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Abstract:

First described by Adams in 1883, but named for Dr. Friedrich Best, Best vitelliform macular dystrophy, or Best
disease, is a hereditary retinal dystrophy involving the retinal pigment epithelium (RPE), and leads to a
characteristic bilateral yellow “egg-yolk” appearance of the macula. This disease tends to present itself in
childhood or early adulthood and usually portends a good visual prognosis. BVMD is the most common
autosomal dominant macular dystrophy [1] [2]. BVMD is inherited in an autosomal dominant fashion, but
shows incomplete penetration and variable expressivity; this variability occurs both between families and within
families [3]. The appearance of the vitelliform lesion usually occurs in the ages of 3-15 years old, but can be
seen in the later decades of life.
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I. Introduction
Best vitelliform dystrophy is an inherited retinal disease involving the retinal pigment epithelium
(RPE), leading to a characteristic bilateral yellow “egg yolk™ appearance in the macula. The causative gene
(BEST 1/VMD2) encodes the trans-membrane protein bestrophin 1, causing abnormal chloride channel
conductance, disrupting fluid transport across the RPE, and affecting RPE metabolism.

I1. Case Report :

A 50-year-old patient presented with a central visual field depression in both of eyes since 2 months.
He complained of a recent onset of centrally scattered scotomas, accompanied by decreased visual acuity in both
of eyes. He reported no other ocular or systemic symptoms or complications. Visual acuity was 4/10 which
cannot be improved in both of eyes. The anterior Biomicroscopy revealed a cortico-nuclear cataract. The fundus
examination revealed the existence of “’scrambled egg appearance’’, it corresponds to an inhomogeneous
dispersion of the yolk material, in the macula in both of eyes. The vitreous is transparent, the examination of the
retinal periphery was normal.

The OCT of both of eyes, performed, shows an hypo-reflectivity in the resorption zones of material,
giving way to an optically empty zone and an hyper-reflectivity at the residual material (figure 1, figure 2). In
pseudo-hypopion, the upper part, which corresponds to the resorbed vitelliform material, results in an hypo-
reflective zone with an optically empty cavity above the pigment epithelium. The lower part of the pseudo-
hypopion, which corresponds to the sedimentation of the vitelliform material, results in OCT by an hyper-
reflective filling of this space below the pigment epithelium .

Figure 1 : The OCT right eye : shows an hypo-reflectivity in the resorption zones of material, giving way to an
optically empty zone and an hyper-reflectivity at the residual material

DOI: 10.9790/0853-1906174345 www.iosrjournal.org 43 | Page


https://eyewiki.aao.org/Best_Disease_and_Bestrophinopathies#cite_note-:12-33
https://eyewiki.aao.org/Best_Disease_and_Bestrophinopathies#cite_note-:13-34
https://eyewiki.aao.org/Best_Disease_and_Bestrophinopathies#cite_note-:0-1

Best vitelliform macular dystrophy

Figure 2 : The OCT left eye shows an hypo-reflectivity in the resorption zones of material, giving way to an
optically empty zone and an hyper-reflectivity at the residual material

I11. Discussion :

Best’s disease is a rare, incurable, autosomal dominant, slowly developing vitelliform (yolk-like)
macular dystrophy associated with central visual disturbance and loss. The disease is limited to macular
anomalies, excluding systemic associations. There is no gender predisposition [4].

Best disease is classically a bilateral process but may be asymmetric. Abnormal chloride channel
function in the RPE leads to the eventual buildup of lipofuscin between the outer retina and the RPE, causing a
yellow vitelliform lesion in the macula [5]. The disease evolves over five clinical stages. In the previtelliform
stage, there are subtle RPE changes and minimal changes in vision. The vitelliform stage is marked by the
classic “egg yolk™ appearance and is followed by the pseudohypopyon stage with layering of the lipofuscin.
Then the vitellidisruptive or “scrambled egg” stage occurs and is followed by atrophy and focal scar in the final
stage. Often, visual acuity is minimally affected, especially in the early stages of the disease. Patients may note
gradual vision loss or metamorphopsia as the disease progresses. Rarely, the disease can be complicated by
secondary choroidal neovascularization (CNV), which can cause rapid significant vision loss [6].

OCT demonstrates varying findings as the disease progresses. In the preclinical or previtelliform stage,
OCT demonstrates thickening and increased hyper-reflectivity at the level of the photoreceptor outer segments.
In the vitelliform stage, OCT reveals hyper-reflective dome-shaped material in the subretinal space, as well as
persistent thickening of the photoreceptor outer segments. In the pseudohypopyon stage, the retina is elevated,
with a clear space between the neurosensory retina and the RPE. In the vitelli-disruptive stage, there may be
hyper-reflective sub-retinal mounds at the level of the RPE, with either underlying shadowing or increased
hyper-reflectivity of the underlying choroid and associated thinning of the outer retinal layers. In the atrophic
stage, OCT shows overall thinning of the neurosensory retina and absent or thin ellipsoid zone or photoreceptor
complex [7,8].

In the case in question, the OCT confirmed a Best macular dystrophy in the pseudo-hypopyon stage.

Currently, treatments for Best’s disease are limited. Cystic lesions may subside after administration of
oral acetazolamide. Subfoveal choroidal neovascularization (CNV), which may be detected through close
monitoring of the disease in its later stages, should be treated promptly to preserve visual acuity.

For our patient no treatment has been started, the patient benefits from close monitoring to detect any
complications related to his disease.

V. Conclusion
Best’s disease is a complex and potentially beguiling condition that raises diagnostic challenges and defies a
cookbook approach to management. Treatments are also not very promising.
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