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  Track Record 
 

Scientific output, retrieved on Scopus on 25/05/2025 
 
Published articles: 136 

Citations: 5853 

h-index: 40 

 

In my career I focused on the study of genetic causes of immune deficiency and on their disease mechanism 

through induced pluripotent stem cell in vitro models and animal models. 

During my Residency and PhD (2007-2013) from the research I performed in Harvard, USA I described as the first 

author a novel immunodeficiency caused by mutation in EXTL3 gene (JEM PMID 28148688). I contributed to the 

description of 3 other immunodeficiencies (Cell PMID 29474921, Nature PMID 25307056 and Science PMID 

25814066). I performed basic science studies on primary immunodeficiencies using mouse models or 

iPSC (Blood PMID 22302739; Nature Immunology Journal cover PMID 30127432; JACI as first author PMID 

26409660; PNAS PMID 30154162; Frontiers in Immunology PMID 25101082). 

I moved to Lausanne in 2014 where I set up from zero the new lab of my new PI and completed a study on an 

animal model as first author (Blood Journal cover PMID 26468226). 

I returned in Italy in 20I5, I focused on genetic diseases with immune dysregulation or autoinflammation and 

I described as the first author and corresponding author a novel primary immunodeficiency (JACI 

PMID 30771411). I co-shared the first authorship in two publication (JACI PMID 33556464 and 32437739) revealing 

the response to the anti-IL-1R drug anakinra in patients with COVID19 (authorized by EMA). 

I was elected in 2020 as one of the eleven component (treasurer) of the executive board of the European 

Society of Immunodeficiency. 

I obtained as a PI or collaborator over 700.000 euros from competitive grants, allowing me to fund my own 

research since 2015. I supervised 5 post docs and 1 PhD student. 

I was invited for oral presentations at the Mexican national conference of Immunology (2021), the Pediatric 

Rheumatology European Society biannual meeting (2021), the European Society of Immunodeficiency biannual 

meeting (2020), the National conference of the Italian Society of Human Genetics (2017) and the Annual 

symposium on Autoimmunity, Harvard Medical School, Boston (2012). 

  

On type I interferonopathies, SAVI and disease modelling I described as the first author the response to JAK 

inhibitors in SAVI (JoCI PMID 31144250) and type I interferon activation in COPA (Clin Imm PMID 29030294). I 

contributed to the description of a novel disease (Nature Communication PMID 29259162). I collaborated with 
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two consortiums for disease characterization of SAVI and COPA (JACI PMID 33217613, JoCI PMID 29977900). 

As last author I described activation of type I interferon in RALD (JoCI PMID 34455097) and collaborated to the 

characterization of a novel 3D lung model from iPSC with Dr Snoeck at Columbia University (Nature Cell Biol 

PMID 28436965). I set up two international collaboration with Dr. Lo at Hong Kong and Dr Reizis at NYU, USA, 

to dissect disease mechanism in the type I interferonopathy DNase1L3, ( JEM PMID 33783474, Am J Hum Genetics 

PMID 33022220) and with Dr Genovese at Harvard for gene editing in iPSC and HSC. 

I recently won a grant as a collaborator for a project on gene editing in genetic diseases (PRIN 20175XHBPN) and  

a 1 million grant (FIS00002235). 

 

Work experiences 

Elected member of the management board of the European Society for Primary Immunodeficiencies (ESID) 
2021-2024 

Associate Professor Mar 2024- to date 

Associate Professor at Genoa University, Genova  

Pediatrician at the Pediatric Rheumatology Unit and the Center for Autoinflammatory Diseases, Gaslini Institute, 
Genova, Italy 

Research Fellow (Ricercatore a tempo determinato RTDa) Mar 2018- Feb 2024 

Research Fellow at Genoa University, Genova  

Pediatrician at the Pediatric Rheumatology Unit and the Center for Autoinflammatory Diseases and 
Immunodeficiencies, Gaslini Institute, Genova, Italy 

Research Fellow Sept 2014-March 2018 

Research fellow at Gaslini Institute, Genova, Italy, in Dott. Gattorno’s group, working on immune deficiencies 
and type 1 interferonopathies with both clinical and research responsibilities. 

Collaborateur de Recherche Sept 2014-Aug 2015 

Collaborateur de Recherche (post doctoral student) at Lausanne University Hospital, Lausanne, Switzerland, in 
Prof. Candotti’s laboratory: complete setup of a new laboratory, supervision of a PhD student and development 
of a new project on the diagnosis of Type I interferonopathies. Study of immune disregulation in a mouse model 
of Wiskott-Aldrich syndrome. 

Research Fellow Oct 2011- July 2014 

Post doctoral research fellow at Children’s Hospital Boston, Harvard Medical School, in Prof. Notarangelo’s 
laboratory of Paediatrics immunology, focusing on the study of primary immunodeficiencies through a mouse 
model of Wiskott Aldrich Syndrome, a zebrafish model of a novel immunodeficiency due to EXTL3 gene mutation 
in collaboration with Prof. Zon at Boston Children’s Hospital and the generation of iPS cell lines from patients 
with genetic susceptibility to Herpes Simplex encephalitis, in collaboration with Prof. Casanova at Rockefeller 
University.  

