JANT PHARMACAL CORPORATION

Hereditary Neurological Disorder Panel - Genes and

Diseases

Downloadable Panel Reference Guide

This sheet summarizes the genes covered in the Hereditary Neurological Disorder Panel and the associated disease terms

represented across the panel.
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Genes Covered

ADNP

APOE

ASPA

ATP1A2

ATXN2

BCL11A

CACNA1C

CNOT3

CSTB

DPYD

EZH2

FOXG1

FXN

GRIN2A

HTT

LRRK2

MED12

MTHFR

NLGN4X

NTRK1

463

AFF2
APTX
ASXLA1
ATP7B
ATXN3
BLM
CC2D1A
COL4A1
CTNND2
EGR2
FBXO11
FOXP1
GABRG2
GRN
KCNQ2
MAPT
MFN2
MTMA
NOTCH3

OPA1
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ALDH7A1

ARSA

ATM

ATXN1

ATXN7

BSCL2

CDKL5

Cc0oQ2

DGUOK

EHMT1

FERRY3

FTSJ1

GCH1

HEXA

KDM5C

MBOAT7

MPV17

NDP

NPC1

OPTN

ANG

ARX

ATNA1

ATXN10

ATXN8OS

CACNA1A

CHD2

CSNK2A1

DHCR7

ERBB4

FMR1

FUS

GJB1

HSPB1

L1CAM

MECP2

MPZ

NLGN3

NSD1

PABPN1
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PCDH19 PDGFRB
PIK3CA PINK1
POLG POLG2
PRRT2 PSENf1
REEP1 RRM2B
SCN2A SCNSA
SETX SGCE
SLC2A1 SLC9A6
SOD1 SPAST
STXBP1 SYNGAP1
TH THAP1
TPP1 TSC1
TYMP UBAT1

Diseases Covered

n Diseases
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ADNP-related multiple congenital anomalies - intellectual disability - autism spectrum disorder

FRAXE intellectual disability

pyridoxine-dependent epilepsy

pyridoxine-dependent epilepsy caused by ALDH7A1 mutant
amyotrophic lateral sclerosis

amyotrophic lateral sclerosis type 9

Alzheimer disease 2

sea-blue histiocyte syndrome

age related macular degeneration 1

Alzheimer disease 4

Alzheimer disease 3

lipoprotein glomerulopathy

hyperlipoproteinemia type 3

ataxia, early-onset, with oculomotor apraxia and hypoalbuminemia
metachromatic leukodystrophy, juvenile form

metachromatic leukodystrophy, late infantile form

metachromatic leukodystrophy, adult form

corpus callosum agenesis-abnormal genitalia syndrome

X-linked lissencephaly with abnormal genitalia

intellectual disability, X-linked, with or without seizures, arx-related
developmental and epileptic encephalopathy, 1

Partington syndrome
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PDHA1

PMP22

PPP2R2B

PSEN2

SCN1A

SCO1

SLC16A2

SMN1

SPG11

TBP

TK2

TSC2

ZEB2

PDSS2

PNKD

PRNP

PTEN

SCN1B

SCO2

SLC25A4

SMN2

SPTLCH1

TCF4

TOR1A

TTR
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n Disease Term

23 X-linked spasticity-intellectual disability-epilepsy syndrome
24 infantile spasms

25 infantile epileptic-dyskinetic encephalopathy

26 non-syndromic X-linked intellectual disability

27 developmental and epileptic encephalopathy

28 Canavan disease

29 severe Canavan disease

30 mild Canavan disease

31 Bohring-Opitz syndrome

32 myelodysplastic syndrome

33 acute myeloid leukemia with multilineage dysplasia
34 chronic myelomonocytic leukemia

35 systemic mastocytosis with an associated clonal hematologic non-mast cell lineage disease
36 aggressive systemic mastocytosis

37 B-cell chronic lymphocytic leukemia

38 ataxia telangiectasia

39 hereditary breast carcinoma

40 ataxia - telangiectasia variant

41 familial colorectal cancer type X

42 mantle cell lymphoma

43 prostate cancer, hereditary

44 dentatorubral-pallidoluysian atrophy

45 congenital hypotonia, epilepsy, developmental delay, and digital anomalies
46 alternating hemiplegia of childhood 1

