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This gene encodes an enzyme that removes the C(7-8) d
ouble bond in the B ring of sterols and catalyzes the con
version of 7-dehydrocholesterol to cholesterol. This gene i
s ubiquitously expressed and its transmembrane protein |
ocalizes to the endoplasmic reticulum membrane and nuc
lear outer membrane. Mutations in this gene cause Smith
Background: -Lemli-Opitz syndrome (SLOS); a syndrome that is metabo
lically characterized by reduced serum cholesterol levels a
nd elevated serum 7-dehydrocholesterol levels and pheno
typically characterized by mental retardation, facial dysmo
rphism, syndactyly of second and third toes, and holopros
encephaly in severe cases to minimal physical abnormaliti
es and near-normal intelligence in mild cases. Alternative
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splicing results in multiple transcript variants that encode

the same protein.

Applications: ELISA, THC

Name of antibody: DHCR7

Immunogen: Fusion protein of human DHCR7

Full name: 7-dehydrocholesterol reductase

Synonyms : SLOS

SwissProt: QIUBM7

ELISA Recommended dilution:  1000-2000

IHC positive control: Human colon cancer and human thyroid cancer

IHC Recommend dilution: 25-100




