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Research project:  
 

European Friedreich’s Ataxia Consortium for Translational Studies (EFACTS) 
 

Principal researchers: Massimo Pandolfo, Université Libre de Bruxelles (ULB), Brussels 
(Belgium) Jörg B. Schulz, University Hospital RWTH Aachen, (Germany), Paola Giunti,

 University College London (UK), Alexandra Dürr, UPMC Université Paris (France), 
Mathieu Anheim, Hôpitaux Universitaires de Strasbourg (France), Sylvia Boesch, Medical 
University Innsbruck (Austria), Caterina Mariotti, Fondazione IRCCS Istituto Neurologico 

“C.Besta” (Italy), Enrico Bertini, Bambino Gesù Children’s Research Hospital (Italy), Francesc 
Palau, Pediatric Institute for Rare Diseases – IPER (Spain) 

 
Scientific Summary  
 
EFACTS is the continuation of an EU-funded FP7 project implementing a translational 
research strategy in Friedreich’s Ataxia (FRDA), a rare autosomal recessive monogenic 
degenerative multisystem disease causing severe neurological disability and reduced life 
expectancy. FRDA is still incurable. However, thanks to the development of cellular and animal 
models and to prospective collaborative studies on large clinical cohorts, recent scientific 
breakthroughs have improved our understanding of the pathogenesis of FRDA and of its 
natural history, and have identified promising potential therapeutics. EFACTS has been a 
major contributor to these advances.  
 
The project aims to develop several therapeutic approaches that can be tested and validated 
in clinical trials. More specifically, it aims to develop new tools of clinical evaluation and 
biomarkers that will serve for future drug trial in FRDA, to further expand to the European 
FRDA biorepository and registry essential for natural history studies, recruitment of patients for 
clinical trials, and accessibility to biological samples to the scientific community.  
 
Related preclinical studies will utilize cellular and animal models, some of which developed by 
the FP7 EFACTS project, for biomarker development and validation and to test novel potential 
therapeutics, ranging from small molecules to gene therapy. The consortium will collaborate 
with additional academic centres and biotech companies to pursue the development of small 
molecule epigenetic therapeutics, whose efficacy in upregulating FXN expression has already 
been demonstrated in proof-of-concept studies, and on gene therapy approaches focusing on 
the neurological aspects of FRDA. The project must therefore be seen in the context of a 
larger network bringing together basic, clinical and industrial international research groups with 
distinct core competencies ranging from clinical trials to neurology, innovative clinical imagery, 
medicinal chemistry, preclinical drug and gene therapy development and generation of 
pathophysiological mouse and cell models of FRDA. Such network continues and expands the 
FP7 EFACTS highly successful translational research approach. 
 
Lay Summary 
 
The European Friedreich’s ataxia database and natural history study is annually collecting 
information on FA patients to document the progression of the condition. Initially this large 
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multi-site project, called EFACTS, was funded by a grant from the European Commission but, 
when that grant ended, the researchers turned to patient groups to help continue its funding. 
Euroataxia, the umbrella organisation of ataxia charities in Europe, has under the direction of 
Ataxia UK coordinated a joint-funding effort. Six charities, including Ataxia UK, have agreed on 
the benefits of this project and are now co-funding it. In addition, one pharmaceutical company 
is also providing funding and its lead researcher, along with Ataxia UK, is in talks with other 
companies to look at partnership opportunities. This illustrates how the importance of this 
project is recognised by clinical researchers within universities (who are running this project), 
as well as by researchers in the industry who are planning FA trials and need the information 
gathered from this study to help them. 
 
The project plans to develop new tools of clinical evaluation and biomarkers that will serve for 
future drug trial in FRDA, to further expand to the European FRDA biorepository and registry 
essential for natural history studies, recruitment of patients for clinical trials, and accessibility to 
biological samples to the scientific community. At the same time, the development and 
laboratory testing of new therapies for FRDA will continue to be the objective of related studies 
by EFACTS partners in collaboration with academic and industrial researchers throughout the 
world. Furthermore, our clinical network of sites with a specific expertise in this rare disorder 
will provide an essential infrastructure for clinical trials, allowing efficient patient recruitment 
and assuring the best quality in conducting the trials.  

 
There are currently around 750 people with FA taking part in this project, with a large 
proportion of these being from the UK site at the London Ataxia Centre, which is under the 
direction of Dr Paola Giunti. There are also multiple sites in Germany, Austria, Belgium, Italy, 
France, Spain, Ireland and Greece. Some of the sites are new, extending the geographic 
coverage of the network, but they also include paediatric centres to increase the number of 
children involved. Information gathered in this project to date (baseline and 2-year follow-up) 
has been published in two papers in the eminent medical journal Lancet Neurology. 
Importantly, the information gained is also being used in order to help design trials. For 
example, the planned nicotinamide trial is relying heavily on the information gained in this 
project.  
 
The lead researcher on this project, Professor Massimo Pandolfo from the Université Libre de 
Bruxelles says: ‘We are delighted that many patient groups are coming together to help us 
take this important project forward. The data being generated is helping us design better trials 
in order to find effective treatments for Friedreich’s ataxia.’ 
 
This project is co-funded with AFAF (Association Française de l'Ataxie de Friedreich), Ataxia 
Ireland, FEDAES (Federación de ataxias de España), DHAG (Deutsche Heredo Ataxie 
Gesellschaft), AISA (L’Associazione Italiana per la lotta alle Sindromi Atassiche) 
 
For more support or information please contact: Ataxia UK, 12 Broadbent Close, London, N6 5JW 
Website: www.ataxia.org.uk.   
Helpline: 0800 995 6037 Tel: +44 (0)20 7582 1444   
Email: helpline@ataxia.org.uk.   

 

 

 

 

 


