [7] i 14 435 1 Ji
Jo L ITA U R GV AR R AE Y R R SO
AFAP; 5 CFAP s, i B E A BREH 2 ks
AE PRI B 2 W A T sw 45 I I FE R . (3) MAP:
H MUTYH RCAEA HE R R A8 5L, [A] i APC PR 58
AER I B P MAP I R 38 B8 2 A%, B il ¢ AU A g 7Y
(1) 22 M e i 2L TR (L B PR S AR A T D) 3 AR Pk
s TR IR RS R sl Ak B B A B 45 B
5o (4) Gardner ZE51F: fx - Gardner A Richards
e W25 I B P —IRAE S 2 K B2 R
SeE RN R AR ZUMRE o (5) Turcot £ : J&—Fh/b
LB B Y AR AL L5 A AE , R0 0 A B b
25 2 U MR8 (0 45 L B T B PR

2.1.2 I REFAE RN BLRFAE  CFAP () 35 [ FRAF
SELE IR TE R B A TT IR A K 4R R A 15
B, BRI A A LT R R
SR, CFAP JIBAR 1) - 4R o 39 4, WA il B 1
IR A, % 50 % i) 100% %5 A i 45 . 6,
CFAP 1Bk 2 J 4 B 2 R G0 (38t AL P 0 I IR 3=
PR IE T 8 M (4% ~12%) IR R g
( <2%) FUFFEEAHMIIE( 1% ~2%) FELFYESR e R
A0 1 €, 2 A A 2

CFAP LUISS B A K LT HOR R K/
SRR RRAE | BAORCEL P 0 AR ) AR/ N L E S KR B
AR, AR i 5] 1T i 100% o 3T 40% 68748
LK, >80% KR T 222450 o fpk
DL RIRIR BRI R IR SR B R 2 WL, 1L
Bt <1 em, ZHUR TR, >2 em [ BRIEE H
o

AFAP EA%CH D (8% o~ 10 ~ 100 #7) , H &2
g n i ad B KA Y 34 %) A
(P35 57 %) CEARRFEN(60%) L {H 40 B 5%
ASHE R AR [T, & 80 ZHFik%] 70% ¥ . ARG
IT, BEIE T RIGIEET R ( SF3 59 %) s HAEE )
T IR R (50% ~ 66%) , 1F K B 2T 4 R 45 oD
(10%) %', FAP fil AFAP & & 19 I BE 45 fF I
%3,

MAP B EB R AL LG (T1%) WAL
LRI G e b 27% (R W 2k . 1
A MUTYH 28 2225 (9 MAP —JieA5 > 10 4 i 7 4%
SEmREIA; 273 MERE A <100 NEAL 24173 &
H B > 100 4>, A E K F] 1000 4, (HIfAE
15 FAP FEAO B HBER 01
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%3 CFAP Hl AFAP B 511 RARAE
Table 3 Clinical characteristics of CFAP and AFAP

s e 5 A RIRERY  CEREAE AR
(AN (%) (2 (%)
CFAP
JeE >1 000 <20 34 100
thiE]# 100 ~1 000 10 ~30 42 100
AFAP <100 30 ~50 50 ~55 69

T CFAP: 25 LRI 5 5 i Jed 4 L% ( classical familial adeno—

matous polyposis) 3 AFAP: 5y 18 5% 5 988 7k S5 I 9% ( attenuated fa—
milial adenomatous polyposis)
2.1.3  IGIRZWI RIS T2 CFAP Il R Ikt
PRUER RIS L AR 3 A5 i (1) B 45 IR
FIPEE > 100 A, BLA 5L 1 K0 AR i (8 % 78
10 ~20% K B, 76 20 % )5 30 T A 4R
(2) ¥ PEAT I M BN CHRPE B9 FIVRE 2 2k 255
(3) WY AR B .

