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Date and place of birth: 

ACADEMICS AND PROFESSIONALS 

Degree in Medicine: 
University of Pisa,l 27/6/1980, cum laude 
Thesis: "Modifications of kidney function in patients affected by valvular cardiopathy after 
surgical defect correction". 

Registration/Medical License Number: 
             Physicians register of Pisa, Inscr. N. 2167 – 20 November 1981 

Specialization in Neurology: 
University of Pisa, 15/11/1984, cum laude 
Thesis: "Methods of clinical evaluation of motor function in Duchenne Muscular Dystrophy 

Specialization in Physical and Rehabilitation Medicine: 
University of Pisa, 21/7/1992 
Thesis: "Muscle metabolic aspects of fatigue in normals as evaluated by means of 
Phosphorus31 Spectroscopic Nuclear Magnetic Resonance during submaximal contraction". 

PhD in Neurological and Neurosensorial Sciences (University of Ancona, 2/10/1990) 
Thesis: "Central and peripheral mechanisms of muscle fatigue in normals and in 
neuromuscular diseases". 

Post-Doctoral Research in Neurosciences: 
University of Ancona, from 16/9/1991 to 15/9/1993 

Neurologist Assistant Register: 
at Clinica Neurologica, University of Pisa, from 1993 to 1997. 

University Researcher 
Department of Neuroscience, University of Pisa from 1997 to 2001 

University Associated Professor in Neurology (MED/26) 
Department of Clinical and Experimental Medicine, University of Pisa from 2001 to 2015 

University Full Professor in Neurology (MED/26) 
Department of Clinical and Experimental Medicine, University of Pisa from 2016 

Present position: 
Full Professor in Neurology  and Head of Clinical Centre for Neuromuscular Diseases and Head of the 
Laboratory for Molecular Diagnosis, Neurological Clinic, Department of Neuroscience, Azienda 
Ospedaliero Universitaria Pisana. 



FORMATIVE STAGES IN ITALY AND OVERSEAS 

1983 Fellowship of Unione Italiana Lotta alla Distrofia Muscolare, 9 months, Laboratory of 
Neuropathology, University of Padova, argument: "Muscle histopathology in Neuromuscular 
Diseases" 

1988 PhD Fellow, 6 months, Laboratory of Neuropathology, University of Padova, argument: 
"Biochemistry investigations in the diagnosis of Neuromuscular Diseases"  

1989 PhD Fellow and "Guest Researcher”, 8 months, Muscle Centre, Department of 
Medicine, Royal University Hospital, Liverpool (GB), argument: "Neurophysiopathologic 
techniques in the assessment of muscle fatigue in Neuromuscular Diseases" 

1992 Post-doc Fellow, 1 month, Department of Biology, University of Padova, argument: 
"Methods of genetic and molecular analyses in the diagnosis of Muscular Dystrophies" 

1992 Post-doc Fellow and "Guest Researcher", 2 months, Nuclear Magnetic Resonance 
Centre, University of Liverpool (GB), argument: "Magnetic Resonance Spectroscopic methods 
in the study of muscle function"  

1999 Visiting researcher, Department of Neurology, Columbia University, New York (USA) 

MEMBERSHIP IN SCIENTIFIC SOCIETIES 
- Italian Neurology Society, since 1984;
- Italian Neuropathology Association, since 1985 (Advisory Board since 2001);
- Italian Clinical Neurophysiology Society, since 1989;
- International Society of Neuropathology, since 1990;
- World Society of Neurology, since 1990;
- Royal Society of Medicine, Section of Neurology, since 1991;
- International Society of Electromyography and Kinesiology, since 1992;
- World Society of Myology, since 1996;
- American Association for the Advancement of Science, since 1998;
- Italian Myology Association, since 2000.
- European Amyotrophic Lateral Sclerosis Consortium, since 2001
- European Federation of Neurological Societies, since 2012
- President of Italian Association of Myology (AIM), since 2015 to date

EDITORIAL BOARD OF INTERNATIONAL JOURNALS IN NEUROLOGIC AREA 
- Bioscience Reports, Kluwer Academic/Plenum Publishers, ISSN 0144-8463
- Basic and Applied Myology, Unipress, ISSN: 1120-9992
- Journal of Alzheimers Disease,  IOS Press, ISSN:1387-2877 (Print) ; 1875-8908 (Electronic)
- Nutrition, Tarrytown, NY : Elsevier Science, 0899-9007 (Print) (dal novembre 2010)

