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CV 
Education 
 
-1988: Bs.C degree in Biological Sciences 110/110, University of Turin, Italy. 
-1995: Philosophical Doctorate in Human Genetics, University of Turin, Italy. 
-1989-90 Short training visit at the National Cancer Institute, Amsterdam, the Netherlands 
Current / past positions 
1988-1991 Fellowship at Dept. Genetics Biology and Biochemistry, Turin, Italy 
1996-2004 Researcher in Medical Genetics, Medical School of Novara, UPO (Università del Piemonte 
Orientale) University A. Avogadro, Novara 
2004-2016 Associate Professor in Medical Genetics, Medical School of Novara, UPO (Università del 
Piemonte Orientale) University A. Avogadro, Novara 
2016-now Full Professor in Medical Genetics, Medical School of Novara, UPO (Università del 
Piemonte Orientale) University A. Avogadro, Novara 
 
Research Performance 
ORCID: http://orcid.org/0000-0002-3983-9925 
Publications: 210 papers in I.F. international journals 
Metrics (Scopus# 55765749900): citations 12142, H-index: 59; H-index 2017-2022: 13. 
Several presentations at National and International meetings and as invited speaker 
Abstracts to congresses: over 280. 
Research activities 
Main field: genetics of neurodegenerative diseases and of autoimmune diseases 
Specific domains: 
Identification of genes associated to complex diseases (Multiple Sclerosis, Amyotrophic Lateral 
Sclerosis , Systemic Lupus Erythematosus, Celiac Disease) with a genomewide approach. 
Identification of genes for familial forms neurodegenetative diseases (mainliy Amyotrophic Lateral 
Sclerosis ) with next generation sequencing (WES, WGS). Genotype-phenotype correlation in 
neurodegenerative diseases. Association of genetic and genomic markers and environmental factors 
with multiple sclerosis clinical phenotype. 
International Partnerships: Member of the IMSGC (International Multiple Sclerosis Genetics 
Consortium) Strategy Group, MultipleMS consortium, ALSgen consortium, SLAgen consortium, 
SLEgen consortium 

 
Main achievements 
 
The early research activity, starting in 1990, was initially focused on the immunogenetics of the HLA 
region and its association with autoimmune diseases and is documented by papers on international 
journals with high citations (D’Alfonso et al Immunogenetics, 1994,cit 365). Next she contributed as a 
principal investigator or co-authors to key papers identifying genes associated to autoimmune diseases 
(lupus:D’Alfonso et al.Arthritis Rheum. 2000; cit 100, 2005 cit 90, Alarcon et al. Nat Genet. 2008; cit 



354; Multiple Sclerosis: IMSGC Nature 2011;, cit 1763, NatGen 2013; Cit 762, Nat Gen 2015 cit 141 
Science 2019 cit 109). 
Since 2006, she started a national and international collaboration on the genetics of ALS (Amyotrophic 
Lateral Sclerosis) and contributed as a principal investigator (Hum Mutat. 2009; cit 161, J Med Genet. 
2010, cit 127) or co-authors to key studies to define the mutational spectrum of ALS patients in Italy 
and to identify new ALS causing genes (Science 2015, cit 509, Neuron 2018, cit 151), including studies 
focused on the role of tandem repeats, (Neurobiol Aging. 2015 Dec 8 , Neurology. 2015; Hum Genet. 
2011) 
 
At present, the major aims of the research activities, supported by national and international grants, are 
focused to 1) unravel the missing heritabiity of ALS and other neurodegenerative and neurological 
diseases by exploring the coding and non coding genomic regions analysing also complex sequence 
variations and integrating genomic with other omics data 2) analyse the effect of interaction of genomic 
sequence variations with life style and environmental factors in the susceptibility to neurological 
diseases (multiple sclerosis and ALS) and their clinical phenotypes 3) dissect the pathogenetic 
mechanisms underlying the association signals deriving from large genome wide association studies 
(GWAS) in multiple sclerosis 

 
Funding (last ten years) 

I have secured an independent grant portfolio of >2.7 M€ with the following grants: 
- Unveiling the hidden side of NEUrodevelopmental DIsorder Genetics (NEUDIG): a multidisciplinary 
pathway to new molecular diagnoses by integrating genomic, transcriptomic, and functional analyses. 
(PRIN 2020,20203P8C3X), Partner (2022-2025) 135 K€ 
 
-SURVEIL-Development of a genomic surveillance platform to fight the covid-19 pandemic-
(INFRAP2,Finpiemonte Piedmont Region) PI, 174k€ 
 
