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Corneal Fleck dystrophy in a Spanish family

Figure 1: Composition of slit-lamp and anterior segment OCT showing the stromal flecks. Look at the circles and arrows, pointing to the flecks

Corneal fleck dystrophy is an unusual, asymptomatic,
autosomal dominant condition.? In the pathogenesis, it is
hypothesized that a hydrolytic enzyme deficiency of keratocytes
is involved, leading to accumulation of mucopolysaccharides
and intracellular lipids.®!

We present an asymptomatic family, mother and daughter,
who showed small, bilateral, translucent flecks, scattered
throughout the whole corneal stroma without a defined pattern.
Due to the suspicion of a mottled dystrophy, they were referred to
the Genetics department and they were finally diagnosed with the
PIKFYVE gene in heterozygosis, confirming the diagnosis [Fig. 1].

To our knowledge, this is the first Spanish family with
corneal fleck dystrophy reported in the literature.
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