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A. POSITION AND HONORS 
 
Positions and Employment 
 
1993-1998    Senior Investigator, Institute of Biomedical Technology, Segrate (Milan) Italy 
1999-2001 Researcher at Consiglio Nazionale delle Ricerche, Institute of Biomedical 

Technology, Segrate (Milan) Italy 
1998-2002     Professor of Biotechnology, University of Milan, Pharmacology Faculty. 
2002—2006 Associate Professor, CNR, Institute of Biomedical Technology, Segrate (Milan)         

Italy 
2006- 2011  Director of Research at CNR Institute of Biomedical Technology, Segrate (Milan)   

Italy 
2011-present     Director of Research at CNR, IRGB, Milan Unit 
2006-present      Head of Unit of “Omenn and Wiskott Aldrich group” at Telethon Institute for 
 Gene Therapy, San Raffaele, Milan, Italy 
2008-present  Head of Human Genome Unit, Istituto Clinico Humanitas, Milan Italy 
July 2019- 
Sept2020             Director of the Institute of Genetics and Biomedicine (IRGB) -CNR 
 
 
Other experiences and Professional Memberships 
 
Academic and International Activities 
 
1999-present Reviewer for Primary Immunodeficiency Association (PiA) and Association Francaise 
   contre les Myopathies  (AFM) 
2000-present Responsible for data bank of Rag Defects and Osteopetrosis : http://www.uta.fi/bioinfo 
2000-2006  Head of the Genetic Working Party- European Society for Immunodeficiencies 
2008-present Coordinator of the Retrospective Study on Osteopetrosis – Inborn Error Group (EBMT) 
2010-2014 Secretary of the European Society of Immunodeficiency (ESID) 
 
International Journal Reviewer: 
 
Journal of Allergy and Clinical Immunology 
Journal of Clinical Immunology 
Journal of Leukocyte Biology 
Blood 
Bone and Osteoporosis Inter.  
Journal of Bone and Mineral Research 
Molecular Therapy 
Expert Opinion on Orphan Drug 
Frontiers in Immunology 
 
International Journal Board Member 
 
Journal of Allergy and Clinical Immunology, Journal of Clinical Immunology, Frontiers in 
Immunology 
 
Grant Reviewer: 
 
Action Medical Research for Children (UK) 
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Agence Nationale delle Recherche (ANR_AFM) (France) 
Fondation pour le Recherche Medicale Equipe FRM (France) 
Centre Hospitalier Regionael Universitarie Montpellier  (France) 
Primary Immunodeficiency Association (PiA) and Association Francaise contre les Myopathies     
(AFM) 
External Panel Reviewer, ERC Starting Grants 
Member of the Panel Board of Advanced ERC Grants  
 
Patent: 
 
Genetic markers for bone mass. The University Court of the University Aberdeen (Scotland)  
Patent N. 03737357.8-2402-GB0300470 
Date of filing: 04.02.03 
 
Honors 
 
2005  Winner, 2005 “Descartes Prize for Research” 
2008  Member of Kunkel Society of Immunology 
 
 
Meeting Organizer Committee  
2012 2nd International Workshop of Translational Medicine, Istituto Clinico Humanitas, Rozzano 
(Milan) 
2012 ESID Biennial Meeting – Florence 
2017 4th Meeting of Translational Immunology of pathogenesis ad therapy of immunemediated 
diseases, Palermo 
2019  5th Meeting of Translational Immunology of pathogenesis ad therapy of immunemediated 
diseases, Milano 
 
Invited Presentations to peer-reviewed internationally established conferences 
 
26 May 2002             Invited speaker at the 29th European Symposium on Calcified Tissue (ECTS),  

Zagreb 
10 May 2004           Invited speaker at ESID Spring Meting, Prague 
May 2004                  Invited speaker at XI Biennial Meeting of the European Society of             

Immunodeficiency, Versailles 
6 October 2006          Invited speaker at IPOPI, XII Biennial Meeting of the European Society of         

