Alpatoroyikis fatapoyis

2.1 AIMO®IAIA

Ievika

H awpogiiia (hemophilia) | epoppogiria civan e opdde yevetikow
acbeveuby mov Tpoxuioty datapuyEs e apdaranys. H Aeitovpyia ™mg -
HOTTATNG EAEYYETOL 00 pI0 TEIPE TPOTEIVIKEY TOPUyOvVTOY TOU aiputog (ra-
piyovies migems) mou auvepyalovio o ) dnovpyia Bpoufiov vadoug,
TEPAYOVIES QUTOL, TOU ovoualovrm pe Aatvikong apibipoie, svepyomowoiviol
Ketd pue oplopévn aepd (0 €vag evepyomoiel Tov dllov), hote TElKd va
aymuanatel o Gpdufioc vadons Tov dpa oy SiyTu Yio TN SUYKPATON TV
QPOTETAADY Kol T onuovpyic evog otablepon Bpoufou.

[loAd cuvortikg, n aldniovyic SpACENS TOV RAPAYOVIMV QUTHV EYEL (G
EENC: ZTNV TPOUHATIGUEVT] ETUPAVELD O UT) EVEPYOC mapdyovrag XIT petoarpe-
nETHL OTOV Evepyd mapdyovia Xa, o onoiog petatpénsl tov aophyovia X7
otov EVEpYo mapayovie Xla. O teAevtonog petatpenet tov nopayovia LY otov
EVEPYO mapayovia [Xa.

O rmapayovrag FIT xuxhogpopel oto aipo pe 1 poper) evog otabBepou un
OMOLOTOAIKOD cupmAEyuatog ue tov van Willebrand napayovra (vVWF). Otav
gvepyorombel and ™ Gpoufivy (mapayovrag Ha), 1o1e anoouvdeeTm and to
COUTAEYHO Kok g evepyds mapiyovtag (Flla) aiinlemdpi e tov evepyd
napdyovie [Xa Y T pETATpOm ToL mopdyovia X oTOV EVEPYO mapayovTa
Xa. O Xa winiemdpi pe Tov Evepyd mapdyovia Fa (tov mapayovia V) yu
™ peratpomy g mpofpoufivee (napiyovias 1) ae Bpoufiivy (raphyovrag
lla). H Bpoufitvy dwomi to prurpiveyave (nopiyoviag 1) oe puumpivn (la), n
omoie moivpepiletan ko oynuatilel OpopPo wadovs mapovain Tov svepyod
napoayovra Filfa.

Yriapyovv duapopot Tomor mpopiics. O mo kowol eivar 1 aypoguiia A
o avTIoToEL o8 mogooto 80-85% tov mpoguikay atdépmy Kol 1 aipogi-
dia B 1) Christmas disease mov avnigtonei oe mtogootd 15-20% twv mep-
MTHHTEDV,

H aspopiiic A opeileton 08 EARTTOUOTIKT ROUPLYOYT) TOU avTiaIno@iikoD
rapdayovra V| rapdayovra mpcewms VI v n apopiiia B o ehattopansn no-
payenm Tou rapdyovra e LX.

2Huelo Kol ZOUTTOUOTO
Or aipopidice A xm B eppavilowv ta ida cupntoparta, enedn arateita
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n ariniemidpaon km tov d00 evepydv mupayoviwov Filfa xm Xa yue v
sveproroinon Tov mapdyovia X. Zng wavikég exdnimoeg g acbévewag ne-
paufivovran Exupaces tov dépuatos, mpoppayiss otoug frevvoyovoug
{raotpoppayic, prvoppayia, ovioppayia, cpatovpia), TEPATETOUEVES CIHOP-
pavies and woyripoto Ko yeipoupyikes enepfa-
SEis WKpES 1) uevahec Kou cupoppayies amd amii
svdouvic fveon mov UROPEL va TpoKaALoEl
EXTETOUEVO QULOTOUATE STOV YAOUTO.

