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IlepiAnyn

Y10 Go0Q0 aUTO TEQEOVOLATOVTOL TO NELOVEXTNUATE TOV Otdgognv nedodmv Ilgoyevvnrizov eAéyyov
YOOLOCGOUATIZOV AVOLIADY TOV YO1NTLLOTOLOVVTUL OT)LEQU. AVTES ewval 1) Avyevirn] Awagdvera, o Bro-
ANUROS ELeYY0S TOv 10V %aL TOV 20V TOLWI|VOV, 0 FUVOVAGUGS TOV TEQATEVE OAAD ®aL To YeQN)0yod-
@eMuo avotouiag wov exteleitar oto 20 Toiunvo. OAeg oL mogardve nEdodor eivar doxipacies eAEyyov
TOV 7EVIXOU TAN VOOV TEOXELUEVOV VO, AVEVQREDOUY 0L RVNTELS EXELVES OV B YaQUXTNOLETOVY OG VYN)-
Ao¥ #vdUvVoL ®au oL ocoieg mEETEL va vtoPAn0ovv o€ ndmora exepfatini olayvomotixy nédodo onng Ei-
VaL 1] GUVIOTAQUXEVTNOT), 1) MJYT) TEO@OPAATTIXROV Aayvav, 1 Mjyn euPovixov aipatog pe opgaiidomna-
QUXEVTIOT O OQLOUEVES TEQLRTWOELS. AvTioToLya »ou oL enepPatizés avtég péBodor £Yovv Tovg ®IvOU-
voug ®au ta petovextiuotd tovs. Exiong, avagégetar 1 evarodnoia tng »dde nedodov rar ta wWiaitega
yapaxtnowtixd tne. H avevpeon eufouirdv ®uttdoov 0to mepupeono aipo tng untépag, nébodog tng
oTolag 1 EQUEUOYT O €VEELN ®Aipaxa dev eivar axoun e@LrTi], axoTeLEl (0mg TNV Wavirt pédodo mov
OVVOVALEL TOOO TOV ELEYYO TOV YEVIXOU TANOVONOV 600 %L TNV 0QLOTIXY] OLdyvOo).

AéEeic #Aetdid: mEOYeEVWNTIRGS EAEYYOC, XOWUOCWUNTIRES AVOUAALES, auyeviry Oapdvela, olotoldln, PAPP-A, B-yoowox yova-
dotpomtivn, aFP, auviomapoaxévinon, My ves 10opofhdomg

Ewayoyn

O moyevvnTnog €heyyog avapépetal otov EAeyyxo  Povo. O €heyyog outdg apoed TLS TOQAURATM TTAY-
TOU YEVETIXOU VMXOU, Aueca 1 €uUeoa, TEOXEWE-  Buoulareég ouddeg:

vou va. eEoxolpwBel o va evtomotel €yrouga 1) GAa Tl ATOUO WOS CUYREXQLUEVNG TOOEAEVONG
TOQOVOLA TOBOAOYLROU RAQUGTUTTOV O €val € WOTE VO, EVIOTMLOTOUV OUTOL TTOV E(VOL ETEQOLUYWDTEG

