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Figure 1 Genomic structure and allelic spectrum of MLLZ mutelivns that cause Kabuki syndrome. MLLZ is composed of 54 exons that encode

untransiated reg
{rad). Arrows indic

e the

{orange) and protein coding sequence (bluel inciuding 7 PHD fingers {yeliow), FYRN {green), FYRC {green) and a SET domain
ocations of 32 different mutations found in 53 faniiies with Kebuki syndrome including 20 nonsense mutations, 7 indels

anid § amino aoid substitutions. Astenisks indicate mutations that were sonfirmed 1o be de rove and crosses indicate cases for which parental DNA
was unavailable. The two underiined mutations were ransmilted each within a family, from an atfected parent to an affected child,
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