Table 1 Demographic data and age at medical report of patients with APDS
	Patient
	Sex
	Age at symptoms onset
	Age at diagnosis
	Delay in diagnosis
	Age at infection onset
	Age at bronchiectasisa 
	Age at lymphoproliferation a 
	Age at enteropathy
onset
	Age at autoimmunity onseta
	Age at lymphoma or malignancy a
	Consanguinity
	Positive family history
	Prophylaxis 
	Immunoglobulin replacement 
	Immunosuppression
	Status

	1b
	M
	1 y
	7 y
	6 y
	1 y
	NA
	5 y
	NA
	NA
	NA
	N
	N
	ND
	ND
	ND
	Deceased (8.6 y)

	2b
	M
	1 y
	5.8 y
	4.8 y
	1 y
	NA
	2 y
	2 y
	NA
	NA
	N
	N
	ND
	ND
	ND
	Alive

	3b
	M
	1 mon
	9 y
	9 y
	2 mon
	NA
	8 y
	NA
	1 mon
	NA
	N
	N
	ND
	ND
	ND
	Alive

	4b
	F
	6 mon 
	7 y
	6.5 y
	6 mon
	7 y
	NA
	NA
	NA
	NA
	N
	N
	ND
	√
	ND
	Alive

	5b
	M
	1 y
	9 y
	8 y
	1 y
	NA
	9 y
	12 y
	NR
	9 y
	N
	N
	ND
	√
	Sirolimus
	Deceased (14 y)

	6b
	F
	1 y
	7.5 y
	6.5 y
	1 y
	7 y
	6 y
	NA
	7.5 y
	NA
	N
	N
	ND
	√
	Sirolimus
	Deceased (10 y)

	7b
	M
	1 mon
	12.8 y
	12.7 y
	3 mon
	5 y
	1 y
	5 y
	1 mon
	NA
	N
	N
	ND
	ND
	Prednisone
	Deceased (13 y)

	8b
	M
	6 mon
	4 y
	3.5 y
	6 mon
	NA
	4 y
	NA
	NA
	NA
	N
	N
	ND
	ND
	ND
	Alive

	9b
	M
	4 mon
	6 mon
	2 mon
	4 mon
	NA
	NA
	NA
	NA
	NA
	N
	P
	ND
	ND
	ND
	Alive

	10b
	M
	1 y
	4 y
	3 y
	1 y
	NA
	1.2 y
	1 y
	1.2 y
	NA
	N
	N
	ND
	ND
	ND
	Deceased (4 y)

	11c
	M
	9 mon
	6.5 y
	5.7 y
	9 mon
	6.5 y
	3.5 y
	6 y
	NA
	NA
	N
	N
	ND
	√
	ND
	Alive

	12c
	M
	6 mon
	3 y
	2.5 y
	6 mon
	NA
	NA
	NA
	NA
	NA
	N
	N
	ND
	ND
	Prednisone
	Alive

	13d
	M
	1 mon
	1.4 y
	1.2 y
	1 y
	NA
	NA
	NA
	NA
	NA
	N
	P
	ND
	ND
	ND
	Alive

	14d
	F
	1 mon
	1.5 y
	1.4 y
	1 mon
	NA
	NA
	NA
	NA
	NA
	N
	N
	ND
	ND
	ND
	Alive

	15d
	M
	1 mon
	1 mon
	NA
	1 mon
	NA
	NA
	NA
	NA
	NA
	N
	N
	ND
	ND
	ND
	Alive

	16d
	M
	1 mon
	1 mon
	NA
	1 mon
	NA
	NA
	NA
	NA
	NA
	N
	P
	ND
	ND
	ND
	Alive

	17d
	M
	1 mon
	3 y
	2.9 y
	2 y
	NA
	NA
	NA
	NA
	NA
	N
	N
	ND
	ND
	ND
	Alive

	18d
	M
	2 mon
	2.8 y
	2.6 y
	1 y
	NA
	NA
	NA
	NA
	NA
	N
	N
	ND
	ND
	ND
	Alive

	19d
	M
	1 mon
	1.5 y
	1.4 y
	1.7 y
	NA
	NA
	NA
	NA
	NA
	N
	P
	ND
	ND
	ND
	Alive

	20d
	M
	1 mon
	4 y
	3.9 y
	1 mon
	NA
	NA
	NA
	NA
	NA
	N
	N
	ND
	ND
	ND
	Alive

	21d
	F
	1 mon
	3.8 y
	3.7 y
	1 mon
	NA
	NA
	NA
	7.8 y
	NA
	N
	N
	ND
	ND
	Sirolimus
	Alive


aAge at medical reports; bAPDS1; cAPDS2; dAPDS-L; F, female; M, male; mon, month; N, negative; NA, not applicable; ND, not done; P, positive; y, year.


Table 2 Mutation spectrum of patients with APDS
	Patient
	Gene
	Genotype variation
	Protein variation
	Zygosity
	Inheritance
	Affected domain
	Type of mutation

	1
	PIK3CD
	c.3061G>A
	p.E1021K
	Het
	AD
	C-Lobe
	Missense

	2
	PIK3CD
	c.3061G>A
	p.E1021K
	Het
	AD
	C-Lobe
	Missense

	3
	PIK3CD
	c.3061G>A
	p.E1021K
	Het
	AD
	C-Lobe
	Missense

	4
	PIK3CD
	c.3061G>A
	p.E1021K
	Het
	AD
	C-Lobe
	Missense

	5
	PIK3CD
	c.3061G>A
	p.E1021K
	Het
	AD
	C-Lobe
	Missense

	6
	PIK3CD
	c.3061G>A
	p.E1021K
	Het
	AD
	C-Lobe
	Missense

	7
	PIK3CD
	c.3061G>A
	p.E1021K
	Het
	AD
	C-Lobe
	Missense

	8
	PIK3CD
	c.3061G>A
	p.E1021K
	Het
	AD
	C-Lobe
	Missense

	9
	PIK3CD
	c.3061G>A
	p.E1021K
	Het
	AD
	C-Lobe
	Missense

	10
	PIK3CD
	c.3061G>A
	p.E1021K
	Het
	AD
	C-Lobe
	Missense

	11
	PIK3R1
	c.1425+1G>A
	p.434–475del
	Het
	AD
	i-SH2
	Splicing

	12
	PIK3R1
	c.1425+1G>A
	p.434–475del
	Het
	AD
	i-SH2
	Splicing

	13
	PTEN
	c.388C>T
	p.Arg130X
	Het
	AD
	PH
	Nonsense

	14
	PTEN
	c.388C>T
	p.Arg130X
	Het
	AD
	PH
	Nonsense

	15
	PTEN
	c.697C>T
	p.Arg233X
	Het
	AD
	C2
	Nonsense

	16
	PTEN
	c.388C>T
	p.Arg130X
	Het
	AD
	PH
	Nonsense

	17
	PTEN
	c.202T＞C
	p.Tyr68His
	Het
	AD
	PH
	Missense

	18
	PTEN
	c.388C>T
	p.Arg130X
	Het
	AD
	PH
	Nonsense

	19
	PTEN
	c.1031delA
	p.K344Sfs*8
	Het
	AD
	C-tail
	Frameshift

	20
	PTEN
	c.640C＞T
	p.Q214X
	Het
	AD
	C2
	Nonsense

	21
	PTEN
	c.896dupA
	p.E299X
	Het
	AD
	C2
	Frameshift