© EAAHNIKH MAIEYTIKH & M'YNAIKOAOTIKH ETAIPEIA 113



MéBodor weoyevviTioy eAEYOV YOWUOTWUATIXDY AVOUAMOV: HELOVEXTIUATC

G TEOG ®ATTOLAL ALATALOOYT] LOVOYOVLOLOXY| TTOU UE-
Tafipaletor ue Tov AUTOCMUOTIHG VITOAELTOUEVO
yaoaxtioa. Tétoleg mepurtdoelg elvar oL raTowxol
™g Aexrdvng ™g Meooyelov, TQOXELUEVOU VOl EVTO-
TOTOUV Ol (OQEIS TG P-UECOYELOXNG avaLpiag, oL
avBomrmol ™S woENg YUAS AGYm TG OUYVOTEONS
EWPAVIONG dEETAVORVTTOQIXTG avauiag, ou Efoai-
ot Ashkenazi Adym touv vYMAOTEQOV EMLTOLOOUOU
™¢ vooov Tay-Sachs xnouv Canavans, ov dvBpommol
710V TROEEYovToL oo ™) NA Aocia AGym g ouyviig
EUPAVIONG OL-UECOYELAUNG avoLpiag 1o, TEAOS, GAOL
600l €Y0UV POQELOEVOMTAIRY RATAYWYY, ETELON M
mBoavéTYToL Vo Elvol RATOL0S PORENS RATOLOG UE-
TAAMOENC TS ®VoTIRNS (vwong eivae 1 otoug 25 evn-
Airovg. Ou petadhdEelg mov apoQovy TG TEOAVA-
pepbeioeg nataotdoelg ugpaviCovral TovAdyLoTov
oto 0.1% tov avtiotoryov TAnOUoHoU %at To Vouue-
00 QUTO €IVaL TO OOLO TTQOXELUEVOU VoL ETEXTOOEL OE
OAGXANQO TOV TANOBVOUGS O EAEYYOS YLOL TN CUYRERQL-
uévn perdrragn (Kinzler et al., 2002).

2) Oheg ou €yxrveg yuvaireg aveEaomtog miwiog,
710V B0l TEETEL VAL EAEYYOVTOL VIO TV TLHOVOTHTO TO
EUPOUO Vo PEQEL RATOLOL YOMUNTOOMUOTIRY CVO-
uohlo 1) ®dmoLa TOAVYOVIOLOXT] SLOTOQOYY TTOU KO-
TAAMYEL 08 RATTOLOL dopxy) avmuolio.

H dudyvoon outdv Tmv ovouahiov YIveToL emurt
UE TN YONON auvioxol vypou, Teopopfidotge, eu-
foviot alfpotog 1 TEOEUPUTEVTLRA O YOVLLOTOL-
wévo mdpLo (reoeuputevTing didyvoon). H tehev-
talo TeXVIKY TEQLOQICETOL, TQOPAVAS, OTO LeVyd-
ol exeiva mov €xovv voPAndel oe eEmomuoTiny
YOVLULOTTOMOT %ol TO EUPUIRO YEVVNTIRG VARG TTOU
houpaveton uropel vo mpogpyetal amd froyia mo-
Mxrov oopatiov, Proyio Praoctopepdiov amd €u-
Povo 6-8 xuttdowv 1 royia eEmdEpuatog amd Pho-
otorvot) 5-6 nuepwv (Simpson, 2002). Adym g
WratedmTds ™ N uEBodog avt dev eivon duva-
TGV, TQOPAVAS, VUL EPAQUOOTEL WG dOXRLUAOTL EAEY-
YOV TOV YEVIXOU TANBUOoUOY.

Enreuporizés nédoodor

Anym ToogpoPfrdorys, Auviomaoaxévenon.

H Mym toogofractirdv Aayvdv yivetar oiueoa
dranothond, eved ovogpEQETal (Yot TOAAOTEQES
emOYEC) o 1 dtonohmny] - dtoteoymAuny) 086G ne
™ Ponbera Behdvag 18 M 20G now wavto pe veen-
yoyoapuxn ®xoBodjynon. O xodvog extéleong eiva
a6 ™ 10m — 131 efdoudda.

H opviomoagoxévimon yivetar dtoxolhoxd wdtm
amd vrepnoyoa@ry emiong xabodiynon, v 16-
18n epdoudda g xuinong, ue ) Poribeia Perdvag
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20-21G.

Tevind, avapEgetal oav TOO0O0TS EMTAORDV KoL
QTTOAELOS TNG HUNONG OTT0 TS AVOTEQW ETEUPATELS
70 0.5-1%.

Aopfavovrog vir Py Tor vovpea avtd odd kot
™ ovyvoTTo. ToV oVvdEAuov Down mov eivor 1:800
vevvioelg Coviavav moududv yivetar eUrolo ovTL-
MtTé yrorl roplion artd outég T dvo emeufoTineg
uefodovg dev wmwopet vo epaouootel wg uéBodog
eAEYYOL TOU YeVIXOU TANBuONOY (screening test).

