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A 22-year-old male was evaluated for both eye poor vision.
Right eye BCVA was 2/60 and left eye was 6/60 with + 3.25DS
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distance correction. Fundus examination of both eyes showed
bilateral subretinal yellow deposits extending up to arcades
[Fig. 1a and b] with macular hole in right eye and subretinal
fibrosis in left eye [Fig. 1c and d]. Electroretinogram (ERG) was
near normal in both eyes [Fig. 2] and electrooculogram (EOG)
showed light-peak absence [Fig. 3]. Parents of proband had
normal fundi and EOG. Diagnosis of autosomal recessive
bestrophinopathy complicated by macular hole in one eye was
made. Further confirmation was limited by the lack of genetic
testing in the present case.

Autosomal recessive bestrophinopathy is a recently
described disorder caused by either compound heterozygous
or homozygous null mutations in the BEST1 gene compared
to missense mutation in more common dominant variant. Eyes
with autosomal recessive best’s variant are usually hyperopic
with co-existing narrow angles.! They tend to have poor
vision owing to the development of subretinal fibrosis and
risk of angle-closure glaucoma.” Formation of a macular hole
israre and caused further deterioration of vision in the present
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Figure 1: Composite figure showing bilateral subretinal deposits (a and b); full-thickness macular hole in right eye (c) and intraretinal and subretinal
fluid collection in left eye (d)
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Figure 3: Electrooculogram of right and left eye with Arden ratio
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case. ERG can be normal or subnormal due to widespread and
progressive photoreceptor dysfunction in autosomal recessive
- variant and EOG is markedly affected in this variant.®!
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Figure 2: Full flash electroretinogram showing of right and left eye chorioretinopathy which reveals focal leaks on fluorescein
waveforms under light and dark adaptations angiography, Juvenile X-linked retinoschisis where ERG
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shows negative waveforms and normal EOG and multifocal
best vitelliform macular dystrophy in which genetic
analysis and screening of parents establishes a correct
diagnosis. Early recognition and monitoring are essential
to prognosticate and foresee complications associated with
this variant.
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