47 migraine, familial hemiplegic, 2

48 alternating hemiplegia of childhood

49 undetermined early-onset epileptic encephalopathy
50 familial or sporadic hemiplegic migraine

51 developmental and epileptic encephalopathy 98

52 fetal akinesia, respiratory insufficiency, microcephaly, polymicrogyria, and dysmorphic facies
53 Wilson disease

54 spinocerebellar ataxia type 1

55 spinocerebellar ataxia type 10

56 late-onset Parkinson disease

57 spinocerebellar ataxia type 2

58 Machado-Joseph disease

59 Machado-Joseph disease type 1

60 Machado-Joseph disease type 2

61 Machado-Joseph disease type 3

62 autosomal dominant cerebellar ataxia type Il

63 spinocerebellar ataxia type 8

64 Dias-Logan syndrome
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n Disease Term

65
66
67
68
69
70
71
72
73
74
75
76
77
78
79
80
81
82
83
84
85
86
87
88
89
90
91
92
93
94
95
%
97
98
99
100
101
102
103
104
105
106

hereditary persistence of fetal hemoglobin-sickle cell disease syndrome
hereditary persistence of fetal hemoglobin-intellectual disability syndrome
Bloom syndrome

congenital generalized lipodystrophy type 2

hereditary spastic paraplegia 17

severe neurodegenerative syndrome with lipodystrophy

Berardinelli-Seip congenital lipodystrophy

neuronopathy, distal hereditary motor, type 5C

neuronopathy, distal hereditary motor, type 5

episodic ataxia type 2

spinocerebellar ataxia type 6

developmental and epileptic encephalopathy, 42

Lennox-Gastaut syndrome

benign paroxysmal torticollis of infancy

migraine, familial hemiplegic, 1

Timothy syndrome

Brugada syndrome 3

Brugada syndrome

familial long QT syndrome

Timothy syndrome, atypical type

long gt syndrome 8

Timothy syndrome type 1

Timothy syndrome type 2

complex neurodevelopmental disorder

neurodevelopmental disorder with hypotonia, language delay, and skeletal defects with or without seizures
intellectual disability, autosomal recessive 3

autosomal recessive non-syndromic intellectual disability

developmental and epileptic encephalopathy, 2

atypical Rett syndrome

developmental and epileptic encephalopathy 94

epilepsy with myoclonic atonic seizures

precursor T-cell acute lymphoblastic leukemia

intellectual developmental disorder with speech delay, autism, and dysmorphic facies
muscular dystrophy-dystroglycanopathy, type A

brain small vessel disease 1 with or without ocular anomalies

retinal arterial tortuosity

autosomal dominant familial hematuria-retinal arteriolar tortuosity-contractures syndrome
familial schizencephaly

familial porencephaly

microangiopathy and leukoencephalopathy, pontine, autosomal dominant
hemorrhage, intracerebral, susceptibility to

coenzyme Q10 deficiency, primary, 1
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n Disease Term

107
108
109
110
111
112
113
114
115
116
117
118
119
120
121
122
123
124
125
126
127
128
129
130
131
132
133
134
135
136
137
138
139
140
141
142
143
144
145
146
147
148

multiple system atrophy, cerebellar type

multiple system atrophy, parkinsonian type

multiple system atrophy 1, susceptibility to

Okur-Chung neurodevelopmental syndrome
Unverricht-Lundborg syndrome

autosomal recessive hypohidrotic ectodermal dysplasia
Cri-du-chat syndrome

benign adult familial myoclonic epilepsy

mitochondrial DNA depletion syndrome 3 (hepatocerebral type)
progressive external ophthalmoplegia with mitochondrial DNA deletions, autosomal recessive 4
portal hypertension, noncirrhotic, 1

Smith-Lemli-Opitz syndrome

dihydropyrimidine dehydrogenase deficiency

1p21.3 microdeletion syndrome

Charcot-Marie-Tooth disease type 3

Charcot-Marie-Tooth disease type 4E

Charcot-Marie-Tooth disease type 1D

Kleefstra syndrome due to a point mutation

Kleefstra syndrome due to 9934 microdeletion

Kleefstra syndrome 1

amyotrophic lateral sclerosis type 19

autosomal dominant non-syndromic intellectual disability
Weaver syndrome

PRC-2 complex-related overgrowth spectrum

intellectual developmental disorder with dysmorphic facies and behavioral abnormalities
intellectual disability, autosomal recessive 66

fragile X-associated tremor/ataxia syndrome

fragile X syndrome

Xq27.3928 duplication syndrome

premature ovarian failure 1

symptomatic form of fragile X syndrome in female carrier
14912 microdeletion syndrome

