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A case of congenital afibrinogenemia and literature review

Summary The clinical data of a family with congenital afibrinogenmia were collected and analyzed respective-

""" ¢ C were detected in one pedigrees. The ac-
tivity and antigen of plasma fibrinogen (Fg) were analyzed by Clauss and immunoturbidimetry methods, respective-
ly. The sequences of all the exons and exonintron boundaries of the three Fg genes FGA,FGB and FGG were am-
plified by PCR and the Sanger dideoxy chain-termination method. The proband presented frequently with episodes
of subcutaneous bleeding.gum bleeding and epistaxis from a child. The proband's parents were all asymptomatic,
never had any bleeding tendency or experience of thrombotic complications,and their coagulation routine tests were
either normal. The proband had normal FW[I,FIX .FX[,FXl activity,but prolonged APTT,PT and TT. No Fg was
detected in the plasma of the proband. A homozygous C to T mutation was found in the two cases at nucleotide 448
in exon 4 of FGA gene,resulting in a null mutation which encoded severely truncated alpha-chains owing to its pre-
mature termination at the Gln 150 codon. The proband's father and mother were heterozygous. The Gln (CAG)-150

stop (TAG) nonsense mutation in FGA gene is a novel genetic defect of congenital afibrinogenemia in the family.
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