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ITepiAnyn

Metd v TEATY TEOYEVVIITIXY] dLdyvewon ouvdeopov Down to 1968, YoteQn 0.6 aUVIOTHQUXEVTI|ON OF
€Y2V0 YUVOI®o TEOYXMENUEVNS NAring, emaxolovOnoe pia oepd Proxynuxdy nedddwv mov ewonydnoav
OTOV TOULED TI)S TEOYEVVIITIXIG OLAYVWONGS OVYYEVOV tafjoemv Tov eppfovov. O nédodor avtég oyetito-
VTOL PLE €V TTOAD LRavoTToLTI®0 To000To aftomiotias. To ®UeLo mAeovERTNUA TOVG E(vaL TO YEYOVOS OTL
eivar un exepfotinés nor oyeTind youniov x60tovs. ETotl, pmogovv vo £@agrootovv yio paiixy moga-
®0AovOnoN oTOV EVEUTEQD TANOVONO (screening tests) xal mg TEToleg €Xovv 101 ®ubLeQmOEL o€ aQreTEg
x00es. Otav ouvdvdiovrar pe vepnyovs 1 aElomiotia Tovg Pehtidvetar. Aev vdoyetl apgifolria 6Tl ot
VITEQNYOYQUPLXOL DEIXTES ®aL OLAiTEQM 1 CqVYEVLXT] OLapdveLa, Oa ouveyioovy va amoteLovy €va onua-
VIL®O €QYUAELD TTNV TEOYEVVITIXY] OLAYVWOT), ®OTOC0, RATA ®AVOVa amartovy emPefaivon tng dudyvo-
ong ne exepfarir pédodo ommg eivar avti Tng apviormaaxEvinong 1 s proyiag yograxrtg Adyvns. To
{010 BEPana amarteitar oy otV TEQITTOON TOV Proynundv dewrtdv. AEiCeL vo onuetndel ot 1) Togov-
olo pEPOVOUEVOV TaB0A0YLXOU VIEQNYOYQUPLROV OEIRTN OTOG XVOGTELS YOQLOEWDDV TAEYLATMV, VIEQT)-
X0ix€g evOOraEOLaRES ®NAidES, LVIXEQNYOING EVTEQO, VOQOVEPE®WA ®ar Pedyuvon Tov purnoraiov 1 foayto-
viov 00T0V, givar auelntéag mpoyvootixigs atiag. H dwomiotwon eEdhlov guotohoyixiis avyevirig dia-
PAVELUG O€ YUVAIRES VYPNAOD ®IVOUVOV, OTMGS YUVAIXES AV TOV 35 ETMV, OV TIC ARAALACTEL A0 T1) YEVL-
®noteE EVOEIEN Yo apviortagaxévenon. H xafiépwon tng nedddov MRI og nedodov mooyevvntirijg dud-
YVOONS AWTOALAYILEVIS GO TNV VTTOXELUEVIXOTNTA TOV YELQLOTI] TOV VTEQNY WV, ELPAVICETOL O EVUALQ-
®TLKY] TEOORTIXY. 25 TEOEXTAOT TOV froynuzdv pedddov Ba progovoe va Oewendet n avalvon eupov-
OV #uTTdEV 1 EAEVOEQOV (EE®VTTAQLOV) ENPELi0ov DNA oT0 mteQupeInd aipa tng untégag, nédodor
mov Poioxovror o€ EEEMEN ®oL OVOUEVETOL VO ATAOTOLI|OOUY T UEYLOTA TV TEOYEVVIITIXY dudyvaoon. H
TEOEUPUTEVTIXT] OLdyvoon eEdhlov €QYeTaL Vo TEOTHEQEL VYNALS GELOTLOTIOG ATOTELECUATA XAl VO,
ATAALAEEL TOVGS VIXOYNJPLOVG YOVEIS GTTO TO HVOAEETTO dIANUUA TNS JLAXOTIS TNG EYXVUOGUVIS OE TEQL-
TTOOT TEOYEVVIITIXTS OLdYVOONS oUYYEVOUS ®AONONGS Tov euPoviov, Eva YUQUXTIOLOTIXG UELOVEXTILG,
TV YONCLLOTOLOVLEVOV CTLEQT. NEBOOWY.
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AéEeig xAetdid: Proynurol-ueonyoyoopLrot deinteg, TEOYEV-
v didyvoon

Ewayoyn

Eilvaw yeyovég on m polivy mapoxolovbnon twv
EYRVWV YUVOULRMV YL TV TTEOYEVVNTIXY] OLdyvwon
avoUoM®OV Tou guPoiov €yel eEelybel oe Eva amd
o TAEOV TTROPEPANUEVO TNTHUOTOL LOTEXIS PQOVTI-
dag oto tehevtaia yeovia. Avtd BEPaia vINEEe @u-
oS oVVETAROAOVOO TV TEXYVOMOY IRV eEEMEEWMV
7OV OONYNOOY OTNV OVAITTUEY TTEQLOCOTEQO €EELOL-
neVUEVOV Broynuradv uebddmv rot ot Peitimon
TNG EVXQIVELAS TMV VITEQYYWV.

