EMOTNUOVIKG JEpaTa

Zeipd dpBpwv apiepwpéva oTov KAIVIKO 1a1p6
yia Tn xpnoiudtnta kai tnv aloniotia Twv avoooAoyikwy e§eTdoswy

MepiAnyn: O dpog BpouPopidia neprypdeer pia npodidbeon yia Bpdufwon Twv aptnpidv i Twv eAsfdv. Ta
TeAeutaia 35 xpdvia éxouv avayvwpioTel noMor yeverikol npodiaBeoikol napdyovres yia pAefikri OpduPwon, or
orolol neplypdgovrar ouvonTikd napabérovrag Tnv ouxveTnTa updavioric Tous kai Tov kivduvo nou npoodidouv
yia Tnv gugdvion BpouposuBolikou eneicodiou. TéAog, didovral MpakTikES odnyies yia Tov OwoTo EpyacTnpIakd

EAeyxo yia Tn diepeUvnon ouyyevous BpopBopiAiag.

Aé&eig kAerd1d: Xuyyevric BpouBogiAia, V-Leiden, npoBpouPivn, MTHFR

Eicaywyikd oToixeia

H 1o1opia (Tng OpopBogidiag) &exivnoe ota péoa Tng O¢-
kaeTiag Tou ‘70, ye Ta agponopikd Ta&idial... kal ye Tnv avd-
YKN TWV OEPOMOPIKWY ETAIPIWY VA EAATTWOOUY TO dIaBEoIHO
XWPO yIa kGO eMPBATN NPOKEIPEVOU VA PEYIOTONOINCOUY TNV
METaA@OPIKA IKavETNTa Twv agponAdvwy. MapaTnprbnke TéTE
nwe &vag apiBpéc eniBaTtwy napouoiale ~-ouvnbwe ota KATw
dkpa- PAEPIkA OpSpPwon petd and noAdwpn unepathavTikn
ntion. Koivé xapakTnpIoTIKG auTwV Twv NEPINTWOEWY ATAV
OTI ENPOKEITO YIa ENIBATEG OIKOVOIKNAG BEong pe Npodidbeon
yia avdntuén BpdpuBwong. To 1965, o Egenberg nepiéypaye
TNV Npodidbeon yia avanTtuén eAePIkwvV BpouBuoewy oe pia
NopBnyikr oikoyévela nou apydtepa anodeixdnke 611 €na-
oxe and eéMegn avriBpopPivng. To 1993, o Dahlback nepig-
ypaye oikoyéveles pe BpopopiAiki d1d0eon Twv onofwy To
nAdopa napouciale GTwxr avrandékpion oTnNv evepyonoin-
pévn npwreivn C, kal avayvwpioe éva VEo Punxaviopod kAnpo-
VOMIKNG OpopBopiNiag. ApydTepa anodeixOnke 0TI Yo HETAA-
Aa&n otov napdyovta V eival n mo cuxvi artia avrioxnig otnv
evepyonoinuévn npwteivn C. O napdyovtac V nou Qpépel Tnv
MeTAMa&n autr ovopdetal napdyovtag V-Leiden kal nipe
TNV ovopaocia Tou and Tn pikpr NdéAn Tng OAavdiag énou
BpiokdTav To EPYACTAPIO TOU £PEUVNTA AIATOAGYOU.

Op10u6G TNG ouyyevoUg OpopBoidiag

Yuyyeviig Bpopo@iiia givar pia kAnpovopoUpevn kaTd-

Eikéva 1. Xxnuatioués
BpduPou kar anéppaén
ayyeiwv kard 1a BpouBo-
guPoAikd eneioddia.

oTaoN UNEPMNKTIKOTNTAG NOU NPOJIAOETEI Eva VEO ATOO,
nAikiag <40 eTwy, yia QAERIkd BpopPoepBoAiikd eneioddia
i kar yia aptnpiakés OpopPwoelc. Mepimou 1 oToug 7 “EA-
Anveg ndoxel and OpouPogidia. H BpouPopiAia pnopei va
eMavioTel oav ev Tw PABel pAePikn OpdpPwon 1 nveupo-
VIKA egBoAn. AkOpa, oplopéveg yuvaikeg Je ouyyevi Bpop-
BoiAia eppavidouv avwpaAieg oTnv NAAkouvTIaKA KUKAo-
popia nou pnopel va npokaréoouv dIdPope; dUOHEVEIG
ekBAoeIg TNG eykupoolvng (QUTSUATN EKTPWON, ANOKOAAN- )
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NMivakag 1. Mool Ba npénel va eAéyxovral yia
ouyyevi BpopBopiAia;

+ AoBeveic pe emnoAng i ev Tw Bddel pAefikn OpopPw-
on kai nAikia <50 eTwv

+ AoBeveic aveéaptritou nAikiag pe pAeBIkn OpduPwon
Kal O€TIKG OIKOYEVEIQKS I0TOPIKO

