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	Patient
	Sex
	Prenatal discovery
	Phenotype
	Last follow-up age(Year)
	Result
	Reason of death
	Variant 1
	Variant 2
	het/hom
	Ref.

	1
	F
	YES
	MIA-CID
	0.24
	death
	Electrolyte disturbance
	c.1636C>T
	c.1002-2A>G,splicing
	het
	

	2
	M
	YES
	MIA-CID
	0.68
	death
	Sepsis, acute left heart failure
	c.1288-1G>T,splicing
	c.619G>C,p.A207P
	het
	

	3
	M
	NO
	MIA-CID
	0.24
	death
	Abandoning therapy
	c.1213C>T, p.R405X
	c.185-202_517+829del
	het
	

	4
	-
	YES
	MIA
	-
	death
	abortion
	c.2378del,p.G793Afs*138
	c.2357G>T,p.G786V
	het
	

	5
	M
	YES
	MIA-CID
	0.67
	death
	Abandoning therapy
	C.1577A > C, p. Q526p
	C.1254C > G, p. Y418
	het
	

	6
	F
	NO
	MIA-CID
	0.33
	death
	fulminant hepatic failure
	c.223G > A p.E75K;
	c.520-1CT del., p.L174fs*27
	het
	

	7
	F
	NO
	MIA-CID
	0.67
	death
	E coli sepsis
	c.223G > A p.E75K
	c.520-1CT del., p.L174fs*28
	het
	

	8
	M
	-
	Delayed CID
	67.00
	alive
	-
	c.2468T > C, p.L823P
	-
	het
	

	9
	F
	NO
	MIA-CID
	0.92
	alive
	-
	unmarked
	-
	-
	

	10
	M
	NO
	MIA-CID
	3.40
	death
	transplant-related complications
	c.295A>G, p.M99V
	-
	hom
	

	11
	M
	NO
	MIA-CID
	7.00
	alive
	-
	c.674delA, p.H225fs
	-
	hom
	

	12
	F
	NO
	CID
	4.00
	alive
	-
	c.211G>A , p.E71K
	c.911delT , p.L304Rfs
	het
	

	13
	M
	NO
	MIA,Enterocolitis/VEO IBD
	-
	-
	-
	c.1288–1G>T, p.L324R
	c.1433T>C, p.L478P
	het
	

	14
	M
	NO
	Enterocolitis/VEO IBD
	-
	-
	-
	c.1433T>C,p. p.L478P
	c.2495C>T, p.A832V
	-
	

	15
	M
	NO
	MIA
	10.00
	alive
	-
	p.K606R
	p.S672P
	het
	

	16
	F
	NO
	MIA
	7.00
	death
	Severe electrolyte disturbance and fluid overload
	unmarked
	unmarked
	het
	

	17
	M
	NO
	MIA
	0.33
	death
	Postoperative cardiac complications
	c.1039dup, p.L347Pfs*38
	-
	hom
	

	18
	M
	NO
	MIA
	22.00
	alive
	-
	c.2470dup, p.Q824Pfs*11
	c.1802+3G > C
	het
	

	19
	M
	NO
	CID
	0.47
	death
	Abandoning therapy
	c.643G>T, p.E215X
	c.2355+4A>G
	het
	

	20
	F
	YES
	MIA-CID
	0.67
	death
	Rhinovirus infection
	c.1404delG
	-
	hom
	

	21
	F
	NO
	diarrhea
	0.92
	death
	Candida Sepsis
	c.2494 G > A, p.G832A
	-
	hom
	

	22
	F
	NO
	diarrhea
	8.00
	alive
	-
	c.2494 G > A, p.G832A
	-
	hom
	

	23
	M
	NO
	MIA
	0.25
	death
	respiratory and circulatory failure, electrolyte disturbance, and severe infection
	c. 206T>C, p.L69P
	-
	hom
	

