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DISEASE:
Congenital autosomal recessive small-platelet thrombocytopenia

NAME: Congenital autosomal recessive small-platelet thrombocytopenia

DESCRIPTION:

A rare isolated constitutional thrombocytopenia characterized by neonatal onset of small-platelet 
thrombocytopenia with significantly increased bleeding tendency. Bleeding symptoms include petechial rash, 
mucosal bleeding, and heavy menstrual bleeding. Growth and development are normal, and there is no 
increased susceptibility to infections.

ORPHACODE: 566192

SYNONYMS: CARST

XREF(S): Orphanet

ANALYTE(S): FYB1
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RELATED CONTENT

Related Genetic Tests 

Trombosis - Hemostasis (gene panel)

Related Laboratories 

Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

FYN binding protein 1

Related Gene Panels 

Trombosis - Hemostasis (107 genes) - KUL
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