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> TNV MOPEIA LIaC O1Iad0POUNG
MOU OUVEXWC AVAVEWVETA!

IAEG kal diol,

Bewpw TIUA JIKA JOU KAl TWV CUVEPYATWY Tou KEVTPoU EAEYOQ OE va cag napoucid-
OW TO KEVTPO WAG MOU OTNV CNUEPIVA Tou Hopdr Asitoupyei and 1o 2011 (aioiwg oAoOKAN-
pwoape 15 xpovia AsiToupyiag). To KEVTPO Pag NON €xel ENIPEPEI CNUAVTIKEG TOUEG OTOV
€uaioBnTo XwPo TNG uyeiag TN NYNAIKAX nou apopoUv ToV TOUED TNG EMPRPUIKAG IATPRIKAG AAAd Kal TOV
Tou€a TG MeveTiKAg Kal Moplakrig BioAoyiag.

O1 ToUéG auTEG adopoUv TOoo TNV aneikdvion (Unepnxoypadikdg EAeyXog epBpuou, AYXENIKH AlA-
QDANEIA, unepnxoypddnua B EMIMNEAQY, unepnxoypddnua DOPPLER T Tpiurivou) AC0 Kal TOV EpYACTN-
plakd Topéa Pe TNV avdanTugn epyacTtnpiou MOPIAKHZ BIOAOTIAL KAI FTENETIKHZ-KYTAPOIENETIKHE.
To KEVTPO Hag sival EEoNAICUEVO PE Ta NAEOV UNEPOUYXOOoVA UNXAVALUATA, OTEAEXWHEVO UE Kopudai-
OUG EMNICTAKOVEG NMoU £XOUV ONOUDES Kal eunelpia dxI udvo oTnv EAAGSa aAAd Kal oTo EEWTEPIKO.

MeTd TnVv enioTpodn Hou, To £1og 1990, and TIG UETEKNAIOEUTIKES ONMOUSES ou oTo MAPIZI, 6To vo-
ookopeio “COHIN TARNIER LA ROCHEFOUCAULD?”, paieutripio PORT POYAL cav VOOOKOUEIaKAG yia-
TPOG, Ndvw OTNV €URPUIKNA 1ATPIKA Kal TOV NPOYEVVNTIKO EAEYXO AAAd Kal TIG CUVEXOUEVES UETEKNAI-
deloelg you, unoTpodia cupBouAiou TNG Eupwnng, pou dnuioupyABnKe n eniBupia va dnuUIoupyAow Kal
oTnv KPHTH oAokAnpwuéveg douég unnpeciwv uyeiag yia Tnv F'YNAIKA, To £uBpuo Kal Tnv odyxpeovn
€MIOTAUN TNG YEVETIKAG Kal Moplaknig BioAoyiag.

MeTd and apkeTd Xpdvia SOUAEIAg oToV TOPEQ TNG EUPBPUIKAG 1IATPIKAG HWE TNV OIAXEIPIoN KUNCEWY,
TNV npaydaTonoinon aneikovioTIKoU eAEyXOU oTa EUBpua Kal TNV npayuatonoinon eneuBatikwy npd-
Eswv oTnv KUNon (apvionapakévtnon, AMWn TeodoBAACTNG, HUwoN o NOAUOUUES KUACEIS), To 2011
OAOKANPWOAUE TIG UNNPECIEG YAg LE TNV SNUIOUPYIa TOU EpyacTnplakoU TOUEa HOPIaKAG BioAoyiag kal
FEVETIKAG - KUTTAPOVYEVETIKAG KABWS Kal TV avanTugn eniNAE0OV UNNPECIWV UYEIAS yIa TNV yuvaika Kal
To Ceuydpl og eninedo Tng andAuTng e&eidikeuong.

Mé€oa oToug okonoUug uag gival va BonBricoupe éxi udvo Tn yuvaika, aAAd kal Ta euydpida Nou avTl-
peTwniCouv NpdRANua otnv andkTnon naidiky. MNa Tov okond auTtd Pe Tnv BonBesia TG oUyxXpovng Te-
XVoAoyiag nou SIaBEToUPE OE PNXavARATA UNEPAXWY Kal HOPIAKWY-KUTTAPOVYEVETIKWY EEETACEWY, Ei-
HaoTe og B€on va npayuatonoloUpe dAo To pdoua eAEyXwWY Nou apopouyv To yevvnTikd cUoTnua oTnyv
YUVAIKA KAl TWV YEVETIKWV-KUTAPOVYEVETIKWY EAEYXWV TOU AvOPa Kal TNG yuvaikag. EEGAAoU n unoyovi-
uATNTa Oev NPENel NAEOV VA AVTILETWNICETAI WG «TAMMOUY, AAAG SUVAUIKG, UE TNV KATAAANAN aywyr Kal
eEaTopIKEUUEVA KpITARIA Mou Ba npokUyouve péoa and TIG eI0IKEG eEETACEIG.

‘ETOI, TOUG EMNICKENTEG MOU MPOCEPXOVTAl OE UAG TOUG NMPOCHEPOUE Wia OAOKANPWUEVN NAPOXN
UNNPECIWV OTOUG TOUEIG TNG KUNONG, TNG YUVAIKOAOYIAG, TNG HOPIAKnG BIoAoyiag Kal YEVETIKAG - KUTTA-
POVEVETIKNAG. Mg ENICTAUOVEG KAl UNXAVAUATA TEAEUTAIAg TEXVOAOYIaG.

‘EXovTag GpoVTIoE! yia Hia oOAOKANPWUEVN IATPIKA dpovTiOa e TNV andAuTn eEeIBikeuon TWV ENIOTN-
HOVIKWY CUVEPYATWY, UE NARPN ASIToUpYIKOTNTA, Aveon Kal acdAAEId Kal e unooTrpIiEN and Ta NnAEov
ouyxpova cucTAuaTa NANPodopIKAG oTN SIaxEipion Tou IaTpikoU dakéAou, anoBAENOUE oTny dueon,
€UaIoONTOMNOINUEVN, OWOTH Kal EEATOUIKEUHEVN NPOCEYYION KAl AVTILETWNION TWV EMNICKENTWV.

Ye autd TO eneTelakd TEUXOG yia Ta 15 xpdvia ASIToupyiag Tou TUAKATOG YEVETIKAG Kal JopIakrig Bi-
oAoviag Tou EAEYEQ OE, ppovTicaue va pirdo&evricoupe dpBpa and SIaKEKPIUEVOUS EMICTHIOVES, MOU
0 KaBEvag EexwploTd €xel va enideiel peydAo £pyo GToV TOUEA TOU, MOoU avadEPOoVTal OTNV XPHoN Twv
EMNITEUYMATWY TNG VEVETIKASG Kal HOPIAKAS BloAoyiag, oTnv epapuocuévn IATPIKA Kal OEpaneuTIKA Npa-
KTIKA KaBWg NBIKA Kal SeoVTOAOVYIKA MEoBARUATA Nou NPoKUNTOUVE and TNV XPron auTth.

XapdAaunog Mnatdkng
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EAEYOQ O.E.

XAP. MIMNATAKHX & ZI1A

o DNA gival To yeveTikd UAIKO SAwV

TV JWVTAVWV OPYAVICUWY Kal ne-

PIEXEI TIG NANPODOPIES VIa TN Soun

Kal TN AgIToupyia Toug. H kaTtavon-
on TG doung Tou DNA 1O 1953 punopei va Be-
wpnBei N yeyaAlTepn €MICTNUOVIKA avakd-
Aupn Tou 200U AIVA VW TO HEYAAEINDEG
€niTeuyda TNG XapToypddpnong Tou avepw-
MIVOU YOVISIOUATOG MOU OAOKANPWONKE TO
2003 anoTéAsoe TN Bdon yia Tnv BaBuTepn
HEAETN NOAAWY ACOEVEIWV.

O1 edpapuovEég Tou DNA oTnv laTtpikn &i-
val avapiBunTeg kal apopouv o €va supu
ddoua Top€wy, dnwg TNV FuvaikoAoyia, TNV
KapdioAoyia, Tnv OykoAovyia, Tn NeupoAoyia,
TNV NaidiaTtpikn, TNV MaboAoyia, aAAd kal TNV
YnoBonBouuevn Avanapaywyry KAvovTag
£TOI TIG YEVETIKEG €ETACEIG va €ival NANPWG
EVTAYUEVEG OTNV KAIVIKN NPJdgn.

O1 e&eTdoeig Moplakng BioAoyiag kai lNe-
VETIKAG €X0OUV WG okond Tn didyvwon Twv
VEVETIKWV NaBrocwy, akOua KAl O MPOYEV-
vNTIKO €ninedo, eMITPENovVTAg TNV £ykaipn
napgupBaocn kail KatdAAnAn dSiaxesipion Tou
KABe nepioTaTikoU. Ol VEVETIKEG €EeTACEIG
nePIAAUBAVOUV TIG LOPIAOKESG avAAUCEIG Ol
onoieg avadntouv aAAayEg oto DNA og gni-
nedo VOUKAeoTIOIoU og €va 1 neplocdTEPA
yovidla Kal TIG KUTTAPOVYEVETIKEG aVAAUCEIG
nou eA€yxouv Tn Soun Kal Tov aplOud Twv
XPWHOOWUATWV.

M0 CUYKEKPIUEVA Ol UOPIAKEG avaAUCEIG
XwPICovTal oTIG NapaKATW YEVIKEG KATNYOPI-
€G

1. ZTOXEUMEVN aviXVeEuon NApAaAAaywy oTo

YEVETIKO UAIKO. O1 €EsTAOEIC QUTEG avi-

XVEUOUV CUYKEKPIUEVEG, KA XQpAKTNPEI-

OUEvVEG NapaAAayeg. MpayuaTtonoliouvTal

15 XPONIA EAEYOQ OE: Y XPONO EPrArTHPIO MOPIAKHYE BIoAOTIAY KAI THE TENETIKHE: [N

oTav undpxel unowia via Jia CUYKEKPI-
JEVN YEVETIKA dlaTapaxr NPOoKEIUEvouU
va eniBeBaiwdsei f; va anokAesioTei n did-
yvwon. Mnopouv eniong va npayuaTto-
rnoinBouUv OTO OIKOYEVEIOKO MEPIBAAAOV
atépou nou ival ywvwoTd Tl dEPEl ou-
VKEKPIUEVN NApaAAayn.

2. AvaAuon yovidiakoU ndveA. Mg Tig e&e-
TACEIG AQUTEG €MITPENETAl N TAUTOXPO-
vn avdAuon NoAAWV yovidiwv nou sival
YVWOTO OTI MPOKAAOUV UIA CUYKEKPIUEVN
aocBgévelq, cuvdpouo n paivoTuno.

3. FeveTikég avaAuoelg HeydAnG KAiJakag.
TNV KATnyopia auTth avAkouv N aAAn-
AoUuxion OAOKANPOU TOU YOVISIWUATOG
(whole genome sequencing) {1 oAOKAN-
POU TOU AsgITOUpYIKOU  YOVISIOUATOG
(whole exome sequencing) KaBwg kai o
OUVYKPITIKOG yovISIwUaTIKOG YRPISIoUOG
(Array CGH) yvwoTdg Kal wg « Moplakdg
Kapudtunogy.

H kuTTapoveveTikr avdAuon (KapudTu-
rnog) eival n xaptToypddnon OAWY TwWV XPw-
HOOWUATWY £vOg aTOUOU VIA TOV EVTONIOUO
SOUIKWV 1 apIBUNTIKWYV avwpaAiwy. O Ka-
PUATUNOG WMOpPEsi va yivel og mpoyevvnTi-
KO oTAdIO yia TN SIAYVWON XPWHOCWHIKWY
dlaTapaxwyv oTo £URPUO. XPWHOOWUIKOG
£AEYXOG Unopsei va npayuatonoin®si eniong
oe Ceuydpla Je enavaAapBavoueveg anoBo-
A£G | unoyoviudTNTa KaBWg Kal o AToua PE
OIKOYEVEIAKO I0TOPIKO XPWHOOWUIKAG avw-
paAiag. KuTtapoyeveTikry avdAuon epapuo-
ZeTal enionNg wg NPWTN MNPOCEyYYIoN Kal O
naidIaTPIKA NEPICTATIKA WUXOKIVNTIKWY Kal
avanTu&iakwy NPoBANUATWY.

Mpokeiyévou va yivouv katavontd Ta
aAnNoTEAECUATA TWV YEVETIKWY EEETACEWV €i-
val anapaiTnTo auTég va cuvodeslovTal and
VEVETIKA OUPPBOUAEUTIKN. H VEVETIKA Ouu-
BouAeuTikA gival N unnpeocia n onoia BonBd-
€1 Tov e€eTalduevo va kataAdBel Tov Tpdno
UE TOV onoio £€va yeveTikd voonua Unopsi va
£MNNPEAOoEl EKEIVOV Kdl TNV OIKOYEVEIQ TOU.
AnoTeAel TN vépupa enikolvwviag petagu
Tou e€eTalduevou, Tou dlayvwaoTIkoU gpya-
OTNPIOU YEVETIKAG, TOU KAIVIKOU YEVETIOTN
Kal Tou BepdnovTtog IaTpoU. And TN YEVETIKA

OUMUBOUAEUTIKA pnopouV va enwdeAndouv:

1. ATOla 1) OIKOYEVEIEG UE I0TOPIKO VOGOU
VEVETIKAG NPOEAEUOCNG.

2.'EYKUEG Avw TwV 35 €TV i Ceuydpia nou
npoypapuaTi¢ouv eykupoouvn.

3. Zeuydplia Y NpoBAAUATA UNOYOVIUOTN-
Tag, enavaAauBavopevwy anoBoAwy A
nepIoCTATIKO VEOYVIKOU BavAaTou.

4. 'EYKUEG UE unegpnxoypadikd suprua-
Ta Tou guPpuou oe OAn TN dIdpKela TNG
gyKupoouvng.

