Additional file 1
	Pt ID
	Gene
	Chr
	Chr location
	Ref Seq
	Exon/
Int
	Variant
	Type of variant
	Amino acid change
	Variant frq
	ACMG clf
	ClinVar clf
	Varsome clf
	Publication (0: no; 
1: yes)

	17
	COLEC10
	8q24.12
	whole gene
	NM_006438.5
	NA
	Copy number loss
	CNV
	p.?
	HOM
	C5
	NA
	C5
	0

	22
	PAX2
	10q24.31 
	102566320
	NM_003990.3 
	7
	c.821delC 
	Frameshift Indel
	p.(Pro274Leufs*23)
	HET
	C4
	NA
	C5
	1 [1]

	27
	ACE 
	17q23.3
	61568738
	NM_000789.3
	19
	c.2908_2909delTT 
	Frameshift Indel
	p.(Phe970Profs*46)
	HOM
	C4
	NA
	C5
	0

	15
	PBX1
	1q23
	164776789
	NM_002585.3
	5
	c.712C>T
	Missense
	p.(Arg238Trp)
	HET
	C3
	NA
	NA
	0

	6
	PTPN11
	12q24.13
	112910827
	NM_002834.4
	7
	c.836A>G
	Missense
	p.(Tyr279Cys)
	HET
	C5
	C5
	C5
	1 [2]

	26
	HNF1B
	17q12 
	whole gene
	NM_000458.2
	NA
	Copy number loss
	CNV
	p.?
	HOM
	C5
	NA
	NA
	0

	16
	HNF1B
	17q12 
	36099538
	NM_000458.2
	2
	c.437A>T  
	Missense
	p.(Asn146Ile) 
	HET
	C3
	NA
	C4
	0

	

	Table S1. Diagnostic variants identified by clinical exome sequencing in pediatric patients with a clinical suspicion of CAKUT. Pt: patient; Chr: chromosome; Ref Seq: reference sequence; Int: intron; CNV: copy number variant; frq: frequency; HOM: homozygous; HET: heterozygous; clf: classification.





	Pt ID
	Gene
	Chr
	Chr location
	Ref Seq
	Exon/
Int
	Variant
	Type of variant
	Amino acid change
	Variant frq
	ACMG clf
	ClinVar clf
	Varsome clf
	Publication
 (0: no;
1: yes)

	60
	BBS10
	12q21.2
	76741493
	NM_024685.3
	2
	c.271dupT
	Frameshift Indel
	p.(Cys91Leufs*5)
	HOM
	C5
	C5
	C5
	1 [3]

	64
	PKD1
	16p13.3 
	2153765
	NM_001009944.2 
	23
	c.8293C>T 
	Missense
	p.(Arg2765Cys)
	HET
	C4
	CIoP
	C2
	1 [4]

	
	PKD1
	
	2158868
	
	15
	c.6300G>A 
	Synonymous/
Splice region
	p.(Ser2100Ser)
	HET
	C3
	NA
	C2
	0

	66
	PKHD1
	6p12.3-p12.2
	51619617
	NM_138694.3
	4
	c.274C>G  
	Missense
	p.(Arg92Gly)
	HET
	C4
	NA
	C4
	1 [5]

	
	PKHD1
	
	51947197
	
	56
	c.8762T>G  
	Missense
	p.(Val2921Gly)
	HET
	C3
	NA
	C3
	1 [6]

	35
	PKD1
	16p13.3 
	2163229
	NM_001009944.2 
	12
	c.2917_2918delCA 
	Frameshift Indel
	p.(Gln973Valfs*127)
	HET
	C4
	NA
	C5
	0

	
	PKHD1
	6p12.3-p12.2
	51612709
	NM_138694.3
	58
	c.652G>A 
	Missense
	p.(Glu218Lys)
	HET
	C4
	CIoP
	C4
	1 [6]

	
	PKHD1
	
	51935819
	
	9
	c.9705T>A 
	Missense
	p.(Asn3235Lys)
	HET
	C3
	C3
	C3
	1 [7]

