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Psychosocial impact of genetic testing on parents of children with developmental and epileptic
encephalopathy. Developmental Medicine and Child Neurology, 2022, 64, 95-104.

Missense variants in <i>TAF1</i> and developmental phenotypes: Challenges of determining

pathogenicity. Human Mutation, 2020, 41, 449-464. 11 17

Chromosome microarray in Australia: A guide for paediatricians. Journal of Paediatrics and Child

Health, 2012, 48, E59-67.

Significantly Elevated FMR1 mRNA and Mosaicism for Methylated Premutation and Full Mutation
Alleles in Two Brothers with Autism Features Referred for Fragile X Testing. International Journal of 1.8 12
Molecular Sciences, 2019, 20, 3907.



38

40

42

44

46

48

50

52

54

ELIZABETH E PALMER

ARTICLE IF CITATIONS

Expanding Clinical Presentations Due to Variations in THOC2 mRNA Nuclear Export Factor. Frontiers

in Molecular Neuroscience, 2020, 13, 12.

EPSPatNet86: eight-pointed star pattern learning network for detection ADHD disorder using EEG

signals. Physiological Measurement, 2022, 43, 035002. 12 12

Exome sequencing for patients with developmental and epileptic encephalopathies in clinical practice.
Developmental Medicine and Child Neurology, 2023, 65, 50-57.

The involvement of rare disease patient organisations in therapeutic innovation across rare
paediatric neurological conditions: a narrative review. Orphanet Journal of Rare Diseases, 2022, 17, 1.2 9
167.

Brunner syndrome associated MAOA mutations result in NMDAR hyperfunction and increased
network activity in human dopaminergic neurons. Neurobiology of Disease, 2022, 163, 105587.

Quantitative neurogenetics: applications in understanding disease. Biochemical Society Transactions, 16 ;
2021, 49, 1621-1631. )

RLIM Is a Candidate Dosage-Sensitive Gene for Individuals with Varying Duplications of Xq13,
Intellectual Disability, and Distinct Facial Features. American Journal of Human Genetics, 2020, 107,
1157-1169.

Epileptic encephalopath?/ caused by <scp>ARV1</scp> deficiency: Refinement of the genotypea€“phenotype
spectrum and functional impact on <scp>GPI</scp>&€anchored proteins. Clinical Genetics, 2021, 100, 1.0 6
607-614.

PIGG variant pathogenicity assessment reveals characteristic features within 19 families. Genetics in
Medicine, 2021, 23, 1873-1881.

Current use of chromosomal microarray by Australian paediatricians and implications for the
implementation of next generation sequencing. Journal of Paediatrics and Child Health, 2017, 53, 0.4 4
650-656.

<scp>CHEDDA«/[scp> syndrome is an underrecognized neurodevelopmental disorder with a highly
restricted <scp><i>ATN1</[i><[scp> mutation spectrum. Clinical Genetics, 2021, 100, 468-477.

Hearing parents' voices: A priority-setting workshop to inform a suite of psychological resources for

parents of children with rare genetic epilepsies. PEC Innovation, 2022, 1, 100014. 03 4

Pred€genetics clinic resource evaluation for adults with intellectual disability: The pred€genetics clinic
aid. Journal of Genetic Counseling, 2020, 29, 668-677.

Piloting positive psychology resources for caregivers of a child with a genetic developmental and

epileptic encephalopathy. European Journal of Paediatric Neurology, 2022, 37, 129-138. 0.7 8

Feasibility of a mental health informed physical activity intervention for the carers of children with
developmental and epileptic encephalopathy. Epilepsy and Behavior, 2021, 121, 108022.

Dissecting the clinical outcome and cause of abnormalities of the corpus callosum. Developmental 11 1
Medicine and Child Neurology, 2016, 58, 430-431. )

Potassium Channel Mutations in Epilepsy. , 0, , 144-197.

Different types of diseased€causing noncoding variants revealed by genomic and gene expression

analyses in families with X&€linked intellectual disability. Human Mutation, 2021, 42, 835-847. 11 0



