Supplementary Table S4
	FAMILY
	GENE
	HGVSc
	HGVSp
	ClinVar_SIG
	LOVD
	AGVD ssAF/GH
	gnomAD (AFR) MAF
	gnomAD (Global) MAF
	ACMG/AMP Evidence codes

	[bookmark: _Hlk229336429]1
	RGPD5†
	c.4708G>A 
	p.Gly1570Arg
	N/A
	N/A
	N/A
	N/A
	N/A
	PS2, PM2, PP3

	
	FAM90A26† 
	c.10del
	p.Cys4ValfsTer12
	N/A
	N/A
	N/A
	N/A
	N/A
	aPVS1_strong, PS2, PM2

	2
	FOXD4L1†
	c.329A>C 
	p.Tyr110Ser
	N/A
	N/A
	N/A
	0.0002347
	0.000314
	PS2, PM2, PP3

	
	FAM170A†
	c.791T>C
	p.Met264Thr
	N/A
	N/A
	N/A
	0.0002404
	0.00001426
	PS2, PM2, PP3

	3
	TP63†
	c.1027C>T
	p.Arg343Trp
	P
	P
	N/A
	N/A
	N/A
	PS1, PS2, PS3, PS4, PM1, PM2, PP2, PP3, PP4,

	4
	NIPBL* ᶲ
	c.7617_7618del
	p.Ser2540ProfsTer21
	N/A
	N/A
	N/A
	N/A
	N/A
	PVS1, PS4, PM1, PM2, PP4

	5
	MYH3†
	c.2015G>A
	p.Arg672His
	P
	P
	N/A
	0.000000
	0.0000006198
	PS1, PS2, PS3, PS4, PM1, PM2, PP2, PP3, PP4

	6
	FGFR2*
	c.755C>G
	p.Ser252Trp
	P
	P
	N/A
	N/A
	N/A
	PS1, PS3, PS4, PM1, PM2, PP2, PP3, PP4

	7
 
	TRIM74†
	c.487C>T
	p.Arg163Ter
	N/A
	N/A
	N/A
	N/A
	N/A
	aPVS1_strong, PS2, PM2

	
	TRIM73†
	c.487C>T
	p.Arg163Ter
	N/A
	N/A
	N/A
	N/A
	N/A
	aPVS1_strong, PS2, PM2

	8
	PRDM9† ᶲ
	c.2272_2273insTG
	p.Arg758LeufsTer182
	N/A
	N/A
	N/A
	N/A
	N/A
	bPS2, PM2 

	9
	TP63‡
	c.952C>T
	p.Arg318Cys
	P
	P
	N/A
	N/A
	N/A
	PS1, PS3, PS4, PM1, PM2, PP1, PP2, PP3, PP4



