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ABCA4-ASSOCIATED RETINOPATHY

Genetic testing revealed a pathogenic variant common to several retinal degenerative diseases.

BY MIGUEL AFONSO, MD; JOAO RAMALHAO, MD; AND ANA MARTA, MD

49-year-old female patient presented with a long-
standing history of decreased vision and night blind-
ness since childhood. Past medical history was unre-
markable, and the patient’s family history revealed
consanguinity, with parents who were cousins. Two
of the patient’s first cousins also experienced similar cases of
visual impairment, as well as another distant relative.
Her BCVA was counting fingers OU. Fundoscopy revealed
a bilateral pale optic disc, diffuse retinal pigment epithelial
degeneration, and pigment clumping in each eye (Figure 1).
Fundus autofluorescence showed symmetric demarcated
areas of atrophy, mostly nonconfluent, throughout the
posterior pole without peripapillary sparing (Figure 2).

GENETIC TESTING

The patient had been diagnosed with Stargardt disease
in her early life, before coming to our service. She was
referred to our department’s ocular genetic specialist, who
conducted a genetic workup for the first time. Testing using
a next-generation sequencing 190 gene panel identified
a specific pathogenic variant in the ABCA4 gene, likely in
homozygosity. The variant has been associated with various
retinal conditions, including Stargardt disease, cone-rod
dystrophy, retinitis pigmentosa, and retinal dystrophy. The
patient was advised to avoid vitamin A supplementation
and to limit sun exposure by using sunglasses. She was also
referred to a low vision consultation. m
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