	36
	PKD1
	16p13.3 
	2141085
	NM_001009944.2 
	43
	c.11803delG
	Frameshift Indel
	p.(Ala3935Profs*10)
	HET
	C4
	NA
	C4
	1 [8]

	
	PKHD1
	6p12.3-p12.2
	51890158
	NM_138694.3
	32
	c.4450G>A 
	Missense
	p.(Ala1484Thr)
	HET
	C3
	CIoP
	C3
	1 [1]

	
	PKHD1
	
	51484077
	
	67
	c.12027C>G
	Nonsense
	p.(Tyr4009*)
	HET
	C3
	CIoP
	C5
	1 [9]

	37
	PKD2
	4q22.1
	88968023
	NM_000297.3
	Int. 6
	c.1548+1G>A
	Splicing
	p.?
	HET
	C4
	C4
	C5
	1 [10]

	39
	PKD1
	16p13.3 
	2153747
	NM_001009944.2 
	23
	c.8311G>A 
	Missense
	p.(Glu2771Lys)
	HET
	C5
	C4/C5
	C5
	1 [11]

	
	PKHD1
	6p12.3-p12.2
	51732719
	NM_138694.3
	48
	c.7675G>C
	Missense
	p.(Val2559Leu)
	HET
	C3
	C3
	C3
	1 [12]

	41
	PKD1
	16p13.3 
	2156545
	NM_001009944.2 
	18
	c.7343T>C 
	Missense
	p.(Leu2448Pro)
	HET
	C3
	NA
	C4
	0

	
	PKD1
	
	2161396
	
	15
	c.3772G>A 
	Missense
	p.(Ala1258Thr)
	HET
	C3
	NA
	C3
	1 [13]

	42
	PKHD1
	6p12.3-p12.2
	51947341
	NM_138694.3
	Int. 3
	c.131-1G>A
	Splicing
	p.?
	HET
	C4
	NA
	C5
	1 [1]

	
	PKHD1
	
	51771090
	
	41
	c.6731T>A
	Missense
	p.(Leu2244His)
	HET
	C3
	NA
	C3
	1 [6]

	43
	PKD1
	16p13.3 
	2156600
	NM_001009944.2 
	18
	c.7288C>T 
	Nonsense
	 p.(Arg2430*)
	HET
	C5
	C5
	C5
	1 [14]

	
	PKD1
	
	2150511
	
	27
	c.9454C>T 
	Missense
	p.(Arg3152Trp)
	HET
	C3
	C3
	C4
	1 [15]

	45
	PKD1
	16p13.3 
	2159204
	NM_001009944.2 
	15
	c.5963_5964insG
	Frameshift Indel
	p.(Glu1989*)
	HET
	C4
	NA
	C4
	1 [1]

	
	PKD1
	
	2156567
	
	18
	c.7321G>A 
	Missense
	p.(Gly2441Ser) 
	HET
	C3
	C3
	C3
	1 [15]

	46
	HNF1B
	17q12
	36091725
	NM_000458.2
	4
	c.906C>G
	Missense
	p.(Asn302Lys)
	HET
	C4
	NA
	C4
	1 [16]

	58
	PKD1
	16p13.3 
	2140406
	NM_001009944.2 
	45
	c.12324G>A 
	Nonsense
	 p.(Trp4108*)
	HET
	C4
	NA
	C5
	1 [1]

	48
	IFT140
	16p13.3 
	1576648
	NM_014714.3
	20
	c.2549C>T
	Missense
	p.(Ala850Val)
	HET
	C3
	NA
	C3
	0

	
	IFT140
	
	1642470
	
	5
	c.489C>T
	Synonymous/
Splice region
	p.(Gly163=)
	HET
	C3
	C3
	C4
	0

	52
	PKD1
	16p13.3 
	2162339
	NM_001009944.2 
	Int. 14
	c.3295+2T>C
	Splicing
	p.?
	HET
	C4
	NA
	C5
	1 [13]

	54
	PKD1
	16p13.3 
	2159190
	NM_001009944.2 
	15
	c.5976_5978delCAC 
	Inframe indel
	p.(Phe1992_
Thr1993delinsLeu)
	HET
	C4
	C4
	C4
	1 [14]

