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Evyaprotieg

Exoppdlo t1g Oeppég pov evyapiotieg mpog tov emPAémovta Kadnynt pov, k. Xpicto N.
2xiCo Yo TV avdbeon ¢ mapovcos SIMAMUOTIKNG EPYOCING, TIC 0ONYIES KOl YEVIKA Yo TN
BonBeta Tov pov mapéoye KT TN SIUPKELL TNG EKTOHVIONG TNG.

[dwaitepa Ba NOera va gvyapiotiom toug Avipéa NeokAiéovg kot KiedvOn Neoxhéovg yia
Vv moAbTiun Ponbel mov pov mpocépepav, TV kabodnynon Tovg KabdC Koy TV
VTTOLLOVT] TOVC.

TéAOG, EVYOPIOTM TNV OIKOYEVELD LLOV Y10l TNV Oy TOVG, TNV OVEKTIUNTH LTOGTHPIEN KOt TN

CLUTOPACTOCT TOVS AVTA T 4 YpdVia TV 6oLV LoL oto [TavemioTuo.



Iepiinyn

Kvpiog 6t610¢ ™ mapodoag epyaciag ivor n xpnon Kot EPOPUOYN TEYVNTOV VELPOVIK®OV
SIKTO®V Yo TN OMpovpyio LOVIEA®Y oL Vo, Lopovv va Eexmpilovy YEVETIKEG avmUaAieg
0710 £UPPLO OO PLCIOAOYIKA EUPPLO TOL OV EXOVV YEVETIKN avopoAio. To poviéda avtd
exkmandevTnKay e po Baon dedopévav 1 ool TEPEXEL TANPOPOPIES amo 10TPIKEG EEETACELG
a6 ovvolkd 51208 meputtdoelg eykdov  yovokov. H o Bdon  dedopéveov  mov
YPNOUOTONONKE Y100 TNV EKTOUGELOT TV HOVTEA®V TapoywpnOnke amo to Fetal Medicine
Foundation. AkoloObmg, peretHOnKe 1 GLVEICEOPE. Kot 1) EVALGONGI0 TOV YOPOKTNPIOTIKOV
€16000V TTOV YPNCILOTOONKAV GTA LOVTEAL. ZVYKeEKPUEva eTidytnKav 231 poviéla dmov
pe po drodikacio eENyNcov GLUTEPAGLOTO Y0 TNV GLVEICQOPA KOl TNV gvolcncio twv
YOPOKTNPIOTIKOV £16000V. Ta YopaKTNpIoTIKA TOV £XOVV TV LEYAADTEPT) GLVEICPOPA ivat
ta deltaNT kou Ductus Venosus evo ta yapoktnpiotik@ PAPP-A kot Mothers Age éyovv mo
AMyn ocvvelo@opd. Xe Kamowo oo to. Lovtéda pag to yopaktnpiotikd Tricuspid flow deiyvet
OTL pumepdevel to ocvuoTna Kot 6tav apopédnke o povtéda elyov KaAOTEPO ATOTEAECUATO.
Ta mo evaicOnta yopakmpiotikd ce mepintmon mov oaybel o AavBacpévn tun oto

ocvotua givar ta deltaNT xor CRL.
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Ewoayoym

Yto mAoiclo TG OMAMUOTIKAG HOV €PYOciog, YPNOYOTOINcH TEYVIKEG VTOAOYIOTIKNG
VONUOGUVIG UE OKOTO TN OMUIOLPYio HOVIEAOL TPOPAEYNG YEVETIKMOV OVOUOAMDY Kot
OLYKEKPIUEVOL OoyoAMONKa He TNV TPOPAEYT] TOV TPICOUOV GTO OSACTNUO TNG TPMOTNG
Tpymviag oty gyyovpoovv. o mv mpoPreyn ytiomkay HOVIEAN UE VELPOVIKA OTKTLO
YPNOOTOIOVTAG éva peydAo oeT dedopévov. Ta dedopéva avtd mapaympndnkov omo 1o
FMF [1]. Eméielo va ypnopomotjo® HeBOS0VE VTOAOYIGTIKAG VONUOGUVNG KOl VO,
ONUOVPYNO® HOVTEAN LE VEVPMVIKA diKTLO TOL OTTOT0L EXOVV TNV KAVOTNTO VO, ovoryvmpilovv
kol va pobaivoov dopég oe oedopéva, kot Pacifovior otov TpOTO Agttovpyiag TOL
avOpOTIVOL £YKEPALOV. Mg aTO TOV TPOTO SNOVPYOVV HOVTEAN TTOV £YOVV AOONKELUEVN
TNV TANPOPOPio TV TPOTLIOV TV dEJOUEVOV 0o OedOUEVA TOAADY €1600®V Kot £TOL N
KOTIYOPLOTOINGN KOl O JaY®PIGHOC Yivovtal 6€ TOALEG dtaoTdcels. Ot oTatioTikég nébodot
elvar moAd 0VGKOAO v YEPLGTOVV TOAVOIACTOTO JEOOUEVO, OPOV HETA amd €vo apliuo
JoTAGEWMV TO GVGTNUA UTOPEL va Yivel eEanpeTikd mepimAoKo.

H epyocio avty €yer okomd vo efetdost ™ ovvelceopd Kot v gvoicincio tov
YOPOKTNPIOTIKOV (attributes) mov ypnopwonombnkay g eicodor oto ocvotua. Tao

YOPOKTNPIOTIKA TOV TOPOY®PNONKay wvat:

e Hlwkia pntépac: eivar o mo xpioog mapdyoviag, apov oe Mikio 20 gtdv 1M
oLYVOTNTO TOPOLGIOOTG YPOUOGOUIKNG avopoiiag sivar 1:2000, evd oe nikia 40
etV avépyeton o€ 1:100.

o  Kimpovopkotnra: a@opd tn YEVVIGOT TPONYOVUEVOL TTAGYOVTOG TOUOL0D OO TOVG
t01oug yoveig, ko eivon 3 Eexmplotd yopoakmmplotikd, £va yo kKafe Tpioopio xot
naipvouv Tiun 1 av woydel n mepintmon kKAnpovopkodttog Kot Tiun 0 av dev 1oyvEL.

o Kegarovpaio pkog (CRL): Eivar 10 pnrog touv gufpdov oamd v Kopuen g
KEPUANG ®G TO KAT® PEPOS TOV YAOLTAOV

e Ilpoteivy A (PAPP-A): civar opudvn mov mopdyetal oto oipo TG €yKOov 7Tov
avéioyo pe T TN TG oyetiletar pe avEnpévo M UN KIivOLuvo Yol YPOUOGOUIKNY
avopoAio Tov euppidov.

e  Xopuoxki] yovwiadotporivy (b-hCG): givar oppdvn mov mapdyetor omd T0 TAUKOOLVTOL
KATA TN OAPKELD TNG EYKLUOGHVNG UE OKOTO VO EUodilel TV EUUNVOPPOLO. Kol VoL
TPOGTATEVEL TNV EYKLUOGLVT).

e Pwwko ootd (Nasal Bone): eivor tuipa 0o6tod mov Ppioketor avapeso otic KOYYES
TOV LAtV Kol €EExeL Tpog Ta E€m, N vapén Tov elval £vo KOAO TPOUVLLA Y10 TNV

vyeia ToL gUPpvov.



o  Tpryroypvag pon (Tricuspid flow): Eivou pon aipartog otnv tpryloywva BaiBida, n
omoior €€etdlel av VTAPYEL QLGIOAOYIKO TPOPIA Ywpic ToAvdpoOUNncn Kotd TN
OLIPKELDL TNG GLUGTOANG,.

e Pon prefddovg mopov (Ductus Venosus Flow): O erefddng mdpog eivar Eva pukpod
ayyeio mov cvvdéel TNV OHQOAIKT QAEPa pe TV KATO KOIAN QAEPa Ko moailet
KaBop1oTIKO pOAO GTNV TPOVOULNKT HETOPOPA ailoTog TAOVGI0L 6€ 0EVYOVO GTOV
EYKEPAAO TOL EUPPVOV.

e Avyeviki] owe@dvera (Delta NT): eivar 10 méyog TG avyeVikng poipag tov eufpovov,
oniadn eival 1 LETPNON TOL LYPOV TOL LITAPYEL KATW ad TO dEPUA TOL awyéva. Oco

70 AENTO TO TAYOG TNG AVYEVIKNG HOlpag TOGO o piKPOS 0 Kivouvog yia mafnoels.

H gpevvntikn dpactnplotta 610 TOHEN TNG YUVOIKOAOYIOG Kot TNG TOUOLOTPIKNG KATESEIEE
OTL M NAKia g untépag eivarl Tapdyovtog mov ennpedlel Kpioia ) cuyvoTNTA ERPAVIONG
YEVETIKOV OVOUOADV, APOD GLYKEKPIUEVO KOTOLEG OTATIGTIKES avapEPOLVY OTL 6€ NAlKia 20
ETOV M ovyvoTTa ERPAVIoNS TOL cLVVIPORoV Down kvpaivetar 1:2000, vy va avérbel og
1:100 oe nAkia 40 ypovedv kot Tadve. AkOpa £vog Tapdyovtag Tov avEAveL T mOavOTNTO
vY€vvnong Toidtod Tov va £YEL KATO0, YEVETIKT avouaAin , anoTehel 1) YEVVNOT TpONyOVLEVOD
naoyovioc modov amd Tovg dovg yoveic. To kepaiovpaio pnqkog (CRL- Crown Rump
Length), dniadn to ufikog tov euPpvov amd TV KOpuen TG KEPUANS MG TO KAT® HEPOS TMV
YAOLT®V, Bempeitat YopaKTNPIGTIKO TOV UTopel va cLUPAAEL 6TV TPOPAEYN TV TadncEOV
mov peretw. EmmpdcOeta, m pétpmon g mpoteivng PAPP-A xor g yoprokng
yoviadotpomivng b-hCG, 1 onoia givar oppdvn mov mopdyetal amd 0 TAAKOOVTO KOTA TN
OlIpKEL TNG EYKVHOOLVTG, UTOpovV vo cLpPdiovy oty opdn mpdPreyn TV YEVETIKOV
nodncewv. TOUQova pe TPOCOUTEG 10TPIKEG £PEVVES, N VTtapéEn pvikod ootob (nasal bone)
etvar kaAd mpounvupo Yo Ty vyeia Tov gufpvov, kabng o 60% tev euPfpdmv mov dev
EYouV pvikO 06TO £YO0VV YPOUOCSHOUIKN ovopaAio. Erxiong onuaviikdg mapdyovrog yio v
olyvmon Tov YeEVETIK®V mobncewv eivoar n Omapln QLGIOAOYIKGOV TWOV 1 Oyl o1
pryddywva pon (Tricuspid flow) kot otn pon erefmdovg moépov (Ductus venosous flow).
Televtaio YapoKTNPIOTIKO €106600V Yot TO GUGTNUA OV, €vol M HETPNON NG CVYEVIKNG
dpdvelag, n onoio amoterel Eva amd TOVE GNUAVTIKOTEPOVG TAPAYOVTES GTNV 10TOPIL TNG

TPOYEVVNTIKNG Oy VOOT|G.

Ta amoteAéopato ToL TP Ao TO LOVIEAN TTOL ONUIOVPYNO NTOV OPKETE EVOAPPLVTIKE Yia
TN 6MOTN TPOPAEYT TOV YEVETIKOV OVOUOADV aPOD VTAPYOLV LOVIEAN TOV £YOLV OMOEL
ynAd mocootd emituyovg TPOPAeymc. Emmpdcobeta ta amoteAéopato  dOgiyvouvv TNV

GUVEIGQOPE OA®V TOV YOPOKTNPIOTIKOV TOL SOKIUAGTNKAV 0AAL KOl TV gvoucOncia Toug og
2



MaBoc petprioeic. Me Baon avtd ta amoteAéopato Oa pmopel va yivel por £yKupn 10TpIKn
Syveon Yo TS XPOUOCOMKEG ovopoiies mov ovpfaivovv katd T Odpkel g

EYKLVLOGUVTG.

210 ke@drato 1 Ba yiver eme&nynon g Bempiog kot Bo cu{nOOLY TPoM YoV UEVES HEAETEG.
2 ovvéreld, o010 KeEQAAaio 2 Bo meprypoapel n HEBOSOC €PELVNTIKNG OOIKAGING TOV
aKoAovONoa 6mov Ba yivel pa Teptypaen Tov TpoPAnuatoc kot eneénynon g eneepyociog
TV dedopévav. Akolovbwe, oto kepdiato 3, Ba avorvBodv To amOTEAEGUOTO KOL GTO
TeEAEVTOI0 KeEQAANLO Oa yivel avagopd 6To CLUTEPACUATO KAODS Kol 68 LEAALOVTIKY| Epyaciol

Tov pmopel va paypotonomOe.



Kepaiaro 1

OzopnTiKn £pevva

1.1 YroAioywotikn Nonpoobvvn
1.2 Teyvmrtd Nevpwvikd Aiktoo
1.3 Egoapuoyég Teyvntadv Nevpovikdv Aktdomv
1.4 Tpiowpieg ko péBodot dtdyvwong
1.4.1 Patau Syndrome (Tpioopioa 13)
1.4.2 Edward Syndrome (Tpioopio 18)
1.4.3 Down Syndrome (Tpioopio 21)
1.4.4 Triploid Syndrome
1.4.5 Turner Syndrome
1.5 Ilponyobueveg Mehéteg
1.5.1 Ilponyovpeveg peréteg oto Iavemomuo Konpov
1.5.2 TIponyovueveg peréteg og d1eBvég eminedo

1.1 Ymoloywstiki) Nonpoovvny

Nonpoovvn glval po YEVIKT XOpaKTNPIGTIKY 1010TNTA TOL ATOUOV, 1| omtoia £ival 0VGKOAO Vo
TPOGO0PIoTEL KO gfvol £vag Opog Yoo ToV omoio dev vrdpyel Kabolkn cupuemvio Yo To Tt
glval. Av Ko To epOTNUO ALTO €YEL AMOGYOANCEL TNV avOpOTOTNTA ATO TIG OMAPYES TNG
eurocopiog, o oplopdg dev €xel dobel axdun kot icwg va un dobel moté. 'Evag yevikdc
OPIGUOG TTOL UTOPOVLE VO ATOIMGOLLLE Y10 T VONHOGUVT givat «n tkavotnta va pabaivoupe,
va Kotalofaivovpe 1 vo dtoyelpllOpaote véeg SVOKOAES KATOOTAGELS KAOMG Kol 1) IKOVOTNTO
va ypnotpomoovpue ™ Aoyikny. H vonpoovvn umopel va yopiotel oe dapopetikd €ion:
YAOOGOIKY, OMUOTIKY, ONTIKY, TEYVIKN, AOYIKN O0AAG Kot vmoloylotikr). Epelg 0o
emkevipmbope oty YmoAioywotiky NonpootHvn, n omoia amotedel koppdtt g Teyvnmg

Nonpoovvrg.

Teyvntm Nompoovvn eival 0 Top€ag NG EMOGTAUNG LTOAOYIOCTAOV TOV OCYOAEITOL HE TN
oxedlaon €VELVAOV VTOAOYICTIKAOV GLOTNUAT®V, ONANSY GLOTHUOTO 7OV EMOEIKVOOVLV
YOPOKTNPLOTIKG TOV oYeTICOVTOL [E TN VONUOoUVn otnv avOpamivn courepipopd. H Teyvnt

Nonpoovvn gpdmteton Oyt poévo g Emotiung Ymorloyiotdv aAld Kot T VEVpOoyuyoAoYiag,
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NG YVOGOTIKNG YuYoAoYiag, TS PLhocoiag, TG YA®WoooAoyiog Kot TG Aoykng. Ot 1d1dtnteg
™G Ymohoywotikng Nompoohvng, mov v €kavov va Eeympioel Kol vo €I0XOPNCEL GE
OPKETOVG TOUEIC €lvol  TPOGOPUOCTIKOTNTO, OVTOJOPYAVMOT, WHaOnon xot eEEMEN.
[IpocappootikdtnTa €ivot 11 KATAGTAOT GTNV OTTOi0l TO GVUGTNUO TPOGAPUOLETAL OVAAOYOL LLE
TN TEPIMTOON 1 TN GLYKEKPEVT] KATAGTAGN, 1| TPOGAPLOYN Eival avaykaic oVTMG MGTE TO
ocvotnpa va emPidoel. H diadkacio mpocappoyng eivar cuovifog dadikacio fertioong tov
ocvotnuotog. Mdabnon eivar 1 yvodon TOv OmOKTATOL HEC® OOoKOAING, HEAETNG Kot
eunepiog kol elvar avtd mov Kavel éva VONU®V cOLGTNUHO OTOL Yo Vo OAOKANPwOEel
ypewletar v avtoopydveon kot Vv €EEMEN. Ot pebddor perétng g YToOAOYIGTIKNG
Nonpooivng etvat Ta TEQVNTA VEVPOVIKA diKTVa, 01 YeEVETIKOL aAydpiBuot, | texvntn {on, N

0COPNG AOYIKT] KOt TO EUTEPOYVMOLUOVO, GUGTLOLTAL.

