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Abstract:

Background: Familial Mediterranean fever (FMF, OMIM 249100) is an autosomal
recessive disease characterized by episodic febrile attacks and polyserositis. Renal
AA-amyloidosis can complicate FMF. MEFV is the gene responsible for FMF and is
involved in the regulation of inflammation. Although FMF is endemic in the
Mediterranean region, its diagnosis is very recent in Algeria. We present here a
retrospective of three genetic studies carried out on the Algerian patients.

Methods: 183 unrelated patients with symptoms suggestive of FMF were recruited
from various hospitals between 2007 and 2015. Molecular studies included three
cohorts of patients: 71 (35 males, 36 females), 84 (42 males, 42 females), and 28 (15
males, 13 females) with renal AA-amyloidosis. We searched for mutations in exon 10
of the MEFV gene by allele-specific PCR (p.M694V, p.M6941, p.M680I and p.A744S)
and by resequencing the entire coding region of the same exon after PCR
amplification.

Results: Molecular analysis identified 152 mutant alleles among 94/183 patients
(51.36%). p.M6941 was the most predominant mutation accounting for 63.2% of
mutated alleles, followed by p.M694V (15.13%), p.M680I (13.81%), p.1692del
(1.32%) and p.K695R (0.66%). More importantly, the M694I/M6941 genotype was
the most prevalent among the patients with AA-amyloidosis than the M694V/M694V
genotype.

Conclusion: Our results provide the first genetic data concerning FMF in Algeria.
They show that p.M6941 mutation could be responsible for the severe phenotype for
Algerian FMF patients.
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