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Summary. Inborn errors of metabolism (IEM) are 
phenotypically and genetically heterogeneous group of 
disorders. To date, more than 1000 different IEM have been 
identified. he cumulative incidence has been shown to be 
upwards of 1 in 800. Inborn errors of metabolism constitute 
a group of inherited disorders that cause significant 
neonatal morbidity and mortality. Clinical presentations are 
protean, complicating diagnostic pathways. Early detection 
and appropriate investigations prevent complications. 
However, high clinical suspicion alone is not sufficient to 
reduce morbidity and mortality. In the last decade, due to 
the advent of tandem mass spectrometry, expanded newborn 
screening has become a mandatory public health strategy 
in most developed and developing countries. Laboratory 
advances make it possible to screen newborns for many 
rare inborn errors of metabolism. Early detection of inborn 
errors of metabolism - rapid intervention (retest, diagnostic 
methods, adequate treatment in due time), reduced morbidity 
and mortality (the evolution of most of these diseases could 
be stopped or at least slowed down), familial planning (the 
parents are informed about the possible genetic issues and 
counseled to perform prenatal investigations).

Keywords: Inborn errors; Metabolism; Neonate; 
Newborn Screening.