Research Fellow Sept 2007- Apr 2008 
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Research fellow at the Institute for Research in Biomedicine, Bellinzona, Switzerland, under supervision of Prof. 
Fabio Grassi studying a mouse model of systemic lupus erythematosus. 

Research Intern Sept 2006- Aug 2007 

Research intern at CEBR, Centre of Excellence for Biomedical Research, Genova, under supervision of Dott. 
Elisabetta Traggiai studying the effect of mesenchymal stem cells  

Clerkship Aug 2006 

Clerkship at Korle Bu University Hospital, Accra, Ghana, at the Paediatric Department, under supervision of Dott. 
Onike Rodriguez.  

Intern Apr 2004- Mar 2005 

Research intern at the Laboratory of Experimental Oncology, Utrecht University, The Netherlands and the 
Hubrecht laboratory for developmental biology under supervision of Prof. Rachel Giles and Prof. Emile Voest 
working on a zebrafish model of angiogenesis. 

   

  Education and clinical certificates 

Knowledge of Good Clinical Practice (GCP) online course  13/03/2024 

Experiences in clinical trials  

IVIG in hypogammaglobulinemia (site PI)                       Mar 2021 

Post Doctoral Student                                                                  Sept 2014 – Aug 2015 

Lausanne University, Lausanne University Hospital, Switzerland. 

Post Doctoral Student                                                                  Jan 2011 – Jul 2013 

Harvard Medical School, Boston Children’s Hospital, USA. 

PhD Jan 2013 – Dec 2015 

PhD student in Genetics, Genoa University, Italy.  Thesis: Identification and characterization of novel primary 
immunodeficiencies: EXTL3 gene mutation causes a novel form of Immuno-Osseus dysplasia and unveils a critical 
role of heparan sulfate in thymopoiesis. 

Residency 2007 - 2012 

Specialization cum laude in Pediatrics, Gaslini Children’s Hospital, Genoa University, Italy. 

Undergraduate School 1999-2006 

MD certificate cum laude, with honor, Genoa University Medical School, Italy. 

 

 

 

 

 

  

Prizes 

Bright spark in immunology                                                                       September 2015  
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European Federation of Immunological Societies, European conference of Immunology 2015. 

Grants 

Fondo Italiano per la Scienza Dec 2023-2028  

Combining gene editing and iPS to study and treat monogenic autoinflammatory diseases FIS00002235  

953378 euro. 

 

 

5 per mille Istituto Giannina Gaslini June 2022-2025  

GASLINI genome-editing lab: development of an advanced cellular platform for the study of genetic diseases, 

230000 euro.   

 

Curiosity Driven Research Grant, Genova University    February 2021 – January 2023 

Combining CRISPR/Cas9 gene editing and induced pluripotent stem cells (iPS) to study and treat genetic 

diseases of the immune system, 65000 euro 

 

Italian Health Ministry “Ricerca Finalizzata” (n. GR-2019-12369050) February 2021 – January 2024  

Innovative pre-transplant conditionings to preserve bone marrow niche and improve the immunological 

reconstitution in immune dysregulation disorders, 80000 euro. 

 

PRIN (n.20175XHBPN) Italian Research and University Ministry       Agosto 2019 – Agosto 2022  

Advanced genetic engineering to study and treat monogenic diseases, 140000 euro. 

 

Italian Foreign Affairs Ministry (n. GR-2019-12369050) February 2017 – January 2020  

Genetic basis of early-onset systemic lupus erythematosus in India and Italy, 146000 euro. 

  

 
Oral presentations and Conference organization 

 Oral presentation April 2025 

International congress of Familial Mediterranean Fever and Systemic Autoinflammatory Disease, ISSAID, (Paris, 

France). 

Systemic inflammation, lymphoproliferation and vasculopathy in a patient with ARHGAP10 mutation 

Invited speaker June 2023 

Inborn error working party simposyom of the European Society for Bone Marrow transplantation (Brescia, 
Italy). 
HSCT in ARPC1B and actinopathies 

Invited speaker October 2023 

European Society for Immunodeficiencies, biannual conference (Goteborg, Sweden) 

Extinguishing the Fire: Inflammation Gone Wrong 
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Invited speaker October 2021 

European Society for Immunodeficiencies, biannual conference (online) 

ARPC1B related diseases 

Invited speaker February 2020 

Preceptorship on Autoinflammatory syndromes (Genova, Italy) 

Interferonopathies 

Oral presentation June 2019 

International congress of Familial Mediterranean Fever and Systemic Autoinflammatory Disease, ISSAID, 

(Genova, Italy) 

A combined immunodeficiency with severe infections, inflammation and allergy caused by ARPC1B deficiency 

Invited speaker November 2019 

Maternal and fetal infections (Genova, Italy) 

The immunology of pregnancy, of the fetus and of the newborn 

Invited speaker October 2018 

Lupus 2018 (Florence, Italy) 

Forme monogeniche di SLE. 

