Table 1. Presumed pathogenic or likely pathogenic variants in 9 genes associated with congenital hypothyroid found in gnomAD (v.2.1.1)
	Gene
	Number of following conditions
	African (N=12,487)
	Latino (N=17,720)
	Ashkenazi Jewish (N=5,185)
	East Asian (N=9,977)
	Finnish (N=12,562)
	Non-Finnish European (N=64,603)
	Other (N=3,614)
	South Asian (N=30,616)
	All (N=141,456)

	SLC5A5
	Presumed PLPV
	1
	5
	3
	5
	0
	8
	2
	3
	22

	
	Heterozygous carriers
	1
	29
	12
	15
	0
	26
	2
	5
	90

	
	Homozygous carriers
	0
	0
	0
	0
	0
	0
	0
	0
	0

	TPO
	Presumed PLPV
	15
	11
	4
	8
	3
	46
	3
	9
	76

	
	Heterozygous carriers
	44
	61
	16
	54
	24
	201
	14
	27
	441

	
	Homozygous carriers
	0
	1
	0
	0
	0
	0
	0
	0
	1

	TG
	Presumed PLPV
	28
	29
	5
	24
	5
	87
	10
	38
	178

	
	Heterozygous carriers
	43
	63
	33
	48
	41
	220
	17
	58
	523

	
	Homozygous carriers
	0
	0
	0
	0
	0
	1
	0
	0
	1

	IYD
	Presumed PLPV
	6
	1
	0
	1
	1
	14
	6
	3
	21

	
	Heterozygous carriers
	10
	2
	0
	1
	1
	61
	8
	6
	89

	
	Homozygous carriers
	0
	0
	0
	0
	0
	0
	0
	0
	0

	DUOXA2
	Presumed PLPV
	9
	4
	1
	4
	1
	13
	4
	4
	36

	
	Heterozygous carriers
	16
	9
	1
	100
	1
	24
	5
	7
	163

	
	Homozygous carriers
	0
	0
	0
	0
	0
	0
	0
	0
	0

	DUOX2
	Presumed PLPV
	24
	32
	2
	34
	4
	69
	12
	25
	138

	
	Heterozygous carriers
	104
	136
	8
	379
	290
	726
	41
	143
	1827

	
	Homozygous carriers
	0
	1
	0
	2
	3
	2
	0
	2
	10

	TSHR
	Presumed PLPV
	13
	10
	0
	3
	2
	32
	4
	4
	55

	
	Heterozygous carriers
	15
	16
	0
	4
	4
	125
	4
	4
	172

	
	Homozygous carriers
	0
	0
	0
	0
	0
	0
	0
	0
	0

	TSHB
	Presumed PLPV
	1
	0
	0
	1
	1
	7
	1
	1
	8

	
	Heterozygous carriers
	1
	0
	0
	1
	1
	52
	1
	1
	57

	
	Homozygous carriers
	0
	0
	0
	0
	0
	0
	0
	0
	0

	TRHR
	Presumed PLPV
	4
	1
	0
	2
	4
	19
	2
	2
	24

	
	Heterozygous carriers
	4
	1
	0
	3
	5
	69
	2
	8
	92

	
	Homozygous carriers
	0
	0
	0
	0
	0
	0
	0
	0
	0

	FOXE1
	Presumed PLPV
	0
	0
	0
	0
	0
	0
	0
	0
	0

	
	Heterozygous carriers
	0
	0
	0
	0
	0
	0
	0
	0
	0

	
	Homozygous carriers
	0
	0
	0
	0
	0
	0
	0
	0
	0


PLPV, pathogenic or likely pathogenic variants



Table 2. Multivariate logistic regression analysis of influencing factors that affect the submission of the presumed PLPV to ClinVar
	Variable
	Estimate
	Standard error
	Statistical significance
	Odds ratio (95% CI)

	Allele count (X1)
	0.129
	0.019
	< 0.001
	1.138 (1.095–1.182)

	Ethnic group: Non-Finnish European (X2)
	1.331
	0.375
	< 0.001
	3.787 (1.817–7.892)

	Gene: TSHB (X3)
	1.934
	0.824
	0.019
	6.919 (1.375–34.808)

	Gene: TG (X4)
	-0.882
	0.415
	0.033
	0.414 (0.184–0.933)

	Constant
	-3.461
	0.357
	< 0.001
	0.031


PLPV, pathogenic or likely pathogenic variants
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