1.2 Teyvntd Nevpovika Aiktoa

To avtikeipevo TV TEXYNTOV VELPOVIK®V SIKTV®V Yvopilel paydaia avdmtuén ta tehevtoio
25 ypdvio Ko omotedel mALOV €va Py PAGUHO KOl OVTOVOUO EMGTNUOVIKO Tedio mov

oyeTileTOl LE TO YEVIKOTEPO TAAIGLO TNG TEXVNTNG VONHUOGVVNG.

Ta teyvntd vevpovikd diktva gpeavioTnKoy T TEAELTOIES dEKOETIEG OAAL M peYOADTEPT
®Onon 060nke petd to 1980. To TpdTO LOVTELO VELP®VIKOV d1KTVOL dnovpynonke to 1943
a6 tovg McCulloch kan Pits [2]. Enuavtiky ypovid oty wotopio tov Teyvntodv Nevpovikdv
Awtoov ftav to 1982 démov o Hopfield €o0e1&e pe pabnuatiky amodei&n nwg £va veupmviko
diktvo pmopet va ypnopomoinfel mg amodnKevTIKOg YOPOG Kol TS UTOPEL VO EXOVOKTIOEL
OAN TNV TANPOPOPin EVOS GUGTILLATOS OV TOV 00000V HEPIKA TUNATO LOVO KOl Ot OAOKANPO
10 ovotnua [3]. To 1985 yiveton 1 ovolactiky opyn TV TeYyNTOV VELPOVIKGOV AIKTO®V
@Oy TPOYUOTOTOOVVTOL TO TPMTO GLVEOPLO Kol €kOIOOVIOL TO TPMTO TEPLOOIKO GE
vevpovikd diktva. Emiong dnupovpyodviar ot mpdTEG E€101KES EMOYYEAUOTIKES ETOPELIES

VEVPOVIK®OV OIKTOOV.

Ta teyvntd vevpwvikd dikTvo 0mOTEAOVV o TPOSTAOELN TPOCEYYIoNG TG AELTOVPYIOG TOV
avOpOTIVOL €YKEPAAOVL. ZVVEM®MG 1 OPYLTEKTOVIKY TOLG €lval gumvevouévr omd v
OPYLTEKTOVIKY] TOV PLOAOYIKOV VEVPOVIKGOV SKTO®V. Ta Prodoykd vevpovikd diktvo givot
U YPOUUKO DVITOAOYIOTIKG GLUGTAATA TTOV YopaKTnpilovtor amd vynAd Babud Tapoiiniiog,
Kot ovoyn ota opdipata. [Hoapaiiniio, yoti Oleg ol Asttovpyieg otov gyképaAo yivovtal
TOPAAANAL Kol OVOY] OTO GOUALOTO, OOV OV EVOG VELPDOVOS KATOOTPAPE], O EYKEQPAAOG

ovveyiler va Aertovpyel. ‘Eyouv 1 dvvardommra va poabaivovv, va YEVIKEDOLV KOl Vo
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yepilovran acageis, avaxpiPeic 1 Bopvfmdelg TAnpopopicc. Ymoroyiletar 6Tl T0 GUVOAIKO
UAKOG TV oLuVOEcE®mV oTov gyképaro eivar 1079 pétpa mov eivor mepimov 25 @opég m
nepipeTpoc ¢ YNS. Ot mAnpogopieg HeTadidovTol Kol KMOIKOTOOUVTOL LEGHD TWV VELPOVOV

LE NMAEKTPOYNUIKES OLOOIKOGIES.

[Tapopowa ta Teyvntd Nevpovikd Aiktvo eivarl pio GLALOYN a0 VELPOVEG TOV GLVOEOVTOL
ueta&v touvg (oyruo 1.2.1). Ot vevpodveg eivan ta dopkd otoryeio Tov diktvov. Kabe tétotog
KOpuPog déxeton éva ohvoro aplOuNTIKOV €1600mV amd SoPOPETIKEG TNYEG, emMTEAEL éva
vroAoylopd pe Paon avtég Tic €10000v¢ Kot mapdyel o £60do. H ev Adym €Eodog eite
KatevBovetor 610 mepPdAlov, eite tpoeodoteitar g €16000C G AAAOVG VELPOVES TOL
OKTVOV. YThpyovv TPElG TOMOL VELPOVAOV: 01 VEVPMVEG EIGOJ0V, O VELPOVEG £G0VL Kat o1
VTOAOYIOTIKOL VEVPAOVEG 1| KPOUUEVOL VeEvpwves (oy. 1.2.1: Emirnedo eioodov, Eminedo e£ooov
xkou Kpopo emimedo avtioroiya). Ot vevpwveg g1c6dov (oy. 1.2.1: X1, X2, X3) dev emreAodv
KOVEVO VTOAOYIGHO, LEGOAAPOVV OTAMS AVAUESH GTIC TEPIPAALOVTIKEG E1GO0VE TOV SIKTVHOV
KOl GTOVG VITOAOYIGTIKOVG Vevpdves. Ot vevpdves e£6d0v (ay. 1.2.1: y1, y2) doyetedovv 610
nepdriov T teMkEG apluntikés €£0d0vc tov OkTvov. Ot VTOAOYIGTIKOl VELPAOVEG
nolanhacialovvy, kébe 16060 TOVG pE TO avTioTolyo cvvomTikd Pdpog (oy. 1.2.1: W) ko
vroAoyilovv to dBpoicua twv yvouévav. To dfpotcpa avtd TPOPOOOTEITOL G OPIGUA GTN

OLVAPTNOT EVEPYOTOINOMG, TNV O0TOoin LVAOTOLEL E0MTEPIKA KAOE KOUPOG.
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2ynuo. 1.2.1: Tomixn 01670l €vOg TeXVNTOD VEVPWVIKOD JIKTDOD.

H tun mov Aappdvel n cuvaptnon yu 1o v Adym opiopa eivar kot 1 €£000¢ TOL VELPOVO Y10
TIG TPEYOVGES €16000VG Kot Bdpn. H ocvvdptnom evepyomoinomng vroroyilel v €£0d0 TOUL
K@Oe vevpmva kot pmopel va givor PUoTikn, YPOUUIKY, U YPOUUKY, oToxaotiky. H pn
YPOLUUIKT] GLVAPTNOT EVEPYOTOINONG OV XPNGLOTOLEITAL GLVHBWS GTA VELPLVIKA diKTVLO
KaAglToL GLYHOEONg cuvdptnon. Yapyovv 000 TUTIKEG GIYLOELONG GUVOPTNGELS: 1) AOYIOTIKN
OlYHOEWNG Kot M VIEPPOMKY gpamtopévn (oy. 1.2.2). v epyacio avth, QTIOYTNKOV
LOVTEAQ  YPTCILOTOLDVTOG Kot TG OV0 GULVOPTAGES YL OKOTOVUG GUYKPIONG  TMV

OTTOTEAECUATMV.



0.84
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2ynuo. 1.2.2: Aoyiotikn o1yuogions ooviptnon (opiotepd) kol 1 OTEPPOLIKY EPOTTOUEVH
(oeia,).

To KVP1OTEPO YOPAKTNPLIOTIKO TMOV TEXVIKAOV VEVPOVIKOV OIKTUMOV Elval 1 €YYEVNG IKOVOTNTA
naonong, aeov ya va ypnoyoromdel éva TNA mpénel mpdta va ekmoudevtel. Q¢ pnabnon
pmopel va opiotel  otadoky PeAtioon TG WKOvOTNTAS TOV SIKTOOL va EMAVEL KATO0
npoPAnua. H pdbnon mpaypotomoteiton pe Ponbewo odyopiBuowv mov eivar yvootol g
Kavoveg pddnong 1 adydpifpot ekmoidevong SnAadn HECH HOG ETOVOANTTIKNG SLOOIKAGTIOG
OTOOOKNG TPOCAPUOYNG TMOV TOPOUETP®V TOL OIKTVOV G TIUEG KATOAANAEG DOTE Vo
emveTon pe emapkn emtvyia 10 mpog e&étaon mpdPAnua. To dikTvo amoKTd TEPIGGATEPT
YVOon PeTd and kdbe emavainyn. AQov 1o dIKTLO EKTOOEVTEL, Ol TAPAUETPOL TOL GLVNO®G

«ITOLYDVOLVY» OTIG KOTAAANAEG TIHEG Kot amd kel KL £MELTaL Elvan 6 AEITOVPYIKY] KOTAGTOON.

Oleg o1 péBodot pabnong pmopodv va kotoataytodv oe 000 kotnyopiec: tn pabnon pe
emifreyn kot ™ pabnon yopig enifieym. H pdbnon pe enifreyn 1 aAluwg emPrenduevn
puéOnon eivon po drtodkosio n owoia cuVOLALEL Evav eEMTEPIKO EKTOLOEVTY] KO TI] GLVOMKN
N yevikevuévn mAnpoeopia. Aniadn vrapyovv {evyn amd dedopéva 16000V Ko EMOBLUNTNAG
e€6dov kot diktvo ekmoudeveTal HE okomd Vo ghaylotomombel 1o o@dipo. H oun
emPrendpevn pabnon maipver to dedopéva 10000V Kol He PBACM TO YOPAKTNPICTIKG TOVG

mpoonadel vo Ta opadoTomael, dgv yvopilel onota emBountd omoteAéopoTa.

Ta televtaio ypovia Exel vLApEeL Eva aVENUEVO EVILAPEPOV Yo ETIANCT TPOPANUATOV HE
vevpovikd diktva kabhg epappolovior pe peydAn smtvyia oe éva acvvntioto peyaAo
(QAGLLO TOPEWMV TNG EMOTAUNG KoL TNG TEYVOLOYIOG, OTTMC TO YPNUATOOIKOVOULKE, 1 10TPIKN, 1)
EMIGTNUN WYOVIKOD 1 YEOAOYIQ, 1| PLGIKN, 1| POUTOTIKN, 1 Eneepyacion CNUATOC KTA. ZTNV
TPOYUATIKOTNTO, TO VEVPOVIKA OiKTLO UTOopovV va gloayBodv omovdnmote TiBeton Opa
npoPreyng, tavounong 1 eréyyov. H capotikn avt enttvyio propei va amodobeil oe 6Ho

Baowd otoyyeio: TV 1oy0 Kot TNV EvypnoTia.



Ocov apopd ™V oYY Ta VELP®VIKA diKTva £lvanl TOAD €EEAMYUEVES TEXVIKEG UM YPOLLLIKNG
LOVTEAOTTOINGONG, 1KOVEC VO LOVTEAOTOMGOLV €EAIPETIKG TOAVTAOKEG Agttovpyieg. H
YPOUUIKT HovTeAOToinon vanpée evpéws O1dedoUEVT Yoo TOAD Kapd, dedopévoy OTL GTol
YPOUUIKE povTELQ e@aprolovTol TOAD YVOGTEG oTpatnyikeg PeAtiotonoinone. Ta vevpwovikd
diktva yapaxtnpilovior amd svypnotic a@ov ekmoudevovtol pe mopadeiypato, £Tol O
YPNOTNG GLYKEVIPMVEL AVTITPOCHOTEVTIKA d€SOUEVO KOl OTN GLVEXELN, KOOMG TO TPOPOJOTEL
OLUOTNUOTIKA OTO OIKTLO HECH TOV KATOAANA®V oAyopiOuwv ekmaidgvong, to OikTvo
«HaBaivey aVTOUATOS TN SOUT TOV dEGOUEVMV KOl 1] YVOOT VT EKQPALETOL WG KATAAANAES
eMA0YEG cuvanTik®V Papdv. O gpevvnng xpetdletor va £yl eEEOIKEVUEVES YVDGELS GYETIKL
pHe ToV TPOMO EMAOYNG KOl TPOETOWOGIOG TOV OEOOUEVOV, TOV TPOMO EKAOYNG TOL

KATAAANAOL VELP®VIKOD SIKTVOV KOl GTO MG oL EPUNVEVTOVV T OTMOTEAEGLLOLTAL.

H mpocappooctikotnta gival éva amd To OMUAVIIKOTEPA YUPUKINPICTIKA TOV VELPOVIK®OV
OIKTO®V , oV £YoVV TN SLVATOTNTA VO TPOGAPHOLOVY Ta Pépn TOVS AVAAOYL LE TIC OAAUYES
0V TtEPPArAoVTOg ToVG. E&lcou onuavtikng elvat Kot 1 ovToyn TV VEVPOVIKOV SIKTO®V 6T
oQAaApaTa, aeov ov vrap&el TpoPAnUa oe £va vevpdvo To dikTtvo cuveyilel va Asttovpyel
Kavovikd. Emiong n amodeiktikn amodkpion gival Eva amd To TAEOVEKTILLOTO TOV VEPOVIKAOV
OIKTO®V aPoD £va VEVPOVIKO 0TKTVLO GYedELETOL Y10 VO TTOPEYEL TANPOPOPIES OYL LOVO Y10l TO
GLYKEKPLUEVO VTOOELYLOL TOV EMAEYETOL OAAG KOl Y10 TV EUMIGTOCLVN GTNV OTOPACT| TOL
naipvetol. O oYedCUOC TOV VEVPOVIKAOV OIKTO®V YiveTal o avaloyio e Tov €YKEQAAO,
£€tol n punyavikoi BAEmovv otnv vevpofroroyia yior VEES 10€€G Yol TNV EMIAVOT TOAOTAOK®V

TpoPANUATOV.

Ta vevpwvikd diktva Bpiockovv epappoyn oxeddv oe Kabe KatdoTaorn oty onoio oyvel pa
oxéon upeta&y petaPAntdv  mpoPAeyng kor mpoPAremduevec petafAntéc.  Evoektikd
OVTUTPOCMOTEVTIKA TOPASEIYUATA TPOPANUAT®V GTA OTTOL0 1) XPNON TOV VELPOVIK®V SIKTO®V
EYEL EPUPLOOTEL e emTuyio eivor Ta ENG: Tpikn didyvawon [4], yonuatiotnprokn tpdpfreyn

[5], mototikm avabeon [6], ocvotnua dwyeipiong kivnmpa [7] K.o.

Ta vevpovikd diktva gpappdlovrar TeXVIKOVS OVOAVTES, MOTE Vo KAvouv TPoPAEwelg
OYETIKA UE TIG TWEG TV HETOXDV, Pacilopevol o €va peyddo aplud mapaydviwv, Onmg
ONAad”, TI TPONYOVUEVEG EMOOCELS AAA®V aTODEUATOV Kol SOPOP®V OIKOVOLUK®Y SEIKTAOV.
INUOVTIKY €lvol 1 GUVEICEOPE TOV VELPOVIK®OV OIKTOOV Kot oTlg Tpdmeleg ywoo v
Ta&VOUNCY] TOV OITOVVTIOV Y10 OOVEID O YOUNAOD 1| LYNAOD KvOOVOL, apOV HETE TNV
EKTTOIOEVOT TOVG GE 1OTOPIKA dedopéva 1 avdAvon Pmopel vo EKTOTIGEL TO TO KATOAANAL

KOl GYETIKA YOPOKTNPLOTIKA KOl VO TOL YPTOUOTOCEL. AKOUM, TO VELPOVIKA diKTVLa £Y0VV
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xpNoomom el yio TV ovAAVGOT TV EIGPOMY TTOL dEYOVTOL Ol AGONTNPES EVOG KIVITIPA, LE
oTOY0 TNV €AayloTOmOINoN TG Katavdiwons Kavoipwv. To vevpmvikd diktvo eA&yyet pia
TOWKIALDL TTOPAPETPOV UE TIC OTTOIES AEITOVPYEL O KIVNTNPAG, TPOKEWEVOL Vo EMLTELYDEL Evag
OLYKEKPIUEVOS 0TOY0G. Ta vevpwvikd OiKTLO YPNCUYLOTOOVVINL GTNV 10TPIKN Yo TNV
avayvoplon TPoTOmov TPOPAeyNC modncewv £xoviog G €(6000 TOLG &va VPV QACUO

TPIKA GLGYETILOUEVOV eVOEiEemV.
1.3 Egappoyéc Teyvnt@v NevpoviK@OV AtKTO®V

2to apykd otéol NG OMMAMUATIKNAG MOV epyaciag, Yo vo €£0kelmbd pe ta texyntd
VELPOVIKA OTKTLO Kol TO AOYIGUIKO VLAOTOINGNS TOVG OV YPNOLUOTOINGa, PPrKe KATOES
Baoelg dedopévemv oto O1001KTLO, Ol OTOIEC OMOTEAOVVIOL OO TPAYLOTIKES TEPIMTMOOELS
acBevav [8], [9]. 'Etol pe m ypfion avtdv tov dedouévmv Tpootabnca vo dnuovpynom

LLOVTEAQ TEYVNTAOV VEVPOVIK®OV OIKTO®V e OKOTO va. Bpm To BEATIOT ATOTEAEGLOTA.

