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ME AR ERESTEN S FLH TE B AT LA RERERAHBTRRNEN LR AL BN EE LD .
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An update on correlation between PTEN gene mutation and human inherited cancer syndrome
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[ABSTRACT] PTEN is a dual-specificity phosphatase originally identified as a tumour suppressor gene frequently mutated
into a number of human cancers, particularly into glioblastoma, endometrial, prostate and breast cancers. PTEN encodes a ma-
jor lipid phosphatase, which can downregulate the phosphoinositol-3-kinase/ Akt pathway and induce G, cell cycle arrest and ap-
optosis. Recent studies have revealed germline mutations in PTEN, giving rise to the rare autosomal dominant inherited human
cancer syndrome known as Cowden’s disease, which is associated with increased risk of developing breast, thyroid, and endo-
metrial cancer. In this article we reviewed the association of germline mutation in PTEN and human inherited cancer syndrome,
especially the Cowden syndrome(CS), Bannayan-Riley-Ruvalcaba syndrome(BRRS), Proteus syndrome(PS) and Proteus-like
syndromes(PS-like), With increased knowledge and awareness of these syndromes, an earlier diagnosis and an appropriate
cancer surveillance of these patients might be possible.
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PTEN 24 HIEANEHWE—-—BRENEHRRELD
RERMIMEER., R4 PTEN RFA XTS5 SR ER B4
MM EERX N ZKEAIE. 5% . FEWNER.A
IR AR E A PTENERMARPWEE REFERE
EEENEM. EEENPTIEY AU, PTENERAER
TEEEARBEHBEESAMEEIMEAERELEF L, LR
EE LA F (Cowden syndrome,CS), MEEME F&E RN
B FRORBRE LIRS AN e R A L,
PTEN ZEE KRR\ R T — b5 2 4 56 198 754 b Bk
WS FEM AN FTEATLMEMERN S BEANE, KR
HEHTHMRHZHMERENS HFEN TE—FHRERE

JUT-7E R — B (8] 3 B S Y — RSB 2L B, 1997 4, Li
U2 F AL 3% 4 2= B 4 #F i (representational difference a-
nalysis, RDA), ERMEM IR EN 2 A B HEPEAT
10923 B iR e E KR IM 41 & B ok, 3P B oAb B F R &
B 85 (exon trap analysis) 7358 H — % 57 (0 28 X, X 3 7R 5
RERORDOFIAMBRTEVNREREBECS KRB
BRE(PTP), BE5%HEA . BHEAF A EEX , Bk
H A% & PTEN(phosphatase and tensin homology deleted
on chromosome 10) . [A}, fF 10923 LOH 7& i f5 & 40 g
TR IR EE 2 7006 2 A, Steck 55T X b B £ B ST B IR

MEMBELGRE BRREAREE, ALFEFERXRET
PTEN #t (& 28 3F 5 38t 4% 1t 88 i 45 & fiF & E A S0 R fR Y i 9%
HRE—GR, I3 PTEN ZES TR MK RIE—BE,

1 PIENHXKI

PTEN X4 MMACI/TEP1, & 3 st W3R /NE

HEAREFRBREBATEMNT 10923. 3, FTHMERBYIE S
RABWENR, HZ H MMACI (mutated in multiple advanced

[EER®A]
Ui

* Corresponding author. E-mail; yuhuanl@ hotmail. com

XEH963-), LK), BL, AHER.BIELE



8 1#. XEF,% PTEN ERRESHEEBELS ST REMLERORRILR + 91 -

ZERA I E PTPs FKIEH AL 5L 18 L3k
B—2TGFR AT . L AR ET TP RIEEEE TEP
(TGF-B regulated and epithelial cell-enriched phosphatase),
EHE=4% DNA KRB EARHERANR—HED,
Fé f5 ek # £ LI PTEN 5 PTEN/MMACI B H 3.

