6

papers

6

all docs

1684188

63 5
citations h-index
6 6
docs citations times ranked

1872680

g-index

228

citing authors



# ARTICLE IF CITATIONS

Analytical validation of a laboratory-development multigene pharmacogenetic assay.
Pharmacogenetics and Genomics, 2021, 31, 177-184.

Familial hypercholesterolemia: A single-nucleotide variant (SNV) in mosaic at the low density

lipoprotein receptor (LDLR). Atherosclerosis, 2020, 311, 37-43. 0.8 5

A new variant (c.1A>G) in LDLRAP1 causing autosomal recessive hypercholesterolemia:
Characterization of the defect and response to PCSK9 inhibition. Atherosclerosis, 2019, 284, 223-229.

Functional analysis of new variants at the Low Density Lipoprotein Receptor associated with familial

hypercholesterolemia. Human Mutation, 2019, 40, 1181-1190. 2:5 10

A new variant in PHKA?2 is associated with glycogen storage disease type IXa. Molecular Genetics and

Metabolism Reports, 2017, 10, 52-55.

Altered Underlying Renal Tubular Function in Patients With Chronic Hepatitis B Receiving

Nucleos(t)ide Analogs in a Real-World Setting. Journal of Clinical Gastroenterology, 2016, 50, 779-789. 2.2 25



