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[ Abstract] Both the incidence and mortality of colorectal cancer in China are increasing year by year.

Hereditary colorectal cancer accounts for about 5%-6% of all the colorectal cancer cases, which is caused by hereditary

colorectal cancer syndromes. The risk of colorectal cancer in hereditary colorectal cancer syndrome patients is

significantly higher than that in general population. Fortunately, early screening and management can largely reduce

cancer risk in these patients. Here, we summarize clinical and genetic features of Chinese hereditary colorectal cancer

syndromes including Lynch syndrome, familial adenomatous polyposis, and Peutz-Jeghers syndrome, and review the

guidelines for diagnosis and treatment in China and abroad. This paper may help people better understand hereditary

colorectal cancer syndromes and facilitate accurate diagnosis and early treatment.
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I3 HLynchZR Gk . FRGEPE R M B A (familial
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B ] o BUEERIRE B IR R0 L e
WAL Bl B 45 N B3 R sk SR B T % i A it
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KGR RIS 2, @ BINEEMBEIEE.
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HE BRI EZAMLHL , MSH2HMSHG,
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F O AE A A5 T A B3 3 5 PR b R g8 AR
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Tab.1 Studies of genetic mutations in Chinese Lynch syndrome families
First author o . Gene mutation site Mutation
blishi Source  Families Screening standard "
(publishing year) MLH1 MSH?2 MSH6 rate
Wang ' > Amsterdam (15)’, 2.610 G>T, 3/24
(2002) Beijing 24 Japanese standard (9)" 8265G>T g 2211-2A>C NA (12.5%)
2.265G>T,
. 2.545+3A>G, 2.610 G>T,
Zhao!"' (2006) Beijing 31 I ﬁrig:;e;faﬁ;rf)(i 6 2.655G>A, 22211-2A>C, NA (285/ 38},/)
P 2677 G>A, g.1661+12A>G 07
2.790+1G>A
g.107T>A,
2.208-1G>A(2)*,
2.453+1G>T,
2.488delG,
gA497T>A,
2.498A>C(2)*, 2.23C>T(2)*,
. 572G>T, 2.942+3A>T
Amsterdam I (27), g ’ >
Fu'"'(2007)  Beijing 76  Japanese standard (28)’, gI10T>A, g1571G>T, NA 25/76
Bethesdalll (21) g.949C>A, g.1917T>A, (32.9%)
g.1246A>G(2)*, g.1955C>A,
g.1731G>C, g.2047G>A
g.1823C>A,
g.1988A>C(2)*,
2.2038T>C,
g.2101C>A,
g.2251insAA
[15] s Amsterdam (6)", . 2.1588-1590delTTC, 3/5
Luo (2004)  Zhejiang 3 Japanese standard (6) g.1731+1G>A 82228C>A NA (60%)
2.54C>G,
g.1276+47T>A,
g.1886A>G,
2.2516A>G,
g 1151T>A, g.1661+12G>A,
2.199G>A, 2.211+9C>G
— 2.637G>T, .1221C>G, 17531
(200%) Zhejiang 31 Chinese Standard £.1668-20A>G, 2.2006-6T>C, NA (54.8%)
2.649C>G, 2.23C>T, -670
g.2250C>G, 2.211+9C>G(2)*,
2.1591delGT 2.23C>G,
g.1664delA,
2.1662-2A>G,
g.2292G>A,
2.795T>C
22176,
2177TT>AG,
Jin'®(2007)  Jiangsu 10 Revise Bethesda standard 2.2209+1T ‘7’31826213%%)* 2 440T>A,
g 2.3200C>A,
2.3246T>A(3)*,
E13¢.680C>T, 4/
Cai'"’ (2001)  Shanghai 4 Amsterdam Ellc.305del24bp Elc.5C>A, NA (100%)
E3c¢.206insA 0
2.194G>A,
g.137G>T,
¢.888ins12bp, g 14C>A,
. 914del24b g425C>G,
. Amsterdam (24) , . g 1151T>Ap’ 2.617insA, 16/58
Cai'®! (2003)  Shanghai 58 Japanese standard (15)", %-588 el TTC 2.2038C>T, NA Q76%)
Bethesda(19) & g g.2228C>A, 070
2.1559-2C>A, 5702 ASC
g 1731G>A(2)*, & )
2. 1731+1G>A,
2.1846delAAG
2.2081insT, 2.2469insC,
2.934insA, 2.2471insG,
. [21] . Amsterdam, 2.1198C>G, 2.1760insT, 6/12
Cui’™"(2004)  Shanghai 12 Japanese standard 21261 C>G, 2. 1688A>C, NA (50%)
2.1364insC, 2.2091T>A,
2.1372insC
2.649T>C, 412
Wang ' (2006)  Shanghai 12 Amsterdam I 2.1742T>C, NA NA (33.3%)
g 1151T>A(2) =70
. Amsterdam (32)’, . 32/116
Liu'?' (2014) Shanghai 116 Fudan standard (28) , 16 mutations (NA) 16 mutations (NA) NA (27.6%)
revise Bethesda standard (56) o7
Li ' (2007) Hunan 1 Amsterdam [ 2.1215-1218dupCCGA - - -