-SARS-CoV-2 and Multiple Sclerosis: Has the Interplay Started? A Study on the Impact of Infection 
and Vaccine on the Development of Multiple Sclerosis Fondazione Italiana Sclerosi Multipla 
(2021_Special-Multi_002) Partner (2022-2025) 270 K€ 
 
-Fine mapping and functional characterization of MS associated loci to dissect the pathogenetic role of 
drug target genes Fondazione Italiana Sclerosi Multipla (2019/R/33), Principal Investigator (PI),(2019-
2022), 233k€ 
 
- Exploring genome/phenome interaction in Multiple Sclerosis (Italian Ministry of Health, RF-2016-
02361294), Partner (2018-2021), 90k€ 
 
- Identification of genetic risk factors and interaction between genetic and non-genetic risk factors in 
pediatric multiple sclerosis (PEDiatric Italian Genetic and enviRonment ExposurE) (PEDIGREE 
study), Fondazione Italiana Sclerosi Multipla (2017/R/15) Partner, 2019-2020, 25k€ 
 
-Multiple manifestations of genetic and non-genetic factors in Multiple Sclerosis disentangled with a 



multi-omics approach to accelerate personalised medicine. HORIZON 2020 Partner, (2016-2022) 
,520K€ 
 
-The role of tandem repeats in neurodegenerative diseases: a genomic and proteomic approach MIUR 
(Italian Ministry of University PRIN 2015), PI, (2016-2020) 146 K€ 
- Genomic and functional evaluation of the role of the TNFSF14-TNFRSF14 pathway in susceptibility 
to multiple sclerosis, FISM (Italian Foundation for Multiple Sclerosis) PI, (2016-2019) 185K€ 
- An integrated genomic, transcriptomic and epigenomic approach in multiplex multiple sclerosis 
families. Italian Ministry of Health (RF-2011-02350347), Partner (2014-2016) 90€ 
 
-Genome-wide analysis of DNA tandem repeats in ALS: the role of Repeat-ome”AriSLA (Fondazione 
Italiana di ricerca per la SLA – Sclerosi Laterale Amiotrofica), PI (2014-2017), 170€ 
 
-Dall’identificazione nella sclerosi multipla di fattori causativi ereditabili e non allo studio delle loro 
interazioni PROGETTO: MIUR, PRIN 08, Partner (2010-2012) 68K€ 
 
-POCEMON (Point-Of-Care MONitoring and Diagnostics for Autoimmune Diseases)Commissione 
Europea FP7-ICT-2007, partner (2010) 36K€ 
 
-Progetto Speciale Immunochip,FISM (Fondazione Italiana per la Sclerosi Multipla), PI, (2010-2012), 
200k€ 
 
-Ricerca di geni coinvolti nella suscettibilità alla Sclerosi Multipla: studio di replicazione e follow-up 
di markers genetici identificati in uno studio italiano di associazione caso-controllo su tutto il genoma 
Fondazione CARIPLO-2010 (N. 2010-0728), PI (2010-2012) 300k€ 
 
-Mappaggio fine di loci associati a Sclerosi Multipla nella popolazione dell’Italia continentale: dai 
marcatori genetici tag identificati in studi GWA alle varianti causali FISM (Fondazione Italiana 
Sclerosi Multipla), PI (2011-2014), 150k€ 
 
Memberships an other Scientific activities 
 
-Member of the "Societa' Italiana Genetica Umana" (SIGU) 
-Member of the IMSGC (International Multiple Sclerosis Genetics Consortium) Strategy Group 
-Member of the Scientific Committee of FISM (Italian Foundation of Multiple Sclerosis), 2014-2018 
-Member of the Editorial Board of "Genes and Immunity" 
-Associate Editor of “Cytokine” 
-Member of IRCAD (Interdisciplinary Research Center for Autoimmune Diseases, UPO, University, 
Novara, Italy), and President of IRCAD 2014-2018 
- coordinator of the "genomics and transcriptomic" Research Facility (http://caad.uniupo.it/servizi) at 
the UPO center CAAD (Centro Interdipartimentale "Centro di Eccellenza per la Ricerca traslazionale 
sulle Malattie 
Autoimmuni ed Allergiche") 

 