Immunodeficiency, Budapest 
 
June 2007  Invited speaker at International Union of Immunological Societies (IUIS),    

Jackson Hole Wyoming, USA 
May 2008            Invited speaker at Second Course of Dysphormology, Bertinoro 
June 2008 Invited speaker at Kunkel Society Meeting- Santa Margherita   
25 June 2009              Invited speaker at 5th International Conference on Children's Bone Health 
11 February 2010       Invited speaker at USGEB, Palazzo dei Congressi, Lugano, Switzerland 
5 October 2011 Invited speaker Ospedale Bambin Gesu’, Rome  (Host: Prof. Paolo Rossi) 
23 November 2011     Invited speaker at 6th European Workshop on Immune Mediated Inflammatory 

Diseases, Nice 
23 January 2012         Invited speaker at University of NewCastle, Department of Immunology 

NewCastle (UK). Seminar (Host: Prof. A. Cant) 
8-10 March 2012        Invited speaker 2nd African Society of Immunodeficiency (ASID), Hammamet, 
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Tunisia 
3-6 October 2012 Invited speaker at 15th ESID Biennial Meeting, Florence    
5 September 2012       Invited Chairperson at European Congress of Immunology (ECI), Glasgow       
8 April 2013                Invited speaker at 39th Annual Meeting of European Group for Blood and Bone 

Marrow Transplantation(EBMT), London  
June 2013  Invited speaker at AIEOP, Rome  
6 February 2014 Invited speaker at The 100 J Project Meeting, Antalya   
Ocotber 2014               Invited speaker at XVI Biennial Meeting of the European Society of 

Immunodeficiency, Prague. 
12-14 June 2014          Invited speaker “Wiskott-Aldrich Syndrome from the B cell point of view”. 

Frontiers in Immunology, From Molecules to Diseases. Stockholm  
June 2015                    Inivited speaker at International Conference on Children and Bone’s Health, 

ICCBH, Salzburg  
9 October 2015            Invited speaker at “Intestinal Microbiota in Omenn Syndrome”. Ospedale 

Bambin Gesu’ 
10 October 2015         Invited speaker Conference on Autoimmunity in Severe Combined 

Immunodeficiency” Ospedale Pediatrico Bambin Gesu Rome 
13 November 2015     Invited speaker at XV Congresso S.I.O.M.M.S. Bologna 
6 November 2016 Invited speaker at FPID, NewPort Beach, DC 
15 June 2016   Invited speaker at Forum in Bone and Minerla Research, Torino 
1 December 2017 Invited speaker at BSRT Meeting, Berlin  
18 October 2017  Invited speaker at the Annual Meeting of the Scandinavian Society for 

Immunology 
28 March 2017 Invited speaker at the 4th Conference of Translational Medicine on pathogenesis 

and therapy of immune mediated diseases 
9 June 2017  Invited speaker at II Update in Immunologia  
26 Maggio 2017  Invited speaker at Ricerca traslazionale come ausilio per il management del 

paziente con Immunodeficienze Primitive 
1 May 2018 Invited speaker at Brown Bag Seminar, NIH USA 
25 May 2018  Invited speaker ECTS, Valencia 
18 January 2019 Invited speaker 2 Journee Recherche FAI 2R/CRI IMIDIATE, Paris  
22 March 2019 Invited speaker at Kunkel Society, New York 
 
 
Grants: 
 
1995-1998 Project E.0945 Telethon Grant entitled ‘Identification of the gene responsible for T-   

B- severe combined immunodeficiency’. Principle Investigator- 1995-1998 
 
1999-2001       Telethon Grant "SCID due to defects in VDJ recombination : human studies and    

animal models E0917. 2002-2005  Scientific Responsible for AFM (Association 
Francaise contre le Myopathie) e Comitato Telethon  "Terapia Genica delle 
Immunodeficienze combinate gravi  

 
2002-2006 Ministry of Education and Research-FIRB Italian Grant: “Deciphering cell identify 

and cell differentiation mechanisms in the post-genome era by using three 
paragdimatic systems: breast, bone and lymphocytes.  

