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Introduction 

More than 500 inborn errors of metabolism (IEMs) have been 

identified. Individually rare IEM are relatively common collectively and 

early diagnosis and treatment may reverse acute symptoms and prevent 

chronic damage. Accurate diagnosis can help in future family planning 

(Yuen, 2004). 

 

   IEM present a particular challenge for the general paediatrician 

and most generalists, as they have a little experience with their 

diagnosis and management. In addition, the clinical presentation of the 

diseases often mimics common acquired conditions, especially 

infections, intoxications, and some nutritional deficiency disorders. The 

difficulty is increased as the clinicians often think about the chemical 

physiology of IEM as most textbooks are organised biochemically 

according to different aspects of metabolism (Clarke, 2004). 

 

 



 

 

 

Aim of the work 

 

The aim of this review was to demystify the clinical challenge in 

suspection, diagnosis and treatment of IEMs by presenting a stepwise 

approach  that facilitates the early recognition of  IEMs and guides 

further investigations. 

  

 

 


