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Whole-transcriptome sequencing in blood provides a diagnosis of spinal muscular atrophy with

progressive myoclonic epilepsy. Human Mutation, 2017, 38, 611-614. 2.5 25

LIMS2 mutations are associated with a novel muscular dystrophy, severe cardiomyopathy and
triangular tongues. Clinical Genetics, 2015, 88, 558-564.
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The utility of exome sequencing for genetic diagnosis in a familial microcephaly epilepsy syndrome.
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Deletion of <i>AFG3L2<[i> associated with spinocerebellar ataxia type 28 in the context of multiple

genomic anomalies. American Journal of Medical Genetics, Part A, 2014, 164, 3209-3212. 1.2 1
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Amyloid Neuropathy Following Domino Liver Transplantation. JAMA Neurology, 2016, 73, 477.

Autosomal dominant cerebellar ataxia, deafness, and narcolepsy (ADCA-DN) associated with
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Diffuse leukoencephalopathy with spheroids presenting as primary progressive aphasia. Neurology,
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Pseudohypertrophy of the extensor digitorum brevis in diabetic polyneuropathy. Muscle and Nerve,

2021, 64, E20-E22.

56 MuSK not MNGIE: Atypical MuSK-antibody myasthenia presenting as a genetic disorder. Neuromuscular 0.6 o
Disorders, 2021, , . :



