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[Abstract]  Objective To investigate the molecular diagnosis of a rare heterozygous family with

hemoglobin variantHb Phnom Penh and to explore the clinical features of this hemoglobin variant. Methods
Blood routine and hemoglobin electrophoresis were used to analyze the hematologic indicators of fresh

peripheral blood samples of members. PCR- flow fluorescence hybridization and gene sequencing method

were used to carry out gene diagnosis. Amniotic fluid cells were collected for prenatal diagnose. Results

The clinical phenotype of the proband in this family was normal. Only HbA2 decreased slightly and no

abnormal hemoglobin was observed. The proband sequence analyses identified this in-frame mutation at

codons 117/118 (+ATC) in exon 3 of the al-globin gene. Other family members with the Hb Phnom
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Penh heterozygous were similar to the clinical phenotypes of the proband. Conclusion
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Hb Phnom Penh

heterozygotes showed no thalassemia phenotype; and hemoglobin electrophoresis showed no abnormal

hemoglobin band. The discovery of this point mutation enriched the (-globin hemoglobin variant spectrum

in Chinese population, and provided reference for the clinical diagnosis and genetic consultation of

abnormal hemoglobin disease.
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