5. EEeTalduevol nou xpeidlovTal BoriBeia
oTNV €pUNVEIQ ANOTEAECHATWY VEVETIKWY
g€eTdoewy A enava&ioAdynon auTwy.

HEAEY®Q O.E €ival TO NpwTO EPYACTHPIO
Mopliakrg BioAoyiag kai MFeveTikAg oTa Xavid
Kal £x€1 WG oTOXO TNV Napoxr) uPnAou nine-
S0oU UMNPECIWV Uyeiag. To pyacTripIo €XEl
opyavwBei ye Bdon Ta digbvry npdTuna via
va avTanokpiveTal oe uia oipd €EeIOIKEU-
HEVwYV eEeTdoewy Nou oxeTiCovTal pe TN OI-
dyvwon, npdyvwon kai NpdANWN YEVETIKWY
voonudtwy. Ol poplakég eEeTdoeslg npay-
paTtornolodvTtal ge TNV edapuoyry dIEbvwg
NICTOMNOINMEVWY  SIAYVWOTIKWV HEOSSWYV,
avTiIdpaoTnpiwy, kKabwg kal eEonAicpou (CE
IVD). EninAéov, To gpyacThplo gival diani-
oTeupévo and To EOvikS uoTnua AlanioTeu-
ong (E.XY.A.) ye Bdon To NnpdTUNO AlaniocTeu-
ong EAOT ENISO 15189.

To 2026, To epyacTripio EAEYEQ OE viop-
Talel 15 xpodvia AsiToupyiag. OAa auTtd Ta
Xpovia €xel dexTel kKal avaAuosl ndvw and
13000 oSeiypaTta pe Tov aplBud Twv Oelyud-
TwV va augdvel ekBeTIKA and xpdvo oE Xpo-
vo. O1I ouxvoTepa CnToUpeveg eEeTAOEIG €i-
val n avixveuon kai Turnonoinon Tou 1oU Twv
KOVOUAWUATWY HPV dAAa Kal o Poplakdg

N |ATPIKA XPONIKA THEZ KPHTHZ
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€AEYXOG VIa TN METAAAGEN AF508 TNG KUOTI-
KAG iviwong n onoia euBuveTal yid Nepinou To
54% TwV NEPINTWOEWY TNV EAAGSa.

QoTd00, KaBWG OO Kal NepIccdTEPA CeuU-
vdpia eniBupouly NAEoV evOEAEXN NPOYEVVN-
TIKO €EAgy X0 NpIv TNV andkTnon naidiou | oTta
apxikd otddia TNG eyKupoouvng, LUE TO NEPAg
TWV XPOVwV €xel augnBsi kal n ¢riTnon and To
gpyacTtripio EAEYOQ avdloywv eEeTdoswyv
KUPIwG via Ta 3 ouxvoTepa Hovoyovidlakd
voorjuaTta oTnv EAAdda nou eival n Mecoyel-
akn Avaiuia, n KuoTikn Ivowon kal n NwTiaia
MuikA ATpodia. ENINAEoV NPoodEPETAl KAl N
SuvaTtdTNTa VId Un eNePBaTikd npoyevvnTiko
€Aeyxo (Non-Invasive Prenatal Testing, NIPT)
TAOO VIaA TIG MIO CUXVEG XPWUOCWHIKEG AVEU-
nAoesidieg dco kal oe BabuTepo eninedo, via
TNV avaAucn OAWY TwWV XPWHOCWHATWY TOU
€UBpPUOU via aveunAoeldieg kal SOUIKES XPw-
HOOWUIKEG avwpaAieg (eAAeipeIg 1 SINAQoI-
acpoug).

Tov ®eBpoudplio Tou 2020 ondTe Kal n
navonuia COVID-19 eEanAwbnke Kal oTnv
EAAAGSa To €pyacTripio HOPIAaKAG BlioAoyiag
Kal YEVETIKAG EAEYOQ OE, oTo nAdicio Tng
OAOKANPWHEVNG IaYVWOTIKAG MPOCEYYIoNG
TNG navdnuiag, &ekivnos va npaypaTtorolsi
Hoplakd TECT AviXVEUONG TOU KOPOVOIdU Kal
rapid tests. Ané 10 2020 €xouv nMpayuaTo-
noinBei ndvw and 21000 popiakd TEOT avi-
XVEUONG Kopovoiou.

H EAEY®Q O.E. napakoAoubwvTag ou-
VEXWG TIG EMICTNUOVIKEG KAl TEXVOAOVYIKEG
€€eAi€eig oTnV 1aTPIKA Kal TIG BIOENICTAUES
Kal avadnTtwvTag Tn YeyaAUuTepn euaicbnoia
Kal akpiBeia otn die€aywyr| €EeTACEWY, EXEI
opyavwoel TuAPaTa Moplaknig BioAoviag kail
FeveTIkKNG, KUTTAPOYEVETIKAG Kal EVETIKAG

SUMPBOUAEUTIKAG KAl MPOCPHEPE! TIG NAPAKA-
TW UNNPECIEG:
* MopIakdg Kal XPWUOOWHIKOG MPOYEVVN-
TIKOG EAEYXOG
* Mn enguBaTikdg NPOYEVVNTIKOG EAEYXOG
« Algpedvnon unoyovIigoTNTAg Kal KaB’egiv
anoBoAwv
«’EAEYXOG CUYYEVEIQG
* MopIaKOG EAEYXOG YEVETIKWY VOONUATWY
Kal cuvOPOUWY
* MopIakdg EAEYXOG KANPOVOUIKOU KapKi-
vou
* Moplakdg EAeyX0G OEEOUAAIKWG PUETADI-
SOUEVWY VOOhUATWY
* MopIakog EAsyX0G MAaBoyoOvVwyY HIKPOOP-
YAVIOUWV
- FeveTikn cupBouAeuTikA (Sia dwong A dI-
adIkTuakd)

To epyacTrplo oTeEAexwveTal and eni-
OTAUOVEG UWNAAG KaTdpTIiong, KAaTOXoug
HETANTUXIAKWY Kal OIOAKTOPIKWY  TITAWV.
Y>Ta nAdgiold TNG ouvexoUg EMICTNUOVIKAG
€EEAIENG TOUG, HEAN TOU NPOoowniKoU £XOuV
ANOKTAGCEI TOUG TITAoOUG TNG KAIVIKAG Epya-
oTnPIaknig FeveTIKAG, Tou MeveTikoU XuuBou-
Aou Tou EupwnaikoU TuuBouAiou IaTpIKAg
FeveTIKAG Kal €xouv AdBel nioTonoiNTIKA €ni-
HOpPwoNG Kal ouvexoUg MayyEAUATIKAG
KkaTtdpTiong and Gopeig dnwg To EBVIKS Kal
Kanodiotpiakd MavenioTAUio ABNVWV &V
£€XOUV OUVEXN Napoucia o EMICTNHOVIKA
ouveédpla . EninAgov, aiCel va onueiwBei AT
Ta TEAEUTAIQ XPOVIAQ OTO EPYACTHAPIO EXOUV
NEAyHATONOIRCEl TNV NPAKTIKI TOUG AoKNoN
OTa NAQIoIa TWV NPONTUXIAKWY KAl UETAMTU-
XIAKWV onoudwV Toug poITNTEG and Ta TUNA-
paTa BlioAoviag Tou MavenioTnuiou KpATNG,
laTpikAg Tou MavenioThpiou ©scoaAiag, Bio-
XNUEeiag kal BioTexvoAoyiag Tou MavenioTh-
MIoU ©@ecoaAiag kal Moplakng BioAoyiag kai
FEVETIKAG TOU AnUoKpiTelou MavenioTnuiou
®OpdKng.

EAEYOQ O.E.

‘=% XAP. MMATAKHX & ZIA

© Moplakog €Aeyxog maBoyovVwY UIKPOOPYAVICUWY
(loi & Baktnpla)

® AveUpeon QOPEWV Yia 253 UTTONEITTOUEVES
KANpovouIkéC aoBévelec (> 400yovidia) o
Ceuydpla mou eMOUUOUVV VA TEKVOTIOIGOLV

o MpoyevvnTikog éleyxog (KuoTikn ivwon, Meooyelakr avaiia,
Kapuotunog, Mikpogheimtikd cuvdpopa, Arrays K.a.) ® Ydpwaon 6Aou Tou yovidiwpatog (Exome) yla
poplakn eupeon & emBeBaiwon TG véoou

o Mn eneuPatikog TPOYEVVNTIKOG EAEYXOG  XPWHOOWHUIKWY
avwuaNwy amd To aipa TG eykbou (Xuvépopa Down, Edwards, e EAeyxoc matpdtntac/ ouyyévelag
Patau k.a) (MpaypaToyVWHOCOUVEC) =
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AHMHTPIOE PIZOX
PhD, EurSpLM

MavenioTAuIo ABNVWV.

NANBUoHIaKOS  MNPOCUUNTWUA-
TIKOG €Aeyxog (screening test)
gival n diladikacia eA&yxou evog
NANBuUopOU HE OUYKEKPIUEVEG
eEetdoelg 1| OEIKTEG, WOTE va svTonicTouv
Ta dtoua e augnuévo Kivouvo yia Jia ou-
VKEKPIMEVN VOOO N kaTdoTaon. Ta uwnAou
KivoUvou dtoua unofBdAaAAovTal oTn CUVEXEIQ
oe €va dIayvwoTIKO TECT VIA TNV OPIOTIKA
didyvwon. 'Eva npdypauua screening yia va
gival anodoTIkd npénel va cuvodeUeTal and
€va a&iénioto dlayvwoTIkO TECT YIa TNV Tau-
Tonoinon Twv MNEAyUaTiKd vVoooUvTwyY Kal
and ocadry oTEATNVYIKNA YIa TN Bspansia/Xeipl-
OUS TV VOOOUVTWV.

TIg TeEAeUTAiEG TEOOEPIC OEKAETIEG, N
MPEAKTIKA TOU MPOYEVVNTIKOU screening
VI XPWHOOWUIKEG AVWUAAIEG Tou guBpu-
ou e&eAixBnke and To anAd TECT PETPNONG

Mpwdnv AleuBuvTrig OpuovoAoyikoU
EpyaoTnpiou, ApeTaicio Noookopeio, ABrjva.

[TPO2LYMITTOMATIKOX

EAETXO (SCREENING)

[ TA XPOMO2 OMIKE2
ANOQOMAAIE2. TOY EMBPYOY.
[1OY BPI2KOMAX TE

> HMEPA,;

OpodTIHOG KaBnynTng KAIVIKAG XNnueiag,
laTpikr XxX0AnR, EBVIKS kKal KanodioTpiakd

TNG a-psTonpwTeivng (AFP) oTtov opd TNG
pNTEPAG OTO 20 TpPiunvo TNG KUNoNng via
TOV €VTONIOHO TWV avoixTwv BAABwWv Tou
VEUPIKOU owArva (NTD) oe noAUnAoKoug
ouvouaouoUg BIOXNUIKWY Kal BIOPUCIKWYV
OEIKTWV YIa aveunAoeidieg. TuveyiCel va e~
AicoeTal ye Tov €AgyXo Tou gURpuUikoU DNA
oTNV UNTPIKMA KUKAOdOpPIa Kal TNV avdanTuén
screening TeoT via dAAa aveniBuunTa anoTe-
A€ouaTta TG KUNong (M.X. NpoeKAauyia).

H Sidyvwon Twv KUPIwV EURPUIKWY Xpw-
HOOWUIKWYV aveunAosidiwdy YiveTal Ue Tov
KApuoTUNO KUTTAPpWV Tou e£lBpUOU, Mou
AauBdvovTal pe apvionapakévinon (Uetd
TNV 15n €doudda kKunong) N Ue ANWN Tpo-
PoPAdoTNG (CVS) peTa&U 12ng-14ng eRSo-
HAdag. YNdpxouv onUavTiKES SIadpopEG OToV
TPOMO HE TOV onoio avTiheTwniCovTal ol Ku-
Aoelg pe NpooBeRAnuUEva Euppua oe diddo-

MPOSYMMTQMATIKOY. EAEMXOS (SCREENING) MNA XPQMOZQMIKES ANQOMAAIES TOY EMBPYOY. oY BPIskOMASTE sHMEPA; G

PEG XWPEG Nou odeilovTal oTo SIADOPETIKO
OIKOVOUIKO, KOIVWVIKO Kal MOAITIOUIKO und-
BaBpo TwV XWwPWV.

YUVTOMN ICTOPIKA ENICKONNON

To npoyevvnTIKO screening yia EUBPUIKES
aveunAocsidieg dpxioe oOTIG deKasTieg 1960-
1970 uUe TNV NAIKia TNG UNTEPAG wg povadi-
KO OlaBgoiuo SeikTn. Eival yvwoTtd 611 doco
peyaAUTepn ival n nAikia TNg unTépag T6oc0
au&dvel kal n NiBavéTnTa yévvnong naidiou
e Tpiowuia 21 (T21) cuvdpopuo Down (DS) ry
AAAEG ONUAVTIKEG AUTOOWUIKEG TPICWWUIEG
(n.x. T18 ocuvdpouo Edwards, T13 cuvdpouo
Patau). QoTtdoo, n xprion pévo TNG NAIKIAg
(6p1o >35 eTwiv) evténile nepinou 25-30%
TWV TPICWUIWV' N MNAEIOVOTNTA TWV NAISIWYV
pe DS yevviETal and yuvaikeg <35 TwWVv.

XON o unegpnxoypadIkdg SEIKTNG AUXEVIKA
Siagpdveia nuchal translucency (NT), nou pe
Slagpopd eival o KAAUTEPOG UEUOVWHEVOG
SeikTng (2), kai To 1997 Eekivnoe To cuvdua-
oTIKO TeoT (Combined test) Tou Tpiurvou nou
ouvoudlel Toug OeikTeg: NT, eAsuBepn B-hCG
Kal pregnancy associated plasma protein-A
(PAPP-A) (3). Ta enduesva xpdvia avantixen-
Kav NoAUNAOKA NMPWTOKOAAA MOU XPNOIUO-
nolovocav OeikTeg and To 1o Kal 20 Tpiunvo.
AuTd napeixav kaAUTepn anddoon aAAd ka-
BiocTouoav To screening nio dUoxpnoTo, da-
navnpeod Kal xpovoRopo.

