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 CV ENGLISH 
 

Curriculum Vitae 
Europass 

  
  

PERSONAL 
INFORMATION 

 

Name / Surname  ALESSANDRA FERLINI 
 

Personal Address Via Borgo di Sotto, 19   44121 Ferrara (FE) (Italy) 
Work Address Unita di Genetica Medica. Università di Ferrara 

Via Fossato di Mortara, 74 
44121 Ferrara (FE), Italia 

Phone +39(0)532-974439 Mobile: +39 3405493446 
Fax +39(0)532-974406 

E-mail fla@unife.it 
Citizenhsip Italian 

Date of Birth 24/05/1958 
Gender Female 

Current Position -Associate Professor, tenured, permanent position, and Director of the Unit of 
Medical Genetics Unit, University of Ferrara, Italy 
-Honorary Visiting Professor, Institute of Child Health. University College London, 
UK  

 
 

Language Competence 
(*) EU frame 

Italian (Mother tongue) 

Other languages English (fluent), German (good) 
selfassessment  Comprehension  Spoken Written 
Livello europeo (*)  listening reading Oral interaction Oral production  

English  C
2 

Livello 
avanzato 

C
2 

Livello 
avanzato 

C
2 

Livello 
avanzato 

C
2 

Livello 
avanzato 

C
2 

Livello 
avanzato 

German 
 
 

 C
1 

Livello 
intermedio 

B
2 

Livello 
intermedio 

B
1 

Livello 
intermedio 

A
2 

Livello 
elementare 

A
2 

Livello 
elementare 

 
 
 
 

 EDUCATIONAL AND PROFESSIONAL TITLES 
Career titles  
2006-present 

 
2015-present 
2000 - 2006 

 
1995 ± 1999 

(short stages in 2000 and 2001) 
 

-Associate Professor in Medical Genetics MED/03, Università di Ferrara  
Head of the Medical Genetics Unit, University Hospital Ferrara 
-Honorary Visiting Professor, University College London, Institute of Child Health 
-Dirigente Medico di I livello (UO Neurologia, UO Genetica medica) Azienda 
Ospedaliera Universitario S. Anna, Ferrara 
-Senior Research Assistant, Neuromuscular Unit, Imperial College of Medicine, 
Hammersmith Hospital, London (UK) 
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Education titles  
 

2002 
1993 
1988 
1983 
1984 
1983 

 

 
PhD genetics, Imperial College School of Medicine, London (UK) 
Medical Genetics Specialization, University of Ferrara (Italy), 50/50 cum laude 
Neurology Specialization, University of Bologna (Italy), 70/70 cum laude 
Iscrizione Albo Medici 
$ELOLWD]LRQH�DOO¶HVHUFL]LR�GL�0HGLFR�&Kirurgo 
Degree in Medicine and Surgery University of Bologna (Italy), 110/110 cum laude 

Participation to Scientific 
Committees titles 

 

1996-1997 Chromosome 18 Sequencing Committee (US) 
2011-2014 ENMC Scientific Committee, Member 

 
2012-2015 SOCIETA ITALIANA DI GENETICA UMANA SIGU 

Coordinators of the Molecular Genetics Working Group 
2011-2014 IRDIRC WG on Biomarkers for Disease Progression and Therapy Response, Chair 

2015-present TREAT-NMD Ethical Committee-Member 
2017-2020 Sarepta Therapeutics European Board 
2018-2020 PTC Therapeutics European Board 

 
2019-present 
2018-present 
2020-present 
2007-present 

 
Ethical Committees 

2007-2011 
2013-2015 

 
2010-2013 

 
2017-oggi 

 
 

Regione Emilia Romagna Institutional Working Groups (member): 
-Neuromuscular diseases 
-Movement Disorders and Huntington disease 
-Birth and Neonatal working group and NIPT 
-Genetic testing 

 
 
Member of the Ethical Committee of the EU project NMD-Chip 
Member of the Ethical Committee of the Regione Emilia Romagna (Area 
Vasta Centrale) 
Member of the Ethical Committee of the Azienda Ospedaliera Universitaria di 
Ferrara 
Member of the Ethical Committee of the TREAT-NMD Alliance  

Prizes and Honours titles 
 

 

2015-present 
2011 

1995 - 1999 
1994 - 1995 

1986 
1985 
1984 

 
1993-1994 

 
1992-1993 

 

-Honorary Visiting Professorship, University College London, London (UK) 
-Telethon prize, best research project  
-British Heart Foundation Grant Contract, London (UK) 
-Muscle Dystrophy Group Contract, London (UK) 
-Boncompagni-Ludovisi (Svezia), Prize , innovative project on genome studies 
-EMBO (Germany), Prize best published paper on Duchenne muscular dystrophy 
-Comitato Sanremo Genetica Umana, prize for the best study on Rett Syndrome  
 
-CNR Researcher fellowship, Nobel Prize Renato Dulbecco Unit , Human Genome -
Project, ITBA-CNR, Milano 
-Contract Professor Neurogenetics, University of Modena 
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Competitive research 
grants titles 

 

EU research project  
(FP5, FP6, FP7, H2020) 

 

Titles , grant agreement numbers , and websites 
 

 
2023-ongoing 

 
2022-onogoing 

 
2021-ongoing 

 
 

2019-ongoing 
 
 

2017-ongoing 
 
 

2011-2014 
 
 

                 2011 - 2014 
 
 

2014 - 2018 
 
 

                 2009 - 2012 
 

 
2007-2011 

 
 
                1999 - 2002 

 
 

 
Euro-NMD ERN WP4 (EU4H-2023-ERN-IBA) https://ern-euro-nmd.eu 
 
DYNALIFE COST Action, Partner (CA21169) https://www.dynalife.eu 
 
SCREEN4CARE H2020 EU-IMI project Scientific Coordinator, grant agreement n. 
101034427; www.screen4care.eu 
 
BIND , Partner H2020 grant agreement n. 847826, PI 
www.bindproject.eu 
 
SOLVE-RD, Partner  grant agreement n. 779257, PI 
www.solve-rd.eu 
 
EXONSKIPPING  COST Action, (BM1207) Partner  
http://exonskipping.eu/ 
 
NEUROMICS FP7 (Grant Agreement 311672 ),  PI 
www.rd-neuromics.eu 
 
SIGN Network Genetico Sloveno-Italiano, PI 
www.signgenetics.eu/ 
 
BIO-NMD FP7 (grant Agreement 241665), Scientific Coordinator  
www.bio-nmd.eu 
 
NMD-CHIP FP6 (Grant agreement 223026),  PI 
www.nmd-chip.eu 
 
FINGER FP5 (Grant agreement 00920)  Scientific Coordinator  
http://cordis.europa.eu/result/rcn/82133_en.html 
 

Grants Telethon Italy 
Foundation  

 

2021 
2021 
2009 
2008 
2010 
2007 
2010 
1993 
1994 

1. N.3-2021, Telethon : Storia naturale della distrofia muscolare di 
Becker: in preparazione di futuri studi clinici (2021-2025) ���������¼��
Partner 

2. N. 2-2021, Telethon: Distrofia muscolare di Duchenne da 
GXSOLFD]LRQH�GHOO¶HVRQH����FDUDWWHUL]]D]LRQH�H�LGHQWLILFD]LRQH�GL�IDWWRUL�
predittivi e prognostici (2021-��������������¼��3DUWQHU 

3. GGP09093 (2009) &RRUGLQDWRU����������¼ 
4. GGP08107 (2008) 3DUWQHU����������¼ 

5. GUP07011 (2010) &RRUGLQDWRU���������¼ 

6. GGP05115 (2007) &RRUGLQDWRU����������¼ 
7. GGP02311 (2010) 3DUWQHU����������¼ 
8. N. 1054 (1993) &RRUGLQDWRU���������¼ 
9. N. 146 (1994) Partner���������¼ 
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Others Grants  
 

 

2012-2015 
 
 

2009-2011 
2008-2011 

 
 

2008-2013 
2015-2022 
2018-2022 

 
 

2016-2018 
 

2019-present 
 

2024-present 

1. Regione Emilia-Romagna: 'RARER: Next generation sequencing and gene 
therapy to diagnose and cure rare diseases in the Emilia Romagna', full 
partner  

2. PRIN MIUR ITALIA  ��3,�³0ROHFXODU�EDVHV�RI�&ROODJHQ9,�P\RSDWKLHV´ 
3. Regione Emilia-Romagna: 'The contribution of novel technologies to the 

improvement of diagnosis/therapies in Medical Genetics of breast cancer', 
Coordinator 

4. DUCHENNE PARENT PROJECT ONLUS ITALIA PI (4 grants),  
5. DUCHENNE PARENT PROJECT ONLUS ITALIA Urinary Stem Cell Biobank 
6. PTC Therapeutics diagnostic service Grant (2018-2022) Duchenne muscular 

dystrophy diagnosis for patients from Eastern Europe and North African 
countries. 

7. Association Francoise pour le myopathies (AFM) France, grant Full Partner; 
The Popeye domain containing gene 1 and its role in muscular dystrophy 

8. Sarepta Therapeutics Grants (2) to accelerate genetic diagnosis of 
neuromuscular diseases 

9. PNRR-MR1-2023-���������³'HVLJQ��VHWWLQJ��DQG�YDOLGDWLRQ�RI�D�
multiregional, genetic newborn screening study for multiple rare diseases to 
SLORWLQJ�D�QDWLRQZLGH�DSSURDFK�XVLQJ�D�GXDO�GLJLWDO�DQG�JHQRPLFV�VWUDWHJ\´� 
 

 
 
 

 INSTITUTIONAL ACTIVITIES 
Public Assignments: 

synopsis 
 

 Since 2007, AF has been Director of the Complex Operative Unit of Medical 
Genetics, at the University Hospital of Ferrara, in the role of confirmed Associate 
Professor, with the role of Head Physician. In this role she directs both the clinical 
and laboratory activities related to genetic counseling and genetic diagnosis of 
inherited pathologies (Unit website https://www.ospfe.it/reparti/genetica-medica). In 
her role as Associate Professor of the University of Ferrara she carried 
out/carries out intense teaching and training activities for students of Medicine, 
Biotechnology, Motor Sciences, she directed the School of Specialization in 
Medical Genetics from 2007 to 2019, training both doctors and specialist 
biologists. She has participated in numerous institutional working tables and 
commissions for the design of therapeutic-assistance paths. 
Since 2015 is Honorary Visiting Professor at the University College London,  
involved in research projects and scientific publications mainly on Duchenne 
muscular dystrophy genetic bases and therapeutical approaches. 

Teaching activity  
 

 

2006--2010 23179- DIAGNOSI GENETICA CDL BIOTECNOLOGIE, UNIFE 
2008-2010 015-107 GENETICA E SPORT CDL SCIENZE MOTORIE, UNIFE 
2008-2010 015440 BIOLOGIA, GENETICA, MICROBIOLOGIA CDL FISIOTERAPIA, UNIFE 
2008-2013 020138 GENETICA MEDICA CDL MEDICINA E CHIRURGIA, UNIFE 
2009-2013 26848 GENETICA UMANA CDL MEDICINA E CHIRURGIA, UNIFE 
2011-2013 020139 GENETICA MEDICA CDL MEDICINA E CHIRURGIA, UNIFE 
2014-2019 015178 GENETICA MEDICA CDL MEDICINA E CHIRURGIA, UNIFE 
2015-2019 58778 GENETICA DELLE POPOLAZIONI, CDL MEDICINA E CHIRURGIA, UNIFE 

2020-present 67636 GENETICA MEDICA, CDL MEDICINA E CHIRURGIA, UNIFE 
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2021-present 019352 GENETICA MEDICA, CDL SCIENZE MOTORIE, UNIFE 
2007-2018 Docente Collegio Dottorato di Ricerca Medicina Sperimentale, UNIFE 
2007-2019 Director of the School of Specialization in Medical Genetics of the University of 

Ferrara, with educational duties for Medical Doctors and for Biologists. 
2019-present Docente Collegio Dottorato di Ricerca Scienze omiche, oncologiche e chirurgiche, 

UNIFE 
1992-Present Teaching activities at more than 50 national and international courses about 

genetic bases of Rare Diseases 
Scientific Society 

memberships  
 

 

2013-present 
2008-present 
2008-present 

2006-2012 
2004-present 
2002-present 
1999 ± 2006 
1999-present 
1996-present 

 

Editorial Board 'Nanoletters' 
Member 'American Society of Gene and Cell Theraphy 
Editorial Board 'Neuromuscular Disorders' journal 
Ethical Committee Treat-NMD  
Member Associazione Italiana di Miologia 
Member  'World Muscle Society (WMS)' 
Member  ISS Genetic test quality control scheme (Istituto Superiore di Sanità) 
Member American Society of Human Genetics (AMS) 
Member Società Italiana di Genetica Umana (SIGU) 

 
PatentV· applications (third 
Mission)  

 

 1. 2012, EURO PCT N. 10771208 Nanoparticles to deliver antisense 
oligonucleotides 

2. 2014 TO2008A000496 CHG array to detect HLA locus copy number 
variations. 

3. 2022 BI566R Codon usage calculation and clustering by algorithms in rare 
disease genes  

 
Reviewer activities   
Scientific Journals  
(articles) 
Active reviewing for the 
following scientific Journals: 
 

Main: Amyloid, Annals of Neurology, Annals of Translational Medicine, BBA, 
BBRC, BMC journals, Brain, Curr. Opin. Orph. Drug., Cell series, Cells, European 
Journal of Neurology, European Journal of Human Genetics, EMBO Mol Med, 
Frontiers in Genetics, Frontiers in Neurology, Gene, 
Human Molecular Genetics, Human Genetics, Human Gene Therapy, Human 
Mutation, Journal of Cachexia, Sarcopenia and Muscle, J Cell Biochemistry, 
Journal of Medical Genetics, Journal of Neurodiagnostics, Journal of 
Neuromuscular Diseases, Journal of Gene Medicine, Journal of Neuropathology 
and Experimental Neurology, Molecular Genetics and Metabolism, Molecular 
Neurobiology, Molecular Therapy, Molecular Medicine, Muscle & Nerve, 
Nanomedicine and Nanobiotechnology, Nature Genetics, Neurological Sciences, 
Nucleic Acid Therapy, Nature Comm, Nature Reviews, Neurogenetics, 
Neuromuscular Disorders,  Oligonucleotides, Orphanet J., Pharmacogenomics, 
Plos One, Rare Disease and Orphan Drugs Journal, RNA, Science, Scientific 
Reports, Skeletal Muscle, Trends in Genetics, World J Cardiology, sporadically 
others. 

Research Funding 
Agencies (project 
applications) 

 

 European Research Council (ERC); EU FP6, FP7, H2020 evaluator,  Association 
Francoise Myopathies (AFM), Duchenne Parent Project Netherland Foundation; 
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Muscular Dystrophy UK, Princess Beatrix Foundation The Netherland, Rose Trees 
Trust  Foundation, EU ERN evaluator. 

European Reference 
Networks Membership 

(Hospital HCP 
representative) 

 

 ERN Euro-NMD HCP representative (2017-present) 
www.ern.euro-nmd.eu 

 
ERN ITHACA, HCP representative  (2020-present) 
www.ern.ithaca.eu 
 
ERN EuroBloodNet, HCP affiliated  (2021-present) 
https://eurobloodnet.eu 

International Scientific 
Networks/Agencies official 

participation 

 

 
2021-present 

 
2022-present 

 
2021-present 

 
 

2013 & 2020 
 

 
2012-2017 

 
 

2023-today 
 

 
2023-today 

 
TREAT-NMD and Alliance 
www.treatnmd.eu ,  Affiliated Partner  Ethical Committee Member   
 
ICONS (www.icons.org) International consortium for Newborn sequencing, 
Executive Committee member 
 
External expert for rare diseases and orphan drugs at European Medicines Agency 
(EMA) 
 
Organizers of 2 ENMC international workshops in the field of neuromuscular 
diseases (www.enmc.org) 
  
Chair of the Rare Diseases Partnership within the International Scientific 
Technology Programme  (ISTIP) with Gulf Council Countries (GCC), facilitating 
research and education by networking with colleagues in Saudi Arabia, United 
Arab Emirates, Oman, Kuwait, Qatar. 
Consultant for the Saudi Genome Program 2.0 , to support in setting and detailing 
the strategic direction of the Program,  validation of governance structure, 
operating models partnerships and funding models. 
 
Member of the Pfizer Data Monitoring Committee for Duchenne muscular 
dystrophy Gene Therapy  
 

Principal Investigator in 
Clinical Trials based on 

orphan drugs titles 

Since 2010 AF acts as Principal Investigator of clinical trials based on antisense 
oligoribonucleotide in DMD. During this more than 10 year-experience, AF has 
maturated an in-depth skill in DMD exon skipping based therapies, as documented 
not only by trials participation but also by being member of company advisory Boards 
and as an invited speaker in symposium and conferences. 
 

 ClinicalTrials.gov Identifiers: 
1. NCT02329769 

(Open Label, Extension Study of PRO044 in Duchenne Muscular Dystrophy 
(DMD)) 

2. NCT01037309 
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(Phase I/II Study of PRO044 in Duchenne Muscular Dystrophy (DMD) 
3. NCT02958202 

Extension Study of BMN 044 in Duchenne Muscular Dystrophy (DMD) 
4. NCT01480245 

(Open Label Study of GSK2402968 in Subjects With Duchenne Muscular 
Dystrophy) 

5. NCT01254019 
(A Clinical Study to Assess the Efficacy and Safety of GSK2402968 in Subjects 
With Duchenne Muscular Dystrophy (DMD114044) 

6. NCT02500381 
Study of SRP-4045 (Casimersen) and SRP-4053 (Golodirsen) in Participants with 
Duchenne Muscular Dystrophy (DMD) (Essence) 
 
 

 
 
 

 Organizational and Managing experience 
 

Overview AF has significant managerial experience in the direction and completely 
autonomous management of human resources, programmes, personnel, and 
funding/budgets, as documented by the results achieved: documented diagnostic 
excellence (as per official, Regional, Ministerial, and European recognition), and 
research, with the acquisition of numerous public and private funding. As it is often 
typical of Medical Genetics, and also thanks to the clinical competence due to the 
Specialization in Neurology and to the Scientific competence, AF has almost 
always directed multidisciplinary initiatives by coordinating different professional 
figures belonging to different Institutions. 
AF has worked intensively with numerous Rare Disease Patient Associations 
both nationally and internationally (for example the World Duchenne Parent Project 
and Eurordis), developing a very fruitful interaction capacity based on mutual trust, 
transparency, and a pragmatic tendency to obtain results. 
She has been working with great harmony, synergy, mutual esteem with numerous 
Pharmaceutical Companies (Pfizer, Roche, Sarepta, etc) for years, also thanks 
to her role as PI in clinical trials, and her expertise in medical genetics and she has 
actively participated in the design of the first clinical trials with orphan drugs 
(particularly antisense molecules) for muscular dystrophies. 

Registries and Biobank AF has vast and long-lasting experience in the management and coordination of 
institutional working groups, including international ones, dedicated to scientific 
and diagnostic activities, the drafting of guidelines, and the design of diagnostic-
therapeutic pathways. 
The direct experience in rare disease registries is mainly linked to the function of 
the Medical Genetics Operating Unit, which she directs, as the Molecular and 
Clinical Hub of the Emilia Romagna Region. He is therefore the contact person for 
Rare Diseases and supplies data to the regional registry. Furthermore, in all the 
EU projects in which he participated or which he coordinated, disease registries 
were developed, registries related to specific evaluation measures (genetic, 
phenotypic, mutation, biomarker registries), of which he then coordinated the 
design and Development. AF is responsible for the urinary stem cell (USC) 
biobank, within a project funded by the Duchenne Parent Project, Italy. 

EU funding application and 
supervision experience 

Managing experience in designing and submitting multidisciplinary EU applications 
with very large partnerships (rate of success 66%: submitted 15, funded 10), 
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organizational experience with EU managing agencies (many) to monitor both 
operational and scientific project activities. 

Managing experiences  
1999-present Coordinator and manager of 3 EU research projects (FP5, FP7, H2020, 

coordinating large international partnerships with more than 50 partners in 20 
European countries and with USA affiliated partners, including Global companies 
and Small Medium Enterprises (SME). Vast experience in managing and delivering 
administrative and scientific reports. 

2006-present Director of the Medical Genetics Unit, coordinating 30 people, including nurses, 
technicians, MD, PhD, and administrative persons, competence in designing and 
managing budget, operational flowcharts, and health diagnostic programmes. 

2007-2019 Director of the School of Specialization in Medical Genetics of the University of 
Ferrara, with educational duties for Medical Doctors and for Biologists to become 
medical geneticists. In this role she has taught and specialized about 60 young 
colleagues. 

2008-2011 Coordinator of the Regional Research Health Policy project by Regione 
Emilia-Romagna: 'The contribution of novel technologies to the improvement of 
diagnosis/therapies of breast cancer', in charge of setting of NGS methods to rapid 
diagnosis hereditary breast cancer 

2010-present Principal Investigator in multicentric, international clinical trials for Muscular 
Dystrophy, managing a complex and multidisciplinary team in charge of trial 
activities (administrative, nurses, researchers, clinicians) as well as networking with 
other trial centers worldwide 

2011-2014 Chair of IRDIRC WG on Biomarkers for Disease Progression and Therapy 
Response, coordinating more than 50 research Centers from 18 countries, 
including EU and USA 

2012-2015 Chair of the Rare Diseases Partnership within the International Scientific 
Technology Programme (ISTIP-ICONeT EU action) with Gulf Council Countries 
(GCC), with the role of networking with colleagues in Saudi Arabia, United Arab 
Emirates, Oman, Kuwait, Qatar. She is still working with Saudi Arabia and Qatar 
colleagues for strategic and research collaborations. 

2012-2015 Coordinator of the SIGU Working Group on Molecular Genetics, composed of 
65 members, delivered documents and guidelines related to molecular genetics 
diagnostics pipelines 

  

 
 
 

Congress and Conference 
Participation  

 

 

1992-present Invited speaker for lectures, scientific data, talks, original abstracts or 
communications, and session chair, at more than 200 events worldwide 

 
Narrative CV 
 
Alessandra Ferlini is born in 1958 in Bologna, only child, her mother was a secretary, her father a 
surveyor. Since her childhood she was very interested in nature and animals, as she has vastly and 
happily experienced spending for years the summer months countryside. Her study love has always 
been chemistry.  She attended the high school Liceo Augusto Righi in Bologna, admitted at the new 
experimental class (Corso A) where she was deeply immersed in chemical and biological studies. At 
the graduation exam, concomitant to the student uprising in 1977, when a student lost his life in 
Bologna, and to the death of her beloved grandmother Manilla, following deep reflections, she 
decided to study medicine.  
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She graduated in medicine and surgery at the University of Bologna in 1983 under the supervision 
of Professor Giovanni Romeo, at that time teacher at the Bologna University, with a thesis about the 
genetic and enzymatic bases of Schizophrenia. Despite of her deep love and interest in Genetics, 
following the suggestion of Prof. Romeo, she was admitted to the School of Specialization in 
Neurology at the University of Bologna.  During those years she worked at the Genetic Laboratory 
directed by Prof. Romeo, being dedicated to the setting of the new reverse genetics approach-based 
techniques, as well started the medical experience as genetic counsellor for neurological diseases. 
During those four years, to get an economical sustaining but also to gain MD experience, she also 
worked as general practitioner in small villages close to Bologna, as well as in emergency medical 
Services in various Bologna Hospitals where she got a very important experience as medical doctor. 
Since of the good musical knowledge and being talented in music, as piano player, and contralto 
opera singer, she worked as musician and opera, operetta, and baroque camera orchestra singer in 
several events and concerts in Italy and Europe, also achieving the Diploma in Choir Singer at the 
Bologna Opera Theater (1989). 
She specialized in Neurology (July 1988) with a thesis on molecular basis of Rett Syndrome.  In 
1988, October, she moved to the University of Modena to work with Prof. Antonino Forabosco, being 
him recently granted by the Human Genome Project, Italian task (X chromosome, Xq arm).  Till 1992 
she enjoyed working in that team very much, and she got the first Research Contract at the University 
of Modena. However, the most important experience she had was the relationship with the Modena 
site of UILDM (Unione Italiana Lotta alla Distrofia Muscolare). The contacts with patients, families, 
the intense experience of genetic counselling, the very first prenatal testing for Duchenne muscular 
dystrophy pioneeringly performed have deeply and transformative impacted her education, 
formation, and research attitude. During the Modena period, she was admitted at the Medical 
Genetics School of specialization at the University of Ferrara (1989) where she has completed her 
medical geneticist education. Not without sorrow and some distress, she was forced to leave the 
Modena University in July 1993. 
In September 1993 she won a CNR fellowship to work in the team of Dr Paolo Vezzoni, at the CNR 
In Milan, and being part of the Prof. Dulbecco group working in the Human Genome project. This 
quasi-2-year experience was profoundly important to increase her skill in molecular lab techniques 
and to realize the importance of the international nature of research, fact that has shaped her entire 
activity in the next years. And indeed, following that experience, she decided to look for appointments 
abroad. Very fortunately, she met Francesco Muntoni at the International Conference of 
Neuromuscular Diseases in Kyoto, in 1994. Following applications for UK positions she got a 
Muscular Dystrophy Group contract, followed by a British Heart Foundation senior research contract, 
and in March 1995 she started her appointment at the Neuromuscular Unit, Hammersmith Hospital, 
London, under the supervision of Prof. Francesco Muntoni. She has remained there till July 1999, 
and then for other two shorter stages in 2000 (2 months), and 2001 (3 months), to complete her PhD 
in Genetics at the Imperial College School of Medicine in 2022. Her VIVA questioners were Prof. Kay 
Davies and Prof Terry Partridge. 
The London years were outstanding and fundamental for her formation as MD and researcher, she 
sharpened a way of thinking and research attitudes which she then always tried to tirelessly pursue 
in the following years. Her relationships with her colleagues in London, with her supervisor Francesco 
Muntoni, have left an indelible mark on her work model and on her life view. 
In 1999 she decided to return to Italy since she won a MD permanent position in Neurology at the St 
Anna University Hospital in Ferrara, thanks to the kind and affectionate encouraging of Dr. Domenico 
De Grandis.  In 2002 she moved to the Medical Genetics Unit, and in 2006 she became Associate 
Professor and Director of the Unit of Medical Genetics, her current affiliation. 
The first Italian years (1999-2006) were deeply committed to the diagnostic activity both in laboratory 
and in the clinics, with the aim to design and consolidate a robust diagnostic Unit; she was especially 
dedicated to the setting up of the emerging, powerful molecular genetics technologies for rare 
disease diagnosis. In those years she was therefore not able to dedicate so much time to research. 
Situation has improved in 2007, where she was awarded with EU, Telethon and other grants, which 
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have allowed a restarting of her research activities, still ongoing today, being a fundamental part of 
her work. 
Research Activities in a few words 
For many years already her special interest and major research effort is concentrated on 
dystrophinopathies and hereditary neuromuscular pathologies. Aim of the conducted research is to 
identify the processes which determine the regulation of expression of this specific gene, particularly 
referring to the process of splicing and its modulation. Her research team is studying in vitro and in 
vivo systems to modulate mutations of the gene with antisense oligonucleotides while using new 
systems of release (nanomaterials). Furthermore, the team is in charge with the definition of the RNA 
profile of various hereditary pathologies and the identification of molecular markers both in humans 
and in animal models. She is also studying new therapeutic approaches for dystrophinopathies and 
other neuromuscular pathologies as well as innovative aspects of molecular diagnostics with focus 
on high throughput techniques and next generation sequencing. She is provided with all ethical 
aspects referring to medical genetics and the therapy of genetic diseases.  
Personal Interests and Hobbies 
Her personal interests are characterized by a great passion for music, sports, pets, agriculture, and 
nature in general, she loves very much her son, and loves her dog.  She loves her many friends, and 
she has excellent relationship with many colleagues worldwide. 
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 CV ITALIANO 
 

Curriculum Vitae 
Europass 

 
  

INFROMAZIONI 
PERSONALI 

 

Nome/Cognome ALESSANDRA FERLINI 
 

Indirizzo privato di residenza Via Borgo di Sotto, 19   44121 Ferrara (FE) (Italia) 
Indirizzo di Lavoro Unita di Genetica Medica, Università di Ferrara 

Via Fossato di Mortara, 74 
 44121 Ferrara (FE), Italia 

Telefono +39(0)532-974439 Cellulare: +39 3405493446 
Fax +39(0)532-974406 

E-mail fla@unife.it 
Cittadinanza Italiana 

Data di nascita 24/05/1958 
genere Femmina 

Posizione attuale  -Professore Associato confermato di ruolo e Direttore della Unità di Genetica 
Medica, Università di Ferrara 
-Professore Ospite Onorario, University College London, Institute of Child Health 

 
 

Competenze linguistiche 
(*) EU frame 

 

Italiano madrelingua 

Altre lingue Inglese (Fluente), Tedesco (buono) 
autovalutazione  Comprensione Parlato Scritto 

Livello europeo (*)  listening reading Oral interaction Oral production  
Inglese  C

2 
Livello 

avanzato 
C
2 

Livello 
avanzato 

C
2 

Livello 
avanzato 

C
2 

Livello 
avanzato 

C
2 

Livello 
avanzato 

Tedesco 
 
 

 C
1 

Livello 
avanzato 

B
2 

Livello 
intermedio 

B
1 

Livello 
intermedio 

A
2 

Livello 
elementare 

A
2 

Livello 
elementare 

 
 

 TITOLI FORMATIVI E PROFESSIONALI  
 

 
Titoli di carriera  

2006-oggi 
 

2015-oggi 
                2000 - 2006 

 
                1995 ± 1999 
(altri periodi in 2000 and 2001) 

 

Professore associato e Direttore della Unità Operativa Complessa di Genetica 
Medica Università di Ferrara 
Professore Ospite Onorario, University College London, Institute of Child Health  
Dirigente Medico di I livello (UO Neurologia, UO Genetica medica) Azienda 
Ospedaliera Universitario S. Anna, Ferrara 
Senior Research Assistant, Neuromuscular Unit, Imperial College of Medicine, 
Hammersmith Hospital, London (UK) 

 
Titoli di Istruzione  
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2002 
1993 

 
1988 
1983 
1984 
1983 

 
 

PhD in Genetica , Imperial College School of Medicine, London (UK) 
Specializzazione in Genetica Medica, Università di Ferrara (Italia), 50/50 cum 
laude 
Specializzazione in Neurologia, Università di Bologna (Italia), 70/70 cum laude 
Iscrizione Albo dei Medici Chrurghi 
$ELOLWD]LRQH�DOO¶HVHUFL]LR�GL�0HGLFR�&Kirurgo 
Laurea in Medicina e Chirurgia Università di Bologna (Italia), 110/110 cum laude 

 
 

Titoli di Partecipazione a 
Comitati Scientifici  

 

