Familial
Mediterranean
Fever
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Classical Diagnosis
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Classical Treatment

- No known cure
- Non steroidal anti-inflammatory drugs
+ Colchicine (prevents inflammation and

deposition of amyloid)
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Molecular Genetics
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What Causes the Symptoms?

- MEFV gene codes for pyrin

- Pryin is a protein responsible for regulating

inflammation

PYRIN




Genetics Better Diagnosis?

- Yes

- Classical diagnosis confirmation

- Targeted mutation analysis (Exon 2: p.Glu148GlIn, Exon 10:
p.Met694Val)

- For non-classic or mild cases, additional sequence analysis
(inside or outside exon 10)

- Carrier testing (for heterozygous parents)

- Prenatal diagnosis



MEFV GENE LOCUS

680-761

Amino Acid Substitution




Genetics Better Therapies?

- Yes, but still in managing the symptoms rather
than treating the disease

- Anakinra (IL-1 receptor inhibitor)
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