O napakdTw Mivakag napouacidlel To no-
ocooTd avixveuong - detection rate (DR) kai
TNV NPOYVWOoTIKA a&ia BsTikoU anoTeAéoua-
Tog- positive predictive value (PPV) via 1%
5% Yeudwg BeTikA anoTteAéopuaTta (FPR) via

Policy FFR = 1% FPR = 5%
DR %) BV DR PRV

Second trimester

Quad 50 1in 16 % 1in 54
First trimester

Combined 12 1in 12 B5% 1in 46
Both trimesters

Saum integrated 58 1in 14 TER 1in 51

Integrated 83 1in 10 9% 1in 42

Contingent® 83 1in 10 1% 1in 42
Inpreered

Combined plus NB 82 1in 10 B4 1in41

First-trimester contingent’ 85 1in 10 S0% 1in 43

Quad plus fadal profile x| 1in 10 9% 1in 42

Combined plus FIGF and AFP tr 1in 11 BN 1in 44
* At term.

* based on a published matemal age-specific risk curve,'* standardized matemal age distribution’® and parameters from meta-analyses'* ~*
and for FIGF and AFF from references dted in Ref. 1% all first-trimester markers maasured at 12-week gestation.

* First-stage cutoff risks 1 in 50 and 1 in 2000 at term.

To NPWTO pPeydAo dAua yive To 1988 ue
TNV gl0aywyn evog npoyevvnTikoU screening
test moAAanAwWvV SeikTv (Multiple marker
screening), nou PBaocildtav oToV UMOAoVI-
Ooud Tou «KIVOUVOU» VYIa KABe eykupovou-
0oQ, XPNOIKoNoIWVTAg TNV NAIKIA TNG Kai TIG
OUYKEVTPWOEIG TPIWV BIOXNUIKWY OEIKTWV:
xoplakn yovadotponivn (hCG), AFP kai
eAeUBepn (UN ouleuyuévn) oloTPIOAN (UE3),
To Agyduevo TpINAS TeoT (Triple test) oTo
20 TpiuNvo TNG KUNong (1). Mg To TeoT autd
EVTOMIOTNKE €nicnNg onUavTIko NOcooTd Kal
AA AWV TplIowuIy (T18, T13). To 1992 esion-

TIG NapadOCIaKEG OTPATNYIKEG screening (4).
SUYKPIVOVTAG Ta NPWTOKOAAG MPWTOU
Kal deuTEpPoU TPIURvou, To Combined test Tou
Tou TpiuAvou €xel kKaAuTepo DR and To Triple
1 Quadruple (Triple + inhibin) test oTto 20 Tpi-
pNvo via FPR 5%. Xruepa, To Combined test
ANoTEAE! TNV NEOTIUNTEQ OTEATNYIKN OE MOA-
AEG XWpEeG. MpwTdkoAAa nou cuvoudlouv
SeiKTEG Tou Kal 20U TPIUAVOU o< €va BAua n
SUo BriuaTa (contingent) ry nou xpnoiuonol-
oUv neploodTEPOUG BEIKTEG BEATIOVOUV TNV
anddoon aAAd auEdvouv To KOOTOG Kal ThV
MOAUNAOKOTNTA TOU screening.

= IATPIKA XPONIKA THEZ KPHTHZ
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DNA screening yia aveunAo€idieg

H avakdAuyn OTI undpxel ENAPKEG EAEU-
Bepo guPpuikd DNA (cffDNA) oTo unTpIkd
nAdoua, oe ocuvoUdoud HE TIG TEXVIKEG aA-
AnAouxiong véag yevidg (Next generation
sequencing), £€dwaoe TO €NOUEVO ONUAVTIKO
dAua oTo screening yia DS kal dAAeG aveu-
nAoeidieg (5). H BewpnTIKrA apxn TNS XPriong
Tou cffDNA oTO screening oTnpiCeTal oTnNV
KAaTauETpNon HeydAou apiBuou (> 106) DNA
BpaucpdTtwy (UNTPIKWY + EUBPUIKWYV) LE
padikfy aAAnAouxion oTo UNTPIKG aiua. £Tn
OUVEXelq, evTonideTal To Xpwuoéowua and
TO onoio NpogpxeTal KABe Bpaucpua DNA Kkal
npoodlopieTal TO MocooTd OpAucUdTwWV
MouU AVTICTOIXEI 0 KABE XpwHdowUA n.X. OTO
Xpwuoowua 21. Ta anoteAgéouata ekppdlo-
VTal WG AGYOG (z-score) ToU EUPEBEVTOG Mo-
cooToU Npog To avauevouevo nocooTtd and
MIa KUNon Pe eunAoeIdiko Euppuo.

Ye npdodaTn CUCTNUATIKA avaockonnon
Kal yeTa-avdAuon (6), n DR Tou cffDNA via To
DS Bp£6nke 99,4% via 0,1% FPR ot 148.344
TeoT. MNa T18 n DR ATav 97,7% (146.940 T0T)
Kal yia T13 90,6% (134.691 TeoT). OI cuyypa-
deig kaTéANEav OTI «TO PN €NgUBaTikG NPo-
vevvnTIkS TeoT Baoiopévo oto cffDNA (NIPT)
gival d1IayvwoTIKS TEOT via To dUAO Kal Tov
napdyovta rhesus D, aAAd udvo screening
TECT VIA AVEUNAOEISIEGY.

ITPATNYIKEG screening

YXETIKA e TN B€on Tou cffDNA/NIPT oTIg
UNdpXOUCEG OTPATNVYIKEG screening, £Xouv
npoTaBei dUo KUPIEG MPOOCEVYIoEIG a) WG
npwTelwv (primary) TeoT, AVTIKABIOTWVTAG
TOo napadoociakd Combined test kal B) wg
SeuTtepelwy (secondary) TECT NOU NPOodE-
peTal hyetd To Combined test Tou Tpiurvou.
Kal oTig dUo npooeyyioelg, £va BeTIKO anoTé-
Aeoua anaitei eniBeBalwTIkr enepBaTikr OI-
ayvwoTiknA e€€taon (CVS A auvionapakevTn-
on). Q¢ npwTelwyV TeOT, TO NIPT €xel capws
uPnASTEPN anddoon €I8Ikd yia To cUvdpo-
po Down o cUykpion WE TIG NApadOCIaKESG

oTPaTNyIKEG. QoTdoo, To KUpio NPdBANuUa
gival To KOoTOG. To KOOTOG ANOPUYNAG YEVVN-
ong naidiou Ye DS ynopsi va sival oxedov 10
PopEG UPNASTEPO HE TN XPerion NIPT og oxé-
on Je 1o oupBaTikd screening (7), KATI Nou
UNoPEi va KaTAOTACEI AQUTAV TNV NPOGCEYYIoN
NoAU €MIBAPUVTIKR OIKOVOUIKA Yia MOAAG ou-
oTAuaTa uyeiag.'Evag akdua napdyovTag &i-
val To NnocooTo anoTtuxiag (no-call) Tou NIPT,
Mou Kupaivetal HETAEU 2-6%, KUpiwg ASYw
XaunAou nocoocToU euBpuikoUu DNA (fetal
fraction) oto cuvoAIkO eAelBepo DNA TNG
uNTépac. Tuvibwg anaiteital fetal fraction >
10%.

Qg deuTepevouca dokiuyaoia, N YeTd and
enAoyn (contingent) xprion Tou NIPT eival
Mo anodoTIKI OIKOVOUIKA CUYKPITIKA UE TNV
XPHoN Tou WG NPWTEUOVTOG TECT. TNV MPOo-
ogyyion auTth, To cuuBaTikd Combined test
NPOCdEPETAl APXIKA O OAEG TIG YUVAIKEG.
TN OUVEXEIQ, OTIG YUVAIKEG HJE MOAU uPnAd
kivouvo (n.x. >1:50) npoTteiveTal ansubBeiag
eneyBaTikry didyvwon. ITIS YUVAIKEG UE Xa-
HNAS Kivouvo (n.x. <1:1000), dev npoTeiveTal
KAMoIa NEPAITEPW EVEPYEIQ EVW OTIG UMOAOI-
neg, NPoodEpovTal ol eENIAOYEG €iTe yia NIPT
eite yia eneppBaTikn didyvwon. (https:/www.
nps.org.au/australian-prescriber/articles/
non-invasive-prenatal-testing-for-down-
syndrome)

MpdodaTn cCUCTNUATIKA avackonnon Kail
peTa-avaAuon (8), eE€Tace NACO €XEl EVOW-
paTwOel To NIPT og €Bvikd npoypduuaTa
screening yia To ocUvopouo Down NayKooui-
WG Kal nola ATav n enidpacn TNG EVOWUATW-
ong Tou. Ta kUpia euprjuaTa ATav:

« To NIPT €ixe uioBeTnNBEei TOUAAXIOTOV OE

27 XWPEG WG UEPOG TWV MPOYPAUMATWY

MPOSYMMTQMATIKOY. EAEMXOS (SCREENING) MNA XPQMOZQMIKES ANQOMAAIES TOY EMBPYOY. oY BPIskOMASTE sHMEPA; G

screening yia 1o DS.

+ H anodoxr| (uptake) Tou NIPT wg deuTe-
pelov TeoT PETA and BeTikd Combined
test kupaiveTalr and 20,4% £wg 93,2% os
SIaPOPETIKEG XWPEG.

* MeTd TnV eicaywyri Tou NIPT, To nocooTtd
TWV YUVAIKWYV Nou enEAeEav eneuBaTikn
Sidyvwon HeTd and uPnAd kivouvo oTo
Combined test

* MEIONKE and 75% oeg 43%. AnAadn, N UI-
0B€tnon Tou NIPT cuvoE£BNKE YE oNUAVTI-
KM JEiwon Twy eNguBATIKWY EEETACEWV.

+ YTIG NEPINTWOEIG UPNAoU KivdUvou Bdoel
NIPT, nepinou 69% TwvV KUACEWY KATEAN-
Eav oe diakonn, evw 8% oeg wvTtavo veo-
yvo ue DS.

Mpéodareg odnyieg yia To screening

YTIG NPOOPATEG KATEUBUVTAPIEG CUCTA-
oeig Tou American College of Obstetricians
and Gynecologists (ACOG) Practice Bulletin
No. 226 - Screening for Fetal Chromosomal
Abnormalities avadépeTal, yeTa&u dAAwWV:

+ Y& OAEG TIG KUNOEIG NPENel va culnTeiTal
HUE TNV yuvaika o €AsyX0G yId XPWHOOW-
MIKEG avwpuaAieg - aveEdpTnTa and nAikia
uNTEPAg N eninedo Kivauvou.

+ O éAeyxog (screening) kai N SIAyVwWoTIKA
dokipaoia (diagnostic testing) npénel va
gival eMNAOYEG nMou napgxovTtal €ykaipa,
HE KATAAANAN evNUEPWON TNG acBevoug
VIa Ta OPEAN, TOUG NEPIOPICHOUG, TOUG
KIVOUVOUG Kal TIG EMIAOVYEG.

To TEOT TOU EAEUBEPOU KUKAODOPOUVTOG

euBpuUikoUu DNA (cffDNA) avayvwpileTal

NA€oV WG &yKUPO screening o€ OAeG TIG

EYKUPOOUVEG WG NpwTeUwyv aveEdpTnTa

and nAikia unTépag r Baoikod Kivouvo

+ O €AgyXOG HUE UNEPHXOUG MPWTOU TPIUA-
vou dlaTtnpei Béon oTo NAdicio TNG une-
pnxoypadIkig agloAdynong kai Np&nel va
eVTAOOETAl OTNV CUVOAIKH) CUUBOUAEUTI-
KA.

« Av TO anoTéAecua Tou screening eivai
BeTIKO, Npénel va culnTnBei N dlayvwoTI-
K dokiyacia (auvionapakévrtnon, Afwn

TPOPOBAACTNG).

« Y& nepinTwon «no-cally anoTeA€ouaTtog
cffDNA (n.x. Adyw xaunAouU euBpuikou
KAdopaTog), o Kivouvog aveunAoesidiag
gival auEnuévog kal cuvioTdTal MEPAITE-
PW CUPPBOUAEUTIKNA Kal/f) unepnxoyeadl-
KA eKTipNonN.

H odnyvia emionuaivel 611 dev undpxel £va
TEOT Nou va eival dpioTo o OAEG TIG ouVOn-
KEG, Kal &TI N emiAoyn NPénel va eEaTtouikeUe-
Tal e Bdon To I0ToPIKO TNG UNTEPAG, TA UME-
pnxoypadikd supruaTta, Tn dilabsociudTnTa
TwV NOPWV Kal TIG MPOTIUACEIG TG eyKUOU.
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HOPIaKOG KApUATUMNOG AnoTeAs(
TNV nio ocdyxpovn UEBodo npo-
YEVVNTIKOU €AEyXOU YIa TNV avi-
XVEUCN VEVETIKQV SIaTapaxwy.

EXEIUEYAAN SIAKPITIKA IKavOTNTA KAl avixveu-

€1 JIKPOEAAEIPEIG Kal PikpodinAaciacuoug,
VEVETIKEG aAAQYEG oTnNV noocdTnTa Tou DNA
rnou dev eival opaTEg e ToV cUUBATIKS EAey-
XO. ZTOV MPOVYEVVNTIKO EAEYXO SIAYIYVWOKEI
AVWHAAeG o€ N0cooTd £wg Kal 10% Twv ne-
PINTWOEWY Ornou o cUUBATIKOG KapudTUMOG
eival pucioloyikdg. MpaypaTtonoleiTal YEow
AuVIONAPAKEVTNoNG 1 ANWNG XOPIaKWV Aa-
XVQV A Kal TN AWn nepidepikou aipaTtog and
TOUG Yoveig, édtav KpIBei anapaitnTo. Tuvi-
otdTtal 1IdiaiTepa éTav undpxouv NabBoAoyikd
unspnxoypadIka supriuaTa ri/ Kal N napou-
oia naBoAoyikoU aTodikoU 1| OIKoyeveliakoU
10TOPIKOU. METAEU TWV MAEOVEKTNHUATWY TOU

O ['MPOI ENNHTIKO2
MOPIAKO2. KAPYOTYT102..
NEOTEPA AEAOMENA.

