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Gene diagnosis of hereditary coagulation factor V and VIl deficiency
Wang Anyou Liu Xin Wu Jingsheng et al
( Dept of Hematology Affiliated Provincial Hospital of Anhui Medical University Hefei 230001)

Abstract Objective To analyze gene diagnosis of the 2 cases with inherited coagulation factor V and VI defects
( F5F8D) . Methods Routine coagulation function test was used by APTT PT FV and FVII: C methods; Se-
quencing analysis all exons of LMANI and MCFD2 genes were detected by PCR method. Results In patient 1
APTT and PT were 78.7s 21.1s; FVII: C and FV dropped to 23. 8% 6% respectively; the existence of a homo—
zygous mutation of 242 A > C was detected in exon 3 of MCFD2 gene which led Asp81 mutation to Ala. In patient
2 APTT and PT were 78.5s 19.6s FV and FVII: C were 24.8% 9. 6% respectively; the exon 12 of LMAN1
gene had homozygous deletion in 1456GTG which caused 486Val deletion. Conclusion Two new MCFD2 and
LMANTI mutations are first reported in the world resulting in two different clinical phenotypes of hereditary coagula—
tion factor V and VI deficiency.
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