 
2006-2010  Scientific Responsible for Telethon Project A04 " Basic Biology of Omenn 

syndrome" 
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2006-2010 Scientific Responsible for Telethon Project A02 " Gene Therapy of Wiskott Aldrich  
syndrome" 

 
2007-2010 Scientific responsible for Nobel CARIPLO "Genetics and functional genomics of 
  myelomonocytic cells" 
 
2009-2012 Scientific responsible for Fondazione CARIPLO Project " Cellular and molecular 

mechanisms of autoimmune manifestations in primary immunodeficiency due to 
partial defects in V(D)J recombination" 

 
2010-2015 EC FP7 2010 call- CELL-PID: Translational research on cell based immunotherapy. 
 
2010-2012 Responsible Research Project "Novel Approaches exploiting gene targeting and cell 

reprogramming in stem cells based regenerative medicine". PRIN 2009 
(2008SR75557) 

 
2011-2016 Scientific responsible of Telethon Core grant "Autoimmunity in Primary 

Immunodeficiencies”.  
TIGETA3 Telethon A3: Dissection of cellular and molecular mechanisms underlying 
autoimmunity in Omenn syndrome.  Euro 512.600 
TIGET A2 Telethon A2: Cellular and molecular basis of autoimmunity of Wiskott 
Aldrich syndrome. Euro 533.700 

  
2011-2013 Induced pluripotent stem cells (iPSC) in the treatment of TCIRG1-dependent 

osteopetrosis: a step by step reproduction of the entire therapeutic process in the 
mouse.  Minister of Health RF-2009-1499542 
 

2012-2015 Molecular and cellular bases of intestinal mucosal pathology in Omenn Syndrome. 
Fondazione CARIPLO 2012-0519. Euro 240.000 

 
2013-2017 EC FP72012 call-SYBIL: “System biology for the functional validation for genetic 

determinanats of skeletal diseases” Grant . 602300. Euro 496.800 
 
2016-2020 Horizon 2020GRANT AGREEMENT NO: 666908: “Developing genetic Medicines 

for Severe Combined Immunodeficiency (SCIDNET)” Euro 473.000 
 
2017-2020 PRIN 2015_ Ministry of Education and Research “New experimental therapies for 

genetic skeletal diseases”. Euro 83.506 
 
2018-2022 Recomb “Stem-cell based gene therapy for recombination deficient SCID 

(RECOMB)”. Euro 532.500/ Participant 
 

     2019-2021 PRIN 2017 Ministero della Educazione e Ricerca “Advanced genetic engineering to 
study and treat monogenic” 
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SCIENTIFIC ACTIVITIES 
 
Dr Villa has published more than 190 papers in international scientific journals for a total citation of 
8558 and Scopus "h" index of 51. ORCID: http://orcid.org/0000-0003-4428-9013  
 
