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Discussion

We describe a new patient with DCMA syndrome who presented in the early infantile period 
with global devel-opmental delay, hypotonia, ataxia, and DCMP. Despite se-vere and early-onset 
clinical features and multiorgan involvement suggestive of mitochondrial encephalopathy, her 
genetic diagnosis was only confirmed at age 12 years by next-generation energetic panel genetic 
testing. She exhibited progressive cerebellar atrophy and bilateral increased T2 signal intensities in 
the thalami, parietal lobes, and pons. Our patient is the first patient with DCMA syn-drome to 
develop progressive cerebellar atrophy and white matter changes on cranial MRI. Progressive gait 
and truncal ataxia can be explained by progressive cerebellar atrophy in our patient. DCMA 
syndrome should be included in the differential diagnosis of progressive cerebellar atrophy and 
ataxia with or without DCMP.
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