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Curriculum Vitae 
Europass 

 
  

Informazioni personali  

Nome(i) / Cognome(i) Maurizio Genuardi 

Indirizzo(i) Sezione di Medicina Genomica, Dipartimento di Scienze della Vita e di Sanità Pubblica, Università 
Cattolica del Sacro Cuore, Largo Francesco Vito 1, 00168 ROMA 

Telefono(i) 06-30154927; 06-3054449   

Fax 06-30157223 

E-mail maurizio.genuardi@unicatt.it 
 

 

Cittadinanza Italiana 
 

 

Data di nascita 22-09-1957 
 

 

Sesso 
 

                                           Codice fiscale 

M  
 
GNRMRZ57P22G273G 

 

 

 
Esperienza professionale 

 

Date 2014-presente 

Posizione Professore Ordinario di Genetica Medica 

Principali attività e responsabilità Responsabile Sezione di Medicina Genomica, Dipartimento di Scienze della Vita e di Sanità Pubblica, 
Direttore dell’Istituto di Medicina Genomica (già Istituto di Medina Genomica fino a novembre 2019) -  
Responsabile UOC Genetica Medica  

Ente Università Cattolica del Sacro Cuore – Fondazione Policlinico “Universitario A. Gemelli” IRCCS 

Date 2001-2014 

Posizione Professore Ordinario di Genetica Medica  

Principali attività e responsabilità Responsabile SOD Complessa Genetica Medica, AOU Careggi; Responsabile UOC Genetica Medica 
AOU Meyer (2005-2012) 

Ente Università degli Studi di Firenze 

 
Date 

 
1988-2001 

Posizione Ricercatore Universitario 

Principali attività e responsabilità Assistente e dal 1994 Aiuto Servizio di Genetica Medica  

Ente Università Cattolica del Sacro Cuore – Policlinico Universitario A. Gemelli, Roma 
 

  

                                                       Date 1986-1988 

Posizione Project Investigator 
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Ente Dept. Biochemistry and Molecular Biology,  MD Anderson Cancer Center, Houston, Texas 
 
 

                                                       Date 1985-1986 

Posizione Borsista  

Ente Istituto IRCCS OASI Maria SS, Troina (EN) 

  

                                                       Date 1984 

Posizione Medico Interno Universitario con Compiti Assistenziali  

Ente Servizio di Citogenetica Clinica, Policlinico “A. Gemelli” – Università Cattolica del Sacro Cuore, Roma 

  

Visite di Studio  

                                                       Date 1994 

Posizione Visiting Assistant Professor  

Ente Genetics Laboratory, Vermont Cancer Center, University of Vermont, Burlington, USA 

  

                                                       Date 2001 

Posizione Visiting Assistant Professor and  Clinical Scientist 

Ente Victorian Clinical Genetics Services/Murdoch Children’s Research Institute, Melbourne, Australia 

  

 2007 

 Visiting Professor and  Clinical Scientist; Honorary Consultant 

 Victorian Clinical Genetics Services/Murdoch Children’s Research Institute and Royal Melbourne 
Hospital, Melbourne, Australia 

  

Istruzione  

Date 1984  

Titolo della qualifica rilasciata Specializzazione in Ematologia Generale (Clinica e Laboratorio) 

Nome e tipo d'organizzazione 
erogatrice dell'istruzione e formazione 

Università Cattolica del Sacro Cuore, Roma 

  

Date 1981  

Titolo della qualifica rilasciata Laurea in Medicina e Chirurgia 

Nome e tipo d'organizzazione 
erogatrice dell'istruzione e formazione 

 

Università Cattolica del Sacro Cuore, Roma 

 
 
 

Capacità e competenze 
personali 

 

 

 

Madrelingua(e) Italiano 
 

 

Altra(e) lingua(e) Inglese, francese 
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Incarichi accademici  2001-2007 e 2010-2014: Direttore della Scuola di Specializzazione in Genetica Medica,  Università degli 
Studi di Firenze 
 
2015-presente: Direttore della Scuola di Specializzazione in Genetica Medica, Università Cattolica del 
Sacro Cuore, Roma 
 
2004-2007 e 2012-2015: Referente Nazionale presso il C.U.N. per le Scuole di Specializzazione italiane in 
Genetica Medica  

       
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 

Partecipazione a e incarichi in 
Società Scientifiche 

Membro delle seguenti società scientifiche: Società Italiana di Genetica Umana; European Society of 
Human Genetics; American Society of Human Genetics; International Society for the Study of 
Gastrointestinal Hereditary Tumors (InSiGHT); Associazione Italiana per lo Studio della Familiarità ed 
Ereditarietà dei Tumori Gastrointestinali (AIFEG-ONLUS); Human Genome Variation Society; European 
Society of Medical Oncology (ESMO).  
 
Presidente AIFEG: 2004-2007 

 
Coordinatore dello Italian Country Node,  Human Variome Project, 2013-presente 
   
Membro del Variant Interpretation Committee (VIC),  InSiGHT (2007-presente; coordinatore 2007-2018) 
 
Membro del VIC Governance Committee, InSiGHT (2014-presente) 
   
Coordinatore, gruppo di Lavoro di Genetica Oncologica, SIGU (2012-2015) 
   
Membro, Scientific Program Planning Committeee, European Society of Human Genetics (2012-2016 e 
2018) 
   
Membro eletto del Council InSiGHT per il quadriennio 2013-2017; Chairman per il biennio 2015-2017; Past 
Chairman, 2018-2019 
   
Presidente, Società Italiana di Genetica Umana (SIGU), 2017-2019 
 
Membro dell’Executive Board della European Society of Human Genetics per il triennio 2019-2022 
 
Presidente Eletto, European Society of Human Genetics, 2019-20 
 
Presidente, European Society of Human Genetics, in carica per l’anno 2020-2021 
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Attività editoriale e di revisore  
e altri riconoscimenti  

Revisore per diverse riviste scientifiche, tra cui: American Journal of Medical Genetics, Journal of 
Medical Genetics, European Journal of Human Genetics, Human Genetics, Human Mutation, Lancet 
Oncology, International Journal of Cancer, British Journal of Cancer, Genes Chromosomes and Cancer, 
Melanoma Research, Neuroscience Letters, Human Reproduction, Oncogene, Clinical Genetics,  
Cancer Letters, Human Molecular Genetics, Gastroenterology, Digestive and Liver Disease, GeneReviews 
   
Revisore di progetti scientifici per: MIUR, Dutch Cancer Society, Ateneo Italo-Tedesco, Scottish  
Executive, Institut National du Cancer (Francia), Swiss National Science Foundation 
 
Membro del comitato di valutazione programma SIR (Scientific Independence of Young Investigators), 
MIUR 2014-2015 
 
Guest Editor di un fascicolo monografico della rivista Seminars in Medical Genetics (American Journal  
of Medical Genetics Part C), Inherited Cancer Predisposition, Agosto 2004 
 
Associate Editor, BMC Medical Genetics (2011-2015) 
 
Communicating Editor, Human Mutation (2013-presente) 
   
Section Editor (Cancer Genetics), European Journal of Human Genetics (2014-presente) 

 
Membro dello IARC (International Agency for Research on Cancer) Working Group on Unclassified 
Sequence Variants in Cancer Predisposition Genes (Lione, 2008) 
 
Coordinatore dello IARC Working Group on Unclassified Sequence Variants in Mismatch Repair Genes 
(Lione, 2009) 
 
Membro del gruppo di lavoro “Medicina Personalizzata” – Fondazione Smith Kline (2008) 
 
Membro del Comitato Etico Locale dell’Azienda Ospedaliero-Universitaria Careggi (2004-2012) 
 
Membro del Comitato Etico del Policlinico “A. Gemelli”, Roma, e successivamente della 
Fondazione Policlinico Universitario A. Gemelli e della Fondazione Policlinico Universitario A. Gemelli 
IRCCS (2013-) 

 
Membro del Comitato Etico IRCCS Sicilia – Sezione Centro Neurolesi "Bonino-Pulejo", Messina (2016-
presente) 
 
Membro del Comitato Etico del Policlinico Universitario Campus Biomedico, Roma (2019-presente) 
 
Membro del Comitato Nazionale per la Biosicurezza, le Biotecnologie e le Scienze della Vita presso la 
Presidenza del Consiglio dei Ministri per il quadriennio 2016-2020, confermato per il quadriennio 2020-
2024 
 
Relatore su invito a oltre 200 tra seminari, eventi scientifici e corsi nazionali e internazionali 
 

Attività di ricerca  Titolare di progetti di ricerca MIUR, Ministero della Salute, AIRC, Ente Cassa di Risparmio di Firenze, 
Regione Toscana (Istituto Toscano Tumori), Fondazione FiorGen, LILT, altri privati 
Autore di oltre 200 lavori scientifici pubblicati su riviste internazionali con Impact Factor 
Autore di libro di testo per il Corso di Laurea in Medicina e Chirurgia: “Genetica Umana e Medica”, Neri 
G., Genuardi M., Ed. Elsevier (1^ edizione 2007; 2^ edizione 2010; 3^ edizione 2014; 4^ edizione 2018) 

  

Interessi di ricerca    Diversi ambiti della genetica clinica e molecolare, con particolare riguardo alla predisposizione 
  ereditaria a tumori nell’uomo, in particolare tumori del colon, della mammella/ovaio, melanoma cutaneo. 
  Classificazione clinica delle varianti di sequenza del DNA. 
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Pubblicazioni su riviste 
indexate  

1. Neri G., Sabatino G., Bertini E., Genuardi M. "The CFC syndrome. Report of the first two cases 
outside the United States". Am. J. Med. Genet. 27:767-771 (1987). 

2. Neri G., Genuardi M., Natoli G., Costa P., Maggioni G. "A girl with G syndrome and agenesis of 
corpus callosum". Am. J. Med. Genet. 28:287-291 (1987). 

3. Calvieri F., Tozzi C., Benincori A., De Merulis M.L., Bellussi A., Genuardi M., Neri  G. "Partial 
tetrasomy 9  in an infant with clinical and radiological evidence of multiple joint dislocations". Eur. J. Pediatr. 
147:645-648 (1988). 

4. Zollino M., Genuardi M., De Santis R., Leone G., Marra R., Mancini R., Mango G., Neri G. "Partial 
duplication of chromosome 1q preceding the development of an L3 lymphoblastic leukemia with t(8;14) 
secondary to treatment for Hodgkin disease". Eur. J. Hematol. 40:193-197 (1988). 

5. Genuardi M., Zollino M., Serra A., Leone G., Mancini R., Mango G., Neri G. "Long-term cytogenetic 
effects of antineoplastic treatment in relation to secondary leukemia". Cancer Genet. Cytogenet. 33:201-211 
(1988). 

6. Genuardi M., Saunders G.F. "Localization of the HLA class II-associated invariant chain gene to 
human chromosome band 5q32". Immunogenetics 28:53-56 (1988). 

7. Genuardi M., Tsihira H., Anderson D.E., Saunders G.F. "Distal deletion of chromosome 1p in ductal 
carcinoma of the breast". Am. J. Hum. Genet. 45:73-82 (1989). 

8. Zollino M., Genuardi M., Neri G. "Differential expression of FRA16B in peripheral lymphocytes and 
bone marrow cells". Cancer Genet. Cytogenet. 49:229-233 (1990). 

9. Genuardi M., Zollino M., Bellussi A., Fuhrmann W., Neri G. "Brachy/ectrodactyly and absence or 
hypoplasia of the fibula: an autosomal dominant condition with low penetrance and variable expressivity". Clin. 
Genet. 38:321-326 (1990). 

