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deficiency and cardiomyopathy.

Abstracts: L—carnitine is an essential vitamin for the transfer
of long—chain fatty acids from the cytosol into mitochondria for
B-oxidation. Carnitine deficiency results in impaired energy
production from long—chain fatty acids, especially during peri-
ods of fasting or stress. Primary carnitine deficiency due to de-
fective carnitine transporter OCTN2 caused by SLC22A5 gene
mutations is an autosomal recessive disorder of mitochondrial
B-oxidation. It is a rare but treatable disease of metabolic my-
opathies. The onset could occur in the patients with primary
carnitine deficiency at any ages under a broad clinical spec-
trum. In infancy, metabolic decompositions occurred triggered
by fasting or common illnesses such as upper respiratory tract
infection or gastroenteritis. Hypoketotic hypoglycemia, meta-
bolic acidosis, hyperammonemia and hyperuricemia were com-
mon findings. Some patients may be combined with cardiac ar-

rthythmia, heart failure, fatty liver and brain damage. From chil-
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dren to adults, progressive or acute cardiomyopathy and skele-
tal myopathy have been reported worldwide. Early recognition
of the disease and treatment with L-carnitine supplementation
are keys to life—saving.
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L—carnitine; carnitine transporter; SLC22AS5 gene
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