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Two Brothers with Barth Syndrome and A Novel Mutation on TAZ Gene*
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Abstract: Objective To study the clinical manifestations of two brothers with Barth syndrome due to novel mutation on TAZ gene, as well as the trigger factors, biochemical

diagnosis, treatment and prevention of acute metabolic crisis. Methods Analyze the clinical data of 2 patients with Barth syndrome. Results The elder brother
had motor development retardation and choronic diarrhea. He was vaccinated vaccine at the age of 10 months. 24 hours after, he became unwell, sleepy
and refused to eat milk. Breathing difficulties and swelling of the hands and feet were observed. Progressive cardiac dilatation and heart failure were found by
echocardiography. Unfortunately, he died 6 days later without etiological diagnosis. When the younger brother was 3 months old, he got diphtheria-pertussis-
tetanus vaccination. He had a fever and weakness in the next day. His blood neutrophils were significantly decreased. Serum creatine kinase and isozymes were
slightly elevated. Echocardiography revealed left ventricular myocardial hypertrophy, significantly increased left ventricular trabecula. His urine 3-methylglutaric
acid was elevated. A novel missense mutation, ¢.221A>C of TAZ gene in chromosome X was detected in the two brothers and their mother, supported the
diagnosis of Barth syndrome. After the treatment by the supplements of medium chain fatty acids, coenzyme Q10, L-carnitine and metoprolol, the younger
brother’s condition improved significantly. Conclusion Barth syndrome is a genetic metabolic disease leading to cardiomyopathy. Stress such as infection, fatigue

and vaccination may induce metabolic crisis in patients with underlying Barth syndrome leading to high mortality.
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