1. MIXAHA MATAAAIQTAKHX
2. IQANNHZ KAAOINANNIAHXZ

. I’ MaieuTikr M'uvaikoAoyikr KAIVIKH,
1 AploToTEAgI0 MNMavenioTAPIo @scoaAovikng

gival n ueyaAuTepn dIayVwoTIKA ToU IKavAaTn-
Ta, N €Kdoon ANOTEAECUATOG OE CUVTOUOTE-
PO XPOVIKO dIAcTNHA, N MIKPATEPN NocdTNTA
Seiyuatog aAAd kal To mio anAd €pyacTtn-
pIakd NPWTOKOAAO Nou anaiTeiral. H KaAn
OUUBOUAEUTIKA and e&eIdIKeupévoug enay-
VEAUQTIEG, NPIV Kal YeTd BonBdel oTnv Ka-
Tavénon kal anodoxr ToU AnoTEAECUATOG,
1IS1aiTEPA oTNV MEPINTWON MOAUHMOPPICHWY
AyvwoTNG NPOog To NApdV KAIVIKAG cnuaciag.
H KAIvikl coBapdTnTa piag katdotaong Ka-
BioTaTtal noAUNAoKnN, Adyw TNG GAIVOTUMIKAG
ETEPOYEVEIAG MOU CUVTEAE] oTnv MiBavdTnTa
guPAviong NBIKWYV NpoBANudTwY, adou ol
idleg NnapaAAayEg unopei va oxeTiCovTal Ye
TNV npodidBson To naidi va avanTtu&el co-
Bapn i Ania véco. Ykondg TnG napouocdag ep-
vaociag eival n avackdérnnon Tng ouyxpovng
BIBAIOypadiag oXeTIKA WE TN XPAoN TOU HO-

O MPOMENNHTIKOE MOPIAKOE KAPYOTYMOS. NEOTEPA AEAOMENA. |

plakoU KapudTunou wg PéBodo didyvwong
oTnNV NPoyevvNnTIKNA nepiodo.

Eicaywyn

Tnv TeAeuTaia SekAsTia O HOPIAKAG Ka-
pudTUNOG anoTeAsi eE€Taon e YEYAAN gual-
obnoia kal akpiBeia oTn JEAETN TWV XPWHO-
OWUATIKWV  AVWHUAAI®V, aVvTIKaBIoTWVTAG
TN KAQOOIK KUTTOPOVYEVETIKA avdAuon. H
evowudTWwon Tou oTnv npovevvnTikg did-
yvwon NponABs PeTA Tn CUCXETION TOU WE
SiIdpopeg NaIdIkEG MABAOCEIS KAl VEUPOA-
vanTu&lakég dIaTapax£g, ol ornoieg odeiro-
VTal o€ HIKPA eAAsipuaTa kal dinAaciacpoug
(Copy Number Variants-CNVs), nou napaué-
vouv adidyvwaoTa e Tn Xprion Tou cupBaTi-
KoU KapuoTUrou.

STOV MPOYEVVNTIKO €AEYXO, O HOPIaKOG
KapudTUNoG dIayIyVWOKEI AVWHUAAIEG O Mo-
000TS £WG Kal 109% TwV MEPINTWOEWY Orou
0 ouuBaTIkOG KapudTUNoG eival GucIoAoyI-
KOG. Mg avaAuTIKr Kal AVIXVEUTIKA IkavdTnTa
£w¢g Kal 1.000 popEG ueyaAUTePN, NAPEXEI TN
SuvaTtdTnTa avixveuong Hn 100JUYICUEVWY
XPWHOOWUIKWY avadiatd&ewy (EAAEIUpA-
TWV Kal SINAQcIacpwy) og OAO To yovidiwua
TOU avBpwrrou.

O ouuBaTikdg KapudTurnog avixveuel
0paTEG BAGBEG OTO HIKPOOKOMIO, AVTIOETWG,
O HOPIAKOG KapuATUMOG aviXveUsl NapaAAa-
VEG akdUN Kal o€ PeEPIKA ekaTovTAdeg Celyn
Bdoewy, divovtag Tn duvaTtdTnTa VA evToni-
OoOUlE NAapaAAayEg nMou cuvdéovTal JE Go-
Bap€g KAIVIKEG EKONAWOEIG. ANOTEAE( Uia no-
OOTIKA UEBO0SO Mou avixveUsl NabBoAOVYIKEG
Kal PUCIOAOYIKEG MOAUUOPPIKEG AAAQYEG.

Ol NapaAAayEG nou NPokUNToUV EK VEOU
oTov opyavioud (de novo) oxeTiCovTal Ue au-
ENuévo Kivouvo (6-8 %) eldAVIoNG KAIVIKOV
OUMNTWHATWY. EVW ol napaAAavEG nou sivail

KANPOVOUIKEG OXETICOVTAl UE HEIWHEVO Kiv-
Suvo (<1%).

TUuvdpouo Di George (22q11.2 diaypaodn)

O uoplakdG KapudTunog anoTeAsl To
Kopudaio napddelyua yia Tn didyvwon Tou
ouvopduou DiGeorge, TO MO CUXVO UIKPOEA-
AsINTIKG oUvdpopo. To cuvdpouo sudavide-
Tal og nepinou 1 oTig 2.000 £wg oTig 4.000
VEVVHAOEIG KAl anoTeAEl TO 20 Mo ouxvo ve-
VETIKSO oUvOpouo PETA To ouvdpouo Down,
aveEapTATOU NAIKIag TNG UNTEPAG. ‘EXEl mol-
KIAN SIgIodUTIKATNTA KAl €KPPACTIKAOTNTA
Kal Ynopei va KAnpovouneei Je auToowuIKS
£MIKPATA XapakTtrpa ri de Novo (90% Twv
MEPINTWOEWV).

KAQOOIKEG TEXVIKEG HOpPIaKoU KapuoTu-
nou

OI KAIVIKOI 1aTpoi Ba mpénel va yvwpi-
Couv OTI undpxouVv SUO YEVIKEG KATNYOpPIEg
TEXVIKWYV HoplakoU KapudTunou, N TEXVIKA
TWV HIKDOOUGCTOIXEIWV KAl TEXVIKA TWV On-
HEIOKWY MOAUMOPPICUWY, MOU MPOTINWVTAI
OTIG Hovoyoveikég Slowpieg (Prader-Willi,
Angelman), oTig 100QUYICUEVEG UETABEGCEIG,
OTIG TPINAOEIdIEG Kal oTn dievépyela Tou Test
natedTNTAG.

O1 Hillman SC kal ol cuvepydTeg, o id
ouoTNUATIKA avackdnnon Tng BiBAloypadi-
ag kal yeta-avdAuon napartiipnoav o711 n oI-
ayvwoTIKA a&ia Tou popiakoU kKapuToTurnou
oe €uBpua PYE avaTOUIKEG UNEPNXOYPADIKEG
avwUaAieg NpooBETel Eva 7% oTnv avixveu-
on naboAoviag. Mepaitépw, o Martinez-
Portilla RJ kal ol cuvepydTeg, NnapaThpnoav
OTI 0 HoPIaKOG KApudTUNOG NPOTIUATAlI OTOV
evdounTpio BdvaTto, otn Biowia vekpoU UAI-
KkoU, €18IKd OTO NPWTO TPiuNVvo, agou n ano-
Tuxia Tou neplopiCeTtal oto 10%.

Evdei&eig epapuoyng

KaTtd Tnv npoyevvnTikn Sidyvwon, O Jopl-
akog kapudTunog epapudleTtal os deiypaTta
DNA nou anopovavovTal and TIG XOPIaKEG
AAXVEG, To auviakd uypd N Kal TO NeEPIPEPI-
KO aiya Twv yoviwy, éTav KpIBsi anapaitnTo.

o1 |ATPIKA XPONIKA THX KPHTHX
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Evoeiteig via Tnv dlevépyela Tou anoTeAoUV
N NapouUscia EYBPUIKWY AVWHAAIWY OTO Une-
pnxoypddnua, n naboAoyikf auxevikg Ol-
addvelq, To NPoNyoUHEVO UAIEUTIKO I Kal
olIKoyevelako 1I0ToPIKO (YEVETIKA dlaTapaxn,
Ka®’ €Elv anoBoAEG, Napouscia XPwWHOOWI-
KAG avwlHaAiag). e SAeG TIG evOEIEeIg Npo-
VEVWNTIKAG €EwUIKAG avdAuong (Prenatal
Exome Sequencing, PES) nou akoAouBouy,
anapaitnTn npolndBeon anoTeAsi n Npon-
youuevn 1 Tautéxpovn epappoyr| hoplakou
KapuoTUrou.

MAEOVEKTAMATA KAl NEPIOPICHOI

MeTaEU Twv NAEOVEKTNUATWY TOU €ival
N JeyaAUuTepry SIayvwoTIKA Tou IKavoTnTa,
N €kd0on ANOTEAECHATOG OE CUVTOUOTEQPO
Xpovikd didoTnua, N HIKPSTEPN noocdTNTa
SeiypaTog aAAd kai To nio anAd epyacTnpia-
KO MPWTOKOAAO Mou anaiTeital. MNeplopiouoi
anoTteAoUv n aduvapia avixveuong i1coluyi-

Embiryn DNA
E“f"" Deficlency

Excess

LR =

Hybridization Adequate Deficiency

DMA cantrol

OMEVWY PJeTaToMicEwy, N NIBavoéTnTa N avi-
XVEUONG XapnAouU eninédou Jwaodikiouou, n
EAAEIYN NANPOPOPIWV OXETIKA UE TOV UNXa-
Vvioud dnuioupyiag TNG NapaAAayng, Kabwg
Kal n aduvapia avixveuong CNUEIaKWY UE-
TaAAdEswy. ‘Eva apvnTikd anoTtéAeocpa Oev
anokAeiel 6Tl €vag NaboAoyIKOg GaivoTunog
Unopsi va opeiAeTAl OE HEUOVWUEVEG UETAA-
AGEeIg, eupNUaTA HIKPOU HEYEBOUG KABWG
Kal o€ AAAEG YEVETIKEG OIATAPAXEG.

KAIVIKA Inuacia Twv MapaAAaywv Api6-
HoU AvTiypddwv

‘Oocov adpopd TN KAIVIKA onuavTikoTNTa,
ol NapaAAaveég eudavifouv peydin diaku-
pavon, N onoia Tagivousital cUugpwva Je TN
KAQOOIKA KaTnyoplonoinon. H kaTtnyopia
dyvwoTtng aimioAoyiag (Variant of Uncertain
Significance, VUS) apopd napaAAay£g rnou

Oev £XOUV KATAYPAPEl NPONYOULEVWS OTN
d1ebvr BiIBAIoypadia kal TiIg Bdoelig dedoué-
VWV. Y€ QUTEG TIG MEPINTWOEIG Ba Npénel va
viVETQI CUCXETION JETAYEVVNTIKA TOU paIvo-
TUNou UE TNV NapaAAayn.

®DaIvoTunikn ETEPOVEVEIQ- EPUNVEIa na-
BoAoyikoU anoTeAéopaTog

ITIG NEPIOCOTEPES MEPINTWOEIG TO AMO-
TéAeopa Ba eival cadeg, SUwg o éva HIKPO
nocooTtd dev Ba eival, Kal autd odeiAeTal
otnv daivoTunikf etepovéveia (Adyw TNG
peTaBaAASuevnG OIEICOUTIKOTNTAG KAl EK-
PpacTIKATNTAG), OrNou N KAIVIKA coBapdTn-
Ta pIag katdotaong kabiotaTtal NoAUNAOKN.
EvdéxeTal n idla XpWHOOWUATIKA avwud-
Aia va punv npokaAsi npdBANUA CTOV YOVEQ,
aAAd coBapd npoPfARuaTa oTto €uBpuo. Ol
NApPAAAQYEG Mou cUVOEOVTal JE SIATAPAXES
oYiung évap&ng otnv naidiki nAIKia Kai yia
TIG onoieg undpxouv OIaBECIUES MPOANMTI-
KEG 1| BepaneuTIKEG eMIAOYEG Oa mpénel va
yvwoTonoloUuvTal. AvTIBETa, ACBEVEIEG XWPIG
BepanesuTiKEG duvaTdTNTEG (VOoOog AATOXA-
IMEP), KolvornoloUvTal UETA and YEVETIKA Kal
WUXOAOVIK] OUUBOUAEUTIKA, OTO MAdioclo
BeBapnuévou oikoyevelakoU 10TopIkoU. H
avayvwplion evog BnRAsog euBpuou (| TNG
UNTEPAG) WG PopPEa HIag uUAoOcUVOETNG OI-
aTapaxnig eival wPEAILO va yVwoToMnoIETal.
H kKaAr cuuBOUAEUTIKNA and eE€ISIKEUPEVOUG
KAIVIKOUG- €pyaoTnPIakoUg VEVETIOTEG, €U-
BpuounTpikoUg Kal naididTeoug, MpIv Kal
HETd BonBdel oTnv kKatavénon Kkal anodoxn
Tou anoTteAéopatog. H &vtagn os ouddeg
unooTAPIENG, KABWS Kal 0 AAAEG OIKOVE-
veleg ye naidi nou €xel Tnv idia nddnon, €i-
val Xprolun via va BonBrioouv TNV €yKUuo va
kaTtavoroel Tn didyvwon Kal va AdBel and-
daon OXeTIKA U TNV eyKupoouvn. Ol YOVEIG
negnel va yvwpiouv OTI N CUUBOUAEUTIKA
BaoiCsTal oTnv undpyxouoa yvwon n onoia
OUVEXWG AVAVEWVETAI KAl KaTaypddeTal TN
Bdon dedouévwyv OMIM (Online Mendelian
Inheritance in Man). e npoyevvNnTIKS €nine-
30, ol NBIKEG NPOEKTACEIG yIa TNV EUPAvIon
pIag acBéveiag, anoteAouv &va MnePIMAOKO

O MPOMENNHTIKOE MOPIAKOE KAPYOTYMOS. NEOTEPA AEAOMENA. |

nedio, apou ol idleg NapaAAayEg Unopsi va
oxeTiCovTal Pe TNV NpodidBeon 1o Naidi va
avanTu&el coBapd auTiopd A Mo KAAONBEIG
pabnolakég diatapax£€s. Onwg eniong, dTo-
pa ye cuvopopo Di George uynopei va ava-
NTUEouUV peiCoveg | AAAEG NIO AMNIEG HOPDEG
WUXIKAG acBevelag oTnv evAAIKo wn.
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MAMAAOMNOYAQOY EAEYOEPIA
MD, PhD

laTpdg MeveTioTpiq,

o Whole Exome Sequencing (WES)
anoTeAsi Baoikd gpyaAegio TG oUy-
xpovng MNaidiatpikAG. H epappoyn
TOU NpoodEPEl UPNAR SIayVWOTIKA
anddoon Kal UEIVEl onUavTikd Tov Xpdvo
S1dyvwong TWV YEVETIKWY voowy ota naidid.