01600, 1 ATOTELECUATIRATNTA AUTOV TV UeBGdWV
TEOYEVVNTIXNG SLAYVOIONS, OTMS ROL TO OXETTARS
TOVG, QUTOTELEL ONuUElD EVTOVNG avTLITOQAOEONS RO
oUyyvoNg OtV ®oONUEQLVY] MALEVTIXY] TTRAEN, alpov
dev elvar rowvd amodexto To ToLeg amd Tig uebddovg
QUTES VITEPEYOVV %O O€ oo Pabud. Arotéheoua
QUTHS TG AOAEPELOS E(VOL O ETTC UEQOVS UOLEVTHOOS
va elvor OlaodTng ™e wdg 1 g dAing ueBédov, ov-
YVO Ao OVYRVEICL KoL OYL OTTAVIOL (G CTTOTEAEOUC
EMLOQOWYV TTOU £TUYE VO OeY0el TS OUYREXRQUUEVECS
oxoA€c 1 row mpoowra. [apd v mapéhevorn 3-4
derOETLOV EVTOVNG OQOOTNOLOTTOINONS OTO YWDOEO Olv-
0, ®G0e dAo od TaiTion VeioToTol UETAED TmV
WMV, OMS YOQOXTNOLOTIXA ATTELROVICETAL OF
dvo mpdopateg avipatirég dnuootevoelg oe BENa-
o Ouoolag vyelog oto dvo EyroLto TEQLOORA
British Journal of Obstetrics and Gynaecology
(Wald et al., 2004) nouw Lancet (Harris et al., 2004)
%Ol TAL 07ol0L avTovorAovY ™) ovvexlLouevn ovyyv-
o oty ®a0’ nuEpa xMviry| TEAEY. 10 €va TEOTE(-
VETOL 1) ETAEXTINY EQAQUOYN TOV dLapdomv uebo-
dwv mooyevvnTvig Odyvmong eva oto deUTteQo
vrooTniteTon 6Tl emeuPatirég uEBodot TpoyevvnTL-
n|S SLAYVWONS TOETTEL VO TTQOOPEQOVTAL O OAES TLG
yuvaixeg(!), wo dmoyn wov od T duoyeEN EQaQ-
uoyn g, dev otepeitan Aoyric.

To 1968 €ywve M mEMT TEOYEVVNTIXY SLdyvVmON
ouvdpduov Down. Extote »afiepwbnre omv xabn-
ueEwy xhvini TedEn 1 noliny Tapaxolotinon Tmwv
EYRVMV YUVOLRMDV ETAEYOVTOS KAT QXYY YUVOIKES
TEOYWENUEVNS NMARIOS YLOL UVLOTTOLQOXEVTNON).

21 ayéc g 10etiog Tov 1970 avEnuéva enimeda
a-gupovinng mowteivng (AFP) oyxetiomrav ue
ovowtée PAAPec TOU  0OPUOVMOTIOLOV  COANVA
(Neural Tube Defects) xa 0T OUVEYELQ UE ULOL TTOL-
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nIMOL OVOUOAMY 0TS 1) ateAng oUYRAELON TOV %OL-
MOROU TOLYMUATOS, VEPQLXY] AYEVEDTO, OUTOPQUATL-
EC VEQPEOTAOELES KL ATON O TOV YAUOTQEVTEQLHROU
OVOTHUOTOG, KOTOOTACELS TOV UTOQOUVV €TTIONG VO
ALy VIOTOUY %Ol UE TOVS VITEQYYOVG.

To 1983 Swomotddnre ot younAd enimeda g ma-
QOITAV® TEWTEIVNC OTOV 000 NG EYXVUOVOUONS
(MS-AFP) oyetiCovtan ue ovvdpouo Down.
Agydtepa, ovEnuéva emimedo yopLoxng yovado-
To0mivng otov 06 g yuvairag (MS-HCG) oe
ouvOVOOUO e YounAd emtiredo elevBeEng oLoTOLO-
Mg (uE3) yapaxtmotothxov emiong g Oeixnteg
(markers) yia oUvdpopo Down.

To 1988 »aw oL toelg avtol froymuirol deinteg yon-
opotomnxay amd xowol og ovvdVAoUS Ue TNV
niwxio g untépag we palv uéBodog aviyvevong
YOWUOTOOMWHDY KAl MDYV OVOUAMBY TOV EU-
Povov, wa uéBodog N oot vioOBeTONxe gvpUToTa
YVoot] 0g "totAS Proynuxd test". Edv mpooteOel
RO 1) WVYLUTTIVY, TOTE AVapEQOUOOTE OTO «TETQOITAG
Broymuuxo test".

