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Mutation analysis is an essential strategy in the genetic counselling of sporadic

haemophilia B families
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Table 1. RFLPs analysis and carrier status assessment by mutation characterization in 12 sporadic haemophiliac’s mothers and 14 related

at risk females.

Informativity

RFLP

Carrier status

RFLP

Mutation analysis

4/12 homozygous
8/12 heterozygous

Mothers of sporadic patients

Related at-risk females

4/12 undetermined
8/12 undetermined

7/14 noncarriers
7/14 undetermined

4/12 carriers*
5/12 carriers
3/12 noncarrierst
2/7 noncarriers
S/7 carriers*

*Mutation analysis made PD possible in two male fetuses. TA possible somatic and/or germinal mosaicism should be taken in account.

Table 2. Sites of mutation of factor IX gene in 12 sporadic haemophilia B patients.

Exon b Exon ¢ Exon e Exon f Exon h Poly A
C6364T T6685G* G17755T* G20375A 30799/30802 + A G30864T
G6365A G20549A* G31053A

T6400A C31118T

6418-AGAG

*Novel mutation.
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