H o Baon dedopévov mov ypnoiponoinoa meptéyetl 683 mpayHoTIKEG TEPUTTOCELS 0COEVDV,
ot omoiot Taoyovy amd KapKivo Tov pactov. XTic 240 TEPIMTMGELS 0 KAPKIVOS TOL HAGTOV
etvar kaxonOng, eved otg vmoérowmeg 443 mepumtwoelg eivor kKohondne. Me PBaon 9
TOPAUETPOVG dNELOVPYNGa dikTvo TO omoio avayvopilel av o kapkivog eivor kKahondng M
KakonOng pe éva mocootd emtuyiog. To dedopéva yperdloviav Kamolo emeEepyacio mpy
YPNOLUOTONOOVV, aPOD GE KATOLEG TIUEG EMPETE VAL YIVEL KMOTKOTOINOT OGTE VO, LTOPOVV VL
gloayBovv 610 GUGTNUO. XT1) GULVEXEWD YOPLoO TA OEOOUEVO GE OEQOUEVA EKTTaidELONG Kot
dedopéva  emainbevong, pe Tuxoio Tpdémo. Aoxipoco  OBPOPES APYITEKTOVIKES Kot
TEPOUOTIOTNKO HE TIC TOPAUETPOVS TOV AOYIOUKOD pe okomd va Pydiw PéAtTioTa
aroteAéopata. To KaAdTEPO QmOTEAEGHOTA TO. TP OTAV YpMoipomoinca aAyopBupo back
propagation 3 emédmV Kol 6T0 KPLES eminedo o apliuds tov vevpdvav nrav 40, To learning
rate=0.4, to momentum=0.3 kot initial weights=0.3. 'Ezeita. ypnoonoidvtag avtd 1o
diktvo Onuovpynoa 3 OlPOPETIKA TuYoio Oeiypota omd OedOUEVE EKTOIOELONG Ko

dedopéva emaAnBevons , MOTE VO UTOPM VO £Y® OVTITPOCOTEVTIKA AmOTEAEGHATO (TivaKog
1.31a).
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IHivaxag 1.3.1 a AwoteAéouata SikTOOV Y10, TOV KOPKIVO TOD UAGTOD UE 3 OLOPOPETIKG. TOYALC

oetyuazo,
Tuyaio Training Set Evaluation Set
delypa
Normal Abnormal Normal Abnormal
1st 376/376 203/203 64/67 33/37
100% 100% 95.52% 89.19%
2nd 380/388 190/194 54/55 43/46
97.94% 97.93% 98.18% 93.47%
3rd 376/385 193/197 56/58 42/43
97.66% 97.96% 96.55% 97.67%

H endpevn Pdaon dedopévov mov ypnoyomoinca amoteleitonr oamd 768 mpoyUoTiKEG
TEPIMTMOGELS YOVOIK®V amd TS omoieg ot 268 mdoyovv and o1afntn, evd ot vmorouteg 500
Ooxt. Ta dedopéva g Paong kataypaenkav to 1990. Me Bdon 8 mapapétpovg, mpénet 10
dikTvo OV Bo VAOTOMO® VA KATNYOPLOTOlEl GMOTA. AKolovOnGa TtV 1010 dadtkacio Tov
akolovOnoa kot ot Tponyovuevn Pdon dedopévov. Ta koAvTepa amoteléouato To TP
otav ypnowponoinca adydpiBuo back propagation 3 emmédwv kol 6to KPpLEO €mimedo o
aplfudc tov vevpdvov Mrov 60, to learning rate=0.6, to momentum=0.1 wou initial
weights=0.3. Onmg Kot TPONYOLUEVOGS, YPNOCUOTOIOVTAS GVTO TO OikTvo dNuovpynoa 3
dtapopeTikd Tuyaio delypata amd dedopéva exmaidgvong Kot dedopéva enarnbevong , OCTE

VO LITOP® VAL £XM OVTITPOCOTEVTIKG amoteléopoto (wivokag 1.3.1 ).

Iivakog 1.3.1  Amoteléouata Siktoov yio. S100TH 1e 3 OLAPOPETIKG, TUXOLO, OEIYUATO.

Tuyoio Training Set Evaluation Set
delypa
Normal Abnormal Normal Abnormal
1st 384/429 92/171 60/71 66/97
89.5% 53.8% 84.5% 68%
2nd 360/429 118/209 98/109 34/59
83.9% 56.45% 89.9% 57.62%
3rd 362/398 107/202 92/102 27166
90.95% 52.9% 90.19% 40.9%

Méoa and po Epevva Tov EKavo 6To O1adikTVo, BPIKa TPONYOVUEVES TPOCTADELES TTOV ElY OV
YPNOUOTOMOEL AVTEG TIG Pdoelg dedopévmv oe cuvdvacuo pe Texvntd Nevpovikd Aiktoo

[10], [11] kou To amoTEAEG AT TOV THPOY NTAV TOAD KOVTA GTO OIKG LLOV OTOTEAEGLLOTOL.
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1.4 Tpwoopieg kot péBodor didyvmong

Ov Tplowpieg elvar yevetikég avopoAieg mov oyetiovior pE TO YPOUATOCOUOTO TOV
Bpiokoviotr 6To YEVETIKO VAKO Kot EAEYYOLV TIG AELTOVPYIEG TOL OVOPMOTOVL KOl TAL PVGIKA
YopokINPotikd tov. Kabe ypopodcopo €xet pepicés yaddeg yovidia, 1o Kabéva and tao
omoio. elvar vmebOuvo yo kdmowo Asttovpyia. Kdbe copatikd xdttopo tov ovOpdmivov
OPYOVIGHOU VO QPUOI0AOYIKEG cuvOnkeg mepiéyxel 23 (ebyn ypopocoudtov. Katd
cLAM YT TO MEPLO KOl TO CTEPUATOLMAPLO EVAOVOVTOL Y10, VO ONIOVPYHRGOVY TO EUPPLOo TO
omoio maipvel 23 ypopocdUATO 0O KAOE YOVIO Yia va SapopemBel 0 pUGIOA0YIKOG aplBUdS
TV 46 ypopocopdtov. Ta mpdta 22 Cevydpla AEyovtol oVTOCMMKA Kot givat 1010 6TOVG
Gvopeg kot yuvaikes. To €1kootd tpito (evydpt YpoUOCOUATOV amoTteleital ond ta Aeyopeva
QULAETIKA ypopocopota, kot Kabopilovv 1o @OA0, apoevikd 11 Onivkd tov atopov. To

ONAvKo £xet dVo X ypopocopata (XX) evod 1o apoevikd €xet Eva X kat €va Y ypOUOCOLL.

Av éva éuPpvo, Yo Kamowo Adyo, ovyKeVIpOVEL meplocdHTEpa N Arydtepa omd 46
YPOUOGOUATO, TOTE TPOKAAOVVTOL OVOUOAMES TTOL OLPOPOVV TN JSIUTANCT Kol TN AErTovpyia
0V opyaviopoV tov. H mepintwon amovoiog 1 epedviong evog mpdsheTov YpOUOCHIATOS
oto O Cevydpt ypopocoudtov TOL guPpvov  Afyetor ovevmAogwdio Kol dMADVEL
YPOUOCOUIKY ovoporio. Xvykekpyéva oe €va EUPpvo pe tproopio mapovstdletar €va
Ypopatdcopa 3 opéc avti 2 popég mov ival 10 PLGLOAOYIKO. MEca oTa TAIGIO QVTOV TOV
KOTOOTACEWDY, N MO YVOOTH OVOUOAMO 6T0 YeviKO mAnbuoud eival to cvvdpopo Down. H
nafoyévela Tov opeileTanl oV Tapovsio evog el TAEOV YpoUHOCOUOTOS ot 0éomn 21 yU
avtd ovopaletar ko tproopio 21. Avtictoya to Patau Syndrome ovopdaletan tpicopio 13
AOY® TOV OTL LVELAPYEL 3 Popég To Ypwudompo 13 ko to Edward‘s Syndrome ovoupdaletat

tpoopio 18 Adym tov 6t vIapyEL 3 Popég To Ypwpdcmua 18.

H duyvoon tov YpOUOCOUIKOV OVTOV OVOUIAIDV ETITUYXOVETOL LE KUTTOPOYEVETIKY
e&étaon mov yiveton petagd 10 ko 20 gfdopadmv eykvpoohvng, avaroya pe t HEB0do mov
akohlovBeitar. Emeidn ot pébodot avtég eivon emepfaticéc ko £xovv kivovvo amoBoing 0,5 mg
1%, Tpoc@épovtal oTig £YKLES TTOL £Y0VV EVIEIEN aENIEVNS TOOVOTNTOG Y10 XPOUOCOUKEG

AVOUOAIEG GTNV AVIVEVTIKT] O1AOIKAGT0 TOL TEPTYPAPETOAL TTLO KATM:

H aviyvevon tov yp®UOCOUIKOV aVOUOMOV YIVETOL LE TO GLVOLAGHUO TPLOV peTpRoe®V: TN
Broynkn avaAvon aipatog, To VEEPNYOYPAPT LA Kot TV NAkio TG €ykvov. H pnébodog avtn
avtikatéomoe oTig apyés tov 2001 to, eni 10etion epappoldpevo, TptAd T€6T TO OMOIO

TPOGPEPOTAV GTO 0EVTEPO TPiUNVO gykvpocvvng amd to Kévrpo I[Mpoinmtiknig [oudaTpikng.
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H Broymun avdivon cuvictatol 6t HETPNOT OVCIAOV 6TO aipa TG ykvov. To amotélecua
™G avVAAVONG KOTaY®PEITaL o€ €W0IKO TPOYPOUUO NMAEKTPOVIKOD LTOAOYloT) poll pe to
ELPNUATO TOV VIEPNYOYPOUPNUATOS, KATO TNV OPO TNG VIEPNXOYPOPIKNG eEETAONG Ko

e€dryetal 1 mOAVOTNTU YPOUOCOLOKNG VO UOALNG.

To vrepnyoypdonuo ToV TPMTOL TPUNVOL TEPAapPdvel Aentopepn eE€taon tov guppvov,
KaBmG Ko LETPNON TOL LYPOL TOL PBPicKETAL TOW OO TOV AVYEVO TOL EUPPLOV (YVOGTO (MG
OLYEVIKN OLPAVELD), TO OTOl0 €xel Gpecn oyxéomn pe TV VTapEn YPOUOCMUIOKNG 1 GAANG

OVOTOMUKNG OVOUOALOG.

Me 1t pebodoroyla vt M aviyvevtikn wkovotnte avédavetar pexpt 85% ko emmAfov
epappoletar 6T0 TPOTO TPiUNVo gykvpoovvng. H pébodog avtr otoyedel oty aviyvevon
TEPIOTUTIKOV UE AVENUEVES TOOVOTNTES Y10 VTTAPEN P OUOCO UKDV OVOLOAMY KoL OV givart

SYVOGTIKY.

1.4.1 Patau Syndrome (Tpisopia 13)

To obvopopo Patau, emiong yvootrdo og Tpioopio 13, eivoar po omdvia pOUOCOUKY
draTapayn Katd v omoio 10 Atopo yevviEtal pe éva emmAéov ypopocwpo oto 130 (evyog.
H ovyvomta g Tpoopiog 13 vroroyiletoan mepimov oe 1 ava 5000 pe 10000 Lovtavég
yvevwnoelg (1:5000-10000). Zta dedopéva mov ypnoomombnkoy 6e avty TV €pyacio To
1060010 TG Tplowpiag 13 eivar 0.0027% (1:3600). Xe moAAéc TepmTOOELS TO EUPPLO dev
emlel Ko amoPdAileror amd TOV OpYavIGUO TG Kvogopovooas. Paivetor va ow&davetar o
Kivduvog ekONA®ONG ToOL GLUVIPOUOL pe TNV avénomn TG NAKIaG ™G UNTEPOS EWOKA av
npokettor yu yovaiko dveo tov 30 gtov. Apcoevikd kot OnAvkd modod €xovv v idw
mbavoétto va gpeavicovv 1o cvvopopo. H Tpwoopioa 13 umopei vo amovinbei oe

OTOL0ONTTOTE PULAN).

To ovvopouo Patau mpoxorel Papid vontikny kabvotépnorn kot coPoapéc pabNnolokéc
dvokoAieg, ta popd pe Tpioopio 13 cvyvd mapovcidlovv pkpoeBoipe (LKpd HATio),
LIKPO KEPOAL, KOQ®MON, OVOUOAES TOV YEPLOV KOL TOV TOSMV - EMTALOV OGYTLAM,

KOPOLUKES OVETAPKEIEG KO AVOUOAMESG TOV YEVVITIKOV 0pYAVOV (KPUTTOPYLOIoUOG).

1.4.2 Edward Syndrome (Tpisopia 18)

[Ipoxertan yio éva omdvio cHVOPOLO OV GVYVA cuvdEeTan e coPfapn avornpio. To Edwards

amotelel artia Bavdatov TV Bpe@®V OV PEPOLV TO GUVIPOUO GE Uid 0T TIG TPEIS YVOOTES
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naporiayéc tov. Ovopdaletan kot Tproopia 18, apod og avty| TN YeveTIKN avopaiio vTdpyEt
éva emmAiéov ypopocoua pe to 18° Levyog. Yroroyileton étt mpokvntet o 1 avd 6000-8000
yvevwnoelg (oviomv. ZTo 0e00UEVa TOV YPNOILOTOMONKOY GE QTN TV £PYACIN TO TOGOCTO
m¢ Tpioopiog 18 givor 0.078% (1:1275). Avotuydc, Yop®w 610 95% twv eufpdov mebaivet
TPW TN YEVVNON, £TCL 1] TPAYUATIKY] cuyxvOTNnTa TG avouaiiog icwg gival peyodlvtepn. Amo
avtd mov yevviovvtor, 10 80% mepimov etvon kopitowa. H Tpoopio 18 amoavidron

aveEaptNTOG EBVIKNG KOTOY®YNG.

H Tproopia 18 ennpedlel e peydho Babud drha to opyaviKd GUGTLOTA TOV GOUATOG. XTO
VELPIKO GUCTNUO KOl GTOV EYKEPUAO TAPOLGIALETAL TVEVLOTIKY VOTEPNOT|, KabvuoTepnuévn
avantuEn Kabdg kot vymAdg puikdc tovoc. Emmpdcbeta, to ke@ditl, m pdTn Kot  KATO
yvabog gival o pikpd omd To pUGIOA0YIKO péyefog. AkOUN aTéAELES VTAPYOLY GTNV KAPdLd

KOl 6T0L 0GTA.
1.4.3 Down Syndrome (Tproopia 21)

To ovvdpopo Down amotelel T ocvyvotePN YeEVETIK ottion vontikng votépnong. [l
OLYKEKPIUEVO, TO OUVOPOUO OVTO TEPAAUPAVEL €VO GUVOAO GUUTTOUATOV — TOL
Tapovclaloviol €k YEVETNG o€ éva dtopo kot gvBvvoviar yia €va Pabud poabnolokrg
SVOKOAING 1 VONTIKNG VOTEPNONG, KAODS Kl Y100 COUATIKO KOl EEMTEPIKE YOPOAKTNPLOTIKA
yvopiocpata. Attia yuoo To cbvvopopo Down givar to 210 ypopdcopa, mov avevpiokerol 3
QopES avti Yo 2 dmwg elval Kot TO LGLOAOYIKO, €€ 0L Kot 1 TAEVOUNGT TOL GLVOPOLOL MG

Tpwoopio 21.

