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 ñYour child has Haemophiliaéò 



Haemophilia ς The 
Royal Disease 



Queen Victoria and her 

son Prince Leopold 



Or maybe you knew it was in your family 



What does it mean for me? 



Itôs the start of a journey 



Cable Beach Broome, WA 

With Highsé 



and lowsé 



On the journey you will meet some people 

you would not have otherwise met 



You will be challenged in ways you 

never dreamt of 



You will see things from a different 

perspective 



The tip of Cape York, Qld 



At times it may seem too much 

Brumbies on the Carson River Track, WA 



And at times you will need a team of people 

Canning Stock Route, WA  



Canning Stock Route, WA 

Youôll appreciate things others may not notice 



White, red, blacké 

At times you wonôt be sure which way to turn 

Amaze, Margaret River, WA 



So how do you navigate your way through? 



With some help from you HTC team, 

HFA and family & friendsï thatôs how 



You can still hold on to your dreams for your child 

Playing cricket for NSW In state team for open water 

swimming 

Learning to ski 



He could be é 

A champion swimmer Or soccer player Or a Referee 

Or all three 



Or Even a World Champion 

Tony David,, 2002 World Darts Trophy 

Champion 

Alex  Dowsett, Gold medal winner at 

the 2014 Commonwealth Games  



Or perhaps a doctor 

Or a scientist who might find a better treatment 

 

 

The possibilities are endlesséé 



So what is haemophilia? 



Itôs a bleeding problem! 



The Talmud 



Albucasis 
Abu al-Qasim 
Al-Zahrawi 
the Great 
Surgeon 
 

In the 10th century he 
described, for the first time in 
medical history, a 
haemorrhagic disease 
transmitted by unaffected 
women to their male 
children; today we call it 
haemophilia.  

He wrote the 

medical 

encyclopedia 

ñKitab al-

Tasrifò 



John C. Otto  



Haemorrhaphilia 
= the Love of blood 

 

Johann Lukas Schönlein 
1793 ς 1864 
 
German professor of medicine to 
taught therapeutics and 
pathology  

The word first appeared in a 1828 dissertation by 
Friedrich Hopff a student of Schönlein  who 
credited Schönlein with coining the term  





Rasputin ς a mystic who 
claimed he had healing 
properties and his influence 
ƻǾŜǊ ǘƘŜ wƻƳŀƴƻǾΩǎ ƘŀŘ ŀ 
role in the Russian 
Revolution Haemophilia 

in History: 
 !ƭŜȄƛǎΩ 
haemophilia 
played a role 
in the Russian 
Revolution Alexis was confirmed to have had 

Haemophilia B in 2009 by genetic 
testing done on his remains that 
were discovered in 2007 



Damage to the lining of the blood 

vessel allows the blood to leak out 



 

How does bleeding start and stop? 
 

  

ÅBlood vessel injury  

 

ÅThe capillary contracts to help slow 

the bleeding.  

 

ÅPlatelets make a plug to patch the 

hole.  

 

ÅClotting factors in plasma 

work together to form a clot over the 

plug.  

 



 

Prolonged 

bleeding in 

Haemophilia 
 

  

ÅHaemophilia - clotting factor absent 
or low. The clotting cascade stops 
prematurely. 

 

ÅThis makes it difficult for the blood 
to form a clot, so bleeding continues 
longer than usual (not faster).  

 
 

 



Haemophilia 

ÅHaemophilia A  

ÅFactor VIII deficiency  

Å1:20,000 births 

ÅHaemophilia B  

ÅFactor IX deficiency 

Å1:100,000  

ÅThese are clinically indistinguishable 

ÅThey  genetic diseases due to 

 mutations in the gene for the clotting  

 factor 
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Both  Haem A and B are X-linked 
Majority of affected are males 
Sometimes girls have low levels (~1/3 of girls) 

 

 



