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(’éshté gjaku?

» Gjaku éshté nj€ ind lidhor i 1éngshé&m, i cili me ndihmén e zemrés dhe enéve
t€ qarkullimit t€ gjakut mirémban funksionet e organeve té tjera t€ trupit
népérmjet transportit t€ oksigjenit dhe 1€éndéve ushqyese.

» Trupi i njeriut pérmban mesatarisht 5 - 6 litra gjak, ose 1/12 peshé e trupit.

Gjaku pé€rmban: geliza t€ kuqge (eritrocite), geliza te bardha (leukocite),
pllakéza (trombocite) dhe plazmé, né€ t€ cilén notojné gelizat. Elementét e
figuruar pé€rbé€né 45%, kurse plazma z€ 55% t€ véllimit t€ pérgjithshém té

gjakut. —

Plasma (55%)

White blood cells
and platelets (<1%)

Red blood cells (45%) !

"
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Skemé e gjakut té kuaguluar né epruveté



Rrugét e koagulimit té gjakut né trupin human

» Koagulimi ose mpiksja e gjakut realizohet né€ dy rrugé€: rruga instrinseke(e
brendshme),rruga ekstrinseke(e jashtme).

*Faktorét e brendshém:

Intrinsic e e srotessd SILXLIX, VIIL Trombocite, Ca2+
surface contact X = Christmas factor, serine proteas * Faktoret e jashtém: VII
o "', " . "": . e *Ngjashmérité:
- /e % PL - Platelet membrane phospholipid X, XIIL V, Trombocite,Ca2+,
i | . Protonbin, Trombin,Fibrin
" Y. u, ‘ ook b ‘ Fibrinogjen.
Extrinsic
! FVI, tissue damage
I IX
Fadeodin vl v . Common
PLiCa -
L




Hemofilia, sémundje gjenetike e lidhur me kromozomin e seksit X

* Hemofilia é&sht€ c¢rregullim 1
koagulimit (mpiksjes) t€ gjakut,
quhet ndryshe sémundja e
mosmpiksjes s€ gjakut.

* Personat me hemofili kané
mungesé¢  t€  faktoréve @ t€
koagulimit g€ kontrollojné dhe
ndalojné hemorragjiné q€¢ ndodh
né organizém.

* Hemotilia €sht€é nj€¢ sémundje
gjenetike recesive e lidhur me
kromozomin X.

Inheritance of Hemophilia
“Carrier” Mother and Father Without Hemophilia

Parents
O
+
Father Mother
(without (carrier for
hemophilia) hemophilia gene)

A o

Son Daughter Son Daughter
(without {carrier for (has (does not carry
hemophilia)  hemophilia gene)  hemophilia) hemophilia gene)
»y XX A M
Children

I HemMmoPHILIA I




Llojet e hemofilisé

» Hemofilia A, éshté njé crregullim
gjenetik 1 lidhur me X-né, q¢
rezulton n€ nj€ mangési t€ faktorit
VIII t€ koagulimit funksional.

» Hemofilia B, éshté gjithashtu njé
crregullim gjenetik i lidhur me X-
né, gé rezulton ne nj& mangési te
faktorit IX te koagulimit funksional.

» Hemofilia C shumé mé e rrallé,
éshté njé crregullim gjenetik
autozomal gé pérfshin mungesén e
faktorit XI t€ koagulimit funksional.

*3 Types of Hemophilia:-

—-Hemophilia A
—-Hemophilia B
—Hemophilia C




Worldwide Acquired Hemophilia A trials

» Simptomat
M Europe
Personat g€ vuajné nga o Middle East
hemofilia kan€ kéto simptoma: W North America
» Nxirje dhe dhembje e M Canada

lekures. M United States

» Hemoragji né muskuj dhe

artikulacione.

How severe are bleeding

» Hemoragji spontane dhe té symptoms?

vjella t€ pérséritura.
» Gjakderdhje e brendshme

W Severs
dhe gjak né uriné. m Moderate
» Dhimbje koke e = Mild
vazhdueshme dhe e zgjatur. Non-blesding
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Haemophilia

Haemorrhage Clotting
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Healthy

Haemophilia

Lack of clotting factor VilI
allows bleeding to
continue.

