Table 2. Reported PADI6 variants associated with early embryonic arrest (FS, frameshift)
	Gene
	Amino Acid Alteration (HGVS)
	Nucleotide Alteration (HGVS)
	Variant Type
	Exon / Region

	PADI6
	p.Asn598Ser[4]
	c.1793A>G
	Missense
	Exon14

	
	p.Arg682Gly[4]
	c.2045G>A
	Missense
	Exon16

	
	p.Pro289Leu[4]
	c.866C>T
	Missense
	Exon8

	
	p.Pro632Leu[4]
	c.1895C>T
	Missense
	Exon15

	
	p.Leu375Phefs*13[4]
	c.1124dupT
	FS ins.
	Exon10

	
	p.Ser508Glnfs*5[4]
	c.1521dupC
	FS ins.
	Exon12

	
	p.Thr373Pro[4]
	c.1117A>C
	Missense
	Exon10

	
	p.Arg570Cys[4]
	c.1708C>T
	Missense
	Exon14

	
	p.Ser278Profs*59[4]
	c.831_832del
	FS del.
	Exon7

	
	p.Cys163Arg[4]
	c.487T>C
	Missense
	Exon5

	
	p.Trp475*[4]
	c.1425G>A
	Nonsense
	Exon11

	
	p.Glu586Lys[4]
	c.1756G>A
	Missense
	Exon14

	
	p.Ser336Arg[4]
	c.1006A>C
	Missense
	Exon9

	
	p.Leu237Alafs*24[4]
	c.707dupT
	FS ins.
	Exon7

	
	Splicing variant [4]
	c.294+5G>A
	Splicing
	Intron

	
	p.Ile416Thr[4]
	c.1247T>C
	Missense
	Exon11

	
	p.Ser3Glnfs*65[4]
	c.5dupT
	FS ins.
	Exon1

	
	p.Cys666Leufs*53[4]
	c.1996dupT
	FS ins.
	Exon16

	
	p.S3Q fs*65[6]
	/
	FS ins.
	Exon1

	
	p.T187N fs*48[6]
	/
	FS ins.
	/

	
	p.A220E[6]
	/
	Missense
	/

	
	p.L237A fs*24[6]
	/
	FS ins.
	/

	
	c.294+5G>A[6]
	c.294+5G>A
	Splicing
	Intron

	
	p.S336R[6]
	/
	Missense
	/

	
	p.D349R fs*28[6]
	/
	FS ins.
	/

	
	p.R352C[6]
	/
	Missense
	/

	
	p.I416T[6]
	/
	Missense
	/

	
	p.E586K[6]
	/
	Missense
	/

	
	p.Q589K[6]
	/
	Missense
	/

	
	p.P632T[6]
	/
	Missense
	/

	
	p.C666L fs*53[6]
	/
	FS ins.
	/

	
	p.H211Q[5]
	c.633T>A
	Missense
	Exon6

	
	p.P433L[6]
	/
	Missense
	/

	
	p.G540R[5]
	c.1618G>A
	Missense
	Exon13

	
	p.E670G fs*48[5]
	c.2009_2010del
	FS del.
	Exon16

	
	p.Gln381*[5]
	c.1141C>T
	Nonsense
	Exon10

	
	p.Gln324*[5]
	c.970C>T
	Nonsense
	Exon9

	
	p.S278P fs*59[8]
	c.831_832delGT
	FS del.
	Exon7



