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Le diagnostic moléculaire des maladies rares

Comment se passe une analyse moléculaire?
. Que fautil exiger du laboratoire?

. Qui peut vous aider?
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Le processus analytique
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Preanalytique

A Identité du patientiso15189 5.4.5)

Les échantillons primaires qui ne sont pas identifiés correctement ne doivent ni
étre acceptes, ni étre traités par le laboratoire.
[ €]

‘ Pour la majorité d'analyses,
' un prélevement de 4 ml de
EDTA sang/EDTA est idéal

f’ (enfants <1 an: 1 ml).

Bien indiquer NOM Prénom
sur chaque tube: date de naissance
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SAMPLE REPORT ACCORDING TO SSGM GUIDELINES

Cay. 12-12-1602
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Anayses
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MENDEL Gregor (22-7-1822; # 00001)

Clinical of au
ONA ertraction  Anarysis of he most Common mutations of the gene | rrateriar restea EDTA
CHOC 1. by PCR and sequencing of exon 10 (reference: Eur J Choc Booa

| Sempe received - 1-1-2002
No CHOCT mutations detected.
The of any in exon 10 makes the diagnosis very unlikely,

it (997% of have a in this exon).
could be y on t

Further very rare mu
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Laboratory Director

Analyses performed by XYZ

signature/initials

Or A Medxc. Swirenand

Because of their complexity and their potential implications for other family members. all

tests should be accompanied by genetic counselling

TING report Cannol 5e Copied mNOuUT DErTINESION Of the Ladoralory, except in s entvety Further
infarmation is avavable in the Catalogue of Analyses or from the Laboradory on request The atove results
refer anfy fo the samples as received. The mdication, the remarks and secthons indicated Dy § are not part

O IThe scope of Mhe accreditaton

FAMH speciakst i medical genetic analysis
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appeler le labo et demander un nouveau!

tient
Spécificité
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