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McDermid syndrome.”
L. Abenavoli, L. Cascio, S. Srikanth, B. DuPont, A.R. Mitz, R.C. Rogers, K. Phelan,
L. Boccuto.
Poster presentation at the Phelan-McDermid Syndrome International Conference,
Madrid, Spain, September 21-23, 2018.

10. “The impact of the PNPLA3 gene in Phelan-McDermid syndrome: from liver function
to pharmacogenetics.”
L. Boccuto, L. Abenavoli, L. Cascio, S. Srikanth, B. DuPont, A.R. Mitz, R.C. Rogers,
K. Phelan.
Poster presentation at the Phelan-McDermid Syndrome Foundation 2018 International
Family Conference and Phelan-McPosium, Grapevine, TX, USA, July 18-22, 2018.

11. “Metabolic characterization of patients with Phelan-McDermid syndrome: the role of
the PNPLA3 gene.”
L. Boccuto.
Oral presentation at the Annual Conference of the Italian Association for the Phelan-
McDermid syndrome, Bologna, Italy, April 14, 2018.

12.“Genetic and Environmental Aspects of Autism Spectrum Disorder (ASD): New
Models and New Theories.”
L. Boccuto.
Oral presentation at the Human Genetics Symposium, Bob Jones University,
Greenville, SC, USA, March 8, 2018.



13. “Development of an Autism Spectrum Disorder Screening Test Based Upon Metabolic
Profiling of Fresh Blood Samples.”
Champaigne K, L. Boccuto.
Oral presentation at the SCAND meeting, Greenwood, SC, USA, March 21, 2018.

14. “Metabolic investigation of segmental overgrowth: new insights in pathogenic
mechanisms and treatments.”
L. Boccuto.
Biolog Webinar, October 26, 2017.

15. “Novel treatment approaches for autism spectrum disorder: an in vitro model. ”
L. Boccuto, L. Cascio, K. Champaigne, K. Jones, R. Pauly, S. Srikanth, C.F. Chen, S.
Dunn, S. Sorrow, R. Cubillan, C. Skinner, CE Schwartz.
Poster presentation at the American Society of Human Genetics, Orlando, FL, USA,
October 17-21, 2017.

16. “Metabolic approaches for treatment of autism spectrum disorder. ”
L. Boccuto, L. Cascio, K. Champaigne, K. Jones, R. Pauly, S. Srikanth, C.F. Chen, S.
Dunn, S. Sorrow, R. Cubillan, C. Skinner, CE Schwartz.
Poster presentation at the SCAND Symposium, Columbia, SC, USA, October 9, 2017.

17. “Clinical, molecular and biochemical aspects of Snyder-Robinson syndrome
(spermine synthase deficiency).”
C.E. Schwartz, L. Cascio, K. Jones, J. Norris, C. Skinner, C.-F. Chen, R.E. Stevenson,
L. Boccuto.
Poster at the Gordon Research Conference “Polyamine Metabolism in Disease and
Polyamine-Targeted Therapies”, Waterville Valley, NH, USA, June 25-30, 2017.

)

18. “Metabolomic approaches to the study of neurodevelopmental disorders.’
L. Boccuto, L. Cascio, S. Srikanth, K. Jones, C.F. Chen, R. Pauly, C. Skinner, S.
Sorrow, C. Schwartz.

Oral presentation at 3 annual USC Neuroscience Community Retreat, Columbia, SC,
USA, May 22, 2017.

19. “Vascular anomalies associated with the PI3K-AKT pathway”
L. Boccuto.
Oral presentation at 9" Annual Vascular Anomalies Symposium: New Insights from
Research in Vascular Anomalies. Bon Secour St. Francis Hospital, Charleston, SC,
USA, May 19, 2017.

20. “Tryptophan and autism: a novel approach to an old problem.”
L. Boccuto.



Oral presentation at the Simons Foundation, New York, NY, USA, March 3, 2017.

21. “Phelan-McDermid Syndrome: genotype-phenotype correlation and new perspectives
on research and treatment.”
L. Boccuto.
Oral presentation at the Simons Foundation, New York, NY, USA, March 3, 2017.

22. “Biomarkers in ASD: A SCAND collaborative project.”
L. Boccuto.
Oral presentation at the SC Autism and Neurodevelopmental Disorders Consortium
(SCAND) meeting, Charleston, SC, USA, March 28, 2017.

