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ARTICLE IF CITATIONS

Mutations in DONSON disrupt replication fork stability and cause microcephalic dwarfism. Nature

Genetics, 2017, 49, 537-549.

Exome analysis identified a novel missense mutation in the CLPP gene in a consanFuineous Saudi family
expanding the clinical spectrum of Perrault Syndrome type-3. Journal of the Neurological Sciences, 0.6 37
2015, 353, 149-154.

Novel nonsense mutation in the PTRF gene underlies congenital generalized lipodystrophy in a
consanguineous Saudi family. European Journal of Medical Genetics, 2015, 58, 216-221.

A missense mutation in TRAPPC6A leads to build-up of the protein, in patients with a

neurodevelopmental syndrome and dysmorphic features. Scientific Reports, 2018, 8, 2053. 3.3 80

The alkylglycerol monooxygenase (AGMO) gene previously involved in autism also causes a novel
syndromic form of primary microcephaly in a consanguineous Saudi family. Journal of the
Neurological Sciences, 2016, 363, 240-244.

Femorala€“facial syndrome in an infant of a diabetic mother. BMJ Case Reports, 2015, 2015, bcr2014208857. 0.5 7

Identification of Two Homozygous Sequence Variants in the <i>COL7Al<[i> Gene Underlying

Dystrophic Epidermolysis Bullosa by Wholed€Exome Analysis in a Consanguineous Family. Annals of
Human Genetics, 2015, 79, 350-356.

Cenani-Lenz syndrome-like limb anomaly with more severe involvement of left side. BM) Case Reports, 05 o
2012, 2012, bcr0120125634-bcr0120125634. )