AFAP (I R ZWibs i 05 A =2 6l E 1
KRR >30 %, HRRGHA 10 ~99 A~25 H 1 i
B E WA | R E RRAER >30 %, HA
10 ~ 995, [RII 1 49— 28 3% J@ A 245 B o 450
HERTIE S0 o DL Wb o i A AT I W B B o
A <30 2 L > 100 455 B IR s

g o v [ B AT L 2003 4R 42 [ 3 (B 1V
TEUMELLIET G RIS FAP B 71 R S k2

.9.

JRARE T B A =100 /> BBV PR Y <100 >3, £
A1 M SR B KA R (36 L A

MAP H i 3847 W8 4 1 PR 12 Wb 4 i R B3k
TIRBMER L L HE R H > 10 4, s A
—UEAH K SR I A RIR 5 8 MAP, #E 1T
MUTYH 4 5L o

Gardner ZE BN HA LS B 2 % B B FAK
HLMRX 3 DML BI AT 312

Turcot ZEAAETC W 19 1l PR 12 Wi bm o, DL &%
1V 22 5 9 6 DT I g iz Wi % o

X AT BE Sy R 1R B A 4545 iE ( CFAP, AFAP,
MAP) B R A AT AR DG HE RIS : (1) K Btsed 1k
BN > 10 4> (2) A B v BN SR B e SR L (3)
K 8, HAT FAP AR . 2 B
FLA A APC Fil MUTYH A o

24 APC BE LRSI 25 28 O I PERS, 4T MUTYH
FEDIRGIN . MUTYH 3 P HR B0 0046 o7 66 K] 52 7%,
MUTYH 3[4 2 Zc 8 0S5 A7 6 N R A2, (B 4%
Hop 2 AT B is MAP™ o R )7 X
FE—ARI P 45 & 2 T L RT3 BOR (- multiplex
ligation-dependent probe amplification, MLPA) ¥ u¥;
NGS. FRIga 1 B A £ A AR Y 5 DA 07 2 A i i 7 2 L
Kl 3.

FAP) .
B3 R L R 55 A 1 25 R 7 A it 72

Fig. 3' 7~ Gene screening 'of adenomatous polyposis

APCHE PRSI BT
C%DA\PCH‘I&I@I SR AT TL.CFAP. AFAPF(i;
s T | APCHELTE (S i AT R
Zhl ‘\\\
B AT
w510/ T S DRIl B4 N b
® EFAPIANRIL
® {[FAPFJf &
\ AT APCEL N A B P —— ALCFAP. AFAPBIY
e e SRARET
ARFIAPCHE T APCHED - o a0l
AHMUTYHE: MUTYHAE MUTY U7 5 b | AR4F A4 WLCFAP,
R EINEE T K Z4s 1 =3 AFAPRE Y
W > 10 B o MMUTYHZEA TR T
@7 N>107 ] Nis-ail I FPTI TY = N N STEs)
.ﬁ#mkawzi%, i APCMUTYHSE % $ RS AR
L Py UIEpvE=N]
| T P MUTYHZ v A
MUTYHIE M B0R 784 / Pt \BIF L1 ILCEAD.
[T AFAPHit))
. FIFRM R
\\\\ﬂﬂMFU?H MUTYHE: A AT AR
RIS R LAl SR
EEUTYH%%?Z)G L L N ABERETS
N4

FAP: F i P i 9% ¥4 B 9% ( familial adenomatous polyposis) ; CFAP: £ #i % FAP( classical FAP) ;

AFAP: 3§ ) FAP( attenuated
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2.1.4 HSPRRAYFIT AR 45 FAP i RO
AL R R AE 25 B R P R A, T g
PRI, BRI R FXET FAP (945 B B e v 2 R AT
EESRPUMF ARG , LA 25 B ) K e
FAP (i F AT R ECH 3 26 2 KB YIBRA

F®4 FAP AFFARARA B Ho
Table 4 Different surgical approaches for FAP
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(‘total proctocolectomy, TPC) Bk & 7K v Bl i & 8 K
(end ileostomy, EI) .TPC BK& [0l gt 4 AT W& K
(ileal pouch-anal anastomosis, IPAA) Fl 4= 25 iz Y1) b5
A ( total abdominal colectomy, TAC) B4 TRA ™,

