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Education 
May 2021	National Scientific Qualification to function as Associate Professor of Medical Genetics in Italian Universities (06/A1; MED/03)
Jan. 2015	PhD in Human Genetics, University of Torino, Torino, Italy
Dec. 2009	Professional habilitation in Biology, University of Pavia, Pavia, Italy.
July 2008	Degree in Biomolecular BIOTECHNOLOGY with honours, University of Pavia, Pavia, Italy.
Sep. 2006	First level degree in Medical BIOTECHNOLOGY with honours, University of Pavia, Pavia, Italy.

Professional Appointments
July 2023-present        Associate professor of Medical Genetics at the University of Pavia, Dep. of Molecular Medicine, Medical Genetics Unit. Research activity in the field of the genetics of neurodegenerative and neurodevelopmental disorders with a particular interest in genetic diseases associated with non-coding variants and alterations of the 3D genome architecture and in the development of therapeutic strategy for Orphan diseases based on RNA therapeutics and drug repositioning approaches. 
Oct.2020-July 2023    Assistant professor in Medical Genetics, Researcher type B (RTDB) at the University of Pavia, Dep. of Molecular Medicine, Medical Genetics Unit. Research activity in the field of the genetics of neurodegenerative and neurodevelopmental disorders with a particular interest in genetic diseases associated with non-coding variants and alterations of the 3D genome architecture and in the development of therapeutic strategy for Orphan diseases. 
Jan.2015-Sept.2020    Assistant Researcher at the University of Torino, Dep. of Medical Sciences, Medical Genetics                     Unit. Autosomal Dominant Leukodystrophy team leader. Research activity in the field of genetics of neurodegenerative and neurodevelopmental disorders. 
Jan.2011-Jan.2015       PhD student in Human Genetics at the University of Torino (Italy). Genetics of adult-onset
                                     Autosomal Dominant LeukoDystrophy (ADLD). The PhD project was two times awarded during
                                     national and international conferences: SIGU (Italian Society of Human Genetics) AWARD 2012 for the oral presentation: “A 660 kb deletion centromeric to the lamin B1 gene (LMNB1) mimics LMNB1 duplication and causes adult-onset autosomal dominant leukodystrophy”- Sorrento (Italy).
ESHG YOUNG INVESTIGATOR AWARD 2013 to Elisa Giorgio for a presentation judged outstanding at the European Human Genetics Conference 2013.  Paris (France).
Dec.2009-Dec.2010	Research activity in the field of the genetics of neurodegenerative disorders and
                                     pharmacogenetics at the Human Genetics Laboratory, Galliera Hospital, Genova (Italy).
June-Dec 2009	Research activity in the field of the genetics of neurodegenerative disorders at the
                                     Department of Neurology, Ophthalmology and Genetics, University of Genova (Italy).

PI of the PRECISION MEDICAL GENETICS LAB
The lab is focused on the identification of rare genetic diseases (RGDs) associated with non-canonical mutations and on the development of therapeutic strategies for RGDs by RNA therapeutics and drug-repositioning approaches.
PROJECT 1. Illuminating the non-coding genome to improve diagnosis in RGDs. 
Next Generation Sequencing has enormously increased the capability to diagnose RGDs, however the majority of patients (about 60%) often lack a definite diagnosis. The reasons for this gap are undoubtedly many, but a large portion of the missing heritability likely resides in non-coding and regulatory variants. The lab is aimed at identifying and characterizing RGDs associated with "position effects", namely mutations affecting regulatory elements such as enhancer and insulator and/or the 3D genome structure.
PROJECT 2. Innovative therapeutic strategies for RGDs. The lab is focused on innovative precision-medicine approaches to overcome the genetic defect underlying RGDs, as the mutated gene itself provides a potentially druggable genomic target for therapeutic design. We are developing therapeutic options for i) a rare form of leukoencephalopathy, the adult-onset autosomal dominant leukodystrophy (ADLD) by RNA therapeutics (allele-specific RNAi) and drug repositioning approaches, ii) the Early Infantile Epileptic Encephalopathy type 9 by RNA therapeutics (silencing) and epigenetic editing (deadCas9-mediated epigenetic activation), iii) eye disorders by splice-switching ASOs
PROJECT 3. Identification of new disease-associated genes/new phenotype associated with known genes by genome and exome sequencing in subjects with neurodevelopment diseases, leukodystrophy, ataxias, complex syndromes, and fetal malformations. To this aim, the lab develops ad hoc functional assays aimed at corroborating the pathogenicity of the identified variants and at generating innovative and disease-relevant cellular models.


Patent
Title: “Terapia mediata da RNA di interferenza per malattie neurodegenerative". Italian Patent number 102017000121288 and European patent number 18201973.7. We have patented three allele-specific siRNAs as therapeutic option for a neurodegenerative disease caused by LMNB1 gene duplication.
Inventors: E.Giorgio (50%); A.Brusco (50%)

Honors
· Management Committee (MC) member of the European COST ACTION EUROPEA “CA17103-Delivery of Antisense RNA Therapeutics”.
· Member of the Scientific Programme Committee (SPC) of the European Society of Human Genetics (2021-2024).

Scientific production (Scopus 01/03/2025)

H-index: 20
Total citations: 3166
83 scientific papers in 14 years of activity 
20 papers as first, co-first, last or corresponding author.

