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Kearns-Sayre syndrome (KSS) is one of the three classic and overlapping phenotypes that result from simplex
mitochondrial DNA (mtDNA) deletion syndromes. The rarity of the syndrome has led to a paucity of reported
cases in the literature. We present the case of a young female who presented with drooping of her right eyelid,
generalized muscle wasting, fatigability of the proximal muscles of her limbs, a nasal twang in her voice, bilateral
progressive ophthalmoplegia, and a history of surgically correct ptosis of her left eyelid. Fundoscopy revealed
salt-and-pepper-like retinopathy bilaterally. Her electrocardiogram (ECG) findings included an inferior infarct

and a left anterior fascicular block. This case highlights the importance of multifaceted investigations and prompt
diagnosis in resource-limited settings for effective management in suspected cases of KSS.

1. Introduction

Kearns-Sayre Syndrome (KSS) is a rare and progressive mitochon-
drial myopathy with a molecular basis that constitutes large deletions in
the mitochondrial DNA (mtDNA) [1]. Diagnosis is usually made in the
presence of a clinical triad comprising onset before the age of 20 years,
pigmentary retinopathy, and progressive external ophthalmoplegia
(PEO); along with cardiac conduction defects [2]. With a prevalence rate
of 1-3 cases per 100,000 individuals and a paucity of reported cases,
further studies are necessary to unravel the complexities of this life-
threatening disorder [3]. In this report, we describe what we believe
is one of the few reported cases of Kearns-Sayre Syndrome as a suspected
diagnosis in a young woman in a resource-limited setting.

2. Case report

A 25-year-old Pakistani woman was admitted to our medical ward
via the emergency department in March 2022. She presented with
drooping of her right eyelid for the past year. Examination revealed
generalized muscle wasting, fatigability of the proximal muscles of her
limbs, and a nasal twang in her voice. Bilateral restriction of extraocular
muscle movements was observed. The muscle bulk was decreased in all
four limbs, but the power and tone were normal. She gave a history of
surgically corrected ptosis of her left eyelid when she was 8 years old.
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Her mother claimed that ever since the patient had been 9-10 years old,
she had been less active compared to her siblings and had always
struggled to put on weight. No one else in her family ever experienced
similar symptoms. The patient had no complaints of palpitations or any
visual problems. A list of possible diagnoses was made, which included
myasthenia gravis, multiple sclerosis, Horner’s syndrome, and oculo-
motor nerve compression or ischemia.

The patient was referred to the ophthalmology department for a
consult. She had a visual acuity of 6/9 bilaterally and bilateral pro-
gressive ophthalmoplegia (Fig. 1) with extra-ocular movements only in
the downward direction and restricted or absent in all other directions.
Salt-and-pepper-like retinopathy was observed bilaterally on fundo-
scopy (Fig. 2, arrows). The eye department advised a referral to the
cardiology unit with a suspected diagnosis of KSS.

She was transferred to the cardiology unit where an ECG and echo-
cardiography were done and the reports were sent to the medical ward
team. Her ECG revealed sinus tachycardia, an inferior infarct, and a left
anterior fascicular block (Fig. 3). On echocardiography, a slightly
thickened tip of the anterior mitral leaflet with mild prolapse of both
mitral valve leaflets and posteriorly directed eccentric jet of mild mitral
regurgitation was observed. Trace tricuspid regurgitation with an esti-
mated mean pulmonary artery pressure (MPAP) of 18 mmHg was
observed.

The medical ward team advised the patient to undergo elaborative
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Fig. 1. Right eyelid drooping and bilateral external ophthalmoplegia.

testing which included a chest x-ray to check the presence of a Pancoast
tumor or a thymoma associated with myasthenia gravis, erythrocyte
sedimentation rate (ESR) to rule out orbital myositis, and serum levels of
anti-ACh receptor antibodies (to rule out myasthenia gravis) and crea-
tine kinase (CK). Her lab reports revealed a normal chest x-ray, negative
anti-ACh receptor antibodies, normal ESR, and an increased serum
creatine kinase (CK) level with a value of 345 U/L. The patient refused
lumbar puncture, brain imaging, and brain angiography; these tests
were advised to rule out multiple sclerosis and to assess for any oculo-
motor nerve compression or ischemia. In light of these investigations
effectively ruling out alternative diagnoses along with the presence of
the classic triad of KSS — onset before the age of 20 years, pigmentary
retinopathy, progressive external ophthalmoplegia, and heart block — a
diagnosis of KSS was made.

She was advised to undergo a muscle biopsy and follow a manage-
ment plan comprising right eye tarsorrhaphy, right eyebrow elevation to
uplift the droopy eyelid, administration of beta blockers for heart rate
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control, physical therapy, and consultation with a neurologist. The pa-
tient refused the management plan, and she was discharged with the
advice that she should visit for a follow-up in four weeks. The patient
was lost to follow-up.

3. Discussion

While other authors have reported cases with arrhythmias, syncope,
cardiomyopathy, and cardiac conduction system abnormalities, we note
that our patient had an inferior infarct as revealed by the ECG [3]. Our
patient did not undergo DNA analysis because of limited resources and
financial constraints. The presence of metabolic and endocrine disorders
has been previously documented with clinical manifestations such as
short stature, hypogonadism, diabetes, thyroid disease, hyper-
aldosteronism, hypomagnesemia, and bone abnormalities. However,
none of these metabolic disorders were present in our patient [4]. An
overlap of findings with myasthenia gravis made it essential to rule out
the autoimmune disorder through testing for anti-ACh receptor anti-
bodies, which gave a negative result for our patient [2,5]. A muscle
biopsy would aid in confirming the diagnosis but due to the limitation of
resources, [3] it was not performed in our case and the diagnosis was
made primarily by confirming the clinical triad and by carefully ruling
out other conditions mimicking the symptoms in our patient.

Patient’s consent

Informed consent was taken from the patient for the publication of

Fig. 2. Fundoscopic examination demonstrating salt-and-pepper-like retinopathy (arrows).
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Fig. 3. Electrocardiogram (ECG) revealing sinus tachycardia, an inferior infarct, and a left anterior fascicular block.
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