3 ARG B A LB LR 4

FAARK ARH KA I AR BEVT IR AE AT iR
TPC +El 7 7 I RAEZS  VEDIREREAR , A= T D REFEAR TR S P

TPC +IPAA  BLPHIL BPER A I FRAFR AL Pouch FIATAE I AL MEDTREREAR , A4 T ST REFEAR AL 1SRRI 5
TAC+IRA BRI EVENE 2% ~12%  BFRETH IRAED PEIIRERZ IR/ AR B DIRER /N LT 1 D Reds

i FAP: Z Gt B ded 4 B 9% ( familial adenomatous polyposis) ; TPC: 4 K] AR ( total proctocolectomy) 5 EI: 7K 3 7] i i E AR ( end ileosto—
my) ; [PAA: [A] 7 fE 4T E W) & AR (ileal pouch-anal anastomosis) ; TAC: 42517 ] [ AR ( total abdominal colectomy) ; IRA: [1] i B W& AR ( ileorectal

anastomosis) .

TPC R A A BIGM FAP (9 FARARK, a4
M2 FA , LRI IZ AR B, T
AR A S AR 22 R (R AR 3 SR i I K IE £ 7k
IR A TH AN, I A S P k) B 4540 1 22

ST B AR B I RE X B R K
DRI, st AR T £ P A Sy Jd 38 G 301 P s 8 2
ZHLT TR NI R 3 A%, B B0, B
FUR A ARZUZ TPAA Fil IRA

IRA FARBRIERE 7 ~10 em B, KA Hm 4
WA AT B E YA WO ETF AR/ R
HEGE HEPR FPEDBE I AR . (HER R W B
T AR GRS, A WG S , X & B S IR BB R4 T LY
W FARYIBR. AR GE M T 5 D4 85 s m ik R
H HBBRDHERE .

IPAA ATEEBE AT, AT T T T A6 o m] , HEE D GE AR
X B AR T ARMXTE Z o BT AREE A BBk, W)
B, I & AE AR LA AR, IPAA F R AR5
R A, O RCAIRYT FAP Bk 1 771 o

FAP B8 FARBHLL T X5, BRI 45 B
JIRIEE (1 P EE AR AT IR T B R T A £ AR
B A R E EE T EEE LM R A
AR AR AL H 2 FAP g e B AR Xy F 2 R
Rz — RATN A i B ok 4T 4 B FAP R
EUA BRI TR , LRI T IRA AR5 H 2 R AR
frTREtE. BRIACH, X T B A H <20 1~
FAP S48 B e TRA, T =20 AU B & nl g e &
IPAA 53 TAC, DU FFE R B VIBR A XU «
2.1.5 BEVIREE S NS FIRIT  FAP BE 1R
BRI 6 % 1 M FAP 52 2 5 A BU %
AREEH T H A AN IR E R R AER R

BT H BN 10 ~ 15 Z AT T 1 IR
ARG A A A O o A, X LA
ZEOHFI R BN 25 ~ 30 & FF 4G Bl AR 56 1 41
JiRd o ANSR 20 2 2 AT B R A , DU ) e e
RiERT. Z9H >50% i) FAP 3% & B+ 35 B
PIHEREL T L AL TE N BEAGAY , T A 35 LER AH Jar E
Rt V5 18] g ] 1] 75 A 4k Spigelman 7328 alCH: A b v
A Y . RFAEIR >50 R ILRIE LT
RIS E A W5 ZE R B I . FAP 5
TG 5 1A 42 R SR B M 3R 240 0. 6% ), 214 i 4 1)
JoE AR Bl I LA T AR o HAR AR A AG A 1 A
10 2 IR BAEAT 1 O HUIR IR A8 79 R 2 X TR
ZT YE SR (R A o AL 45 BEAE I IR B i, IR R A
AHRIEAR T AT £ 49 Z 5 s I VIR AR IS 1 ~ 3 4R
HEAT 1 WRIEHS MRI g, CT K, I [RIFE 5 ~ 10 4R4G
A 1R T HAW A M B B AT TR % .

