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[ Abstract] Objective Genetic diagnosis was performed in a child with congenital heart disease com-
bined with special facial features and developmental delay. Methods The high throughput whole-genomic ex-
on sequencing and the copy number variance (CNV) of whole genomic DNA from peripheral blood were test-
ed. Results The high throughput exon sequencing revealed that the KMT2D gene had a heterozygous muta-
tion of c. 7168 _c. 7169 del CC in the child. While, this mutation was not detected in her parents and it’'s con-
sistent with the pathogenesis of an autosomal dominant genetic disease caused by KMT2D gene mutation,
called Kabuki syndrome (KS). According to the American College of Medical Genetics and Genomics guide-
lines and combined with the impact of mutation and clinical symptoms,the comprehensive analysis determined
that the variant met the "pathogenic mutation" and was consistent with the clinical symptoms of the child. Ac-
cording to the searches through ClinVar, HGMD and other databases,this mutation has not been reported be-
fore,as an unreported novel pathogenic mutation. No clinically pathogenic or suspected pathogenic CNV vari-
ants were found through whole genomic CNV detection in the peripheral blood of the child. Conclusion The
Child is the KS [ type caused by new mutations in the KMT2D gene.
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