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[Abstract] Objective To evaluate the role of combined detections of routine blood test, serum
iron and hemoglobin electrophoresis in screening thalassemia in non- high incidence area. Methods
Peripheral blood and serum samples of 1 000 outpatients from the department of hematology and the
department of gynecology and obstetrics were obtained. Common mutations of thalassemia were detected
by using GAP-PCR and reverse dot blotting, and Sanger sequencing was performed to discover rare
mutations of a- and - thalassemia. Routine blood test, serum iron and hemoglobin electrophoresis were
also performed for every patient. Results Among 1 000 samples, 225 (22.5% ) are detected as o-
thalassemia, 403 (40.3% ) B-thalassemia and 15(1.5% ) composite thalassemia. Among 225 a-thalassemia
patients, 28 were silent, 138 were intermedia, and 59 were HbH disease. Of 403 B-thalassemia, 390 were
carriers, 7 were double heterozygote, and 6 were homozygote. In all samples, there were 357 patients
detected with no common mutations, 38 patients had higher result values for both MCV and MCH and none
detected with thalassemia gene. There were 48 patients who had higher serum iron but normal or lower
MCYV, 42 of them (87.5% ) had thalassemia gene. Furthermore, 38 patients showed abnormal hemoglobin
electrophoresis, 35 of them were HbH disease, while the other 3 were HbF- related thalassemia. Five
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patients showed abnormal hemoglobin electrophoresis, lower MCV and MCH, as well as higher serum iron,
had no frequent mutation but rare ones. Conclusion Patients with higher MCV and MCH can mostly be
excluded to have thalassemia, while higher serum iron represents thalassemia possibility and can provide a

preliminary indication of thalassemia type, and last but not least abnormal hemoglobin electrophoresis
indicates the disease. It is recommended to further carry out sequencing of rare mutations for those who had
abnormal results in the combined screening, and detected with no frequent mutation. Combination of these
three examinations can improve the detection efficiency of patients with thalassemia.
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GES HEA GEARIH A PR
wHi -SEA 199 99.5
-0 63 31.5
-0t 17 8.5
o 10 5.0
o% 6 3.0
o 24 12.0
B CDI14-15 3 1.5
CD17 80 40.0
28 17 8.5
CD27-28 8 4.0
CD41-42 141 70.5
IVS- 1 -1M 1 0.5
IVS- I -5M 2 1.0
IVS-11-654 163 81.5
CD26(B") 3 1.5
CD43 2 1.0
CD71-72 12 6.0
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PR E AT 7 364+14° 243431 3.0+45 30.5+4.7
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