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Platelet-Type Von Willebrand Disease

(PT-VWD)

Rare bleeding disorder

Platelet not VWF defect

Mild bleeding

Low plasma VWF + Low platelet count



PT-VWD 

A Diagnostic Challenge



PT-VWD & Type 2B VWD 
“The non identical twins”

 Phenotypic discrimination:

 RIPA mixing studies

 Cryoprecipitate challenge

 Simplified RIPA-mix 

 Genotypic discrimination

 DNA sequence analysis:

 Exon 28 VWF gene

 Platelet GP1BA gene

} Fresh blood 

sample

Issues: 

application/ 

interpretation

} DNA sample

Conclusive 

evidence



PT-VWD Canadian Project

 Questions to be Addressed:

 Is PT-VWD truly rare or under diagnosed ?

 How many cases are being misdiagnosed 
among type 2B VWD cases?

 Sample source:

 Canadian

 International



PT-VWD Canadian Project

Phenotypic diagnosis of type 2B VWD

DNA samples to Canada

VWF gene (Exon 28) sequencing

Mutation positive Mutation negative

Platelet GP1BA sequencing

Mutation positive

PT- VWD

Type 2B VWD



International Online Database 

Disease/Registry

www.pt-vwd.org

Proposed and Approved, ISTH VWF-

SSC, Geneva 2007

pt-vwd.org



• 18 families      44 cases:  31 F    13 M

• 10 families:     G 233 V   

• 4 families:      G 233 S 

• 3 families :     M 239 V  

• 1 family:         27 bp deletion   

PT-VWD Registry



Data from the PT-VWD Project

Total cases : 86

Cases analysed in Canada (49):

37 cases from across Canada

8 cases from Brazil

3 cases from Switzerland

1 case from Boston, USA

Cases analysed outside Canada (37):

16 cases from Australia

15 cases from UK

6 cases from Argentina



2B VWD
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Data from the PT-VWD Project



2B VWD
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Canadian Haemophilia Registry and Rare 

Bleeding Disorders Registry



Response:  35/60

PT-VWD World Wide Survey



Conclusion

• PT-VWD is misdiagnosed among 2B VWD

• PT-VWD should be included among RBD-

Platelet function defects

• Genotyping is available and relatively easy

• Challenge remains to estimate the true 

incidence of PT-VWD:

– Rarity of the disease

– Insufficient collaboration with samples/ data
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My Canadian start and one of the achievements along the 

road
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Canada Or World Wide Participation

DNA Samples or Data
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