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VWF:Ag: von Willebrand factor antigen
viWD: von Willebrand’'s dissase

WHO : World HMealth Organization
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INTRODUCTION AND AIM OF THE

WORK

Hemophilia A (classic hemophiiia) 1is the commonest of
tne genetic coaguiaticn defects. It is due to the functional
deficiency of Tactor vIII coagulant activity (VIII:C). The
ciinical severity of the disease usually correiates with Lhe
tevel of VIII:C, zne spectrum of defects ranging from ~iid

to savere (Forbes and Madhok, 1991},

Hemoph ' ia A s i‘nnherited ae an X-chromosome 1linked
discrder and thus Tim tod aimost exciusively to males. Al]
the sons of affected hemophilic males are normal while all

tneir dausghters are obligatory carriers of the factor vIII

9]
4

detect. Sons of female carriers have a 50 percent chance o

hters of carriers have z 82 parcent

1

ze-nz affected white 3

n

"l

u !

chance of being carriers themselves (Roberts and Jones,

Descite the great advance in treatment of hemooh:i’-acs,
the disease stil] is a serious one that has profound
‘mpl:cations on  tne individual affected, his family ang

society 1n general (Markova et al., 1888).
Detection of carriers is an important aspect of genet-c

counselling  1In namonhiila A and hnas received special

attent-orn in the last decade particular’y as prenatal

Central Library - Ain Shams University



diagnosis of hemophiiia 1s starting to be successfully
avajilable, though in few centers (White and Shoemaker,

1989).

Recently, methods that determine the genotype of
carrijers directly from their DNA have been available
(Lillicrap et al., 1887). However, in view of the inherent
timitations of these DNA methods, there is still a place for
the conventional methods which use the laboratory bioaasay
data to detect carriers of hemophilia A (Graham et al., 1985

and wWhite and Shoemaker, 138%).

This work aimed to introduce, in our laboratory, a
metacd for detection of hemophilia A carriers among
Egyptians. This method is based on simultanecus evaluation
of VIII:C and vWF:Ag measurements in combination with

genetic risk estimated from pedigree analysis.
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Narmal female

Carriar female

SECTION TI-: FACTOR WVIII AND
HEMOPHILIA A

MAGNITUDE OF THE PROBLEM OF
HEMOPHILTIA A
Hemophilia A (classic hemophilia) 1is a hereditary
bleeding disorder that is due to defective and/or deficient
FYIII molecule (Roberts and Jones, 1990). It is known to be
g worldwide disorder without ethnic or geocgraphic
limitations (Graham, 1978). It occurs almost exclusively in
males. It has an estimated incidence of 1 1in svery 10000

male births (Antonarakis et al., 1987).

The inheritancc pattern of hemophilia A s shown in

table (1)},

Table 1): Inheritance Patterns for Hemophilia A

Hemophilic male

xh Y
X X Xh X Y
{Carrier female) {Normal maie)
X X xh XY
(Carrier female) {Normal male)

Normal male

X Y
Xh Xt X Xnoy
(Carrier female) (Hemophilic male)
X X X XY
{Normal female) (Normal male)

X = normal X chromosome
X" = azbnormal X chromosome with hemophilic gene.
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