21

papers

22

all docs

1040056

391 9
citations h-index
22 22
docs citations times ranked

794594
19

g-index

966

citing authors



10

12

14

16

18

ARTICLE IF CITATIONS

Feasibility of Screening for Chromosome 15 Imprinting Disorders in 163€ 579 Newborns by Using a Novel
Genomic Workflow. JAMA Network Open, 2022, 5, e2141911.

Surveillance Improves Outcomes for Carriers of <i>SDHB«</i> Pathogenic Variants: A Multicenter

Study. Journal of Clinical Endocrinology and Metabolism, 2022, 107, e1907-e1916. 3.6 1

MEN4, the MEN1 Mimicker: A Case Series of three Phenotypically Heterogenous Patients With Unique
<i>CDKN1B«<[i> Mutations. Journal of Clinical Endocrinology and Metabolism, 2022, 107, 2339-2349.

ImplementinF gene curation for hereditary cancer susceptibility in Australia: achieving consensus on

genes with clinical utility. Journal of Medical Genetics, 2021, 58, 853-858. 3.2 3

Relationships between UBE3A and SNORD116 expression and features of autism in chromosome 15
imprinting disorders. Translational Psychiatry, 2020, 10, 362.

IDMOD: An Australian microsimulation model of lifetime economic and social factors in familial
intellectual disability. , 2020, 13, 52-66.

Incomplete silencing of full mutation alleles in males with fragile X syndrome is associated with
autistic features. Molecular Autism, 2019, 10, 21.

Psychological outcomes and surgical decisions after genetic testing in women newly diagnosed with
breast cancer with and without a family history. European Journal of Human Genetics, 2018, 26, 2.8 12
972-983.

Rapid detection of <i>BRCA1/2<[i> recurrent mutations in Chinese breast and ovarian cancer patients
with multiplex SNaPshot genotyping panels. Oncotarget, 2018, 9, 7832-7843.

Bayesian approach to determining penetrance of pathogenic SDH variants. Journal of Medical Genetics,

2018, 55, 729-734. 3.2 44

Are We Ready for Fragile X Newborn Screening Testing?&€”Lessons Learnt from a Feasibility Study.
International Journal of Neonatal Screening, 2018, 4, 9.

Lessons learnt from implementation of a Lynch syndrome screening program for patients with

gynaecological malignancy. Pathology, 2017, 49, 457-464. 0-6 34

Streamlined genetic education is effective in preparing women newly diagnosed with breast cancer
for decision making about treatment-focused genetic testing: a randomized controlled noninferiority
trial. Genetics in Medicine, 2017, 19, 448-456.

Skin rash, a Ridney mass and a family mystery dating back to World War Il. Medical Journal of 17 3
Australia, 2014, 201, 58-60. :

De Novo Loss-of-Function Mutations in SETD5, Encoding a Methyltransferase in a 3p25 Microdeletion
Syndrome Critical Region, Cause Intellectual Disability. American Journal of Human Genetics, 2014, 94,
618-624.

Early Detection of Fragile X Syndrome: Applications of a Novel Approach for Improved Quantitative

Methylation Analysis in Venous Blood and Newborn Blood Spots. Clinical Chemistry, 2014, 60, 963-973. 3.2 43

Maternal attitudes to newborn screening for fragile X syndrome. American Journal of Medical

Genetics, Part A, 2013, 161, 301-311.

Current perspectives on medical education in China. Medical Education, 2006, 40, 938-939. 2.1 8



# ARTICLE IF CITATIONS

Role of insulin-like growth factor binding proteins in human post-nephrectomy proximal tubule cells.

Journal of Physiology, 1998, 508, 587-595.

20  Acute infusion of amphotericin B: Proximal tubular effects. Nephrology, 1996, 2, 399-403. 1.6 0

EFFECT OF ATRIAL NATRIURETIC PEPTIDE ON CELLULAR ELEMENT CONCENTRATIONS IN RAT PROXIMAL

TUBULES: EVIDENCE FOR INHIBITION OF THE SODIUM PUMP. Clinical and Experimental Pharmacology and
Physiology, 1994, 21, 775-780.




