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[ Abstract ]

arm subtelomere 34.3 segment on chromosome 9 (9q34.3) or a point mutation within the euchromatic histone methyltransferase

Kleefstra syndrome (KS) is a rare autosomal dominant genetic disorder caused by deletion of the long

1 (EHMT1) gene. The main clinical features of KS patients include neurodevelopmental disorders, intellectual impairment and
reduced muscle tone. This study reports the clinical characteristics and diagnosis and treatment process of a case of KS with

EHMTI gene exon 1-27 heterozygous deletion caused by 9q34.3 microdeletion, indicating that early nutritional nerve therapy may

be effective for KS patients.
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