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Non Invasive Prenatal Testing (NIPT) 2023

EIZArQrH

O MN €negpBaTikog npoyevvnTikog eleyxoc (Non Invasive Prenatal
Testing NIPT | Non Invasive Prenatal Screening NIPS) €ival pia pé-
0000C NPOANNTIKOU EAEYXOU YIA TNV AVIXVEUON MBAVWV YEVETIKWV a-
VWOHAAI®V Tou epBpuou os eAeuBepo DNA (cfDNA) oTn uNTPIKA KUKAO-
popia. To NIPT avaAuUsl unoAsiguaTikec noocoTnTeg cfDNA nou KuKAo-
(POPEi OTO aipya TNCG KUNTEPAG TO OMoio AMOTEAEITAl, TOOO ANO PNTPIKA
000 Kal and guBpuika ocuoraTika [1]. To NIPT £xel nA€ov Ul0BeTNOEI
EUPEWC OTNV KAIVIKA NMpa&n kabwc dev eveXel kavevav Kivouvo yia TNV
gyKUupoouvn o€ oUyKpIOn HWE TIGC Napadociakec eNsPPBaATIKEG PEBOOOUG
MouU ouvenayovTal JETPIO AAAd onuavTiko Kivouvo anoBoAnG nepinou
0,1-2% [2]. EmnA€ov, n akpiBeiad Tou €ival BEATIWUEVN OE CUYKPION
ME AAAEC UN E€NEUPBATIKEC NPOOEYYIOEIC NPOCUUNTWHATIKOU EAEYXOU,
onwc N METPNON BloXNUIKWV OEIKTWV 0poU TNG UNTEPAC O GUVOUAOHO
ME unepNXoypPaPIkoUc OeikTeC TOU eUPBpuUou. To NIPT £xel eykpiBei ano
ENAYYEAUATIKOUG (POPEIC KAl opyaviopouc we Kupla peEBodoC npoou-
MOTWHATIKOU €AEyXOU, aveEapTnTa ano Tnv kataoraon KivoUuvou €-
YKUpoouvng [3] kal UIoBETEITAl TAXEWG WG N NPWTN €NIAOYN Yia Tov
NPOCUMNTWHATIKO EAEYXO TwV Tplowpiwv 13, 18, 21. Mia osipa ano
TeoT NIPT pe Baon avaAuonc oAOKANPoOU Tou YoVvIdIwKAToG Nou Xpn-
ogigonolouv TNV AAAnAouxia Enopevng Meviag (NGS) exouv avantuxOei
Kal EQApUoOTEi oTNV KAIVIKN Npa&n [4-8]. Me nepalTEPW TEXVIKEC £Ee-
ANIEEIC 0 EAEYXOC ENEKTEIVETAI KAl O AAAEG YEVETIKEC KATAOTACEIC ONWC
avVWHAaAIEG XpwHoowuaTwy QUAoU (SCAs), OnAvieEC AUTOOWMATIKEG
TpiIowpieg (RATS), MIKpOEAAEIUNATA/HIKPOBINAACIAOUO0I, OOMIKEG XPW-
HOOWMATIKEG aVWHAAIEG Kal JovoyoVviOIaKEG aoBEVEIEG.

>TO KEIJEVO TO onoio akoAouBei nepiypa®ovTal ol CUCTACEIC KAl Ka-
TEUBUVTNPIEC 0ONYIEC TwV JIEBVWC aVayVWPIOHEVWY ENAYYEALATIKWYV
Qopewv yia To NIPT kai ge Baon auteg akoAouBouv MNEPIANNTIKA Ol
OUOTAOCEIG Kal KAaTeuBuvTnpiec odnyieg Tou Zuvdeapou IaTpikwy Meve-
TioTwv EAAGdog (Z.1.T.E.).
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KAINIKEZ OAHI'IEZ KAI AHAQZEIZ OEZEQN ANO
ENATTEAMATIKOYZ ®OPEI2

ACMG (American College of Medical Genetics) 2022
2YZTAZEIZ

Ioxupn ouoTtaon yia NIPT (NIPS) screening Adyw KaAuTepng
andédoong wg diadikaoia oe:

* 'ONEC TIG EYKUEG ME povApn KUNon yia €Aeyxo TPICWHIWV
AUTOOWHPATWV ToU €PBpUOU

» e QiIOUMEG KUNOEIG YIa TIG OUXVOTEPEG TPIoCWHIEG
* & POVAPEIG KUNOEIG EAeYX0G AveunAoeldiwv Tou DUAou

» e OAegg TI¢ kunoeig NIPS vyia 22g11.2 deletion syndrome
(DiGeorge syndrome)
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Aev duvatal va ocuotnoel NIPS yia RATs (Rare Autosomal
Trisomies) AOyw avenapkwv OedOPEVWYV ANO KAIVIKEC HEAETEC.

Aev unapyouv 0edoueva OXETIKA YE TNV eudiodnaia n Tnv €101-
koTnTa Tou NIPS oTnVv avayvwpion uNTpIKwV VEONAAoUaTwy. E-
NINAEov, dEV UNAPXOUV EMIKUPWHEVEG KAIVIKEC MPOCEYYIOEIG Yia
TNV a&loAoynon atopwv nou BpeBnKaAv va €xouv anoTEAECHdA
NIPS nou unodnAwvel veonAaopaTikn vooo, av Kal OpIoPEVA KE-
VTPA £XOUV MPOTEIVEI NPWTOKOAAA. H oTOIXEIOBETNWEVN OUOTN-
HaTIKA avaokonnon Tne BiBAloypa®iac dev BprkKe PEAETEC Nou
ENITPENOUV TOV NMPoadIopIoPd TwV KAAUTEPWYV HEBODWV a&loAo-
yNonc yia aoBeveic Ye TETOIA ANOTEAEOUATA.

ACOG (American College of Obstetrics and Gynecology) &
SMFM (Society for Maternal Fetal Medicine) 2020

AHAQZH
To NIPTanoTeAsi TNV NA€ov €uaioBnTn Kal €101k screening €EETaon
yla TIC OUXVOTEPEC aveunAoeldieg Tou euBpuou (T21, T18, T13)

2Y2ZTAZEI>

O! napakdTw OUCTAOEIC Kal oupnepaocuara Baoilovral o opbn Kai
a&ioniorn eniornuovikn Tekunpiwon (Eningdo A)

To npoyevvnTIKO YEVETIKO screening (BloxnNUIKO ME N XWPIG
METPNON auxevikng diagavelag NT - To screening e EAeUBEPO
EUBpUiIkO DNA) kal n enepBaTikn npoyevvnTikn diayvwon (CVS
N aPviakd uypd) npenel va oulntnbouv pe To Ceuyapl wg
EMNIAOYEC Kal va npoogepovTal OE OAEG TIG €yKUOUG,
ave€apTATWG nNnAIKiag N kivoUvou yid XPWHOOWHATIKEG
avwuaAieg.

270 no-call anoteAeopa ouoTAveTal d1AYVWOTIKOG
NPOYEVVNTIKOG EAEYXOG.

Eav o €Aeyxog vivel anodekTog, OTIC €ykUoug Ba npenel va
NPOCPEPETAl Mia HOVOV NMPOCEYYION NPOYEVVNTIKOU EAEYXOU Kal
va PNV ekTeAoOUVTAl NOAAANAEG €EETACEIC EAEYXOU screening
TauToxpova.