The main focus of her research has been the molecular and cellular dissection of severe combined 
immunodeficiencies. In her early career, Anna Villa identified the genes responsible for different 
forms of severe combined immunodeficiency (SCID). In particular, she identified Jak3 as the gene 
responsible for T+B- SCID published on Nature in 1995 and later she discovered mutations in WAS 
gene in patients suffering from X-linked thromobocytopenia (Nature Genetics,1995). During the 
following years, she addressed her studies to a peculiar form of SCID, named Omenn syndrome, 
characterized by activated T cells and absence of B cells in the presence of high level of IgE (Cell, 
1998). She was able to characterize the molecular defects underlying this enigmatic 
immunodeficiency. She showed that hypomorphic mutations in Rag1 and Rag2 genes impairing but 
not abolishing the protein activities, are responsible for this peculiar SCID form. She focused her 
analysis on the molecular and biochemical effects of these mutations trying to correlate the clinical 
signs of Omenn syndrome with the molecular defects. To further address the pathophysiology of 
this disease, she generated a murine model carrying a hypomorphic mutation in Rag2 gene found in 
an Omenn patient (Journal of Clinical Investigation, 2007). Thanks to the availability of this mouse 
model, which well recapitulates the human phenotype, she was able to demonstrate defects in the 
mechanisms of central and peripheral tolerance. She also performed studies on regulatory T cells in 
patients demonstrating a defect in suppression activity function. Defects in B cells in OS mouse 
model and patients have been also analysed (JEM,2010).  In parallel with the identification of genes 
involved in SCID, Anna Villa has addressed her studies to the efficacy and safety of gene therapy of 
Wiskott Aldrich syndrome, a complex and severe X-linked disorder characterized by micro-
thrombocytopenia, eczema, immunodeficiency, and increased risk to develop autoimmunity. Using 
third generation of lentiviral vector carrying human WAS gene driven by its own promoter, she 
demonstrated that gene therapy can restore functional defects in T cells and more recently in B 
cells. Thanks to the preclinical studies, a lentiviral vector based clinical trial for the human WAS 
disease is now undergoing at the San Raffaele Institute (Science, 2013, JCI 2015, JACI 2015). In 
parallel with gene therapy studies, she has also analyzed the pathophisiology of Wiskott Aldrich 
syndrome demonstrating that the lack of WASp causes a defect in maturation and function of iNKT 
cells (JEM, 2009), dendritic cells and B cells (JEM 2013, JACI 2014, JCI 2015). She is currently 
evaluating the follow up of gene therapy patients focusing on B cell and platelet defects. 
Her group is now involved in the correction of RAG defects and in close collaboration with 
Notarangelo group (NIH) she has optimized a gene editing platform to correct RAG1 defect in 
CD34+ cells. In parallel, she has tested a novel conditioning approach based on the use of 
immunotoxin conjugated to anti-CD45 (JACI, 2020) 
Anna Villa has also strongly contributed to the molecular dissection of another important genetic 
disease. In the last years, she has directed her interests to a heterogeneous group of bone diseases, 
named Osteopetrosis. These studies represent the beginning of the molecular dissection of this 
complex and heterogenous inherited bone defects. 
Her group has indeed identified TCIRG1 as the gene responsible for autosomal recessive form of 
osteopetrosis (ARO) (Nature Genetics, 2000) and later she contributed to the characterization of 
two other forms of ARO due to defect in Grey Lethal and Pleckstrin genes, respectively (Nature 
Medicine, 2003; Journal of Clinical Investigation, 2007). More recently her group has described 
RANKL and RANK as genes responsible for the osteoclast poor Osteopetrosis (Nature Genetics, 
2007; Am J Human Genetics, 2008). The molecular dissection of ARO has important implication 
not only for the molecular diagnosis, but also for the treatment of the disease. RANKL dependent 
ARO forms cannot be cured by bone marrow transplantation and the recognition of this molecular 
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defect could candidate these patients to alternative therapeutic approaches. To this end, Rankl-/- 
mice have been treated with the soluble form of RANKL demonstrating the feasibility and 
efficacy of this substitutive treatment as preclinical model of ARO caused by defect in this 
molecule (J. Bone Miner Res 2012).  In parallel with these studies, her team has contributed to 
further understand the spectrum of clinical manifestations in autosomal recessive and dominant 
forms caused by defects in ClCN7 gene. Finally, analysis of exome sequencing has allowed 
identifying novel cases of CTSK gene mutations in patients originally diagnosed as interemediate 
osteopetrosis.  
Currently, Villa’s group is involved in the identification of candidate genes responsible for novel 
forms of ARO and ADO by genome wide sequencing and in parallel testing novel gene correction 
approaches. To this end, her lab has recently established a cellular data bank of induced 
Pluripotent stem cells (iPSC) obtained from patients carrying defects in the main genes involved 
in ARO forms. The generation of this cellular lines source represents a disease modelling relevant 
for the comprehension of the molecular and cellular bases of the disease and for testing novel 
cellular therapeutic approaches (Stem Cell Reports, 2015). To this regard, in the past Villa’s group 
has performed pioneer studies aimed at understaining the feasibility and efficacy of in utero stem 
cell transplantation in the murine model of osteopetrosis (Proc Natl Acad Sci, 2005). More 
recently, her group has tested and optimized a novel strategy to correct TCIRG1 gene defect by 
gene targeting in murine iPSC obtained from the murine model of osteoepetrosis (oc/oc mouse). 
Finally, Villa’s group has generated a third generation lentiviral vector carrying human RANKL 
gene to cure osteoclast-poor form of ARO casued by defects in rankl molecule.  Experiments to 
test the efficacy of this gene therapy approach to cure RANKL defective osteopetrosis are 
currently ongoing. 
 
