Table 1: Unique variants listed in the NR2F1 database (count: 83).
	Region
	DNA Varianta
	Effect on Proteina,b
	Classification of Variantc
	Domain affectedd
	Rep.e
	Database-IDf
	Referencesg

	Whole gene/ beyond
	c.-506041_*1935315del
	p.0
	Pathogenic (dominant)
	NR C4-type, NR LBD
	1
	NR2F1_000063
	RE20

	Whole gene/ beyond
	c.-325733_*639854del
	p.0
	Pathogenic (dominant)
	NR C4-type, NR LBD
	1
	NR2F1_000064
	RE20

	Whole gene/ beyond
	c.-1687_*240{0} 
	p.0
	Pathogenic (dominant)
	NR C4-type, NR LBD
	9
	NR2F1_000006, NR2F1_000043, NR2F1_000045, NR2F1_000049, NR2F1_000050, NR2F1_000062
	AL13, BO14, BR09, CH16

	Exon 1/ start codon
	c.1A>G
	p.0
	Pathogenic (dominant)
	-
	1
	NR2F1_000065
	RE20

	Exon 1/ start codon
	c.2T>C
	p.0
	Pathogenic (dominant)
	-
	4
	NR2F1_000048
	BE20, CH16, RE20

	Exon 1/ start codon
	c.2T>G
	p.0
	Pathogenic (dominant)
	-
	2
	NR2F1_000052
	CH16

	Exon 1/start codon
	c.2_4delinsGGA
	p.0
	Pathogenic (dominant)
	-
	1
	NR2F1_000042
	CH16

	Exon 1
	c.49G>C
	p.(Gly17Arg)
	VUS
	-
	1
	NR2F1_000015
	FO19

	Exon 1
	c.73C>G
	p.(Pro25Ala)
	VUS
	-
	1
	NR2F1_000016
	FO19

	Exon 1
	c.78_96del
	p.(Gln28Alafs*85)
	Likely pathogenic (dominant)
	-
	1
	NR2F1_000033
	-

	Exon 1
	c.82C>T
	p.(Gln28*)
	Likely pathogenic (dominant)
	-
	1
	NR2F1_000037
	BO20

	Exon 1
	c.103_113delinsCGCCGCCGC
	p.(Gly35Argfs*361)
	Likely pathogenic (dominant)
	-
	1
	NR2F1_000053
	CH16

	Exon 1
	c.107G>C
	p.(Gly36Ala)
	VUS
	-
	1
	NR2F1_000022
	FO19

	Exon 1
	c.115G>T
	p.(Glu39*)
	Likely pathogenic (dominant)
	-
	1
	NR2F1_000054
	BE20

	Exon 1
	c.192del
	p.(Gly65Alafs*54)
	Likely pathogenic (dominant)
	-
	1
	NR2F1_000092
	-

	Exon 1
	c.237G>C
	p.(Gln79His)
	Likely pathogenic (dominant)
	-
	3
	NR2F1_000008
	FO19

	Exon 1
	c.253G>T
	p.(Glu85*)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000084
	HO20

	Exon 1
	c.256T>C
	p.(Cys86Arg)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000067
	RE20

	Exon 1
	c.257G>T
	p.(Cys86Phe)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000039
	KA17

	Exon 1
	c.262G>A
	p.(Val88Met)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000068
	RE20

	Exon 1
	c.284G>T
	p.(Gly95Val)
	Likely pathogenic (dominant)
	NR C4-type
	2
	NR2F1_000009
	FO19, RE20

	Exon 1
	c.286A>G
	p.(Lys96Glu)
	Pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000040
	MA18

	Exon 1
	c.289C>T
	p.(His97Tyr)
	Likely pathogenic (dominant)
	NR C4-type
	2
	NR2F1_000029
	-

	Exon 1
	c.290A>C
	p.(His97Pro)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000069
	RE20

	Exon 1
	c.291del
	p.(Tyr98Thrfs*21)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000055
	CH16

	Exon 1
	c.292T>C
	p.(Tyr98His)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000056
	BE20

	Exon 1
	c.293A>G
	p.(Tyr98Cys)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000070
	RE20

	Exon 1
	c.311A>G
	p.(Glu104Gly)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000071
	RE20

	Exon 1
	c.313G>A
	p.(Gly105Ser)
	Likely pathogenic (dominant)
	NR C4-type
	2
	NR2F1_000034
	MI20

	Exon 1
	c.314G>A
	p.(Gly105Asp)
	Pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000017
	FO19

	Exon 1
	c.319A>G
	p.(Lys107Glu)
	Pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000035
	ST20

	Exon 1
	c.320A>G
	p.(Lys107Arg)
	VUS
	NR C4-type
	1
	NR2F1_000023
	FO19

	Exon 1
	c.323G>A
	p.(Ser108Asn)
	Likely pathogenic (dominant)
	NR C4-type
	2
	NR2F1_000080
	-

	Exon 1
	c.323G>T
	p.(Ser108Ile)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000072
	RE20

