
	Patient
	Diagnosis
	Gene
	Variant
	Protein change
	Validation

	P1
	APDS1
	PIK3CD
	c.3061 G>A 
	E1021K
	Known pathogenic
doi:10.1126/science.1243292

	P2
	APDS1
	PIK3CD
	c.3061 G>A 
	E1021K
	Known pathogenic
doi:10.1126/science.1243292

	P3
	APDS1
	PIK3CD
	c.3061 G>A 
	E1021K
	Known pathogenic
doi:10.1126/science.1243292

	P4
	APDS1
	PIK3CD
	c.1574 A>G
	E525G
	Confirmed by demonstration of over activation of the Akt/mTOR pathway in the patient's cells.
doi:10.3389/fped.2021.703056

	P5
	APDS2
	PIK3R1
	c.1425+1G>C
	434-475 del
	Known pathogenic
doi:10.1172/JCI75746
doi:10.1084/jem.20141759
doi:10.1016/j.clim.2015.10.008

	P6
	APDS1
	PIK3CD
	c.3061 G>A 
	E1021K
	Known pathogenic
doi:10.1126/science.1243292

	P7
	APDS1
	PIK3CD
	c.3061 G>A 
	E1021K
	Known pathogenic
doi:10.1126/science.1243292

	P8
	APDS1
	PIK3CD
	c.1574 A>C
	E525A
	Known pathogenic
doi:10.1016/j.jaci.2016.03.055

	P9
	APDS2
	PIK3R1
	c.1300-2A>G
	434-475 del
	Known pathogenic
doi:10.3389/fped.2021.702546

	P10
	APDS2
	PIK3R1
	c.1300-2A>G
	434-475 del
	Known pathogenic
doi:10.3389/fped.2021.702546

	P11
	APDS2
	PIK3R1
	c.1425+1G>A
	434-475 del
	Known pathogenic
doi:10.1007/s10875-016-0281-6

	P12
	APDS1
	PIK3CD
	c.3061 G>A 
	E1021K
	Known pathogenic
doi:10.1126/science.1243292

	P13
	APDS1
	PIK3CD 
(VUS in PIK3R1)
	c.1573 G>A
	E525K
	Known pathogenic
doi:10.1016/j.jaci.2016.03.055

	P14
	APDS1
	PIK3CD
	c.1570 T>G
	Y524D
	Confirmed by Phospo-S6 Kinase Assay  doi:10.3390/jcm9103335

	P15
	APDS1
	PIK3CD
	c.1570 T>G
	Y524D
	Confirmed by Phospo-S6 Kinase Assay doi:10.3390/jcm9103335

	P16
	APDS1
	PIK3CD
	c.1570 T>G
	Y524D
	Confirmed by Phospo-S6 Kinase Assay doi:10.3390/jcm9103335

	P17
	APDS1
	PIK3CD
	c.1570 T>G
	Y524D
	Confirmed by Phospo-S6 Kinase Assay doi:10.3390/jcm9103335

	P18
	APDS1
	PIK3CD
	c.323 C > G 
	R108L
	Confirmed by Phospo-S6 Kinase Assay doi:10.3390/jcm9103335

	P19
	APDS1
	PIK3CD
	c.1973 C>T
	P658L 
	Confirmed by Phospo-S6 Kinase Assay doi:10.3390/jcm9103335

	P20
	APDS2
	PIK3R1
	c.1425+1G>A
	434-475 del
	Known pathogenic
doi:10.1007/s10875-016-0281-6

	P21
	APDS1
	PIK3CD
	c.3061 G>A 
	E1021K
	Known pathogenic
doi:10.1126/science.1243292

	P22
	APDS1
	PIK3CD
	c.3061 G>A 
	E1021K
	Known pathogenic
doi:10.1126/science.1243292

	P23
	APDS1
	PIK3CD
	c.3061 G>A 
	E1021K
	Known pathogenic
doi:10.1126/science.1243292

	P24
	APDS2
	PIK3R1
	c.1425+1G>T
	434-475 del
	Known pathogenic
doi:10.1172/JCI75746

	P25
	APDS1
	PIK3CD
	c.3061 G>A 
	E1021K
	Known pathogenic
doi:10.1126/science.1243292

	P26
	APDS2
	PIK3R1
	c.1425+1G>A
	434-475 del
	Known pathogenic
doi:10.1007/s10875-016-0281-6

	P27
	APDS1
	PIK3CD
	c.3061 G>A 
	E1021K
	Known pathogenic
doi:10.1126/science.1243292

	P28
	APDS2
	PIK3R1
	c.1425+1G>A
	434-475 del
	Known pathogenic
doi:10.1007/s10875-016-0281-6
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