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Neurological complications of cardio&€faciod€eutaneous syndrome. Developmental Medicine and Child
Neurology, 2007, 49, 894-899.

Mutations in CAPN1 Cause Autosomal-Recessive Hereditary Spastic Paraplegia. American Journal of 6.2 %
Human Genetics, 2016, 98, 1038-1046. :

Exome Sequencing as a Diagnostic Tool for Pediatricd€Onset Ataxia. Human Mutation, 2014, 35, 45-49.

Periodic reanalysis of whole-genome sequencing data enhances the diagnostic advantage over

standard clinical genetic testing. European Journal of Human Genetics, 2018, 26, 740-744. 2.8 88

Clinical and genetic study of hereditary spastic paraplegia in Canada. Neurology: Genetics, 2017, 3, e122.
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CHD2 haploinsufficiency is associated with developmental delay, intellectual disability, epilepsy and
neurobehavioural problems. Journal of Neurodevelopmental Disorders, 2014, 6, 9.

Lethal Disorder of Mitochondrial Fission Caused by Mutations in DNM1L. Journal of Pediatrics, 2016, 18 7
171, 313-316.e2. ’
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postnatal microcephaly and distinct facial features. American Journal of Medical Genetics, Part A,
2011, 155, 424-429.

Bi-allelic mutations of<i>LONP1</i>encoding the mitochondrial LonP1 protease cause pyruvate
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