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Next generation sequencing is facilitating the rapid and
cost effective surveilance of human genomes in order
to identify variants of pathological consequence. Inherited
neurological disorders represent one key area that have
strong potential to benefit from such a co-ordinated genetic
interrogation. Diagnostic confirmation of the presence of
deleterious DNA changes could lead to effective personalised
management protocols for the patient and also aid in informed
decision making with respect to family planning for parents
of affected children. New potential therapeutic targets may
be elicited if the gene or its associated physiological pathways
could be modulated by pharamacological intervention, thus
amelorating the deleterious effect of the variant change.

Bioinformatics is a broad term for a set of compuational
tools that facilitate variant identification and classification
(e.g. benign or pathogenic). In combination with adequate
clinical phenotyping data, the genetic locus/loci responsible
for the disorder can be identified. This lecture provides an
introduction to some of the computational approaches
that can be adopted by clinical exome sequencing teams
and how this information can be exploited to assist in
immediate and long-term clinical management protocols.
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