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Supplementary Table 1. Genetic forms of podocytopathies. 
 

Clinical phenotype Pathology Gene Inheri
tence 

OMIM name  OMIM ID  Ref 

Podocyte genes 

SRNS FSGS ACTN4 AD Glomerulosclerosis, focal segmental, 1 * 604638 1 

SRNS FSGS ADCK4 AR Nephrotic syndrome, type 9 * 615567 2 

SRNS, proteinuria FSGS ANLN AD Focal segmental glomerulosclerosis 8 * 616027 3 

SRNS FSGS ARHGAP24 AR *Nephrotic syndrome * 610586 4 

SRNS FSGS ARHGDIA AR Nephrotic syndrome, type 8 * 601925 5 

SRNS FSGS CD2AP AR, AD Glomerulosclerosis, focal segmental, 3 * 604241 6 

CNS, SSNS, SDNS, SRNS MCD, FSGS 
 

CDK20 AR *Nephrotic syndrome * 610076 7 

SRNS FSGS CRB2 AR Focal segmental glomerulosclerosis 9 * 609720 8 

NS FSGS DGKE AR Nephrotic syndrome, type 7 and HUS, atypical, 
susceptibility to, 7 

* 601440 9 

SSNS, SRNS FSGS DLC1 AR *Nephrotic syndrome * 604258 7 

SSNS, SRNS FSGS EMP2 AR Nephrotic syndrome, type 10 * 602334 10 

SRNS FSGS INF2 AD Glomerulosclerosis, focal segmental, 5 * 613237 
 

11 

SSNS, SRNS MCD, FSGS 
 

ITSN1 AR *Nephrotic syndrome * 602442 7 

SDNS, SSNS MCD, MPGN 
 

ITSN2 AR *Nephrotic syndrome * 604464 
 

7 

CNS, SRNS MCD MAGI2 AR Nephrotic syndrome, type 15 * 606382 12 

SRNS FSGS MYO1E AR Glomerulosclerosis, focal segmental, 6 
 

* 601479 13 

CNS, SRNS PTRD, PMS, 
FSGS, MCD 
 

NPHS1 AR Nephrotic syndrome, type 1 
 

* 602716 14 

CNS, SRNS, proteinuria 
 

FSGS, MCD NPHS2 AR Nephrotic syndrome, type 2 
 

* 604766 15 

SRNS FSGS NUP107 AR *Nephrotic syndrome * 607617 16 

SRNS FSGS NUP205 AR *Nephrotic syndrome * 614352 17 

SRNS FSGS NUP93 AR *Nephrotic syndrome * 614351 17 

Proteinuria FSGS SYNPO AR *Nephrotic syndrome * 608155 18 

SRNS, proteinuria FSGS TRPC6 AD Glomerulosclerosis, focal segmental, 2 
 

* 603652 19 

CNS, SRNS MCD, FSGS 
 

PLCE1 AR Nephrotic syndrome, type 3 
 

* 608414 20 

Proteinuria FSGS PODXL AR *Nephrotic syndrome * 602632 21 

SRNS FSGS, MCD 
 

PTPRO AR Nephrotic syndrome, type 6 
 

* 600579 22 

SDNS, SSNS MCD, DMS, 
FSGS 
 

TNS2 AR *Nephrotic syndrome * 607717 7 



CNS, SRNS, proteinuria DMS, SRNS 
 

WT1 AD Nephrotic syndrome, type 4 
 

256370  

Syndromal genes 

SRNS FSGS ALG1 AR Congenital disorder of glycosylation, type Ik 
 

*605907 23 

SRNS, proteinuria MCD, FSGS COL4A3 AR,  
AD 

Alport syndrome 2, autosomal recessive, 
Alport syndrome 3, autosomal dominant 

203780 
104200 

24 

SRNS, proteinuria FSGS COL4A4 AR, AD Alport syndrome 2, autosomal recessive 
 

*120131 24 

SRNS, proteinuria FSGS COL4A5 XLD Alport syndrome 1, X-linked 
 

*303630 25 

SRNS FSGS COQ2 AR Coenzyme Q10 deficiency, primary, 1 
 

* 609825 26 

SRNS FSGS COQ6 AR Coenzyme Q10 deficiency, primary, 6 
 

* 614650 27 

SRNS, proteinuria w or 
w/o hematuria 

MCD, FSGS 
 

CUBN AR Megaloblastic anemia-1, Finnish type 
 

261100 28 

Proteinuria MCD CD151 AR Nephropathy with pretibial epidermolysis 
bullosa and deafness 

