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Genotype and clinical phenotype of 124 patients with hereditary coagulation factor V[ deficiency
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Abstract: Objective To investigate the genotype, clinical phenotype and the relationship between 124 patients
with hereditary coagulation factor VI (FV[) deficiency. Methods  All clinical data on hereditary FV[ deficiency frome
1981 to 2019 were collected from the Pubmed, China National Knowledge Infrastructure(CNKI) , Weipu Chinese Sci-
ence, Technology Journal Database and Wanfang Date Knowledge Platform and Chinese Biomedical Literature Databse
(CBM) ,and 124 cases of the clinical data meeting the criteria were selected for retrospective analysis. Results There
were 57 FVWI gene mutations in 124 patients with hereditary FV[ deficiency, the high-risk bleeding genotypes
were Arg304Trp, Thr359Met, His408Gln,IVS5-1G> A, Arg277Cys, Argl52Leu, Tyr128Cys, Arg364Gln, 27/
28delCT,11520/11521insT,11487-9CCCdelC,26/27delTC. For homozygous patients, the genotypes of central
nervous system bleeding were IVS5-1G> A,IVS6-1G > A; the genotypes of gastrointestinal bleeding were
1VS5-1G>A, Thr359Met, 27/28delCT; the genotypes of joint hematoma were 26/27delTC, Tyr128Cys. The
degree of bleeding was related to different zygosity of genes(P =0. 040),and the degree of bleeding between
heterozygous and homozygous patients was statistically significant (P =0. 036). The degree of bleeding was
not related to PT and FVW[ :C (P =0. 320,0. 326). Conclusion There were 57 FV[ gene mutations and 12 high-
risk bleeding genotypes for hereditary FV[ deficiency in China. The degree of bleeding was related to zygosity.
The bleeding degree of heterozygous patients was mild, while homozygous patients was severe. The degree of
bleeding was unrelated to PT and FVI :C levels.
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