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Opening the Pandora Box of Retinal Dystrophies:
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The photograph refers to a 50-year-old Indian male
with a history of a retinal dystrophy that presents at
our center with complaints of a sudden decrease in best
corrected visual acuity (20/200) of his right eye and me-
tamorphopsia. Slit lamp examination and Intraocular
pressure measurement were unremarkable. Fundoscopic
examination revealed massive hard drusen and hyper-
pigmentation in the macular region, bilaterally. On the
right eye, one could observe an extensive premacular
hemorrhage measuring 1-disc diameter both vertically
and horizontally. Optical coherence tomography (OCT)
revealed hyperreflective bumpy thickening of the retinal
pigment epithelial (RPE)-Bruch’s membrane complex, as

well as areas with subretinal fluid in the right eye, sug-

gesting the presence of a choroidal neovascular membra-
ne (CNVM).
Initially described by Doyne in 1899, Doyne honey-

Figure 1. Color fundus photography showing premacular haemorrhage (OD).

comb dystrophy/malattia leventinese is a rare genetic
inherited retinal dystrophy characterized by an autoso-
mal dominant mutation in the EFEMPI1 gene. Patients
can remain asymptomatic for decades. OCT can reveal
focal dome-shaped, saw-tooth, or diffuse hyper-reflecti-
ve deposits with elevation between the RPE and Bruch’s

membrane, as well as hypo-reflective fluid from a corres-
ponding CNVM.

Figure 2. OCT showing revealing hyperreflective bumpy thickening of the
retinal pigment epithelial (RPE)-Bruch’s membrane complex.
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