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A.  Personal Statement 
 
ORCID ID: 0000-0002-6802-1356 
SCOPUS ID: 6603088723    
 
In the last decade, my scientific activity has been directed to understanding the disease mechanisms underlying 
human genetic disorders affecting development and growth, and molecular processes contributing to 
hematological malignancies. In particular, my research has contributed to the identification of novel disease-
genes implicated in RASopathies (i.e NRAS, RRAS, RRAS2, MAPK1), as well as to the understanding the 
molecular and cellular mechanisms underlying these disorders, with particular attention to LEOPARD and 
Noonan syndromes. My work also contributed to the identification and functional characterization of disease 
genes involved in severe unrecognized rare disorders characterized by multiple malformations, early-onset 
neurodegeneration, defects of neurodevelopment, and premature aging (i.e., ATP6V1B2, KCNH1, TBCD, TBCE, 
HIST1H1E, VPS4A, KIF5B). Actually, my research activity is aimed at defining the metabolic profile of Costello 
and cardiofaciocutaneous syndromes (CFC), two developmental disorders clinically related to Noonan 
syndrome, and to understanding the mechanisms underlying several issues characterizing these condition as 
poor growth, muscle-skeletal anomalies and reduced bone mineral density. 
I have extensive expertise in functional genomics and for my research activity I use a broad variety of 
experimental approaches utilizing both patients’ derived cell lines and transduced/transfected cellular models. 
 
 
B. Positions, Scientific Appointments, and Honors 
 
2005-2009  Post-Doctoral research fellow, Department of Cell Biology and Neurosciences, Istituto Superiore di               
Sanità, Rome, Italy. 
 
2010-2016  In staff-scientist, Department of Hematology, Oncology and Molecular Medicine, Istituto Superiore 
di Sanità, Rome, Italy.  
 
2017-present  In staff-scientist, Group leader of the Functional Genomics Unit, Department of Oncology and 
Molecular Medicine, Istituto Superiore di Sanità, Rome, Italy. 
 
2019 – present   Member, Editorial Board, Frontiers in Genetics (section “Genetic Disorders”). 
2016 – present   Member, Italian Society of Human Genetics (SIGU). 
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Saunders CJ, Bertini E, Kahn RA, Koolen DA, Tartaglia M. Biallelic Mutations in TBCD, Encoding the 
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Tornesello A, Vignetti M, Battistini A, Cavé H, Gelb BD, Renauld JC, Biondi A, Constantinescu SN, Foà R, 
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