Xof 35 R ARG B 0 R S AR HE A A R R
5P XUBS: AR 1) i A SR A [ o X F R AT B DRI A
M HRZ ML, BB 10 ~ 15 B 4h, FAFEE T 1
KRG I B sk S W i A B8 24 % W THiLk
BRPESE SR B 51, HEARAE 24 ~ 34 R [A)4 2 44 1
ARG W i sl 45 WA BR i A5 .34 ~ 44 B 4 3 4R 1
W >44 BEE3 ~54E 1 K.

XtF AFAP R &, i T R IR 3 W , 2878 #5717
HPIN 18 ~20 B TF R, B 1 ~2 AT 1 IRG ARG,
B d R A, I RR S 2. MAP 3 IRA
Jei T B e, HERE AR 6 ~ 12 A H AT i N
TR BRILZAM, HEFE 30 ~ 35 2 T iR L IAkIE
BERAT , I AT R AR AR A o Ll B 7 0 ) S
% CFAP.
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2.1.6 fb2EmBE X T AR, Bl A DCAROG R
A /N 1 R FH AT LAl g A L PR %) i o3 B R
Ja 52 K R — T R Rl AL BE G 58 ( random-—
ized controlled trial, RCT) REENEL4ESE FAP B AR
HT AR T BT I DC AR TR 3k 2 7 o AR NSAIDs
£F MK R L oK RE W 2 FAP B % IR vk B I 1Y
B CTARIGIR L FAP BE TR HEYIG A S K
W &7 PRIR . A Bh T 0 4% B 1) 2 IR AR 4 K T Bl
BRI B N E R

S5V g e R B R RN R R COX 2 Y s T
e —MEAEE R AR COX=2 1 i 551 2E 58 A nT LA
WA 455 147 M e P JE A 0 7 R 1 o 4K
T, T 0T eSO 4 3 1R & A 2R, COX2 kil
FU AR IUHERE ] TR YRR B R . A F
LR KT RAT 2K VIBR K FAP B4, IR 6
ANHJE B R REL 28% . 8RB/ 31% {0
AT e K R BE VTR

03 Z AP FNE iR — 1Bk 7L 0% B2 ( eicosapen—
taenoic acid, EPA) IR FH 6 /> H )5, o] DA /> B A 4
T BT E A B o (H E TR T8 BN 42
WEPEAA 2 o

FPMRIR BB Bk B A EGFR $I IR B &2, 1]
RERTS FAP 35 K ALB AL YRR , 275 U i e X
I 1 7 KB D R

PRI L 6 T 5 P s A 2 19 B35 £ ¢ 8 ) AT A7 A
G, 1 258 B AT 32 26045 NSAIDs.EPA il EG-
FR IR 8 e . AR 704345 gk
XU B 175 00T, 448 B i R4 7 1 i AR A
2.2 PJS.JPS %1 SPS
2.2.1 PJS

(1) 7 Y. PJS XFRigtfLt PIS( fRi#R SR EE B A
J5) = —FhH LKB1/STKI1 &K R 22485 #L11 |
DA S A0 B IR 6 € 2R B R ' i il 22 R A P R U,
A AR B 3 e Gk S P A

(2) I PRAFAE F BRAERAE . PIS (1115 PR Fi1ps 28
FEAE X AR 4 R, 2 A (B Bh I A B %
TSR RE) Bz kBB (0 2 BE L B 1 £ R A R
B RIE MG PIS 1 = I RIS

PIS L Pt MY % g 6 P L PAY o AR AT £ 1
KARSGEL: PIS B A Bl 7 o LA, il 23k
EEA ZEMKEF BT, L otk
B EARMNNELZKE 8 ~10 em A5, {HAH
SHEBHIE ] em Zify . SR EBN TR,
WA T H A8 Mg . B FwE: AT

0110

B R R S I A b R 8. PIS
B PALFE BRDIR A3 52 1 P WU 43 B 1 K AR — 1
Bass ARG , 7 LT 2 M 75 15 eh AR R 2 11
Sy3E e JUTE—ELAE A 2 8, PR 1 TR, O EL B30T
T LSRR