	Exon 1
	c.328_330del
	p.(Phe110del)
	Likely pathogenic (dominant)
	NR C4-type
	2
	NR2F1_000057
	CH16, DI16

	Exon 1
	c.335G>A
	p.(Arg112Lys)
	Pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000004
	BO14

	Exon 1
	c.339C>A
	p.(Ser113Arg)
	Pathogenic (dominant)
	NR C4-type
	2
	NR2F1_000001
	BO14, BO16, FO19

	Exon 1
	c.344G>C
	p.(Arg115Pro)
	Pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000002
	BO14

	Exon 1
	c.365G>C
	p.(Cys122Ser)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000073
	-

	Exon 1
	c.366C>G
	p.(Cys122Trp)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000086
	BA19

	Exon 1
	c.380dup
	p.(Asn127Lysfs*270)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000074
	RE20

	Exon 1
	c.382T>C
	p.(Cys128Arg)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000041
	CH16

	Exon 1
	c.403C>A
	p.(Arg135Ser)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000075
	CH16

	Exon 1
	c.403C>T
	p.(Arg135Cys)
	Likely pathogenic (dominant)
	NR C4-type
	2
	NR2F1_000018
	FO19, HI17

	Exon 1
	c.413G>A
	p.(Cys138Tyr)
	Pathogenic (dominant)
	NR C4-type
	2
	NR2F1_000007
	CH16, EL17

	Exon 1
	c.417A>T
	p.(Gln139His)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000076
	RE20

	Exon 1
	c.425G>A
	p.(Arg142His)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000059
	BE20

	Exon 1
	c.425G>T
	p.(Arg142Leu)
	Likely pathogenic (dominant)
	NR C4-type
	1
	NR2F1_000058
	CH16

	Exon 1
	c.436T>C
	p.(Cys146Arg)
	Likely pathogenic (dominant)
	NR C4-type
	2
	NR2F1_000010
	CH16, FO19

	Exon 1
	c.452T>C
	p.(Met151Thr)
	VUS
	NR C4-type
	1
	NR2F1_000011
	FO19

	Exon 1
	c.463G>A
	p.(Ala155Thr)
	Likely pathogenic (dominant)
	NR C4-type
	2
	NR2F1_000024
	CH16, FO19

	Exon 2
	c.513C>A
	p.(Tyr171Ter)
	Likely pathogenic (dominant)
	-
	1
	NR2F1_000012
	FO19

	Exon 2
	c.513C>G
	p.(Tyr171*)
	Likely pathogenic (dominant)
	-
	1
	NR2F1_000038
	PA19

	Exon 2
	c.602C>A
	p.(Ser201*)
	Pathogenic (dominant)
	NR LBD
	1
	NR2F1_000085
	ZO20

	Exon 2
	c.603_606del
	p.(Arg202Thrfs*154)
	Pathogenic (dominant)
	NR LBD
	1
	NR2F1_000088
	FO19

	Exon 2
	c.708C>T
	p.(Asn236=)
	Likely benign
	NR LBD
	1
	NR2F1_000030
	FO19

	Exon 2
	c.729_730delinsCT
	p.(Gln244*)
	Likely pathogenic (dominant)
	NR LBD
	1
	NR2F1_000060
	BE20

	Exon 2
	c.755T>C
	p.(Leu252Pro)
	Pathogenic (dominant)
	NR LBD
	1
	NR2F1_000003
	BO14

	Exon 2
	c.854C>A
	p.(Ser285*)
	Pathogenic (dominant)
	NR LBD
	1
	NR2F1_000090
	-

	Exon 2
	c.883T>C
	p.(Phe295Leu)
	VUS
	NR LBD
	1
	NR2F1_000081
	-

	Exon 2
	c.909G>C
	p.(Gln303His)
	VUS
	NR LBD
	1
	NR2F1_000005
	BO14

	Exon 2
	c.931G>C
	p.(Ala311Pro)
	Likely pathogenic (dominant)
	NR LBD
	1
	NR2F1_000077
	RE20

	Exon 2
	c.954G>C
	p.(Glu318Asp)
	Pathogenic (dominant)
	NR LBD
	2
	NR2F1_000019
	FO19, RE20

	Exon 2
	c.965T>A
	p.(Leu322His)
	Likely pathogenic (dominant)
	NR LBD
	1
	NR2F1_000091
	-

	Exon 2
	c.968A>C
	p.(Lys323Thr)
	Likely pathogenic (dominant)
	NR LBD
	1
	NR2F1_000020
	FO19

	Exon 2
	c.968_969del
	p.(Lys323Serfs*73)
	Likely pathogenic (dominant)
	NR LBD
	1
	NR2F1_000061
	BE20