	24
	F
	NO
	MIA-CID
	6.00
	alive
	-
	c.518G>A, p.G173D;
c.2170C>A, p.Q724K
	c.1000_1001+2delAAGT
	het
	

	25
	M
	NO
	diarrhea
	1.79
	death
	Sepsis and multiple organ failure
	c.335G>A
	c.291_292insTACG
	het
	

	26
	M
	NO
	IBD
	17.30
	alive
	-
	G696A: p.E232E
	p.K606R, p.S672P
	het
	

	27
	F
	NO
	IBD
	21.50
	alive
	-
	p.K606R, p.S672P
	-
	het
	

	28
	M
	NO
	IBD
	17.90
	alive
	-
	G696A:p.E232E
	p.K606R, p.S672P
	het
	

	29
	M
	NO
	IBD
	16.20
	alive
	-
	p.K606R, p.S672P
	G696A:p.E232E
	het
	

	30
	M
	NO
	IBD
	17.10
	alive
	-
	C198T:p.S66S
	p.K606R，p.S672P
	het
	

	31
	M
	NO
	MIA-CID
	0.83
	death
	Cytomegaloviremia
	multi-exonic heterozygous deletion (exon 12–15)
	a trans-allelic exon 15 deletion
	het
	

	32
	M
	NO
	Recurrent lymphoproliferative syndrome,CIPO
	8.50
	alive
	-
	c.974G>A, p.R325Q
	-
	hom
	

	33
	F
	NO
	IBD
	22.00
	alive
	-
	c.2468T>C, p.L823P
	-
	het
	

	34
	F
	NO
	CID
	4.00
	death
	hepatic encephalopathy
	exon17: c.1955delA，p.Q652fs
	-
	hom
	

	35
	F
	NO
	MIA-CID、VEO-IBD
	5.00
	alive
	-
	c.1616 C>T p. S539L
	c. 2515 G>A p.A839T
	het
	

	36
	F
	YES
	MIA-CID
	0.67
	death
	graft-versus-host disease, liver failure
	c. 53344_53347 del
	-
	hom
	

	37
	F
	NO
	MIA-CID
	4.50
	alive
	-
	c.1709A>G, p.H570R
	-
	hom
	

	38
	F
	YES
	CID
	2.58
	alive
	-
	c. 189C>G, p.D63E
	c.412C>T, p.R138X
	het
	

	39
	F
	NO
	CID
	0.67
	death
	E coli sepsis
	c. 520-521 del CT fs174X27
	c.223 G>A, p.E75K
	het
	

	40
	F
	NO
	CID
	0.33
	death
	Hepatorenal syndrome and fulminant liver failure
	c. 520-521 del CT fs174X27
	c.223 G>A, p.E75K
	het
	

