55178 5 0 B RIUH & Vol.17 No9
20154E9 A Chin J Contemp Pediatr Sep. 2015

doi: 10.7499/j.issn.1008-8830.2015.09.003

7 AN MLAEHE A 5 Z Ak RS I A R 8 53 B

Ripsh ' Huk' BT ARG’

(1. JBEARFE—HWEERILE, 7B dT 530021;
2. B RFEMEER, Hd &M 421000 )

[WE] BH WCSEAREMETF (FVID) FEEEARA, THREERESIERERBG KR,
FiE KT AR FR A TS E A B g S [R) CAPTT ) A&k am - INEE S5 3 4 (F VIL:C) K&, FoR
FH PCR X 7 AN MR A RRBEIATNE T 22,0 WA 1 BRI, 08I0 45 5 BA P 2 3 o) FH Bl
P S D G AR Y JE X R R A S A AT AR A S I S, R 8 Bl AR A ¥ APTT
91.6~131s, FVIL:C 2y 0.8%~2%, FEPIRGMES A TR 8 (il f 3 vh A L 5 22 {86, Ak 1 6 & 1 I
AT BINACH A B, SR 5 R, Hohoe B TAMNE T 14, 1 B TAMNE T 23, PRI AR ;
A 1B TS p His1202LeufsX 16 (¢.3666delA ) , SR ZRMHRAL , ik F AT XS0 T4+
14, #7748 p.His1202LeufsX 16 H R A5 T F IR E 582855040 P .
[ MEL/RILRIZE, 2015, 17 (9) : 903-907 ]
[REIR ] /s A; JERAL IR pRERA

Relationship between genotypes and clinical phenotypes in patients from 7
hemophilia A families
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Abstract: Objective To study the mutation types of factor VIII (FVIII) gene in patients from 7 hemophilia A (HA)
families and the relationship between FVIII gene mutations and clinical phenotypes. Methods A total of 8 patients
from 7 HA families were recruited. The activated partial thromboplastin time (APTT) and factor VIII coagulant activity
(VIII:C) in these patients were measured. Polymerase chain reaction (PCR) was performed to analyze FVIII gene intron
1 and 22 inversions. For patients without the FVIII intron inversions, direct sequencing was performed to determine
their mutation types and other related members of their families were also tested by PCR and sequencing to analyze
the corresponding mutation sites. Results  The ranges of APTT and VIII:C of the 8 patients were 91.6-131 seconds
and 0.8%-2%, respectively. FVIII gene intron 22 inversion was not detected, while intron 1 inversion was detected in
one patient. There were 5 types of mutations in FVIII gene detected in the remaining 7 patients, including 6 patients
with mutations in exon 14 and 1 patient with mutation in exon 23; all of the 5 types of mutations were single nucleotide
mutations. Among the detected mutations in FVIII gene, p.His1202LeufsX16 (c.3666delA) detected in one patient was
found to be a previously unreported mutation in FVIII gene. Conclusions FVIII gene exon 14 is a hot-spot mutation
region and p.His1202LeufsX16 is found to be a novel mutation in FVIII gene.

[Chin J Contemp Pediatr, 2015, 17(9): 903-907]
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