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BRER Acts as a guanine-nucleotide releasing factor (GEF) for Rab GTPases by promoting the conversion of inact
ive RAB-GDP to the active form RAB-GTP (PubMed:27103069, PubMed:27193190, PubMed:27617292, Pub
Med:28195531, PubMed:37821429). Acts as a GEF for RAB39A which enables HOPS-mediated autophago
some-lysosome membrane tethering and fusion in mammalian autophagy (PubMed:37821429). Compone
nt of the C90orf72-SMCR8 complex where both subunits display GEF activity and that regulates autophagy
(PubMed:27103069, PubMed:27193190, PubMed:27617292, PubMed:28195531). As part of the C9orf72-S
MCR8-WDR41 (CSW) complex, functions as GEF for RAB8A and RAB39B, thereby promoting autophagoso
me maturation (PubMed:27103069). As part of the C90rf72-SMCR8 complex, also functions as GTPase act
ivating protein (GAP) for RAB8A and RAB11A in vitro (PubMed:32303654). The C9orf72-SMCR8 complex al
so acts as a regulator of autophagy initiation by interacting with the ULK1/ATG1 kinase complex and mod
ulating its protein kinase activity (PubMed:27617292). Promotes initiation of autophagy by regulating the
RAB1A-dependent trafficking of the ULK1/ATG1 kinase complex to the phagophore which leads to autoph
agosome formation (PubMed:27334615). Acts as a regulator of mTORC1 signaling by promoting phosphor
ylation of mMTORC1 substrates (PubMed:27559131). Plays a role in endosomal trafficking (PubMed:245490
40). May be involved in regulating the maturation of phagosomes to lysosomes (By similarity). Promotes t
he lysosomal localization and lysosome-mediated degradation of CARM1 which leads to inhibition of starv
ation-induced lipid metabolism (By similarity). Regulates actin dynamics in motor neurons by inhibiting th
e GTP-binding activity of ARF6, leading to ARF6 inactivation (PubMed:27723745). This reduces the activit
y of the LIMK1 and LIMK2 kinases which are responsible for phosphorylation and inactivation of cofilin, lea
ding to CFL1/cofilin activation (PubMed:27723745). Positively regulates axon extension and axon growth
cone size in spinal motor neurons (PubMed:27723745). Required for SMCR8 protein expression and localiz
ation at pre- and post-synaptic compartments in the forebrain, also regulates protein abundance of RAB3
A and GRIA1/GLURL1 in post-synaptic compartments in the forebrain and hippocampus (By similarity). Pla
ys a role within the hematopoietic system in restricting inflammation and the development of autoimmun
ity (By similarity) Acts as a guanine-nucleotide releasing factor (GEF) for Rab GTPases by promoting the ¢
onversion of inactive RAB-GDP to the active form RAB-GTP (PubMed:27193190, PubMed:27617292). Acts
as a GEF for RAB39A which enables HOPS-mediated autophagosome-lysosome membrane tethering and f
usion in mammalian autophagy (By similarity). Component of the C9orf72-SMCR8 complex where both su
bunits display GEF activity and that regulates autophagy (PubMed:27193190, PubMed:27617292). As par
t of the C90rf72-SMCR8-WDR41 (CSW) complex, functions as GEF for RAB8A, and RAB39B, thereby promo
ting autophagosome maturation (By similarity). As part of the C9orf72-SMCR8 complex, also functions as
GTPase activating protein (GAP) for RAB8A and RAB11A in vitro (By similarity). The C9orf72-SMCR8 compl
ex also acts as a regulator of autophagy initiation by interacting with the ULK1/ATG1 kinase complex and
modulating its protein kinase activity (PubMed:27193190, PubMed:27617292). Promotes initiation of auto
phagy by regulating the RAB1A-dependent trafficking of the ULK1/ATG1 kinase complex to the phagophor
e which leads to autophagosome formation (By similarity). Acts as a regulator of mTORCL1 signaling by pr