(3) RIS Wi RIS 2187 2003 44 8 (L1
Mg UM AR 1 PIS I PRI2 Wb ik o I
£ R R A PP R IR B G YL T SR
e

YT PIS BRI HS R A AR LR R TN
AT M T B s & 1 , 117 EL3 4 PIS H 1 o %
AT AR K T AR R, L 20 5, 43 £ 7] TG B
T s AR, I RIS PIS B 1% 1 e H A&
S T 22 AR S TAD L R R A 4 B R
B BE, AT A S S . XTI RIS PIS 1y
BB N AT LKB1/STK11 JE K AR R 588k o 43
TR 76 66% ~94% [y PIS 8.3 vh il K 51 # 4
FEA LKB1/STK11 3R &4, 25 70% ~80% FK ik
P PIS Hi# n] HA LKB1/STKI1 F KR R 548, #
KA PIS Wl RE &4 LKB1/STK11 F R # A= 58 47 mf /b
LK TR 1 225

(4) BFMWIG RS A RITHIR. PIS (916 IR
I7 IR BAMEHRROAIT + WERERIATT + R
TRIVAIT L Aty it (1] 4) 97,

PIS &
DBE # &

>  REEGWBTHET

J
| me v || Fhmm
A

HITRBH
v

| mmawAE |

IEral

v
| %% #DBE!
& 2y
— andESE|| RRSERHE

¥ DBE: US4 /M7 %% ( double balloon endoscopy) ;' H3 4
SN BN 5317 2 PE R R
B4 PISZRGIRr A
Fig. 4 Comprehensive treatment of PJS




.12.

DA HEFExT PIS £ 2 HEAT /N 65 1) 5 IR 5
I S5 PR B 20 A~ B0 R /NS WP AR > 1 em ()
AT NEE R IR, U)K i 5 P9 7 A 4T
HLUERG A LI RSN AT

XA R e P e 2 N PR T
F, B kRS AR I ZEFL R AR, A
A 1 BE A B0 I PR R A 2 AL R A 1l 0
RIEH BRI TFARET. FRUENESHE
FHRR B AN RATRE | KEIRE 2 i E M. A
A B 4 1 B LRV 14 B B T A TR BE DT o

(5) B IBETT s . PIS BB & B HEAT I
BRSNS ROBETT LS, YEAL B A Tk
FRPERS R AR ) Ead > 1 em (8 AT T
YT BB HRE IRRUER R 8214 PIS
EFRAFAETEAT 1 U/ K e L B 6 JE 1580 175
BRI H 8 RN MR R PIS
12 ~3 AR | /NS, WIS, 3k e A T
A5 IEXTERH B AT R VAT -

(6) & BB R BETT Wb XTI R 12 W7
PJS (5% MR A5 % T LKB1/STKI1 Jif
ZOEIRI . X T2 LKBL/STK11 R 2 58728
s L 2 AT/ R AT W
2.2.2 JPS

(1) %€ Y. JPS Z—7Fh i BMPRIA 5 SMAD4
SR RAR S R LA il ( EE R ) £ K4
AR L TR R R A e AR S A s

(2) W PRAEAE R BRARAE o 8 38 (32 B2 4
i) £ KW B TPS (I RS IE. 240
TPS A 2 ML T50 50 8 A 0 A (L BT 45 9F B R
PEEA . MAORTHE: TPS B3 1 S5 A K HE o 50
AT FEA . BRI BN, R K1 ~5 om,
ZRERIITE L ~ 1.5 eme 5P 22 6] 69 i B I A1 0L
EH. ZHERER. AR E R S 65k
R DT e A T RE . TR R ML (1 4
AR S PR R B A T A T L S
FO N JER 2L Ao A B VR B 43 S B BV 3k
A A TR Lo AR VR AR 25 S A ] o

