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ZAENE #R REIA O IR PTEN IVS4 SENBFERI( =/ =) G TI( =/ + ) RAER( +/ + ) R H10 11.6% |
83.7% 4.7% K 10.9% 73.5% 15.6% i 56N — | + RN H 53.5% 46.5% N 47.7% 52.3% ,2 HHHE =R T
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Correlation between PTEN IVS4 gene polymorphisms and risk of developing endo-

metriosis

Zhang Xiaoyan, Wang Hongjing, Jia Xibiao (Second Affiliated Hospital of Sichuan University, Chengdu, Sichuan Province, 610041, China)

[Abstract ] Objective To study the correlation between PTEN gene polymorphisms and endometriosis
(EMS). Methods PTEN [VS4 polymorphisms in 86 EMS patients and 64 healthy controls were analyzed by
polymerase chain reaction-restriction fragment length polymorphism (PCR-RFLP). Results The frequency of
wild PTEN IVS4 ( -/ - ) , heterozygous PTEN IVS4 ( =/ + ), and mutant PTEN IVS4 ( +/ + ) was 11.6% ,
83.7% ,4.7% respectively in EMS patients and 10.9% ,73.5% ,15.6% respectively in healthy controls. The
frequency of alleles ( — and +) was 53.5% and 46. 5% respectively in EMS patients and 47. 7% ,52.3%
respectively in controls (P >0.05). The risk of developing EMS was lower in patients carrying mutant PTEN [V
S4 ( +/ + ) than in those carrying wild PTEN IVS4 ( —/ - ), heterozygous PTEN [VS4 ( -/ +) and mutant
PTEN IVS4 (+/+) (OR=3.796,95%CI=1.1328 10 12.7227, P <0.05). Conclusion Mutant PTEN
IVS4 ( +/ +) can reduce the risk of developing EMS.
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YL L HIEHE NS TR —A 5 DL
(ATCTT) {46 Ak 2225, HAV B Rk, 7T B8 i Al BY
LIRS 0 5 PR 3k, AT S5 00 vy 2 JXURG: 114 2k
Ao FE PSR AE ( endometriosis , EMS ) J&:45 4 1 1
T PR 2 20 (R AR R TR) 5 ) o8 B 7E 77y PN S L
(IR o FOR RAPEIRAR , 20 EL A 2R e A i
1R S b AL 68 77 o i HA AR i , F oY R B
SR N K H 2 A vEAE 52 . B H AT M Ak, PTEN
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BEFE 2009 4E 3 -6 15 U1 K24 P 4 — I 1S B R
BT, RIS HAES2 N EMS, I HE G B8 P K% 58 1 4k 5
SRR 86 AR K 2, SR AE I 35. 4 % 5 [l 40T R 4 0
BELFELK 5 N2 i SN2 TR AR S HERR EMS, 5 0 v T g
e AR o (9 FR 5 64 (VR S f HALH P34 35.6 %,
1.2 ARAd9R%E

A F AT 995 151 2L e ok B 4L F 2 o R ) ) B, E B R T
T KL 2 ~ 3 ml, 770 T EDTA-K * HisEssh 4 C ok
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1.3 DNA #5342 B

FHR: 4 i 366 R 2 DNA #2070 & (1 3 db o R 28
5, FEH AL 20 DNA % 300 pl st A 1.5 ml EP &
P A SRR R 20 M A R, ok 45 Bk TR 57,8 000 x g 55
O 1.5 min, FF 3, UUIE F 300wl 21 40 it 24 £t V% T OB F
10 000 x g 0> 1 min, 33/2 L. 20 E 100 pl TE Hf F 240l
HHEIE A 100 wl Z4#F1 20 wl RNaseA/ 25 AT K, 58 09R %
185,55 CIRiA 30 min, B A 10 pl 3MnaAC (pH =4.8) , /il A
1250 pl 568 i, e 53R 1R 57,10 000 x g B4.0 5 min, . -
T AR AL HCE 1 min, 10 000 x g B0 1 min, FE3E W il
A 600 wl i ,10 000 x g B0 1 min, R P 1 ¥K,12 000 x g
B0 3 ming R AR AT EP B, 45N 30 wl ddH, 0 ¥
i, =20 CLRAF 24 h FFTHE DNA #547 Agarose HLiK,
1.4 PTEN V4 1z & 3 F 45 A

] PCR-RFLP J7 3% PTEN IV S4 {3 5 3L K43 #, PCR
35514 5'-GGGGGTGATAACAGTATCTA-3 , FiiF5 |4 5'-CTT-
TATGCAATACTTTTTCCTA-3'( R4 T4 m,) . PCR Wik R
50 wl, H 4k DNA 100 ng(1 wl), 10 x Buffer 5 pl, dNTPs
5 wl,MgSO, 2 ul,KOD-Plus 1 wl,ddH,0 32 wl, - FiFE51 94
2 wl, PCR I 4544 :94 CHUEYE 5 min; K5 94 CAEPE 30 s,
58 CiH & 45 5,72 CHEAH 1 min,35 NMEFRJE ,72 C YkELLIE
5 min, PCR f=¥£:id DNA 4lifk ( 14 T PCR 4lifb il &)
J& —20 CLR-AF, 4lifk PCR =9y iin A BRI P U) AfL 1L (New
England Biolabs) ¥ 37 CREVIIS AT 2. 5% BB B VK
EEE RS AT WAL FI WL R 7Y, A —IR PCR R 3 LA K
% DNA 1N MR . O TARIESs R0 n] St f 10% B9ArAR
AT R A L R 5 R R A RIS R 2456
1.5 %itsa®