23. “Phelan-McDermid syndrome: molecular aspects and future perspectives in research
and treatment.”
L. Boccuto.
Oral presentation at the Human Genetic Symposium “Genetic Syndromes: Between
Diagnosis & Solutions!”, Bob Jones University, Greenville, SC, USA, March 30,
2017.

24. “Molecular characterization of activating mutations in Pi3K-AKT pathway genes:
novel insights on pathogenesis and treatment.”
L. Boccuto, L. Cascio, K. Jones, C.F. Chen, C. Skinner, R. Pauly, R.E. Stevenson,
C.E. Schwartz.
Poster at the 2017 Keystone Symposia Conference “PI3K Pathways in Immunology,
Growth Disorders and Cancer”, Santa Fe, NM, USA, January 19-23, 2017.

25. “Tryptophan and autism: a novel approach to an old problem.”
L. Boccuto.
Lecture at the Clemson College of Behavioral, Social, and Health Science, Clemson,
SC, USA, November 21, 2016.

26.“Autism: Developing a new approach to a complex neurobehavioral disorder.”
L. Boccuto.
Platform presentation at the South Carolina Genetics Conclave, Greenwood, SC, USA,
November 18, 2016.

27.“ldentifying Potentially Haploinsufficient Genes in 22q13 Deletion Syndrome”
A. Mitz, T. Philyaw, L. Boccuto, A. Shcheglovitov, A. Thurm.
Poster at the Society for Neuroscience 2016 Meeting. San Diego, CA, USA,
November 12-16, 2016.

28. “Metabolic approach to autism spectrum disorder (ASD).”
L. Boccuto.



29.

30.

31.

32.

33.

Seminar at the David H. Murdock Research Institute. Kannapolis, NC, USA,
November 3, 2016.

“Investigation of aberrant tryptophan metabolism as a biochemical basis for Autism
Spectrum Disorders (ASDs)”.

L. Boccuto, K.D. Champaigne, L. Cascio, D. Dean, C.F. Chen, C.E. Schwartz.

Poster at the Clemson University School of Health Research (CUSHR) Fall Meeting,
Clemson, SC, USA, October 28, 2016.

“Parents’ Perspectives of Medical Screening for Autism: Would They Say “Yes” to the
Test?”

J. DelLuca, S. Sarasua, L. Boccuto.

International Society for Neonatal Screening (ISNS) 9" International Symposium, The
Hague, The Netherlands, September 11-14, 2016.

“Non-typical Gorlin syndrome: expanding the phenotype spectrum of PTCH1.”

L. Boccuto, N. Di Donato, E. Blue, E.G.Bend, L. Cascio, S. Dunn, K. Jones, C.
Skinner, G. Neri, D.A. Nickerson, M. Bamshad, C.E. Schwartz.

Poster at the 37th Annual David W. Smith Workshop on Malformations and
Morphogenesis, Lake Arrowhead, CA, USA, September 9-13, 2016.

“Metabolomic approaches to Autism Spectrum Disorder (ASD).”

L. Boccuto.

Platform Presentation at the Research Committee Meeting of the “Els for Autism”
Foundation, Jupiter, FL, USA, August 31, 2016.

“Metabolomic characterization of neurobehavioral subgroups in Fragile x syndrome.”
L. Boccuto.

Platform presentation at “Advances and Innovations for Collaborative Research in
Fragile X, Autism, Sex Chromosome Variations: Working Toward Patient-Centered
Outcomes.” Atlanta, GA, USA, August 11-13, 2016.

34. “New approaches in the characterization of genotype/phenotype correlation in

Phelan-McDermid syndrome.”

L. Boccuto, L. Cascio, L. Oberman, R. Dixon, K. Jones, J. Stallworth, S. Sarasua, S.
Dunn, M. Darmer, C. Rogers, C. Skinner, K. Phelan, B. DuPont, C.E. Schwartz, W.
Kaufmann.

Poster at the 2016 Phelan-McDermid Syndrome International Family Conference.
Orlando, FL, USA, July 19-23, 2016.

35. “Family perspectives of medical screening for autism.”