Otav XENOoLWOTOLOVVTOL Ol UTEQNYOL YLOL EXTIUNOT)
™ nAxiog g ®inong, To TOo00TS ddyvwong
avégyetatl 0to 59% pe to dumhd (Chao et al., 1999),
010 69% pe 1o TEWTAS ®oL 0t0 76% (e TO TETEATAS
test, o€ ovoyetioud PEPoLa ue v nria g unTé-
oag (Wald et al., 1997). Ta 1pevdadg Betind amotelé-
opoto ®opaivovior oto 5%. To duthd test (MS-
HCG »ow AFP, og ouvduaoud pe v nhxio g un-
TEQUG) OVUPMVA UE OYETIRA TEOOQOTY UELETY, El)E
VYPNAS T0000TS aELomoTiog i, to ouvogouo Down
(ue emimeda emnivdvvomrog ta 1:250 non 1:384,
71.5% »ow 86% avtiotouya) OxL Oumws yio. diheg
YowuUaToomwreés avouaiies (22.3% non 33.4%
avtiotouya).

Ooov a@oEd TV TAOXOUVILOKRY TEWTEIV] A OV
oyetiCetar pe v eyxvpoovvn (PAPP-A), extyudron
ot auty dev dixatoloyeltar yior poliny] epaouoyy
010 20 3unvo, umopetl ouws vo amofel iaitepa
YONOU O€ TTEQUTTWOELS TTOU OL dAAOL Broynuuxol
detnteg (hCG naw uE3) eivar ogrond avePaougévo,
ws empPePaiwon (Bersinger et al., 1999).

AM\oL apdyovteg Tov Uwoel var ouvextiunfouvv
elval to PAQOg TG UNTEQOS, 1) TTOQOVGTOL LVOOUAMVO-
eEaprmuevov drapntn, N ToAhamhy ximon, 1 eOvi-
1OTNTA, OTTWS ROL  TOONYOUUEVO LOTOQIXO OUVOQO-
uov Down. ITodyovteg Ommsg 0 TOROS RAL TO %d-
TIVIOUOL ETTNEEALOVY TOVS Proymuirnovg deixteg adld
Oyl o€ Pabud mov va SaLOAOYETUL TOOCOQUOOTL-
%1 0L6pBwOoM Tov CEYHOU ATTOTELECUATOG.

Fevird mepLoodtepo and 80% Twv yuvour®y omo-
Oéyovror To duTAG 1 TOWAG Proynuxd test (otnv
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EMada >90%) oto 5-6% twv omolwv omodewnvie-
Tal Betnd. Amo autég €va mooooto 80% d€yovton
va vrofAn0ovv og emeuPativny wEBodo emPefaim-
ong (auviomapaxévinon, CVS) now eni Betinov
artote éopatog 9 otig 10 emhéyouv ) draromn g
nononge.

Se molidupeg xuijoelg ou uéBodol autég dev eival
a&lomoteg ue amotéheona dileg uéBodol omwg ei-
VOL Ol VTEQNYOYQOMIXOL OEIXTEC VO OTTOTELOVV
VTOYQEMTIRA TNV evalhantiny Aon (FT.). 1 QuyEVL-
» dwagpdvewa, nuchal translucency), (Maymon et
al., 1999).

H 0éon g avyevirng dwagdvelag e oyéon
1Le Tovg Proynuixovg deinteg

To evpog g avyeviniis diapdavelas (A.A.) mowii-
AeL avdloyo ue v gfOouddo ®xUmong xow LETQATL
PdoeL  OUYHERQUUEVNG  TEXYVIXNC  ROL  OONYLDV
(guidelines). H mopovoia avEnuévng A.A. oyetiCe-
TOL UE YOWUATOOMWHY AVOUOMO ®oB0S ®oL e
avatowx, e N xweic mtaboroywod raguotumo. EE-
autiog TV SOV TOV VITAQYOUV OTOVS OLdpo-
0ovg TANOVOUOUSC TTOU UEAETHONRAY, OTLS TEYVIRES
OV YENoLwoTow|Inxray %ol otV Towihouopio
TWV OTTOTELECUATWV TTOV €YOUV OVAROWMOEL, EXTL-
udral 6T, €7t TOU TOEAVTOS TOVAYLOTOV, OEV ElVaL
ao@aréc va vmoloyitetal moootrd o %ivouvog
VIAQENS YOWUATOCHUWRNS avouaiiog fAoer avtng
TG TOQAUETQOU KL UAGVOV. 0T600, TOOO Yol TS
VYPNAOU 600 oL YLOL TLS YOLUNAOU RIVOUVOU TTEQUITTM-
O¢€Lg, 1) TEOYVWOTIXY] 0l TN uebddov eivan apre™
(Snijders et al., 1999) wote 1 TaQovoio TS VO ATToLL-
tel eldwo counseling zaw emPePaiwon pe dioyvo-
oty uébodo. AEiCer va onuewwbdel o1, edv ywo
omotovdnmote Aoyo, dev emheyel CVS, 1 eEapdvi-
on g ALA. u€yoL T OLEVEQYELD TS OUVIOTTALQONE-
vinong 0ev Ba mpémel vo Bempeital xabnovyaott-
%1,