B FH SPSS 13. 0 B HEATHE T2 43 BT , X 35 PR A3 42 1) SO
FAH S5 WUE AT X K0T Hardy-Weinberg S50 41, %
12515 % R 2L 14 5 DR 5 25 R 5 PR 280 430 A LU 24057 T o R
PIAE S A4 Logistic 171 VA3 11450 3¢ 7= AH X XUBS: B 9 HEAH EL (odds
ratio, OR) Jt H 95% v {Z[X[0] (95% confidence interval ,95% CI)

2 HR

2.1 PTEN AR 3 =4 Al 1l Bby v ok 25 R

PTEN J R 38 DU N & FAf A 5 AN EE, AT =42 1 4> AT
PR PERE DAL R o PRI 28 BRI 1 VIR AR5, PTEN B7A4: (IV
S4 dBHiA, -/ ) alif R AE — AN Bk 403 bp fr B, PTEN
RAS(INS4#HA 5 bp, +/ + ) B4 TIN ™A 335 bp F1 73 bp 2
4~ DNA FE&, 1 PTEN 22588 ( -/ + ) ;542 403 335 .73 bp 3 4~
B 1), AR +/ + )i A 5 DAL E ATCTT (PTEN
SNP % §& % http://www. ensemblOrg/Homo _ Sapiens/Snpview?
snp =1s3830675) .,

1 2 3 4 5 6 M

<500 bp
300 bp

W

73 bp— 100 bp

Lo+/ +REAR2, -/ - ERFA;3~6; -/ +EXFHA;M.100 bp DNA ladder
El 1 PTEN ERE 1874 Afl 1 Bl kER

2.2 PTEN V4 % &5 509 AR AR E 5 A

95 9 20 B %o B2 PTEN IV S4 3 (5 5 43 A7 35 75 & Hardy-
Weinberg P-4 (P >0.05) , KW I e A< HA ALK A6
ZH T % IEZH PTEN IVSA SERREFAERI( -/ - ) ZREHRI( -/ +) .
AN +/ + VISR 11, 6% 83.7% 4. 7% J% 10.9% |
73.5% 15.6% (x* =5.239,P >0.05) , S e — | + SRSy
Wk 53.5% 46.5% K 47.7% 52.3% (x* =1.00,P >0.05) ,2
HHBEFTEIFEL(FLD,

x1 FHIHESIEEA PTEN IVS4 BEEBFRK S ER

SRS [ 14 (%) |
415 n -/ - -/ + +/+ - +
Wl 86 10(11.6)  72(83.7)  4(4.7)  92(53.5) 80(46.5)
YHRZL 64 7(10.9) 47(73.5) 10(15.6)  61(47.7) 67(52.3)

2.3 PTEN AR A 575 EMS & 5% Kb A8 55 M 547

RASHI( +/ +) 54 9F PTEN IVS4 L& ( -/ + ) il
PRI~/ = )AL, IR S IR 25 A B 78 L (P <
0.05), W PTEN IVS4 N LM, RAR ( +/ + ) AT HE
FEAR T8 PN B S5 S0 E 1) % 96 XU, OR R 3. 796 (95% CI =
1.1328 ~12.7227)

3 g

3.1 FEREFLmESL PTEN 69X &

PTEN J& 1997 4 & 30 () —Ffr fifr g 410 i) JE AL, HAA7
FYAIR 10 5 23.3 X, BEEE 9 ML T8 A~
T, 21K 200 kb, B R SUE B S F B
RIS o o 2 I 1% 2 1 LB AR S M R R I . L2 1 e
P PRI R - B FL At B 1 o i R ik A L
R I AT, X 490 i 14 5 ke 7 M VR 4V 5 6 Py £ 4 R
S ARG B 11 (FAK) (85 R b KT B A1
T o) S 1, 5 ) 248 ) % 240 L R &1 356 5 ) A AR
FH , X6F 200 B A 2 A T B T AT 0801 e 490 L i) 92
THFNFERS  BRARAT 2253 Z4 5 3015 25 1 B4R ( MAPK) B
FRALIK -, %) MAPK 38 42 547 900 il , AT 4900 i) Fiek 98 v
A KR s P o B TR T A T L R UL P
B RE BERERR , T4 PI3K (BERR LB P4 ) / AKT (5
SRV ) 15 538 i, 1 4 B BH A T G, A, IR hn 4t
BT T g USRS PTEN B3 fig 58 £ 858 1o
SENLFER B FEN AR H L RSB R E T Uk
H: . PTEN RYZAL Bl I 235 P55 5 2 Fh sl 69 &
AR B VIR