g: Genome DNA; : The number in parenthesis indicates the family numbers; NA: Not available
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601~(42.6%), MSH6FI R ZEAE61N(4.2%), EHN
KX DK IMMLHVRIMSH2F R RAE, 4
S S TR S, AN T MLHL, MSH2FN
MSH6F 578, FelE H i i JTPMS2FEPCAM
LR 2R 278 IR
1.3 JHteArf

HIDNAW ¥ & 5t . #ERF, BEIFAHIE T
LynchZg & AF W0 K bm o, 45 A i R A HE 19
F o JE ] BEHE T LynchZR G AEBUR B K . 1991
4, EFPRHNPCCHMEZ il 2 T Amsterdam#bp
W O KRR EAIGIZ AL L
R B3, Hh LA 53 A2 Bl B 5 5%
J&; @ KRpaahiin R EGESLMFARN; @ F
A 1B K g B AR T50% ; @ BRIMFAP,
A ELA& DL A SR I R ZR i B M B Lyneh 25 &
fiE, Niit—2 T MMREGI . AmsterdambrifEx] T
LynchZi G AE 2R R AL FbRELLVE T E R
DK, AFAE S oK I R S e v b 2 5 T AR £ 1)
W, W TR EEOR™ T, AGE T RE R A
K, X2 A4 4 Ok /N SR BE RSN R
A MH, R $E & LynchZg A AF A S
AR B R . T E— 28 /N R I LynchZi 5 1iF
A G412 . A T 7R #bAmsterdambr A
B, W E N S T — R bR, W H
AFRUE . TEEHNPCCHRE . Bethesdats 5442 Al
Amsterdam#brifi I 25,

20034F, 254 v [ [ 1% AE A LynchZE A 1iF
(I RS, P E BT P& R Ll & i &
41T o E A LynchZi & fFffidepmit ¢ . @O %
Fo =G 2091 20 2 B RS T 8 K 0
@ Hovr {2451 Ry A2 5 1 Lo w8 [R) e 5 A 1k Y
KR @ BN Z KR Wi B (L R
) @ FBOBREERRET50%; ® %XFR
=/ 1\ BB LynchZ & fiEAH SC 1 W A1 8 g
(¥GEE . TENBYE . Do . HIREE .
B i P EUEAITIE R5006) . 5 Amsterdambr
WEARLL, A A\ LynchZg SAE TR bR AERRAR T %
R R IR, R B AU IR R G
I ARRIE, FBESE S A T {454 [ ALynch
ZEAHETH R ARE B9 184K R 5 FIRHAF & A
LynchZi & 1E 5 K A5 v A1 Amsterdamr i 19 81~ 5
IR REE S, & BT ELAT ARG I PRAFAE

107 Ho A ]\ LynchZg &1 5 4 b v 58 385 FH /)
RARWZWr, [RIEF AL T A A B i A
1.4 &

HR 520154 3¢ = I R I e 24 4 (American
Society of Clinical Oncology, ASCO)isf& K
LR AR I R Sc s me L A A IR Y
FZ MR P FMLH] . MSH2, MSH6. PMS2H
EPCAMER H By e 4k 2= . A MLH1 5%
PMS2H Bk, TEHEER T BRAF V600OEZEAE Fl
MLHUG B FIXH IS, N TMLHIFIPMS2
AR AR ; A MSH2, MSH6E{EPCAM
E—E G, W EEIEA AR R b 22 2848
Kol . MLH1 ., MSH2. MSH6. PMS2FIEPCAM
H AT — 3 R Fh 22 28 AR BH M5 7 R 2 K7 A LynchZg
BAE . R AR KN 6 5 DNA ¥ F1 K A Bt
BEHE T . B EE R A B N AR r AR A T
YIktTs . Wil