MNepiAnyn

H npdodog TNG Moplakig MEVETIKAG €XEI
kataoThosel To Whole Exome Sequencing
(WES) éva and 1a onuavtikéTepa dSiayvw-
OTIKA gpyaleia oTnv MaidiaTpikr, KaBwg eni-
TPEMNel TNV Tautdxpovn avdAuon AWV Twv
e€wviwy Tou yovIdiwuaTog, drnou evronideTal
nepinou To 85% Twv Naboyovwy JETAANGEE-
wvV, unedbuvwy yia Ta povoyovidiakd Voon-
JaTta Tou avepwnou.

To WES napouacidZel unAn SiayvwoTIKN

[TA THN ANIXNEY 2. H
NO2HMATON 2 TA TTAIAIA:
2 YT XPONE2 KAINIKE2
FEOAPMOIEY KA
[TPOONTIKEX

T. AlcuBuvTpia EXY MaidiatpikAg KAIVIKAG MalrNH

andédoon og naidid PUE VEUPOAVAMTUEIAKEG
dlaTapax€g, NPWIUNG &vapéng f avoleKkTIKN
enAnYia, cuyyeveic ducpopdieg, HETABOAI-
KA Kal pIToxovopliakd VoonuaTa, NpwTona-
Beig avoocoavendpKkeleg kKal coBapd, adisu-
KpIivioTa veoyVvikd A naidiaTpikd NEPICTATIKA,
peldvovTag SpaoTiKd Tov Xpovo didyvwong
oe oUYyKpIonN UE TNV KAQOIKA SIayVWOoTIKA
NPOoOGCEyyIon.

H xpnon trio-WES kai Taxéog WES o€ po-
vAdEG eVvTATIKAG Bepaneiag evioxUel NepaITE-
pw TNV KAIVIKA Tou a&ia, odnywvTag o€ aA-
AQYEG OTn BEPANEUTIKA OTPATNYIKA Kal TN
BeAtiwon TNG npdyvwong, evw NApdAAnAa
avadeikvUovTdl TEXVIKOI, €PUNVEUTIKOI Kal
BionBikoi neploplioyoi Nou kaBioTouv ana-
paitnTn TN SIENICTNUOVIKA CUVEPyAcia Kal
TNV €E€IOIKEUMEVN VEVETIKF CUUBOUAEUTIKA.

EIZAMQrH: H ©exH TOY WES XTH XYI-
XPONH MAIAIATPIKH

H paydaia €EEAIEN TNG MEVETIKAG Kal TNG
Moplakig AlayvwoTIKAG €xel avapBabuiocel
onuavTika Tnv MNaidiatpikn laTpikhg TNV Te-
AeuTtaia dekasTia. MeTa&U Twv onuavTiKOTE-
pwV eEEAIEEWY CUYKATAAEYETAI N EDAPUOYA
Tng TexvoAoyiag Whole Exome Sequencing
(WES), n onoia emitpénel Tnv avdiuon dAwv
TV €EwViwv Tou avBpwnivou yoVvISIUATOG.
KaBwg nepinou 1o 85% TwV NABOYOVIKWV
METAAAGEEwY evToniCovTal o KwdIKoMoIn-
TIKEG NEPIOXEG, TO WES anoTeAsi €va ioxupd
gpyalAsio yia Tn dIdyvwon VEVETIKWY VOon-
HdTwV oTnv Naidikni NAIKia, Jia nepiodo érou
n &ykaipn didyvwon ynopei va aAAdEel pIdIkd
TNV €kBaon Tng voéoou Tou naidiou.

NaIdIaTPIKWY KATAOTACEWY, and OUYVEVEIG
Suouopdieg Kal veupoavanTuEiakeg diaTa-
PAXES €wg peTaBoAIkd voorjuaTta, kapdlo-
Ndbeieg Kal avoocoavendpkeleg. QoTdoo, N
KAIVIKN €Ikéva ouxvd eival un 181k, e ano-
TéAeopa n didyvwon va KaBuoTepsl yia un-
VEG 1 Kal xpdvia.

ESw avadeikvleTal n a&ia Tou WES, 1o
oroio NpoodEper:

* YYNAR diayvwoTIKA anédoaon, cuxvd 25-
50% avdAoya pe To aivoTuno.

« AuvaTtoéTnTa Tautoxpovng avdiAuong Xi-
AIddwv yovidiwv, Xwpig TNV avdaykn dia-
SOXIKWYV EEETACEWV.

+ ANoTEAEOMATIKOTNTA KOOTOUG, KABWG
ouxvd urnokaBiotd pia pakpd kair dana-
vnen ocipd AAAwV eEsTACEWV.

1 = ExpaN

Exon
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i
fuaiir = &
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Whole Exome Sequencing (WES)
% - 4:?
L
i DMA Isolation
s R ol iy R G P~ i -
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>xnuartikn ansikdvion Tou WES - and tn Anyn deiyuatog otn BionAnpogopikr avdAuaon.

H eninTwon Twv VEVETIKWY voohnudTwy
napapével otabepr], Napd Tnv eEEAIEN OTO Ne-
Sio TNg MeveTIKAG. YnoAoyilstal OTI nepinou
53 ota 1000 dToua Oa sudaviocouv kanoia
povoyovISIak, XPWHOCWUIKA 1) MoAunapa-
YOVTIKA VOO0 UEXPI TNV NAIKIQ Twv 25 €TWV.
Ta ondvia yeveTikd voonuaTta dev gival Téoco
“ondvia” otnv MaidiaTpikni: ekTiudTal ot 1
ota 25 naidid ndoxel and KAnola YEVETIKA
Siatapaxn. EmnAgov, ol yeveTikoi napdyo-
VTEG OUUBAAAOUV onuavTikd os nAnBwpa

- Edappoyn os o&eieg kal xpovieg naidia-
TPIKEG KATAOTACEIG.

H digpelvnon akoAouBei NAEov Uia Npo-
ogyyion nou &ekivd and To yovidio (“‘gene-
first”) kal odnvei oe uia akpiBr diIdyvwon
Bdoel Tou daivétunou (“phenotype-guided
precision diagnosis”).

Me anAd Adyia, avTi va npoonabouUus
NEWTA va «havtePoupuey TN didyvwon Pévo
and Ta CUUNTWUATA Kal JeETd va ¢nTACOUUE

© ATPIKA XPONIKA THX KPHTHX
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OTOXEeUWEVEG eEeTdoEIG, €EeTAlOUNE UEYAAO
apiBuod yovidiwy e€apxnig (n.x. e WES).’ETol
evToniCoupe NIBaveg NABOAOVYIKEG UETAAAG-
EEIC Kal OTN OUVEXeIa €pUNVEUOUUE TA €U-
PAMATA O OXEoN HUE TNV KAIVIKFA €Ikdva Tou
naidiou.

Ti1 KepSiCOUME JE AUTH TNV NPOCEYYION:

* MIO YPRYOPOG Kal akpIBAG NpocdIiopIoudg
TnG diIdyvwong

+ KAAUTEPOG MpoypauuaTioudg Bepansiag
f napakoAouBnong

+ OTOXEUMEVN KAl TEKUNPIWKEVN VEVETIKA
OUMUBOUAEUTIKA MPOG TNV OIKOVEVEIQ

» anogpuyr dokonwy eEsTAcewy, BloYiwy N
£NavaAauBaAvOUEVWY EAEYXWYV

TIKQ, avayvwpiCovTtag TNV UWNARA TOU KAIVIKA
agia.

KAINIKEZ ENAEIZEIZ KAl AIAFNQXTIKH
AZIA TOY WES

To WES €xel eupeia epapuoyry otny MNaidi-
ATPIKA KAl anoTeAei orjuepa Bacikd epyaAsgio
o€ NoAAOUG TOUEIG TNG KAIVIKAG MPAKTIKAG. Ol
UPNASTEPEG anoddoeIg KaTaypdgovTal OTIG
akOAOUBEeG ouddeg voonudTwy:

1 NeupoavanTudlakég  dilaTapaxeg
(NDDs)

AUTEG nepIAauBAvVOUV voNnTIKA KaBuoTE-
pnon, auTiopd, eniAnyia, unotovia Kai dia-

Domvoromkl Ketnpyopia BMI%::E%:;T:::“M& y AvyvoroTu) amddoon (%)
Epmpxi) Avarrosims MonTer kafuvotépnon, 2550
Kafuatépnen (GDD) Surtapayéc Adyowopihing, auniopds
Emvnyic (mpanpng évapéns Bpegpixoi omaapol, avBecTuc) 30-60
aviexTix) ERLAT IR
Euyyevels Avapaiies / TTokhardés ADOUOPPIKE FOPOCTMOTIE, -
Avopopypizg CUOTNUOTIKES ovepcthieg
Yroyia Movoyoiaxod Sovbpbpoy | STV | EEEpOTEV] paiviTuna, 2540
apvTTikiGG mpoTyobpEves EheYiog
Nevpopvikés Aiatapoyés Yrotovin, puromilfess, vevpondfees 30-50
i Yrorpomialovta exeicdhie
Mmﬂuh:ag e petafoluaic eroppibnems, 30-50
L aveEfprnm kepho/nrotondfew
Zopapn / [pdnun Evapén Kpion veoyvuc 1 fpegun vooog, fuc 50+
AveEfpmmic Noaov apviTikos oupforieds Eheyyoc

DaIvVOTUMIKES KATNYOPIES NaidIcdV driou To WES €xel Tn ueyaAuTepn SiIayvwaoTikr anddoon.

To WES evdeikvuTal 1I81aiTepa éTav:

* YNdpxel noAunapayovTiKi | acadng KAI-
VIKA gIkéva.

» YnoyialduaoTe ondavio, yovidiakd ETEPO-
YEVEG véonua.

» Yndpxel niBavétnTa de novo (VEwv) ue-
TaAAd&ewv (cuxveg ota naidid).

« ‘Exouv nponynBei apvnTIKd CTOXEUMEVA
VEVETIKA TEOT.

O1 Jdigbveic odnyieg and American
College of Medical Genetics and Genomics
(ACMG) kal American Academy of Pediatrics
(AAP) cuoTrivouv NAEovV TNV MNPWIUN XPrAon
Tou WES o dUokoAa diayvwoTIKA nepioTa-

Tapax€g cUMNePIPOPAg. MeAéTeg Seixvouv
SlayvwoTikA andédoon 30-60%. Ta anoTeAE-
ouaTta cuxvd odnyouv og aAAayr BgpaneuTi-
KNG MPOOCEYYIoNG, ONwWG OTOXEUUEVN AVTIENI-
ANATIKA aywyn 1 Napanounn yid YovIOIaKEG
Bepaneieg.

2. Tuyyeveig ducuopodisg kal ocuvdpoua
NOAAANAWY AVWHAAIDV

To WES niTp€nel TNV avayvwpion VEWV
A dTunwyv ocuvopoduwy, SIEUKOAUVOVTAG TNV
KAIVIKA dlaxeipion kai TNV npdyvwon.

3. MeTaBoAikd voonuara
H éykaipn didyvwaon Unopei va sival Kupi-

TO WHOLE EXOME SEQUENCING (WES) I'NA THN ANIXNEYSH NOSHMATQN STA MAIAIA: SYTXPONES KAINIKES EOAPMOTES KAl MPoonTIKES [IIEG

Tovidwo Antoupyia

SCN2A Kaowih vatpiov (Navl.2)
PO yovidiow péom

MECP DNA methylation
Epppetiyel o petapopi

STXBP1 vevpobiaPiPactd

TCF4 Metaypapixig maplyoveeg
owIrTuENS EYKEQEAOY

Evviebpeva yovidue NDD Enpacia WES
E:uig::\rm;l:q De novo petodditeg —
dpean S

walfvotépnon, ASD
Edvipopo Rett, vonmua

o Bcrripmion. smoaics Avrywioon Rett axdpo ko

Of (ATUTES MEPUTTHHIEL

yloomks fotopoyés

Exthyia, Averpwipion cofapdy
wafuotépnon ovintoing,  EmAnETIKOV
wovmrikés Surrapoyis eykepolomabendy
Edvipopo Pitt-Hopkins, Axpfinig Suirveoa) wa
TUTIGPOE, VOT| TR OTOYEUPEVT)
wufuatépnon aupfovhenti

rovidia kar kAivikd napadeiyuata: napddeiyua yovidicwv NDD (SCN2A, MECP2, STXBPI1, TCF4)

OAeKTIKA owThPIa. To WES cUUBAAAEl o€ Ka-
TaoTdoelg dnou ol BIoXNUIKEG e€sTdoEIg dev
gival d1ayVwWOoTIKEG.

4. Yuyyeveig Kapdlondoeieg

H xprion WES unopei va evroniocsl nabo-
yoveg YeTAAAGEEIG o naidid e unoyia po-
VvOyoVIOIaKAG aiTioAoyiag, eiIdIkd éTav undp-
XOUV EMINAE0V eEWKAPIIAKEG AVWUAAIEG.

5. MpwTtonabsig avoocoavendpKeleg

H Taxeia évap&n avocopuBuICTIKAG ayw-
VAG A N ARWN anoddoewy yia JETAUOOXEUON
e€apTtdTal ouxvd and Tn YeveTikA eniBeBaiw-
on.

6. NeoyvikA Kai Maidiatpiki ME®

To WES, 18iwg To Taxu WES (rWES), uno-
pei va odnynoel oe didyvwon &viog 5-10
NUEPWY, ennEedlovTag AUeca TNV KAIVIKA
£kBaon Kkal TNV eniBiwon.

VEI onuavTikd TNV akpiBeia gpunveiag Twv
eupnudTwy, neplopifovrtag Ta VUS (variants
of uncertain significance).

TUYKPITIKA NAEOVEKTAMATA £EvavTi AAAWY
TEXVIKQV

« KaAUTepn anddoon and targeted panels
OTIG ETEPOYEVEIG CUVONKEG.