H enintoon tov ovvdpdpov oebvog esivor mepimov 0.14%. Xto dedopéva  mov
XPNOUOTOONKAY GE QTR TNV €pYacio To T0600To avto eivar 0.79% (408 mepumtdoelg oTig
51208). IMopdyovtag mov emnpedlel kpiowa v ovaloyio avth amoteAel M nAio g
untépag, ko' 6tt oty nAkio Tov 20 eTdv N cvyvoTnTa Kupaivetol tepitov oto 1:2000 yux
va avéNDetl petd ta 40 og 1:100 1 Aryotepo. Zta dikd pog 0£00UEVO VITAPYOVY 9 TEPMTOCELG
Kdtow tov 23 etdv kol o nikia 39 etov kot whveo ovépyovior ce 172 mePTOGELS.
Yndpyovv kdmota Pactkd Kowd yopoktploTikd mov speavifovtal oto moudld eEattiog Tov
ovvopopov Down. Katapyds, ta popd opéomg PETA TN YEVVIION TOVS, KOTE Kovovo Ogv
KAaive, €va YopoaKINPIoTIKO oL To KAVEL apéows va Eeympilovv. Emumiéov dev drabétovy
poikn dvvaun Kot dev Tapovstdlovy oyedov KaBdiov vontikn avantuén. To avocomomtikd
TOVG GVoTNUO givol emppenés oe acBéveleg kot omdvia Eemepvovv Ta 50 ypdvia (wnc. Eivar,

oLVNO®G dTopa TOV EKONADVOLY TOAD €XKOAN TO GLVOLGON AT TOVG,.
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1.4.4 Triploid Syndrome

To Tpumhoeldég chvopopo Evarl po eEUPETIKG GTAVIO, YPOUOCOUIKY dtotapoyn. To dtopa
TOV TTAGYOVV Ao AVTO TO GLVOPOLO £XOVV 3 YPOUATOCHUOTO O TO KAOE £100G, dONAadn 6TO
oUVOAO €ENVTAL EVVEN YPOUOCOUOTO OVTL TO KOVOVIKO TV capdvta €61 ypopocopdtov. Ta
HOPE pE TPMAOEWES ohvopouo cuvibmg yavovtal péca amd mpdmpn oamofoin. Qotdco,
opwopéva Bpépn €xovv yevwnbel kol emPuvoel ywoo ddotnuo mepimov S punvav. Ooca
KOTAPEPOLV VO, EMPUDGOVY £XO0VV LOGOIGHE, ONAAdY] €YOLV KATOL KVTTAPO TOVS KOVOVIKO
aplBpd kot kdmole AGAAo eivor TpuAd. AvTd To woudld avtipetOmILovy KATOw KOWE
CUUTTOUATO 0TS YOUNAO avacTnuo, TpOPANUe dpacns, eupvg BOPAKIS KOl TETOAOEOES

veppac.
1.4.5 Turner Syndrome

To ohvdpopo avtd mpokaAeital amd OAKN 1 UEPIKN LOVOSOUIO TOV YPOUOCHUATOS X KOl
TPOKELTOL Yol Tr GLYVOTEPT Hovocopia mov avayvopiletor oe amofarlopeva Eufpoa. To
60% tov amofolmdv mov cupPaivovy GTO TPAOTO TPIUNVO TNG EYKVHOGLYNG OPEIAETOL GE
YPOUOCOUIKES ovopores. Neoyévvnto pe to ovvopopo Turner mapovcidlovtor e
ocvyvomro 1:2500-3000 (0.0025%-0.0033%) yevvioels KOpLtoudv. Xt OedOUEVE TOV
ypnooromdnkav 6e oty TV gpyacio 0 mocootd avtd sivar 0,025%. Kdamow ond to
CUUTTOUOTO, TTOL UTOPEL VO pOavOLV 6To EUPPLO KATA TN SUPKELR TNG EYKLUOGVVNG glval Tal
YOLUNAG VT Kot poTn, 1 AcOUUETPT OvATTTLEN TOL GKEAETOV , Kot TO peydho péyebog tov

TAOKOVVTO.
1.5 TIponyovpeveg peréteg
1.5.1 Mponyodpeveg peréteg oto Mavemotipo Kvnpov

>1o0 IMavemotmuio Kompov, €xovv yivel kot 6to mopehBov pehéteg oyetikd pe 1o 0épo tov
Tpoopiov. Ot peréteg avtég mpaypoatomombnkav amd tovg Kompo NikoAaidrn, Xpioto
YxiCa, Kdota NeokAéovg kar KAedvOn NeokAéovg kot Baciloviar omn xprion vELPOVIK®OV

dwtoov [12], [13].

2t mpodTn peAétn ypnoponoinoay 23513 neputtdoelg acbevav and Tig omoieg ot 217 Ntav
nepmtooel; Tpoopiog 21 evd ot vmoloumeg Mtov QUOOAOYIKEG. To dedopéva avtd
napOnkav ond Fetal Medicine Foundation oto Aovdivo [1]. Tkomdg ftav 1 dnuovpyia

JIKTVOV TPOPAEYNG TOV TAGYOVIMV TEPIMTMOCEWV KATA TO TPATO TPIUNVO NG EYKVUOGVVIG.
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To diktvo MOV éKTIGOV AMOTEAEITOL OO MO OPYLTEKTOVIKY] TOAAUTAMY EMTEO®V KOl TO
KaAOTEPO amoteléopato mov £dmae NTav 98.9% ota dedopéva exmaidevong kot 93.3% ota

dedopéva emainevonc.

2t dguTePN UEAETN OV TPAYLOTOTOINGOV, GTO OEOOUEVO TPOCTEOMKAY KOl TEPUTTOCELS
Tpoopiog 13, Tprowpiog 18, kot Zvvopopov Turner. Ta dedopéva topa, tav 31611 and ta
omoio. Tao 476 eivar pn @uoloroywkd. Ta koddtepo amoteAéopato £0moe €vo  OiKTLO
eunpdcblog kotavoung pe 3 kpued emimeda. Xto dedopéva emainfevong to TOGOOTO
EMTLYOVC TPOPAEYNG TOV TAGYOVI®OV TEPMTOCEDV NTov 85.1% Kol TOV QUGLOAOYIK®OV

nepmtoewv NTav 98.1%.

Ye o GAAN peAétn mov €kavay Elyov oG otdyo Vv €£ETOon NG ONUOVTIKOTNTOG TMV
yopaxtnpotik®v PAPP-A kou b-hCG omn mpoPreyn ypopocoukodv ovopoiiov. Tao
dedopéva mov ypnotponoincav amotelovvtal and 35687 UCIOAOYIKEG TEPUTTOCELS Kot 629
TEPIMTMOGELS YEVETIKNG OVOUOMaG. Xtn mepimtwon Omov  ypnoipomoincov Olo  ta
YOPOKTNPIOTIKA €10000v Tpav amotérecpa 88,2% ota dedopéva emainbevonc. Xt
nepintmon omov agapédnkay to yopoktnplotikd PAPP-A kot b-hCG to amotélespo tov
povtéAov pewwdnke oto 65%, yeyovdg mov Jelyvel WG TO  YOPOKINPIOTIKE avTd

dwdpapatitouv onuavikd pOAO GTNV TPOYVOOT) TV YEVETIKMOV OVMOUOAIDV.

1.5.2 TIponyovpeveg peréteg o€ o1E0vég emimedo

Ye O01elvéc eminedo €xel yivel g TANOOpO HEAETOV Y10 TIG YPOUOCOUIKES AVOUOAMES Kot
TOVG TOPAyovTeg oV TIG emnpedlovy. Méca amd pia Epgvuva ToLv TPAYUATOTOINGA, BprKa Kot
Sapaco PEPIKES Amd OVTEC PE OKOTO TNV OTOKTNOT UG TEPETAIP® EUTEIPIOG Kot Amoyng

v 70 B0 oV HEAETO.

Mw ond tig peréteg mov dwaPaca, €lxe ®¢ o100 TN OlEPELYNGN TOL POAOL TOV
YapaKTNPLoTikod ductus venosus, ¢ TPOYVOOTIKO TOPAYOVTA Y10 YEVETIKEG avmpolieg [14].
To yapaxtnpiotikd avtd eivar éva amd ta 11 ¥apoKTNploTiKd 16000V TOV HOVIEAMY TTOV
onpovpynca. I'ia v Bpovv v GLUPOAT] aVTOD TOV YUPOKTNPLOTIKOD GTIC TEPUTTMGELS UT|
QUGLOAOYIKAOV EURPOLOV £KOvVaY KATOYPOPY HETPNOE®V TNG OLYEVIKNG OPAVELNS, TOV
KOPLOTLTOV Kol TG pong PAERmOovg TOpov (ductus venosus), oe 186 EuPpva péong nikiog
Konong 12.6 gfoopddwv. Eniong ékavay KaTaUETpnoN UTOV TOV YOUPOKTNPIOTIKOV G O
™ ddpkewn ¢ gykvpoovvne. [apamipnoav 6t n avyevikny dwapdvelo avénbnke oe 112
éuPpva. Ta omoteréopota oavtdv tov 186 eykvpoochveov Mrav va yevvnBoov 130

QLooAoYIKd Euppua, 46 va Thoyovv omd KATO YPOUOCOUIKN avouoiio, 3 evdountplakol
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Bavatol eufpoov, 6 SpbpoTiKég avmpaiieg euPpoOv Kol Ho. TEPITTOON AVOTTUEINKNG
dlTapayns. AmO TIG UETPNOEIS OV KATOYPAPNKOV KOTA TN SGpKEW TNG €YKLUOGLYNG
KATAANEOY GTO GLUTEPACHO OTL VIAPYEL O GLOYETION UETAED OLYEVIKNG OUPAVELNG KOl
ductus venosus. Z& YPOUOCOUKO (UOIOAOYIKE EuPpvo HE UL SIELPVUEVT] OWYEVIKY|
dwpdvelr kot éva pn euotoloyikd ductus venosus LaAPEE evvid QOpEG avENom TOV
avemBountov aroteleopudtov. To cvunépacua mov Bynke omd avtn ) peAé givol 0Tt T0
yopaktnplotikd ductus venosus umopel va ypnoipomondel yioo TpOyvVmO OVOUOAM®DV, O)L

OUm¢ aveEaptnTo, OAAG GE GLVOLAGLO LLE TNV OYEVIKT SLOPAVELDL.

Mw éAAn  perdétm  mov  mpaypatomomOnke elxe g okomd v e&étaom NG
OTOTEAECUATIKOTNTOS TOV TPOCLUTTOUATIKOV eAEYYoL Yy Tpioopia 21 pe to cuvovacuod
NG NAKiog TG UNTEPOG Kal TN HETPNON TG ALXEVIKAG Stapdvetog katd ) 101-14" efdouddoa
konong ot I'epuavia , Avotpia kot EAetia [15]. e 23805 kvnoelg petpiiOnke n avyevikn
dwpdvelo Kow o Keparovpaio pnkog tov gufpdov. Xe kdbe mepintmon vmoroyldtav o
kivouvog yuo Tproopiog 21 pe Bdon avtéc Tig peTpnoelg Kot v nAkio g UnNTépag Kot pe
xp1on tov Aoywspkov tov Fetal Medicine Foundation. H péon nlkia g puntépag nrav 33
et®v Kot 10 36.1% tov mepmtdcenv N nAkia frov whvo amd 35 etdv. O EKTIUOUEVOS
kivdvvog yu Tpioopia 21 pe Bdon v niikio kot to kepaiovpaio pnkog Nrav 13% oe
(QLOOAOYIKEG eYKVHOGUVES, 87.6% og eykvpooiveg e Tproopia 21 kot 87.2% o Tpiompieg
pe Ao ypopocopkés tadnoeic. KatéAngav oto cvunépacpa 6Tt | nikio g untépag, Kot
N HETPNOM TNG OVYEVIKNG OOPAVEING GE GLVOLOGUO HE TOV TPOCLUTTOUOTIKO EAEYYO

UmopovV vo cLUPAAOVY 6TV TPOPAEYN TOV YPOUOCOUIKADV OVOUOAIDV.

Xe o GAAN perétn mov ywve e€etdotnke M evogyopevn Peitimon tov elEyyov Yo Tprompio
21 pe v e€€taon tov pvikod 06ToD ToL EUPpvov uEcm VIEPNYOYpaPRiaTog kKatd 117 ue
14" eBSopada komong [16]. Ipayuatomomdnke eEétaon oe 701 Euppuva n mapovsio f N
OTOVGI0 TOV PVIKOV 0GTOV KO 1) avyEVIKT dtapavela. To pvikd 00616 amovsiale og 73% tov
euppdov mov mopovciocav Tpwoopioa 21 kot oe 0.5% ota @uoloAoywd EuPpva. Xn
TEPINTOON GLVIVAGHOV TNG NAKING TNG UNTEPOC, TNG LETPNONG TNG OWYEVIKTG OLOPAVELNS Kot
TNV TOPOVGia 1| amovsia Tov pvikod 0otod avéavertal 1 evoicOncio oto 85% Kot pewdveral
T0 TOGOGTO GOAALATOS Yo TIC PUGIOAOYIKEG Ttepittdoelg oto 1%. 'Etol emeonpavay 6t 0
e€étaon Tov pwikov 00ToH TOL EUPPVOV UTOPEl Vo PEWDON TNV OVAYKN Yo EXEUPATIKN

e&étaomn oto EUPpuo ko va awENGEL CUAVTIKA TV gvoicOncio.
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Kepalaro 2

M£00d0g epevvTIKIG OL00IKAGLOG

2.1 Teprypaen TpoPAnpatog

2.2 Agdopéva

2.3 210110TIKN avAAVoT) dEd0UEVDV

2.4 EneEepyaocia dedopévav

2.5 Teprypa@r) adyopiOuwmv/ apyIteKTOVIKOV
2.6 Aoyopkd mov ypnopomo|fniay

2.1 Meprypaon TpoPfrqportoc

H dumhopotiky pov epyoacio €xel @¢ otdHx0 TV €EETOGN NG OCULVEIGPOPAS KOL TNG
gvacnoiog TOV YOPaKTNPIGTIKOV oL Oelyvouv evoeilelg yuoo mhavn YeveTikn avopoiio
mBavov katd ™ ddpkele g eykvpoosvuvng. ‘Etot gpappoloviog peBddovg vToloyioTIkng
VONUOGUVIG OMLOVPYNOa LE TEYVNTA VELPOVIKE dikTua, Eva aplBud povtélmv o ool oG
BonBovv va amaviicovpe Ta epotHraTa Tov Bdlovpe PECH TV ATOTEAEGUAT®V IOV Oa pog
dwoovv. Ta povtéda ovtd €govv ¢ €icodo 51208 mpaypaTIKEG TEPIMTOGELS £YKLMOV
YOoVaK®V amotelovpeveg and 11 yapokmnplotikd to omoie pEGH amd 1ATPIKEG EPEVVEG
amodelyTNKav To O KOBOPIOTIKA Yoo TNV EUPAVIOT] TOV YEVETIKOV ovopolMdv. Me Bdon
avtd T OedOUEVA, TO OTKTVO EKTONOEVETOL LE OKOTO Vo uimopel va Kével opOn dudyvmon og

dyvwoto 610 cLGTNHO dESOUEVOL.

H pébodoc mov axorovOnco vy vo €EETACO TNV CNUAVIIKOTNTO T®OV  SVOSIKAOV
YOPOKTNPIOTIKOV €lval 1 dNUovpyiot LOVIEA®Y YPNGLOTOIOVTOS GLUVOVUGHOVS QLTMOV TOV
YOPOKTNPIOTIKOV. ZVYKEKPIUEVO TPOTO £KAvO £VO HLOVTEAO TO Omolo meEPLEYEL OAOL TO
YOPOKTNPLOTIKAE 16000V, £TCL MOTE VO UTOPD VO TO GLYKPIVED LE TO VTOAOUTO, LOVTEAD TTOV
TEPLEYOVV GLVIVAGUSO YOUPUKTNPIOTIKAOV. AKOAOVOWOS Ekava LOVTELD YPTCLOTOUDVTAG TOVG
oLVOLOCUOVE TV YOPAKTNPICTIKOV 7OV a@opovV TN KAnpovoukdtto (Previous T21,
Previous T18, Previous T13), ot omoiot @aivovton otov mwivako, 2.1.1. Anladn ékavo povtélo
o010 omoio agaipeco OAa ta dedopéva yio to Previous T21 ,énerta oto endpevo poOviEAo
éPoia Ta dedopéva yio To Previous T21 kot agaipeca ta dedopéva yia to Previous T18, 1o
avtiotoryo £Kava Kal yio o dedopuéva tov Previous T13. X1 cvvéyeln, mpoymdpNnoa Le TOVG

oLVOLAGHOVE Yl T YOPOKTNPIOTIKA OV Taipvovpe amd v wtpikn e&étaon ultra sound
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(Nasal bone, Tricuspid flow, Ductus venosus), ot omoiot Ttapovcidlovtol otov mivaxo 2.1.2.
AxoiovOnoa v 10t Stadikacioo IOV £Kava KOt Yo TO YOPUKTNPIGTIKG TOV 0POpPovV THV
KAinpovopkotnta. o kafe cvvovaopd €kava 6 HOVIEAN YPNCUYLOTOLOVTIONS OLOPOPETIKN
apyLtekToviKy kBe @opd. Ot GLVOPTAGELS EVEPYOTOINGNC OV TPOTIUNCA NTOV 1) AOYIOTIKN
kot M gpoantopévn. ‘Extica 3 povtéda pe AOyloTIK) cuvaptnon Kot aplipd VELPOV®V GTO
kpu@o emimedo 40, 50 ko 60 avtictoyya Yo kaBe povtéro. To 1610 €kovo kol yo TV
EQUTTOUEVT] OGLVAPTNOT €vEPYOmMOINoNG. XvVoMKd, éxoava 48 poviéda (8 ovvdvaouol
YOPOKTNPIOTIKOV X 6 0pPYITEKTOVIKES) Y10 TOVG GLVOLOGHOVE TV YUPUKTNPICTIKOV TOV
a@opovV TN KANpovoLKOTNTO Kot 48 HovTéAD Y10 TOVG GLVOVOCUOVE TOV YOPUKTIPICTIKMOV

nov apopovv v e&étaon Ultra sound.

Kamoteg popég vapyet n mbavotnta KAmolo amd T YopaKINPIoTIKA VO UV eivat onpavtikd
Kot avti vo. cOUPAAEL BETIKA GTNV EMTVYIC TOL GUGTAUOTOC, VO GVUPAALEL apvnTIKd. Me TV
néBodo mov akoAoVONCa PTOpES Vo ETPEPAIDOC® OTL OAO TO YOPOUKTNPLGTIKA TOV VIAPYOVV

ot dudbeon pog ovpPdirovy Betikd ot TpoPAeyn tov normal kot twv T21.