	41
	M
	NO
	CID
	17.00
	alive
	-
	c.1817A>G, p.K606R
	c.2014 T>C, p.S672P
	het
	

	42
	-
	-
	MIA
	9.50
	alive
	-
	p.E191fs
	p.I854F
	het
	

	43
	-
	-
	MIA-CID
	9.50
	alive
	-
	p.G45_A55del
	-
	hom
	

	44
	-
	-
	MIA-CID
	9.50
	alive
	-
	p.E71K
	p.E96
	het
	

	45
	F
	YES
	MIA-CID
	2.25
	death
	sepsis
	c.2018-2A>G
	c.2569 G>T，p.E857X
	het
	

	46
	M
	NO
	CID、IBD
	1.25
	death
	sepsis
	c.1037 T>C, p.L346P
	-
	hom
	

	47
	-
	-
	MIA-CID
	-
	-
	-
	c.765_1065del, p.N256Qfs*7
	-
	-
	

	48
	F
	NO
	IBD
	0.42
	alive
	-
	c.211G>A p.E71K
	-
	hom
	

	49
	F
	NO
	IBD
	0.50
	death
	HSCT complication
	c.211G>A p.E71K
	-
	hom
	

	50
	M
	NO
	IBD
	0.75
	death
	HSCT complication
	c.211G>A p.E71K
	-
	hom
	

	51
	M
	NO
	IBD
	0.67
	death
	enteropathy
	c.211G>A p.E71K
	-
	hom
	

	52
	M
	NO
	IBD
	0.83
	alive
	-
	c.211G>A p.E71K
	-
	hom
	

	53
	M
	NO
	IBD
	0.83
	alive
	-
	c.211G>A p.E71K
	-
	hom
	

	54
	F
	NO
	IBD
	2.00
	alive
	-
	c.211G>A p.E71K
	-
	hom
	

	55
	F
	NO
	IBD
	4.00
	alive
	-
	c.211G>A p.E71K
	-
	hom
	

	56
	M
	NO
	IBD
	4.00
	death
	spesis
	c.211G>A p.E71K
	-
	hom
	

	57
	M
	NO
	IBD
	14.00
	death
	gastric carcinoma
	c.211G>A p.E71K
	-
	hom
	

	58
	M
	NO
	IBD
	14.00
	alive
	-
	c.211G>A p.E71K
	-
	hom
	

	59
	F
	NO
	IBD
	28.00
	alive
	-
	c.211G>A p.E71K
	-
	hom
	

	60
	F
	NO
	IBD
	50.00
	alive
	-
	c.211G>A p.E71K
	-
	hom
	

	61
	M
	NO
	IBD
	1.50
	alive
	-
	c.911T , p.L304 fsX59
	c.1433T>C .p. L478P
	het
	

	62
	M
	NO
	MIA-CID
	3.00
	alive
	-
	c. 313 del TATC, del p.Y105fs
	-
	hom
	

	63
	F
	NO
	MIA-CID
	2.50
	death
	spesis
	c.185-348 del，p.D62-S116 del
	c.185-517 del ，p.D62-173G del
	het
	

	64
	F
	NO
	MIA-CID
	0.75
	death
	pulmonary hemorrhage
	c. 829 C>T; p.Q277X Ex 6 del
	-
	hom
	

	65
	M
	YES
	MIA-CID
	6.08
	alive
	-
	c.2496 del CG Ex20, p.A832X
	-
	hom
	

	66
	F
	NO
	MIA-CID
	0.67
	death
	sepsis
	c.1288-1392 del Ex 12 del
	c.1616C>T Ex 14; p.S539L
	het
	

	67
	F
	NO
	MIA-CID
	3.90
	death
	virus pneumonia
	c.1008C>G Ex8; p.Y336X
	c.1479 delG Ex 12; p.L493 fsX13
	het
	

	68
	M
	YES
	MIA-CID
	0.58
	death
	cytomegalovirus pneumonitis
	c.1510+105 T>A Ex12 del
	c.1673 insG Ex15
	het
	

	69
	F
	NO
	MIA-CID
	0.92
	death
	parainfluenza pneumonia, ARDS
	c.211G>A Ex2; p.E71K
	c.1578C>T Ex14; p.Q526X
	het
	

	70
	M
	NO
	MIA-CID
	0.25
	death
	pulmonary embolism
	c.844-1G>T, Ex 7 del
	c.1204-2A>G, Ex 10 del
	het
	

	71
	F
	NO
	MIA-CID
	1.58
	death
	cardiac arrest
	c.844-1G>T, Ex 7 del
	c.1204-2A>G, Ex 10 del
	het
	

	72
	F
	NO
	CID
	0.92
	death
	Candida sepsis
	c.2494 G>A Ex20; p.A832T
	-
	hom
	

	73
	F
	NO
	CID
	1.17
	alive
	-
	c.2494 G>A Ex20; p.A832T
	-
	hom
	

	74
	F
	NO
	MIA-CID
	0.58
	alive
	-
	c.1652 C>A Ex15; p.A551D
	c.2482C>T Ex20; p.E828X（p.Glut828*）
	het
	

	75
	F
	NO
	MIA-CID
	0.25
	death
	Candida sepsis
	c.1919+1G>A Ex16 del
	-
	hom
	

	76
	M
	NO
	MIA-CID
	0.33
	death
