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KCNK18 Biallelic Variants Associated with Intellectual Disability and Neurodevelopmental Disorders
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In vitro dexamethasone treatment does not induce alternative ATM transcripts in cells from
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Mice harbouring a SCA28 patient mutation in AFG3L2 develop late-onset ataxia associated with
enhanced mitochondrial proteotoxicity. Neurobiology of Disease, 2019, 124, 14-28.

Sgontaneous remission in a Diamondé€Blackfan anaemia patient due to a revertant uniparental disomy
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lating a <i>de novo RPS19</i> mutation. British Journal of Haematology, 2019, 185, 994-998. 2.5 24

A fetal case of microphthalmia and limb anomalies with abnormal neuronal migration associated with
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ATXN2 intermediate repeat expansions influence the clinical phenotype in frontotemporal dementia.

Neurobiology of Aging, 2019, 73, 231.e7-231.e9. 31 2

Mitochondrial stress response triggered by defects in protein synthesis quality control. Life Science
Alliance, 2019, 2, e201800219.

Spinocerebellar Ataxia Tethering PCR. Journal of Molecular Diagnostics, 2018, 20, 289-297. 2.8 16

Altered homeostasis of trace elements in the blood of SCA2 patients. Journal of Trace Elements in
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A case of Feingold type 2 syndrome associated with keratoconus refines keratoconus type 7 locus on
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A novel homozygous change of<i>CLCN2<[i> (p.His590Pro) is associated with a subclinical form of
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Exome sequencing in children of women with skewed X-inactivation identifies atypical cases and
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Human canonical CD157/Bst1 is an alternatively spliced isoform masking a previously unidentified
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Whole exome sequencing is necessary to clarify ID/DD cases with de novo copy number variants of
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A novel 3q29 deletion associated with autism, intellectual disability, psychiatric disorders, and
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Adult-onset autosomal recessive ataxia associated with neuronal ceroid lipofuscinosis type 5 gene
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An atypical form of AOA2 with myoclonus associated with mutations in SETX and AFG3L2. BMC Medical
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Molecular Cytogenetics, 2014, 7, 82.
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Genome-wide expression profiling and functional characterization of SCA28 lymphoblastoid cell lines
reveal impairment in cell growth and activation of apoptotic pathways. BMC Medical Genomics, 2013, 6,
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