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ALLEGATO A

PUBBLICAZIONI SU RIVISTE SCIENTIFICHE PEER REVIEWED
2017

1. Francesca Forzano, Patricia Foley, Morgan Keane, Caroline Brain, Gill Smith, Robert Yates, Drew Ellershaw, Alistair
Calder, Richard Scott. Contiguous gene deletion of TBX5 and TBX3: report of a further case. Clinical
Dysmorphology, 2017. In press

2016

2. D'Angelo D, Lebon S, Chen Q, Martin-Brevet S, Snyder LG, Hippolyte L, Hanson E, Maillard AM, Faucett WA, Macé
A, Pain A, Bernier R, Chawner SJ, David A, Andrieux J, Aylward E, Baujat G, Caldeira I, Conus P, Ferrari C,
Forzano F, Gérard M, Goin-Kochel RP, Grant E, Hunter JV, Isidor B, Jacquette A, Janch AE, Keren B, Lacombe D,
Le Caignec C, Martin CL, Mannik K, Metspalu A, Mignot C, Mukherjee P, Owen MJ, Passeggeri M, Rooryck-
Thambo C, Rosenfeld JA, Spence SJ, Steinman KJ, Tjernagel J, Van Haelst M, Shen Y, Draganski B, Sherr EH,
Ledbetter DH, van den Bree MB, Beckmann JS, Spiro JE, Reymond A, Jacquemont S, Chung WK; Cardiff
University Experiences of Children With Copy Number Variants (ECHO) Study, the 16p11.2 European Consortium,
and the Simons Variation in Individuals Project (VIP) Consortium. Defining the Effect of the 16p11.2 Duplication on
Cognition, Behavior, and Medical Comorbidities. JAMA Psychiatry. 2016 Jan 1;73(1):20-30 [Epub 2015 Dec 2:1-11]

3. Hippolyte L, Maillard AM, Rodriguez-Herreros B, Pain A, Martin-Brevet S, Ferrari C, Conus P3, Macé A, Hadjikhani
N, Metspalu A, Reigo A, Kolk A, Mannik K, Barker M, Isidor B, Le Caignec C, Mignot C, Schneider L, Mottron L,
Keren B, David A, Doco-Fenzy M, Gérard M, Bernier R, Goin-Kochel RP, Hanson E, Green Snyder L; 16p11.2
European Consortium, Simons Variation in Individuals Project Consortium (includes Francesca Forzano), Ramus F,
Beckmann JS, Draganski B, Reymond A, Jacquemont S Biol Psychiatry. 2015 Nov 10. pii: S0006-3223(15)00917-8.
doi:10.1016/j.biopsych.2015.10.021. [Epub ahead of print] The Number of Genomic Copies at the 16p11.2 Locus
Modulates Language, Verbal Memory, and Inhibition.

4. Heinen CA, Jongejan A, Watson PJ, Redeker B, Boelen A, Boudzovitch-Surovtseva O, Forzano F, Hordijk R, Kelley
R, Olney AH, Pierpont ME, Schaefer GB, Stewart F, van Trotsenburg AS, Fliers E, Schwabe JW, Hennekam RC. A
specific mutation in TBL1XR1 causes Pierpont syndrome. J Med Genet. 2016 May;53(5):330-7. doi:
10.1136/jmedgenet-2015-103233. Epub 2016 Jan 14. Erratum in: J Med Genet. 2016 Jun;53(6):430J Med Genet.
2016 Jan 14. pii: jmedgenet-2015-103233. doi: 10.1136/jmedgenet-2015-103233.

5. Castori M, Morlino S, Sana ME, Paradisi M, Tadini G, Angioni A, Malacarne M, Grammatico P, lascone M, Forzano
E Clinical and molecular characterization of two patients with palmoplantar keratoderma-congenital alopecia
syndrome type 2. Clinical and Experimental Dermatology 2016 Aug;41(6):632-5. doi: 10.1111/ced.12857. Epub
2016 Jun 24

6. Henneman L, Borry P, Chokoshvili D, Cornel MC, van El CG, Forzano F, Hall A, Howard HC, Janssens S, Kayserili
H, Lakeman P, Lucassen A, Metcalfe SA, Vidmar L, de Wert G, Dondorp WJ, Peterlin B. Responsible
implementation of expanded carrier screening. Eur J Hum Genet. 2016 Jun;24(6):el-e12. doi:
10.1038/ejhg.2015.271. Epub 2016 Mar 16.

