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Product Information

Application IHC-P, IHC-F, IF, ICC, E
Primary Accession A6NHR9
Reactivity Rat, Pig, Dog, Bovine
Host Rabbit
Clonality Polyclonal
Calculated MW 226374
Physical State Liquid
Immunogen KLH conjugated synthetic peptide derived from human SMCHD1
Epitope Specificity 761-860/2005
Isotype IgG
Purity affinity purified by Protein A

Buffer 0.01M TBS (pH7.4) with 1% BSA, 0.02% Proclin300 and 50% Glycerol.
SUBCELLULAR LOCATION Chromosome
DISEASE The disease is caused by mutations affecting the gene represented in this

entry. SMCHD1 mutations lead to DUX4 expression in somatic tissues,
including muscle cells, when an haplotype on chromosome 4 is permissive for
DUX4 expression. Ectopic expression of DUX4 in skeletal muscle activates the
expression of stem cell and germline genes, and, when overexpressed in
somatic cells, DUX4 can ultimately lead to cell death. Disease description:A
degenerative muscle disease characterized by slowly progressive weakness of
the muscles of the face, upper-arm, and shoulder girdle. The onset of
symptoms usually occurs in the first or second decade of life. Affected
individuals usually present with impairment of upper extremity elevation. This
tends to be followed by facial weakness, primarily involving the orbicularis
oris and orbicularis oculi muscles.

Important Note This product as supplied is intended for research use only, not for use in
human, therapeutic or diagnostic applications.

Background Descriptions This gene encodes a protein which contains a hinge region domain found in
members of the SMC (structural maintenance of chromosomes) protein
family. [provided by RefSeq, Dec 2011]

Additional Information

Gene ID  23347

Other Names Structural maintenance of chromosomes flexible hinge domain-containing
protein 1, 3.6.1.-, SMCHD1 (HGNC:29090)

Dilution IHC-P=1:100-500,IHC-F=1:100-500,ICC=1:100-500,IF=1:100-500,ELISA=1:5000-
10000
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Format 0.01M TBS(pH7.4) with 1% BSA, 0.09% (W/V) sodium azide and 50% Glyce

Storage Store at -20 °C for one year. Avoid repeated freeze/thaw cycles. When
reconstituted in sterile pH 7.4 0.01M PBS or diluent of antibody the antibody
is stable for at least two weeks at 2-4 °C.

Protein Information

Name  SMCHD1 ( HGNC:29090)

Function  Non-canonical member of the structural maintenance of chromosomes
(SMC) protein family that plays a key role in epigenetic silencing by regulating
chromatin architecture (By similarity). Promotes heterochromatin formation
in both autosomes and chromosome X, probably by mediating the merge of
chromatin compartments (By similarity). Plays a key role in chromosome X
inactivation in females by promoting the spreading of heterochromatin
(PubMed:23542155). Recruited to inactivated chromosome X by Xist RNA and
acts by mediating the merge of chromatin compartments: promotes random
chromatin interactions that span the boundaries of existing structures,
leading to create a compartment-less architecture typical of inactivated
chromosome X (By similarity). Required to facilitate Xist RNA spreading (By
similarity). Also required for silencing of a subset of clustered autosomal loci
in somatic cells, such as the DUX4 locus (PubMed:23143600). Has ATPase
activity; may participate in structural manipulation of chromatin in an
ATP-dependent manner as part of its role in gene expression regulation
(PubMed:29748383). Also plays a role in DNA repair: localizes to sites of DNA
double-strand breaks in response to DNA damage to promote the repair of
DNA double-strand breaks (PubMed:24790221, PubMed:25294876). Acts by
promoting non- homologous end joining (NHEJ) and inhibiting homologous
recombination (HR) repair (PubMed:25294876).

Cellular Location Chromosome. Note=Recruited to inactivated chromosome X in females by
Xist RNA (By similarity). Localizes at sites of DNA damage at double-strand
breaks (DSBs) (PubMed:24790221, PubMed:25294876).
{ECO:0000250|UniProtKB:Q6P5D8, ECO:0000269|PubMed:24790221,
ECO:0000269|PubMed:25294876}

Images

Paraformaldehyde-fixed, paraffin embedded (Rat testis);
Antigen retrieval by boiling in sodium citrate buffer
(pH6.0) for 15min; Block endogenous peroxidase by 3%
hydrogen peroxide for 20 minutes; Blocking buffer
(normal goat serum) at 37°C for 30min; Antibody
incubation with (SMCHD1) Polyclonal Antibody,
Unconjugated (AP57717) at 1:400 overnight at 4°C,
followed by operating according to SP Kit(Rabbit)
(sp-0023) instructionsand DAB staining.

Paraformaldehyde-fixed, paraffin embedded (Mouse
brain); Antigen retrieval by boiling in sodium citrate
buffer (pH6.0) for 15min; Block endogenous peroxidase
by 3% hydrogen peroxide for 20 minutes; Blocking buffer
(normal goat serum) at 37°C for 30min; Antibody
incubation with (SMCHD1) Polyclonal Antibody,
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Unconjugated (AP57717) at 1:400 overnight at 4°C,
followed by operating according to SP Kit(Rabbit)
(sp-0023) instructionsand DAB staining.

Paraformaldehyde-fixed, paraffin embedded (Rat brain);
Antigen retrieval by boiling in sodium citrate buffer
(pH6.0) for 15min; Block endogenous peroxidase by 3%
hydrogen peroxide for 20 minutes; Blocking buffer
(normal goat serum) at 37°C for 30min; Antibody
incubation with (SMCHD1) Polyclonal Antibody,
Unconjugated (AP57717) at 1:400 overnight at 4°C,
followed by operating according to SP Kit(Rabbit)
(sp-0023) instructionsand DAB staining.

Please note: All products are 'FOR RESEARCH USE ONLY. NOT FOR USE IN DIAGNOSTIC OR THERAPEUTIC PROCEDURES'.
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