B) Editorial board di numeri speciale/raccolte su riviste internazionali in ambito neurologico
- Neurological Sciences Supplement- Perspectives In Molecular Therapy On Muscle Diseases,
Springer-Verlag Italia, Issn:1590-1874 (Print)
- Bioscience Reports SUPPLEMENT- Mitochondrial Diseases: Advances In Underst anding and
Treating Pathologies, Kluwer Academic/Plenum Publishers, ISSN 0144-8463 (Print) 



- CNS Neurol Disord Drug Targets SUPPLEMENT- Neuroprotection In ALS: From Pathology To 
Treatment, Bentham Science Publishers, 1871-5273 (Print) 
- Neuromuscular Disorders SUPPLEMENT- Muscle Fatigue in Neuromuscular Disord ers: Pathogenic 
Mechanisms and Treatment, Pergamon Press, ISSN:0960-8966 (Print) 
 
 
REFEREE OF INTERNATIONAL JOURNALS IN NEUROLOGIC AREA 
- Acta Neurologica Scandinavica, Wiley-Blackwell, ISSN: 0001-6314 
- Amyotrophic Lateral Sclerosis and other Motor Neuron Disorders, Martin Dunitz, ISSN: 1466- 
- Annals of Neurology, Wiley-Liss, ISSN: 0364-5134 (Print) 
- Antioxidant and Redox Signaling, Mary Ann Liebert, Inc., ISSN: 1523-0864 (Print) 
- Archives of Neurology, American Medical Assn, ISSN: 0003-9942 
- Behavioural Brain Research, Biomedical Press, ISSN: 0166-4328 (Print) 
- Biomarkers in Medicine, Future Medicine, ISSN: 1752-0363 (Print) 
- Brain , Oxford University Press, ISSN: 0006-8950 
- Brain Research Bulletin, Elsevier, ISSN 0361-9230 
- Clinical and Experimental Rheumatology, S.A.S., ISSN 0392-856X 
- Clinical Investigation, Future Science, ISSN: 2041-6792 (Print) 
- Drug Design, Development and Therapy, Dove Press Limited, ISSN:1177-8881 (Electronic) 
- European Journal of Neurology, Blackwell Science, ISSN: 1351-5101 (Print) 
- European Journal of Neurology, Blackwell, ISSN 1351-5101 
- Expert Opinion on Orphan Drugs 
- Expert Opinion on Medical Diagnostics, Informa Healthcare, ISSN: 1753-0059 (Print) 
- Expert Opinion on Therapeutic Targets, Informa Healthcare, ISSN: 1472-8222 (Print) 
- Functional Neurology, Cic Edizioni Internazionali S.R.L, ISSN: 0393-5264 (Print) 
- Gene, Elsevier, ISSN: 0378-1119 
- Journal of Medical Genetics,  British Medical Association, SSN:0022-2593 (Print) 
- Journal of Neural Transmission, Springer, ISSN: 0300-9564 (print version)  
- Journal of Neurology, Neurosurgery and Psychiatry, BMJ Publishing Group, ISSN: 0022-3050 
- Journal of Neurology, Springer, ISSN 0340-5354 
- Journal of Neuroscience Research, Wiley Interscience, ISSN: 0360-4012 
- Journal of Neurosciences Methods, Elsevier, ISSN: 0165-0270 
- Journal of Pharmacy and Pharmacology, Wiley, ISSN:0022-3573 (Print) 
- Life Science, Pergamon-Elsevier, ISSN 0024-3205 
- Medicinal chemistry, Omics Pub. Group, ISSN: 2161-0444 (Electronic) 
- Mini Reviews in Medicinal Chemistry, Bentham Science, c2001-ISSN: 1389-5575 (Print) 
- Mitochondrion, Elsevier Science, ISSN: 1567-7249 
- Molecular neurodegeneration, BioMed Central, ISSN: 1750-1326 (Electronic) 
- Muscle and Nerve, John Wiley & Sons, ISSN: 0148-639X (Print) 
- Neurochemistry, Pergamon Press, ISSN:0197-0186 (Print)  
- Neurological research, Maney Pub, ISSN:0161-6412 (Print)  
- Neurological Sciences, Springer-Verlag Italia, ISSN: 1590-1874 
- Neurological Sciences, Springer-Verlag Italia, ISSN:1590-1874 (Print) 
- Neurology, Lippincott Williams & Wilkins, ISSN: 0028-3878 
- Neuromuscular Disorders, Pergamon, Pergamon Press, ISSN:0960-8966 (Print) 
- Neuropathology and Applied Neurobiology, Blackwell Scientific, ISSN: 0305-1846 (Print) 
- Neurotoxicology, Elsevier Science,  ISSN: 0161-813X (Print) 
- Nutrition journal, BioMed Central, ISSN:1475-2891 (Electronic)   
- Orphanet Journal of Rare Diseases, [London] : BioMed Central, 2006-, ISSN: 