1996-1997 Chromosome 18 Sequencing Committee (US) 
2011-2014 ENMC Scientific Committee, Member 

 
2012-2015 SOCIETA ITALIANA DI GENETICA UMANA SIGU 

Coordinatore del Gruppo di Lavoro Genetica Molecolare  
2011-2014 IRDIRC WG on Biomarkers for Disease Progression and Therapy Response, Chair 
2017-2020 Sarepta Therapeutics European Board 
2018-2020 PTC Therapeutics European Board 

 
2019-oggi 
2018-oggi 
2020-oggi 
2007-oggi 

 
Comitati etici 

2007-2011 
2013-2015 

 
2010-2013 
2017-oggi 

Regione Emilia Romagna Gruppi di lavoro Istituzionali: 
-Malattie neuromuscolari 
-Disordini del movimento e Corea di Huntington 
-Tavolo Nascita e NIPT 
-Test Genetici 
 

 
Membro del Comitato Etico del Progetto Europeo NMD-Chip 
Membro del Comitato Etico Unico Area Vasta Centrale Regione Emilia 
Romagna 
Membro del Comitato Etico dell'Azienda Ospedaliera Universitaria di Ferrara 
Membro del TREAT-NMD Alliance Ethical Committee 

 
Titoli di Premi e 
Riconoscimenti 

 

 

May 2015-oggi 
2011 

1995 - 1999 
1994 - 1995 

1986 
1985 

 
1984 

 
1993-1994 

 
 

1992-1993 

Honorary Visiting Professorship, University College London, London (UK) 
Premio Telethon per il miglior Progetto  
British Heart Foundation Contratto di ricerca, London (UK) 
Muscle Dystrophy Group Contratto di Ricerca, London (UK) 
Boncompagni-Ludovisi (Svezia), premio per il miglior progetto di studi genomici  
EMBO (Germany), Premio per il miglior articolo pubblicato sulla Distrofia Muscolare 
di Duchenne  

Comitato Sanremo Genetica Umana, premio per il miglior studio sulla Sindrome di Rett 
 
Ricercatore CNR (contratto annuale), presso la Unita di Ricerca del Premio Nobel 
Renato Dulbecco, Human Genome Project, ITBA-CNR, Milano 
 
Professore a Contratto in Neurogenetica,  University of Modena, Italia 
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Titoli di Finanziamenti di 
ricerca con bandi 

competitivi  

 

Finanziamenti della 
Comunità Europea 

(FP5, FP6, FP7, H2020) 
 

Titoli, numero del contratto, e siti web 
 

 
2023-in corso 

 
2022-in corso 

 
2021-in corso 

 
 

2019-in corso 
 
 

2017±in corso 
 
 

2011-2014 
 
 

                 2011 - 2014 
 
 

2014 - 2018 
 
 

                 2009 - 2012 
 

 
2007-2011 

 
 
                1999 - 2002 

 
 

 
Euro-NMD ERN WP4 (EU4H-2023-ERN-IBA) https://ern-euro-nmd.eu 
 
DYNALIFE COST action, Partner (CA21169) https://www.dynalife.eu 
 
SCREEN4CARE H2020 EU-IMI project Scientific Coordinator, grant agreement n. 
101034427; www.screen4care.eu 
 
BIND , Partner H2020 grant agreement n. 847826, PI 
www.bindproject.eu 
 
SOLVE-RD, Partner  grant agreement n. 779257, PI 
www.solve-rd.eu 
 
EXONSKIPPING  COST Action, (BM1207) Partner  
http://exonskipping.eu/ 
 
NEUROMICS FP7 (Grant Agreement 311672 ),  PI 
www.rd-neuromics.eu 
 
SIGN Network Genetico Sloveno-Italiano, PI 
www.signgenetics.eu/ 
 
BIO-NMD FP7 (grant Agreement 241665), Scientific Coordinator  
www.bio-nmd.eu 
 
NMD-CHIP FP6 (Grant agreement 223026),  PI 
www.nmd-chip.eu 
 
FINGER FP5 (Grant agreement 00920)  Scientific Coordinator  
http://cordis.europa.eu/result/rcn/82133_en.html 
 

Finanziamenti Telethon Italia  

2021 
2021 

 
 

2009 
2008 
2010 
2007 
2010 

1. N.3-2021, Telethon : Storia naturale della distrofia muscolare di Becker: in 

preparazione di futuri studi clinici (2021-2025) ���������¼��3DUWQHU 

2. N. 2-2021, Telethon: Distrofia muscolare di Duchenne da duplicazione 

GHOO¶HVRQH����FDUDWWHUL]]D]LRQH�H�LGHQWLILFD]LRQH�GL�IDWWRUL�SUHGLWWLYL�H�

prognostici (2021-��������������¼��3DUWQHU 

3. GGP09093 (2009) &RRUGLQDWRU����������¼ 

4. GGP08107 (2008) 3DUWQHU����������¼ 

5. GUP07011 (2010) &RRUGLQDWRU���������¼ 

6. GGP05115 (2007) &RRUGLQDWRU����������¼ 
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1993 
1994 

7. GGP02311 (2010) 3DUWQHU����������¼ 

8. N. 1054 (1993) &RRUGLQDWRU���������¼ 

9. N. 146 (1994) Partner���������¼ 

 

Altri finanziamenti 
 

 

2012-2015 
 
 

2009-2011 
2008-2011 

 
 

2008-2013 
2015-2022 
2018-2022 

 
2016-2018 

 
2019-in corso 

 
2024-in corso 

10. Regione Emilia-Romagna: 'RARER: Next generation sequencing and gene 
therapy to diagnose and cure rare diseases in the Emilia Romagna', full 
partner  

11. PRIN MIUR ITALIA  ��3,�³0ROHFXODU�EDVHV�RI�&ROODJHQ9,�P\RSDWKLHV´ 
12. Regione Emilia-Romagna: 'The contribution of novel technologies to the 

improvement of diagnosis/therapies in Medical Genetics of breast cancer', 
Coordinator 

13. DUCHENNE PARENT PROJECT ONLUS ITALIA PI (4 grants),  
14. DUCHENNE PARENT PROJECT ONLUS ITALIA Urinary Stem Cell Biobank 
15. PTC Therapeutics service Grant (2018-2022) Duchenne muscular dystrophy 

diagnosis for patients from Eastern Europe and North African countries. 
16. Association Francoise pour le myopathies (AFM) France, grant Full Partner; 

The popeye domain containing gene 1 and its role in muscular dystrophy 
17. Sarepta Therapeutics Grants (2) to accelerate genetic diagnosis of 

neuromuscular diseases 
18. PNRR-MR1-2023-���������³'HVLJQ��setting, and validation of a 

multiregional, genetic newborn screening study for multiple rare diseases to 
SLORWLQJ�D�QDWLRQZLGH�DSSURDFK�XVLQJ�D�GXDO�GLJLWDO�DQG�JHQRPLFV�VWUDWHJ\´� 

 
 
 
 

 ATTIVITA ISTITUZIONALE 
Incarichi pubblici: sinossi 

 
 

 Dal 2007 AF è Direttore della Unita Operativa Complessa di Genetica Medica, 
presso la Universitaria di Ferrara, nel ruolo di Professore Associato confermato, 
con ruolo di Primario. In questo ruolo dirige sia le attivita cliniche che quelle 
laboratoristiche relative alla consulenza genetica e diagnosi genetica delle 
patologie ereditare (sito web della Unita https://www.ospfe.it/reparti/genetica-
medica). Nel suo ruolo di Professore Associato della Università di Ferrara ha 
svolto/svolge intensa attivita didattica e formativa per studenti di Medicina, 
Biocnologie, Scienze Motorie, ha diretto la Scuola di Specializzazione in 
Genetica Medica dal 2007 al 2019 formando sia medici che biologi specialisti. Ha 
partecipato a numerosi tavoli e commissioni Aziendali e Regionali per il disegno 
dei percorsi terapeutici-assistenziali. Dal 2015 è Professore Ospite Onorario 
presso University College di Londra (UK), coinvolto in progetti di ricerca e 
pubblicazioni scientifiche riguardanti prevalentemente la distrofia muscolare di 
Duchennne, le sue base genetico-molecolari e i nuovi approcci di terapia a RNA. 

Attività didattica 
 

 

2006--2010 23179- DIAGNOSI GENETICA CDL BIOTECNOLOGIE, UNIFE 
2008-2010 015-107 GENETICA E SPORT  CDL SCIENZE MOTORIE, UNIFE 
2008-2010 015440 BIOLOGIA, GENETICA, MICROBIOLOGIA CDL FISIOTERAPIA, UNIFE 
2008-2013 020138 GENETICA MEDICA CDL MEDICINA E CHIRURGIA, UNIFE 
2009-2013 26848 GENETICA UMANA CDL MEDICINA E CHIRURGIA, UNIFE 
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2011-2013 020139 GENETICA MEDICA CDL MEDICINA E CHIRURGIA, UNIFE 
2014-2019 015178 GENETICA MEDICA CDL MEDICINA E CHIRURGIA, UNIFE 
2015-2019 58778 GENETICA DELLE POPOLAZIONI, CDL MEDICINA E CHIRURGIA, UNIFE 
2020-oggi  67636 GENETICA MEDICA, CDL MEDICINA E CHIRURGIA, UNIFE 
2021-oggi 019352 GENETICA MEDICA, CDL SCIENZE MOTORIE, UNIFE 
2007-2018 Docente Collegio Dottorato di Ricerca Medicina Sperimentale, UNIFE 
2007-2019 Direttore della Scuola di Specializzazione in Genetica Medica, Università di 

Ferrara, indirizzo Medico e Sanitario (Medici, Biologi, Biotecnologi)  
2019-oggi Docente Collegio Dottorato di Ricerca Scienze omiche, oncologiche e chirurgiche, 

UNIFE 
1992-oggi Attività didattica in oltre 50 corsi nazionali e internazionali  riguardanti le basi 

genetiche delle le Malattie Rare  
Membro di Società 

Scientifiche 
 

 

2013-oggi 
2008-oggi 
2008-oggi 
2006-2012 
2004-oggi 
2002-oggi 

1999 ± 2006 
1999-oggi 
1996-oggi 

 

Editorial Board 'Nanoletters' 
Member 'American Society of Gene and Cell Theraphy 
Editorial Board 'Neuromuscular Disorders' journal 
Ethical Committee Treat-NMD  
Member Associazione Italiana di Miologia 
Member  'World Muscle Society (WMS)' 
Member  ISS Genetic test quality control scheme (Istituto Superiore di Sanità) 
Member American Society of Human Genetics (AMS) 
Member Società Italiana di Genetica Umana (SIGU) 

 
Domande di Brevetti (Terza 
Missione)  

 

 4. 2012, EURO PCT N. 10771208 PMMA Nanoparticles to deliver antisense 
oligonucleotides (national) 

5. 2014 TO2008A000496 CGH array to detect HLA locus copy number 
variations. (national) 

6. 2022 BI566R Codon usage calculation and clustering by algorithms in rare 
disease genes  (international) 

 
Attività di Revisore   
Per Riviste Scientifiche  
(articoli) 
(¶�UHYLVRUH�DWWLYR�SHU�OH�
seguenti riviste scientifiche:  
 

Main: Amyloid, Annals of Neurology, Annals of Translational Medicine, BBA, 
BBRC, BMC journals, Brain, Curr. Opin. Orph. Drug., Cell series, Cells, 
European Journal of Neurology, European Journal of Human Genetics, 
EMBO Mol Med, Frontiers in Genetics, Frontiers in Neurology, 
Gene,Human Molecular Genetics, Human Genetics, Human Gene 
Therapy, Human Mutation, Journal of Cachexia, Sarcopenia and Muscle, J 
Cell Biochemistry, Journal of Medical Genetics, Journal of 
Neurodiagnostics, Journal of Neuromuscular Diseases, Journal of Gene 
Medicine, Journal of Neuropathology and Experimental Neurology, 
Molecular Genetics and Metabolism, Molecular Neurobiology, Molecular 
Therapy, Molecular Medicine, Muscle & Nerve, Nanomedicine and 
Nanobiotechnology, Nature Genetics, Neurological Sciences, Nucleic Acid 
Therapy, Nature Comm, Nature Reviews, Neurogenetics, Neuromuscular 
Disorders,  Oligonucleotides, Orphanet J., Pharmacogenomics, Plos One, 
Rare Disease and Orphan Drugs Journal, RNA, Science, Scientific 
Reports, Skeletal Muscle, Trends in Genetics, World J Cardiology, 
sporadically others. 

Per Agenzie di Ricerca   
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(valutazione progetti) 
        European Research Council (ERC); EU FP6, EU FP7, EU H2020 revisore; 

French Association for the Myopathies (AFM) revisore;  Duchenne Parent 
Project Foundation The Netherland revisore; Muscular Dystrophy Group 
UK revisore; Princess Beatrix Foundation The Netherland revisore, Rose 
Trees Trust  Foundation revisore; EU ERN valutatore. 

 
 

European Reference 
Networks Membership 

(Rappresentante)  

 

 ERN Euro-NMD (2017-oggi) HCP rappresentante  
www.ern.euro-nmd.eu 
 
ERN ITHACA, HCP rappresentante (2020-oggi) 
www.ern.ithaca.eu 
 
ERN EuroBloodNet, HCP affiliato  (2021-oggi) 
https://eurobloodnet.eu 
 
  

Partecipazione istituzionali 
a Network e Agenzie 

internazionali  

 

2021-present 
 
 

2022-present 
 

2021-present 
 
 

2013 & 2020 
 

2012-2017 
 
 
 

2011-2014 
 

 
2023-oggi 

 
 
 

2023-oggi 

 
TREAT-NMD and Alliance 
www.treatnmd.eu ,  Affiliated Partner  Ethical Committee Member   
 
ICONS (www.icons.org) International consortium for Newborn sequencing, 
Executive Committee member 
 
External expert for rare diseases and orphan drugs at European Medicines Agency 
(EMA) 
 
Organizers of ENMC international workshops in the field of neuromuscular 
diseases (www.enmc.org) 
  
Chair of the Rare Diseases Partnership within the International Scientific 
Technology Programme  (ISTIP) with Gulf Council Countries (GCC), facilitating 
research and education by networking with colleagues in Saudi Arabia, United 
Arab Emirates, Oman, Kuwait, Qatar 
 
IRDIRC Gruppo di Lavoro Biomarkers for Disease Progression and Therapy 
Response, Coordinatore 
 
Consulente scientifico del Saudi Genome Program 2.0  Strategy, per la messa a 
punto dei dettagli della direzione strategica del Programma , della validazione della 
struttura di Governance , dei modelli operativi , delle collaborazione e dei modelli di 
finanziamento. 
 
Membro del Pfizer Data Monitoring Committee per la terapia genica della distrofia 
muscolare di Duchenne 
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Investigatore Principale in 

Trial Clinici per malattie rare 
con farmaci orfani 

 

Dal 2010 AF è stato 
Investigatore Principale di studi 

clinici basati su 
oligoribonucleotidi antisenso 
nella Distrofia Muscolare di 
Duchenne. Durante questa 

decennale esperienza, AF ha 
maturato un'approfondita 
competenza nelle terapie 

basate sullo skipping 
dell'esone, come documentato 
non solo dalla partecipazione a 

sperimentazioni, ma anche 
dall'essere membro di comitati 

consultivi aziendali e come 
relatore invitato a simposi e 

conferenze. 

ClinicalTrials.gov Identifiers: 
7. NCT02329769 

(Open Label, Extension Study of PRO044 in Duchenne Muscular Dystrophy 
(DMD)) 

8. NCT01037309 
(Phase I/II Study of PRO044 in Duchenne Muscular Dystrophy (DMD) 

9. NCT02958202 
Extension Study of BMN 044 in Duchenne Muscular Dystrophy (DMD) 

10. NCT01480245 
(Open Label Study of GSK2402968 in Subjects With Duchenne Muscular 
Dystrophy) 

11. NCT01254019 
(A Clinical Study to Assess the Efficacy and Safety of GSK2402968 in Subjects 
With Duchenne Muscular Dystrophy (DMD114044) 

12. NCT02500381 
Study of SRP-4045 (Casimersen) and SRP-4053 (Golodirsen) in Participants With 
Duchenne Muscular Dystrophy (DMD) (Essence) 
 
 

 
 
 
 
 
 

  
 ESPERIENZA ORGANIZZATIVA E MANAGERIALE  

 
Visione generale AF ha una consistente esperienza manageriale nella gestione diretta e in completa 

autonomia di risorse umane, programmi, personale e finanziamenti/fondi, come 
documentato dai risultati conseguiti: documentata eccellenza diagnostica (come da 
riconoscimento ufficiale, Regionale, Ministeriale, e Europeo), e di ricerca, con 
acquisizione di numerosi finanziamenti pubblici e privati. Come è spesso proprio della 
Genetica Medica, e anche grazie alla competenza clinica dovuto alla 
Specializzazione in Neurologia e alla competenza Scientifica, AF ha coordinato 
iniziative quasi sempre multidisciplinari coordinando figure professionali diverse 
appartenenti a diverse Istituzioni. 
AF ha intensamente lavorato con numerosissime Associazioni Pazienti Malattie 
Rare sia a livello nazionale che Internazionale (ad esempio World Duchenne Parent 
Project e Eurordis), sviluppando una capacità di interazione molto fruttuosa basata 
sulla reciproca fiducia, trasparenza e pragmatica tendenza ad ottenere risultati. 
Lavora con grande sintonia, sinergia, stima reciproca con numerose Case 
Farmaceutiche (Pfizer, Roche, Sarepta, ect) da anni, grazie in particolare al suo 
ruolo come PI in trial clinici, e alle sue competenze in genetica medica e ha 
partecipato attivamente al disegno e alle prime sperimentazioni cliniche con farmaci 
orfani (in particolare le molecole antisenso) per la distrofie muscolari. 

Registri di malattia e 
Biobanche 

AF ha una esperienza vasta e di lunga durata nella gestione e coordinamento di 
gruppi di lavoro istituzionali, anche internazionali, dedicati ad  attività scientifiche, 
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diagnostiche, a  stesura di linee guida, e al disegno di percorsi diagnostico-
terapeutici.  
La diretta esperienza nei registri malattie rare è principalmente legata alla funzione 
della Unita Operativa di Genetica Medica, da lei diretta, di  ³Hub´ molecolare e Clinico 
della Regione Emilia Romagna. È quindi referente per le Malattie Rare e fornisce dati 
al Registro regionale. Inoltre, in quasi tutti i progetti EU a cui ha partecipato o che ha 
coordinato, sono stati sviluppati registri di malattia, correlati a specifiche misure di 
valutazione (registri genetici, fenotipici, di mutazione, di biomarcatori), dei quali ha 
quindi coordinato il disegno e lo sviluppo. AF è responsabile della Biobanca di 
cellule staminali urinarie (USC biobank), in ambito di un progetto finanziato dal 
Duchenne Parent Project, Italia. 

Esperienza di Stesura e 
Supervisione di Progetti 
della Comunità Europea 

Esperienza manageriale nel disegno ed invio di progetti scientifici multidisciplinari e 
con numerosi partners alla Comunità Europea (EU) (percentuale di successo 66%: 
inviati 15,  finanziati 10), esperienza organizzativa con numerose agenzie europee di 
gestione progetti di ricerca , e di monitoraggio sia organizzativo che scientifico delle 
attività dei progetti. 

Esperienze manageriali  
1999-oggi Esperienza come Coordinatore Scientifico di 3 progetti Europei (FP5, FP7, 

H2020) con ampia esperienza di coordinamento di network internazionali con oltre 50 
50 partners in 20 paesi Europei e con colleghi affiliati in USA, incluse industrie e 
piccole imprese. Notevole esperienza nella gestione e finalizzazione del Budget e dei 
report amministrativi e scientifici. 

2006-oggi Direttore della Unità Operativa Complessa di Genetica Medica presso la Azienda 
Universitaria Ospedaliera di Ferrara, con coordinamento di 30 persone, incluso 
personale infermieristico, del comparto, medici, biologi, tecnici, e amministrativi, 
ampia competenza nella gestione del budget, nella definizione della linee guida 
operative , e disegno dei programmi assistenziali. 

2007-2019 Direttore della Scuola di Specializzazione in Genetica Medica della Università di 
Ferrara, indirizzo Medico e Sanitario, in ambito della quale ha svolto attività di 
gestione e formativa e ha diplomato  circa 60 giovani specialisti. 

2008-2011 Coordinatore del programma di ricerca regionale (Area sanitaria) della 
Regione Emilia-Romagna: 'The contribution of novel technologies to the 
LPSURYHPHQW�RI�GLDJQRVLV�WKHUDSLHV�RI�EUHDVW�FDQFHU
�FRQ�O¶RELHWWLYR�GL�PHWWHUH�D�
punto la diagnostica NGS del il tumore della mammella. 

2010-oggi Investigatore Principale in trial clinici multicentrici e internazionali per la Distrofia 
Muscolare, con incarichi di gestione di gruppi complessi e multidisciplinari per tutte 
le attività inerenti ai trials (amministrative, infermieristiche, di reporting, analisi dei 
dati, cliniche) in ambito di gruppi di lavoro internazionali e con Centri clinici trials in 
tutto il mondo. 

2011-2014 Coordinatore scientifico del Gruppo di lavoro IRDIRC :*�³%LRPDUNHUV�IRU�
'LVHDVH�3URJUHVVLRQ�DQG�7KHUDS\�5HVSRQVH´��QHO�TXDOH�DPELWR�KD�FRRUGLQDWR�ROWUH�
50 ricercatori da 18 paesi si Europei USA, Australia, e altri  

2012-2015 &RRUGLQDWRUH�6FLHQWLILFR�GHO�QHWZRUN�0DODWWLH�5DUH�DOO·LQWHUQR�GHOOD�SDUWQHUVKLS�
International Scientific Technology Programme  (ISTIP) con i paesi del Medio 
Oriente e del Golfo Arabo (GCC), ha facilitato lo scambio di conoscenze e prospettive 
con colleghi di Arabia Saudita, Emirates Arabi, Oman, Kuwait, e Qatar, con molti di 
loro è ancora in contatto per varie collaborazioni scientifiche e strategiche. 

2012-2015 Coordinatore del Gruppo di Lavoro di Genetica Molecolare della Società Italiana 
di Genetica Umana, (SIGU), composto da 65 membri, in tale ruolo ha contribuito a 
stilare documenti e pubblicazione correlate alla diagnosi molecolare genetica e alle 
sue linee guida 
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Partecipazione a Congressi e 
Conferenze 
 

 

1992-oggi Partecipazione come relatore invitato per presentare letture magistrali, risultati scientifici, 
interventi, tavole rotonde, abstract e comunicazioni orali a oltre 200 eventi nazionali e 
internazionali 

 
. 
 
 
CV Narrativo 
 

Alessandra Ferlini nasce nel 1958 a Bologna, figlia unica, madre segretaria, padre geometra. Fin dall'infanzia è molto 
interessata alla natura e agli animali, poiché ha trascorso anni in campagna, sulla collina bolognese, nei mesi estivi. Il suo 
amore per lo studio è sempre stato la chimica. Ha frequentato il Liceo Augusto Righi di Bologna, ed è stata ammessa alla 
nuova classe sperimentale (Corso A) dove si immerge profondamente negli studi di chimica e biologia. All'esame di 
maturità, in concomitanza con la rivolta studentesca del 1977, quando uno studente perse la vita a Bologna, e alla morte 
dell'amata nonna Manilla, a seguito di profonde riflessioni, decide di studiare medicina. 
Si laurea in Medicina e Chirurgia presso l'Università di Bologna nel 1983 sotto la guida del Prof. Giovanni Romeo, allora 
docente presso l'Università di Bologna, con una tesi sulle basi genetiche ed enzimatiche della Schizofrenia. Nonostante il 
suo profondo interesse per la Genetica, su suggerimento del Prof. Romeo, fa domanda ed è ammessa alla Scuola di 
Specializzazione in Neurologia dell'Università di Bologna. In quegli anni lavora presso il Laboratorio di Genetica diretto dal 
Prof. Romeo, dedicandosi alla messa a punto delle nuove tecniche basate sull'approccio della genetica inversa, oltre ad 
avviarsi all'esperienza medica come consulente genetista per le malattie neurologiche. 
Durante quei quattro anni, per sostenersi economicamente ma anche per acquisire esperienza in medicina, lavora anche 
come medico di base in piccoli paesi vicino a Bologna, nonché nei servizi di pronto soccorso in vari Ospedali bolognesi 
dove matura un'esperienza molto importante come medico. Forte delle sue buone conoscenze e del talento musicale come 
pianista e cantante lirica, voce di contralto, lavora come musicista e cantante G¶RSHUD�H�d'operetta in orchestre da camera 
barocca e in cori, in numerose manifestazioni e concerti in Italia e in Europa, conseguendo anche il Diploma di Cantante 
di Coro (Corista) al Teatro dell'Opera di Bologna (1989). 
Si specializza in Neurologia (luglio 1988) con una tesi sulle basi molecolari della Sindrome di Rett. Nell'ottobre 1988 si 
trasferisce all'Università di Modena per lavorare con il Prof. Antonino Forabosco, che aveva appena ricevuto un importante 
ILQDQ]LDPHQWR�QHOO¶DPELWR�del Progetto Genoma Umano, per la parte italiana che era il braccio lungo del cromosoma X. 
Fino al 1992 ha lavorato felicemente nel gruppo di Modena, e ha ottenuto il primo assegno di ricerca presso l'Università di 
Modena. Ma l'esperienza più importante che ha avuto è stata il rapporto con la sede modenese della UILDM (Unione 
Italiana Lotta alla Distrofia Muscolare). I contatti con i pazienti, le famiglie, l'intensa esperienza di consulenza genetica, i 
primissimi test prenatali per la distrofia muscolare di Duchenne eseguiti in modo molto innovativo e pionieristico hanno 
influenzato profondamente la sua educazione, formazione e attitudine alla ricerca. Nel periodo modenese è stata ammessa 
alla Scuola di Specializzazione in Genetica Medica dell'Università di Ferrara (1989) dove ha completato la formazione di 
Genetista Medico. Non senza dolore e qualche stress, nel luglio del 1993 è costretta a lasciare l'Università di Modena. 
Nel settembre 1993 ha vinto una borsa di studio del CNR per lavorare nell'équipe del Dott. Paolo Vezzoni, presso il CNR 
di Milano, dove fa parte del gruppo del premio Nobel Prof. Dulbecco impegnandosi nel progetto Genoma Umano e 
lavorando sempre sul braccio lungo del cromosoma X. Questa esperienza di quasi 2 anni è stata profondamente 
importante per accrescere la sua abilità nelle tecniche di laboratorio molecolare e per rendersi conto dell'importanza della 
natura internazionale della ricerca, fatto che ha plasmato tutta la sua attività negli anni successivi. E infatti, in seguito a 
quell'esperienza, ha deciso di cercare incarichi all'estero. Molto fortunatamente, ha incontrato Francesco Muntoni alla 
Conferenza Internazionale delle Malattie Neuromuscolari a Kyoto, nel 1994. A seguito di questo incontro si è candidata 
per alcune posizioni nel Regno Unito e ha alfine ottenuto un contratto con il Muscular Dystrophy Group, seguito da un 
contratto di ricerca senior della British Heart Foundation, e nel marzo 1995 ha iniziato il suo lavoro presso l'Unità 
Neuromuscolare, Hammersmith Hospital, Londra, diretta dal Prof Victor Dubowitz, e sotto la supervisione di Francesco 
Muntoni. Vi è rimasta fino al luglio 1999, e poi per altri due stage più brevi nel 2000 (2 mesi) e nel 2001 (3 mesi), per 
completare alcuni lavori scientifici e il suo dottorato di ricerca in Genetica presso l'Imperial College School of Medicine nel 
2022. I suoi controrelatori sono stati la Prof. Key Davies e il Prof. Terry Partridge. 



Alessandra Ferlini CV 16 June 2024 

Pagina 20/66 - Curriculum vitae di 
 Ferlini Alessandra 

Per maggiori informazioni su Europass: http://europass.cedefop.europa.eu 
© Unione europea, 2002-2010   24082010 

 

Gli anni londinesi sono stati unici e fondamentali per la sua formazione come medico e ricercatrice, ha infatti affinato un 
modo di pensare e atteggiamenti di ricerca che ha poi sempre cercato di perseguire instancabilmente negli anni successivi. 
I suoi rapporti con i colleghi anglosassoni e internazionali, con il suo supervisore Francesco Muntoni, hanno lasciato un 
segno indelebile nel suo modello di lavoro e anche nella sua visione della vita. 
Nel 1999 decide di rientrare in Italia avendo vinto, grazie al gentile ed affettuoso suggerimento del Dott. Domenico De 
Grandis, una posizione di Dirigente Medico in Neurologia presso il Policlinico Universitario Sant'Anna di Ferrara.  
Nel 2002 si sposta DOO¶8QLWj�GL�*HQHWLFD�0HGLFD��H�QHO������GLYHQWD�3URIHVVRUH�$VVRFLDWR�H�'LUHWWRUH�GHOO
8QLWj�GL�*HQHWLFD�
Medica, sua attuale affiliazione. 
I primi anni italiani (1999-2006) sono stati profondamente impegnati nell'attività diagnostica sia in laboratorio che in clinica, 
con l'obiettivo di progettare e consolidare una robusta Unità di Genetica Medica con vocazione diagnostica, si è quindi 
dedicata in particolare alla messa a punto dell'emergente e potente metodo di genetica molecolare per la diagnosi delle 
malattie rare. In quegli anni non ha potuto dedicare molto tempo alla ricerca. La situazione è migliorata da 2007 in poi, 
quando è stata premiata con finanziamenti UE, Telethon e altri, che le hanno permesso di riprendere le sue attività di 
ricerca, ancora oggi in corso e parte fondamentale del suo lavoro. 
 
Attività di ricerca in breve 
Già da molti anni il suo preminente interesse e il suo maggiore sforzo di ricerca sono concentrati sulle distrofinopatie e 
sulle patologie neuromuscolari ereditarie. Scopo della ricerca condotta è stato identificare i processi che determinano la 
regolazione dell'espressione di questo gene, con particolare riferimento al processo di splicing e alla sua modulazione. Il 
suo gruppo di ricerca sta studiando sistemi in vitro e in vivo per modulare mutazioni del gene con oligonucleotidi antisenso 
utilizzando nuovi sistemi di rilascio (nanomateriali). Inoltre, il team è lavora per la definizione del profilo dell'RNA di varie 
patologie ereditarie e dell'identificazione di marcatori molecolari sia nell'uomo che in modelli animali. Sta inoltre studiando 
nuovi approcci terapeutici per le distrofinopatie e altre patologie neuromuscolari, nonché aspetti innovativi della diagnostica 
molecolare con particolare attenzione alle tecniche ad elevato parallelismo di sequenziamento di nuova generazione. Si 
occupa da anni degli aspetti etici della genetica medica e delle terapie delle malattie rare genetiche. 
 

