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NepiAnyn

Ta teAevtaia xpovia, HE TIG SIBUNEG KUNOELS va Mapouotalouv aplOuntikn avénon, o MPOYEVVNTIKOG
€AEyX0G yLa TNV MPOANYN HOLEUTIKWY EMMTAOKWV KOl SUCUEVWV TIEPLYEVVNTIKWY EKBACEWV yiveTal mio
OLTTALLTN TLKOG, KABWGE oL MapadooLaKEG BLOXNMLKEG Kal uTtepnXoyPaPLKEG LEBOSOL TaPOoUOLAIOUV APKETOUC
ONMOVTLKOUG TIEPLOPLOMOUG. ZUPWVA HE TIPOCHATEG EPEUVEG, O N EMEUPATIKOG TPOYEVVNTIKOG EAEYXOG
(NIPT), péow avaluong eAevBespou euPpuikol DNA 0OTO HMNTPLKO Qipa, UTEPTEPEL CNMUAVIIKA TWV
oupBatikwv HEBOSwV otov éleyxo aveumAoelduwv ot Sidupeg Kunoelg, kKabBwg npoodépel vPnAn
Stayvwotikn afia xwpic emepPatikn Stadikaoio Kal Tnv OmoLa EMUTAOKN UMOPEL va oxXeTi{eTal pe avtn.
ErunA€ov, to NIPT pnopet va ntapéxel moAuTipueG mAnpodopiseg Ldlaitepa 0tav n XopLovikoTnTa Sev £XEL
TEKUNPLWOEL EMaPKWG, KAOWEG KoL oTNV EKTIUNON TOU EUBPUIKOU KAAOHATOG 05 SI{UYWTIKEG KUNOELG KOl
Vv avixveuon tou ouvdpopou Efadaviong Awdupou (Vanishing Twin Syndrome) 6180pou, pe to
ouvbuacpo oavaluong cf-DNA kot umepnyxoypadilkol eAéyxou va TmPoodEpel pa  Ldlaitepa
OMOTEAECUATIKA TIPOCEYYLON OTN SLaxeipLlon Twv MOAUVSUUWY KURCEWV.

EIZATQrH

Y1g Hvwpéveg MoAuteieg, to 2018, mepimou pia otig 33
vewvnoelg adopovoe 6iduun kunon [1]. H au&énuévn
Xpnon Texvikwv umoBonBolpevng avamapaywyng, oe
OUVOUOOUO UE TNV TTPOOSEUTIKA PeyOAUTEPN NAKIO TwV
YUVALKWV KOTA TN oUAANUN, £XEL 08NYNOEL OE GNUAVTLKA
avénon NG ouxvotntag Twv SIBUMWY KUNCEWV TIG
tehevtaiec Oekaetiec. Avrtiotolya uyPnAda Tmocootd
mapatnpouvIal Kal o€ TOAMEC aMeg xwpeg [2]. Ot

TmoAUSUpEG KUNoeLg oxetilovtal pe auénuévo kivéuvo
eudaviong eup£og GACUOTOG HOLEUTLKWY EMUTAOKWY Kall
Suopevwy TeplyevwnTikwy ekBdoswv [3,4]. Av kal povo
VoL UIKPO Tooootd Twv Slbupwv Kunoswv elval
LOVOXOPLAKEC, AUTEG EUBUVOVTAL YLOL CNUAVTLIKO LEPOC TNG
TIEPLYEVVNTIKNG voonpotntag kat Bvnowodtntag. O
NALKLOKA TIPOCAPHOCUEVOG Kivouvog yia Tplowpia 21 dev
daivetal va eival avénuévog otig Sidupeg kunoelg [5],
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wotoéoo ol Tmapadoolakeéc pEBoSOL  mpoyevvnTiKOU
eAéyxou mapouclalouv  XauNnAoTepn  SLOYVWOTLIKN
anodoon oe oUyKplon HE T HOVAPELG KUNoelg [6,7].
MapdAAnAa, ot yuvaikeg pe 6i6upun kunon eudavilovrat
OUXVA SLOTAKTIKEG QUMEVAVTL OTN SLEVEPYELA ETTEUPATIKWY
SLOYVWOTIKWYV EEETACEWYV, OTIWG N ANPN XOPLAKWVY AaxvwV
(CVS) A n apviomapakévinon, SeS0UEVWV TWV UEAETWV
TIoU ouoxetilouv TIC ULeBOSOUC QUTEG He aAuEnuévo
Kivbuvo emuthokwv [8-10]. Q¢ amotéAeopa, n KAWIKN
Slaxeipton twv OSidupwv Kunoswv eival Slaitepa
OUVOETN, HE ONUAVTIKO EUTIOSLO TIC ALlYOTEPO QTMOSEKTEC
ETUAOYEG TIPOYEVVNTIKOU €AEYXOU Kal Slayvwong Kabwg
KOlL TO aUENUEVO KOOTOG TIpoyevvnTIKoU eA€yyou [11,12].
H eloaywyr Tou pn enepfatikol POyeVVNTIKOU eAEyXOU
(NIPT), péow tng avaAluong ehevBepou euBpuikol DNA
(cf-DNA) oto uNnTPkO aipa, TPOOhEPEL ONUOVTLKN
BeAtiwon otov éAeyxo Twv aveumAoeldlwy otig Si6UpEG
KUNOELG, MELWVOVTAG TNV OVAYKN VYl EMEUPATIKEG
€€ETAOELC KOL ETUTPEMOVTOC TN SLEVEPYELA TOU EAEYXOU
oo Ta TEAN TOU MPWTOU TPLUNvou. EmumAéov, péow NG
pneBodou autn¢ propel va AndBolv mAnpodopieg oxeTIkd
pE Tov aplBuod Twv Uywtwy, LELalTEPA O TEPLTTWOELC
Tiou dev £xel SleukpvloBel n xoplovikotnta. H epappoyn
tou NIPT otig 6idupeg kunoelg €xel MAéov uloBetnOel amo
S1ebveic opyaviopoU (International Society for Prenatal
Diagnosis) [2], evw kat Tto Apeplkavikd Koléylo
Mateutnpwv Kkal TluvalkoAoywv avayvwpilel otL n
e€€toon oUTH UMopel va MPoodEPETaL OTIG EYKUOUG OTO
Boowko mpoypappa poyevvntikoL eAéyxou [13]. ZAuepa,
to NIPT amoteAel mAéov  TOAUTIHO  €pyaleio
TIPOYEVVNTIKOU €AEYXOU KOl KAWLKNG Slaxeiplong twv
SI6LUWV KUNoEWV.

