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Study on genetic mutation in a family of concomitant exotropia”
LI Yongrong ZWANG Hui
(Department o f Ophthalmology sthe Second People’s Hospital of Hefei,Hefei,Anhui 230011,China)
[ Abstract] Objective
exotropia. Methods

To study the genetic mutation locus and pathogensis in a family of concomitant
The examination was performed on a family of concomitant exotropia, peripheral blood
was collected from 4 patients,1 normal family member and 3 non-family normal subjects as the negative con-
trol. With the genomic DNA obtained from peripheral blood as the template,the exon in ARIX gene and exon
in TUBB2b and TUBB3 genes were amplified by PCR, after purifying the PCR products, the sequencing was
performed. Then the sequencing results were compared with the gene normal series published by GenBank. Re-
sults There was no the exon mutation of ARIX gene in this family;one patient had synonymous mutation at
the TUBB2b gene exon site (rs2259136). The mutagenesis occurred in 3 patients at the 3' UTR region
rs1135425 in the TUBB3 gene. Conclusion

mutation of TUBB3 gene rs1135425 locus might be one of the factors causing concomitant exotropia of this

Concomitant exotropia is influenced by multiple factors, and the

family.
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