> OAeg¢ TIC €ykUouG Ba npensel va NPOCQEPETAl
unepnxoypa@nua deUTEPOU TPIKAVOU YIA AVATOMIKEG AVWHAAIEG
TOU gUBpUOU, KABWC AUTEC €ival duvaTo va gP@avioTouv HE N
Xwpic euPBpuikn aveunAoeldia. Idavika, autd npaypaTonolsiTal
METAEU 18 kal 22 eBdOopadwv kuUnonc (ME N Xwpic aiea-
EUBPUIKN NpwTEIVN PNTPIKOU 0poU deUTEPOU TPIUNAVOU).
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e 'Eykuol pe BOeTikO anoTéAeopa oTto NIPT yia aveunAoesidia Tou
EUBPUOU Ba npenel va NApouv YEVETIKN OUNBOUAEUTIKA Kal Ba
NPENEl  va akKOAOUONOeEl OAOKANPWMEVN  UMNEPNXOYPAPIKN
a&lohoynon e duvaTtotTnTta OlayVWOTIKOU  EAEyXOU  Yid
enIBeBaiwon TWV ANOTEAEOUATWV.

e 01 &ykuol he apvnTikO anoTtéAeopa oto NIPT Ba npenel va sivai
EXOUV gniyvwon OTI autd HEIWVEl oNUAvTIKa TOV KivOUVO TWV
OTOXEUMEVWYV aveunAosidiov nou e&etalovral, aAAG Oev
eEao@alilel 0TI To EuBpuo dev naoxel. H miBavoTnTa TO £UBpUO
va naoxel and YeVETIKEC dIATAPAXEC nou dev a&loAoyouvTal ano
Tnv €&€taon Oa npenel va enikoivwvnBei. Akoun kai oTnv
neEPINTWON apvnTIKoU dnOTEAEOPATOGC N €YKUOC WMMopei va
eNIAEEEl va npoPei o dIAYVWOTIKEC €EETACEIC ApyOTEPA OTNV
EYKUpoouvn, 101aiTepa €dv napouciacBoUv unepnxoypa@ikd
gupnuara.

e 3TIC NEPINTWOEIC Onou Oegv €kdideTal anoTeAeopa and To
EPYAOTNPIO N Ta aAnoTeAéopaTa dev PnopoUV va EPPNVEUTOUV
(no-call) Ba npénel va evnUeEPWVETAl N €yKUOG OTI N anoTtuxia
TNG OOKIUNG OXeTiCeTal YE au&npeEvo KivOuvo aveunAoeldiag Tou
EUBPUOU va AABeEl NEPAITEPW YEVETIKN CUMPBOUAEUTIKN Kal vd
akoAouBnoel OAOKANpwWMEVN unepnxoypa@ikn a&ioAoynon kai
d1ayVwOoTIKOG EAEYXOC.

e Eav avixveuBei au&nuevn auxevikn dilapaveia n avwpalia kaTa
TNV unepnxoypagIikn €&Etaon, 6a npenel va NPOopEPETAl
YEVETIKN GUMBOUAEUTIKN Kal dIayVWOTIKOG EAEYXOC YIA YEVETIKEG
nabnosig, kKabwg Kal  OAOKANPWMEVN  UNEPNXOYPAPIKNA
a&loAoynon nou nepiAapBavel AENTOPEPES uneEpnXoypaPnua
oTIC 18-22 €Bdopadec kUNong yia Tnv a&oAoynon OOdIKWV
avwHaAiwv.

O1 napakdTw OUOTAOEIG Kal ouunepaouara Bacilovral O€ NePIOPICLIEV
n avenapkn &enioTnuovikn Tekunpiwon (Eninedo B)

e H xpnon eAelBepou epBpuikou DNA 0e eykUOUG ME
anoteAeopata au&nuevou kivOUVoOU OTov BIOXNHIKO €AEYXO
NPWTOU TPIMAVOU anoTeAEl Mia €niAoyn yla €ykUoug nou
eNBuPoUV va ano@uyouv To dIayVwaoTIKO €Aeyxo. Q0TOCO, Ol
E€YKUOI Ba npenel va evnuepwvovTal OTI N MNPOCEYYIoN auTn
Mnopei va kaBuoTepnoel TNV OpIOTIKN dl1ayvwaon Kal 6a anoTuxel
va gvTonicel kanola EPPpuUa HE XPWHOOWHATIKEG AVWHAAIEC.

e & KAIVIKEG MEPINTWOEIC EVOC ANOPOVWHEVOU unepnxoypapikou
OeikTn (soft marker) onwc unepnxoyevouc kapdlaknG £0Tiac,
KUOTEWV XOPIOEIdOUC MAEYPATOC, MUEAEKTACIAC, PPaAxeog
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Bpaxioviou r pnplaiou ooTou) onou Oev €Xel npayparonoinoei
NPO-CUMNTWHATIKOC EAEYXOC (screening) yia aveunAo€ldiec Tou
EUBPUOU, N EYKUOC Ba NpENEl va EVNUEPWVETAI OXETIKA PE TOV
KivOuvo aveunAosidiac nou OXeTI(ETAl PJE TO UNEPNXOYPAPIKO
gupnua kai Tn duvaToTnTa npayparonoinong eEEraon eAsUBEPOU
eUBpuUikoU  DNA, TeTpanAou  BIoOXNHIKOU  €A&yxou N
auVvIonapakevVTnongc. Eav npayparonoinoei ENEYXOG
aveunAo&ldiag kar o kKivouvog €ival XaunAog, ToTe dev undapxel
nepaITéEpw avaykn unoAoyiopgou Kivouvou. Eav napatnpnBouv
NEPIOCOTEPOI ANO £€vac unepnXoypagikouc OeikTeg, eival
anapaitnTn n YEVETIKN OUMPBOUAEUTIKN, N OUMBOUAEUTIKN anod
eEEIOIKEUPEVO 1ATPO OTNV EUBPUOUNTPIKA, N Kal Ta duo.

Aev undpyel pEB0dOG eAEyxou aveunAosidiac oe deiyya opou
nou e€ivalr T6oo0 akpiBnG oe dIOUHPEC KUNOEIC, OGO OE HOVIPEIC
Kunoeic. H nAnpo@opia auTtn np&nel va diveTal oTo nAaiolo TnG
OUMBOUAEUTIKAG npIv  onolodnnoTe £AEyX0 O TMOAUOUUEG
KUNOEIG,.

O €Aeyxocg pe eAelBepo DNA egival duvatod va npaypartonoinOei
oc OidUMEG  KUNOEIG.  ZUVOAIKG, n  anodoon  Tou
NPOCUNNTWHATIKOU EAEYXOU YIa Tpliowpia 21 pe eAeuBepo DNA
oc OidUMEC KUNOEIG €ival €vBappuvTikh, aAAd O GOUVOAIKOG
apIOPOC TWV NEPINTWOEWY NOU EXEI avapePBEei va Nnagxouv €ival
MIKPOG. AedOPEVOU TOU HIKpOU aplBuou naoXovrwv  €ival
OUOKOAO va npocodlopIoTEl Kal To akpIBEG NOCOOTO AViXVEUONG
yla Tpiowpia 18 kar 13.

