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Platelets are anucleated cellular components of blood which play a fundamental role in maintaining vascular 
integrity following injuries through plug formation, a process referred to as primary hemostasis. Platelet 

adhesion, activation, secretion and aggregation are intricately connected steps involved in the process. Once 
formed, support to the fresh clot is required to keep it held tight in place. A cascade of chemical interactions is 
ignited as a consequence to primary hemostasis, the secondary hemostasis, culminates in producing fibrin mesh 
which provides proper scaffolding to the newly formed plug [Figure 1].

The normal range of platelet count in adult human is somewhere between 150x10*9/L and 450x10*9/L. 
Platelet abnormalities encompass a variety of disorders, and can be quantitative or qualitative. Counts above 
(thrombocytosis) or below normal limits (thrombocytopenia) might occur as a result of hereditary or acquired 
aetiology. The clinical manifestations of platelet count disorders also vary, some of them are asymptomatic 
others are severe, or even life threatening. 

Rarely, platelets function in an abnormal way (thrombocytopathy), which also can lead to hemostatic 
insufficiency. Platelet function disorders can be inherited or acquired, and might coexist with abnormal platelet 
numbers. Such defects can arise due to recessive or dominant genetic mutations, with the majority being due to 
inactivating missence and loss of function mutations. 
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Hereditary platelet disorders include disorders of platelet adhesion, like von Willebrand's disease and Bernard-
Soulier syndrome. Disorders of platelet aggregation include congenital afibrinogenemia and Glanzmann 
thrombasthenia. Defects of platelet storage pool are gray platelet syndrome and Quebec platelet disorder. Dozens 
have been mentioned and described in the literature, yet the most frequent hereditary encounters in clinical 
practice will be the focus of this comprehensive review, with their underlying pathophysiology, presentation 
and treatment.
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