Avaupipoia, n vtepnyoyoapia, ite ammd wovn g
1 og ovvdvaoud pe Proymuirés uedodovg oto meQL-
PeEO alpa TS eyrvou yuvourog, Ba ovveyioel va
QTOTEAEL ONUOVTIXG EQYOAE(D OTNV TEOYEVVITLRY
dudyvwon (Graupe et al., 2001). H ox€on tov mabo-
AoywoU vrepnyoyooguatog lov 3uivou ue Tig
XOMUATOOMWHES OVOUOALES OEV ETOEXETOL QUL
opymon, Waitega PAMOTO VT ™S AVENUEVNS
A.A. ov Bewpeltat, ovuyroLtnd, o TAEoV axQpng
detntng (17mhdowog »ivouvog) (Smith-Bindman et
al., 2001) oe ox€on ue GANOVS VITEQNYOYQOPLROUG
deirteg mov yonowwomolovvror 0to 1o 3unvo dmwg
HUOTELS YOQLOELOWDV TTAEYUATWYV, VITEQNYOIRES EVOO-
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n0EOLKES wNAIdES, vmeEN)O0IRS €vtepo, VOQOVE-
POWON xou BEdyvvon Tou unoLaiov xat foaytoviov
ootov. H mpoyvwotxy onuaocio twv televtainy,
edv 0V OVVUITAQYOUV UWOQPOLMOYORES OVMUOAIES N
dev ouvvodevetor amd dihovg emumpdobetovg dei-
uteS, elval aueltéa (aiEnon Tov Tooootol Uévo
%natd 3% otav omoteAoUv povijon gvpnuota). H ma-
povoio Sumwg OO0 1) TEQLOOGTEQMWV VITEQNYOYQOPL-
NOV QEWTWOV O YUVOIRES TTOV POEOMKRAY 0QVNTIRES
omv A.A. zaL otoug Proynuiroig deinteg, avgdvel
ToV %{VOUVO ONUAVTIXG. ZTLS TEQUTTMOELS OUTES KO
TTAAL EVOEMVUTOL YOWUATOCHWARY AVdAVOY TOV E-
Bovou (Verdin et al., 2000).

Avtifeta, n onuooio g avEnuévng ALA. dev Ba
TOETEL VO, AYVOEITOL OXOUCL ROL OE TEQUTTWOELS UE
Pepormuévo  uotohoynd eUPEUiRe  ®OQUATUTTO.
2TUC TEQUTTWOELL OUTES Ol UOLEVTIXES ETUTAORES
OVOUEVETAL VO E{VOL AVENUEVES YU 0TO RO UETOED
AMmV, evdeinvutal eEELOEVUEVOS VITEQNYOYQOPL-
%0¢ €heyyog (Michailides and Economides, 2001).
Mio amd tig mhéov aElohoyec ueréteg mov ouvEPa-
AoV OV avayvoeLon s dayvmotikig agiog Tou
TTAYOVUS TG QUYEVIXNG OLOPAVELOS EIVOL QUTH TNG
ouddag tov xaBnynty Nwoloidn oto King’s
College touv Aovdivov, ovugpmva ue Ty omolo o€
€vo. ueydlo aBusd yuvouxrmv, 1 evatonoto g ue-
08600v vrepPaiver to 70% (Snijders et al., 1999), ye-
YOVOC 7OV OdNYNOE OQLOUEVES YWQEES, OMWS 1
Avyylio, va v rabiepdoovy og eBvind emimedo.
Oewpwvtog To BEua amd gveUuteEY Aoy woTdoo,
o¢e deOvéc enimedo dev paivetor axnoua vo vTdoyeL
TAUTLON aTTAYPeV 600V apoEd To Badud yonous-
TTag ™S LETonong ™me ALA. tov eufimv og uedo-
dov palirov ehéyyov (screening test). ZUUpOVA Ue
UEYOL TWQO OVAXOLVWOELS YEVIROTEQW, N €VOLOON-
ola g ®vpoiveton petaEv 40% raw 80% yua ovv-
dpouo DOWN, 50% yia toromuio 18 (Kurjak et al.,
1999) eivar de xaUNAOTEQN YLOL GAAES KOWUATOOM-
wxéc avouahiec. Avahoyo eEGAAOV TOCOOTA £Y0VV
dnuootevtel nan yio 15 Proynurés uebodovg [tot-
7AG test : 40%-81% (Kishida et al., 2000) 1 »ow mwe-
0L000TEQO : 85,7%, Kim et al., 2001].

