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INTRODUCTION: MCADD is the most common inherited defect of mitochondrial fatty acid oxidation and
is potentially fatal. Affected cases, present between age three or 24 months. Severe lethal presentations
in the first week of life have been reported. The cases identified by newborn screening (NBS) have
excellent prognosis. Frequent feedings are instituted to avoid prolonged periods of fasting and an
emergency regimen during intercurrent illness is given to the family. It has been estimated that before
NBS programme, approximately 4% patients died in the first 72 hours. The ACADM gene A985G mutation
accounts for almost 90% of the mutant alleles and 70% of cases are homozygous. Patients with this
variant accumulate the highest levels of blood markers in the newborn period and are probably at risk for
more severe disease. In Uruguay, national MCADD NBS by MS/MS started in 2009 as a pilot programme,
and it turns mandatory in 2013. OBJECTIVE: To present our results of NBS and clinical follow-up of the
MCADD patients. CLINICAL CASES: Since 2009, 6 true positive cases have been confirmed by urine
organic acids assay and molecular study. All sibs were studied and in one case the older brother was
affected and also started follow up. At present the age of NBS true positive cases varies between 3
months to 13 years. Sex: 4 female and 2 males. Molecular study showed that variant A985G is present in
all cases: 4 homozygous and two compounds heterozygous. Patients are scheduled in a clinical follow-up
protocol and an emergency regimen is given. None of the cases presented acute decompensation even
during acute fever episodes. CONCLUSIONS: Since 2009 the national NBS for MCADD, a potentially fatal
disease, allowed us to start adequate management and follow-up and avoid potential severe
decomposition of six asymptomatic cases and one sib.
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