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DISEASE:
Congenital thrombotic thrombocytopenic purpura

NAME: Congenital thrombotic thrombocytopenic purpura

DESCRIPTION:
A hereditary form of thrombotic thrombocytopenic purpura (TTP) characterized by profound peripheral 
thrombocytopenia, microangiopathic hemolytic anemia (MAHA) and single or multiple organ failure of 
variable severity.

ORPHACODE: 93583

SYNONYMS:

Congenital ADAMTS-13 deficiency
Congenital TTP
Familial TTP
Upshaw-Schulman syndrome

XREF(S):
Orphanet
OMIM
ICD-10

ANALYTE(S): ADAMTS13
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RELATED CONTENT

Related Genetic Tests 

Atypical Hemolytic Uremic Syndrome (aHUS) (gene panel)
Trombosis - Hemostasis (gene panel)

Related Laboratories 

Centre de Génétique-Institut de Pathologie et de Génétique (IPG)
Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

ADAM metallopeptidase with thrombospondin type 1 motif 13

Related Gene Panels 

Atypical Hemolytic Uremic Syndrome (aHUS) and Complement disorders (17 genes) - IPG
Trombosis - Hemostasis (107 genes) - KUL
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