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ABSTRACT

spherocytosis.

Hereditary spherocytosis (HS) is an autosomal dominant genetic hemolytic disease, characterized by reduced
deformability of red blood cells, leading to their premature destruction. Clinical manifestations vary according to
the severity of the disease and the type of genetic mutation, and commonly include hemolytic anemia,
splenomegaly, and elevated indirect hyperbilirubinemia. Gallstones are also frequently observed in affected
patients. We report the case of a 19-year-old female patient with moderate regenerative anemia, splenomegaly, and
a family history of hemolytic anemia. Complementary tests revealed gallstones, spherocytes on the blood smear,
elevated indirect hyperbilirubinemia, and marked reticulocytosis. The diagnosis was confirmed by increased red
blood cell fragility and the exclusion of other causes of hemolytic anemia. The standard treatment for moderate and
severe forms remains splenectomy, although management is often symptomatic. This case highlights the
importance of early diagnosis and personalized management to prevent complications associated with hereditary
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INTRODUCTION

Hereditary  spherocytosis (HS) is a commonly
encountered inherited hemolytic disorder, primarily
inherited in an autosomal dominant manner. HS is a
familial anomaly involving red blood cell (RBC)
membrane  proteins,  associated  with  reduced
deformability, increased fragility, and progressive
destruction of spherical cells. The clinical manifestations
in HS patients show evident heterogeneity.™

Hereditary spherocytosis (HS) is the most frequent cause
of congenital hemolytic anemia, with a prevalence of
approximately 1/2000 or 1/5000 in Europe, and 2043
cases reported over the past 36 years (1978 to 2013) in
China. There are no factual data on the prevalence in
Morocco. 2!

Clinical manifestations vary depending on the severity of
the disease and the type of genetic mutation. Most
patients with hereditary spherocytosis have a positive
family history. This disease should be suspected in any
young individual presenting with mild to moderate

We present a case of hereditary spherocytosis, focusing
on the role of routine laboratory tests in the diagnosis of
this disease.

CASE REPORT
The patient was a 19-year-old female.

MEDICAL HISTORY

e Personal: Chronic moderate
normochromic regenerative
splenomegaly.

e Family: Hemolytic anemia in her father and brother
of unclear etiology. The patient had been monitored
for 3 months for moderate regenerative anemia, and
was referred to hematology for better management.
Given the anemia, splenomegaly, and family history,
the hematologist ordered additional tests:

e Ultrasound revealed splenomegaly (16 cm) and
gallstones, but no hepatomegaly.

normocytic
anemia and

Immunohematology
e CBC: Hb 10.7 g/dl, MCV 90 fl, MCHC 34 g/dI,

anemia,  splenomegaly, and elevated indirect Platelets  253,000/mm:, WBC  9,550/mmg,
hyperbilirubinemia. Patients may also present with Reticulocytes 419,050/mm3

asymptomatic gallstones of unknown etiology. e  Blood smear: Numerous spherocytes
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o Red cell fragility test: Initial hemolysis 5.5%, final
hemolysis 4.5%

e PT:100%, aPTT (patient/control) ratio 1

e Direct Coombs test: Negative

e Hemoglobin Electrophoresis: HbA 96%, HbA2
2.6%

Biochemistry

e Bilirubin >100 pmol/L with predominance of
indirect bilirubin

e Folate: 2.50 ng/ml (reference: 3.1-20.5 ng/ml)

o Vitamin B12: 329 pg/ml (reference: 187-893 pg/ml)

DISCUSSION

Hereditary spherocytosis is one of the most frequent
causes of erythrocyte membrane disorders, accounting
for more than 70% of cases of hereditary hemolytic
anemia.”

Hereditary spherocytosis is suspected in cases of mild to
moderately regenerative anemia, splenomegaly, and
jaundice (indirect hyperbilirubinemia) in a young patient
with a family history of hemolytic anemia, with a sex
ratio of 1/2.°17 In our case, the patient exhibited this
clinical triad along with a positive family history.

Gallstones are present in approximately half of the cases
of hereditary spherocytosis.'®! Our patient had gallstones
on abdominal ultrasound.

The hemolysis workup revealed elevated indirect
hyperbilirubinemia, increased LDH, and decreased
haptoglobin, along with a red blood cell fragility test
showing decreased red blood cell resistance in the case
of HS.PIM This was true in our patient, with bilirubin
>100 pmol/L and a decrease in the red blood cell

fragility test (5.5% initial 4.5% final

hemolysis).

hemolysis,

Differential diagnosis of HS includes autoimmune
hemolytic  anemia  (AIHA), glucose-6-phosphate
dehydrogenase (G6PD) deficiency, pyruvate kinase (PK)
deficiency, and hemoglobinopathies (thalassemia and
sickle cell disease). These conditions should be ruled out
by a negative direct Coombs test, normal G6PD and PK
levels, and normal hemoglobin electrophoresis before
diagnosing HS.M2 This was confirmed by the
complementary test results in our case.

The diagnosis is confirmed by reticulocytosis and red
blood cell morphology, particularly the presence of
spherocytes on the peripheral blood smear, in the context
of a family history and clinical signs suggestive of the
disease.™ ™! In our case, the reticulocyte count was
12.66% (419,660 cellssfmm3) and numerous spherocytes
were present on the blood smear.

Splenectomy is considered the standard surgical
treatment for moderate to severe forms of hereditary
spherocytosis.™ This option may be proposed for our
case.

CONCLUSION

This case of hereditary spherocytosis underscores the
importance of early diagnosis in a young patient
presenting  with  moderate  hemolytic  anemia,
splenomegaly, and a family history of hemolytic anemia.
The results of complementary tests, including the
presence of spherocytes and reduced red blood cell
resistance, confirmed the diagnosis.
Gallstones, frequently associated with this condition,
were also observed. Splenectomy remains the treatment
of choice for moderate to severe forms. Early and regular
management is essential to prevent long-term
complications.
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