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Introduction

Pattern dystrophies are a heterogeneous group of inherited retinal
conditions that affect the retinal pigment epithelium (RPE) and are
characterized by various patterns of pigment in the central macula.
Pattern dystrophies are known to be caused by various mutations in
the human retinal degeneration slow (RDS)/peripherin gene. The RDS/
peripherin gene encodes a photoreceptor-specific glycoprotein that
may play a role in the development and maintenance of photoreceptor
outer segment discs [1,2].

Mutations are associated with degeneration of photoreceptor cells
and ultimately result in an accumulation of lipofuscin in the RPE [3,4].

Pattern dystrophies are characterized by bilateral deposits of
yellow, orange or brown material at the level of the RPE. Based on
the pattern of the pigment distribution pattern dystrophies have been
classified into five prominent categories: adult-onset foveomacular
vitelliform dystrophy, butterfly-shaped pigment dystrophy, reticular
dystrophy, multifocal pattern dystrophy simulating Stargardt disease
and fundus pulverulentus [5].

Patients with pattern dystrophy may be asymptomatic or have slight
decrease of visual acuity with or without metamorphopsia. Diagnosis
of this disease is based on the pattern of pigment deposition in the RPE.
The age of onset is variable and symptoms, when present, tend to arise
between the fourth and sixth decades of life. Fluorescein angiography
can be helpful depending on the pattern and severity of disease. Results of
electroretinogram (ERG) and electro-oculogram (EOG) maybe normal or
abnormal, with mildy reduced electro-oculogram (EOG) consistent with
diffuse RPE atrophy. Optical coherence tomography (OCT) may be useful
in the analysis of retinal layers, description of the material deposits and
evaluation of lesions at RPE level.

Case description

A 74-year-old male patient presented to a routine ophthalmologic
examination at Fundag¢do Hilton Rocha, Brazil. He did not have any
complaints. A complete ophthalmic examination was performed,
including refractometry with measurement of visual acuity, applanation
tonometry, biomicroscopy and binocular indirect ophthalmoscopy.
Best-corrected visual acuity (BCVA) was 20/30 in both eyes.
Intraocular pressure was normal. Anterior segment examination
findings were unremarkable. Fundoscopic examination revealed a
normal optic disc with a small cup-to-disc ratio. Multiple yellowish
fleck-like lesions and pigmentary changes were observed in the
posterior pole in both eyes. The lesions had sub-retinal location
and triradiate configuration (Figure 1). Fluorescein angiography of
both eyes exhibited zones of hyperfluorescence that delineate areas
of hypofluorescence. Furthermore, in the foveal center was detected
hyperfluorescence in late frames (Figure 2). No leakage was seen in
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both eyes. Optical coherence tomography revealed attenuation of the
foveal contour, presence of hyper-reflective material in the foveal center
and drusen-like formations at the level of the outer photoreceptor
segments (Figure3). Electrophysiologic tests showed a normal full-field
electroretinogram and abnormal electro-oculogram (EOG).

Figure 1. Fundus color photos show yellowish flecks, pigmentary changes and subfoveal
lesion in the posterior pole (multifocal pattern dystrophy).

Figure 2. Fluorescein angiography depicts zones of hyperfluorescence that delineate areas
of hypofluorescence. There is hyperfluorescence of the foveal center, especially in the right
eye.

Figure 3. Optical coherence tomography images (horizontal scan) demonstrate subretinal
hyper-reflective material in the foveal center and drusen-like formation at outer retinal
layers.
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Discussion

Pattern dystrophy is a disease that affects the macula, has an
insidious and progressive course and the characteristic pattern of
pigment deposition determines the clinical classification of this disease.
Pattern dystrophies are often associated with a relatively good visual
acuity and visual disturbances and deficits typically progress very little,
with vision remaining mostly intact throughout life. Although there are
distinct patterns, some patients can change patterns or have different
patterns in each eye [6]. Additionally, different types may occur in the
same family. Due to these reasons, the clinical value of this classification
is questionable.

This case report shows a patient with yellowish retinal lesions
scattered throughout the posterior pole, resembling those found in
Stargardt disease. Although genotypically similar to other pattern
dystrophies, multifocal pattern dystrophy simulating Stargardt
disease/fundus flavimaculatus is phenotypically singular. It can be
distinguished from other autosomal dominant pattern dystrophies
by its characteristic well demarcated, yellowish flecks with triradiate
configuration [3,7].

On fluorescein angiography, these flecks are hyperfluorescent.
Clinical findings that may help to distinguish this pattern dystrophy
from Stargardt disease are the autosomal dominant pattern of
inheritance, the relatively late onset, the comparatively good and stable
visual acuity and the absence of a “dark choroid” [8]. Genetic test of
this patient is in progress and the result will help in the differential
diagnosis of other diseases and genetic counseling.

Pattern dystrophy is caused by lipofuscin accumulation in the RPE
layer of the retina [3]. In this case the SD-OCT was a useful tool in the
assessment of the retinal layers, evaluation of the photoreceptors and at

quantitative analysis of subretinal material and the electro-oculogram
corroborated with the diagnostic hypothesis.

There is no cure for the pattern dystrophies, however most patients
maintain reasonable good vision throughout their life without the
need of any treatment. In this case the patient was instructed to use
the Amsler grid and seek medical assistance in case of visual disturban
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