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The aim of this study is to review the main procedures used in invasive prenatal (
diagnosis, as well as focusing on the clinical procedures, both sampling and cytogenetic

analysis, and on genetic counseling.

* ADVANCED MATERNAL AGE

PREVALENCE OF TRISOMY 21 BY MATERNAL AGE AND

/

At )
| FIGURE 6. FISH applied on metaphase and
on interphase.(Adaptation of Riegel, 2014)

Description | Hybridization of probes labelled with fluorescent
dyes within chromosomes (either in metaphase or in

interphase) i ion microscope slides.
Detection Aneuploidies, deletions, duplications,
translocations and fetal sex.
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Advantages | Rapid diagnosis: Results are available in 24-48 h

Limitations |Only few targets can be selected - Only few
syndromes can be searched in one test.
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* SCREENING TEST RESULTS

h Probability higher than 1/250
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45
coumren Lot
soFwane chmosoma )

Detection Depends on the platform array applied, the probe
rate location and the probe coverage.

FIGURE 7. Array CGH protocol.
(Theisen, 2008)

Higher resolution and wider coverage than
conventional karyotyping and FISH

Limitations | Cannot detect triploidies, balanced rearrangement
and low level mosaicism /

GENETI

Genetic counseling is performed throughout the prenatal diagnosis process.

C COUNSELING

I

PAPP-A B-hCG AFP B-hCG Inhibin A
>1 <1 >1 <1 <1 >1 >1
>1 <1 <1 <1 <1 <1 -
>1 <1 <1 <1 <1 <1 >1
TABLE 1. Increased and i ical and for trisomies 21, 18 and 13.

‘This values are expressed in MoMs (Multiple of Media), being 1 MoM the standard value for normal pregnancies.
(Shiefa, 2013; Turnpenny, 2007)

> Screening detection rates are low when screening tests are used separately -> This is higher when
several tests are combined and when maternal age is considered.
> First trimester screening tests > Second trimester screening tests (Zournatzi et al,, 2008).

* FAMILY HISTORY OF GENETIC DISORDERS
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FIGURE 3. Chorionic villus sampling procedure.
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14 - 20 weeks of pregnancy

FIGURE 4. Amniocentesis procedure.
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PRE-TEST COUNSELLING

+ Focus on Down syndrome - Counselors must explain that there are other syndromes
+ Background risk and individual increased risks
+ Limitations of PD and risks associated with the procedures

\\ STRESS - Clinicians should be sensitive about their psychological issues.

| POST-TEST COUNSELLING |

I

+ Explanatory process about the test and its limitations
* Description of the syndrome: Physical, Cognitive and Social implications
+ Discussion about the parents’ ability and willingness to have a child affected by a syndrome

Counselors must explain all the possible
options in a non-directive way

Adoption

=
| ’ COUNSELLORS MUST RESPECT PARENTS’ DECISION and be ensured that no ‘

one is pressuring them in the decision-making process.

Pregnancy termination
Continuation the pregnancy

PARENTS’ SHOCK makes it very complicated to assimilate information » PAPER

PUT THE INFORMATION ON

CONCLUSIONS

nregnant women must undergo to screening tests,
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« CVSis more advisable than amniocentesis > CVS is performed earlier.

the main syndromes or when a syndrome is suspected.
* Genetic counseling - Explain the tests, the syndrome’s i

and to provide p:

IPD is not performed on all pregnant women > In cases where the probability of having an affected fetus is >1/250. All

Array CGH has higher resolution and wider coverage than G-banding and FISH, respectively. Results obtained by array CGH
must be confirmed using other methods. FISH only can be used to analyze few syndromes in each essay - Applied to seek

1 healing.
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