{3 —H32Y &, Lindor%s "> stk 25 fnfl =
161K ARAAE B, 2409454 Amsterdambp
HE B R R RIS B MMR R [ iR sl MMRFE [H %€
AR, WITIGHR N RIS X A E . R
HE20134E KM 88 PN B2 23 (European Society for
Medical Oncology, ESMO)igt &K iwes &1k
I RSCE e R 12, RS I X G AR
I 7 7 R M A 2 s, TR i) e S e
AR R BRI RS~ 104F , Ko 9% 19
3~54E1IR
1.5 #9755

20154F ASCOMAL Y K e 55 MF If IR S22k
Fe LT 52 AT T 20134EESMOs &1 K
Lraibtem, RE BRI R 5%
75 T2 MESMO S, ASCOF5 7 .

1.5.1  KIEmiasr

LynchZz Gk 35 [R) B 58 57 B4 KW 98 1 &
AR, IR IR UIBR 104F 5 R &R K
TR KR L N 16% >0 (A4 Mk, 1 G
(IR 26 AR S5 2 VTR 7 5 SR % R i K DI RR AR
PR, TELSHBREEE. Tk, SR
K BRI B2 B2
1.5.2 it A Wi

H#i, ESMOK&ASCO5R 2 # R ife
LynchZg & HE Z5 R 5% b i e HE 15 47 T B ok 4
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FICAR600 mg, EMR24E, WIREAK60% K KX
LynchZg & i A O Mg & 95 KU . (H i Tk
PEARR, HBT R VCHGR & I r AR e, ESMO
Je ASCO7Fg F Yo fidt B 485 H7 25 i FH AT =) DT AR it 77 8%
P IR A BB IR

MHE20154FASCOFE R, LynchZi & ik AL
25 0 2 U B 17 W 0 i 3 R R A I
O B RAHE # N20~25 % FFIR e L R i
SRR K i BB RIR AR LS AT iR, BE1~24F
TR g insikds, 5 K MA B RN G
¥7; @ AR AT H N 30~35 %5 JF iR BiAF
TTIERHGE A . B ST IR IE K 3
RO | TSR T R, TR B &
K, WNE~344T LIHAGE N B, @ nIAR
E SN Xt 5 AR 4 UEA T AR B B W
2 FAP

FAP LSS 1 732 20 A6 N e fiE 2
KA1 RIS HAR " o 1% g
() K& AT o o & TR FAP (IR 98 50 K T 100
) A3y R FA P (i3 $5 i K T2 0 (H A it
100%0) ',
2.1 SRk

FAP 11t PRI2 W 32 BRI B3 1 I R 3R 21
20034 Hh ] £ P K i DMV 4 45 WU B FAP
BRI . © K VR TE IR R R R T 100
Wi @ Bt S NN 1005, [HIAEA S0 L
B TR P (1, 25 R R 0
22 G RAFIE

S5 Tz 50 A BRI I FAP R £ BRI
WAERANRIL, WE T iR E RN . Lt
deded . WORBRMRIE . MR . B L SERME
MR 2R b R IEKRE . 24 A F 3R i RE e Jih
2 10T A R W AN B FAP SRR 4 GardnerZs
AAE, HorP A& ik R O FAP SRR R TurcotZi &
fiF 8RR R T AR AR, JE I

flErpag I . M ACEAR S FHARYT, JLTEr
B4 I F AP & 1E40~50% I R4 5 Bk
fd
23 WAEFHFAE