XOPIONIKOTHTA

Mepimou 1o 60%—-70% Ttwv OSlOUPWVY KUNoEWV Eelvat
SLUYWTIKEG Kol To 20%—30% pPOVOIUYWTLKEG, HE TA
TLOOOOTA QUTA VA EMNPEATOVTOL ATIO TN UNTELKNA NALKLA, TN
xpnon Oepamelwv UTIOYOVIHOTNTOC Kol Ta (UAETIKA
XOPAKTNPLOTIKA Tou MANBuouoL [14]. Av kat n mopoucia
HoVOXOopPLOVIKOTNTAG 08 SIIUYWTLKEC KUNOELC BewpouvTav
TAAQLOTEPQ OTIAVLA, VEOTEPA SESOUEVA UTTOSELKVUOUV OTL
propel va epdaviletal cuxvotepa, WBLaitepa o€ KUNGCELG
META amod umofonBoupevn avamoapoaywyn [15]. Av kot
OAec ot 6ibupeg kunoelg Bewpouivtat uPniol Kvduvou
yLOL TLG TIEPLOCOTEPEC LOLEUTIKEG ETUTAOKEC (Ue e€aipeon
v mopdtoon TG KUNONG KoL TN HOKpoowpia), o
ONUOVTLIKOTEPOC TIPOYVWOTIKOC TTAPAYOVTAG YL SUCUEVN
€kBaon elval n xoplovikotnta [16-18]. Ol LOVOXOPLOKEG
6ldupeg kunoelg mapouaotdlouv auvénuévo kivbuvo yla

ETUWMAOKEG, OMWG TO OUVOPOHO  EUPBPUO-EUBPULKAG
HETAYYLONG (TTTS), 10  o©Uvdpopo avatpiog—
ToAuKUTTapalpiag Kot Tto oUvSpopo avtiotpodng

apTnplakng alpdtwong (TRAP). H xoplovikdtnta umopel
va kaBoplotel pe umepnxoypadlkd €Aeyxo OTO MPWTO
TPipnvo TG kunong [19]. Qotdoo, Sev elval mavta eDLKTN
n Olevépyelo. TOOO TPWLHOU  UTIEPNXOYPOPNOTOG.
YUpdwva pe otolyeia Tou Kévipou EAéyxou Noonupdtwv
(CDC) yia to 2016, mavw amo 1o 20% Twv eyKUWV OTLG
Hvwpéveg MoAlteieg &ekivnoav TNV TPOYEVVNTIKA
napakolouBnon oto deltepo Tpipunvo n apyotepa, Ue
OKOUN UPnAGTEPA TOCOOTA O KOWWVIKA €UAAWTEG
opadeg [20]. EmutAéov, o KaBoPLOPOC TNG XOPLOVLKOTNTAG
umopet va Suoxepaivetal AOyw XOpOAKTNPLOTIKWY ELTE TNG