Ta cupntdpate, o onoie eivon sEOTEpKE 1)
esetepIka cpoppaykd enawcode (Ewk. 2.1), &i-
wa fimi, GTay 1) SpUCTIKOTTH TOV TapayovTmY
mncews VIHT i LY eivan 6-40% ™5 puoiodoyixTeg,
evdvaueca, Otay 1 GPUOTIKOTNTE TOV ROpayo-
e eivan 1-5% kan Papua, dtav n dpoonikoTn-
== Tev mepayoviov sivan pukpotepn tow 1% mg
sucworoyvikne. ‘Eto, avahoya pe ) Papimra
TN CUUATOUATOV, EYOUME T, Evildpeen) Ko
Papra mpogpudia. [Mocsoatd mepimov 50% tov
FEpETOOEOV OVIKOUY oTV IpGTY Kamyopia, Fusdve 2.1 Exgppaees ko at-
secocto mepinov 10% ot Sevtepn ki mogo-  HOPRTKG emmaow (Univ. of
=26 mepimov 40% oy Tpitn Katnyopin. H péoy  Minnesota).
mhaxia Suyvoong ™ acbéveing Bewpeito To TEhog TN mIBIKNG NAKing 1)
® senPeia v ™ Hma apoguiio, o 22% pivag yw v evdidueon Kot o 9%
amvac nua T Sapra apopuiia.

Ty sjima mpoiiio T cuoppeyikd encioédu sival ondvia 1) aroual-
wowv. Tlodkés gopéc n Sulryveon mg aoBévewrs yivetan oo ) Popd ko
mpateTapév mpoppayia  katd ™y efeyoyi evog dovniod 1) sforiag £vog
semuaniopoh. O yovaikes pe fime epogiiio tapovaiilovy pnvoppayie Kal
Emeoooayoly EXeTa and e eveipnon 1 Evay ToKeTo.

Tov evdidueoy cupopikic tapampeiton &ve evplh QACUE CUURTOHATOY
pemath nmov ko Popudv. To cpoprakd Gropa exdAGVOLY oILOPPRYIKD
EEncooir ERELTH and TPAVUATICUOUS Kl HEPIKES QOpES Ywpis ERQEVT aiTia.
Booc 1o TEL0S TS Bpegkis NAKIES Ol LIKPOTPUVHATIGHOL TPOKAAODY HEY-
B LWEOAMTES KON TCTOMOT.

H fapia apopiric exdniavetar ota Bpéen covibog pe my Expuan tov
EperTv VEOYLADV SOVTUOV, EVD 01 LIKPOTPALUATIGHOL TOV PpEpoug exdnim-
ST (O EXTETOMEVES EXYUHMOELS Kol uOAGRES oTa Xépue, moda Kal 610
wemo. L fapic cpogihia ta acbevn dtopa vropépouy and Popld kal
swpve muoppoyikd encodtie. O scwiepiés mpoppuyies Eivin ouVES, HE
W0 JUPEKTIPIOTIKG TOUS TIC apoppayies twv apbpdoewy Ko edkoTepa
o POVETE, GTOUC CYKIVES KOl OTOVS QOTPAY(hovs Tov cuvodehovul ano
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evrovoug movous. Oh emavelnupéves awpoppayies oe e apbpoon mpoka-
Ao Papud elpopiiny apbporabeia (vreptpogia apbpiked Bblaxa, opi-
kpuvan pecapbpiol daotipatos, petaPoric ot dopn TV 0oTHV K.4.) Ko
avampia. Or evéokpaviakés mpoppayiss, AGym TG OVATTUCGOUEVTIC RIECT)C
EVTOS TOL Kpaviou, Pmopoiv vo Tpokehécouy aronposavatoMapsd, Eviovn
vautia, andiew ouveidnong, eykepalud fldfn km téhog tov Bavato. Xapig
™V epappoyh ciypovay Beparcvnikov pebddov ot acbeveis pe Sapra mpo-
piiia dev ghdvouy omy evnhakioon. [pwv axd to 1960, n péon avapevouevr
duapxkew Cong Twv ardpey avtav ftay 11 £m, evio onig apyéc tou 1980 frav
20-60 émn. Ifpepa, n avapevopevn Sidprewa Jomng eivar mepinov 10 & -
Kpotepn and ™y avapevopevn péon dudpreia ong Tov Kovovikay atdumv.