FOXG1 disorder

MALT lymphoma

intellectual disability-severe speech delay-mild dysmorphism syndrome
B-lymphoblastic leukemia/lymphoma with recurrent genetic abnormality
intellectual disability, X-linked 9

amyotrophic lateral sclerosis type 6

tremor, hereditary essential, 4

frontotemporal dementia with motor neuron disease

juvenile amyotrophic lateral sclerosis

myxofibrosarcoma
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n Disease Term

149
150
151
152
153
154
155
156
157
158
159
160
161
162
163
164
165
166
167
168
169
170
171
172
173
174
175
176
177
178
179
180
181
182
183
184
185
186
187
188
189
190

myxoid/round cell liposarcoma

Friedreich ataxia

Friedreich ataxia 1

self-limited epilepsy with centrotemporal spikes
childhood absence epilepsy

febrile seizures, familial, 8

generalized epilepsy with febrile seizures plus
developmental and epileptic encephalopathy, 74
dystonia 5

GTP cyclohydrolase | deficiency with hyperphenylalaninemia
autosomal dominant dopa-responsive dystonia
X-linked progressive cerebellar ataxia
Charcot-Marie-Tooth disease X-linked dominant 1
Landau-Kleffner syndrome

rolandic epilepsy-speech dyspraxia syndrome

early-onset epileptic encephalopathy and intellectual disability due to GRIN2A mutation

continuous spikes and waves during sleep

semantic dementia

GRN-related frontotemporal lobar degeneration with Tdp43 inclusions

neuronal ceroid lipofuscinosis 11

progressive non-fluent aphasia

behavioral variant of frontotemporal dementia
Tay-Sachs disease

Tay-Sachs disease, b variant, infantile form
Tay-Sachs disease, b variant, juvenile form
Tay-Sachs disease, B variant, adult form
Charcot-Marie-Tooth disease axonal type 2F
neuronopathy, distal hereditary motor, type 2B
distal hereditary motor neuropathy type 2
Huntington disease

juvenile Huntington disease
Lopes-Maciel-Rodan syndrome

seizures, benign familial neonatal, 1

seizures, benign familial infantile, 3
developmental and epileptic encephalopathy, 7
benign neonatal seizures

malignant migrating partial seizures of infancy
benign familial infantile epilepsy

syndromic X-linked intellectual disability Claes-Jensen type
MASA syndrome

X-linked complicated corpus callosum dysgenesis

X-linked hydrocephalus with stenosis of the aqueduct of Sylvius
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n Disease Term

191
192
193
194
195
196
197
198
199
200
201
202
203
204
205
206
207
208
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212
213
214
215
216
217
218
219
220
221
222
223
224
225
226
227
228
229
230
231
232

X-linked complicated spastic paraplegia type 1

autosomal dominant Parkinson disease 8

young-onset Parkinson disease

Pick disease

progressive supranuclear palsy-parkinsonism syndrome

supranuclear palsy, progressive, 1

progressive supranuclear palsy-pure akinesia with gait freezing syndrome
progressive supranuclear palsy-corticobasal syndrome

progressive supranuclear palsy-progressive non-fluent aphasia syndrome
intellectual disability, autosomal recessive 57

systemic lupus erythematosus

X-linked intellectual disability-psychosis-macroorchidism syndrome
syndromic X-linked intellectual disability Lubs type

autism, susceptibility to, X-linked 3

severe neonatal-onset encephalopathy with microcephaly

Rett syndrome

blepharophimosis - intellectual disability syndrome, Ohdo type
blepharophimosis - intellectual disability syndrome, MKB type

FG syndrome 1

X-linked intellectual disability with marfanoid habitus
cholestasis-pigmentary retinopathy-cleft palate syndrome

multiple symmetric lipomatosis

Charcot-Marie-Tooth disease type 5

neuropathy, hereditary motor and sensory, type 6A
Charcot-Marie-Tooth disease type 2A2

