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Abstract 
 

Background: Rare bleeding disorders are autosomal recessive disorders. 

Their frequency in the general population ranges from 1:500.000 to 1:2 

millions. In countries with a high rate of consanguineous marriages RBDs 

occur more frequently. Patients affected by RBDs have a wide spectrum of 

clinical symptoms that vary from a mild or moderate bleeding tendency to 

potentially serious or life-threatening hemorrhages. Current treatment is 

based on both replacement therapy and non-transfusional treatment.  

Objectives: The present study aimed to assess the prevalence of various 

bleeding disorders in Children’s Hospital, Ain Shams University.  

Methods: This study was carried in a retrospective manner (hospital based 

registry) to assess the types of bleeding disorders along a period of 14 years 

starting ( 1994 to 2007) for the patients who were recorded in the 

hematology clinic, Children’s Hospital, Ain Shams University.  

Results: A total of 687 cases of the 2949 cases attended pediatrics' 

hematology clinic in 14 years were characterized to have bleeding disorders. 

Inherited coagulation disorders were observed in 187 (27.2%) of the cases. 

Hemophilia A 132 (70.6%) of the cases, hemophilia B 26 (13.9%) of cases, 

and factor I deficiency in 4 (2.1%) patients, factor V deficiency in 3 (1.6%), 

factor X deficiency in 8 (4.2%), factor VII deficiency in 5 (2.6%), factor 

XIII deficiency was seen in 2 (1.1%) and combined factor deficiency 4 

(2.1%) of patients and unclassified coagulation disorders 3 cases. Inherited 

platelet dysfunction was seen in 96 (13.9%) of the patients. Von Willebrands 

disease in 33(6.6%) patients, Glanzman's thrombasthenia in 56 (11.2%) 

patients, Bernard Soulier Syndrome in 5(1%) patients and Chediak Higashi 

Syndrome in 2(0.4%) patients. In 30 (6%) patients, the platelet function 
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defect could not be classified into any specific subtypes. Median age in 

coagulation disorders was 33 months; while in platelet disorders was 72 

months. Cases with platelets disorders had higher rate of female cases than 

those with coagulation disorders. 

Conclusion: The development of registries will enable the different 

manifestations of theses diseases to be explored. 
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Introduction 

 

One definition of haemostasis is the prevention of spontaneous bleeding and 

the control of traumatic hemorrhage. Haemostasis is a term used to describe 

the process by which bleeding is stopped at the site of injury. This process 

requires the combined work of the coagulation factors and platelets to form a 

clot, and the work of the anti-coagulant proteins and the fibrinolytic system 

to control the size of the clot. If the levels of any of these factors are low, 

then the balance will be offset, and there will be excessive bleeding or 

thrombosis, depending on which factors are deficient. (Hoffman et al, 2004) 

 

Children may be born with an inherited bleeding disorder or can develop an 

acquired disorder as a consequence of another disease or disorder. The 

correct diagnosis in either case is essential to appropriate management, to 

reduce the morbidity and mortality associated with inaccurate diagnosis or 

the incorrect treatment. The treatment of these disorders is often expensive 

and there may be risks to the child associated with the administration of 

products used to treat bleeding disorders; these must be minimized when 

possible. In children presenting with bruising or more severe bleeding 

manifestations, it is not uncommon for the first presumed diagnosis to be 

non-accidental injury, and it is essential that a true defect is excluded in 

these children.  (Rick et al, 2003) 

Congenital Bleeding Disorders:                                                                           

Congenital bleeding disorders are rare lifelong conditions resulting from 

specific genetic defects in the blood clotting proteins, or in the blood 

platelets comprise a heterogeneous group of diseases that reflect 

abnormalities of blood vessels, coagulation proteins and platelets. Studies of 
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these diseases, many of which are rare and several of which result in a mild 

bleeding diathesis only, have significantly increased our understanding of 

normal haemostasis. Two lessons have been learned. First, quantitative 

abnormalities of coagulation proteins and platelets are an important, but not 

the only, cause of significant hemorrhage; some cases of inherited bleeding 

disorders reflect synthesis of a dysfunctional coagulation protein or 

production of abnormal platelets. Diagnostic tests that reflect qualitative 

abnormalities are therefore important in the evaluation of selected patients 

with inherited bleeding disorders. Second, in occasional patients the 

inherited disorder is complex and reflects combined abnormalities of 

coagulation proteins alone or in association with platelet disorders. In 

clinical practice it is useful to distinguish disorders that cause significant 

clinical bleeding from those that cause few or no symptoms. (Mannucci et al 

2001-b) 
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Aim of work 
 

The present study aimed to assess the prevalence of various bleeding 

disorders in Children’s Hospital, Ain Shams University. Also to assess the 

rare inherited coagulation and platelets disorders concerning their 

prevalence, inheritance pattern, age and gender distribution, mode of 

presentation and severity of bleeding manifestations. 
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Coagulation Disorders 
 

Introduction 

Detailed knowledge of the haemostatic mechanism may allow a greater 

understanding of the pathophysiology of bleeding disorders. (Tuddenham et 

al, 1994)  

Vascular Factors 

Vascular factors reduce blood loss from trauma through local 

vasoconstriction (an immediate reaction to injury) and compression of 

injured vessels by extravasation of blood into surrounding tissues. Vessel 

wall injury triggers the attachment and activation of platelets and production 

of fibrin; platelets and fibrin combine to form a clot. (Provan et al, 2004)  

Platelet Factors 

Platelet aggregation at sites of vascular injury is essential for the formation 

of the primary haemostatic plug. Platelet interaction with collagen at sites of 

damage to the vascular endothelium involves adhesion, activation, secretion 

of platelet granular contents and finally aggregation. Other agonists other 

than collagen, such as fibrinogen, VWF and soluble agonists released from 

activated platelets are involved in platelet aggregation. (Clemetson et al,  

2000) 

Plasma Factors 

Plasma coagulation factors interact to produce thrombin, which converts 

fibrinogen to fibrin that strengthens the clot. In the intrinsic pathway, factor 

XII, high mol wt kininogen, prekallikrein, and activated factor XI (factor 

XIa) produce factor IXa from factor IX. FIXa then combines with fVIIIa and 

procoagulant phospholipids to form a complex that activates factor X. In the 