KUNong eite TNG OWMOTOSOUAG TNG HNTEPAG OTWG
HMELWUEVOU QUVLOKOU UYpoU 1 UNTPLKNAC Ttaxuoopkiag.
Oplopéveg peATeg €xouv audlofntiost TNV amodAutn
akpifela Tou uTEPNXOYPADNUATOG OTOV TPOCSLOPLOUO
TNG XOPLOVIKOTNTAG. € LEYAAN HEAETN, OTIOU WG TPOTUTIO
avadopd¢ xpnowgomolnbnke n  maboAoyoavoTouLKA
g€€taon tou MAakouvta, n evalebnoia yla tnv avixveuaon
povoyoplovikotntoag frav 89,8% kat n edikotnta 99,5%
[21]. 2e GAANn pelétn, oe yuvaikeg ou umoPAnBnkav oe
umepnxoypadikd éleyxo mpwv amo tnv 20 efdopdada
Kunong, mapatnendnke Aavbacuévn tafvouncn oto
4,0% twv dixoplakwy kat oto 19,0% Twv LOVOXOPLOKWY
KUNOEWV, P peyohUTepn akpiBela dtav o EAeyxoc ywotav
TPV Ao tn 14n eBdouada [22]. Ot povoxoplakég Sidupeg
KUNOEL QmoltoUV TIPWLUO KOL GUXVO UTIEPNXOYPOdLKO
€\eyxo, KaBw¢ Kal evTaTikdTepn mapakoAouBbnaon yla tnv
£€yKalpn avixveuon eMUTAOKWY. ZUVIOTATOL €EELOIKEVUEVN
OUUPBOUAEUTIK OmO YUVALKOAOYO €£E€ELSLKEUPEVO OTNV
EuBpuountpikn latpikr, Wote va e€nyouvTal EMOPKWE Ol
TipoyevvnTIKol kKivbuvol, n amattolpevn mapakolouBnon
Kol ot SlaBéoipeg BepameuTikég emiloyEg. H AavBaopévn
EKTIUNON TNG XOPLOVIKOTNTOCG Hmopel va odnynoeL oe
uTtepSLayvwon, au&nUEvVo Ayxocg yLo TNV £YKUo KaBwg Kall
AavOaouéveg mapepfaoelg [23].

EAEYOEPO EMBPYIKO DNA ZE AIAYMEZ KYHZEIZ
'OnMwC¢ KAl OTLG LOVAPELG KUNOELS, OTLG TIOAUSUUEG KUNOELG
aviyvevetol eAelBepo epPpuikd DNA (cf-DNA) oto
MNTPWKO  QipO, TO OTOlo TIPOEPXETAL amd  To
TPodPoPAACTIKA KUTTAPA TOU TAQKOUVTO KOL OUXVA
avadépetal wg «guPpuikdo» DNA. Qg Bodeiktng, to cf-
DNA napouotalel cadec OewpnTikd MAEOVEKTNO EVAVTL
TwV TaPaSOCLOKWY OPOAOYIKWY €EETACEWY, KABWG
OVTAVOKAQ AECA TOV YOVOTUTIO TOU eUBPUOU Kal Umopel
va avaAUBEL e e€aLPETIKA EVALOONTEG LOPLOKEG TEXVIKEG,
OMw¢ n aAuvoldwtn avtidpaon moAuuepaong (PCR). H
avaAuon ToAUHOPPLOPWY €VOG VoukAeoTidiou (single
nucleotide polymorphisms — SNPs) oto cf-DNA emutpénet
Tov cadn Slaxwplopd PeTafl UNTPLKWVY Kal gUBPUiKwy
oAAnAouxlwv. It SWUYWTIKEG OSLOUPEC KUNOELS, N
texvoloyla auty mapéxel emutAéov TN duvardtnta
ektipnong tou cf-DNA amno kabe éuppuo Eexwplota [24].
To ouvoAko euBpuikd kAdopa cf-DNA oto untpkod
TAdopa otig SI8UHEG KUNOELS elval auénpévo og cUyKpLon
LE TIC HOVAPELS KUAOELG [26—29]. ITIC MOVOLUYWTLKEC
Sidupecg kunoelg, n avénuévn ouykévtpwon cf-DNA, oe
ouUVOUOOUO e TO yeyovog OTLTa SUo EuPpua potpalovral
oxed06vV mavta tov i6lo yovotumo, kablota tnv anddoon
Tou NIPT tooduvaypn r akopn KoL avwTepn o€ GUYKPLON UE
TG povnpelg kunoelg [30]. AvtiBeta, ot SWUYWTIKEG
Sidupecg kunoelg, to cf-DNA Tou TipoépxeTal amod Kabe
£uBpuo eivat ouvnBwce xapnAdtepo og cUYKPLON HE AUTO
HLOG HOVAPOUCG KUNONG, EVW KATA Kavova POVo To €va
EUBpuo dEPEL XPWHOCWHLKY avwuoAia. Méow 1Tng
avaAuong SNPs, eival duvath n aveédptntn afloAoynon
tou cf-DNA kdBe 8180 pou, mépav Tou SlaxwpLlopol Tou
euBpuikol amod to untpikd DNA. Meléteg mou Baaoifovtal
oe SNP avahuon 6eixvouv oOtL otig Sidupeg KUNOELS Ta
enineda TOoU euPpuikol KAdopatog KaBe epPplou
TapoucLalouv HOVO HETPLO PaBUd CUCKETIONG UETALUY
Toug. Etol, eival duvatov To éva €uPpuo va spdavilet
LKOVOTIOLNTLIKO  €UPpUikO KAAOUQ, €VW TO GAAO va
BplokeTtal kKATW armo to 0plo aflomiotiag tng e€€taonc. Ot
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QVNOUXIEG OXETIKA HE TNV EMAPKELX TOU €UPpuikol
KAQOUQTOC €lval €VTOVOTEPEC KATA TOV EAEyXo yLa
aveumAoeldieg omwe n tplowuia 18, n Tplowpia 13 kat n
Tputhosldia (6tav autr mepAaUBAVETOL OTO SLOYVWOTIKO
TLAVEA), KATAOTAOELS TIOU €lval yvwoTto OtL cuvodslovtal
and yapnAotepa emineda cf-DNA Adyw HELWHEVNG
TIOOOTNTOC TTAOKOUVTLAKOU LoToU [31-36]. Katd cuvETELQ,
0 PBEATIOTOC TIPOYEVVNTLIKOG €AEYXOG OTIC OWUYWTLKEG
6ldupec kunoelg Ba mpénel va mepAapBAvel Tn LETPNON
Tou euPpuikol KAGopatog kal ywo ta Svo EuPpua
Eexwplotd. TEAog, oL SLUYywTIKEG SIOUUEG KUNOELG
TPOOHEPOUV EVal LOVASIKO EPEUVNTIKO UOVTEAO yla TN
MEAETN €eUBPUIKWY TIOPAYOVIWV TIOU EVOEXETAL VO
ennpedlouv to eUPpuikod kAdopa cf-DNA. Ig QUTEG TLG
TIEPUTTWOELG, TO €val EUBPUO UTopel va AELITOUPYNOEL WG
evboyevng Haptupag ya to aAho, SeSopévou OTL Kal Ta
600 ektiBevtal oto (610 uNTPLKO TepLBAiiov.