(3) RIS T2 W7o IR 1 2 R A Jass
BWHRIE 454 LR 52— BRI T2 67 JPS: 45
WHAAETE B AR =5 4 2 1 A 414E B A
RELEE W AR

Sy TR 29 40% ~50% [y JPS H [T K i 51
BMPRIA 5 SMAD4 LR IR R AT

(4) SMRHEIT 73k TIPS I PRIA ST 10 e T
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RS R, By 1k Ak R S AR i 5
FEE I R AE. R, FAREEA BRI H R
TIPS I FRVAYF B9 E BT B X T/ 8% 5 A
AR T B T BRI E DI BR , X T 5 2 1t ™
FAT MBS TR R B A B F I A AE & , LG
AT N B BR AT, T R F AR . FARENZ
Ik a5 28 B i L (R R T RE AR B R T 146 20 L)y
g XTI B P B R AT 2T TYIRR «

(5) BAMFEY . X TR RIZ WA TIPS 1)
B N ET BMPR1A FI1 SMAD4 J5 PR 28 725 (9 46 00 o
XFFHRi2 JPS W B H e I T I B A, T
BB RNFG A, I X R B N7 N BE T iR
J7o (2, TIPS BE Z N LI, WK A FIiRYT
(R RE R, BB AR PR A 25 o PRI, SRR 3
FAHIBIT AW EST 2R .

(6) R F W5 MR U7 W45 X T IR IR 2 WA
JPS H R R ML, N EAT BMPRIA il SMAD4 %L
PRI 2R AR R, X T W R R AR HEA 5 S I8 ik
JPS B ARG W o R4 1 AF O ) BT W g2
2.2.3 SPS

(1) & Lo SPS MBEFR A EME B NLRBAE, 2
— P LG I N 22 M ( B0) BRI Bl DR R TR A i
PR 8 AE 5 7

(2) I PREFIE R ERARAE « 250 N 2 & A 2R)
BRI R L P2 SPS 1Y F2 I RAHAE -

SPS {8 A AT 43 Sk 3 A= 1 BB TR TG A Al 14 TR AR
Je RV G B A DR e S 2 A o R A 3L 14 A 1k I,
PR B B DL A B DR LA 241 80% ~ 90% , 38
I Tt v 235 1 ( 80% 7E RS ) L IR FRAR /N <5
mm) , JK 8, T A G U FBLIE# R 4141 .
TCAEHR IR BRIRE 5 BT 4 Rk B 8 10% ~25%
WAL T AL, S A B R . 5
BEVTR BRI AL SR IR BRI 1% ~2% , EEAT T
AP gt o BE T P B O IR AR R A e IR B
A ERIRIE SRR B 45 B B R s BRR L TR
B 1R A A ) R AT TR o

(3) i RIZ Wi F1 o Fi2 . WHO #1 SPS (1)
Il PR 12 W7 b o 36 A2 LA N AT A — 25 BRI 2 7 Ky SPS:
ARG SRR A =5 A4 AL E A, HI A 2
ANEAE > 10 mm; 2R ZE5 W I 3 5807 H BT ] 450
(B TR B IR L L — G0 o T e AR TR B TR s &
AT TR 04 > 20 MR BOIRE A T

GRG0 B U7 R AR A7 AE KRAS il 1%)
BRAF SLPRAANAEZRAE o A7 25 W i & K TG 4595
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PRI B A BRAF JA%; 245 b /N 3
AR H AT KRAS K2 .

(4) SMRFFARTT . T SPS 4k k45 H e il
DS L IR, SPS IANEHAT AT L BT B i BRI
e IS T E SR NI SN ol e (N AR SN N NN g =
T PR ZE R ek A JCHA TR R 44 i B Y, sl R AN T
SEIN B LS Ik A, sl &5 i ik A e LR A AR
i, R F AT A DIER B B S A -

(5) BHMBETIEAE . o1 T SPS 4k R 45 i

RS PJS.JPS FiI SPS 14l AR BRI A A Bt 1% D LA

0130

9 JRURS: 358 v I PR | % T SPS £ 3% oy 1% 25 VI W 7 W
W, A UGRFE T 1 ~2 4EHEAT 1 IRES I B sl e N 5%
Kt AUIBR T A ()8 A, dE R A /R AT REE A &2 5
() =G By 7 WA AT o