Interessi personali e hobby 
I suoi interessi personali sono caratterizzati da una grande passione per la musica, lo sport, gli animali domestici, l'agricoltura 
e la natura in generale. Ama moltissimo suo figlio e ama il suo cane. Ama i suoi numerosi amici e ha ottimi rapporti con 
moltissimi colleghi in tutto il mondo. 
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 PUBLICATIONS 
Peer reviewed scientific 
articles on indexed journals 

 

 298 peer reviewed publications  
https://pubmed.ncbi.nlm.nih.gov/?term=ferlini+a&sort=pubdate 
 
 

RESEARCH METRICS AND PROFILE AUTHENTICATORS  
Scopus ID 57215381030 
ORCiD 0000-0001-8385-9870 
RESEARCHER  ID K-7532-2016 
 
 

Scopus referenced (update 15th June 2024): 
11.121 Citations by 8,321 documents 
298 Publications 
60 h-index   
 
GoogleScholar referenced (update 15th June 2024) 
14.999 Citations 
298 Publications 
66 h-index  
 

%RRNV�&KDSWHU�DQG�%RRNV·�
review 

 

 1. A.Ferlini and P. Rimessi 
Methods in Molecular Biology Chapter (7) Title Exon Skipping Quantification 
by Real-Time PCR Copyright Year 2012 Copyright Holder Springer 
Science+Business Media, LLC. 

2. A.Ferlini, M.S. Falzarano Nanoparticles to deliver Antisense Oligonucleotides 
aimed at exon skipping therapies Springer RNA Technologies Series Editors 
Volker A. Erdmann and Jan Barciszewski Part IV Nucleic Acids 
Nanotechnologies in Medicine: Diagnosis and Treatment of Diseases Editors 
Volker A. Erdmann and Jan Barciszewski (2015) 

3. A.Ferlini, C.Scotton. Chapter metrics for "Biomarkers in Rare Genetic 
Diseases", published in the book: Role of Biomarkers in Medicine Edited by: 
Mu Wang and Frank A. Witzmann ISBN 978-953-51-2505-1 Publisher: InTech 
Publication date: August 2016 

4. '1$�DQG�DELOLW\�WR�UHSURGXFH��WKH�µ6HFUHW¶�RI�HYROXWLRQ��E\�$OHVVDQGUD�)HUOLQL� 
European Journal of Human Genetics volume 20, pages 244±245 (2012) 

5. 7KH�µ(66(1&(¶�RI�FKLOG�SV\FKLDWU\��OXPSLQJ�DQG�VSOLWWLQJ�$'+'�DQG�DVVRFLDWHG�
conditions ADHD and Its Many Associated Problems by Alessandra Ferlini & Marcella 
Neri European Journal of Human Genetics volume 24, page 151 (2016) 

6. Genetic Heterogeneity and Human Disease Reviewed by Alessandra Ferlini and Sergio 
Fini Eur J Hum Genet. 2015 Apr; 23(4): 559. 

 
 
 
Publications¶ analyses (Scopus) 
The analysis of publications types clearly shows that Rare Diseases (several types and variety of 
research approaches and disciplines, including  genetics and genomics, pathology, molecular 
biology, pharmacology and novel therapies, are the master fields of research and publication areas. 
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She published together with co-authors from 56 different countries, the top being Italy, UK, USA, 
Netherlands, France, Germany, Spain, Belgium, Canada, and Sweden. 
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Publications 
LIST OF PUBLICATIONS  (297) 

(Scopus, PubMed) 
 

1: Steyaert W, Sagath L, Demidov G, Yépez VA, Esteve-Codina A, Gagneur J, 
Ellwanger K, Derks R, Weiss M, den Ouden A, van den Heuvel S, Swinkels H, Zomer 
N, Steehouwer M, O'Gorman L, Astuti G, Neveling K, Schüle R, Xu J, Synofzik M, 
Beijer D, Hengel H, Schöls L, Claeys KG, Baets J, Van de Vondel L, Ferlini A, 
Selvatici R, Morsy H, Saeed Abd Elmaksoud M, Straub V, Müller J, Pini V, Perry 
L, Sarkozy A, Zaharieva I, Muntoni F, Bugiardini E, Polavarapu K, Horvath R, 
Reid E, Lochmüller H, Spinazzi M, Savarese M; Solve-RD DITF-ITHACA; Solve-RD 
DITF-Euro-NMD; Solve-RD DITF-RND; Solve-RD DITF-EpiCARE; Matalonga L, Laurie S, 
Brunner HG, Graessner H, Beltran S, Ossowski S, Vissers LELM, Gilissen C, 
Hoischen A. Unravelling undiagnosed rare disease cases by HiFi long-read genome 
sequencing. medRxiv [Preprint]. 2024 May 4:2024.05.03.24305331. doi: 
10.1101/2024.05.03.24305331. PMID: 38746462; PMCID: PMC11092722. 
 
2: Tonelli L, Sanchini M, Margutti A, Buldrini B, Superti-Furga A, Ferlini A, 
Selvatici R, Bigoni S. Mother and daughter with Kenny-Caffey syndrome: the adult 
phenotype. Eur J Med Genet. 2024 Apr 27;69:104943. doi: 
10.1016/j.ejmg.2024.104943. Epub ahead of print. PMID: 38679371. 
 
3: Martin S, Angolini E, Audi J, Bertini DE, Bruno LP, Coulter J, Ferlini A, 
Fortunato F, Frankova V, Garnier N, Grauman Å, Gross E, Hauber B, Hansson M, 
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Kirschner J, Knieling F, Kyosovksa G, Ottombrino S, Novelli A, Raming R, Sansen 
S, Saier C, Veldwijk J. Patient preferences in genetic newborn screening for 
rare diseases: study protocol. BMJ Open. 2024 Apr 19;14(4):e081835. doi: 
10.1136/bmjopen-2023-081835. PMID: 38643010; PMCID: PMC11056621. 
 
4: Foley AR, Bolduc V, Guirguis F, Donkervoort S, Hu Y, Orbach R, McCarty RM, 
Sarathy A, Norato G, Cummings BB, Lek M, Sarkozy A, Butterfield RJ, Kirschner J, 
Nascimento A, Benito DN, Quijano-Roy S, Stojkovic T, Merlini L, Comi G, Ryan M, 
McDonald D, Munot P, Yoon G, Leung E, Finanger E, Leach ME, Collins J, Tian C, 
Mohassel P, Neuhaus SB, Saade D, Cocanougher BT, Chu ML, Scavina M, Grosmann C, 
Richardson R, Kossak BD, Gospe SM Jr, Bhise V, Taurina G, Lace B, Troncoso M, 
6KRKDW�0��6KDODWD�$��&KDQ�6+6��-RNHOD�0��3DOPLR�-��+DOLOR÷OX�*��-RX�&��*DUWLRX[ 
C, Solomon-Degefa H, Freiburg CD, Schiavinato A, Zhou H, Aguti S, Nevo Y, 
Nishino I, Jimenez-Mallebrera C, Lamandé SR, Allamand V, Gualandi F, Ferlini A, 
MacArthur DG, Wilton SD, Wagener R, Bertini E, Muntoni F, Bönnemann CG. The 
recurrent deep intronic pseudoexon-inducing variant COL6A1c.930+189C>T 
results in a consistently severe phenotype of COL6-related dystrophy: Towards 
clinical trial readiness for splice-modulating therapy. medRxiv [Preprint]. 2024 
Mar 29:2024.03.29.24304673. doi: 10.1101/2024.03.29.24304673. PMID: 38585825; 
PMCID: PMC10996746. 
 
5: Balla C, Margutti A, De Carolis B, Canovi L, Di Domenico A, Vivaldi I, Vitali 
F, De Raffele M, Malagù M, Sassone B, Biffi M, Selvatici R, Ferlini A, Gualandi 
F, Bertini M. Cardiac conduction disorders in young adults: Clinical 
characteristics and genetic background of an underestimated population. Heart 
Rhythm. 2024 Mar 10:S1547-5271(24)00243-1. doi: 10.1016/j.hrthm.2024.03.008. 
Epub ahead of print. PMID: 38467355. 
 
6: Fortunato F, Tonelli L, Farnè M, Selvatici R, Ferlini A.  DMD deletions 
underlining mild dystrophinopathies: literature review highlights phenotype- 
related mutation clusters and provides insights about genetic mechanisms and 
prognosis. Front Neurol. 2024 Jan 15;14:1288721. doi: 10.3389/fneur.2023.1288721.  
PMID: 38288333; PMCID: PMC10823016. 
 
7: Montanari A, Ferlini A, Balaji AN, Mascolo C, Kawsar F. EarSet: A Multi-Modal 
Dataset for Studying the Impact of Head and Facial Movements on In-Ear PPG 
Signals. Sci Data. 2023 Dec 1;10(1):850. doi: 10.1038/s41597-023-02762-3. PMID: 
38040725; PMCID: PMC10692189. 
 
8: Tonelli L, Balla C, Farnè M, Margutti A, Maniscalchi ET, De Feo G, Di 
Domenico A, De Raffele M, Percesepe A, Uliana V, Barili V, Serra W, Sassone B, 
Virzì S, De Maria E, Parmeggiani G, Assenza GE, Biagini E, Parisi V, Biffi M, 
Carinci V, Perugini E, Imbrici P, Ferlini A, Bertini M, Selvatici R, Gualandi F. 
SCN5A mutation is associated with a higher Shanghai Score in patients with type 
1 Brugada ECG pattern. J Cardiovasc Med (Hagerstown). 2023 Dec 1;24(12):864-870. 
doi: 10.2459/JCM.0000000000001560. Epub 2023 Oct 30. PMID: 37942788. 
 
9: Colucci F, Neri M, Fortunato F, Ferlini A, Carrozzo R, Torraco A, Lamantea E, 
Legati A, Tecilla G, Pugliatti M, Sensi M. AFG3L2 Biallelic Mutation: Clinical 
Heterogeneity in Two Italian Patients. Cerebellum. 2023 Dec;22(6):1313-1319. 
doi: 10.1007/s12311-022-01497-y. Epub 2022 Nov 30. PMID: 36447112. 
 
10: Garnier N, Berghout J, Zygmunt A, Singh D, Huang KA, Kantz W, Blankart CR, 
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Gillner S, Zhao J, Roettger R, Saier C, Kirschner J, Schenk J, Atkins L, Ryan N, 
Zarakowska K, Zschüntzsch J, Zuccolo M, Müllenborn M, Man YS, Goodman L, Trad M, 
Chalandon AS, Sansen S, Martinez-Fresno M, Badger S, Walther van Olden R, 
Rothmann R, Lehner P, Tschohl C, Baillon L, Gumus G, Gross E, Stefanov R, Iskrov 
G, Raycheva R, Kostadinov K, Mitova E, Einhorn M, Einhorn Y, Schepers J, Hübner 
M, Alves F, Iskandar R, Mayer R, Renieri A, Piperkova A, Gut I, Beltran S, 
Matthiesen ME, Poetz M, Hansson M, Trollmann R, Agolini E, Ottombrino S, Novelli 
A, Bertini E, Selvatici R, Farnè M, Fortunato F, Ferlini A. Genetic newborn 
screening and digital technologies: A project protocol based on a dual approach 
to shorten the rare diseases diagnostic path in Europe. PLoS One. 2023 Nov 
22;18(11):e0293503. doi: 10.1371/journal.pone.0293503. PMID: 37992053; PMCID: 
PMC10664952. 
 
11: Ferlini A, Gross ES, Garnier N; Screen4Care consortium. Rare diseases' 
genetic newborn screening as the gateway to future genomic medicine: the 
Screen4Care EU-IMI project. Orphanet J Rare Dis. 2023 Oct 4;18(1):310. doi: 
10.1186/s13023-023-02916-x. PMID: 37794437; PMCID: PMC10548672. 
 
12: Falzarano MS, Mietto M, Fortunato F, Farnè M, Martini F, Ala P, Selvatici R, 
Muntoni F, Ferlini A. mRNA in situ hybridization exhibits unbalanced 
nuclear/cytoplasmic dystrophin transcript repartition in Duchenne myogenic cells 
and skeletal muscle biopsies. Sci Rep. 2023 Sep 24;13(1):15942. doi: 
10.1038/s41598-023-43134-6. PMID: 37743371; PMCID: PMC10518324. 
 
13: Fortunato F, Bianchi F, Ricci G, Torri F, Gualandi F, Neri M, Farnè M, 
Giannini F, Malandrini A, Volpi N, Lopergolo D, Silani V, Ticozzi N, Verde F, 
Pareyson D, Fenu S, Bonanno S, Nigro V, Peduto C, D'Ambrosio P, Zeuli R, Zanobio 
M, Picillo E, Servidei S, Primiano G, Sancricca C, Sciacco M, Brusa R, Filosto 
M, Cotti Piccinelli S, Pegoraro E, Mongini T, Solero L, Gadaleta G, Brusa C, 
Minetti C, Bruno C, Panicucci C, Sansone VA, Lunetta C, Zanolini A, Toscano A, 
Pugliese A, Nicocia G, Bertini E, Catteruccia M, Diodato D, Atalaia A, 
Evangelista T, Siciliano G, Ferlini A. Digital health and Clinical Patient 
Management System (CPMS) platform utility for data sharing of neuromuscular 
patients: the Italian EURO-NMD experience. Orphanet J Rare Dis. 2023 Jul 
21;18(1):196. doi: 10.1186/s13023-023-02776-5. PMID: 37480080; PMCID: 
PMC10360326. 
 
14: Farnè M, Fortunato F, Neri M, Farnè M, Balla C, Albamonte E, Barp A, 
Armaroli A, Perugini E, Carinci V, Facchini M, Chiarini L, Sansone VA, Straudi 
S, Tugnoli V, Sette E, Sensi M, Bertini M, Evangelista T, Ferlini A, Gualandi F. 
TeleNEwCARe: An Italian case-control telegenetics study in patients with 
Hereditary NEuromuscular and CARdiac diseases. Eur J Med Genet. 2023 
Jun;66(6):104749. doi: 10.1016/j.ejmg.2023.104749. Epub 2023 Mar 21. PMID: 
36948289. 
 
15: Yaldiz B, Kucuk E, Hampstead J, Hofste T, Pfundt R, Corominas Galbany J, 
Rinne T, Yntema HG, Hoischen A, Nelen M, Gilissen C; Solve-RD consortium. Twist 
exome capture allows for lower average sequence coverage in clinical exome 
sequencing. Hum Genomics. 2023 May 3;17(1):39. doi: 10.1186/s40246-023-00485-5. 
PMID: 37138343; PMCID: PMC10155375. 
 
16: Jackson A, Lin SJ, Jones EA, Chandler KE, Orr D, Moss C, Haider Z, Ryan G, 
Holden S, Harrison M, Burrows N, Jones WD, Loveless M, Petree C, Stewart H, Low 
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K, Donnelly D, Lovell S, Drosou K; Genomics England Research Consortium; Solve- 
RD consortium; Varshney GK, Banka S. Clinical, genetic, epidemiologic, 
evolutionary, and functional delineation of TSPEAR/related autosomal 
recessive ectodermal dysplasia 14. HGG Adv. 2023 Mar 3;4(2):100186. doi: 
10.1016/j.xhgg.2023.100186. PMID: 37009414; PMCID: PMC10064225. 
 
17: Denommé-Pichon AS, Matalonga L, de Boer E, Jackson A, Benetti E, Banka S, 
Bruel AL, Ciolfi A, Clayton-Smith J, Dallapiccola B, Duffourd Y, Ellwanger K, 
Fallerini C, Gilissen C, Graessner H, Haack TB, Havlovicova M, Hoischen A, Jean- 
Marçais N, Kleefstra T, López-Martín E, Macek M, Mencarelli MA, Moutton S, 
Pfundt R, Pizzi S, Posada M, Radio FC, Renieri A, Rooryck C, Ryba L, Safraou H, 
Schwarz M, Tartaglia M, Thauvin-Robinet C, Thevenon J, Tran Mau-Them F, 
Trimouille A, Votypka P, de Vries BBA, Willemsen MH, Zurek B, Verloes A, 
Philippe C; Solve-RD DITF-ITHACA; Solve-RD SNV-indel Working Group; Solve-RD 
Consortia; Orphanomix Group; Vitobello A, Vissers LELM, Faivre L. A Solve-RD 
ClinVar-based reanalysis of 1522 index cases from ERN-ITHACA reveals common 
pitfalls and misinterpretations in exome sequencing. Genet Med. 2023 
Apr;25(4):100018. doi: 10.1016/j.gim.2023.100018. Epub 2023 Jan 20. PMID: 
36681873. 
 
18: Rossi R, Johansson C, Heywood W, Vinette H, Jensen G, Tegel H, Jiménez- 
Requena A, Torelli S, Al-Khalili Szigyarto C, Ferlini A. A Proof of Principle 
Proteomic Study Detects Dystrophin in Human Plasma: Implications in DMD 
Diagnosis and Clinical Monitoring. Int J Mol Sci. 2023 Mar 8;24(6):5215. doi: 
10.3390/ijms24065215. PMID: 36982290; PMCID: PMC10049465. 
 
19: Sarkozy A, Quinlivan R, Bourke JP, Ferlini A; ENMC 263rd Workshop Study 
Group. 263rd ENMC International Workshop: Focus on female carriers of 
dystrophinopathy: refining recommendations for prevention, diagnosis, 
surveillance, and treatment. Hoofddorp, The Netherlands, 13-15 May 2022. 
Neuromuscul Disord. 2023 Mar;33(3):274-284. doi: 10.1016/j.nmd.2023.01.003. Epub 
2023 Jan 12. PMID: 36804616. 
 
20: Fortunato F, Ferlini A. Biomarkers in Duchenne Muscular Dystrophy: Current 
Status and Future Directions. J Neuromuscul Dis. 2023;10(6):987-1002. doi: 
10.3233/JND-221666. PMID: 37545256; PMCID: PMC10657716. 
 
21: Parmeggiani G, Gualandi F, Limarzi M, Ferlini A, Brotto D, Martini A, Sensi 
A. A familial case of NOG -related symphalangism spectrum disorder due to a 
novel NOG variant. Clin Dysmorphol. 2022 Oct 1;31(4):185-190. doi: 
10.1097/MCD.0000000000000427. Epub 2022 Jul 14. PMID: 36004948. 
 
22: Souche E, Beltran S, Brosens E, Belmont JW, Fossum M, Riess O, Gilissen C, 
Ardeshirdavani A, Houge G, van Gijn M, Clayton-Smith J, Synofzik M, de Leeuw N, 
Deans ZC, Dincer Y, Eck SH, van der Crabben S, Balasubramanian M, Graessner H, 
Sturm M, Firth H, Ferlini A, Nabbout R, De Baere E, Liehr T, Macek M, Matthijs 
G, Scheffer H, Bauer P, Yntema HG, Weiss MM. Recommendations for whole genome 
sequencing in diagnostics for rare diseases. Eur J Hum Genet. 2022 
Sep;30(9):1017-1021. doi: 10.1038/s41431-022-01113-x. Epub 2022 May 16. PMID: 
35577938; PMCID: PMC9437083. 
 
23: Fortugno P, Monetta R, Belli M, Botti E, Angelucci F, Palmerini MG, Nottola 
SA, De Luca C, Ceccarini M, Salvatore M, Bianchi L, Macioce P, Teson M, Ricci F; 
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Italian Undiagnosed Diseases Network; Macchiarelli G, Didona B, Costanzo A, 
Castiglia D, Brancati F. RIPK4 regulates cell-cell adhesion in epidermal 
development and homeostasis. Hum Mol Genet. 2022 Aug 17;31(15):2535-2547. doi: 
10.1093/hmg/ddac046. PMID: 35220430. 
 
24: Colucci F, Di Bella D, Pisciotta C, Sarto E, Gualandi F, Neri M, Ferlini A, 
Contaldi E, Pugliatti M, Pareyson D, Sensi M. Beyond canvas: behavioral onset of 
rfc1-expansion disease in an Italian family-causal or casual? Neurol Sci. 2022 
Aug;43(8):5095-5098. doi: 10.1007/s10072-022-06137-1. Epub 2022 May 18. PMID: 
35585435. 
 
25: Bick D, Ahmed A, Deen D, Ferlini A, Garnier N, Kasperaviciute D, Leblond M, 
Pichini A, Rendon A, Satija A, Tuff-Lacey A, Scott RH. Newborn Screening by 
Genomic Sequencing: Opportunities and Challenges. Int J Neonatal Screen. 2022 
Jul 15;8(3):40. doi: 10.3390/ijns8030040. PMID: 35892470; PMCID: PMC9326745. 
 
26: Cousin MA, Veale EL, Dsouza NR, Tripathi S, Holden RG, Arelin M, Beek G, 
Bekheirnia MR, Beygo J, Bhambhani V, Bialer M, Bigoni S, Boelman C, Carmichael 
J, Courtin T, Cogne B, Dabaj I, Doummar D, Fazilleau L, Ferlini A, Gavrilova RH, 
Graham JM Jr, Haack TB, Juusola J, Kant SG, Kayani S, Keren B, Ketteler P, 
Klöckner C, Koopmann TT, Kruisselbrink TM, Kuechler A, Lambert L, Latypova X, 
Lebel RR, Leduc MS, Leonardi E, Lewis AM, Liew W, Machol K, Mardini S, McWalter 
K, Mignot C, McLaughlin J, Murgia A, Narayanan V, Nava C, Neuser S, Nizon M, 
Ognibene D, Park J, Platzer K, Poirsier C, Radtke M, Ramsey K, Runke CK, Guillen 
Sacoto MJ, Scaglia F, Shinawi M, Spranger S, Tan ES, Taylor J, Trentesaux AS, 
Vairo F, Willaert R, Zadeh N, Urrutia R, Babovic-Vuksanovic D, Zimmermann MT, 
Mathie A, Klee EW. Gain and loss of TASK3 channel function and its regulation by 
novel variation cause KCNK9 imprinting syndrome. Genome Med. 2022 Jun 
13;14(1):62. doi: 10.1186/s13073-022-01064-4. PMID: 35698242; PMCID: PMC9195326. 
 
27: Aliberti L, Gagliardi I, Bigoni S, Lupo S, Caracciolo S, Ferlini A, Isidori 
AM, Zatelli MC, Ambrosio MR. Communicating the diagnosis of Klinefelter syndrome 
to children and adolescents: when, how, and who? J Community Genet. 2022 
Jun;13(3):271-280. doi: 10.1007/s12687-022-00585-0. Epub 2022 Mar 5. PMID: 
35247190; PMCID: PMC9270507. 
 
28: Broly M, Polevoda BV, Awayda KM, Tong N, Lentini J, Besnard T, Deb W, 
O'Rourke D, Baptista J, Ellard S, Almannai M, Hashem M, Abdulwahab F, Shamseldin 
H, Al-Tala S, Alkuraya FS, Leon A, van Loon RLE, Ferlini A, Sanchini M, Bigoni 
S, Ciorba A, van Bokhoven H, Iqbal Z, Al-Maawali A, Al-Murshedi F, Ganesh A, Al- 
Mamari W, Lim SC, Pais LS, Brown N, Riazuddin S, Bézieau S, Fu D, Isidor B, 
Cogné B, O'Connell MR. THUMPD1 bi-allelic variants cause loss of tRNA 
acetylation and a syndromic neurodevelopmental disorder. Am J Hum Genet. 2022 
Apr 7;109(4):587-600. doi: 10.1016/j.ajhg.2022.02.001. Epub 2022 Feb 22. PMID: 
35196516; PMCID: PMC9069073. 
 
29: Graziosi M, Ditaranto R, Rapezzi C, Pasquale F, Lovato L, Leone O, Parisi V, 
Potena L, Ferrara V, Minnucci M, Caponetti AG, Chiti C, Ferlini A, Gualandi F, 
Rossi C, Berardini A, Tini G, Bertini M, Ziacchi M, Biffi M, Galie N, Olivotto 
I, Biagini E. Clinical presentations leading to arrhythmogenic left ventricular 
cardiomyopathy. Open Heart. 2022 Apr;9(1):e001914. doi: 
10.1136/openhrt-2021-001914. PMID: 35444050; PMCID: PMC9021777. 
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30: Rossi R, Fang M, Zhu L, Jiang C, Yu C, Flesia C, Nie C, Li W, Ferlini A. 
Calculating and comparing codon usage values in rare disease genes highlights 
codon clustering with disease-and tissue- specific hierarchy. PLoS One. 2022 Mar 
31;17(3):e0265469. doi: 10.1371/journal.pone.0265469. PMID: 35358230; PMCID: 
PMC8970475. 
 
31: van Rheenen W, van der Spek RAA, Bakker MK, van Vugt JJFA, Hop PJ, Zwamborn 
RAJ, de Klein N, Westra HJ, Bakker OB, Deelen P, Shireby G, Hannon E, Moisse M, 
Baird D, Restuadi R, Dolzhenko E, Dekker AM, Gawor K, Westeneng HJ, Tazelaar 
GHP, van Eijk KR, Kooyman M, Byrne RP, Doherty M, Heverin M, Al Khleifat A, 
Iacoangeli A, Shatunov A, Ticozzi N, Cooper-Knock J, Smith BN, Gromicho M, 
Chandran S, Pal S, Morrison KE, Shaw PJ, Hardy J, Orrell RW, Sendtner M, Meyer 
7��%DúDN�1��YDQ�GHU�.RRL�$-��5DWWL�$��)RJK�,��*HOOHUD�&��/DXULD�*��&RUWL�6� 
Cereda C, Sproviero D, D'Alfonso S, Sorarù G, Siciliano G, Filosto M, Padovani 
A, Chiò A, Calvo A, Moglia C, Brunetti M, Canosa A, Grassano M, Beghi E, Pupillo 
E, Logroscino G, Nefussy B, Osmanovic A, Nordin A, Lerner Y, Zabari M, Gotkine 
M, Baloh RH, Bell S, Vourc'h P, Corcia P, Couratier P, Millecamps S, Meininger 
V, Salachas F, Mora Pardina JS, Assialioui A, Rojas-García R, Dion PA, Ross JP, 
Ludolph AC, Weishaupt JH, Brenner D, Freischmidt A, Bensimon G, Brice A, Durr A, 
Payan CAM, Saker-Delye S, Wood NW, Topp S, Rademakers R, Tittmann L, Lieb W, 
Franke A, Ripke S, Braun A, Kraft J, Whiteman DC, Olsen CM, Uitterlinden AG, 
Hofman A, Rietschel M, Cichon S, Nöthen MM, Amouyel P; SLALOM Consortium; PARALS 
Consortium; SLAGEN Consortium; SLAP Consortium; Traynor BJ, Singleton AB, Mitne 
Neto M, Cauchi RJ, Ophoff RA, Wiedau-Pazos M, Lomen-Hoerth C, van Deerlin VM, 
Grosskreutz J, Roediger A, Gaur N, Jörk A, Barthel T, Theele E, Ilse B, 
Stubendorff B, Witte OW, Steinbach R, Hübner CA, Graff C, Brylev L, Fominykh V, 
Demeshonok V, Ataulina A, Rogelj B, Koritnik B, Zidar J, Ravnik-*ODYDþ�0��*ODYDþ 
'��6WHYLü�=��'URU\�9��3RYHGDQR�0��%ODLU�,3��.LHUQDQ�0&��%HQ\DPLQ�%��+HQGHUVRQ 
RD, Furlong S, Mathers S, McCombe PA, Needham M, Ngo ST, Nicholson GA, Pamphlett 
R, Rowe DB, Steyn FJ, Williams KL, Mather KA, Sachdev PS, Henders AK, Wallace L, 
de Carvalho M, Pinto S, Petri S, Weber M, Rouleau GA, Silani V, Curtis CJ, Breen 
G, Glass JD, Brown RH Jr, Landers JE, Shaw CE, Andersen PM, Groen EJN, van Es 
MA, Pasterkamp RJ, Fan D, Garton FC, McRae AF, Davey Smith G, Gaunt TR, Eberle 
MA, Mill J, McLaughlin RL, Hardiman O, Kenna KP, Wray NR, Tsai E, Runz H, Franke 
L, Al-Chalabi A, Van Damme P, van den Berg LH, Veldink JH. Author Correction: 
Common and rare variant association analyses in amyotrophic lateral sclerosis 
identify 15 risk loci with distinct genetic architectures and neuron-specific 
biology. Nat Genet. 2022 Mar;54(3):361. doi: 10.1038/s41588-022-01020-3.  
 
32: Malagutti N, Cogliandolo C, Franciosi D, Ferlini A, Rimessi P, Ravani A, 
Bianchini C, Ciorba A, Stomeo F, Pelucchi S. Can paranasal sinus computed 
tomography screen for cystic fibrosis heterozygotes? Panminerva Med. 2022 
Mar;64(1):116-119. doi: 10.23736/S0031-0808.19.03588-2. Epub 2019 Feb 11. PMID: 
30747503. 
 
33: Farnè M, Bernardini L, Capalbo A, Cavarretta G, Torres B, Sanchini M, Fini 
S, Ferlini A, Bigoni S. Koolen-de Vries syndrome in a 63-year-old woman: Report 
of the oldest patient and a review of the adult phenotype. Am J Med Genet A. 
2022 Feb;188(2):692-707. doi: 10.1002/ajmg.a.62536. Epub 2021 Oct 19. PMID: 
34665525; PMCID: PMC9297928. 
 
34: Falzarano MS, Grilli A, Zia S, Fang M, Rossi R, Gualandi F, Rimessi P, El 
Dani R, Fabris M, Lu Z, Li W, Mongini T, Ricci F, Pegoraro E, Bello L, Barp A, 
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Sansone VA, Hegde M, Roda B, Reschiglian P, Bicciato S, Selvatici R, Ferlini A. 
RNA-seq in DMD urinary stem cells recognized muscle-related transcription 
signatures and addressed the identification of atypical mutations by whole- 
genome sequencing. HGG Adv. 2021 Aug 24;3(1):100054. doi: 
10.1016/j.xhgg.2021.100054. PMID: 35047845; PMCID: PMC8756543. 
 
35: Lugli L, Pollazzon M, Bigoni S, Caraffi SG, Ferlini A, Ferri L, Morrone A, 
Calabrese O, Iughetti L, Garavelli L, Berardi A. Correspondence on "Disorder of 
sex development associated with a novel homozygous nonsense mutation in COG6 
expands the phenotypic spectrum of COG6-CDG". Am J Med Genet A. 2022 
Jan;188(1):382-383. doi: 10.1002/ajmg.a.62511. Epub 2021 Sep 25. PMID: 34562059. 
 
