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[ Management Level
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WORK EXPERIENCE

11/2022 to date

2015-2018:

2004-10/2022

2001-2003

1999-2001

1997-1998

1996-1997

1994-1996

EDUCATION AND TRAINING

Associate in Medical Genetics, Faculty of Medicine and Surgery, Tor
Vergata University of Rome, ltaly. Sector: Medical Genetics

Medical Genetics Counselor, “Tor Vergata” Hospital, Medical Genetics
Section, Rome, Italy. Sector: Medical Genetics
Assistant Professor in Medical Genetics, Faculty of Medicine and Surgery,
Tor Vergata University of Rome, Italy. Sector: Medical Genetics
Medical Genetics Counselor, “Tor Vergata” Hospital, Medical Genetics
Section, Rome, Italy. Sector: Medical Genetics
Telethon Researcher, Medical Genetics Section, Tor Vergata University,
Rome, ltaly. Sector: Human Genetics
Research Assistant in Medical Genetics, Tor Vergata University, Rome,
Italy. Sector: Medical Genetics
Research Assistant in Molecular Biology, Baylor College of Medicine,
Houston, TX, USA. Sector: Molecular Biology
Researcher Assistant in Medical Genetics, Tor Vergata University, Rome,

Italy. Sector: Medical Genetics

Date From 1999 to 2002

Residency in Medical Genetics, MSc
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Faculty of Medicine, Sapienza University of Rome, Rome, Italy
1996
Professional qualification for Biologist
Faculty of Science,
University of I'Aquila, L'Aquila, Italy
From 1990 to 1995
BSc in Biology; degree: 110/110 with highest honors

Faculty of Science,
University of Rome “Tor Vergata”, Rome, Itay

From 1992 to July 1997

High school graduation; degree: 60/60

L.S.S. “Vito Volterra”, Rome, Italy

Italian

English Level B1 (Understanding, Speaking, Reading)

Team spirit and good communication skills acquired through the participation to different seminars or
meetings. Sense of organization and excellent experience in project management

Good command of Microsoft Office (Word, Excel, PowerPoint), graphic design applications
(Photoshop), tools for bioinformatic analyses (Command Console, dChip, NetAffx Analysis Center,
DAVID, GSEA, Panther, MirBase, TargetScan), applications for primers design (Primer Express)

| am a highly experienced human geneticist with a primary interest in understanding the genetic basis
of inherited disorders. | have more than 20 years of experience in human genetics research, more than
15 years leading a productive and active research team collaborating locally and internationally with
researchers, clinicians, genetic diagnostic centres and patients’ associations. My ongoing work is
focused on the study of cis- and trans-acting modifiers of genetic diseases. In this context | am
particularly trained in identifying molecular biomarkers (genetic, epigenetic and transcriptional) linked to
disease onset and progression.

Since 2004, | have been also teaching professor of Medical Genetics courses (both in Italian and English
language) in the Faculty of Medicine at Tor Vergata University of Rome.

