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DISCUSSED CLINICAL CASES

Subretinal neovascular membrane in a young patient
with myotonic dystrophy type 1: case report

Membrana neovascular subretiniana em paciente jovem portador de
distrofia mioténica do tipo 1: relato de caso
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ABSTRACT

This study aimed to describe the management and prognosis of a young man with myotonic dystrophy
type 1 and low vision in his right eye associated with subretinal neovascular membrane. The patient was
39 years old. Retinal imaging showed subretinal hemorrhage in the macular area, with exudation in the
right eye. Optical coherence tomography showed a normoreflective and irregular vitreoretinal interface;
the presence of hyporeflective material, indicating subfoveal fluid; and the presence of hyperreflective
material revealing subfoveal fibrosis. Subretinal neovascular membrane was diagnosed in the patient.
Clinical management involved intravitreal injections of ranibizumab. Optical coherence tomography
revealed a normoreflective vitreoretinal interface, presence of foveal depression, absence of subfoveal
fluid and intraretinal cysts, and presence of irregularities in the photoreceptor layer. The findings in this
case confirmed the relationship between retinal changes in patients with myotonic dystrophy type 1 and
their management.

RESUMO

Objetivamos descrever o manejo e progndstico de um jovem com distrofia miotonica tipo 1 e baixa visao
associada a membrana neovascular sub-retiniana. Trata-se de um homem, 39 anos, portador de distrofia
miotdnicatipo 1 e baixa visdo em olho direito. O mapeamento da retina mostrou hemorragia sub-retiniana
em area macular, com exsudacao em olho direito. Tomografia de coeréncia dptica mostrou interface
vitreo-retiniana normorrefletiva e irregular, presenca de material hiporrefletivo, compativel com liquido
subfoveal e presenca de material hiperrefletivo, revelando fibrose subfoveal. Foi diagnosticada membrana
neovascular sub-retiniana. Isto foi seguido por injecdes intravitreas de Ranibizumabe. A tomografia de
coeréncia 6ptica revelou interface vitreorretiniana normorrefletiva, depressao foveal presente, auséncia
de liquido subfoveal e cistos intrarretinianos e presenca de irregularidade na camada fotorreceptora.
Com isso, a relagdo entre alteracdes retinianas em pacientes com distrofia mioténica tipo 1 é elucidada,
além de auxiliar no manejo dessas alteragées.

Corresponding author: Davi Mendes Luna. Email: davi.mluna@upe.br

Received on: January 10, 2025. Accepted on: September 24, 2025.

Funding: The authors declare no funding. Conflicts of interest: The authors declare no conflicts of interest.
Ethics committee approval: HUOC Hospital Complex/PROCAPE (CAAE: 83426624.6.0000.5192).

How to cite: Luna DM, Furtado LC, Suassuna P, Silva MM. Subretinal neovascular membrane in a young patient with myotonic dystrophy type 1: case report. eOftalmo. 2025;11(4):143-7.

DOI: 10.17545/eOftalmo/2025.0015

This content is licensed under a Creative Commons Attribution 4.0 International License.

eOftalmo. 2025;11(4):143-7.




Luna DM, et al.

INTRODUCTION

Myotonic dystrophy type 1 (DM1), or Steinert di-
sease, is a neuromuscular and multisystem genetic
disorder! caused by the abnormal CTG trinucleotide
repeat in the DMPK gene?. The link between DM1
and various ophthalmic findings, such as ptosis,
cataracts, and reduced intraocular pressure, is well
known'!. Retinal changes have also been reported in
DM]I, including alterations in the retinal pigment
epithelium (RPE) and the existence of an epiretinal
membrane*®; however, data on the emergence of su-
bretinal neovascular membrane (SRNVM) as a conse-
quence of DM1 are scarce. This study aimed to des-
cribe the management and prognosis of a young man
diagnosed with DM1 and low vision in the right eye
(OD) associated with the development of SRNVM.