Eneidn o npoeupuUTEUTIKOC YEVETIKOG EAEYXOG eV gival akpIBAc,
0 MPOYEVVNTIKOG EAEYXOC Kal N npoyevvnTikh diayvwon 6a
NPENElI va NPoopEPOVTAl 0 OAEC TIC eyKUOUG aveEapTnTa ano
TOV NPONYOUMEVO MPOEUPUTEUTIKO YEVETIKO EAEYXO.

O1 akoAouBec ouoTdoeic kal ouunepaouara Baocilovral KUpiwc oTn
ouvaiveon kai Tn yvwun guneipoyvwpovwy (Eningdo I):

H xpnon noAAanAwv npooeyyicewv E€AEyXoU O 0OpO Mnou
ekTEAOUVTAl aveEaptnTa ortnv idla kunon (n.X., BIOXNHIKOG
EAEYXOC MPWTOU TPIMAVOU Nou akoAouBeital kal ano PBioxnuiko
EAEYXO HE TETPANAO TeEOT) Oev ouvioTaTal, €neidf odnyei o€
anapadekTa uwnAd NMocooTO BETIKWV EAEYXWV KAl avTIPATIKN
EKTiNON KivoUvou.

2TIG NOAUBUNEG KUNOEIG, 0€ NepinTwaon eUPBpuUikoU BavaTou evog
eUBplou, e€&agaviobevrog Odidupou, [ avwuaAdiag nou
evTonifeTal o€ €va €E€PPpuo, undapxel onuavTikog Kivouvog
avakpiBoug anoTeAEouaATog  unoAoylopoU  kivduvou  yia
aveunAocidiec kKaTa Tov BIOXNHIKO EAEYXO O OpO N EAEYXOU ME
eAeUBepo DNA. AuTEG ol nAnpogopieg Ba npenel va gulnTouvTal
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ME Tov acBevh kal Ba npenel va npoo@epeTal dlAyVWOTIKOG
ENEYXOC.

e & KUNOEIC HE aOUVNOBIOTEC I NOAAANAEG aveunAoeldieg kKaTa Tov
EAeyxo He eAéBuepo DNA Ba npenel va napanepgnovTal yid
YEVETIKI OUMBOUAEUTIKA KAl CUPPBOUAN ano €EEIOIKEUPEVO 1ATPO

oTnNV EPRPUOUNTPIKN.

ISPD (International society of Prenatal Diagnhosis) 2023
AHAQZH

To NIPT ival Tnv nA€ov akpifn €E€Taon screening yiad TIC OUXVOTEPEC
AUTOOWMATIKEC aveunAosidiec (Tpiowpiec 21, 13 kail 18) og povnpeIg
KUNOEIG OTOV YEVIKO NMANBUOWO KAl O KUNOEIC UE AQUENUEVO KivOUVO
OTOV OUHBATIKO MPOYEVVNTIKO EAEYXO.

2Y2TAZEI>

1. =10 NIPT undpyouv Weudwc BeTIKG anoTeAEéouaTa. Q¢ ek Tou-
Tou, N ISPD ocuvioTa aven@uUAAKTa o€ OAEC TIG EYKUOUG MUE aAu-
Enuevo kivouvo ota anotedeopa NIPT va napExeTal YEVETIKN
OUMBOUAEUTIKN Kal dl1ayVvwOoTIKOC EAEYXOC €AV OKEPTOVTAl va
d1aKOWOUV TNV gyKupoaouvn.

2. To euBpuikd KAGOPa AanoTeAEI Yia ONPAVTIKR YETPNON NOIOTIKOU
eAEyXou, aAAd undapyxel onuavTikn diagoponoinon YHeTA&u epya-
oTnpiwv kal pyebodoloyiwv dokipwv. Ta epyaocTtnpla Ba npenei
va npaypartonolouv Tn OIKN TOUG E0WTEPIKN EMIKUPWON TOU O-
pPioU aviXVveuoncg Kal Tou opiou yia Ta anoTeAeouaTta «no call».

3. O1 napoxol (epyaoTnpia kai KAIVIKOi ylaTtpoi) 8a np&nel va £Xxouv
KaBlepwaoel TPONOUG via Tn dlaxeipion acBevwyv PE ANOTEAEOUA
«no call» anoté\eopa. AuTo pynopei va nepiAapBavel AentTopepn
unepnxoypaenua, npoo@opa enavaAnwng NIPT, evaAAakTikn &-
EETAON NPOCUPNTWHATIKOU EAEYXOU n/Kal dlayvwoTIKn €EETAON.

4. Edv eival Texvika eQIKTO, Ta epyacTtnpla 6a npenel va avantuo-
OOUV NPWTOKOAAG Yia Tov €vTonioho KAl TNV anokaAuyn uno-
nTNG KakonOsiac.

5. To NIPT yia TIC OUXVOTEPEG AUTOOWHATIKEG AveUNAoEIdieg ano-
0idel apkeTA KAAA WOTE va NPOCPEPETAl GTOV NPOCUUATWHATIKO
NPOYEVVNTIKO EAEYXO OTO MAQICIO TWV UNAPXOVTWV MPOCEYYi-
ocwv (primary or contingent screening).

6. To cupBoUAlo Tou ISPD avayvwpilel 0TI Ol EI0IKEG EKTIMNOEIG OTO
nAaiolo Twv NOANITIKWV Yyia TNV uyeia ennpealouv TIG ano@Aceiq
Kal Ta JOVTEAA EPApHOYNG.
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7. To NIPT yia SCA (Sex Chromosomal Abnormalities, aveunAogi-
diec @UAOU) €ival eENApKWG AKPIBEC WOTE va NPOOPEPETAl NaA-
PAAANAQ PE TOV EAEYXO QUTOCWHATIKWY AVEUNAOEIDIWV HE €10IKN
OUMBOUAEUTIKN Kal ouykatadeon npiv and tnv €EETaon.

8. QOoT000, AAAOI KOIVWVIKOI, OIKOVOMIKOI, MOAITIOTIKOI Kal nBikoi
NnapdyovTeC YNopEi va XpelaoTei va AngOouv unoyn oTIC ano-
(PACEIC NOAITIKNG UYEIQC OXETIKA PE TOV NANOUOMIAKO Mpocu-
MNTOHATIKO EAeyXo yia SCA. AnaiTouvTal NEPAITEPW HEAETEG yia
TNV a&loAdynon Twv EMNTWOEWV TNG npoopopag NIPT yia na-
BNoEIC XPWHOOTWHATWY QUAOU.

9. Aev undapyxouv enapkr dedopeva yia Tnv a&loAoynon TngG anodo-
oNG Kai TNG KAIVIKAG XpnoiyoTnTag Tou NIPT pouTivag yia RATs
(Rare Autosomal Trisomies). Enopévwg, To NIPT yia RATs dev
OUVIOTATAl OE PN €NIAEYPEVOUG NMANBUCOHOUC.

10. 'Onou dievepyeiTal €Aeyxoc yia RATs, n diaxeipion HYETaG ano
€va anoTeEAeoPa uwnAoU KIvOUvVoU anaiTeiTal GUPNBOUAR EI0IKWV
kal e€IdIKeUpEVN diaxeipion.

