Evaluation of platelet function in rare or undiagnosed
bleeding disorders
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Figure 1. Number of cases diagnosed with assays employed
GLANZMANN THROMBASTENIA ABNORMAL RELEASE OF PLATELET-GRANULES CONTENT

Qualitative and/or quantitative platelet defects promote

Some bleedings due to platelet dysfunction were

bleeding and its identification requires a careful clinical diagnosed by any of the methods used, but others can AggiEgomet. Aggregcmety

evaluation and a rational use of diagnostic laboratory only be detected with some of the techniques tested

assays. (Figure 1). This difference in the sensitivity of the methods T-TAS 8 C“‘F,':‘v;hy T-TAS 1 cng;v;w
may be due fo the different experimental conditions used

The objectives were to study platelet function by in each of them: type of sample used, platelets' activators, oa100 rato

different methods in patients with hemorrhagic
symptoms who are suspected of thrombopathy to
compare results obtained with each system and validate
usefulness of methods employed.

and flow vs static conditions. Forty % of undiagnosed

bleedings did
dysfunction.

not seem to be related to platelet
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genetic study (Table 1). Patients with coagulation Syndrome microthre nic. Diagnosed by gen -
disorders were excluded. The following methods to test leads to a lack of f
i " disruption of the function of NOONAN SYNDROME JACOBSEN SYNDROME
plOfeleT fUnChOn were used: cytoskeleton in developing blood cells.
o - Negative Flow
e Light i latelet-rich ol PRP - auenerdisease Characterized by accumulation of hamful quantities of certain PFA-100 1 Citometry
le} OggreQOmeAry In platrelet-nc pagmo ( ) _U5|ng fats [(lipids), specifically the glycolipid glucocerebroside,
ADP, CO”Qgen‘ eplﬂephrlne C]ﬂd OrQChldOﬂlC C]CId as throughout the body especially within the bone marrow, spleen 1
Siimulofing OgOﬂiSTS. urjd I.il\.«er, with defects in platelets adhesion. Diagnosed by 1-TAS 2 Aggregometry 1-TAS Aggregometry
genetic study. 1 1
. . . Noonan Syndrome et o i sl i ————
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(mAb) to recognize activated fibrinogen receptor, and
anti P-selectin and anti-CDé3 mAbs to test, respectively,

Jacobsen Syndrome

Characterized by intellectual disability, behavioural problems
including autism and aftention deficit, hyperactivity disorder,

Type 3 von Willebrand disease

Type 1 von Willebrand disease

release from Q|phq and dense grgnu|e5. congenital  heart defects, structural  kidney defects, Flow Flow

genitourinary proklems, immunodeficiency, and bleeding Citometry Citometry
X . . disorder due to impaired platelet production and function.

* PFA-100® in whole citrated blood with collagen+ADP Diagnosed by genetic study.

Ond COIIOgen+Epinephrine COrTridgeS. Hypofibrinogenemia Characterized by abnormal low levels of fibrinogen in plasma. L glaregometry LIAS iy
Diagnosed by genetic study. 2 9]

¢ Total Thrombus-formation Anolys'ls SysTem (T'TAS@ 01, VWD-type 1 Characterized by partial deficiency of von Willebrand facter PFA-100 PFA-100

Lacros, Japan) with T-TAS® PL- chip (capillaries covered (VWF). Diagnosed by laboratory test.
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BAPA, a potent synthetic anticoagulant which inhibits
Factor Xa and thrombin.

Undiagnosed bleedings

Diagnosed by laboratory test.

NON-DIAGNOSED BLEEDINGS
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Bleedings of unknown origin. Flow
22 Citometry
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All methods are complementary and their sensitivity depends on the pathway evaluated by the technique Fiag jy  Aogregometry 1
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used and the mechanism involved in platelet dysfunction. s I
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