J. DelL.uca, S. Sarasua, L. Boccuto.



Poster at the Southeastern Regional Genetics Group (SERGG) Annual Meeting, Ponte
Vedra Beach, FL, USA, July 14-16, 2016.

36. “Potential approaches to metabolic treatment in ASD.”
L. Boccuto.
Platform presentation at the South Carolina Consortium on Autism and
Neurodevelopmental Disorders (SCCAND) Meeting, Columbia, SC, USA, April 22,
2016.

37.“Generalized and segmental overgrowth.”
G. Neri, L. Boccuto.
Platform presentation at the South Carolina Genetics Conclave, Greenwood, SC, USA,
March 18, 2016.

38. “Alcoholic Liver Disease (ALD): have a glass of good genes!”
L. Boccuto.
Seminar at the Greenwood Genetic Center Statewide Case Conference, Greenwood,
SC, USA, February 24, 2016.

39. “Biolog phenotype metabolic microarrays: sorting out variable phenotypes associated
with single genes.”
L. Boccuto, L. Cascio, K. Jones, C. Skinner, C.-F. Chen, C.E. Schwartz.
Poster at the 17th International Fragile X and other Early-Onset Cognitive Disorders
Workshop, Strasbourg, France, September 27-30, 2015.

40. “Phenotype microarray analysis may provide insight for potential therapeutic
approaches in human disorders”
C. Schwartz, L. Cascio, J. Norris, K. Jones, C.-F. Chen, L. Boccuto.
Platform presentation at the 17th International Fragile X and other Early-Onset
Cognitive Disorders Workshop, Strasbourg, France, September 27-30, 2015.

41. “Phenotype microarray: A novel methodology to access metabolic pathways in human
disorders.”
C. Schwartz, C.-F. Chen, L. Boccuto.
Platform presentation at the 2" International Symposium on Profiling (ISPROF 2015),
Costa de Caparica, Portugal, September 21-24, 2015.

42. “Novel approaches to the genotype/phenotype characterization in the Phelan-
Mcdermid syndrome.”
L. Boccuto.
Seminar at Neuroscience Institute, National Council of Research, Milan, Italy,
September 18, 2015.



43. “Biolog phenotype metabolic microarrays: finding the link between genotype and
phenotype ”
L. Boccuto, L. Cascio, K. Jones, C. Skinner, C.-F. Chen, C.E. Schwartz.
Platform presentation at the 3" International Florence Conference on Phenotype
MicroArray
Analysis of Cells, Florence, Italy, September 10-12, 2015.

44. “Application of state-of-the-art machine learning techniques to the PM data on autism-
spectrum disorders — boosting with false discovery control.”
B. Hofner, L. Boccuto, M. Goker.
Platform presentation at the 3" International Florence Conference on Phenotype
MicroArray Analysis of Cells, Florence, Italy, September 10-12, 2015.

45. “Functional studies of the AKT/PIK3CA/MTOR pathway and treatment approaches in
conditions with segmental overgrowth. ”
L. Boccuto.
Seminar at Catholic University of Sacred Heart, Rome, Italy, September 8, 2015.

46. “Characterization of metabolic profiles in genetic conditions with intellectual disability
and behavioral disorders.”
L. Boccuto.

Seminar at Catholic University of Sacred Heart, Rome, Italy, September 8, 2015.

47. “Pi3K-AKT pathway: from isolated cancer to syndromes. Metabolic characterization
and new therapeutic perspectives.”
L. Boccuto, L. Cascio, C.-F. Chen, X. Lei, K. Jones, C. Skinner, R. Stevenson, C.E.
Schwartz.
Platform presentation at the 36" David W. Smith Annual Workshop on Malformations
and Morphogenesis, St. Michaels, Maryland, USA, August 14-19, 2015.

48. “Snyder-Robinson Syndrome: Molecular and Biochemical Aspect.”
C. Schwartz, L. Boccuto.
Platform presentation at the 2015 Snyder-Robinson syndrome Conference,
Washington, DC, USA, July 16, 2015.

49. “Functional studies and potential therapeutic approaches in disorders of the Pi3K-
AKT pathway”
L. Boccuto, L. Cascio, D. Dyment, K. Jones, J. Norris, C.-F. Chen, C. Skinner, L.
Basel-Vanagaite, R. Stevenson, M. Innes, C. Schwartz.
Platform presentation at the 35" David W. Smith Annual Workshop on Malformations
and Morphogenesis, Madison, Wisconsin, USA, July 25-30, 2014.

