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Wiedemann–Steiner syndrome (WSS) is an autosomal dominant disorder characterized by short stature, hypertrichosis, 
intellectual disability, developmental delay, along with facial dysmorphism. KMT2A gene (OMIM: 159555) is one of the 

known genes that are responsible for WSS and still new phenotypic features continue to be added in this conditions. Here in 
this study we report a novel compound heterozygous c.2017G>C (p.Ala673Pro) in exon 3 and c.3180G>T (p.Glu1060Asp), 
mutations in exon 4 of the KMT2A gene in two affected girls in Saudi family with microcephaly, speech disorders, walking 
difficulty and intellectual disability. Whole exome sequencing (WES) results showed two rare, missense variants in compound 
heterozygous state in the KMT2A gene in these two affected girls whereas the both the parents were heterozygous. A compound 
heterozygous c.2017G>C in exon 3 and c.3180G>T in exon 4 of the KMT2A mutation confirm the typical WSS phenotype. 
Furthermore, the WES results were validated by using the Sanger sequencing analysis in affected and parents along with 
100 unrelated control from normal population. Our results showed similar type of genotype and phenotype of the patient is 
compared with the earlier reported patients in the literature, in an attempt to broaden our knowledge of this rare syndrome.
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