H epapuoyn avmg mg uefodov uévo og ouynexl-
ueveg nhniaxés ouddeg (>35 etwv) amodelynue
ot xaTdeepe va. amorahiper uévo 1o 25-30% €&
Shov TV euPovav pue ouvdpono Down oo, Grmg
paivetar xaw otov Iivaxa 1, o »nivduvog Umapéng
nATOLOS TOLOWUIOG €lval TAVTA VIAERTOS Oxoun
now og veapéc nhrieg (Nikolaides, 2004).

Onwg 10m €xer avapepbel, 1 draryvwotiriy duaduna-
olol (e auvIoTaQOXEVTNON | MY TOOQOPAACTIRMV
Aoy vadv, elvan emepfoatirny xol cuverdyetal mhovo-
™mro amofoiic Tov ®uNuoTog ASYm g dlodina-
olog. H mBavémta avty wvpaiveton wepimov oto
0.5% ywoo ™V AuVIOTAQOXREVINOY EVA YLoL T AMym
TOOPOPAAOTLRMV AOYVAOV TO VOUUEQO QUTE QEAVE-
tow xatd 0.6-0.8% (ACOG, 2001). Etvan evnoho
ratavonto ot dev elvar 0UTe Latowrd ahdd ovte rou
vouxa BeuTd Vo OVOTHOEL RAVELS HATOLL OTTO TLS
dvo autég uebsddovg mg uEBodo erEyyov Tou Yyevi-
%00 TANBUoUOU apov axrdun xot yie v Towomuio
21, mov omoteAEl TN OVYVOTEQY] XOWUOOMUOTIXY
avouaiio wov eivar ovppory we ™ Con, N mbavo-
™o eupdvionc e eivar uohg 1 otig 500-800 Co-
viovég  yevvioelg (Simpson, 2002; Nikolaides,
2003), oAU wroteEN Omt6 TO VITOAOYLLOUEVO TTO-
00016 ammAelag Aoym g dadiraoios. Avtd on-
UOLLVEL GTL 1) EQOQUOYYT WOLS TETOLOS TTROOEYYLONS Ol
®ratéEANye oty ammiela 15 mepimov vyudv eufeimv
yio va avevpeBel 1 ue ovvdpono Down (Nikolaides,
2003).

Buoynuxo téot 20v toLu1jvov

Avotuymg 1 evouonoto Tov ToQAUEVEL OYETIRA YO
UNAY] EVA TO XOOVIXG SLAOTHUO RATA TO OTTOIO EXTE-
Aeltan (151-18n ePdoudda) amotelel peltovéxtnuo
Yo Tovg €ENg Adyoug:

0€ TEQUTTMON TTOV TO OTTOTEAEOUC E(VOL «BETIHO»,
oMhadn elvar awEnuevog o rivduvog VaQENg ouv-
dp0uov Down mou €yeL 1) CUYRERQLUEVY YUVOLIXOL UE
Bdon v nhxia g xal povo, 0 UEGVog TEOTOS ETTL-
Bepatmwong elvar 1 apuvioTaQarévinon. Xy TEQL-
mTwor O VmoENg modyuott tafohoyrol RoQuo-
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TuTov, TATE 1 dromory ®unong Ba eivol oap®s o
emimovn Yoo T untépa ooy TEEMEL Vo YIVEL OTO
U€oo, TAEOV, TOU 20V TOLUIVOU.

Buoynuwxo téot 1lov toiuvov

H péronon mg PAPP-A »ow B-HCG oto 1o toiunvo
dnuovgynoe wo rohiteen TEOUTGOET) YLoL TO OL-
VIOUGTEQO Ot6 amOPems MAxiog xinong €leyyo
%L Og TEQITTMON AVENUEVOU RIVOUVOU TQOYQOLU-
uotopd emeufanric dtoyvmong ot mbavig oua-
AOTING KUNONG O€ TOHOAOYIRES TEQLITTMOELGS.

