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The topic of research falls within the areas of Clinical Biochemistry and Clinical Molecular 
Biology. It aims to analyse the molecular basis of hereditary genetic diseases, to identify 
the pathogenetic mechanisms that can be targets of new personalized therapies and to 
propose innovative molecular diagnostics. 
 
RESEARCH LINES  
1. Study of the molecular basis and genotype-phenotype correlation in a variety of 
hereditary genetic diseases of cardiological relevance, such as cardiomyopathies 
(hypertrophic cardiomyopathy, dilated cardiomyopathy, arrhythmogenic cardiomyopathy, 
etc), cardiac channelopathies (long QT syndrome, Brugada syndrome, etc. ), as well as 
numerous hereditary metabolic diseases of paediatric interest (organic aciduria, beta-
oxidation defects, urea cycle defects and, globally, rare diseases of the intermediate 
metabolism). 
 
2. Study of the functional effects of variants of unknown significance (VUS), by means of 
mRNA analysis, immunochemistry, pach-clamp techniques (also with the collaboration of 
international researchers). 
 
3. Sudden death in athletes: analysis of genetic risk factors 
 
4. Evaluation of biochemical-clinical and genetic parameters related to athletes wellness 
and performance. 
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