11. AOyw TnG peydAncg mibavotntag €va BeTikd anoTeAeopa NIPT
via éva RAT va unokpunter CPM, n agvionapak&vrnaon €ivail n
Hovadikr Kal nio KaTaTonioTIKN €E€TAON YIA TOV EURPUIKO Kapu-
oTUNO.

12. Edav oto NIPT undapxel €va anoteAeopa uynAou kKivouvou yid
TPICWHIA XPWHOOWHATOG MNOU UMOKEITAl O YEVWHIKA anoTunwon
(imprinting), ouvioTaTal AUVIONAPAKEVTNON UE KATAAANAEC HE-
AETEC yia TNV avixveuon UPD. 14. AnaiTouvTal NepPAITEPW Mpo-
ONTIKEG MEAETEC YIa TNV a&loAoynon OAwvV Twv NTuXwv Tou NIPT
yia RATs.

13. Aev unapxouv enapkn dedopeva yia Tnv a§ioAoynon Tng ano-
dooNng kal TnG KAIVIKNG XpnoipotnTac Tou NIPT pouTivag yia u-
NOMIKPOOKOMIKEG XPWHOOWMATIKEG aviooluyiec. 'Ewe OTou Ta
oedopeva anoTeAeopaTog sival &ekabapa kal anodeixdei  OTI
hMnopouv va avanapaxdouv, To NIPT yia UNOPIKPOOKOMIKESG Xpw-
HOOWMATIKEG aviooluyieg dev ouvioTaTal yia Tn ouvnen ¢po-
VTIOa PN €NIAEYHEVWV NMANBUCHWV.

14. 'Onou JdlevepyeiTal EAEYXOG YIA UMOPIKPOOKOMIKEG XPWHOOW-
MaTIKEG aviooluyieg, n Olaxeipion YETA and €va ANOTEAEOUA U-
wnAoU KIVOUVOU anaiTei OUPPBOUAEUTIKN WETA TNV €EETAON Kal
e&e1dIkeupevn diaxeipion.

15. To NIPT og 0Ao To yovidiwpa nou nepiAauBavel UNOUIKPOOKO-
NIKEG XPWHOOWHATIKEG aviooluyieg dev Ba npenel va BewpeiTal
oAOKANpwHEVN €EETaon yia 0Aa Ta naboyova CNV, kabwg noAAa
naboyova CNV eival katw and ta opia avaiuong Tou NIPT o€
OAO TO yoVvIdiwpa.

16. AnaiToUvTal NEPAITEPW MPOONTIKEG WEAETEG yia TNV a&loAo-
ynon oOAwv Twv nTuxwv Tou NIPT yia UNOUIKPOOKOMIKEC XPWHO-
OWMATIKEG aviooluyisg.
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17. To ouvOpopo eAAgigpaToc 22q11.2 anoTeAEi To nio Koivo ouv-
OPOMO HIKPOEAAEIPPATWY. MOVO pia YEAETN €XEl a&loAoynOEl TOV
gleyxo Baoel cfDNA yia To cUvOpopo 22ql11.2 pe YEVETIKN EnI-
BeBaiwon OAWV TWV OUPPETEXOVTWYV. AEV UNAPXOUV €NApK) Og-
dopeva yia Tnv a&ioAdynon TnG anodoaong Kai TnNG KAIVIKAG XPN-
oipoTnTacg Tou NIPT pouTivag yia padiko screening. Enopévag,
To NIPT d&v ouvioTdaTal yia Tn cuvnon @povTida Pn ENIAEYHEVOV
nAnbuopwv

18. 'Onou dievepyeiTal EAeyxoc yia paldlko screening, n diaxeipion
META ano €va anoTeAeopa uwnAou KivOUVOU anaiTei OUPBOUAN
€10IKwV Kal €EIdIKEUPEVN dlaxeipion.

19. AnaiToUvTal NEPAITEPW MPOONTIKEC UEAETEG yia TNV a&loAo-
ynon OAwvV TwV NTUXWV Tou Paldikou €AEyXOU screening HE
cfDNA.

20. Oa npenel va NpoopEPETAl TOUAAXIOTOV £va NPWIiKO UMEPNXO-
ypAdpnua nNpwIYou MpwTOU TPIMNVOU Yyia XpovoAoynon, Oia-
YyVwon noAudupng kunong kail sniBeBaiwon NG BIwoigoTNTAC
Tou guBpuou npiv anod Tn dievepyela NIPT.

21. >1a artopa nou emAg&youv To NIPT w¢ kUpId MPOCEYYION
screening, 6a npenesl va Nnpoo@EpeTal unepnxoypaenua 11-13
eBOONAdWV EPOOOV TO EMITPENMOUV Ol CUVONKEG.

22. e €YBPUO PE aVWHAAIEC OTOUG UNEPNXOUC, oupnepiAappBavo-
MEVNC TNG pETpNOoNS NT =3,5 mm, 6a npenel va npoo@pePeTal
d1ayVWOTIKOG €AEYXOC Kal a&loAdynon HE XPWHOOWUATIKESG MI-
KpOOuOTOIXieg, aveEapTnTa and To NPonyoUMEVO AMOTEAECHA
NIPT. Aev undapxel ouvaiveon OXETIKA ME TN XPNon €vaAAakTi-
KwV opiwv NT (onwg 3,0 mm n 990 ekatooTnuoOpIo) yia ToV Ka-
BopIouO TOU NANBUCUOU oTOoV onoio Ba NPENEl va NPooPEPETAl
dlayvwoTikn €€€Taon.To NIPT €ival To nio akpiBEC TECT NPOCU-
MOTWHATIKOU €AEYXOU YIA TIC KOIVEC AUTOOWNATIKEG AVEUMAOEI-
diec (Tpiowpieg 21, 13 kai 18) oe pun enAeypevouc NANBuUouoUC
ME Movnpn KUNON Kdadl o€ auTtoucg PJE NON YVWOTO AUENUEVO Kiv-
duvo. Mnopei va npoo@epBei o€ PJOVTEAA NPWTOYEVOUG N OUV-
00aoTIKOU NPOCUUNTWHATIKOU EAEYXOU HE OUYKEKPIUEVEG EKTI-
MNOoEIC AauBavovTag unowiv To NAQIoI0O TwV TOMIKWV NOAITIKNAG
uyeiag nou ennpeadouv TIC ANOPACEIC KAl Td HOVTEAA £PAPHO-
yng.

