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Retinitis Pigmentosa in Oliver McFarlane Syndrome
A 7-year-old boy presented with complaints of progressive night blindness. The child had growth retardation along with bone age less
than actual age and was on growth hormone replacement therapy. Corrected visual acuity was 20/200 in both eyes. Examination revealed
midperipheral coarse retinal pigmentation (A, B) and trichomegaly (C). OCT showed only a small segment of preserved ellipsoid zone near
foveola (D, upper right eye and lower left eye). Genetic evaluation revealed heterozygous missense variant ¢.3241G>A in exon 30 of
PNPLAG6 gene. A diagnosis of retinitis pigmentosa in the setting of Oliver McFarlane syndrome was made and parents were apprised of the
condition. (Magnified version of Figure A-D is available online at www.ophthalmologyretina.org).
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