; DNA DIAGNOSTIC EXPERTS

C100RF2 Progressive external opthalmoplegia with mtDNA deletions, autosomal dominant 3; PEOA3; Mitochondrial DNA
(TWINKLE; PEO1) depletion syndrome, hepatocerebral form; Sensory ataxic neuropathy, dysarthria, and opthalmoparesis; SANDO;
Spinocerebellar ataxia, infantile onset

GCK GCK-related hyperinsulinism; GCK-related permanent neonatal diabetes mellitus; Maturity-onset diabetes of the young,
type IT (MODY2)




NDUFAF2
(NDUFA12L)

Hypertrophic cardiomyopathy, truncal hypotonia, and encephalopathy; Parkinson disease, susceptibility to;
Mitochondrial complex I deficiency

Progressive external ophthalmoplegia with mtDNA deletions, autosomal dominant 1 (PEOA1) or recessive (PEOB);
Alpers syndrome; Spinocerebellar ataxia neuropathy, dysarthria, and ophthalmoparesis; SANDO




Cartilage-hair hypoplasia (CHH); Metaphyseal dysplasia without hypotrichosis; Anauxetic dysplasia;
spondylometaepiphysial dsysplasia, anauxetic type

3-methylglutaconic aciduria type II; Barth syndrome; Cardioskeletal myopathy with neutropenia and abnormal
mitochondria; Endocardial fibroelastosis; Familial isolated noncompaction of left ventricular myocardium; TAZ-related
dilated cardiomyopathy

Wolfram syndrome 1; diabetes insipidus and mellitus with optic atrophy and deafness