Ané mhevpdg noéotovg emiong n A.A., wg uEBodog
naliwov eréyyov (screening test), dev €xel anoua
extiun el Wiaitepa o oUyrELoN Ue TS PLoynurég
uefodovs. TN »dbe €va €uPovo pe cvvopouo
DOWN rnov 0o dwayvwotel ue ) uébodo avt,
extiudralr 6t Oa mpémer va eEetactovv 15893
€yrvec yuvaireg youniot xvouvou 1 6818 vymiov
wvdivou ((Smith-Bindman et al., 2001). Xagoxt-
QLOTIXO TNG OYETIXIG QEVOTATNTOC TTOV OUVEYITEL VaL
veiotaron eival 6t otig HITA dev amotehel vrrora-
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TAOTOTO TV PLOYNURAOV UE TOMOTAOUS deinTEC UE-
060wV, mov €xovv TAEov naBepwOel va TpoopEpo-
viar o€ Oheg Tig €ynveg yuvaireg (Jackson et al.,
1998). AEiCel va onuelwBel 6L o€ yuvaireg vmAov
wvOUVOU .y, UETA TV Nhxia twv 35, n magovoio
puotoroyriic A.A. dev avorlel v avEnuévn mbo-
VOTNTO YOWUATOCHUHRNS OVOROAlaS YU oUvTo %ot
A awtéc dev eEqupouvtal oo TV ®Aaowry EVOEL-
En v emepPanny dayvootxn uéBodo (auvioma-
poaxévinon 1 CVS) magd ) damiotwon puotoloyt-
%0V vIeENYoyoaprjuatog oto 1o toiunvo. H mooa-
vagepbeion mpoyvmotry aia ™ A.A. eTouEvmg
0POQd RVOIMS YUVOIKRES YOUNAOU %vOUVOU, OTTOU
%o Tl dev elvor ToQd HOVOV EVOELRTIXY QpOU K-
Td ravova, otav Poebel maboloyw, yonlet emfPe-
Baimong.

Yreonyoyodonua lov touuijvov og ovvdvaoud pe
TEOWO Proynuxs €heyyo, walhov amotelel ™V
00QaLEOTEQN 000 ®OL TTEOS TV XRATEVOUVON auTh
OTEEPETAL 1] €QEVVO. ZVUPWVO UE OYETLRY UEAET
™™g ouddag Tov Bivttniaiov, o yuvaireg mpoymon-
uévng niiog (>35 etav), N mpoyvwonxry agio Tou
"YEVETIXOU VITEQNYOYQOPNUATOS , CUUTEQLAUPOLVO-
UEvne ™S ALA. %Ol TOV VITOAOITOV ETMV YLaL T
ALAyvVmon  YOMUOTOOMWHMY  AVOUOM®DY  aviAOe
oto 80%, Gtav Opng auté ovvAVAOTNRE UE PLoynuL-
%novg delnteg €graoce 10 100% (Vintzileos et al.,
1999). Xe avdloyn UEAETN OV AVAPEQOVIAV OTO
vevo TinBuoud, ta mocootd Nrav 33% noi 57%
avtiotowya ywoo towomuion 21 xaw 62% €vovte 73%
yiar uetCoveg wop@oroywés avmuories (Smith and
Hau, 1991).

Oa ménel va vroypouuodel otu froynuxol dei-
UTEC OF€ OVYAENQLUEVEC TEQLITWOELS, OTMGS OTLS TTO-
Mdupeg nunoelg, dev elvar duvatdv vo aElohoyn-
BoUv naL ®oTd OUVETELO Ol OVTIOTOLYOL VTTEQNO-
yoapuol, xupimg 1 A.A., arotehovv TV UoVY EVUA-
hontny uEBodo (Bohlandt et al., 2000).
ZVUTEQAUOUATIXA, O QOAOC TV VTEQNY WV OTNV TQO-
yevvnuxy dudyvwon YoWUATOOMWKMY KoL 0dQMV
OVOTOUXMY AVOUOM®DV TOU gufoiov, elvol rato-
pavng ot 0ev emdgyetanr augpiopiytnon. Kortd mo-
ooV OUWe, Ue T PO1|OELA TWV VITEQNYWV ROL TN CUU-
Pol) (owg Twv Proynurmdv uebddwv, 1 TEOYEVVNTL-
1| EVIOMLON TOV OVOUOA®DV TOU eUPEUOV TOOREL-
ToL VoL otofel ouvolrd Eog GpeLog TV EYRUMV
YUVALROV, ROTA TNV GITOYY] OQLOUEVMYV, TTOQAUEVEL
va  amodewyfel (Smith-Brindman et al., 2001;
Roberts et al., 2002).

210 UEMOV VEES TEYVIRES, OIS 1 AVAAVOY KUTTA-
owv Tov eufeuov 1 eEwnvttdorov DNA »ow M mpo-
euguTELTIXY OLdyvwon ov Bo UToQovoay TTEQLO-
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O0OTEQO VO CUOYETLOTOVV UE TLS PLOYMULRES ONUEQL-
vég ueBodovg, (oweg ®obepwbolv mTeQLO0GTEQO €V
OYPeL TS WThOVOTEVONS oL RAAUTEQNS aElomoTiog
TOV.

Avalvon enfouir®dv ®VTTAQWVY 0TO TEQLPEQLXO
aipo TG uNTéQag

Eivaw yvmotd 6t eufouind ®itroo ®urhopoovy
OTO KUXAOPOQIXG OVOTNUO TS UNTEQUS aTtd TV 6
epdoudda xow 0 aBuds Tovg oEGVEL ue TV NAL-
xlo g ®wimong. Ta xwittago ovTd TOQAUEVOUV YLd
TTOMG YOV, LETA TOV TORETO.

