
FMF: what is it?

Familial Mediterranean Fever (FMF) is a hereditary autoinflammatory disease

characterized by recurrent attacks of fever and serositis resulting in abdominal,

chest, joint and muscle pain. FMF is the most common familial relapsing fever.

It mainly affects the populations of the Middle East and the Mediterranean

basin, particularly Sephardic Jews, Armenians, Arabs and Turks, with a preva-

lence ranging from 1/150 to 1/1000.

In 90% of cases, the first onset of the disease is before the age of twenty.  

The main long-term complication is AA amyloidosis, a severe condition with

a poor prognosis. Colchicine remains the therapy of choice in the prevention of

crises and complications. 

It is therefore crucial that the diagnosis of FMF is made, so that this treatment can be initiated.

Familial Mediterranean Fever (FMF)
Familial Mediterranean Fever - MEFV gene (MEditerranean FeVer) 
- molecular study by New Generation Sequencing

Morocco

Algeria

Tunisie

Libya Egypt

IraqSyria

Turkey
Arménia

Saudi
Arabia

Lebanon
Israel

Spain
Italy

Familial Mediterranean Fever: an autosomal recessive disease
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With Next Generation Sequencing, all 10 exons of the MEFV gene can be analysed
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Clinical suspicion of FMF can be 

confirmed by studying the MEFV gene

(MEditerranean FeVer), which consists of

10 exons and is located on the short arm

of chromosome 16. At Eurofins Biomnis,

we use New Generation Sequencing

technology (NGS) to obtain a complete

sequence of the 10 exons of this gene. 

The presence of any pathogenic or 

probably pathogenic variation or a 

variation of unknown significance (VSI) is

systematically confirmed by a second

technique (Sanger sequencing). 

Clinical interpretation of the observed 

genotype is provided in the return report.

The testing of the parents may also 

sometimes be proposed to clarify the 

genotype-phenotype correlation and for

the purposes of genetic counselling.
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Pre-analytic conditions for testing for FMF

   Eurofins Biomnis analysis code: FMF

   Type of sample: 5mL of whole blood plasma EDTA

   Temperature: Ambient (refrigerated if transport > 48h)

   Turnaround time: 1 month 

   Technique: New Generation Sequencing (NGS)

Please note: ESSENTIAL to join the informed consent form and the information document 

R36 INTGB – Study of the Familial Mediterranean Fever Gene with each request. 

These documents can be downloaded from our website at www.eurofins-biomnis.com

Contact

Eurofins Biomnis
International Division
17/19 av. Tony Garnier 

BP 7322 - 69357 LYON Cedex 07 - FRANCE

Tel.: (+33) 4 72 80 23 85  - E-mail: international@biomnis.com

www.eurofins-biomnis.com D
S1

6-
IN

TG
B

 -
 M

ay
 2

01
8

Headache
Meningitis

Neurological

Deafness
Pharyngitis

ENT

Chest Pain 
(50% of cases)

Pericarditis

Cardiological

Proteinuria
Amyloidosis

Nephrological

Arthritis (30% of cases)
Arthralgia

Deforming Arthropathy
Myalgia

Rheumatological

Pseudo-erysipelas
Urticaria (hives)

Aphtosis

Dermatological

Abdominal pains 
(in 90% of cases)

Vomiting
Diarrhea

Splenomegaly
Hepatomegaly

Lymphadenopathies

Gastroenterological

Conjunctivitis
Uveitis

Papillitis

Ophtalmological

Screening for the MEFV gene: what are the indications?

+
Increased ESR*, CRP*, SAA* values during crises 

Because of this wide variety of symptoms, the diagnosis of FMF is a real challenge.
*ESR: Erythrocyte Sedimentation Rate; CRP: C-Reactive Protein; SAA: Serum Amyloid A

References to literature:
Giancane et al, Ann Rheum Dis, 2015: Evidence-based recommendations for genetic diagnosis of familial Mediterranean fever.
Shinar et al, Ann Rheum Dis, 2012: Guidelines for the genetic diagnosis of hereditary recurrent fevers.

Episode < 4 days

Recurrent Fever

FORM TO BE COMPLETED BY THE PRESCRIBING PHYSICIAN AND TO BE ATTACHED WITH THE BLOOD SAMPLE

Clinical Information Form
Familial Mediterranean Fever  

gene study
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CLINICIAN 

Surname: Dr  .........................................................................
Address:  ...............................................................................
Post code:  City:  ..............................................
Country:  ...............................................................................
Tel.:     

PATIENT DETAILS

First name(s):  .......................................................................
Surname:  ..............................................................................
Date of birth:    
Gender:    F       M

Geographic origin:  ..............................................................
Consanguinity:    YES    NO
Indications
  Clinical suspicion   Familial study
  Familial mutation

TESTING PREREQUISITES

    YES   NO
    .......................................... mg/l
    ............................................ year

Fever

   YES   NO   ND
  38°C   39°C   40°C   >40°C

Thorax

Pain   YES   NO   ND

Pericarditis   YES   NO   ND

NeuriSensorial

Deafness   YES   NO   ND

Conjonctivitis   YES   NO   ND

Uveitis   YES   NO   ND

Papillitis   YES   NO   ND

Headache   YES   NO   ND

Meningitis   YES   NO   ND

Mental  
retardation   YES   NO   ND

Squeleton

Myalgia    YES   NO   ND

Arthritis    YES   NO   ND

Arthralgia    YES   NO   ND

Deforming  
Arthropathy    YES   NO   ND

Abdomen

Pain    YES   NO   ND

Vomiting    YES   NO   ND

Diarrhea    YES   NO   ND

Pseudo- 
erysipelas    YES   NO   ND

Urticaria    YES   NO   ND

Buccal Aphtosis   YES   NO   ND

Genital aphtosis    YES   NO   ND

Scrotitis    YES   NO   ND

Proteinuria    YES   NO   ND

Amyloidosis    YES   NO   ND

Other

Splenomegaly    YES   NO   ND

Hepatomegaly    YES   NO   ND

Adenopathy    YES   NO   ND

Pharyngitis    YES   NO   ND

Growth  
retardation    YES   NO   ND

CLINICAL INFORMATION

INTERNATIONAL DIVISION
17/19, avenue Tony Garnier • BP 7322 • 69357 Lyon cedex 07 
Tel.: +33 (0)4 72 80 23 85 • Fax: +33 (0)4 72 80 73 56 
E-mail: international@biomnis.com

ATTESTATION DE CONSULTATION
ET CONSENTEMENT ÉCLAIRÉ
CONSULTATION CERTIFICATE
AND PATIENT CONSENT FORM

Clinician's signature

Patient signature

(Decree n° 2008-321 of 4th April 2008, 

I, the undersigned, ......................................
Medical Doctor (MD), certify that I have  
fully informed my patient

Mr/Miss/Mrs ................................................

the article R.1131-4 of decree n°2008-321 
dated 4 April 2008 of the French public 
health code and amended on 27th May 
2013 and that I have obtained written 
informed consent from my patient under 

Signed in (city)  ..........................................
on     

I, the undersigned, 

Mr/Miss/Mrs ...............................................
declare that I have been informed and 
fully understand all information relating 
to this analysis and give my consent to  
perform this genetic test, in accordance to the  
articles R.1131-4 and R1131-5 of the public 
health code and decree of 27th May 2013.

Signed in (city)  ..........................................
on     
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