ZLMANF AP B Y R PR B PR, B
APCHPF P R EL, MBI L, Kz
APCHEEH 2 R MR . APCHEA Sy —Fh 4
JE S, AT Wntf5 S i, R4 20 G B RN
1At . FAPFETESER R A M, RIS AR N F
WL T1250~1464, FEHEES T 130940 1 B 35
IR F R ™8, PEseit, H30%~40%HIFAP
BB WA, SR AP CHEPRURT & 5=
An 28 E AT E O TR A PEE RS I B 58
B, 20004F D)ok 1 & 507 i B 9 AP CEE K A
DU 0 (5% 25 TR — PR JIEJ 22 ARG 19, LA
BT AR i) P k2, HT3AR R, H
35K ZKME] T APCHEH 548 | S g AR %
47.9%, BH WAINE TSI 57AE
24 W#yr5kn
241 FARIBIY

FAPEFIRYT I H I P25 B, BT
WAME R FARIGTT 2 FAP B H AR ETR
57, AT IR BCR AN 2 B IR FAP, TR
FHWBETIBE . FARIBIT R —MAE15~25%
FARIT T 2L VIR- % v & AR
L85 V)b - E A EE R B - i 45 - AT W) &
Ao FHRE T 445 1 U1 5 - L 5 I 31 B — [l fiz i
RNV EAR, 245 VI-mis B & AR
R EHE, RJFIAERD, XALTITRE LA
FIRERE AN, FARITAXMERZ 2R R
M, ALERAEIS . PRI ERRRE . R RN
Wi . APCIEH AR S ARG A A T ZOREE, Ik
PRI I N 2545 45301 PR 3 AR
242 YNBYTY

i i TC I AT 8 IE BH Ak 2= 25 ) ] 3R A PC
SANEAT A BN AL, BRI, JEH bt
R B AR SN, L, 20154FASCO
WAL K AR AN, XTF AT IRA R
B, IR E MR S SR B AR TR T e
RMEEA, (HFAET 24 BB IR



846

%7, 5. PEAGGEUAREESENRHERZIS T

x2 HEAFAPRZERFEZRTHER

Tab. 2 Studies of genetic mutations in Chinese FAP families
First author (publishing year) Source Families APC gene mutation site Mutation rate
Hu "2’ (2000) Guangdong 3 E15¢.1344C>T, E15¢.882C>T, E15¢.1292insTAGGA 3/3(100%)
Beiiing. Henan Micromutation: ¢.443, ¢.779,¢.1062, ¢.1068, ¢.1309,
Cui "*** (2009) andjot}%ér laces 14 c.1308, ¢.1394, c.657+1, ¢.532-2; 11/14(78.6%)
7 p Large fragment deletion: E10A-11, E15start
Lei **' (2009) Henan 2 No mutation 0/2(0%)
3 - .3184-3187delCAAA, ¢.5432C>T, ¢.3925-
Wang " 57* (2008) Jiangsu 9 ¢ 3"929 vy X MG ¢ 3/9(33.3%)
Zhou **’ (2006) Jiangsu 1 ¢.1999C>T 1/1(100%)
[37] . Aberrant methylation of promoter
Zhang (2008) Jiangsu 3 1A area, loss of APC full genome heterozygosis 13(33.3%)
E6¢.232C>T, E7¢.255insA, E15¢.1309delAAAGA(S),
E15c.1192delA,
E15¢.677delCAGT, E15¢.1067delTCAA(2),
Cai ' (2008) Zhejiang 31 E15c¢.1403delC, 15/31(48.4%)
E15¢.1061delACAAA, E15¢.747C>G,
E15c.1061delAA,
12+39T>C, I5+32C>T, 15+46delG
wu 7 (2012) Yunnan 10 E15¢.3587C>A 1/10(10%)

E: Exon; I: Intron; ¢: Codon

243 By

T A A SR A S M P ) T BE AR R, R
A BRI 50% , DR LR B
W oA

H w5 & v CFAPRE U5 W 5 7, ARG
20154FASCOTE ™M, X TLMAIFAPRE R, &
AR NN 10~11 8 B 1~ 24T LIk & AR &5
sk e asm ik d, JFRret ., — 2k
BRRRIRE , IO B B Ak B B A AR AT LR I A
Ao A IR B Ak 22 O FIRG A R = GRS
UL, WIRATFARIGYT o SRy 538 N A
25~30% 2Bl N 12 K SR 4% T i B TR R T 4
WD, G A (B] R ER T Spigelman g ] . 554
W ] % B8 N 25~30 % I 4 300 HR R R
KA

