
Product name Recombinant Human Ext1 protein

Expression system Escherichia coli

Accession Q16394

Protein length Protein fragment

Animal free No

Nature Recombinant

Species Human

Predicted molecular weight 18 kDa

Amino acids 5 to 162

Tags His-DHFR tag N-Terminus

Applications SDS-PAGE

Form Lyophilized

Stability and Storage Shipped at 4°C. Store at -20ºC.

Constituents: 0.32% Tris HCl, 0.58% Sodium chloride

Reconstitution Reconstitute with water to desired concentration.

Function Glycosyltransferase required for the biosynthesis of heparan-sulfate. The EXT1/EXT2 complex
possesses substantially higher glycosyltransferase activity than EXT1 or EXT2 alone. Appears to
be a tumor suppressor.

Tissue specificity Ubiquitous.
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Description

Specifications

Our Abpromise guarantee covers the use of ab127438 in the following tested applications.

The application notes include recommended starting dilutions; optimal dilutions/concentrations should be determined by the end user.

Preparation and Storage

General Info
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Pathway Protein modification; protein glycosylation.

Involvement in disease Defects in EXT1 are a cause of hereditary multiple exostoses type 1 (EXT1) [MIM:133700]. EXT
is a genetically heterogeneous bone disorder caused by genes segregating on human
chromosomes 8, 11, and 19 and designated EXT1, EXT2 and EXT3 respectively. EXT is a
dominantly inherited skeletal disorder primarily affecting endochondral bone during growth. The
disease is characterized by formation of numerous cartilage-capped, benign bone tumors
(osteocartilaginous exostoses or osteochondromas) that are often accompanied by skeletal
deformities and short stature. In a small percentage of cases exostoses have exhibited malignant
transformation resulting in an osteosarcoma or chondrosarcoma. Osteochondromas development
can also occur as a sporadic event.
Defects in EXT1 are a cause of tricho-rhino-phalangeal syndrome type 2 (TRPS2) [MIM:150230].
A syndrome that combines the clinical features of trichorhinophalangeal syndrome type 1 and
multiple exostoses type 1. Affected individuals manifest multiple dysmorphic facial features
including large, laterally protruding ears, a bulbous nose, an elongated upper lip, as well as
sparse scalp hair, winged scapulae, multiple cartilaginous exostoses, redundant skin, and mental
retardation. Note=A chromosomal aberration resulting in the loss of functional copies of TRPS1
and EXT1 has been found in TRPS2 patients.
Defects in EXT1 are a cause of chondrosarcoma (CHDSA) [MIM:215300]. It is a malignant
neoplasm derived from cartilage cells. Chondrosarcomas range from slow-growing non-
metastasizing lesions to highly aggressive metastasizing sarcomas.

Sequence similarities Belongs to the glycosyltransferase 47 family.

Cellular localization Endoplasmic reticulum membrane. Golgi apparatus membrane. The EXT1/EXT2 complex is
localized in the Golgi apparatus.

Please note:  All products are "FOR RESEARCH USE ONLY. NOT FOR USE IN DIAGNOSTIC PROCEDURES"

Our Abpromise to you: Quality guaranteed and expert technical support

Replacement or refund for products not performing as stated on the datasheet

Valid for 12 months from date of delivery

Response to your inquiry within 24 hours

We provide support in Chinese, English, French, German, Japanese and Spanish

Extensive multi-media technical resources to help you

We investigate all quality concerns to ensure our products perform to the highest standards

If the product does not perform as described on this datasheet, we will offer a refund or replacement. For full details of the Abpromise,
please visit https://www.abcam.com/abpromise or contact our technical team.

Terms and conditions

Guarantee only valid for products bought direct from Abcam or one of our authorized distributors
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