XPHIH TOY cf-DNA TIA TON MNPOZAIOPIZMO THZ
ZYTQTIKOTHTAZ

Onwg mpokUmtel amd T Suvatotnta  aviyveuong
SL0poPETIKWV EUPPUTKWY YOVOTUTIWY LECW TNG AVAAUCNG
cf-DNA, ot edikol wg mpog TO aMnAopopdo
TmoAupopdLopol evog voukAeotiSiou (allele-specific SNPs),
KoOwG Kot GANEC TIOAULIOPGLIKEG YEVETIKEG OSLadopéEg,
ETUTPEMOUV TN OLAKPLon UETAly HOVOIUYWTIKWY Kol
SILywWTIKwY S{6UPWV KUACEWV KATA TO OYLHO TPWTO,
S6eltepo koL Tpito Tplunvo NG KUNONG. Melétn
npoodloplopol  uywtikotntag Paclopévng o SNPs
avedelte evalobnoia kat eldkétTnTa 100% ot oelpa 95
Sidupwv kunoswv [30]. MNa TOV TPOCSLOPLOUO TNG
{UYWTIKOTNTOC SV ATMALTELTOL AKPLBG TTOCOTLKN EKTLLNGN
TNG OXETLKNC CUUUETOXAC KABe yovOTUTIOU: N avixveuon
eTUMA£0V oUVSUAOUWY OAANAOUOPIWY apKEeL yla TV
tekunpiwon Sluywtikdtntag. Ol Stadopég ota mpodTUTaL
SNP petal povoluywTtikwv Kot SIUYWTIKWY KUNCEWV
elval avixveUoLEG OKOUN KOL OE OXETLKA XaUNAA emtineda
euBpuikol kAdopatog. Evog Teploplopog tng pebodou
elvat otL n tputhosldia pmopel eniong va odnynosL otnv
napoucia emmAéov cUVOAWV aAAnAopdpdwy, mapouoLa
ME QuUTA TIOU TopaTnPEEeital ot SWUYWTIKEG KUNOELG.
QoT000, N SLAKpLoN HETAEL TWV SU0 KATOOTACEWV UTTOpPEL
va mpaypatornonBel pe Pdaon ta unmepnyoypodikd
supnuata. O mMPoobloplopdg NS UYWTIKOTNTAG UMOPEL
erniong  va  emteuxPel péow NG avaAuong
TIOAULOPPLOPWV HLKPWV enavalapBavopevwy
aAAnAouwv (short tandem repeats) kot moAULOPDLOUWV
TUTIoU npoodnknc/adaipsong Baoeswv
(insertions/deletions) [37]. H kAwikn aio tng epappoyng
Tou gAéyxou LuywTkotnTag pecw cf-DNA avadeikvietal
og Sladopa KALVIKA OeVAPLOL OTIWE TTEPUTTWOELG acadoug