	MIA
	c. 313 del TATC, Ex2/Ex3 del p.Y105fs
	-
	hom
	

	77
	M
	NO
	MIA-CID
	2.80
	alive
	-
	c. 313 del TATC, Ex2/Ex3 del p.Y105fs
	-
	hom
	

	78
	F
	NO
	MIA-CID
	2.00
	alive
	-
	c.762 del G Ex5;p.K254fs
	c.2468T>C Ex20; p.L823P
	het
	

	79
	M
	NO
	MIA-CID
	1.83
	alive
	-
	c.1000+ 3del AAGT, Ex7 del
	c.1817A>G Ex16, p.K606R,c.2014 T>C Ex17, p.S672P
	het
	

	80
	M
	NO
	MIA-CID
	0.83
	death
	pneumonitis
	c.2033C>A Ex18; p.S678X
	c.2134C>T Ex18; p.Q712X
	het
	

	81
	F
	NO
	MIA-CID
	0.75
	alive
	-
	c.1196T>C Ex9; p.L399P
	-
	hom
	

	82
	M
	NO
	MIA-CID
	0.67
	death
	sepsis
	Unknown mutations
	-
	-
	

	83
	M
	NO
	MIA
	0.02
	death
	MIA
	c.1000+ 3del AAGT, Ex7 del
	-
	hom
	

	84
	M
	NO
	MIA
	0.02
	death
	MIA
	c.1000+ 3del AAGT, Ex7 del
	-
	hom
	

	85
	M
	NO
	MIA
	0.02
	death
	MIA
	c.1000+ 3del AAGT, Ex7 del
	-
	hom
	

	86
	M
	NO
	MIA
	0.02
	death
	MIA
	c.1000+ 3del AAGT, Ex7 del
	-
	hom
	

	87
	M
	NO
	MIA
	0.02
	death
	MIA
	c.1000+ 3del AAGT, Ex7 del
	-
	hom
	

	88
	M
	YES
	MIA
	0.13
	death
	MIA
	c.1000+ 3del AAGT, Ex7 del
	c. 133074 A>G Ex20; p.L823P
	het
	

	89
	M
	YES
	MIA-CID
	1.00 
	death
	MIA
	c.1000+ 3del AAGT, Ex7 del
	c. 133074 A>G Ex20; p.L823P
	het
	





	Patient
	Sex
	Digestive progression
	Immune system progression
	other progression
	Treatment

	1
	F
	Intestinal hypersecretion
	hypoimmunoglobulin
	-
	TPN+antibiotic+surgery 

	2
	M
	Recurrent enteritis
	sepsis
	-
	TPN+antibiotic+surgery+HSCT

	3
	M
	Recurrent enteritis, bloody stool
	sepsis
	-
	TPN+antibiotic+surgery 

	4
	-
	-
	-
	-
	-

	5
	M
	Intestinal obstruction,stool with mucus and blood
	recurrent high fever, sepsis,CRP increased, leukopenia, moderate anemia
	RDS
	TPN+antibiotic+immunoglobulin+surgery 

	6
	F
	Congenital pyloric atresia, multiple perforation of jejunum
	linear staphylococcus, Staphylococcus aureus sepsis
	-
	TPN +antibiotic +hormone +immunosuppressant +biologics+immunoglobulin +surgery 

	7
	F
	duodenal obstruction
	 epidermal septicemia
	Omphalocele
	TPN +antibiotic +hormone +immunosuppressant +biologics+immunoglobulin +surgery 

	8
	M
	-
	CNS T-Cell Lymphoma,Hypogammaglobulinemia with T and B cell lymphocytopenia
	granuloma and lymphointerstitial lung disease (GLILD)
	4MATRix++Intestinal transplantationICE+ IVIG qmonth+CNS auto-HSCT

	9
	F
	Meconium peritonitis
	-
	-
	TPN+surgery

	10
	M
	Persistent diarrhea, dependence on TPN, progressive liver disease with portal hypertension
	Recurrent bacterial, viral, and fungal infections, lymphocytopenia, severe hypogammaglobulinemia, impaired mitogenic reaction (CD3 and PHA), low T cell receptor excision ring (TREC)
	Growth retardation, marked follicular keratosis, subungual hyperkeratosis, and mild diffuse ichthyosis like scales
	TPN+antibiotic+hormone+immunosuppressant+immunoglobulin+surgery+Intestinal transplantation+HSCT