7.  Cho SY, Bae JS, Kim NK, Forzano F, Girisha KM, Baldo C, Faravelli F, Cho TJ, Kim D, Lee KY, Ikegawa S, Shim
JS, Ko AR, Miyake N, Nishimura G, Superti-Furga A, Spranger J, Kim OH, Park WY, Jin DK. BGN Mutations in X-
Linked Spondyloepimetaphyseal Dysplasia. Am J Hum Genet. 2016 Jun 2;98(6):1243-8. doi:
10.1016/j.ajhg.2016.04.004. Epub 2016 May 26.
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2015

8. Negri G, Milani D, Colapietro P, Forzano F, Monica MD, Rusconi D, Consonni L, Caffi LG, Finelli P, Scarano G,
Magnani C, Selicorni A, Spena S, Larizza L, Gervasini C. Clinical and molecular characterization of Rubinstein-Taybi
syndrome patients carrying distinct novel mutations of the EP300 gene. Clin Genet. 2015 Feb;87(2):148-54. Epub
2014 Feb 17

9. Maillard AM, Ruef A, Pizzagalli F, Migliavacca E, Hippolyte L, Adaszewski S, Dukart J, Ferrari C, Conus P, Mannik
K, Zazhytska M, Siffredi V, Maeder P, Kutalik Z, Kherif F, Hadjikhani N, Beckmann JS, Reymond A, Draganski B,
Jacquemont S and 16p11.2 European Consortium (includes Francesca Forzano) The 16p11.2 locus modulates

brain structures common to autism, schizophrenia and obesity, Molecular Psychiatry, 2015 Feb;20(1):140-7. Epub
2014, Nov 25.

10. Vetro A, Dehghani MR, Kraoua L, Giorda R, Beri S, Cardarelli L, Merico M, Manolakos E, Bustamante AP, Castro A,
Radi O, Camerino G, Brusco A, Sabaghian M, Sofocleous C, Forzano F, Palumbo P, Palumbo O, Calvano S,
Zelante L, Grammatico P, Giglio S, Basly M, Chaabouni M, Carella M, Russo G, Bonaglia MC, Zuffardi O. Testis
development in the absence of SRY: chromosomal rearrangements at SOX9 and SOX3. Eur J Hum Genet. 2015
Aug;23(8):1025-32. Epub 2014 Nov 5.

11. Franziska Severin, Pascal Borry, Martina C Cornel, Norman Daniels, Florence Fellmann, Shirley Victoria Hodgson,
Heidi C Howard, Jirgen John, Helena K&aaridinen, Hilya Kayserili, Alastair Kentl, Florian Koerber, Ulf
Kristoffersson, Mark Kroese, Celine Lewis, Georg Marckmann, Peter Meyer, Arne Pfeufer, J6rg Schmidtke, Heather
Skirton, Lisbeth Tranebjeerg and Wolf H Rogowski for the EuroGentest and ESHG/PPPC Priority Consortium Points

to consider for prioritizing clinical genetic testing services: a European consensus process oriented at accountability
for reasonableness Eur J Hum Genet. 2015 Jun;23(6):729-35. Epub 2014 Sep 24.

12. Dondorp W, de Wert G, Bombard Y, Bianchi DW, Bergmann C, Borry P, Chitty LS, Fellmann F, Forzano F, Hall A,
Henneman L, Howard HC, Lucassen A, Ormond K, Peterlin B, Radojkovic D, Rogowski W, Soller M, Tibben A,
Tranebjeerg L, van ElI CG, Cornel MC. Non-invasive prenatal testing for aneuploidy and beyond: challenges of
responsible innovation in prenatal screening. Eur J Hum Genet. 2015 Mar 18. doi: 10.1038/ejhg.2015.57. [Epub
ahead of print]

13. Dondorp W, de Wert G, Bombard Y, Bianchi DW, Bergmann C, Borry P, Chitty LS, Fellmann F, Forzano F, Hall A,
Henneman L, Howard HC, Lucassen A, Ormond K, Peterlin B, Radojkovic D, Rogowski W, Soller M, Tibben A,
Tranebjeserg L, van ElI CG, Cornel MC. Non-invasive prenatal testing for aneuploidy and beyond: challenges of
responsible innovation in prenatal screening. Summary and recommendations. Eur J Hum Genet. 2015 Apr 1. doi:
10.1038/ejhg.2015.56. [Epub ahead of print]

14. Silvia Russo, Ester Mainini, Chiara Luoni, Francesca Cogliati, Valentina Giorgini, Maria Teresa Bonati, Francesca
Forzano, Cristiano Termine, Alessandra Murgia, Mara Patrini, Antonella Fabretto, Skabar Aldo, Elena Freri, Vanna
Pecile and Lidia Larizza. Somatic Mosaicism as Modulator of the Global and Intellectual Phenotype in Epimutated
Angelman Syndrome Patients Journal of Intellectual Disability - Diagnosis and Treatment, 2015, 3, 126-137 E-ISSN:
2292-2598/15

