An example of a disease indentified by newborn
screening: Cystic Fibrosis.

Why is neonatal screening necessary?
- A large number of infants are healthy at birth, however
some are only apparently healthy.
- If these infants are identified and treated in time, severe
and potentially fatal consequences can be avoided.
What does the neonatal screening consist of?
- A sample is collected by pricking the heel of each infant
to get enough blood (typically, two to three drops) to fill a
few circles on filter paper labeled with data of the infant
along with the consent form for carrying out the screening.
- The filter paper is then sent to the Regional Center for
Neonatal Metabolic Diseases of the AOUI of Verona
where several neonatal screening programs aim at
identifying
subjects
affected
by
Congenital
Hypothyroidism, Congenital Adrenal Hyperplasia,
Galactosemia,
Glucose-6-phosphate
Dehydrogenase
Deficiency, Maple Syrup Urine Disease, Phenylketonuria,
Biotinidase Deficiency and many other metabolic diseases
(see below “expanded metabolic screening”). A small part
of the filter paper is sent to the Analysis Laboratory of the
AOUI of Verona, which undertakes the screening for
Cystic fibrosis, and for this reason a sample of the very
first stool is also collected (also known as meconium).
- The diseases covered in the screening for each infant
depend upon the convention stipulated with the Azienda
Ospedaliera or Ulss of the child birth place.
- The center recalls for further control ONLY a few of the
infants. In case the parameters are found to be normal, then
no communication is made.
- However it is important to remember that even when the
neonatal screening results negative there is still a very
small chance of disease in the future.

Why are some newborns recalled?
- When the heel blood is collected within the first 24 hours
of life (in case of early discharge);
- when the blood sample is not sufficient for carrying out
all the screening tests prescribed;
- in case the infant weighs less than 2500 grams , two more
blood samples are collected: on the 15th and on the 30th day
from the day of birth;
- when the tests show some probability of one of the
diseases investigated. However, consider that ONLY IN A
SMALL NUMBER OF RECALLED CASES THE CHILD
MAY ACTUALLY RESULT ILL.
What to do if your child is recalled?
- Follow the exact instructions provided by the medical
staff who contacted you (most of the times you will be
asked to accompany your child to the clinic for a blood
and/or urine sample, or to the regional center for Cystic
Fibrosis for a sweat test).
- For this reason it is very important that, when signing the
neonatal screening consent form, you check all the
contact/postal data reported on the blood sampling form.
This eases the recall procedure.
- The result of these further tests will be communicated by
the staff who contacted you.

- Cystic Fibrosis is caused by the production of abnormally
dense and viscous mucus in many glands of the body. The
lungs and the digestive tract are particularly affected.
Presently the treatment, which is more effective in the
early stages of the disease, consists in a series of complex
cures which varies from person to person and includes
physiotherapy, antibiotics, aerosol therapy, pancreatic
enzymes and vitamins.
- A small subset of newborns, less than 1 in 200, undergoes
genetic testing, which makes the detection of the disease
faster and more precise. This test, carried out on the same
few drops of blood taken at birth, may also detect very few
carriers. Being a carrier means that the child:
- is healthy (does not have the disease);
- may pass on the genes to his/her children (in this
case they too will be carriers);
- may have children affected by Cystic Fibrosis if
her/his partner is also a carrier;
- has inherited the condition from one of the
parents.
Genetic consultation and further information for relatives
are available whenever a carrier is identified.
- If parents do not give their consent for the possible
genetic test, they need to mark the “No” on the genetic test
consent blood collection form.

What are hereditary metabolic diseases?

Example of blood collection form:

- The energy necessary for the functioning of the body is
derived from the chemical breakup of food proteins, fat
and sugars. The chemical reaction in this process is made
possible by the presence of the enzymes. The enzymes are
proteins codified by the genes.
- In case a mutation in one of these genes causes
malfunctioning, lack or even total absence of the
corresponding enzymes, non metabolized toxins are
accumulated, whereas the synthesis of indispensable
substances diminishes. This is how the hereditary
metabolic diseases are caused.
- Considered singularly, the hereditary metabolic diseases
are rare, but on the whole they are of significant
importance.
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What is expanded metabolic screening?
- Expanded metabolic screening refers to a procedure of
newborn screening which makes use of tandem mass
spectrometry, a technique which allows identification of
many hereditary metabolic diseases with a single test done
on the same blood sample taken for the traditional
screening.
- Identification at the time of birth of these diseases helps
initiate the therapy as early as possible, thus slowing down
the accumulation of toxins and correcting the deficiency of
indispensable substances with appropriate substitutes.

Protect your child’s health with the
neonatal screening

For further information please contact the nursery or:
Dr Marta Camilot or Dr Francesca Teofoli
Regional Center for Neonatal Metabolic Diseases
tel: 045.8128440
Dr Carlo Castellani, Regional Center Cystic Fibrosis, tel: 045.8123419
Dr Anna Tamanini, Analysis Laboratory AOUI, tel 0458122364

