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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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MDPI Books offers quality open access book publishing to promote the exchange of ideas and
knowledge in a globalized world. MDPI Books encompasses all the benefits of open access – high
availability and visibility, as well as wide and rapid dissemination. With MDPI Books, you can
complement the digital version of your work with a high quality printed counterpart.

Open Access
Your scholarly work is accessible worldwide without any restrictions. All
authors retain the copyright for their work distributed under the terms of the
Creative Commons Attribution License.

Author Focus
Authors and editors profit from MDPI’s over two decades of experience in open
access publishing, our customized personal support throughout the entire
publication process, and competitive processing charges as well as unique
contributor discounts on book purchases.

High Quality & Rapid Publication
MDPI ensures a thorough review for all published items and provides a fast
publication procedure. State-of-the-art research and time-sensitive topics are
released with a minimum amount of delay.

High Visibility
Due to our global network and well-known channel partners, we ensure
maximum visibility and broad dissemination. Title information of books is sent
to international indexing databases and archives, such as the Directory of Open
Access Books (DOAB), and the Verzeichnis Lieferbarer Bücher (VLB).

Print on Demand and Multiple Formats
MDPI Books are available for purchase and to read online at any time. Our
print-on-demand service offers a sustainable, cost-effective and fast way to
publish MDPI Books printed versions.
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