Supplementary Tables
Supplementary Table 1. Primers used in this study.
	Primer name
	Sequence (5′–3′)
	Direction
	Application

	610-F
	ACACATTGCCATCCTGACTG
	Forward
	First-round nested PCR amplification of the PADI6 genomic region.

	2844-R
	GGTGTGGCCTGGGTATTGAT
	Reverse
	First-round nested PCR amplification of the PADI6 genomic region.

	815-F
	AGGTGCCTGATAAATTGGTG
	Forward
	Second-round nested PCR amplification of the PADI6 genomic region.

	2621-R
	ACAGCACTCTGTGCCTTAGT
	Reverse
	Second-round nested PCR amplification of the PADI6 genomic region.

	PADI6-pcDNA3.1-KpnI-F
	GCTTGGTACCATGGTCAGCGTGGAGGGCCG
	Forward
	Amplification and cloning of the PADI6 insert into the pcDNA3.1 minigene vector (KpnI site).

	PADI6-pcDNA3.1-NotI-R
	TCGAGCGGCCGCCTTATCCGCATCCACGGAAG
	Reverse
	Amplification and cloning of the PADI6 insert into the pcDNA3.1 minigene vector (NotI site).

	PADI6-mut-F
	TGGCAGGCAGACAGGTAGGCAGGCCTGGGAC
	Forward
	Overlap-extension mutagenesis primer for generating the PADI6 c.116+43C>T mutant insert.

	PADI6-mut-R
	GTCCCAGGCCTGCCTACCTGTCTGCCTGCCA
	Reverse
	Overlap-extension mutagenesis primer for generating the PADI6 c.116+43C>T mutant insert.

	PADI6-pcMINI-N-KpnI-F
	GCTTGGTACCATGGTCAGCGTGGAGGGCCG
	Forward
	Amplification and cloning of the PADI6 insert into the pcMINI-N minigene vector (KpnI site).

	PADI6-pcMINI-N-NotI-R
	TCGAGCGGCCGCCTACTCGGGAAGCTGAGGCA
	Reverse
	Amplification and cloning of the PADI6 insert into the pcMINI-N minigene vector (NotI site).

	pcDNA3.1-F
	CTAGAGAACCCACTGCTTAC
	Forward
	RT-PCR analysis of transcripts from pcDNA3.1 minigene constructs.

	pcDNA3.1-R
	TCGAGCGGCCGCCTTATCCGCATCCACGGAAG
	Reverse
	RT-PCR analysis of transcripts from pcDNA3.1 minigene constructs.

	pcMINI-N-F
	CTAGAGAACCCACTGCTTAC
	Forward
	RT-PCR analysis of transcripts from pcMINI-N minigene constructs.

	pcMINI-N-R
	GCCCTCTAGACTGGTCATTCCGGCTC
	Reverse
	RT-PCR analysis of transcripts from pcMINI-N minigene constructs.


Note: All primer sequences are listed in the 5′ to 3′ orientation. Restriction enzyme sites are indicated in primer names when applicable.

Supplementary Table 2. Allele frequencies of rare variants located in the flanking deep intronic regions of PADI6 intron 1 from the gnomAD database (v2.1.1).
	Variant ID (GRCh37)
	HGVS Nomenclature (NM_207421.4)
	VEP Annotation
	Allele Count
	Allele Number
	Allele Frequency

	1-17698899-C-T
	c.116+43C>T (Target Variant)
	intron
	0
	248112
	0 (absent)

	1-17698897-G-A
	c.116+41G>A
	intron
	21
	248338
	0.000085

	1-17698899-C-A
	c.116+43C>A
	intron
	1
	248112
	0.000004

	1-17698900-A-T
	c.116+44A>T
	intron
	1
	248282
	0.000004

	1-17698901-G-A
	c.116+45G>A
	intron
	2
	248112
	0.000008

	1-17698904-A-G
	c.116+48A>G
	intron
	5
	248092
	0.000202

	1-17698909-T-C
	c.116+53T>C
	intron
	2
	31372
	0.000064

	1-17698925-T-C
	c.116+69T>C
	intron
	8
	31368
	0.000255

	1-17698933-G-A
	c.116+77G>A
	intron
	7
	31392
	0.000223

	1-17698937-TG-T
	c.116+81delG
	intron
	1
	31362
	0.000032

	1-17698942-G-T
	c.116+86G>T
	intron
	1
	31372
	0.000032


Note: Genomic coordinates are based on GRCh37. The target variant is indicated in parentheses.