36: van Rheenen W, van der Spek RAA, Bakker MK, van Vugt JJFA, Hop PJ, Zwamborn 
RAJ, de Klein N, Westra HJ, Bakker OB, Deelen P, Shireby G, Hannon E, Moisse M, 
Baird D, Restuadi R, Dolzhenko E, Dekker AM, Gawor K, Westeneng HJ, Tazelaar 
GHP, van Eijk KR, Kooyman M, Byrne RP, Doherty M, Heverin M, Al Khleifat A, 
Iacoangeli A, Shatunov A, Ticozzi N, Cooper-Knock J, Smith BN, Gromicho M, 
Chandran S, Pal S, Morrison KE, Shaw PJ, Hardy J, Orrell RW, Sendtner M, Meyer 
7��%DúDN�1��YDQ�GHU�.RRL�$-��5DWWL�$��)RJK�,��*HOOHUD�&��/DXULD�*��&RUWL�6� 
Cereda C, Sproviero D, D'Alfonso S, Sorarù G, Siciliano G, Filosto M, Padovani 
A, Chiò A, Calvo A, Moglia C, Brunetti M, Canosa A, Grassano M, Beghi E, Pupillo 
E, Logroscino G, Nefussy B, Osmanovic A, Nordin A, Lerner Y, Zabari M, Gotkine 
M, Baloh RH, Bell S, Vourc'h P, Corcia P, Couratier P, Millecamps S, Meininger 
V, Salachas F, Mora Pardina JS, Assialioui A, Rojas-García R, Dion PA, Ross JP, 
Ludolph AC, Weishaupt JH, Brenner D, Freischmidt A, Bensimon G, Brice A, Durr A, 
Payan CAM, Saker-Delye S, Wood NW, Topp S, Rademakers R, Tittmann L, Lieb W, 
Franke A, Ripke S, Braun A, Kraft J, Whiteman DC, Olsen CM, Uitterlinden AG, 
Hofman A, Rietschel M, Cichon S, Nöthen MM, Amouyel P; SLALOM Consortium; PARALS 
Consortium; SLAGEN Consortium; SLAP Consortium; Traynor BJ, Singleton AB, Mitne 
Neto M, Cauchi RJ, Ophoff RA, Wiedau-Pazos M, Lomen-Hoerth C, van Deerlin VM, 
Grosskreutz J, Roediger A, Gaur N, Jörk A, Barthel T, Theele E, Ilse B, 
Stubendorff B, Witte OW, Steinbach R, Hübner CA, Graff C, Brylev L, Fominykh V, 
Demeshonok V, Ataulina A, Rogelj B, Koritnik B, Zidar J, Ravnik-*ODYDþ�0��*ODYDþ 
'��6WHYLü�=��'URU\�9��3RYHGDQR�0��%ODLU�,3��.LHUQDQ�0&��%HQ\DPLQ�%��+HQGHUVRQ 
RD, Furlong S, Mathers S, McCombe PA, Needham M, Ngo ST, Nicholson GA, Pamphlett 
R, Rowe DB, Steyn FJ, Williams KL, Mather KA, Sachdev PS, Henders AK, Wallace L, 
de Carvalho M, Pinto S, Petri S, Weber M, Rouleau GA, Silani V, Ferlini A, Curtis CJ, Breen 
G, Glass JD, Brown RH Jr, Landers JE, Shaw CE, Andersen PM, Groen EJN, van Es 
MA, Pasterkamp RJ, Fan D, Garton FC, McRae AF, Davey Smith G, Gaunt TR, Eberle 
MA, Mill J, McLaughlin RL, Hardiman O, Kenna KP, Wray NR, Tsai E, Runz H, Franke 
L, Al-Chalabi A, Van Damme P, van den Berg LH, Veldink JH. Common and rare 
variant association analyses in amyotrophic lateral sclerosis identify 15 risk 
loci with distinct genetic architectures and neuron-specific biology. Nat Genet. 
2021 Dec;53(12):1636-1648. doi: 10.1038/s41588-021-00973-1. Epub 2021 Dec 6. 
PMID: 34873335; PMCID: PMC8648564. 
 
37: Balla C, Mele D, Vitali F, Andreoli C, Tonet E, Sanchini M, Ferlini A, 
Rapezzi C, Gualandi F, Bertini M. Novel SCN5A Variant Shows Multiple 
Phenotypic Expression in the Same Family. Circ Genom Precis Med. 2021 
Dec;14(6):e003481. doi: 10.1161/CIRCGEN.121.003481. Epub 2021 Nov 9. PMID: 
34749512; PMCID: PMC8694256. 
 
38: Neri M, Braccia A, Panteghini C, Garavaglia B, Gualandi F, Cavallo MA, 
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Scerrati A, Ferlini A, Sensi M. Parkinson's disease-dementia in trans LRP10 and 
GBA variants: Response to deep brain stimulation. Parkinsonism Relat Disord. 
2021 Nov;92:72-75. doi: 10.1016/j.parkreldis.2021.10.020. Epub 2021 Oct 24. 
PMID: 34710740. 
 
39: Falzarano MS, Rossi R, Grilli A, Fang M, Osman H, Sabatelli P, Antoniel M, 
Lu Z, Li W, Selvatici R, Al-Khalili C, Gualandi F, Bicciato S, Torelli S, 
Ferlini A. Urine-Derived Stem Cells Express 571 Neuromuscular Disorders Causing 
Genes, Making Them a Potential in vitro Model for Rare Genetic Diseases. 
Front Physiol. 2021 Oct 20;12:716471. doi: 10.3389/fphys.2021.716471. PMID: 
34744760; PMCID: PMC8565768. 
 
40: Fortunato F, Farnè M, Ferlini A. The DMD gene and therapeutic approaches to 
restore dystrophin. Neuromuscul Disord. 2021 Oct;31(10):1013-1020. doi: 
10.1016/j.nmd.2021.08.004. PMID: 34736624. 
 
41: Betts CA, Jagannath A, van Westering TL, Bowerman M, Banerjee S, Meng J, 
Falzarano MS, Cravo L, McClorey G, Meijboom KE, Bhomra A, Lim WF, Rinaldi C, 
Counsell JR, Chwalenia K, O'Donovan E, Saleh AF, Gait MJ, Morgan JE, Ferlini A, 
Foster RG, Wood MJ. Dystrophin involvement in peripheral circadian SRF 
signalling. Life Sci Alliance. 2021 Aug 13;4(10):e202101014. doi: 
10.26508/lsa.202101014. PMID: 34389686; PMCID: PMC8363758. 
 
42: Balla C, De Raffele M, Deserio MA, Sanchini M, Farnè M, Trabanelli C, Ragni 
L, Biffi M, Ferlini A, Rapezzi C, Gualandi F, Bertini M. Left Ventricular 
Myocardial Noncompaction with Advanced Atrioventricular Conduction Disorder and 
Ventricular Arrhythmias in a Young Patient: Role of MIB1 Gene. J Cardiovasc Dev 
Dis. 2021 Sep 9;8(9):109. doi: 10.3390/jcdd8090109. PMID: 34564127; PMCID: 
PMC8468736. 
 
43: Schüle R, Timmann D, Erasmus CE, Reichbauer J, Wayand M; Solve-RD-DITF-RND; 
van de Warrenburg B, Schöls L, Wilke C, Bevot A, Zuchner S, Beltran S, Laurie S, 
Matalonga L, Graessner H, Synofzik M; Solve-5'�&RQVRUWLXP��«)HUOLQL�$«���6ROYLQJ�XQVROYHG�UDUH�QHXURORJLFDO�
diseases-a Solve-RD viewpoint. Eur J Hum Genet. 2021 
Sep;29(9):1462-1465. doi: 10.1038/s41431-021-00935-5.  
 
44: Matalonga L, Hernández-Ferrer C, Piscia D; Solve-RD SNV-indel working group; 
Schüle R, Synofzik M, Töpf A, Vissers LELM, de Voer R; Solve-RD DITF-GENTURIS; 
Solve-RD DITF-ITHACA; Solve-RD DITF-euroNMD; Solve-RD DITF-RND; Tonda R, Laurie 
S, Fernandez-Callejo M, Picó D, Garcia-Linares C, Papakonstantinou A, Corvó A, 
Joshi R, Diez H, Gut I, Hoischen A, Graessner H, Beltran S; Solve-5'�&RQVRUWLXP��«)HUOLQL�$«���6ROYLQJ�SDWLHQWV�ZLWK�
rare diseases through programmatic reanalysis of genome-phenome data. Eur J Hum Genet. 2021 Sep;29(9):1466-
1469. doi: 10.1038/s41431-021-00934-6. Erratum for: Eur J Hum Genet. 2021 Sep;29(9):1337-1347. doi: 
10.1038/s41431-021-00852-7. PMID: 34393220; PMCID: 
PMC8440556. 
 
45: Zurek B, Ellwanger K, Vissers LELM, Schüle R, Synofzik M, Töpf A, de Voer 
RM, Laurie S, Matalonga L, Gilissen C, Ossowski S, 't Hoen PAC, Vitobello A, 
Schulze-Hentrich JM, Riess O, Brunner HG, Brookes AJ, Rath A, Bonne G, Gumus G, 
Verloes A, Hoogerbrugge N, Evangelista T, Harmuth T, Swertz M, Spalding D, 
Hoischen A, Beltran S, Graessner H; Solve-5'�FRQVRUWLXP�«)HUOLQL�$�����&RUUHFWLRQ�WR��6ROYH- RD: systematic pan-
European data sharing and collaborative analysis to solve 
rare diseases. Eur J Hum Genet. 2021 Sep;29(9):1459-1461. doi: 
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10.1038/s41431-021-00936-4. Erratum for: Eur J Hum Genet. 2021 
Sep;29(9):1325-1331. doi: 10.1038/s41431-021-00859-0. PMID: 34385672; PMCID: 
PMC8440583. 
 
46: Matalonga L, Hernández-Ferrer C, Piscia D; Solve-RD SNV-indel working group; 
Schüle R, Synofzik M, Töpf A, Vissers LELM, de Voer R; Solve-RD DITF-GENTURIS; 
Solve-RD DITF-ITHACA; Solve-RD DITF-euroNMD; Solve-RD DITF-RND; Tonda R, Laurie 
S, Fernandez-Callejo M, Picó D, Garcia-Linares C, Papakonstantinou A, Corvó A, 
Joshi R, Diez H, Gut I, Hoischen A, Graessner H, Beltran S; Solve-RD Consortia (Ferlini A). 
Solving patients with rare diseases through programmatic reanalysis of genome- 
phenome data. Eur J Hum Genet. 2021 Sep;29(9):1337-1347. doi: 
10.1038/s41431-021-00852-7. Epub 2021 Jun 1. Erratum in: Eur J Hum Genet. 2021 
Sep;29(9):1466-1469. doi: 10.1038/s41431-021-00934-6. PMID: 34075210; PMCID: 
PMC8440686. 
 
47: Töpf A, Pyle A, Griffin H, Matalonga L, Schon K; Ferlini A, Solve-RD SNV-indel working 
group; Solve-RD DITF-euroNMD; Sickmann A, Schara-Schmidt U, Hentschel A, 
Chinnery PF, Kölbel H, Roos A, Horvath R. Exome reanalysis and proteomic 
profiling identified TRIP4 as a novel cause of cerebellar hypoplasia and spinal 
muscular atrophy (PCH1). Eur J Hum Genet. 2021 Sep;29(9):1348-1353. doi: 
10.1038/s41431-021-00851-8. Epub 2021 Jun 1. PMID: 34075209; PMCID: PMC8440675. 
 
48: Zurek B, Ellwanger K, Vissers LELM, Schüle R, Synofzik M, Töpf A, de Voer 
RM, Laurie S, Matalonga L, Gilissen C, Ossowski S, 't Hoen PAC, Vitobello A, 
Schulze-Hentrich JM, Riess O, Brunner HG, Brookes AJ, Rath A, Bonne G, Gumus G, 
Verloes A, Hoogerbrugge N, Evangelista T, Harmuth T, Swertz M, Spalding D, 
Hoischen A, Beltran S, Graessner H; Solve-RD consortium (Ferlini A..). Solve-RD: systematic pan-European data 
sharing and collaborative analysis to solve rare diseases. Eur J Hum Genet. 2021 Sep;29(9):1325-1331. doi: 
10.1038/s41431-021-00859-0. Epub 
2021 Jun 1. Erratum in: Eur J Hum Genet. 2021 Sep;29(9):1459-1461. doi: 
10.1038/s41431-021-00936-4. PMID: 34075208; PMCID: PMC8440542. 
 
49: Pastorelli F, Fabbri G, Rapezzi C, Serenelli M, Plasmati R, Vacchiano V, 
Ferlini A, Manfrini M, Salvi F. Neurological involvement in Ile68Leu 
(p.Ile88Leu) ATTR amyloidosis: not only a cardiogenic mutation. Amyloid. 2021 
Sep;28(3):173-181. doi: 10.1080/13506129.2021.1917357. Epub 2021 May 28. PMID: 
34047656. 
 
50: Schüle R, Timmann D, Erasmus CE, Reichbauer J, Wayand M; Solve-RD-DITF-RND; 
van de Warrenburg B, Schöls L, Wilke C, Bevot A, Zuchner S, Beltran S, Laurie S, 
Matalonga L, Graessner H, Synofzik M; Solve-RD Consortium (..Ferlini A..). Solving unsolved rare 
neurological diseases-a Solve-RD viewpoint. Eur J Hum Genet. 2021 
Sep;29(9):1332-1336. doi: 10.1038/s41431-021-00901-1. Epub 2021 May 10. Erratum 
in: Eur J Hum Genet. 2021 Sep;29(9):1462-1465. doi: 10.1038/s41431-021-00935-5. 
PMID: 33972714; PMCID: PMC8440537. 
 
51: Rossi R, Falzarano MS, Osman H, Armaroli A, Scotton C, Mantuano P, 
Boccanegra B, Cappellari O, Schwartz E, Yuryev A, Mercuri E, Bertini E, D'Amico 
A, Mora M, Johansson C, Al-Khalili Szigyarto C, De Luca A, Ferlini A. Circadian 
Genes as Exploratory Biomarkers in DMD: Results From Both the <i>mdx</i> Mouse 
Model and Patients. Front Physiol. 2021 Jul 8;12:678974. doi: 
10.3389/fphys.2021.678974. PMID: 34305639; PMCID: PMC8300012. 
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52: Balla C, Conte E, Selvatici R, Marsano RM, Gerbino A, Farnè M, Blunck R, 
Vitali F, Armaroli A, Brieda A, Liantonio A, De Luca A, Ferlini A, Rapezzi C, 
Bertini M, Gualandi F, Imbrici P. Functional Characterization of Two Novel 
Mutations in <i>SCN5A</i> Associated with Brugada Syndrome Identified in Italian 
Patients. Int J Mol Sci. 2021 Jun 17;22(12):6513. doi: 10.3390/ijms22126513. 
PMID: 34204499; PMCID: PMC8234720. 
 
53: Trevisan F, Bertini M, Balla C, Pestelli G, Luisi A, Smarrazzo V, Farnè M, 
Ferlini A, Gualandi F, Mele D. Type 1 Brugada Pattern Is Associated With 
Echocardiography-Detected Delayed Right Ventricular Outflow Tract Contraction. J 
Am Coll Cardiol. 2021 Jun 8;77(22):2865-2867. doi: 10.1016/j.jacc.2021.03.334. 
PMID: 34082915. 
 
54: Brogna C, Coratti G, Rossi R, Neri M, Messina S, Amico A, Bruno C, Lucibello 
S, Vita G, Berardinelli A, Magri F, Ricci F, Pedemonte M, Mongini T, Battini R, 
Bello L, Pegoraro E, Baranello G, Politano L, Comi GP, Sansone VA, Albamonte E, 
Donati A, Bertini E, Goemans N, Previtali S, Bovis F, Pane M, Ferlini A, Mercuri 
E; on behalf on the International DMD group. The nonsense mutation stop+4 model 
correlates with motor changes in Duchenne muscular dystrophy. Neuromuscul 
Disord. 2021 Jun;31(6):479-488. doi: 10.1016/j.nmd.2021.02.015. Epub 2021 Feb 
21. PMID: 33773883. 
 
55: Falzarano MS, Argenziano M, Marsollier AC, Mariot V, Rossi D, Selvatici R, 
Dumonceaux J, Cavalli R, Ferlini A. Chitosan-Shelled Nanobubbles Irreversibly 
Encapsulate Morpholino Conjugate Antisense Oligonucleotides and Are Ineffective 
for Phosphorodiamidate Morpholino-Mediated Gene Silencing of <i>DUX4</i>. 
Nucleic Acid Ther. 2021 Jun;31(3):201-207. doi: 10.1089/nat.2020.0862. Epub 2020 
Jul 13. PMID: 32679000. 
 
56: Forconi R, Bigoni S, Pacetti L, Host C, Schettini N, Zedde P, Buldrini B, 
Ferlini A, Bettoli V. The link between hidradenitis suppurativa and phylloid 
hypomelanosis in partial trisomy-13 mosaicism: New evidences and further 
genetic/pathogenetic insights. Pediatr Dermatol. 2021 May;38(3):637-639. doi: 
10.1111/pde.14540. Epub 2021 Mar 13. PMID: 33715178. 
 
57: Nallamilli BRR, Chaubey A, Valencia CA, Stansberry L, Behlmann AM, Ma Z, 
Mathur A, Shenoy S, Ganapathy V, Jagannathan L, Ramachander V, Ferlini A, Bean 
L, Hegde M. A single NGS-based assay covering the entire genomic sequence of the 
DMD gene facilitates diagnostic and newborn screening confirmatory testing. Hum 
Mutat. 2021 May;42(5):626-638. doi: 10.1002/humu.24191. Epub 2021 Mar 19. PMID: 
33644936. 
 
58: Fortunato F, Rossi R, Falzarano MS, Ferlini A. Innovative Therapeutic 
Approaches for Duchenne Muscular Dystrophy. J Clin Med. 2021 Feb 17;10(4):820. 
doi: 10.3390/jcm10040820. PMID: 33671409; PMCID: PMC7922390. 
 
59: Lamy F, Ferlini A; ERN EURO-NMD Patient Advisory Board; Evangelista T. 
Survey on patients' organisations' knowledge and position paper on screening for 
inherited neuromuscular diseases in Europe. Orphanet J Rare Dis. 2021 Feb 
10;16(1):75. doi: 10.1186/s13023-020-01670-8. PMID: 33568176; PMCID: PMC7874448. 
 
60: Selvatici R, Rossi R, Fortunato F, Trabanelli C, Sifi Y, Margutti A, Neri M, 
Gualandi F, Szabò L, Fekete B, Angelova L, Litvinenko I, Ivanov I, Vildan Y, 
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Iuhas OA, Vintan M, Burloiu C, Lacramioara B, Visa G, Epure D, Rusu C, Vasile D, 
6DQGX�0��9ORGDYHWV�'��0DJHU�0��.\ULDNLGHV�7��'HOLQ�6��/HKPDQ�,��)XUHã�-6� 
Bojinova V, Militaru M, Guergueltcheva V, Burnyte B, Molnar MJ, Butoianu N, 
Bensemmane SD, Makri-Mokrane S, Herczegfalvi A, Panzaru M, Emandi AC, Lusakowska 
A, Potulska-Chromik A, Kostera-Pruszczyk A, Shatillo A, Khelladi DB, Dendane O, 
Fang M, Lu Z, Ferlini A. Ethnicity-related DMD Genotype Landscapes in European 
and Non-European Countries. Neurol Genet. 2020 Dec 24;7(1):e536. doi: 
10.1212/NXG.0000000000000536. PMID: 33376799; PMCID: PMC7768913. 
 
61: Ferlini A, Goyenvalle A, Muntoni F. RNA-targeted drugs for neuromuscular 
diseases. Science. 2021 Jan 1;371(6524):29-31. doi: 10.1126/science.aba4515. 
PMID: 33384365. 
 
62: Gherardi S, Bovolenta M, Passarelli C, Falzarano MS, Pigini P, Scotton C, 
Neri M, Armaroli A, Osman H, Selvatici R, Gualandi F, Recchia A, Mora M, 
Bernasconi P, Maggi L, Morandi L, Ferlini A, Perini G. Corrigendum to: 
"Transcriptional and epigenetic analyses of the DMD locus reveal novel cis- 
acting DNA elements that govern muscle dystrophin expression". [Biochim. 
Biophys. Acta Gene Regul. Mech. 2017 Nov;1860(11):1138-1147.]. Biochim Biophys 
Acta Gene Regul Mech. 2020 Nov;1863(11):194646. doi: 10.1016/j.bbagrm.2020.194646. Epub 2020 Nov 1.  
 
63: Farnè M, Tedesco GM, Bedetti C, Mencarelli A, Rogaia D, Colavito D, Di Cara 
G, Stangoni G, Troiani S, Ferlini A, Prontera P. A patient with novel MBOAT7 
variant: The cerebellar atrophy is progressive and displays a peculiar 
neurometabolic profile. Am J Med Genet A. 2020 Oct;182(10):2377-2383. doi: 
10.1002/ajmg.a.61773. Epub 2020 Aug 3. PMID: 32744787. 
 
64: Peterlin B, Gualandi F, Maver A, Servidei S, van der Maarel SM, Lamy F, 
Mejat A, Evangelista T, Ferlini A. Genetic testing offer for inherited 
neuromuscular diseases within the EURO-NMD reference network: A European survey 
study. PLoS One. 2020 Sep 18;15(9):e0239329. doi: 10.1371/journal.pone.0239329. 
PMID: 32946487; PMCID: PMC7500674. 
 
65: Salvatore M, Polizzi A, De Stefano MC, Floridia G, Baldovino S, Roccatello 
D, Sciascia S, Menegatti E, Remuzzi G, Daina E, Iatropoulos P, Bembi B, Da Riol 
RM, Ferlini A, Neri M, Novelli G, Sangiuolo F, Brancati F, Taruscio D. Improving 
diagnosis for rare diseases: the experience of the Italian undiagnosed Rare 
diseases network. Ital J Pediatr. 2020 Sep 14;46(1):130. doi: 
10.1186/s13052-020-00883-8. PMID: 32928283; PMCID: PMC7488856. 
 
66: Matalonga L, Laurie S, Papakonstantinou A, Piscia D, Mereu E, Bullich G, 
Thompson R, Horvath R, Pérez-Jurado L, Riess O, Gut I, van Ommen GJ, Lochmüller 
H, Beltran S; RD±Connect Genome-Phenome Analysis Platform and URD-Cat Data 
Contributors (..Ferlini A..). Improved Diagnosis of Rare Disease Patients through Systematic Detection of Runs of 
Homozygosity. J Mol Diagn. 2020 Sep;22(9):1205-1215. doi: 10.1016/j.jmoldx.2020.06.008. Epub 2020 Jun 30. Erratum 
in: J Mol Diagn. 2023 
May;25(5):311. doi: 10.1016/j.jmoldx.2023.03.001. PMID: 32619640; PMCID: 
PMC7477492. 
 
67: Fratter C, Dalgleish R, Allen SK, Santos R, Abbs S, Tuffery-Giraud S, 
Ferlini A. EMQN best practice guidelines for genetic testing in 
dystrophinopathies. Eur J Hum Genet. 2020 Sep;28(9):1141-1159. doi: 
10.1038/s41431-020-0643-7. Epub 2020 May 18. PMID: 32424326; PMCID: PMC7608854. 
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68: Rinné S, Ortiz-Bonnin B, Stallmeyer B, Kiper AK, Fortmüller L, Schindler 
RFR, Herbort-Brand U, Kabir NS, Dittmann S, Friedrich C, Zumhagen S, Gualandi F, 
Selvatici R, Rapezzi C, Arbustini E, Ferlini A, Fabritz L, Schulze-Bahr E, Brand 
T, Decher N. POPDC2 a novel susceptibility gene for conduction disorders. J Mol 
Cell Cardiol. 2020 Aug;145:74-83. doi: 10.1016/j.yjmcc.2020.06.005. Epub 2020 
Jun 11. PMID: 32535041. 
 
69: Passarelli C, Selvatici R, Carrieri A, Di Raimo FR, Falzarano MS, Fortunato 
F, Rossi R, Straub V, Bushby K, Reza M, Zharaieva I, D'Amico A, Bertini E, 
Merlini L, Sabatelli P, Borgiani P, Novelli G, Messina S, Pane M, Mercuri E, 
Claustres M, Tuffery-Giraud S, Aartsma-Rus A, Spitali P, T'Hoen PAC, Lochmüller 
H, Strandberg K, Al-Khalili C, Kotelnikova E, Lebowitz M, Schwartz E, Muntoni F, 
Scapoli C, Ferlini A. Tumor Necrosis Factor Receptor SF10A (TNFRSF10A) SNPs 
Correlate With Corticosteroid Response in Duchenne Muscular Dystrophy. Front 
Genet. 2020 Jul 3;11:605. doi: 10.3389/fgene.2020.00605. PMID: 32719714; PMCID: 
PMC7350910. 
 
70: Spitali P, Zaharieva I, Bohringer S, Hiller M, Chaouch A, Roos A, Scotton C, 
Claustres M, Bello L, McDonald CM, Hoffman EP; CINRG Investigators; Koeks Z, Eka 
Suchiman H, Cirak S, Scoto M, Reza M, 't Hoen PAC, Niks EH, Tuffery-Giraud S, 
Lochmüller H, Ferlini A, Muntoni F, Aartsma-Rus A. TCTEX1D1 is a genetic 
modifier of disease progression in Duchenne muscular dystrophy. Eur J Hum Genet. 
2020 Jun;28(6):815-825. doi: 10.1038/s41431-019-0563-6. Epub 2020 Jan 2. PMID: 
31896777; PMCID: PMC7253478. 
 
71: Armaroli A, Balla C, Trabanelli C, Selvatici R, Brieda A, Sette E, Bertini 
M, Mele D, Biffi M, Campo GC, Ferrari R, Ferlini A, Gualandi F. Lamin A/C 
Missense Mutation R216C Pinpoints Overlapping Features Between Brugada Syndrome 
and Laminopathies. Circ Genom Precis Med. 2020 Apr;13(2):e002751. doi: 
10.1161/CIRCGEN.119.002751. Epub 2020 Mar 10. PMID: 32155092. 
 
72: Capitanio D, Moriggi M, Torretta E, Barbacini P, De Palma S, Viganò A, 
Lochmüller H, Muntoni F, Ferlini A, Mora M, Gelfi C. Comparative proteomic 
analyses of Duchenne muscular dystrophy and Becker muscular dystrophy muscles: 
changes contributing to preserve muscle function in Becker muscular dystrophy 
patients. J Cachexia Sarcopenia Muscle. 2020 Apr;11(2):547-563. doi: 
10.1002/jcsm.12527. Epub 2020 Jan 28. PMID: 31991054; PMCID: PMC7113522. 
 
73: Neri M, Rossi R, Trabanelli C, Mauro A, Selvatici R, Falzarano MS, Spedicato 
N, Margutti A, Rimessi P, Fortunato F, Fabris M, Gualandi F, Comi G, Tedeschi S, 
Seia M, Fiorillo C, Traverso M, Bruno C, Giardina E, Piemontese MR, Merla G, Cau 
M, Marica M, Scuderi C, Borgione E, Tessa A, Astrea G, Santorelli FM, Merlini L, 
Mora M, Bernasconi P, Gibertini S, Sansone V, Mongini T, Berardinelli A, Pini A, 
Liguori R, Filosto M, Messina S, Vita G, Toscano A, Vita G, Pane M, Servidei S, 
Pegoraro E, Bello L, Travaglini L, Bertini E, D'Amico A, Ergoli M, Politano L, 
Torella A, Nigro V, Mercuri E, Ferlini A. The Genetic Landscape of Dystrophin 
Mutations in Italy: A Nationwide Study. Front Genet. 2020 Mar 3;11:131. doi: 
10.3389/fgene.2020.00131. PMID: 32194622; PMCID: PMC7063120. 
 
74: Milandri A, Farioli A, Gagliardi C, Longhi S, Salvi F, Curti S, Foffi S, 
Caponetti AG, Lorenzini M, Ferlini A, Rimessi P, Mattioli S, Violante FS, 
Rapezzi C. Carpal tunnel syndrome in cardiac amyloidosis: implications for early 
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diagnosis and prognostic role across the spectrum of aetiologies. Eur J Heart 
Fail. 2020 Mar;22(3):507-515. doi: 10.1002/ejhf.1742. Epub 2020 Jan 23. PMID: 
31975495. 
 
75: Nuovo S, Bacigalupo I, Ginevrino M, Battini R, Bertini E, Borgatti R, 
Casella A, Micalizzi A, Nardella M, Romaniello R, Serpieri V, Zanni G, Valente 
EM, Vanacore N; JS Italian Study Group (..Ferlini A..). Age and sex prevalence estimate of 
Joubert syndrome in Italy. Neurology. 2020 Feb 25;94(8):e797-e801. doi: 
10.1212/WNL.0000000000008996. Epub 2020 Jan 22. PMID: 31969461; PMCID: 
PMC7136056. 
 
76: Waldrop MA, Yaou RB, Lucas KK, Martin AS, O'Rourke E; FILNEMUS; Ferlini A, 
Muntoni F, Leturcq F, Tuffery-Giraud S, Weiss RB, Flanigan KM. Clinical 
Phenotypes of DMD Exon 51 Skip Equivalent Deletions: A Systematic Review. J 
Neuromuscul Dis. 2020;7(3):217-229. doi: 10.3233/JND-200483. PMID: 32417793. 
 
77: Gualandi F, Sette E, Fortunato F, Bigoni S, De Grandis D, Scotton C, 
Selvatici R, Neri M, Incensi A, Liguori R, Storbeck M, Karakaya M, Simioni V, 
Squarzoni S, Timmerman V, Wirth B, Donadio V, Tugnoli V, Ferlini A. Report of a 
novel ATP7A mutation causing distal motor neuropathy. Neuromuscul Disord. 2019 
Oct;29(10):776-785. doi: 10.1016/j.nmd.2019.08.008. Epub 2019 Aug 23. PMID: 
31558336. 
 
78: Lemmers RJLF, van der Stoep N, Vliet PJV, Moore SA, San Leon Granado D, 
Johnson K, Topf A, Straub V, Evangelista T, Mozaffar T, Kimonis V, Shaw ND, 
Selvatici R, Ferlini A, Voermans N, van Engelen B, Sacconi S, Tawil R, Lamers M, 
van der Maarel SM. SMCHD1 mutation spectrum for facioscapulohumeral muscular 
dystrophy type 2 (FSHD2) and Bosma arhinia microphthalmia syndrome (BAMS) 
reveals disease-specific localisation of variants in the ATPase domain. J Med 
Genet. 2019 Oct;56(10):693-700. doi: 10.1136/jmedgenet-2019-106168. Epub 2019 
Jun 26. PMID: 31243061; PMCID: PMC6800092. 
 
79: Caria F, Cescon M, Gualandi F, Pichiecchio A, Rossi R, Rimessi P, Cotti 
Piccinelli S, Gallo Cassarino S, Gregorio I, Galvagni A, Ferlini A, Padovani A, 
Bonaldo P, Filosto M. Autosomal recessive Bethlem myopathy: A clinical, genetic 
and functional study. Neuromuscul Disord. 2019 Sep;29(9):657-663. doi: 
10.1016/j.nmd.2019.07.007. Epub 2019 Jul 30. PMID: 31471117. 
 