	
	PKD1
	
	2160409
	
	15
	c.4759C>T 
	Missense
	p.(Arg1587Cys)
	HET
	C3
	NA
	C3
	1 [13]

	50
	PKD1
	16p13.3 
	2140406
	NM_001009944.2 
	45
	c.12324G>A  
	Nonsense
	p.(Trp4108*)
	HET
	C4
	NA
	C5
	1 [1]

	59
	PKD1
	16p13.3 
	2160579
	NM_001009944.2 
	15
	c.4589G>A 
	Nonsense
	p.(Trp1530*)
	HET
	C4
	NA
	C5
	0

	61
	PKD2
	4q22.1
	88977278
	NM_000297.3
	8
	c.1757T>C  
	Missense
	p.(Leu586Pro)
	HET
	C3
	NA
	C3
	0

	62
	PKD1
	16p13.3 
	2153303
	NM_001009944.2 
	23
	c.8755G>A 
	Missense
	p.(Gly2919Arg)
	HET
	C4
	C3
	C3
	0

	63
	PKD1
	16p13.3 
	2158297
	NM_001009944.2 
	15
	c.6871C>T
	Nonsense
	p.(Gln2291Ter)
	HET
	C4
	C5
	C5
	0

	65
	PKD1
	16p13.3 
	2169115
	NM_001009944.2 
	3
	c.359T>C 
	Splicing
	p.(Ile120Thr)
	HET
	C4
	C4
	C4
	1 [8]

	38
	PKD1
	16p13.3 
	2140192
	NM_001009944.2 
	46
	c.12448C>T
	Missense
	 p.(Arg4150Cys)
	HET
	C4
	C4/C5
	C5
	1 [8]

	
	PKD1
	
	2140180
	
	46
	c.12460C>T
	Missense
	p.(Arg4154Cys)
	HET
	C4
	CIoP
	C4
	1 [17]

	
	PKD1
	
	2143597
	
	37
	c.10964T>C
	Missense
	p.(Phe3655Ser)
	HET
	C3
	NA
	C3/C4
	0

	67
	PKD1
	16p13.3 
	2139949
	NM_001009944.2 
	46
	c.12691C>T
	Nonsense
	p.(Gln4231*)
	HET
	C4
	C4/C5
	C5
	1 [14]

	69
	PKD1
	16p13.3 
	2158744
	NM_001009944.2 
	15
	c.6424C>T 
	Nonsense
	p.(Gln2142*) 
	HET
	C4
	NA
	C5
	1 [13]

	72
	PKHD1
	6p12.3-p12.2
	51889726
	NM_138694.3
	32
	c.4882C>G 
	Missense
	p.(Pro1628Ala)
	HET
	C4
	C4/C5
	C4
	1 [6]

	
	PKHD1
	
	51612950
	
	58
	c.9464A>G 
	Missense
	p.(Tyr3155Cys)
	HET
	C3
	NA
	C3
	1 [5]

	56
	COL4A4
	2q36.3
	227968767
	NM_000092.4
	13
	c.737G>T
	Missense/
splice region
	p.(Gly246Val)
	HET
	C4
	NA
	C5
	0

	57
	BICC1
	10q21.1
	60562958
	NM_001080512.2
	15
	c.2137G>A
	Missense
	p.(Glu713Lys)
	HET
	C3
	NA
	C3
	0

	
	PKD1
	16p13.3 
	2140180
	NM_001009944.2 
	46
	c.12460C>T
	Missense
	p.(Arg4154Cys)
	HET
	C3
	C3
	C4
	1 [17]

	53
	PKD1
	16p13.3 
	2156617
	NM_001009944.2 
	18
	c.7271C>T
	Missense
	p.(Thr2424Met)
	HET
	C3
	NA
	C4
	0

	

	Table S2. Diagnostic variants identified by clinical exome sequencing in pediatric patients with a clinical suspicion of ciliopathies. Pt: patient; Chr: chromosome; Ref Seq: reference sequence; Int: intron; CNV: copy number variant; frq: frequency; HOM: homozygous; HET: heterozygous; CIoP: conflicted interpretation of pathogenicity; clf: classification.








