Pictures & Perspectives

Long Anteriorly Inserted Zonules in CIQTNF5 Gene Mutation

A 77-year-old man presented with nyctalopia since 70 years of age. He was accompanied by his 54-year-old daughter, who was
asymptomatic. Long anteriorly inserted zonules (arrowheads) were noted in both father and daughter (A). Fundus examination of the father
(B) revealed patches of atrophy of the temporal retina (star) and macular atrophy with foveal sparing, whereas the daughter’s fundoscopy
was unremarkable. Molecular study of the CIQTNFS5 gene revealed a pathogenic variant, c.489C>A p.(Ser163Arg), in heterozygosity,
confirming the father’s diagnosis of late-onset retinal degeneration. The same variant was identified in the daughter and also 2 sons of the
proband. (Magnified version of Figure A-B is available online at www.ophthalmologyretina.org).
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