 (
Table
 I
 : 
Clinical
 manifestations of patients 
with
 Alport Syndrome (45 patients)
)
	Family
	ID
	Gender
	Age
(year)
	Consanguinity
	Kidney Manifestations
	Biopsy
	Extra-renal
Manifestations
	Mutation
Gene, cDNA
	Inheritance

	
	
	
	
	
	Hematuria
	Proteinuria
	HTN
	ESRD
	Kidney
	Skin
	Hearing loss
	Ocular
abnormalities

	
	

	COL4A3
	

	



F1
	F1-I-2
	F
	50
	+
	+++
	ND
	ND
	ESRD (+50y)
	ND
	ND
	+ (10y) 
	-
	ND
	ATS3A

	
	F1-II-1
	M
	42
	+
	++
	-
	+
	ESRD (42y)
	ND
	ND
	+
	-
	c.725G>A,
HTZ, 
	ATS3A

	
	F1-II-5*
	F
	54
	+
	++
	-
	+
	ESRD (54y)
	ND
	ND
	+
	-
	c.725G>A
	ATS3A

	
	F1-II-7
	M
	51
	+
	++
	-
	+
	ESRD (48y)
	ND
	ND
	+
	-
	c.725G>A
	ATS3A

	F2
	F2-II-1*
	M
	16
	-
	++
	-
	-
	ESRD (17y)
	ND
	ND
	+
	Ante  lenticonus
	c.2371C>T 
	ATS3B

	
F3
	F3-II-2*
	M
	20
	+
	++
	+
	-
	ESRD (22y)
	ND
	ND
	 +(10y)
	-
	c.3928G>T
	ATS3B

	
	F3-II-3
	F
	17
	+
	+++
	+
	-
	ESRD (19y)
	ND
	ND
	+(8y)
	Retinal involvement
	c.3928G>T 
	ATS3B

	

F4
	

F4-II-1*
	

M
	

24
	

-
	

+++
	

++++
	

-
	ESRD (24y)
	ND
	ND
	 +(20)
	Poste lenticonus + Retinal involvement + Perimacular deposits
	c.4280delG 
	ATS3B

	



F5
	F5-II-1
	F
	8
	+
	++
	RSNS
	-
	ESRD (12y)

	ND
	ND
	-
	-
	c.4280delG
	ATS3B

	
	F5-II-4*
	M
	14
	+
	++
	+++
	-
	ESRD (14y)

	MPGN
FSGS
	ND
	+(10y) 

	Ante lenticonus, Perimacular yellowish deposits
	c.4280delG 
	ATS3B

	
	F5-II-6
	F
	8
	+
	++
	RSNS
	-
	ESRD (13y)
	MPGN
FSGS 
Tubulo intertitial lesions.
	ND
	+(8y) 
	-
	c.4280delG 
	ATS3B

	

F6
	F6-II-4
	F
	13
	+ 
	+++
	+ 
	-
	ESRD (19y)
     Deceaded
	ND
	ND
	+(19y)
	Cataract bilateral glaucoma
	NT
	ATS3B

	
	F6-II-7*
	F
	16
	+ 
	+++
	+
	-
	ESRD (23y) 


	ND
	ND
	+(13y)
	-
	c.4280delG
	ATS3B

	










F7
	F7-IV-5
	F
	
	+
	+++
	-
	ND
	ESRD (20y)
	ND
	ND
	+
	+
	ND
	ATS3B

	
	F7-IV-6
	F
	
	+
	++++
	-
	ND
	ESRD (20y)

	ND
	ND
	-
	+
	ND
	ATS3B

	
	F7-IV-7*
	F
	19
	+
	++
	-
	ND
	ESRD (19y)
	ND
	ND
	+(14y)
	+
	c.2510delC 
	ATS3B

	
	F7-IV-10
	M
	
	+
	++
	-
	ND
	ESRD (17y)
	ND
	ND
	+
	ND
	ND
	ATS3B

	
	F7-IV-11
	F
	
	+
	++
	-
	ND
	ESRD

	ND
	ND
	+
	-
	ND
	ATS3B

	
	F7-IV-18
	M
	
	+
	++
	+
	ND
	ESRD (19y)
	ND
	ND
	+
	ND
	 c.2510delC 
	ATS3B

	
	F7-IV-19
	F
	
	+
	+++
	+
	ND
	ESRD (11y)
	ND
	ND
	+
	-
	ND
	ATS3B

	
	F7-IV-20
	M
	
	+
	++
	-
	ND
	ESRD (27y)
	ND
	ND
	+
	-
	ND
	ATS3B

	
	F7-IV-22
	F
	
	+
	+++
	-
	ND
	ESRD (15y)
	ND
	ND
	+
	-
	ND
	ATS3B

	
	F7-V-2
	M
	10
	+
	+++
	-
	-
	ESRD (10y)

	ND
	ND
	+(8y)
	-
	AGXT HMZ
	?