80: Di Rienzo M, Antonioli M, Fusco C, Liu Y, Mari M, Orhon I, Refolo G, Germani 
F, Corazzari M, Romagnoli A, Ciccosanti F, Mandriani B, Pellico MT, De La Torre 
R, Ding H, Dentice M, Neri M, Ferlini A, Reggiori F, Kulesz-Martin M, Piacentini 
M, Merla G, Fimia GM. Autophagy induction in atrophic muscle cells requires ULK1 
activation by TRIM32 through unanchored K63-linked polyubiquitin chains. Sci 
Adv. 2019 May 8;5(5):eaau8857. doi: 10.1126/sciadv.aau8857. PMID: 31123703; 
PMCID: PMC6527439. 
 
81: Falzarano MS, Ferlini A. Urinary Stem Cells as Tools to Study Genetic 
Disease: Overview of the Literature. J Clin Med. 2019 May 8;8(5):627. doi: 
10.3390/jcm8050627. PMID: 31071994; PMCID: PMC6572423. 
 
82: Balla C, Vitali F, Brieda A, Gualandi F, Ferlini A, Bertini M, Ferrari R. 
Predictors of cardiac arrhythmic events in non coronary artery disease patients. 
BMC Cardiovasc Disord. 2019 May 2;19(1):104. doi: 10.1186/s12872-019-1083-6. 
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PMID: 31046686; PMCID: PMC6498690. 
 
83: Bolduc V, Foley AR, Solomon-Degefa H, Sarathy A, Donkervoort S, Hu Y, Chen 
GS, Sizov K, Nalls M, Zhou H, Aguti S, Cummings BB, Lek M, Tukiainen T, Marshall 
JL, Regev O, Marek-Yagel D, Sarkozy A, Butterfield RJ, Jou C, Jimenez-Mallebrera 
C, Li Y, Gartioux C, Mamchaoui K, Allamand V, Gualandi F, Ferlini A, Hanssen E; 
COL6A1 Intron 11 Study Group; Wilton SD, Lamandé SR, MacArthur DG, Wagener R, 
Muntoni F, Bönnemann CG. A recurrent COL6A1 pseudoexon insertion causes muscular 
dystrophy and is effectively targeted by splice-correction therapies. JCI 
Insight. 2019 Mar 21;4(6):e124403. doi: 10.1172/jci.insight.124403. PMID: 
30895940; PMCID: PMC6483063. 
 
84: Bigoni S, Neri M, Scotton C, Farina R, Sabatelli P, Jiang C, Zhang J, 
Falzarano MS, Rossi R, Ognibene D, Selvatici R, Gualandi F, Bosshardt D, Perri 
P, Campa C, Brancati F, Salvatore M, De Stefano MC, Taruscio D, Trombelli L, 
Fang M, Ferlini A. Homozygous Recessive Versican Missense Variation Is 
Associated With Early Teeth Loss in a Pakistani Family. Front Genet. 2019 Jan 
21;9:723. doi: 10.3389/fgene.2018.00723. PMID: 30740127; PMCID: PMC6357929. 
 
85: Aartsma-Rus A, Hegde M, Ben-Omran T, Buccella F, Ferlini A, Gallano P, 
Howell RR, Leturcq F, Martin AS, Potulska-Chromik A, Saute JA, Schmidt WM, 
Sejersen T, Tuffery-Giraud S, Uyguner ZO, Witcomb LA, Yau S, Nelson SF. 
Evidence-Based Consensus and Systematic Review on Reducing the Time to Diagnosis 
of Duchenne Muscular Dystrophy. J Pediatr. 2019 Jan;204:305-313.e14. doi: 
10.1016/j.jpeds.2018.10.043. PMID: 30579468. 
 
86: Bigoni S, Mauro A, Ferlini A, Corazzi V, Ciorba A, Aimoni C. Cochlear 
malformation and sensorineural hearing loss in the Silver-Russell Syndrome. 
Minerva Pediatr. 2018 Dec;70(6):638-639. doi: 10.23736/S0026-4946.17.04993-3. 
Epub 2017 Sep 7. PMID: 28882028. 
 
87: 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 Nov 
27;13(11):e0206855. doi: 10.1371/journal.pone.0206855. PMID: 30481188; PMCID: 
PMC6258511. 
 
88: Hiller M, Falzarano MS, Garcia-Jimenez I, Sardone V, Verheul RC, Popplewell 
L, Anthony K, Ruiz-Del-Yerro E, Osman H, Goeman JJ, Mamchaoui K, Dickson G, 
Ferlini A, Muntoni F, Aartsma-Rus A, Arechavala-Gomeza V, Datson NA, Spitali P. 
A multicenter comparison of quantification methods for antisense 
oligonucleotide-induced DMD exon 51 skipping in Duchenne muscular dystrophy cell 
cultures. PLoS One. 2018 Oct 2;13(10):e0204485. doi: 
10.1371/journal.pone.0204485. PMID: 30278058; PMCID: PMC6168132. 
 
89: Leigh F, Ferlini A, Biggar D, Bushby K, Finkel R, Morgenroth LP, Wagner KR. 
Neurology Care, Diagnostics, and Emerging Therapies of the Patient With Duchenne 
Muscular Dystrophy. Pediatrics. 2018 Oct;142(Suppl 2):S5-S16. doi: 
10.1542/peds.2018-0333C. PMID: 30275245. 
 
90: Gagliardi C, Perfetto F, Lorenzini M, Ferlini A, Salvi F, Milandri A, Quarta 
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CC, Taborchi G, Bartolini S, Frusconi S, Martone R, Cinelli MM, Foffi S, 
Reggiani MLB, Fabbri G, Cataldo P, Cappelli F, Rapezzi C. Phenotypic profile of 
Ile68Leu transthyretin amyloidosis: an underdiagnosed cause of heart failure. 
Eur J Heart Fail. 2018 Oct;20(10):1417-1425. doi: 10.1002/ejhf.1285. Epub 2018 
Aug 2. PMID: 30070416. 
 
91: Brancati F, Camerota L, Colao E, Vega-Warner V, Zhao X, Zhang R, Bottillo I, 
Castori M, Caglioti A, Sangiuolo F, Novelli G, Perrotti N, Otto EA; Undiagnosed 
Disease Network Italy. Biallelic variants in the ciliary gene TMEM67 cause RHYNS 
syndrome. Eur J Hum Genet. 2018 Sep;26(9):1266-1271. doi: 
10.1038/s41431-018-0183-6. Epub 2018 Jun 11. PMID: 29891882; PMCID: PMC6117343. 
 
92: Grieco GS, Gagliardi S, Ricca I, Pansarasa O, Neri M, Gualandi F, Nappi G, 
Ferlini A, Cereda C. New CACNA1A deletions are associated to migraine 
phenotypes. J Headache Pain. 2018 Aug 30;19(1):75. doi: 
10.1186/s10194-018-0891-x. PMID: 30167989; PMCID: PMC6117225. 
 
93: Hamilton EMC, van der Lei HDW, Vermeulen G, Gerver JAM, Lourenço CM, Naidu 
S, Mierzewska H, Gemke RJBJ, de Vet HCW, Uitdehaag BMJ, Lissenberg-Witte BI; VWM 
Research Group; van der Knaap MS. Natural History of Vanishing White Matter. Ann 
Neurol. 2018 Aug;84(2):274-288. doi: 10.1002/ana.25287. Epub 2018 Sep 6. PMID: 
30014503; PMCID: PMC6175238. 
 
94: Parmeggiani G, Buldrini B, Fini S, Ferlini A, Bigoni S. A New 3p14.2 
Microdeletion in a Patient with Intellectual Disability and Language Impairment: 
Case Report and Review of the Literature. Mol Syndromol. 2018 Jul;9(4):175-181. 
doi: 10.1159/000489842. Epub 2018 May 30. PMID: 30140195; PMCID: PMC6103356. 
 
95: Malagù M, Zaraket F, Gualandi F, Ferlini A, Brieda A, Vitali F, Del Franco 
A, Balla C, Fucili A, Ferrari R, Bertini M. Attualità e nuove prospettive in 
tema di cardiogenetica [Latest news and perspectives in cardiogenetics]. G Ital 
Cardiol (Rome). 2018 Feb;19(2):91-100. Italian. doi: 10.1714/2868.28940. PMID: 
29531381. 
 
96: Falzarano MS, Flesia C, Cavalli R, Guiot C, Ferlini A. Nanodiagnostics and 
Nanodelivery Applications in Genetic Alterations. Curr Pharm Des. 
2018;24(15):1717-1726. doi: 10.2174/1381612824666180110151318. PMID: 29318963. 
 
97: Aartsma-Rus A, Ferlini A, McNally EM, Spitali P, Sweeney HL; workshop 
participants. 226th ENMC International Workshop:: Towards validated 
and qualified biomarkers for therapy development for Duchenne muscular dystrophy 
20-22 January 2017, Heemskerk, The Netherlands. Neuromuscul Disord. 2018 
Jan;28(1):77-86. doi: 10.1016/j.nmd.2017.10.002. Epub 2017 Oct 26. PMID: 
29203356; PMCID: PMC5957286. 
 
98: Goemans N, Mercuri E, Belousova E, Komaki H, Dubrovsky A, McDonald CM, Kraus 
JE, Lourbakos A, Lin Z, Campion G, Wang SX, Campbell C; DEMAND III study group (..Ferlini A..) A randomized 
placebo-controlled phase 3 trial of an antisense oligonucleotide, 
drisapersen, in Duchenne muscular dystrophy. Neuromuscul Disord. 2018 
Jan;28(1):4-15. doi: 10.1016/j.nmd.2017.10.004. Epub 2017 Dec 6. PMID: 29203355. 
 
99: Parmeggiani G, Bigoni S, Buldrini B, Garani G, Clauser L, Galiè M, Ferlini 
A, Fini S. Double Interstitial Deletion of the Long Arm of Chromosome 6 in a 
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Patient with Pierre Robin Sequence, Dysmorphisms, and Severe Developmental 
Delay. Mol Syndromol. 2017 Dec;9(1):30-37. doi: 10.1159/000480159. Epub 2017 Sep 
13. PMID: 29456481; PMCID: PMC5803729. 
 
100: Bruel AL, Bigoni S, Kennedy J, Whiteford M, Buxton C, Parmeggiani G, 
Wherlock M, Woodward G, Greenslade M, Williams M, St-Onge J, Ferlini A, Garani 
G, Ballardini E, van Bon BW, Acuna-Hidalgo R, Bohring A, Deleuze JF, Boland A, 
Meyer V, Olaso R, Ginglinger E, Study D, Rivière JB, Brunner HG, Hoischen A, 
Newbury-Ecob R, Faivre L, Thauvin-Robinet C, Thevenon J. Expanding the clinical 
spectrum of recessive truncating mutations of KLHL7 to a Bohring-Opitz- 
like phenotype. J Med Genet. 2017 Dec;54(12):830-835. doi: 
10.1136/jmedgenet-2017-104748. Epub 2017 Oct 26. PMID: 29074562. 
 
101: Fortunato F, Neri M, Geroldi A, Bellone E, De Grandis D, Ferlini A, 
Gualandi F. A CMT2 family carrying the P7R mutation in the N- terminal region of 
the HSPB1 gene. Clin Neurol Neurosurg. 2017 Dec;163:15-17. doi: 
10.1016/j.clineuro.2017.09.012. Epub 2017 Oct 5. PMID: 29031079. 
 
102: Gherardi S, Bovolenta M, Passarelli C, Falzarano MS, Pigini P, Scotton C, 
Neri M, Armaroli A, Osman H, Selvatici R, Gualandi F, Recchia A, Mora M, 
Bernasconi P, Maggi L, Morandi L, Ferlini A, Perini G. Transcriptional and 
epigenetic analyses of the DMD locus reveal novel cisǦacting DNA elements that 
govern muscle dystrophin expression. Biochim Biophys Acta Gene Regul Mech. 2017 
Nov;1860(11):1138-1147. doi: 10.1016/j.bbagrm.2017.08.010. Epub 2017 Sep 1. 
Erratum in: Biochim Biophys Acta Gene Regul Mech. 2020 Nov;1863(11):194646. doi: 
10.1016/j.bbagrm.2020.194646. PMID: 28867298. 
 
103: D'Amico A, Fattori F, Tasca G, Petrini S, Gualandi F, Bruselles A, D'Oria 
V, Verardo M, Carrozzo R, Niceta M, Udd B, Ferlini A, Tartaglia M, Bertini E. 
Somatic mosaicism represents an underestimated event underlying collagen 
6-related disorders. Eur J Paediatr Neurol. 2017 Nov;21(6):873-883. doi: 
10.1016/j.ejpn.2017.07.009. Epub 2017 Jul 22. PMID: 28760337. 
 
104: D'Amario D, Amodeo A, Adorisio R, Tiziano FD, Leone AM, Perri G, Bruno P, 
Massetti M, Ferlini A, Pane M, Niccoli G, Porto I, D'Angelo GA, Borovac JA, 
Mercuri E, Crea F. A current approach to heart failure in Duchenne muscular 
dystrophy. Heart. 2017 Nov;103(22):1770-1779. doi: 10.1136/heartjnl-2017-311269. 
Epub 2017 Jul 1. PMID: 28668906. 
 
105: Fusco F, Conte MI, Diociaiuti A, Bigoni S, Branda MF, Ferlini A, El Hachem 
M, Ursini MV. Unusual Father-to-Daughter Transmission of Incontinentia Pigmenti 
Due to Mosaicism in IP Males. Pediatrics. 2017 Sep;140(3):e20162950. doi: 
10.1542/peds.2016-2950. Epub 2017 Aug 9. PMID: 28794079. 
 
106: Imbrici P, Altamura C, Gualandi F, Mangiatordi GF, Neri M, De Maria G, 
Ferlini A, Padovani A, D'Adamo MC, Nicolotti O, Pessia M, Conte D, Filosto M, 
Desaphy JF. A novel KCNA1 mutation in a patient with paroxysmal ataxia, 
myokymia, painful contractures and metabolic dysfunctions. Mol Cell Neurosci. 
2017 Sep;83:6-12. doi: 10.1016/j.mcn.2017.06.006. Epub 2017 Jun 28. PMID: 
28666963. 
 
107: Harris E, Burki U, Marini-Bettolo C, Neri M, Scotton C, Hudson J, Bertoli 
M, Evangelista T, Vroling B, Polvikoski T, Roberts M, Töpf A, Bushby K, McArthur 
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D, Lochmüller H, Ferlini A, Straub V, Barresi R. Complex phenotypes associated 
with STIM1 mutations in both coiled coil and EF-hand domains. Neuromuscul 
Disord. 2017 Sep;27(9):861-872. doi: 10.1016/j.nmd.2017.05.002. Epub 2017 May 4. 
PMID: 28624464. 
 
108: Nasca A, Scotton C, Zaharieva I, Neri M, Selvatici R, Magnusson OT, Gal A, 
Weaver D, Rossi R, Armaroli A, Pane M, Phadke R, Sarkozy A, Muntoni F, Hughes I, 
Cecconi A, Hajnóczky G, Donati A, Mercuri E, Zeviani M, Ferlini A, Ghezzi D. 
Recessive mutations in MSTO1 cause mitochondrial dynamics impairment, leading to 
myopathy and ataxia. Hum Mutat. 2017 Aug;38(8):970-977. doi: 10.1002/humu.23262. 
Epub 2017 Jun 6. PMID: 28544275; PMCID: PMC5575512. 
 
109: Sardone V, Zhou H, Muntoni F, Ferlini A, Falzarano MS. Antisense 
Oligonucleotide-Based Therapy for Neuromuscular Disease. Molecules. 2017 Apr 
5;22(4):563. doi: 10.3390/molecules22040563. PMID: 28379182; PMCID: PMC6154734. 
 
110: Koeks Z, Bladen CL, Salgado D, van Zwet E, Pogoryelova O, McMacken G, 
Monges S, Foncuberta ME, Kekou K, Kosma K, Dawkins H, Lamont L, Bellgard MI, Roy 
AJ, Chamova T, Guergueltcheva V, Chan S, Korngut L, Campbell C, Dai Y, Wang J, 
%DULãLü�1��%UDEHF�3��/lKGHWLH�-��:DOWHU�0&��6FKUHLEHU-Katz O, Karcagi V, Garami 
M, Herczegfalvi A, Viswanathan V, Bayat F, Buccella F, Ferlini A, Kimura E, van 
den Bergen JC, Rodrigues M, Roxburgh R, Lusakowska A, Kostera-Pruszczyk A, 
Santos R, Neagu E, Artemieva S, Rasic VM, Vojinovic D, Posada M, Bloetzer C, 
Klein A, Díaz-0DQHUD�-��*DOODUGR�(��.DUDGXPDQ�$$��2]QXU�7��7RSDOR÷OX�+��(O 
Sherif R, Stringer A, Shatillo AV, Martin AS, Peay HL, Kirschner J, Flanigan KM, 
Straub V, Bushby K, Béroud C, Verschuuren JJ, Lochmüller H. Clinical Outcomes in 
Duchenne Muscular Dystrophy: A Study of 5345 Patients from the TREAT-NMD DMD 
Global Database. J Neuromuscul Dis. 2017;4(4):293-306. doi: 10.3233/JND-170280. 
PMID: 29125504; PMCID: PMC5701764. 
 
111: Del Franco A, Gualandi F, Malagù M, Ferlini A, Xiao D, Ferrari R, Bertini 
M. A Clinical Case of Catecholaminergic Polymorphic Ventricular Tachycardia: The 
Clinical Suspicious and the Need of Genetics. Cardiology. 2017;138(2):69-72. 
doi: 10.1159/000475461. Epub 2017 Jun 13. PMID: 28605744. 
 
112: Gualandi F, Zaraket F, Malagù M, Parmeggiani G, Trabanelli C, Fini S, Dang 
X, Wei X, Fang M, Bertini M, Ferrari R, Ferlini A. Mutation Load of Multiple Ion 
Channel Gene Mutations in Brugada Syndrome. Cardiology. 2017;137(4):256-260. 
doi: 10.1159/000471792. Epub 2017 May 12. PMID: 28494446. 
 
113: Bello L, Flanigan KM, Weiss RB; United Dystrophinopathy Project; Spitali P, 
Aartsma-Rus A, Muntoni F, Zaharieva I, Ferlini A, Mercuri E, Tuffery-Giraud S, 
Claustres M, Straub V, Lochmüller H, Barp A, Vianello S, Pegoraro E, Punetha J, 
Gordish-Dressman H, Giri M, McDonald CM, Hoffman EP; Cooperative International 
Neuromuscular Research Group. Association Study of Exon Variants in the NF-ț% 
DQG�7*)ȕ�3DWKZD\V�,GHQWLILHV�&'���DV�D�0RGLILHU�RI�'XFKHQQH�0XVFXODU�'\VWURSK\� 
Am J Hum Genet. 2016 Nov 3;99(5):1163-1171. doi: 10.1016/j.ajhg.2016.08.023. 
Epub 2016 Oct 13. PMID: 27745838; PMCID: PMC5097949. 
 
114: Todeschini A, Gualandi F, Trabanelli C, Armaroli A, Ravani A, Fanin M, Rota 
S, Bello L, Ferlini A, Pegoraro E, Padovani A, Filosto M. Becker muscular 
dystrophy due to an intronic splicing mutation inducing a dual dystrophin 
transcript. Neuromuscul Disord. 2016 Oct;26(10):662-665. doi: 
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10.1016/j.nmd.2016.08.007. Epub 2016 Aug 16. PMID: 27616544. 
 
115: Falzarano MS, D'Amario D, Siracusano A, Massetti M, Amodeo A, La Neve F, 
Maroni CR, Mercuri E, Osman H, Scotton C, Armaroli A, Rossi R, Selvatici R, Crea 
F, Ferlini A. Duchenne Muscular Dystrophy Myogenic Cells from Urine-Derived Stem 
Cells Recapitulate the Dystrophin Genotype and Phenotype. Hum Gene Ther. 2016 
Oct;27(10):772-783. doi: 10.1089/hum.2016.079. PMID: 27530229. 
 
116: Pini G, Bigoni S, Congiu L, Romanelli AM, Scusa MF, Di Marco P, Benincasa 
A, Morescalchi P, Ferlini A, Bianchi F, Tropea D, Zappella M. Rett syndrome: a 
wide clinical and autonomic picture. Orphanet J Rare Dis. 2016 Sep 29;11(1):132. 
doi: 10.1186/s13023-016-0499-7. PMID: 27682832; PMCID: PMC5041273. 
 
117: Schindler RF, Scotton C, French V, Ferlini A, Brand T. The Popeye Domain 
Containing Genes and their Function in Striated Muscle. J Cardiovasc Dev Dis. 
2016 Jun 15;3(2):22. doi: 10.3390/jcdd3020022. PMID: 27347491; PMCID: 
PMC4918794. 
 
118: Parmeggiani G, Gualandi F, Selvatici R, Rimessi P, Bigoni S, Taddei Masieri 
M, Dolcini B, Venturoli A, Cappabianca MP, Ferlini A, Ravani A. A Family with 
Ȗ-Thalassemia and High Hb A2 Levels. Hemoglobin. 2016 Jun;40(3):187-90. doi: 
10.3109/03630269.2016.1148613. PMID: 27117568. 
 
119: Scotton C, Bovolenta M, Schwartz E, Falzarano MS, Martoni E, Passarelli C, 
Armaroli A, Osman H, Rodolico C, Messina S, Pegoraro E, D'Amico A, Bertini E, 
Gualandi F, Neri M, Selvatici R, Boffi P, Maioli MA, Lochmüller H, Straub V, 
Bushby K, Castrignanò T, Pesole G, Sabatelli P, Merlini L, Braghetta P, Bonaldo 
P, Bernardi P, Foley R, Cirak S, Zaharieva I, Muntoni F, Capitanio D, Gelfi C, 
Kotelnikova E, Yuryev A, Lebowitz M, Zhang X, Hodge BA, Esser KA, Ferlini A. 
Deep RNA profiling identified CLOCK and molecular clock genes as 
pathophysiological signatures in collagen VI myopathy. J Cell Sci. 2016 Apr 
15;129(8):1671-84. doi: 10.1242/jcs.175927. Epub 2016 Mar 4. PMID: 26945058; 
PMCID: PMC4852766. 
 
120: Schindler RF, Scotton C, Zhang J, Passarelli C, Ortiz-Bonnin B, Simrick S, 
Schwerte T, Poon KL, Fang M, Rinné S, Froese A, Nikolaev VO, Grunert C, Müller 
T, Tasca G, Sarathchandra P, Drago F, Dallapiccola B, Rapezzi C, Arbustini E, Di 
Raimo FR, Neri M, Selvatici R, Gualandi F, Fattori F, Pietrangelo A, Li W, Jiang 
H, Xu X, Bertini E, Decher N, Wang J, Brand T, Ferlini A. POPDC1(S201F) causes 
muscular dystrophy and arrhythmia by affecting protein trafficking. J Clin 
Invest. 2016 Jan;126(1):239-53. doi: 10.1172/JCI79562. Epub 2015 Dec 7. PMID: 
26642364; PMCID: PMC4701561. 
 
121: Falzarano MS, Scotton C, Passarelli C, Ferlini A. Duchenne Muscular 
Dystrophy: From Diagnosis to Therapy. Molecules. 2015 Oct 7;20(10):18168-84. 
doi: 10.3390/molecules201018168. PMID: 26457695; PMCID: PMC6332113. 
 
122: van den Bergen JC, Hiller M, Böhringer S, Vijfhuizen L, Ginjaar HB, Chaouch 
A, Bushby K, Straub V, Scoto M, Cirak S, Humbertclaude V, Claustres M, Scotton 
C, Passarelli C, Lochmüller H, Muntoni F, Tuffery-Giraud S, Ferlini A, Aartsma- 
Rus AM, Verschuuren JJ, 't Hoen PA, Spitali P. Validation of genetic modifiers 
for Duchenne muscular dystrophy: a multicentre study assessing SPP1 and LTBP4 
variants. J Neurol Neurosurg Psychiatry. 2015 Oct;86(10):1060-5. doi: 
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10.1136/jnnp-2014-308409. Epub 2014 Dec 4. PMID: 25476005; PMCID: PMC4602257. 
 
123: Armaroli A, Trabanelli C, Scotton C, Venturoli A, Selvatici R, Brisca G, 
Merlini L, Bruno C, Ferlini A, Gualandi F. Paternal germline mosaicism in 
collagen VI related myopathies. Eur J Paediatr Neurol. 2015 Sep;19(5):533-6. 
doi: 10.1016/j.ejpn.2015.04.002. Epub 2015 Apr 30. PMID: 25978941. 
 
124: Wein N, Vulin A, Falzarano MS, Szigyarto CA, Maiti B, Findlay A, Heller KN, 
Uhlén M, Bakthavachalu B, Messina S, Vita G, Passarelli C, Brioschi S, Bovolenta 
M, Neri M, Gualandi F, Wilton SD, Rodino-Klapac LR, Yang L, Dunn DM, Schoenberg 
DR, Weiss RB, Howard MT, Ferlini A, Flanigan KM. Corrigendum: Translation from a 
DMD exon 5 IRES results in a functional dystrophin isoform that attenuates 
dystrophinopathy in humans and mice. Nat Med. 2015 May;21(5):537. doi: 
10.1038/nm0515-537c. Erratum for: Nat Med. 2014 Sep;20(9):992-1000. doi: 
10.1038/nm.3628. PMID: 25951531. 
 
125: Wein N, Vulin A, Falzarano MS, Szigyarto CA, Maiti B, Findlay A, Heller KN, 
Uhlén M, Bakthavachalu B, Messina S, Vita G, Passarelli C, Gualandi F, Wilton 
SD, Rodino-Klapac LR, Yang L, Dunn DM, Schoenberg DR, Weiss RB, Howard MT, 
Ferlini A, Flanigan KM. Corrigendum: Translation from a DMD exon 5 IRES results 
in a functional dystrophin isoform that attenuates dystrophinopathy in humans 
and mice. Nat Med. 2015 Apr;21(4):414. doi: 10.1038/nm0415-414b. Erratum for: 
Nat Med. 2014 Sep;20(9):992-1000. doi: 10.1038/nm.3628. PMID: 25849273. 
 
126: Graziano A, Bianco F, D'Amico A, Moroni I, Messina S, Bruno C, Pegoraro E, 
Mora M, Astrea G, Magri F, Comi GP, Berardinelli A, Moggio M, Morandi L, Pini A, 
Petillo R, Tasca G, Monforte M, Minetti C, Mongini T, Ricci E, Gorni K, Battini 
R, Villanova M, Politano L, Gualandi F, Ferlini A, Muntoni F, Santorelli FM, 
Bertini E, Pane M, Mercuri E. Prevalence of congenital muscular dystrophy in 
Italy: a population study. Neurology. 2015 Mar 3;84(9):904-11. doi: 
10.1212/WNL.0000000000001303. Epub 2015 Feb 4. PMID: 25653289; PMCID: 
PMC4351663. 
 
127: Ferlini A, Flanigan KM, Lochmuller H, Muntoni F, 't Hoen PA, McNally E. 
204th ENMC International Workshop on Biomarkers in Duchenne Muscular Dystrophy 
24-26 January 2014, Naarden, The Netherlands. Neuromuscul Disord. 2015 
Feb;25(2):184-98. doi: 10.1016/j.nmd.2014.09.004. Epub 2014 Sep 11. PMID: 
25529833; PMCID: PMC4534085. 
 
128: Ankala A, da Silva C, Gualandi F, Ferlini A, Bean LJ, Collins C, Tanner AK, 
Hegde MR. A comprehensive genomic approach for neuromuscular diseases gives a 
high diagnostic yield. Ann Neurol. 2015 Feb;77(2):206-14. doi: 10.1002/ana.24303. Epub 2014 Dec 17. PMID: 
25380242. 
 
129: Longhi S, Quarta CC, Milandri A, Lorenzini M, Gagliardi C, Manuzzi L, 
Bacchi-Reggiani ML, Leone O, Ferlini A, Russo A, Gallelli I, Rapezzi C. Atrial 
fibrillation in amyloidotic cardiomyopathy: prevalence, incidence, risk factors 
and prognostic role. Amyloid. 2015;22(3):147-55. doi: 
10.3109/13506129.2015.1028616. Epub 2015 Jun 5. PMID: 25997105. 
 
130: Stagi S, Cavalli L, Congiu L, Scusa MF, Ferlini A, Bigoni S, Benincasa A, 
Rossi B, Pini G. Thyroid function in Rett syndrome. Horm Res Paediatr. 
2015;83(2):118-25. doi: 10.1159/000370066. Epub 2015 Jan 21. PMID: 25614013. 
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131: De Palma S, Capitanio D, Vasso M, Braghetta P, Scotton C, Bonaldo P, 
Lochmüller H, Muntoni F, Ferlini A, Gelfi C. Muscle proteomics reveals novel 
insights into the pathophysiological mechanisms of collagen VI myopathies. J 
Proteome Res. 2014 Nov 7;13(11):5022-30. doi: 10.1021/pr500675e. Epub 2014 Sep 
24. PMID: 25211533. 
 
132: Falzarano MS, Bassi E, Passarelli C, Braghetta P, Ferlini A. 
Biodistribution studies of polymeric nanoparticles for drug delivery in mice. 
Hum Gene Ther. 2014 Nov;25(11):927-8. doi: 10.1089/hum.2014.073. Epub 2014 Sep 
22. PMID: 25244215; PMCID: PMC4236061. 
 
133: Gualandi F, Bigoni S, Melchiorri L, Buldrini B, Balboni A, Neri M, Armaroli 
A, Parmeggiani G, Italyankina E, Mauro A, Ravani A, Fini S, Caracciolo S, 
Ferlini A. Genetic counseling for women referred for advanced maternal age: a 
telegenetic approach. Genet Med. 2014 Oct;16(10):795. doi: 10.1038/gim.2014.103. 
PMID: 25290261; PMCID: PMC4189378. 
 
134: Aartsma-Rus A, Ferlini A, Goemans N, Pasmooij AM, Wells DJ, Bushby K, Vroom 
E, Balabanov P. Translational and regulatory challenges for exon skipping 
therapies. Hum Gene Ther. 2014 Oct;25(10):885-92. doi: 10.1089/hum.2014.086. 
PMID: 25184444. 
 