The additional factor VilI
from replacement therapy
helps stop and prevent
bleeding.



Tejcimi 1 Hemoftilisé

Inheritance of Hemophilia

Inheritance of Hemophilia s . Inheritance of Hemophilia o
Father With Hemophilia and Mother Who Is Not a Carrier Carrier” Mother and Father Without Hemophilia
T Parents Parents
o
& + -
=
=]
pran)
e Father Mother
c Father Mother (withogt (carrier for
2 (with hemophilia) (not a carrier) hemophilia) hemophilia gene)
- XY XX XY XX
Q.
O :
)
>
Daughter Son Daughter
Son Daughter Daughter \vnthout (camer for (has (does not carry
(Without hemophilia)  (carrier) (WIthout hemophulsa) (carrier) hemophilia)  hemophilia gene) hemophilia)  hemophiia gene)
XY xX XY XX XY xX XY XX

Children Children



» Historik mbi hemofiliné€ n€ familjet mbretérore

» Hemofilia &shté dukur garté né historin€ e mbretérve evropiané né shekujt e 19
dhe 20. Mbreté€resha e Britanisé, népé€rmjet dy prej pes€é vajzave t€ saj,
Princesha Alice dhe Princesha Beatrice, ¢ kaluan két€ mutacion né shtépi té
ndryshme mbretérore .

» Djali i Viktorias, Princi Leopold, vuajti nga kjo sémundje. Pér kété arsye,
hemofilia dikur quhej "sémundja mbretérore".

» Fémijét e Mbretéreshés Viktorias, Edward, Alfred dhe Arthur nuk ishin
hemofiliké, mirépo djali 1 Viktorias, Leopoldi ishte njé 1 sémuré me hemofili,
duke e béré vajzén e tij Princeshé Alice, zotéruese t€ késaj s€mundje.



Queen Victoria family tree

Queen Victoria — Family Tree
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> Trajtimi me medikamente "%

> Terapia Zévéndésuese

Pacientit t€ sémuré 1 injektohen
koncentrate t€ faktoréve VIII dhe IX né
ményré q€ té zévéndésohet faktori qé
mungon.

» Medikamentet antifibrinolitike

Mund t€ pérdoren s€ bashku me
terapiné zé€véndésuese. Jepen si tablete
dhe nuk lejojne shpérbérjen e mpiksjes.
» Terapia me gjene

Té sémurit 1 injektohen gjene normale
per t€ ndihmuar né korigjimin e gjeneve
t€ s€mura.

Vel L Vel
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> Studime statistikore rreth hemofilisé né boté

» Hemofilia A shfaget né 1 nga Age of D|agn05|s Among Children
5.000 lindje . Rreth 400 foshnje LESS Than 2 YearS Of Age

lindin me hemofili A ¢do vit.
Njé studim i kryer né gjashté Prenatal 2.8%
shtete né vitin 1994 vlerésoi se 12-24 months 4.7% .4

rreth  17.000 njeréz kishin
hemofili n€ até kohé.

712 months
7.1%

» Aktualisht, numri i personave
1-6 months

me hemofili né Shtetet e
Bashkuara vlerésohet t€ jeté
rreth 20.000, bazuar né€ lindjet
dhe vdekjet e pritura q€ nga viti
1994.

» Tabela e t€ dhénave te
Hemofilise tregon moshén e
diagnozés tek fémijét mé pak se
2 vjeg.



» Studime shkencore rreth trajtimit té hemofilisé

» Njé 'kuré' pér hemofilin€ €shté njé hap mé afér, pas rezultateve t€ njé terapie
inovative té gjeneve.

» Njé infuzion i vetém 1 terapis€ s€ gjenit tregoi nivele t€ pérmirésuara té
proteinés koaguluese t€ gjakut Faktori VIII, me 85 % t€ pacientéve gé vuanin
nga hemofilia A, g€ arrit€én nivele normale ose afér normale t€ Faktorit VIII
edhe pas njé periudhe té gjaté trajtimi.

00
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