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Genetic testing

• The genes underlying ARVC mainly encode                                  
proteins of the cardiac desmosome: 

plakophilin-2 (PKP2), desmoplakin (DSP), desmoglein-2 (DSG2), desmocollin-2 
(DSC2), and plakoglobin (JUP). 

• In addition to desmosomal genes, P/LP variants have also been 
described in other genes, including DES, TMEM43 and PLN.

• Pathogenic or likely pathogenic variants can be identified in up to 60% 
of patients with a diagnosis of ARVC. 

• The pattern of inheritance in the majority of ARVC families is autosomal 
dominant. 

• The penetrance of the disease in genetic carriers is age, gender, and 
physical activity dependent.
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Graphical Abstract NSVT: non-sustained ventricular tachycardia; 
PVC: premature ventricular contractions; RV: right ventricle; ...
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