« Tuvaikeg npiv ndpouv avTiouAMnATIKG R okeudopaTa
Y10 OPUOVIKA unokaTdoTaon

+ AoBeveiG pe nveupovikn epoAn

+ AoBeveig pe OpopPwon og aouviBn onpeia (n.x. Jeoe-
VTEPIWY, NNATIKWY, VEPPIKWY N eYKEPAANKWY PAEBWV)

+ Mé€An oikoyévelag, énou avixveUtnke petdAaén FV
Leiden 1 MTHFR i perdAaén npoBpopupivng

« lTuvaikeg pe 10TopIKd enavarapBavopevwy anoBoAwv

+ Tuvaikeg pe anokdAMnon nAakouvra, evoouritpio 6d-
vaTo i To§ivaipia kinong

+ MnTépeg pe eMemnofapn i npdwpa veoyvd

+ Tuvaikeg pe 0UVOPONO NOAUKUOTIKWY WOoONKWV

+ AoDBeveic pe didxutn evdoayyeiakn nién

+ AoBeveic pe aipvidia noppupa

on nAakouvTa, evdounTpla kabuoTépnon avdnTuéng, npo-
ekhapia kar evdopritpio Bdvato). O duopeveis ekBdoeig
napatnpouvral oto 0,2-3% Twv KUNocEWV Kal anoTeAouv
Tnv kUpIa aITia NeEPIyevvnTIKAG voonpdTnTag kal Bvnoiué-
TNTaG. TEAOG, OpIopéveG HEAETEG ouoxeTiCouv TNV Bpopfo-
@IAia kal e TNV gupdvion BpopPwoewy oTo apTNPIaKS
oKENOG (N.x. ayyelakd eykePahikd eneioddio, o&U Euppay-
Ma Tou puokapdiou), aMd NOAEG AMEG Exouv anoTUXEl va
anodeiéouv oapn cuoxETion.

‘AiTia ouyyevoug BpopopiAiag

0 G506A nohupop@iopds Tou napdyovra V, o G20210A
noAupopPIopog Tou napdyovta |l karo C677T noAupop@l-
op6G Tou MTHFR yovidiou gival o1 3 Mo oNPAvTIKEG HOPPEG
kAnpovouiknig OpopBogiiiac. Eivar unedOuveg yia Tnv nAel-
oynpia Twv BpopPoepPolikwy eneicodiwy og dTopa nou
dev €xouv dAo eppavi napdyovra kivouvou yia Bpoupw-
on. H avendpkela Tng npwteivng C, n avendpkeia TnG npw-
TeivnG S kal n avendpkeia TnG avriBpouBivng Il eival ona-
VIOTEPEG HOPPEG KANPOVOuIKAG OpopBogiAiag.

G506A noAupopgiods Tou napdyovra V (napdyovrag V Leiden)

0 G506A noAupop@iopégTou napdyovta V (napdyovrag
V-Leiden) ogeiletal otn petdAhaén Tngadevivng 506 og you-
avivn (A506G). O napdyovrag V-Leiden eivar avBekTikdg
oTnv adpavonoinon and Tnv evepyonoinpévn npwreivn C
kar efval unevBuvog yia augnuévn dnploupyia Bpoufivng.

Ye eTepOluyn poperi o G506A noAupop@iopdg Tou na-
pdyovta V aveupiokeral nepinou oto 5-9% tou Kaukdoiou

Mivakag 2. Moigg e€eTdoeig npayparonolodvral yia
Tn diEpedvnon TnG OpopBopIAiag;

- Mpwreivn S

- Mpwrteivn C

- AvmiOpopBivn Il

- MetdMaén V-Leiden (popiakdg éAeyxoc pe PCR)

« MetdMaén C677T MTHFR (popiakédg Eheyxoq pe PCR)

« MetdMaén G20210A npoBpopPivng (HopIakdg EAey-
x0G pe PCR)

- Avtiowpata évavrl kapdioAinivng (IgG, IgM)

- Avtiowparta g€vavr B2GPI (IgG, IgM)

+ AvTInnkTiKS AUKou

« AvtioTaon otnv evepyonoinuévn npwreivn C
(APC-r)"*

- MnkTIVOAOYIKGC éAeyxoc: PT, APTT?

