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Search for genetic causes and autoantibodies of retinitis pigmentosa sine pigmento
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Whole exome analysis was performed on 7 patients with retinitis pigmentosa (RP)
sine pigmento. Genetic analysis of approximately 150 reported causative genes revealed no pathogenetic
mutations in all patients.

Next, we assessed the presence of 8 known antibodies against 8 known autoimmune retinopathy related
antigens and quantified total anti retinal antibodies using patients’ serum. The search for autoantibody
is still underway. Dot blot revealed increased total retinal antibodies in RP sine pigmento compared to
RP with pigments.
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