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ECM1 gene
extracellular matrix protein 1

Normal Function 

The ECM1 gene provides instructions for making a protein that is found in most tissues 
within the extracellular matrix, which is an intricate lattice that forms in the space 
between cells and provides structural support. The ECM1 protein can attach (bind) to 
numerous structural proteins and is involved in the growth and maturation (
differentiation) of cells, including skin cells called keratinocytes. The protein may also 
regulate the formation of blood vessels (angiogenesis).

Four different versions (isoforms) of the ECM1 protein are produced from the ECM1 
gene. These isoforms vary in length and in the tissues where they are found. The most 
abundant and widespread version is known as ECM1a.

Health Conditions Related to Genetic Changes 

Lipoid proteinosis 

At least 55 mutations in the ECM1 gene have been found to cause lipoid proteinosis, a 
condition that results from numerous, small clumps (deposits) of proteins and other 
molecules that form in various tissues throughout the body. Affected individuals typically 
have a hoarse voice, skin abnormalities, and neurological and respiratory problems.

Typically, mutations that cause lipoid proteinosis occur in areas of the ECM1 gene 
known as exon 6 and exon 7. One mutation that deletes a single DNA building block (
nucleotide) from exon 6 of the ECM1 gene (written 507delT) has been found in multiple 
individuals around the world. Another mutation that occurs in exon 7 of the gene is 
common in affected individuals in South Africa and results in a premature stop signal in 
the instructions for making the protein (written as Gln276Ter or Q276X). The ECM1 
gene mutations that cause lipoid proteinosis result in the production of a nonfunctional 
protein or no protein at all.

A lack of functional ECM1 protein reduces binding between ECM1 and other proteins, 
leading to an unstable extracellular matrix. Without adequate support from the 
extracellular matrix, cells in the skin and other tissues are weakened. However, the 
cause of the deposits in skin and other tissues is not clear. The unstable extracellular 
matrix may cause neighboring cells to overproduce proteins and other materials. It is 
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possible that, as these excess substances accumulate in tissues, they create the deposits 
characteristic of lipoid proteinosis.

Other Names for This Gene 
 
• secretory component p85 

• URBWD 

Additional Information & Resources 

Tests Listed in the Genetic Testing Registry 
 
• Tests of ECM1 (https://www.ncbi.nlm.nih.gov/gtr/all/tests/?term=1893[geneid]) 

 

Scientific Articles on PubMed 
 
• PubMed (https://pubmed.ncbi.nlm.nih.gov/?term=%28ECM1%5BTIAB%5D%29+AN

D+%28%28Genes%5BMH%5D%29+OR+%28Genetic+Phenomena%5BMH%5D%2
9%29+AND+english%5Bla%5D+AND+human%5Bmh%5D+AND+%22last+1800+da
ys%22%5Bdp%5D) 
 

Catalog of Genes and Diseases from OMIM 
 
• EXTRACELLULAR MATRIX PROTEIN 1; ECM1 (https://omim.org/entry/602201) 

 

Gene and Variant Databases 
 
• NCBI Gene (https://www.ncbi.nlm.nih.gov/gene/1893) 

• ClinVar (https://www.ncbi.nlm.nih.gov/clinvar?term=ECM1[gene]) 

References 
 
• Kabre V, Rani S, Pai KM, Kamra S. Lipoid proteinosis: A review with two 

casereports. Contemp Clin Dent. 2015 Apr-Jun;6(2):233-6. doi:10.4103/0976-237X.
156053. Citation on PubMed (https://pubmed.ncbi.nlm.nih.gov/26097361) or Free 
article on PubMed Central (https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4456748/) 

• Mcgrath JA. Lipoid proteinosis. Handb Clin Neurol. 2015;132:317-22. doi:10.1016/
B978-0-444-62702-5.00023-8. Citation on PubMed (https://pubmed.ncbi.nlm.nih.gov
/26564090) 

• Mondejar R, Garcia-Moreno JM, Rubio R, Solano F, Delgado M, Garcia-Bravo B,
Rios-Martin JJ, Martinez-Mir A, Lucas M. Clinical and molecular study of 
theextracellular matrix protein 1 gene in a spanish family with lipoid proteinosis.J 

https://www.ncbi.nlm.nih.gov/gtr/all/tests/?term=1893[geneid]
https://pubmed.ncbi.nlm.nih.gov/?term=%28ECM1%5BTIAB%5D%29+AND+%28%28Genes%5BMH%5D%29+OR+%28Genetic+Phenomena%5BMH%5D%29%29+AND+english%5Bla%5D+AND+human%5Bmh%5D+AND+%22last+1800+days%22%5Bdp%5D
https://omim.org/entry/602201
https://www.ncbi.nlm.nih.gov/gene/1893
https://www.ncbi.nlm.nih.gov/clinvar?term=ECM1[gene]
https://pubmed.ncbi.nlm.nih.gov/26097361
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4456748/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4456748/
https://pubmed.ncbi.nlm.nih.gov/26564090


Reprinted from MedlinePlus Genetics (https://medlineplus.gov/genetics/) 3

Clin Neurol. 2014 Jan;10(1):64-8. doi: 10.3988/jcn.2014.10.1.64. Epub 2014 Jan6. 
Citation on PubMed (https://pubmed.ncbi.nlm.nih.gov/24465266) or Free article on 
PubMed Central (https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3896652/) 

• Nasir M, Latif A, Ajmal M, Qamar R, Naeem M, Hameed A. Molecular analysis 
oflipoid proteinosis: identification of a novel nonsense mutation in the ECM1 genein 
a Pakistani family. Diagn Pathol. 2011 Jul 26;6:69. doi:10.1186/1746-1596-6-69. 
Citation on PubMed (https://pubmed.ncbi.nlm.nih.gov/21791056) or Free article on 
PubMed Central (https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3158550/) 

• Nasir M, Rahman SB, Sieber CM, Mir A, Latif A, Ahmad N, Malik SA, Hameed A.
Identification of recurrent c.742G&gt;T nonsense mutation in ECM1 in 
Pakistanifamilies suffering from lipoid proteinosis. Mol Biol Rep. 2014;41(4):2085-92.
doi: 10.1007/s11033-014-3057-1. Epub 2014 Jan 12. Citation on PubMed (https://pu
bmed.ncbi.nlm.nih.gov/24413997) 

Genomic Location

The ECM1 gene is found on chromosome 1 (https://medlineplus.gov/genetics/chromoso
me/1/).                             
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