+ OpokuoTeivn, Ivwdoy6vo, napdyovTag NiENG VIIZ

1 < . . <

Ta 2ng yeVedS TEOT avIXVEUOUV UE euaiobnaia kai eIdIKTNTa
nou ayyiCei o 100% Ttnv dnapén Tng petdAMaéng V-Leiden

2 4 < 2 2 <

OUVIOTWVTAI and opIoUéVa KEVIPa ovo

nAnBuopod. Au&dvel katd 3-5 POPEG TOV KIVOUVO YIa (PAe-
Bikd BpopPoepBohikd eneioddia. Eival unedbuvog yia To
20-40% Twv QABIkwv BpopPogpBolikwyv enelcodiwv oTo
yeviké nAnBuopd kai yia To 40% Twv PAePIkWV BpopPoey-
BoAikwv eneicodiwv katd Tn diIdPKEIA TNG EYKUPOOUVNG. Z€
op6Cuyn poperi o G506A noAupop@iopdg Tou napdyovTa
V aveupiokeral noAU ondvia. Au&dvel katd 100 gpopég Tov
kivOuvo yia pAeBIkd BpopBogpBoAikd eneicddia.

G20210A nodupopeioudg Tou napdyovra

O G20210A noAhupoppiopdgTou napdyovra |l opeireTal
oTh peTdAaén tngyouavivng20210 og adevivn (G20210A).
Mpokahei auénpevn BroolvBeon Tng npoBpopfBivngand 1o
Anap nou odnyel og uPnAdTEPQ enineda npoBpouBivngoTto
nhdopa (150-200%). Xe eTepdluyn poperi o G20210Ano-
Aupop@iopég Tou napdyovra |, aveupioketal oto 2- 4%
Tou Kaukdolou nAnBuopou. Augdvel katd 3 QOpPEG ToV Kiv-
duvo yia QAEPBIkd BpopPoepBohikd eneioddia. Eival uned-
Buvog yia To 6% Twv PAeBIkWV BpouPogpBolikwy engico-
dfwv oTo yevikd NAnBuopd kai yia 170 17% Twv PAEBIKWY
BpopPoepBoiikiv eneicodiwv kaTd Tn dIGPKEID TNG EYKU-
poouvng. Au&dvel eniong Tov kivouvo yia Bpdufwon Twv
PAePwV TOU gykEPAAOU. X opdluyn poperi o G20210Ano-
Aupop@iopég Tou napdyovta I, aveupiokerar noAd ond-
via. Auédvel onpavTikd Tov kivouvo yia Aepikd Bpoupo-
gMPBOAIKG eneloddia.

C677T noAupopeiouds Tou MTHFR yovidiou
Ado €vQupa (n B-ouvBerdon Tng kuoTabeiovivng kal n
avaywydon Tou pebulevoteTpalidpopuihikod MTHFR) kai
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TpeIG Bitapiveg (B6, B12 kal To guAAIKG 0&U) nailouv on-
MavTiké poAo oTn pUBPIoN Twv eNNEdWY TNG OPOKUOTEIVNG
oTo nAdopa: H avaywydon Tou HeBulevoTeTpald popuUAAI-
koU (methylenetetrahydrofolate reductase, MTHFR) pubui-
Ce1 TNV enavapeBUNWON TNG OPOKUOTEIVNG KAl TNV JETATPO-
nn TnG og peberovivn. MetdMaén Tou yovidiou MTHFR oo
VOUKAeOTI®I0 677 (pE avTikaTdoTaon piag youavivng and
Bupidivn) kabiotd 1o évlupo BeppoguaioOnTo KAl NPOKA-
Ael éknTwon TnG ev(UUIKAG OPaOTIKOTNTAG PE OUVENEIQ TNV
av&non Twv eNINEdWY TNG OJOKUOTEIVNG OTO afja. € Opo-
Cuyn poper o C677T nohupop@iopds Tou MTHFER yovidi-
ou, aveupiokeral oTo 5- 15% Tou Kaukdoliou nAnBuopou.
AnoTelel TNV Mo ouxvnh aiTia unepopokuoTelvalpiag. H eTe-
PdLuyn Hop®r Tou NoAupop@IopoU eival oAU ouxvnh (ep-
paviCeral oto 70 40% ToU yevikoU nAnBuopoy) kal dev odn-
Y&l o€ ungpopokuoTeivaipia. Ta enineda TG OPOKUOTEIVNG
oTo nAdopa ennpedlovral kal and Tnv diatpopri. H ave-
ndpkela Tou UAIKoU o&wg, TnG Birapivng B6 kai Tng PI-
Tapivng B12, npokahel adgnon Twv eninédwyv OpOKUOTEI-
vng oTo nAdopa, H ungpopokuoTelvaidia npokael BAGRN
TwV ayyeiwv pe didpopous pnxaviopoug kal eival aveédp-
TNTOG NapdyovTag KIivOUvou yia aBnpookAnpwaon, ayyeia-
KO eYKEPAAIKO ENEIOGDIO, kapdlayyelakd ENEIOODIO KAl Me-
PIPEPIKN ayyelakn vOoo. LUYKEKPIPEVA, DIAPOPEG PEAETEG
deixvouv 0TI N opokuoTEIVN dpa BAANTIKA OTO TOIXWHUA TwY
ayyeiwv (pe TpéNo napdépolo pe autdv TNG XoAnoTepivng
aMd 8 popEG NIo EvTova) Kal ETATPENE! TIG AvVTIOPOUPwW-
TIKEG 1016TNTEG TWV £vOOONAIOKWY KUTTApWV o€ NpoBpop-
BwTikéc. AuEdver kaTd 2-3 POpPEG TOV KIVOUVO yia PAEPIKG
BpopBoepPolikd enelcddia.