N un  SloBfolung  EKTIMNONG  XOPLOVIKOTNTOC  ME
unepnxoypadnua, Adyw kabuotepnuévng  €vapéng
T(POYEVVNTLKNG TiapakoAouOnong, apdiBolwv

OTTELKOVLOTIKWY EUPNUATWY 1 KAWLKWY eVOeifewv mou
uroSnAwvouv eocdaApévn apxLkn eKTiLnon. MNePUTTWOELG
OVOTOULKAC OvVWHaAiog 1 evOOUATPLAG UTOAELTTOUEVNG
avamntuéng os éva povo amno ta dvo éuppua, omou tibetal
TO €pWTNUA OV TIPOKELTAL Yl Statapayr HeE HeTaBANTA
€kdpaon 1 SleloSUTIKOTNTA TIOU eVEEXETAL VAl EMNPEAlEL
Kol Ta dUo EuPpua | HOVO To éva. QG CUUMANPWUOTIKO
epyaleio oe alMa amoteAéopata NIPT. Ie MEPUITWOELS
BeTIKOU amOTEAECUATOG Yo aveuTAoeLldia, n Tekunpiwaon

pHovoluywTLkoTnTag UTtoSnAWVEL OTL Kat ta Suo €ufpua
elvat oAU TBavo va maoyouy, evw ot SLUYWTLIKOTNTA
ouvnBwg emnpedletal povo To €va. Avtiotolya, o€
nieputwoelg utoPiog pwoaikiopou, n mAnpodopla yia tn
{uywTtikotnTa CUUBAAAEL OTNV ekTipnon Tou av adopa
éva n kal ta dvo éuBpua, Sedouévou OtL n avaiuon cf-
DNA amé pévn tng dev pumopel va mpoodlopiost oo anod
Ta U0 SIUYWTIKA €UPBpua elval To Acyov. MePUTTWOELS
avenapkoU¢ euppuikol kKAdopatog cf-DNA yia aflomnioto
anotéAeopa aveumAoeldiag. Otav n UywTtikdTnTo Unopetl
va Tipoodloplotel, n ektipnon kwduvou Umopsl va
OVOTIPOCAPUOCTEL TPV MO TNV MPOTACH EVOAAOKTIKWY

HEBOSWVY TpoyevvnTIKOU  €Néyxou 1 EMEUPATLKAG
Sdlayvwong.
XPHIH TOY «f-DNA TIA TON EAErXo

