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Introduction: Hereditary retinal dystrophies are a group of degenerative diseases with a prevalence of 1 in 2500 people. It has recently been shown that the ABCA4 gene is the main cause of these dystrophies in a cohort of Mexican patients with retinal dystrophies. Using DNA sequencing, a cohort of patients with a clinical diagnosis of ABCA4 diseases, including Stargardt's disease (STG), cone-rod dystrophy, retinitis pigmentosa (RP), and macular dystrophy, is studied.
Objectives:Identification of the mutational spectrum of the ABCA4 gene in patients with a clinical diagnosis of ABCA4 diseases.
Methodology: Genomic DNA (gDNA) was extracted from peripheral blood leukocytes with the QIAmp DNA Blood kit. The gDNA was quantified and purified using a Nanodrop 2000 spectrophotometer. The samples were sent to the companies 3-Billion/INVITAE, where next-generation sequencing was performed. Identified pathogenic variants were confirmed in index cases and segregated to relatives when possible.
Results: A total of 277 subjects were studied, 191 were purposes. Of these, 30 cases were family and 161 sporadic. Of the 191 patients, 159 were STG phenotypes, 7 rod-cone, 2 macular dystrophy, 7 RP. Genotypically, 45 homozygotes, 135 compound heterozygotes and 11 heterozygotes were identified. 385 pathogenic alleles were identified, 124 different and 25 new mutations.
Conclusions: If expands the knowledge of the most frequent pathogenic variants in the ABCA4 gene in the Mexican population. To date, it is the largest cohort for patients with ABCA4 diseases in Latin America. Appropriate genetic counseling is given to the patient and her family. Knowledge of a molecular basis of these patients will allow them to be included in international databases to be included in various therapies that are currently being carried out.
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