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Platelet function defects
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Table 1. Summary of platelet defects.
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Diagnosis Phase of clot formation

Key diagnostic findings

Bernard-Soulier syndrome Initiation

a-SPD (gray platelet syndrome) Extension

5-SPD Extension

Chediak-Higashi syndrome Extension

Hermansky-Pudlak syndrome Extension

ad-SPD Extension

Glanzmann thrombasthenia Consolidation/aggregation

Lack of GPIb-IX-V

Impaired aggregation to ristocetin
Giant platelets

Lack of a-granules on EM

Large, gray, agranular platelets

Lack of 8-granules on EM

Reduced secondary wave of aggregation
Low levels of platelet ADP, ATP
Oculocutaneous albinism

d-granule defects

Progressive neurological deterioration
Cytoplasmic inclusions

Oculocutaneous albinism

d-granule defects

Pulmonary fibrosis

Defects in primary and secondary aggregation
Lack of o- and 8-granules on EM

Lack of GPIIb-IIla

Poor aggregation with ADP, collagen, Epi
Normal ristocetin induced aggregation
Absent clot retraction

Morphologically normal platelets

Mild

Mild to moderate

None

None

None

None to mild

None

ADP, adenosine diphosphate; ATP, adenosine triphosphate; EM, electron microscopy; GP, glycoprotein; SPD, storage pool disease.
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Thrombocytopenia?