ANEYNAOEIAIQN

OQewpnTikd, ot SUYWTIKEG SIOUUEC KUNOELG, OTou
urtapyxouv SU0 avetdptnteg OUANAYPEL, O NALKLOKA
T(POCOPUOCHEVOC Kivouvog aveuTihoeldiag avd kunon Ba
avapevotayv va ivat mepimou SUTAACLO¢ 6 cUYKPLON ME
TIC MOVNPEL KUNOELG. AvtiBeta, OTIC HOVOLUYWTLIKEG
6l6UMEC KUNOELC, OL OTIOLEG TIPOEPYOVTOL ATO Eval HUOVO
waplo, o avtiotowyog kivbuvog Ba avapevotav va sival
TIOPOUOLOG UE EKE(VOV TWV HOVPWV KUNCEWV [38]. ZTnV
KAWIKA TpAgn, wotoco, yla TNV Tpwowpio 21, n
TapatTnPoUEVN CUXVOTNTO TOOO TWV LOVOIUYWTLIKWY 000
Kol Twv SIUYWTIKWwY TipooBeBAnUévwyY KUNOEwY eival
XaunAotepn amd TNV avapeVOUEVn, TBavotata Aoyw
QUENMEVNC ATIWAELAG KUNOEWV TIOU GEPOUV XPWUOCWHLKNA
avwpaAia [39,40]. EmumA€ov, oL avaAoyieg TwV TOCOOTWVY
geudaviong aveumAoelSLWV Og GXECN HE TN UNTPLKA NALKia
Sladépouv peTaly HOVOIUYWTIKWY Kol  SIUYWTIKWV
S8V UWvY. H ouyvotnta twv SIUYWTIKWY, ald OxL Twv
pHovoluywTKWY, SI8VUWY aufavetal pe TNV NALKIA TG
MNTEPAG, €VW  TOPOTNPOUVIOL KOl  YEWYPADLKES
Sladopomnoioelg ota nmocoota SW6VUwWVY [41]. H xpron
TEXVIKWVY UTIOBoNB0UUEVNC QVATIOPOYWYNC TIEPLTTAEKEL
TIEQALTEPW TOV UTIOAOYLOUO TOU €K TWV TIPOTEPWV
KLv8UVOU aveUTIAOELSLWY OTLG TTOAUSUEC KUNOELS, KOOWC
N UNTeKn NAkkia mou mpémet va Aappavetat umtoyn sivat
ekelvn TIOU QVTLOTOLXEL OTO WAPLO KATA TOV XPOVO TNG
ANYNG Tou, To omolio evdéxetal va pogpyetat amnd SoTpLa.
Mo AMeC XPWHUOOWULKEC ovwUaAisg, Sev umdapyouv
QUEOEG ETMLONMULONOYLKECG EKTIUAOELG OTLG SIOUHEG KUNOELG
KOl oL OXETIKOL Kivbuvol urtohoyilovtal éupeoa, pe Bdaon
TN OX£0N TOUG UE TNV TPLoWHLA 21 OTLG LOVIPELG KUNOELG
[5]. O cupBaTikOG CUVSUACUEVOC TIPOYEVVNTLKOG EAEYXOC,
mou Paoiletal oe Ploxnuikoug Seikte¢ opoU  Kal
umepnyoypadikd eupnuata, €xet  amodelyBel  OTL
napouctalel xapnAotepn svawobnoia kat/f vPpnidtepo
nooootd Peudwe BeTikwy amoteAecpdtwy ot Sidupeg
KUNOELG 0 oUYKPLON UE TIG LOVAPELG [6]. OL 0pOAOYIKES
efetdoelg Sev  umopolv  va  Slwokplvouv  petafld
HOVOIUYWTLKWV Kal SI{UYWTIKWY SI8UUWV Kat, SeSopévou
OTL Ol TEPLOOOTEPEG TPOOPRePANUEVEC KUNROELS elval
SIUYWTLKEC e éval LOVo macyov £UPpuo, N SlayvwoTikn
TOUG kovotnTa givat LELWUEVN [71. H
OTOTEAECUATIKOTNTA TOU CUMPATIKOU eAEyXOU eVOEXETAL
VoL TIEPLOPLETAL TTEPAUTEPW OTTO TO YEYOVOG OTL OL TEXVIKEG
umoBonBolpevng avamapaywyng emnpealouv  Ta
enineda SEKTWV MPWTOU TPLUNVOU, 0twg n PAPP-A kal n
eAelBepn B-hCG, e TPOTIO OV UTOPEL VO TPOCOUOLATEL
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™V EKOVa TNG TPpowpiag 21 [42]. Ou dopbwtikol
OUVTEAEOTEC TIOU £hopUOloVTaL OTI KUNOELG UETA Ao
TEXVLKEG uTtoBonBoUpevng avamapaywyng eveEXETaL va
elval avakplBeic, emiBapuvovtag emuTA£oV TNV avaAuon
ot 6idupeg kunoetg. MapdAAnia, To MOCOOTO PeLSWG
BETIKWV ATIOTEAECUATWY TNG QUXEVIKAG Stadavelag sivatl
UPNAOTEPO OTIC LIOVOXOPLOVIKEC OE OXECN ME TIG
Suyoplakeg S{6upeg KUNOELS, KOBWCE N AUENEVN QUXEVLKN
Sladavela pmopel va amotelel mpwipn ekdnAwaon tou
ouvépopou TTTS [43]. H emdoyn emeppatikov
TIPOYEVVNTLKOU €A€yxou elval emiong mio oUvOetn oTLC
6idupeg kunoetg. O kivduvog amoBoAng €xel avadepbel
OTL elval auénueévog og GUYKPLON LLE TLG OV PEL KUNOELG
[3,10], av kat o mpoodata dedopéva umtodnAwvouy OTL
0 emutA€ov Kivduvog pmopel va eival HkpoTePOC aro o,tL
opxLlka ektiunOnke [9]. MoOAANEG yuvalikeg LE LOTOPLKO
UTIOYOVLUOTNTAG, Ol Ofoleg¢ mETuXav KUNon HEOW
urtoBonBolpevng  avamapaywyng Kot  HeTadopdg
moAarmlwyv  euPplwy, eudavilovtol ampobupec va
anobdexbolv omolovénmote npdcobeto kivduvo yla tnv
kunon. EruumAéoy, oTLC TIOAUSUEG KUNOELG
napatnpouvtal £W8IKEC  €TUMAOKEG Katd tn  ARdn
Selypatog, W6iwg otn AnPn xopLokwv Aaxvwyv o€ cUYKPLON
ME TNV QUVIOTOPOKEVINON, ONMWG N TOPAKEVTNON
Seiypatog amd to 6o €uPBpuo, n SlaotaupolpEevn
ETULUOAUVON Kal N empdAuvon and pnTplka Kuttapa. H
eunepia  tou efetaoty kot o LuPNAOGC  aplBuog
EMEUPACEWV OTO KEVTIPO WMOPOUV VO HELWOOUV TN
oUXVOTNTA OUTWV TWV EMUMAOKWY, XWwpPI§ OUwWS va TLg
e€aleidouv MANPwWG. QC AMOTEAECHQA, Ol YUVOIKEG ME