Oral presentation June 2018 

Federation of Clinical Immunology Society (FOCIS) meeting (San Francisco, USA) 

A combined immunodeficiency with severe infections, inflammation and allergy caused by ARPC1B deficiency 

Invited speaker November 2017 

National conference of the Italian Society of Human Genetics (SIGU) (Napoli, Italy) 

Genetic mechanisms in inflammatory diseases 

Invited speaker October 2017 

La sindrome di Aicardi-Goutieres: un modello di interferonopatia (Brescia, Italy) 

Interferonopatie di tipo 1 in reumatologia pediatrica: l’approccio diagnostico. 

Oral presentation September 2017 

Pediatric Rheumatology European Society (PRES) annual meeting (Genova, Italy) 

A severe case of polyarticular arthritis caused by mutation of the COPA gene. 

Invited speaker May 2017 

Preceptorship on autoinflammatory syndromes (Genova, Italy) 

Immunodeficiencies 

Eposter presentation March 2017 

Clinical immunology society meeting (CIS) (Seattle, USA) 

Efficacy of the JAK inhibitor ruxolitinib in two patients with SAVI syndrome 
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Oral presentation Sept 2016 

Pediatric Rheumatology European Society (PRES) meeting (Genova, Italy) 

Type 1 interferonopathies: diagnostic role of peripheral blood interferon signature and preliminary results of 

treatment with a JAK 1/2 inhibitor. 

Oral presentation April 2016 

Clinical Immunology Society (CIS) (Boston USA)  

1) Blood Interferon signature as a screening for Type I Interferonopathies in children with early-onset SLE and 

vasculopathy. 

2) Exostosin-like glycosyl transferase 3 (EXTL3) gene mutation causes a novel form of immuno-osseous dysplasia 

and unveils a critical role of heparan sulfate in thymopoiesis 

 Oral presentation October 2015 

International Congress of Familial Mediterranean Fever and Systemic Autoinflammatory Diseases, ISSAID 
(Dresden, Germany) 

“Identification of type I interferonopathies using blood interferon signature: the experience of a pediatric 
rheumatology center”. 

Oral presentation September 2015 

EUtrain-Translational Research in Rheumatology Conference (Genova, Italy) 

“Identification of type I interferonopathies using blood interferon signature: the experience of a pediatric 
rheumatology center”. 

Oral presentation Sept 2015 

Research day of Lausanne University Hospital (Lausanne, Switzerland) 

“Selective deficiency of WASP in Treg cells is sufficient to cause autoimmunity in mice”. 

Oral presentations Sept 2015 

European Conference of Immunology (Wien, Austria) 

1) “Exostosin-like glycosyl transferase 3 (EXTL3) gene mutation causes a novel form of immuno-osseous dysplasia 
and unveils a critical role of heparan sulfate in thymopoiesis” 

2) Selective deficiency of WASP in Treg cells is sufficient to cause autoimmunity in mice. 

Oral presentation June 2015 

Annual European Congress of Rheumatology (EULAR), (Rome, Italy)  

“Blood Interferon signature as a screening for Type I Interferonopathies in children with early-onset SLE and 
vasculopathy”. 

Oral presentation May 2014 
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Annual meeting of the Italian Paediatric Haematology and Oncology association (Genova, Italy) 

“Role of Wasp and N-Wasp in b cell maturation, homing and function” 

Invited speaker  Oct 2012 

Annual symposium on Autoimmunity, Beth Israel Medical Centre, Harvard Medical School (Boston, USA) “The 

autoimmunity of the Wiskott-Aldrich syndrome” 

Oral presentation May 2012 

PRES course “Translational and Clinical issues in pediatric rheumatology” (Genova, Italy)  

• B cell intrinsic deficiency of the Wiskott-Adrich syndrome protein (WASP) causes severe abnormalities 

of the peripheral B cell compartment in mice 

• T cell activation dependent purinergic signalling in the pathogenesis of experimental lupus 

glomerulonephritis 

Scientific meeting organization Mar 2018 

Organizing committee for the 2019 meeting of the International Society of Systemic Autoinflammatory Diseases 
(ISSAID) (Genoa, Italy).  

Scientific meeting organization Dec 2010 

Scientific committee member of the Meeting on mithocondrial diseases (Gaslini Institute, Genoa, Italy). 

  

 
 

 

 

 

 

 

 

 Scientific association membership and reviewer activity 

Member of the European Society for Immune Deficiencies (ESID) 

Member of the Pediatric Rheumatology European Society (PRES) 

Review Editor for the journal “Frontiers in Medicine” and “Frontiers in Immunology”. 

Reviewer for “Frontiers in Immunology”, “Journal of Allergy and Clinical Immunology”, “Clinical Immunology”, 

“Journal of Clinical Immunology”, “Clinical Cytometry”, “Current Medicinal Chemistry”, “Pediatric 

Rheumatology”. 

Accreditation for animal experimentation “Felasa EU functions ACD”. 
   

   

  

 

 

 

Publications(1-136) 
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