cancer 1),

2 PIEN W& 51héE

PTEN % [H 2 i F 10q23. 3, £ 218 kb ( GenBank;
AF0678440),F 9 ML EF,H DNA FFHIAGSE 1 1 H
1209 HBA RN R EER, 5 -~ KM 5 wmIEM
BEX,EIHBETFEHLANATGREEBFN, EENED
HIOBHTHE 14D ATG, 5% 1 4 ATG 5% 800 19 &,
BiZSBMERMFERaE LS CGCEEFF, F P AL
WHE. ESANIBFRIGE 122~ 123 REER, ZHBF
FSERR42ER/HFEARMRBNE S R IRE R g
UXMZLEFHE RESHIEERNE 1 M RBEFX
FRERBAENEERDY, B mE SR,
PTEN N — S E/RFTHEE, A./MR.XH PTEN FHH
9.7 UMEFEH, FARY L P EEEENMEA,
PTEN #if%— 4 th 403 MR EBH LW RKEE ,PTEN E A%
75 SH, %4, W IR BB RES , B2 E A T 40 M FE K — #h 8

feB. PTEN EAMEEMFI X RS AREEER
tensin MM 2R FEEMHXEH auxilin HERIE, #R
PIENE#FMARNEHNNESREEIFEEEEHA.
PTEN ZFEBA N EHBEE S WEARABRERIEBE Y
MG B B E . PTEN MHE MR A AN T ERKE

PR IR, AN AR AR R, T
# PKB/Akt 555507, Bk BLVL&E 3 BB (PIBKO £
PKB/Akt fy WA # B, S A RKFE FSMME 24
BEREBES HEPBK.BEEERRP BB INE
(PIP2) B Be 1t £ IR = WS AR MLEZ (PIP3) , PIP3 /K FiR i £
Ft. PIP3 140 Mu P9 58 — (518, 300 PKB/ Ak, {i ik 40 g 4
K, M# K@, ™ PTEN {825 PIP3 BBEERAG, o] i PIP2
M PIP3 By ik A% APl 7 PI3K MiBs e fL1E A,
FELWT T AKT B T o SB35 1 . 0 40 A R S BEL W 78 G, 3
REEHRAT, AR ERBAMLEM. 4 PTEN
EREHERTRERMEFE, REMHA PIP3 B K F 15
%5, PKB/ Akt B {5 5% T na& , 4 40 JCBR 38 FA . i .

3 PIENHERTHEXMEEERESSMTRERXER

3.1 CS CS XHERMHEMEE AL, B * % H (Cowden
disease, CD), X~ HMWE CSHXMWERNEMN T
10q22-23,PTEN RH/SIELH 2 CSH A KER, CS£Z2—
MERCGEEHERER UERRTE="BREST AL NELH
B 2REERE, OB BRE K. TEMEESR
S EEMEAIIRE FOREE.FENEES R &
fE.
ESBREFRELBTZH.CSHMERELL A 1/1 000 000,
L% PTEN A BBER 2T, UoF ol myargt—]

BRHERFE=1/200 000, HF K2y 10%~50% 8 CS &
BIRFIEMEN ., 7E 1995 280, 5t = %t CS A — B2 BT
HEREEMSREBRENEEXZEL WETHE W
BRI, BB EIREN TR B8R, CSHELIEE F
80% 4K PTEN EHM AR , KA 2/3 WEEREEIBT
5.7F8,MAONKELEIBF S, AEHNETF 5 NUEB
PTEN ZEHFFIH 20%  HERDMERREZOEF. H
SR F S WEEMBERR T XFMAYFERFHE. Marsh
03 PTEN M AR T 5 ERABRERZRINLAHNTT
HR-FRBEB . BRE PTEN R B HEWEE, A
BONKAEEEZTHMHILIBER ML &, T PTEN R M
FHEMRE 20%, BiE Vega %97 1 4] Cowden i B ¥
PRI THH PTEN ZHE L RAEX NBK, f— ok
A N48K A5 9 PTEN B (40 4l JE 9% 2 [ PKB/Akt i
hEEZ A THE.