XFEWMFAPE R, T RWEBEE,
ZRASHENT H 0] N18~20 % L AF 1~24F4T 1R £ R 2
Wsral sk, Rt Hpbbfvs )R
][] 22 BLRIFAPZEAD,
3 MAP

MAP J2& — P G o PR Bt 8t A4 R 2 0
FOR IR I MUTYHFEEN , Ll R E 9 5 FAPZ
P, JUHEEWAFAP, V-1 R WAER 2850
%, i BN Z/NT100M . MAPSBHBIETT
S RN R R FAPAIRL 2 L BR3EE SR
WiER 2, WEMCHRER D . 20084 {4
s VU EEUFAPI3 AN R R AT T MUTYH

EH AR £ 51 (single nucleotide
polymorphism, SNP):ll, AKIMUTYHE
H3ANSNPAZ AT, 4B AIVS1-5 A>C(A/C).
IVS6+35 A>G(A/G . G/G)Flc.G972C(Q335H)
(G/C),
4 Peutz-JegherstZ & 1E(P-JEA1E)

MELE NG AE, RO RGEIE -
HE NS, m¥IHPeutzfllleghersi A AH
Akt , JRRICAR A o O S Y AR Ik st
&, R M LKB1/STK1 I MIFHITH:H . &
] 45 Ml 205 Y A 4, (ARG I 35 R 5 AR
WRAZ, Hh ZHEF IR LKBIIEN
Wl s R T 1102 JLEP-T4E A E R
H, REEWF RBE LK — 2 KRR
WLKB1 ¢.924G>CZ%7E, FH(Trp308Cyskti X
RAF , HIFWAMSEIRIE TLKB1 ¢.790del4
LKB1 c.417G>TZeAs 1941

P-JZE AR A LB SO AR & 0%, IR
FERI LR F R ARTEME BiEZ KR
W, ATE R AGE I R A, eE AT
RS L, EEBIR, 5 &%
TH AL BT AL LA iR

20034 H [E 5 A5 1 K e MR 23 IRt 1Y
P-JZE S B2 Wb v A . THALGE 22 & 4l F R v 8
PIPER R . BRI R DS, WASORGES . B
LW HP-IZEGEE N I FLKB 1/STK I HIFHITH:
GEASK 120
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H A A TCFE— I P-I 8 ARG TT Mt
Vil ], 28 IR B Vi ) T R R B A,
BIFARIGYT I b BN A28 4L R Bk
FWBRERIRYT . FARMRERTT 25 1 i
HILEAIRIT R, X7 UBIP-JEE G AE 5 5 0EAT &
GV YT e BBV, WS TRyt b
BIAR G B IR A AT B iRy, R
KB RMEEE D> . KN/, (B R
N, TEREHEATEH . 20104EBeggs®: 1) 1E
X 1STRBFSE 4T Meta s B A Al _L 42 1) T P-J 2%
GAERETT IR, HEEEXTP-IEE AR B Y
THALIE . 258 . FUME . SRR S R A= 5 R St
AR
5 HEMERR

AAEPE B R —Fh DL S Wil 2 Kk g B
PR RAIE B AR PR, 2 I T°1/100 000,
ST R RAERY N T20% L WARERE BN R T4
EAEEFIREE R, SRR N I Bk A R
s e, R A RO AEIRIE . Z2REY
HIAFEMEE RO T 5 MR AAEME R R . Itk
R R B s, PSRRI 5 BMPRIAK
SMADARER R, BE KD EE N L
TP e 1) XU 35 v T IE o ABE ) L R
S AR B R GE , Bz REM5E
e LRI , 258 4 X e6 i SAEE B,
KB AR IEAT TREDT RS, K BAhAEME B AR
(A8 E BN T M R CREE W, BRG]
ReM/N, ZREA K BIFAE AR A

H HE R w2 AR S R 2 Wi A
Jasskiifi "0 . (D S5 ELANARTE B AR T54;
Q 28 hhiEZ KGTFHER; & diFEEERA
JESAS, AR PG S o W DA E AR 1 S5
RIATI2 WA )47 L TR o

] PN A X ) A JEL PR 1 TC e — TR YT S Bl
Viterg, (0D A8 B R B W A A
eSS
(& % X M)
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