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Abstract: Objective To analyze the genotype distribution and hematological characteristics of a popula-
tion with rare thalassemia in Huadu area of Guangzhou. Methods A total of 33 014 blood samples of thalasse-
mia gene detection in Huadu Maternal and Child Health Hospital of Guangzhou from January 2017 to June
2022 were selected Gap-polymerase chain reaction Sanger sequencing technology and multiplex ligation-de-
pendent probe amplification were used to detect the a and -globin genes of the samples,and statistical analy-
sis were performed to the hematological parameters of rare thalassemia genotypes. Results Among the 33 014
subjects, 188 samples were suspected to be rare thalassemia genotype mutation,and 94 samples were finally
diagnosed as rare thalassemia genotype. The detection rate of rare thalassemia genotype was 0. 28%
(94/33 014). A total of 46 samples of rare a-thalassemia genotypes,11 kinds of mutation were detected, which
included Hong Kong type thalassemia gene(HKaa) /aa,—""*/HKoaa,-a"*/HKaa, Thai-style thalassaemia gene
(—"™) /aa, Fusion gene /aa,CD40,1VS [[-55 and so on, A total of 48 cases of rare B-thalassemia genotypes,8
kinds of mutation were detected.which included the Chinese “y" (*y3B)° thalassemia,the Southeast Asian he-
reditary persistent fetal hemoglobin (Hb) (SEA-HPFH),-90, CD37 and soon. Mean corpuscular volume
(MCV) and mean corpuscular hemoglobin(MCH) content of —***/HKaa and —-""*"/aa were decreased, HbA,
level was normal or decreased, MCV and MCH of the « -fusion gene were critical and HbA, level was in nor-

mal range. MCV and MCH were decreased while HbF level was increased when heterozygotes and its compos-

ited =" /aa of Chinese 7" (*vd8)" and SEA-HPFH ., HbA, of Chinese “y" (*Y88)° was normal, while HbA,
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of SEA-HPFH was increased. Conclusion The genotype of rare thalassemia is complex and diverse in Huadu

area of Guangzhou,and its hematology has its own characteristics, which can enrich the mutation spectrum of

thalassemia in this region and play a positive guiding role in the genetic counseling and prenatal diagnosis of

rare thalassemia.
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