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    Abstract

        Background: Kabuki (Niikawa–Kuroki) syndrome comprises a characteristic facial appearance, cleft palate, congenital heart disease, and developmental delay. Various cytogenetically visible chromosomal rearrangements have been reported in single cases, but the molecular genetic basis of the condition has not been established. A recent report described a duplication of 8p22–p23.1 in 13/13 patients.

        Objective: To determine the frequency of an 8p duplication in a cohort of patients with Kabuki syndrome.

        Methods: An 8p duplication was sought using two independent methods—array based comparative genomic hybridisation (aCGH) and fluorescence in situ hybridisation (FISH)—in 15 patients with a definitive clinical diagnosis of Kabuki syndrome.

        Results: No evidence for a duplication of 8p was obtained by FISH or aCGH in any of the 15 patients.

        Conclusions: 8p22–p23.1 duplication may not be a common mechanism for Kabuki syndrome. Another genetic abnormality may be responsible for the aetiology in many patients.

      
	aCGH, array based comparative genomic hybridisation
	BAC, bacterial artificial chromosome
	FISH, fluorescence in situ hybridisation

	Kabuki syndrome
	FISH
	array based comparative genomic hybridisation
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