 
 
PUBLICATIONS 
  
1 Villa A, Cairo G, Pozzi MR, Schiaffonati L, Bardella L, Delia D, Biunno I, and Vezzoni P. "Lack 
of TdT and immunoglobin and T cell receptor gene rearrangements in Hodgkin's disease". Int. J. 
Biol. Markers 2: 65-70, 1987 
 
2 Villa A, Biunno I, Sacco MG, Cairo G, Besana C, Rilke F, and Vezzoni P. Specificity of the 
rearrangements of the T cell gamma gene in human lymphomas. Tumori 74: 257-260, 1988 
 
3 Villa A, Sacco MG, Cairo G, Biunno I, Mathieu-Mahul D, Larsen J, and Vezzoni P. An analysis in 
human lymphomas of a J region involved in a C-Myc-J  alpha-translocation, relationship with TCR 
alpha. Biochem. Biophys. Research Comm. 154: 550-558, 1988 
 
4 Vezzoni P, Villa A, and Pozzi MR. The rise of a microparadigm in oncology. Biology Philosophy 
4: 57-67, 1989 
 
5 Cattoretti G, Villa A, Giardini R, Vezzoni P, and Rilke F. Malignant hystiocitosis: phenotypic and 
genotypic heterogeneity. Am J Pathol 136: 1009-1919, 1990 
 
6 Zocchi MR, Poggi A, Villa A, Inverardi L, Sabbadini MG, and Ferrarini M. Signal requirements 
for activation of leukemic T cells from a chronic lymphocytic leukemia  TLL. Clin Exp Immunol  
82:108-113, 1990 
 
7 Patrosso MC, Frattini A, Susani L, Vezzoni P, and Villa A.   Fidelity of a Yac clone in the region 
of human MCF-2 gene. Biochem Biophys Research Comm  181:877-883, 1991 
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8 Tribioli C, Tamiani F, Patrosso MC, Milanesi L, Villa A, Pergolizzi R, Rivella S, Bione S, 
Mancini M, Vezzoni P, and Toniolo D. "Methylation and sequence analysis around EagI sites: 
identification of 28 new CpG islands in Xq24-Xq28 ". Nucleic Acid Res. 4:727-733, 1992 
 
9 Lucchini F, Sacco MG, Hu N, Villa A, Brown J, Cesana L, Mangiarini L, Rindi G, Kindl S, Sessa 
F, Vezzoni P, and Clerici L.  Early and multifocal tumors in breast, salivary, Harderian and 
epididimal tissues developed in MMTV neu transgenic mice. Cancer Letters 64:203-209, 1992 
 
10 Villa A, Patrosso MC, Biunno I, Frattini A, Repetto M, Mostardini M, Evans G,  Susani L, Strina 
D, Redolfi E,  Lazzari B,  Pellegrini M, and P Vezzoni . Isolation of a zinc finger motif mapping on 
chromosome Xq25-26. Genomics 13:1231-1236, 1992 
 