Charcot-Marie-Tooth disease, axonal, autosomal recessive, type 2a2b;
severe early-onset axonal neuropathy due to MFN2 deficiency
hereditary motor and sensory neuropathy type 6

mitochondrial DNA depletion syndrome 6 (hepatocerebral type)
Charcot-Marie-Tooth disease, axonal, type 2EE

Charcot-Marie-Tooth disease type 1B

palmoplantar keratoderma-hereditary motor and sensory neuropathy syndrome
Roussy-Levy syndrome

Charcot-Marie-Tooth disease type 2|

Charcot-Marie-Tooth disease type 2J

Charcot-Marie-Tooth disease dominant intermediate D

autosomal dominant intermediate Charcot-Marie-Tooth disease with neuropathic pain
neuropathy, congenital hypomyelinating, 2

schizophrenia

thrombophilia due to thrombin defect

homocystinuria due to methylene tetrahydrofolate reductase deficiency

neural tube defects, folate-sensitive
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n Disease Term

233
234
235
236
237
238
239
240
241
242
243
244
245
246
247
248
249
250
251
252
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254
255
256
257
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259
260
261
262
263
264
265
266
267
268
269
270
271
272
273
274

isolated anencephaly

isolated exencephaly

X-linked myotubular myopathy-abnormal genitalia syndrome
X-linked myotubular myopathy

retinopathy of prematurity

Coats disease

exudative vitreoretinopathy 2, X-linked

Norrie disease

exudative vitreoretinopathy

persistent hyperplastic primary vitreous

autism, susceptibility to, X-linked 1

autism, susceptibility to, X-linked 2

cerebral arteriopathy, autosomal dominant, with subcortical infarcts and leukoencephalopathy, type 1
lateral meningocele syndrome

myofibromatosis, infantile, 2

infantile myofibromatosis

Niemann-Pick disease, type C1

Niemann-Pick disease type C, severe perinatal form
Niemann-Pick disease type C, severe early infantile neurologic onset
Niemann-Pick disease type C, late infantile neurologic onset
Niemann-Pick disease type C, juvenile neurologic onset
Niemann-Pick disease type C, adult neurologic onset
deletion 5935

5935 microduplication syndrome

Beckwith-Wiedemann syndrome due to NSD1 mutation
Sotos syndrome

familial medullary thyroid carcinoma

hereditary sensory and autonomic neuropathy type 4
hereditary sensory and autonomic neuropathy type 5
differentiated thyroid carcinoma

optic atrophy with or without deafness, ophthalmoplegia, myopathy, ataxia, and neuropathy
autosomal dominant optic atrophy, classic form

Behr syndrome

glaucoma, normal tension, susceptibility to

autosomal dominant optic atrophy plus syndrome
mitochondrial DNA depletion syndrome 14 (cardioencephalomyopathic type)
amyotrophic lateral sclerosis type 12

OPTN-related open angle glaucoma

oculopharyngeal muscular dystrophy

oculopharyngeal muscular dystrophy 1

developmental and epileptic encephalopathy, 9

myeloproliferative disorder, chronic, with eosinophilia
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n Disease Term

275
276
277
278
279
280
281
282
283
284
285
286
287
288
289
290
291
292
293
294
295
296
297
298
299
300
301
302
303
304
305
306
307
308
309
310
311
312
313
314
315
316

bilateral striopallidodentate calcinosis
myofibromatosis, infantile, 1
acroosteolysis-keloid-like lesions-premature aging syndrome

basal ganglia calcification, idiopathic, 4

skeletal overgrowth-craniofacial dysmorphism-hyperelastic skin-white matter lesions syndrome

myeloid neoplasm associated with PDGFRB rearrangement
primary hypereosinophilic syndrome
myeloproliferative neoplasm, unclassifiable
basal ganglia calcification, idiopathic, 1
pyruvate dehydrogenase E1-alpha deficiency
coenzyme Q10 deficiency, primary, 3

gastric cancer

colorectal cancer

Lynch syndrome

hepatocellular carcinoma
angioosteohypertrophic syndrome
megalodactyly

nevus, epidermal

seborrheic keratosis

lung cancer

megalencephaly-capillary malformation-polymicrogyria syndrome
CLOVES syndrome

CLAPO syndrome

Cowden syndrome 5

Cowden disease

adult hepatocellular carcinoma

meningioma

hemihyperplasia-multiple lipomatosis syndrome
macrodactyly of fingers, unilateral

macrodactyly of toes, unilateral

segmental progressive overgrowth syndrome with fibroadipose hyperplasia

hemimegalencephaly

famililal cerebral cavernous malformations

cerebral cavernous malformation 4

autosomal recessive early-onset Parkinson disease 6
Charcot-Marie-Tooth disease type 1A
Charcot-Marie-Tooth disease type 1E