INHERITANCE OF HAEMOPHILIA 



DISEASE SEVERITY 

50-200%                 5-50%            2-5%                   <1% 

  Normal                 Mild          Moderate              Severe 



Sites of bleeds 

ÅCan be anywhere 

ÅMuch of the  bleeding in 

haemophilia is internal 

ÅLots of bleeding is just under 

the skin - subcutaneous 

ÅIn joints and muscles ï 

potential for damage 

ÅFrom nose, mouth or any 

opening (eg bladder) 

ÅInto the head 

 



Subcutaneous bleeds 

ÅMost donôt require treatment 

ÅDonôt result in damage to 

underlying tissue 

ÅHowever in some sites eg 

cheek and buttocks the 

bleeding can be quite 

significant and usually 

requires factor 
 



Joint bleeds 

ÅAnkle 

ÅKnee 

ÅElbow 

ÅHip 

ÅShoulder 

 

ÅCan be any joint 



Joint bleeds 

ÅA tingling and hot feeling 

around a joint may tell a 

patient he is bleeding  

ÅNeed to be treated asap 

ÅPain and swelling follow  

ÅRepeated bleeding 

damages the cartilage and 

the bone in the joint 



Muscle Bleeds 

ÅUpper arm 

ÅForearm 

ÅUpper leg, back and front 

ÅIliopsoas muscle 

 

ÅBleeding can cause 
muscles to become weak  
and stiff so they no longer 
support the joint 



Other bleeds 

ÅPost venepuncture : prevention 

ÅMouth Bleeds: may need factor for several days 

ÅNose bleeds: often stop with other measures 

ÅBlood in urine: treated with fluids iv 



Sites of Serious Bleeding 

ÅHead (death, paralysis) 

ÅSpinal cord (leads to paralysis) 

ÅThroat (prevents breathing - death) 

ÅEye (blindness) 

ÅLimb compartments (eg forearm, calf - paralysis) 

ÅAbdomen (large amounts  of blood can accumulate - death) 

Head bleeds 
Headache 
Vomiting 
Sleepiness 
Confusion 
Weakness 
Blurred vision 
Seizure 
 

Treat first  
Investigate later 



How do you stop the bleeding 

ÅYou take medicine called factor 

ÅThis is put into your veins with 
a needle when  you have a bleed 

ÅOnce it gets there it goes around 
the bloodstream throughout the 
body to wherever the factor is 
needed 

ÅThe factor helps plug up the 
hole  



Management of Haemophilia 
ÅBest managed in a comprehensive care centre 

ÅMultidisciplinary team 

 

ÅManagement of bleeding episodes 

ÅManagement of complications 

ÅCounselling/Education 

 

ÅLong Term Aims 

ÅFor boys to grow up with normal joints and reach their full 

potential 

ÅThis is achieved by treating bleeds promptly and if recurrent 

bleeding a programme of prophylaxis 

 

 

Social worker, physio and nurse 

  2003 



Initial Discussions 

ÅFactor Products 

ïRecombinant products in use 

ïPlasma Derived Products  

ÅTreatment Regimens 

ïOn Demand 

ïProphylaxis 

ÅComplications 

ïInhibitors 

ïVenous access problems 



ñOn  Demandò Therapy 

ÅMajority mild  & moderate 

haemophiliacs 

ÅBleed only with trauma and surgery 

ÅTreated with factor when bleeding 

ÅCannula typically inserted at 

hospital 

ÅFactor usually administered as an 

outpatient by parents 



Prophylactic Therapy 

ÅRegular factor replacement aiming to prevent 

bleeds and long-term arthropathy 

ÅUsed in severe patients who are having 

spontaneous joint and muscle bleeds 

ÅDebate about when to start ï often after first 

joint bleed 

ÅProblems of venous access particularly in 

young children 



IVADS (Portacath) 

ÅImplantable venous access device 

ÅAvoids the repeated traumas of 

finding a vein 

ÅParents trained in accessing 

portacath and administration of 

factor 

ïTakes ~ 30 minutes to administer 

factor via portacath 

ÅEnables easy administration of 

factor to very young children 

ÅGives families control and 

reduces reliance on accident & 

emergency and hospital services 



Venous access can be a real 

challenge in younger patients 

Accessing a port 

Accessing an external CVL 

sometimes required in very  

young patients  



 



 


