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Clinical analysis and follow-up study of cardiavascular system involvement in 10
children with methylmalonic aciduria combined with hyperhomocysteinemia
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Abstract: Objective To study the clinical features and treatment outcomes of cardiovascular system involvement
in children with methylmalonic aciduria combined with hyperhomocysteinemia (MMACHC). Methods  The clinical
data of 10 children with methylmalonic aciduria combined with hyperhomocysteinemia and who had cardiovascular
system involvement were retrospectively analyzed and the treatment outcomes were followed up. Results  In the 10
patients, there were 4 cases with initial presentations of cardiovascular system symptoms such as shortness of breath
and dyspnea, 3 cases with urinary tract symptoms such as edema, hematuria and proteinuria, and 3 cases with nervous
system symptoms such as developmental retardation and convulsions. The 10 patients had different types and severity of
cardiovascular injuries. After 3 months to 8 years of follow-up, the congenital heart defects resolved naturally in 2 cases,
and the patient with arrhythmia had no obvious changes. In 5 cases of hypertension, blood pressures recovered to normal
in 3 cases, and 1 case was lost to follow-up. In 5 patients with pulmonary hypertension, 2 died, 2 recovered, and 1 case
had mildly elevated pulmonary artery pressure. Seven patients underwent MMACHC gene testing, and 5 showed ¢.80A>G
mutations. Conclusions Metabolic disease should be taken into account for the children with unexplained pulmonary
hypertension and hypertension with the onset of the shortness of breath and dyspnea. The severity of cardiovascular
system involvement might be one of the most important factors affecting the prognosis of children with MMACHC.
Cardiavascular system involvement of the patients may be related to MMACHC ¢.80A>G mutations.

[Chin J Contemp Pediatr, 2015, 17(9): 965-970]
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