	11
	M
	MIA
	CID,absence of TREC
	 dry skin, hyperkeratosis, delayed movement and speech
	TPN+antibiotic+immunoglobulin+surgery

	12
	F
	Chronic Diarrhea,Enterocolitis, feeding intolerance
	SCID
	Excessive dryness of the skin
	TPN+antibiotic+immunosuppressant+leflunomide+immunoglobulin+surgery

	13
	M
	MIA,Enterocolitis
	-
	-
	surgery

	14
	M
	Enterocolitis
	-
	-
	-

	15
	M
	feeding intolerance, chronic pancreatitis, severe liver dysfunction
	low TREC
	Hyperkeratosis
	TPN+antibiotic+immunoglobulin+surgery+Intestinal transplantation+HSCT

	16
	F
	Neonatal intestinal obstruction, feeding intolerance, recurrent cholangitis
	-
	Decreased T lymphocytes
	TPN+antibiotic+immunoglobulin+surgery+HSCT

	17
	M
	-
	Absence of TREC
	-
	TPN+antibiotic+immunoglobulin+surgery

	18
	M
	Intestinal obstruction, cholestatic liver disease, liver failure, graft-versus-host disease (GVHD)
	-
	Neurodevelopmental delay
	TPN+antibiotic+immunoglobulin+surgery+Intestinal transplantation

	19
	M
	High output secretory diarrhea
	-
	malnutrition, severe perianal dermatitis
	TPN+antibiotic+hormone+leflunomide+immunoglobulin

	20
	F
	Neonatal bowel sounds disappeared, abdominal distension secondary to 500 ml ascites, and severe distal gastrointestinal atresia
	-
	-
	TPN+antibiotic

	21
	F
	Severe non-bloody diarrhea and cytomegalovirus colitis
	-
	-
	-

	22
	F
	Nonbloody diarrhea 
	-
	oral candidiasis
	-

	23
	M
	-
	Recurrent and refractory sepsis
	-
	antibiotic+surgery

	24
	F
	-
	Mononucleosis, hypogammaglobulinemia and lymphocytopenia, multiple central venous catheter infections
	Pneumocystis yerbii pneumonia, diffuse xerosis, rash and eczema lesions, intractable chronic pruritus, multiple episodes of septicemia secondary to skin shedding, psychological problems emotional mutations, extensive vesicular bullous rash
	TPN+antibiotic+hormone+biologics+surgery

	25
	M
	Neonatal refractory diarrhea, vomiting, abdominal distension
	Severe respiratory infection
	Malnutrition, growth retardation, hypoglycemia
	TPN

	26
	M
	IBD
	-
	-
	immunosuppressant

	27
	F
	IBD
	-
	-
	immunosuppressant

	28
	M
	IBD
	-
	-
	biologics

	29
	M
	IBD
	-
	-
	immunosuppressant

	30
	M
	IBD
	-
	-
	biologics

	31
	M
	Mild bloating
	Cytomegaloviremia
	Large ventricular septal defect, right renal ectopic and bilateral renal cystic dysplasia
	TPN+antibiotic+immunoglobulin+surgery

	32
	M
	Abdominal distension, frequent defecation, liver and spleen enlargement
	Prolonged fever, multiple lymph node enlargement
	Cytomegalovirus infection, severe chickenpox, growth retardation,ARDS
	TPN+hormone+immunosuppressant

	33
	F
	Abdominal pain, nausea, vomiting and bloody diarrhea, cytomegalovirus colitis
	Klebsiella pneumoniae and enterococcus faecalis bacteremia
	-
	antibiotic+immunosuppressant+biologics+immunoglobulin

	34
	F
	chronic diarrhea，vanishing bile duct syndrome
	recurrent pneumonia
	-
	immunoglobulin

	35
	F
	Feeding intolerance, bloody diarrhea
	Hypogammaglobulinemia (recurrent respiratory infection), no serological response to vaccine, autoimmune thyroiditis
	Forehead protrusion, eyes long apart and enamel dysplasia
	TPN+hormone+immunosuppressant+immunoglobulin+surgery

