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Oxford Scientists Uncover
Rare Mutations in
Neurological Disorder

At the Oxford Biomedical Research Center,
scientists used Ingenuity Variant Analysis
from QIAGEN in a family study to pinpoint
unknown mutations causing abnormal brain
development.

Sample to Insight

Thanks to scientists at the University of Oxford, a family with a history
of conceiving babies with severe brain malformations has a new path
toward having a healthy child. The program that helped them could
make a difference for many other families in similar situations as well.
The university’s Biomedical Research Center (BRC) has performed exome
sequencing on some 20 families as part of a brain malformation study.
Most affected individuals have microcephaly or related phenotypes, says
Alistair Pagnamenta, a postdoc who has focused on neurological disorders since joining the center in 2010.
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