135: Wein N, Vulin A, Falzarano MS, Szigyarto CA, Maiti B, Findlay A, Heller KN, 
Uhlén M, Bakthavachalu B, Messina S, Vita G, Passarelli C, Brioschi S, Bovolenta 
M, Neri M, Gualandi F, Wilton SD, Rodino-Klapac LR, Yang L, Dunn DM, Schoenberg 
DR, Weiss RB, Howard MT, Ferlini A, Flanigan KM. Translation from a DMD exon 5 
IRES results in a functional dystrophin isoform that attenuates dystrophinopathy 
in humans and mice. Nat Med. 2014 Sep;20(9):992-1000. doi: 10.1038/nm.3628. Epub 
2014 Aug 10. Erratum in: Nat Med. 2015 Apr;21(4):414. doi: 10.1038/nm0415-414b. 
Erratum in: Nat Med. 2015 May;21(5):537. doi: 10.1038/nm0515-537c. Brioschi, 
Simona [added]; Bovolenta, Matteo [added]; Neri, Marcella [added]. PMID: 
25108525; PMCID: PMC4165597. 
 
136: Tagliavini F, Pellegrini C, Sardone F, Squarzoni S, Paulsson M, Wagener R, 
Gualandi F, Trabanelli C, Ferlini A, Merlini L, Santi S, Maraldi NM, Faldini C, 
6DEDWHOOL�3��'HIHFWLYH�FROODJHQ�9,�Į��FKDLQ�H[SUHVVLRQ�LQ�WKH�VNHOHWDO�PXVFOH�RI 
patients with collagen VI-related myopathies. Biochim Biophys Acta. 2014 
Sep;1842(9):1604-12. doi: 10.1016/j.bbadis.2014.05.033. Epub 2014 Jun 5. PMID: 
24907562; PMCID: PMC4316388. 
 
137: Aartsma-Rus A, Ferlini A, Vroom E. Biomarkers and surrogate endpoints in 
Duchenne: meeting report. Neuromuscul Disord. 2014 Aug;24(8):743-5. doi: 
10.1016/j.nmd.2014.03.006. Epub 2014 May 28. PMID: 24951452. 
 
138: Giglio V, Puddu PE, Camastra G, Sbarbati S, Della Sala SW, Ferlini A, 
Gualandi F, Ricci E, Sciarra F, Ansalone G, Di Gennaro M. Patterns of late 
gadolinium enhancement in Duchenne muscular dystrophy carriers. J Cardiovasc 
Magn Reson. 2014 Jul 9;16(1):45. doi: 10.1186/1532-429X-16-45. PMID: 25008475; 
PMCID: PMC4096415. 
 
139: Ayoglu B, Chaouch A, Lochmüller H, Politano L, Bertini E, Spitali P, Hiller 
M, Niks EH, Gualandi F, Pontén F, Bushby K, Aartsma-Rus A, Schwartz E, Le Priol 
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Y, Straub V, Uhlén M, Cirak S, 't Hoen PA, Muntoni F, Ferlini A, Schwenk JM, 
Nilsson P, Al-Khalili Szigyarto C. Affinity proteomics within rare diseases: a 
BIO-NMD study for blood biomarkers of muscular dystrophies. EMBO Mol Med. 2014 
Jul;6(7):918-36. doi: 10.15252/emmm.201303724. PMID: 24920607; PMCID: 
PMC4119355. 
 
140: Micale L, Augello B, Maffeo C, Selicorni A, Zucchetti F, Fusco C, De Nittis 
P, Pellico MT, Mandriani B, Fischetto R, Boccone L, Silengo M, Biamino E, Perria 
C, Sotgiu S, Serra G, Lapi E, Neri M, Ferlini A, Cavaliere ML, Chiurazzi P, 
Monica MD, Scarano G, Faravelli F, Ferrari P, Mazzanti L, Pilotta A, Patricelli 
MG, Bedeschi MF, Benedicenti F, Prontera P, Toschi B, Salviati L, Melis D, Di 
Battista E, Vancini A, Garavelli L, Zelante L, Merla G. Molecular analysis, 
pathogenic mechanisms, and readthrough therapy on a large cohort of Kabuki 
syndrome patients. Hum Mutat. 2014 Jul;35(7):841-50. doi: 10.1002/humu.22547. 
Epub 2014 Apr 9. PMID: 24633898; PMCID: PMC4234006. 
 
141: Scotton C, Passarelli C, Neri M, Ferlini A. Biomarkers in rare 
neuromuscular diseases. Exp Cell Res. 2014 Jul 1;325(1):44-9. doi: 
10.1016/j.yexcr.2013.12.020. Epub 2013 Dec 31. PMID: 24389168. 
 
142: Fogh I, Ratti A, Gellera C, Lin K, Tiloca C, Moskvina V, Corrado L, Sorarù 
G, Cereda C, Corti S, Gentilini D, Calini D, Castellotti B, Mazzini L, Querin G, 
Gagliardi S, Del Bo R, Conforti FL, Siciliano G, Inghilleri M, Saccà F, 
Bongioanni P, Penco S, Corbo M, Sorbi S, Filosto M, Ferlini A, Di Blasio AM, 
Signorini S, Shatunov A, Jones A, Shaw PJ, Morrison KE, Farmer AE, Van Damme P, 
Robberecht W, Chiò A, Traynor BJ, Sendtner M, Melki J, Meininger V, Hardiman O, 
Andersen PM, Leigh NP, Glass JD, Overste D, Diekstra FP, Veldink JH, van Es MA, 
Shaw CE, Weale ME, Lewis CM, Williams J, Brown RH, Landers JE, Ticozzi N, Ceroni 
M, Pegoraro E, Comi GP, D'Alfonso S, van den Berg LH, Taroni F, Al-Chalabi A, 
Powell J, Silani V; SLAGEN Consortium and Collaborators. A genome-wide 
association meta-analysis identifies a novel locus at 17q11.2 associated with 
sporadic amyotrophic lateral sclerosis. Hum Mol Genet. 2014 Apr 
15;23(8):2220-31. doi: 10.1093/hmg/ddt587. Epub 2013 Nov 20. PMID: 24256812; 
PMCID: PMC3959809. 
 
143: Falzarano MS, Passarelli C, Ferlini A. Nanoparticle delivery of antisense 
oligonucleotides and their application in the exon skipping strategy for 
Duchenne muscular dystrophy. Nucleic Acid Ther. 2014 Feb;24(1):87-100. doi: 
10.1089/nat.2013.0450. PMID: 24506782; PMCID: PMC3922138. 
 
144: Pane M, Mazzone ES, Sormani MP, Messina S, Vita GL, Fanelli L, Berardinelli 
A, Torrente Y, D'Amico A, Lanzillotta V, Viggiano E, D'Ambrosio P, Cavallaro F, 
Frosini S, Bello L, Bonfiglio S, Scalise R, De Sanctis R, Rolle E, Bianco F, Van 
der Haawue M, Magri F, Palermo C, Rossi F, Donati MA, Alfonsi C, Sacchini M, 
Arnoldi MT, Baranello G, Mongini T, Pini A, Battini R, Pegoraro E, Previtali SC, 
Napolitano S, Bruno C, Politano L, Comi GP, Bertini E, Morandi L, Gualandi F, 
Ferlini A, Goemans N, Mercuri E. 6 Minute walk test in Duchenne MD patients with 
different mutations: 12 month changes. PLoS One. 2014 Jan 8;9(1):e83400. doi: 
10.1371/journal.pone.0083400. PMID: 24421885; PMCID: PMC3885414. 
 
145: Marsella M, Salvagno G, Dolcini B, Ferlini A, Ravani A, Harteveld CL, 
Giordano PC, Borgna-Pignatti C. Characterization of Hb Calvino (HBB: 
c.406Gௗ>ௗ$���D�QHZ�VLOHQW�ȕ-globin gene variant found in coexistence with 
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Į-thalassemia in a family of African origin. Hemoglobin. 2014;38(5):369-72. doi: 
10.3109/03630269.2014.948186. Epub 2014 Sep 15. PMID: 25222042. 
 
146: Anthony K, Arechavala-Gomeza V, Ricotti V, Torelli S, Feng L, Janghra N, 
Tasca G, Guglieri M, Barresi R, Armaroli A, Ferlini A, Bushby K, Straub V, Ricci 
E, Sewry C, Morgan J, Muntoni F. Biochemical characterization of patients with 
in-frame or out-of-frame DMD deletions pertinent to exon 44 or 45 skipping. JAMA 
Neurol. 2014 Jan;71(1):32-40. doi: 10.1001/jamaneurol.2013.4908. PMID: 24217213. 
 
147: Pompilii E, Astolfi G, Calabrese O, Calzolari E, Ferlini A, Lucci M, 
Parmeggiani G, Seri M, Baroncini A. Prenatal genetic counseling referrals for 
advanced maternal age: still room for improvement. Prenat Diagn. 2014 
Jan;34(1):71-4. doi: 10.1002/pd.4257. PMID: 24166136. 
 
148: Zaharieva IT, Calissano M, Scoto M, Preston M, Cirak S, Feng L, Collins J, 
Kole R, Guglieri M, Straub V, Bushby K, Ferlini A, Morgan JE, Muntoni F. 
Dystromirs as serum biomarkers for monitoring the disease severity in Duchenne 
muscular Dystrophy. PLoS One. 2013 Nov 25;8(11):e80263. doi: 
10.1371/journal.pone.0080263. PMID: 24282529; PMCID: PMC3840009. 
 
149: Zanni G, Scotton C, Passarelli C, Fang M, Barresi S, Dallapiccola B, Wu B, 
Gualandi F, Ferlini A, Bertini E, Wei W. Exome sequencing in a family with 
intellectual disability, early onset spasticity, and cerebellar atrophy detects 
a novel mutation in EXOSC3. Neurogenetics. 2013 Nov;14(3-4):247-50. doi: 
10.1007/s10048-013-0371-z. Epub 2013 Aug 24. PMID: 23975261. 
 
150: Travaglini L, Brancati F, Silhavy J, Iannicelli M, Nickerson E, Elkhartoufi 
N, Scott E, Spencer E, Gabriel S, Thomas S, Ben-Zeev B, Bertini E, Boltshauser 
E, Chaouch M, Cilio MR, de Jong MM, Kayserili H, Ogur G, Poretti A, Signorini S, 
Uziel G, Zaki MS; International JSRD Study Group (..Ferlini A..); Johnson C, Attié-Bitach T, 
Gleeson JG, Valente EM. Phenotypic spectrum and prevalence of INPP5E mutations 
in Joubert syndrome and related disorders. Eur J Hum Genet. 2013 
Oct;21(10):1074-8. doi: 10.1038/ejhg.2012.305. Epub 2013 Feb 6. PMID: 23386033; 
PMCID: PMC3778343. 
 
151: Erriquez D, Perini G, Ferlini A. Non-coding RNAs in muscle dystrophies. Int 
J Mol Sci. 2013 Sep 30;14(10):19681-704. doi: 10.3390/ijms141019681. PMID: 
24084719; PMCID: PMC3821580. 
 
152: Guglielmi V, Vattemi G, Gualandi F, Voermans NC, Marini M, Scotton C, 
Pegoraro E, Oosterhof A, Kósa M, Zádor E, Valente EM, De Grandis D, Neri M, 
Codemo V, Novelli A, van Kuppevelt TH, Dallapiccola B, van Engelen BG, Ferlini 
A, Tomelleri G. SERCA1 protein expression in muscle of patients with Brody 
disease and Brody syndrome and in cultured human muscle fibers. Mol Genet Metab. 
2013 Sep-Oct;110(1-2):162-9. doi: 10.1016/j.ymgme.2013.07.015. Epub 2013 Jul 20. 
PMID: 23911890. 
 
153: Martoni E, Petrini S, Trabanelli C, Sabatelli P, Urciuolo A, Selvatici R, 
D'Amico A, Falzarano S, Bertini E, Bonaldo P, Ferlini A, Gualandi F. 
Characterization of a rare case of Ullrich congenital muscular dystrophy due to 
truncating mutations within the COL6A1 gene C-terminal domain: a case report. 
BMC Med Genet. 2013 Jun 5;14:59. doi: 10.1186/1471-2350-14-59. PMID: 23738969; 
PMCID: PMC3681647. 



Alessandra Ferlini CV 16 June 2024 

Pagina 48/66 - Curriculum vitae di 
 Ferlini Alessandra 

Per maggiori informazioni su Europass: http://europass.cedefop.europa.eu 
© Unione europea, 2002-2010   24082010 

 

 
154: Neri M, Selvatici R, Scotton C, Trabanelli C, Armaroli A, De Grandis D, 
Levy N, Gualandi F, Ferlini A. A patient with limb girdle muscular dystrophy 
carries a TRIM32 deletion, detected by a novel CGH array, in compound 
heterozygosis with a nonsense mutation. Neuromuscul Disord. 2013 
Jun;23(6):478-82. doi: 10.1016/j.nmd.2013.02.003. Epub 2013 Mar 28. PMID: 
23541687. 
 
155: Pane M, Scalise R, Berardinelli A, D'Angelo G, Ricotti V, Alfieri P, Moroni 
I, Hartley L, Pera MC, Baranello G, Catteruccia M, Casalino T, Romeo DM, 
Graziano A, Gandioli C, Bianco F, Mazzone ES, Lombardo ME, Scoto M, Sivo S, 
Palermo C, Gualandi F, Sormani MP, Ferlini A, Bertini E, Muntoni F, Mercuri E. 
Early neurodevelopmental assessment in Duchenne muscular dystrophy. Neuromuscul 
Disord. 2013 Jun;23(6):451-5. doi: 10.1016/j.nmd.2013.02.012. Epub 2013 Mar 25. 
PMID: 23535446. 
 
156: Pellegrini C, Zulian A, Gualandi F, Manzati E, Merlini L, Michelini ME, 
Benassi L, Marmiroli S, Ferlini A, Sabatelli P, Bernardi P, Maraldi NM. 
Melanocytes--a novel tool to study mitochondrial dysfunction in Duchenne 
muscular dystrophy. J Cell Physiol. 2013 Jun;228(6):1323-31. doi: 
10.1002/jcp.24290. PMID: 23169061; PMCID: PMC3601437. 
 
157: Pane M, Messina S, Bruno C, D'Amico A, Villanova M, Brancalion B, Sivo S, 
Bianco F, Striano P, Battaglia D, Lettori D, Vita GL, Bertini E, Gualandi F, 
Ricotti V, Ferlini A, Mercuri E. Duchenne muscular dystrophy and epilepsy. 
Neuromuscul Disord. 2013 Apr;23(4):313-5. doi: 10.1016/j.nmd.2013.01.011. Epub 
2013 Mar 7. PMID: 23465656. 
 
158: Ballardini E, Tarocco A, Marsella M, Bernardoni R, Carandina G, Melandri C, 
Guerra G, Patella A, Zucchelli M, Ferlini A, Bigoni S, Ravani A, Garani G, 
Borgna-Pignatti C. Universal neonatal screening for sickle cell disease and 
other haemoglobinopathies in Ferrara, Italy. Blood Transfus. 2013 
Apr;11(2):245-9. doi: 10.2450/2012.0030-12. Epub 2012 Sep 12. PMID: 23058858; 
PMCID: PMC3626476. 
 
159: Rapezzi C, Quarta CC, Obici L, Perfetto F, Longhi S, Salvi F, Biagini E, 
Lorenzini M, Grigioni F, Leone O, Cappelli F, Palladini G, Rimessi P, Ferlini A, 
Arpesella G, Pinna AD, Merlini G, Perlini S. Disease profile and differential 
diagnosis of hereditary transthyretin-related amyloidosis with exclusively 
cardiac phenotype: an Italian perspective. Eur Heart J. 2013 Feb;34(7):520-8. 
doi: 10.1093/eurheartj/ehs123. Epub 2012 Jun 28. PMID: 22745357. 
 
160: McCormack P, Woods S, Aartsma-Rus A, Hagger L, Herczegfalvi A, Heslop E, 
Irwin J, Kirschner J, Moeschen P, Muntoni F, Ouillade MC, Rahbek J, Rehmann- 
Sutter C, Rouault F, Sejersen T, Vroom E, Straub V, Bushby K, Ferlini A. 
Guidance in social and ethical issues related to clinical, diagnostic care and 
novel therapies for hereditary neuromuscular rare diseases: "translating" the 
translational. PLoS Curr. 2013  
Jan 10;5:ecurrents.md.f90b49429fa814bd26c5b22b13d773ec. doi: 
10.1371/currents.md.f90b49429fa814bd26c5b22b13d773ec. PMID: 23330068; PMCID: 
PMC3544553. 
 
161: Ferlini A, Scotton C, Novelli G. Biomarkers in rare diseases. Public Health 
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Genomics. 2013;16(6):313-21. doi: 10.1159/000355938. Epub 2014 Feb 3. PMID: 
24503592. 
 
162: Falzarano MS, Passarelli C, Bassi E, Fabris M, Perrone D, Sabatelli P, 
Maraldi NM, Donà S, Selvatici R, Bonaldo P, Sparnacci K, Laus M, Braghetta P, 
Rimessi P, Ferlini A. Biodistribution and molecular studies on orally 
administered nanoparticle-AON complexes encapsulated with alginate aiming at 
inducing dystrophin rescue in mdx mice. Biomed Res Int. 2013;2013:527418. doi: 
10.1155/2013/527418. Epub 2013 Dec 12. PMID: 24392452; PMCID: PMC3874323. 
 
163: Ferlini A, Neri M, Gualandi F. The medical genetics of dystrophinopathies: 
molecular genetic diagnosis and its impact on clinical practice. Neuromuscul 
Disord. 2013 Jan;23(1):4-14. doi: 10.1016/j.nmd.2012.09.002. Epub 2012 Oct 30. 
PMID: 23116935. 
 
164: Gualandi F, Manzati E, Sabatelli P, Passarelli C, Bovolenta M, Pellegrini 
C, Perrone D, Squarzoni S, Pegoraro E, Bonaldo P, Ferlini A. Antisense-induced 
messenger depletion corrects a COL6A2 dominant mutation in Ullrich myopathy. Hum 
Gene Ther. 2012 Dec;23(12):1313-8. doi: 10.1089/hum.2012.109. Epub 2012 Nov 6. 
PMID: 22992134; PMCID: PMC3523246. 
 
165: Pane M, Lombardo ME, Alfieri P, D'Amico A, Bianco F, Vasco G, Piccini G, 
Mallardi M, Romeo DM, Ricotti V, Ferlini A, Gualandi F, Vicari S, Bertini E, 
Berardinelli A, Mercuri E. Attention deficit hyperactivity disorder and 
cognitive function in Duchenne muscular dystrophy: phenotype-genotype 
correlation. J Pediatr. 2012 Oct;161(4):705-9.e1. doi: 
10.1016/j.jpeds.2012.03.020. Epub 2012 May 5. PMID: 22560791. 
 
166: Vattemi G, Neri M, Marini M, Gualandi F, Tonin P, Bertolasi L, Guglielmi V, 
Catalli C, Novelli G, Ferlini A, Tomelleri G. Selective pseudohypertrophy of 
vastus medialis muscles associated with calpain 3 deficiency. Neurologist. 2012 
Sep;18(5):306-9. doi: 10.1097/NRL.0b013e3182675496. PMID: 22931740. 
 
167: Busi M, Castiglione A, Taddei Masieri M, Ravani A, Guaran V, Astolfi L, 
Trevisi P, Ferlini A, Martini A. Novel mutations in the SLC26A4 gene. Int J 
Pediatr Otorhinolaryngol. 2012 Sep;76(9):1249-54. doi: 
10.1016/j.ijporl.2012.05.014. Epub 2012 Jun 18. PMID: 22717225. 
 
168: Brioschi S, Gualandi F, Scotton C, Armaroli A, Bovolenta M, Falzarano MS, 
Sabatelli P, Selvatici R, D'Amico A, Pane M, Ricci G, Siciliano G, Tedeschi S, 
Pini A, Vercelli L, De Grandis D, Mercuri E, Bertini E, Merlini L, Mongini T, 
Ferlini A. Genetic characterization in symptomatic female DMD carriers: lack of 
relationship between X-inactivation, transcriptional DMD allele balancing and 
phenotype. BMC Med Genet. 2012 Aug 16;13:73. doi: 10.1186/1471-2350-13-73. PMID: 
22894145; PMCID: PMC3459813. 
 
169: Bello L, Piva L, Barp A, Taglia A, Picillo E, Vasco G, Pane M, Previtali 
SC, Torrente Y, Gazzerro E, Motta MC, Grieco GS, Napolitano S, Magri F, D'Amico 
A, Astrea G, Messina S, Sframeli M, Vita GL, Boffi P, Mongini T, Ferlini A, 
Gualandi F, Soraru' G, Ermani M, Vita G, Battini R, Bertini E, Comi GP, 
Berardinelli A, Minetti C, Bruno C, Mercuri E, Politano L, Angelini C, Hoffman 
EP, Pegoraro E. Importance of SPP1 genotype as a covariate in clinical trials in 
Duchenne muscular dystrophy. Neurology. 2012 Jul 10;79(2):159-62. doi: 
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10.1212/WNL.0b013e31825f04ea. Epub 2012 Jun 27. PMID: 22744661; PMCID: 
PMC3390537. 
 
170: Quarta CC, Guidalotti PL, Longhi S, Pettinato C, Leone O, Ferlini A, 
Biagini E, Grigioni F, Bacchi-Reggiani ML, Lorenzini M, Milandri A, Branzi A, 
Rapezzi C. Defining the diagnosis in echocardiographically suspected senile 
systemic amyloidosis. JACC Cardiovasc Imaging. 2012 Jul;5(7):755-8. doi: 
10.1016/j.jcmg.2012.02.015. PMID: 22789945. 
 
171: Merlini L, Gennari M, Malaspina E, Cecconi I, Armaroli A, Gnudi S, Talim B, 
Ferlini A, Cicognani A, Franzoni E. Early corticosteroid treatment in 4 Duchenne 
muscular dystrophy patients: 14-year follow-up. Muscle Nerve. 2012 
Jun;45(6):796-802. doi: 10.1002/mus.23272. PMID: 22581531. 
 
172: Sabatelli P, Gualandi F, Gara SK, Grumati P, Zamparelli A, Martoni E, 
Pellegrini C, Merlini L, Ferlini A, Bonaldo P, Maraldi NM, Paulsson M, Squarzoni 
6��:DJHQHU�5��([SUHVVLRQ�RI�FROODJHQ�9,�Į��DQG�Į��FKDLQV�LQ�KXPDQ�PXVFOH�DQG�LQ 
Duchenne muscular dystrophy-related muscle fibrosis. Matrix Biol. 2012 
Apr;31(3):187-96. doi: 10.1016/j.matbio.2011.12.003. Epub 2011 Dec 30. PMID: 
22226732; PMCID: PMC3315014. 
 
173: Neri M, Valli E, Alfano G, Bovolenta M, Spitali P, Rapezzi C, Muntoni F, 
Banfi S, Perini G, Gualandi F, Ferlini A. The absence of dystrophin brain 
isoform expression in healthy human heart ventricles explains the pathogenesis 
of 5' X-linked dilated cardiomyopathy. BMC Med Genet. 2012 Mar 28;13:20. doi: 
10.1186/1471-2350-13-20. PMID: 22455600; PMCID: PMC3331845. 
 
174: Ferlini A. Neuromuscular disease: Muscular dystrophy--something new on 
God's green earth? Nat Rev Neurol. 2012 Mar 27;8(5):247-9. doi: 
10.1038/nrneurol.2012.41. PMID: 22450509. 
 
175: Bovolenta M, Scotton C, Falzarano MS, Gualandi F, Ferlini A. Rapid, 
comprehensive analysis of the dystrophin transcript by a custom micro-fluidic 
exome array. Hum Mutat. 2012 Mar;33(3):572-81. doi: 10.1002/humu.22017. Epub 
2012 Jan 25. PMID: 22223181. 
 
176: Kotelnikova E, Shkrob MA, Pyatnitskiy MA, Ferlini A, Daraselia N. Novel 
approach to meta-analysis of microarray datasets reveals muscle remodeling- 
related drug targets and biomarkers in Duchenne muscular dystrophy. PLoS Comput 
Biol. 2012 Feb;8(2):e1002365. doi: 10.1371/journal.pcbi.1002365. Epub 2012 Feb 
2. PMID: 22319435; PMCID: PMC3271016. 
 
177: Bassi E, Falzarano S, Fabris M, Gualandi F, Merlini L, Vattemi G, Perrone 
D, Marchesi E, Sabatelli P, Sparnacci K, Laus M, Bonaldo P, Rimessi P, Braghetta 
P, Ferlini A. Persistent dystrophin protein restoration 90 days after a course 
of intraperitoneally administered naked 2'OMePS AON and ZM2 NP-AON complexes in 
mdx mice. J Biomed Biotechnol. 2012;2012:897076. doi: 10.1155/2012/897076. Epub 
2012 Oct 2. PMID: 23091362; PMCID: PMC3471065. 
 
178: Bovolenta M, Erriquez D, Valli E, Brioschi S, Scotton C, Neri M, Falzarano 
MS, Gherardi S, Fabris M, Rimessi P, Gualandi F, Perini G, Ferlini A. The DMD 
locus harbours multiple long non-coding RNAs which orchestrate and control 
transcription of muscle dystrophin mRNA isoforms. PLoS One. 2012;7(9):e45328. 
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doi: 10.1371/journal.pone.0045328. Epub 2012 Sep 21. PMID: 23028937; PMCID: 
PMC3448672. 
 
179: Ferlini A, Rimessi P. Exon skipping quantification by real-time PCR. 
Methods Mol Biol. 2012;867:189-99. doi: 10.1007/978-1-61779-767-5_12. PMID: 
22454062. 
 
180: Anthony K, Cirak S, Torelli S, Tasca G, Feng L, Arechavala-Gomeza V, 
Armaroli A, Guglieri M, Straathof CS, Verschuuren JJ, Aartsma-Rus A, Helderman- 
van den Enden P, Bushby K, Straub V, Sewry C, Ferlini A, Ricci E, Morgan JE, 
Muntoni F. Dystrophin quantification and clinical correlations in Becker 
muscular dystrophy: implications for clinical trials. Brain. 2011 Dec;134(Pt 
12):3547-59. doi: 10.1093/brain/awr291. Epub 2011 Nov 18. Erratum in: Brain. 
2016 Apr;139(Pt 4):e27. doi: 10.1093/brain/aww044. PMID: 22102647; PMCID: 
PMC3235564. 
 
181: Vattemi G, Neri M, Piffer S, Vicart P, Gualandi F, Marini M, Guglielmi V, 
Filosto M, Tonin P, Ferlini A, Tomelleri G. Clinical, morphological and genetic 
studies in a cohort of 21 patients with myofibrillar myopathy. Acta Myol. 2011 
Oct;30(2):121-6. PMID: 22106715; PMCID: PMC3235861. 
 
182: Diegoli M, Grasso M, Favalli V, Serio A, Gambarin FI, Klersy C, Pasotti M, 
Agozzino E, Scelsi L, Ferlini A, Febo O, Piccolo G, Tavazzi L, Narula J, 
Arbustini E. Diagnostic work-up and risk stratification in X-linked dilated 
cardiomyopathies caused by dystrophin defects. J Am Coll Cardiol. 2011 Aug 
23;58(9):925-34. doi: 10.1016/j.jacc.2011.01.072. PMID: 21851881. 
 
183: Gualandi F, Curci R, Sabatelli P, Martoni E, Bovolenta M, Maraldi MN, 
Merlini L, Ferlini AA. Macrophages: a minimally invasive tool for monitoring 
collagen VI myopathies. Muscle Nerve. 2011 Jul;44(1):80-4. doi: 
10.1002/mus.21999. Epub 2011 Apr 12. PMID: 21488057. 
 
184: Rapezzi C, Quarta CC, Guidalotti PL, Pettinato C, Fanti S, Leone O, Ferlini 
A, Longhi S, Lorenzini M, Reggiani LB, Gagliardi C, Gallo P, Villani C, Salvi F. 
Role of (99m)Tc-DPD scintigraphy in diagnosis and prognosis of hereditary 
transthyretin-related cardiac amyloidosis. JACC Cardiovasc Imaging. 2011 
Jun;4(6):659-70. doi: 10.1016/j.jcmg.2011.03.016. PMID: 21679902. 
 
185: Sensi A, Ceruti S, Trevisi P, Gualandi F, Busi M, Donati I, Neri M, Ferlini 
A, Martini A. LAMM syndrome with middle ear dysplasia associated with compound 
heterozygosity for FGF3 mutations. Am J Med Genet A. 2011 May;155A(5):1096-101. 
doi: 10.1002/ajmg.a.33962. Epub 2011 Apr 7. PMID: 21480479. 
 
186: Rapezzi C, Quarta CC, Guidalotti PL, Longhi S, Pettinato C, Leone O, 
Ferlini A, Salvi F, Gallo P, Gagliardi C, Branzi A. Usefulness and limitations 
of 99mTc-3,3-diphosphono-1,2-propanodicarboxylic acid scintigraphy in the 
aetiological diagnosis of amyloidotic cardiomyopathy. Eur J Nucl Med Mol 
Imaging. 2011 Mar;38(3):470-8. doi: 10.1007/s00259-010-1642-7. Epub 2010 Nov 11. 
PMID: 21069320. 
 
187: Merlini L, Sabatelli P, Armaroli A, Gnudi S, Angelin A, Grumati P, 
Michelini ME, Franchella A, Gualandi F, Bertini E, Maraldi NM, Ferlini A, 
Bonaldo P, Bernardi P. Cyclosporine A in Ullrich congenital muscular dystrophy: 
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long-term results. Oxid Med Cell Longev. 2011;2011:139194. doi: 
10.1155/2011/139194. Epub 2011 Oct 17. PMID: 22028947; PMCID: PMC3199070. 
 
188: Rizzo R, Spaggiari F, Indelli M, Lelli G, Baricordi OR, Rimessi P, Ferlini 
A. Association of CYP1B1 with hypersensitivity induced by taxane therapy in 
breast cancer patients. Breast Cancer Res Treat. 2010 Nov;124(2):593-8. doi: 
10.1007/s10549-010-1034-5. Epub 2010 Jul 15. PMID: 20632082. 
 
189: Rimessi P, Fabris M, Bovolenta M, Bassi E, Falzarano S, Gualandi F, Rapezzi 
C, Coccolo F, Perrone D, Medici A, Ferlini A. Antisense modulation of both 
exonic and intronic splicing motifs induces skipping of a DMD pseudo-exon 
responsible for x-linked dilated cardiomyopathy. Hum Gene Ther. 2010 
Sep;21(9):1137-46. doi: 10.1089/hum.2010.010. PMID: 20486769. 
 
190: Spitali P, Heemskerk H, Vossen RH, Ferlini A, den Dunnen JT, 't Hoen PA, 
Aartsma-Rus A. Accurate quantification of dystrophin mRNA and exon skipping 
levels in duchenne muscular dystrophy. Lab Invest. 2010 Sep;90(9):1396-402. doi: 
10.1038/labinvest.2010.98. Epub 2010 May 10. PMID: 20458276. 
 
