Table 1
	Patient characteristics
	Total cohort (n=86)



	Sex

	Female
Male
	29 (34%)
57 (66%)

	Non-Finnish European descent

	Yes
No
	74 (86%)
12 (14%)

	Syndromic CAKUT
	

	Yes
No
	33 (38%)
53 (62%)
	

	Reported family history
	Familial CAKUT

	Yes
No
	15 (17%)
71 (83%)
	

	Reported parental consanguinity
	

	Yes
No
	7 (8%)  
79 (92%) 
	

	Complex CAKUT

	Yes
No
	24 (30%)
62 (72%)

	CAKUT phenotype

	Bilateral kidney affection
Unilateral kidney affection
Isolated urinary transport affection
	36 (42%)
28 (33%)
22 (25%)

	Solved cases*

	Yes
No
	8 (9%)
78 (91%)
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[bookmark: _Toc90557845]Table 2
	ID
	
Sex

	Phenotype
	Gene (transcript)
	Chromosomal position (hg19)
	Nucleotide and amino acid change
	gnomAD v.2.1.1 MAF*

	Zygosity
	Inheritance
	Genetic diagnosis (MIM phenotype number)
	Classification according to applied ACMG criteria/CNV score**
	Accession number in ClinVar*** 
	

Individual ID in LOVD#
	Syndromic disease 
(0= no; 1= yes)

	HN-F262-II-1
	f
	Bilateral renal hypoplasia
	PAX2 
(NM_000278.3)
	chr10:g.102509535dup

	c.76dup

p.(Val26Glyfs*28)
	0.00002834
	Heterozygous
	Father 
	Papillorenal syndrome
(#120330)
	Likely pathogenic
(PVS1 PS4_moderate)
	

SCV001149865.1
	

-
	

0

	HN-F75-II-1
	m
	Bilateral renal dysplasia, developmental delay, growth retardation, skeletal anomalies
	PBX1
(NM_002585.3)
	chr1:g.164761878_164761884del

	c.413_419del

p.(Gly138Valfs*40)
	Not listed
	Heterozygous
	de novo 
	CAKUTHED
(#617641)
	Pathogenic
(PVS1 PS2 PM2)
	

SCV000680322.1
	

-
	

1

	HN-F317-II-3
	f
	Bilateral renal agenesis, skeletal anomalies
	EYA1
(NM_000503.4)
	chr8:g.72211430G>T

	c.678C>A

p.(Tyr226*)
	Not listed
	Heterozygous
	de novo
	Branchiootorenal syndrome 1, with or without cataracts
(#113650)
	Pathogenic
(PVS1 PS2 PM2)
	

SCV001149770.1
	

-
	

1

	HN-F541-II-2
	f
	Bilateral renal hypoplasia (cysts in right kidney), urogenital malformations, dysplastic ears, bilateral hexadactyly
	SALL1
(NM_002968.2)
	chr16:g.51175307G>A
	c.826C>T

p.(Arg276*)
	Not listed
	Heterozygous
	de novo
	Townes-Brocks syndrome 1
(#107480)
	Pathogenic
(PVS1 PS2 PS4_moderate PM2)
	

SCV001430043.1 
	

-


	

1

	HN-F197-II-1
	f
	Bilateral renal cystic dysplasia
	chr17q12
( - )
	Approx. chr17:g.34842543-36104875
	1.2Mb deletion (including HNF1B)
	0.0001393
	Heterozygous
	de novo
	Chromosome 17q12 deletion syndrome
(#614527)
	Pathogenic
(1,00)
	

-

	

00404564

	

0

	HN-F305-II-1
	

m

	Right renal agenesis, left renal hypoplasia, short stature, facial dysmorphies, choanal atresia
	PBX1
(NM_002585.3)
	chr1:g.164769086G>T
	c.661G>T

p.(Glu221*)
	Not listed
	Heterozygous
	de novo
	

CAKUTHED
(#617641)


	Pathogenic
(PVS1 PS2 PM2)
	

SCV001149866.1
	

-
	

1

	HN-F502-II-1
	m
	Bilateral renal hypoplasia, imperforate anus, dysplastic ears, right triphalangeal thumb
	SALL1
(NM_002968.2)
	chr16:g.51173444_51173447dup
	c.2686_2689dup

p.(Val897Glyfs*6)

	Not listed
	Heterozygous
	Undetermined
	Townes-Brocks syndrome 1
(#107480)
	Likely pathogenic
(PVS1 PM2)
	

SCV001149911.1
	

-
	

1

	HN-F316-I-1
	m
	Branchiootorenal syndrome, congenital hypertrophic cardiomyopathy
	EYA1
(NM_000503.4)
	chr8:g.72127964C>T
	c.1361-1G>A

p.(?)
	Not listed
	Heterozygous
	Undetermined
	Branchiootorenal syndrome 1, with or without cataracts
(#113650)
	Likely pathogenic
(PVS1 PM2)
	

SCV001149769.1
	

-
	

1




