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Spastic ataxia 5, autosomal recessive, 614487 (3), Autosomal recessive; Optic
AFG3L2 99.9 % 604581 |atrophy 12, 618977 (3), Autosomal dominant; Spinocerebellar ataxia 28, 610246 (3),
Autosomal dominant

ALG10 99.99 % 618355 No OMIM phenotypes

Spinal muscular atrophy with progressive myoclonic epilepsy, 159950 (3),
Autosomal recessive; Farber lipogranulomatosis, 228000 (3), Autosomal recessive

Spastic paraplegia 78, autosomal recessive, 617225 (3), Autosomal recessive; Kufor-
Rakeb syndrome, 606693 (3), Autosomal recessive

Neurodevelopmental disorder with epilepsy and brain atrophy, 619971 (3),
ATP6VOA1| 99.56 % 192130 |Autosomal recessive; Developmental and epileptic encephalopathy 104, 619970 (3),
Autosomal dominant

Neurodevelopmental disorder with cerebellar atrophy and with or without seizures,
BRAT1 99.92 % 614506 | 618056 (3), Autosomal recessive; Rigidity and multifocal seizure syndrome, lethal
neonatal, 614498 (3), Autosomal recessive

Lipodystrophy, congenital generalized, type 2, 269700 (3), Autosomal recessive;
Neuronopathy, distal hereditary motor, autosomal dominant 13, 619112 (3),
BSCL2 99.73 % 606158 | Autosomal dominant; Silver spastic paraplegia syndrome, 270685 (3), Autosomal
dominant; Encephalopathy, progressive, with or without lipodystrophy, 615924 (3),
Autosomal recessive

Spinocerebellar ataxia 6, 183086 (3), Autosomal dominant; Episodic ataxia, type 2,

108500 (3), Autosomal dominant; Developmental and epileptic encephalopathy 42,

CACNA1A| 99.72% 601011 | 617106 (3), Autosomal dominant; Migraine, familial hemiplegic, 1, with progressive

cerebellar ataxia, 141500 (3), Autosomal dominant; Migraine, familial hemiplegic, 1,
141500 (3), Autosomal dominant

Cerebellar atrophy with seizures and variable developmental delay, 618501 (3),
Autosomal recessive

Cerebellar dysfunction with variable cognitive and behavioral abnormalities,
614756 (3), Autosomal dominant

ASAH1 99.6 % 613468

ATP13A2 99.27 % 610513

CACNA2D2| 99.6% 607082

CAMTA1 99.88 % 611501

CERS1 99.83 % 606919 Epilepsy, progressive myoclonic, 8, 616230 (3), Autosomal recessive
CHD2 99.91 % 602119 | Developmental and epileptic encephalopathy 94, 615369 (3), Autosomal dominant
CLN3 99.6 % 607042 Ceroid lipofuscinosis, neuronal, 3, 204200 (3), Autosomal recessive
CLN5 99.94 % 608102 Ceroid lipofuscinosis, neuronal, 5, 256731 (3), Autosomal recessive

Ceroid lipofuscinosis, neuronal, 6B (Kufs type), 204300 (3), Autosomal recessive;
Ceroid lipofuscinosis, neuronal, 6A, 601780 (3), Autosomal recessive
Ceroid lipofuscinosis, neuronal, 8, Northern epilepsy variant, 610003 (3), Autosomal
recessive; Ceroid lipofuscinosis, neuronal, 8, 600143 (3), Autosomal recessive

CLN6 99.89 % 606725

CLN8 100 % 607837
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Epilepsy, progressive myoclonic 1A (Unverricht and Lundborg), 254800 (3),

CSTB 99.88 % 601145 .