H evtémion twv ®uttdomv vty emtyelpnonxe xat’
aQyNv oe aobevelc mov uwolg elyov vofAnbel oe
oy eyrvuoouvng Ay duaryvmobeiong eupoui-
wig Totompiac. o o oromd autd KONOLUOTOLOU-
VIOL QVILOMOUOTE TOV avtldQouv ue ) vy alvoida
™me eupovinig aupooparpivns (Hoechst 33342) 4
dlhou eduol aviyvevtég (markers) mov dropépouv
UETAED euPovmv xal evniirwv (). €-o@aiQivn
mRNA) (Hogh et al., 2001). H avdivon yivetow xv-
olwg og gumipnva euPouind egubponitrao aQEE-
vov gufoiov (EAIYLOTN ATAQAITNTY CUYREVIQWON
nuttdowv dpeevog 2%) (Kunhert-Schmidt et al.,
2000) pe ™ Ponbeia twv teYVMavV FISH  molv-
FISH »ow PCR, av xou dAhot epevvntég ovveyiCovv
Vo eQYACovtol o€ TOOPORAAOTIRA KUTTOQO.

Me 11c teyvinég autég €xel amoderyBel dtL yonoLuo-
mowwvtag DNA wxpoavalioelg, elivor duvan m
ALdyvVmoN aveVTAOELIRMY KUTTAQWYV KL HOVOYOVL-
oy modjoewv (Samura et al., 2001). To amoté-
Aeouo g un emeuPatinic ovtic uebBddov eival
erTo evtog 2-3 wowv. Kat’ apyrv vinoege duvvaty
1 €VIOmLoT ®ANEOVOULKA UETOALOOUEVMVY TaBoewV
omd Vv mhevpd Tov matépa (m.y. Rh avuydva)
OV OITTOVOLACOVY 0TS TNV TAEVQE TG UNTEQOC.

ITIgoodropropnog enpovirov eEnrvrrdgorov DNA
0TO TAGONA TS UNTEQUS

H npdopaty diamiotwon GtL oto untowmd aiua x-
nhopopel ehevbepo eufovind DNA ot eEwnvttd-
ol uoee1} (oL €vo LEQOS EVIOS TV RUTTAQMYV)
TTOOOPEQEL VEEC TOOTTIKES OTNV  TTQOYEVVNTIXY
ALdyvmon xow avolyer VEES AEmPOQOUS OTNV RAMVLXY
€oevva. H mooomta avtol tov DNA eivar avgn-
Uévn O€ €YRUVUOOUVEC Ue aveLTAOELOd Eufoua
(Lo et al., 1999; Zhong et al., 2001). H mwoootxy
avdivon tou eupouirol eEmxrvttdoov DNA oto
UNTEXO TTAAOUO UTTOQEL VO XONOLUEVOEL WS ETLITOO-
obetog delntg Yoo ™) OLAYVOON OUYREXQLUEVOV
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XOWUNTOOMUHDY  OVOUOAMDY ROL OUYRERQLUEVOL
™G TeLomuiog 21.

Eilvar @avepd ot ov pébodol avtég e avdivong
EUPOVIRWV HUTTAQWV OTO TEQLPEQLXRO Alual TS WUn-
TEQUS XL TOU  TTOCOTLIXOU TTEOOOLOQLOUWOU TOU EEM-
wuttdolov eupouinot DNA otov 096 g, mov eml
TOU TTOQOVTOS AXROUC VOTEQOUV atd EAAEVPY gvaiL-
obnolog »ow axpifeag Twv amoteheoudimy, 6Oa
amoteréoel TeEMud Tto weydho breakthrough oo,
mépov ™S eEaupetivd amthic twv  diadwmaoiog
(amowtovv wor cwpodmpio uévo) 1 emeEepyooio
TV aroteheoudTov Ba. umoQel va yivetal o€ oQL-
ouéva xotdhinho eEetdinevuéva névipo avd Tov
noouo eEaopaliCovrag €tol toyvTnTa, aglomotio
%ol YOUNAG ®G0TOG.

IoogngurevTizg SLdyvmon %ol AVTIRETOTLON
OUYYEVOV OLONLAQTLAV

H Tpo-Epgutevuny Fevetnr] Awdyvwon (ITEA)
artotelel €va VEO avamttuooouevo mtedio mov po-
opEQeL OUVOTTNTO dLAYVWONS YEVETIXWV TTo.OYOE-
WV O oo Vv eugutevon (Addar et al., 2000). H
QTAQOLOT YLOL TTOOEUPUTEVTIRY dLdyvwon omeitetal
o€ WO oAl outav mwe 1 tEolimaEn vooou-
VTOg TOLOLOU, LOTOQLKG TTQONYOUUEVMV OLOKOTTMV
nUNoEWV AOYw dudyvwong mdoyovtog eufouov e
TS ®AaoWES TEOYEVVITTLRES LEBGdOVS ®aL Pe OROTO
TOV TTEQLOPLOUO TS mBavSTTOS To Tevyog va ema-
vafpLdoer TV (010 TOOUUATIRY EUTTELQLOL 1] arOUoL
%o eEatiag TEOoMIXIES TMV LOLOLTEQSTNTOS OTTMG
7Y M AOVNOY| TOVE, Yo Bonoxrevtinovs 1| dAhovg Ao-
youg, va. utofAn0ovy o dronom wdg mlavig mo-
Bohoyrng ®imong. Xe dALEC TEQUTTMOELS WTOQEL VO
elval yvooteg ¢ yeveTni|g mpoddBeong oty ot-
HOYEVELDL RO ETLOVUOVY VO, TEQLOQIOOVY TOV RIVOV-
VO EUPAVLONG TOV TROPAUOTOS 0TO RS TOUS TTOLdT
1 eEautiog VmapENg 1oToQrov o’ €5y amopfoiwmv
XOWUATOOMWENG arttohoyias. Extéc amd v mol
RN OLdyvmon, 1 uEBodog avt mheovertel emet-
01 Oev elvoun emepfominy not oyeTiCetan pe ToAD M-
voTEON Yuxoroyrt emBdouvon).