EIAIKA OEMATA

EMBPYIKO KAAZMA (FF: Fetal Fraction)

ACOG, ACMG, ISPD, SFMF

EpBpuUiko KAGoua

SUVSEopOC latpikev Tevetiotwv ENGSoc, SIME Abyouotoc 2023
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Avaloyia cfDNA epyBpUou oTn PUNTPIKNA KUKAOQoOpIia
KopugpwveTal (10-20%) peta&u 10-21 gBdoudadwyv KUNoNg

H akpiBic a&oAdoynon FF eEaogpalilel enapkeic noooTnTeEC
cffDNA yia a&ioniota anoTeAeopaTa

> Au&nuevog Kivouvog Weudwe apvnNTIKWV ANOTEAECUATWY av dgv
unoAoyileTal opBa

Y V V

BloAoyikoi unTpIKoi Kal ENBPUIKoi NapAyovTeg Ynopouv va ennpea-
oouv 1O FF

> MnTpIkO BApog, €BVIKOTNTA, KN PUOCIOAOYIKOG NAAKOUVTAG
(n.x. npogkAauyia)

> HAIkia kUnong, noAUdupn KUNon, anoBoArn evog didUpou, a-
veunAoesidia, IUGR

O1 KaTeuBUVTNPIEG YPAUMPEC TOVI(OUV:

> Tn onuaocia Tou FF kal Tov poOAo TwV gpyacTnpiakwv diadika-
OlWV Kal TNG BIoNANPopOpPIKNAG 0TN owaoTn YETPNON Tou FF yia
a&ionioTa anoTeAéopara

> O a&ionioTog eAeyxog e eAsUBepo DNA xwpic kKUTTAapa anaiTei
eAaxioto FF, nou ocuvnOwc unoAoyileTal o€ nepinou 2-4%»
(ACOG, 2020)

> 'OAa Ta epyaocTtnpla 6a npenel va nepiAauBavouv eva €udia-
kpiTo FF oTIc avapopec NIPS (ACMG 2016)

> To katwTepo opio Tou cffDNA yia a&ionioTto anoTeAeopa sivail
nepinou 4%» (ACMG 2016)

AIAYMEZ ka1 MOAYAYMEZ KYHZEIZ ISPD 2021

1. H xpnon Tou eAeyxou cfDNA npwTouU TPILAVOU YId TIG KOIVEG
AUTOOWMATIKEC TPIOCWHIEC €ival KATAAANAN yia diOUUEG KUNTEIC
AOYW ENAPKWV OTOIXEIWV MOU JEIXVOUV UWNAR aviIXVEUTIHO-
TNTA Kal XapnAd Yeudwc BETIKA NOCOOTA KME UWYNAN NPoyvVw-
oTikn a&ia. MéTpia ocuoTaon.

2. H dianiotwon auénuevou KivoUvVou O £va TEOT NPOCUMNTWHA-
TIKoU eAeyxou cfDNA og noAUBUUEC KUNOEIC Ba Npenel va ako-
AouBeiTal and oUPBOUAEUTIKNA KAl Npoo@opd diayVwaoTIKWV &-
EeTaoswy yia TNV eniBeBainon Twv anoTeAeopaTtwy. Ioxupn
ouoTaon.

3. Eival npoTIiyOTEPO TA EpYACTNPIA NMOU EKTEAOUV EEETACTEIC
cfDNA o€ noAuguBpuikeg KUNOEIG va AapBavouv unown T Cu-
yWTIKOTNTA (N.X. XOPIOVIKOTNTA, PUAO €UBPpUWYV, I0TOPIKO EU-
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BpuopeTapopac) yia Tnv opOn €punveia, TOOO TwWV ANOTEAE-
OMATWV TWV €EETACEWV, 000 KAl TWV EURPUIKWV KAQOUATWV.
METpia ocuoTaon.

4. 'Otav n €&€taon cfDNA anoTuyxavel, ouoThnVveTal JIEVEPYEIA U-
neEPAXwV Kal d1ayvwoTIKWV €EETACEwWV. EAv unapyel enapkng
XPOVOC, UNOpPEi €niong va €EETAOTEI TO EVOEXOUEVO €nNAvain-
wng . METpia cuoTaon

5. OI eNIAOYEG NPOCUNNTWHATIKOU EAEYXOU YIA TPIOUPEC KUNTEIC
dev gival noAAEG kal To cfDNA pnopei va anoteAéoel pia mibavn
genidoyn. QoTooo, 6a nNpenel NAVTA va NPOCPEPETAl dIAYVWOTI-
KOG EAEYXOG Kal va TovifovTal ol NEPIOPICHOI TWV JOKINWV NPo-
ouPNTWHATIKOU eAEyxou. AoBevic ouoTaon.

SCA (Sex Chromosomal Aneuploidies) XPQMOZQMATIKEZ A-
NEYNAOEIAIEZ TOY ®YAOY

Yno To npiopga TnG noAunAokoTnTac otov eAeyxo SCA kal otn diaxei-
pIoN UETA TNV €E£TACN, UNAPXEI AVAYKN YId CUCTACEIC AMO €MAyyeA-
MATIKEG €TAIpEieC. 'Exouv dnuoaoieuTel IEBVWC NEPIOPICUEVEC KATEUOU-
VTN PIEC 0dNnYieg, €10IKA YIA TOV NPOCUMNTWHATIKO eAeyxo SCA, ol o-
NOIEC MOIKIAAOUV OTIC OUOTAOCEIC TOUG. OpIoNEVOI UIOBETOUV HIa €ni-
TPENTIKA NPOCEYYION nou diVel MPOTEPAIOTNTA OTNV Napoxn NAnNPogo-
pPIWV KAl oTn AN ano@acewyv anod TougG XPNOTEC, EVW AAAOI aKOAOU-
BouUV JIa Nio MEPIOPIOTIKA NPOoeyylion, TovilovTac TIGC AVNOUXIEC OXE-
TIKA ME TIC MIBaveg BAGBeg Tou eAeyxou yia SCA.

> To ISPD cuvioTa 0TI OTav NPOCPEPETAl OTOUC UNOWNPIOUC YO-
veic NIPT, ©6a np&nel va €xouv Tnv €niAoyn va anodexTouv N va
anoppiyouv TNV avaiuon SCA.

> To ACMG napexel oa@n kabodnynon OXETIKA ME TOV MPOCU-
MNTWHATIKO EAeyxo yia SCA. H ACMG onueiwvel OTI N Xprnon Tou
NIPT via Tov €éAeyxo SCA €ival nA€ov ouvnBng, kabwg dev unap-
XEI AAAN €nIAoyn €AEyXOU YIA QUTEG TIG KATAOTACEIG. ZUVENWG,
N napoxn oUMPBOUAEUTIKNG NpPIV ano TNV €EETAoN Npenel va ne-
pIAauBavel nAnpo@opiec kal yia SCA. Autd nepiAapBavel nAn-
POpPOPIEC OXETIKA HE Ta WYeUdWC BETIKA N00o0OTA Kal TIC NIOAVEC
QITIEG AUTWV Kal TIG HETABANTEG Npoyvwoelg Twv SCA. MpoTeivel
eniong OTI YETA anod €va BeTIKO ANOTEAECHA, Ol XPrOTEC NPENEI
va NapanePnovTal o€ eKNAIOEUPEVO YEVETIKO oUHBOUAO Kal va
TOUG Npoo@epeTal dl1AyVWATIKN €EETAON.

> To ACOG UI0BeTel pIa oUdETEPN NPOCEYYION OTOV NMPOCUNNTW-
MaTIKO €Aeyxo SCA yevikd, aAAd OnUEIWVElI TOUuG NMPOCOETOUC
KIVOUVOUG WEUOWEG OETIKWV AMOTEAECHATWV TWV QPUAETIKWV
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XPWHOOWHATOC YIa aoOEVEIC MOU £XOUV NPONYOUNEVWC UNOBAN-
Bei og peTrapdoxeuon opyavwv Kdl TNV avaykn napoxnc oup-
BOUAEUTIKNG OXETIKA PE TUXAIA UNTPIKA €upnuara.