11 Frattini A, Zucchi I, Villa A, Patrosso MC, Repetto M, Susani L, Redolfi E, Vezzoni P, Romano 
G, Palmieri G, Esposito T, d'Urso M. Type 2 vasopressin receptor gene, the gene responsible for 
nephrogenic diabetes insipidus, maps to Xq28 close to L1CAM gene. Biochem Biophys Res Comm 
3:864-871, 1993 
 
12 Maestrini E, Patrosso MC, Mancini M, Rivella S, Rocchi M, Repetto M, Villa A, Frattini A, 
Zoppè M, Vezzoni P, and Toniolo D. Mapping of two genes encoding isoforms of ABP-280, a 
dystrophin like protein, to Xq28 and to chromosome 7: candidate genes for the Emery Dreyfuss 
Muscular Dystrophy. Hum Mol Gen 2:761-766, 1993 
 
13 Villa A, Zucchi I, Pilia G, Strina D, Susani L, Morali F, Patrosso MC, Frattini A, Lucchini F, 
Repetto M, Sacco MG, Zoppé M, Vezzoni P.ZNF75: isolation of a cDNA clone of the KRAB zinc 
finger gene subfamily mapped in YACs 1 Mb telomeric of HPRT. Genomics, 18:223-229, 1993. 
 
14 Mulder L, Sacco MG, Mangiarini L, Brown J, Collotta A, Villa A, De Giovanni A, Vezzoni P, 
Clerici P.  Preimplantation embryo sexing by polymerase chain reaction  amplification of the sry 
gene on single mouse blastomeres Genet Anal Applic Techn,10:147-149, 1993 
 
15 Villa A, Strina D, Macchi P, Patrosso MC, Vezzoni P, Tovo PA, Giliani S, Ugazio AG, 
Notarangelo LD. C to T mutation causing premature termination of CD40 ligand at aminoacid 221 
in a patient affected by HyperIgM syndrome  Human Mut, 3:73-76, 1994 
 
16 Patrosso MC, Repetto M, Villa A, Milanesi L, Frattini A, Faranda S, Mancini M, Maestrini E, 
Toniolo D, Vezzoni P. The exon-intron organization of the human X-linked  gene enconding ABP 
280. Genomics, 21: 71-76, 1994. 
 
17 Villa A, Notarangelo LD, Di Santo J, Macchi P, Strina D, Frattini A, Lucchini F, Patrosso MC, 
Giliani S, Mantuano E, Agosti S, Nocera G, Kroczek RA, Ugazio A, de Saint Basil G, Vezzoni P. 
Organization of the human CD40L gene: implications for molecular defects in X-linked hyper-IgM 
syndrome and prenatal diagnosis. Proc Natl Acad Sci USA, 91:2110-2114,1994. 
 
18 Ferlini A, Patrosso MC, Repetto M, Frattini A, Villa A, Vezzoni P, Fini S, Salvi F, and Forabosco 
A. A new mutation (GLY47ALA) in the transthyretin gene associated with hereditary amylodoisis: 
detection by sequence analysis and by primer-created restriction polymorphism.    Human Mutation 
138: 39-59,1994 
 
19 Kroczek R, Graf D, Brugnoni D, Giliani S, Korthauer U, Ugazio A, Senger G, Mages H, Villa A, 
Notarangelo L. Defective expression of CD40 ligand on T cells causes  X linked immunodeficiency 
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with hyper-Ig M  (HIGM1).  Immunological Review,138:39-59, 1994 
 
20 Frattini A, Faranda S, Redolfi E, Zucchi I, Villa A, Patrosso MC, Strina D, Susani L, Vezzoni P. 
" Genomic organization of the human VP16 accessory protein (HCF), a housekeeping gene 
mapping to Xq28".  Genomics, 23:30-35, 1994 
 
