Supplementary Material 1. Plasmid information constructed in this experiment.
	
	Primer sequence

	NR2F1-WT-F
	AAGGATGACGATGACAAGCTTATGGCAATGGTAGTTAGCAGCTG

	NR2F1-WT-R
	TGCTGGATATCTGCAGAATTCCTAGGAGCACTGGATGGACATGT

	NR2F1-MUT-F
	AAGGATGACGATGACAAGCTTATGGCAATGGTAGTTAGCAGCTG

	NR2F1-MUT-R
	TGCTGGATATCTGCAGAATTCCTAGGAGCACTGGATGGACATGT

	NR2F1-MUT-T-R
	CCTCtTGCCCACTTTGAGGCACTTCTTGAGGC

	NR2F1-MUT-T-F
	TCAAAGTGGGCAAGAGGCGGGAAGCGGTTCAG
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Figure. Cloning vector: pECMV-3×FLAG-N; Cloning sites: HindIII/EcoRI (On the left is an empty plasmid).
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Figure. Result of the plasmid Sanger sequencing.
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Supplementary Material 3. NR2F1 gene variants associated with BBSOAS as reported in the literatures.
	Patient
	DNA variant (NM_005654.4)
	Amino acid variant
	Domain
	Inheritance
	Ref

	1
	c.339C>A
	p.Ser113Arg
	DBD
	Germline
	[1]

	2
	c.344G>C
	p.Arg115Pro
	DBD
	Germline
	[1]

	3
	c.755T>C
	p.Leu252Pro
	LBD
	Germline
	[1]

	4
	c.335G>A
	p.Arg112Lys
	DBD
	Germline
	[1]

	5
	c.2T>C
	p.Met1?
	
	Germline
	[2]

	6
	c.403C>A
	p.Arg135Ser
	DBD
	Germline
	[2]

	7
	c.425G>T
	p.Arg142Leu
	DBD
	Germline
	[2]

	8
	c.2T>G
	p.Met1?
	
	Germline
	[2]

	9
	c.328_330del
	p.Phe110del
	DBD
	Germline
	[2]

	10
	c.382T>C
	p.Cys128Arg
	DBD
	Germline
	[2]

	11
	c.2T>G
	p.Met1?
	
	Germline
	[2]

	12
	c.463G>A
	p.Ala155*
	
	Germline
	[2]

	13
	c.436T>C
	p.Cys146Arg
	DBD
	Germline
	[2]

	14
	c.2T>C
	p.Met1?
	
	Germline
	[2]

	15
	c.413G>A
	p.Cys138Tyr
	DBD
	Germline
	[2]

	16
	c.1103G>A
	p.Gly368Asp
	LBD
	Germline
	[2]

	17
	c.291delC
	p.His79Hisfs*22
	
	Germline
	[2]

	18
	c.103_113delinCGCCGCCGC
	p.Gly35Argfs*361
	
	Germline
	[2]

	19
	c.2_4delinTGG
	p.Met1?
	
	Germline
	[2]

	20
	c.1115T>C
	p.Leu372Pro
	LBD
	Germline
	[3]

	21
	c.257G>T
	p.Cys86Phe
	DBD
	Germline
	[3]

	22
	c.403C>T
	p.Arg135Cys
	DBD
	Germline
	[4]

	23
	c.286A>G
	p.Lys96Glu
	DBD
	Germline
	[5]

	24
	c.513C>G
	p.Tyr171*
	
	Germline
	[6]

	25
	c.425G>A
	p.Arg142His
	DBD
	Germline
	[7]

	26
	c.2T>C; p.M1?
	p.Met1?
	
	Germline
	[7]

	27
	c.729_730delinsCT
	p.Gln244*
	LBD
	Germline
	[7]

	28
	c.115G>T
	p.Glu39*
	
	Germline
	[7]

	29
	c.292T>C
	p.Tyr98His
	DBD
	Germline
	[7]

	30
	c.967_968delAA; p.Ly 
	p.Lys323Serfs*73
	LBD
	Germline
	[7]

	31
	c.1080del
	p.Asn362Thrfs*33
	LBD
	Germline
	[8]

	32
	c.82C>T
	p.Gln28*
	
	Germline
	[9]

	33
	c.253G>T
	p.Glu85*
	DBD
	Germline
	[10]

	34
	c.313G>A
	p.Gly105Ser
	DBD
	Germline
	[11]

	35
	c.313G>A
	p.Gly105Ser
	DBD
	Germline
	[11]

	36
	c.256T>C
	p.Cys86Arg
	DBD
	Germline
	[12]

	37
	c.262 G>A
	p.Val88Met
	DBD
	Germline
	[12]

