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WHAT IS THIS MONTH’S MYSTERY CONDITION? Join the conversation 
at aao.org/eyenet, where you can post a comment on this image.

LAST MONTH’S BLINK

Torpedo Maculopathy

A 3-year-old girl with a history 
of partial biotinidase deficien-
cy diagnosed during infancy  

was referred to us for evaluation of a 
retinal lesion in her left eye. She was 
being followed by a pediatric metab-
olism clinic provider and was taking 
biotin for her biotinidase deficiency, 
and she was asymptomatic. Her visual 
acuity was 20/20 in both eyes, and she 
had an unremarkable anterior segment 
examination. However, the fundus 
exam of the left eye revealed a hypo-
pigmented, oval-shaped lesion tempo-
ral to the macula of approximately 1 
disc diameter. The lesion was longer in 
the horizontal axis than in the vertical 
axis, and it had a head pointing toward the  
macula. Optical coherence tomography (OCT)  
showed a large, subretinal cleft with attenuation of  
the retinal pigment epithelium (RPE) and outer 
retinal layers. Fluorescein angiography (FA) showed 
a window defect of the lesion with no leakage.

This presumably congenital lesion with a win-
dow defect on FA, attenuated RPE on OCT, and 
a head pointing toward the macula is consistent 
with torpedo maculopathy, a benign condition 
that requires no treatment. Other congenital 
retinal lesions, such as those seen in congenital 
hypertrophy of the RPE and familial adenomatous 

polyposis (Gardner syndrome), may look similar, 
but differences—including a thickened RPE on 
OCT—would be expected. Although biotinidase 
deficiencies are known to be associated with 
visual disturbances, their association with retinal 
pigment changes, including torpedo maculopathy, 
is unclear. 
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