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Age F VII:C Family Chromosome or

Bleeding manifestations

(Yr) (%) history genetic defects
I. Homozygous females
Morita 1971 60 <2 + Positive sex chromatin ecchymosis, dental and intramuscular bleed-
ing, hemarthrosis, postpartum hemorrhage
Joist 1977 53 5 + 46, XX briuse, epistaxis, gum bleeding, excessive
bleeding after trauma and sugery
Pietu 1988 66 3 + 46, XX ecchymosis, gum and intramuscular bleeding,

II. Heterozygous females with extreme lyonization

Afifi 1974 11 <1 - 46, XX
Lusher 1978 24 1-6 + 46, XX
5 <1 - 46, XX
10 2-3 + 46, XX
26 39 + 46, XX
12 2-8 + 46, XX
40 9 + 46, XX
70 <1 + 46, XX
Mannucci 1978 4 4* + 46, XX
III. Dominant inheritance**
Graham 1975 50 2 = 46, XX
30 4 + 46, XX
45 2 + 46, XX
IV. Chromosome or genetic abnormalities
Andrejev 1975 18 16 + 46, XY ; testicular
feminization
Samama 1977 10 <1 + 46, X, del (X)
q 21-qter
Gilchrist 1965 65 6 + 46, XX / XO
mosaicism
Windsor 1995 2 <1 - 46, XX, del (X) (q26?)

inv (q21? g25) two de
novo factor VIII

mutations : maternal

derived X chromosome

deletion and paternal
factor VIII inversion
mutation
Nilsson 1959 14/12 0.1 + 46, XX

menorrhagia, postpartum hemorrhage

briuse, hemarthrosis

hemarthrosis, intramuscular hematoma
bruise, hemarthrosis

bruise, hemarthrosis

bruise, hemarthosis

bruise, mild hemarthrosis but never received
replacement

menorrhagia, single hemarthrosis, excessive
bleeding after tooth extraction

ecchymosis, excessive bleeding after dental
procedur and intramuscular injection, spinal
cord hemorrhage

excessive bleeding after trauma

bruise, excessive bleeding after tooth extrac-
tion tonsillectomy, hematurian, menorrhagia
mild bleeding episode but never received
replacement

bruise

nasal and dental bleeding, hemarthrosis,
pseudotumor

no data
bruise, intramuscular and subcutaneous he-

matoma, hemarthrosis

soft tissue and intramuscular bleeding

bruise, intramuscular and nose bleeding

*  Identical twin's F VIII.C level was 36%

*x

Possible extreme lyonization of three-generation females from the same family
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Female Hemophilia
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Taneenat Treratvirapong***, Rachanee Parinayok****,

Pakaimas Pintadit*, and Phongjan Hathirat
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Abstract : A one-year and 7-month old girl with severe hemophilia A (F VIII.C < 1%) was reported.
She had two elder brothers who succumbed to excessive bleeding in early childhood. No other
relative with bleeding disorder or consanguinous marriage was known. The patient was also
diagnosed with Turner’s syndrome (45, X0). Through the linkage analysis on the intron 18 and 22
of factor VII gene, she inherited only the maternal X chromoscme without the paternal X
chromosome. Additionallv, Southern blot analysis of the inversion of intron 22 of factor VIII gene ,
which is commonly found in severe hemophilia A patient, was performed in the patient and her
parent. The result demonstrated that the patient had an inversion of intron 22 and her mother was
a carrier of inversion of intron 22. Therefore, the reported female hemophiliac patient had a Turner's
syndrome and inherited the hemophiliac gene of inversion of intron 22 on the X chromosome from
her hemophiliac carrier mother.

Key Words : ® Female hemophilia ® Hemophilia ® Turner's syndrome
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