
SNP Detective MEFV Kit: Mediterranean Fever 

SNP DETECTIVE MEFV kit contains 4 primer pairs for amplification of exon 2-3-5-10 of the MEFV gene. 18 

region-specific probes and 37 single-base-specific fluorescence labelled DNA probes are used for 

detection of SNPs (Single Nucleotide Polymorphisms). The kit uses a five-dye fluorescent system which 

allows multiplex amplification-ligation in the same tube for automated SNP analysis. The SNP Detective 

MEFV Kit incorporates an external control with a wild-type pattern for all related mutations to ensure 

the performance of the ligation reagents and to investigate troubleshooting related with genomic DNA 

and DNA probes. 

The MEFV (Mediterranean fever) gene provides instructions for making a protein called pyrin assists in keeping the 

inflammation process under control. Inflammation occurs when the immune system sends signaling molecules and white 

blood cells to a site of injury or disease to fight microbial invaders and facilitate tissue repair. When this has been 

accomplished, the body stops the inflammatory response to prevent damage to its own cells and tissues. 

More than 80 MEFV gene mutations that cause familial Mediterranean fever have been identified. Rare mutations cause 

small base deletions in the MEFV gene, which can lead to an abnormally small, nonfunctional protein. Most MEFV gene 

mutations, however, alter one of the amino acids used to make pyrin. MEFV gene mutations lead to reduced amounts of 

pyrin or a malformed pyrin protein that cannot function properly. As a result, pyrin cannot perform its presumed role in 

controlling inflammation, leading to an inappropriate or prolonged inflammatory response. Fever and inflammation in 

the abdomen, chest, joints, or skin are signs of familial Mediterranean fever. 

Product Overview Download Protocol

http://www.atzlabs.com/pdf/Mediterranean-Fever-Detective-MEFV-Kit.pdf


Region of Interest 

Location in the Gene Amino Acid Change Sequence Change 

Exon-2 

E148Q c.442G>C 

E167D c.501A>T 

R202Q c.605G>A 

S179I c.536G>T 

Exon-3 
P369S c.1105C>T 

P350R c.1049C>G 

Exon-5 
Y471X c.1413C>A 

F479L c.1437C>G 

Exon-10 

M694V c.2080A>G 

R761H c.2282G>A 

A744S c.2230G>T 

M680I c.2040G>C + c.2040G>A 

G632A c.1895G>C 

V726A c.2177T>C 

K695R c.2084A>G 

K695N c.2085G>C 

M694I c.2082G>A 

I692del c.2076_2078del 
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• Advances in capillary electrophoresis platforms and five-dye technology provide high precision and 

easy analysis. 

• Precise and quick genotyping for all mutations in the same plot screen. 

• Multiple samples can be analyzed in seconds, using GeneMapper® or GeneMarker Software. 

• Accurate and quick results 

• Minimal material and chemical consumption 
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*GeneMapper is a product of Thermo Fisher Scientific Inc. 
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