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Molecular study on rhodopsin gene point mutations in retinitis pigmentosa

ZHANG Xiao-li, FU Werling, XUE Qiang ZHANG Xue (Department of Clinical Laboratories, Southwest Hospitak Third Military Medical Universitys

Chongging 400038 China)

Abstract: Objective To evaluate the patterns and significance of rthodopsin( RHO) gene mutations in Chinese patients with retinitis pigmentosa

(RP). Methods Conformation sensitive gel electophoresis (CSGE) and direct DNA sequencing were employed to detect point mutations occurring

in the 5 coding exons and splice sites of rhodopsin gene in 98 subjected patients with RP. Results  Four patients of one autosomal dominant RP

(ADRP) family were found to have a missense mutation at codon 347, Pro347Leu. One late-onset RP patient and her daughter; who had no clinical

expressions at present, were discovered to have a novel frameshift mutation at codon 327, Pro327 with only one base loss. None of the 2 mutations

was found in 100 nomal contwls. Ala299Ser was found in one patient as missense mutation. Two control subjects also had Ala299Ser, suggesting its

nonpathogenicity and just single nucleotide polymophism (SNP). Conclusion Since 2 out of 98 RP patients have thodopsin mutations the frequen-

cy of RHO mutations in RP might be about 2. 0% (95% confidence interval 0. 2% ~7.0%). A highly conserved C-teminal sequence QVS (A)PA
is altered due to Pro347Leu and thereby rhodopsin is misdirected to an incorrect subcellular location. Loss of all phosphorylation sites at the G-temi-

nus and the highly conserved sequence QVS(A) PA may occur because of Pro327. To elucidate the predominant biochemical defects in such mutant
the study of transgenic mice and transfected culture cells carrying Pro327(1-bp deD) is of great value.
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