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DISEASE:
Thrombocythemia with distal limb defects

NAME: Thrombocythemia with distal limb defects

Thrombocythemia with distal limb defects is a rare, genetic syndrome with limb reduction defects
DESCRIPTION: characterized by thrombocytosis, unilateral transverse limb defects (ranging from absence of phalanges to
absence of hand or forearm) and splenomegaly.

ORPHACODE: 329319
SYNONYIS: Feretary thrombocytost with raneverse imb eect
XREF(S): Orphanet
ANALYTE(S): THPO
CREATED: 13 May 2019 - 01:02
CHANGED: 22 Jun 2023 - 16:14

Source URL: http://gentest.healthdata.be/disease/1656
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RELATED CONTENT

Related Genetic Tests

e Erythrocytoses, polycythémies, thrombocytoses et neutropénies congénitales (gene panel)
e Trombosis - Hemostasis (gene panel)

Related Laboratories

e Centre de Génétique Humaine - CHU Sart-Tilman
e Centrum Menselijke Erfelijkheid - KUL

Related Analytes

e thrombopoietin

Related Gene Panels

e Erythocyoses, polycythémies, thrombocytoses congénitales (gene panel) - ULG
e Trombosis - Hemostasis (107 genes) - KUL
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