
Benefits of Genetic Testing

Genetic testing is a type of medical test that identifies changes in genes, inherited from our parents, which we then typically pass 
on to our children. “Mistakes” in our genes (called “mutations”) can manifest the disease, and genetic tests may be used to confirm 
the disease diagnosis.

A genetic test is an analysis of our DNA, genetic material in our cells, that gives us specific features and enables our body to 
perform various functions. A number of different methods exist for fast and reliable testing of our DNA, with sequencing (reading 
the order of DNA building blocks, called nucleotides), and deletion/duplication analysis (detection of large deletions or insertions 
within DNA/genes) being the most common. Genetic tests can be roughly categorized in diagnostic and predictive testing.

What is genetic testing?

›	Diagnostic testing is performed in order to identify the  
 mutation that causes the symptoms.If this concerns a family,  
 this test should be done in one affected, or, if not possible, in  
 relatives who are as close as possible to this affected person,  
 who is called the index patient.

›	Predictive testing is an examination that is performed when  
 no symptoms are shown yet. Despite the person may carry  
 a mutation and thus has risk of developing symptoms later in  
 life. Predictive testing also includes carrier testing. This is  
 relevant for people who carry a mutation but are not affected  
 by it themselves, although there is a risk for their children to  
 be affected.

For a lot of disorders, genetic testing is the only
way to make an accurate diagnosis and help avoid

additional unnecessary clinical investigations.

In some genetic diseases good surveillance and early
intervention can save the patient’s life (e.g. early

diagnosis of hereditary cancer).

Genetic testing can guide the clinician in choosing the
most suitable therapy and support for the patient.

The results of genetic testing may be useful for future
family planning.

Genetic tests can be used for a number of purposes, e.g.:
›	To diagnose a disease and find the causative mutation;
›	To predict if the disease will get worse or not (prognosis);
›	To enable doctors to manage the disease more effectively and use the best treatments available;
›	To search for the same genetic change in other family members and give genetic advice to the family.

When to use genetic testing?
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What is genetic counseling?

What are the limitations and risks?

Although a genetic change can be detected in a
person’s DNA, available information may not be

sufficient to make a disease prediction.

Two people with exactly the same mutation in the
same gene may have different diseases.

Also, a negative test is not a 100% guarantee that a
person will not be affected. A different gene that was

not tested may have a mutation.

The most important limitation of genetic testing is
that test information does not always offer an advice

for the therapy. For many genetic disorders actually, no 
effective treatments exist yet.

›	Genetic counseling is the process by which patients, their parents, or family members at risk of a genetic disorder are advised  
 by specially trained professionals who can give objective information regarding the consequences and nature of the disease,  
 the probability of developing or transmitting it, and the options available in disease management and family planning.

Why should you use CENTOGENE?
CENTOGENE/s:

	 offers more than 2.900 single gene tests and >200 NGS panels designed according to focused medical needs, with attractive 
 turnaround times, which are capable of detecting all potential disease-causing genetic changes (“mutations”); 

	 needs only minimal amounts of a patient sample for the test; in most cases only a few spots of dried blood, or saliva  
 samples, are required. We provide unique filtercards (CentoCard®) free of charge, to make it easy to collect and send  
 samples to our lab;

	 technical specificity for methods in use is > 99,9% and technical sensitivity > 99,8%;

	 offers whole exome sequencing (CentoXome®) combined with advanced end-to-end bioinformatics analysis, ideal for  
 finding novel mutations and identifying atypical presentations of a disease;

	 CentoXome® allows us to identify reportable variants for more than 60% of the cases;

	 offers prenatal testing* with a turnaround time of 7 days;

	 offers the best interpretation of genetic test results and provides expert reviews of patient genetic condition for all types of  
 genetic counseling;

	 rare disease mutation database - CentoMD® - bridges the gap between genetic variants and clinical information.
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*Prenatal testing is currently not offered in the US. Please contact us directly.


