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Abstract
Introduction: Myotonic dystrophies are typically associated with ocular complications like
ptosis, weakness of the ocular muscle and cataracts, but also with less recognized retinal
changes. Case Report: A 41-year-old female with type 1 myotonic dystrophy complained of
progressive vision loss. Slit lamp examination revealed the presence of typical bilateral
polychromatic cataract with posterior subcapsular component. Dilated fundus examination
was remarkable for bilateral macular depigmented changes. Multimodal imaging analysis of
the macula suggested the presence of a butterfly-shaped pattern dystrophy. Discussion: In
cases of myotonic dystrophies it is of great relevance to analyze the presence of retinal
changes that might limit the visual improvement following cataract extraction.

© 2013 S. Karger AG, Basel

Introduction

Pattern dystrophies of the retinal pigment epithelium (RPE) represent a group of heter-
ogeneous disorders characterized by the development of a variety of patterns of yellow-
orange-grayish pigment deposition above the RPE within the macular area [1]. These have
traditionally been subdivided into 4 major patterns: butterfly dystrophy, reticular dystro-
phy, fundus pulverulentus and adult-onset foveomacular vitelliform dystrophy. The
phenotype may vary among affected family members and even between the 2 eyes of the
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same patient [2]. The age of onset is highly variable, although most patients tend to remain
asymptomatic until the fourth or fifth decade. The course is usually benign, but the disease
may progress, leading to geographic atrophy of the RPE and/or choroidal neovasculariza-
tion, therefore resulting in severe vision loss.

Pattern dystrophies have been occasionally associated with a variety of systemic disor-
ders. Among these, myotonic dystrophy is an inherited disorder accompanied by progressive
wasting and weakness of the distal muscles and myotonia. It is typically associated with
ocular complications including ptosis, weakness of the ocular muscle and cataracts [3-5].
Herein, we report a clinical case illustrating the association of a pattern dystrophy of the RPE
with type 1 myotonic dystrophy.

Case Report

A 41-year-old Hispanic female diagnosed with type 1 myotonic dystrophy (Steinert
disease) was referred for ophthalmologic examination with the chief complaint of progres-
sive vision loss. Her best-corrected visual acuity was 20/32 in her right eye and 20/40 in her
left eye. Ocular motility was normal. She had bilateral ptosis with abnormal elevator
function. Slit lamp examination revealed the presence a bilateral polychromatic cataract
with posterior subcapsular component.

Dilated fundus examination was remarkable for macular pigmentary changes with
multifocal yellowish depigmented patches within the macular area in both eyes (fig. 1).
Fundus autofluorescence highlighted a branching linear pattern of mixed hyper- and
hypoautofluorescence limited to the macular area in both eyes (fig. 1).

Optical coherence tomography images showed diffuse subretinal hyperreflective mate-
rial between the photoreceptor layer and the RPE in both eyes. Larger focal vitelliform
lesions were also evidenced. No subretinal or intraretinal fluid was found in association with
the deposits (fig. 2).

Discussion

Type 1 myotonic dystrophy (Steinert disease) is a chronic, slowly progressing, highly
variable, multisystemic disease produced by the expansion of the cytosine-thymine-guanine
(CTG) triplet repeat in the DMPK gene (chromosome 19), which codes for myotonic
dystrophy protein kinase [6, 7]. It is clinically characterized by muscular dystrophy, heart
conduction defects, endocrine changes and myotonia. Although several reports previously
described the ocular involvement in myotonic dystrophies, the majority of them refer to
palpebral ptosis, cataract or ocular motility changes [3-5]. Very few publications raise the
concern of retinal involvement in these patients with anecdotal reports about lamellar
macular holes and foveoschisis [8], pigmentary changes of the RPE [9-12] or uveal
melanoma [13].

In conclusion, although myotonic dystrophies are typically associated with cataracts,
ophthalmologists should be aware of the presence of retinal changes that might limit the
visual improvement following cataract extraction.
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Fig. 1. Color photographs (a, b) show bilateral asymmetric irregular diffuse hypopigmented macular
changes associated with focal hyperpigmented areas. A radial pattern of hyperautofluorescence was seen
in the short-wavelength fundus autofluorescent images (c, d), consistent with butterfly-shaped macular
pattern dystrophy. These lesions were associated with hypoautofluorescent patches corresponding to the
areas of RPE hypertrophy.
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Fig. 2. The near-infrared fundus autofluorescence images (a, b) show a radial hyperautofluorescent
pattern overlying a hypoautofluorescent background (butterfly-shaped macular pattern). Spectral-
domain optical coherence tomography scans (c—f) reveal the presence of a diffuse subretinal hyperreflec-
tive material replacing the normal interdigitation zone with adjacent areas of mottled disruption of the
outer retinal layers and focal hyperreflective subretinal deposits consistent with acquired vitelliform
deposits.
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