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Molecular Basis of the Hereditary Persistence of Fetal Hemoglobin (HPFH)
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[ Abstract] Hereditary persistence of fetal hemoglobin (HPFH) is a group of genetic syndromes with
normal blood test and the persistence of excessive Hb F (Fetal hemoglobin) in the adult red blood cells.
Most carriers of HPFH have no clinical symptoms. HPFH has a high degree of genetic heterogeneity. The
molecular mechanisms of HPFH involve in abnormal expression of Hb F caused by genetic defects of beta-
globin gene cluster on 11pl5. Recently, several studies revealed that HPFH has characteristics of
quantitative trait loci (QTL). The mechanism of HPFH may not only be limited to genetic defects within
the beta-globin gene cluster, but also be related to abnormalities in multiple loci, including QTL6q23 and
QTL2pl5. Through exploring the expression and regulation mechanisms of globin gene regulation
network, a new gate for studies on the treatment of sickle cell anemia and thalassemia has been opened.
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