Autosomal recessive
CTSD 99.84 % 116840 Ceroid lipofuscinosis, neuronal, 10, 610127 (3), Autosomal recessive
CTSF 99.65 % 603539 Ceroid lipofuscinosis, neuronal, 13 (Kufs type), 615362 (3), Autosomal recessive

Developmental delay and seizures with or without movement abnormalities,
617836 (3), Autosomal dominant; ?Congenital disorder of glycosylation, type 1bb,
613861 (3), Autosomal recessive; Retinitis pigmentosa 59, 613861 (3), Autosomal

recessive

Ceroid lipofuscinosis, neuronal, 4 (Kufs type), autosomal dominant, 162350 (3),
Autosomal dominant

Charcot-Marie-Tooth disease, axonal, type 20, 614228 (3), Autosomal dominant;
Spinal muscular atrophy, lower extremity-predominant 1, AD, 158600 (3),
Autosomal dominant; Cortical dysplasia, complex, with other brain malformations
13, 614563 (3), Autosomal dominant

EPM2A 99.83 % 607566 Myoclonic epilepsy of Lafora 1, 254780 (3), Autosomal recessive

Combined oxidative phosphorylation deficiency 14, 614946 (3), Autosomal
FARS2 99.89 % 611592 recessive; Spastic paraplegia 77, autosomal recessive, 617046 (3), Autosomal
recessive

Neurodegeneration due to cerebral folate transport deficiency, 613068 (3),
Autosomal recessive

{Lewy body dementia, susceptibility to}, 127750 (3), Autosomal dominant; Gaucher
disease, type II, 230900 (3), Autosomal recessive; Gaucher disease, type IIIC,
231005 (3), Autosomal recessive; Gaucher disease, type III, 231000 (3), Autosomal
recessive; Gaucher disease, type I, 230800 (3), Autosomal recessive; Gaucher
disease, perinatal lethal, 608013 (3), Autosomal recessive; {Parkinson disease, late-
onset, susceptibility to}, 168600 (3), Autosomal dominant, Multifactorial

Epilepsy, progressive myoclonic 6, 614018 (3), Autosomal recessive; Muscular
dystrophy, congenital, with or without seizures, 620166 (3), Autosomal recessive

Frontotemporal dementia 2, 607485 (3), Autosomal recessive, Autosomal dominant;
GRN 99.78 % 138945 Aphasia, primary progressive, 607485 (3), Autosomal recessive, Autosomal
dominant; Ceroid lipofuscinosis, neuronal, 11, 614706 (3), Autosomal recessive

Neurodevelopmental disorder with regression, abnormal movements, loss of
speech, and seizures, 618088 (3), Autosomal dominant

KCNC1 99.96 % 176258 Epilepsy, progressive myoclonic 7, 616187 (3), Autosomal dominant

Epilepsy, progressive myoclonic 3, with or without intracellular inclusions, 611726
(3), Autosomal recessive

Myoclonus, intractable, neonatal, 617235 (3), Autosomal dominant; {Amyotrophic
KIF5A 99.67 % 602821 lateral sclerosis, susceptibility to, 25}, 617921 (3), Autosomal dominant; Spastic
paraplegia 10, autosomal dominant, 604187 (3), Autosomal dominant

Microcephaly 27, primary, autosomal dominant, 619180 (3), Autosomal dominant;
?Epilepsy, progressive myoclonic, 9, 616540 (3), Autosomal recessive;
{Lipodystrophy, partial, acquired, susceptibility to}, 608709 (3), Autosomal
dominant
Macular dystrophy with central cone involvement, 616170 (3), Autosomal recessive;
Ceroid lipofuscinosis, neuronal, 7, 610951 (3), Autosomal recessive

Combined oxidative phosphorylation deficiency 15, 614947 (3), Autosomal
MTFMT 99.93 % 611766 recessive; Mitochondrial complex I deficiency, nuclear type 27, 618248 (3),
Autosomal recessive
Encephalopathy, progressive, early-onset, with brain edema and/or
leukoencephalopathy, 617186 (3), Autosomal recessive

DHDDS 98.73 % 608172

DNAJC5 99.9 % 611203

DYNC1H1 | 99.92 % 600112

FOLR1 99.95 % 136430

GBA 93.64 % 606463

GOSR2 99.7 % 604027

IRF2BPL 99.52 % 611720

KCTD7 99.92 % 611725

LMNB2 99.74 % 150341

MFSD8 99.75 % 611124

NAXE 99.25% 608862
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Sialidosis, type II, 256550 (3), Autosomal recessive; Sialidosis, type I, 256550 (3),
Autosomal recessive

NEXMIF 99.97 % 300524 Intellectual developmental disorder, X-linked 98, 300912 (3), X-linked dominant

