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A case of Kabuki syndrome with epileptic seizures. LI Wei, LEl Xiao—yun, WANG Dan, ZHANG Si-qi, MENG Heng.
The First Affiliated Hospital of Jinan University, Guangzhou 529000, Guangdong, CHINA

[Abstract] This study reports a case of Kabuki syndrome with unexplained recurrent generalized tonic-clonic
seizures. By gene testing, the KMT2D gene mutation was found to be a new mutation of the patient, and the mutation

site has not been reported in the world. The aim of the report is to provide more ideas for the diagnosis and treatment of

A EWIE-

epilepsy patients with unknown causes.
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Figure 1 MRI of the brain
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Note: A, TIWI hypointensity near the anterior horn of the right lateral ventricle; B, T2WI hyperintensity near the anterior horn of the right lateral

ventricle; C, FLAIR hyperintensity near the anterior horn of the right lateral ventricle.
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Figure 2 Sanger verification results
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Note: A, The mutation site of KMT2D gene of the patient: ¢.1432C>A, p.
Pro478Thr; B, C, The KMT2D genes of the patient's father and

motherrespectively, and there is no such variation as A.
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Table 1 Genetic variation information of epilepsy gene testing
RAZFER R AR AL ZAuiG L7 A(RA) CARIE N5 (HGMD) ACMG 43 ACMG itk
KMT2D ¢.1432C>A/p.Pro478Thr R_E WA - PS2+PM2+PP3 LP
GOLGA2 ¢.548C>T/p.Thr183Met A ACIR(IEH) - - uUs
GOLGA2 ¢.242C>T/p.Ser81Phe A FLHEGEH) - PM2 Us
FGF12 ¢.533A>G/p.Asn178Ser A SCIRAEH) - - us
TSC2 ¢.4349C>G/p.Pro1450Arg A FLHEGEH) Yes PS1+PP3 Us

U PS1, 5 T AIEUR 5848 i E AL RR A AL AR ) 5 PS2 , CLAMOUBUR B UE Y JIC 2 TR S 9 JEORE I A R 7 2 5728 5 P2, B R 19 1E 3 AR R S AP e 8 4%
WARCE A a8 1%) ; PP3, 2D BUAR PS50 A1 3 5 LP, RTREEIUR 5 US, B A

Note: PS1, Same amino acid change as a previously established pathogenic variant; PS2, De novo (both maternity and paternity confirmed) in a patient

with the disease and no family history; PM2, Absent from controls or at extremely low frequency if recessive in database; PP3, Multiple lines of

computational evidence support a deleterious effect on the gene or gene product; LP, Likely pathogenic; US, Uncertain significance.
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