191: Abbs S, Tuffery-Giraud S, Bakker E, Ferlini A, Sejersen T, Mueller CR. Best 
practice guidelines on molecular diagnostics in Duchenne/Becker muscular 
dystrophies. Neuromuscul Disord. 2010 Jun;20(6):422-7. doi: 
10.1016/j.nmd.2010.04.005. Epub 2010 May 13. PMID: 20466545. 
 
192: Heemskerk H, de Winter C, van Kuik P, Heuvelmans N, Sabatelli P, Rimessi P, 
Braghetta P, van Ommen GJ, de Kimpe S, Ferlini A, Aartsma-Rus A, van Deutekom 
JC. Preclinical PK and PD studies on 2'-O-methyl-phosphorothioate RNA antisense 
oligonucleotides in the mdx mouse model. Mol Ther. 2010 Jun;18(6):1210-7. doi: 
10.1038/mt.2010.72. Epub 2010 Apr 20. PMID: 20407428; PMCID: PMC2889733. 
 
193: Fusco C, Frattini D, Pisani F, Spaggiari F, Ferlini A, Della Giustina E. 
Coexistent central and peripheral nervous system involvement in a Charcot-Marie- 
Tooth syndrome X-linked patient. J Child Neurol. 2010 Jun;25(6):759-63. doi: 
10.1177/0883073809344119. Epub 2010 Apr 9. PMID: 20382840. 
 
194: Iannicelli M, Brancati F, Mougou-Zerelli S, Mazzotta A, Thomas S, 
Elkhartoufi N, Travaglini L, Gomes C, Ardissino GL, Bertini E, Boltshauser E, 
Castorina P, D'Arrigo S, Fischetto R, Leroy B, Loget P, Bonnière M, Starck L, 
Tantau J, Gentilin B, Majore S, Swistun D, Flori E, Lalatta F, Pantaleoni C, 
Penzien J, Grammatico P; International JSRD Study Group (..Ferlini A..); Dallapiccola B, Gleeson JG, Attie-Bitach T, 
Valente EM. Novel TMEM67 mutations and genotype-phenotype 
correlates in meckelin-related ciliopathies. Hum Mutat. 2010 May;31(5):E1319-31. 
doi: 10.1002/humu.21239. PMID: 20232449; PMCID: PMC2918781. 
 
195: Bovolenta M, Rimessi P, Dolcini B, Ravani A, Ferlini A, Gualandi F. 
Prenatal diagnosis of Duchenne muscular dystrophy by comparative genomic 
hybridization. Clin Genet. 2010 May;77(5):503-6. doi: 
10.1111/j.1399-0004.2009.01340.x. Epub 2009 Dec 10. PMID: 20002456. 
 
196: Ferlini A, Bovolenta M, Neri M, Gualandi F, Balboni A, Yuryev A, Salvi F, 
Gemmati D, Liboni A, Zamboni P. Custom CGH array profiling of copy number 
variations (CNVs) on chromosome 6p21.32 (HLA locus) in patients with venous 
malformations associated with multiple sclerosis. BMC Med Genet. 2010 Apr 
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28;11:64. doi: 10.1186/1471-2350-11-64. PMID: 20426824; PMCID: PMC2880319. 
 
197: Bovolenta M, Neri M, Martoni E, Urciuolo A, Sabatelli P, Fabris M, Grumati 
P, Mercuri E, Bertini E, Merlini L, Bonaldo P, Ferlini A, Gualandi F. 
Identification of a deep intronic mutation in the COL6A2 gene by a novel custom 
oligonucleotide CGH array designed to explore allelic and genetic heterogeneity 
in collagen VI-related myopathies. BMC Med Genet. 2010 Mar 19;11:44. doi: 
10.1186/1471-2350-11-44. PMID: 20302629; PMCID: PMC2850895. 
 
198: Palka C, Giuliani R, Brancati F, Mohn A, Di Muzio A, Calabrese O, Huebner 
A, De Grandis D, Chiarelli F, Ferlini A, Stuppia L. Two Italian patients with 
novel AAAS gene mutation expand allelic and phenotypic spectrum of triple A 
(Allgrove) syndrome. Clin Genet. 2010 Mar;77(3):298-301. doi: 
10.1111/j.1399-0004.2009.01348.x. PMID: 20447142. 
 
199: Vattemi G, Gualandi F, Oosterhof A, Marini M, Tonin P, Rimessi P, Neri M, 
Guglielmi V, Russignan A, Poli C, van Kuppevelt TH, Ferlini A, Tomelleri G. 
Brody disease: insights into biochemical features of SERCA1 and identification 
of a novel mutation. J Neuropathol Exp Neurol. 2010 Mar;69(3):246-52. doi: 
10.1097/NEN.0b013e3181d0f7d5. PMID: 20142766. 
 
200: Ferlini A, Sabatelli P, Fabris M, Bassi E, Falzarano S, Vattemi G, Perrone 
D, Gualandi F, Maraldi NM, Merlini L, Sparnacci K, Laus M, Caputo A, Bonaldo P, 
Braghetta P, Rimessi P. Dystrophin restoration in skeletal, heart and skin 
arrector pili smooth muscle of mdx mice by ZM2 NP-AON complexes. Gene Ther. 2010 
Mar;17(3):432-8. doi: 10.1038/gt.2009.145. Epub 2009 Nov 12. PMID: 19907501. 
 
201: Gualandi F, Urciuolo A, Martoni E, Sabatelli P, Squarzoni S, Bovolenta M, 
Messina S, Mercuri E, Franchella A, Ferlini A, Bonaldo P, Merlini L. Autosomal 
recessive Bethlem myopathy. Neurology. 2009 Dec 1;73(22):1883-91. doi: 
10.1212/WNL.0b013e3181c3fd2a. PMID: 19949035. 
 
202: Vattemi G, Tonin P, Neri M, Marini M, Gualandi F, Guglielmi V, Ferlini A, 
Tomelleri G. Calpain 3 deficiency presenting as fibre type disproportion. 
Neuropathol Appl Neurobiol. 2009 Dec;35(6):614-7. doi: 
10.1111/j.1365-2990.2009.01028.x. Epub 2009 Apr 15. PMID: 19490426. 
 
203: Spitali P, Rimessi P, Fabris M, Perrone D, Falzarano S, Bovolenta M, 
Trabanelli C, Mari L, Bassi E, Tuffery S, Gualandi F, Maraldi NM, Sabatelli- 
Giraud P, Medici A, Merlini L, Ferlini A. Exon skipping-mediated dystrophin 
reading frame restoration for small mutations. Hum Mutat. 2009 
Nov;30(11):1527-34. doi: 10.1002/humu.21092. PMID: 19760747. 
 
204: Travaglini L, Brancati F, Attie-Bitach T, Audollent S, Bertini E, Kaplan J, 
Perrault I, Iannicelli M, Mancuso B, Rigoli L, Rozet JM, Swistun D, Tolentino J, 
Dallapiccola B, Gleeson JG, Valente EM; International JSRD Study Group; Zankl A, 
Leventer R, Grattan-Smith P, Janecke A, D'Hooghe M, Sznajer Y, Van Coster R, 
Demerleir L, Dias K, Moco C, Moreira A, Kim CA, Maegawa G, Petkovic D, Abdel- 
Salam GM, Abdel-Aleem A, Zaki MS, Marti I, Quijano-Roy S, Sigaudy S, de Lonlay 
P, Romano S, Touraine R, Koenig M, Lagier-Tourenne C, Messer J, Collignon P, 
Wolf N, Philippi H, Kitsiou Tzeli S, Halldorsson S, Johannsdottir J, Ludvigsson 
P, Phadke SR, Udani V, Stuart B, Magee A, Lev D, Michelson M, Ben-Zeev B, 
Fischetto R, Benedicenti F, Stanzial F, Borgatti R, Accorsi P, Battaglia S, 
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Fazzi E, Giordano L, Pinelli L, Boccone L, Bigoni S, Ferlini A, Donati MA, 
Caridi G, Divizia MT, Faravelli F, Ghiggeri G, Pessagno A, Briguglio M, Briuglia 
S, Salpietro CD, Tortorella G, Adami A, Castorina P, Lalatta F, Marra G, Riva D, 
Scelsa B, Spaccini L, Uziel G, Del Giudice E, Laverda AM, Ludwig K, Permunian A, 
Suppiej A, Signorini S, Uggetti C, Battini R, Di Giacomo M, Cilio MR, Di Sabato 
ML, Leuzzi V, Parisi P, Pollazzon M, Silengo M, De Vescovi R, Greco D, Romano C, 
Cazzagon M, Simonati A, Al-Tawari AA, Bastaki L, Mégarbané A, Sabolic Avramovska 
V, de Jong MM, Stromme P, Koul R, Rajab A, Azam M, Barbot C, Martorell Sampol L, 
Rodriguez B, Pascual-Castroviejo I, Teber S, Anlar B, Comu S, Karaca E, 
Kayserili H, Yüksel A, Akcakus M, Al Gazali L, Sztriha L, Nicholl D, Woods CG, 
Bennett C, Hurst J, Sheridan E, Barnicoat A, Hennekam R, Lees M, Blair E, Bernes 
S, Sanchez H, Clark AE, DeMarco E, Donahue C, Sherr E, Hahn J, Sanger TD, 
Gallager TE, Dobyns WB, Daugherty C, Krishnamoorthy KS, Sarco D, Walsh CA, 
McKanna T, Milisa J, Chung WK, De Vivo DC, Raynes H, Schubert R, Seward A, 
Brooks DG, Goldstein A, Caldwell J, Finsecke E, Maria BL, Holden K, Cruse RP, 
Swoboda KJ, Viskochil D. Expanding CEP290 mutational spectrum in ciliopathies. 
Am J Med Genet A. 2009 Oct;149A(10):2173-80. doi: 10.1002/ajmg.a.33025. PMID: 
19764032; PMCID: PMC4340070. 
 
205: Rapezzi C, Merlini G, Quarta CC, Riva L, Longhi S, Leone O, Salvi F, 
Ciliberti P, Pastorelli F, Biagini E, Coccolo F, Cooke RM, Bacchi-Reggiani L, 
Sangiorgi D, Ferlini A, Cavo M, Zamagni E, Fonte ML, Palladini G, Salinaro F, 
Musca F, Obici L, Branzi A, Perlini S. Systemic cardiac amyloidoses: disease 
profiles and clinical courses of the 3 main types. Circulation. 2009 Sep 
29;120(13):1203-12. doi: 10.1161/CIRCULATIONAHA.108.843334. Epub 2009 Sep 14. 
PMID: 19752327. 
 
206: Martoni E, Urciuolo A, Sabatelli P, Fabris M, Bovolenta M, Neri M, Grumati 
P, D'Amico A, Pane M, Mercuri E, Bertini E, Merlini L, Bonaldo P, Ferlini A, 
Gualandi F. Identification and characterization of novel collagen VI non- 
canonical splicing mutations causing Ullrich congenital muscular dystrophy. Hum 
Mutat. 2009 May;30(5):E662-72. doi: 10.1002/humu.21022. PMID: 19309692. 
 
207: Rimessi P, Sabatelli P, Fabris M, Braghetta P, Bassi E, Spitali P, Vattemi 
G, Tomelleri G, Mari L, Perrone D, Medici A, Neri M, Bovolenta M, Martoni E, 
Maraldi NM, Gualandi F, Merlini L, Ballestri M, Tondelli L, Sparnacci K, Bonaldo 
P, Caputo A, Laus M, Ferlini A. Cationic PMMA nanoparticles bind and deliver 
antisense oligoribonucleotides allowing restoration of dystrophin expression in 
the mdx mouse. Mol Ther. 2009 May;17(5):820-7. doi: 10.1038/mt.2009.8. Epub 2009 
Feb 24. PMID: 19240694; PMCID: PMC2835127. 
 
208: Ghezzi D, Viscomi C, Ferlini A, Gualandi F, Mereghetti P, DeGrandis D, 
Zeviani M. Paroxysmal non-kinesigenic dyskinesia is caused by mutations of the 
MR-1 mitochondrial targeting sequence. Hum Mol Genet. 2009 Mar 15;18(6):1058-64. 
doi: 10.1093/hmg/ddn441. Epub 2009 Jan 5. PMID: 19124534. 
 
209: Gualandi F, Neri M, Bovolenta M, Martoni E, Rimessi P, Fini S, Spitali P, 
Fabris M, Pane M, Angelini C, Mora M, Morandi L, Mongini T, Bertini E, Ricci E, 
Vattemi G, Mercuri E, Merlini L, Ferlini A. Transcriptional behavior of DMD gene 
duplications in DMD/BMD males. Hum Mutat. 2009 Feb;30(2):E310-9. doi: 
10.1002/humu.20881. PMID: 18853462. 
 
210: Imbrici P, Gualandi F, D'Adamo MC, Masieri MT, Cudia P, De Grandis D, 
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Mannucci R, Nicoletti I, Tucker SJ, Ferlini A, Pessia M. A novel KCNA1 mutation 
identified in an Italian family affected by episodic ataxia type 1. 
Neuroscience. 2008 Dec 2;157(3):577-87. doi: 10.1016/j.neuroscience.2008.09.022. 
Epub 2008 Sep 24. PMID: 18926884. 
 
211: Bovolenta M, Neri M, Fini S, Fabris M, Trabanelli C, Venturoli A, Martoni 
E, Bassi E, Spitali P, Brioschi S, Falzarano MS, Rimessi P, Ciccone R, Ashton E, 
McCauley J, Yau S, Abbs S, Muntoni F, Merlini L, Gualandi F, Ferlini A. A novel 
custom high density-comparative genomic hybridization array detects common 
rearrangements as well as deep intronic mutations in dystrophinopathies. BMC 
Genomics. 2008 Nov 28;9:572. doi: 10.1186/1471-2164-9-572. PMID: 19040728; 
PMCID: PMC2612025. 
 
212: Merlini L, Martoni E, Grumati P, Sabatelli P, Squarzoni S, Urciuolo A, 
Ferlini A, Gualandi F, Bonaldo P. Autosomal recessive myosclerosis myopathy is a 
collagen VI disorder. Neurology. 2008 Oct 14;71(16):1245-53. doi: 
10.1212/01.wnl.0000327611.01687.5e. PMID: 18852439. 
 
213: Marcato LG, Ferlini AP, Bonfim RC, Ramos-Jorge ML, Ropert C, Afonso LF, 
Vieira LQ, Sobrinho AP. The role of Toll-like receptors 2 and 4 on reactive 
oxygen species and nitric oxide production by macrophage cells stimulated with 
root canal pathogens. Oral Microbiol Immunol. 2008 Oct;23(5):353-9. doi: 
10.1111/j.1399-302X.2008.00432.x. PMID: 18793356. 
 
214: Brancati F, Travaglini L, Zablocka D, Boltshauser E, Accorsi P, Montagna G, 
Silhavy JL, Barrano G, Bertini E, Emma F, Rigoli L; International JSRD Study 
Group (..Ferlini A..); Dallapiccola B, Gleeson JG, Valente EM. RPGRIP1L mutations are mainly associated with the 
cerebello-renal phenotype of Joubert syndrome-related 
disorders. Clin Genet. 2008 Aug;74(2):164-70. doi: 
10.1111/j.1399-0004.2008.01047.x. Epub 2008 Jun 28. PMID: 18565097; PMCID: 
PMC2752690. 
 
215: Falbo V, Floridia G, Tosto F, Censi F, Salvatore M, Ravani A, Ferlini A, 
Melis MA, Grasso M, Bricarelli FD, Taruscio D. The Italian External Quality 
Assessment scheme for fragile x syndrome: the results of a 5-year survey. Genet 
Test. 2008 Jun;12(2):279-88. doi: 10.1089/gte.2007.0099. PMID: 18452397. 
 
216: Merlini L, Angelin A, Tiepolo T, Braghetta P, Sabatelli P, Zamparelli A, 
Ferlini A, Maraldi NM, Bonaldo P, Bernardi P. Cyclosporin A corrects 
mitochondrial dysfunction and muscle apoptosis in patients with collagen VI 
myopathies. Proc Natl Acad Sci U S A. 2008 Apr 1;105(13):5225-9. doi: 
10.1073/pnas.0800962105. Epub 2008 Mar 24. PMID: 18362356; PMCID: PMC2278179. 
 
217: Rapezzi C, Riva L, Quarta CC, Perugini E, Salvi F, Longhi S, Ciliberti P, 
Pastorelli F, Biagini E, Leone O, Cooke RM, Bacchi-Reggiani L, Ferlini A, Cavo 
M, Merlini G, Perlini S, Pasquali S, Branzi A. Gender-related risk of myocardial 
involvement in systemic amyloidosis. Amyloid. 2008 Mar;15(1):40-8. doi: 
10.1080/13506120701815373. PMID: 18266120. 
 
218: Neri M, Torelli S, Brown S, Ugo I, Sabatelli P, Merlini L, Spitali P, 
Rimessi P, Gualandi F, Sewry C, Ferlini A, Muntoni F. Dystrophin levels as low 
as 30% are sufficient to avoid muscular dystrophy in the human. Neuromuscul 
Disord. 2007 Dec;17(11-12):913-8. doi: 10.1016/j.nmd.2007.07.005. Epub 2007 Sep 
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7. PMID: 17826093. 
 
219: De Gregori M, Ciccone R, Magini P, Pramparo T, Gimelli S, Messa J, Novara 
F, Vetro A, Rossi E, Maraschio P, Bonaglia MC, Anichini C, Ferrero GB, Silengo 
M, Fazzi E, Zatterale A, Fischetto R, Previderé C, Belli S, Turci A, Calabrese 
G, Bernardi F, Meneghelli E, Riegel M, Rocchi M, Guerneri S, Lalatta F, Zelante 
L, Romano C, Fichera M, Mattina T, Arrigo G, Zollino M, Giglio S, Lonardo F, 
Bonfante A, Ferlini A, Cifuentes F, Van Esch H, Backx L, Schinzel A, Vermeesch 
JR, Zuffardi O. Cryptic deletions are a common finding in "balanced" reciprocal 
and complex chromosome rearrangements: a study of 59 patients. J Med Genet. 2007 
Dec;44(12):750-62. doi: 10.1136/jmg.2007.052787. Epub 2007 Aug 31. PMID: 
17766364; PMCID: PMC2652810. 
 
220: Altland K, Benson MD, Costello CE, Ferlini A, Hazenberg BP, Hund E, Kristen 
AV, Linke RP, Merlini G, Salvi F, Saraiva MJ, Singer R, Skinner M, Winter P. 
Genetic microheterogeneity of human transthyretin detected by IEF. 
Electrophoresis. 2007 Jun;28(12):2053-64. doi: 10.1002/elps.200600840. PMID: 
17503405. 
 
221: Angelin A, Tiepolo T, Sabatelli P, Grumati P, Bergamin N, Golfieri C, 
Mattioli E, Gualandi F, Ferlini A, Merlini L, Maraldi NM, Bonaldo P, Bernardi P. 
Mitochondrial dysfunction in the pathogenesis of Ullrich congenital muscular 
dystrophy and prospective therapy with cyclosporins. Proc Natl Acad Sci U S A. 
2007 Jan 16;104(3):991-6. doi: 10.1073/pnas.0610270104. Epub 2007 Jan 10. PMID: 
17215366; PMCID: PMC1783427. 
 
222: Ferlini A, Ravani A, Venturoli A, Trabanelli C, Masieri MT, Brandi A, 
Dolcini B, Rimessi P, Gualandi F, Calzolari E. Commercial kit-based diagnosis is 
not enough for prenatal testing of beta-thalassemia: pitfalls in diagnostic 
mutation analysis raises the need for reference laboratories. Prenat Diagn. 2006 
Oct;26(10):989-91. doi: 10.1002/pd.1545. PMID: 17029302. 
 
223: Rapezzi C, Perugini E, Salvi F, Grigioni F, Riva L, Cooke RM, Ferlini A, 
Rimessi P, Bacchi-Reggiani L, Ciliberti P, Pastorelli F, Leone O, Bartolomei I, 
Pinna AD, Arpesella G, Branzi A. Phenotypic and genotypic heterogeneity in 
transthyretin-related cardiac amyloidosis: towards tailoring of therapeutic 
strategies? Amyloid. 2006 Sep;13(3):143-53. doi: 10.1080/13506120600877136. 
PMID: 17062380. 
 
224: Prontera P, Buldrini B, Aiello V, Gruppioni R, Bonfatti A, Venti G, Ferlini 
A, Sensi A, Calzolari E, Donti E. Trisomy 15 mosaicism owing to familial 
reciprocal translocation t(1;15): implication for prenatal diagnosis. Prenat 
Diagn. 2006 Jun;26(6):571-6. doi: 10.1002/pd.1463. PMID: 16683276. 
 
225: Gualandi F, Rimessi P, Trabanelli C, Spitali P, Neri M, Patarnello T, 
Angelini C, Yau SC, Abbs S, Muntoni F, Calzolari E, Ferlini A. Intronic 
breakpoint definition and transcription analysis in DMD/BMD patients with 
deletion/duplication at the 5' mutation hot spot of the dystrophin gene. Gene. 
2006 Mar 29;370:26-33. doi: 10.1016/j.gene.2005.11.002. Epub 2006 Jan 24. PMID: 
16439068. 
 
226: Rimessi P, Spitali P, Ando Y, Mazzaferro V, Pastorelli F, Tassinari CA, 
Calzolari E, Salvi F, Ferlini A. Transthyretin RNA profiling in livers from 
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transplanted patients affected by familial amyloidotic polyneuropathy, and 
identification of a dual transcription start point. Liver Int. 2006 
Mar;26(2):211-20. doi: 10.1111/j.1478-3231.2005.01208.x. PMID: 16448460. 
 
227: Stuppia L, Antonucci I, Binni F, Brandi A, Grifone N, Colosimo A, De Santo 
M, Gatta V, Gelli G, Guida V, Majore S, Calabrese G, Palka C, Ravani A, Rinaldi 
R, Tiboni GM, Ballone E, Venturoli A, Ferlini A, Torrente I, Grammatico P, 
Calzolari E, Dallapiccola B. Screening of mutations in the CFTR gene in 1195 
couples entering assisted reproduction technique programs. Eur J Hum Genet. 2005 
Aug;13(8):959-64. doi: 10.1038/sj.ejhg.5201437. PMID: 15870824. 
 
228: Salvi F, Pastorelli F, Plasmati R, Ferlini A, Grazi GL, Jovine E, Mascalchi 
M, Tassinari CA. Early onset aggressive hereditary amyloidosis: report of an 
Italian family with TTR Arg47 mutation. Neurol Sci. 2005 Jun;26(2):140-2. doi: 
10.1007/s10072-005-0449-y. PMID: 15995833. 
 
229: Vita G, Mazzeo A, Di Leo R, Ferlini A. Recurrent syncope as persistently 
isolated feature of transthyretin amyloidotic polyneuropathy. Neuromuscul 
Disord. 2005 Mar;15(3):259-61. doi: 10.1016/j.nmd.2004.10.015. Epub 2005 Jan 28. 
PMID: 15725588. 
 
230: Rimessi P, Gualandi F, Duprez L, Spitali P, Neri M, Merlini L, Calzolari E, 
Muntoni F, Ferlini A. Genomic and transcription studies as diagnostic tools for 
a prenatal detection of X-linked dilated cardiomyopathy due to a dystrophin gene 
mutation. Am J Med Genet A. 2005 Feb 1;132A(4):391-4. doi: 10.1002/ajmg.a.30513. 
PMID: 15641026. 
 
231: Sensi A, Cavani S, Villa N, Pomponi MG, 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. 2004 Aug;24(8):647-52. doi: 10.1002/pd.962. PMID: 15305356. 
 
232: Cohen N, Rimessi P, Gualandi F, Ferlini A, Muntoni F. In vivo study of an 
aberrant dystrophin exon inclusion in X-linked dilated cardiomyopathy. Biochem 
Biophys Res Commun. 2004 May 14;317(4):1215-20. doi: 10.1016/j.bbrc.2004.03.175. 
PMID: 15094399. 
 
233: Gualandi E, Ravani A, Berto A, Burdo S, Trevisi P, Ferlini A, Martini A, 
Calzolari E. Occurrence of del(GIB6-D13S1830) mutation in Italian non-syndromic 
hearing loss patients carrying a single GJB2 mutated allele. Acta Otolaryngol 
Suppl. 2004 May;(552):29-34. doi: 10.1080/03655230410017166. PMID: 15219044. 
 
234: Bovicelli L, Ghi T, Pilu G, Farina A, Savelli L, Simonazzi G, Calzolari E, 
Ferlini A, Santini D, Valeri B. Prenatal diagnosis of a complete mole coexisting 
with a dichorionic twin pregnancy: case report. Hum Reprod. 2004 
May;19(5):1231-4. doi: 10.1093/humrep/deh211. Epub 2004 Apr 7. PMID: 15070882. 
 
235: Muntoni F, Torelli S, Ferlini A. Dystrophin and mutations: one gene, 
several proteins, multiple phenotypes. Lancet Neurol. 2003 Dec;2(12):731-40. 
doi: 10.1016/s1474-4422(03)00585-4. PMID: 14636778. 
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236: Salvi F, Scaglione C, Michelucci R, Linke RP, Obici L, Ravani A, Rimessi P, 
Ferlini A, Meletti S, Cavallaro T, Tassinari CA, Martinelli P. Atypical familial 
motor neuropathy in patients with mutant TTR Ile68Leu. Amyloid. 2003 
Sep;10(3):185-9. doi: 10.3109/13506120308998999. PMID: 14640031. 
 
237: Gualandi F, Trabanelli C, Rimessi P, Calzolari E, Toffolatti L, Patarnello 
T, Kunz G, Muntoni F, Ferlini A. Multiple exon skipping and RNA circularisation 
contribute to the severe phenotypic expression of exon 5 dystrophin deletion. J 
Med Genet. 2003 Aug;40(8):e100. doi: 10.1136/jmg.40.8.e100. PMID: 12920092; 
PMCID: PMC1735543. 
 
238: Gualandi F, Rimessi P, Cardazzo B, Toffolatti L, Dunckley MG, Calzolari E, 
Patarnello T, Muntoni F, Ferlini A. Genomic definition of a pure intronic 
dystrophin deletion responsible for an XLDC splicing mutation: in vitro 
mimicking and antisense modulation of the splicing abnormality. Gene. 2003 Jun 
5;311:25-33. doi: 10.1016/s0378-1119(03)00527-4. PMID: 12853135. 
 
239: Cardazzo B, Bargelloni L, Toffolatti L, Rimessi P, Ferlini A, Patarnello T. 
Tempo and mode of evolution of a primate-specific retrotransposon belonging to 
the LINE 1 family. J Mol Evol. 2003;57 Suppl 1:S268-76. doi: 
10.1007/s00239-003-0036-x. PMID: 15008424. 
 
240: Toffolatti L, Cardazzo B, Nobile C, Danieli GA, Gualandi F, Muntoni F, Abbs 
S, Zanetti P, Angelini C, Ferlini A, Fanin M, Patarnello T. Investigating the 
mechanism of chromosomal deletion: characterization of 39 deletion breakpoints 
in introns 47 and 48 of the human dystrophin gene. Genomics. 2002 
Nov;80(5):523-30. PMID: 12408970. 
 
241: Gualandi F, Ravani A, Berto A, Sensi A, Trabanelli C, Falciano F, Trevisi 
P, Mazzoli M, Tibiletti MG, Cristofari E, Burdo S, Ferlini A, Martini A, 
Calzolari E. Exploring the clinical and epidemiological complexity of 
GJB2-linked deafness. Am J Med Genet. 2002 Sep 15;112(1):38-45. doi: 
10.1002/ajmg.10621. PMID: 12239718. 
 
242: Mascalchi M, Cosottini M, Lolli F, Salvi F, Tessa C, Macucci M, Tosetti M, 
Plasmati R, Ferlini A, Tassinari CA, Villari N. Proton MR spectroscopy of the 
cerebellum and pons in patients with degenerative ataxia. Radiology. 2002 
May;223(2):371-8. doi: 10.1148/radiol.2232010722. PMID: 11997539. 
 
243: Vacca M, Filippini F, Budillon A, Rossi V, Della Ragione F, De Bonis ML, 
Mercadante G, Manzati E, Gualandi F, Bigoni S, Trabanelli C, Pini G, Calzolari 
E, Ferlini A, Meloni I, Hayek G, Zappella M, Renieri A, D'Urso M, D'Esposito M, 
Macdonald F, Kerr A, Dhanjal S, Hulten M. MECP2 gene mutation analysis in the 
British and Italian Rett Syndrome patients: hot spot map of the most recurrent 
mutations and bioinformatic analysis of a new MECP2 conserved region. Brain Dev. 
2001 Dec;23 Suppl 1:S246-50. doi: 10.1016/s0387-7604(01)00343-6. Erratum in: 
Brain Dev. 2012 Nov;34(10):891. PMID: 11738884. 
 
244: Bastianutto C, Bestard JA, Lahnakoski K, Broere D, De Visser M, Zaccolo M, 
Pozzan T, Ferlini A, Muntoni F, Patarnello T, Klamut HJ. Dystrophin muscle 
enhancer 1 is implicated in the activation of non-muscle isoforms in the 
skeletal muscle of patients with X-linked dilated cardiomyopathy. Hum Mol Genet. 
2001 Nov 1;10(23):2627-35. doi: 10.1093/hmg/10.23.2627. PMID: 11726549. 
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245: Guidetti D, Sabadini R, Ferlini A, Torrente I. Epidemiological survey of 
X-linked bulbar and spinal muscular atrophy, or Kennedy disease, in the province 
of Reggio Emilia, Italy. Eur J Epidemiol. 2001;17(6):587-91. doi: 
10.1023/a:1014580219761. PMID: 11949733. 
 
246: Feriotto G, Ferlini A, Ravani A, Calzolari E, Mischiati C, Bianchi N, 
Gambari R. Biosensor technology for real-time detection of the cystic fibrosis 
W1282X mutation in CFTR. Hum Mutat. 2001;18(1):70-81. doi: 10.1002/humu.1151. 
PMID: 11438995. 
 
247: Vacca M, Filippini F, Budillon A, Rossi V, Mercadante G, Manzati E, 
Gualandi F, Bigoni S, Trabanelli C, Pini G, Calzolari E, Ferlini A, Meloni I, 
Hayek G, Zappella M, Renieri A, D'Urso M, D'Esposito M, MacDonald F, Kerr A, 
Dhanjal S, Hultén M. Mutation analysis of the MECP2 gene in British and Italian 
Rett syndrome females. J Mol Med (Berl). 2001;78(11):648-55. doi: 
10.1007/s001090000155. PMID: 11269512. 
 
248: Ferlini A, Obici L, Manzati E, Biadi O, Tarantino E, Conigli P, Merlini G, 
D'Alessandro M, Mazzaferro V, Tassinari CA, Salvi F. Mutation and transcription 
analysis of transthyretin gene in Italian families with hereditary amyloidosis: 
a putative novel hot spot' in codon 47. Clin Genet. 2000 Apr;57(4):284-90. doi: 
10.1034/j.1399-0004.2000.570407.x. PMID: 10845569. 
 
