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Arrhymogenic right ventricular dysplasia/cardiomyopathy (ARVD/C) is a progressive disease in which the right ventricular myocardium is partially replaced by fat and fibrous tissue.  The disease typically manifests at young adulthood, frequently as syncope or sudden death and may account for as many as 5% of unexpected sudden deaths under the age of 65.  ARVD/C predominantly affects males between the ages of 20-40.  Six genetic loci have been reported to be associated with ARVD/C and three genes have been identified: ryanodine receptor, plakoglobin and desmoplakin.  There is autosomal dominant transmission with all the genetic forms, except for Naxos Disease and Carvahal syndrome both of which have autosomal recessive transmission.  These two autosomal recessive disorders are a variant of ARVD/C and are associated with skin and hair abnormalities.  The cardiac presentation in Carvahal syndrome is that of a left ventricular cardiomyopathy and arrhythmias. The disease can be difficult to diagnose with certainty.  In order to further understand the etiology and pathogenesis of the disease, a NHLBI funded multicenter study of ARVD/C (PI: Dr. Frank I Marcus at U. of Arizona) is now underway. The specific aims are to determine the genetic background of ARVD/C and the influence of genotype on the clinical course of the disease and to develop quantitative methods to assess RV function so as to enhance the sensitivity and specificity of the diagnosis of ARVD/C.

