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ARTICLE

Expanding the phenotypic and molecular spectrum of <i>NFS1<[i> &€related disorders that cause
functional deficiencies in mitochondrial and cytosolic irond€“sulfur cluster containing enzymes.

IF

CITATIONS

Human Mutation, 2022, 43, 305-315.

Bulging anterior fontanelle and dense bones in an infant. Paediatrics and Child Health, 2020, 25, 69-71.

Further delineation of TBCK - Infantile hypotonia with psychomotor retardation and characteristic
facies type 3. European Journal of Medical Genetics, 2019, 62, 273-277.

0.6

Magnetic resonance imaging in the diagnosis of white matter signal abnormalities. Neuroradiology
Journal, 2018, 31, 362-371.

Nephrological and urological complications of homozygous c.974G>A (p.Arg325GIn) OSGEP
mutations. Pediatric Nephrology, 2018, 33, 2201-2204.

1.2

Molecular characterization of NRXN1 deletions from 19,263 clinical microarray cases identifies exons
important for neurodevelopmental disease expression. Genetics in Medicine, 2017, 19, 53-61.

Seizures Related to Hypomagnesemia. Child Neurology Open, 2016, 3, 2329048X1667483.

2.4

70

MG-1234%€...Exonic and intronic NRXN1 deletions: Novel genotype-phenotype correlations. Journal of
Medical Genetics, 2015, 52, A9.1-A9.

3.2



