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ABSTRACT 

The Arrhythmogenic Ventricular Dysplasia (AVD) is a rare hereditary primary cardiomyopathy causing many 

diagnostic problems by the limits of current knowledges and instrumental opportunities.  

The authors present a review about the most recent advances in the field of pathogenesis and diagnosis. 

The pathogenesis relates to mutations in desmosomal genes, proteins involved in intercellular adhesion and in 

intracellular signal transduction, but also in no-desmosomal genes mutations have been described. 

ECG, echocardiography, angiocardiography and RM have diagnostic limitations, such as endomyocardial biopsy, 

due to defects in sensitivity or specificity.  

The AVD is a complex disease and there are still several and significative limitations both in the knowledge of 

pathogenesis than in diagnosis. 
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