10. Greggi S., Genuardi M., Benedetti-Panici P., Cento R., Scambia G., Neri G., Mancuso S. "Analysis 
of 138 consecutive ovarian cancer patients: incidence and characteristics of familial cases". Gynecol. Oncol. 
39:300-304 (1990). 

11. Zollino M., Genuardi M., Tanci P., Mango G., Rumi C., Mancini R., Neri G. "Chronic myelogenous 
leukemia in the course of chronic lymphocytic leukemia: evidence for an independent clonal origin". Leukemia 
Res. 15:269-273 (1991). 

12. Mars W.M., Genuardi M., Tsihira H., Anderson D.E., Saunders G.F. "Genomic changes on the short 
arm of chromosome 1 in breast cancer". Cancer Detect. Prev. 15:145-149 (1991). 

13. Ferrandina G., Scambia G., Benedetti-Panici P., Bonanno G., De Vincenzo R., Rumi C., Bussa S., 
Genuardi M., Romano-Spica V., Mancuso S. "Effects of dexamethasone on the growth and EGFR expression 
of the OVCA433 ovarian cancer cells". Mol. Cell. Endocrinol. 83:183-193 (1992). 

14. Genuardi M., Flamia R., Palka G., Parruti G., Neri G. "Dosage analysis at the CSF1 and CSF1R loci 
in a new case of partial trisomy 5q". Clin. Genet. 41:259-262 (1992). 

15. Tanci P., Genuardi M., Santini S.A., Neri G. "PCR detection of an insertion/deletion polymorphism in 
intron 1 of the HRAS locus". Nucleic Acids Res. 20:1157 (1992). 

16. Pocchiari M., Masullo C., Salvatore M., Genuardi M., Galgani S. "Creutzfeldt-Jakob disease after 
non-commercial dura mater graft". Lancet 340:614-615 (1992). 

17. Genuardi M., Dionisi-Vici C., Sabetta G., Mignozzi M., Rizzoni G., Cotugno G., Martini-Neri M.E. 
"Brief clinical report: Cerebro-reno-digital (Meckel-like) syndrome with Dandy-Walker malformation, cystic 
kidneys, hepatic fibrosis, and polydactyly". Am. J. Med. Genet. 47:50-53 (1993). 

18. Kozak L., Chiurazzi P., Genuardi M., Pomponi M.G., Zollino M., Neri G. "Mapping of a gene for non-
specific X-linked mental retardation: evidence for linkage to chromosomal region Xp21.1-Xp22.3". J. Med. 
Genet. 30:866-869 (1993). 

19. Pocchiari M., Salvatore M., Cutruzzola' F., Genuardi M., Travaglini Allocatelli C., Masullo C., Macchi 
G., Alema' G., Galgani S., Xi Y.G., Petraroli R., Silvestrini M.C., Brunori M.: "A new point mutation of the prion 
protein gene in Creutzfeldt-Jakob disease". Ann. Neurol. 34:802-807 (1993). 

20. Genuardi M., Chiurazzi P., Capelli A., Neri G. "X-linked VACTERL with hydrocephalus: the 
VACTERL-H syndrome". Birth Defects: Original Article Series 29:235-241 (1993). 

21. Genuardi M., Pomponi M.G., Sammito V., Bellussi A., Zollino M., Neri G. "Split hand/split foot 
anomaly in a family segregating a balanced translocation with breakpoint on 7q22.1" Am. J. Med. Genet. 
47:823-831 (1993). 

22. Masullo C., Salvatore M., Macchi G., Genuardi M., Pocchiari M. "Progressive dementia in a young 
patient with a homozygous deletion of the PrP gene". Ann. N.Y. Acad. Sci. 724:358-360 (1994). 

23. Genuardi M., Gurrieri F., Neri G. "Genes for split hand/split foot and laterality defects on 7q22.1 and 
Xq24-q27.1". Am. J. Med. Genet. 50:101 (1994). 

24. Orth U., Gurrieri F., Behmel A., Genuardi M., Cremer M., Gal A., Neri G. "Gene for Simpson-Golabi-
Behmel syndrome is linked to HPRT in Xq26 in two European families". Am. J. Med. Genet. 50:388-390 (1994). 

25. Genuardi M., Silvestri E., Tozzi C. "Split hand/split foot, syndactyly, urinary tract obstruction, radial, 
diaphragmatic, and neural tube defects: Czeizel-Losonci syndrome?". Am. J. Med. Genet., 51:247-250 (1994). 
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26. Scherer S.W., Poorkaj P., Allen T., Kim J., Geshuri D., Nunes M., Soder S., Stephens K., Pagon 
R.A., Patton M.A., Berg M.A., Donlon T., Rivera H., Pfeiffer R.A., Naritomi K., Hughes H., Genuardi M., Gurrieri 
F., Neri G., Lovrein E., Magenis E., Tsui L.-C., Evans J.P:" Fine mapping of the autosomal dominant split 
hand/split foot locus on chromosome 7, band q21.3-q22.1". Am. J. Hum. Genet. 55:12-20 (1994). 

27. Gurrieri F., Genuardi M., Chiurazzi P., Gillessen-Kaesbach G., Neri G.: "Exclusion of linkage between 
autosomal dominant split hand/split foot and markers from chromosome 7q: further evidence for genetic 
heterogeneity". Am. J. Hum. Genet. 55:853-855 (1994). 

28. Salvatore M., Genuardi M., Petraroli R., Masullo C., D'Alessandro M., Pocchiari M. "Polymorphisms 
of the prion protein gene in Italian patients with Creutzfeldt-Jakob disease". Hum. Genet. 94:375-379 (1994). 

29. Genuardi M., Calvieri F., Tozzi C., Coslovi R., Neri G. "A new case of interstitial deletion of 
chromosome 3q, del(3q)(q13.12q21.3), with agenesis of the corpus callosum". Clinical Dysmorphol. 3:292-296 
(1994). 

30. Genuardi M., Neri G. "Reply to dr. Rivera: Split hand/split foot anomaly and 7q22.1". Am. J. Med. 
Genet. 53:90 (1994). 

31. Genuardi M., Bardoni B., Floridia G., Chiurazzi P., Scarano G., Zollino M., Garcea N., Martini-Neri 
M.E., Neri G. "Dicentric chromosome Y associated with Leydig cell agenesis and sex reversal". Clin. Genet. 
47:38-41 (1995).  

32. Gurrieri F., Cammarata M., Avarello R.M., Genuardi M., Pomponi M.G., Neri G., Giuffrè L. "Ulnar ray 
defect in an infant with a 6q21;7q31.2 translocation: further evidence for the existence of a limb defect gene in 
6q21". Am. J. Med. Genet. 55:315-318 (1995). 

33. DeBrasi D., Genuardi M., D'Agostino A., Calvieri F., Tozzi C., Varrone S., Neri G. "Double 
autosomal/gonosomal mosaic aneuploidy: study of nondisjunction in two cases with trisomy of chromosome 8". 
Hum. Genet. 95:519-525 (1995). 

34. Cox-Froncillo M.C., Genuardi M., Bajer J., Livdi E., Adorno G., Venditti A., Masi M., Giudiceandrea 
P., Neri G., Papa G. "First report of t(8;21)(q22;q22) in a case of de novo acute monoblastic leukemia". Cancer 
Genet. Cytogenet. 79:82-85 (1995). 

35. Zollino M., Genuardi M., Bajer J., Tornesello A., Mastrangelo S., Zampino G., Mastrangelo R., Neri 
G. "Constitutional trisomy 8 and myelodysplasia: report of a case and review of the literature". Leukemia Res. 
15:269-273 (1995). 

36. Neri G., Gurrieri F., Genuardi M. "Oral-facial-digital syndromes". Am. J. Med. Genet. 59:365-368 
(1995). 

37. Sorge G., Ardito S., Genuardi M., Pavone V., Rizzo R., Conti G., Neri G., Katz B.E., Opitz J.M. 
"Proximal femoral focal deficiency (PFFD) and fibular a/hypoplasia (FA/H): a model of a developmental field 
defect". Am. J. Med. Genet. 57:427-432 (1995). 

38. Genuardi M., Scarano G., Tozzi C., Chinca M., Della Monica M., Martini-Neri M.E., Picardi P., Neri 
G. "Malformation syndromes with kidney dysplasia". Birth Defects: Original Article Series 32:377-393 (1996). 

39. Gurrieri F., Prinos P., Tackels D., Kilpatrick M.W., Allanson J., Genuardi M., Vuckov A., Nanni L., 
Sangiorgi E., Garofalo G., Nunes M.E., Neri G., Schwartz C., Tsipouras P. "A split hand-split foot (SHFM3) 
gene is located at 10q24-25". Am. J. Med. Genet. 62:427-436 (1996). 

40. Heouaine A., Mareni C., Varesco L., Genuardi M., Neri G. "Genetic counseling in hereditary non-
polyposis colorectal cancer". Tumori 82:136-142 (1996). 

41. Cama A., Genuardi M., Guanti G., Radice P., Varesco L. "Molecular genetics of hereditary non-
polyposis colorectal cancer (HNPCC)". Tumori 82:1-13 (1996). 

42. Bellacosa A., Genuardi M., Anti M., Viel A., Ponz de Leon M. "Hereditary nonpolyposis colorectal 
cancer: clinical, molecular genetics and counseling aspects. A review". Am. J. Med. Genet. 62:353-364 (1996). 

43. Chiurazzi P., Destro-Bisol G., Genuardi M., Oostra B.A., Spedini G., Neri G. "Extended gene diversity 
at the FMR1 locus and neighbouring CA repeats in a subsaharian population". Am. J. Med. Genet. 64:216-219 
(1996). 

44. Chiurazzi P., Genuardi M., Kozak L., Giovannucci-Uzielli M.L., Bussani C., Dagna-Bricarelli F., 
Grasso M., Perroni L., Sebastio G., Sperandeo M.P., Oostra B.A., Neri G. "Fragile X founder chromosomes in 
Italy. Few initial events as possible explanation for their heterogeneity". Am. J. Med. Genet. 64:209-215 (1996). 

45. Hohaus S., Cavallo S., Bellacosa A., Genuardi M., Galli J., Cadoni G., Almadori G., Lauriola L., Litwin 
S., Maurizi M., Neri G. "Telomerase activity in human laryngeal squamous cell carcinomas". Clin. Cancer Res. 
2:1895-1900 (1996). 

46. Greggi S., Genuardi M. "Familial ovarian and breast cancers". Oncol. in Practice 3: 17-20 (1996). 

47. Viel A., Genuardi M., Capozzi E., Leonardi F., Bellacosa A., Paravatou-Petsotas M., Pomponi M.G., 
Fornasarig M., Percesepe A., Roncucci L., Tamassia M.G., Benatti P., Ponz de Leòn M., Valenti A., Covino M., 
Anti M., Boiocchi M., Neri G. "Characterization of MSH2 and MLH1 mutations in Italian families with hereditary 
non polyposis colorectal cancer". Genes Chromosom. Cancer 18:8-18 (1997). 

48. Genuardi M., Gasparini P., Zelante L., Neri G. "Limb-pelvis hypoplasia/aplasia: a discrete entity in 
the fibuloulnar developmental field complex". Am. J. Med. Genet. 68:1190-194 (1997). 
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49. Percesepe A., Benatti P., Roncucci L., Sassatelli R., Fante R., Ganazzi D., Bellacosa A., Genuardi 
M., Neri G., Viel A., Ponz de Leon M. "Survival analysis in families affected by hereditary non-polyposis 
colorectal cancer". Int. J. Cancer 71:373-376 (1997). 

