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Research Abstract

Spinocerebellar ataxia type 3/Machado-Joseph disease (SCA3) is the most common familial
ataxia. Although the gene mutation causing SCAS3 is known, there is no treatment. However, as
there is an advanced understanding of the mechanisms underlying SCA3, new therapeutic
approaches are being developed. To enable drug trials, the availability of large cohorts of
people who carry the mutation is mandatory. ESMI will bring together 8 cohorts comprising



more than 800 subjects. We will integrate the existing data in a common database and apply
standardized and quality-controlled assessment protocols. A major part of our initiative will be
the development of new disease markers. The expected results have immediate relevance for
application in clinical research and in routine health care. Bringing together existing cohorts will
greatly facilitate the enrolment of participants in drug trials. The development of disease
markers will allow for proof of concept studies with a biomarker out- come that require smaller
numbers of participants than conventional trials. The data on the long- term evolution of the
disease will inform statisticians who design clinical trials in SCA3. Lastly, our research will have
a direct impact on health care, as novel instruments can be used to further improve the clinical
management of ataxia patients.
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