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A Pedigree Analysis of Weakened Erythrocyte B Antigen Caused by a ¢.204-1G>A
Mutation in the Proximal Splicing Region of Intron 4 of the ABO+B.01 Allele
LIU Jiancheng, YANG Jie (Department of Blood Group Reference Laboratory, Ningxia Blood Center, Yinchuan 750011, China)

Abstract: Objective To accurately identify the ABO blood group of a blood donor with inconsistent positive and negative ABO
blood group typing and his family members, and to elucidate the molecular mechanism underlying this inconsistent positive and
negative ABO blood group typing. Methods ABO blood groups of the proband and the family members were identified by serolog-
ical method. The full-length ABO gene was sequenced and analyzed using third-generation single-molecule sequencing technology
to identify mutation sites. Results The proband and his mother exhibited the Bel subtype, while his son exhibited the ABel subtype.
All three individuals carried a mutation (c.204-1G>A) in the proximal splicing region of intron 4 of the ABO+*B.01 allele. The pro-
band's father and daughter were both O-type. Pedigree analysis showed that the proband inherited the ¢.204-1G>A mutation from his
mother and subsequently passed it to his son. Conclusions The ¢.204-1G>A mutation in the proximal splicing region of intron 4 of
the ABO=*B.01 allele results in decreased expression of the B antigen on the erythrocyte surface in the proband.
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