	Pt ID
	Gene
	Chr
	Chr location
	Ref Seq
	Exon/
Int
	Variant
	Type of variant
	Amino acid change
	Variant frq
	ACMG clf
	ClinVar clf
	Varsome clf
	Publication (0: no; 
1: yes)

	75
	APOL1 
	22q12.3 
	36597688-36651398
	NA
	1-2
	Inversion
	SV
	NA
	NA
	C3
	NA
	NA
	1 [18]

	82
	COL4A5
	Xq22.3
	107911648
	NM_033380.2
	41
	c.3704G>A
	Missense
	p.(Gly1235Asp)
	HOM
	C4
	NA
	C5
	0

	86
	COL4A5
	Xq22.3
	107846275
	NM_033380.2
	28
	c.2228G>T
	Missense
	p.(Gly743Val)
	HET
	C4
	NA
	C4
	1 [19]

	88
	COL4A5
	Xq22.3
	107936078
	NM_033380.2
	50
	c.4629C>A
	Nonsense
	p.(Tyr1543*)
	HEM
	C4
	NA
	C5
	1 [1]

	96
	ACTN4
	19q13.2
	39195635
	NM_004924.5
	4
	c.459C>G
	Missense
	p.(Phe153Leu)
	HET
	C3
	NA
	C4
	1 [1]

	100
	NPHS1
	19q13.12
	36330397
	NM_004646.3
	Int. 21
	c.2927+1G>A
	Splicing
	p.?
	HET
	C4
	C4
	C5
	1 [20]

	
	NPHS1
	
	36333134
	
	19
	c.2542_2555del
AAGGTGGCTGCAGC
insCAGG
	Frameshift indel
	p.(Lys848GlnfsTer54)
	HET
	C4
	NA
	C5
	0

	101
	CUBN
	10p13
	17171208
	NM_001081.3
	2
	c.164C>T
	Missense
	p.(Thr55Met)
	HOM
	C3
	C3
	C3
	1 [1]

	97
	COL4A5
	Xq22.3
	107936130
	NM_033380.2
	50
	c.4681C>T
	Nonsense
	p.(Gln1561*)
	HET
	C4
	NA
	C5
	0

	92
	PLCE1
	10q23.33
	95791764
	NM_016341.3
	2
	c.961C>T
	Nonsense
	p.(Arg321*)
	HOM
	C5
	C5
	C5
	1 [21]

	133
	NPHS2
	1q25.2
	179521755
	NM_014625.2
	7
	c.855_856delAA
	Frameshift indel
	p.(Arg286Thrfs*17)
	HOM
	C4
	NA
	C5
	1 [22]

	134
	NPHS2
	1q25.2
	179520297-179528906
	NA
	2-8
	Copy number gain
	CNV
	NA
	NA
	C3
	NA
	NA
	0

	109
	CUBN
	10p13
	16948208
	NM_001081.3
	50
	c.7906C>T
	Nonsense
	p.(Arg2636*)
	HET
	C5
	C5
	C5
	1 [23]

	
	CUBN
	
	17024488-17024489
	
	31
	c.4689_4690delTA
insAT
	Nonsense
	p.(Cys1563_Ile1564
delins*)
	HET
	C5
	C5
	C5
	1 [24]

	
	CUBN
	
	16960659
	
	45
	c.6962G>T
	Missense
	p.(Ser2321Ile)
	HET
	C3
	C3
	C3
	0

	113
	INF2
	14q32.33
	105169678
	NM_022489.3
	4
	c.554T>C
	Missense
	p.(Leu185Pro)
	HET
	C3
	C3
	C3
	0

	
	LMNA
	1q22
	156107470
	NM_170707.3
	10
	c.1634G>A
	Missense
	p.(Arg545His)
	HET
	C3
	CIoP
	C4
	1 [25]

