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Arrhythmogenic right ventricular cardiomyopathy/dysplasia (ARVC/D) is an autosomal dominant cardiac muscle disease with variable penetrance and incomplete expression. Clinical and molecular genetics studies have identified mutations in genes encoding for desmosomal cell-adhesion proteins such as plakoglobin, plakophilin-2, and desmoplakin as well as for the transforming growth factor-beta3, which modulates the expression of cell-contact proteins. A typical feature of the disease is the replacement of the right ventricular myocardium by fibrofatty infiltrates, leading to electrical instability in the early stages, and reduced contractility later on. The most common clinical findings include palpitations, syncope, heart failure, and sudden death. The prevalence in the general population is approximately 1 in 5,000. However, ARVC/D is increasingly recognized as an important cause of life-threatening arrhythmias accounting for up to 20% of sudden death in individuals younger than 35 years. While most of the patients are under 40 years of age, the syndrome is probably underdiagnosed in the older population. In the majority of elderly patients with ARVC/D the diagnosis is made postmortem based on histological findings. The diagnosis requires demonstration of structural changes of the right ventricle, electrocardiogram depolarisation and repolarisation abnormalities, ventricular arrhythmias, and fibrofatty replacement through endomyocardial biopsy. Early detection of concealed forms and risk stratification for preventive strategies, including exercise restriction, antiarrhythmic drugs, and implantation of cardioverter-defibrillators, is essential. The standardised diagnostic criteria lack sensitivity for early disease but genetic screening of family members may allow the identification of asymptomatic carriers in whom clinical follow-up should be continued throughout adult life.  