	38
	c.284G>T
	p.Gly95Val
	DBD
	Germline
	[12]

	39
	c.290A>C
	p.His97Pro
	DBD
	Germline
	[12]

	40
	c.293A>G
	p.Tyr98Cys
	DBD
	Germline
	[12]

	41
	c.311A>G
	p.Glu104Gly
	DBD
	Germline
	[12]

	42
	c.323G>T
	p.Ser108Ile
	DBD
	Germline
	[12]

	43
	c.365G>C
	p.Cys122Ser
	DBD
	Germline
	[12]

	44
	c.417A>T
	p.Gln139His
	DBD
	Germline
	[12]

	45
	c.1A>G
	p.Met1?
	
	Germline
	[12]

	46
	c.2T>C
	p.Met1?
	
	Germline
	[12]

	47
	c.380dupA
	p.Asn127Lysfs*270
	DBD
	Germline
	[12]

	48
	c.1117C>T
	p.Arg373*
	LBD
	Germline
	[12]

	49
	c.931G>C
	p.Ala311Pro
	LBD
	Germline
	[12]

	50
	c.954G>C
	p.Glu318Asp
	LBD
	Germline
	[12]

	51
	c.1217T>C
	p.Met406*
	
	Germline
	[12]

	52
	c.602C > A
	p.Ser201*
	
	Germline
	[13]

	53
	c.2T>C
	p.Met1?
	
	Germline
	[14]

	54
	c.4delG
	p.Ala2Glnfs*3
	
	Germline
	[15]

	55
	c.51_69dup
	p.Asn24Glyfs*379
	
	Germline
	[15]

	56
	c.91_93dupCGC
	p.Arg31dup
	
	Germline
	[15]

	57
	c.115G>T
	p.Glu39*
	
	Germline
	[15]

	58
	c.290A>C
	p.His97Pro
	DBD
	Germline
	[15]

	59
	c.353T>G
	p.Leu118*
	DBD
	Germline
	[15]

	60
	c.359dupA
	p.Tyr120*
	DBD
	Germline
	[15]

	61
	c.366C>G
	p.Cys122Trp
	DBD
	Germline
	[15]

	62
	c.463G>A
	p.Ala155Thr
	
	Germline
	[15]

	63
	c.513G>C
	p.Tyr171*
	
	Germline
	[15]

	64
	c.599C>G
	p.Thr200Arg
	
	Germline
	[15]

	65
	c.698G>A
	p.Trp233*
	LBD
	Germline
	[15]

	66
	c.1024G>A
	p.Glu342Lys
	LBD
	Germline
	[15]

	67
	c.1036_1047del
	p.Glu346_Gln349del
	LBD
	Germline
	[15]

	68
	c.1115T>C
	p.Leu372Pro
	LBD
	Germline
	[15]

	69
	c.1118_1123del
	p.Arg373_Leu374del
	LBD
	Germline
	[15]

	70
	c.1183G>A
	p.Gly395Ser
	
	Germline
	[15]

	71
	c.1198G>T
	p.Glu400*
	
	Germline
	[15]

	72
	c.437G>A
	p.Cys146Tyr
	DBD
	Germline
	[16]

	73
	c.257-258delinsTT
	p.Cys86Phe
	DBD
	Germline
	[17]

	74
	c.403C > G
	p.Arg135Gly
	DBD
	Germline
	[17]

	75
	c.383G > A
	p.Cys128Tyr
	DBD
	Germline
	[17]

	76
	c.1065C>G
	p.Tyr355*
	LBD
	mosaicism
	[18]

	77
	c.169C>T
	p.Gln57*
	
	mosaicism
	[19]

	78
	~2.85Mb deletion
	/
	
	Germline
	[1]

	79
	~0.83Mb deletion
	/
	
	Germline
	[1]

	80
	~0.9Mb deletion
	/
	
	Germline
	[2]

	81
	~5.0Mb deletion
	/
	
	Germline
	[2]

	82
	~0.2Mb deletion
	/
	
	Germline
	[2]

	83
	~0.9Mb deletion
	/
	
	Germline
	[2]

	84
	~1.2Mb deletion
	/
	
	Germline
	[2]

	85
	~7.94Mb deletion
	/
	
	Germline
	[3]

	86
	~2.33Mb deletion
	/
	
	Germline
	[12]

	87
	~0.93Mb deletion
	/
	
	Germline
	[12]

	88
	~599kb deletion
	/
	
	Germline
	[15]

	89
	~0.582Mb deletion
	/
	
	Germline
	[20]


Abbreviations: DBD, DNA-binding domain; LBD, ligand-binding domain.
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