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CASE REPORT

Adult-onset vitelliform macular dystrophy: case report
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Adult-onset foveomacular vitelliform dystrophy is a rare disease. It shares heritance features with Best disease. Its onset is in the 

3rd and 5th decade, and it is characterized by subretinal deposition of yellowish material in the foveal area. Visual acuity ranges 

from 20/25 to 20/50, which can be seen in routine examination. Patient remains with good visual function throughout theirs lives. 

Typically the electro-oculogram may be normal or subnormal. We present a case of adult-onset vitelliform macular dystrophy, 

diagnosed in a patient with complaint of bilateral blurred vision.
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RESUMO

Inicia-se na terceira ou quinta década de vida e caracteriza-se por depósitos subretiniano de material amarelado na área foveal. 

Acuidade visual varia de 20/25 a 20/50 e pode ser vista em um exame de rotina. Paciente costuma manter boa visão durante sua 

vida. O eletro-oculograma é tipicamente normal ou subnormal. Relatamos um caso de viteliforme do adulto em uma paciente com 

queixas de baixa de acuidade visual em ambos os olhos.
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Adult-onset foveomacular vitelliform dystrophy (AFVD) is a 

relatively uncommon macular disease, also known as pseudo-

best, pseudo-vitelliform, or Gass disease, is one of the pattern 

dystrophies.1,2 They share phenotypic features with Best 

vitelliform macular dystrophy (VMD), which may be inherited 

in a autossomal-dominant fashion with incomplete penetrance 

and with expression highly variable.3,4  The onset is between 30 

and 50 years with subretinal deposition of yellowish material 

within the macula. Visual acuity at onset ranges from 20/25 to 

20/50. The AFVD is pleomorphic and clinically heterogeneous 

disease, varying in the size, shape, distribution of the lesions, 

and pigmentary changes.3 The main complains, at the onset, 

are relative scotoma and metamorphosia, or it can be seen at 

routine examination. It may be misdiagnosed as Best disease 

or even as age-related macular degeneration. Eventually, the 

lesions may fade, leaving an area of retinal pigment ephitelium 

(RPE) atrophy. Most patients retains reading vision in at least 

one eye during their lives. The electro-oculogram (EOG) may 

be normal or only mildly subnormal.

A 41 year old, white female with complaint of longstanding 

bilateral blurred vision was referred for ophthalmology 

examination. Visual acuity with best corrected visual acuity 

was 20/50 in the right eye (OD), and 20/30 in the left eye (OS). 

Slit lamp examination was unremarkable, intraocular pressure 

was 10mmHg in both eyes. Binocular indirect ophthalmoscopy 

and retinal biomicroscopy revealed, in the OD, pigment atrophy 

in the fovea, and in the OS, a yellowish subretinal lesion in 

ERG) 

was normal, EOG was subnormal with an Arden index of 1,5 

in the OD and 1,3 in the OE (Figure 2).

Optical coherence tomography (OCT) in the OD revealed a 

difuse loss of the outer retina layers with atrophy, in the OS 

material) that are sharply demarcated characterized the 

pseudohypopyon stage (Figure 3).

Adult foveomacular vitelliform dystrophy is usually presents 

bilaterally but unilateral has also been seen, as well as bilateral 

form after unilateral onset.5 Is a clinically heterogenous and 

pleomorphic disease, in which ophthalmoscopically changes 

often do not correspond with the visual function3. AFVD 

may be visually asymptomatic or mild visual blurring and 

metamorphopsia in one or both eyes. Usually the onset is 

between 30 and 50 years. Symmectric or even asymmetric 

solitary lesions, round, slightly elevated with yellow 

subretinal lesions is seen in the foveal region.6 It may show an 

extreme variability in the size, shape, and distribution of the 

yellowish material.1 The lesions may be larger as sometimes 

misdiagnosed as Best-disease or even as age-related macular 

degeneration. Eventually the lesion may fade, leaving an area 

of RPE atrophy, but most patients keep good vision in at least 

one eye throughout their lives. The EOG in these patients 

tends to be normal or only mildly subnormal. The features 

of optical coherence tomography (OCT) in the AFDV may 

appearance. In atrophy stages exhibits central atrophy, 
7

No treatment is available except for the secondary choroidal 

neovascularization.

Figure 1.

pigment atrophy in the fovea, and in the OS, a yellowish subretinal 

lesion in foveal region.

Figure 2.

Arden index of 1,5 in the OD and 1,3 in the OE.
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Figure 3.

pseudohypopyon stage.
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