Sy medTn ueydin uehét mov megreAdupove un
emheyuévo minbuoud, o (Wappner xouw ovv., 2003)
€de1lEav o 1 duvatdmta aviyvevong Towowuiog 21
now 18 pe ™ UETENOoN TWV CUYREVIQWOEMV QUTWV
TOV 2 TOMTEIVMOV OTOV 004 TOU alUaTOg TS UNTEQOLS
@tdvel 0to 67.2% e 5% YPevdug Betird. Etot, non
ovti M uéBodog €xel younhy aELomoTio ®oL gvat-
ofnoia, avEdvovtag mapdhnia Tov emepfotind
Eheyyo.

Avyevirn Avogavera

To medPAnua wov gaivetol vao vTdeyeL ue Ty Av-
YEVIRY] ALopdveLo €yreELToL oty TeYVIXY SUorOAiaL
UETENONG TS oy autantel eduny exmaidevon (Oe-
WENTLXY KO TTQOATIXY]), CUOREVY VITEQTX WV VYNANG
EUXQIVELOS, OUVEXT QUTOEAEYYO %L ETTAVEXTOLOEVON
TOV YELQLOTAV OAAG ROLL VOL TTANQOUVTOLL CUYHRERQLUE-
VoL TEYVIRA YOQOXTNOLOTLRA RaTd TN UETONON NG
(opehaio Tour Tov gufvov, va meguhaupdvovral
uévo 10 xePAAL ®aL 0 Bwoxrag Tov gufouov ot
poToYQOQin, oL deiXTES VO TOTOOETOVVTOL €T TWV
YOOUUMV TTOU 0QILOVY TNV Oy EVIXRY OLOLPAVELOL HOLL
ndBeto mEOE TovV emuirn dEova tov eupouvov, To
xnepah va poloxreton og ovdETeQEN BEON, Var elvan of-
YOUQO OTL M UETENON OeV TEQLAAUPAVEL TO AUVLO)
(Brigatti and Malone, 2004). Av axohovOnBovv av-
TOl OL XOVOVEG, 1 dLOPORd TV UETONOEMV YLOL TOV
010 yeLpLoT| Ahd ®ow UETOED SLOPOQETIRMV YELQL-
otV aivetal va gival <0.5mm oto 95% twv megL-
mrddoewv (Nikolaides, 2004).

Yuvovaouog eEetdaoenv

O ovvdvaouds mg avyevinig dwagpdvetag ( NT) ue
10 froynuird €Leyyo Tov 20v TELUIVOU OeV €XEL Ue-
LemnBel emaprag emewdn To TOMTA ATOTELEOUOTOL
delyvouv 6t M gvaobnoia paivetal va elval n do
UE EXEIVI) TOU OUVOVOOUOU TNG QUYEVIXTS LA veEL-
ag ue tg Twég g PAPP-A xow B-HCG oto 1o toi-
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unvo (mepimov 90%) moaovotdlovtog oumg avgn-
on  ratd  4-5% TV AUVIOTAQUUEVINOEWV
(Nikolaides, 2004).

Etol, 0 «ouvduaouévos-atadoynds» ouvovaouds
™¢ NT pe 1o froynund €leyyo tov 1lov xou Tov 20
TOWHVOU dEV (POIVETOL VO TAQOVOLALEL RATOLO OV-
OLOOTIRG TAEOVEXTNUA EVAVTL TOU OUVOVOOUOD TNG
Avyeviung Alpdvelog pue to floynuird €Leyyo tov
lov TELuivov uovo, av xal apywd eixe dobet ot
N EVIUTTOOY, eV €XEL KAl TO EMTEOODETO UELOVE-
®xTnua 6t Oev elval YvmoTto oty €Y®U0 YUVAIRO TO
amotéheonua TS ouvolrig doxuaciag ehEyyov
omv omota €xel voPAndel yio Tovhaylotov  3-4
ePdouddes petd ™ uétonon g Avyevirnic Awogpd-
VELOG.

Yreonyoyoagirol deinteg

Avdotoogn porj oto @lefadn mdeo

H yorion awvtot tov deixtn mov eugpoaviCetol va ovi-
yvevetow 0to 59-93% tov avevmhoediwawv eufovmv
Ba uwogovoe va cuvdVOoBEL Le TV owyeviry duopd-
velo Yo vo PehtimBel ) evauonoia mg ueBdov g
QUYEVIING OLAPAVELOG.