Iivaxag 2.1.1 Zovovaouol yopoktnpioTikay KANpOVOUIKOTHTOS

Mother | Previous | Previous | Previous | CRL | PAPP- | b- Nasal | Trcuspid | Ductus | DeltaNT
s Age T21 T18 T13 A hCG | bone | flow venosus

A 7 v v S I A A I v v

B[V 7 v S I A A I v v

Ry 7 v S I A A I v v

R v v S I A A I v v

E[ 7 S I A A I v v

F J S I A A I 7 v

g 7 S A A A 7 v

H I A A I I v v
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Iivaxag 2.1.2 Xovovaouot yoporxtnpiotikwv eéétoons Ultra Sounds

Mother | Previous | Previous | Previous | CRL | PAPP- | b- Nasal | Trcuspid | Ductus | DeltaNT
s Age T21 T18 T13 A hCG | bone | flow Venosus

A 7 7 7 N A A I I 7 v

B[V 7 7 7 N A A I I v

G| 7 7 7 T A A 7 v

DV v v v T v v v

B[V v v v N N A v

F[ v v v v N v v

GV v v v N v v

H v v v T v

Télog perétnoa v evarsOncio tov yapaktnpiotikov PAPP-A, b-hCG, CRL kot DeltaNT,
ONAadn v avoyn Toug o€ AdBog LETPNGELS e GTOYO Vo EEPovLE TTold givat To péytoto AdBog
mov pmopet va aveyfel 1o ovotua. Eivar onuaviikd va yvopilovpe avt v mAnpopopio
ywoti TOAAEC Popég pumopel va ewoayfel o AavOacpévn Ty oto mpodypoppa, | pmopel po
T var Anedet AovBaopéva gite yati éywve avBpomvo AdBog gite kdmoleg HeTpNoELS deV
petpnnkay cmoTA Oomo  TOL  pNyovipaTto Tov  ypnowomotovviat. H pébodog mov
YPNOOTOINCO Yot Vo EEETAG® TNV gvoichncio Ntav 1 dnuovpyio HOVIEA®V OTOL GTo
dedopéva ekmaidevong (training set) Kpotovoo TO opylKé OEOOUEVO Kol GTO. OEOOUEVQ
emoAnOevong (evaluation set) kdBe @opd avava 1 pelove Kotd éva mocoostd Ol To
dedopéva mov vanpyav Yo to kébe yopaxtnpotikd Eeymprotd. Mo mopddsrypo mpo to
dedopéva emainBevong ko moAlomlaciaca OAeg Tic Tipeg Tov CRL pe 5, ko akolobOwg
emoaAnfevca ta dedopéva pe to apywod povtéro. ‘Etol €fyola amoteAéopato pe ta
eneEepyacuéva 0E00UEVA, Y10l VO, LTTOP® VO TO. CLYKPIVE LE T apyikd dedopéva Kot va Bpo
v evaictnoia tov kdbe yapaktnplotikov. Emmiéov pelémoa kot 1t GuveElsQOpE avTdV
TOV YOPOKTNPIOTIKAOV, aPOL ONHOVPYNGO HOVIEAN YPTCLOTOUDVIONS GLVOLOGHOVS TV
YOPOKTNPIOTIKOV, OT®G £KOVO, KOl YL0L TOL YOPOKTNPIOTIKA TOL OpOPOVV TO 1GTOPIKO TNG

gykvov kot tnv ultra sound e&étaon.
2.2 Agdopéva

Ta dedopéva mov ypnopomoinca ce ovtn T HEAETN, d0ONKav amd 10 vocokopeio Fetal
Medicine Foundation 6to Aovdivo kot gival amd TpayHaTIKEG TEPIMTMGELS EYKLMOV YUVUIKADV.
Amotedovvion and 51001 mepiotatikd, amd to omoion povo to 484 mAGYOLV Ao KATON
YEVETIKN avopoAo Kot Ta vrorowma 50517 eknpoc®mTOVV EMTVYEG EYKVUOGVUVEG. AVOAVTIKA,

vapyovv 50517 meputdoelg enttvuyos eykvpoovvig, 408 nepimtdoelg cuvdopopov Down,
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39 mepumtwoelg proopiog 18, 14 mepumtooelg tproopiog 13, 10 mepumtdoelg cuvopdov

Triploidy kot 13 meputtdoelg cuvopopov Turner.

2.3 XraTioTikn] AvaAven Asdopévmv

‘Exavo po oToTIioTIK) avAALGT TOV OS0OUEVOV Yol VO UTOPECH VO OOMIOTOO® TN
OLVEIGQPOPA TOLG OTN UEAETN TV Tpoopinv. Ot TeEPIocOTEPES EPELVES GTO TOMEN TNG
YOVOIKOAOYIOG GUUE®VOVUV OTL M MAKio TG UNTéPOS €ival 0 TPAOTIGTOG TOPAYOVTIOS Yl
EULPAVIOT XPOUOCOUK®DV OVOUIADOV 6T0 EUPpvo. Méca and to TAn0og TV dedopévev Tov
elya otn duabeon pov pumdpeca va 1o emPefardcsm apod dnwg Ba deite kot oto mivaxa 2.3.1
660 av&avetat N nAkio g UNTEPOS ALEAVOVTOL KOl Ol TEPUTTMGELS TAGYOVI®V UPpO®V. Xg
niieg 12.3 péypt 23.4 10 M0G0GTO YEVVNONG TAGYOVTOG Tado0 and cvvopopo Down givat
0.17% ot oe nikieg 39.2 péypt 55.3 10 mocootd avtd avépyetor oto 3.4% (20 popég
LEYOADTEPO. ZTO TO GUVOAO T®V dedopévav vrdpyovv 408 nepintwoels Tpioopiog T21. Ze
nikieg 12.3 péypr 23.4 vrapyovv 9 mepumtoocelg Tpioopiog T21 mocoostd 2.2% wot oe
nikieg 39.2 péypt 55.3 o apBpdc tov mepmtdcemv avépyetor o 172, mocootd 42.15%.
Y1ig mepumtooelg Tpoopiog 18 péyxpt mv nhkia tov 32 €10V vIdpyovy 3 TEPIGTATIKA EVED
oe nhkieg 32 péypt ko 55 etdv vrdpyovv 36 mepiotatikd (12 @opéc mepiocdTEPR). ZTIG
VIOAOITES YPOUOCOUIKES OVOUUAIEG TOL TOGOCTA TOV TEPIGTATIKAOV O& SLOPEPOVY KOl TOAD

avaAoyo LE TIC NALKIES.

Iivaxag 2.3.1 Zrotiotikn aveioan 0e00UEV@V yLo NAIKIO THS UNTEPOS

Hiwcia Ap1Opog Normal | T21 T18 T13 Triploidy | Turner
IeprrtOce®V
12,3-23/4 5064 5050 1 2 0 2
235-26,7 | 4966 4959 0 0 1 0
26,8 - 29 5305 5292 11 0 0 0 2
29,1-30,7 |5070 5051 12 2 2 2 1
30,8-32,2 |5115 5095 18 0 1 1 0
32,3-33,6 |5016 4990 23 1 1 1 0
33,7-35 4870 4835 26 1 2 3 3
351-36,7 |5235 5182 44 6 0 0 3
36,8-39,1 | 5306 5205 87 9 2 1 2
39,2-55,3 | 5054 4858 172 19 4 1 0

21N ouvEREld, €KAVO 0 OTOTIOTIKY] OVAALGT OTA QLOOIKG YOPOUKTINPLOTIKE €600V, Kot
Bpnka to mocootd twv Normal Tipudv tovg avarioyo pe kabe kotnyopio. ['a mapddstypo ota

dedopéva T21 1o yapoaktnpiotikd Nasal bone €xel Tyun 0 6€ TEPMTMOOELS TOV AVTIGTOLYOVV
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070 060010 46.95% twv dedopévov T21. Ta amoteléopata TapovstdlovIol GTOV TIVOKO,
2.3.2. Ocov agopd ) ovykplon tov dedopévav ultra sounds (Nasal bone, Tricuspid flow,
Ductus venosus) eival su@ovig 1 peimon tov apBuod twv Normal Tudv T0UC OTIG
TEPWTMOOEL TOV GLVOPOUOV Down og GYéon pHe NG TEPUTAOCEIS TOV OV £XOVV KATOL0L
vevetikr] avopoiio. Kdartt 1o omolo dev cvpPaivel ota dedopéva Tov a@opodV TO 1GTOPIKO

™c gyxvov (Previous T21, Previous T18, Previous T13).

Iivaxag 2.3.2 [locooto Normal tyung oo, 0vadikd. YopoxtploTIKe. OEOOUEVOV AVELOYO. UE TH

KaTnyoplo. Tov aVHKOLV.

Nasal Tricuspid | Ductus Previous | Previous | Previous

Bone flow venosus T21 T18 T13
Normal 96,18% 98,1% 97,33% 99,34% 99,76% 99,87%
T21 46,95% 47,44% 53,79% 98,05% 99,52% 99,76%
T18 59% 74,36% 100% 97,44% 97,44% 100%
T13 61,54% 84,62% 100% 100% 100% 100%
Triploidy | 90% 90% 100% 100% 100% 100%
Turner 100% 76,93% 100% 100% 100% 100%

2.4 EncEepyacio Agdopévmv

Mo v vAomoinom 10V CLOTHUOTOG OV, YOPIGO TOL OEOOUEVO GE OEOOUEVO EKTOLOELONG

(training set) kol oe odedopéva emoinBevormg (evaluation set). Xprnowonoinco 3
SLPOPETIKOVS  SLYWPICUOVG  OedOUEVOV e OKOTO TNV KaALTEPN EmoAnOevon ToV
amoteleopudrTov. Ot dStuympiopol eaivovton ota oynuate 2.4.1, 2.4.2, 2.4.3. Avtq n nébodog
ovopaleton Cross Validation. Mg avtd tov 1tpomo emPefoardveron 1 opbdtto TtV

OTOTEAECUAT®V, OPOD YPNOUYLOTOLOVUE 3 SLUPOPETIKE GET OESOUEVOV.
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All Data

51001
Training Set Evaluation Set
33898 17103

Normal T21 4 Normal h 4 T21 )

33619 279 16898 129
N\ J N\ J
4 T18 h 4 T13 h

39 14
N\ J N\ J
a Triploidy h a Turner h

10 13
N\ J N\ J

2ynuo 2.4.1 Aioyawpiouds dsdouévav 1

All Data
51001

Evaluation Set

Training Set
34118

Normal T21 Normal T21
33840 278 16677 130

2ynuo 2.4.2 Aoywpiopdg oedouévav 2

16883

All Data
51001

Training Set Evaluation Set

34259 16742

Normal T21 Normal T21
33982 277 16535 131

2ynua 2.4.3 Avoywpiouog dsoouévav 3

2.5 Meprypagn aryopiOpmv Kol 0P LTEKTOVIK®OV

e OAa ToL LOVTEAD TTOV £XTION Yo LT TNV gpyocia ypnoonoinca feed forward diktva. Ta

feed forward vevpwvikd diktva 1 diktva eunpdcbiag katavouns, émwg ovoudloviol ota
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EMMVIKE, NTOV 0 TPAOTOS Kot {00G 0 o amAdS TOTOG VELPOVIKMV SIKTV®OV. L€ QLTOV TOV
eldovg ta dikTva ot TAnpoopieg KvodvTol TPog pie poévo katehvveon, amd Tovg KOpPovg
€10000V, PECH TV KPLEOV KOUP®V KoTaAnyouv 6Tovg KOpPovg €£600v. Agv vrapyovv

KokAol 1} Bpoyyot ota feed forward diktva.

Enéhea va ypnowonomow alyopiduo Back Propagation, mov eivar o mo d100€d01éEVOG
TPOTOG EKTTALOEVLOTG TEYVNTOV VEVPOVIKMOV OIKTV®V. [Tpdkettan yio adydpOpo emiPrendpevng
paonong mov ekmodevETOL Amd £va. GUVOAO OEOOUEVMV €GOS0V KOl TO OVTIGTOL(O GUVOAO
dedopévmv emBountg e£660v. ITo avalvtikd, ot TYHEG 16000V SIUKAASDVOVTOL GTO KPUPO
eminedo, ka1 ot ovvéyewn pe tn pébodo katdfacng kiiong kotd tnv omoia n oAloyn ot
Bapm eivarl avaAoyn Tov apyNTIKOL TG TOPAYDYOV TNG GLVAPTIGEMS TOV GOAALATOS OC TPOG
o Bapn, Ppiokovpe v oAloyn OV TPEMEL VA KAVOLUE OTO BApM KoL 1 GLVAPTNHON
evepyomoinong elvar m orypogdng cvvaptnon. 'Enerta petadidel 1o o@dApo mpog to miom
Ommg eaivetal oto oynua 2.4 pe to o £viova pavpa toéa kot péca 6e avTd T0 cEAANN Elval

Kodwomompuévn n emBount ££0doc.

2yniua 2.4 Back Propagation Algorithm
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2.6 Aoywopiké wov ypnoonoun|Onke

[Ma v onuovpyia tov poviéAwv ypnotpomroinco to Aoyiouikd Neuroshell2, To omoio eivan

e€edOIKEVIEVO OTa TEYVNTA VELPWVIKE dikTva. O1 OPYITEKTOVIKEG TTOL TPOCPEPEL ELVaL:

e Back propagation networks (Standard Connections, Recurrent Networks, Ward
Networks, Jumb connections network)

e Unsupervised —Kohonen

e Probalistic Networks

e General Regression Networks

e Polynomial Networks

To Neuroshell divel ) dvvatdtta 6Tov gpevvNTA Vo PLOUICEL KATOIEG TAPAUETPOVG EKTOG
a0 TOV aplOUd TOV VELPOVOV € KAOE eminedo kol ovTd elvar onpavtiko ylotl £T61 vTapyeL
N dvvVaTOTNTA VO YTIGTOVV TOAAG LOVTEAQ LLE OLAPOPES OPYLTEKTOVIKEG. AVTO OMOGKOTEL GTO
va Ppebel éva ovotnua OV HE TNV KATAAANAN OPYITEKTOVIKY] VO EVOOUOTMOVEL TNV
TAnpoeopioc mov Ppioketon oto dedopéva pe Tov KoAOTEPO TPOmO. Mepikég amd TIg

TOPAUETPOVG ElvaLL:

e Scale / Activation function (Zvvaptnon evepyomoinong): Yrdapyovv Stobéciieg
ddpopeg ovvapthioelg evepyomoinong Ommg linear, logistic, tanh, Gaussian,
Symmetric logistic «.a.

e Learning rate (PvOpog padnonc): Ta Pdapn mov odnyodv oto eminedo €£060VL
TPOTOTOLOVVTOL KOTE TN StdpKew TG MdOnone pe okomd vo gloyiotomondel to
oc@aipa. H aAlayn ota Bapn éwvor ion pe 1o puBud pndbnong eni to cpdipo. Anioadn
660 peyaldTepog gival o puORdS pabnong t0éco peyaddtepn ivar n adiayn ota Bapn.

e Momentum (Oppn): O pvBudS opung e&optdror amd T aArayég ota Papn yotl
BAémeL TV oAAayr] TNV TPONYOLUEVT] XPOVIKY GTIYUR, OTOV Ol 0AAAYES TV Popdv
elval PIKPEC TIG KAVEL OKOUOL O UIKPES KO avTIoTOL0L OTAV Ol OAAAYEG TV Papdv
Eval LEYAAES TIG KAVEL OKOWLOL TTO LLEYAAES.

e Initial Weigths: Apyionoinon tewv Bapdv tov diktdov

e Stopping criteria: Yndpyet n dvvatdtmra emAoyng TOTE Vo, TEPUATICEL 1 EKTaidevoN
TOV OIKTVOV, OavAaAoyo HE €vo aplBpd emoydv 1 avAAoyo HE €VO GLYKEKPIUEVO

TOGOGTO GOAALOTOC.
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Kepdiaro 3

Anoteréopato

3.1 Cross validation results

3.2 Zuveloopd TV SVASTKAOV YOPOKTIPLOTIKOV
3.2.1 Avadikd YopoKTNPLOTIKE 16TOPIKOV acevdv
3.2.2 Avadikd yopaktnprotikd eEétaong Ultrasound

3.3 Xvvelopopd ko evarctneio twv regression features

3.1 Cross validation results

Ta TpdOTO POVTEAL TEYVNTAOV VEVPOVIKAOV OIKTO®MV OV dNULOVPYNGO. amoTeLovVToL omd OA
TO YOPOKINPIOTIKE €16000V Kot givor vAomomuéva pe akyopiBuo back propagation 3
emmédv. Xpnoyomoinoa €51 S10QPOPETIKES APYITEKTOVIKEG Pe OKOTO va Bpd ot divel ta
KOADTEPO, TWOGO0TO  emtvying.  AxolovOnoo ™ pébodo Cross Validation, a@ov
ypnowonoinoa ta 3 ceT dedopévav mov avdeepa 610 Kepdiao 2.4. Ta amoteAéspota oV
mpa mapovcidlovtar otovg mivakeg 3.1.1, 3.1.2, 3.1.3 avrtictoyo Y ke data set. Ta
KoAOTEPO amoteAéopaTa Yoo To evaluation to mipa amd T0 oeT dedouévov 1 ko
ovyKekpléva omd to povtédo pe 40 vevpdveg 6T0 KpLEO EMIMEOO KOl GLVAPTNOM
EVEPYOTOINGNG TN AOYIOTIKT]. X€ VTO TO HOVTELD TTPO TOCOGTO EMLTVYOVS TPOPAEYTS Yol TN
Tpoopia 21 100% oe dyvoota mpog to diktvo dedopéva. I'evikd o10 cet dedopévov 1,
TP TOAD KOAQ OmOTEAEGHOTA V1oL TO OEOOUEVE ETOANOEVOTG POV OAL TOL LOVTEAD E0CAY
TOGOOTA €MTVYOVG TPOPAeyng Yoo ) Tproopia 21 waveo oand 98.45% . To mo youniod
10600TO TPOPAeyNc Yo T Tpoopioa 21 10 mpa oto ceT dedopEVEY 3, ot dedOUEVOL
emoAnOevong kot etvon 69.47% .