249: Naom I, D'alessandro M, Sewry CA, Jardine P, Ferlini A, Moss T, Dubowitz V, 
Muntoni F. Mutations in the laminin alpha2-chain gene in two children with 
early-onset muscular dystrophy. Brain. 2000 Jan;123 ( Pt 1):31-41. doi: 
10.1093/brain/123.1.31. PMID: 10611118. 
 
250: Muntoni F, Ferlini A, Sewry C, Mateddu A, Marrosu G, Porcu M, Di Lenarda A, 
Sinagra G, Mestroni L. Dilated cardiomyopathy and muscular dystrophies: which 
lesson can be learned? Cardiologia. 1999 Dec;44 Suppl 1(Pt 1):209-11. PMID: 
12497909. 
 
251: Torelli S, Ferlini A, Obici L, Sewry C, Muntoni F. Expression, regulation 
and localisation of dystrophin isoforms in human foetal skeletal and cardiac 
muscle. Neuromuscul Disord. 1999 Dec;9(8):541-51. doi: 
10.1016/s0960-8966(99)00048-6. PMID: 10619711. 
 
252: Mascalchi M, Salvi F, Pirini MG, D'Errico A, Ferlini A, Lolli F, Plasmati 
R, Tessa C, Villari N, Tassinari CA. Transthyretin amyloidosis and superficial 
siderosis of the CNS. Neurology. 1999 Oct 22;53(7):1498-503. doi: 
10.1212/wnl.53.7.1498. PMID: 10534258. 
 
253: D'Alessandro M, Naom I, Ferlini A, Sewry C, Dubowitz V, Muntoni F. Is there 
selection in favour of heterozygotes in families with merosin-deficient 
congenital muscular dystrophy? Hum Genet. 1999 Oct;105(4):308-13. doi: 
10.1007/s004399900093. PMID: 10543397. 
 
254: Ferlini A, Sewry C, Melis MA, Mateddu A, Muntoni F. X-linked dilated 
cardiomyopathy and the dystrophin gene. Neuromuscul Disord. 1999 
Jul;9(5):339-46. doi: 10.1016/s0960-8966(99)00015-2. PMID: 10407857. 
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255: Tupler R, Barbierato L, Memmi M, Sewry CA, De Grandis D, Maraschio P, 
Tiepolo L, Ferlini A. Identical de novo mutation at the D4F104S1 locus in 
monozygotic male twins affected by facioscapulohumeral muscular dystrophy (FSHD) 
with different clinical expression. J Med Genet. 1998 Sep;35(9):778-83. doi: 
10.1136/jmg.35.9.778. PMID: 9733041; PMCID: PMC1051435. 
 
256: Ferlini A, Galié N, Merlini L, Sewry C, Branzi A, Muntoni F. A novel Alu- 
like element rearranged in the dystrophin gene causes a splicing mutation in a 
family with X-linked dilated cardiomyopathy. Am J Hum Genet. 1998 
Aug;63(2):436-46. doi: 10.1086/301952. PMID: 9683584; PMCID: PMC1377294. 
 
257: Patrosso MC, Salvi F, De Grandis D, Vezzoni P, Jacobson DR, Ferlini A. 
Novel transthyretin missense mutation (Thr34) in an Italian family with 
hereditary amyloidosis. Am J Med Genet. 1998 May 1;77(2):135-8. doi: 
10.1002/(sici)1096-8628(19980501)77:2<135::aid-ajmg5>3.0.co;2-r. PMID: 9605286. 
 
258: Ferlini A, Muntoni F. The 5' region of intron 11 of the dystrophin gene 
contains target sequences for mobile elements and three overlapping ORFs. 
Biochem Biophys Res Commun. 1998 Jan 14;242(2):401-6. doi: 
10.1006/bbrc.1997.7976. PMID: 9446807. 
 
259: Muntoni F, Di Lenarda A, Porcu M, Sinagra G, Mateddu A, Marrosu G, Ferlini 
A, Cau M, Milasin J, Melis MA, Marrosu MG, Cianchetti C, Sanna A, Falaschi A, 
Camerini F, Giacca M, Mestroni L. Dystrophin gene abnormalities in two patients 
with idiopathic dilated cardiomyopathy. Heart. 1997 Dec;78(6):608-12. doi: 
10.1136/hrt.78.6.608. PMID: 9470882; PMCID: PMC1892323. 
 
260: Sewry CA, D'Alessandro M, Wilson LA, Sorokin LM, Naom I, Bruno S, Ferlini 
A, Dubowitz V, Muntoni F. Expression of laminin chains in skin in merosin- 
deficient congenital muscular dystrophy. Neuropediatrics. 1997 Aug;28(4):217-22. 
doi: 10.1055/s-2007-973703. PMID: 9309712. 
 
261: Naom I, Sewry C, D'Alessandro M, Topaloglu H, Ferlini A, Wilson L, Dubowitz 
V, Muntoni F. Prenatal diagnosis in merosin-deficient congenital muscular 
dystrophy. Neuromuscul Disord. 1997 May;7(3):176-9. doi: 
10.1016/s0960-8966(97)00448-3. PMID: 9185181. 
 
262: Naom I, D'Alessandro M, Sewry C, Ferlini A, Topaloglu H, Helbling-Leclerc 
A, Guicheney P, Schwartz K, Akcoren Z, Dubowitz V, Muntoni F. The role of 
immunocytochemistry and linkage analysis in the prenatal diagnosis of merosin- 
deficient congenital muscular dystrophy. Hum Genet. 1997 Apr;99(4):535-40. doi: 
10.1007/s004390050402. PMID: 9099847. 
 
263: Naom IS, D'Alessandro M, Topaloglu H, Sewry C, Ferlini A, Helbling-Leclerc 
A, Guicheney P, Weissenbach J, Schwartz K, Bushby K, Philpot J, Dubowitz V, 
Muntoni F. Refinement of the laminin alpha2 chain locus to human chromosome 6q2 
in severe and mild merosin deficient congenital muscular dystrophy. J Med Genet. 
1997 Feb;34(2):99-104. doi: 10.1136/jmg.34.2.99. PMID: 9039983; PMCID: 
PMC1050860. 
 
264: Montagna P, Marchello L, Plasmati R, Ferlini A, Patrosso MC, Salvi F. 
Electromyographic findings in transthyretin (TTR)-related familial amyloid 
polyneuropathy (FAP). Electroencephalogr Clin Neurophysiol. 1996 



Alessandra Ferlini CV 16 June 2024 

Pagina 61/66 - Curriculum vitae di 
 Ferlini Alessandra 

Per maggiori informazioni su Europass: http://europass.cedefop.europa.eu 
© Unione europea, 2002-2010   24082010 

 

Oct;101(5):423-30. PMID: 8913196. 
 
265: Sewry CA, Naom I, D'Alessandro M, Ferlini A, Philpot J, Mercuri E, Dubowitz 
V, Muntoni F. The protein defect in congenital muscular dystrophy. Biochem Soc 
Trans. 1996 May;24(2):281S. doi: 10.1042/bst024281s. PMID: 8736939. 
 
266: Nakamura M, Tanaka Y, Ando Y, Yamashita T, Salvi F, Ferlini A, Gobbi P, 
Patrosso C, Uchino M, Ando M. Decreased affinity of apolipoprotein AII to high- 
density lipoprotein in patients with transthyretin-related amyloidosis (Met30, 
Gln89, Pro36, and Thr34). Biochem Biophys Res Commun. 1996 Feb 15;219(2):316-21. 
doi: 10.1006/bbrc.1996.0230. PMID: 8604984. 
 
267: Guidetti D, Vescovini E, Motti L, Ghidoni E, Gemignani F, Marbini A, 
Patrosso MC, Ferlini A, Solime F. X-linked bulbar and spinal muscular atrophy, 
or Kennedy disease: clinical, neurophysiological, neuropathological, 
neuropsychological and molecular study of a large family. J Neurol Sci. 1996 
Feb;135(2):140-8. doi: 10.1016/0022-510x(95)00283-8. PMID: 8867070. 
 
268: Barbieri AM, Soriani N, Ferlini A, Michelato A, Ferrari M, Carrera P. Seven 
novel additional small mutations and a new alternative splicing in the human 
dystrophin gene detected by heteroduplex analysis and restricted RT-PCR 
heteroduplex analysis of illegitimate transcripts. Eur J Hum Genet. 
1996;4(3):183-7. doi: 10.1159/000472193. PMID: 8840119. 
 
269: Ferlini A, Salvi F, Uncini A, el-Chami J, Winter P, Altland K, Repetto M, 
Littardi M, Campoleoni A, Vezzoni P, Patrosso MC. Homozygosity and 
heterozygosity for the transthyretin Leu64 mutation: clinical, biochemical and 
molecular findings. Clin Genet. 1996 Jan;49(1):10-4. doi: 
10.1111/j.1399-0004.1996.tb04317.x. PMID: 8721565. 
 
270: Ferlini A, Ragno M, Gobbi P, Marinucci C, Rossi R, Zanetti A, Milan M, 
Camera G, Calzolari E. Hydrocephalus, skeletal anomalies, and mental 
disturbances in a mother and three daughters: a new syndrome. Am J Med Genet. 
1995 Dec 4;59(4):506-11. doi: 10.1002/ajmg.1320590419. PMID: 8585573. 
 
271: Almeida MR, Aoyama-Oishi N, Sakaki Y, Holmgren G, Ulf D, Ferlini A, Salvi 
F, Munar-Oués M, Benson MD, Skinner M, et al. Haplotype analysis of common 
transthyretin mutations. Hum Genet. 1995 Sep;96(3):350-4. doi: 
10.1007/BF00210422. PMID: 7649556. 
 
272: Ragno M, Tournier-Lasserve E, Fiori MG, Manca A, Patrosso MC, Ferlini A, 
Sirocchi G, Trojano L, Chabriat H, Salvi F. An Italian kindred with cerebral 
autosomal dominant arteriopathy with subcortical infarcts and 
leukoencephalopathy (CADASIL). Ann Neurol. 1995 Aug;38(2):231-6. doi: 
10.1002/ana.410380216. Erratum in: Ann Neurol. 2012 Jun;71(6):854. PMID: 
7654071. 
 
273: Ferlini A, Patrosso MC, Guidetti D, Merlini L, Uncini A, Ragno M, Plasmati 
R, Fini S, Repetto M, Vezzoni P, et al. Androgen receptor gene (CAG)n repeat 
analysis in the differential diagnosis between Kennedy disease and other 
motoneuron disorders. Am J Med Genet. 1995 Jan 2;55(1):105-11. doi: 
10.1002/ajmg.1320550125. PMID: 7702080. 
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274: Nesi M, Righetti PG, Patrosso MC, Ferlini A, Chiari M. Capillary 
electrophoresis of polymerase chain reaction-amplified products in polymer 
networks: the case of Kennedy's disease. Electrophoresis. 1994 May;15(5):644-6. 
doi: 10.1002/elps.1150150190. PMID: 7925243. 
 
275: Ferlini A, Patrosso MC, Repetto M, Frattini A, Villa A, Fini S, Salvi F, 
Vezzoni P, Forabosco A. A new mutation (TTR Ala-47) in the transthyretin gene 
associated with hereditary amyloidosis. Hum Mutat. 1994;4(1):61-4. doi: 
10.1002/humu.1380040110. PMID: 7951260. 
 
276: Salvi F, Salvi G, Volpe R, Mencucci R, Plasmati R, Michelucci R, Gobbi P, 
Santangelo M, Ferlini A, Forabosco A, et al. Transthyretin-related TTR 
hereditary amyloidosis of the vitreous body. Clinical and molecular 
characterization in two Italian families. Ophthalmic Paediatr Genet. 1993 
Mar;14(1):9-16. doi: 10.3109/13816819309087617. PMID: 8345958. 
 
277: Calzolari E, Patracchini P, Palazzi P, Aiello V, Ferlini A, Trasforini G, 
degli Uberti E, Bernardi F. Characterization of a deleted Y chromosome in a male 
with Turner stigmata. Clin Genet. 1993 Jan;43(1):16-22. doi: 
10.1111/j.1399-0004.1993.tb04419.x. PMID: 8462191. 
 
278: Ferlini A, Fini S, Salvi F, Patrosso MC, Vezzoni P, Forabosco A. Molecular 
strategies in genetic diagnosis of transthyretin-related hereditary amyloidosis. 
FASEB J. 1992 Jul;6(10):2864-6. doi: 10.1096/fasebj.6.10.1353040. PMID: 1353040. 
 
279: Barbiroli B, Funicello R, Iotti S, Montagna P, Ferlini A, Zaniol P. 31P-NMR 
spectroscopy of skeletal muscle in Becker dystrophy and DMD/BMD carriers. 
Altered rate of phosphate transport. J Neurol Sci. 1992 Jun;109(2):188-95. doi: 
10.1016/0022-510x(92)90167-j. PMID: 1634901. 
 
280: Barbiroli B, Funicello R, Ferlini A, Montagna P, Zaniol P. Muscle energy 
metabolism in female DMD/BMD carriers: a 31P-MR spectroscopy study. Muscle 
Nerve. 1992 Mar;15(3):344-8. doi: 10.1002/mus.880150313. PMID: 1557082. 
 
281: Almeida MR, Ferlini A, Forabosco A, Gawinowicz M, Costa PP, Salvi F, 
Plasmati R, Tassinari CA, Altland K, Saraiva MJ. Two transthyretin variants (TTR 
Ala-49 and TTR Gln-89) in two Sicilian kindreds with hereditary amyloidosis. Hum 
Mutat. 1992;1(3):211-5. doi: 10.1002/humu.1380010306. PMID: 1301926. 
 
282: Sangiorgi S, Ferlini A, Zanetti A, Mochi M. Reduced activity of 
arylsulfatase A and predisposition to neurological disorders: analysis of 140 
pediatric patients. Am J Med Genet. 1991 Sep 1;40(3):365-9. doi: 
10.1002/ajmg.1320400324. PMID: 1683156. 
 
283: Marano G, Marchi G, Fabbri T, Ferlini A. Il caso clinico. Microcitoma 
polmonare metastatizzato [Clinical case. Metastatic pulmonary microcytoma]. G 
Clin Med. 1990 Nov;71(11):687-9. Italian. PMID: 1964920. 
 
284: Munno I, Arpinelli F, Benedetti M, Spoglianti R, Ferlini A. The effect of 
ofloxacin on the immune system of elderly patients. J Antimicrob Chemother. 1990 
Mar;25(3):455-8. doi: 10.1093/jac/25.3.455. PMID: 2110939. 
 
285: Ferlini A, Ansaloni L, Nobile C, Forabosco A. Molecular analysis of the 
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Rett syndrome using cDNA synapsin I as a probe. Brain Dev. 1990;12(1):136-9. 
doi: 10.1016/s0387-7604(12)80195-1. PMID: 2111640. 
 
286: Bettoli V, Selvi M, Ferlini A, Pasi F, Patrizi A. Il multitest nella 
valutazione della immunità cellulare [The multitest in evaluating cellular 
immunity]. G Ital Dermatol Venereol. 1989 May;124(5):197-201. Italian. PMID: 
2620919. 
 
287: De Simone C, Albertini F, Almaviva M, Angarano G, Chiodo F, Costigliola P, 
Delia S, Ferlini A, Gritti F, Mazzarello G, et al. Clinical and immunological 
assessment in HIV+ subjects receiving inosine-pranobex. A randomised, 
multicentric study. Med Oncol Tumor Pharmacother. 1989;6(1):63-7. doi: 
10.1007/BF02985225. PMID: 2471025. 
 
288: Saraiva MJ, Costa PP, Almeida Mdo R, Banzhoff A, Altland K, Ferlini A, 
Rubboli G, Plasmati R, Tassinari CA, Romeo G, et al. Familial amyloidotic 
polyneuropathy: transthyretin (prealbumin) variants in kindreds of Italian 
origin. Hum Genet. 1988 Dec;80(4):341-3. doi: 10.1007/BF00273648. PMID: 2848756. 
 
289: Romeo G, Devoto M, Archidiacono N, Ferlini A, Roncuzzi L, Melis MA, Paderi 
E, Ferrari M, Tedeschi S, Galluzzi G, et al. Italian experience regarding the 
prevention of Duchenne and Becker muscular dystrophies. Eur J Pediatr. 1988 
May;147(4):412-5. doi: 10.1007/BF00496422. PMID: 3165066. 
 
290: Ferlini A, Romeo G, Tassinari CA, Saraiva MJ, Costa PP, Salvi F. 
Discrimination of peripheral polyneuropathies caused by TTR variant or diabetes 
in the same pedigree through protein studies. Adv Neurol. 1988;48:201-8. PMID: 
3334782. 
 
291: Romeo G, Rocchi M, Roncuzzi L, Ferlini A, Nobile C, Rugolo M. X-linked 
muscular dystrophies: studies through functional assay and DNA polymorphisms. 
Adv Neurol. 1988;48:31-6. PMID: 2891257. 
 
292: Roncuzzi L, Ferlini A, Pirozzi A, Romeo G. Origin of new mutations in 
Duchenne muscular dystrophy. Hum Genet. 1986 Dec;74(4):456-60. doi: 
10.1007/BF00280507. PMID: 2878873. 
 
293: Ferlini A, Roncuzzi L, Romeo G. Nuovi strumenti di genetica molecolare per 
la prevenzione delle distrofie muscolari legate al cromosoma X [New instruments 
in molecular genetics for the prevention of X chromosome-linked muscular 
dystrophy]. Minerva Pediatr. 1986 Aug 31;38(15-16):639-42. Italian. PMID: 
3796513. 
 
294: Kunkel LM, Hejtmancik JF, Caskey CT, Speer A, Monaco AP, Middlesworth W, 
Colletti CA, Bertelson C, Müller U, Bresnan M, Shapiro F, Tantravahi U, Speer J, 
Latt SA, Bartlett R, Pericak-Vance MA, Roses AD, Thompson MW, Ray PN, Worton RG, 
Fischbeck KH, Gallano P, Coulon M, Duros C, Boue J, Junien C, Chelly J, Hamard 
G, Jeanpierre M, Lambert M, Kaplan JC, Emery A, Dorkins H, McGlade S, Davies KE, 
Boehm C, Arveiler B, Lemaire C, Morgan GJ, Denton MJ, Amos J, Bobrow M, Benham 
F, Boswinkel E, Cole C, Dubowitz V, Hart K, Hodgson S, Johnson L, Walker A, 
Roncuzzi L, Ferlini A, Nobile C, Romeo G, Wilcox DE, Affara NA, Ferguson-Smith 
MA, Lindolf M, Kaariainen H, de la Chapelle A, Ionasescu V, Searby C, Ionasescu 
R, Bakker E, van Ommen GJ, Pearson PL, Greenberg CR, Hamerton JL, Wrogemann K, 
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Doherty RA, Polakowska R, Hyser C, Quirk S, Thomas N, Harper JF, Darras BT, 
Francke U. Analysis of deletions in DNA from patients with Becker and Duchenne 
muscular dystrophy. Nature. 1986 Jul 3-9;322(6074):73-7. doi: 10.1038/322073a0. 
PMID: 3014348. 
 
295: Romeo G, Archidiacono N, Ferlini A, Rocchi M. Rett syndrome: lack of 
association with fragile site Xp22 and strategy for genetic mapping of X-linked 
new mutations. Am J Med Genet Suppl. 1986;1:355-9. doi: 10.1002/ajmg.1320250536. 
PMID: 3087196. 
 
296: Romeo G, Menozzi P, Ferlini A, Prosperi L, Cerone R, Scalisi S, Romano C, 
Antonozzi I, Riva E, Piceni Sereni L, et al. Incidence of classic PKU in Italy 
estimated from consanguineous marriages and from neonatal screening. Clin Genet. 
1983 Nov;24(5):339-45. PMID: 6652943. 
 
297: Romeo G, Menozzi P, Ferlini A, Fadda S, Di Donato S, Uziel G, Lucci B, 
Capodaglio L, Filla A, Campanella G. Incidence of Friedreich ataxia in Italy 
estimated from consanguineous marriages. Am J Hum Genet. 1983 May;35(3):523-9. 
PMID: 6859045; PMCID: PMC1685654. 
 

 
Titles 
LIST OF TITLES  
 

TITOLI DI FORMAZIONE (6)  
EDUCATION TITLES (6) 
 
1. -LAUREA IN MEDICINA E CHIRURGIA UNIVERSITA DI BOLOGNA 1983 
2. -ESAME DI STATO ABILITAZIONE MEDICO CHIRURGO 1984-BOLOGNA 
3. -ISCRIZIONE ALBO DEI MEDICI (1983-PRESENT)  
4. SPECIALIZZAZIONE IN NEUROLOGIA 1988 UNIVERSITA DI BOLOGNA 
5. -SPECIALIZZAZIONE IN GENETICA MEDICA 1993 UNIVERSITA DI FERRARA 
6. - PhD IN GENETICS IMPERIAL COLLEGE LONDON (UK) 2002HONORARY VISITING PROFESSOR 
UNIVERSITY COLLEGE LONDON (UK) 2015  
 
TITOLI DI CARRIERA (4) 
 CAREER TITLES (4) 
1. SENIOR RESEARCH ASSISTANT HAMMERSMITH HOSPITAL LONDON UK 
2. HONORARY VISITING PROFESSOR UNIVERSITY COLLEGE LONDON (UK) 2015 and 2021  
3. STATO DI SERVIZIO AZIENDA OSPEDALIERA UNIVERSITARIA S. ANNA FERRARA (1997-PRESENT) 
4. STATO DI SERVIZIO UNIVERSITA DI FERRARA (2006-PRESENT) 
 
 
(copia dei titoli di Formazione e di Carriera in calce a questo documento) 
 
 
 
 
TITOLI PROFESSIONALI E DI RICERCA : 57  
PROFESSIONAL AND RESEARCH TITLES :57 
(solo lista) 
All listed, past, present, and pending 
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1. Membro del Chromosome 18 Sequencing Committee (US) 
2. ENMC Scientific Committee, Membro 
3. Coordinatore del Gruppo di Genetica Molecolare SOCIETA ITALIANA DI GENETICA UMANA SIGU 
4. Coordinatore del gruppo Biomarkers for Disease Progression and Therapy Response IRDIRC  
5. Membro del Comitato Etico del TREAT-NMD Alliance 
6. 0HPEUR�GHOO¶�(XURSHDQ�%RDUG�GL�6DUHSWD�7KHUDSHXWLFV�SHU�³([RQ�VNLSSLQJ�WKHUDS\´ 
7. Membro del PTC Therapeutics European Board 
8. Membro dei gruppi di lavoro istituzionali della Regione Emilia Romagna: 
-Malattie neuromuscolari 
-Disordini del movimento e malattia di Huntington  
-Tavolo Nascita e screening neontali  
-Test  Genetici 
9. Membro del Comitato Etico del Progetto Europeo NMD-Chip 
10. Membro del Comitato Etico Unico Area Vasta Centrale Regione Emilia Romagna 
11. Membro del Comitato Etico dell'Azienda Ospedaliera Universitaria di Ferrara 
12. Membro del TREAT-NMD Alliance Ethical Committee 
13. Fondazione Telethon, premio per il miglior progetto di  
14. British Heart Foundation Grant Research Officer, London (UK)  
15. Muscle Dystrophy Group Contract, Research Assistant contract, London (UK) 
16. Boncompagni-Ludovisi (Svezia), Premio di Studio Europeo per studi genomici innovativi 
17. EMBO (Germania), Premio di Studio Europeo  
18. Comitato Sanremo Genetica Umana, Premio Miglior studio di Sindrome di Rett 
19. Professore a Contratto Universita di Modena in Neurogenetica 
20. Borsa di Studio CNR, 1993-1994, MILANO Istituto Tecnologie Biomediche Avanzate, Gruppo Ricerca Premio 
Nobel Renato Dulbecco, Progetto Genoma Italy 
21. DYNALIFE COST Action Partner 
22. SCREEN4CARE H2020 EU-IMI project Scientific Coordinator 
23. BIND H2020, Full Partner  
24. SOLVE-RD, H2020, Full Partner   
25. EXONSKIPPING  COST Action, Full Partner  
26. NEUROMICS,  FP7 Full Partner  
27. SIGN Network Genetico Sloveno-Italiano, Full Partner  
28. BIO-NMD FP7 , Scientific Coordinator  
29. NMD-CHIP FP6 Full Partner 
30. FINGER FP5 Scientific Coordinator  
31. 3-2021, Telethon Grant-Partner 
32. 2-2021, Telethon Grant Partner 
33. GGP09093 (2009) Telethon Grant-Coordinator 
34. GGP08107 (2008) Telethon Grant-Partner 
35. GUP07011 (2010) Telethon Grant -Coordinator 
36. GGP05115 (2007) Telethon Grant- Coordinator 
37. GGP02311 (2010) Telethon Grant - Partner 
38. 1054 (1993) Telethon Grant- Coordinator 
39. 146 (1994) Telethon Grant -Partner 
40. Regione Emilia-Romagna: 'RARER: Next generation sequencing and gene therapy to diagnose and cure rare 
diseases in the Emilia Romagna', full partner  
41. 35,1�0,85�,7$/,$����3,�³0ROHFXODU�EDVHV�RI�&ROODJHQ9,�P\RSDWKLHV´ 
42. Regione Emilia-Romagna: 'The contribution of novel technologies to the improvement of diagnosis/therapies in 
Medical Genetics of breast cancer', Coordinator 
43. DUCHENNE PARENT PROJECT ONLUS ITALIA (2007-2013) PI (4 grants),  
44. DUCHENNE PARENT PROJECT ONLUS ITALIA Urinary Stem Cell Biobank 
45. PTC Therapeutics diagnostic service Grant (2018-2022) Duchenne muscular dystrophy diagnosis for patients 
from Eastern Europe and North African countries. 
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46. Association Francoise pour le myopathies (AFM) France, grant Full Partner; The Popeye domain containing gene 
1 and its role in muscular dystrophy 
47. Sarepta Therapeutics Grants (2) to accelerate genetic diagnosis of neuromuscular diseases 
48. ERN Euro-NMD , rappresentante 
49. ERN ITHACA, rappresentante 
50. ERN EuroBloodNet, affiliato 
51. ,&216��ZZZ�LFRQV�RUJ��,QWHUQDWLRQDO�FRQVRUWLXP�IRU�1HZERUQ�VHTXHQFLQJ��PHPEUR�GHOO¶�([HFXWLYH�&RPPLWWHH� 
52. Trial NCT02329769 (Open Label, Extension Study of PRO044 in Duchenne Muscular Dystrophy (DMD)) 
53. Trial NCT01037309 (Phase I/II Study of PRO044 in Duchenne Muscular Dystrophy (DMD) 
54. Trial NCT02958202 Extension Study of BMN 044 in Duchenne Muscular Dystrophy (DMD) 
55. Trial NCT01480245 (Open Label Study of GSK2402968 in Subjects With Duchenne Muscular Dystrophy) 
56. Trial NCT01254019 (A Clinical Study to Assess the Efficacy and Safety of GSK2402968 in Subjects With 
Duchenne Muscular Dystrophy (DMD114044) 
57. Trial NCT02500381 Study of SRP-4045 (Casimersen) and SRP-4053 (Golodirsen) in Participants With Duchenne 
Muscular Dystrophy (DMD) (Essence) 

 
 
 
 
 
 
 

 

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 (facoltativo)". 
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16th June 2024 
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michael.spence@ucl.ac.uk 
For office contact details please visit www.ucl.ac.uk/provost    
 

 
Private and Confidential 
Professor Alessandra Ferlini 
Via Borgo Di Sotto 19 
44121 Ferrara 
Italy 

                                                                                                             By email: fla@unife.it 
 
3 March 2021 
 
 
 
 
 
Dear Professor Ferlini 
 
VISITING PROFESSOR OF UNIVERSITY COLLEGE LONDON 
 
I have pleasure in informing you that the title of Visiting Professor in the UCL Great Ormond Street Institute of Child 
Health, conferred on you with effect from 1 May 2015, has been extended to 30 April 2025. 
 
The appointment is an honorary one and is for the period of your active association with UCL, as determined by 
your Head of Department. 
 
As part of the formalities, I enclose a copy of the scheme for appointment of Visiting Professors to UCL. 
 
I very much hope that you are able to accept this extension and I look forward to hearing from you. 
 
Yours sincerely 
 
 

 
 
Michael Spence  
 
 
 
 
 
cc: Professor Francesco Muntoni 
 
 
 
 
 
 
 

FROM THE PRESIDENT AND PROVOST 
DR MICHAEL SPENCE AC 
 





STAMPA DEI SERVIZI PRESTATI NELL’ENTE E IN ALTRI ENTI S.S.N.

la Sig.ra      FERLINI ALESSANDRA 
nata a    BOLOGNA (BO) il 24/05/1958 

AZIENDA OSPEDALIERO-UNIVERSITARIA "ARCISPEDALE SANT'ANNA" DI FERRARA (FE)

 
Da 18/07/1997 A 31/07/1999 DIRIGENTE MEDICO I LIVELLO-NEUROLOGIA

A TEMPO INDETERMINATO

A TEMPO PIENO  

 
Da 01/08/1999 A 31/12/1999 DIRIGENTE MEDICO-NEUROLOGIA

A TEMPO INDETERMINATO

A TEMPO PIENO  

 
Da 01/01/2000 A 01/12/2002 DIRIGENTE MEDICO-NEUROLOGIA

A TEMPO INDETERMINATO

A TEMPO PIENO  
A RAPPORTO ESCLUSIVO

 
Da 02/12/2002 A 31/10/2006 DIRIGENTE MEDICO-GENETICA MEDICA

A TEMPO INDETERMINATO

A TEMPO PIENO  
A RAPPORTO ESCLUSIVO

 
Da 01/11/2006 A 30/11/2007 PROFESSORE ASSOCIATO EQUIPARATO A 

DIRIG.MEDICO-GENETICA MEDICA
UNIVERSITARIO INTEGRATO AI FINI ASSISTENZIALI

A TEMPO PIENO  

 
Da 01/12/2007 A 31/01/2014 PROFESSORE ASSOCIATO EQUIPARATO A 

DIRIG.MEDICO-GENETICA MEDICA
UNIVERSITARIO INTEGRATO AI FINI ASSISTENZIALI

A TEMPO PIENO  

 
Da 01/02/2014 A tutt'oggi PROFESSORE ASSOCIATO EQUIPARATO A 

DIRIG.MEDICO-GENETICA MEDICA-DIRETTORE
UNIVERSITARIO INTEGRATO AI FINI ASSISTENZIALI

A TEMPO PIENO  

ASSENZE

Da 16/03/1998 A 06/09/1998 ASPETTATIVA S.A. PER STUDIO, Azienda FERRARA 

AO - DIPENDENTI 

Da 21/09/1998 A 20/12/1998 ASPETTATIVA S.A. PER STUDIO, Azienda FERRARA 
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