To medPAnua Sumg elvan ot agevog dev eivar Pé-
poaro 6t ov do autol deinteg elvor aveEdomrol,
QUPETEQOV TEYVIHA EIVOL TTOAMD HVOROLO VaL oV VeVOEL
®avelg outd 10 uxEd ayyeto oto 1o tplumvo ywoeig
VO TOXAE(ETOL VO UETEATAL QOT] CL{OTOG OTAL YELTO-
vird oyyelo Tov UITOQEl vou emNEEAOEL OoNUOVTIRA
™mv a&lomotio avtov tov deinty.(Brigatti, 2004)

Pwino 00to

H amovoia tov guvirot ootol oto 60-70% twv e-
Povwv pe ovvdgouo Down Ba umogovoe amd to 1o
TOIUNVO VO OTTOTEAED ONUAVTIRG VITEQNYOYQUPLRG
detntn.(Nikolaide, 2004)

IModha avtd, 1 avevEeon Tov EWIroU 00ToU o€
outi ™MV nuxio elval Texvind moAl dUoRoA VD M
aElomotio. auTg TG TEMTNG AVAROIVIONS CLUL-
opnmOnre amé wa GAY avaxrolivwon oty omolo
EVM TO QWVIXO 00TS NTOV 0QUTO, VITEQNYOYQOPLXd,
oV %OL UE OUPLOPNTOVUEVNS TTOLOTNTOS MYELS,
EVTOUTOLS ETQORELTO Yo €ufoua ue ovvopouo
Down.

I'evizég Oemonoeigs ywo tovg Ymepnyoyoocpt-
®oVg Aeinteg

Oocov aod Toug VITEQNYOYQaPLOUS deinTeg, dev
elva EendBopo andun molog 0d Ghovg eival o o
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ONUOVTLROS €V, POLIVETAL OTL ETULTUYYAVETOL UEYOL-
Miteon evouodnoio dtov epaouéloviar og TAnOv-
opovg VYNAoU ®vdUIVOU GItov giva vYnAGTEQN 1 TIL-
Bavomrta avevmhoewdiog. AvtiBeta, M e@aouoyr
TOVg 0¢ TANBVOUOVGS Yaunhot xvdivou, eldind otav
OVOEQOUAOTE 0 Evav UEUOVMUEVO dgint, (Omg
VoL unv glvon oo, agoU 1 ETITTWON TV YOWUO-
COUATIRMOV OVOUAMOV glval oUTms 1 AAAMGS youn-
M) %L auT6 eAOTTOVEL TTOAU TN BETLHY TEOYVMOOTIXY
oElo (Stewart, 2004).

To medPinua Poloretor omv eounveia Twv ehao-
OOVOV OVOTOWKRMV dLataaydv 1j, dAAmS, «uren-
YOYQUPLHWV QEUTOV» POV TOETEL VO RATAVOTOEL
t0 CevydoL otov omoiov to €ufEuo evTomioTn®E
€vog amd outovg OTL 1] U ATELRGVLON TOV EVOY|UOL-
TOG O€ ATOLO0 ETMOUEVO VTEQNYOYQAUPLRS ENEYYO
dev onuaiver otL €yxer undeviotel n mboavoTTOL
VtapEng toromuiog 21.

Xopeldletan Sums TEOOOYN OTHV EQUNVEIDL TV OO~
TEAEOUATOV RO ®VQIWS, 0T ovTiftnon wov Ba yivel
LE TOVG UEAAOVTIXOUG YOVE(S OxeTIRA PE TLg duvaTo-
TNTES TNG VEOS OUTYS TTOOOEYYLONS AoV, OIS (aLi-
veton and Tg ueydieg peréteg (Emignon et al,
1993; Grandjean et al., 1999), to vepnoyQdgnuUQ
amotehel €vo eEapeTind alhd Gyl Télelo epyaieio
ROL UGVO GTOV XONOUWOTOLETOL Atd ELOLKA EXTTOLL-
devuévo mpoowmnd, (Nikolaides, 1992; Suruss,
2001; Levi, 2002)

