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RETINAL DYSTROPHIES: LANDSCAPE OF GENETIC MUTATIONS IN THE INDIAN 

SUBCONTINENT 

Oral 

Bansal M.* 

Fortis Memorial Research Institute ~ Delhi NCR ~ India 

Purpose:  

To describe the genetic mutations affecting individuals with Inherited Retinal Dystrophies (IRDs), at 

a tertiary care facility in the Indian Subcontinent 

Methods:  

Patients attending the Ophthalmology Department of tertiary care hospital and diagnosed with IRD 

underwent detailed eye exam, retinal imaging included fundus photography and optical coherence 

tomography. The blood samples were sent for genetic sequencing, specifically clinical exome 

sequencing to determine the causative mutation. A family history and pedigree analysis was done 

Results:  

Overall 28 patients underwent genetic sequencing. The common mutations found were in the genes 

USH2A, CERKL and PROM1. Other mutations seen were IMPG2, PDE6A, CHM, CYP4V2, PCARE, 

SEMA4A, VPS13B, CABP4, LCA5, and EYS genes. Age of presentation ranged from 5 to 45 years, 

with the average age 28 years.  

Conclusions:  

Subset of mutations affecting patients from the Indian Subcontinent tend to be very different from 

those reported in western literature and elsewhere. A high degree of consanguinity in family 

members increases the chances of development of IRDs with particular subset of mutations been 

seen more commonly in certain communities 

 



 152 

  


	Abstract 97 
	Abstract 15 
	Abstract 18 
	Abstract 13 
	Abstract 57 
	Abstract 152 
	Abstract 24 
	Abstract 34 
	Abstract 68 
	Abstract 51 
	Abstract 123 
	Abstract 161 
	Abstract 4 
	Abstract 201 
	Abstract 42 
	Abstract 177 
	Abstract 124 
	Abstract 75 
	Abstract 88 
	Abstract 225 
	Abstract 226 
	Abstract 33 
	Abstract 194 
	Abstract 192 
	Abstract 189 
	Abstract 188 
	Abstract 95 
	Abstract 193 
	Abstract 187 
	Abstract 103 
	Abstract 191 
	Abstract 70 
	Abstract 206 
	Abstract 172 
	Abstract 72 
	Abstract 197 
	Abstract 6 
	Abstract 174 
	Abstract 121 
	Abstract 180 
	Abstract 163 
	Abstract 1 
	Abstract 55 
	Abstract 12 
	Abstract 67 
	Abstract 207 
	Abstract 54 
	Abstract 92 
	Abstract 154 
	Abstract 59 
	Abstract 153 
	Abstract 140 
	Abstract 118 
	Abstract 141 
	Abstract 56 
	Abstract 229 
	Abstract 213 
	Abstract 17 
	Abstract 210 
	Abstract 215 
	Abstract 40 
	Abstract 184 
	Abstract 35 
	Abstract 20 
	Abstract 39 
	Abstract 155 
	Abstract 96 
	Abstract 145 
	Abstract 77 
	Abstract 227 
	Abstract 8 
	Abstract 105 
	Abstract 156 
	Abstract 142 
	Abstract 89 
	Abstract 91 
	Abstract 53 
	Abstract 216 
	Abstract 119 
	Abstract 23 
	Abstract 71 
	Abstract 133 
	Abstract 87 
	Abstract 165 
	Abstract 86 
	Abstract 135 
	Abstract 98 
	Abstract 26 
	Abstract 5 
	Abstract 178 
	Abstract 147 
	Abstract 30 
	Abstract 79 
	Abstract 29 
	Abstract 173 
	Abstract 176 
	Abstract 214 
	Abstract 46 
	Abstract 78 
	Abstract 138 
	Abstract 963 
	Abstract 170 
	Abstract 114 
	Abstract 110 
	Abstract 218 
	Abstract 117 
	Abstract 209 
	Abstract 129 
	Abstract 150 
	Abstract 164 
	Abstract 61 
	Abstract 27 
	Abstract 60 
	Abstract 16 
	Abstract 74 
	Abstract 31 
	Abstract 149 
	Abstract 28 
	Abstract 14 
	Abstract 107 
	Abstract 104 
	Abstract 200 
	Abstract 232 
	Abstract 65 
	Abstract 106 
	Abstract 108 
	Abstract 22 
	Abstract 99 
	Abstract 185 
	Abstract 217 
	Abstract 115 
	Abstract 198 
	Abstract 205 
	Abstract 158 
	Abstract 66 
	Abstract 36 
	Abstract 221 
	Abstract 131 
	Abstract 113 
	Abstract 112 
	Abstract 3 
	Abstract 50 
	Abstract 25 
	Abstract 171 
	Abstract 94 
	Abstract 203 
	Abstract 182 
	Abstract 179 
	Abstract 211 
	Abstract 231 
	Abstract 220 
	Abstract 223 
	Abstract 160 
	Abstract 120 
	Abstract 128 
	Abstract 228 
	Abstract 130 
	Abstract 10 
	Abstract 212 
	Abstract 7 
	Abstract 196 
	Abstract 219 
	Abstract 9 
	Abstract 11 
	Abstract 190 
	Abstract 168 
	Abstract 64 
	Abstract 186 
	Abstract 159 
	Abstract 85 
	Abstract 157 
	Abstract 44 
	Abstract 43 
	Abstract 82 
	Abstract 175 
	Abstract 32 
	Abstract 137 
	Abstract 195 
	Abstract 81 
	Abstract 45 
	Abstract 199 
	Abstract 41 
	Abstract 222 
	Abstract 224 
	Abstract 69 
	Abstract 58 
	Abstract 116 

