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Off-the-shelf panels

PureTarget repeat expansion panel 2.0
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Disease

Spinocerebellar ataxia (SCA)

Fragile-X disease (FXS)

Fragile X syndrome, FRAXE type

Intellectual disability associated with fragile site FRA2A

Frontotemporal dementia (FTD), amyotrophic lateral sclerosis (ALS)
Friedreich’s ataxia (FRDA)

Cerebellar ataxia, neuropathy, and vestibular areflexia syndrome (CANVAS)

Neuronal intranuclear inclusion disease, Alzheimer disease and parkinsonism
phenotype (NIID)

Myotonic dystrophy (DM)

Huntington disease (HD)

Huntington's disease-like type2 (HDL?2)

Fuchs endothelial corneal dystrophy 3 (FECD3)

Kennedy Disease, Spinal and bulbar muscular atrophy, (SBMA)
Oculopharyngeal muscular dystrophy (OPMD)
Oculopharyngodistal myopathy (OPDM)

Syndactyly (SD5)

Congenital central hypoventilation syndrome (CCHS)
Creutzfeldt-Jakob disease (CJD)

Progressive Myoclonic Epilepsy Type 1 (EPM1) Unverricht-Lundborg Disease (ULD)

Familial adult myoclonic epilepsy type 1 (FAME)

PureTarget carrier panel
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Disease

Hemophilia A

Friedreich ataxia (FRDA)

Fragile-X disease (FXS)

Congenital adrenal hyperplasia
Classical-like Ehlers-Danlos syndrome
Alpha thalassemia

Gaucher disease

Spinal muscular atrophy

Early-infantile epileptic encephalopathy (EIEET) and Partington syndrome (PRTS)

Sickle Cell Anemia and Beta thalassemia
X-linked retinitis pigmentosa
Fragile X syndrome, FRAXE type
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Targets

ATNT, ATXNT, ATXN2, ATXN3, ATXN7, ATXNS,
ATXN10, CACNATA, PPP2R2B, TBP
BEANT1, DAB1, FGF14, NOP56, ZFHX3

FMR1
AFF2
AFF3
C9orf72
FXN
RFC1

NOTCH2NLC

DMPK, CNBP
HTT

JPH3

TCF4

AR

PABPN1
ABCD3, GIPC1, LRP12, RILPL1
HOXD13
PHOX2B
PRNP

CSTB
SAMD12

EVE’] carrier screenmg panel T’*EE@H@ LXTJ%@T HE B

Targets
F8

FXN
FMR1
CYP21A2
TNXB
HBA1/2
GBA
SMN1/2
ARX
HBB
RPGR
AFF2
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