T B NS ARE 2 B IR E L w WL R 2
—  RIRRFE IR 10% ~15% o "85 ISV AE A9 A
K RRHLRI B AR TR T o FE WIS AU F 2
— R I H A RS SR, 5%
P IR AR T HA 0.5% ~1.5% EAR %R, BT
B WSS B A 2547 R S PTEN JE R 3 2
ANTR) Ty 4 20 B ) S0 0 4 e g A A T, A
T 00 ol Aofged %) A A K A B I Dl fE, PTEN 5 75 Py i
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SEAEIE B A PRI G B A B P I S (S o PR A 5
W — R

W3 75 25 B BIESE S B, PTEN 76T~ 5 PA 84 4
1] A S BRI A R P SRR 4 2P ) BE e A
SR 2B B, Bl S E TR B 3 B I
JEEE R BE B3N, PTEN B 6 45 B A%, Sato 2517
W43 50 7E 20 5115 P BEAE S (24 4310325 I 400 it ges % 34
5] 51 B PN S 0 A I PTEN 3 [H Y 2845, &
= () PTEN 2845 243514 20. 0% 8.3% 20. 6%
T ELAE B P S (5 i R R A b i oy, 2807 BT I
S S A7 i 08 43 F 9 4 23 b Bl K PTEN 58 748 4 )
PTEN JE PR 26 3 1 66 /2 BP 5175 PN AR 988 1225 BH 4N i
P R B RIS, R T BE R O SR A S 0 R
ASRLE . JE B S A3 W] PTEN 7575 P4 50
A R P A . 2% WS & B, PTEN
FEIE T FE NN S Rk (92. 5% ) , #E 5 N R
M ZRIBACE W BEAIK (37. 8% ) , i PTEN 7517 N R
SEOEE RN PR T A 2R3 (68. 9% ) A FIEH N5
SN ZE, LB 2ZE R BRI %8 L (P <
0.05) ;328 PTEN FIRRFEACFIEIS 0] BB 5 N JIE 5+
PE R A KR EEIMLE Z — . 15 PTEN 23k AL
BRI G T AT RS PTEN LR 2848  Je ik Bl &
H3Lb A e4h, B 755 PTEN L L AMEA X BETH
NG AR B W7 TR NS AE S
PTEN 38 PX Z2 2854 A OGP
3.2 FERNEFLmEL PTEN V4 LB % S Hed48

* M

PTEN &K 2355 Z b BAa Mok, e H e
WA Z BN s, A 3 i L, Hod 1 AT
W51 AR ,5'UTR X, —9C/G SNP; %5 2 M TN &
FUEANEGT(NSA) AN S MET NS T
(NST) Wyl et 285, 4 4 W& T 5 bp (ATCTT) 4
AHEZE(NSA =/ +) T HA & 5y P47 2S48,
AT REE Y DA 1R 5l 5 A 7 5% Bk &2 PTEN
Iifig. PTEN IVS4 B80S 15 AR S IE A9 A1
FKNERIEGT , B NS D WLARGE . AR 45 S W < ) B
¢ PTEN LRIV S4 JE R UMY A= 0 ( -/ - ) S/ il
(=/+) AR +/ + )RS5 R 10.9% 73.5% |
15. 6% ,3X 55 [ SMF 5% 245 S v 3k PR 78 03 A 47 7 3% 25
S0 RIALER R AR T PTEN IVS4 £ 2504015 ] g
TRl o AT I ) 20 S %o} BB 2 PTEN 3[R IV S4 3 [H
AU AAE 2 HH R R G T #E X (P >
0.05),ix 5EAMRIE 2", 74 PTEN IVS4 JiE
HAAER(-/+) MEBFAER (-/-) 5 5 R4 R
(+/+) ML, R HIH 53R Z R A G 2B X
(P<0.05),% 0] PTEN IVS4 SN £ At , 5728 Y
(+/ +) AT REREAR T PN S350 RE 1) &9 AU, 3% 5

IVS4 —/ -+ 5 DR A8 3 AL £ 8 0 100 2 3 XU 1) 4 1 —
U AHIGIVSA +/ + R R A AR 4R iR FLIR
S8 AU AR AN ] 1 Treloar 251 fE — 5 3 A
W AT FEWNBERAES PTEN 3 285058
KI5 A BF Y Y 1s2673836 151234220 | 151234219
1s2299939 . 1511202597 . 1s1234213,  rs1234224 |
152735343 rs17431184 1s2736627 ,1s926091 | rs532678
rs1903858 . 1s555895 | rs9651492 | rs701848 Fil rs478839
17 4~ PTEN By3E N Z2 8P4 53 5K FE 5%
T B N SACE TCAH G . f e nT L FE AN [R] 2 Al
JigEg vf , PTEN IV S4 22385 VE KA R A AE ], [A] Bt A7
TEA R 3K — Z2 28 X0 e oy Bk 1) 22 = 1 T g
o BRIAT W 2 B — A B AN R A [R] S 2R g
WEIIBESE , R ITH PTEN IVS4 228 MER1EH .
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