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The study on FOXL2 gene mutation in a pedigree affected by blepharophimosis
ptosis epicanthus inversus syndrome

Xu Wei,He Guiyun ,Li Zhuort. Institute of Clinical Medicine ,Hunan Provincial People’ s Hospital , Affiliated First

Hospital of Hunan Normal University ,Changsha 410005 , China

To detect the mutation of FOXL2 gene in a Chinese pedigree affected by autosomal dominant
Methods

pedigee suffering BPES were studied, and other 50 normal individuals were as contrast. The periphery blood was collected for

Abstract Objective

blepharophimosis-ptosis-epicanthus-inversus syndrome( BPES). Four patients and 6 normal persons in the same

detection of DNA. The exons of the FOXL2 gene were amplified by polymerase chain reaction and analyzed by directly genomic
A known mutation C—892C > T at nucleotides in FOXL2 gene was found in the four affected patients.
FOXL2

sequencing.  Results

However, no mutation was found in any of the health members in this family or 50 normal individuals. Conclusion

may be an important pathogenesis for BPES in this Chinese family.
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1.2.1 4MF i DNA B9 &  FEMRARSGUEE KRR R
BET . BEARPAGIREREET 6 FIEH AMERNB
FERT S, T Ah IR 50 ) 1E A AE R IE B R R, B A
#efkim 2 mL,2% EDTA {8, & M5 B/ & 05 15 38 B
DNA,

1.2.2 PCR ¥ Ff 9700 &I PCR ¥ #{Y (£ H
ABIZ2#)) , B A Primer 3 34353t 3 & i 4 3T 519
(F 1), ¥ X BE % FOXL2 4k 8 F & H M i B
BEME. 51YdE LAY TEARAA S M. PCR
25 wL 19 )2 BE R R A 47, )RR R A7 10 x buffer
2.5 pL (& MgCl, 10 mmol/L), 2 x dNTP 2 pL
(10 mmol/L) , 5|4 2. 5 wL(10 mmol/L),25 U DNA £
BH (1538 Taq §9) .30 ng 38 4 DNA, 1l ;3 k &
25 pL,95 °C #i A8 ¥ 4 min, T j5 #% 95 °C 30 5,60 C
45572 C 45 s (IR P, B 35 IR, &G 72 CiEK
10 min ,PCR =¥) & 2% BB BE L sk , IR b 2 58/ %
SRR FER, LIIESE PCR 788 09 - BX .

1.2.3 PCR ™=#¥p4ifk ¥ 847 ¥ & B g 4 58 0 f Uk
K AE , R AE 98 M B BR B ( shrimp alkaline phosphate,
SAP) MIB R AN VI B AL 38, BB U0 52 i 5/ 4 :37 CIEE
40 min,80 CHF# 15 min K% SAP M ERSMIEE,4 C
A

1.2.4 WMEFES5EZEHSH Y=Y ABI Prism
3100 DNA W P4 L EHEW P, Z BH T4 R 53 H
PE TR 50 AT % A A o

F1 FOXL2H)PCR Yy ESIMFIIRTEBRERKE
Table 1 The primer sequence and PCR

product length of FOXL2 gene

Exon Primer sequence 5’ —3’ Fragment length( bp)
1-1  5’-CCGTAAGCGGACTCGTGC-3’ 473
5-AGTAGTTGCCCTTGCGCTC-3’
12 5’ -CAGCCTCAACGAGTGCTTCA-3’ 583
57 -CGTGCAGATGGTGTGCGTG-3’
1-3 5’ -ACTCGTACAATGGCCTGGGA-3’ 494
57 -GAGGAGCGACAGGAGCTTAGG-3’
14 5’-CGCACTTCCAGCCCGGCAA-3’ 304
5’ -TGTGTACGGCCCGTACGA-3’

2 4R

15 FH PCR B 45 0 e 45 R, X % % 2 e % # 17
FOXL2 # H @RI X 49 =28 0 , & M4 FS FOXIL2
e DR B BB B o 30 T 892 {3 i s I 55 735 g e L EE >
(892C > T) , S 3 219 {37 i 45 & Bk i 28 78 b 4 1k 5 5
F(Q219X) (B 2A) B H T B & FR A& 1k
REFHHEAM 3 4l B H KA FOXL2 K i+ 7
KA, KRAEEN BPES REAFEAHRE . Mx
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Fig. 2 FOXL2 gene sequencing A ; Sequence electropherograms of
FOXL2 mutation location is 892C > T

of 892C for normal FOXL2 in this family

B :Sequence electropherograms
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) EE SN A SCERIRE, B’ BB A > 8 A L SCER
RiE, R FOXL2 RRETRIFHE R OB M EE
BPES M £ EHRHEZ —,

FOXL2 #J cDNA 2 700 bp , & i3t 5 H H K 4 FF 3
thag , R H A B FRE . &K a0 AL HE §
PErAE 376 AN E R E H . BLAST 247 £ 8%
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