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xR EREBRB/RIICESENDEREFRREGTF (92 8EF)

Disease family Targeted gene

ADPKD PKDI, PKD2, GANAB

ARPKD PKHDI, DZIPIL

NPHP NPHPI1, INVS, NPHP3, NPHP4, IQCBI1, CEP290, GLIS2, RPGRIPIL, NEKS8, SDCCAGS,
TMEMG67, TTC21B, WDR19, ZNF423, CEP164, ANKS6, IFT172, CEP83, DCDC2, XPNPEP3,
SLC41A1, MAPKBP1

JBS NPHPI, CEP290, RPGRIPIL, TMEMG67, TTC21B, ZNF423, CEP164, IFT172, INPP5E,
TMEM?216, AHII, ARLI3B, CC2D2A, OFDI, KIF7, TCTN1, TMEM237, CEP41, TMEM13S8,
C5o0rf42, TCTN3, TMEM231, CSPPI1, PDE6D, MKS1, TCTN2, B9D1, ARMC9, CEP104,
CEP120, KIAA0556, KIAA0586, PIBF1, SUFU, TMEM107

MKS NPHP3, CEP290, RPGRIPIL, TMEMG67, TMEM216, CC2D2A, TMEM231, MKSI1, TCTN2,
B9D1, B9D2, KIF14, TMEM107

SLS NPHPI, INVS, NPHP3, NPHP4, IQCBI1, CEP290, GLIS2, SDCCAGS8, WDR19, CEP164,
TRAF3IP1

BBS CEP290, SDCCAGS, TMEMG67, TTC21B, WDRI9, IFT172, MKSI1, BBSI, BBS2, ARL6, BBS4,
BBS5, MKKS, BBS7, TTCS, BBS9, BBS10, TRIM32, BBS12, WDPCP, BBIP1, IFT27, CCDC28B,
C8orf37, IFT74

Skeletal ciliopathy TTC21B, WDRI19, IFT172, WDR35, IFT122, IFT140, IFT43

ADTKD MUCI, UMOD, HNF1B, REN, SEC61A1

ADPLD PRKCSH, SEC63, ALGS, LRP5, SEC61B, GANAB

Others ASS1, NOTCH2, TSC2

ADPKD: autosomal dominant polycystic kidney disease, ARPKD: autosomal recessive polycystic kidney dis-
ease, NPHP: nephronophthisis, JBS: Joubert syndrome, MKS: Meckel syndrome, SLS: Senior-Loken syndrome,
BBS: Bardet-Bied| syndrome, ADTKD: autosomal dominant tubulointerstitial kidney disease, ADPLD: autosomal

dominant polycystic liver disease
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