Mia koivn eniTponr Tou BaoilAlkoU KoAAgyiou MaisuTRpwv
kal FuvaikoAoywv TnG AuoTpalAiag kai TnG Néag ZnAav-
diag kai1 Tng ETaipeiag Avlpwnivng FeveTikng Tng Au-
oTrpaAacgiag Bswpei To NIPT w¢ anodekTo TECT NPWTNC YPAU-
MNC VIO EYRPUIKEC XPWHOOWHNATIKEC AVWHAAIEC OTO NPWTO TPI-
MNVO Kal GUCTAVEI Napoxr OCUMBOUANG npiv ano Tnv eEEraon o-
nou Ba npenel va nepiAauBavovral nAnpo@opieg yia SCA. 2n-
MEIWVETAl 0 HETABANTOG KAl YEVIKA AMIOC paivoTunog Twv SCA,
n nepiopiopevn akpipfeia Tou NIPT otnv avixveuon SCA kai n
MnoeavoTnTa Yeudwc BETIKWV ANMOTEAECUATWV.

>710 Hvwpévo Baaoilelo, To Nuffield Council on Bioethics ou-
vioTa va pnv xpnoipgonoigital n NIPT SCA. To SuuBoUAio guvi-
OTA OUYKEKpPINEVA OTouG napoxouc NIPT va unv npoogpepouv
TOV NPoadIopIoHO TOU PUAOU TwV eUBPUWYV, EKTOC €AV UNAPXEI
avnouxia oTI To EuBpuo NAoxel anod KAIVIKA ONUAvTIKn aveu-
nAogidia Tou UAoU | puAooUvOeTN diaTapaxn.

Koivy dnAwon Tng ESHG kai Tng ASHG ouvioTad eniong va unv
yiverar xprion Tou NIPT yia SCA. OI cuyypa®Eic onUEIOVOUV
OTI 0 €Aeyxoc SCA, OXI HOVO eyeipel NOIKEC avNOUXIEC OXETIKA
ME TNV EVNUEPWON KAl TNV Napoxn cuhBouAnG, aAAd eniong
KIVOUVEUEI va avTIOTPEWYEI TNV oNUAvTIKN MEiwon TwV eneppa-
TIKWV JOKIJWV NOoU ENITELXONKE YE TNV €papuoyn Tou NIPT via
TIC aveunAoe€ldiec. Mia eninA€ov avnouxia €ival 0Tl 0 EAEYX0C
yia SCA ano6 Tto NIPT 6a kataornogl aduvartn Tnv anopuyn na-
POXNG MANPOPOPIWV OXETIKA UE TO EUPPUIKO PUAO O ATONA
NouU PNopEi va BEAoUV va To Xpnoigonoinoouy yia diakonn 6n-
AewVv guBpUWYV Ot 101AITEPA KOIVWVIKOMNOAITIONIKA NAaioia.

2YMMNEPAZMATA

'OAgG o1 kaTeuBuvTAPIEG 0ONYiEC OUPPWVOUV OE:

7
L X4

To NIPS (NIPT) anoteAei TnVv nA€éov a&ioniorn H€G0JO yida
TNV NPOYVWOoN TNG TRICWHIAG 21, Tpiowpiag 18, TpiowHiag
13 oT1o £uBpuUo. Ta oToixeia katadeikvuouv OTI yId HOVNPEIG
KUNOEIG Ta nooooTd avixveuong NIPS eival yia Tpiowpia 21
98.8%, yia Tpiowpuia 18 98.83%, yia Tpiowuia 13 92.85% kali
yia AveunAoeldiec Tou ®UAou 99.6%.

Ta anoTteAéopgara uynAou kKivdUvou Oa npénel va enipe-
BaiwvovTal HE d1ayvwoTIKn HEB0JoO.
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X/
o®

O1 €ykuol Ba npenel va €K0UV TNV €uKkdlpia va evnuepwvovTal
NPOKEIYEVOU va enmAe€ouv av Ba anodexTouv ) Ba anoppiywouv
Tnv €€€Taon NIPT.

L)

¢

H oupBOUAEUTIKA €ival anapaitnTn Npiv Kal JETA Tnv €€€Taon
OXETIKA JE TA OUVOAIKA OPEAN, TOUC KIVOUVOUC Kal TOUC MEPIO-
pIopOUC.

o
%

< 'Eykuol pe OeTik0 anotéAeopa oro NIPT yia aveunAosidia Tou
EUBPUOU Ba npeEnesl va NApouv YEVETIKI OUPPBOUAEUTIKNA Kal Oa
NPENEl  va aKOAOUONOEl OAOKANPWHEVN  UMNEPNXOYPAPIKN
aflohoynon pe duvaTtotTnTta OlayVvWOTIKOU  €AEyXOU  vid
eniIBeBaimwon TWV ANOTEAEOUATWV.

< 01 €ykuol Pe apvnTikG anotéAeopa oro NIPT 6a npénel va
EXOUV €niyvwaon OTI auTd MPEIWVEI onUavTika Tov KivOuvo Twv
OTOXEUMEVWY aveunAosldiwv nou e€&etalovTtal, aAAG Odev
eEaopalilel 611 To €uBpuo dev ndaoxel. H miBavoTnTa To EMRpPUO
va NAoxel anod YEVETIKEG dlaTapaxeg nou dev a&ioAoyouvTal ano
TNV €&€taon 6a npenel va enikolvwvnBei. AkOPNn kal oTnv
nEPINTWON apvnTikoU aNOTEAECHATOG N €YKUOG MMNOPEI va
eNIAEEEl va npoBei oe O1AYVWOTIKEG €EETACEIC apyOTEPA OTNV
EyKUpoaouvn, 101aiTepa €av napouciacboUv unepnxoypa@ika
gupnuara.

< To npoyevvnTIKO YEVETIKO screening (BIOXNUIKO ME 1 XwPIG
METPNON auxevikng diagaveiac NT - ) To screening Pe EAeUBEPO
EUBpUiIkO DNA) kal n enepBaTikn npoyevvnTikn diayvwon (CVS
N aPviakd uypd) npenel va oulntnbouv pe To Ceuyapl wg
ENIAOYEC Kal va npoogepovTal OE OAEG TIG €yKUOUG,
ave€apTATWG nNnAkiag N kivouvou yid XPWHOOWHATIKEG
avwpaiec.

*,

< 2& OAEG TIC EYKUOUG Ba nNpenel va Npoo@PEPETAl uneEpNXoypapnua
O0eUTEPOU TPIKMAVOU YIA AVATOMIKEG avwpaAieg Tou euppuou,
KaBwg auTeg eival duvaTtd va UPavioTouV HE 1 Xwpic euPpuikn
aveunAoeidia. Idavika, autd npaypartonoisital Jera&u 18 kai 22
eBOONAdwWY KUNONG (ME N Xwpic AAQa-guBpuikn NpwTEIvN
MNTPIKOU 0poU OeUTEPOU TPIUNAVOU).

