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Optic atrophy panel  

versie V1 (19 genen) Centrum voor Medische Genetica Gent 

   

   

Gene OMIM gene ID 
Associated phenotype, OMIM phenotype ID, phenotype 

mapping key and inheritance pattern 

ACO2 100850 
Infantile cerebellar-retinal degeneration, 614559 (3), Autosomal 

recessive; ?Optic atrophy 9, 616289 (3), Autosomal recessive 

AFG3L2 604581 
Spastic ataxia 5, autosomal recessive, 614487 (3), Autosomal 
recessive; Spinocerebellar ataxia 28, 610246 (3), Autosomal 

dominant 

C12orf65 613541 
Combined oxidative phosphorylation deficiency 7, 613559 (3), 

Autosomal recessive; Spastic paraplegia 55, autosomal recessive, 
615035 (3), Autosomal recessive 

CISD2 611507 Wolfram syndrome 2, 604928 (3), Autosomal recessive 

DNM1L 603850 

Encephalopathy, lethal, due to defective mitochondrial 
peroxisomal fission 1, 614388 (3), Autosomal recessive, 

Autosomal dominant; Optic atrophy 5, 610708 (3), Autosomal 
dominant 

MFN2 608507 

Charcot-Marie-Tooth disease, axonal, type 2A2A, 609260 (3), 
Autosomal dominant; Charcot-Marie-Tooth disease, axonal, type 

2A2B, 617087 (3), Autosomal recessive; Hereditary motor and 
sensory neuropathy VIA, 601152 (3), Autosomal dominant 

NDUFS1 157655 
Mitochondrial complex I deficiency, 252010 (3), Autosomal 

recessive, X-linked dominant, Mitochondrial 

NR2F1 132890 
Bosch-Boonstra-Schaaf optic atrophy syndrome, 615722 (3), 

Autosomal dominant 

OPA1 605290 

Behr syndrome, 210000 (3), Autosomal recessive; {Glaucoma, 
normal tension, susceptibility to}, 606657 (3); ?Mitochondrial 

DNA depletion syndrome 14 (encephalocardiomyopathic type), 
616896 (3); Optic atrophy 1, 165500 (3), Autosomal dominant; 
Optic atrophy plus syndrome, 125250 (3), Autosomal dominant 

OPA3 606580 
3-methylglutaconic aciduria, type III, 258501 (3), Autosomal 

recessive; Optic atrophy 3 with cataract, 165300 (3), Autosomal 
dominant 

POLG 174763 

Mitochondrial DNA depletion syndrome 4A (Alpers type), 203700 
(3), Autosomal recessive; Mitochondrial DNA depletion syndrome 
4B (MNGIE type), 613662 (3), Autosomal recessive; Mitochondrial 

recessive ataxia syndrome (includes SANDO and SCAE), 607459 
(3), Autosomal recessive; Progressive external ophthalmoplegia, 

autosomal dominant 1, 157640 (3), Autosomal dominant; 
Progressive external ophthalmoplegia, autosomal recessive 1, 

258450 (3), Autosomal recessive 
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Gene symbols used are according to the HGNC guidelines. For some genes a previously HGNC-
approved symbol is in brackets. 

Each Phenotype is followed by its MIM number, phenotype mapping key and inheritance pattern. 

OMIM release used for OMIM disease identifiers and descriptions: July 04, 2018 

 
Possible phenotype mapping keys  

(1) the disorder is placed on the map based on its association with a gene, but the underlying defect is 
not known 

(2) the disorder has been placed on the map by linkage; no mutation has been found 

(3) the molecular basis for the disorder is known; a mutation has been found in the gene 

(4) a contiguous gene deletion or duplication syndrome, multiple genes are deleted or duplicated 
causing the phenotype 

 
Brackets, "[ ]", indicate "nondiseases," mainly genetic variations that lead to apparently abnormal 
laboratory test values (e.g., dysalbuminemic euthyroidal hyperthyroxinemia). 
Braces, "{ }", indicate mutations that contribute to susceptibility to multifactorial disorders (e.g., 
diabetes, asthma) or to susceptibility to infection (e.g., malaria). 
A question mark, "?", before the phenotype name indicates that the relationship between the 
phenotype and gene is provisional. More details about this relationship are provided in the comment 
field of the map and in the gene and phenotype OMIM entries. 

 

RTN4IP1 610502 
Optic atrophy 10 with or without ataxia, mental retardation, and 

seizures, 616732 (3), Autosomal recessive 

SLC25A46 610826 
Neuropathy, hereditary motor and sensory, type VIB, 616505 (3), 

Autosomal recessive 

SPG7 602783 
Spastic paraplegia 7, autosomal recessive, 607259 (3), Autosomal 

recessive, Autosomal dominant 

SSBP1 600439 No OMIM phenotype 

TIMM8A 300356 Mohr-Tranebjaerg syndrome, 304700 (3), X-linked recessive 

TMEM126A 612988 Optic atrophy 7, 612989 (3), Autosomal recessive 

WFS1 606201 

?Cataract 41, 116400 (3), Autosomal dominant; Deafness, 
autosomal dominant 6/14/38, 600965 (3), Autosomal dominant; 

{Diabetes mellitus, noninsulin-dependent, association with}, 
125853 (3), Autosomal dominant; Wolfram syndrome 1, 222300 

(3), Autosomal recessive; Wolfram-like syndrome, autosomal 
dominant, 614296 (3), Autosomal dominant 

YME1L1 607472 ?Optic atrophy 11, 617302 (3), Autosomal recessive 


