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ATP8 9 19
Bicuspid aortic valve; Cleft palate and bilateral cleft lip; Leber hereditary optic neuropathy; Melas syndrome; Neuropathy, ataxia, and retinitis pigmentosa; Optic neuropathy; Periodic paralysis with later-onset
distal motor neuropathy; Postaxial polydactyly; Rod-cone dystrophy

ND4 9 19
Cleft palate and bilateral cleft lip; Congenital cardiomyopathy; Developmental delay; Leber hereditary optic neuropathy; Melas syndrome; Neuropathy, ataxia, and retinitis pigmentosa; Optic neuropathy;
Postaxial polydactyly; Rod-cone dystrophy

ND5 9 19
Cleft palate and bilateral cleft lip; Congenital cardiomyopathy; Developmental delay; Leber hereditary optic neuropathy; Melas syndrome; Myoclonic epilepsy with ragged red fibers; Neuropathy, ataxia, and
retinitis pigmentosa; Postaxial polydactyly; Rod-cone dystrophy

ATP6 8 19
Bicuspid aortic valve; Cleft palate and bilateral cleft lip; Leber hereditary optic neuropathy; Melas syndrome; Neuropathy, ataxia, and retinitis pigmentosa; Optic neuropathy; Postaxial polydactyly; Rod-cone
dystrophy

COX3 7 19 Cleft palate and bilateral cleft lip; Developmental delay; Leber hereditary optic neuropathy; Melas syndrome; Neuropathy, ataxia, and retinitis pigmentosa; Postaxial polydactyly; Rod-cone dystrophy

ND1 7 19 Cleft palate and bilateral cleft lip; Leber hereditary optic neuropathy; Melas syndrome; Neuropathy, ataxia, and retinitis pigmentosa; Optic neuropathy; Postaxial polydactyly; Rod-cone dystrophy

ND2 7 19 Cleft palate and bilateral cleft lip; Developmental delay; Leber hereditary optic neuropathy; Melas syndrome; Neuropathy, ataxia, and retinitis pigmentosa; Postaxial polydactyly; Rod-cone dystrophy

COX1 6 19 Cleft palate and bilateral cleft lip; Leber hereditary optic neuropathy; Melas syndrome; Neuropathy, ataxia, and retinitis pigmentosa; Postaxial polydactyly; Rod-cone dystrophy

COX2 6 19 Cleft palate and bilateral cleft lip; Leber hereditary optic neuropathy; Melas syndrome; Neuropathy, ataxia, and retinitis pigmentosa; Postaxial polydactyly; Rod-cone dystrophy

ND3 6 19 Cleft palate and bilateral cleft lip; Leber hereditary optic neuropathy; Melas syndrome; Neuropathy, ataxia, and retinitis pigmentosa; Postaxial polydactyly; Rod-cone dystrophy

IL1A 5 19 Leber hereditary optic neuropathy; Melas syndrome; Mitochondrial myopathy; Myoclonic epilepsy with ragged red fibers; Progressive external ophthalmoplegia

IL1B 5 19 Leber hereditary optic neuropathy; Melas syndrome; Mitochondrial myopathy; Myoclonic epilepsy with ragged red fibers; Progressive external ophthalmoplegia

ND4L 5 19 Cleft palate and bilateral cleft lip; Leber hereditary optic neuropathy; Neuropathy, ataxia, and retinitis pigmentosa; Postaxial polydactyly; Rod-cone dystrophy

CYTB 4 19 Developmental delay; Leber hereditary optic neuropathy; Melas syndrome; Mitochondrial myopathy

RRM2
B

3 19 Mitochondrial myopathy; Progressive external ophthalmoplegia; Rod-cone dystrophy

SOD2 3 19 Leber hereditary optic neuropathy; Melas syndrome; Progressive external ophthalmoplegia

BBIP1 2 19 Postaxial polydactyly; Rod-cone dystrophy

CSF3 2 19 Optic neuropathy; Stomatitis

FBXW
7

2 19 Developmental delay; Developmental delay with hypotonia and impaired language

IFNA2 2 19 Optic neuropathy; Stomatitis

LMBR
D2

2 19 Developmental delay; Developmental delay with variable neurological abnormalities

LRAT 2 19 Leber hereditary optic neuropathy; Rod-cone dystrophy

ND6 2 19 Leber hereditary optic neuropathy; Melas syndrome

PIGL 2 19 Cleft palate and bilateral cleft lip; Postaxial polydactyly

POLG 2 19 Melas syndrome; Progressive external ophthalmoplegia

ROBO
4

2 19 aortic valve disease 3; Bicuspid aortic valve
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RPE65 2 19 Leber hereditary optic neuropathy; Rod-cone dystrophy

SETD1
B

2 19 Developmental delay; Intellectual developmental disorder seizures language

SLC25
A4

2 19 Mitochondrial myopathy; Progressive external ophthalmoplegia

SOD1 2 19 Melas syndrome; Progressive external ophthalmoplegia

TK2 2 19 Mitochondrial myopathy; Progressive external ophthalmoplegia