< ZTIG NEPINTWOEIG Onou dev €kdideTAl anoTeAeopua and To €pya-
OTAPIO I Ta anoTeAeopaTa dev PUNOpouv va gppnveuTolv (no-
call) 8a npEnel va evnuepwVETal n €ykuog OTI N anoTuyia Tng
OOKIUNG OXETICETAl PE AUENPEVO KivOuvo aveunAosidiag Tou -
BpuUou kal va AABRel NEPAITEPW YEVETIKN CUPBOUAEUTIKN. ZUOTN-
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VETAI VA akoAouBnoel oAOKANPWHEVN UNEPNXOYPAPIKH a&loAO-
ynon, npoogopd enavaAnywnc NIPT, evaAAakTikn €E€Taon npo-
oUMNTWHATIKOU €AEyXOU f/Kal dIayVwaoTIKN €EETAON.

< Eav avixveubei au§nuévn auxevikn diagpaveia n avwpaiia
KaTa TNV unepnxoypapikn €EETaon, 6a npénsl va NnpoopEPeTal
YEVETIKI OUMBOUAEUTIKN Kal d1ayVWOTIKOG EAEYXOG YIA YEVETIKEG
nadnoeig, kKabwg Kal  OAOKANPWHEVN  UMEPNXOYPAPIKN
a&lohoynon nou nepIAapBavel AeNTOPEPEC unepnxoypapnua
oTIC 18-22 €Bdopadsc kUNong yia Tnv a&oAoynon OOPIKWV
avwPaAioV.

< JuoTnveTtal o€ OAec TIC kunoeig NIPS screening yia 22g11.2
deletion syndrome (DiGeorge syndrome) (ACMG, 2022). Aev
undapyouv KAaTEUBUVTAPIEC odnyisg yia AAAEC
UMNOMIKPOOKOMNIKEG XPWHOOWHUATIKEG aviooluyieg.

% 'Ooov apopd oto NIPS yia XpwWHOOWHATIKEG AVEUNAOEIDIEG
TOoU ®UAOU (SCA), 0l CUCTACEIC TWV ENAYYEALATIKWV POPEWV
dliotavtal. Ynep eivar ISPD, ACMG, oudeTepn n oTdon Tou
ACOG, BaoiAikou KoAAeyiou Maleutnpwv kalr FuvaikoAoywv
AuoTpaAiag kal Neag ZnAavdiag, Tng ETaipeiag AvBpwnivng
FeveTIkNG TNG AuoTpaAaciac kal apvnTmikn Twv ESHG, ASHG,
Nuffield Council on Bioethics (UK).

% Eival anapaitnTo va unoAoyileTal opBa kai va avaypa@eral ota
anoTeEAECNATA TO NOCOOTO TOU EMPBPUIKOU kKAdaopartog (fetal
fraction: FF). To euBpuikO KAGoua anoTeAEl Yia onPavTiKn HE-
TPNON MNOIOTIKOU EAEYXOU, AAAG uNApXEl oNUAvTikh d1apoponoi-
non MeETa&u epyaoTnpiov kal pebodoloyiwv dokigwy. Ta epya-
oTnpla 8a npenel va npayparonolouv Tn OIKN TOUC €0WTEPIKN
ENIKUPWON TOU OPioU aviXxVEUONG KAl TOU OPioU YIa TA AMNOTEAE-
opaTta «no call».

% To NIPT &ival a&onioTo kail yia diOUHEG KUNOEIG.

< Ta Tnv enidoyn peTa&l ARYPnNG Xoplakwv Aaxvwv (CVS) i a-
HVIONApAKEVTNONG kaTtoniv anoteAeopatog NIPT au&nuevou
KIvOUvVou, Oev undpxouv KaTeuBbuvTnpleg odnyieg ano enayyeA-
MaTikoUG @opeic. And ONUOOCIEUHUEVEG WEAETEG MpOTEivovTal Ta
€€nc: MNa xpwpoowparta Je uwnAa nocgoota CPM (Tpiowpia 13,
Hovoowuia X Kal ondaviegc aUTOOWNATIKEG TpIowHiec [RATs]), 6a
npenel va e€eTaleTal To evOEXOMEVO APVIONAPAKEVTNONG, €AV TO
UneEPNXoypa@nua NpwToU TPIPAVOU €ival gualoAoyiko. Ma Tn
Hovoowpia X oe cfDNA peTa and kavoviko gUPBpuikd diayvw-
OTIKO EAEYXO UE apVIONAPAKeVTNON Kal 6a npenel va AayBaverai
UNoOWIV O MNTPIKOG KaApuoTumnog yia Tnv méavornta xaunAou

JUvbeopog latpikwy Mevetlotwy EANGSoG, 2ITE AUyouoTtog 2023

13/17



HwoaikiopgoU Tpiowpiag X. Ze nepintwoelg cfDNA pe Tpiowyia
nou nepiAauBavel eva XpwHOOWPA HE ANOTUMNMWMPEVA yovidia
(imprinting) (xpwp. 6, 7, 11, 14, 15 ka1 20), ouoThveTal n AnWn
HME auvionapakevTNon Kal €av Ta anoTeAEOPATA €ival puUCIOAO-
YIKA, va aKOAOUBEI POPIaKOC EAEYXOC MOVOYOVEIKNG OIoWMIAg
(UPD). ZTnVv nepinTwon auénuévou Kivouvou yia Tpiowpia 16
oto NIPT kal ungpnxoypagikd QpualoAoyikoU euBpuou, ouoTn-
VETAI £€va AENTOMEPEC UNEPNXOypPAPNUa avanTtuéng TpiTou TpI-
hunvou. MNa aoBeveic pe NoAAanAd anoTeAeopaTa aveunAosgidiwyv
oto NIPT, 6a npenel va e&eTaleTal To evOEXOUEVO €EETAONC YIA
KakonOela TnNG UNTEPAg .

% € KUNOEIC JE UNEPNXOYPAPIKA EUPAKATA KAl YOVEWV (POPEWV
XPWHOOWHATIKWV avadiaTa&ewy, ouvioTaTal €nEPRATIKR Mpo-
YEVVNTIKA didyvwaon.

EIAIKEZ ANA®OPEZ

ACMG. Systematic evidence-based review: Noninvasive prenatal
screening (NIPS) for fetal chromosome abnormalities in a general-
risk population: An evidence-based clinical guideline of the American
College of Medical Genetics and Genomics (ACMG) Genetics in
Medicine 2023 Feb;25(2):100336. doi: 10.1016/j.gim.2022.11.004.

ACOG. Committee on Practice Bulletins—Obstetrics. Committee on
Genetics; Society for Maternal-Fetal Medicine. Practice Bulletin 226,
Screening for Fetal Chromosomal Abnormalities: ACOG Practice
Bulletin, Number 226. Obstet Gynecol. 2020 Oct;136(4):e48-e69.
doi: 10.1097/A0G.0000000000004084. PMID: 32804883.

ACMG. Systematic evidence-based review: Noninvasive prenatal
screening (NIPS) for fetal chromosome abnormalities in a general-
risk population: An evidence-based clinical guideline of the American
College of Medical Genetics and Genomics (ACMG) Genetics in
Medicine 2023 Feb;25(2):100336. doi: 10.1016/j.gim.2022.11.004.

