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Variations in the presentation of sickle cell βββββ thalassaemia–a report of
two cases

Introduction
‘Sickle cell disease’ encompasses a range of

haemoglobinopathies, which result in the formation of sickle
haemoglobin (HbS) due to the inheritance of a sickle
haemoglobin gene (βs). It includes sickle cell anaemia (βsβs),
sickle cell trait (ββs) and the many compound heterozygous
states of βs [1].Sickle β thalassaemia is one such condition.
It results from the co-inheritance of a βs gene from one
parent and a β thalassaemia gene from the other.

This disease runs a variable clinical course. At one
end of the spectrum is a crippling haemolytic anaemia, with
severe exacerbations, and at the other end is a mild disorder,
often found  by chance [2,4]. The reasons for these remarkable
differences in phenotypic expression are only partly
understood. They include the level of fetal haemoglobin
(HbF), co-inheritance of α thalassaemia and other genetic
variants, climate, and probably of most importance,
socioeconomic factors such as the availability of early
treatment for infections [3]. We report two cases of sickle β
thalassaemia with very different phenotypes.

The first patient is a 22-year old girl from Akkaraipattu
who presented with episodes of severe bone pain and
jaundice since childhood. She was pale, mildly icteric and
had moderate splenomegaly. Her parents and only sibling
were well. A diagnosis of sickle β+ thalassaemia was made
following high performance liquid chromatography (HPLC).
A family screen showed her mother and sister to have sickle
cell trait, and her father a β thalassaemia trait. The patient
continues to suffer from recurrent episodes of 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 parents and

sibling were well. She too was confirmed as having sickle
β+ thalassaemia. Family screening revealed her mother and
brother to have sickle cell trait, and her father a β thalasaemia
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 difference in the
clinical course? A closer look at their genetic make up may
have shed some light. However, we feel that a more tangible
explanation is available. The only significant difference
between the two patients was 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(x1012/L)   3.56 4.3
MCV(fL) 71.2 64.7
MCH(pg) 22.6 20.7
MCHC(g/dL) 31.8 32.0
RDW(%) 18.8 20.2

Hb quantification
HbA (%) 4.4 4.5
HbA2 ( %) 8.1 7.6
HbF (%) 21.1 17.7
HbS (%) 63.5 68.4
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Introduction
Metanephric adenoma is a rare benign tumour of the

kidney, recently recognised as a unique pathological entity
which is radiologically indistinguishable from malignant
renal tumours. Inability to achieve a precise preoperative
diagnosis could lead to a radical surgical approach for
this benign tumour with an excellent prognosis. Only a
few cases are reported worldwide, and we document the
first case in Sri Lanka.

Case report
A 32-year old man presented with episodic vague

left loin pain without urinary symptoms. Ultrasonography
and CT scan of the abdomen demonstrated a well
circumscribed hyper-echoic solid mass in the left kidney
without perinephric or intra-calycial extension (Figure 1).
The radiological diagnosis was renal carcinoma and the
patient had a  radical nephrectomy.

The resected specimen showed well encapsulated
tumour measuring 5 x 5 x 3 cm with cystic, necrotic and
haemorrhagic areas. Microscopy revealed a well
circumscribed tumour composed of solid sheets, glandular
forms and papillary forms consisting of small, uniform,
ovoid-to-round cells, with scanty cytoplasm and
hyperchromatic nuclei. No mitoses were noted. Large areas
of necrosis, haemorrhages and psammoma bodies were
present (Figure 2). Features were compatible with a
metanephric adenoma. It is a rare benign renal tumour which
was initially thought to be a tumour of epithelial origin but
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Metanephric  adenoma  mimicking renal cell carcinoma

Figure 1. CT scan. longitudinal (A) and transverse (B) views
showing metanephric adenoma as a well circumscribed
hyper-echoic mass arising from left kidney.

1MN Tudawe, 2NB Senadheera and 2LV Gooneratne, 1Consultant Haematologist, 2Registrar in Haematology, National
Hospital of Sri Lanka, Colombo.
Correspondence: MNT, e-mail: <malant@sltnet.lk> (Competing interests: none declared). Received 5 April 2005 and
accepted 27 June 2005.

daughter of two educated parents who were well informed.
The second patient with less symptoms was the daughter
of the necessity for early and vigorous treatment of even
minor infections and prevention of dehydration. They also
had a significant financial and geographical advantage over
the first family when it came to receiving medical care. The
parents of the first patient were physically less able, from
a much poorer socioeconomic background and had very
little insight with regard to the disease. We therefore stress
the importance of socioeconomic factors and proper
patient education in the management of patients with sickle
cell disease.
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is now considered as an embryological and nephroblastic
renal tumour [1, 2].

Although benign, metanephric adenoms share some
features with Wilms’ tumour. Studies on immuno-
histochemical staining patterns of both tumours reflected
developing nephrons. Metanephric adenoma differs from
renal cell carcinoma as gains in chromosomes 7 and 17 and
loss of the Y chromosome found in renal cell carcinoma seem
to be  absent in metanephric adenoma [4]. Most are detected
incidentally; other clinical presentations include flank pain
with or without fever, haematuria, palpable mass and
polychythaemia in adults [3, 5] .

Because of its benign nature it is important to
differentiate metanephric adenoma from Wilms’  tumour,
low grade renal cell carcinoma, and other benign tumours