Iivaxag 3.1.1 Amoteléouazo. pe eicooo ta oedouévo, USEL

USE1 Training Evaluation
Normal T21 Normal T21

40 logistic 95,89% 95,70% 95,70% 100%

50 logistic 95,63% 94,98% 96,87% 99,22%
60 logistic 95,84% 95,34% 97,12% 98,45%
40 tanh 95,48% 93,19% 97,39% 98,45%
50 tanh 95,16% 93,91% 97,25% 98,45%
60 tanh 95,82% 92,83% 93,64% 99,22%
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Iivaxag 3.1.2 Amoteléouaro. pe elcodo ta ocdousva USE2

USE?2 Training Evaluation
Normal T21 Normal T21
40 logistic 95,21% 87,29% 95,69% 96,92%
50 logistic 99,98% 88,42% 95,47% 97,69%
60 logistic 96,43% 86,44% 96,97% 96,15%
40 tanh 96,89% 83,33% 97,37% 92,31%
50 tanh 93,52% 88,98% 94,23% 95,38%
60 tanh 95,3% 87,85% 96,12% 95,38%
ITivokog 3.1.3 Arwoteléouota ue gicodo to deoouévo USES
USE3 Training Evaluation
Normal T21 Normal T21
40 logistic 97,571% 82,44% 97,28% 89,24%
50 logistic 96,3% 90,93% 97,67% 84,73%
60 logistic 95,65% 92,63% 97,38% 83,21%
40 tanh 98,68% 86,12% 98,94% 70,23%
50 tanh 96,55% 90,65% 97,71% 81,68%
60 tanh 98,74% 85,84% 99,21% 69,47%

3.2 ZUvEIGQOPa TOV SVASIKAV YUPUKTPLETIKAV

Ta dvadiKd YOPOKTNPIOTIKA TOV VIAPYoLV ot Pdon dedopuévov eivor ta nasal bone,
tricuspid flow, ductus Venosus, Previous T21, Previous T18, Previous T13. Xvvolikd
eTIaYTNKAY 96 povtéla yia va eEETACM TN GLVEIGPOPA TOVG 6TV TPOPAeYn TV normal kot
tov T21. Amo ta povtéha mov gTidytnKoy, oto evaluation set tpocéfeca kot Eva apOuod amo
11§ voAomeS ypopocopkés ovouaiie Edward Syndrome, Patau Syndrome Triploidy
Syndrome, Turner Syndrome, yio vo. e£ETA0® TOG GOUTEPIPEPOVTOAL VT TO, YOPAKTNPLOTIKA

otV TPOPAEYN TOV OVOUAADV OVTOV.
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3.2.1 Avadwka yopaxtnpotikd Iotopikov AcOevav

Oocov apopd 10 16TOop1IKO TOV 0cHeEVDV, LITAPYOLVV 3 YapaKINPIoTIKA 16600V (Previous T21,
Previous T18, Previous T13) ta omoia maipvouv Ty 1 1 0 av woyvovv 1 Oyt avtictoryo.
Previous X, onuaiver mpootifetar m mAnpogopic. av m untépa €ixe ©€ TPONYOVUEVN
€YYOUOGUVI EUPPLO HE YPOUMGOUIKY] OVOUOAic. Anpovpynca 8 GuvoLAGHODS AVTOV TOV
yapokmplotik®v (zivaxag 2.4.1) ko ékava 6 poviéda Yy 10 KA ocvvdvooud
YPNOLUOTOIDVTOS OLOPOPETIKN OPYLTEKTOVIKY KOs @opd. [Tio kdtw mapovoidlovtar ta
OTOTEAEGUOTO Y10 TO HOVTEAO A OTOV TTEPLEYEL OAOL TO YOPOUKTNPIOTIKA E1GOO0V KOl Y10 TO
povtédo H amd 10 omoio amovcidlovv to YOopaKTNPIoTIKE Yoo TO 1GTOPIKO TNG €YKVOL
(Previous T21, Previous T18, Previous T13). Xto npdto mivaka givol to anotelécpata OTay
ypnowonoinoa 10 ot ogdopévav 1. Amo tov mivoka 3.2.1a mopatnpovpe OTL TO
OTOTEAECUOTO TOV HOVIEA®V gV £Y0VV 0LGLOOTIKY dtapopd, kot tor T21 €yovv oyedov oe
oA T poviéda mocootd emtvyiag 100%. Avto iomg va opsideton oTov dtoy®PoUd TOL GET
ekmaidevong kot Tov o€t emainBgvong 6mov avtd Ta 0V0 GETS Vo EYovv €va VYNAG Paduod
YPOUUKNG cuoyétions. [ tov Adyo avtd, ékava to 1010 meipapo Kot e TO GET SoY®PIoLLOD

2 KO TOpOTPNGO KATOL0 GUUTEPACLOTOL.

ITivaxag 3.2. 1o Amoteléoparo, LOVTEAMY Y10 TO 1GTOPIKO TV AGHEVOV YPHOLULOTOIMVTOS TO TET

ogdouéva 1.
40 logistic 50 logistic 60 logistic 40 tanh 50 tanh 60 tanh
Normal T21 Normal T21 Normal T21 Normal T21 Normal T21 Normal T21
95,70% 100% 95,44% 100% 95,56% 100% 95,25% 100% 95,57% 100% 95,64% 99,22%
H 95,83% 100% 95,35% 99,22% 95,28% 100% 95,11% 100% 95,22% 100% 95,43% 100%

Iivaxag 3.2. 1 Amoteiéopozo. LOVTELWY Y10, TO 1GTOPIKO TV ATHEVOV YPHOYOTOIDVTAS TO GET

0E0OUEVQV 2.
40 logistic 50 logistic 60 logistic 40 tanh 50 tanh 60 tanh
Normal T21 Normal T21 Normal T21 Normal T21 Normal T21 Normal T21
A 95,20 96,92% 95,09% 96,92% 95,30% 95,38% 97,00% 93,08% 96,67% 92,31% 96,62% 93,08%
H 95,12% 96,15% 95,01% 96,92% 95,54% 97,69% 97,00% 94,62% 96,62% 90,77% 96,23% 90,77%

Apycd TparypotomotOnKe pio GOYKPIoT) TOV OMOTEAEGUATOV TV poviédwv B uéypt H pe oe
oxéon UE TO OMOTEAECUOTO TOV HOVIEAOL A 1O omoio mepiEyel mANPES oHVOAO T®V
yapoxtplotik®v. Kotd t didpkeia g ovykpiong, £palo éva ovv (+) N éva minv  (-)
avéroyo pe to av elxe avénbel M peiwbei to amotéreoua Etol dnuovpynca éva didvooua

pKovg 6 (6 LovTéL), TO OTOI0 OVTITPOCMTEVEL TO OMOTEAEGLO TG GVYKPIONG. T CUVEXELL

28




Enpene vo. VIOAOYIGTEL 0 apPBUOG TV HOVTEA®MV oTa omoia £xel avénbel N pewwbel n emidoon
o€ oOyKplon He T0 HOVTELD A. AT EMITVYYAVETOL [LE TN LETPNOT TOV GLV KOl TANV G€ KAOE
oLVVOLACUO Kol 0KOAOVOMG Olaipeon pe 10 6 Tov €ivol 0 GLVOAIKOC OpPlOUOC HOVTEA®MV OE
KkéBe ocvvovacpd. Xt mepintmorn O0mov 0 apOUdC TOV HOVIEA®V TOL £XOVV LYNAOTEPT
emidoon oe oyéon pe To HovtéAd NG opddog A eivon peyokdtepog M icog tov 4, 10TE
Oewpeitar O0TL VTG TO YOPOKTNPOTIKO oLUPdAel OeTikd. XTOovg 7O KATO TIVOKES
TapoLClAlovTal TO OMOTEAEGUATO TNG GUYKPIONG TOV HOVIEA®V. ZTN TPAOTY YPOUUN
TOPOVGIALETAL TO TOGOGTO TOV LOVIEAWMV GTO OTTola TopatnpnOnke avénon, peimon 1 Kopud
petafoln otnv amddoon OTaV aPAPEBNKAV TO YOPUKTNPIGTIKAE Y10 TO IGTOPLKO TNG EYKVOV.
2NV ENOUEVN YPOLUT] TOPOVGIALETOL O HEGOS OPOG aENGNC N LEI®ONG TNG OITOS00TG.

Iivaxag 3.2.1 y Amoteléoporo aOYKpIoNS LOVTELWY Yio. GET Oe00UEVWV 1

AgapéOnicay AUEnon | Msiwon | Kapia Siagopd

Prev T21, Prev T18, Prey T13 | /\OPOIOMAB HOVIEAWY | o0 0| oo 67%

Méoog 6pog 0,13% | 0,13%

Iivaxag 3.2.1 6 Amoteiéouoto aOYKPIoNS HOVTEADY YLO. GET OEOOUEVWY 2

A@orpédnkay

Augnon | Meiwon | Kapia diagopd

Prev T21, Prev T18, Prev T13 ABpoiapa 6 povrehwy 33% 50% 17%

Méoog 6pog 0,64% | 0,77%

I'evikd copurepaonoto:

Onwg PAémovpe ovykekpyéva otov mivoka 3.2.1y, mopatnpodue 011 610 TEPIGGHTEPA
povtéda (4 amo ta 6) dev mapatnpeitor Kamolo aAlayr] KoOMOG apopovLGa TO XOLPUKTNPIGTIKA
YL TO 16TOPIKO €VA otov Tivaka 3.2.18 mapatnpovue 6Tt 6t picd povtéda vanpée peioon
™G amdO0oNg TOVG 0TV amovsialay KAmow amd To YOPOKINPICTIKA Yo TO 1GTOPIKO TNG
gykvov. O péoog 6pog TG Helmong TG amddoomNg 6Ta 6 HOVTEAX Y10 TO GET dedopévav |
etvar 0.13%, evod o avtioTtoryog Hécog 6pog pelwong g amdd0oNS Yol TO GET OEOOUEVDV 2
etvan 0.77%.

ATO 0T TO ATOTEAEGLOTO KOTOANYOVUE GTO GUUTEPUGHO OTL TO YOPUKTNPIOTIKG Yo TO
16TOpPIKO TV aoBevdv cvuPdiovv Betikd, apod 50% tov poviélwv &xouvv peimon otnv
amodoon Otav agapedovv avtd ta yapakplotikd Kot 33% tov poviéAmv éxovv avénon

OTN TEPIMTOGT OPOIPECTC.
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Erno0Osvon tov tpreomey T18, T13, Triploidy, Turner:

2m ypoaoewkn mapdotoon 3.2.1 mapovstdloviot To amoTEAECUATO Y1 TIC VITOAOITES YEVETIKEG

OVOUOATEG YPNOUOTOIDOVTOS TOVS GLVOLOUGLOVG TOV XUPUKTNPICTIKAOV Y10, TO 1GTOPIKO.

Performance

35,00%

8 models to identify the significance of the attribute "History" Model: 40 logistic

30,00%

25,00%

20,00% -

15,00% -

10,00% -

5,00% -

0,00% -

oT18
BT13

O Triploidy
OTurner

N
'7»% G,% Q}o’p O')% 6‘\)% P e % 674,0
2. s < % < % ¢ %
z% ) ‘,o’p ) )O
% % % % P
'R,
» %

8 combination of the three attributes "Previous T21", "Previous T18", "Previous T13"

I'pogpixn mwapooraon 3.2.1: AmoteAéouota 8 aoVOLAGUMOV YOPOKTHPIGTIKMDV VIO TO 1GTOPIKO TIG

eykov oTig ypwuoowukes ovaouaiies T18, T13, Triploidy, Turner

I'evikd cvumepaonoTo:

[Mopatmpodpe 61t o Tprompia 13 to mocootd emrvyiog eivor mdvta to 1o Kot
0TOVG 8 GLVOLAGHOVG.

H Tproopia 18 £xet 1o xepdteEPO TOCOGTO €MTLVYING GTO HOVIEAO OTOL MG £1G0J0
YPNOUOTOLOVLE OAOL TOL YOPOKTIPLOTIKAL.

To obOvopopo Triploidy éyer dimAdolo TOCOGTA EmMLTLYIOG OTN TEPIATO®ON TOL
YPNOUOTOLOVUE OAOL TOL YOPOKTNPICTIKA Y10 TO 1GTOPIKO KOl GTN TEPIMTMOT TOL OEV
YPNOUOTOIOVE KOVEVO YOPUKTNPIGTIKO Y10 TO 1GTOPIKO GE GYEOMN UE TIG VTOAOITES
GALEC TEPMTOGELC.

To ovOvopopo Turner

Topovoldlel UNdeEVIKO  TOCOGTO EMTVYIOG OTIG WICEG

TEPUTTAGELC.
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3.2.2 Avadwka yapoktnprotikd Nasal bone, Tricuspid flow, Ductus Venosus

Tnv B dwdikacio OV €kava Yoo To YOPOKINPICTIKA 7TOL CPOPOVV TO 1GTOPIKO, TNV
EQAPUOCH KOl OTOL YOPAKTNPLOTIKG Tov oyetilovror pe v wpikn e&étaon Ultrasound. Ta
OTOTEAEGUOTO. TOV THPO Paivovtal oTov mivako 3.2.2 o. XTov TPpOTO TivoKo Goivovtol Ta
OTOTEAECUOTO OTN TEPIMTOOT OV YPNCILOTOINGO TO GeT dedopévev 1 Kot oto devTepo

wivaKo eaivovtol To amoTEAEGLOTO OTAV YPNGILOTOINGA TO GET dEdOUEVAV 2.

IHivaxag 3.2.2a Amoteléouato HOVTEAWY YLo. TODS GVVODAGUODS TV YOPOKTHPIOTIKAOV nasal

bone, ductus venosus, tricuspid flow ypnoiuomoiwvrag oet deoouévaov 1

Apupiniay
40 log 50log 60 log 40 tanh 50 tanh 60 tanh
Normal | T21 Normal | T21 Normal | T21 Normal | T21 Normal | T21 Normal | T21
None 95,70% 100% 95,44% 100% 95,56% 100% 95,25% 100% 95,57% 100% 95,64% | 99,22%
DV 95,04% | 99,22% 95,80% | 95,35% 95,56% | 95,35% 95,64% | 94,57% 95,36% | 93,80% 95,25% | 95,35%
TF 95,37% | 99,22% 95,76% | 99,22% 95,28% | 99,22% 95,17% | 96,12% 95,34% | 99,22% 95,18% | 96,90%
NB 95,06% | 99,22% 95,53% 100% 95,47% 100% 95,66% 100% 95,40% | 99,22% 95,62% 100%
DV-TF 95,34% | 99,22% 95,56% | 93,80% 95,14% | 93,80% 95,48% | 93,02% 95,64% | 92,25% 95,73% | 93,02%
DV-NB 95,58% | 94,57% 95,55% | 95,35% 95,27% | 93,02% 95,71% | 93,80% 95,88% | 93,80% 95,74% | 93,80%
NB-TF 95,15% | 96,90% 95,42% | 94,57% 95,08% | 97,67% 95,87% | 97,67% 95,15% | 98,45% 95,01% | 97,67%
DV-TF-NB 95,51% | 93,80% 95,53% | 93,80% 95,28% | 93,80% 95,06% | 93,80% 95,37% | 93,80% 95,75% | 93,02%

Ilivakog 3.2.2f8 Amoteléouata HOVTELWY VIO TOVG GOVOVAOGUOVS TWV YOPOKTHPLOTIKOYV nasal
bone, ductus venosus, tricuspid flow ypnoiuoroiwvrag get deoouévwv 2

AQuipEonKay

40 log 50log 60 log 40 tanh 50 tanh 60 tanh
Normal | T21 Normal | T21 Normal | T21 Normal | T21 Normal | T21 Normal | T21

None 9520% | 969% | 9500% | 96,92% | 9530% | 9538% | 97,00% | 93,08% | 96.67% | 92,31% | 96,62% | 93,08%
DV 95,38% | 96,92% 95,57% 94% 95,39% [ 96,15% 97,21% | 91,54% 96,62% | 92,31% 96,68% | 95,38%
F 9520% | 93% | 9542% | 92% | 9520% | 9% | 97,73% | 92% | 96.44% | 92% | 9631% | 92%
NB 9548% | 9846% | 9518% | 98% | 9510% | 97.69% | 97,52% | 93% | 9631% | 95% | 96,80% | 9535%
DV-TF 95,80% | 93,08% 95,37% | 94,62% 95,32% [ 94,62% 97,08% [ 90,77% 97,60% 90% 96,74% | 90,77%
DV-NB 95,53% | 97,69% | 95,07% | 96,92% | 9552% | 97,69% | 97,09% | 96.92% | 96,58% | 96,15% | 96,329 | 96,92%
NB-TF 95,17% 97% 95,10% 97% 95,08% 97% 97,22% 93% 96,59% 94% 96,49% 95%
DV-TE-NB | 9530% | 90,77% | 9517% | 92,31% | 9510% | 93,08% | 97,03% | 93,85% | 96,550% | 9154% | 96,45% | 92,31%

Y1006 o kaTw mivakeg (wivakag 3.2.2 y, wivakog 3.2.2 0) mopovcstalovTol T0 OmTOTEAEGLOTOL
™G OUYKPIONG TOV HOVIEA®V € OYE0N HE TO HOVIEAO TOL TEPEYOVTOL Olo To
YOPOKTNPLOTIKAE E16000V. XT1 TPOTY YPUUU TAPOLGLALETOL TO TOGOGTO TV HOVIEA®V OTA
omoia mwapatnpOnke avénon, peiowon 1 Kopd petaforn oty arddoon otav apapédnke to

yopaktnpiotikd Ductus Venosus kot akpipodg and Katw o pésog 0pog anddoons. Iapduota
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oTIS YPOUUEG 2 Ko 3 eaivovtol Ta amotedéopata otav agapédnkav to Nasal bone kot to
Tricuspid flow avtictoyo.

