
■ DIAGNOSIS
Heterozygous β thalassemia, also known as β thalassemia trait and
β thalassemia minor, has mild or no anemia but
microcytic/hypochromic erythrocytes with minimal or no increase in
reticulocyte count. After recognizing these hematologic abnormalities
and excluding iron deficiency, finding an elevated level of HbA2 and
perhaps HbF by HPLC is sufficient to establish this diagnosis. The
hematologic characteristics of this heterozygous carrier state are
listed in Table 98-4. Sometimes, the spleen is enlarged. Before
genetic counseling and antenatal diagnosis are considered after
carrier identification by red cell indices and quantitation of HbA2, the
thalassemia-causing mutation should be identified. This is the key to
preventing homozygotes or compound heterozygotes with
transfusion-dependent thalassemia.

TABLE 98-4 β Thalassemias

The more severe forms of β thalassemia are hemolytic anemias
with hypochromia, microcytosis, reticulocytosis, marked
anisocytosis, and poikilocytosis with variable numbers of circulating
nucleated red cells (Fig. 98-5).


