Table 2 Characteristics of the FOXC1 variant in the proband and analysis of its disease-causing effects.Abbreviations: c,variation at the cDNA level; p,variation at the protein level; S82R, serine substitution conserved arginine at codon 82; hetero, heterozygote;AD, autosomal dominant inheritance.
	Gene
	Chromosome position
	Transcript exon
	Nucleotide amino acid
	Homozygous /Heterozygous
	Normal person frequency
	Forecast
	Pathogenicity analysis
	Genetic pattern
	Disease/
phenotype
	Source of variation

	FOXC1
	Chr6-1610926
	NM-001453;exon1
	c.246C＞A
（p.S82R）
	hetero
	
-
	P
	Likely pathogenic
	1. AD
2. AD
	Axenfeld-
Rieger syndrome
	Spontaneous mutation
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