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ABSTRACT

Ocular features of Gaucher disease include gaze abnormalities, corneal clouding, ocular deposits
and pigmentary changes in the macula. We report the presence of bilateral fovea sparing macular
deposits in a 21-year-old woman with type 3 Gaucher disease. Macular deposits occur due to
glucocerebroside accumulation within histiocytes and retinal deposits might correlate with the

degree of systemic infiltration.

Photo essay

A 21-year-old woman with type 3 Gaucher disease
(GD) on enzyme replacement therapy was
reviewed in clinic. She had no visual symptoms
and visual acuity was 6/6 bilaterally. She had clear
corneas, quiet anterior chambers and no optic
neuropathy. The macula showed white scattered
deposits bilaterally, sparing the fovea (Figures 1
and 2). Optical Coherence Tomography examina-
tion showed these deposits to be preretinal
(Figure 3).

GD is an autosomal recessive disorder char-
acterised by deficiency of glucocerebrosidase,
resulting in abnormal accumulation of glycoli-
pids within the reticuloendothelial system.
There are three clinical types: Type 1 (GDI1 -
non-neuronopathic), which is distinguished from
type 2 (GD2 - acute neuronopathic) and type 3
(GD3 - subacute neuronopathic) by the lack of
characteristic involvement of the central nervous
system.

Ocular features include oculomotor apraxia and
supranuclear gaze abnormalities. Intraocular fea-
tures include pingueculae, corneal clouding or
white deposits on the corneal endothelium, pupil-
lary margin, angle structures and in the ciliary
body.” There may be pigmentary changes’ in the
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macula and uveitis* occurs infrequently. Cherry-
red spots at the macula and pre retinal deposits’
have also been occasionally reported.

Macular deposits in GD occur due to accumula-
tion of glucocerebroside within histiocytes® and
have been described as Gaucher cells.>” This can
be confirmed histochemically by lectin staining
methods.” Gaucher cells are typically found in

Figure 1. Retinal deposits in the left eye.
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Figure 2. Retinal deposits in the right eye.

Figure 3. OCT image showing preretinal glycolopid deposits.

the liver, spleen and bone marrow. They are large,
multinucleated cells with bluish grey cytoplasm
with the appearance of ‘crumpled tissue paper’.’
It has been hypothesised that retinal Gaucher cell
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deposits may be linked to the degree of systemic
infiltration.®
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