MEéyoL onuea | TESANYN TS YEVYNONG TOLOLWV UE
YEVETIXO TTOOPANUCL OTHOIXTNUE OTNV TQOYEVVITIXY
ALdyvmon ¢ taOnong Tov eueuovu xat og dLoxoT
™G ®UNONG O€ €VaL TOC0OTS TOV AVEQYETOL 0TO 25%
Yot UAOOUVIETA. VOONUOTA TTOU XANQOVOUOUVTOL
%ATd TOV VITOAELTOUEVO ®oL 0T0 50% natd Tov €mL-
®noaToUvIa yopoxtiod. Mo ®otdAngn ®otd ®avo-
va. QUOGQEDTY XOL COQMS UELOVEXTXY]. Me v
epaouoyn ™mc IMEA mpdogarta, emhéyoviag vyLelg
YOUETES YL YOVILOToinon 1 vy €upoua yio eugu-
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TEVOTN), TOQEYETOL 1] OUVOTOTNTO OITOTQOTTHS KUY OE-
WV ue gupova Tov eival Qoelc ouyyEVMV dLanap-
Ty, Bépora 1 uéBodog amartel dradwwaota EEw-
owpoteng Foviporoimong g omotag amotehel uia
TEQOUTEQM EEEMEN.

H uébodog epagudletar mowv ) yovipomoimon (o
wdoLa UETA amd aalpeon Tov 1lov Tolxol owuo-
TOV) | 7OV TNV EUPUTEVON TOV EUPQVMV OTN Un-
ToLOa ®OLAGTITOL (O0€ TTRO-ERPoua).

H tehevtaia pactomne oty dwamiotwon og Onha-
oTxd GTL M POLREDY EVOS 1] TEQLOOGTEQWYV PACOTO-
uediov (gufouinadv xuttdowv) ywo froyia, dev
eurtoditel tar vohouwta va epugputevBolyv emTUYMS
(Ew.1). Extog amé Praoctouepidia, ot pdon twv
TEO0AQMY RUTTAQMV, 1| Broyio epaouotetal exiong
ot @don g Practoxrvotng (TCagétrag, 1996). Ta
amoteAéoparo ™ texvixig (ue FISH now PCR)
duatiBevrol evidg mpmv.

H mpogpugpurtevtiny dudyvwon wropel vo epaoudle-
TOL O€ OQLOUEVA UGVOV REVTOU EUPOVO-UNTOLRYS Lot
TowNg Ta omota dtaB€tovv vtodoun EEwowuotinng
Tovipomoinong omwg avagépdnxe, eival duwg do-
mavnoy xou (omg eyelpel oplopéva B€uota O
PUoEmS OV YENTOUV TEQULTEQW CTTOCAPYVIONG.
Onwodnmote Spmg TEOKELTOL VO OVUPAAEL OVOLO-
OTXA OTNY EYRALET TTOOYEVVNTIXY] SLAYVWOT ROL VOl
moQoxduypel To duodpeoto diAnuuo g auprwong
OV €(VaL AVOTTOPEVRTY] O TEQITTWON TTOV, UE TIG
YVOOTEC uebBddovg g mEOYEVVNTIXNG OLdyvmong,
evromofel mabohoywo €ufouo, €0t  xal av dgv

Ewova 1: H Iosugpurevtxij I'everxyj Aidyvwon (Prenatal
Genetic Diagnosis=PGD) faciotyxe oty dtamiorwon oti, ae On-
Aaotixd, n apaipean evog 1j megiaodtepwy Plactoucoidiny (gu-
Povixdv xvtrdowy) yia froyia, dev eumoditer Ta vrdiowra va
eupuTevhorv emitvyds xat va e&eliytovv oe Pidowun xvnon. Av
%xatl wEOYavws acpalrs, n EAleryn uaxeomedbeouwy emimTd-
oewv arov dvBowo xorjtel ueAovrxijs emPefaimwong.
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Iapel0ov nat uéllov oty mooyevvitixdj didyvwon Oéoeis xar aviiféoeig

urtopel va amoteréoer ualxy uébodo mpoyevvnti-
g dudyvmong (screening test). Enl Tov mopdvtog
TOVAGYLOTOV TTQOOQICETOL VIO ETAEYUEVES UOVO OO-
Paoéc meQUTTOOoELS KoL OYL ATTAG L0 ROLVWVIXOUS
AGyOUC.