Eppovixa ®vtraga ot unteuxn »uxlogogio

H dvoxrolia epapuoyis avtic s ueBddov oto yevi-
%0 TANBLOUG EyreELTOL OTH OTAVIGTITO TWV EUPQUI-
ROV HUTTAQMV TTOU OVEVQIOROVTAL OTO TTEQUPEQLRO
alno mg untépag (1:107), omv mbavy magovoia eu-
Bovindv ®uTTdEMV OITo (oL TEONYOUUEVY ®UNON- EL-
Owd av emEOXELTO YLoL EUPOVO UE YOMUOOTMUNTLXY
OVOUOALO- OAAG ROL 0TV TTOQOVOT0L 0RYEYOVOV KUT-
Tdowv TS OLag oto mepupeQrd alua ™me. H evat-
ofnolo. aviyvevong rdmowag avevmhoewdiog ue
xMon o ™mg ueBodou rupaiveton ueta&y 40-50%
evae, avauévetor vo, Pehtimwbolv to amoteléouota
ouTd pe ) PEMTImON TV TEYVIRMDV ROAMEQYELOS TMV
eupouinayv xutrdomv (Bianchi et al., 1999).

Yvintnon-Xuunegdopata

H dwamtiotwon 6t ) mbavomta yévvnong evog ep-
fovov pe ndmowo avevmhoedior eEaptdtan dueoo
oo TV N0 TG UNTEQOS HOL AVEAVETOL TOQAA-
Mho pe autiy odynoe oty meot T€ToLo LEB0OO
%ol 0g 6010 TEBMrE N Nhria tov 35 xodvawv agov
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To1e mepimov aivetor vo eElovetor o ®ivouvog
ammooM|S AOY® OUVIOTTOQOXEVTNONG UE QUTOV TNG
VoEng ovvdpduov Down oto €upovo (ACOG,
2001). Avti  uéBodog, Sume, EYEL MG UELOVERTUOL
OTL urtoel va aviyvevoel WOVO ULoL UELOVOTNTOL OlV-
TV TV guPovmv, agol uovo to 12.9% avtwv yev-
VIOUVTOL amtd UNTEQES OV Bal €XOUV OUUTANQMOEL
t0 350 €r0g ™G MAwmiog TOUg RATA TOV TORETO
(ACOG, 2001). Zvvemwg, elvor TEOPAVES OTL 1| UE-
0000¢ auTH TS ETAOVIIC TOV TEQLOTUTIXMY VPNAOU
%®VUVOU dev elvan LOLOTEQO ETTLTUYNUEVT).

H eupdvion tov froynuxot eAéyyov tov 200 ToLu-
vou («TourhS teot») €dmwoe vEeg eAntideg ool ave-
paoe oo 10 T0C00TO 0T0 65% TEQITOU, OAA €xEL
TO UeLovERT UL OTL 1) NAxrio extéheons tov (16m-18n
efdondda) ovvemdyetar 6t 1 dudyvewon uropet va
YIVEL UGVO UE OUVIOTOQOXEVTNON ROL, O TEQITTM-
o1 ToHohOYIHOU ROQUATUTTOV, (VAL TLO ETT(TTOVN M)
draduraoto artofoiic e vinong.