Most relevant peer-reviewed publications in the last ten years (from 2013 to 2022)
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Botta A., Malena A., Tibaldi E., Rocchi L., Loro E., Pena E., Cenci L., Ambrosi E., Bellocchi M.C.,
Pagano A., Giuseppe Novelli G., Rossi G., Monaco H.L., Gianazza E., Romeo V., Marin O.,
Brunati A.M., Vergani L. “MBNL142 and MBNL143 gene isoforms, overexpressed in DM1-patient
muscle, encode for nuclear proteins interacting with Src-family kinases”. Cell Death Dis. 2013 Aug
15;4(8):e770. doi: 10.1038/cddis.2013.291. PMID: 23949219
Botta A., Malena A, Loro E, Del Moro G, Suman M, Pantic B, Szabadkai G, Vergani L. “Altered
Ca2+ homeostasis and endoplasmic reticulum stress in myotonic dystrophy type 1 muscle cells”.
Genes (Basel). 2013 Jun 4;4(2):275-92. doi: 10.3390/genes4020275. PMID: 24705164. IF:
Pantic, B., Borgia, D., Giunco, S., ...\Vergani, L., Botta, A.Reliable and versatile immortal muscle cell
models from healthy and myotonic dystrophy type 1 primary human myoblasts. Experimental Cell
Research, 2016, 342(1), pp. 39-51
Perfetti, A., Greco, S., Cardani, R,, ...Meola, G., Martelli, F. Validation of plasma microRNAs as
biomarkers for myotonic dystrophy type 1. Scientific Reports, 2016, 6, 38174
Botta, A., Rossi, G., Marcaurelio, M., ...Sangiuolo, F., Novelli, G. Identification and characterization
of 5 CCG interruptions in complex DMPK expanded alleles.European Journal of Human
Genetics, 2017, 25(2), pp. 257-261
Campione, E., Botta, A., Di Prete, M., ...Massa, R., Terracciano, C.Cutaneous features of myotonic
dystrophy types 1 and 2: |Implicaton of premature aging and vitamin D
homeostasis.Neuromuscular Disorders, 2017, 27(2), pp. 163—169
Ferradini, V., Cassone, M., Nuovo, S, ...Novelli, G., Sangiuolo, F. Targeted Next Generation
Sequencing in patients with Myotonia Congenita. Clinica Chimica Acta, 2017, 470, pp. 1-7
Santoro, M., Masciullo, M., Silvestri, G., Novelli, G., Botta, A.
Santoro, M., Masciullo, M., Silvestri, G., Novelli, G., Botta, A. Myotonic dystrophy type 1: role of
CCG, CTC and CGG interruptions within DMPK alleles in the pathogenesis and molecular
diagnosis. Clinical Genetics, 2017, 92(4), pp. 355-364
Scimeca, M., Centofanti, F., Celi, M., ...Botta, A., Tarantino, U.Vitamin D receptor in muscle atrophy
of elderly patients: A key element of osteoporosis-sarcopenia connection.Aging and
Disease, 2018, 9(6), pp. 952—964
Santoro, M., Fontana, L., Maiorca, F., ...Novelli, G., Botta, A. Expanded [CCTG]n repetitions are
not associated with abnormal methylation at the CNBP locus in myotonic dystrophy type 2 (DM2)
patients. Biochimica et Biophysica Acta - Molecular Basis of Disease, 2018, 1864(3), pp. 917-924
Spitalieri, P., Talarico, R.V., Caioli, S., ...Mango, R., Sangiuolo, F.Modelling the pathogenesis of
Myotonic Dystrophy type 1 cardiac phenotype through human iPSC-derived cardiomyocytes.
Journal of Molecular and Cellular Cardiology, 2018, 118, pp. 95-109
Spitalieri, P., Talarico, R.V., Murdocca, M., ...Sangiuolo, F., Botta, A. Generation and neuronal
differentiation of HIPSCs from patients with myotonic dystrophy type 2. Frontiers in
Physiology, 2018, 9, 967
Binda, A., Renna, L.V, Bosé, F., ...Meola, G., Cardani, R. SCN4A as modifier gene in patients with
myotonic dystrophy type 2. Scientific Reports, 2018, 8(1), 11058
Bosé, F., Renna, L.V, Fossati, B., ...Meola, G., Cardani, R. TNNT2 missplicing in skeletal muscle
as a cardiac biomarker in myotonic dystrophy type 1 but not in myotonic dystrophy type 2.Frontiers
in Neurology, 2019, 10(SEP), 992
Fontana, L., Santoro, M., D'Apice, M.R, ..Dosa, L., Botta, A. Identification, molecular
characterization and segregation analysis of a variant DMPK pre-mutation allele in a three-
generation Italian family. Acta Myologica, 2020, 39(1), pp. 13—18
D'Apice, M.R.,De Dominicis, A., Murdocca, M., ...Federici, M., Novelli, G.Cutaneous and
metabolic defects associated with nuclear abnormalities in a transgenic mouse model expressing
R527H lamin A mutation causing mandibuloacral dysplasia type A (MADA) syndrome.Acta
Myologica, 2020, 39(4), pp. 320-335
Centofanti, F., Santoro, M., Marini, M., ... Tarantino, U., Botta, A.ldentification of aberrantly-
expressed long non-coding rmas in  osteoblastc cells from  osteoporotic
patients.Biomedicines, 2020, 8(3), 65
Visconti, V.V, Fittipaldi, S., Ciuffi, S., ...Botta, A., Tarantino, U. Circulating long non-coding ma gas5
is overexpressed in serum from osteoporotic patients and is associated with increased risk of bone
fragility. International Journal of Molecular Sciences, 2020, 21(18), pp. 1-12, 6930
Nappo, S., Mannucci, L., Novelli, G., ...D'Apice, M.R., Botta, A.Carrier frequency of CFTR variants
in the non-Caucasian populations by genome aggregation database (gnomAD)-based
analysis.Annals of Human Genetics, 2020, 84(6), pp. 463—468
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