50. Hohaus S., Voso M.T., Ortu-La Barbera E., Cavallo S., Bellacosa A., Rutella S., Rumi C., Genuardi 
M., Neri G., Leone G. "Telomerase activity in human hematopoietic progenitor cells. Haematologica 82:262-
268 (1997). 

51. Greggi S., Benedetti-Panici P., Paratore M.P., Genuardi M. "Genetic counseling for families with 
inherited susceptibility to breast and ovarian cancer". CME J. Gynecol. Oncol. 2:85-89 (1997). 

52. EUCROMIC Quality Assessment Group “Quality guidelines and standards for genetic 
laboratories/clinics in prenatal diagnosis on fetal samples obtained by invasive procedures”. Eur. J. Hum. Genet. 
5:342-350 (1997). 

53. Guanti G., Varesco L., Crotti N., Hehouaine A., De Stefano F., Genuardi M. “Recommendations for 
genetic counseling of familial adenomatous polyposis”. Tumori 83:791-794 (1997). 

54. Genuardi M., Viel A., Bonora D., Capozzi E., Bellacosa A., Leonardi F., Valle R., Ventura A., Pedroni 
M., Boiocchi M., Neri G. "Characterization of MLH1 and MSH2 alternative splicing and its relevance to molecular 
testing of colorectal cancer susceptibility". Hum. Genet. 102:15-20 (1998). 

55. Genuardi M., Anti M., Capozzi E., Leonardi F., Fornasarig M., Novella E., ,Bellacosa A., Valenti A., 
Gasbarrini G.B., Roncucci L., Benatti P., Percesepe A., Ponz de Leòn M., Coco C., De Paoli A., Valentini M., 
Boiocchi M., Neri G., Viel A. "MLH1 and MSH2 constitutional mutations in colorectal cancer families not meeting 
the standard criteria for hereditary nonpolyposis colorectal cancer". Int. J. Cancer 75:835-839 (1998). 

56. Viel A., Novella E., Genuardi M., Capozzi E., Fornasarig M., Pedroni M., Santarosa M., Ponz de Leon 
M., Della Puppa L., Anti M., Boiocchi M. “Lack of PMS2 gene-truncating mutations in patients with hereditary 
colorectal cancer”. Int. J. Oncol. 13:565-569 (1998). 

57. Cattani P., Hohaus S., Bellacosa A., Genuardi M., Cavallo S., Rovella V., Almadori G., Cadoni 
G., Galli J., Maurizi M., Fadda G., Neri G. “Association between cyclin D1 (CCND1) gene amplification and 
human papillomavirus infection in human laryngeal squamous cell carcinoma”. Clin. Cancer Res. 4:2585-
2589 (1998). 

58. Viel A., Genuardi M., Lucci-Cordisco E., Capozzi E., Rovella V., Fornasarig M., Ponz de Leòn 
M., Anti M., Pedroni M., Bellacosa A., Percesepe A., Covino M., Benatti P., Del Tin L., Roncucci L., Valentini 
M., Boiocchi M., Neri G. “Hereditary nonpolyposis colorectal cancer: an approach to the selection of 
candidates to genetic testing based on clinical and molecular characteristics”. Community Genet. 1:229-
236 (1998). 

59. Genuardi M., Pomponi M.G., Torrisi L., Neri G., Stagni M.L., Tozzi C. “45,X/47,XX,+18 
constitutional mosaicism: clinical presentation and evidence for a somatic origin of the aneuploid cell lines”. 
J. Med. Genet. 36:496-498 (1999). 

60. Genuardi M., Tozzi C., Pomponi M.G., Stagni M.L., Della Monica M., Scarano G., Calvieri F., 
Torrisi L., Neri G. “Mosaic trisomy 17 in amniocytes: phenotypic outcome, tissue distribution and uniparental 
disomy studies”. Eur. J. Hum. Genet. 7:421-426 (1999). 

61. Ponz de Leon M., Pedroni  M. Benatti P., Percesepe A., Rossi G., Genuardi M., Roncucci L. 
“Epidemiologic and genetic factors in colorectal cancer: development of cancer in dizygotic twins in a family 
with Lynch syndrome”. Ital. J. Gastroenterol. Hepatol. 31:218-222 (1999). 

62. Bellacosa A., Cicchilitti L., Schepis F., Riccio A., Yeung A.T., Matsumoto Y., Golemis E.A., Genuardi 
M., Neri G. "MED1, a novel human methyl-CpG-binding endonuclease, interacts with DNA mismatch repair 
protein MLH1". Proc. Natl. Acad. Sci. USA 96:3969-3974 (1999). 

63. Ponz de Leon M, Pedroni M, Benatti P, Percesepe A, Di Gregorio C, Foroni M, Rossi G, Genuardi 
M, Neri G, Leonardi F, Viel A, Capozzi E, Boiocchi M, Roncucci L. "Hereditary colorectal cancer in the general 
population: from cancer registration to molecular diagnosis". Gut 45:32-38 (1999). 

64. Genuardi M., Carrara S., Anti M., Ponz de Leòn M., Viel A. “Assessment of pathogenicity criteria for 
constitutional missense mutations of the hereditary nonpolyposis colorectal cancer genes MLH1 and MSH2”. 
Eur. J. Hum. Genet., 7:778-782 (1999). 

65. Riccio A., Aaltonen L.A., Godwin A.K., Loukola A., Percesepe A., Salovaara R., Masciullo V., 
Genuardi M., Paravatou-Petsotas M., Bassi D.E., Ruggeri B.A., Klein-Szanto A.J.P., Testa J.R., Neri G., 
Bellacosa A. "The novel DNA repair gene MED1 is mutated in human carcinomas exhibiting microsatellite 
instability". Nature Genet. 23:266-268 (1999). 

66. Neri G., Moreira F., Gurrieri F., Sangiorgi E., Genuardi M., Moretti-Ferreira D. "Split hand/split foot: a 
clinical and molecular overview". Braz. J. Dysmorphol. Speech-Hear. Disord. 3:5-14 (1999). 

67. Percesepe A., Pedroni M., Sala E., Menigatti M., Borghi F., Losi L., Viel A., Genuardi M., Benatti P., 
Roncucci L., Peltomäki P., Ponz de Leon M. "Genomic instability and target gene mutations in colon cancers 
with different degrees of allelic shifts". Genes Chromosom. Cancer 27:424-429 (2000). 

68. Ponz de Leon M., Benatti P., Pedroni M., Viel A., Genuardi M., Percesepe A., Roncucci L. "Problems 
in the identification of hereditary nonpolyposis colorectal cancer in two families with late development of full-
blown clinical spectrum".  Am. J. Gastroenterol. 95:2110-5 (2000). 
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69. Petronzelli F., Riccio A., Markham GD., Seeholzer S.H., Stoerker J., Genuardi M., Yeung A.T.,  
Matsumoto Y., Bellacosa A. "Biphasic kinetics of the human DNA repair protein MED1 (MBD4), a mismatch-
specific DNA N-glycosylase". J. Biol. Chem., 275:32422-32429 (2000). 

70. Petronzelli F., Riccio A., Markham G.D., Seeholzer S.H., Genuardi M., Karbowski M., Yeung A.Y., 
Matsumoto Y., Bellacosa A. "Investigation of the substrate specificity of the human mismatch-specific DNA N-
glycosylase MED1 (MBD4): the fundamental role of the catalytic domain". J. Cell. Physiol. 185:473-480 (2000). 

71. Genuardi M., Caluseriu O., Lucci Cordisco E., Rovella V., Neri G. "Genetic testing of cancer 
predisposition". Minerva Biotec. 12:25-41 (2000). 

72. Fiumicino S., Ercoli A., Ferrandina G., Hess P., Raspaglio G., Genuardi M., Rovella V.,  Bellacosa 
A., Cicchillitti L., Mancuso S., Bignami M., Scambia G. "Microsatellite instability is an independent indicator of 
recurrence in sporadic stage I-II endometrial adenocarcinoma". J. Clin. Oncol.. 19:1008-1014 (2001). 

73. Petronzelli F., Sollima D., Coppola G., Martini-Neri M.E., Neri G., Genuardi M. "CDKN2A 

germline splicing mutation affecting both P16ink4 and P14arf RNA processing in a melanoma/neurofibroma 
kindred". Genes Chromosom. Cancer 31:398-401 (2001). 

74. Rovella V., Carrara S., Cogliandolo S., Crucitti A., Coco C., Magistrelli P., Lucci-Cordisco E., Anti  
M., Neri G., Genuardi M. "Familial microsatellite-stable non-polyposis colorectal cancer: incidence and 
characteristics in a clinic-based population". Ann. Oncol., 12:813-818 (2001). 

75. Benatti P., Roncucci L., Ganazzi D., Percesepe A., Di Gregorio C., Pedroni M., Borghi F., Sala 
E., Scarselli A., Menigatti M., Rossi G., Genuardi M., Viel A., Ponz De Leon M. "Clinical and biologic 
heterogeneity of hereditary nonpolyposis colorectal cancer". Int. J. Cancer 95:323-328 (2001). 

76. Genuardi M., Klutz M., Devriendt K., Caruso D., Stirpe M., Lohmann D.R. "Multiple lipomas linked 
to an RB1 gene mutation in a large pedigree with low penetrance retinoblastoma". Eur. J. Hum. Genet. 
9:690-694 (2001). 

77. Percesepe A., Borghi F., Menigatti M., Losi L., Foroni M., Di Gregorio C., Rossi G., Pedroni M., 
Sala E., Vaccina F., Roncucci L., Benatti P., Viel A., Genuardi M., Marra G., Kristo P., Peltomaki P., Ponz 
De Leon M. "Molecular screening for hereditary nonpolyposis colorectal cancer: a prospective, population-
based study". J Clin. Oncol. 19:3944-3950  (2001) 

78. Franchitto A., Pichierri P., Genuardi M., De Santis A., Palitti F. "Investigation of G2-phase 
chromosomal radiosensitivity in hereditary non-polyposis colorectal cancer cells". Int. J. Radiat. Biol. 
77:773-780 (2001). 

79. Caluseriu O., Lucci-Cordisco E., Viel A., Majore S., Nascimbeni R., Pucciarelli S., Genuardi M. 
"Four novel MSH2 and MLH1 frameshift mutations and occurrence of a breast cancer phenocopy in 
hereditary nonpolyposis colorectal cancer". Hum. Mutat. 17:521 (2001). 

80. Lucci Cordisco E., Rovella V., Carrara S., Percesepe A., Pedroni M., Bellacosa A., Caluseriu O., 
Fornasarig M., Anti M., Neri G., Ponz de Leon M., Viel A., Genuardi M. “Mutations of the ‘minor’ mismatch 
repair gene MSH6 in typical and atypical hereditary non polyposis colorectal cancer”. Familial Cancer 1: 
93-99 (2001). 

81. Resta N., Stella A., Susca F.C., Di Giacomo M., Forleo G., Miccolis I., Rossini F.P., Genuardi M., 
Piepoli A., Grammatico P., Guanti G. “Two novel mutations, and a new STK11/LKB1 gene isoform in Peutz-
Jeghers patients”.  Hum. Mutat 2:78-7  (2002). 