[ evetikn

O awogihieg A ko B ogeihovion o6 petodddie tov yondiov F§
(coagulation factor VIII, procoagulant component) ko F9 (coagulation factor
IX) mov kedionowiv toug mepdyovres miSews VI ko IX aviiotouyo.

Exovv reprypagei mepinov 1.300 petaddalers tov yowidiov F& ka nepimou
900 tou yowidiow F9 rou rpokaioiv mpopiria. [losostd 45% tav apoevikdy
ue fapia aiwopidia A GEpowy ma avaotpop mov RepUapPiver 1o peydio
wipovio 22 tou yowvibiov F8, pe guvEnein T pn napaywyi Asitoupyikon mo-
payovia mZews VI, H avaatpog; hapPaver ybpa de nove, xuping xatd m
peiman Tov apoevikdy, ue awvomnta 1:10.000 apoevikéc paiboac, Emiomge,
rOGOaTo TEPinOL 2% TV apoevikav pe fupid apopidio pépel i avastpog]
aow mepuhapfiavel To peyako wipovio | tov yowidiov FS. (Ac ompswmbel 6m
0 yovidw F& amoteleiton amd 26 sfovia xan 25 wipdvia). H mhewovéma
TV AAAGV TEMATOCEOY aipopidias A ko oyedov Gheg o1 REPITTHOELS aijo-
piriag B opelhovial oe enueraxic peraildaler; onig onoles xuprapyoiv o mo-
pavanuatikes peradlageis. [ooooto nepimov 5% tav mepimtdoeny pe fapid
mpopiiic opeiletol oe eldeiperc, pe mo ovyvéc Tic slheiyaig VoS 1) pepikav
efaviov tav yovidiuy F8 kot FY, evi éva jukpo tocootd opelhetm oF petmi-
Aagers mpoaihicne DNA axolovBuby rov Siatapiosouy Tic KOMKOTOW0DOES
akoiovbies Tov yovibimy,

Ag onpueinbel on evod xatd v modin nakia tocootod mepitow 3% twv
acbeviv pe apopiila B napovoaler mpoppayikd mpofinuata, ta ayiop-
POYIKG EREICOME TOV ATOPOV QUTEV YivovTol 6A0 Kal Mo ondvia axd Ty
epmpeio ko péxpr v evnkioon. Mpéxetar v évav aovwiboto tono ai-
pogiiias B (ovopdletar mpogiria B Layden) mov opeiletan oe petadhiaZels
EVTOS pag meployic 35 bp tov vmokvmmy tov yowdiov F9. H Pehriwon e
aabiéveag eival andppown pag cuvexois abénong me TosoTNTaS ToL Tapdyo-
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mSews LY mov apyilel and my epnfiein, pe anotéheopa ketd my evii-
Joesom ta enineda Tov mopdyovre miSsme va Ppiokovin eveds tav opiny Tou
PUTI0A0YIROD TOUG EDpOUE.

Oh aupopiiies A xu B xhnpovopoivio og guiostivéetol vroleutopevol
FEpaxtipeg. Ta yovida F8 ko F9 edpalovin oto guienivé X ypopatdcoua
oI xuttapoyeventikés Oéoeig Xq28 kan Xq27.1-g27.2 avriotono.

?‘;.rr

 Houpvomra mg aupopriias A eivar 1:5.000 ko e amopidiog B 1:20.000-
: M apoevikes yevwnoelg.

.r. -
L b

 Exrdc and my khvikl sidva tow agBevoic Kol 1o 0IKOYEVEIGKG 10T0-
P yivovTan Kon Siiupopec sEetdoei, dmos
* Xpdvog mpobipoppivng
= Xpdvoc mpopparying
* ApiBunom aiponerakioy K.d.
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