To the Editors:

Variations in the presentation of sickle cell B thalassaemia—a report of

two cases

Introduction

‘Sickle cell disease’ encompasses a range of
haemogl obinopathies, which result intheformation of sickle
haemoglobin (HbS) due to the inheritance of a sickle
haemoglobin gene (B°). Itincludessicklecell anaemia (BB°),
sicklecdll trait (%) and the many compound heterozygous
statesof 5[ 1].Sickle 3 thalassaemiaisone such condition.
It results from the co-inheritance of a 3° gene from one
parent and a3 thalassaemia gene from the other.

This disease runs a variable clinical course. At one
end of the spectrumisacrippling haemolytic anaemia, with
severeexacerbations, and at the other endisamild disorder,
oftenfound by chance[2,4]. Thereasonsfor theseremarkable
differences in phenotypic expression are only partly
understood. They include the level of fetal haemoglobin
(HbF), co-inheritance of o thalassaemiaand other genetic
variants, climate, and probably of most importance,
socioeconomic factors such as the availability of early
treatment for infections[3]. Wereport two cases of sickle
thalassaemia with very different phenotypes.

Thefirg patientisa22-year old girl from Akkarai pattu
who presented with episodes of severe bone pain and
jaundice since childhood. Shewas pale, mildly icteric and
had moderate splenomegaly. Her parents and only sibling
werewell. A diagnosisof sickle 3* thalassaemiawas made
following high performanceliquid chromatography (HPLC).
A family screen showed her mother and sister to havesickle
cell trait, and her father a3 thalassaemiatrait. The patient
continuesto suffer from recurrent episodesof painful crisis.

The second patient is an 8-year old girl from
Ambalanthota who presented with an episode of severe
leg pain. She had moderate splenomegaly. Her parentsand
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sibling werewell. Shetoo was confirmed as having sickle
[3* thal assaemia. Family screening revealed her mother and
brother tohavesicklecdll trait, and her father a3 thalassemia
trait. Two years after diagnosis, she remains without any
significant vaso-occlusive symptoms.

Discussion

The two patients had very different clinical courses
in spite of having the same diagnosis. Both patients had
very similar haematological indices (Table 1). Neither
required blood transfusion. Why then the differencein the
clinical course?A closer look at their genetic make up may
have shed somelight. However, wefed that amoretangible
explanation is available. The only significant difference
between the two patientswas their socioeconomic status.

Table 1. Red cell indices and haemoglobin quantification
results of the two patients

Patient 1 Patient 2
Red cell indices
Hb(g/dL) 8.1(Low) 8.9 (Low)
RBC(x10%/L) 3.56 43
MCV(fL) 71.2 64.7
MCH(pg) 22.6 20.7
MCHC(g/dL) 318 32.0
RDW /(%) 18.8 20.2
Hb quantification
HbA (%) 44 45
HbA2 (%) 8.1 7.6
HbF (%) 211 17.7
HbS (%) 63.5 68.4
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daughter of two educated parentswho werewell informed.
The second patient with less symptoms was the daughter
of the necessity for early and vigorous treatment of even
minor infectionsand prevention of dehydration. They also
had asignificant financial and geographical advantageover
thefirst family whenit cameto receiving medical care. The
parentsof thefirst patient were physically lessable, from
amuch poorer socioeconomic background and had very
littleinsight with regard to the disease. We therefore stress
the importance of socioeconomic factors and proper
patient education in the management of patientswith sickle
cell disease.
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