82. Viel A., Petronzelli F., Della Puppa L., Lucci Cordisco E., Fornasarig M., Pucciarelli S., Rovella 
V., Quaia M., Ponz de Leon M., Boiocchi M., Genuardi M. “Different molecular mechanisms underlie 
genomic deletions in the MLH1 gene”. Hum. Mutat. 20:368-374 (2002). 

83. Ceccaroni M., Genuardi M.,  Legge F., Lucci-Cordisco E., D’Amico F., Carrara S., Greggi S., 
Scambia G. “Brca1-related malignancies in a family presenting with von Recklinghausen's disease”. 
Gynecol. Oncol. 86:375-8 (2002). 

84. Mello G., Parretti E., Gensini F., Sticchi E., Mecacci F., Scarselli G., Genuardi M., Abbate R., 
Fatini C. “Maternal-fetal flow, negative events, and preeclampsia. Role of ACE I/D polymorphism”. 
Hypertension 41:932-937 (2003). 

85. Lucci-Cordisco E., Zito I., Gensini F., Genuardi M. “Hereditary nonpolyposis colorectal cancer 
and related conditions”. Am. J. Med. Genet.122A:325-34 (2003). 

86. Caluseriu O., Genuardi M., Iannetti P., Spalice A., Neri G., Zollino M. “Polymicrogiria in 22q11.2 
deletion sindrome”. Ital. J. Pediatr. 29:107-109 (2003). 

87. Ponz de Leon M., Benatti P., Borghi F., Pedroni M., Scarselli A., Di Gregorio C., Losi L., Viel A., 
Genuardi M., Abbati G., Rossi G., Menigatti M., Lamberti I., Ponti G., Roncucci L. “Aetiology of colorectal 
cancer and relevance of monogenic inheritance”. Gut 53:115-122 (2004). 

88. Ponz De Leon M., Benatti P., Di Gregorio C., Pedroni M., Losi L., Genuardi M., Viel A., Fornasarig 
M., Lucci-Cordisco E., Anti M., Ponti G., Borghi F., Lamberti I., Roncucci L. “Genetic testing among high-
risk individuals in families with hereditary nonpolyposis colorectal cancer”. Br. J. Cancer 90:882-887 (2004). 

89. Caluseriu O., Di Gregorio C., Lucci-Cordisco E., Santarosa M., Trojan J., Brieger A., Colibazzi 
T.,  Benatti P., Pedroni M., Bellacosa A., Neri G., Ponz de Leon M., Viel A., Genuardi M. “A founder MLH1 

http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=PubMed&list_uids=14970868&dopt=Abstract
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=PubMed&list_uids=14970868&dopt=Abstract
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mutation in hereditary non polyposis colorectal cancer families from the districts of Modena and Reggio-
Emilia in Northern Italy associated with protein elongation and instability”. J. Med. Genet. 41:E34 (2004).  

90. Caliumi C., De Toma G., Bossini A., Cianci R., Bosman C., Genuardi M., Cerci S., Letizia C. A 
rare combination consisting of aldosterone-producing adenoma and adrenal myelolipoma in a patient with 
heterozygosity for retinoblastoma (RB) gene. J. Renin Angiotensin Aldosterone Syst. 5:45-48 (2004). 

91. Hendriks Y.M., Wagner A., Morreau H., Menko F., Stormoken A., Quehenberger F., Sandkuijl L., 
Moller P., Genuardi M., Van Houwelingen H., Tops C., Van Puijenbroek M., Verkuijlen P., Kenter G., Van 
Mil A., Meijers-Heijboer H, Tan G.B., Breuning M.H., Fodde R., Wijnen J.T., Brocker-Vriends A.H., Vasen 
H.  “Cancer risk in hereditary nonpolyposis colorectal cancer due to MSH6 mutations: Impact on counseling 
and surveillance”. Gastroenterology 127:17-25 (2004).  

92.  Genuardi M. “Inherited cancer predisposition”.  Am. J. Med. Genet. 129C:1-4 (2004). 

93. Baglioni S., Genuardi M. “Simple and complex genetics of colorectal cancer”. Am. J. Med. Genet. 
129C:35-43 (2004). 

94. Sensi A., Cavani S., Villa N., Pomponi M.G., Fogli A., Gualandi F., Grasso M, Sala E., Pietrobono 
R., Baldinotti F., Savin E., Ferlini A., Cecconi M., Rossi S., Gallone S., Bellini C., Neri G., Martinoli E., Simi 
P., Dalprà L., Genuardi M., Dagna-Bricarelli F., Calzolari E. “Nonhomologous Robertsonian translocations 
(NHRTs) and uniparental disomy (UPD) risk: an Italian multicentric prenatal survey”. Prenat. Diagn. 24:647-
652 (2004). 

95. Bagnoli S., Putignano A.L., Melean M., Baglioni S., Sestini R., Milla M., d’Albasio G., Genuardi 
M., Pacini F., Trallori G., Papi L. “Susceptibility to refractory ulcerative colitis is associated with 
polymorphism in the hMLH1 mismatch repair gene”. Inflamm. Bowel Dis., 10:705-708 (2004). 

96. Lucci-Cordisco E., Zollino M, Baglioni S., Mancuso I., Lecce R., Guerrieri F., Crucitti A., Papi L., 
Neri G., Genuardi M. “A novel microdeletion syndrome with loss of the MSH2 locus and hereditary non 
polyposis colorectal cancer”. Clin. Genet. 67:178-182 (2005). 

97. Baglioni S., Melean G., Gensini F., Santucci M., Scatizzi M., Papi L., Genuardi M.  “A kindred 
with MYH-associated polyposis and pilomatricomas”. Am. J. Med. Genet. A 134:212-214 (2005). 

98. Ercoli A., Ferrandina G., Genuardi M., Zannoni G.F., Cicchillitti L., Raspaglio G., Carrara S., 
Mancuso S., Scambia G.  “Microsatellite instability is not related to response to cisplatin-based 
chemotherapy in cervical cancer”. Int.. J. Gynecol. Cancer. 15:308-311 (2005). 

99. Simi L., Sestini R., Ferruzzi P., Gagliano M.S., Gensini F., Mascalchi M., Guerrini L., Pratesi C., 
Pinzani P., Nesi G., Ercolino T., Genuardi M., Mannelli M. Phenotype variability of neural crest derived 
tumours in six Italian families segregating the same founder SDHD mutation Q109X. J. Med. Genet. 42:e52 
(2005). 

100. Losi L., Di Gregorio C., Pedroni M., Ponti G., Roncucci L., Scarselli A., Genuardi M., Baglioni S., 
Marino M., Rossi G., Benatti P., Maffei S., Menigatti M., Roncari B., Ponz de Leon M. Molecular genetic 
alterations and clinical features in early-onset colorectal carcinomas and their role for the recognition of 
hereditary cancer syndromes. Am. J. Gastroenterol. 100:2280-2287 (2005). 

101. Morganti M., Ciantelli M., Giglioni B., Putignano A.L., Nobili S., Papi L., Landini I., Napoli C., 
Valanzano R., Cianchi F., Boddi V., Tonelli F., Cortesini C., Mazzei T., Genuardi M., Mini E. Relationships 
between promoter polymorphisms in the thymidylate synthase gene and mRNA levels in colorectal 
cancers. Eur. J. Cancer.  41:2176-2183 (2005). 

102. Pastrello C., Baglioni S., Tibiletti M.G., Papi L., Fornasarig M., Morabito A., Agostini M., Genuardi 
M., Viel A. Stability of BAT26 in tumors of hereditary non-polyposis colorectal cancer patients with MSH2 
intragenic deletion. Eur. J. Hum Genet. 14:63-68 (2006). 

103. Marroni F., Pastrello C., Benatti P., Torrini M., Barana D., Lucci-Cordisco E., Viel A., Mareni C., 
Oliani C., Genuardi M., Bailey-Wilson J.E., Ponz de Leon M., Presciuttini S. A genetic model for determining 
MSH2 and MLH1 carrier probabilities based on family history and tumor microsatellite instability. Clin. 
Genet. 69:254-262 (2006). 

104. Martinelli S., Carta C., Flex E., Binni F., Lucci Cordisco E., Moretti S., Puxeddu E.,  Tonacchera 
M., Pinchera A., McDowell H.P., Dominici C., Rosolen A., Di Rocco C.,  Riccardi R., Celli P., Picaro M., 
Genuardi M., Grammatico P., Sorcini M., Tartaglia M. Activating PTPN11 mutations play a minor role in 
pediatric and adult solid tumors. Cancer Genet. Cytogenet. 166:124-129. (2006). 

105. Lucci-Cordisco E., Boccuto L., Neri G., Genuardi M. The Use of Microsatellite Instability,  
Immunohistochemistry and other variables in determining the clinical significance of MLH1 and MSH2 
unclassified variants in Lynch syndrome. Cancer Biomark.  2:11-27 (2006). 

106. Fatini C., Sticchi E., Genuardi M., Sofi F., Gensini F., Gori A.M., Lenti M., Michelucci A., Abbate 
R., Gensini G.F. Analysis of minK and eNOS genes as candidate loci for predisposition to non-valvular 
atrial fibrillation. Eur. Heart J. 1712-1718 (2006). 

107. Fatini C., Sticchi E., Gensini F., Genuardi M., Tondi F., Gensini G.F., Riviello C., Parretti E., Mello 
G., Abbate R. Endothelial nitric oxide synthase gene influences the risk of pre-eclampsia, the recurrence 
of negative pregnancy events, and the maternal-fetal flow. J. Hypertens. 24:1823-1829 (2006).  

http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=15305356
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http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=15823117&query_hl=1
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=16061558&query_hl=1
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=16061558&query_hl=1
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=16181381&query_hl=1
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=16181381&query_hl=1
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=16182121&query_hl=1
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=16182121&query_hl=1
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=16542391&query_hl=5&itool=pubmed_docsum
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=16542391&query_hl=5&itool=pubmed_docsum
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108. Mannelli M., Simi L., Ercolino T., Gagliano M.S., Becherini L., Vinci S., Sestini R., Gensini F., 
Pinzani P., Mascalchi M., Guerrini L., Pratesi C., Nesi G., Torti F., Cipollini F., Bernini G.P., Genuardi M. 
SDH mutations in patients affected by paraganglioma syndromes: a personal experience. Ann. N. Y. Acad. 
Sci. 1073:183-189 (2006).   

109. Fatini C., Sticchi E., Gensini F., Gori A.M., Marcucci R., Lenti M., Michelucci A., Genuardi M., 
Abbate R., Gensini GF. Lone and secondary nonvalvular atrial fibrillation: Role of a genetic susceptibility. 
Int. J. Cardiol. 120:59-65 (2007). 

110. Giorda R, Ciccone R, Gimelli G, Pramparo T, Beri S, Bonaglia MC, Giglio S, Genuardi M, Argente 
J, Rocchi M, Zuffardi O. Two classes of low-copy repeats comediate a new recurrent rearrangement 
consisting of duplication at 8p23.1 and triplication at 8p23.2. Hum Mutat. 28:459-468 (2007). 

111. Ricci U, Melean G, Robino C, Genuardi M. A single mutation in the FGA locus responsible for 
false homozygosities and discrepancies between commercial kits in an unusual paternity test case. J 
Forensic Sci. 52:393-396 (2007). 