6iéupn  kunon ouxva  epdavilouv  peyaAlTtepn
ETULPUAOKTIKOTNTA QIEVaVTL OTLG EMEUPATLKEC
Sloyvwotikég  pebddouc. Ou  afePfaldotnteg  otov

UTIOAOYLOUO TOU apXLlkoU KvEUvou, oL TIEPLOPLOLIOL OToV
SLOXWPLOUO HOVOTUYWTIKWY Kol SIUYWTIKWY KUNOCEWV UE
OUTTELKOVLOTIKEG LEBOSOUC KAl N HELwUEVN amodoxn Tng
enepPfartikng Slayvwong mepLopilouv ONUAVIIKA TnV
OTTOTEAECUATIKOTNTO TWV  CUUBOTIKWY  OTPATNYLKWV
aviyveuong oveumloslSiwv ot  SiUEG  KUNOELG.
AvtiBeta, otov €heyyo pe cf-DNA, n onupacio tg akplBoulg
EKTIILNONG TOU €K TWV TPOTEPWVY KLVOUVOU eival cadwg
MLKPOTEPN, KABWG N BeTKN TTPOoyVWOoTIKY afla eEaptdaTal
KUPLWG amo T SLaKPLTIKA KavoTnta TG peBodou kal o
Seltepo enimedo amd tov apxkd kivbuvo [44]. Katd
OUVETTELQ, OVOUEVETAL OTL 0 €AeyX0G e Bdon to cf-DNA Ba
eivat Wdlaltepa amoteAeopatikog otig Si8UPEC KU OELS. H
aKpLPBNAC ektiunon tng evatoBnoiag tou NIPT otig Sidupeg
KUNOELG elval SUOKOAN, AOYWw TNG OXETIKNAG OTAVLIOTNTOG
TwV MPooPBePAnUEVWY Kunoswv. Qotoco, cuvoualovtag
Sebopéva and dvo mpoodateg peta-avaAloslg [2,45], n
suaodnota yla tnv avixveuon tplowpiog 21 aviABe os
101/102 meputtwoelg (99,0%), pe edkotnTa 6/6611
(0,09%). Ta ©&ebopéva autd TepPAAUBAVOUV  TOCO
MOVOlUYWTIKEG 600  Kal  SWUYWTIKEG  KUNOELS,
Sladopetikeg pebodoloyikeg mpooeyyioelg (kupiwg NIPT
Baoclopévo otnv  KOTAUETPnONn), TOWKAQ  Kpltipla
TaPAMoOUNAC Kot SladopeTIkoUC OpLOPOUG EmMaPKoUg
gUBpUIKOU KAAOUATOC. ZUVOALKA, N armodoon Tou eAéyyou
yla tplowpia 21 otig 8idupeg KUNOELS elvat cuykploun Le
€Kelvn TWV HOVAPWVY KUNCEWV, av Kal Tapatnpeital
UPNAOTEPO TOCOOTO LN AELOAOYNOLUWY QTTOTEAECUATWY
Aoyw yapnAoU euPpuikol kAdopoatog cf-DNA [2,46]. Ta
Snuootlevpéva SeSOUEVO OXETIKA PE TOV EAEYXO yla

Tplowpia 13 kot tplowpio 18 otig didupeg KUNOELS eival
TIEPLOPLOUEVA, WOTOoO To Slabéolpa otolxeior eival
CUMBATA e TNV EUMELPLO ATTO TIG LOVAPELG KUNOELS. OMwg
€xeLndn avadepbel, yla TIg aveuTAoeldieg AUTEG UTIAPXEL
WOlaitepn avnouyxloa Adyw TOU OuXvVA XaunAotepou
euPBpuikol  KAGopotoG. EmuTtAéov, Ol TEPLOCOTEPEG
SLoyVWOTIKEG Lovadeg ite Sev mpoodEpouv EAeyxo yla
OVWHOALEC TWV  GUAETIKWY  XPWHOOWHATWY  OTLG
TOAUSUPEG KUNOELG elte meplopilouv Tov £Aeyxo oTn
povoowpia X. ToAEG avwUoAleg Twv  GUAETIKWV
XPWHOOWHATWV Elval pwoaikég kal dev emBeBalwvovral
LETA amo apyLkn avixveuon oto tpodoPAdaotn [47]. TEAOG,
To  amoteAéopara  ywo  oveutthoeldieg  tou X
XPWHOOWHOTOG TIPETEL va. gppnvevovtal pe LSlaitepn
Tipocoxn oOtav xpnoldorolovvtal péEBodol Tou Bev
Sloxwpilouv uNntpLko Kot epPpuikd yovotumo, Onmwe to
NIPT Baolopévo OTNV KATAUETPNON, KABWE N NAKLOKA
oXeTWOUEVN OMWAELX N amoktnon X XPWUOCWUATWY
OTOUG UNTPLKOUG LOTOUC amoteAel yvwotr attio Peudwg
BETIKWV AMOTEAECUATWV.