21 Pilia G, Porta G, Padayacie M, Malcolm S, Zucchi I, Villa A, Macchi P, Vezzoni P, Schlessinger 
D. Human  CD40L gene, gp39, maps to 2 megabases telomeric to HPRT. Genomics, 22:249-251, 
1994 
 
22 Di Bacco A, Susani L, Villa A, Strina D, Frattini A, Vezzoni P, Zucchi I.  Rapid isolation of 
cDNA clones by aliquot testing via PCR amplification.  PCR Methods Applic 4:126-128, 1994 
 
23 Macchi P, Notarangelo L, Giliani S, Strina D, Repetto M, Sacco MG, Vezzoni P, Villa A. The 
genomic organization of the human transcription factor 3 (TFE3) gene. Genomics 28:491-494, 
1995 
 
24 Villa A, Notarangelo L, Macchi P, Mantuano E, Cavagni G, Brugnoni D, Strina D, Patrosso MC, 
Ramenghi U, Sacco MG, Ugazio A, Vezzoni P. X-linked thrombocytopenia and Wiskott-Aldrich 
syndrome are allelic diseases with mutations in the Wasp gene. Nature Genet 9:414.417, 1995 
 
25 Macchi P, Villa A, Strina D, Sacco MG, Morali F, Brugnoni D, Giliani S, Mantuano E, Fasth A, 
Andersson B, Zegers BJM, Cavagni G, Reznick I, Levy J, Zan-Bar I, Porat Y, Airò P, Plebani A, 
Vezzoni P, Notarangelo L. Characterization of nine novel mutations in the CD40 ligand gene in 
patients with X-linked Hyper IgM syndrome of various ancestry. Am J Hum Genet, 56:898-906, 
1995 
 
26 Sacco MG, Mangiarini L, Villa A, Macchi P, Barbieri O, Sacchi MC, Monteggia E, Fasolo V, 
Vezzoni P, Clerici L.  Local regression of breast tumors following intrammary ganciclovir 
administration in double transgenic mice expressing neu oncogene and herpes simplex virus 
thymidine kinase.  Gene Therapy 2:493-497, 1995 
 
27 Macchi P, Villa A*, Giliani S, Sacco MG, Frattini A, Porta F, Ugazio A, Johnston J, Candotti F, 
O' Shea J, Vezzoni P, Notarangelo G. Mutations of JAK3 gene in patients with autosomal severe 
combined immunodeficiency (SCID). Nature 377:65-68, 1995  *Corresponding author 
 
28 Villa A, Sironi M, Macchi P, Matteucci C, Notarangelo L, Vezzoni P, Mantovani A.  Monocyte 
function in SCID patient with a donor splice site mutation in the JAK3 gene.  Blood 88:817-823, 
1996 
 
29 Sacco MG, Benedetti S, Duflot-Dancer A, Mesnil M, Bagnasco L, Strina D, Fasolo V, Villa A, 
Macchi P, Faranda S, Vezzoni P, Finocchiaro G.  Partial regression, yet incomplete eradication of 
mammary tumors in transgenic mice by retroviral-mediated HSV-TK transfer in vivo.  Gene 
Therapy 3:1151-1156, 1996 
 
30 Frattini A, Chatterjee A, Faranda S, Sacco MG, Villa A, Herman GE, Vezzoni P. The 
Chromosome localization and the HCF repeats of the Human Host Cell Factor Gene are conserved 
in the Mouse Homologue.   Genomics, 32:277-280, 1996 
 
31 Villa A, Strina D, Frattini A, Faranda S, Macchi P, Bozzi F, Susani L, Arcidiacono N, Rocchi M, 
Vezzoni P. The ZNF75 zinc finger gene subfamily: isolation and mapping of the four members in 
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humans and great apes.   Genomics,  35:312-320,  1996 
 
32 Bozzi F, Bertuzzi S, Strina D, Giannetto C, Vezzoni P, Villa A. The exon-intron structure of 
human LHX1 gene. Biochem Biophys Res Comm. 229:494-497, 1996 
 