112. Pedroni M, Roncari B, Maffei S, Losi L, Scarselli A, Di Gregorio C, Marino M, Roncucci L, Benatti 
P, Ponti G, Rossi G, Menigatti M, Viel A, Genuardi M, de Leon MP. A mononucleotide markers panel to 
identify hMLH1/hMSH2 germline mutations. Dis. Markers 23:179-1787 (2007). 

113. Ponz de Leon M, Benatti P, Gregorio CD, Losi L, Pedroni M, Ponti G, Genuardi M, Viel A, Lucci-
Cordisco E, Rossi G, Roncucci L. Genotype-phenotype correlations in individuals with a founder mutation 
in the MLH1 gene and hereditary non-polyposis colorectal cancer. 
Scand. J. Gastroenterol. 42:746-753 (2007). 

114. Malvagia S., Papi L., Morrone A., Donati M.A., Ciani F., Pasquini E., La Marca G., Scholte H.R., 
Genuardi M., Zammarchi E. Fatal Malonyl CoA Decarboxylase Deficiency Due to Maternal Uniparental 
Isodisomy of the Telomeric End of Chromosome 16. Ann. Hum. Genet. May 71:705-712 (2007). 

115. Roncari B, Pedroni M, Maffei S, Di Gregorio C, Ponti G, Scarselli A, Losi L, Benatti P, Roncucci 
L, De Gaetani C, Camellini L, Lucci-Cordisco E, Tricarico R, Genuardi M, Ponz de Leon M. Frequency of 
constitutional MSH6 mutations in a consecutive series of families with clinical suspicion of HNPCC. Clin. 
Genet. 72:230-237 (2007). 

116. Ponz de Leon M., Varesco L., Genuardi M, Ranzani N.G., Viel A. Bertario L., Venesio T., Oliani 
C., Rossi G.B., Lanza G. Identification and classification of HNPCC: adapting old concepts to recent 
advancements. Dis Colon Rectum 50:2126-2134 (2007). 

117. Carboni I, Nutini AL, Porfirio B, Genuardi M, Ricci U. Genetic STRs variation in a large population 
from Tuscany (Italy). Forensic Sci. Int. Genet. 1:e10-1 (2007). 

118. Gensini F., Sestini R., Piazzini M., Vignoli M, Chiarugi A., Brandani P., Ghiorzo P., Salvini C., 
Borgognoni L., Palli D., Bianchi-Scarrà G., Carli P., Genuardi M. The p.G23S CDKN2A founder mutation 
in high-risk melanoma families from Central Italy. Melanoma Res. 17:387-392 (2007). 

119. Sestini R., Bacci C., Provenzano A., Genuardi M., Papi L. Evidence of a four-hit mechanism 
involving SMARCB1 and NF2 in schwannomatosis-associated schwannomas. Hum. Mutat. 29:227-31 
(2008). 

120. Tedde A., Laura Putignano A., Bagnoli S., Congregati C., Milla M., Sorbi S., Genuardi M., Papi 
L. Interleukin-10 promoter polymorphisms influence susceptibility to ulcerative colitis in a gender-specific 
manner. Scand. J. Gastroenterol. 43:712-718 (2008). 

121. Greenblatt M.S., Brody L.C., Foulkes W.D., Genuardi M., Hofstra R.M., Olivier M., Plon S.E., 
Sijmons R.H., Sinilnikova O., Spurdle A.B., IARC Unclassified Genetic Variants Working Group. Locus-
specific databases and recommendations to strengthen their contribution to the classification of variants in 
cancer susceptibility genes. Hum. Mutat. 29:1273-1281 (2008). 

122. Plon S.E., Eccles D.M., Easton D., Foulkes W.D., Genuardi M., Greenblatt M.S., Hogervorst F.B., 
Hoogerbrugge N., Spurdle A.B., Tavtigian S.V., IARC Unclassified Genetic Variants Working Group. 
Sequence variant classification and reporting: recommendations for improving the interpretation of cancer 
susceptibility genetic test results. Hum. Mutat. 29:1282-1291 (2008). 

123. Couch FJ, Rasmussen LJ, Hofstra R, Monteiro AN, Greenblatt MS, de Wind N, IARC Unclassified 
Genetic Variants Working Group. Assessment of functional effects of unclassified genetic variants. Hum. 
Mutat. 29:1314-1326 (2008).  

124. Spurdle AB, Couch FJ, Hogervorst FB, Radice P, Sinilnikova OM; IARC Unclassified Genetic 
Variants Working Group. Prediction and assessment of splicing alterations: implications for clinical testing. 
Hum. Mutat. 29:1304-1313 (2008). 

125. Hofstra RM, Spurdle AB, Eccles D, Foulkes WD, de Wind N, Hoogerbrugge N, Hogervorst FB; 
IARC Unclassified Genetic Variants Working Group. Tumor characteristics as an analytic tool for classifying 
genetic variants of uncertain clinical significance. Hum. Mutat. 29:1292-1303 (2008).  

126. Tavtigian SV, Greenblatt MS, Lesueur F, Byrnes GB; IARC Unclassified Genetic Variants 
Working Group. In silico analysis of missense substitutions using sequence-alignment based methods. 
Hum. Mutat. 29:1327-1336 (2008).  
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Planning the human variome project: the Spain report. Hum. Mutat. 30:496-510 (2009). 

135. Riccardi LN, Melean G, Rada A, Tirado N, Genuardi M, Ricci U. Genetic profiling of Bolivian 
population using 15 STR markers of forensic importance. Leg. Med. 11:149-151 (2009). 
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(del22q11). Eur. J. Endocrinol. 163:329-337 (2010).  
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Int J Cancer. 132:1060-1069 (2013).  

154. Aretz S, Genuardi M, Hes FJ. Clinical utility gene card for: MUTYH-associated polyposis (MAP), 
Autosomal recessive colorectal adenomatous polyposis, Multiple colorectal adenomas, Multiple 
adenomatous polyps (MAP) - update 2012. Eur J Hum Genet. 2012 Aug 8. doi: 10.1038/ejhg.2012.163. 
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Osorio A, van Rensburg EJ, Arason A, Rennert G, van den Ouweland AMW, van der Hout A, Kets CM, 
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MR, Hall P, Couch FJ, Simard J, Altshuler D, Easton DF, Chenevix-Trench G, Antoniou AC,   Offit K. 
Identification of a BRCA2-specific Modifier Locus at 6p24 Related to Breast Cancer Risk' in PLOS Genetics. 
PLOS Genet 9:e1003173 (2013). 

159. Marini C, Cecconi A, Contini E, Pantaleo M, Metitieri T, Guarducci S, Giglio S, Guerrini R, 
Genuardi M. Clinical and genetic study of a family with a paternally inherited 15q11-q13 duplication. Am J 
Med Genet A 161:1459-1464 (2013). 

160. Simone B, Mazzucco W, Gualano MR, Agodi A, Coviello D, Dagna Bricarelli F, Dallapiccola B, 
Di Maria E, Federici A, Genuardi M, Varesco L, Ricciardi W, Boccia S; GENISAP Network. The policy of 
public health genomics in Italy. Health Policy 110:214-219 (2013). 

161. Vasen HF, Blanco I, Aktan-Collan K, Gopie JP, Alonso A, Aretz S, Bernstein I, Bertario L, Burn 
J, Capella G, Colas C, Engel C, Frayling IM, Genuardi M, Heinimann K, Hes FJ, Hodgson SV, Karagiannis 
JA, Lalloo F, Lindblom A, Mecklin JP, Møller P, Myrhoj T, Nagengast FM, Parc Y, Ponz de Leon M, 
Renkonen-Sinisalo L, Sampson JR, Stormorken A, Sijmons RH, Tejpar S, Thomas HJ, Rahner N, Wijnen 
JT, Järvinen HJ, Möslein G; (the Mallorca group). Revised guidelines for the clinical management of Lynch 
syndrome (HNPCC): recommendations by a group of European experts. Gut. 62:812-23 (2013). 

162. Sijmons RH, Greenblatt MS, Genuardi M. Gene variants of unknown clinical significance in Lynch 
syndrome. An introduction for clinicians. Fam Cancer. 12:181-187 (2013). 

163. Genuardi M, Gurrieri F, Zollino M. Encomium: Giovanni Neri - polyhedral and down-to-earth 
mentor. Am J Med Genet A. 161A:2687-2690 (2013). 

164. Lucci-Cordisco E, Risio M, Venesio T., Genuardi M. The growing complexity of intestinal 
polyposis syndromes. Am J Med Genet A. 161A:2777-2787 (2013). 

165. Crucianelli F, Tricarico R, Turchetti D, Gorelli G, Gensini F, Sestini R, Giunti L, Pedroni M, Ponz 
de Leon M, Civitelli S, Genuardi M. MLH1 constitutional and somatic methylation in patients with MLH1 
negative tumors fulfilling the revised Bethesda criteria. Epigenetics. 10:1431-1438 (2014). 

166. Forte G, Grossi V, Celestini V, Lucisano G, Scardapane M, Varvara D, Patruno M, Bagnulo R, 
Loconte D, Giunti L, Petracca A, Giglio S, Genuardi M, Pellegrini F, Resta N, Simone C. Characterization 
of the rs2802292 SNP identifies FOXO3A as a modifier locus predicting cancer risk in patients with PJS 
and PHTS hamartomatous polyposis syndromes. BMC Cancer. 14:661(2014). 

167. Thompson BA, Spurdle AB, Plazzer JP, Greenblatt MS, Akagi K, Al-Mulla F, Bapat B, Bernstein 
I, Capellá G, den Dunnen JT, du Sart D, Fabre A, Farrell MP, Farrington SM, Frayling IM, Frebourg T, 
Goldgar DE, Heinen CD, Holinski-Feder E, Kohonen-Corish M, Robinson KL, Leung SY, Martins A, Moller 
P, Morak M, Nystrom M, Peltomaki P, Pineda M, Qi M, Ramesar R, Rasmussen LJ, Royer-Pokora B, Scott 
RJ, Sijmons R, Tavtigian SV, Tops CM, Weber T, Wijnen J, Woods MO, Macrae F, Genuardi M. Application 
of a five-tiered scheme for standardized classification of 2,360 unique mismatch repair gene variants lodged 
on the InSiGHT locus-specific database. Nat Genet. 46:107-115 (2014). 

168. Giunti  L,  da Ros M, Vinci S, Gelmini S, Iorio AL, Buccoliero AM, CardellicchioS, Castiglione F, 
Genitori L, de Martino M, Giglio S, Genuardi M, Sardi I. Anti-miR21 oligonucleotide enhances 
chemosensitivity of T98G cell line to doxorubicin by inducing apoptosis.  Am J Cancer Res.5:231-242 
(2015). 

169.  van der Velde KJ, Kuiper J, Thompson BA, Plazzer JP, van Valkenhoef G, de Haan M, 
Jongbloed JD, Wijmenga C, de Koning TJ, Abbott KM, Sinke R, Spurdle AB, Macrae F, Genuardi M, 
Sijmons RH, Swertz MA; InSiGHT Group. Evaluation of CADD scores in curated mismatch repair gene 
variants yields a model for clinical validation and prioritization. Hum Mut  36:712-719 (2015). doi: 
10.1002/humu.22798. 