50. “Metabolic profile of PMS cell lines”



L. Boccuto
Platform presentation at the International Phelan-McDermid Syndrome Foundation
Meeting, Orlando, Florida, USA July 23-26, 2014.

51. “Decreased tryptophan metabolism: the biochemical fingerprints of autism spectrum
disorders”
L. Boccuto, C.-F. Chen, A. Pittman, C. Skinner, H. McCartney, K. Jones, B. Bochner,
R. Stevenson, C. Schwartz.
Poster at the American Society of Human Genetics (ASHG), Boston, Massachusetts,
October 22-26 2013.

52. “Novel somatic mutations in Pi3K-AKT pathway genes in patients with segmental
overgrowth and novel approaches for functional studies”
L. Boccuto, M. DeGraff, J. Norris, K. Jones, L. Seaver, L. Cascio, C.-F. Chen, H.
Dorman, C. Skinner, R. Saul, A. Hunter, W. Foulkes, K. Brockmann, S. Yang, R.
Stevenson, C. Schwartz.
Platform presentation at the 34" David W. Smith Annual Workshop on Malformations
and Morphogenesis, Mont-Tremblant, Quebec, Canada, August 9-14 2013.

53. “Phenotype Microarray: A Novel Methodology To Access Metabolic Pathways In
Human Disorders”
C. Schwartz, L. Boccuto, C.-F. Chen, K. Jones, A. Pittman, M. DeGraff, L. Cascio, C.
Skinner.
Platform presentation at the 34" David W. Smith Annual Workshop on Malformations
and Morphogenesis, Mont-Tremblant, Quebec, Canada, August 9-14 2013.

54. “The role of SHANK3 and other 22q13.33 genes in PMS patients without chromosomal
rearrangements”’
L. Boccuto
Platform presentation at the Second International Phelan-McDermid Syndrome
Symposium, Orlando, Florida, USA, July 25-26, 2012.

55. “Severity of Speech Delay, Developmental Delay, and Physical features in Phelan-
McDermid Syndrome are associated with 22q13.2q13.32 Genomic Regions”
S.M. Sarasua, A. Dwivedi, L. Boccuto, C-F Chen, J.D. Rollins, R.C. Rogers,
M.C. Phelan, and B.R. DuPont.
Poster at the Second International Phelan-McDermid Syndrome Symposium, Orlando,
Florida, USA, July 25-26 2012.

56. “22q13.2q13.32 Associated with Speech Delay, Developmental Delay, and Physical
Features in Phelan-McDermid Syndrome”



57,

58.

59.

60.

61.

S.M. Sarasua, A. Dwivedi, L. Boccuto, C-F Chen, J.D. Rollins, R.C. Rogers,
M.C. Phelan, and B.R. DuPont.

Poster at the Southeast Regional Newborn Screening and Genetics Collaborative
(SERC) and 30th Annual Meeting of the Southeastern Regional Genetics Group
(SERGG), Ponte Vedra Beach, Florida, USA, July 19-21, 2012

“A Missense Mutation in ST3GALS5 Results in a Severe Intellectual Disability
Syndrome Associated with Altered Glycosphingolipid and O-Linked Glycan
Expression”

K. Aoki, L. Boccuto, Q. Zhang, H. Wang, F. Bartel, X. Fan, R. Saul, A. Chaubey, X.
Yang, R. Steet, C. Schwartz, M. Tiemeyer.

Platform presentation at the Annual Conference of the Society for Glycobiology,
Westin Seattle, Seattle, WA, November 9-12, 2011.

“A homozygous mutation in the ganglioside biosynthetic enzyme, ST3GALS, results in
a severe autosomal recessive neurocutaneous condition and altered glycosphingolipids
and )-linked glycan expression”

C. Schwartz, L. Boccuto, Q. Zhang, F. Bartel, K, Aoki, X. Fan, R. Saul, A. Chaubey,

H. Wang, R. Steet, M. Tiemeyer, X. Yong.

Platform presentation at the 61 Meeting of the American Society of Human Genetics

(ASHG), Montreal, Canada, October 11-15, 2011.

