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An ocular examination can help track the impact of this rare genetic disease.

BY JOANA ROQUE, MD; JULIO ALMEIDA, MD; AND INES COUTINHO, MD

20-year-old White man was diagnosed with Alport m

syndrome during childhood in the context of a posi- Alport syndrome is a rare genetic disorder caused by

tive family history, sensorineural deafness, and pro- abnormalities in the synthesis of type IV collagen. The typi-

gressive kidney dysfunction. The patient had been cal presentation includes early-onset renal failure, hearing

undergoing dialysis treatment for end-stage renal loss, and ocular abnormalities in up to 70% of patients. These
failure for 2 years when he presented to our clinic for his first abnormalities can involve the lens and cornea, but retinal
routine ocular evaluation. changes are the most common ocular finding, particularly

On examination, BCVA was 20/25 OU. Anterior segment perimacular dot-and-fleck retinopathy. The dots and flecks

examination was normal in each eye. The fundus examina- can produce an abnormal tapetal-like reflex, and their
tion of each eye revealed fovea-sparing retinal flecks, associ- demarcation from the perifoveal area results in a dull macu-
ated with the typical retinal ‘lozenge’ or ‘dull macular reflex’ lar reflex or ‘lozenge. "
(Main Figure). OCT showed symmetrical temporal macular The macular flecks do not cause visual dysfunction, but
thinning, which is also consistent with Alport syndrome they provide important information for the nephrologist
(Figure, next page). because they indicate a more severe effect of the disease on
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TEMPORAL RETINAL THINNING

IS ALSO VERY COMMON WITH

ALPORT SYNDROME.

the kidneys. Temporal retinal thinning is also very common
with Alport syndrome.

Overall, the visual prognosis of these patients is favorable;
however, ophthalmic examination may play an important
role in the diagnosis and in determining the severity of
Alport syndrome,® especially in male patients with early-
onset renal failure. m
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