Ooov agod TV axolovbBovuevn moltixy og Beuo-
TO, TTQOEUPUTEVTIVIS Ldyvwong deBvmg vrdoyovv
ONUOVTLRES OLOLPOQES.

2w Bpetavia Ly. Aettovyouv mepl o 12 xévipa
%o uovo toio ot F'addio modogara. Ztg Hvoué-
veg [Molteileg dev vopitotatal axndua OpooTovOoLonY]
QUOULON TS TEOEUPUTEVTIXIS OLAYVIONS €V OE
dhheg ywpeg, 6mms 1 Avotpia, n Tepuavio »ow M
Zouvndia dev emrpémeton (Grace et al., 2004). Zxe-
TTRLOUOS  axduo velotator 600V aQpoQd OtV
ao@dieto TG ueBOdov. O UETETELITO ETUTTWOELS
o7l TV aQaipeoy EVOC 1] TEQLOCOTEQMV PAUOTOUE-
oIV Ue QITOTEAEOUO TNV UEIMON TNG KUTTOQLRIG
udfog tov guPoiov, TAQAUEVOUV GYVWOOTES TOOA
Ta el Tov avtbétov melpapotvd dedouéva. Ta
TTOCOO0TA HAMVIRDV RUNOEMV EUPAVICOVTOL TOQEN-
peo we avtd g EEmompoatrig Toviporoinong
yio dAec autiec, moTéo0 T Yevdig aQvNTIRd. 1] Oe-
TRA OTOTELEOUATO TTOQUUEVOUV OYETWHA VYNAL
(3.4%) (ESHRE-data collection 111, 2001).
Extudton Sumg 6t oL taryetes eEeliEelg ot popa-
1| yeverxry 0o emtoépouy emany|] avaivor Ghwv
TV YOWUOTOOOUATOV TOU EUPEUVOV %L 6TL GAO RO
mepLoooteQa Cevydola Ba xataguyovy ot uéBodo
uehAhovird yio va, awEnoovy, av un 1 dilo, T -
Bavotreg yuo wo ety EEmompotiky Tovipo-
moinon. H duddoon téhog tg uedddov MRI yio v
naBohxn diepetivnon tov eupouov, vrooteitetal
OTL TTAEOVEXTEL OTO OTL EIVOLL CVTLXELUEVIRY RO OEV
EXTIOETOL OTNV VITOXELUEVIRY] EXTIUNON TOV EXAOTO-
TE YELOLOTH TV VIEENYWV. Mall ue v mwoAvdd-
OTOTY VITEQNYOYQOPI0 WToQEl va ouupdhovy ovoLo-
OTXA, MG OITELKOVIOTIXES UEBODOL TTQOYEVVNTIXI|G
dudyvoong (Corincour et al., 2005).
ZuwTeQaouaT*G €lvor onuovTivd T ATOUO TTOU
TOQEYOVV TTANEOQOEIES Yo TG dtatBEueves nebo-
dovg mpoyevvTirig Oudyvmong, OtL TEETEL VO TO
TEATOVV YWQE{S TEORATAAMPY %L VOTEQO OO KO-
TAMNAN now €yrvn eXTAidEVOT, ELCOXROVOVTOS RO
OUVEXTIUWVTOS TIC OTTOLTHOELS KoL LOLOUWTEQOTNTES
n00¢ meplmtwons. H amdpaorn edv wa yuvaino Ba
vropAn0el oe o exepuPoniny drayvwotiny uéBodo
Ba mo€meL va elvan Sy g emhoyn wdAhov Tad
o600 YEVIXEVUEVWV VOEEEMVY, Oyl OTTAVLL Q-
BalpeTov.
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Summary

During the last 30 years or so, a number of bio-
chemical markers have been introduced in the pre-
natal diagnosis of fetal abnormalities. They are non
invasive methods of relatively low cost and with sat-
isfactory reliability. As a result, in many countries,
they have been established as screening tests. Their
diagnostic accuracy improves when they are com-
bined with ultrasound. There is no doubt that sono-
graphic markers, especially nuchal translucency,
they will continue to be a powerful tool in prenatal
diagnosis. Nevertheless, as it happens with the bio-
chemical markers too, when found abnormal, re-
quire invasive methods like amniocentesis or CVS.
It is worth mentioning that the presence of an iso-
lated abnormal sonographic marker is of very low
diagnostic value. On the other hand, in women with
normal N.T. but at high risk for fetal chromosomal
abnormality, the option of invasive diagnostic tests
should be offered.

Chromosomal analysis of fetal cells or extracellular
(free) DNA in the peripheral maternal blood, could
be considered as a further development of the bio-
chemical markers. These methods are expected to
extremely improve and simplify the procedure of
prenatal diagnosis. Furthermore, Preimplantation
Genetic Diagnosis, is expected to contribute im-
mensely towards improving prenatal diagnosis and
relieving the couples from the distressing dilemma
of a termination of pregnancy in the case of an ab-
normal fetus.

Key words: prenatal diagnosis, biochemical and sonographic
markers
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