“Metabolic abnormalities in patients with autism spectrum disorders”

L. Boccuto, C.F. Chen, H. McCartney, C.D. Skinner, R.E. Stevenson, Charles E.
Schwartz.

Poster at the “Autism 2010 Geneva Center for Autism International Symposium”,
Toronto, Canada, November 2-5, 2010.

“Genotype-Phenotype Correlation Study in Phelan-McDermid Syndrome”

S. Sarasua, J. Collins, A. Dwivedi, L. Boccuto, C. Rogers, C. Phelan, B. DuPont
Poster at the First International Phelan-McDermid Syndrome Symposium, New York,
New York, USA, March 3-4, 2011.

“The role of SHANK3 variants in patients with clinical manifestation of 22q13.3
deletion syndrome”

L. Boccuto, M. Lauri, K. Phelan, M.E. Grimaldi, R.C. Rogers, D. Battaglia, C. D.
Skinner, G. Neri, B. Dupont, F. Gurrieri, M. Zollino, C.E. Schwartz.



Poster at the 30" David W. Smith Annual Workshop on Malformations and
Morphogenesis, Philadelphia, Pennsylvania, USA, August 5-9, 2009.

62. “22q13.3 deletion syndrome is a multigenic disorder, with SHANK3 as the major
pathogenic gene”
M. Zollino, M.E. Grimaldi, L. Boccuto, C.E. Schwartz , D. Battaglia, E. Mercuri, F.
Guzzetta, G. Marangi, D. Orteschi, D. Buccella, M. Lauri, P. Visconti, G. Gobbi, F.
Guerrieri, and G. Neri.
Platform presentation at the 415 European Society of Human Genetics (ESHG), Wien,
Austria, May 23-26, 20009.

63. “22q13.3 deletion syndrome is a single gene disorder caused by haploinsufficiency of
SHANK3”
M. Zollino, M.E. Grimaldi, L. Boccuto, C.E. Schwartz , D. Battaglia, D. Lettori, C.
Veredice, E. Mercuri, F. Guzzetta, D. Orteschi, D. Buccella, M. Lauri, F. Guerrieri,
and G. Neri.
Platform presentation at the 19" Meeting of Dysmorphology, Strasbourg, France,
September 4-5, 2008.

64. “A database of unclassified variants in genes involved in hereditary colorectal cancer:
a tool for genetic counselling and management of colorectal cancer families”
M. Genuardi, E. Lucci Cordisco, R. Tricarico, L. Boccuto, E. Muscarella.
Poster at the 10" National Congress of the Italian Society of Human Genetics (SIGU),
Montecatini Terme (PT), Italy, November 14-17, 2007.

65. “Ruolo dei geni MYH ed MLH1 nella Sindrome di Muir-Torre (MTS)”
G. Ponti, E. Lucci Cordisco, L. Losi, L. Boccuto, B. Roncari, S. Maffei, M.Pedroni,
C. Di Gregorio, F.D. Tiziano, M. Genuardi, G. Rossi, P. Benatti, F. Domati, L.
Roncucci, M. Ponz de Leon.
Platform presentation at the 4" National Congress of the Italian Association for the
Study of the Familiarity and Inheritance of the Gastrointestinal Tumors (AIFEG) —
Pavia, Italy, November 10-11, 2005.

66. “Effetti differenziali di trattamenti demetilanti su linee cellulari tumorali”
L. Boccuto, E. Lucci Cordisco, G. Neri, M. Genuardi.
Platform presentation at the 8" National Congress of the Italian Society of Human
Genetics (SIGU) — Chia Laguna (CA), Italy, September 28-30, 2005.



67. “Proposta di protocolli diagnostici nelle sindromi da eccesso di crescita”
L. Boccuto, P. Lapunzina, F. Gurrieri, G. Neri.
Poster at the 8" National Congress of the Italian Society of Human Genetics (SIGU) —
Chia Laguna (CA), Italy, September 28-30, 2005.

68. “Mutazioni del gene MLH1 in pazienti HNPCC (Hereditary Non Polyposis Colorectal
Cancer) con fenotipo Muir-Torre (MTS)”
E. Lucci Cordisco, G. Ponti, L. Boccuto, B. Roncari, F.D. Tiziano, S. Maffei, M.
Pedroni, L. Losi, C. Di Gregorio, G. Neri, M. Ponz De Leon, M. Genuardi.
Poster at the 8" National Congress of the Italian Society of Human Genetics (SIGU) —
Chia Laguna (CA), Italy, September 28-30, 2005.

