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Catalog # AP69042

Product Information

Application WB, E

Primary Accession 015078
Reactivity Human, Mouse
Host Rabbit
Clonality Polyclonal
Calculated MW 290386

Additional Information
Gene ID 80184
Other Names CEP290; BBS14; KIAA0373; NPHP6; Centrosomal protein of 290 kDa; Cep290;

Bardet-Biedl syndrome 14 protein; Cancer/testis antigen 87; CT87;
Nephrocystin-6; Tumor antigen se2-2

Dilution WB~~Western Blot: 1/500 - 1/2000. ELISA: 1/20000. Not yet tested in other
applications. E~~N/A

Format Liquid in PBS containing 50% glycerol, 0.5% BSA and 0.09% (W/V) sodium
azide.

Storage Conditions -20°C

Protein Information

Name CEP290
Synonyms BBS14, KIAA0373, NPHP6
Function Involved in early and late steps in cilia formation. Its association with

CCP110 is required for inhibition of primary cilia formation by CCP110
(PubMed:18694559). May play a role in early ciliogenesis in the disappearance
of centriolar satellites and in the transition of primary ciliar vesicles (PCVs) to
capped ciliary vesicles (CCVs). Required for the centrosomal recruitment of
RAB8A and for the targeting of centriole satellite proteins to centrosomes
such as of PCM1 (PubMed:24421332). Required for the correct localization of
ciliary and phototransduction proteins in retinal photoreceptor cells; may play
a role in ciliary transport processes (By similarity). Required for efficient
recruitment of RAB8A to primary cilium (PubMed:17705300). In the ciliary
transition zone is part of the tectonic-like complex which is required for
tissue-specific ciliogenesis and may regulate ciliary membrane composition
(By similarity). Involved in regulation of the BBSome complex integrity,
specifically for presence of BBS2, BBS5 and BBS8/TTC8 in the complex, and in
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ciliary targeting of selected BBSome cargos. May play a role in controlling
entry of the BBSome complex to cilia possibly implicating IQCB1/NPHP5
(PubMed:25552655). Activates ATF4-mediated transcription
(PubMed:16682973).

Cellular Location Cytoplasm, cytoskeleton, microtubule organizing center, centrosome.
Cytoplasm, cytoskeleton, microtubule organizing center, centrosome,
centriolar satellite. Nucleus {EC0:0000250 | UniProtKB:Q6A078} Cell
projection, cilium. Cytoplasm, cytoskeleton, cilium basal body
{EC0O:0000250| UniProtKB:Q6A078}. Cytoplasm, cytoskeleton, microtubule
organizing center, centrosome, centriole. Cytoplasmic vesicle. Note=Displaced
from centriolar satellites in response to cellular stress, such as ultraviolet light
(UV) radiation or heat shock (PubMed:24121310). Found in the connecting
cilium of photoreceptor cells, base of cilium in kidney intramedullary
collecting duct cells (By similarity). Localizes at the transition zone, a region
between the basal body and the ciliary axoneme (PubMed:23943788,
PubMed:36606424). Localization at the ciliary transition zone as well as at
centriolar satellites is BBsome-dependent (PubMed:23943788).

{EC0O:0000250 | UniProtkB:Q6A078, ECO:0000269 | PubMed:23943788,
EC0:0000269 | PubMed:24121310, ECO:0000269 | PubMed:36606424}

Tissue Location Ubiquitous. Expressed strongly in placenta and weakly in brain.

Background

Involved in early and late steps in cilia formation. Its association with CCP110 is required for inhibition of
primary cilia formation by CCP110 (PubMed:18694559). May play a role in early ciliogenesis in the
disappearance of centriolar satellites and in the transition of primary ciliar vesicles (PCVs) to capped ciliary
vesicles (CCVs). Required for the centrosomal recruitment of RAB8A and for the targeting of centriole
satellite proteins to centrosomes such as of PCM1 (PubMed:24421332). Required for the correct localization
of ciliary and phototransduction proteins in retinal photoreceptor cells; may play a role in ciliary transport
processes (By similarity). Required for efficient recruitment of RAB8A to primary cilium (PubMed:17705300).
In the ciliary transition zone is part of the tectonic-like complex which is required for tissue-specific
ciliogenesis and may regulate ciliary membrane composition (By similarity). Involved in regulation of the
BBSome complex integrity, specifically for presence of BBS2, BBS5 and BBS8/TTC8 in the complex, and in
ciliary targeting of selected BBSome cargos. May play a role in controlling entry of the BBSome complex to
cilia possibly implicating IQCB1/NPHP5 (PubMed:25552655). Activates ATF4-mediated transcription
(PubMed:16682973).
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