170. Rebbeck TR, Mitra N, Wan F, Sinilnikova OM, Healey S, McGuffog L, Mazoyer S, Chenevix-
Trench G, Easton DF, Antoniou AC, Nathanson KL; CIMBA Consortium, Laitman Y, Kushnir A, Paluch-
Shimon S, Berger R, Zidan J, Friedman E, Ehrencrona H, Stenmark-Askmalm M, Einbeigi Z, Loman N, 
Harbst K, Rantala J, Melin B, Huo D, Olopade OI, Seldon J, Ganz PA, Nussbaum RL, Chan SB, Odunsi K, 
Gayther SA, Domchek SM, Arun BK, Lu KH, Mitchell G, Karlan BY, Walsh C, Lester J, Godwin AK, Pathak 
H, Ross E, Daly MB, Whittemore AS, John EM, Miron A, Terry MB, Chung WK, Goldgar DE, Buys SS, 
Janavicius R, Tihomirova L, Tung N, Dorfling CM, van Rensburg EJ, Steele L, Neuhausen SL, Ding YC, 
Ejlertsen B, Gerdes AM, Hansen Tv, Ramón y Cajal T, Osorio A, Benitez J, Godino J, Tejada MI, Duran 
M, Weitzel JN, Bobolis KA, Sand SR, Fontaine A, Savarese A, Pasini B, Peissel B, Bonanni B, Zaffaroni 
D, Vignolo-Lutati F, Scuvera G, Giannini G, Bernard L, Genuardi M, Radice P, Dolcetti R, Manoukian S, 
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Pensotti V, Gismondi V, Yannoukakos D, Fostira F, Garber J, Torres D, Rashid MU, Hamann U, Peock S, 
Frost D, Platte R, Evans DG, Eeles R, Davidson R, Eccles D, Cole T, Cook J, Brewer C, Hodgson S, 
Morrison PJ, Walker L, Porteous ME, Kennedy MJ, Izatt L, Adlard J, Donaldson A, Ellis S, Sharma P, 
Schmutzler RK, Wappenschmidt B, Becker A, Rhiem K, Hahnen E, Engel C, Meindl A, Engert S, Ditsch N, 
Arnold N, Plendl HJ, Mundhenke C, Niederacher D, Fleisch M, Sutter C, Bartram CR, Dikow N, Wang-
Gohrke S, Gadzicki D, Steinemann D, Kast K, Beer M, Varon-Mateeva R, Gehrig A, Weber BH, Stoppa-
Lyonnet D, Sinilnikova OM, Mazoyer S, Houdayer C, Belotti M, Gauthier-Villars M, Damiola F, Boutry-Kryza 
N, Lasset C, Sobol H, Peyrat JP, Muller D, Fricker JP, Collonge-Rame MA, Mortemousque I, Nogues C, 
Rouleau E, Isaacs C, De Paepe A, Poppe B, Claes K, De Leeneer K, Piedmonte M, Rodriguez G, Wakely 
K, Boggess J, Blank SV, Basil J, Azodi M, Phillips KA, Caldes T, de la Hoya M, Romero A, Nevanlinna H, 
Aittomäki K, van der Hout AH, Hogervorst FB, Verhoef S, Collée JM, Seynaeve C, Oosterwijk JC, Gille JJ, 
Wijnen JT, Garcia EB, Kets CM, Ausems MG, Aalfs CM, Devilee P, Mensenkamp AR, Kwong A, Olah E, 
Papp J, Diez O, Lazaro C, Darder E, Blanco I, Salinas M, Jakubowska A, Lubinski J, Gronwald J, Jaworska-
Bieniek K, Durda K, Sukiennicki G, Huzarski T, Byrski T, Cybulski C, Toloczko-Grabarek A, Złowocka-
Perłowska E, Menkiszak J, Arason A, Barkardottir RB, Simard J, Laframboise R, Montagna M, Agata S, 
Alducci E, Peixoto A, Teixeira MR, Spurdle AB, Lee MH, Park SK, Kim SW, Friebel TM, Couch FJ, Lindor 
NM, Pankratz VS, Guidugli L, Wang X, Tischkowitz M, Foretova L, Vijai J, Offit K, Robson M, Rau-Murthy 
R, Kauff N, Fink-Retter A, Singer CF, Rappaport C, Gschwantler-Kaulich D, Pfeiler G, Tea MK, Berger A, 
Greene MH, Mai PL, Imyanitov EN, Toland AE, Senter L, Bojesen A, Pedersen IS, Skytte AB, Sunde L, 
Thomassen M, Moeller ST, Kruse TA, Jensen UB, Caligo MA, Aretini P, Teo SH, Selkirk CG, Hulick PJ, 
Andrulis I. Association of type and location of BRCA1 and BRCA2 mutations with risk of breast and ovarian 
cancer. JAMA. 313: 1347-1361 (2015). 

171. Hehir-Kwa JY, Claustres M, Hastings RJ, van Ravenswaaij-Arts C, Christenhusz G, Genuardi M, 
Melegh B, Cambon-Thomsen A, Patsalis P, Vermeesch J, Cornel MC, Searle B, Palotie A, Capoluongo E, 
Peterlin B, Estivill X, Robinson PN. Towards a European consensus for reporting incidental findings during 
clinical NGS testing.Eur J Hum Genet. 2015 Jun 3. doi: 10.1038/ejhg.2015.111. [Epub ahead of print] 

172. Peterlongo P, Catucci I, Colombo M, Caleca L, Mucaki E, Bogliolo M, Marin M, Damiola F, 
Bernard L, Pensotti V, Volorio S, Dall'Olio V, Meindl A, Bartram C, Sutter C, Surowy H, Sornin V, Dondon 
MG, Eon-Marchais S, Stoppa-Lyonnet D, Andrieu N, Sinilnikova OM; GENESIS, Mitchell G, James PA, 
Thompson E; kConFab; SWE-BRCA, Marchetti M, Verzeroli C, Tartari C, Capone G, Putignano AL, 
Genuardi M, Medici V, Marchi I, Federico M, Tognazzo S, Matricardi L, Agata S, Dolcetti R, Della Puppa 
L, Cini G, Gismondi V, Viassolo V, Perfumo C, Mencarelli MA, Baldassarri M, Peissel B, Roversi G, Silvestri 
V, Rizzolo P, Spina F, Vivanet C, Tibiletti MG, Caligo MA, Gambino G, Tommasi S, Pilato B, Tondini C, 
Corna C, Bonanni B, Barile M, Osorio A, Benitez J, Balestrino L, Ottini L, Manoukian S, Pierotti MA, Renieri 
A, Varesco L, Couch FJ, Wang X, Devilee P, Hilbers FS, van Asperen CJ, Viel A, Montagna M, Cortesi L, 
Diez O, Balmaña J, Hauke J, Schmutzler RK, Papi L, Pujana MA, Lázaro C, Falanga A, Offit K, Vijai J, 
Campbell I, Burwinkel B, Kvist A, Ehrencrona H, Mazoyer S, Pizzamiglio S, Verderio P, Surralles J, Rogan 
PK, Radice P. FANCM c.5791C>T nonsense mutation (rs144567652) induces exon skipping, affects DNA 
repair activity, and is a familial breast cancer risk factor. Hum Mol Genet. 2015 Jun 30. pii: ddv251. [Epub 
ahead of print] 

173. Ponzi E, Asaro A, Orteschi D, Genuardi M, Zollino M, Gurrieri F. Variable expressivity of a familial 
1.9 Mb microdeletion in 3q28 leading to haploinsufficiency of TP63: Refinement of the critical region for a 
new microdeletion phenotype.Eur J Med Genet. 58: 400-405 (2015). 

174. Aceto GM, Fantini F, De Iure S, Di Nicola M, Palka G, Valanzano R, Di Gregorio P, Stigliano V, 
Genuardi M, Battista P, Cama A, Curia MC. Correlation between mutations and mRNA expression of APC 
and MUTYH genes: new insight into hereditary colorectal polyposis predisposition. J Exp Clin Cancer Res. 
4:131 (2015). doi: 10.1186/s13046-015-0244-4. 

175. Tricarico R, Cortellino S, Riccio A, Jagmohan-Changur S, Van der Klift H, Wijnen J, Turner D, 
Ventura A, Rovella V, Percesepe A, Lucci-Cordisco E, Radice P, Bertario L, Pedroni M, Ponz de Leon M, 
Mancuso P, Devarajan K, Cai KQ, Klein-Szanto AJ, Neri G, Møller P, Viel A, Genuardi M, Fodde R, 
Bellacosa A. Involvement of MBD4 inactivation in mismatch repair-deficient tumorigenesis. Oncotarget. 
6:42892-42904 (2015). doi: 10.18632/oncotarget.5740. 

176. Vogelaar IP, Ligtenberg MJ, van der Post RS, de Voer RM, Kets CM, Jansen TJ, Jacobs L, 
Schreibelt G; International Gastric Cancer Genetics Group (Lubinski J, Jakubowska A, Teodorczyk U, 
Schackert HK, Aalfs CM, Gómez García EB, Ranzani GN, Molinaro V, van Hest LP, Hes FJ, Holinski-Feder 
E, Genuardi M, Ausems MG, Sijmons RH, Wagner A, van der Kolk LE, Pinheiro H, Oliveira C, Bjørnevoll 
I, Vetti HH, van Krieken J.), de Vries IJ, Netea MG, Hoogerbrugge N. Recurrent candidiasis and early-onset 
gastric cancer in a patient with a genetically defined partial MYD88 defect. Fam Cancer. 15:289-96 (2016). 
doi: 10.1007/s10689-015-9859-z. 

177. Møller P, Seppälä T, Bernstein I, Holinski-Feder E, Sala P, Evans DG, Lindblom A, Macrae F, 
Blanco I, Sijmons R, Jeffries J, Vasen H, Burn J, Nakken S, Hovig E, Rødland EA, Tharmaratnam K, de 
Vos Tot Nederveen Cappel WH, Hill J, Wijnen J, Jenkins M, Green K, Lalloo F, Sunde L, Mints M, Bertario 
L, Pineda M, Navarro M, Morak M, Renkonen-Sinisalo L, Frayling IM, Plazzer JP, Pylvanainen K, Genuardi 
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M, Mecklin JP, Möslein G, Sampson JR, Capella G; Mallorca Group (http://mallorca-group.org). Incidence 
of and survival after subsequent cancers in carriers of pathogenic MMR variants with previous cancer: a 
report from the prospective Lynch syndrome database. Gut. 2016 Jun 3. pii: gutjnl-2016-311403. doi: 
10.1136/gutjnl-2016-311403. [Epub ahead of print] PMID: 27261338. 

178. Pinto C, Bella MA, Capoluongo E, Carrera P, Clemente C, Colombo N, Cortesi L, De Rosa G, 
Fenizia F, Genuardi M, Gori S, Guarneri V, Marchetti A, Marchetti P, Normanno N, Pasini B, Pignata S, 
Radice P, Ricevuto E, Russo A, Tagliaferri P, Tassone P, Truini M, Varesco L. Recommendations for the 
implementation of BRCA testing in the care and treatment pathways of ovarian cancer patients. Future 
Oncol. 12:2071-2075 (2016). doi: 10.2217/fon-2016-0189.  

179. Tiziano FD, Palmieri V, Genuardi M, Zeppilli P. The Role of Genetic Testing in the Identification 
of Young Athletes with Inherited Primitive Cardiac Disorders at Risk of Exercise Sudden Death. Front 
Cardiovasc Med. 3:28 (2016). doi: 10.3389/fcvm.2016.00028.  

180. Tricarico R, Kasela M, Mareni C, Thompson BA, Drouet A, Staderini L, Gorelli G, Crucianelli F, 
Ingrosso V, Kantelinen J, Papi L, De Angioletti M, Berardi M, Gaildrat P, Soukarieh O, Turchetti D, Martins 
A, Spurdle AB, Nyström M, Genuardi M. Assessment of the InSiGHT Interpretation Criteria for the Clinical 
Classification of 24 MLH1 and MSH2 Gene Variants. Hum Mutat. 38:64-77 (2017). doi: 
10.1002/humu.23117. 

