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Resumo

A inclusdo das hemoglobinopatias nos programa na-
cional de triagem neonatal levantou questdes sobre o di-
agnostico e conduta de orientacdo em todo o pais. Dessa
forma, o presente trabalho teve por objetivos estabelecer
os parametros laboratoriais para identificar as formas
talassémicas em neonatos e contribuir para o conheci-
mento da genética, biologia molecular e interferentes na
expressao fenotipica das hemoglobinopatias mais freqiien-
tes na regido noroeste do estado de Sdo Paulo. Através da
comparagao de metodologias de coleta de sangue, obser-
vou-se que as amostras de corddo possibilitaram a
deteccao de Hb variantes e talassemias, enquanto que as
coletas em papel filtro, permitiram detectar apenas as Hb
variantes. Para os métodos de andlise laboratorial obser-
vou-se que, além dos métodos de IEF e HPLC, a eletro-
forese em pH alcalino com sistema automatizado também
foi eficiente, possibilitando a detec¢do de Hb variantes.
OS testes comparativos reproduziram as condicdes de

coleta dos servigos de referéncia que ndo favorecem o
diagnostico das talassemias. Para o processo de orienta-
¢ao familiar e confirmag@o dos casos de hemoglobinopatias
observou-se a associacdo de métodos de diagnostico
laboratorial permitiu confirmar Hb S e Hb C, sem necessi-
dade de andlise molecular. No caso de resultados discor-
dantes entre as metodologias iniciais de rastreamento a
biologia molecular deve ser utilizada. e a escolha depen-
dera da alteracdo a ser diagnosticada. A freqiiéncia de
hemocromatose foi de 20% na populacao geral e 15,82%
entre os individuos com talassemias. Os resultados obti-
dos para hemoglobinopatias e hemocromatose heredita-
ria evidenciam a necessidade de discussdo pelos orgaos
de saude sobre a associagdo dessas alteragdes, que po-
dem levar a complicagdes pela sobrecarga de ferro no or-
ganismo. A confirmagdo diagnostica das alteragdes en-
contradas mostrou-se necessaria, pois foi possivel detec-
tar interagdes entre diferentes hemoglobinopatias e
intercorréncias que podem interferir no diagndstico das
mesmas, contribuindo para a melhoria da satide e qualida-
de de vida da populacao.

Abstract

The inclusion of hemoglobinopathies in national
newborn screening programs raised questions about the
diagnosis and conduct in counseling in the entire country.
Thus, this work aimed at establishing laboratorial
parameters to identify the thalassemic forms in newborn
babies and to contribute to the knowledge of genetics,
molecular biology and interfering factors in the most
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common phenotypic expression of hemoglobinopathies
in the northwestern region of Sdo Paulo State. By
comparing the methods used in the collection of blood, it
was observed that cord blood samples enabled the
detection of Hb variants and thalassemias, whilst samples
collected on filter paper allowed the detection of Hb
variants only. For the methods of laboratorial analysis,
apart from the IEF and HPLC methods, alkaline
electrophoresis using an automated system was also seen
to be efficient, enabling the detection of Hb variants. The
comparative tests reproduced the collection conditions
of the reference services, which do not favor the diagnosis
of thalassemias. For the family counseling process and
confirmation of the cases of hemoglobinopathies there
was an association of laboratorial diagnostic methods that
enabled confirmation of Hb S and Hb C without the
necessity of molecular analysis. In the case of discordant
results between the initial screening methodologies,
molecular biology must be used. The frequency of
haemochromatosis was 20% of the population and 15.82%
of individuals with thalassemias. The obtained results for
hemoglobinopathies and hereditary haemochromatosis
demonstrate the necessity of discussions among health
organizations about the association of these alterations,
which can lead to complications by the overload of iron in
the system. Diagnostic confirmation of the evidenced
alterations was seen to be necessary, as it was possible to
detect  interactions between the  different
hemoglobinopathies and incidents, which might interfere
in their diagnoses, thereby contributing to the
improvement in health and the quality of life of this
population.
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