Guillain-Barre syndrome, familial

hereditary neuropathy with liability to pressure palsies
acute inflammatory demyelinating polyradiculoneuropathy
paroxysmal nonkinesigenic dyskinesia

paroxysmal nonkinesigenic dyskinesia 1
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n Disease Term

317  autosomal dominant progressive external ophthalmoplegia
318  mitochondrial DNA depletion syndrome 4a

319  progressive external ophthalmoplegia with mitochondrial DNA deletions, autosomal recessive 1
320  mitochondrial DNA depletion syndrome 1

321 sensory ataxic neuropathy, dysarthria, and ophthalmoparesis
322  mitochondrial DNA depletion syndrome 4b

323  spinocerebellar ataxia with epilepsy

324  autosomal recessive progressive external ophthalmoplegia
325  mitochondrial neurogastrointestinal encephalomyopathy

326  recessive mitochondrial ataxia syndrome

327  progressive external ophthalmoplegia with mitochondrial DNA deletions, autosomal dominant 1
328  progressive external ophthalmoplegia with mitochondrial DNA deletions, autosomal dominant 4
329  mitochondrial dna depletion syndrome 16B (neuroophthalmic type)
330  mitochondrial DNA depletion syndrome 16 (hepatic type)

331 spinocerebellar ataxia type 12

332  kuru

333  inherited Creutzfeldt-Jakob disease

334  Gerstmann-Straussler-Scheinker syndrome

335  kuru, susceptibility to

336 fatal familial insomnia

337  Huntington disease-like 1

338  spongiform encephalopathy with neuropsychiatric features
339  familial Alzheimer-like prion disease

340  PrP systemic amyloidosis

341 infantile convulsions and choreoathetosis

342 seizures, benign familial infantile, 2

343  childhood onset GLUT1 deficiency syndrome 2

344  episodic kinesigenic dyskinesia

345  episodic kinesigenic dyskinesia 1

346  dilated cardiomyopathy 1U

347 acne inversa, familial, 3

348  early-onset autosomal dominant Alzheimer disease

349  familial isolated dilated cardiomyopathy

350 dilated cardiomyopathy 1V

351  hereditary breast ovarian cancer syndrome

352  oral cavity squamous cell carcinoma

353  laryngeal squamous cell carcinoma

354  Bannayan-Riley-Ruvalcaba syndrome

355  Cowden syndrome 1

356  Proteus syndrome

357  macrocephaly-autism syndrome

358  bilateral frontoparietal polymicrogyria
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n Disease Term

359
360
361
362
363
364
365
366
367
368
369
370
371
372
373
374
375
376
377
378
379
380
381
382
383
384
385
386
387
388
389
390
391
392
393
394
395
396
397
398
399
400

familial meningioma

glioma susceptibility 2

segmental outgrowth-lipomatosis-arteriovenous malformation-epidermal nevus syndrome
Proteus-like syndrome

activated PI3K-delta syndrome

Lhermitte-Duclos disease

juvenile polyposis of infancy

squamous cell carcinoma of lip

hypopharynx squamous cell carcinoma

oropharynx squamous cell carcinoma

paranasal sinus squamous cell carcinoma

hereditary spastic paraplegia 31

neuronopathy, distal hereditary motor, type 5B

spinal muscular atrophy, distal, autosomal recessive, 6

rod-cone dystrophy, sensorineural deafness, and Fanconi-type renal dysfunction
Kearns-Sayre syndrome

mitochondrial DNA depletion syndrome 8a

progressive external ophthalmoplegia with mitochondrial DNA deletions, autosomal dominant 5
adult-onset chronic progressive external ophthalmoplegia with mitochondrial myopathy
generalized epilepsy with febrile seizures plus, type 2

