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Photograph of an eye from a patient
with Best disease. Note the mass of
lipid-like material in the macular
region.
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Best disease, also known as Vitelliform Macular Dystrophy type 2 (VMD2), is a heritable disorder occurring
primarily in European Caucasians. Individuals with Best disease generally show a gradual loss of visual acuity
starting in their teenage years, although the frequency with which an affected individual may show symptoms
and the severity of those symptoms are highly variable.

Best disease is autosomal dominant; in other words, a mutation in only one copy of the VMD2 gene located on
chromosome 11 may result in development of the disease. Prior to their vision loss, individuals with Best disease
accumulate a mass of fat-like material that resembles an egg yolk (vitelline is a word that means yolk-like) in the
area of the retina responsible for central vision. Surprisingly, it is the breakup of this mass rather than its
formation that is associated with the gradual vision loss characteristic of Best disease.

Little is known about the protein product of the VMD?2 gene, although its function seems to be restricted to an
area of the eye known as the retinal pigment epithelium. There is speculation that the protein encoded by VMD2
may be involved in the removal and/or processing of photoreceptor components. Determination of the VMD2
protein function and development of an animal model will be the next crucial steps toward a better
understanding of Best disease.
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