181. Møller P, Seppälä TT, Bernstein I, Holinski-Feder E, Sala P, Gareth Evans D, Lindblom A, 
Macrae F, Blanco I, Sijmons RH, Jeffries J, Vasen HFA, Burn J, Nakken S, Hovig E, Rødland EA, 
Tharmaratnam K, de Vos Tot Nederveen Cappel WH, Hill J, Wijnen JT, Jenkins MA, Green K, Lalloo F, 
Sunde L, Mints M, Bertario L, Pineda M, Navarro M, Morak M, Renkonen-Sinisalo L, Valentin MD, Frayling 
IM, Plazzer JP, Pylvanainen K, Genuardi M, Mecklin JP, Moeslein G, Sampson JR, Capella G; Mallorca 
Group. Cancer Risk and Survival in path_MMR Carriers by Gene and Gender Up to 75 Years of Age: A 
Report From the Prospective Lynch Syndrome Database. Gut. 2018;67:1306-1316. doi: 10.1136/gutjnl-
2017-314057. PMID: 28754778 

182. Viel A, Bruselles A, Meccia E, Fornasarig M, Quaia M, Canzonieri V, Policicchio E, Urso ED, 
Agostini M, Genuardi M, Lucci-Cordisco E, Venesio T, Martayan A, Diodoro MG, Sanchez-Mete L, Stigliano 
V, Mazzei F, Grasso F, Giuliani A, Baiocchi M, Maestro R, Giannini G, Tartaglia M, Alexandrov LB, Bignami 
M. A Specific Mutational Signature Associated with DNA 8-Oxoguanine Persistence in MUTYH-defective 
Colorectal Cancer. EBioMedicine. 2017 Jun;20:39-49. doi: 10.1016/j.ebiom.2017.04.022. Epub 2017 Apr 
13. PMID 28551381 

183. Vogelaar IP, van der Post RS, van Krieken JHJ, Spruijt L, van Zelst-Stams WA, Kets CM, 
Lubinski J, Jakubowska A, Teodorczyk U, Aalfs CM, van Hest LP, Pinheiro H, Oliveira C, Jhangiani SN, 
Muzny DM, Gibbs RA, Lupski JR, de Ligt J, Vissers LELM, Hoischen A, Gilissen C, van de Vorst M, 
Goeman JJ, Schackert HK, Ranzani GN, Molinaro V, Gómez García EB, Hes FJ, Holinski-Feder 
E, Genuardi M, Ausems MGEM, Sijmons RH, Wagner A, van der Kolk LE, Bjørnevoll I, Høberg-Vetti H, 
van Kessel AG, Kuiper RP, Ligtenberg MJL, Hoogerbrugge N. Unraveling genetic predisposition to familial 
or early onset gastric cancer using germline whole-exome sequencing. Eur J Hum Genet. 2017 
Nov;25(11):1246-1252. doi: 10.1038/ejhg.2017.138. Epub 2017 Sep 6. PMID: 28875981 

184. D'Ippolito S, Di Simone N, Orteschi D, Pomponi MG, Genuardi M, Sisti LG, Castellani R, Rossi 
ED, Scambia G, Zollino M. The chromosome analysis of the miscarriage tissue. Miscarried embryo/fetal 
crown rump length (CRL) measurement: A practical use. PLoS One. 2017 Jun 12;12(6):e0178113. doi: 
10.1371/journal.pone.0178113. eCollection 2017. PMID: 28604823 

185. Seppälä T, Pylvänäinen K, Evans DG, Järvinen H, Renkonen-Sinisalo L, Bernstein I, Holinski-
Feder E, Sala P, Lindblom A, Macrae F, Blanco I, Sijmons R, Jeffries J, Vasen H, Burn J, Nakken S, Hovig 
E, Rødland EA, Tharmaratnam K, de Vos Tot Nederveen Cappel WH, Hill J, Wijnen J, Jenkins M, Genuardi 
M, Green K, Lalloo F, Sunde L, Mints M, Bertario L, Pineda M, Navarro M, Morak M, Frayling IM, Plazzer 
JP, Sampson JR, Capella G, Möslein G, Mecklin JP, Møller P; Mallorca Group. Colorectal cancer incidence 
in path_MLH1 carriers subjected to different follow-up protocols: a Prospective Lynch Syndrome Database 
report. Hered Cancer Clin Pract. 2017;15:18. doi: 10.1186/s13053-017-0078-5. eCollection 2017. PMID: 
29046738 

186. Borghesi A, Mencarelli MA, Memo L, Ferrero GB, Bartuli A, Genuardi M, Stronati M, Villani A, 
Renieri A, Corsello G; their respective Scientific Societies. Intersociety policy statement on the use of 
whole-exome sequencing in the critically ill newborn infant. Ital J Pediatr. 2017 Nov 3;43(1):100. doi: 
10.1186/s13052-017-0418-0. Review. PMID: 29100554 

187. Weren RDA, van der Post RS, Vogelaar IP, van Krieken JH, Spruijt L, Lubinski J, Jakubowska 
A, Teodorczyk U, Aalfs CM, van Hest LP, Oliveira C, Kamping EJ, Schackert HK, Ranzani GN, Gómez 
García EB, Hes FJ, Holinski-Feder E, Genuardi M, Ausems MGEM, Sijmons RH, Wagner A, van der Kolk 
LE, Cats A, Bjørnevoll I, Hoogerbrugge N, Ligtenberg MJL. Role of germline aberrations 
affecting CTNNA1, MAP3K6 and MYD88 in gastric cancer susceptibility. J Med Genet. 2018 Jan 12. pii: 
jmedgenet-2017-104962. doi: 10.1136/jmedgenet-2017-104962. 

