Dr Marios Hadjivassiliou, Sheffield Hallamshire Hospital - Sporadic ataxia: how much of it is truly idiopathic? 

Lay summary

This talk focused on a clinical perspective of the ataxias.  Dr Hadjivassiliou explained that for a clinician who is faced with patients with ataxia on a daily basis, such as himself, the question to be asked is: what is the cause of the patient’s ataxia? Or in other words, is it possible to reach a precise diagnosis for this individual?

He described the classification he uses for all the different types of ataxias. He splits them into six categories: congenital ataxias (abnormalities since birth), rare ataxias where the ataxia is not always the main feature, intermittent ataxias, recessively inherited ataxias, dominantly inherited ataxias and the sporadic ataxias. His talk then focused mostly on the sporadic ataxias. This is a group of ataxias where the cause is unknown and they do not appear to be inherited. The big question here is whether sporadic ataxias are truly idiopathic (ie: unknown cause)? In other words, with careful examination and tests over the years is it possible to reach a diagnosis that explains the cause of the ataxia in such cases?

He emphasised the importance of the use of MRI imaging as the imaging of choice in patients with ataxia and that a CT is not sufficient in excluding certain types of ataxias. From his 12 year experience at his ataxia clinic in Sheffield of 400 patients that he has been following up over many years, 20% have an obvious family history (in other words 2 or more family members affected) the remaining having sporadic ataxia (no family history). Amongst patients with a family history, precise genetic confirmation could only be achieved in 31% of patients. Even in those patients without a family history genetic testing found 12% to be suffering from inherited ataxias. 
A few examples were given of his patients in which a diagnosis had not been easy but with experience in the field and knowledge of new diagnostic developments a diagnosis had been reached eventually. He also stressed how a diagnosis was important as some ataxias were treatable, such as gluten ataxia, which could be treated with a gluten-free diet and some rare ataxias such as cerebrotendinous xanthomatosis that can be treated with medication. He described a patient with a rare form of ataxia called ataxia with oculomotor apraxia type 2 that was diagnosed genetically due to a collaboration with Professor Taylor at Birmingham. This patient had been followed up for at least 20 years before a diagnosis was eventually reached thanks to advances in the genetic characterisation of some ataxias.

He concluded that with constant careful examination, regular follow-up appointments, contact with all the relevant experts, and up to date knowledge of the literature and research in the field it would be possible to reach a diagnosis in up to 75% of cases. The need for more research not just in genetic ataxias but also in the so called idiopathic ataxias was also essential in increasing the diagnostic yield. He also mentioned the possibility that in a number of idiopathic ataxias the cause could well be immune mediated (where ones own immune system attacks organs of the body, in this case the cerebellum-balance centre).