I'evikd copurepaocnoto:

Ductus venosus:
[Mopatnpodpe 6TL 10 Yopaktnplotikd Ductus Venosus 610 6€T dedopévav 1, cupPdiet katd
néco 0po 4.26% ce avénon g omddooNS v 610 0T 2 cuuPdlrel katd HEGO OpO GTNV

avénon tov Tocootov Katd 0.77%.

Nasal bone:
To yopaxkpiotikd Nasal bone copuBdret katd 1.55% oty anddoon 610 et dedopévav 1
Kot Katd 2.56% oto oet dedopévov 2. Aloonueioto givar 6t vmpEe pelwon oe Gha To

LLOVTEAQ KO GTOL 2 GET OEOOUEVMV OTOV APALPEONKE TO YOPOUKTNPLOTIKO AVTO.

Tricuspid flow:
210 oet dgdopévarv 2, 1o yapoaktnpotikd Tricuspid flow dev cvuPdier oty avénon g
amodoongs, avtifeta dtav apapédnke 10 m0cooTd peldveTol Katd péco 6po 1.67%. To ido

YOPAKTNPLOTIKO 6TO GET dedopévav suuPdiet katd 0.26% oy avénomn g amdd0omG.

2 mepintwon mov aporpédnkav ta yopakmpiotikd Ductus Venosus kot Tricuspid flow n
amddoon pewwbnke kotd 2.31%, mapdro mov mo mave eidape 6t to Tricuspid flow dev
ovpPdrel otV amdd0on TOL GLOTNUATOS. AKOAOVOWS TTapaTnPoLLE OTL OTOV aPAPEO KOV
To yopaktnplotikd Ductus Venosus kot Nasal bone 1 amddoon peidveton kotd 2.31%,
YEYOVOS oL delyvel 6Tt T0 KAOE YopaKTNPIGTIKO Ao LOVO TOV JiveEL KOADTEPA ATOTEAEGLOTA
napd Otav ypnotpomomBovv kot to dvo. ‘Emeita  omv mpotedgvtaia ypappy tov mivokao
BAémovpe Ot Otav apopédnkav ta yopaxtnpiotikd Nasal bone kot Tricuspid flow m
amodoon avéninke katd 0.77%, mpdype avoplevopevo agol Ommg eldape mo mlveo To
Tricuspid flow ocvyydlet to chomua . TEAOG ot TTEPinT®ON OOV APUPEOMKAY KoL To Tpio

YOPOKTNPLOTIKA 1) amddoon petdveTol Kotd 2.44%.
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Iivaxog 3.2.2 y Awoteléouata cOYKPLONG HOVTEAWY VIO, GET 0EOOUEVWV |

Aopupébnkay AvEnon Meiwon Kopid Awagpopd
by ABpotopa 6 poviélav 0% 100% 0%
o Mécog 6pog amddoong 0,00% 4,26%
B Abpotopa 6 povtérov 0% 100% 0%
' Mécog 6pog omd30ong 0,00% 1,55%
Abpotopa 6 povtédov 17% 33% 50%
TF
Mégog 6pog anddoong 0,13% 0,26%
Abpowopa 6 povtédmv 0% 100% 0%
DV.+TF. - - -
Mécog 6pog amdd0oNg 0,00% 5,69%
BV B AG’pmc%la 6 uO\’/Tskoov 0% 100% 0%
Mécog 6pog amdd0ong 0,00% 5,81%
B s TE Abpowopa 6 povtédmv 0% 100% 0%
B.+T.F
Méaoog 6pog amdd0ong 0,00% 2,72%
Abpotopa 6 povtérwov 0% 100% 0%
D.V.+TF. +NB. - - -
Mésog 6pog anddoong 0,00% 6,20%
Iivaxag 3.2.2 6 Amoteiéouoto aOYKPIoNS LOVTEAWY YLO. GET OEOOUEVWY 2
Aporpédniay Avénon Meiwon Kapd Atoagopd
oy Abpotopa 6 povtérov 33% 33% 33%
- Mécog 6pog amdd0oNg 0,51% 0,77%
" Abpoiopa 6 poviélov 0% 100% 0%
' Mécog 6pog omddoong 0,00% 2,56%
Abpoiopa 6 poviélov 83% 0% 17%
TF
Mésog dpog andsoong 1,67% 0,00%
Abpotopa 6 povtérov 0% 100% 0%
DV.+TF. - - -
Méoog 6pog amddoong 0,00% 2,31%
Abpoicpa 6 HoVTEA®V 83% 0% 17%
D.V. +N.B. - - -
Méoog 6pog amddoong 2,44% 0,00%
B Tr ABpotopa 6 povtérmv 50% 0% 50%
B.+T.F
Méoog 6pog amddoong 0,77% 0,00%
Abpowopa 6 povtédov 17% 83% 0%
D.V.+TF. +NB. - - -
Méoog 6pog amddoong 0,13% 2,44%
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Eraiq0svon tov tprcomay T18, T13, Triploidy, Turner:

>m ypoeikn moapdotaon 3.2.2 mapovotdlovial To OmMOTEAECUOTO Yo, TIG VLTOAOITEG

YPOUOCOUIKES OVOUOAMES, Y10 KABE GLVOVACUO YOPOUKTNPLOTIKOV EEYOPIOTA.

8 Models to identify the significance of the attributes:
Nasal bone, Tricuspid flow, Ductus Venosous flow
Model 40 tanh
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8 combination of the three attributes: Nasal bone, Tricuspid flow, Ductus venosous flow

I'pagikn mapaotacny 3.2.2:. Amoteléouota 8 cvvovoouwmv yopoxtypiotikev Nasal bone,
Tricuspid flow, Ductus Venosous flow otig ypouoowuixés ovoualies T18, T13, Triploidy,

Turner

I'evikd cvoumepaonoTo:

e To cvvopopo Turner &xer 10 KaAVTEPO TOGOGTO TPOPAeYNG OTOV Oev LEAPYEL
Kkavéva and ta yapaktnplotikd Nasal bone, Tricuspid flow, Ductus Venosous flow
Kol To YEWPOTEPO TOCOGTO TPOPAEYNC ©TO HOVIEAO Omov Oev VWAPYEL TO
yopaxtnplotikd Ductus Venosous.

e H tproopia 18 &gl mocootd emitvyovg TpdPAeYNg mov Kupaivoviat amd 33% péypt
42% o€ 6o o LOVTELQ.

e H Tpwoopia 13 et avtictoyya m060oTd oL KLpaivovtot amd 21% pexpt 42%.
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e To ovvopopo Triploidy £xer to mo younid mocootd emitvyovg mPOPAEYNS oTO
TEPLOCOTEPO, LOVTEAQL.

e YUVOMKG TO KOADTEPO OMOTEAECNOATO YO OAEC TIS YEVETIKEG OVOUAAIES
napOnkav amwd To povréro 1o 0moio dev eiye Kavéva amo To yopakTnploTikd Nasal
bone, Tricuspid flow, Ductus Venosous flow. To amotélecpo avtd deiyvel 6Tt icmg

QLT TOL YOPOKTNPLOTIKA Vo, UV GUUPBAAOVY GTNV TPOPAEYT OLTOV TOV AVOUOMOV.

3.3 Zuvers@opa kKot evaencic TOV pun SVASIKOV Y0P UKTNPLOTIKAOV

YuveloQopa.:

o va Bpo ™ GLVEIGPOPA TOV YopakTploTik®V maAvdpounong (b-hCG, CRL, deltaNT,
PAPP-A) oALG ko1l T GUVEIGQPOPA NG MAKIOG NG €YKHOL dMUOVPYNGO. HOVTIEAN TTOL
TEPLEYOV GLVOVOCUOVS AVTAOV TV YOPUKTNPIGTIKOV. ApyIKA Ekova £vo LOVTELO pe OA TaL
YOPOKTNPLOTIKA €16050V, £T0L MOTE VO UTOPM VO GLYKPIVD GTN GLVEXELDL UE TO VITOAOLTOL
LLOVTEAQ TTOV TEPLEXOVY GLVOVAGHO YUPOKTNPICTIKMY. XTH GLVEXEWL EKava £V LOVTELO amd
10 omoio apaipeco OAa ta un dvadwkd yopakmpiotikd (b-hCG, CRL, deltaNT, PAPP-A).
"Emerta onpiovpynoa 5 poviélo oto omoio apoipovoa Eva xopaKTnploTiko kdbe popd. Ola
To LOVTEAX TaL £KOva Kot Le To 3 oeT dedopévav. Emniong OAa to povtéda eivar ytiopévo pe
aAyopBpo back propagation 3 emnédwv, 6oL 610 KPLPS minedo vapyovv 40 vevpOVES Kot
1N cvvdptnon evepyomoinong stvar n Aoyiotiky|. Ta amoteléopato mapovctdloviot EexmplioTd
v KG0e oet dedopévav otovg mivakeg 3.4.1a, 3.4.1 B, 3.4.1 y. H ntpod™ ypouun oto xébe
nivakao Oglyvel To. amoTEAEGHOTO e OAQ TO YOPUKTNPLOTIKG €GOS0V, 1 OEVTEPT YPOLUN
TaPOLGLALEL TOL amOTEAECHATO OTOV aQaipeca OAoL TO. regression YOopoKTNPIGTIKA. XTIg
VIOAOWTES YPOUUES TOL KGO mivoko @aivovior to amoteAéopata OTaV OPOIPEGO TO
YOPOKTNPLOTIKO TOL OvVOypAPETOL GTN TPOTN oTHAN KOs Ypapuuns. Ta idta 1oydovy Kot Yo
ToV¢ 3 TivaKeC.

ITivoxog 3.4.1 a Awoteléouota ovvovaouwv yapaxtypiotikov b-hnCG, CRL, deltaNT, PAPP-A

VIO TO GET OE00UEVQY [

Adalpgbnkav Training Evaluation
Normal T21 Normal T21

none 95,50% 96,42% 95,70% 100,00%

b-hCG, CRL, deltaNT, PAPP-A 95,25% 73,12% 95,51% 97,67%
b-hCG 95,54% 89,96% 95,14% 100,00%

CRL 95,86% 94,27% 95,54% 100,00%

deltaNT 95,63% 82,08% 95,77% 99,22%

PAPP-A 95,15% 90,68% 95,53% 99,22%

Age 95,86% 94,27% 95,54% 100,00%
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ITivoxog 3.4.1  Anoteléouata ovvovaouwv yopoxtnpiotikov b-hCG, CRL, deltaNT, PAPP-A

VIO TO GET OEOOUEVDV 2

Adalpébnkav Training Evaluation
Normal T21 Normal T21

none 95,70% 92,45% 95,78% 96,15%

b-hCG, CRL, deltaNT, PAPP-A 95,10% 78,42% 95,75% 80,90%
b-hCG 95,34% 89,21% 95,60% 90,77%

CRL 95,48% 89,57% 95,81% 90,77%

deltaNT 95,71% 83,09% 98,14% 76,15%

PAPP-A 95,87% 91,01% 95,74% 91,54%

Age 95,83% 90,65% 95,70% 93,85%

ITivoxog 3.4.1 y Awoteléouota ovvovaouwmv yopaxtypiotikerv b-hCG, CRL, deltaNT, PAPP-A

VIO TO OET 0E0OUEVWY 3

Adalp£bnkav Training Evaluation
Normal T21 Normal T21

none 98,57% 92,42% 98,87% 76,34%

b-hCG, CRL, deltaNT, PAPP-A 98,42% 72,92% 98,17% 49,62%
b-hCG 98,51% 90,97% 98,52% 74,05%

CRL 98,51% 92,06% 98,72% 77,86%

deltaNT 98,47% 82,31% 98,56% 62,60%

PAPP-A 98,32% 92,06% 98,34% 89,31%

Age 98,53% 90,97% 98,87% 68,70%

Amd To ATOTEAEGULOTO TTOV PO OTTOGEKVOETOL OTL QVTA TO YOPUKTNPLOTIKE EVOL OMUOVTIKG
oTN TPOPAEYT TOV YEVETIKOV AVOUOAIDOV 0oV Ta T0G0oTd emttvyiag Y to T21 givon mo
YMAd oTa LOVTEAD OTTOV LITAPYOLY OAN TO XOAPOAKTNPLOTIKE EIGOS0V GE GYECT LE TO LOVTEAQ
oT0. Omoio. aPOIPESO T U1 SVOOIKA YOPOKTNPIOTIKA. ZVYKEKPYEVA Y10 TO TPATO GET
dedopévmv To Tocootd emituyioag Yo to T21 dtav givor OAa Ta YopaKINPIOTIKAE 16000V £ivarn
96.42% evd OTOV OQUPEGOVIE TA. UM SLAOIKG YOPOKTNPIOTIKA TO TOGOGTO OVTO YiveTal
73.12%. Anhodn pia dapopd tov 23.3% nocootioimv povadwv. H dtaupopd tov mtocoston
avtov ota ot 2 kot 3 rav 14.03% ko 19.5% avtictoyo. Inuoviikn eivot 1 cuvelGQOpa
0V yopakplotikov deltaNT, apov koi ota 3 oet 0edopUéveV GTO. HOVTEAD GTO OTOoid

aQoipeESH aVTO TO YOPAKTNPIOTIKO OTVOLV TO TTLO YOUNAO TOGOGTO EMTLYING.

EvawsOnoia:.

INa va e€etdom v evansnoio TV dedopEVOY, ONAAOT TNV 0vOYT TOVS 0€ AABOG LETPNGELS
onpovpynoa poviéda oto omoia avéavo M peiova kotd éva mocootd oo to dedopéva

emoAnBevong v Kabe yopoaknplotikd Eeywpiotd. o mopdderypa yio 10 XopoKTNPLOTIKO
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CRL mpa ta dedopéva emainbevong kot moAlamiacioca 6ia to dedopuéva CRL pe 2. To
dlktvo éyel exmadevtel pe To owoTh dedopéva kot M emaAnOevon yivetor pe ta
eneéepyacpéva dedopéva. Aokipooo Kot to Tpiot GET 0E0O0UEVOV Kol O OAYOPIOUOG OV
ypnoomoinoa e OAa to povtéda eivar o back propagation 3 emmédmv, 6T0 KPLEO EMIMESO
vapyovv 40 vEvpdVES Kat 1] GLVAPTNOT evepyomoinong givar n Aoyiotiky|. Ta amotedéspota
oV pa Tapovotdlovtal otovg mivakes 3.4.2a, 3.4.2B kau 3.4.2y. H mpdn otAn mepiéyet
Tov aplOud pe tov omoio moliamAaciolo To dedouéva Tov KADE YOPOKTNPLOTIKOV. XTIC

vroéAouteg otAeG mapovoidlovior ta amoteléopata. o to ceT dedopévov 1 ékavo 56

JLPOPETIKA LOVTEAX KoL Yl To GAAa 2 oeT dedopévav Ekova 20 povtéha yio o kabéva.

Iivaxag 3.4.2a. AmoteAéouoza yio. v evoucOnaio twv yopoxtypiotikwv CRL,

PAPP-A, b-hCG, DeltaNT ota dedouéva tov oet 1.

