Supplementary Table 1. Types of congenital hypothyroidism and the causal genes

	Location
	Genes
	Phenotype
	Inheritance
	Phenotype MIM
	Sources

	14q31
	TSHR
	CHNG1
	AR
	275200
	[27]

	2q12-q14
	PAX8
	CHNG2
	AD
	218700
	[22, 23]

	15q25.3
	/
	CHNG3
	/
	609893
	[28]

	1p13
	TSHB
	CHNG4
	AR
	275100
	[29]

	5q34
	NKX2-5
	CHNG5
	AD
	225250
	[30]

	17q21.1
	THRA
	CHNG6
	AD
	614450
	[31, 32]

	19p13.11
	SLC5A5
	TDH1
	AR
	274400
	[27]

	2p25.3
	TPO
	TDH2A
	AR
	274500
	[33]

	7q22.3
	SLC26A4
	TDH2B
	AR
	274600
	

	8q24.22
	TG
	TDH3
	AR
	274700
	[34]

	6q25.1
	IYD
	TDH4
	AR
	274800
	[35]

	15q21.1
	DUOXA2
	TDH5
	AR
	274900
	[2]

	15q21.1
	DUOX2
	TDH6
	AR
	607200
	[36]

	9q22.33
	FOXE1
	Bamforth-Lazarus syndrome
	AR
	241850
	[5]

	9p24.2
	GLIS3
	NDH syndrome
	AR
	610199
	[6]

	Xq26.1
	IGSF1
	CHTE
	XLR

	300888
	[7]

	14q13.3
	NKX2-1
	Brain-lung-thyroid syndrome (CAHTP)
	AD
	610978
	[8, 9]


AR: autosomal recessive; AD: autosomal dominant; CHNG: Congenital non-goitrous hypothyroidism; TDH: Thyroid dyshormonogenesis; NDH: neonatal diabetes mellitus and congenital hypothyroidism; CHTE: central hypothyroidism and testicular enlargement; CAHTP: choreoathetosis, congenital hypothyroidism with or without pulmonary dysfunction; XLR: X-linked recessive.

Supplementary Table 2. Prevalence of PAX8 mutations in Chinese with CH

	Items
	Fu et al

(2015)
	Zhou et al

(2015)
	Liu et al

(2016)
	Wang et al

(2017)
	Sun et al

(2018)
	Current

study
	Total

	Regions
	Guangxi
	Shandong
	Shandong
	Shandong
	Shanghai
	Northeast
	

	Total subjects
	378
	63
	453
	100
	110
	105
	1209

	Subject with CH
	9
	1
	5
	1
	3
	2
	21

	Prevalence (%)
	2.38
	1.59
	1.10
	1.00
	2.73
	1.90
	1.74


CH: congenital hypothyroidism.

