
 

Table 2:Polymorphisms of RRH  in 331 patients with retinitis pigmentosa or various 

types of retinal dystrophies 

___________________________________________________________________________ 

Exon Nucleotide change Protein change Number of cases*  Percentage of cases 

1 c.-159T>C             non coding  1/329   0.3%  

1          c.53 C>T  Ser18Leu  1/329   0.3% 

2 Ivs.2-14 T>G  non coding  54/324   16.7% 

3 Ivs.3+46 G>A  non coding  17/319   5.3% 

3 Ivs.3+149G>C non coding  1/319   0.3% 

4 c.522G>A  Thr174Thr  9/326   2.8% 

5 c.618C>T  Ala196Val  2/326   0.6% 

6  Ivs.6-5 T>C  non coding  3/324   0.9% 

6 c.730_731delATinsG frameshift  1/324   0.3%  

7 c.1056G>T  non coding  60/313   19.2% 

7 c.1067G>A  non coding  60/313   19.2% 

7 c.1132T>C  non coding  5/313   1.6%               

7 c.1191T>C  non coding  38/313    12.1% 

* Number of patients showing the variant at the heterozygote or homozygote state  


