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BACKGROUND

AHI1 (abelson helper integration site 1), also known as ORF1, AHI-1, JBTS3
or Jouberin, is a 1,196 amino acid signaling protein that is expressed in the
brain, specifically in neurons that give rise to the crossing axons of the corti-
cospinal tract and superior cerebellar peduncles. AHI1 contains seven WD
repeats, an SH3 domain, and several SH3-binding sites and is critical for
both cerebellar and cortical development. Mutations of AHI1 is associated
with Joubert syndrome (JS), an autosomal recessive disorder characterized
by hypotonia, ataxia, mental retardation, altered respiratory pattern, abnor-
mal eye movements, and a brain malformation. Considered a novel onco-
gene, AHI1 is highly deregulated in chronic myeloid leukemia (CML). Three
isoforms exist due to alternative splicing events.

REFERENCES

1. Dixon-Salazar, T., et al. 2004. Mutations in the AHI1 gene, encoding jou-
berin, cause Joubert syndrome with cortical polymicrogyria. Am. J. Hum.
Genet. 75: 979-987.

2. Close, J., et al. 2004. Genome annotation of a 1.5 Mb region of human
chromosome 6q23 encompassing a quantitative trait locus for fetal hemo-
globin expression in adults. BMC Genomics 5: 33.

3. Parisi, M.A., et al. 2006. AHI1 mutations cause both retinal dystrophy and
renal cystic disease in Joubert syndrome. J. Med. Genet. 43: 334-339.

4. Parisi, M.A., et al. 2007. Joubert syndrome (and related disorders)
(OMIM 213300). Eur. J. Hum. Genet. 15: 511-521.

5. Kroes, H.Y., et al. 2008. DNA analysis of AHI1, NPHP1 and CYCLIN D1 in
Joubert syndrome patients from the Netherlands. Eur. J. Med. Genet. 51:
24-34.

6. Alvarez Retuerto, A.I.,et al. 2008. Association of common variants in
the Joubert syndrome gene (AHI1) with autism. Hum. Mol. Genet. 17:
3887-3896.

7. Doering, J.E., et al. 2008. Species differences in the expression of Ahi1, a
protein implicated in the neurodevelopmental disorder Joubert syndrome,
with preferential accumulation to stigmoid bodies. J. Comp. Neurol. 511:
238-256.

8. Zhou, L.L., et al. 2008. AHI-1 interacts with Bcr-Abl and modulates Bcr-Abl
transforming activity and imatinib response of CML stem/progenitor cells.
J. Exp. Med. 205: 2657-2671.

CHROMOSOMAL LOCATION

Genetic locus: AHI1 (human) mapping to 6q23.3; Ahi1 (mouse) mapping
to 10 A3.

SOURCE

AHI1 (G-17) is an affinity purified goat polyclonal antibody raised against
a peptide mapping within an internal region of AHI1 of human origin.

STORAGE

Store at 4° C, **DO NOT FREEZE**. Stable for one year from the date of
shipment. Non-hazardous. No MSDS required.

PRODUCT

Each vial contains 200 µg IgG in 1.0 ml of PBS with < 0.1% sodium azide
and 0.1% gelatin.

Blocking peptide available for competition studies, sc-70001 P, (100 µg
peptide in 0.5 ml PBS containing < 0.1% sodium azide and 0.2% BSA).

APPLICATIONS

AHI1 (G-17) is recommended for detection of AHI1 of mouse, rat and
human origin by Western Blotting (starting dilution 1:200, dilution range
1:100-1:1000), immunoprecipitation [1-2 µg per 100-500 µg of total protein
(1 ml of cell lysate)], immunofluorescence (starting dilution 1:50, dilution
range 1:50-1:500) and solid phase ELISA (starting dilution 1:30, dilution
range 1:30-1:3000).

AHI1 (G-17) is also recommended for detection of AHI1 in additional species,
including equine, canine, bovine and porcine.

Suitable for use as control antibody for AHI1 siRNA (h): sc-72465, AHI1
siRNA (m): sc-72466, AHI1 shRNA Plasmid (h): sc-72465-SH, AHI1 shRNA
Plasmid (m): sc-72466-SH, AHI1 shRNA (h) Lentiviral Particles: sc-72465-V
and AHI1 shRNA (m) Lentiviral Particles: sc-72466-V.

Molecular Weight of AHI1: 136 kDa.

Positive Controls: SJRH30 cell lysate: sc-2287, HEL 92.1.7 cell lysate:
sc-2270 or IMR-32 cell lysate: sc-2409.

DATA

RESEARCH USE

For research use only, not for use in diagnostic procedures.

PROTOCOLS

See our web site at www.scbt.com or our catalog for detailed protocols
and support products.

AHI1 (G-17): sc-70001. Western blot analysis of AHI1
expression in SJRH30 (A), HEL 92.1.7 (B), NCI-H929 (C),
IMR-32 (D) and K-562 (E) whole cell lysates.
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Try AHI1 (B-2): sc-515382, our highly recommended
monoclonal alternative to AHI1 (G-17).