	132
	NPHS1
	19q13.12
	36339004
	NM_004646.3
	11
	c.1379G>A
	Missense
	p.(Arg460Gln)
	HOM
	C5
	C4/C5
	C5
	1 [26]

	80
	OCRL
	Xq26.1
	128721050
	NM_001318784.1
	20
	c.2214G>T 
	Missense
	p.(Glu738Asp)
	HEM
	C3
	NA
	C4
	0

	

	[bookmark: _GoBack]Table S3. Diagnostic variants identified by clinical exome sequencing in pediatric patients with a clinical suspicion of glomerulopathies. Pt: patient; Chr: chromosome; Ref Seq: reference sequence; Int: intron; SV: structural variant; CNV: copy number variant; frq: frequency; HOM: homozygous; HET: heterozygous; clf: classification.





	Pt ID
	Gene
	Chr
	Chr location
	Ref Seq
	Exon/
Int
	Variant
	Type of variant
	Amino acid change
	Variant frq
	ACMG clf
	ClinVar clf
	Varsome clf
	Publication (0: no;
1: yes)

	138
	SLC7A9
	19q13.11
	33353365
	NM_014270.4
	Int. 5
	c.604+2T>C
	Splicing
	p.?
	HET
	C5
	C3/C5
	C5
	1 [27]

	
	SLC7A9
	
	33324052
	
	Int. 12
	c.1399+2dupT
	Splicing
	p.?
	HET
	C3
	NA
	C3
	1 [28]

	137
	SLC7A9
	19q13.11
	33333198
	NM_014270.4
	11
	c.1099dupA
	Frameshift Indel
	p.(Ile367Asnfs*4)
	HET
	C4
	NA
	C5
	0

	142
	SLC34A1
	5q35.3
	176813233
	NM_003052.4
	4
	c.272_292del TCCCCAAGCTGCGCCAGGCTG  
	Inframe deletion
	p.(Val91_Ala97del)
	HET
	C4
	CIoP
	C4
	1 [29]

	144
	SLC7A9
	19q13.11
	33355167
	NM_014270.4
	4
	c.313G>A 
	Missense
	p.(Gly105Arg)
	HET
	C5
	C5
	C5
	1 [30]

	147
	PKHD1
	6p12.3-p12.2
	51889738
	NM_138694.3
	32
	c.4870C>T 
	Missense
	p.(Arg1624Trp)
	HET
	C4
	C5
	C4
	1 [31]

	
	PKHD1
	
	51613044
	
	58
	c.9370C>T 
	Missense
	p.(His3124Tyr)
	HET
	C4
	C4/C5
	C4
	1 [14]

	148
	AGXT
	2q37.3
	241814576
	NM_000030.2
	7
	c.731T>C
	Missense
	p.(Ile244Thr)
	HOM
	C5
	C5
	C5
	1 [32]

	149
	AGXT
	2q37.3
	241808307
	NM_000030.2
	1
	c.33dupC 
	Frameshift Indel
	p.(Lys12Glnfs*156)
	HOM
	C5
	NA
	C5
	1 [32]

	154
	SLC7A9
	19q13.11
	33355167
	NM_014270.4
	4
	c.313G>A 
	Missense
	p.(Gly105Arg)
	HET
	C5
	C5
	C5
	1 [30]

	156
	SLC3A1
	2p21
	44539792
	NM_000341.3
	8
	c.1400T>C
	Missense
	p.(Met467Thr)
	HET
	C5
	C5
	C5
	1 [33]

	
	SLC3A1
	
	44547360
	
	10
	c.1640C>G 
	Missense
	p.(Ser547Trp)
	HET
	C4
	C5
	C4
	1 [33]

	157
	SLC7A9
	19q13.11
	33353057
	NM_014270.4
	6
	c.671C>T
	Missense
	p.(Ala224Val)
	HET
	C4
	C5
	C4
	1 [27]

	

	Table S4. Diagnostic variants identified by clinical exome sequencing in pediatric patients with a clinical suspicion of nephrolithiasis. Pt: patient; Chr: chromosome; Ref Seq: reference sequence; Int: intron; CNV: copy number variant; frq: frequency; HOM: homozygous; HET: heterozygous; clf: classification.