+ KaAUTtepn KAAUWN Twv e€wviwyv and To
Whole Genome Sequencing (av kai To
WGS npoogépel eupUtepn avdAuon, To
WES napapével nio npooitd Kal dIabgoi-
HOo).

* ANOTEAECHATIKOTEPO AMNO TN XPWHOCWI-
K avdAuon oe povoyoVvidiakeg diaTtapa-
XEG.

MEPIOPIZMOI, MPOKAHXEIX KAI BIOHOI-
KA ZHTHMATA

Mapd Ta NoAAANAd NAEOVEKTAMATA, TO

Avwyvoati] Mposérom Méoog Xpivog Auiyviang Eybdan
_ , 18-24 pvec ml.lf:ml.é.r; Ew&oxmé:;lcéarﬁsm.;,
e e (wropei kot REPITOOTEPD) m;q“q;‘?;‘:;}f;m'
) fapean mvihuaT) modday yovibio,
WES ﬁuﬂg:ﬁ & WAL S oTic anddoo,
evtomopds de novo petalAdleny

JUykpion xpovou didyvwaong - WES vs. kAQoikrig d1ayvwaoTikriG odoU

AlayvwoTik anédoon (Diagnostic Yield)
Me Bdon diebveig ueTa-avaAUoelg:

* UVOAIKA anédoon WES: 30-40%

» TpInA€Ta yovidiwyv (Trio-WES): 40-55%

» Taxu WES otn MEO: £w¢g 60%
H xprion Trio-WES (naidi + yoveig) au&d-

WES é€xel onuavTikoUg neplopiopoUs nou
npénel va AauBdvovTtal undwn oTnV KAIVIKA

npdén.

1. Texvikoi neplopicpoi
+ Mn avixveuon MeydAwv avadiatd&ewy,

N |IATPIKA XPONIKA THX KPHTHZ
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HeOUAiwoNG, eEnavelIANUUEVWY ENEKTACE-
wvV (repeat expansions).

+ Meploxeg SUOKOAEG oTnV KAAuWn (GC-
rich, pseudogenes).

« MNeplopiopévn avixveuon CNVs o ox€on
pe array-CGH, av kal undpxel BeATtiwoon Ue
TIG OUYXPOVEG NAATPOPUEG.

+ AUCKOAIQ oTNV avAAucn PUBUICTIKWY Ne-
PIOXWYV (LN KWSIKOMOINTIKES).

2. Epynveia anoTeAscpdTwV

H gpunveia Twv napaAiiaywv (variants)
eival iowg To NAgov Kpiolpo otddio. Ta VUS
anoTteAoUv ouxvd elpnua Kal Jrnopsi va
NPOKAAECOUV CUYXUOCN OTNV OIKOYEVEIQ Kal
oToug BepdnovTteg 1aTpous. H Ta&ivéunon
katd ACMG/AMP anaiTei e€g1dikeuon Kal ou-
VEXN EVNUEPWON.

3. EupAuara deuTtepeloucag onuaaciag
(secondary findings)

To WES evdéxeTal va anokaAUYel nANpo-
Popieg AoxeTEG UE TO aiTnua eE€TaoNg aAAd
oNUAVTIKEG via Tnv uyeia Tou naidiol | Twv
vovEéwv (n.x. BRCAI, kapdiopuondBeleg).

>Tnv EAAASa Kal SIEBVWG, N NPOYEVECTE-
pn ouvaiveon (informed consent) npénel va
KkaBopicel:

» av Ba avalntnbouv auTtd Ta supruaTa
+ av Ba doBoUv oToUG YOoVEig

* NWG Ba yvwoTonolouvTal oTo Naidi étav
EVNAIKIWOEI.

4. Bion6ikd nTAuaTa

» Aikaiwpa Tou naidiod oTo “va hnv yvwpi-
cer.

« MANnpoddpNnoN via Un avacTpEWiua VOor-
paTa Xwpig Bgpaneia.

+ EMINTWOoEIG TNV avanapaywyikr oup-
BOUAEUTIKH TWV YOVEWV.

« WuxoAovIKr eMiBdpuvon TNG OIKOYEVEIQG.

5. ZnTAMaTa K6oToug Kal npéopaocng

Mapd TN peiwon Tou kdoToug, To WES na-
pauével oxeTikd danavned yia MoAAd CUCTA-
paTa uyeiag. Yndpxel aviodtnta otnv npo-
oBacn avdAoya PE TO KEVTPO, TN XWPEAd Kal
TNV aoPaAIoTIKA KAAUYN.

KAINIKH ENXQMATQXZH, MEAAONTIKEZ
E®APMOIEX KAI ZYMIMNEPAZMATA

1. NG evowpaTtwveTal To WES otnv Mai-
S1aTPIKA NPAKTIKA
H eniTtuxrig xprion Tou WES anaitei dieni-
OTNUOVIKN NPOCEyyIon:
» NaidiatTpog - KAIVIKOG MeEVETIOTAG
« BlonAnpodopIikodg
- EEeidIkeupéva epyaoThpia
« OuAda unooTAPIENG OIKOYEVEIQG

TO WHOLE EXOME SEQUENCING (WES) I'NA THN ANIXNEYSH NOSHMATQN STA MAIAIA: SYTXPONES KAINIKES EOAPMOTES KAl MPoonTIKES [IIEG

H diadikaocia nepiAauBAver:

1. AeNTOPEPEG KAIVIKO IOTOPIKO Kal paivo-
TUMNO

2. EmAoyn katdAAnAou TUnou WES (solo,
duo, trio).

3. AvaAuon kal diactalpwon EUpNUATWY
ME paivéTuno.

4. EmoTpodn AnoTEAECHATWY HE OUM-
BOUAEUTIKA.

5. EnavacTtoxonoinon HeTd andé véa de-
Sopéva (reanalysis) - pe dperog 10-15%.

2. MEAAOVTIKEG NPOONTIKES

+ WGS (Whole Genome Sequencing): ©a
anoTeA€oel TNV enduevn yevid SIayvwoTI-
KNG, AAAG akdun £Xel uPNASTEPO KOCTOG.

- Fovidiakég kal RNA-based Ospaneieg: H
Hoplakn SiIdyvwon anoTeAei kpioiuo Briua
via eEATOUIKEUEVEG Bgpaneieg.

+ Al & machine learning: BeATIOVoOuUV cuve-
XWG TNV EPUNVEIQ TWV NAPAAAAYWY KAl TN
GaIvoTunIkA avTioToixion.

+ NEOYVIKOG YEVETIKOG €AeyX0oG: MiBavdTn-
Ta evowudTtwong WES/WGS ot npoypdu-
paTta newborn screening via cofBapd, G-
paneyoiuya vooruara.

+ dapuakoyovIdIwUaTIKA: EEaTouikeuon
DAPHAKEUTIKAG aywyng o naidiaTtpikoug
aoBeveig.

E. BIBAIOITPA®IKEX MAPAMNOMIEZ

ACMG Board of Directors. Clinical utility
of genetic and genomic services: a position
statement of the American College of
Medical Genetics and Genomics. Genet Med
2015,17(6):505-507.

Manickam et al. Exome and genome
sequencing for pediatric patients with
congenitalanomaliesorintellectualdisability:
an evidence-based clinical guideline of the
ACMG. Genet Med 2021,23(11):2029-2037.

Miller et al, Recommendations for
reporting of secondary findings in clinical
exome and genome sequencing, 2021
update: a policy statement of the American
College of Medical Genetics and Genomics

(ACMG). Genet Med 2021;,23(8):1391-1398

Rehm et al. ClinGen--the Clinical Genome
Resource. N Engl J Med 2015;372(23).2235-
2242,

Saunders et al. Rapid whole-genome
sequencing for genetic disease diagnosis in
neonatal intensive care units. Sci Transl Med
2012;,4(154):154ra135.

Srivastava et al. Clinical whole exome
sequencing in child neurology practice.

Ann Neurol 2014,76(4):473-483.

Stark et al. A prospective evaluation
of whole-exome sequencing as a first-tier
molecular test in infants with suspected
monogenic disorders. Genet Med
2016;18(11):1090-1096.

Vissers et al. A de novo paradigm for
mental retardation.

Nat Genet 2010;42(12):1109-1112.

Wright et al. Genetic diagnosis of
developmental disorders in the DDD study: a
scalable analysis of genome-wide research
data. Lancet. 2015;385(9975):1305-1314.

Yang et al. Molecular findings among
patients referred for clinical whole-exome
sequencing.

JAMA. 2014,;312(18):1870-1879.

N |IATPIKA XPONIKA THEZ KPHTHZ

3



AZIOAOTHEH AYZANAAOTIAE KAPAIAKON AoMON eMepyoy |

A=IONOI H2H
AY2 ANANOT TA2Z KAPAITAKON
AOMON EMBPYOY

N

& |ATPIKA XPONIKA THEZ KPHTHZ

IQANNHXZ FTEPMANAKHX
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KaBnyntrig
MaidiaTpIkAg - NaidokapdioAoyiag

Sladpopd pey€Boug (Sucavalo-
yvia) yeTa&U TnG apIoTEPAS Kal
TNG Se&Idg KapdIaKAG KOIAOTNTAG
(kOANoI, KOINIEG) ri/Kal TwV HEYA-
AWV apTnPItyV evToniCeTal eUKOAQ KATd Tn
SidpKeIa Tou avaTouikoU ungpnxoypadrua-
Tog (Baoikn aneikdvion euBpuUiking kKapdidg),
anoTeAwvVTag €voesliEn NApanounng yia Ae-
NTOUEPESG gUBPUIKO Nxokapdioypddpnua via
TOV dnokAgiopud TNG NMapouciag cuyyevoug
kapdiondBeiag Tou euBpuou. TNV napodca
avaokoénnon napoucidZetal N KAaTAAANAN
TEXVIKA aneikdviong via Tnv anoduyrn Tng
PAIVOUEVIKAG BPAXUVONG TWY KOIAIOKWY KOI-
AoTATWY KaTtd Tn didpKeia TNG BACIKAG anel-
KoOvIoNG eUPBPUIKAG Kapdida.

OpIopo6g
H duocavaloyia opiletal wg uia npoda-

laTpIKAG XXOANG MNavenioTnuiou KpATNG

VAG dlapopd peyéBoug katd Tn oUykpion
SUo Souwyv. O1 eAAnvikoi épol ducavaAoyia
(UN PUGCIOAOVYIKEG avaAovieg) i acuuueTpia
(EMAeIYn cuppeTpiag) ekppdlouy eniong TRV
onTIKA avicopponia peyéboug ueTa&u So-
pwv. H a&loAdynon Tng ducavaAoyiag sivail
OuUVNBWG UNoKelyevikr (NoloTIKN), eEkdpdlo-
VTAg TNV OonNTIKA evTUnwon Tou Napatnenth
KaTtd TN ouykpion dUo douwyv. QoTdoo, via
TNV €niBeBaiwon TNG UNMOKEIUEVIKAG OMTIKAG
evTUnwong anaiTeiTalr akpiBriig HETpnon Tou
HEeYEBOUG KABs SOUNG Kal EKTiUNON TNG ava-
Aoyiag uey€Boug (avTiKeIgevikr agloAdynon).

H unokeiyeviki a§loAdynon via Tnv na-
poucia - TNV anoucia - cUUEeTPIag ueTa&u
TWV EUPPUIKWV KapdIakwyV SOUWY AnoTeAE
OeueNIWOEG UEPOG TNG POUTIVAG AneIkOVIoNG
TNG €UPBPUIKAG KapdIdg kKaTd Tn SIdpKela TNG
unepnxoypadikng ag§ioAdynong TNG avaToui-

EIKONA 1. XwoTtr 6€on Toung eupuikoU Bwpaka yia afioAdynon ducavaAoyiag

KNG NapakoAoubnong Tou eyBpuUou ota péoa
TNG kKUNong (M. Adyw TNG CUUBOAAG Kal TWV
SUO EUBPUIKWV KUKAODOPIWY oTn cuvdua-
opévn kapdiakn napoxn (cuvdedeuéveg oTo
€ninedo Twv KOANWV UE TO WOEIOEG TPAUA
Kal oTo €ninNed0o TWV APTNPIWY UE TOV apTNPEI-
akd NépPo), ol apIoTEPEG Kal OEEIEG EUPPUIKEG
KapSIaKEG SOUEG £xouv onTIKA ico Péyebog.
H Tekunpiwon TNG cupueTpiag YeTagu Twv
apioTeEPWV Kal Oe&idv eUBpUikwyY kapdia-
KWV SOUWV €ival UMOXPEWTIKA TOOO YId TOUG
KOANoug OGO Kal Yia TIG KOIAIEG, Mou agloAo-
youvTal KaTtd Tn «Baocikny» euppuUiki kapdia-
K aneikdvion 4 KOIAOTATWY, KaBwg Kai via
TIG HEYAAEG apTNPieg, Mou a&loAoyouvTal TNV
ansikévion 3 ayyesiwv / 3 ayyeiwv-Tpaxei-
ag kKaTd TN SIAPKEIQ KEKTETAPEVNGY BACIKAG
€UBPUIKAG kKapdlakng ansikéviong. H anou-
oia cupueTpiag PeTa&l TwV APICTEPWYV KAl
SeEIOV eUBPUIKWY Kapdiakwy douwy, éTav
e€aipouvTal Ta opdAuaTa aneikdviong, uno-
SNAWVEI avicopponia oTto popTio r/Kal TNV
avdnTuén TnG epBPUIKAG kKapdidg.

YUudwva UE TIG odNYIES via TNV EKTEAECN
TNG pouTivag ungpnyxoypadikig agioAdyn-
oNngG TNG eMPPUIKAG Kapdidg (2), wg oucIaoTI-
KO OTOIXEIO TNG UNEPNXOYPADIKAG avaToul-
KAG NapakoAouBnong Tou euBpuou Katd To
HECO TNG KUNONG, O AVIXVEUTIKOG €AEYXOG
agloAovei TNV akepaidTNTa Tou ePPpuUikou

kapdlayyeiakoU CUCTAPATOG, WE Bdon Tnv
Aentouepry a&loAdynon névre SIadoXIKWV
eykdpolwyv OPewv Tou euUBpuUikoU Bwpaka,
and TNV dvw KolAia £€wg To PECOBWPAKIO.
AUTEG nepiAauBdvouy 1) dvw KolAiq, 2) anel-
Kovion 4 kolAoTATWY (4CH), 3) €E6dou NG
apIoTePNG KolAiag (LVOT), 4) eEddou Tng de-
E1dg kolAiag (RVOT), 5) aneikévion 3 ayyeiwv
(3V) kal ) ansikdévion 3 ayyeiwy Kal Tpaxeiag
BV-T.

