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Scientific summary

An understanding of how disease variables influence the clinical progression in Friedreich’s ataxia (FRDA) is not only important for the management of the condition but also vital for the design and interpretation of clinical trials.  The understanding of clinical progression in FRDA has been generally restricted to cross sectional analyses with a lack of extensive longitudinal data. We have obtained comprehensive clinical data on 77 patients with FRDA (between 1998 - 2005) and in the majority of these patients we have 2 - 4 years of longitudinal data covering a variety of assessments (neurological scales - ICARS, echocardiography, heart MRI, limb co-ordination, speech, activities of daily living, quality of life questionnaires). 

We propose to take advantage of this unique opportunity to re-evaluate these patients to extend our longitudinal data (up to 10 years) giving us important information regarding the variability in the progression of Friedreich’s ataxia between patients. 

We will instigate the use of the new Friedreich’s Ataxia Impact Scale (FAIS) as a health measure specifically designed to record the impact of Friedreich’s ataxia. We propose to post this to patients on a yearly basis to generate a longitudinal natural history database that has the advantage of being both patient-centred and cost efficient.
Lay summary 

This study is designed to improve our understanding of the impact of Friedreich’s ataxia.  As well as understanding the symptoms of the condition, it is important to identify factors that influence the presence of these symptoms, the age at which they appear and the rate at which they progress.  By understanding this we will be able to better predict how to clinically manage the condition and how to accurately interpret whether new therapies are having any benefit. 

Friedreich’s ataxia is associated with a wide range of symptoms, some are common to all patients including ataxia and slurred speech, while others are only seen in a percentage of patients, including thickening of the heart wall, scoliosis and diabetes.  While we can obtain a reasonable amount of information from assessing a group of patients at a single point in time, because the symptoms can vary considerably from patient to patient this only gives an approximation of the effects of the condition and does not tell us anything about the variability of progression between patients. This type of information will improve our understanding of the effects of therapies.

To obtain better data regarding the progression of the symptoms and how this varies between patients, we need to measure the status of the symptoms in many individual patients over time to obtain data relating to the progress of the condition for each patient.  We have already analysed 77 patients between 7 and 10 years ago using a range of tests to assess their symptoms.  We have also performed some follow-up studies on these patients over the subsequent 2 to 4 years.  While we have obtained a lot of information from this data, we now want to take advantage of this unique position to study these patients again to reveal even more information about the progression of Friedreich’s ataxia between 7 and 10 years after our first analyses.

The evaluation of the status of the condition is typically based upon assessments made by clinicians or other assessors using standard scales or tests of clinical symptoms.  However, more important measures will come from patients using questionnaires specifically designed and validated to assess the impact of Friedreich’s ataxia upon their quality of life.  We have designed and validated one such scale, the Friedreich’s Ataxia Impact Scale (FAIS).

We will instigate the use of the new FAIS to record the impact of Friedreich’s ataxia in a wide range of patients. This will be a postal survey which we propose to repeat on a yearly basis to generate a longitudinal natural history database that has the advantage of being both patient-centred and cost-efficient and will prove to be invaluable in studying the impact of the condition in future.
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