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[Abstract] Objective To map the causative gene for a four-generation pedigree with autosomal dominant reti-
nitis pigmentosa (ADRP) and screen the mutation in candidate gene. Methods Blood samples were collected from all
numbers of a ADRP family, then genomic DNA was extracted. Genetic linkage analysis was performed on the 22
known genes for ADRP with a panel of microsatellite markers. Subsequently,the mutation screening of retinitis pig-
mentosa 9 (RP9) gene was conducted by direct DNA sequencing. Results The maximal two-point LOD score was
obtained at D7S484 with a value of 1. 51 (§=0. 00). However, no mutations were detected in RP9 gene. Conclusion

There might be with large deletions or rearrangements in RP9 gene, or exist an additional gene which could be re-

sponsible for this disease.
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A F L5 149 IRk PHKE (bp) BIGREZCO)
1 5- GTT GCC CGA GCG GCG CT -3’ 5- TGG CCG CGC GCG GAC GGC -3 213 64
2 5~ AAA TCT CTG ATT AAA AAT CCT ATA GCC-3' 5~ AAA AGG AGA TTT AAC ATC ATG C -3’ 230 56
3 5'- CAG GAA AAA GCC AGG CAA G -3/ 5~ GAG GGC TGT GAT GAG AAC AAG -3' 320 62
4 5 TGC TGA TTC TTT ATC TTG AGT AGG TG -3' 5~ TGG TGA CTT TCT GCT TCA CTG -3’ 231 62
5 5~ GGT TTT CAT AAC ATA GGC ATT TC -3’ 5 TGT TTA CTG CAC CAT TCC TCT -3’ 245 60
6 5'- CAT CCT ATA CTG CTT TTG AAT GAC -3’ 5- TGC ATC TTC CTC TGT TCC TTG -3' 357 60
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