1750-1172 (Electronic) 
- Redox Report: Churchill Livingstone, ISSN: 1351-0002 (Print) 
 
 



RESEARCH ACTIVITIES AND INTERESTS 
Since 1993 he is responsible for the Unit of Neuromuscular Diseases and for the Laboratory of 
Molecular Diagnosis in the former Department of Neuroscience, now Department of Clinical and 
Experimental Medicine - Neurological Clinics - University of Pisa, with main interests in clinical, 
laboratory and molecular aspects of neurodegenerative and neurogenetic disorders, acquired and 
genetic diseases of peripheral nervous system and skeletal muscle. These activities are conducted in 
collaboration with some overseas centres and laboratories. Since 1986 he has been engaged in studies 
on muscular dystrophies, metabolic diseases of muscle and motorneuron diseases. In particular, he has 
studied several issues on muscle fatigue, in collaboration with the Muscle Research Centre, University 
of Liverpool (Prof. RHT Edwards), exercise in normal and myopathic subjects, motorneuron output 
evaluation in amyotrophic lateral sclerosis, subsarcolemmal excitability in myotonic syndromes and 
muscular dystrophies, analysis of metabolic parameters in McArdle's disease and mitochondrial 
myopathies. In the same period he has been engaged in epidemiological and therapeutical studies on 
neuromuscular disorders, in particular the use of selenium in Steinert disease, idebenone in 
mitochondrial myopathies, mexiletine in congenital myotonia, TRH and riluzole in amyotrophic lateral 
sclerosis. As far as mitochondrial myopathies are concerned, he is currently studying the effects of 
aerobic training programs, the relationship between metabolic and catecholaminergic systems during 
exercise, the pathogenic role of mitochondrial transcription factors, the diagnostic usefulness of 
magnetic resonance spectroscopic techniques. Furthermore, he is working on the possible role of 
mitochondrial involvement and oxidative stress in the pathogenesis of neurodegenerative disorders.  
All these activities have led to a scientific production volume represented by near 300 full papers, in 
specialized cited international journals, dealing with the above indicated arguments, funded projects 
from Institutional and Charity bodies, responsibility in research evaluation committees for public and 
private funding research bodies, participation to national and international clinical trials performed 
according to GCP (last GCP training certificate obtained in 19 February 2016). More recent ongoing 
GCP studies as PI: CFTY720I2201, IGD002, 161403, SNT-CRS-002 

PARTICIPATION IN CLINICAL TRIALS (LAST 5 YEARS) as PI 

1) Phase III Efficacy, Safety, and Tolerability Study of HYQVIA/HyQvia and GAMMAGARD
LIQUID/KIOVIG in CIDP -161403, ongoing

2) Long-Term Tolerability and Safety of HYQVIA/HyQvia in CIDP-161505, as PI , ongoing

3) A Non-interventional Study of Clinical Experience in Patients Prescribed Raxone® for the
Treatment of Leber's Hereditary Optic Neuropathy (LHON), SNT-IV-003

4) Effects of oral levosimendan (ODM-109) on respiratory function in patients with ALS-
3119002, center activation

5) A Double-blind, Randomized, Multicenter, Placebo-controlled, Parallel-group Study to
Evaluate the Efficacy and Safety of Fingolimod 0.5 mg Administered Orally Once Daily Versus
Placebo in Patients With Chronic Inflammatory Demyelinating Polyradiculoneuropathy
(CIDP)-FTY720

6) Study to assess the effectiveness of high doses of immunoglobulin in the treatment of
polyneuropathy painful diabetic resistant to conventional therapies. –IGD002



PUBLICATIONS	
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C,	Astrea	G,	Bruno	C,	Santorelli	FM;	Italian	Network	on	Congenital	Myopathies.	

Congenital	myopathies:	clinical	phenotypes	and	new	diagnostic	tools.	Ital	J	
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CASQ1	gene	in	four	patients	with	tubular	aggregate	myopathy.	Hum	Mutat.	2017	
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