
Table 1. Clinical and genetic characteristics of the 7 patients with Alport Syndrome
	[bookmark: OLE_LINK4]Patient study ID 
number
	Sex
	Age, years

	Hematuria
	24-h 
urinary protein excretion
(g）
	Serum albumin (g/dL)
	eGFR（ml/min/1.73m2）
	Examination of the eye
	Audio acuity
	Light microscope
	immunofluorescence
	Electron microscope 
	Gene 
affected

	Variants

	Effect on protein

	Mutation 
	From

	1
	Male
	8.5
	[bookmark: OLE_LINK1] Microscopic hematuria
	2.9
	1.88
	105
	Normal
	Normal
	FSGS
	IgM+
	[bookmark: OLE_LINK3]TM
	COL4A5
	c.2078（exon27）G>A
	p.G693E
	Missense 
	Mother

	2
	Male
	7.8
	Microscopic hematuria
	7.4
	1.62
	118
	Normal
	Normal
	FSGS
	IgM++
	TM
	COL4A5
	c.4611（exon48）C>G
	p.Y1537*
	Nonsense 
	Mother

	3
	Male
	10.8
	Microscopic hematuria
	9.6
	1.51
	128
	Normal
	Normal
	FSGS
	IgM++
	TM
	COL4A5
	c.4611（exon48）C>G
	p.Y1537*
	Nonsense 
	Mother

	4
	Male
	7.5
	Macroscopic hematuria

	2.4
	1.65
	123
	 Lenticonus
	Normal
	FSGS
	IgM+
	TM
	COL4A5
	c.5047（exon53）C>T
	p.R1683*
	Nonsense 
	De novo 


	5
	Male
	9.8
	Microscopic hematuria
	8.8
	1.63
	101
	Normal
	Normal
	FSGS
	IgM+
	TM
	COL4A5
	c.5047（exon53）C>T
	p.R1683*
	Nonsense 
	Mother

	6
	Male
	12
	[bookmark: OLE_LINK2]Microscopic hematuria
	9.2
	1.68
	131
	 Lenticonus
	SNHL
	FSGS
	IgM+
	TM
	COL4A5
	exon32-47dup
	-
	Exon duplication

	Mother

	7
	Female
	5.9
	Microscopic hematuria
	2.5
	1.57
	119
	Normal
	Normal
	FSGS
	IgM+
	TM
	COL4A3
	c.4793（exon51）T>G
	p.L1598R
	Missense 
	Father

	
	
	
	
	
	
	
	
	
	
	
	
	
	c.2657-2(IVS32) A>G
	-
	Splicing
 
	Mother


SNHL, sensorineural hearing loss; FSGS, Focal segmental glomerulosclerosis; TM, Typical appearance of electron microscopy includes uneven thickness of basement membrane, tearing and delamination;
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