* 602243 29 

SRNS, proteinuria FSGS CLCN5 XLR Proteinuria, low molecular weight, with 
hypercalciuric nephrocalcinosis 
Dent disease 

308990 
300009 

25 

SRNS, proteinuria MCD, FSGS 
 

CTNS AR Cystinosis, atypical nephropathic 
 

606272 25 

Proteinuria FSGS E2F3 AD FSGS, mental retardation (gene deletion) 
 

*600427 30 

SRNS, proteinuria FSGS, tubular 
atrophy 

FAT1 AR Glomerulotubular nephropathy with CNS 
involvement 

*600976  
 

31 

SRNS, proteinuria FSGS GLA XL Fabry disease *301500 25 

SRNS, proteinuria FSGS INF2 AD Charcot-Marie-Tooth disease, dominant 
intermediate E 

* 614455 13 

SRNS FSGS ITGA3 AR Interstitial lung disease, nephrotic syndrome, 
epidermolysis bullosa, congenital 

* 605025 32 

SRNS FSGS ITGB4 AR Epidermolysis bullosa * 147557 33 

SRNS w or w/o 
haematuria 

FSGS KANK1 AR Cerebral palsy, spastic quadriplegic, 2 * 607704 
 

34 

SRNS w or w/o 
haematuria 

FSGS KANK2 AR Nephrotic syndrome, type 16 
Palmoplantar keratoderma and woolly hair 

* 614610 34 

SRNS w or w/o 
haematuria 

FSGS KANK4 AR Cerebral palsy, spastic quadriplegic, 2 * 614612 34 

SRNS FSGS LAMB2 AR Pierson syndrome 
Nephrotic syndrome, type 5, w or w/o ocular 
abnormalities 

609049 
619149 

35 

SRNS FSGS LMX1B AR Nail-patella syndrome 
 

*602575 36 

Proteinuria MCD, FSGS MYH9 AD Macrothrombocytopenia and granulocyte 
inclusions with or without nephritis or 
sensorineural hearing loss 

* 160775 37 

Proteinuria FSGS NXF5 XLD FSGS with progressive cardiac conduction 
disorder 
 

* 300319 38 

Proteinuria FSGS OCRL1 XLR Dent disease 2 
Lowe syndrome 

300555 
309000 

28 

SRNS, proteinuria FSGS PAX2 AD Glomerulosclerosis, focal segmental, 7 
Papillorenal syndrome 

616002 
120330 

39 

SRNS FSGS PDSS2 AR Coenzyme Q10 deficiency, primary, 3 
 

* 610564 40 

CNS CG PMM2 AR Congenital defect of glycosylation 
 

 41 



SRNS FSGS SCARB2 AR Epilepsy, progressive myoclonic 4, with or 
without renal failure 
 

* 602257 42 

CNS, DMS, SRNS FSGS SGPL1 AR Nephrotic syndrome, type 14 with ichthyosis and 
primary adrenal insufficiency 

* 603729 43 

SRNS FSGS SMARCAL1 AR Schimke immunoosseous dysplasia 
 

* 606622 44 

SRNS FSGS TTC21B AR Nephronophthisis 12 
 

*612014 45 

SRNS MCD XPO5 AR Nephrotic syndrome with speech 
development delay 
 

* 607845 17 

SRNS FSGS WDR73 AR Galloway-Mowat syndrome 1 
 

*6166144 46 

SRNS, proteinuria 
 

FSGS, DMS 
 

WT1 AD 
AD 

Frasier syndrome 
Denys Drash syndrome 
 

136680 
194080 

47 
48 

Proteinuria FSGS ZMPSTE24 AR Mandibuloacral dysplasia 
 

*606480 49 

 

 
 
CKD, chronic kidney disease; FSGS, focal segmental glomerulosclerosis; HCV, hepatitis C virus; MCD, minimal 
change disease; SRNS, steroid-resistant nephrotic syndrome; SSNS, steroid-sensitive nephrotic syndrome; 
SDNS, steroid-dependent nephrotic syndrome; FRNS, frequent-relapsing nephrotic syndrome; eGFR, estimated 
glomerular filtration rate; FPE, foot process effacement; ESKD, end stage kidney disease; DMS, diffuse 
mesangial sclerosis; w, with; w/o, without; OMIM, Online Mendelian Inheritance in Man. 
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