2013-2014

15. Giordano L, Desnick RJ, Molinaro A, Uliana V, Forzano F, Edelmann L, Nazarenko |, Pinelli L, Accorsi P, Faravelli F.

Setleis Syndrome: Genetic and Clinical Findings in a New Case With Epilepsy. Pediatr Neurol. 2014 Apr;50(4):389-
91 Epub 2013 Dec 14

16. Heulens I, Suttie M, Postnov A, De Clerck N, Perrotta CS, Mattina T, Faravelli F, Forzano F, Frank Kooy R,
Hammond P. Craniofacial characteristics of fragile X syndrome in mouse and man. Eur J Hum Genet. 2013
Aug;21(8):816-23
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17. Giovanni Battistella, Julien Niederhauser, Eleonora Fornari, Loyse Hippolyte, Aline Gronchi Perrin, Gaetan Lesca,
Francesca Forzano, Patric Hagmann, Francois J.G. Vingerhoets, Bogdan Draganski, Philippe Maeder, Sebastien
Jacquemont Brain structure in asymptomatic FMR1 premutation carriers at risk for fragile X-associated tremor/ataxia
syndrome. Neurobiology of Aging, 2013 Jun;34(6):1700-7

18. Mandrile G, Dubois A, Hoffman JD, Uliana V, Di Maria E, Malacarne M, Coviello D, Faravelli F, Zwolinski S, Hellens
S, Wright M, Forzano F. 3926.33-3g27.2 Microdeletion: a new microdeletion syndrome? Eur J Med Genet. 2013
Apr;56(4):216-21

19. Nikkel SM, Dauber A, de Munnik S, Connolly M, Hood RL, Caluseriu O, Hurst J, Kini U, Nowaczyk MJ, Afenjar A,
Albrecht B, Allanson JE, Balestri P, Ben-Omran T, Brancati F, Cordeiro I, da Cunha BS, Delaney LA, Destrée A,
Fitzpatrick D, Forzano F, Ghali N, Gillies G, Harwood K, Hendriks YM, Héron D, Hoischen A, Honey EM, Hoefsloot
LH, lbrahim J, Jacob CM, Kant SG, Kim CA, Kirk EP, Knoers NV, Lacombe D, Lee C, Lo IF, Lucas LS, Mari F,
Mericq V, Moilanen JS, Mgller ST, Moortgat S, Pilz DT, Pope K, Price S, Renieri A, S& J, Schoots J, Silveira EL,
Simon ME, Slavotinek A, Temple IK, van der Burgt I, de Vries BB, Weisfeld-Adams JD, Whiteford ML, Wierczorek D,
Wit JM, Yee CF, Beaulieu CL, White SM, Bulman DE, Bongers E, Brunner H, Feingold M, Boycott KM. The
phenotype of floating-harbor syndrome: clinical characterization of 52 individuals with mutations in exon 34 of
SRCAP. Orphanet J Rare Dis. 2013 Apr 27;8(1):63.

20. Carla G van El, Martina C Cornel, Pascal Borry, Ros J Hastings, Florence Fellmann, Shirley V Hodgson, Heidi C
Howard, Anne Cambon-Thomsen, Bartha M Knoppers, Hanne Meijers-Heijboer, Hans Scheffer, Lisbeth
Tranebjaerg, Wybo Dondorp, Guido MWR de Wert. Whole-genome sequencing in health care Recommendations of
the European Society of Human Genetics, on behalf of the ESHG Public and Professional Policy Committee.
European Journal of Human Genetics (2013) 21, 580-584; 2013 Jun, 21 Suppl 1:S1-5.

21. Revencu N, Boon LM, Dompmartin A, Rieu P, Busch WL, Dubois J, Forzano F, van Hagen JM, Halbach S, Kuechler
A, Lachmeijer AM, Lahde J, Russell L, Simola KO, Mulliken JB, Vikkula M. Germline Mutations in RASA1 Are Not
Found in Patients with Klippel-Trenaunay Syndrome or Capillary Malformation with Limb Overgrowth. Mol
Syndromol. 2013 Apr;4(4):173-178. Epub 2013 Apr 11.

