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Haemophiliag The
Royal Disease




Haemophilia in the descendants of Queen Victoria

Queen
Victoria
(1819-1901)

Princess Prince Princess
Alice of the Leopold, Beatrice of
United Duke of the United

Kingdom Albany Kingdom
(1843-1878) (1853-1884) (1857-1944)

d
N
Princess Prince
Irene of Friedrich of Alexandra Princess
Hesse and Hesse and Feodorovna Alice of

by Rhine by Rhine of Russia Albany
(1866-1953) (1870-1873) (1872-1918) (1883-1981)

Victoria
Eugenie of
Battenberg Prince Prince
queen of Leopold of Maurice of

Spain Battenberg Battenberg
(1887-1969) (1889-1922) (1891-1914)

Alfonso of
Prince Alexey Prince Spain, Infante
Waldemar o Heinrich of Nikolaevich Rupert of Prince of Gonzalo of
Prussia Prussia of Russia Teck Asturias Spain
(1889-1945) (1900-1904) (1904-1918) (1907-1928) (1907-1938) (1914-1934)

Queen Victoria and her
son Prince Leopold




Or maybe you knew it was in your family




What does it mean for me?







Cable Beach Broome, WA
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On the journey you will meet some people
you would not have otherwise met
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You will be challenged in ways you
never dreamt of




You will seething from a differented
perspective
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At times It may seem too much

Brumbies on the Carson River Track, WA




And at times you will need a team of people
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how do you navigate your way through?




With some help from you HTC team,




You can still hold on to your dreams for your child

Learning to ski

Playing cricket for NSW In state team for open water
swimming




A champion swimmer Or soccer player

Or all three




the hOSpi‘[ﬂl at Westmead

Or Even a World Champion

Alex Dowsett Gold medal winner at Tony David,, 2002 World Darts Trophy
the 2014 Commonwealth Games Champion



the hOSpi‘[ﬂl at Westmead

Or perhaps a doctor

Or a scientist who might find a better treatment

The possibilities are endl es



So what is haemophilia?
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Hemophiha in the Talmud and Rabbinic Writings

FrEp ROSNER, M.D., Brooklyn, New York
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The Talmud

Annals of
Internal Medicine

The Babylonian Talmud in the tractate
Yevamoth 64b. states:

For it was taught: If she circumcised her
first child and he died [as a result of bleed-
ing from the operation], and a second one
also died [similarly], she must not circum-
cise her third child. These are the words
of Rebbe [Rabbi Judah the Patriarch, re-
dactor of the Mishneh, the second century
compliation of Jewish law].

Volume 70, No. 4
April 1969’



He wrote the
medical
encyclopedia
nKitab al-
Tasrifo
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"adlde" or blood disease.

Albucasis

Abu alQasim
AFZahrawi
the Great
Surgeon

In the 10" 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



An Account of an Hemorrhagic Disposition
Existing in Certain Families’

Joun C. Orro, M.D. T
Philadelphia, Pennsylvania

Otto JC. The Medical Repository. 1803;Vol VI (No 1):1-4.

BOUT seventy or eighty years ago, a
woman by the name of Smith, settled
in the vicinity of Plymouth, New-

Hampsire, and transmitted the following idio-
syncrasy to her descendants,

It is a surprising circumstance that the males
only are subject to this strange affection, and
that all of them are not liable to it. Some persons,
who are curious, suppose they can distinguish
the bleeders (for this is the name given to them)
even In infancy; but as yet the characteristic
marks are not ascertained sufficiently definite.
Although the females are exempt, they are still

John C. Otto



Johann Luka$chonlein

1793¢ 1864 -
'." . .\— |
German professor of medicine to o a
taught therapeutics and
pathology
Haemorrhaphilia

= the Love of bloo

The word first appeared in a 1828 dissertation by
FriedrichHopffa student ofSchonleinwho
credited Schonleirwith coining the term
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Haemophilia
In History:

l £ SEA & Qf
haemophilia
played a role
In the Russian
Revolution

Rasputing a mystic who
claimed he had healing
properties and his influence
2PSNJ 0KS w2Yl
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
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Collagen fibers

Platelet




How does bleeding start and stop?

A Blood vessel injury

A The capillary contracts to help slow
the bleeding.

A Plateletsmake a plug to patch the
hole.

A Clotting factors in plasma
work together to form a clot over the

plug.




Prolonged
bleeding In
Haemophilia

Normal Clotting Process

A Haemophilia- clotting factor absent
or low. The clotting cascade stops
prematurely.

