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Abstract: Objective To explore the clinical and genetic characteristics of a child with Kabuki syndrome, in order to identify the disease early and avoid

missed diagnosis. Methods The clinical characteristics of one child with Kabuki syndrome were analyzed retrospectively, and their families were
genetically tested by high-throughput sequencing. Results A 7-month-old, female child presented with persistent hypoglycemia, intermittent
convulsions, developmental delay, special features, associated with multiple malformations (congenital heart disease, anal atresia, hand and
foot fat pads, fusion of the little fingers of both hands, etc.). High-throughput sequencing suggested the presence of the heterozygous variant
¢.13778 _13781delGGCinsTGTG in the KMT2D gene, and the parents did not carry the variant as an unreported novel variant. Conclusion
Persistent hypoglycemia combined with abnormal signs should be considered as the possibility of Kabuki syndrome hypoglycemia. New site
variation expands the spectrum of KMT2D gene variation, and genetic testing is the key to confirm the diagnosis of Kabuki syndrome.
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