
Product name Recombinant Human SMN/Gemin 1 protein

Expression system Wheat germ

Accession Q16637-3

Protein length Full length protein

Animal free No

Nature Recombinant

Species Human

Sequence MAMSSGGSGGGVPEQEDSVLFRRGTGQSDDSDIWDDT
ALIKAYDKAVASF
KHALKNGDICETSGKPKTTPKRKPAKKNKSQKKNTAASL
QQWKVGDKCSA
IWSEDGCIYPATIASIDFKRETCVVVYTGYGNREEQNLSDLL
SPICEVAN
NIEQNAQENENESQVSTDESENSRSPGNKSDNIKPKSAP
WNSFLPPPPPM
PGPRLGPGKPGLKFNGPPPPPPPPPPHLLSCWLPPFPS
GPPIIPPPPPIC
PDSLDDADALGSMLISWYMSGYHTGYYMEMLA

Predicted molecular weight 57 kDa including tags

Amino acids 1 to 282

Tags GST tag N-Terminus

Applications Western blot

SDS-PAGE

ELISA

Form Liquid
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Description

Specifications

Our Abpromise guarantee covers the use of ab114802 in the following tested applications.

The application notes include recommended starting dilutions; optimal dilutions/concentrations should be determined by the end user.
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http://www.uniprot.org/uniprot/Q16637-3
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Stability and Storage Shipped on dry ice. Upon delivery aliquot and store at -80ºC. Avoid freeze / thaw cycles.

pH: 8.00
Constituents: 0.3% Glutathione, 0.79% Tris HCl

Function The SMN complex plays an essential role in spliceosomal snRNP assembly in the cytoplasm and
is required for pre-mRNA splicing in the nucleus. It may also play a role in the metabolism of
snoRNPs.

Tissue specificity Expressed in a wide variety of tissues. Expressed at high levels in brain, kidney and liver,
moderate levels in skeletal and cardiac muscle, and low levels in fibroblasts and lymphocytes.
Also seen at high levels in spinal cord. Present in osteoclasts and mononuclear cells (at protein
level).

Involvement in disease Defects in SMN1 are the cause of spinal muscular atrophy autosomal recessive type 1 (SMA1)
[MIM:253300]. Spinal muscular atrophy refers to a group of neuromuscular disorders
characterized by degeneration of the anterior horn cells of the spinal cord, leading to symmetrical
muscle weakness and atrophy. Autosomal recessive forms are classified according to the age of
onset, the maximum muscular activity achieved, and survivorship. The severity of the disease is
mainly determined by the copy number of SMN2, a copy gene which predominantly produces
exon 7-skipped transcripts and only low amount of full-length transcripts that encode for a protein
identical to SMN1. Only about 4% of SMA patients bear one SMN1 copy with an intragenic
mutation. SMA1 is a severe form, with onset before 6 months of age. SMA1 patients never
achieve the ability to sit.
Defects in SMN1 are the cause of spinal muscular atrophy autosomal recessive type 2 (SMA2)
[MIM:253550]. SMA2 is an autosomal recessive spinal muscular atrophy of intermediate severity,
with onset between 6 and 18 months. Patients do not reach the motor milestone of standing, and
survive into adulthood.
Defects in SMN1 are the cause of spinal muscular atrophy autosomal recessive type 3 (SMA3)
[MIM:253400]. SMA3 is an autosomal recessive spinal muscular atrophy with onset after 18
months. SMA3 patients develop ability to stand and walk and survive into adulthood.
Defects in SMN1 are the cause of spinal muscular atrophy autosomal recessive type 4 (SMA4)
[MIM:271150]. SMA4 is an autosomal recessive spinal muscular atrophy characterized by
symmetric proximal muscle weakness with onset in adulthood and slow disease progression.
SMA4 patients can stand and walk.

Sequence similarities Belongs to the SMN family.
Contains 1 Tudor domain.

Cellular localization Cytoplasm. Nucleus > gem. Localized in subnuclear structures next to coiled bodies, called
Gemini of Cajal bodies.
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SDS-PAGE - Recombinant Human SMN/Gemin 1

protein (ab114802)

12.5% SDS-PAGE Stained with Coomassie Blue.

Please note:  All products are "FOR RESEARCH USE ONLY. NOT FOR USE IN DIAGNOSTIC PROCEDURES"

Our Abpromise to you: Quality guaranteed and expert technical support

Replacement or refund for products not performing as stated on the datasheet

Valid for 12 months from date of delivery

Response to your inquiry within 24 hours

We provide support in Chinese, English, French, German, Japanese and Spanish

Extensive multi-media technical resources to help you

We investigate all quality concerns to ensure our products perform to the highest standards

If the product does not perform as described on this datasheet, we will offer a refund or replacement. For full details of the Abpromise,
please visit https://www.abcam.com/abpromise or contact our technical team.

Terms and conditions

Guarantee only valid for products bought direct from Abcam or one of our authorized distributors
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