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Not Just Another Aspiration Pneumonia: Oculopharyngeal
Muscular Dystrophy
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Abstract

Oculopharyngeal muscular dystrophy (OPMD) is a rare genetic my-
opathy of adulthood onset which presents as late-onset ptosis, dys-
phagia and family history of ptosis and dysphagia. It occurs due to
the poly(A) binding nuclear protein 1 (PABPN1) gene mutation. A
75-year-old male presented with complaints of fever, cough and wors-
ening dysphagia. His father and paternal grandfather both had a his-
tory of ptosis and dysphagia. He was febrile, tachypneic and bilateral
ptosis was noticed. The chest CT revealed consolidation. A modified
barium swallow showed frank tracheal aspiration. An acetylcholine
receptor antibody test was negative. An electromyogram and nerve
conduction study revealed a generalized myopathic process with the
absence of myotonia. With a history of adult-onset bilateral ptosis and
progressive dysphagia along with the positive family history of ptosis
and dysphagia, there was a strong suspicion for OPMD. Genetic test-
ing was performed, which was positive as it detected GCG expansion
in the PABPN1 gene, which is associated with OPMD and thus the
diagnosis of OPMD was established. Malnutrition and recurrent as-
piration are potential and harmful complications that reduce the life
expectancy of these patients.
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Introduction

Oculopharyngeal muscular dystrophy (OPMD) is a rare, late-
onset, inherited myopathic disorder which presents as progres-
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sive ptosis, worsening dysphagia, and proximal muscle weak-
ness, in a variable combination and severity. These symptoms
usually start around fourth to the sixth decade of life and thus
OPMD can be easily overlooked [1, 2]. Here we present a case
of OPMD, who was initially admitted as aspiration pneumonia
and later on was found out to have underlying OPMD.

Case Report

A 75-year-old male presented to the hospital with a complaint
of fever, cough of 1 week duration and worsening of 2 years
of chronic dysphagia. His cough was productive with yellow-
ish phlegm which was not blood mixed. He was having a per-
sistent fever and started noticing difficulty breathing even on
rest for which he presented to the emergency department. His
dysphagia started around 2 years ago which progressively got
worse with difficulty swallowing mainly solid meals. He had
modified his swallowing technique by himselfto avoid choking
and he had no previous history of aspiration. His past medical
history was adult-onset bilateral ptosis that was first noticed
when he was around mid-50s. His ptosis had also progressed
significantly over the years and he was offered blepharoplasty
by an ophthalmologist in past which he had refused. His father
and paternal grandfather also had a history of ptosis and dys-
phagia. His father had deceased from a complication of aspira-
tion pneumonia. On physical examination, he was febrile and
tachypneic with bilateral rhonchi on chest auscultation. Bilat-
eral ptosis was present (Fig. 1). Cranial nerve examination was
intact. The motor exam revealed 3/5 weakness of the bilateral

Figure 1. Bilateral ptosis with tendency to contract the forehead muscle
to raise the eyelids.
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Figure 2. Chest CT showing consolidation, predominantly in the left
lung.

infraspinatus and other shoulder girdle muscles. Distal arm
and forearm muscle groups including biceps, triceps, brachio-
radialis, wrist flexors and extensors and intrinsic hand muscles
were 5/5. Muscle strength in the bilateral lower extremities
was 5/5 in all muscle groups tested. The sensation was intact
throughout. Ataxia was absent. He had an elevated WBC of
19,000 and a chest CT revealed consolidation in the left upper
and lower lobes and in the right lower lobe posteriorly (Fig. 2).
A modified barium swallow showed frank tracheal aspiration
(Fig. 3). An acetylcholine receptor antibody test was negative.
An electromyogram and nerve conduction study revealed a
generalized myopathic process with the absence of myotonia.
With a history of adult-onset bilateral ptosis and progressive
dysphagia with aspiration complication along with the posi-
tive family history of ptosis and dysphagia, there was a strong
suspicion for OPMD. Genetic testing was performed, which
was positive as it detected GCG expansion, with expanded al-
lele size of 13 repeats, in the poly(A) binding nuclear protein 1
(PABPN1) gene, which is associated with OPMD and thus the
diagnosis of OPMD was established. He was treated with an-
tibiotics for aspiration pneumonia along with supportive man-
agement. Initially, the patient required high flow oxygen but
with resolution of pneumonia his respiratory status improved
and he was not requiring any oxygen support at the time of
discharge. He was offered surgical corrective measures to help
him with his ptosis and dysphagia but he declined any surgical
interventions. At the time of discharge, the patient was offered
a percutaneous endoscopic gastrostomy (PEG) tube placement
to help him maintain proper nutritional status due to underly-
ing severe dysphagia, which he accepted. Genetic counseling
for his family members was recommended after his diagnosis.

Discussion

OPMD is a rare genetic myopathy with adulthood onset,
most often between 40 and 60 years of age. The prevalence
of OPMD is highest in the French-Canadian population of the
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Figure 3. Modified barium swallow showing deep laryngeal penetration
with frank tracheal aspiration.

province of Quebec and among Bukhara Jews living in Israel.
In the United States, the majority of affected individuals are
of French-Canadian extraction, Ashkenazi Jews, and the His-
panic population [1, 2]. In Europe, the estimated prevalence
is 1:100,000 [1, 3]. OPMD is a rare form of genetic muscular
dystrophy which is inherited mostly as autosomal dominant
and rarely as an autosomal recessive disorder. OPMD is char-
acterized by ocular and pharyngeal muscle involvement, and
it commonly presents with adulthood onset ptosis, dyspha-
gia and proximal muscle weakness in advanced cases along
with a positive family history of ptosis and dysphagia [1, 2,
4]. Our patient had all the classic clinical features of OPMD,
with positive family history along with proximal muscle weak-
ness in upper extremity which points towards advance stage
of disease but was not diagnosed until late as OPMD is easily
overlooked and underdiagnosed. The PABPN1 gene mutation
contains GCG trinucleotide repeats, and the expansion of this
repeat leads to OPMD, which was detected in our patient. The
confirmatory diagnosis is made by detection of an expansion
of'a GCG trinucleotide repeat in the first exon of PABPNI [5].
Muscle biopsy is warranted only in individuals with suspected
OPMD who have two normal PABPNT1 alleles. Unique tubulo-
filamentous intranuclear inclusions are seen in muscle biopsy
[4, 5]. Currently, treatment is supportive as no therapeutic in-
tervention is currently available for patients with OPMD. Sur-
gical interventions like blepharoplasty and cricopharyngeal
myotomy can temporarily help manage symptoms related to
the ptosis and dysphagia, respectively. Malnutrition and recur-
rent aspiration pneumonia are the potential complications that
reduce the life expectancy of these patients [2, 6, 7]. PABPN1
gene therapy for OPMD is in the experimental phase. The re-
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cently published article showed that the treatment of mouse
model of OPMD with PABPNI1 gene therapy significantly re-
duces the muscle fibrosis, level of insoluble aggregates, reverts
muscle strength and normalizes the muscle transcriptome. The
efficacy of this gene therapy was further confirmed in cells
derived from OPMD patients. These findings show a promis-
ing pathway towards a gene replacement approach for OPMD
treatment in future [8].
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