




























































Gene Symbol
Chromosomal

location
Gene name cDNA sequence

Extended

cDNA
Mutation viewer

SACS

(Aliases: available to

subscribers)

13q12

Spastic ataxia of Charlevoix-

Saguenay (sacsin)

(Aliases: available to subscribers)

Not

available

Mutation type Number of mutations Mutation data by type (register or log in)

Missense/nonsense 98

Splicing 1

Regulatory 0 No mutations

Small deletions 43

Small insertions 16

Small indels 1

Gross deletions 9

Gross insertions/duplications 1

Complex rearrangements 0 No mutations

Repeat variations 0 No mutations

Get all mutations by type

Public total (HGMD Professional 2018.3 total) 169 (262)

Disease/phenotype Number of mutations Mutation data by disease/phenotype

Spastic ataxia, Charlevoix-Saguenay 150

Ataxia 5

Spastic ataxia 4

Cerebellar ataxia 3

Neuropathy, prominent sensorimotor 2

ARSACS without leg spasticity 1

Ataxia, early-onset 1

Sacsin-related ataxia 1

Spastic ataxia, Charlevoix-Saguenay ? 1

Spastic paraplegia, non-ataxic, and peripheral neuropathy 1
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IF Protein MW (10 )* Tissue Distribution

TYPE I

Acidic keratins 40 – 57 Epithelia

TYPE II

Basic keratins 53 – 67 Epithelia

TYPE III

Vimentin 57 Mesenchyme

Desmin 53 Muscle

Glial fibrillary acidic protein 50 Glial cells and astrocytes

Peripherin 57 Peripheral and central neurons

TYPE IV

NF-L 62 Mature neurons

NF-M 102 Mature neurons

NF-H 110 Mature neurons

Internexin 66 Developing central nervous system

NONSTANDARD TYPE IV

Filensin 83 Lens fiber cells

Phakinin 45

TYPE V

Lamin A 70 Nucleus of all cells

Lamin B 67 Nucleus of all cells

Lamin C 67 Nucleus of all cells

IFs show species-dependent variations in molecular weight (MW).

More than 15 isoforms of both acidic and basic keratins are known.

NF=neurofilament; L, M, and H=low, medium, and high molecular weight.
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