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Activating germline mutations in STAT3 cause early-onset multi-organ autoimmune disease. Nature
Genetics, 2014, 46, 812-814.
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Exome sequencing reveals a de novo POLD1 mutation causing phenotypic variability in mandibular
hypoplasia, deafness, progeroid features, and lipodystrophy syndrome (MDPL). Metabolism: Clinical
and Experimental, 2017, 71, 213-225.

A Specific CNOT1 Mutation Results in a Novel Syndrome of Pancreatic Agenesis and Holoprosencephaly
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Biallelic RFX6 mutations can cause childhood as well as neonatal onset diabetes mellitus. European
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De Novo Mutations in <i>EIF2B1<[i> Affecting elF2 Signaling Cause Neonatal/Early-Onset Diabetes and
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Classification and correlation of RYR2 missense variants in individuals with catecholaminergic
polymorphic ventricular tachycardia reveals phenotypic relationships. Journal of Human Genetics, 2.3 20
2020, 65, 531-539.
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A comparison of mitochondrial DNA isolation methods in frozen post-mortem human brain

tissuea€”applications for studies of mitochondrial genetics in brain disorders. BioTechniques, 2015, 59,
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Missense Mutations of the Pro65 Residue of PCGF2 Cause a Recognizable Syndrome Associated with
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Hemizygous UBA5 missense mutation unmasRks recessive disorder in a patient with infantile-onset
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Homozygous Hypomorphic <i>HNF1A<[i> Alleles Are a Novel Cause of Young-Onset Diabetes and Result 86 13
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Refinement of the critical genomic region for hypoglycaemia in the Chromosome 9p deletion
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