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BACKGROUND

| [CHROMOSOMAL LOCATION

Fukutin-related protein (FKRP) is ubiquitously expressed, with highest expres-
sion in heart, skeletal muscle and placenta, and weakest expression in lung,
liver, brain, kidney and pancreas. FKRP localizes to the medial Golgi apparatus
through its N-terminal and transmembrane domains. It is a predicted glyco-
syltransferase protein that plays a role in a-dystroglycan glycosylation.
Mutations in FKRP cause various diseases including congenital muscular
dystrophy 1C (MDC1C), limb-girdle muscular dystrophy type 2| (LGMD2I) and
congenital muscular dystrophies (CMDs) with brain malformations and mental
retardation. FKRP mutations may also cause muscle-eye-brain disease (MEB)
and Walker-Warburg syndrome (WWS), disorders characterized by disruption
of brain and eye structure in addition to muscular dystrophy. Mislocalization
of FKRP from the Golgi apparatus is a potential result of mutations in FKRP.

Genetic locus: FKRP (human) mapping to 19¢q13.32.

[PRODUCT

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

| APPLICATIONS

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

Control 293 Lysate: sc-110760 is available as a Western Blotting negative
control lysate derived from non-transfected 293 cells.
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|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.

|[PROTOCOLS

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