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A Case of Muscle Carnitine Deficiency Presenting with Recurrent
Episodes of Vomiting and Exercise-induced Muscle Weakness
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A 12-year-old girl who presented muscle weakness and hyper-CK-emia induced by long walking to

the hill was reported. Episodes of nausea, vomiting fatigue and muscle weakness had been recurrently
observed after exertion and high-fat diet in daily life. These clinical symptoms in association with
hyper-CK-emia were reproducible by an experimental loading of mild long-time exertion but were not
reproduced by vigorous short-time exertion. There was a definite difference in the productive pattern
of ketone bodies between oral loading test of long-chain fatty acid and that of mid-chain fatty acid,
suggesting that carnitine metabolic system is not well operating. Muscle carnitine deficiency was
confirmed by a histochemical demonstration of lipid storage in the muscle fiber and by a biochemical
analysis revealing a low carnitine content in the muscle. She was successfully relieved from clinical
symptoms by L-carnitine administration, diet therapy and limitation of continuous exercise.
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