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Gemin 1 (YD13829) Rabbit mAb
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BRAFZAE Store at -20°C. Avoid freeze / thaw cycles.
Buffer: PBS with 0.75% BSA,50% glycerol,pH7.3.
Ga:S7] Unconjugated
PR Mouse liver,Mouse testis,Rat liver,Rat testis
7l 5 L Nucleus, gem, Cajal body, Cytoplasm, Cytoplasmic granule, Perikaryon, Cell projection, neuron projection
, axon, myofibril, sarcomere, Z line
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This gene is part of a 500 kb inverted duplication on chromosome 5q13. The repetitiveness and complexi
ty of the sequence have also caused difficulty in determining the organization of this genomic region. The
telomeric and centromeric copies of this gene are nearly identical and encode the same protein. However
, mutations in this gene, the telomeric copy, are associated with spinal muscular atrophy; mutations in th
e centromeric copy do not lead to disease. The centromeric copy may be a modifier of disease caused by
mutation in the telomeric copy. The critical sequence difference between the two genes is a single nucleo
tide in exon 7, which is thought to be an exon splice enhancer. Note that the nine exons of both the telo
meric and centromeric copies are designated historically as exon 1, 2a, 2b, and 3-8. The protein encoded
by this gene localizes to both the cytoplasm and the nucleus. Within the nucleus, the protein localizes to s
ubnuclear bodies called gems which are found near coiled bodies containing high concentrations of small
ribonucleoproteins (snRNPs). This protein forms heteromeric complexes with proteins such as SIP1 and G
EMIN4, and also interacts with several proteins known to be involved in the biogenesis of snRNPs, such as

hnRNP U protein and the small nucleolar RNA binding protein. Multiple transcript variants encoding distin
ct isoforms have been described.
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