Aucavaloyia katd Tnv ansikévion eu-
BpuIkAg Kapdidg

H napouocia cuupeTtpiag yeta&y aploTte-
PWV Kal Se&iv Kapdiakwyv SoUwyY gival €va
OUOCIacTIKO OTOIXEIO PIAG PUOIOAOYIKAG Te-
TpakoIAIakAG eikovag (Eikdva 1): 1) Ba npgnel
va kataypdgovTal dUo kKOAMOI, NeEpinou icou
pey€Boug. AlagdoponolodvTtal o aploTePS
Kal Oe€Id KOAMo Oxl pévo and Tn OXETIKA
Toug B€on (0 apIoTeEPdG KOAMOG €ival o nio
onioBiog euBpuUIKOG Kapdiakdg BdAAauog,
npoéocBia TNG onovOUAIKAG OTAANG, O Ote&l-
6¢ KOANog eival nio NpdoBiog kai degiIdTepa
OE€ OX&on Je Tov aploTePpd KOAMO) aAAd Kal
ASyw SIAKPITWV AVATOUIKWY OpOCNUWY: Ol
MVEUUOVIKEG DAERBEG €I0€PXOVTAlI OTOV ApI-
oTEPS KOAMO, EVW N UEUBPAVN Tou woeidoug
TPAUATOG NPOEEEXEl OTOV aAPIOTEPS KOAMO.
2) Ba npénel eniong va kataypddpovTtal dUo
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KOIAIEG, Nepinou ioou pey€Boug. Ouoiwg, dia-
doponolodvTal o apioTepPr| Kal Oe€Id KolAia
OxI uoévo Je Bdon Tn oxXeTIKA Toug B€on (N de-
&1d KolAia eival n nio NnpdoBia euBpuUIKn Kap-
SlaKn KOIAOTNTA aKPIBWG Nicw and To OTEP-
VO Tou guBpuou, N aploTepr| KolAia onicBia
Kal aplioTePd and TNV AapIoTEPN KOIAIQ, UE TO
evOOKOIAIaKS dlddpayua va €XEl KAVOVIKA
vwvia 45 polpwyv og oxgon e Tov Npdco-o-
nioBlo d€ova Tou guBpuikol Bwpaka) aAAd
Kal AdSyw OIAKPITWYV AVATOUIKWY XAPAKTN-
PICTIKWV: N METATOMION TNG KOAMOKOIAIOKAG
BaABidag Tng Oeg&Idg kolAiag (TpiyAwxIvag)
gival nio kKovTd oTnv Kopudr TNG KapdIAGg Tou
£UBPUOU o cUYKPIoN HUE TNV KOAMOKOIAIGKN
BaABida TNG aploTePG KolAIag (LITPOEIONG),
n OefId KolAia €xel yia puik Taivia kovtd
oTnV Kopudn TNG (moderator band). (2-5)

H napouocia cupueTpiag YETAEU TwV pEe-
VAAWV apTNEIV unopsi Adn va aioAoynBsi
oTa eyyUg TUARATA Toug, KaBWwg ekduUovTal
and TIG aVvTIOTOIXEG KOIAIEG PeE TPoMo «dia-
oTaupouUuevoy (NPoBoAEg LVOT kal RVOT),
KaBWg N eyyUg aopTr £XEl KATEUBUvVON NPOG
Ta Oe&Id (Npog Tov Be€Id WPO) Kal N gyyug
MVEUUOVIKF apTnpia sublypapun npog Ta
nicw (MPOG TNV ApIoTEPN NAPACNoOVOUAIKA
neploxn).

H a&loAdynon TnNG OCUUPETpIag oTa ne-
PIPEPIKA TUAWATA TWV HEYAAWY apTNPIWV

EIKONA 2. WsuéoéJoovo)\ow’o Adyw AavBacouegvng Tourng

(eykdpolia aopTry o cUyKplon UE TNV MNePI-
PEPIKA MVEUUOVIKFA apTnpia - apTneiakog
nopog) a&loAOVYEITal OTIG AVWTEPES HECOBW-
PAKIKEG TOUEG, SNAAdH oTnV anesikodvion TPI-
WV ayyeiwv/ TPIKV ayyeiwy -Tpaxeiag. XTnv
anesikévion autr and de&id Npog Ta ApIoTE-
pd aneikoviCeTal n diaTour) TNG S€&Idg dvw
KOIANG PAEBAG, TO eyKAPOCIO AoPTIKO TOEO
(uE KaTeUBuvon NPOG Ta ApIoTEPA TWPA) Kal
N NVEUUOVIKNA apTnpia - apTneiakdg nopog
(euBsia Npog Ta nicw KatsUBuvon). O1 duUo
HEYAAEG apTNPieg (@opTNA KAl apTNPIAKOG No-
POG WG CUVEXEIQ TNG MVEUUOVIKAG) CUUBAA-
Aouv oTa apioTepd TnG Tpaxeiag (ovoudleTal
onueio V), énou n kaTtiodoa aopTr O£xeTal
TN ouvduaouévn porn Toug. AvaugveTal Jia
AMIA AOUUKETPIA TWV AYYEIAKWY OOUWY Mou
avTinpoowneUel €va GuUOIOAOYIKO eUpnuaq,
HE TNV dvw KoiAN GAEBa va £xel UIKpdTEPN
AIduETPO o cUyKPIoN UE TNV AOPTH, N ornoia
gival oxeTIKd PIKpSTEPN and TNV MVEUHOVI-
KM apTnpia - apTnpiakd népo. Oa Npénel va
TovioTel 6Tl N Nnapoucia diacTalpwong Twv
HEYAAWY apTNPIWV Kal TOU onueiou V oTn
OUUBOAR TOug oTa apioTeEPd TNG TPAxEeiag
SEV EMAPKEI yIa va avayvwpIoTEl N apTnpia
MouU NPoEPXETAl and TNV ApPICTEPH KOIAIQ WG
aopTrA Kal auTr nou npogpxeTal and tn oe&id
KOIAIQ WG NVEUUOVIKA apTnpia: Ta EexwploTd
avaTouikd XapakTnpeIoTIkd kdBes ayyeiou Ba

AZIOAOTHEH AYZANAAOTIAE KAPAIAKON AoMON eMepyoy |

EIKONA 3. WeudoduoavaAoyia Adyw AavBacugvng Toung

npénel eniong va katadeixbouv yia ToV ow-
oT6 xapakTnpioud Toug (N NVEUUOVIKA apTn-
pia divel KAddoug - dixaoud NoAU KovTd oTo
gyyUg TUAKA TNG, ol KAAd0oI TNG AopTAG EeKI-
vouUv MoAU nio nNepIpepIKA).

WeudoduoavaAoyia.

AUTAOG 0 OpOog NPOoTEIVETAl WG O KATAA-
ANASTEPOG oTnV napodca avaockonnon,
via va neplypdwel TNV onTIKA evTUnwaon TNG
duocavaAoyiag Twv UBPUIKWY KapdIaKwy
KOIANOTATWY oTav Jia TETola duocavaAoyia
dev UMNAdPXEl oTNV NPayUaTikdéTnNTa, €va u-
pnua nou BaciCeTal anokAEIOTIKA O NEPIO-
pIchoUg nou oxeTiCovTal Ue TNV aneikdvion
(Eikdveg 2,3). H Wweudo-ducavaAoyia eival
dia Kolvr) &vOsiEn napanounnig via uppui-
Kr nxokapdioypadia, eISIKA o€ NEPINTWOEIG
énou n euBpuikr B€on sival SUCUEVAG, CUV-
SudlovTag pia oTPeRAA Kal KaunTIKA EYBPU-
KA NPoBoAr, | éTav undpxel aduvauia Arf-
WNG TEAEIAG eYKAPOIAG TOUNG TOU eUBpUikoU
Bwpaka, Adyw OSuopevoug MPoBOANG TNG
EUBPUIKAG onovOUAIKAG OTHANG OE OXEOoN UE
onoladinoTe dIabéoiun ywvia unepnxoypea-
PIKoU KABeTAPA Nou TOoNoBETEITAI OTNV KOI-
AlOKA XWea TNG UNTEPAG..

Mia 1I8avikr aneikdvion 4 KOIAOTATwY Ba
npgnel va AauBdvetal os €va TEAgI0 eyKAp-
olo ungpnxoypagdiko eninedo Tou eupBpuikou

Bwpaka (IxAua 1). Apxikd, Nnpénel va agloAo-
yAoouue dv To unepnxoypadikd eninedo
gival KatdAAnAo (TéEAslo eyKAPOIO) KAl OTN
OUVEXEIQ VA EMIKUPWOOUUE TN CUPUETPIA
TWV EUBPUIKWV KAPSIAKWY KOIAOTATWY. TO
owoTd eninedo ansikdviong Ba npénel va &i-
val kdbeTo (oTIg 90 poipeg) oTov d&ova TNG
EUBPUIKAG onovOUAIKAG OTAANG: AUTO uUno-
pei va eniTeuxBei ansikoviCovTag NpwTa TNV
€UBPUIKA ONMoVvOUAIKR OTAAN O Hia oBeAI-
aia ansikdvion (énou daiveTal OA0 To UAKOG
TNG BWPAKIKAG CNOVOUAIKAG OTAANG), MPwW-
TA UETAKIVWOVTAG/VEPVOVTAG ToOV NXOBOAEQ
Hag MPOG TNV KOIAIA TNG MNTEPAG £TOI WOTE
N eUBPUIKA onovOUAIKA OoTAAN va BpiokeTal
napdAANAa e Tn enadr Tng NXoLBdAoU Ke-
PaAANG, OTN CUVEXEIQ NePIOTPEDOVTAG NPO-
OeKkTIKA TNV NYoBOAO KedaAr] (dlaTNEWVTAG
napdAAnAa Tnv idia vywvia nxoypddnong
o€ OX€on He TN onovOUAIKA GTAAN) oTIig 90
poipeg kal npoocapudlovtag To eyKApPoIo
€ninedo oTO CUVICTWHEVO €ninedo AneIko-
vIong TNG EUPBPUIKAG Kapdidg cUpovTag Tov
KABETAPA NPOG TNV KEPAAR i TNV KOIAIG TOU
eUBpUoU, dnwg anaiTeitTal. e NeEPINTWOEIG
onou n euBpuikil NpoBoAn sival évag ocuv-
Suaoudg oTPodPAG Kal KAPYNG, WNopsi va
gival adlvaTto va £XoUpE Pia TEAEIQ eyKAp-
ola aneikoévion, onwg unodsikvUeTal and
TNV Angikovion NOAAANAWY TOUWY NAEUPWYV

N |IATPIKA XPONIKA THX KPHTHZ
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oTn Jia nAsupd Tou guBpuikol Bwpaka o
ouUyKpion Je TNV dAAAN. Tuvenwg, 6a npé-
nel va SiveTal Npoooxr oTov oXOAIaoud TNG
Unap&ng 1 UN CUMMETPIAG Twv €UBPUIKWY
KAPOIAKWV KOIAOTATWY, OTav Oev €xel €ni-
TeuxOei ; dev pynopsei va eniTeuxBei TEAEIO
eykdpolo gninedo aneikéviong. ZuvioTdTal N
enavdAnyn TNG odpwong OE UETAYEVECTEPO
oT1ddI0 Kal N Napanounn T NEPINTwong yia
eUBPUIKS nxokapdloypddnua ce nNepinTw-
on enipyovng ducavaAoyiag Twv gUBPUIKWY
KOIAOTATWY Napd TIG €NAVEIANUUEVES NPO-
ondBeieg aneikéviongs. H eknaideuon pe Xpn-
on TEXVIKWY avacuoTtaong oykwy (4D STIC),
e Bdon Tnv guneipia pag (Summer School,
Introduction in 4D Fetal Echocardiography,
School of Medicine, University of Crete, 12-
16.9.2022) sival 1d1aiTepa XpHoiun yia OAoug
TOUG IaTpoUG UE AVTIKEIUEVO TNV Anegikdvion
TNS ELPBPUIKAG avaTopiag (8)

Tupnepdopara

H eknaidsucn oTnv ansikdvion TwY CuVI-
OTWHEVWY EURPUIKWY KAPSIAKWY AMEIKOVI-
oewv Katd Tn dIdpKela TNG pouTivag euBpu-
iKAg kapdlondBeiag sival CwTIKAG onuaociag
via Tnv €ykaipn avixveuon TngG €uPBPUIKAG
ouyyevoug kapdiondBeiag, Kabwg ol NEPIo-
oOTEPEG NEPINTWOEIG dev €xouv EvOelEn via
eUBPUIKS nxokapdioypddnua, avTinpoow-
nevovTtag ia eEsidikeupévn agloAdynon rnou
NEoopPICeTal yIad CUYKEKPIUEVEG evdeiEelg. H
Suocavaloyia KOIAIV Kal JeydAWY ayyeiwyv
eival eUkoAa avixvedolun Katd Tn SIdpKela
TOU pouTivag unepnxoypadikoU eAEYXOU HE-
oou TpIuAvou. Epdoov To elpnua dev ogei-
AeTal oe duopevr B€on Tou euBpuou, eEw-
TEPIKA cupnieon TNG €UBPUIKAG Kapdidg A
OUVOAKeg PoOpPTIoNG, uNdpxel dueon €voeiEn
napanounig via suBpuikd nxokapdioypd-
dNua, Kabwg o KivOuvog cuyyevoug Kapdio-
ndBeiag Tou guPpuou sival uPnAdG.
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BioAdyog - KAIVIKA EpyacTnpiakn
leveTioTpla

gpyaocTnpiou EAEYOQ OE.

nNpoodog TNG TeEXVoAoviag npo-
odEpel oAUEPA oTN PAPETPA TOU
IaTPpoU £€va KatanAnkTikdé onio
yla TNV avixveuon acBeveiwy, To
Whole Exome Sequencing (WES), To onoio
ENITPENEI TNV 0dpwWon OAOKANPOU TOU Asl-
TOoUpYIKOoU yoVvISIOUATOG TauTéxpova, navw
anos 22,000 yovidia, divovTag AUon o€ NOAAd
adIdyvwoTa NeEPIoTATIKA.

