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PKHD1 8 12
Anhydramnios; autosomal recessive polycystic kidney disease; Caroli disease; Congenital hypoplasia of aortic arch; Cystathionine beta-synthase deficiency; Periportal fibrosis; Urogenital
abnormalities; Ventricular hypertrophy

PKD1 3 12 Anhydramnios; autosomal recessive polycystic kidney disease; Caroli disease

ATP6V1B
1

2 12 renal tubular acidosis, distal, 2, with progressive sensorineural hearing loss; Urogenital abnormalities

CBS 2 12 Cystathionine beta-synthase deficiency; Homocystinuria

HOXA11 2 12 radioulnar synostosis with amegakaryocytic thrombocytopenia 1; Urogenital abnormalities

IFT56 2 12 Biliary-renal-neuro-skeletal syndrome; Caroli disease