	Intron 2
	c.991+19G>A
	p.(=)
	Benign
	NR LBD
	1
	NR2F1_000013
	FO19

	Exon 3
	c.1016C>T
	p.(Ala339Val)
	Likely benign
	NR LBD
	1
	NR2F1_000014
	FO19

	Exon 3
	c.1024G>A
	p.(Glu342Lys)
	Likely pathogenic (dominant)
	NR LBD
	1
	NR2F1_000082
	-

	Exon 3
	c.1025A>G
	p.(Glu342Gly)
	VUS
	NR LBD
	1
	NR2F1_000025
	FO19

	Exon 3
	c.1083del
	p.(Asn362Thrfs*33)
	Likely pathogenic (dominant)
	NR LBD
	1
	NR2F1_000051
	WA20

	Exon 3
	c.1096C>T
	p.(Arg366Cys)
	Likely pathogenic (dominant)
	NR LBD
	1
	NR2F1_000026
	FO19

	Exon 3
	c.1103G>A
	p.(Gly368Asp)
	Likely pathogenic (dominant)
	NR LBD
	1
	NR2F1_000078
	CH16

	Exon 3
	c.1115T>C
	p.(Leu372Pro)
	Likely pathogenic (dominant)
	NR LBD
	1
	NR2F1_000079
	KA17

	Exon 3
	c.1117C>T
	p.(Arg373*)
	Pathogenic (dominant)
	NR LBD
	2
	NR2F1_000021
	FO19, RE20

	Exon 3
	c.1147_1149del
	p.(Ser383del)
	VUS
	NR LBD
	2
	NR2F1_000031
	FO19

	Exon 3
	c.1158G>T
	p.(Glu386Asp)
	VUS
	NR LBD
	1
	NR2F1_000027
	FO19

	Exon 3
	c.1168_1170del
	p.(Phe390del)
	Likely pathogenic (dominant)
	NR LBD
	1
	NR2F1_000087
	-

	Exon 3
	c.1183G>T
	p.(Gly395Cys)
	Likely pathogenic (dominant)
	NR LBD
	1
	NR2F1_000032
	FO19

	Exon 3
	c.1184G>A
	p.(Gly395Asp)
	Likely pathogenic (dominant)
	NR LBD
	1
	NR2F1_000089
	FO19

	Exon 3
	c.1198G>T
	p.(Glu400*)
	Likely pathogenic (dominant)
	NR LBD
	1
	NR2F1_000083
	-

	Exon 3
	c.1217T>C
	p.(Met406Thr)
	Likely pathogenic (dominant)
	NR LBD
	2
	NR2F1_000036
	JE20, RE20

	3'-UTRh
	c.*9C>T
	p.(=)
	Likely benign
	-
	1
	NR2F1_000028
	FO19



Note: Data as of May 7, 2021; for more information, please refer to the database using Database-ID.
aMutational data are described using the nomenclature of the Human Genome Variation Society (http://www.hgvs.org/mutnomen). Nucleotide numbering reflects cDNA numbering with “+1” corresponding to the A of the ATG translation initiation codon in the NR2F1 reference sequence (RefSeq:NM_005654.4), according to journal guidelines. The initiation codon is codon 1. The notation out of nomenclature “c.-1687_*240{0}” indicates the absence of the entire NR2F1 gene with limits not precisely defined.
bPredicted effect on protein based on clinical consequences.
cClassification of variant based on clinical consequences, using standardized criteria: pathogenic (disease-associated), likely pathogenic (likely disease-associated), VUS (variant of unknown significance), likely benign (likely not disease-associated), benign (not disease-associated); including inheritance (dominant or recessive) if applicable.
dAffected domain of the protein: zinc finger, nuclear hormone receptor-type (NR C4-type, from amino acid 83 to 158, InterPro:IPR001628); nuclear hormone receptor, ligand-binding domain (NR LBD, from amino acid 184 to 410, InterPro:IPR000536).
eNumber of times variant has been reported in the database.
fIdentifier of variant in the NR2F1 database (https://www.lovd.nl/NR2F1).
gPublications describing the variant submitted: AL13 (Al-Kateb et al., 2013), BA19 (Balciuniene et al., 2019), BE20 (Bertacchi et al., 2020), BO14 (Bosch et al., 2014), BO16 (Bosch et al., 2016), BO20 (Bojanek et al., 2020), BR09 (Brown et al., 2009), CH16 (Chen et al., 2016), DI16 (Dimassi et al., 2016), EL17 (Eldomery et al., 2017), FO19 (Fokkema et al., 2019), HI17 (Hino-Fukuyo et al., 2017), HO20 (Hobbs, Wolters, & Rayapati, 2020), JE20 (Jezela-Stanek et al., 2020), KA17 (Kaiwar et al., 2017), MA18 (Martin-Hernandez et al., 2018), MI20 (Mio et al., 2020), PA19 (Park et al., 2019), RE20 (Rech et al., 2020), ST20 (Starosta et al., 2020), WA20 (Walsh et al., 2020), ZO20 (Zou, Cheng, Lu, & Wu, 2020); the character “-” indicates a submission to the database without publication.
hThree prime untranslated region.
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