migraine, familial hemiplegic, 3

developmental and epileptic encephalopathy 6B

developmental and epileptic encephalopathy, 6

generalized epilepsy with febrile seizures plus, type 1

Brugada syndrome 5

atrial fibrillation, familial, 13

familial atrial fibrillation

progressive familial heart block

developmental and epileptic encephalopathy, 52

developmental and epileptic encephalopathy, 11

episodic ataxia, type 9

cognitive impairment with or without cerebellar ataxia

developmental and epileptic encephalopathy, 13

seizures, benign familial infantile, 5

myoclonus, familial, 2

fatal infantile encephalocardiomyopathy

mitochondrial complex 4 deficiency, nuclear type 4

cardioencephalomyopathy, fatal infantile, due to cytochrome c oxidase deficiency 1
myopia 6

autosomal recessive axonal charcot-marie-tooth disease due to copper metabolism defect
amyotrophic lateral sclerosis type 4

spinocerebellar ataxia, autosomal recessive, with axonal neuropathy 2
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401 myoclonus-dystonia syndrome

402  myoclonic dystonia 11

403  Allan-Herndon-Dudley syndrome

404  Sengers syndrome

405  progressive external ophthalmoplegia with mitochondrial DNA deletions, autosomal dominant 2
406  mitochondrial DNA depletion syndrome 12B (cardiomyopathic type), autosomal recessive
407  mitochondrial DNA depletion syndrome 12A (cardiomyopathic type), autosomal dominant
408  dystonia 9

409  encephalopathy due to GLUT1 deficiency

410  hereditary cryohydrocytosis with reduced stomatin

411 epilepsy, idiopathic generalized, susceptibility to, 12
412 epilepsy with myoclonic absences

413  Christianson syndrome

414 spinal muscular atrophy, type 1

415  spinal muscular atrophy, type IlI

416  spinal muscular atrophy, type Il

417  spinal muscular atrophy, type IV

418  amyotrophic lateral sclerosis type 1

419  spastic tetraplegia and axial hypotonia, progressive

420  hereditary spastic paraplegia 4

421 amyotrophic lateral sclerosis type 5

422  hereditary spastic paraplegia 11

423  Charcot-Marie-Tooth disease axonal type 2X

424 neuropathy, hereditary sensory and autonomic, type 1A
425  hereditary sensory and autonomic neuropathy type 1
426  amyotrophic lateral sclerosis 27, juvenile

427  developmental and epileptic encephalopathy, 4

428  90933.3934.11 microdeletion syndrome

429 intellectual disability, autosomal dominant 5

430  spinocerebellar ataxia type 17

431 Fuchs' endothelial dystrophy

432  Pitt-Hopkins syndrome

433 corneal dystrophy, Fuchs endothelial, 3

434  primary sclerosing cholangitis

435  TH-deficient dopa-responsive dystonia

436  torsion dystonia 6

437  mitochondrial DNA depletion syndrome, myopathic form
438  progressive external ophthalmoplegia with mitochondrial DNA deletions, autosomal recessive 3
439  early-onset generalized limb-onset dystonia

440  arthrogryposis multiplex congenita 5

441 neuronal ceroid lipofuscinosis 2

442  autosomal recessive spinocerebellar ataxia 7
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n Disease Term

443
444
445
446
447
448
449
450
451
452
453
454
455
456
457
458
459
460
461
462
463
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tuberous sclerosis

lung lymphangioleiomyomatosis
tuberous sclerosis 1
lymphangioleiomyomatosis

isolated focal cortical dysplasia type Il

isolated focal cortical dysplasia type llb

autosomal dominant polycystic kidney disease type 1 with tuberous sclerosis

tuberous sclerosis 2

isolated focal cortical dysplasia type lla
hyperthyroxinemia, dystransthyretinemic
ATTRV122] amyloidosis

carpal tunnel syndrome 1

euthyroid dysprealbuminemic hyperthyroxinemia
ATTRV30M amyloidosis

amyloidosis, hereditary systemic 1

infantile-onset X-linked spinal muscular atrophy
VEXAS syndrome

Mowat-Wilson syndrome

Mowat-Wilson syndrome due to monosomy 2922
Mowat-Wilson syndrome due to a ZEB2 point mutation

large congenital melanocytic nevus
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