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Editorial

Sickle cell disease - a serious problem
for public health worldwide

Clarisse Lobo

Sickle cell disease is recognized as a serious public
health problem worldwide, with a major impact on morbidity
and mortality of the population affected by the disease.”

In the 1980s, a large multicenter study demonstrated
that early introduction of penicillin in newborns with sickle
cell anemia significantly impacted on their natural history
thereby reducing mortality in the first five years of life.
This finding led to the introduction of hemoglobin S in
neonatal screening programs in many countries worldwide
depending on the ethnic composition of each population.

Years ago in Brazil, the disease was recognized by
health professionals as highly prevalent.®> The problem
was also recognized by the Ministry of Health, which, since
2001, introduced phase II of the Brazilian program of
neonatal screening, with the goal of identifying individuals
with sickle cell disease.

The first studies on prevalence in Brazil showed that
there was a necessity of organizing a monitoring system for
patients and the policy of 'Comprehensive Care for People
with Sickle Cell Disease' was established.” This policy,
conceived in Brazil, is being implanted with the participation
of all the States of the country that are already performing
phase II screening.

Basically composed of two guiding principles, the
project initially aims to train all healthcare professionals,
with the creation of a hierarchical network to look after
individuals with the disease and decentralize the care of
patients with low complexity by inserting them into the
primary care system. The other guiding principle relates
to complete access to diagnostic and therapeutic resources
focused on prevention and treatment of complications.
Hence, Brazil — which already had since 2002, a government
ruling® that defined criteria for the use of hydroxyurea
within the government healthcare system (SUS) — now,
through this legislative pronouncement in 2010, expanded
the criteria thereby placing the country among the most
advanced in terms of access to this drug.® Through public
consultation, the inclusion criteria, published in one issue
of this journal, were supported by the scientific
community.('?

Despite the wide range of indications, hydroxyurea is
still underused in Brazil. We believe that the reason for this
is because of rejection by both professionals and patients
as it is primarily a chemotherapy drug for life-long use. This
rejection also occurs in other countries and can only be
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reversed through ongoing education of patients and the
medical community.

The policy of comprehensive care highlights a need
for the inclusion of transcranial Doppler (TCD) one of the
examinations offered by the government healthcare system.
Hence, a meeting of hematologists and neurologists from
various regions of the country was held in Rio de Janeiro in
May 2010, with the goal of developing criteria for the use of
TCD in Brazil. These guidelines — based on the TCD study
published in 1999 by Dr. Robert Adams'" — will be adopted
as another norm of the Ministry of Health that will be
launched in November 2010.

Although screening was developed for the early
diagnosis of individuals with sickle cell disease, there is a
necessity of identifying sickle cell trait carriers. This is a
benign condition with no impact on public health but with
significant epidemiological importance that corresponds to
individuals that are heterozygous for A and S genes.
Subsequently genetic counseling should be provided for
these individuals by primary healthcare professionals. Again
this stresses the issue of training professionals in the
government healthcare system to address health issues
related to the S gene. The benign nature of the sickle cell
trait must be explained to carriers.

The S gene originated in equatorial Africa (where it is
present in up to 30% of the population) as a genetic
modification, which is considered a positive adaptation,
since it seems to protect heterozygous carriers (AS) from
death due to Plasmodium falciparum. Its prevalence in
some countries has been estimated prospectively through
the results of neonatal screening programs.?

In the 1940s, one of the first Brazilian epidemiological
studies was carried out by Maia de Mendonga in soldiers to
determine the frequency of the S gene.!¥ Since then, several
reports from different regions of Brazil followed. In 1987,
Naoum et al. published a major work of population screening
in which 55,217 individuals were enrolled in 40 Brazilian
cities.!¥

Subsequently, Brazilian studies on the prevalence of
the sickle cell trait among blood donors corroborated data
obtained from other healthy populations and showed, once
again, great heterogeneity in the distribution of the gene.('>'?

More recently, neonatal screening has been fulfilling
the role of determining more precisely the epidemiological
profile of the sickle cell gene in Brazil. Due to the racial mix
in Brazil, this prevalence is strongly related to the percentage
of African descents in each region, varying from 1/80
individuals in Rio Grande do Sul to 1/22 in Rio de Janeiro.'”
In electrophoresis of sickle cell trait blood samples, HbS
represents 30% to 40% of the total hemoglobin but carriers
present no significant clinical or laboratory manifestations.
Life expectancy and overall mortality are not affected and
there is no evidence that any limitation or treatment should
be instituted in these individuals."®

Reports of sudden death in sickle cell trait athletes
and recruits undergoing strenuous exercise, supposedly
due to the heterozygosity, was later identified as being
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related to inadequate physical conditioning and other
previously undetected diseases.!"”

Consequently since 2007, Brazil has guidelines for sickle
cell trait individuals in respect to sports and military
activities.?” The establishment of these Brazilian guidelines
represented another step forward in the treatment of sickle
cell disease in Brazil by reducing the invisibility of this large
group of Brazilians.

By the way, invisibility is notable the history of sickle
cell disease in the Americas. Remember that the first report of
the disease occurred only in 1910@) — two centuries after the
arrival of the first carriers of the S gene. This year we
commemorate 100 years since the description of that first
case and we emphasize the importance of following the
construction of an effective public healthcare policy to treat
sick individuals through the government healthcare system.
At least, we have an obligation to properly counsel sickle
cell trait carriers as they must know their genetic heritage.
Thus we again stress the need for training of the healthcare
professionals responsible for this counseling for them to
provide the correct genetic information, without myths or
omissions. Inappropriate approaches can lead to
stigmatization, which is the arbitrary creation of a negative
social identity which, in turn, leads to strong sanctions against
those who are stigmatized, in particular in the evolution of
humanity.
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