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X-linked Retinoschisis with Near-Normal Macular Structure and Function

A 52-year-old man with 20/25 visual acuity in both eyes presented with extensive peripheral retinoschisis (A, B). Macular OCT imaging
showed no obvious alterations that would usually allow the diagnosis of X-linked retinoschisis (XLRS); subtle alterations included slightly
irregular foveal contour of the left macula and mild retinal thinning temporally in both eyes (C, D). Dark-adapted maximum responses on
full-field electroretinography were electronegative. Genetic analysis identified the pathogenic variant ¢.304C>T, p.(Argl02Trp) in the
retinoschisin/RS1 gene, which was also present in his brother who presented with macular changes typical for XLRS. Senile, degenerative
retinoschisis is a possible misdiagnosis in patients with XLRS with normal macula. (Magnified version of Figure A-D is available online at
www.ophthalmologyretina.org).
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