22. de Souza MA, McAllister C, Suttie M, Perrotta C, Mattina T, Faravelli F, Forzano F, Holland A, Hammond P. Growth
hormone, gender and face shape in Prader-Willi syndrome. Am J Med Genet A. 2013 Oct;161(10):2453-63. Epub
2013 Aug 5

23. Garavelli L, Piemontese MR, Cavazza A, Rosato S, Wischmeijer A, Gelmini C, Albertini E, Albertini G, Forzano F,
Franchi F, Carella M, Zelante L, Superti-Furga A. Multiple tumor types including leiomyoma and Wilms tumor in a
patient with Gorlin syndrome due to 9922.3 microdeletion encompassing the PTCH1 and FANC-C loci. Am J Med
Genet A. 2013 Nov;161A(11):2894-901

24. Hens K, Van El CE, Borry P, Cambon-Thomsen A, Cornel MC, Forzano F, Lucassen A, Patch C, Tranebjaerg L,
Vermeulen E, Salvaterra E, Tibben A, Dierickx K. Developing a policy for paediatric biobanks: principles for good
practice. Eur J Hum Genet. 2013 Jan;21(1):2-7. [Epub 2012 Jun 20]

2012
25. Accorsi P, Giordano L, Uliana V, Forzano F, Pinelli L, Olioso G, Zenker M, Di Maria E, Faravelli F. A patient with a

skull defect, dysmorphic features, hypopituitarism, and abnormal cortical development. Clin Dysmorphol. 2012
Apr;21(2):74-6
26. Peter Hammond, Femke Hannes, Michael Suttie, Koen Devriendt, Joris Robert Vermeesch, Francesca Faravelli,

Francesca Forzano, Susan Parekh, Steve Williams, Dominic McMullan, Sarah T South, John C Carey and

Oliver Quarrell. Fine-grained facial phenotype—genotype analysis in Wolf—Hirschhorn syndrome Eur J Hum Genet
2012 Jan;20(1):33-40

27. Forzano F, Napoli F, Uliana V, Malacarne M, Viaggi C, Bloise R, Coviello D, Di Maria E, Olivieri I, Di lorgi N,
Faravelli F. 19913 microdeletion syndrome: Further refining the critical region. Eur J Med Genet. 2012 Apr 10
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28. Livia Garavelli, Giancarlo Gargano, Graziella Simonte, Simonetta Rosato, Anita Wischmeijer, Nives Melli, Silvia
Braibanti, Chiara Gelmini, Fancesca Forzano, Roberta Pietrobono, Maria Grazia Pomponi, Elena Andreucci, Annick

Toutain, Andrea Superti-Furga, Giovanni Neri Simpson-Golabi-Behmel Syndrome Type 1 in a 27-Week Macrosomic
Preterm Newborn: the Diagnostic Value of Rib Malformations and Index Nail and Finger Hypoplasia American
Journal of Medical Genetics part A 2012 Sep;158A(9):2245-9.

29. Battistuzzi L, Ciliberti R, Forzano F, Stefano FD. Regulating the communication of genetic risk information: the
Italian legal approach to questions of confidentiality and disclosure. Clin Genet. 2012 Sep;82(3):205-9

30. Garcia Segarra N, Mittaz L, Campos-Xavier AB, Bartels CF, Tuysuz B, Alanay Y, Cimaz R, Cormier-Daire V, Di
Rocco M, Duba HC, Elcioglu NH, Forzano F, Hospach T, Kilic E, Kuemmerle-Deschner JB, Mortier G, Mrusek S,
Nampoothiri S, Obersztyn E, Pauli RM, Selicorni A, Tenconi R, Unger S, Utine GE, Wright M, Zabel B, Warman ML,
Superti-Furga A, Bonafé L. The diagnostic challenge of progressive pseudorheumatoid dysplasia (PPRD): A review
of clinical features, radiographic features, and WISP3 mutations in 63 affected individuals. Am J Med Genet C
Semin Med Genet. 2012 Aug 15;160(3):217-29.

2011

31. Luca Foppiani, Alberto Cella, Paocla Carrara, Manuela Balocco, Francesca Forzano, Daniela Leone, Giovanni Ivaldi,

Lorenzo Bacigalupo, Patrizia Del Monte. Severe osteoporosis in an elderly man: not only hypogonadism. Geriatr
Gerontol Int. 2011 Jan;11(1):123-6

32. van El CG, Cornel MC on behalf of the ESHG Public and Professional Policy Committee (includes F.Forzano).

Genetic testing and common disorders in a public health framework. Eur J Hum Genet. 2011 Apr;19(4):377-81.
Epub 2011 Jan 26.

33. Micale L, Augello B, Fusco C, Selicorni A, Loviglio MN, Cirillo Silengo M, Reymond A, Gumiero B, Zucchetti F,
D'Addetta EV, Belligni E, Calcagni A, Digilio MC, Dallapiccola B, Faravelli F, Forzano F, Accadia M, Bonfante A,
Clementi M, Daolio C, Douzgou S, Ferrari P, Fischetto R, Garavelli L, Lapi E, Mattina T, Melis D, Patricelli MG,
Priolo M, Prontera P, Renieri A, Mencarelli MA, Scarano G, Della Monica M, Toschi B, Turolla L, Vancini A, Zatterale
A, Gabrielli O, Zelante L, Merla G. Mutation Spectrum of MLL2 in a cohort of Kabuki syndrome patients. Orphanet J
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