CASE REPORT

A 39-year-old man diagnosed with DM1 in early
childhood (through a PCR test with capillary electro-
phoresis and Southern blot that detected pathological
repeats of the CTG trinucleotide in DMPK) reported
recent vision loss in the OD. On ophthalmologic exa-
mination, corrected visual acuity (CVA) was 20/100
in the OD and 20/20 in the OE. Biomicroscopy sho-
wed clear conjunctiva, transparent cornea, no reac-
tion in the anterior chamber, and clear lens in both
eyes. Extrinsic eye movement was preserved in both
eyes. Retinal imaging showed subretinal hemorrhage
in the macular area, associated with exudation in the
OD (Figure 1). No retinal changes were observed in
the OS. The findings of fluorescein angiography were
hypofluorescence due to blockage in the macular area
of the OD. Optical coherence tomography (OCT)
revealed a normoreflective and irregular vitreoreti-
nal interface, absence of foveal depression, presence
of hyporeflective material indicating subfoveal fluid,
and presence of hyperreflective material, suggesting
subfoveal fibrosis (Figure 2).

After being diagnosed with SRNVM in the OD,
the patient received three intravitreal injections of
ranibizumab 10 mgmL (0.1 mL), 4 mm from the
limbus, 30 days apart. He progressed with a signifi-
cant improvement in visual acuity (VA): at the review
30 days after the last injection, VA was 20/40 in the
OD. At this time, OCT showed a normoreflective vi-
treoretinal interface, presence of foveal depression,
absence of subfoveal fluid, absence of intraretinal
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cysts, and presence of irregularity in the photoreceptor
layer (Figures 3 and 4).

DISCUSSION

DM1 is an autosomal dominant disorder first
described over a century ago, and several studies are
increasingly focusing on the genetic mechanism un-
derlying its progression?. Its cause, as described abo-
ve, is the expansion of a tandem repeat!?. There is a
broad spectrum of clinical presentations that begin in
the second, third, or fourth decade of life in 75% of
cases. The most common first symptom of DMI1 is
myotonia®.

A series of ophthalmologic findings have been
described in patients with DM 1246, Tkeda et al.° re-
ported that approximately 90% of their cohort had a
history of cataracts or phacoemulsification. The se-
cond most frequent DM1 symptom is eyelid ptosis.
Our patient did not present any of these symptoms,
which makes the case more relevant.

In another study, the retina was evaluated in a co-
hort of patients with DM1 and compared with that of
healthy individuals. They reported that patients with
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Figure 1. Color fundus photography of the right eye: subretinal
hemorrhage in the macular area, associated with exudation.
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Figure 2. Optical coherence tomography of the right eye: normoreflective and irregular vitreoretinal interface; absence of foveal depression;
presence of hyporeflective material, indicating subfoveal fluid; and presence of hyperreflective material, indicating subfoveal fibrosis.
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Figure 3. Fundus photograph of the right eye 30 days after treatment.

DM1 exhibited a greater central macular thickness, a
higher prevalence of epiretinal membrane, and a grea-
ter number of butterfly-shaped and reticular pigmen-
tary anomalies. The study correlated inner and outer
retinal changes with increasing age and reported pre-
mature retinal aging in individuals with DM 14,

Notably, macular degeneration due to advanced
age is a main cause of retinal neovascularization,
which was not a causal factor in the case described
herein because the patient is a young adult’. Other as-
sociated causes of retinal neovascularization include
uveitis, eye trauma, tumors, and hypertensive choroi-
dopathy, which were absent in the patient’s history.
Thus, possible causes of the neovascular membrane
were excluded, and DM1 was proposed as a probable
causal factor®.

Subretinal neovascular processes occur in disea-
ses affecting the outer retina and Bruch’s membrane,
and the current first-line treatment involves neutra-
lizing vascular endothelial growth factor (VEGF), an
important molecule in the pathogenesis of SRNVM®.
The condition of the patient described herein impro-
ved satisfactorily with the use of ranibizumab, which
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Figure 4. Optical coherence tomography of the right eye 30 days after treatment: normoreflective vitreoretinal interface, presence of foveal
depression, absence of subfoveal fluid, absence of intraretinal cysts, and presence of irregularity in the photoreceptor layer.

inhibits the action of VEGF-A. The efficacy of ranibi-
zumab has been assessed in other studies on patients
with idiopathic choroidal neovascularization. Resorp-
tion of macular edema and significant improvement
in VA were observed after an average of three injec-
tions per patient'.

The relevance of the present case to the current
literature is noteworthy, given that the authors found
limited descriptions of similar cases across major da-
tabases. Thus, this is a rare report describing a poten-
tial relationship between SRNVM and DM, contri-
buting substantially to the medical research.

In conclusion, cases such as the one described he-
rein have not been found in the current literature. Re-
ports of such cases might elucidate the relationship
between retinal changes in patients with DM1 and
the management of subsequent disorders, especially
SRNVM.
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