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Research activity

In the first phase of my clinical research I have been interested in the study of the natural history and rehabilitation of the most relevant neuromuscular disorders: Duchenne muscular dystrophy, spinal muscular atrophy, and congenital muscular dystrophies. I have promoted rehabilitation with callipers both in Duchenne muscular dystrophy 
 ADDIN EN.CITE 
[1, 2]
 and in spinal muscular atrophy [3]. In collaboration with the scoliosis centre of the Rizzoli I have gained extensive experience in the orthopaedic and surgical treatment of scoliosis in Duchenne muscular dystrophy [4] and spinal muscular atrophy 
 ADDIN EN.CITE 
[5-7]
. Muscle strength testing in neuromuscular disorders has been also the source of interest and publications 
 ADDIN EN.CITE 
[8, 9]
. Subsequently I have actively been involved in the great European search of the genes responsible of hereditary neuromuscular disorders. My clinical research efforts have been instrumental in the discovery of several gene-causing disorders: Limb girdle muscular dystrophy 2D [10], autosomal dominant Emery-Dreifuss muscular dystrophy 
 ADDIN EN.CITE 
[11]
; autosomal recessive EDMD 
 ADDIN EN.CITE 
[12]
, POMT1 Walker-Warburg congenital muscular dystrophy 
 ADDIN EN.CITE 
[13]
; congenital muscular dystrophy MDC1D [14]; mandibulo-acral dysplasia 
 ADDIN EN.CITE 
[15]
; Ullrich congenital muscular dystrophy 
 ADDIN EN.CITE 
[16]
; congenital muscular dystrophy with spine rigidity and restrictive respiratory syndrome RSMD1 
 ADDIN EN.CITE 
[17]
; Marinesco-Sjogren/myoglobinuria/CCFDN congenital cataract facial dysmorphism neuropathy 
 ADDIN EN.CITE 
[18]
, Silver syndrome [19], POMT2 - Walker-Warburg congenital muscular dystrophy [20], Myosclerosis Myopathy 


[21] ADDIN EN.CITE , Familial isolated hyperCKaemia CAV-3 


[22] ADDIN EN.CITE , Autosomal dominant spastic paraplegia 30-SPG30 


[23] ADDIN EN.CITE .
I have been the scientific coordinator of the EU funded project “Myocluster” (2000-2003). This was a cluster of European myology research groups with the aim to advance knowledge on the clinical, pathological, biochemical, and genetic aspects of congenital muscular dystrophies (GENRE; project leader Francesco MUNTONI), Emery-Dreifuss muscular dystrophies (EUROMEN; project leader Ketty SCHWARTZ) and Bethlem myopathy (BETHLEM; project leader Guglielmina PEPE). 

More recently I have been involved in the organization of clinical trials in neuromuscular disorders. I have promoted the first pilot study of early treatment with steroids in Duchenne muscular dystrophy patients 
 ADDIN EN.CITE 
[24, 25]
. I have received a Telethon grant for the first multicentre trial in spinal muscular atrophy, called Italian SMART (Spinal Muscular Atrophy Randomised clinical Trial). The results of this trial, which involved seven Italian centres and the largest population of this disorder ever studied has been recently published 
 ADDIN EN.CITE 
[26]
. In addition I have coordinated an ENMC funded workshop with the aim to promote European clinical trials in spinal muscular atrophy (90th ENMC international workshop: European Spinal Muscular Atrophy Randomised Trial (EuroSMART) 9-10 February 2001, Naarden, The Netherlands) [27]. I am involved in the Telethon funded project on Col6-related myopathies. We found a latent dysfunction dysfunctional mitochondria and spontaneous apoptosis, leading to myofiber degeneration in these disorders and proved its correction with CsA 


[28] ADDIN EN.CITE . I organized a pilot trial with CsA in patients with Col6-related myopathies 
 ADDIN EN.CITE 
[29, 30]
. We have now demonstrate that this persistence of abnormal organelles and apoptosis are caused by defective autophagy  


[31] ADDIN EN.CITE . I performed a trial to modulate autophagy with “Low Protein Diet in Patients With Collagen VI Related Myopathies (LPD)”  


[32] ADDIN EN.CITE .
http://clinicaltrials.gov/ct2/show/NCT01438788.
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