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Unraveling the Genetic Cause of Progressive Retinal Atrophy in Shih Tzu
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Abstract

Progressive retinal atrophy (PRA) is a heterogeneous group of inherited retinal disorders
affecting several dog breeds that resemble to human inherited retinitis pigmentosa (RP), which
is a common cause of blindness in human. PRA is characterized by progressive vision
impairment, which may lead to total blindness from the degeneration of rod and cone
photoreceptor cells. Ophthalmologic examination reveals changes in fundus such as tapetal
hyperreflectivity, attenuate retinal blood vessels, pigment changes and atrophy of optic disc.
Age of onset and its clinical course varied between breeds. The most common mode of
inheritance for PRA is the autosomal recessive trait. In this study, we performed whole genome
sequencing (WGS) to screen for possible causal PRA variants in the Shih Tzu, which revealed

the mutation in JPH2 gene segregated among the affected dog.
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