	36
	F
	-
	Sepsis, severe T-cell lymphocytopenia and severe hypogammaglobulinemia
	-
	TPN+antibiotic+hormone+surgery+HSCT

	37
	F
	Occlusive syndrome, rectal bleeding, recurrent stenosis, acute pancreatitis, cholestasis, VEOIBD
	Severe T lymphocyte deficiency with hypogammaglobulinemia
	-
	TPN+antibiotic+immunoglobulin+surgery

	38
	F
	Occlusive syndrome, hematemesis, recurrent stenosis, fecal peritonitis and Meckel diverticula, VEOIBD
	Severe hypogammaglobulinemia
	-
	TPN+antibiotic+immunoglobulin+surgery

	39
	F
	Persistent bloody mucous IBD diarrhea
	Staphylococcus epidermidis sepsis, hypoalbuminemia, hypogammaglobulinemia
	-
	TPN+antibiotic+hormone+immunosuppressant+immunoglobulin+surgery

	40
	F
	Persistent bloody mucosal diarrhea, multiple perforation of jejunum, persistent abdominal distension
	Center line associated Staphylococcus epidermidis sepsis, hypoalbuminemia, hypogammaglobulinemia
	Hyperlipidemia (triglycerides greater than 500 mg/dL), convulsion, diffuse intravascular coagulation with excessive oral gastric drainage (about 150cm/d), hyponatremia (111 meg/L)
	TPN+antibiotic+hormone+immunosuppressant+biologics

	41
	M
	-
	severe panhypogammaglobulinemia
	malnutrition
	immunoglobulin

	42
	-
	pyloric stenosis, microcolonic, autoimmune enterocolitis (PE)
	Low IgG levels
	-
	TPN+hormone+immunosuppressant+biologics+HSCT

	43
	-
	-
	Low IgG levels,
	acute skin symptoms
	TPN+hormone+immunosuppressant+biologics+HSCT

	44
	-
	Microcolon
	Low IgG levels, low T/NK cells
	-
	TPN+hormone+biologics+HSCT

	45
	F
	Short bowel syndrome
	-
	developmental delay
	surgery

	46
	M
	Chronic diarrhea, constipation
	B-lymphocytopenia and hypogammaglobulinemia
	-
	immunoglobulin

	47
	-
	enlarged intestinal atresia
	Lymphocytopenia, hypogammaglobulinemia,
	-
	-

	48
	F
	-
	-
	-
	TPN

	49
	F
	-
	-
	-
	TPN+HSCT

	50
	M
	-
	-
	-
	TPN+HSCT

	51
	M
	-
	-
	-
	TPN

	52
	M
	-
	-
	-
	-

	53
	M
	-
	-
	-
	-

	54
	F
	-
	-
	-
	TPN

	55
	F
	-
	-
	-
	-

	56
	M
	-
	-
	-
	TPN

	57
	M
	-
	-
	-
	TPN

	58
	M
	-
	-
	-
	-

	59
	F
	-
	-
	-
	-

	60
	F
	-
	-
	-
	-

	61
	M
	-
	-
	-
	-

	62
	M
	Abdominal distension, persistent gastrointestinal subocclusion
	Sepsis, severe T-cell and B-cell lymphocytopenia, non-proliferation of phytohemagglutinin and anti-CD3, severe hypogammaglobulinemia
	Respiratory failure, developmental delays
	TPN+antibiotic+immunoglobulin+surgery

	63
	F
	Progressive hepatic cholestasis, cirrhosis
	Lymphocytopenia and panhypogammaglobulinemia
	-
	TPN+antibiotic+immunoglobulin+surgery

	64
	F
	-
	Sepsis, severe systemic lymphocytopenia
	-
	TPN+surgery+HSCT

	65
	M
	Progressive hepatic cholestasis and cirrhosis.
	Lymphocytopenia and severe  hypogammaglobulinemia
	Progressive skin abnormalities, mild pachyderma in both hands and feet
	TPN+antibiotic+immunoglobulin+surgery

