DYSTONIA WITH DEAFNESS

INHERITED

Autosomal dominant
Beta-actin mutations

Autosomal recessive
Woodhouse-Sakati syndrome (C2orf37 mutations)
MEGDEL (3-methylglutaconic aciduria with sensorineural deafness, encephalopathy, and Leigh-like) synd
SUCLA2 mutations
Methylmalonic aciduria
Nephrin mutations (congenital nephrotic syndrome, Finnish type)
Xeroderma pigmentosum

X-linked
Mohr-Tranebjaerg syndrome (DDP1 gene mutations)
CASK mutations

Mitochondrial
Mitochondrial disease (eg 3243, 8332 mutations)

Chromosomal
dXq28 deletion
Chr 10p deletion
Chr 18q deletion

ACQUIRED

Perinatal brain injury
Kernicterus

Brain injury
Trauma
Meningoencephalitis