H nagomonon avty odjynoe g mopoordoeles tmv
EQEVVNTMV OGS avalrmon uebddwv eréyyov Tou
minBuopol wov Bo PTOEOVoUY VO EQPAQUOCTOVV
010 10 TEIUNVO %L €TOL TQOEXVYPE 1) VITEQNYOYQOLPL-
| UETENON ™S AUXeVIRNG ALOQAVELOS LE 1] YWOLS
Tov Bioymuuxd €heyyo tov lov toiuijvou ov avEn-
oe v gvawodnota oto 75-90% . To medfinua ow-
TG TNG TQOOEYYLONG EYKELTOL OTNV ELOXY] EXTTOL-
dgvon oty omoia mEémelL v vtoPAn0el owtdg mov
Ba exted€oEL TO VITEQNYOYQAPNUC ARG %Al TO YE-
YOVOg Ot eaouotovtag autdv Tov €leyyo oto 1o
Totunvo Ba aviyvevBovv pe peyahitepn emrtuyio ta
éupova exelvo mov ovtmg 1 dMwg Bo TEHavay,
AOY® TNG YOWUOOTMUATIXIES OVOUOAOS, EVOOUTTOLA.
BéBawa, to otouyeio autd oyvel xou yio omoLodn-
mote doxnwpaoio eLEYYoL apoU 1 mboavotTo evdo-
uitowov Bavdrov, uetagl g 12ng xar g 40nc
efdouddas, evog eufeuov pe TofohoyIRG RAUQUGTU-
70 vohoyiCetanl 0to 30% evad peta&v g 16mg xon
™¢ 40ng 1 avtiotoyn mbavéta vtohoy et 0to
20% (Nikolaides, 2004).

O Bewonurndg ovvdvaouds ™me NT »ow g PAPP-
A, oto 1o tolunvo, pe mv ehevBepn PB-hCG, v
oFP nouw v eletBepn olotouoAn oto 20 Toiunvo
(Integrated Test) qaivetar vo awEdver Ty evanodn-
olo. 010 94% alAd TAEOVOLALEL TO ONUOVTIHG UELO-
vERTNUA OTL TO TEMHG OUTOTELECUC, CLVOROLVWVETAL
oty €yrvo 3-4 edouddes petd ™ pétonon g Av-
XeEVWNGS Atapdverag, otav Onhad Ba €xel ohoxhn-
owBel 0 €heyy0g %ol XWEIS 0TO PECOILAOTNUAL VOl
™G TAEOVOLGLovVTOL OTolyelon oV (Owg va €xouvv
mooxrveL (Tr.). ard ™ uéronon mg NT) oyetnd pe
™V ®OM Y U1 ROTAOTAON TV euPovov .
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Iivexag 1: Kivovvog vmapEng Tolowuiag 21, 18 v 13 (1/rov aBud tov Ilivara) avdloyo pe v niurio
™G untépag row v nhxio ®inong (Teomomomuévo and Nikolaides, 2004)

Towopia 21 Towouia 18 Towoopia 13

Kvnon (efdondadeg) Kvnon (efdonddeg) Kvnon (efdonddeg)
Mnroun 12 16 20 40 12 16 20 40 12 16 20 40
niwria
20 1068 1200 1295 1527 2484 3590 4897 18013 7826 11042 14656 42423
25 946 1062 1147 1352 2200 3179 4336 15951 6930 9778 12978 37567
30 626 703 759 895 1456 2103 2869 10554 4585 6470 8587 24856
31 543 610 658 776 1263 1825 2490 9160 3980 5615 7453 21573
32 461 518 559 659 1072 1549 2114 7775 3378 4766 6326 18311
33 383 430 464 547 891 1287 1755 6458 2806 3959 5254 15209
34 312 350 378 446 725 1047 1429 5256 2284 3222 4277 12380
35 249 280 302 356 580 837 1142 4202 1826 2576 3419 9876
36 196 220 238 280 456 659 899 3307 1437 2027 2691 7788
37 152 171 185 218 354 512 698 2569 1116 1575 2090 6050
38 117 131 142 167 272 393 537 1974 858 1210 1606 4650
39 89 100 108 128 208 300 409 1505 654 922 1224 3544
40 68 76 82 97 157 227 310 1139 495 698 927 2683
41 51 57 62 73 118 171 233 858 373 526 698 2020
42 38 43 46 55 89 128 175 644 280 395 524 1516

Télog, 0 VITEENYOYQUPHOS ELEYYOG TOV 20V TOLUY-
VOou umoel va amotehéoel €vo TOAITLHO EQYalelo
oTaL YEQLOL ELOLRA EXTOULOEVUEVOV TTQOOMITLROV TTOLQ’
0Tl amd 0Tl QAlveTOL, OXOUN %Ol OYUEQD, 1) EVOL-
oOnolo Tov mapauéver TEQLOQLOUEVY. Aegv elval
OXGUN YVOOTO 0V 0 OUVAVUOUGS TOU UE TIS TTQOUVL-
pepBeioeg doxpaoieg Bao Pertiddoet TV wovoTToL
OV VEVONG TOV YODUOTMUOTIXDV OVOUOAMDV.
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Summary