(6) RAM BBV Wi . SPS BAg ik g
i) X AEUEE B — R R I % L SE IR A R
10 2 TF4R B 1 ~2 4R34 1 RS A i, )l B
K FH G5 R

PJS.JPS F1 SPS Ilfii IRAFAE Y LL S L3R S

Table 5 Clinical characteristics and family follow-up of PJS, JPS and SPS

—— —
R A 1 o el
S LKBI/  BRGIE HORE AREBG WS AR WEFRTE BARARE (K R EEEH
STKIL 3 Gebfs 1o EBLHI AR RBLEE. ABREAR B G RE IIARE B %
e HEREH B L. HRGAEIET | A 0 2 4
A AL L WM A B MR
I e 8 e
/A BT
B2 -3
# 1 YoM
S OBMPRIA G ML MRESE M, T GRAIEN AETRT 812 FIAN RN R
S SVADA PR 1A MEFERE RN RELAE. ABFA GRS EE AR B
S i 5 7L R4 ) A A2 4
P Wik Ao
SPS URME RFGRIE BRG4GB AZ MW W QABRE WEFWT 51 -2 A AR R 10
FREAW e A R ROREE B MHLA AR B BIth 51 -2
Bk fiin L
N

o PIS: B O EDIE THLE B PR LA S E( Peutz-Jeghers syndrome) ; JPS: 24 B N Z5G1E( juvenile polyposis syndrome) ; SPS: 45 U {k

B AR LS HE( serrated polyposis syndrome) .

3 EEEE B E RN A XRE

3.1 BEEFAUREERITCHEEN

ohIeE 4 e P S AL R R N B X R B
PR T B 5 e XU, BEA T DA A B A8 B XU
A e BOR— D ARE I AR AU KW
P A B AU, T EL 3 T AR B X g A o
HUSID BT 5O BR 2 7 B R U AR
WL Y BRAPR AR Hh AN TR A X o

PR SGER A TEIR SIE — DR R
FBRT o DRIBEAL I iR A o 3R ARG, 22 01 42 fh
B B EAAR A o T 53— 7 g A PR SR AR
WRIRIWPIN , Z RN LA, I KRR L2
i, SE AN R AR B 1 A8 B BB R i HL
AR A JEE A B 5 3 AT 00 T A R bR I
U, 75 B A Y R T R A ST 2 o e A

1.

3.2 EFERTWNTG REERQNTER R
RS IR 22 ALK IR ] Sanger 10 Fr, HfE
BRI MBE S AL (R HE (K] o I AF K, NGS 38 Wi i 1vf
TR FR SR AR I I 78 B A . iR
RE— VXA 22 e HE DA, I S i vog G ) 200
REMRA , If-4 g a5t A M i 2 b 2. (B H AT
PN AR Bk a1 e e R 28 SR AR ARG Y 28 — T ALK AT 8K
TRZZ KA R AT SR LR B K2
FEATE  EH UL TR RS DA LR I 40 A5 7 R
(5 5, LA PRAGIN 45 R (8 B S AT Al Sk
MEHR L

FiE) AR (WL MRS BIn) T FERR (P R AR
BEBELs ELARY) 5K I3 R (VL B 2 Bt B e 25— = B fieb
TAAMRY) R =R E IR R BRI AR B (bt
AR B= e 45 B0 R SR T SE I (TR A R s B
Wi I 2 —BEBe bR A
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TREMAK LTI P B IR 45 I B g o
b BRI RIS P R E BRI AR FR M B L

I PNIZE I )
REER(CRERHFHF) TR =B

SEEIAPE) FER( A R R e AR A RE) L Jet E A e
N AT 2228 72 B R el AR R 2 (VA IR IR
B2 ELR AN RY) 2R (VAR e S B 45 L AR (2
B CHNILR 7 B2 B b 5 — BE B i BEARY) AR ( g 7 BE R
REF R 75 BE B R B (01 = 4 P B e B o A
B SRR A N R AR ZE B R B I AL R L
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