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

niricriiLia
e erasns of Memop=iia
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Haemophilia

A Haemophilia A
AFactor VIII deficiency

A1:20,000 births Relative Frequency of Haemophilia A and
A Haemophilia B
AFactor IX deficiency 120
A1:100,000 100
A These are clinically indistinguishable
. 80 -
A They genetic diseases due to
mutations in the gene for the clotting 60 - aem B
factor 40 A aem A
20 A
0 _
Australia UK USA
) Data extracted from:
Both Haem A and B al’e-}(rH(Ed ABDR annual report 2012015
Majority of affected are males Ube ey A

Sometimes girls have low levels (~1/3 of girls)




INHERITANCE OF HAEMOPHILIA

When the father has haemophitia
and the mother is unalfected

Father Jdothor

XY xx

None of the sons wilt have haemophilia,
All of the daughters will carry the haemophilia gene.

Whaen the mother carries the haemophilia
gene and the father is unaffected

Father Mother

There is a 50% chance at each birth
that a son will have haeomaphilia.
There is a 50% chance at each birth that §
a daughter will carry the haemophilia gene.




DISEASE SEVERITY

Degrees of zeverity in haemophilia

50-200% 50% 5% <1%

Normal Mild Moderate Severe




Sites of bleeds

ACan be anywhere

AMuch of the bleeding in
haemophilia is internal

ALots of bleeding is just under
the skin- subcutaneous

Aln joints and muscleis
potential for damage

AFrom nose, mouth or any
opening égbladder)

Alnto the head




Subcutaneous bleeds

AMost dono6t regqg

ADonot result i
underlying tissue

AHowever in some site=g
cheek and buttocks the
bleeding can be quite
significant and usually
requires factor

treat men
t o



Joint bleeds

AAnkle
AKnee
AEIbow
AHip
AShoulder

ACan be any joint




Joint bleeds

AA tingling and hot feeling
around a joint may tell a
patient he is bleeding

ANeed to be treated asap
APain and swelling follow

ARepeated bleeding
damages the cartilage and
the bone in the joint




Muscle Bleeds

AUpper arm

AForearm

AUpper leg, back and front
Alliopsoas muscle

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




Other bleeds

APost venepuncture : prevention

AMouth Bleeds: may need factor for several days
ANose bleeds: often stop with other measures
ABlood in urine: treated with fluids iv




Sites of Serious Bleeding

AHead (death, paralysis)

ASpinal cord (leads to paralysis)

AThroat (prevents breathingleath)

AEye (blindness)

ALimb compartmentsagforearm, calt paralysis)
AAbdomen (large amounts of blood can accumuldesath)

Head bleeds
Headache
Vomiting
Sleepiness
Confusion
Weakness
Blurred vision
Seizure

Treat first
Investigate later




How do you stop the bleeding

AYou take medicine called factor ® o o

AThis is put into your veins with dri W supplies
a needle when you have a bleed " 4

AOnce it gets there it goes around IS
the bloodstream throughout the g
body to wherever the factor is
needed

AThe factor helps plug up the
hole




Management oHaemophilia

ABest managed in a comprehensive camre
AMultidisciplinary team

AManagement of bleeding episodes
AManagement of complications
ACounselling/Education

Social worker, physio and nurse
2003

ALong Term Aims

AFor boys to grow up with normal joints and reach their full
potential

AThis is achieved by treating bleeds promptly and if rec@t
bleeding a programme of prophylaxis

-
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Initial Discussions

AFactor Products

I Recombinant products in use
I Plasma Derived Products

ATreatment Regimens
I On Demand
I Prophylaxis
AComplications
I Inhibitors
I Venous access problems



N On Demando

AMajority mild & moderate
haemophiliacs

ABleed only with trauma and surgery
ATreated with factor when bleeding

A Cannula typically inserted at
hospital

AFactor usually administered as an
outpatient by parents




Prophylactic Therapy

ARegular factor replacement aiming to prevent ' = -
bleeds and longermarthropathy , as Bttt

AUsed in severe patients who are having - '?
spontaneous joint and muscle bleeds = -

ADebate about when to staroften after first
joint bleed

AProblems of venous access particularly in
young children

IE

Acta Padiatr Scand 65: 129-135, 1976

HAEMOPHILIA PROPHYLAXIS IN SWEDEN

INGA MARIE NILSSON, ULLA HEDNER and AKE AHLBERG

From the Coagulation Laboratory and the Orthopaedic Department,
University of Lund, Malma General Hospital,
Malméd, Sweden

Fig. 3. Four of the boys

(H.W. fam. 181, U.B. fam.

105, N.J. M. fam. 244, J.O.
- fam. 16).




IVADS (Portacath

Almplantable venous access devic

A Avoids the repeated traumas of
finding a vein

AParents trained in accessing
portacathand administration of
factor
I Takes ~ 30 minutes to administer g_

factor viaportacath

AEnables easy administration of

factor to very young children

A Gives families control and
reduces reliance on accident &
emergency and hospital services




Venous access can be a real
challenge in younger patients

Accessing an external CVL
sometimes required in very
young patients

Accessing a port









