Supplementary table 2. FKTN Variants in this study. 
	Abbreviation
	Full Mutation Description
	Type of Mutation
	Base Change

	RT
	Retrotransposon insertion (3-kb SVA retrotransposon in intron 1)
	Founder mutation (retrotransposon insertion)
	

	c.1136G>C
	Nucleotide substitution at c.1136: G to C
	Missense
	G > C

	c.1170_1171delCGa
	Two-nucleotide deletion at c.1170_1171: delCG
	Frameshift
	CG deletion

	c.165+835T>G
	Deep intronic variant 835 bp downstream of exon 2: T to G
	Predicted splice-site disruption
	T > G

	c.647+2084G>T
	Deep intronic variant 2084 bp downstream of exon 5: G to T
	Predicted splice-site disruption
	G > T

	c.648-1243G>T
	Deep intronic variant 1243 bp upstream of exon 6: G to T
	Cryptic exon activation / splice defect
	G > T


[bookmark: _Hlk200333900]a = Novel variant; A = adenine; C = cytosine; c. = coding DNA sequence; FKTN = Fukutin; del = deletion; G = guanine; RT = Retrotransposon insertion (a 3-kb SVA retrotransposon in intron 1, which is a founder mutation); T = thymine