Avendpkeia Tng npwreivng C

YeeTepOuyN Hop®ri n avendpkela TN npwteivng C, aveu-
pioketal nepinou oto 0,2% Tou yevikoU nAnBucpoy. Au&d-
VEI KATG 7 QOpPEG Tov KivOuvo yia PAEBIkd BpopogpBol-
K& eneioddia, 101aiTEpa PeTA TNV evnAikiwon. To 50% Twv
aoBevwv napouoidlel pheobpopPoepBorikd eneioddIo PE-
xp1 TNV nAikia Twy 40 eTwv. Eivar unedBuvn yia 1o 2,7-4,6%
TwV PAePIkWV BpopBoepPolikwv eneicodiwy. Xe opdluyn
Mop®ri n avendpkela TNG NpwTeivng C, au&dvel onpavTikd
TOV KiVOUVO yia PAEBIKA BpopBogpBolikd eneioddia. Ze au-
TOUG TouG a00evei§ Ta QAERIKA OpopBoeuBoAikd eneicddia
epavidovral apgéowg YETE T yévvnon.

Avendpkeia Tng npwreivng S

Ye eTepOCUYN POPPK N avendpKela TNG NPWTEIVNG S, aveu-
pioketal nepinou oto 0,1% Tou NANBuopoU. Au&dvel katd 6
POPEGTOV KIVOUVO yIa PAEPIKG OpopBoepBoAiikd eneioddia.
To 50% Twv acBevyv napoucidlel pAePikd OpopBosuBoAl-
kG enelodd10 Péxpl TNV NAIkia Twv 45 eTwv. Eivar unedBuvn
yia 70 2,2% Twv PAERIKWY BpouBoeuBoAikwv eNEICOdIWV.
Ye opbCuyn pop®r N avendpkeia TG NPwTeivng S, au&dvel
onpavTiké Tov Kivouvo yia QAeIkd BpopogpBoAikd enel-
0001a. Xe auToUg Toug aoBeveic Ta QAEPIKA OpopPogpBoAi-
KA eneioddia ePPaviCovrar agéowe PETA TN yévvnon.

Avendpkeia Tng avriBpoufivng 11

Ye eTepOluyn poperi n avendpkela TnG avriBpopPivng Il
aveupiokeral nepinou oto 0,02--0,05% Tou yevikod nAnBu-
opoU. Au&dvel kaTtd 5 popEGTov KivOuvo yia GAeBikd Bpouo-
eMPBoAIKA eneloddia. Eival unedBuvn yia 1o 1% Twv PAEPIKWY
OpopPoepPorikwy eneicodiwv. e opdluyn pop@ri n avendp-
kela TnG avriBpopPivng 11 dev eivar oupPBatn pe Tn Q.

2uvduaouol KAnpovouikig ri/kai Eniktntng ©popfopiAiag

‘OTav aveupiokovTal oTo d10 dTopo NEPICOOTEPA TOU
evoG kAnpovopikd aimia BpopBo@iAikric didBeong, o Bpop-
BoepPBohikog kivduvog noManiaoidderar. Na napdderyua,
oTa dtopa o G506A noAupop@iopdg Tou napdyovra V ou-
vundpxel pe Tov G20210 A noAupop@iopd Tou napdyovTa
[l i Tnv opdluyn popen Tou C677T noAupoppiopoU Tou
MTHFR yovidiou undpxel onuavTikii CUOXETION PE TA (PAe-
Bikd OpopPoepPoAikd eneioddia pe OR 85,19 kai 81,3 avri-
oToixa. ‘Opola, ota dropa nou ouvundpxel o G20210A no-
AupoppIopds Tou napdyovta |l kal n opdluyn poper Tou
C677T noAupop@iopol Tou MTHFR yovidiou To OR yia gpAe-
Bikd OpopBoepPolikd eneicddia eival 20,8.

ABSTRACT

The term thrombophilia refers to an increased tendency for
venousorarterial thrombosis. Genetic factors thatare associated
with increased venous thrombosis have identified during
last 35 years and summarized in this study. Their frequency
and risk for a thromboembolic event are also discussed.
Finally, practical recommendations for the properlaboratory
evaluation of inherited thrombophilia are provided.

Keywords: inherited thrombophilia, V-Leiden, prothrombin,
MTHEFR.
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