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Abstract:  Primary carnitine deficiency is a fatty acid oxidation disorder caused by mutations in the SLC2245 gene. The
role of carnitine is to help the long-chain fatty acids cross the inner mitochondrial membrane for subsequent B-oxidation. Car-
nitine deficiency results in decreased energy production and fatty acids accumulation in the cytosol, especially when fatty acids
mobilized from adipose tissue become the predominant energy source, which can lead to metabolic disturbance and organic
damage. The clinical manifestations include hypoketotic hypoglycemia, dilated cardiomyopathy, lipid storage myopathy, hepato-
megaly, and so on. Diagnosis of the disease relies on the measurement of blood free carnitine and acylcarnitines by tandem mass
spectrometry, and SLC2245 gene mutation test. L-carnitine is the main drug for this disease and, the majority of patients can fully
(7 Clin Pediatr,2012,30(9):884-886)

recover after treatment.
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