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Sommario/riassunto The contribution of genomic variants to the aetiopathogenesis of both
paediatric and adult neurological disease is being increasingly
recognized. The use of next-generation sequencing has led to the
discovery of novel neurodevelopmental disorders, as exemplified by the
deciphering developmental disorders (DDD) study, and provided insight
into the aetiopathogenesis of common adult neurological diseases.
Despite these advances, many challenges remain. Correctly classifying
the pathogenicity of genomic variants from amongst the large number
of variants identified by next-generation sequencing is recognized as
perhaps the major challenge facing the field. Deep phenotyping (e.g.,
imaging, movement analysis) techniques can aid variant interpretation
by correctly classifying individuals as affected or unaffected for
segregation studies. The lack of information on the clinical phenotype
of novel genetic subtypes of neurological disease creates limitations for
genetic counselling. Both deep phenotyping and qualitative studies can
capture the clinical and patient’s perspective on a disease and provide
valuable information. This Special Issue aims to highlight how next-
generation sequencing techniques have revolutionised our
understanding of the aetiology of brain disease and describe the
contribution of deep phenotyping studies to a variant interpretation
and understanding of natural history.
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