188. Dámaso E, Castillejo A, Arias MDM, Canet-Hermida J, Navarro M, Del Valle J, Campos O, 
Fernández A, Marín F, Turchetti D, García-Díaz JD, Lázaro C, Genuardi M, Rueda D, Alonso Á, Soto JL, 
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Hitchins M, Pineda M, Capellá G. Primary constitutional MLH1 epimutations: a focal epigenetic event. Br J 
Cancer. 2018;119:978-987. doi: 10.1038/s41416-018-0019-8.  
187. Ravegnini G, Quero G, Sammarini G, Giustiniani MC, Castri F, Pomponi MG, Angelini S, Alfieri 
S, Genuardi M, Zamboni G, Ricci R. Gastrointestinal juvenile-like (inflammatory/hyperplastic) mucosal 
polyps in neurofibromatosis type 1 with no concurrent genetic or clinical evidence of other syndromes. 
Virchows Arch. 2019;474:259-264. doi: 10.1007/s00428-018-2462-6.  
188. Tagliafico E, Bernardis I, Grasso M, D'Apice MR, Lapucci C, Botta A, Giachino DF, Marinelli M, 
Primignani P, Russo S, Sani I, Seia M, Fini S, Rimessi P, Tenedini E, Ravani A, Genuardi M, Ferlini A; 
Molecular Genetics Working Group of the Italian Society of Human Genetics, SIGU. Workload 
measurement for molecular genetics laboratory: A survey study. PLoS One. 2018;13:e0206855. doi: 
10.1371/journal.pone.0206855. eCollection 2018. 
189. Sangiorgi E, Azzarà A, Molinario C, Pietrobono R, Rigante D, Verrecchia E, Sicignano 
LL, Genuardi M, Gurrieri F, Manna R. Rare missense variants in the ALPK1 gene may predispose to 
periodic fever, aphthous stomatitis, pharyngitis and adenitis (PFAPA) syndrome. Eur J Hum Genet. 
2019;27:1361-1368. doi: 10.1038/s41431-019-0421-6. PMID: 31053777. 
190. Gori S, Barberis M, Bella MA, Buttitta F, Capoluongo E, Carrera P, Colombo N, Cortesi 
L, Genuardi M, Gion M, Guarneri V, Incorvaia L, La Verde N, Lorusso D, Marchetti A, Marchetti P, 
Normanno N, Pasini B, Pensabene M, Pignata S, Radice P, Ricevuto E, Sapino A, Tagliaferri P, Tassone 
P, Trevisiol C, Truini M, Varesco L, Russo A; AIOM-SIGU-SIBIOC-SIAPEC-IAP. Recommendations for the 
implementation of BRCA testing in ovarian cancer patients and their relatives. Working Group. Crit Rev 
Oncol Hematol. 2019 May 25;140:67-72. doi: 10.1016/j.critrevonc.2019.05.012. [Epub ahead of print] 
Review. PMID: 31176273 
191. Leoni C, Onesimo R, Resta N, Patti ML, De Santis R, Bagnulo R, Russo L, Manfredi R, Genuardi 
M, Zampino G. Old treatments for new genetic conditions: Sirolimus therapy in a child affected by mosaic 
overgrowth with fibroadipose hyperplasia. Clin Genet. 2019 Jul;96(1):102-103. doi: 10.1111/cge.13550. 
Epub 2019 Apr 22. PMID:31012097 
192. Suerink M, Rodríguez-Girondo M, van der Klift HM, Colas C, Brugieres L, Lavoine N, Jongmans 
M, Munar GC, Evans DG, Farrell MP, Genuardi M, Goldberg Y, Gomez-Garcia E, Heinimann K, Hoell JI, 
Aretz S, Jasperson KW, Kedar I, Modi MB, Nikolaev S, van Os TAM, Ripperger T, Rueda D, Senter L, 
Sjursen W, Sunde L, Therkildsen C, Tibiletti MG, Trainer AH, Vos YJ, Wagner A, Winship I, Wimmer K, 
Zimmermann SY, Vasen HF, van Asperen CJ, Houwing-Duistermaat JJ, Ten Broeke SW, Nielsen M. An 
alternative approach to establishing unbiased colorectal cancer risk estimation in Lynch syndrome. Genet 
Med. 2019 Jun 17. doi: 10.1038/s41436-019-0577-z. [Epub ahead of print] PMID: 31204389 
193. Vaisfeld A, Calicchia M, Pomponi MG, Lucci-Cordisco E, Reggiani-Bonetti L, Genuardi M. Lynch 
syndrome with exclusive skin involvement: time to consider a molecular definition? Fam Cancer. 
2019;18:421-427. doi: 10.1007/s10689-019-00139-3. PMID: 31292797  
194. Marangi G, Garcovich S, Di Sante G, Orteschi D, Frangella S, Scaldaferri F, Genuardi M, Peris 
K, Gurrieri F, Zollino M. Complex Muco-cutaneous Manifestations of CARMIL2-associated Combined 
Immunodeficiency: A Novel Presentation of Dysfunctional Epithelial Barriers. Acta Derm Venereol. 2019 
Nov 8. doi: 10.2340/00015555-3370. [Epub ahead of print] No abstract available. PMID: 31709449 
195. Grippaudo C, Cafiero C, D'Apolito I, Re A, Genuardi M, Chiurazzi P, Frazier-Bowers SA. A novel 
nonsense PTH1R variant shows incomplete penetrance of primary failure of eruption: a case report. BMC 
Oral Health. 2019 Nov 15;19(1):249. doi: 10.1186/s12903-019-0944-9. PMID: 31730001 
196. Tognetto A, Pastorino R, Castorina S, Condorelli DF, DeCensi A, De Vito C, Magnano A, 
Scaldaferri F, Villari P, Genuardi M, Boccia S. The Current Practice of Lynch Syndrome Diagnosis and 
Management in Italy: A Qualitative Assessment. Public Health Genomics. 2019 Dec 5:1-19. doi: 
10.1159/000504305. PMID: 31805557 
197. Tabolacci E, Pomponi MG, Remondini L, Pietrobono R, Nobile V, Pennacchio G, Gurrieri F, Neri 
G, Genuardi M, Chiurazzi P. Methylated premutation of the FMR1 gene in three sisters: correlating CGG 
expansion and epigenetic inactivation. Eur J Hum Genet. 2019 Dec 5. doi: 10.1038/s41431-019-0554-7. 
[Epub ahead of print] PMID: 31804632   
198. Narducci ML, Pelargonio G, La Rosa G, Inzani F, d'Amati G, Novelli V, Marano R, Perna F, 
Bencardino G, Pinnacchio G, Genuardi M, Cammarano M, Palmieri V, Zeppilli P, Crea F. Role of extensive 
diagnostic workup in young athletes and nonathletes with complex ventricular arrhythmias. Heart Rhythm. 
2019 Aug 28. pii: S1547-5271(19)30809-4. doi: 10.1016/j.hrthm.2019.08.022. [Epub ahead of print] PMID: 
31470130. 
199. Capoluongo E, La Verde N, Barberis M, Bella MA, Buttitta F, Carrera P, Colombo N, Cortesi L, 
Genuardi M, Gion M, Guarneri V, Lorusso D, Marchetti A, Marchetti P, Normanno N, Pasini B, Pensabene 
M, Pignata S, Radice P, Ricevuto E, Sapino A, Tagliaferri P, Tassone P, Trevisiol C, Truini M, Varesco L, 
Russo A, Gori S. BRCA1/2 Molecular Assay for Ovarian Cancer Patients: A Survey through Italian 
Departments of Oncology and Molecular and Genomic Diagnostic Laboratories. Diagnostics  9  Article 
number 46 (2019). 
200. Nobile V, Palumbo F, Lanni S, Ghisio V, Vitali A, Castagnola M, Marzano V, Maulucci G, De 
Angelis C, De Spirito M, Pacini L, D'Andrea L, Ragno R, Stazi G, Valente S, Mai A, Chiurazzi P, Genuardi 
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M, Neri G, Tabolacci E. Altered mitochondrial function in cells carrying a premutation or unmethylated full 
mutation of the FMR1 gene. Hum Genet. 2020;139:227-245. doi: 10.1007/s00439-019-02104-7. 
PMID: 31919630 
201. Cerrato F, Sparago A, Ariani F, Brugnoletti F, Calzari L, Coppedè F, De Luca A, Gervasini C, 
Giardina E, Gurrieri F, Lo Nigro C, Merla G, Miozzo M, Russo S, Sangiorgi E, Sirchia SM, Squeo GM, 
Tabano S, Tabolacci E, Torrente I, Genuardi M, Neri G, Riccio A. DNA Methylation in the Diagnosis of 
Monogenic Diseases. Genes. 2020 26;11:355. doi: 10.3390/genes11040355. PMID: 32224912. 
202. Tabolacci E, Pietrobono R, Maneri G, Remondini L, Nobile V, Della Monica M, Pomponi 
MG, Genuardi M, Neri G, Chiurazzi P. Reversion to Normal of FMR1 Expanded Alleles: A Rare Event in 
Two Independent Fragile X Syndrome Families. Genes. 2020;11:248. doi: 10.3390/genes11030248. 
PMID: 32111011. 
203. Novelli V, Bisignani A, Pelargonio G, Primiano G, Narducci ML, Palmieri V, Tiziano FD, Zeppilli 
P, Servidei S, Crea F, Genuardi M. Clinical utility of genetic testing in the early diagnosis of Danon disease 
mimicking hypertrophic cardiomyopathy: a case report. BMC Cardiovasc Disord. 2020 Apr 5;20(1):156. 
doi: 10.1186/s12872-020-01421-4. PMID: 32248794.  
204. Pastorino L, Andreotti V, Dalmasso B, Vanni I, Ciccarese G, Mandalà M, Spadola G, Pizzichetta 
MA, Ponti G, Tibiletti MG, Sala E, Genuardi M, Chiurazzi P, Maccanti G, Manoukian S, Sestini S, Danesi 
R, Zampiga V, La Starza R, Stanganelli I, Ballestrero A, Mastracci L, Grillo F, Sciallero S, Cecchi F, Tanda 
ET, Spagnolo F, Queirolo P, Italian Melanoma Intergroup (IMI), Goldstein AM, Bruno W, Ghiorzo P. Insights 
into genetic susceptibility to melanoma by gene panel testing: potential pathogenic variants in ACD, ATM, 
BAP1, and POT1. Cancers. 2020;12:1007. doi: 10.3390/cancers12041007. 
205. Capoluongo E, De Matteis E, Cucinotto I, Ronzino G, Santonocito C, Tornesello A, De Giorgio 
MR, Lucci Cordisco E, Minucci A, Genuardi M. A new founder BRCA1 haplotype identified in the Puglia 
region is associated with a specific age-related cancer onset in three unrelated families. Clin Chem Lab 
Med. 2020 May 12:/j/cclm.ahead-of-print/cclm-2020-0389/cclm-2020-0389.xml. doi: 10.1515/cclm-2020-
0389. Online ahead of print. PMID: 32396136. 
206. Blatter R, Tschupp B, Aretz S, Bernstein I, Colas C, Evans DG, Genuardi M, Hes FJ, Hüneburg 
R, Järvinen H, Lalloo F, Moeslein G, Renkonen-Sinisalo L, Resta N, Spier I, Varvara D, Vasen H, Latchford 
AR, Heinimann K. Disease expression in juvenile polyposis syndrome: a retrospective survey on a cohort 
of 221 european patients and comparison with a literature-derived cohort of 473 SMAD4/BMPR1A 
pathogenic variant carriers. Genet Med. 2020 May 13. doi: 10.1038/s41436-020-0826-1. Online ahead of 
print. PMID: 32398773.  
207. Buccarelli M, Lulli V, Giuliani A, Signore M, Martini M, D'Alessandris QG, Giannetti S, Novelli A, 
Ilari R, Giurato G, Boe A, Castellani G, Spartano S, Marangi G, Biffoni M, Genuardi M, Pallini R, Marziali 
G, Ricci-Vitiani L. Deregulated expression of the imprinted DLK1-DIO3 region in glioblastoma stem-like 
cells: tumor suppressor role of lncRNA MEG3. Neuro Oncol. 2020 27:noaa127. doi: 
10.1093/neuonc/noaa127. Online ahead of print. PMID: 32459347. 
208. Pastorino R, Basile M, Tognetto A, Di Marco M, Grossi A, Lucci-Cordisco E, Scaldaferri F, De 
Censi A, Federici A, Villari P, Genuardi M, Ricciardi W, Boccia S. Cost-effectiveness analysis of genetic 
diagnostic strategies for Lynch syndrome in Italy. PLoS One. 2020;15:e0235038. doi: 
10.1371/journal.pone.0235038. eCollection 2020. PMID: 32609729. 
209. Guerrini-Rousseau L, Varlet P, Colas C, Andreiuolo F, Bourdeaut F, Dahan K, Devalck C, Faure-
Conter C, Genuardi M, Goldberg Y, Kuhlen M, Moalla S, Opocher E, Perez-Alonso V, Sehested A, Slavc 
I, Unger S, Wimmer K, Grill J, Brugières L. Constitutional mismatch repair deficiency-associated brain 
tumors: report from the European C4CMMRD consortium. Neurooncol Adv. 2019;1:vdz033. doi: 
10.1093/noajnl/vdz033. eCollection 2019 May-Dec. PMID: 32642664.  
210. Leoni C, Guerriero C, Onesimo R, Coco V, Di Ruscio C, Acampora A, Esposito I, Romano A, 
Tartaglia M, Genuardi M, Zampino G. Melanocytic nevi in RASopathies: insights on dermatological 
diagnostic handles. J Eur Acad Dermatol Venereol. 2020 Jul 17. doi: 10.1111/jdv.16824. Online ahead of 
print. PMID: 32679607. 
211. Thompson BA, Walters R, Parsons MT, Dumenil T, Drost M, Tiersma Y, Lindor NM, Tavtigian 
SV, de Wind N, Spurdle AB; InSiGHT Variant Interpretation Committee (Fahd Al-Mulla, Daniel 
Buchanan, Susan Farrington, Ian Frayling, Maurizio Genuardi, Elke Holinski-Feder, Maija R J Kohonen-
Corish, Andreas Laner, Alexandra Martins, Finlay Macrae, Pål Møller, Monika Morak, Elisabet 
Ognedal, John-Paul Plazzer, Lene Juel Rasmussen, Carli Tops). Contribution of mRNA Splicing to 
Mismatch Repair Gene Sequence Variant Interpretation. Front Genet. 2020;11:798. doi: 
10.3389/fgene.2020.00798. PMID: 32849802. 
212. Horgan D, Moss B, Boccia S, Genuardi M, Gajewski M, Capurso G, Fenaux P, Gulbis 
B, Pellegrini M, Mañú Pereira MM, Gutiérrez Valle V, Gutiérrez Ibarluzea I, Kent A, Cattaneo I, Jagielska 
B, Belina I, Tumiene B, Ward A, Papaluca M. Time for change? The why, what and how of promoting 
innovation to tackle rare diseases – Is it time to update the EU’s orphan regulation? And if so, what should 
be changed? Biomed Hub 2020;5:509272. https://doi.org/10.1159/000509272. 
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213. Di Pietro ML, Zaçe D, Orfino A, Di Raimo FR, Poscia A, de Matteis E, Turchetti D, Godino L, 
Bertonazzi B, Franiuk M, Bruzzone C, Varesco L, Lucci-Cordisco E, Genuardi M. Intrafamilial 
communication of hereditary breast and ovarian cancer genetic information in Italian women: towards a 
personalised approach. Eur J Hum Genet. 2020 Sep 14. doi: 10.1038/s41431-020-00723-7. Online ahead 
of print. PMID: 32929237. 
214. Tabolacci E, Molinario C, Marangi G, Nobile V, Arena V, Mendes MI, Smith DEC, Salomons GS, 
Tana M, Costa S, Vento G, Genuardi M. Infantile Liver Failure Syndrome 1 associated with a novel variant 
of the LARS1 gene: Clinical, genetic, and functional characterization. Clin Genet. 2020 Dec 13. doi: 
10.1111/cge.13893. Online ahead of print. 
215. Forzano F, Genuardi M, Moreau Y; European Society of Human Genetics. ESHG warns against 
misuses of genetic tests and biobanks for discrimination purposes Eur J Hum Genet. 2021 Jan 18. doi: 
10.1038/s41431-020-00786-6. Online ahead of print. 

 
 
 

 
 

 

Autorizzo il trattamento dei miei dati personali ai sensi del Decreto Legislativo 30 giugno 2003, n. 196 
"Codice in materia di protezione dei dati personali" e successive modifiche ed integrazioni. 
Dichiaro che le informazioni contenute nel curriculum corrispondono a verità, e che sono  consapevole 
delle sanzioni penali in cui posso incorrere in caso di dichiarazioni mendaci ai sensi dell’art.46 e 76 
del D.P.R. 445/2000 e successive modifiche e integrazioni. 
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