omoting phosphorylation of mMTORC1 substrates (PubMed:27875531). Plays a role in endosomal traffickin
g (PubMed:26989253). May be involved in regulating the maturation of phagosomes to lysosomes (PubM
ed:26989253). Promotes the lysosomal localization and lysosome-mediated degradation of CARM1 which
leads to inhibition of starvation-induced lipid metabolism (PubMed:30366907). Regulates actin dynamics i
n motor neurons by inhibiting the GTP-binding activity of ARF6, leading to ARF6 inactivation (PubMed:277
23745). This reduces the activity of the LIMK1 and LIMK2 kinases which are responsible for phosphorylati
on and inactivation of CFL1/cofilin, leading to cofilin activation (PubMed:27723745). Positively regulates a
xon extension and axon growth cone size in spinal motor neurons (PubMed:27723745). Required for SMC
R8 protein expression and localization at pre- and post-synaptic compartments in the forebrain, also regu
lates protein abundance of RAB3A and GRIA1/GLURL1 in post-synaptic compartments in the forebrain and
hippocampus (PubMed:31651360). Plays a role within the hematopoietic system in restricting inflammati
on and the development of autoimmunity (PubMed:27412785) Acts as a guanine-nucleotide releasing fac
tor (GEF) for Rab GTPases by promoting the conversion of inactive RAB-GDP to the active form RAB-GTP.
Acts as a GEF for RAB39A which enables HOPS-mediated autophagosome-lysosome membrane tethering
and fusion in mammalian autophagy. Component of the C9orf72-SMCR8 complex where both subunits dis
play GEF activity and that regulates autophagy. As part of the C9orf72-SMCR8-WDR41 (CSW) complex, fu
nctions as GEF for RAB8A and RAB39B, thereby promoting autophagosome maturation. As part of the C9
orf72-SMCR8 complex, also functions as GTPase activating protein (GAP) for RAB8A and RAB11A in vitro.
The C90rf72-SMCR8 complex also acts as a regulator of autophagy initiation by interacting with the ULK
1/ATG1 kinase complex and modulating its protein kinase activity (By similarity). Promotes initiation of au
tophagy by regulating the RAB1A-dependent trafficking of the ULK1/ATG1 kinase complex to the phagoph
ore which leads to autophagosome formation. Acts as a regulator of mTORC1 signaling by promoting pho
sphorylation of mTORC1 substrates. Plays a role in endosomal trafficking (By similarity). May be involved
in regulating the maturation of phagosomes to lysosomes (By similarity). Promotes the lysosomal localiza
tion and lysosome-mediated degradation of CARM1 which leads to inhibition of starvation-induced lipid m
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etabolism (By similarity). Regulates actin dynamics in motor neurons by inhibiting the GTP-binding activit
y of ARF6, leading to ARF6 inactivation. This reduces the activity of the LIMK1 and LIMK2 kinases which ar
e responsible for phosphorylation and inactivation of cofilin, leading to CFL1/cofilin activation. Positively r
egulates axon extension and axon growth cone size in spinal motor neurons (By similarity). Required for S
MCRS8 protein expression and localization at pre- and post-synaptic compartments in the forebrain, also r
egulates protein abundance of RAB3A and GRIA1/GLUR1 in post-synaptic compartments in the forebrain a
nd hippocampus (By similarity). Plays a role within the hematopoietic system in restricting inflammation
and the development of autoimmunity (By similarity)

203228

C9orf72

Q96LT7 (https://www.uniprot.org/uniprotkb/Q96LT7/entry), QGDFWO (https://www.uniprot.org/uniprotkb/Q
6DFWO0/entry), Q66HC3 (https://www.uniprot.org/uniprotkb/Q66HC3/entry)

C9orf72 (YD16164),C90rf72 (YD16164) Rabbit mAb,C90orf72,DENND9
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