The different methods of Prenatal Screening for
Chromosomal abnormalities are presented in this
article. The characteristics as well as the disadvan-
tages of Increased Nuchal Translucency, of the
"Triple" or the "Double" Biochemical screening tests
but also of their combinations are mentioned. All
these methods are used in order to detect the high-
risk cases among the general population that would
have been missed if maternal age was used as the
sole criterion. Amniocentesis or Chorionic Villus
Sampling should be offered in all these cases since
these are the only definitive diagnostic methods that
are used today. The fetal blood sampling, another
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alternative invasive method is used in some cases.
The isolation and examination of fetal cells from
the maternal circulation appears to be the ideal
method since it combines screening and diagnostic
characteristics but its widespread use in the general
population is not possible yet.

Key words: Prenatal Diagnosis, nuchal translucency, biochemi-
cal test of 1st, 2nd trimester, amniocentesis, chorionic villus
sampling, ultrasonography

Biphoygagia

ACOG Practice Bulletin (2001) Prenatal Diagnosis of fetal
chromosomal abnormalities. No 27.

Bianchi, D.W., Simpson, J.L., Jackson, L.G. et al. (1999) Fe-
tal cells in maternal blood: NIFTY Clinical trial interim
analysis. NICHD fetal cell study (NIFTY) group. Prenat.
Diagn. 19, 994-1005.

Briggati, KKW. and Malone, F.D. (2004) First trimester
screening for aneuploidy. Obstet. Gynecol. Clin. N. Am.
31, 1-20.

Emignon, B.G., Crane, J.P., Frigoletto, F.D. et al. (1993) Ef-
fect of prenatal ultrasound screening on perinatal out-
come. N. Engl. J. Med. 329, 821-827.

Moaudmoviog M. A.

Grandjean, H., Larroque, D. and Levi, S. (1999) The perfor-
mance of routine ultrasonographic screening of pregnan-
cies in the Eurofetus Study. Am. J. Obstet. Gynecol. 181,
446-454.

Kinzler, W.L., Morrell, K. and Vintzileos, A. (2002) Vari-
ables that underlie cost efficacy of prenatal screening.
Obstet. Gynecol. Clin. N. Am. 29, 277-286.

Levi, S. (2002) Ultrasound in prenatal diagnosis: polemics
around routine ultrasound screening for second trimester
fetal malformations. Prenat. Diagn. 22,285-295.

Nikolaides, K.H., Snijders, R.D., Gosden, C. M. et al. (1992)
Ultrasonographically detectable markers of fetal chro-
mosomal abnormalities. Lancet, 304, 704-710.

Nikolaides, K.H. (2003) Screening for chromosomal defects.
Ultrasound Obstet. Gynecol. 21,313-321.

Nikolaides, K.H. (2004) Nuchal Translucency and other first
trimester sonographic markers of chromosomal abnor-
malities. Am. J. Obstet. Gynecol. 191, 45-67.

Simpson, J.L. (2002) Genetic counseling and prenatal diag-
nosis. In: Gabbe, S., Niebyl, J. and Simpson, J. (eds) Ob-
stetrics: Normal and Problem pregnancies. Churchill-Liv-
ingstone, pp. 187-220.

Stewart, T.S. (2004) Screening for aneuploidy: the genetic
sonogram. Obstet. Gynecol. Clin. N. Am. 31, 21-33.

Ultrasound Screening Study (SURUSS) (2001) J. Med.
Screen. 10, 56-104.

Wappner, R., Thom, E., Simpson, J.L. et al. (2003) First
trimester screening for trisomies 21 and 18. N. Engl. J.
Med. 349,1405-1413.

KATATEOHKE 11/5/2005 EI'NE AMNOAEKTH 23/5/2005

118