NEU1 99.94 % 608272

NHLRC1 99.81 % 608072 Myoclonic epilepsy of Lafora 2, 620681 (3), Autosomal recessive
Intellectual developmental disorder, autosomal dominant 55, with seizures, 617831
NUS1 99.55 % 610463 | (3), Autosomal dominant; ?Congenital disorder of glycosylation, type 1aa, 617082

(3), Autosomal recessive
PEX19 98.91 % 600279 | Peroxisome biogenesis disorder 12A (Zellweger), 614886 (3), Autosomal recessive

Mitochondrial recessive ataxia syndrome (includes SANDO and SCAE), 607459 (3),
Autosomal recessive; Mitochondrial DNA depletion syndrome 4B (MNGIE type),
613662 (3), Autosomal recessive; Mitochondrial DNA depletion syndrome 4A (Alpers
type), 203700 (3), Autosomal recessive; Progressive external ophthalmoplegia,
autosomal dominant 1, 157640 (3), Autosomal dominant; Progressive external
ophthalmoplegia, autosomal recessive 1, 258450 (3), Autosomal recessive

POLG 99.94 % 174763

PPT1 97.93 % 600722 Ceroid lipofuscinosis, neuronal, 1, 256730 (3), Autosomal recessive
PRDMS8 99.78 % 616639 ?Epilepsy, progressive myoclonic, 10, 616640 (3), Autosomal recessive
PRICKLE1 99.7 % 608500 Epilepsy, progressive myoclonic 1B, 612437 (3), Autosomal recessive

Spongiform encephalopathy with neuropsychiatric features, 606688 (3), Autosomal
dominant; Gerstmann-Straussler disease, 137440 (3), Autosomal dominant;
Huntington disease-like 1, 603218 (3), Autosomal dominant; Insomnia, fatal

0
PRNP 100 % 176640 familial, 600072 (3), Autosomal dominant; {Kuru, susceptibility to}, 245300 (3);
Cerebral amyloid angiopathy, PRNP-related, 137440 (3), Autosomal dominant;
Creutzfeldt-Jakob disease, 123400 (3), Autosomal dominant
RARS2 99.8 % 611524 Pontocerebellar hypoplasia, type 6, 611523 (3), Autosomal recessive
SACS 99.95 % 604490 Spastic ataxia, Charlevoix-Saguenay type, 270550 (3), Autosomal recessive

Epilepsy, progressive myoclonic 4, with or without renal failure, 254900 (3),

SCARB2 99.66 % 602257 .
Autosomal recessive

SEMA6B 99.52 % 608873 Epilepsy, progressive myoclonic, 11, 618876 (3), Autosomal dominant
SERPINI1 99.96 % 602445 Encephalopathy, familial, with neuroserpin inclusion bodies, 604218 (3), Autosomal
dominant
SLC7A60S| 99.41 % 619192 Epilepsy, progressive myoclonic, 12, 619191 (3), Autosomal recessive

Spinocerebellar ataxia 48, 618093 (3), Autosomal dominant; Spinocerebellar ataxia,
autosomal recessive 16, 615768 (3), Autosomal recessive

Deafness, autosomal recessive 86, 614617 (3), Autosomal recessive; Epilepsy,
rolandic, with paroxysmal exercise-induce dystonia and writer's cramp, 608105 (3),
Autosomal recessive; Myoclonic epilepsy, infantile, familial, 605021 (3), Autosomal

recessive; Deafness, autosomal dominant 65, 616044 (3), Autosomal dominant;
Developmental and epileptic encephalopathy 16, 615338 (3), Autosomal recessive;
DOORS syndrome, 220500 (3), Autosomal recessive

Ceroid lipofuscinosis, neuronal, 2, 204500 (3), Autosomal recessive; Spinocerebellar
ataxia, autosomal recessive 7, 609270 (3), Autosomal recessive

STUB1 99.91 % 607207

TBC1D24 99.87 % 613577

TPP1 99.95 % 607998
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Explanation

OMIM release used for OMIM disease identifiers and descriptions: 2025-11-12

Gene symbols used are according to the HGNC guidelines (corresponding to Ensembl database release 105).

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

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.

* The column '% at least 20 x covered' shows the percentage of the coding sequence (+/-20 nucleotides of the flanking
introns) of that gene that is on average at least 20 x covered. This according to the experience with exome sequencing in
our laboratory and based on the current method.
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