69. “Differential activity of demethylating agents on the MLHI promoter”
E. Lucci Cordisco, L. Boccuto, I.Zito, G. Neri, M. Genuardi.
Poster at the 37" European Society of Human Genetics (ESHG), Prague, Czech
Republic, May 7-10, 2005.

70. “Analisi mutazionale dei geni BRCAI/BRCAZ2 in famiglie italiane ad alto rischio di
tumore della mammella e dell’ovaio”
F. D’Amico, E. Lucci Cordisco, A.L. Putignano, |.Zito, G. Chichierchia, L. Boccuto,
L. Nardone, D. Terribile, P. Belli, G. Pastore, S. Greggi, G. Neri, M. Genuardi.
Poster at the 7" National Congress of the Italian Society of Human Genetics (SIGU),
Pisa, Italy, October 13-15, 2004.

71. “Genetica: la nuova dimensione della medicina”
L. Boccuto.
Platform presentation at the Scientific Seminars of the Liceo Classico “P. Galluppi1”,
Catanzaro, Italy, April 15-16, 2004.

72. “Evalutation of MLH1 gene expression following reactivating treatments in colorectal
cancer cell lines with hypermethylated MLH1 promoter”
M. Genuardi, I. Zito, E. Lucci Cordisco, L. Boccuto, G. Chichierchia, G. Neri.
Poster at the 53" Annual Meeting of American Society of Human Genetics (ASHG),
Los Angeles, California, USA, November 4-8, 2003.

73. “Studio dell’espressione del gene MLHI in seguito a trattamenti con agenti
demetilanti e iperacetilanti in linee cellulari con promotore di MLH1 ipermetilato”
E. Lucci Cordisco, I.Zito, L. Boccuto, G. Chichierchia, G. Neri, M. Genuardi.



74.

75.

76.

Poster at the 6™ National Congress of the Italian Society of Human Genetics (SIGU) -
Verona, Italy, September 24-27, 2003.

“MSHG6 mutations in familial colorectal cancer: correlations with clinical and
immunohistochemical data”

M. Genuardi, E. Lucci Cordisco, L. Boccuto, E. Dalla Longa, E. Passerini, P. Sala, L.
Bertario, P. Benatti, C. Di Gregorio, M.A. Caligo, M.G. Tibiletti, M. Ponz De Leon, P.
Radice, G. Neri.

Poster at the 4" Joint Meeting of the Leeds Castle Polyposis Group and the
International Collaborative Group on Hereditary NonPolyposis Colorectal Cancer,
Cleveland, Ohio, USA, September 4-6, 2003.

“Nuove frontiere della genetica”

L. Boccuto.

Platform presentation at the Progetto “Gutenberg e oltre”, Catanzaro, Italy, November
26-30, 2002.

“Mutazioni del gene MSHG6 in carcinomi colorettali familiari: correlazioni con dati
clinici, molecolari e immunoistochimici”

E. Lucci Cordisco, L. Boccuto, E. Dalla Longa, E. Passerini, P. Sala, L. Bertario, P.
Benatti, C. Di Gregorio, M.G. Tibiletti, M.A. Caligo, M. Ponz De Leon, P. Radice, G.
Neri, M. Genuardi.

Platform presentation at the 1% National Congress of the Italian Association for the
Study of the Familiarity and Inheritance of the Gastrointestinal Tumors (AIFEG),
Firenze, Italy, November 15-16, 2002.

71. “Analisi immunoistochimica e mutazionale del gene MSHG6 in carcinomi colorettali

(CCR) familiari”

E. Lucci Cordisco, L. Boccuto, E. Dalla Longa, E. Passerini, L. Bertario, P. Benatti,
C. Di Gregorio, M.G. Tibiletti, M.A. Caligo, M. Ponz De Leon, P. Radice, G. Neri, M.
Genuardi.

Platform presentation at the 5™ National Congress of the Italian Society of Human
Genetics (SIGU), Verona, Italy, September 24-27, 2002.