KYHZEIZ ME

(VANISHING TWIN)
H mopoucia &vog efadavilopevou SdUPOU armoteAsl
ouXvO GALVOUEVO O€ KUNOELG TIOU TIPOKUTITOUV UETA OO
e€WoWUATIKA yovidomoinon, He TA TOCOOTA va
efaptwvtal amoé Tov aplbud twv epPplwv  TOU
petadépovtal [50,51]. AvtiBeta, n akplprng cuxvotnta
ToU ALVOHEVOU OTIG auTOpaTte oUAAPEel; Sev €xel
koBoplotel emopkwg. e plo pelétn, pe Baon Tov
umepnXoypadiko €Aeyxo, avixveubnkav 54 TEPLTTWOELS
e€adpavilopevou 8180UoU oe olvolo 4.746 KuNoEwvV
(1,1%) mou mapaméudBnkav ywa €heyxo 1 Slayvwon
aveumAoslSuwv [52]. H Umapén e€adavilopevou S16LUOU
propel va avixveuBel péow tng avaiuvong cf-DNA [53].
Qotooo, n aviyveuon auth €lval OXETIKA omAvia Otav
xpnowporoteitat NIPT Baclopévo  OTMOKAELOTIKA OTNV
KOTAUETPNON KoL TteEPLopLlETaL oTOV EAEYXO VLA TPLOWLEC
21, 18 kat 13. AvtiBeta, n mOavotnTa €VIOMIOUOU
ouéavetal otav to SLoYVWOTIKO Ttavel meptAapBAavel Kat
QVWHOALEG TwV PUAETIKWY XpwHoowHATtwy [54]. Ot
npooeyyioelg NIPT mou Bacilovtal oe gupeiag KApLAKOG
QVAAUGCN OAOKANPOU TOU YOVISLWHOTOG €XOUV TN
duvototnTa va  aviyvelouv Kal GANEC QUTOCWHLKEG
TPLOWWILEG, oL omoieg ouyvad cuvdéovtal pe evOOUATPLO
euBpuikd BOdvaro, obnywvtag £Ttol 0TV AVOYVWELON
ETUMAEOV TepUTTWOoewWV eéadavilopevou S60ou [55].
QoTO00, TTOAAEG ATIO QUTEG TLG XPWHOCWLKEG AVWIOALEG
QVTLOTOLYOUV o€ TLEPLOPLOUEVO TIAOKOUVTLALKO
HWOoaiKlopd, o omoiog daivetal va £XeL TEPLOPLOEVN N
pundapvi kAwvikn onpooia [56]. To NIPT mou Baciletal o
avaAuon SNPs pmopel va avixveloel évav e€adavilopevo
SLLywTIKO 6idupo, elte auto dépel aveumloeldla eite
OXL, UTO TNV mpolmdébeon OTL OTO HUNTPKO TAAOuA
UTLAPXEL ETAPKNAG OUYKEVTpwOon epPpuikol cf-DNA. e
OPLOPEVEC TIEPLTTWOELG, TO €UPPUIKO KAGOHA TOU €vOC
81800 pmopel va umoAelmeTal tou opiou aflomiotiog
(2,8%), KaBLOTWVTAG TNV EPUNVELD TWV ONMOTEAECUATWY
o amottntiky  [29]. Mapdtt n KAWL afla TG
ouoTnuatikng aviyvevong efadavilopevou  S8LUOU
péow NIPT 8ev €xel axopn TtekpunpuwBel mAnpwg,
UTIAPXOUV OUYKEKPLUEVA KALWVIKAL OEvApLO. OTouU N
avaluon cf-DNA pumopet va amodeyBel dlaitepa

EEADANIZOMENO AlAYMO
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TABOAOYLKWY  KOTOOTAOEWV Kal SlEUKOAUVOUV  Ta
{euyapla OTOV MPOYPAUUOTIONO TNG MopEeiag TG KUNONG
1 otnVv e€€Tacn eVOANQKTIKWY ETUAOYWVY, OTIWE N SLaKoTm)
kNnong N n euPpuikn peiwon.
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