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Mitochondrial Myopathy Combined with Hypertrophic
Cardiomyopathy: a Case Report with Literature Review
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Abstract: Objective To explore the diagnosis and treatment of a case of mitochondrial myopathy combined with hypertrophic cardiomyopathy caused by a
mutation in the mitochondrial DNA MT-TL1 gene. Methods The clinical data and diagnostic and therapeutic process of a child with mitochondrial myopathy
combined with hypertrophic cardiomyopathy were retrospectively analyzed. Results The patient, a male, presented at 3 months of age with features
including growth retardation, seizures, hyperlactatemia, and cardiomyopathy. Magnetic resonance imaging (MRI) of the head revealed abnormal signals in
the white matter of the brain. Genetic sequencing revealed the 3243A>G point mutation in mtDNA. Symptoms improved significantly after anti-seizure and
energy-improving treatments. Conclusion Patients with mitochondrial myopathy may present with various cardiac manifestations in addition to neurological
and skeletal muscle involvement. Therefore, systematic cardiac evaluation should be routinely performed. Active treatment may delay disease progression.
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