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A 12-year-old girl presented to our clinic with poor vision 
at night. Her BCVA was 20/25 OD and 20/25 OS, and 
she had a family history of hereditary retinal dystrophy.

The anterior segment examination of each eye was 
unremarkable. Color fundus photography revealed 

diffuse, glistening, yellow-white crystalline deposits at the 
posterior pole of the retina in each eye (Figure 1). Fundus 
autofluorescence (FAF) also showed hyperautofluorescent 
deposits at the posterior pole of each eye (Figure 2).

OCT revealed hyperreflective spots (Figure 3, white arrow-
head) in the inner retinal layers, bright reflective deposits 
(white arrow) on top of the retinal pigment epithelium 
(RPE)-Bruch membrane complex, and absence of outer retinal 
tubulations in each eye. Disruption of the ellipsoid zone, inter-
digitation zone, and RPE was more prominent on the parafo-
veal OCT sections. Presence of prominent crystalline retinal 
deposits, along with FAF and OCT findings, led us to the diag-
nosis of early-stage Bietti crystalline dystrophy (BCD).

 D I S C U S S I O N 
BCD is an uncommon progressive retinal degenerative 

disease that has an autosomal recessive inheritance pattern. 
Mutation of the CYP4V2 gene leads to defective fatty acid 
metabolism in the RPE and formation of retinal deposits.1-3

The presentation usually occurs between the second and 
third decades of life. The initial symptoms of BCD include 
gradual reduction in visual acuity, decreased night vision, and 
visual field loss.

The glistening yellow-white retinal crystalline deposits that 
are evident in the early stages of the disease are gradually 
replaced by RPE atrophy.4,5 Because our patient’s case was at 
a very early stage of the disease, the crystalline deposits were 
more prominent and outer retinal tubulations were absent.

Although the diagnosis of BCD is mainly based on 
the presence of distinctive retinal crystalline deposits, 
multimodal imaging techniques, such as OCT and FAF, are 
also useful to elucidate the diagnosis and disease course.  n

Prominent retinal deposits in the early stage may be helpful for diagnosis.
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