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Supplementary TABLE 1 | CYP21A2 haplotypes and clinical phenotypes of the cohort

	CYP21A2 haplotype (alelle 1 / alelle 2)
	CAH phenotype

	
	SW-CAH
	SV-CAH
	NC-CAH

	del / del
	8
	0
	0

	del / del 8 bp
	2
	0
	0

	del / p.Arg409Cys
	1
	0
	0

	del/conv / prom.conv
	1
	0
	0

	del / p.Leu307Phefs*5 + p.Gln319Ter
	1
	0
	0

	del / conv + c.293-13A/C>G + p.Pro31Leu
	1
	0
	0

	del / prom.conv + p.Pro31Leu + p.Als15Thr
	2
	0
	0

	p.Arg317Ter / c.293-13A/C>G + p.Val282Leu
	1
	0
	0

	p.Arg357Trp / c.293-13A/C>G
	1
	0
	0

	cluster ex6 / c.293-13A/C>G
	0
	1
	0

	p.Pro454Ser + cluster ex6 + p.Ile172Asn/ c.293-13A/C>G
	1
	0
	0

	c.293-13A/C>G / del/conv
	10
	0
	0

	c.293-13A/C>G + p.Pro31Leu / del/conv
	1
	0
	0

	c.293-13A/C>G / c.293-13A/C>G +  p.Gln319Ter
	1
	0
	0

	c.293-13A/C>G / prom.conv + del 8 bp
	1
	0
	0

	c.293-13A/C>G + p.Val282Leu / del
	1
	0
	0

	c.293-13A/C>G / del 8 bp + p.Pro454Ser
	1
	0
	0

	c.293-13A/C>G + cluster ex6 + p.Val282Leu +  p.Gln319Ter
 / prom.konv + p.Leu307Phefs*5 + p.GIn318Ter
	2
	0
	0

	p.Leu307Phefs*5 / p.Leu307Phefs*5
	1
	0
	0

	p.Leu307Phefs*5 / c.293-13A/C>G
	2
	0
	0

	p.Gln319Ter / c.293-13A/C>G
	2
	0
	0

	c.293-13A/C>G / p.Leu307Phefs*5
	1
	0
	0

	c.293-13A/C>G / c.293-13A/C>G
	11
	0
	0

	c.293-13A/C>G / p.Arg355Cys
	1
	0
	0

	c.293-13A/C>G / c.293-13A/C>G + p.Pro454Ser
	2
	0
	0

	p.Ile172Asn / p.Ile172Asn
	0
	1
	0

	p.Ile172Asn/ del
	1
	5
	0

	p.Ile172Asn / c.293-13A/C>G
	3
	2
	1

	prom.konv / c.293-13A/C>G
	0
	0
	1

	p.Arg357GIn / p.Arg357GIn
	0
	1
	0

	p.Arg484Pro / c.293-13A/C>G
	1
	0
	0

	p.Pro31Leu / c.293-13A/C>G
	1
	2
	2

	p.Pro31Leu / p.Arg357Trp
	0
	1
	0

	p.Pro31Leu / p.Pro454Ser
	1
	0
	0

	p.Pro31Leu + prom.conv / del
	0
	0
	1

	p.Pro31Leu + prom.conv / + p.Gln319Ter
	0
	1
	0

	p.Val282Leu / c.293-13A/C>G
	0
	1
	2

	p.Val282Leu / p.Ile172Asn
	0
	0
	2

	p.Val282Leu / del/conv
	0
	0
	6

	p.Val282Leu / del 8 bp
	0
	0
	1

	p.Val282Leu / + p.Gln319Ter
	0
	0
	1

	p.Val282Leu / c.293-13A/C>G + p.Pro454Ser
	0
	1
	0

	p.Pro454Ser / del
	0
	0
	1

	p.Val282Leu / p.Pro31Leu
	0
	0
	2

	p.Asn493Ser / p.Asn493Ser + T-107C
	0
	0
	1

	Together
	63
	16
	21


Abbreviations: CAH congenital adrenal hyperplasia, SW-CAH salt-wasting form, SV-CAH simple virilizing form, NC-CAH non-classic form, del CYP21 gene deletion, prom conv gene conversion in promoter region, conv large or small, del 8 bp deletion in exon 3, cluster ex6 cluster mutation in exon6


Supplementary TABLE 2 | Genotype-phenotype correlations in the cohort

	Mutation group
	Observed phenotype
	Relative frequency of the predicted phenotype

	
	SW-CAH
	SV-CAH
	NC-CAH
	

	Allele 1
	Allele 2
	Predicted phenotype
	SK
	SI
	SK
	SI
	SK
	SI
	

	0
	0
	SW-CAH (0)
	7
	11
	0
	1
	0
	0
	94.74 %

	A
	0
	SW-CAH (A)
	9
	14
	0
	1
	0
	0
	95.83%

	A
	A
	SW- CAH (A)
	8
	5
	0
	0
	0
	0
	100.00%

	B
	0
	SV- CAH (B)
	1
	1
	2
	3
	0
	1
	62.50%

	B
	A
	SV-CAH (B)
	2
	2
	0
	2
	1
	1
	25.00%

	B
	B
	SV-CAH (B)
	0
	0
	1
	1
	0
	0
	100.00%

	C
	0
	NC-CAH (C)
	0
	0
	1
	0
	3
	6
	90.00%

	C
	A
	NC-CAH (C)
	1
	0
	1
	3
	0
	4
	44.44%

	C
	B
	NC-CAG (C)
	0
	0
	0
	0
	1
	1
	100.00%

	C
	C
	NC-CAH (C)
	0
	1
	0
	0
	1
	1
	66.67%

	Unclassified (D)
	

	p.Arg355Cy s 
	A
	Unclassified (D)
	1
	0
	0
	0
	0
	0
	

	p.Asn493Ser
	p.Asn493Ser + T-107C
	Unclassified (D)
	0
	0
	0
	0
	0
	1
	


Abbreviations: CAH congenital adrenal hyperplasia, SW-CAH salt-wasting form, SV-CAH simple virilizing form, NC-CAH non-classic form, SK Slovakia, SI Slovenia
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