	
	F7-V-3
	M
	8
	+
	+++
	+++
	-
	-
	ND
	ND
	+
	-
	c.2510delC 
	ATS3B

	
	F7-V-4*
	F
	6
	+
	+++

	+++
NS
	-
	-
	ND
	ND
	-
	-
	 c.2510delC
	ATS3B

	
	F7-V-5
	M
	1
	+
	+
	-
	-
	-
	ND
	ND
	-
	-
	c.2510delC 
	ATS3B

	COL4A5

	



F8
	F8-II-2
	F
	57
	+
	ND
	ND
	ND
	ND
	ND
	ND
	+
	ND
	-
	-

	
	F8-II-4
	M
	30
	+
	++
	ND
	ND
	ESRD 
Deceaded
	ND
	ND
	+(20y)
	-
	-
	-

	
	F8-III-1*
	M
	23
	-
	++
	+
	-
	ESRD (33y)
	ND
	Lack of chain alpha5
	-
	-
	c.384+1G>A
	ATS1

	
	F8-III-5
	M
	30
	-
	ND
	ND
	ND
	ESRD (21y)

	ND
	ND
	ND
	ND
	-
	ATS1

	

F9
	F9-II-2
	F
	40
	-
	++
	-
	+
	ESRD (40y)
	ND
	ND
	-
	-
	c.2096G>A
	ATS1

	
	F9-II-4
	M
	12
	-
	++
	-
	-
	ESRD (31y)
	ND
	ND
	+ (12y)
	-
	ND
	ATS1

	
	F9-III-1*
	M
	11 
	-
	+++
	NS (2y)
	+
	ESRD
	ND
	ND
	+ (10y)
	-
	c.2096G>A
	ATS1

	
	F9-III-2
	M
	9
	-
	++
	-
	-
	ESRD
	ND
	ND
	+(7y)
	-
	 c.2096G>A 
	ATS1

	
	F9-III-3
	M
	6
	-
	++
	-
	-
	ESRD
	ND
	ND
	+ (9y)
	-
	 c.2096G>A 
	ATS1

	


F10
	F10-I-2
	F
	57
	ND
	++
	ND
	ND
	-
	ND
	ND
	ND
	ND
	ND
	-

	
	F10-II-2*
	M
	47
	+
	+++
	+
	-
	ESRD (47y)
	ND
	ND
	+
	-
	 c.1499G>T 
	ATS1

	
	F10-II-3
	M
	38
	+
	++
	+
	-
	CKD (40y)
	ND
	ND
	+
	-
	c.1499G>T 
	ATS1

	
	F10-III-1
	F
	18
	+
	+++
	-
	-
	-
	ND
	ND
	-
	-
	c.1499G>T 
	ATS1

	
	F10-III-2
	F
	16
	+
	+++
	-
	-
	-
	ND
	ND
	-
	-
	c.1499G>T 
	ATS1

	
	F10-III-3
	F
	14
	+
	+++
	-
	-
	-
	ND
	ND
	-
	-
	c.1499G>T 
	ATS1

	
	F10-III-5
	F
	11
	+
	+++
	-
	-
	-
	ND
	ND
	-
	-
	c.1499G>T 
	ATS1

	
F11
	F11-II-1*
	M
	27
	-
	+++
	ND
	ND
	ESRD (29y)
	ND
	ND
	ND
	ND
	c.547-1G>A
	ATS1

	
	F11-II-5
	M
	20
	-
	+++
	ND
	ND
	ESRD (23y)
	ND
	ND
	ND
	ND
	c.547-1G>A
	ATS1

	
	F11-II-6
	M
	27
	-
	+++
	ND
	ND
	ESRD (28y)
	ND
	ND
	ND
	ND
	c.547-1G>A
	ATS1




ID: Identifiant, (*) : WES Patient, Age : onset age of symptoms , F: Female, M: Male, HU : Hematuria, PU : Proteinuria, CKD : chronic kidney disease, ESRD : end stage renal disease, MPGN: membranoproliferative glomerulonephritis  FSGS: Focal segmental glomerulosclerosis, HTN : hypertension, y: year, ATS3A : Autosomal recessive Alport syndrome (COL4A3), ATS1 : X-linked Alport syndrome. 