USE1 CRL PAPP-A b-hCG DeltaNT
factor Normal | T21 Normal | T21 Normal T21 Normal | T21
10 | 93,71% | 100,00% [ 97,04% | 99,22% 94,79% | 100% | 92,05% 100%
5 42,95 100% | 97,31% | 99,22% 94,84% | 100% | 93,88% 100%
3| 61,18% 100% | 96,85% | 98,45% 94,63% | 100% | 95,14% 100%
2] 90,58% 100% | 96,06% | 99,22% 94,77% | 100% | 95,70% 100%
1,7 |1 92,03% 100% | 96,10% | 99,22% 94,84% | 100% | 95,76% 100%
1,5 | 93,05% 100% | 96,37% 100% 95,08% | 100% | 95,81% 100%
1,31 94,19% 100% | 96,58% 100% 95,18% | 100% | 95,99% 100%
1,11 95,27% 100% | 96,05% 100% 95,46% | 100% | 96,40% 100%
0,91 96,29% | 99,22% | 95,40% 100% 96,29% | 100% | 95,68% | 99,22%
0,7 97,43% | 98,45% | 94,69% 100% 95,87% | 100% | 95,83% 100%
0,51 98,15% | 96,12% | 94,02% 100% 95,17% | 100% | 96,04% | 99,22%
0,3 98,83% | 93,80% | 93,35% 100% 95,38% | 100% | 96,23% | 99,22%
0,1]99,17% | 89,92% | 92,76% 100% 96,61% | 100% | 96,53% | 98,45%
0,001 | 99,30% | 87,60% | 92,50% 100% 95,70% | 100% | 99,82% | 73,64%

Iivaxag 3.4.2 f Awoteléouara yia v evaroOnoio twv yopoxtnpiotikwv CRL,

PAPP-A, b-hCG, DeltaNT ota dedouéva tov oet 2.

USE2 CRL PAPP-A b-hCG DeltaNT
factor Normal | T21 Normal | T21 Normal | T21 Normal | T21
10| 95,43% | 95,38% | 95,07% | 22,31% | 95,57% | 83,85% | 95,72% | 83,85%
5| 95,48% 95% | 95,57% | 51,54% | 95,51% 95% | 95,27% | 87,67%
2| 94,90% | 98,46% | 95,21% | 93,85% | 94,81% | 96,15% | 95,27% 93,08
0,1 | 99,69% | 28,46% | 95,35% | 93,85% | 95,54% 86% | 95,91% | 83,08%
0,001 | 99,76% | 25,38% | 95,42% | 96,15% | 95,53% | 83,85% | 95,32% | 71,54%
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Iivaxag 3.4.2y Amoteléouoto. yio. tv evaiotnaio twv yopaxtypiotixkov CRL,

PAPP-A, b-hCG, DeltaNT ota dedouéva tov oet 3.

USE3 CRL PAPP-A b-hCG DeltaNT
factor Normal | T21 Normal | T21 Normal | T21 Normal | T21
10| 99,55% | 61,83% | 99,09% | 72,52% | 99,61% | 63,36% | 99,14% | 67,94%
5| 99,15% | 69,47% | 99,45% | 60,31% | 99,12% | 72,52% | 99,07% | 67,94%
2| 99,18% | 74,81% | 99,54% | 61,38% | 99,09% | 73,28% | 99,03% | 75,57%
0,1 | 99,53% | 58,78% | 99,04% | 70,23% | 99,41% | 64,12% | 99,58% | 41,98%
0,001 | 99,30% | 31,30% | 99,32% | 64,89% | 99,70% | 48,85% | 99,61% | 34,35%

AmO T0 OMOTEAEGUATO 7OV TNPO TPOKVTTOVV OPKETO GCUUTEPACUOTO CYETIKO UE TNV
gvocOncio TOV YOPOKTNPIOTIKOV. ATO TOV TPAOTO TIVAKO TOV TEPLEYEL TO ATOTELEGLLOTOL Y10,
T0 TPAOTO GeT Ogdopévev  @aivetar OtL TN meplocdtepn evacOncio v €xet 10
yopoktnplotikd deltaNT, apov dtav mollamAiacioca to dedopéva tov pe 0.001 to mocootd
emruyovg mpoPieyng vy 1o T21 pewwbnke katd 26%. AwcOnt) peloon oe ovty
nepinT®on mapovstalel Kot T0 ToGooTd Yo T0 yopaktnpotikd CRL apov peidveror katd
12%, ev®d ota VOO 2 YOPUKTINPLOTIKA eV LILAPYEL KOl LEIWGT AVTOV TOV TOGOGTOV.
A&loonueioto givatl 0Tt Ta T0c0oTA emttvyiog Yoo To T21 dtav dAdalo TO YopaKTNPIOTIKO b-
hCG ogv elyav kapd aAlayn, YEYOvOg TOv OElyVeL OTL TO GUYKEKPIUEVO YOPOKTNPIOTIKO OEV
gtvon evaicOnro.

210 dgvtEPO Tivako OOV VIAPYOLV T OMOTEAEGUOTO YO TO OEVTEPO GET OEOUEVOV
napatnpeital 6t To yopaxtplotikdé PAPP-A givol apketd evaicOnto povo otic mepmtdcelg
0oL aVEAVOVTOL Ol TIUEG Yo TOL OEOOUEVE TOV. ZVYKEKPIUEVO OTOV TOAAATAMGINGO TO
dedopéva tov PAPP-A pe 5 10 mocootd yio 1o T21 peidbnke oxeddv oto 50% ko dtav
noAlamiacioca pe 10 ta dedopéva tov PAPP-A pe 10 1o mocootd avtd peiddnke katd 75%.
2T1g mEPUTOGES Omov peiovo T TnéG ota dedouéva tov PAPP-A dev vanpye kdmowa
aoOnt) aAlayn ota tocootd yio to T21. To avtifetro cvpPaivet yua 1o yopaxtnpiotiké CRL
OmoL mopatnpeitol pLeimon Tov T060cTov emtvyiag Yo To T21 oTic TEpUTTOGES OOV pEimVa
11§ Tég ota dedopéva tov CRL kot 6T1g mepmtdoelg 6mov avéova TIg TIES Yo oVTH TOL
dedopéva dgv vpye Kamota Wiaitepn aAllayn 6ta m0cooTd yio to T21. 10 yopaktpioTikd
deltaNT mopatnpeiton aArayn ota mocootd Yo 1o T21 gite avEdvo gite HEIOVO TIG TIHEG OTA
dedopéva tov. H mo peydin peiwon tov mocootob emtvyiog yio 1o T21 o610 yopoktnplotikd
deltaNT mopovoidotnke 6tav moAramioacioco Tic Twég tov pe 0,001 kot 10 mMOC0GTH
pewmonke kotd 24%. Xto yopakmmpiotikd b-hCG m mo moAv peimon 610 T0c06T6 Yo o T21

nrav 12% xot £ywve 0tav moAlamiacioca tig Tég Tov pe 10 kon pe 0.001.

38



Ytov 3° mivoko Omov TOPoLCIALOVIOL TO OTOTEAECHOTO YL TO TPito OeT dedopévav
TopaTNPEiTAL OTL OO TO YOPUKTINPIOTIKE Tapovctdlovy peimwon ota mocootd tov T21. 1o
yopaktnpiotikdé CRL moapatnpeitoan peydin peiowon tov mocootov yio to T21, omoia otov
ToALOTAAGLAG® Ta dedopéva Tov pe 0,001 ptévetl to 45% kot 6tav To ToAAamAaclaco e 0,1
10 m0G00Td pewwvetoar kKotd 17%. Otav advénoa tig tpwég yuo to CRL, dnAadn Tig
noAlamAacioca pe 10 n peimon Tov TocootoH ETdvel 10 14%. Ondte to CRL €yetl mepinov
v 0w evacOnoia ot peimon kot oty avénon tev Tinav tov. To yapaktnplotiké PAPP-
A mapovotdlel TV Mo peYdAN pelwon TOv TOGOGTOV €MTLYOVG TPOPAeyNC Yo to T21 o1t
TEPITTOON OOV TOAAATANGIOGO TO SEGOUEVA TOV LE 5 KOl TO TOGOGTO AVTO HEIMONKE KOTd
16%. Xto yopakmpiotikd b-hCG vrdpyel oaebnt peioon tov m06ostov yio 1o T21 dtav
noAlamiacioca ta dedopéva tov pe 0.001 ko 1 peiwon Tov TococtoL éetace 10 27%. To
yopoktnplotikd deltaNT eivor mo gvaicnto o1 TEPIMTAOGELS OOV LELDVOVTOL Ol TILES TV
OEJOUEVMV TOV. ZVYKEKPIUEVO OTY| TEPIMTMOOT OOV TOALOTANGINGO TO dEdOUEVOL TOV LE

0,001 to mocooto Yo to T21 pewwdnke katd 42%.

I'evikd copumrepaonoto:

e CRL: Zt0 oer oeoopévov 1 mopatmpeitonr peiwon oty  oanddoon Otav
noAlamhactactel 1o yopaxtnpotikdé CRL pe 0.001, oniadr| otav vmdpyel peimon
OTIG TWES TOV. XTIG MEPMTOGES avénons tov Twov tov CRL e mapovoidleral
Kdmota aucOnt) addayr oty andoocn. To 1010 TapaTnPOLLE KOl GTO GET OEOOUEVOV
2, 610 omoio M amddoon PTAVEL PEYPL KOl 6T 25% OTIC TEPIMTAOGELS Helwong NG
TIUNG TOV. XTO GET OdOpéEVOV 3 mapoatnpeital peimon g amdooons Kol OTIC
TEPWTAOCELS aENONG TV TV Tov CRL.

e PAPP-A: Tw 10 yopoktnpiotikd PAPP-A d¢ mopatnpeitor kdmolo onuovTikn
aAAay”) 6TV amdO0oN OTAV AVENCH 1 LEUDOC® TIG TIEG TOV GTO GET dedopévav 1. Xto
oeT 0edopEV@V 2 Ttapatnpeital HeEYAAN Lel®ON 6TO TOGOGTO EMTLYING GE TEPIMTMON
avénong tov oV tov PAPP-A. Zuykekpipéva 6tov moALOTAACIAGTNKOY Ol TUYES
tov PAPP-A pe 10 n amddoon t0v cvotiuatoc pewwdnke oto 22%. Xt0 o€t
dedopévav 3 mopatnpeitol Pelmon otny arddocn Kol OTIG TEPIMTMGELS avENONG TOV
TV T0v PAPP-A 0AAd ko oTIg TEpttdoElg peimwong.

e B-hCG: Z10 oet dedopévav 1 dev Topatnpeitan Kol aAloyr 6TV amdd0c eite Le
avénon eite pe peiowon TV TWOV Tov Yapaktplotikod b-h-CG. 1o oet dedopévmv
2 xou 3 moportnpeiton pHelmon g amddoonS Kol OTIG TEPUTTACELS AVENCNG ALY Kot
TG TEPUTTMOELS peimong Tav Tiudv tov b-h-CG. Tvykekpuéva 6to ceT dedopEvev 2
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N peiwon g amoddoong eivan mepimov 10% kot 610 et dedopévav 3 givor mepimov
25%.

DeltaNT: Katd 25% peidvetor m  omddoon o100 o€t dedopévov 1 oOtav
TOALOTAOGLOGTOVV Ot TIUEG TOL Yopaktnplotikol deltaNT pe 0.001. e mepumtmoelg
avéNoNng TOV TIUOV TOV, 0V TOPATNPEITOL CALXYT) OTNV ATOO0GT. XT0 GET SEGOUEVDV
2 kot 3 mopotnpeitol Helwon otV amdo0oN Kol 6€ TEPITT®ONG ahENONG AAAY Kot o€
TEPIMTOGELS peiwone tov Tindv tov deltaNT. TTo speoavig sivor n peioon g
aOd00NG GTO GET JEQOUEVDV 3, apol peldveTol tepimov katd 60% ot mepintmon

OV TOAALOTAAGLOGTOVV Ta. 0EO0EVA TOV YapakTnpiotikoy deltaNT pe 0,001.
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Kepalaro 4
Yopunepdopota

4.1 Xv{nton
4.2 Mehlovtikn Epyacia

4.1 Xvinmon

21 mopovoa SMAGUOTIKY epyacio mpaypatomomdnke o peAétn yw ™ mpoPreyn
YEVETIKOV ovopaA®V kol cvykekpipéva tov Tpoopiov. H péyxpt topa enepfotikny pébodog
oV €Qoppdletal Yo T SIyvVeon aVT®V TOV TadNcE®mV Katd TN didpkela TG KOnong, ival
emkivouvn 1660 yia ) (o1 Tov Tod1ov aALd Kupimg kot yio ) (o g untépac. 'Etot pe m
xprion Teyvmtov Nevpovikdv Awtdov, dnpodpynca vLmoAoyloTikd cUGTNUN TO OmOoio
umopel va TpoPAETEL VTEG TIG YEVETIKEG AVOUAAIEG YWPIG Vo XpEWGTEL Vo YiveTol EmepPatiKn
péBodog oto EuPpvo. X10Y0g NTOV TO EAAYIOTO GOEAALN GTO GUGTNUA, aeoV To BEpa stvar
moAD gvaicOnrto ko M mepintwon pog AdBovg TpoPrieyne mpémel va etvar pmdapvy. Avtd
&ywve pe ) onpovpyio evog apBuod poviédmv mov elyav g eicodo 51001 mpaypotikés
TEPIMTMOGELS EYKDMV YUVAUKADV, OTOL K KAOe mepintmon amotedeiton amd 11 yopaxtnpiotikd.
X1 ocvvéyewn okoAovONnce o pEAETN OcOV apopd TV gvatcHncio Kot TNV GLUVEIGPOPA TOV
KaOe YapaKTNPIGTIKOV £1GOO0V TOV GLGTNATOC.

Me Bdon ta amoteléopato OLTAG NG €PYOCiOG UTOPOVUE VO, KATOANEOLUE O KATOO
CUUTEPACLOTO  GYETIKOL LE TN GLVEICEOPE Kol TNV €voicHncio. TV YopoKTNPLOTIKOV
€16000V:

e To YopoKTINPIOTIKA TOV APOPOVV TO LGTOPIKO TNG €YKDLOL OMOTEAOVV GMUOVTIKOVG
TAPAYOVTEG OTNV TPOPAEYN TOV YEVETIKDOV OVOUAADV.

e To mo onuoavtikd YopakIPIoTIKo £16000V eivar To deltaNT, to omoio cupfdiel otnv
wpoPreym tov T21 katd 20%.

e Ta yapoxtmpiotikd b-hCG, PAPP-A, CRL ovupdrovv oty mpdPreyn tov
TPICOU®V, 0PoD avEAVOLY TV amdOOCT TOV GLCTHHATOS Kotd 6%, To Kabéva, dtav
doxaomray Eexwplotd.

e Toa yapaxtnpiotikd nasal bone kou ductus venosus divovv avénon otnv anddooon Katd
2.6% xon 0.8% avtictoyyo.

e  Xnuovtikd givor 6tL To yoapaktnploTiko tricuspid flow mpokaiel cVyyion 610 GVOTNUA

, 0QOV LEWDMVEL TNV amddoon Tov katd 1.7%.
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e To yopakmnpiotikdé CRL eivar evaicOnto ce cpdipata youniotepov tov 10% g
TPOYLOTIKNG TG TOV.

e To yapakmnpiotikd PAPP-A eivar evaicOnto oe cpdipata peyorvtepa tov 10% g
TPOYLOTIKNG TIUNG TOV.

e Ta yopaxtnpiotikd b-hCG wor deltaNT eivoanr Mydtepo evaicOnta oe cedipota

pkpotepa 1 peyarvtepa tov 10% g a&iog tovg.

Ev xotaxAeidr, xotoAnyovpue oto ovumépocpo 0Tt ot péBodor ¢ YTOAOYIOTIKNG
Nonuoovvng pumopovv va avtarneEéAbovy oe dvhoKola TpofAnpata peydiov peyébovg Kot vo

dMGOVY AMOTEAEG LT TTOV KOt Mabnpatikn Tpocéyyion o€ pmopel va eTADGEL.

4.2 Merhovtikn Epyacia

Yiyovpa M peAétn ovtod Tov cofopov TPoPANUaTog OtV TEAELDVEL £d®. Mmopovv va
TPAYLATOTOMOOVV 7O EKTETOAUEVEG HEAETEC YL TNV GLVEIGPOPH TOV YOPOKTNPIOTIKMOV
YPNOYLOTOIDVTAG TEPIGGOTEPOVS GLVIVOAGHOVS €Tol dote vo. PefarmBodue 6tL dha TaL
YOPOKTNPLOTIKE GUVEICPEPOLY GTO KOADTEPO OOYMPIGUO OVAUEGO GTIG PLGLOAOYIKEG KOl
ToOOLOYIKEG TEPIMTAOGELS.

Emiong vmdpyer dvvotdtnto GLVOLAGHOD TOV TEXVITOV VEVPOVIKOV OIKTO®V HE BGAAE
pHeBOO0VE VTTOAOYIGTIKNG VONUOCUVTG, OTTG Ol YEVETIKOT aAydpBuol, dote va Bpefodv kot
dAlot tpdémor emilvong avtov TOL TPOPANpatog. Aniadr Ba  pmopovoe va  yivel
BeATIOTONOINGT] TOV OPYITEKTOVIKAOV TMV VELPOVIKOV OIKTO®V HECH TMOV YEVETIKOV

alyopiBumv pe 6todY0 T PEATIOTA ATOTEAEGLOTOL.
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