33 Notarangelo LD, Villa A, Candotti F, Giliani S, Mella P, Brugnoni D, Macchi P, Badolato R, 
Schumacher RF, Mazzolari E, Pennacchio M, Porta F, Ugazio AG, O'Shea JJ, Vezzoni P.  Severe 
combined immune deficiency due to defects of the JAK3 tyrosine kinase.  Progr Immunodef 6:61-
68, 1996 
 
34 Candotti F, Oakes SA, Johnston JA, Giliani S, Schumacher RF, Mella P, Fiorini M, Ugazio AG, 
Badolato R, Notarangelo LD, Bozzi F, Macchi P, Strina D, Vezzoni P, Blaese MR, O'Shea JJ, Villa 
A.  Structural and functional basis for JAK3-deficient severe combined immunodeficiency.  Blood 
90:3996-4003, 1997 
 
35 Sacco MG, Gribaldo L, Barbieri O, Turchi G, Zucchi I, Collotta A, Bagnasco L, Barone D, 
Montagna C, Villa A, Marafante E and Vezzoni P. Establishment and characterization of a new 
mammary adenocarcinoma cell line derived from MMTV neu transgenic mice.  Breast Cancer Res 
Treat, 47: 171-180, 1998 
 
36 Brugnoni D, Notarangelo LD, Sottini A, Airò P, Pennacchio M, Mazzolari E, Signorini S, 
Candotto F, Villa A, Mella P, Vezzoni P, Cattaneo R, Ugazio AG, Imberti L. Development of 
autologous, oligoclonal, poorly functioning T lymphocytes in a patient with autosomal recessive 
severe combined immunodeficiency due to defects of the Jak3 tyrosine kinase. Blood 91:949-955, 
1998  
 
37 Villa A, Santagata S, Bozzi F, Giliani S, Frattini A, Imberti L, Benerini Gatta L, Ochs HD, 
Schwarz K, Notarangelo L, Vezzoni P and Spanopoulou E. Partial V(D)J recombination activity 
leads to Omenn syndrome. Cell 93: 885-896, 1998 
 
38 Colombo I, Monteggia E, Moretti S, Mangiarini L, Sacco MG, Villa A, Rapelli S, Clerici L, 
Berra B. Oncogene transgenic mice: a useful model to sudy in vivo the relationships between 
gangliosides and oncogenes. Cancer Biochem Biophys, 16:229-242, 1998 
 
39 Candotti F, O’Shea JJ, Villa A. Severe combined immune deficiencies due to defects of the 
common gamma-chain-JAK3 signaling pathway. Springer Seminars Immunopathology 19: 401-
405, 1998 
 
40 Bozzi P, Lefranc G, Villa A, Badolato R, Schumacher RF, Khalil G, Loiselet J, Bresciani S, 
O’Shea JJ, Vezzoni P, Notarangelo LD, Candotti F. Molecular and biochemical characterization of 
JAK3 deficiency in a patient with severe combined immunodeficiency over 20 years after bone 
marrow transplantation: implications for treatment. Brit. J. Haemat :102:1363-1366, 1998 
 
41 Candotti F, Villa A, Notarangelo LD. Severe combined immunodeficiency due to defects of Jak3 
tyrosine kinase. In Primary Immunodeficiencies Diseases, Ochs H, Smith ECI, Puck J (eds) pp. 
111-120, Oxford University Press, New York-Oxford, 1999 
 
42 Schwarz K, Notarangelo LD, Spanopoulou E, Vezzoni P, Villa A. Recombination defects. In 
Primary Immunodeficiencies Diseases, Ochs H, Smith ECI, Puck J (eds) pp 155-166, Oxford 
University Press, New York-Oxford, 1999 
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43 Villa A, Santagata S, Imberti L, Bozzi F, Notarangelo LD. Omenn syndrome: a disorder of Rag1 
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