BH CSHIAR,90% L 78 20 F T4 B FEE,99%

ELSHRARESGMETHEE FEMER . BEELMEAN
BB EHEAREGERER ALRED . FRBERY, 44
WHER.IRE S A TENENE LE,

A & CS I R 9k v 8 18 5 2 19 0 T b o o B R
MERBRERE. 88 CSHAL, — 4 FEIFENER
H25%~50% M —MABN 1Y, ERHEHRER T —K
ANBE10 5 7 38~48 B A4 BN 14~65 % . AM—H
UAHBUHALRERE CSH—TARKRS, AEHE R
W CEMAIRE RS R AL PTEN S48 [HMEM CS B 4,
BEEEHEMAEE, RE FRAECEIESL, . FER
MESE R CS B — 4 L3R4 B 7E PTEN RASHEHE FH
3.2 #4 PTEN &M% %4

toma-tumor syndrome, PHTS) if

4 PHTS(PTEN hamar-
M 43 4% PTEN-mutation-posi-
tive CS, Bannayan-Riley-Ruvalcaba syndrome ( BRRS) . Pro-
teus syndrome (PS) X & Proteus-like syndromes ( PS-like),
T E AR .
3.2.1 BRRS DBRRSE—MEEMBLEEIE, R B
WERERMZERDER JEWSLE . ERENER.BBHE
IR MR, B 2R A F B AR IR & LU
EREMEHIREBE N NIFME, Marsh £ R R LA,
7£ BRRS 175 60% &4 PTEN R4, H 223 5 LA 5 10923
BE B E, #— PR X KN BRRS 1 CS MR Y
ES, RN BRRSHI CS B—X S EE, F HER,
S FE L BRRSA[ 5 A PHTS 417, % BRRS #: K-
RUBMARRXS BV KB, BT A & BRRS £ W5 #E B
PTEN 528 [HHE i) 3 2o o 7L AR Mg AP At S BB I B 0 R A
BRES T A 40% 89 BRRS A%, EEFBFRH.H 94
KWK - &4 CS5 BRRS M EE,8/9 WK EH PTEN
MARLE, BAT, KA PTENFMREREMN F 4 4000/
BRRSE HZ, EBZ A& W PTEN kg9 & N &, 8%
PTEN 24}, B BEH 5 BRRSFXM S — LR RAFEH R
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BT , Hendriks 19 X 4 38 2 6 BRRS R R Ao
RLUEE BRRS 5 CS 2% 3 A, & B 7£ PTEN 248 [H 4
1 BRRS 5 81 H, Bz 8 CS — B A7 5 5 Mo, 3 A 2R L
BT AR R B EE —RINAE S, U R AN E ik
W, BeEAEENFRERBEND JGEE . BEERS).
3.2.2 PS fu PS-like Proteus syndrome )4y & RiE T &
B 3 B FHT (Protews) , (A EERE R T HSHER
DGRBA. PSE—MERL BEAMEXNER ULEER
HOTEEKMNENE . SHELR ERENERLEEL K
Bk . LRE - MEBP ST, XERIEFE DS
B . ZEREFES#H —H 5B, PSlike Ry B W 5 648 .
AW 45 AT EEK,AFRAR CSH BRRS
LU FR A, TR AR BB PS B2 AR 2,

KT A E P PTEN & H R 8L, Zhou %L 3¢
14 i3k B =B EBRM AR BT LM 128 PS X PS-like B
Hi#TT PTENZEERN,EREH. H 22%2/9H PS &
HHI PTEN F & 5248, 60% (3/5) B PS-like B 2 i B
PTEN %M R 24, 1 2 I X,

PTEN ER %A 5|# PS 1 PS-like WA M EH BY T
BN —F o TiEWiirEY . HR CS LXIEMS PTEN
RTHEXNMGAEN G TEARE. PRBEEMTFENE
&0, 4 PTEN # R 52 M PS il PS-like & R EER
L 11158 B 93 s

4 B £

BEE Nt R EFAZTR TN REEA N E
BEFBLNFEAE AR LIERAEFNLEF K
9o B I8 T 1) B 1R 98 W S 8 5 B0 AA G A A o0 R 1 AR AT
REBME”. RATHESH A PTEN B R ELESTE N ST
LW TR,/ PTEN REHE M ZE T #TRF NS,
BHEIRNXEBEERRAFERASETEROERSH L
DEWEERE FRBRHETHEN.
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