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Abstract

        
Mitochondrial disorders typically present with widespread, clinical features in all age groups and ethnicities and are often progressive and degenerative in nature. Because their clinical presentation is so variable and typically leads to widespread multisystem problems, diagnosis based on history and physical findings alone is often difficult, particularly for physicians unfamiliar with this group of diseases. Traditional diagnostic tools, which include invasive muscle biopsies for a variety of histological studies, functional assays, and enzymology, are costly, typically require a surgical procedure, are not definitively diagnostic in all cases and generate data that for the non-mitochondrial specialist is often difficult to interpret. Recent advances with expanded gene testing, in some cases utilizing easily obtainable urine samples, and noninvasive enzymatic testing are proving to increase patient accessibility to testing modalities and will likely lead to more rapid and accurate diagnosis, and ultimately improve management and treatment of affected individuals.
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