Becking EC, Schuit E, van Baar de Knegt SME, Sistermans EA, Hen-
neman L, Bekker MN, Scheffer PG. Association between low fetal frac-
tion in cell-free DNA screening and fetal chromosomal aberrations: A
systematic review and meta-analysis. Prenat Diagn. 2023
Jun;43(7):838-853. doi: 10.1002/pd.6366. Epub 2023 May 17.
PMID: 37143173.

JUvbeopog latpikwy Mevetlotwy EANGSoG, 2ITE AUyouoTtog 2023

14/17



Bedei I, Gehrke T, Gloning KP, Meyer-Wittkopf M, Willner D, Krapp M,
Scharf A, Degenhardt J, Heling KS, Kozlowski P, Trautmann K, Jahns
KM, Geipel A, Baumdliller JE, Wilhelm L, Gottschalk I, Schréer A, Graf
A, Wolter A, Schenk J, Weber A, Van den Veyver 1B, Axt-Fliedner R.
Multicenter clinical experience with non-invasive cell-free DNA
screening for monosomy X and related X-chromosome variants.
Prenat Diagn. 2023 Feb;43(2):192-206. doi: 10.1002/pd.6320. Epub
2023 Feb 9. PMID: 36726284.

Dondorp W, de Wert G, Bombard Y, Bianchi DW, Bergmann C, Borry
P, Chitty LS, Fellmann F, Forzano F, Hall A, Henneman L, Howard HC,
Lucassen A, Ormond K, Peterlin B, Radojkovic D, Rogowski W, Soller
M, Tibben A, Tranebjzerg L, van El CG, Cornel MC; European Society
of Human Genetics; American Society of Human Genetics. Non-inva-
sive prenatal testing for aneuploidy and beyond: challenges of re-
sponsible innovation in prenatal screening. Eur J Hum Genet. 2015
Nov;23(11):1438-50. doi: 10.1038/ejhg.2015.57. Epub 2015 Mar
18. Erratum in: Eur J Hum Genet. 2015 Nov;23(11):1592. PMID:
25782669; PMCID: PMC4613463.

van Eekhout JCA, Bekker MN, Bax CJ, Galjaard RH. Non-invasive pre-
natal testing (NIPT) in twin pregnancies affected by early single fetal
demise: A systematic review of NIPT and vanishing twins. Prenat Di-
agn. 2023 Jun;43(7):829-837. doi: 10.1002/pd.6388. Epub 2023
May 31. PMID: 37226326.

Johnston M, Warton C, Pertile MD, Taylor-Sands M, Delatycki MB, Hui
L, Savulescu J, Mills C. Ethical issues associated with prenatal screen-
ing using non-invasive prenatal testing for sex chromosome aneu-
ploidy. Prenat Diagn. 2023 Feb;43(2):226-234. doi:
10.1002/pd.6217. Epub 2022 Aug 27. PMID: 35929376.

Hui L, Langlois S. Prenatal screening and diagnosis of sex
chromosome conditions: The new normal? Prenat Diagn. 2023
Feb;43(2):131-132. doi: 10.1002/pd.6323. Epub 2023 Feb 4. PMID:
36690923.

ISPD. Position Statement. Palomaki GE, Chiu RWK, Pertile MD, Sis-
termans EA, Yaron Y, Vermeesch JR, Vora NL, Best RG, Wilkins-Haug
L.: cell free (cf)DNA screening for Down syndrome in multiple preg-
nancies. Prenat Diagn. 2021 Sep;41(10):1222-1232. doi:
10.1002/pd.5832. Epub 2020 Nov 15. PMID: 33016373.

JUvbeopog latpikwy Mevetlotwy EANGSoG, 2ITE AUyouoTtog 2023

15/17



ISPD. Position statement from the International Society for Prenatal
Diagnosis on the use of non-invasive prenatal testing for the detec-
tion of fetal chromosomal conditions in singleton pregnancies. Hui L,
Ellis K, Mayen D, Pertile MD, Reimers R, Sun L, Vermeesch J, Vora
NL, Chitty LS. Prenat Diagn. 2023 Jun;43(7):814-828. doi:
10.1002/pd.6357. Epub 2023 May 16. PMID: 37076973.

La Verde M, De Falco L, Torella A, Savarese G, Savarese P, Ruggiero
R, Conte A, Fico V, Torella M, Fico A. Performance of cell-free DNA
sequencing-based non-invasive prenatal testing: experience on
36,456 singleton and multiple pregnancies. BMC Med Genomics.
2021 Mar 30;14(1):93. doi: 10.1186/s12920-021-00941-y. PMID:
33785045; PMCID: PMC8011149.

LuoY, Hu H, Zhang R, Ma Y, Pan Y, Long Y, Hu B, Yao H, Liang Z. An
assessment of the analytical performance of non-invasive prenatal
testing (NIPT) in detecting sex chromosome aneuploidies: 34,717-
patient sample in a single prenatal diagnosis Centre in China. J Gene
Med. 2021 Sep;23(9):€3362. doi: 10.1002/jgm.3362. Epub 2021 Jun
14. PMID: 33973298.

Mardy AH, Norton ME. Diagnostic testing after positive results on cell
free DNA screening: CVS or Amnio? Prenat Diagn. 2021
Sep;41(10):1249-1254. doi: 10.1002/pd.6021. Epub 2021 Aug 25.
PMID: 34386984.

Nuffield Council on Bioethics. Non-invasive Prenatal Testing: Ethical
Issues (Review of Activities since Publication) [Internet]; 2018. [cited
2022 Feb 15]. https://www.nuffieldbioethics.org/assets/pdfs/Nuf-
field-Council-NIPT-review-of-activites.pdf

Screening for Down’s syndrome, Edwards’ syndrome and Patau’s syn-
drome: NIPT - GOV.UK (www.goVv.uk)

SOGC-CCMG Guideline: Update on Prenatal Screening for Fetal An-
euploidy, Fetal Anomalies, and Adverse Pregnancy Outcomes. Audi-
bert F, De Bie I, Johnson JA, Okun N, Wilson RD, Armour C, Chitayat
D, Kim R. No. 348-Joint J Obstet Gynaecol Can. 2017.Sep;39(9):805-
817. doi: 10.1016/j.jogc.2017.01.032.

Shear MA, Swanson K, Garg R, Jelin AC, Boscardin ], Norton ME,
Sparks TN. A systematic review and meta-analysis of cell-free DNA
testing for detection of fetal sex chromosome aneuploidy. Prenat Di-
agn. 2023 Feb;43(2):133-143. doi: 10.1002/pd.6298. Epub 2023 Jan
8. PMID: 36588186; PMCID: PMC102687809.

JUvbeopog latpikwy Mevetlotwy EANGSoG, 2ITE AUyouoTtog 2023

16/17



Touch-phone B, Lindsay C, Langlois S, Little J, Rousseau F, Reinharz
D. Non-invasive prenatal testing for the prenatal screening of sex
chromosome aneuploidies: A systematic review and meta-analysis of
diagnostic test accuracy studies. Mol Genet Genomic Med. 2021
May;9(5):e1654. doi: 10.1002/mgg3.1654. Epub 2021 Mar 23.
PMID: 33755350; PMCID: PMC8172189.

JUvbeopog latpikwy Mevetlotwy EANGSoG, 2ITE AUyouoTtog 2023

17/17



