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TBC1D
24

7 12
Deafness with congenital onychodystrophy; Deafness, onychodystrophy, osteodystrophy, impaired intellectual development, and seizures syndrome; Digitrenocerebral syndrome; Doors syndrome; Focal
epilepsy-intellectual disability-cerebro-cerebellar malformation; Infantile myoclonic epilepsy; Periodic paralysis

ATP6V
1B2

5 12 Deafness with congenital onychodystrophy; Deafness-onychodystrophy syndrome; Digitrenocerebral syndrome; Doors syndrome; Zimmermann-laband syndrome

ATP6 3 12 Ataxia with polyneuropathy; Mitochondrial myopathy with sideroblastic anemia; Periodic paralysis

DNM1L 2 12 Encephalopathy due to mitochondrial and peroxisomal fission defect; Mitochondrial myopathy with sideroblastic anemia