Teaching activities and  PhD supervision 
Teaching of Medical Genetics (average 160 hours per academic year since 1996) for a) the 
following master degree courses: Medicine and Surgery, Biological Sciences, Food health and 
Environment, b) the following bachelor degree courses: Physiotherapy, Laboratory Technician ,and 
for the following Specialty Schools: Medical Genetics, Surgery, Physiatry , Pathology, Hospital 
Pharmacy. 
Supervisor of PhD Students attending the UPOe PhD Program “Medical Sciences and 
“Biotechnology, average 2 Students per academic year in the last 15 years. 
Other work experience 
(e.g. consultancy if any) 
Clinical Assistance Activity 
From 2010 she started the coordination of an interdisciplinary medical and laboratory group for 
the clinical and molecular diagnosis of genetic diseases as collaborator consultant with the AOU 
Maggiore della Carità of Novara, Novara (Italy) with particular attention to the genetics of 
neurological diseases 
- coordinator of the "genomics and transcriptomic" Research Facility (http://caad.uniupo.it/servizi) 
at the UPO center CAAD, Novara, Italy (Centro Interdipartimentale "Centro di Eccellenza per la 
Ricerca traslazionale sulle Malattie) 
Administrative role and position responsibility 
President of the Degree Course in Medicine and Surgery (since 2016). 
Director of the Specialty School of Medical Genetics (since 2022), 
Component of the School of Medicine (2017-2024) 
Deputy Coordinator of the PhD Program Medical Sciences and Biotechnology (since 2014). 
Member of the Board (Giunta) of the School of Medicine (since 2016) 
Member of the Board (Giunta) of the Department of Health Sciences (2010-2016) 
2010-2016 member of the Technical Commission of Pedagogical Teaching Programming of the 
Medicine and Surgery Course 
Since 2014 Member of the Commission of the Library of the School of Medicine 
2014-2020 Delegate of the School of Medicine for the University Job Placement Commission 
2016-2020 Delegate of the Rector as representative of the University of Eastern Piedmont in the 
Regional Group on school-work alternation. 
 
Publications (a selection from the last 10 years) 
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U, Vasta R, Palumbo F, Mazzini L, Gallone S, Moglia C, Dewan R, Chia R, Ding J, Dalgard C, Gibbs 
RJ, Scholz S, Calvo A, Traynor B, Chio A. Intermediate HTT CAG repeats worsen disease severity in 
amyotrophic lateral sclerosis. J Neurol Neurosurg Psychiatry. 2024 Sep 6:jnnp-2024-333998. doi: 
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10.1007/s00415-022-11022-0. Epub 2022 Mar 10. PMID: 35266043; PMCID: PMC9217910. 
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SOD1: Impact on the Metabolism of Fibroblasts Derived from Amyotrophic Lateral Sclerosis Patients. 
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11: Mascia E, Clarelli F, Zauli A, Guaschino C, Sorosina M, Barizzone N, Basagni C, Santoro S, Ferrè 
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T, Cook A, Ellyard J, McMorran B, Sundaram M, Thomson R, Canete PF, Hoy W, Hutton H, 
Srivastava M, McKeon K, de la Rúa Figueroa I, Cervera R, Faria R, D'Alfonso S, Gatto M, 
Athanasopoulos V, Field M, Mathews J, Cho E, Andrews TD, Kitching AR, Cook MC, Riquelme MA, 
Bahlo M, Vinuesa CG. Deletions in VANGL1 are a risk factor for antibody-mediated kidney disease. 
Cell Rep Med. 2021 Dec 21;2(12):100475. doi: 10.1016/j.xcrm.2021.100475. PMID: 35028616; 
PMCID: PMC8714939. 

15: van Rheenen W, van der Spek RAA, Bakker MK, van Vugt JJFA, Hop PJ, Zwamborn RAJ, de 
Klein N, Westra HJ, Bakker OB, Deelen P, Shireby G, Hannon E, Moisse M, Baird D, Restuadi R, 
Dolzhenko E, Dekker AM, Gawor K, Westeneng HJ, Tazelaar GHP, van Eijk KR, Kooyman M, Byrne 
RP, Doherty M, Heverin M, Al Khleifat A, Iacoangeli A, Shatunov A, Ticozzi N, Cooper-Knock J, 
Smith BN, Gromicho M, Chandran S, Pal S, Morrison KE, Shaw PJ, Hardy J, Orrell RW, Sendtner M, 
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AC, Weishaupt JH, Brenner D, Freischmidt A, Bensimon G, Brice A, Durr A, Payan CAM, Saker-
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Saif H, Gotkine M, Leigh F, Chang IJ, Perlman SJ, Glass I, Scott AI, Shaw CE, Basak AN, Landers JE, 
Chiò A, Crawford TO, Smith BN, Traynor BJ; FALS Sequencing Consortium; American Genome 
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