SANTA CRUZ BIOTECHNOLOGY, INC.

sc-1587/51

myotubularin (h): 293T Lysate:

BIOTECHNOLOGY

The Power to Question

|[BACKGROUND |

|APPLICATIONS

X-linked recessive myotubular myopathy is a congenital muscular disease
characterized by severe hypotonia and generalized muscle weakness that,
in most cases, leads to early postnatal death. The gene responsible for
myotubular myopathy MTM1 encodes a dual specificity phosphatase, named
myotubularin, which is highly conserved through evolution. The gene for
MTM1 is localized to a critical region on human Xq28 between IDS and
GRBRA3. Human MTM1, a 603 amino-acid protein, is mutated in myotubular
myopathy. The largely related protein hMTMR2 is found mutated in a reces-
sive form of Charcot-Marie-Tooth neuropathy. Myotubularin is primarily a
lipid phosphatase that acts on phosphatidylinositol 3-monophosphate and is
involved in the regulation of the phosphatidylinositol 3-kinase (PI3-kinase)
pathway and membrane trafficking. Wild-type myotubularin can directly
dephosphorylate PI3P and PI4P in vitro. Thus, it decreases PI3P levels by
down-regulating PI3K activity and by facilitating the degradation of PI3P.
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|CHROMOSOMAL LOCATION |
Genetic locus: MTM1 (human) mapping to Xq28.

[PRODUCT |

myotubularin (h): 293T Lysate represents a lysate of human myotubularin
transfected 293T cells and is provided as 100 pg protein in 200 pl SDS-PAGE
buffer.

STORAGE

Store at -20° C. Repeated freezing and thawing should be minimized. Sample
vial should be boiled once prior to use. Non-hazardous. No MSDS required.

myotubularin (h): 293T Lysate is suitable as a Western Blotting positive
control for human reactive myotubularin antibodies. Recommended use:
10-20 pl per lane.

Control 293T Lysate: sc-117752 is available as a Western Blotting negative
control lysate derived from non-transfected 293T cells.

myotubularin (F-1): sc-377309 is recommended as a positive control antibody
for Western Blot analysis of enhanced human myotubularin expression in
myotubularin transfected 293T cells (starting dilution 1:100, dilution range
1:100-1:1,000).

IRECOMMENDED SUPPORT REAGENTS

To ensure optimal results, the following support reagents are recommended:
1) Western Blotting: use m-IgGk BP-HRP: sc-516102 or m-IgGk BP-HRP (Cruz
Marker): sc-516102-CM (dilution range: 1:1000-1:10000), Cruz Marker™
Molecular Weight Standards: sc-2035, UltraCruz® Blocking Reagent:
sc-516214 and Western Blotting Luminol Reagent: sc-2048.
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myotubularin (F-1): sc-377309. Western blot analysis
of myotubularin expression in non-transfected:
s¢-110760 (A) and human myotubularin transfected:
sc-158751 (B) 293 whole cell lysates.

|RESEARCH USE

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

[PROTOCOLS

See our web site at www.scht.com for detailed protocols and support
products.
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