	66
	F
	-
	Lymphocytopenia, hypogammaglobulinemia
	-
	TPN+antibiotic+immunoglobulin+surgery

	67
	F
	-
	Lymphocytopenia, severe hypogammaglobulinemia
	-
	surgery

	68
	M
	cholestasis
	Lymphocytopenia, severe hypogammaglobulinemia
	-
	surgery

	69
	F
	High output secretory diarrhea, bloody stool
	Lymphocytopenia, hypogammaglobulinemia
	-
	TPN+hormone

	70
	M
	Obstruction, Stricture, AE,Recurrent multiple atresia
	lymphopenia
	-
	surgery

	71
	F
	Obstruction, Stricture, AE
	lymphopenia
	-
	surgery

	72
	F
	diarrhea
	-
	Developmental delay
	TPN

	73
	F
	diarrhea
	-
	Developmental delay
	TPN

	74
	F
	-
	Episodes of high fever associated with elevated CRP
	-
	antibiotic+immunoglobulin+surgery

	75
	F
	-
	T cell lymphocytopenia, decreased PHA proliferation, severe hypogammaglobulinemia
	-
	surgery

	76
	M
	-
	Staphylococcal septicemia, T cell and B cell lymphocytosis
	-
	surgery

	77
	M
	-
	Sepsis, abdominal abscess, severe T-cell and B-cell lymphocytopenia, PHA and anti-CD3 nonproliferation, severe hypogammaglobulinemia
	-
	TPN+surgery

	78
	F
	-
	Bacterial infection, fungemia, extreme lymphocytopenia, severely impaired PHA proliferation, hypogammaglobulinemia, no protective antibody response to tetanus, diphtheria, or pneumococcus
	-
	TPN+immunoglobulin+surgery

	79
	M
	-
	E. coli sepsis, extreme T cell lymphocytopenia, severely impaired PHA proliferation, and agammaglobulinemia
	-
	TPN+surgery+HSCT

	80
	M
	Chronic diarrhea
	Severe T and B lymphocytopenia and agammaglobulinemia
	Growth retardation
	immunosuppressant+immunoglobulin+surgery+HSCT

	81
	F
	-
	Sepsis, severe T-cell and B-cell lymphocytopenia, and hypogammaglobulinemia
	Growth retardation, neurodevelopmental retardation
	surgery+Intestinal transplantation+HSCT

	82
	M
	Hepatosplenomegaly
	Decreased T and NK cells, hypogammaglobulinemia
	-
	surgery

	83
	M
	ileus
	-
	-
	-

	84
	M
	ileus
	-
	-
	-

	85
	M
	ileus
	-
	-
	-

	86
	M
	ileus
	-
	-
	-

	87
	M
	ileus
	-
	-
	-

	88
	M
	New atresia of pylorus and jejunum, intestinal obstruction
	-
	-
	-

	89
	M
	-
	Hypogammaglobulinemia, T cell lymphocytopenia associated with repeated infections
	-
	hormone+immunosuppressant+HSCT


A - Alanine (Ala), C - Cysteine (Cys), D - Aspartic acid (Asp), E - Glutamic acid (Glu), F - Phenylalanine (Phe), G - Glycine (Gly), H - Histidine (His), I - Isoleucine (Ile), K - Lysine (Lys), L - Leucine (Leu), M - Methionine (Met), N - Asparagine (Asn), P - Proline (Pro), Q - Glutamine (Gln), R - Arginine (Arg), S - Serine (Ser), T - Threonine (Thr), V - Valine (Val), W - Tryptophan (Trp), Y - Tyrosine (Tyr), X - Termination codon (Stop codon).
F: female; M: male; CID: combined immunodeficiency; MIA: multiple intestinal atresia; hom: homozygote; het: heterozygote; HSCT: hematopoietic stem cell transplantation; ARDS: Acute Respiratory Distress Syndrome.