	Pt ID
	Gene
	Chr
	Chr location
	Ref Seq
	Exon/
Int
	Variant
	Type of variant
	Amino acid change
	Variant frq
	ACMG clf
	ClinVar clf
	Varsome clf
	Publication (0: no; 
1: yes)

	165
	CLCN5
	Xp11.23
	49850710
	NM_001127898.2
	10
	c.1007T>C 
	Missense
	p.(Leu336Pro)
	HEM
	C4
	NA
	C4
	1 [1]

	174
	SLC4A1
	17q21.31
	42333076
	NM_000342.3
	14
	c.1765C>T
	Missense
	p.(Arg589Cys)
	HET
	C5
	C4/C5
	C5
	1 [34]

	176
	OCRL
	 Xq25q26.1
	128581128 -128724257
	NA
	Whole gene
	Deletion
	CNV
	p.?
	HEM
	C5
	NA
	NA
	0

	168
	AVPR2
	Xq28
	153171102
	NM_000054.4
	2
	c.143_144delTT 
	Frameshift Indel
	p.(Phe48Cysfs*143)
	HEM
	C5
	NA
	C5
	1 [35]

	172
	ATP6V1B1 
	2p13.3
	71185243
	NM_001692.3
	3
	c.242T>C 
	Missense
	p.(Leu81Pro)
	HOM
	C5
	C4/C5
	C4
	1 [36]

	163
	CLCN5
	Xp11.23
	49854895
	NM_001127898.3
	13
	c.1869delG 
	Frameshift Indel
	p.(Arg624Glyfs*32) 
	HEM
	C4
	NA
	C5
	1 [1]

	167
	SLC12A1
	15q21.1
	48527094
	NM_000338.2
	9
	c.1110delT
	Frameshift Indel
	p.(Phe370LeufsTer58)
	HET
	C4
	NA
	C4
	0

	
	SLC12A1
	
	48566791
	
	20
	c.2426G>A 
	Missense
	p.(Gly809Asp)
	HET
	C3
	NA
	C3
	0

	170
	AVPR2
	Xq28
	153171847
	NM_000054.4
	2
	c.887G>A 
	Nonsense
	p.(Trp296*)
	HEM
	C4
	NA
	C5
	1 [37]

	158
	INF2
	14q32.33
	105169520
	NM_022489.3
	3
	c.470G>A 
	Missense
	p.(Gly157Asp)
	HET
	C4
	C3
	C4
	0

	

	Table S5. Diagnostic variants identified by clinical exome sequencing in pediatric patients with a clinical suspicion of tubulopathies. Pt: patient; Chr: chromosome; Ref Seq: reference sequence; Int: intron; CNV: copy number variant; frq: frequency; HOM: homozygous; HET: heterozygous; clf: classification.










	Pt ID
	Gene
	Chr
	Chr location
	Ref Seq
	Exon/
Int
	Variant
	Type of variant
	Amino acid change
	Variant frq
	ACMG clf
	ClinVar clf
	Varsome clf
	Publication (0: no; 1: yes)

	186
	PTPN11
	12q24.13 
	112926851
	NM_002834.3 
	13
	c.1471C>T  
	Missense
	p.(Pro491Ser)
	HET
	C5
	C5
	C5
	1 [38]

	

	Table S6. Diagnostic variants identified by clinical exome sequencing in pediatric patients with a clinical suspicion of other kidney diseases. Pt: patient; Chr: chromosome; Ref Seq: reference sequence; Int: intron; CNV: copy number variant; frq: frequency; HOM: homozygous; HET: heterozygous; clf: classification.
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