345 4 LR E2 A4 (AR ) Vol.34  No.4
20134 7 H JOURNAL OF SUN YAT-SEN UNIVERSITY (MEDICAL SCIENCES) Jul. 2013

Peters’ 59 5 Sox11 Mz CYP1B1 3L A28 00

B, P

(P k2 1. B =ERIREL, & 770 ,510630; 2. FLIERI .Sy, 7&K 77, 510060)

O [HM) HFFEPEA Peters’ T # Sox11 J CYPIBI JERZEAENL . [k ] MRS £ 52955 2 rh 1 L 13 431
Peters” 59 (1 SGUEE LA Kz 100 {51 15 % B SR B 300 15 (19 77 25 31T Sox 11 B¢ CYPIBI e [K (14 4 i - K FAR SR P & 1 5L 1A
78 S O 5 38 3 I e R B PR 978 et FH HA-SSCP 43 AT (4 7575, 7E 100 {51 1E 5 % B Bl — 2B DAl . 07 o LA Peters”
S B Sox11 Kz CYPIBY JEPRIJE RIS 53 JFEWFFE HAR R AL, [452R ] 18 13 1] Peters” S 1 3% T ARSI 21— Sox11 [d] X
GO - CYPIBI 4 LIS | 1 1E W W rh o 5 LML AEs | (S ] ARIS B RY Peters’ S345 HH HEAT Sox1 1 #E 7 HEIA
2T, FHHE T CYPIBI J2& Peters” 523 BN HEH 2 — I — 259" KT Peters” 5247 L CYPIB1 JER 2845 (1) 28 A A ik | 34 im
TS PR B 5 e 2 ) 56 AR AR, JER SR SR s B AL 14 PR 2 K D Re Ay T BF ST R R

KA Peters’ 54 ;Sox11; CYPIBI ; BL PR AR 57

E S 2ES R349.6 X HERFRERD: A M EHRS :1672-3554(2013)04-0633-05

Genovariation Analysis of Sox11 and CYP1B1 in Patients with Peter’s Anormaly
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Abstract: [Objective] To investigate the genovariation of Sox11 and CYPIBI in Chinese population with Peters” anomaly.
[Methods] 13 probands of Peters” anormaly and 100 normal controls were selected from our ocular genetic diseases bank. Cycle
sequencing was used to analyze the exons and adjacent introns of Sox11 and CYP1B1. The variation detected was further evaluated in
100 normal controls using the heteroduplex analysis-single strand conformation polymorphism (HA-SSCP) methods. Screening the
gene mutation of Sox11 and CYPIBI in Chinese patients with Peters’ anormaly, and the related phenotypes of them. [Results] One
synonymous mutation of Sox11 and one missense mutation of CYPIB1 were detected in the 13 patients with Peters’ anormaly. No such
new mutation was found in 100 normal controls. [ Conclusions] To our knowledge, it is the first time of Sox11 gene screening on
patients with Peters’ anormaly. And our finding support the role of CYP1B1 as a causative gene in Peters’ anormaly and expand the
mutation spectrum of CYP1B1. Furthermore, it enriches our knowledge of genotype-phenotype relation. Our results may provide basis
for the functional and genomic study of this kind of disease.
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Table 1 Oligonucleotides used for Sox11 amplification

Exon Sequences (5'-3") Amealing
temperature/C

Exonl-A-F F. GGGGTGCCGAGGACTTTG 06

Exonl-A-R R: TCGGCCGCTTGATGTGG

Exonl-B-F F; CCCCGGGAGGCGCTGGACACG 68

Exonl-B-R R: GCCGGCCGCGCTCTTCTCTGG

Exonl-BC-F  F: ATGGCCGACTACCCCGACTACAAG 08

Exonl-BC-R  R: CTCCTCGTCCGGCTCCTGTTTGAT

Exonl-C-F F: GGGGGCGCGGGCGACGACTA 68

Exonl-C-R R: CGCTGCTGCTGGACGAGGAGGTG

Exonl-D-F F: GCAGCCGCCTCTACTACAGC 08

Exonl-D-R R: CTCTCCCCTCCACCCTACCA

Exonl-E-F F. GCGTCGGGCCACATCAAG 68

Exonl-E-R R: TCGTCGTCGTCCTCATCCAGAAAC

14 W B

Bi 1 ABI3100 33t & 4» #F AL (Applied
Biosystems, Foster City, CA, USA) X} PCR 7=¥) B %
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Table 2 Oligonucleotides used for CYP1B1 amplification

Annealing

Exon Sequences (5'-3")

temperature/C
EXONI-AF ATGCCCGCAGCGTTGTCCCCAGAT 68.5
EXONI-AR GCCAGGCGAGCGAACGAGAGGTGA
EXON1-BF AGACCACGCTCCTGCTACTCCTG 65.6
EXONI-BR CGGCTGGCGCGTGAAGAA
EXONI-CF CCTTCGCCTCCTTCCGTGTGGTGT 68.5
EXONI-CR CGAGTCCCCGGCCGCCTTCTTTT
EXONI-DF CAACCGCAACTTCAGCAACTTCAT 59.5
EXONI-DR CAGGGGAGGGGACGATAGAGACAA
EXON2-AF TTTAGTGAGAAATTAGGAAGC 55
EXON2-AR CCAGGATGGAGATGAAGAG
EXON2-BF CTTTGTGCCTGTCACTATTC 55
EXON2-BR ATGCTCACCTTAAACGCTA
HA- SSCP Analysis of F; TCCATCCAGCAGACCACG 59.8

Mutation in EXONT R CTCGCCATTCAGCACCAC
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Fig.1 The map of Sox11 cycle sequencing

The mutation of ¢.339C >T was identified in the patient with
Peters’ anormaly and confirmed by bidirectional sequencing, which the
arrow indicates.  The other arrow shows the corresponding normal

sequence from the unaffected control individual.
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Fig.2 The map of CYP1B1 cycle sequencing
The mutation of ¢.859G >A was identified in the patient with
Peters’ anormaly and confirmed by bidirectional sequencing, which the
arrow indicates. The other arrow shows the corresponding normal

sequence from the unaffected control individual.
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[Bos taurus] RESLRP PRDMMDAFIHS
[Canis lupus familiaris] RESLQPGAARPRDMMDAFILS]
[Homo sapiens] CESLRP PRDMMDAFILS
[Mus musculus] RESLVP PRDMTDAFILSI
[Ornithorhynchus anatinus] RRCIGE KLOLFLFTAI

[Rattus norvegicus] RESLVP PRDMMDAFILS

B3 REMAEEBHORTESN
Fig.3 Conservatism analysis of amino acid in the
mutation point
As shown in the square, the Ala at position 287 is highly
conserved for CYP1BI,which was demonstrated by analysis of 6

orthologs from different mammalian species.
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