Ti1 eival To Whole Exome Sequencing
(WES);

To Whole Exome Sequencing (WES) ava-
d€peTal oTNV TAUTOMOINCN TNG AAANAouXiag
OAOKANPOU TOU KWOIKOMOIOUVTOG YOoVISIW-
JaTog Tou avBpwnou, dNAAdN TIG MEPIOXES
Tou DNA nou KwdikornoloUv NpwTeiveg, Ta
€EWVIQ, HECW TNG TEXVIKAG TNG AAANAOUXIONG

YneuBbuvn TUAUATOG FEVETIKAG TOU

N€ag lMevidg- Next Generation Sequencing
(NGS). AAAavEG oTnNV aAAnNAouxia AuTwyV Twv
MEPIOXWV UNOopPEei va enhEPOUV AAAOIWOCEIG
oTn dopn Twv NapayOUeEVwWY NPWTEIVWV Ka-
BICTWVTAG TIG PN AEITOUPRYIKEG 1 HEPIKWG
AEITOUPVIKEG, akdua Kal va napepnodiouv
NavTeAWs TNV Napaywyr Toug. MapdAo rnou
Ta €€wvia anoteAouv udvo To 1-2% Tou av-
Bpwnivou yovIdiouaTtog, To WES kaAunTel
nepinou 1o 85% Twv Naboyovwy JETAAAGEE-
WV MOU £X0OUV CUCXETIOTEl HE TNV EKSAAWON
vooou.

Ti1 ynopei va avixveuoel To Whole Exome
Sequencing (WES) kai Ti 6x;

Me To Whole Exome Sequencing (WES)
gvToniCovTal NapaAAayEg oto €ninedo Tou
£VOG 1 HEPIKWYV VOUKAEOTISIWY, KABWG Kal JiI-

KPEG evOEoEIG Kal EAAgiuuaTa evTog TNG KW-
SikornoloUoag NePIOXNS TOU YOVISIWUATOG.
To WES dev unopsi va avixveloel “Babieg”
ECWVIKEG NAPAAAAYEG, KOBWG Kal NapaAAa-
VEG O PN KWAIKOMOIOUCEG MEPIOXES, ONWG
UMNOKIVNTEG, EVIOXUTEG K.a.. Eniong, dev avi-
XVeUel JeydAa eAAsiyuarta/dSinAaciacuoug,
napaAAaveg apiBuou avtiypdowy, €nekTd-
ogIg enavaAPewv TpIvoukAsoTISiwy, diata-
PAXES HEBUAIWONG KAl HOVOYOVEIKH diowia.
TEAog, To WES dev gival a§ionioto og napai-
AQYEG nMou PBpiocKovTal o€ NEPIOXES ME WEU-
Soyovidia | avTiypada yovidia, o€ NEPIOXES
e uPnAS nocooTd G/C BACEWY KAl MEPIOXES
e enavaAauBavdoueva idla voukAsoTidla. MNa
TEXVIKOUG AGYOUG, N JEYIoOTN KAAUWN rnou di-
VOUV Ol KATAOKEUAOTPIEG ETAIPEIEG PTAVEI TO
97% y1a TO YEVWUIKO DNA.

Moieg gival o1 evdei&elg yia Tov Npoyev-
vNTIKO éAeyxo pe Whole Exome Sequencing
(WES);

To Whole Exome Sequencing (WES)
Sev anoTteAsi €€€Ttaon pouTivag via kABe
Kunon. Tov AuyouoTo Tou 2025 n EAANnvI-
KA MaleuTik kal FuvaikoAoyikry ETtaipeia
(EMIE) €&€dwoe kaTeubuvTnpleg odnyieg
(No 73) Baoiouévn ota EuroGentest and

the European Society of Human Genetics
(ESHG), 2016 , American College of Medical
Genetics & Genomics (ACMG), 2020, 2021,
2022,2023, ACMG-ClinGen, 2020, Canadian
College of Medical Geneticists (CCMG), 2021,
British Society for Genetic Medicine (BSGM),
2021 kai International Society for Prenatal
Diagnosis (ISPD), 2022. To WES npayuartonol-
gital é1av o unépnxog deixvel SOUIKEG avw-
HAAIeg, Onwg KapdIakESG BAABEG, OKEAETIKEG
duonAdcieg, avegynTtn €uUBpUIKn umeEp- N
uroavdanTugn, augnuévn auxevikr dlagpdavela
>4 IA. Kal dAAa. Eniong, npayuaTonolsital o
MNEPINTWOEIG MoU ol evOsiEEIC Napangunouy
OE OUYKEKPIUEVa oUuvdpoua/uovoyovidiakd
VOONMATA KAl TEAOG, ATAV UNAPXEI OIKOYEVEI-
ako 1oTopikd naidiol pe adidyvwoTo VEVETI-
k6 voonua. Anapaitntn npolndBeon yia TNV
ekTEAEON WES oTO €uBpuUo anoTeAEi N mpon-
youpevn A Tautdxpovn edappoyn anAou Kal
HopiakoU KapudTurou.

Moia BAuaTta akoAouBouvTtal KATd ThV
e&€taon Tou Whole Exome Sequencing
(WES);

Mpiv TN ARWN Tou OeiyuaTog, NMPonyei-
Tal Jia ouvedpia YEVETIKAG CUUBOUAEUTIKAG
KaTtd TNV onoia cuAA€yeTal SAO TO OIKOYE-
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VEIaKO I0TOPIKO, CUUMEPIAQUBAVOUEVWY Kal
MPOVEVECTEPWY  EQYACTNPIAKWV/KAIVIKOV
e€etdoewy. TNV OUVExela, €€nyeital oTov
unowrdlo eEeTalOUevVo AENTOUEPWG N EPYA-
oTnplakn dlIayvwoTIKA NPocgyyion, N ornoia
NEOKEITAl va akoAouBnBei. Ti eival autd nou
eAEYXETAl, NACOG XPAVOG anaiTeiTal, Mnoiol
gival ol dlayvwoTIKoi Neplopicuoi TNG eE€Ta-
oNngG Kal av eniBupoUV ol YOVEIG va evNUEPW-
Bouv yia dsuTepeUovTa Kal TUXaia eEupAUaATa,
SnAadn yia naboyoveg N niBavd naboyoveg
napaAAayeg os yovidia nou dsv cuvogovTal
JE TNV aiTia napanopnng, aAAd subudvovTal
via TNV ekdNAwon dAAWY acBeveIwyY, Onwg
O KAPKIVOG, Ol VEUPOEKPUAICTIKEG VOOCOI K.Q..
Eniong, npénel o1 yoveig va yvwpilouv OTI
undpxel kal N MeavdTnTa va vivel ywwoTr N
un naTedTNTA/UNTESTNTA. MPEIV TV ARYN TNG
andédaong, Ba NpeEnel va €XouV KATavonoeEl
OTI akdpa Kal av dev Bpebei naboydvog ye-
VETIKA napaAAayr nou va &nvyei Ta syBpui-
KA supnuata, dev eival eEacdpaAicuévo OTi
To naidi nou Ba yevvnBei Ba sival uyI€G. TN
OUVExelq, ol evolapepduevol unoypdpouv
TO &yypado ouvaiveong Tou pyacTnpiou
rnou Ba avaAdBel Tn die€aywyn TNG YEVETIKAG
avdAuong Kai o Bgpdnwv 1aTpdg AauBdvel To
Seiyua, auviakd uypod i xoplakr Adxvn, Kail
EVNUEPWVEI TO €PYACTAPIO EyYPAPWS, NPV
TNV avdAuon, yia Tov diabgoiyo paivoTuno

TOU guBpUoU KaTaypddovTag AENTOUEPWS
Ta UNEPNXOYPAPIKA EUPAUATA KABWGS Kal TO
olkoyevelako 10TopIkO. Oco Mo MOAAEG NAN-
podopieg Napéxel o yiaTpdg yia TNV KaTtd-
oTaon Tou guppuou, TOéoo nio mbavo ival va
£XOUUE OWOTH CUOCXETION YovoTunou-¢al-
vaTUnou. KaTtd Tov nNpoyevvnTIKO EAEYXO UE
WES undpxel Ioxupr] cuoTtaon n e€€raon va
nepiAauBdvel Tautdéxpovn avdAuon Tou -
Bpuou Kal TwV YovEwy, Kabwg auTtd Bonbdel
oTnV opBATEPN EpUNVEIa TWV EUPNUATWY Kal
HEIVEI TOV XPAVO TNG avAAuoNG.

Mwg npénel va kolvonoloUvTtal TA Ano-
TEAECUATA TWV VEVETIKWV E€EETACEWY TOU
npoyevvnTikoU gA€yxou e Whole Exome
Sequencing (WES) oToug evllapepdUEVOUG;

TNV vpanTtr €kBeon Ba npénel va yvw-
oTtornoloUvTal Ta aAnoTeA€ouaTa HE aAnAn
YAWOoOoQ, katavonTr and un 1dikoug. O1 na-
PaAAaVEG mou avadépovTtal Ba npénel va
gival ol naBoyoveg kal ol nNiBavd naboyoveg
o€ yovidla nou oxeTiCovTal Ye Tov SIaB£aI-
MO euBpuUiKS daivdTuno. Mn naboyoveg r
noavd un naboydveg NnapaAAayeg Sev ava-
d€povTal. MapaAAayeg aBeRaing KAIVIKAG
onuaociag (VUS) dev avadépovTal, eKTog Kal
av n napaAAayn autr evtonieTal o KAMolo
yovidlo nou va €xel cUCXeTIOTEl BIBAIoypa-
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PIKA PE TOV eUPBPUIKS dpaivdTuno. Maboyod-
VEG Kal nMiBavd naboydveg os yovidia nou
Sev ouvOEovTal Ue TNV aAITia Napanounnig,
aAAd suBuvovTal via TNV ekOAAWoN AAAwWY
aoBevelwy, avapépovTal Yévo av €xel OoBsi
N avTioTolXN €vTOAN. € nepinTwon NaboAo-
VIkoU gupruaTog 6a np&nesl va avadEpovTal
Ol EMIAOYEG via endevn KUNoN, KABWg Kai n
avaykaidTNTa EAEYXOU Kal AAAWY UEAWY TNG
OIKOVEVEIQG yia evTonioud dopéwyv. TEAOG,
META TNV OAOKAAPWON TWV AMOTEAECUATWYV
gival oAU onuavTikd ol YoVeig Tou euBpuou
va AdBouV VEVETIKFA CUUBOUAEUTIKA and €101-
KoUg, akdun kal éTav Oev €xel Bpebei kanolo
KAIVIKA onuavTikd elpnua.
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XAPAAAMIMOX MMATAKHX
Maieutripag-rfuvaikoAdyog

EEe18. oTnNV ELBpUIKA laTpikn -
MpoyevvNTIKO EAEYXO

« EAEYOQ OE»

Snuioupyia kal n yévvnon evog

naidioy dev anoTeAsl orjugpa éva

aouvaicbnTo yeyovog pnpooTd

OTO onoio ol yoveig aicBdvovTal
aduvauol. H avdnTtuén Twv YVWoewv oTnv
npoyevvnTikn diIdyvwon €xel enekTabsi ndpa
noAU Kal auTr akpIBWG N enékTaon sival n
aitia nou €xel augnBei n 1aTpIk euBUvN Kal
10IkOTEPA TWV MaleuThpwV-TuvaikoASYwy
AAAd Kal TwV AAAWV KAASWY MNMouU eUNAEKO-
VTal TNV avanapaywyr) Tou avepwnou.

H gpyacia auTr enikevTpwveTal oTa NOIKA
SIAAUMATA nou npokunTouv kKaTtd Tnv didp-
KEIO TOU NpoyevvnNTIKOU gAgyxou. Ta SIANU-
paTta auTtd eival ouvénela Tng npoondBesiag
Tou euBpuounTpikoU viatTpoU va CUVOECE!
TNV ENICTNMOVIKA AOVIKF, N ornoia anoTeAsi
ouvIcTaAuévn TNG ENICTNUOVIKAG YVWoNng Kal

YneuBbuvog Tu. EUBPUIKAG laTpIKAG

HOIKA AINAHMMATA 2 TON
[TPOI ENNHTIKO EAET XO

TNG uneuBuvoTNTAG, JE TOV avBpwnivo ou-
vaicdnuaTiopo.

Ta ouyxpova €pwTAKATA MouU anacxo-
AoUvV TNV €UBPUOUNTPIKNA IATPIKF COE NPAKTI-
KO Kal og BewpnTiKo eninedo sivar: 1) Aikaiw-
Ha oTo va yvwpidw Kail dikaiwua oTo va punv
vvwpidw, 2) emBupia yia éva 1davikd enine-
S0 uyeiag, dnou dAa Ba sival eAsyuéva o’éva
npoyevvnTiko eninedo, ye okond va NPooey-
viooupue Tnv TeAs16TNTA, 3) oTnV dIATUNWOoN
TWV MNOCOOTWV KIvOUvou guddAviong piag
véoou (npéyvwon) os oxéon Je TNV Sidyvw-
on-nPoAnyYn, NpoyevvnTtikg, 4) ocuvoeon TNG
ISIWTIKAG {WAG Tou atéuou pe TNV {wi Tou
aTtéHou OTNV KoIVOTNTA, 5) noia sival n oxé-
on avdueoa oTnV NBIKA Kal oTo SIKaiwya va
yvwpidel i va pnv yvwpiel, 6) noia n 8¢on
TNG NPOKANTAG CATNONG Kal TwV NPayuaTi-

HOIKA AIAHMMATA £TON MPOMENNHTIKO EAErXO |

KWV avaykwyv oTnV NpoyevvnTikA didyvwon,
Kal TEAog n noidTNTa oTnv oxéon viatpou
acBevoug.

Elcaywyn

H TexvoAovikr avdnTtuén Ta TeAsuTaia
Xpovia €xel cUUBAAAEl oTnv €&EANEN Twv
AMNEIKOVICTIKWY MANPOPOPIWYV MOU NAPEXO-
vTal and Ta CUVeEXWS BeATioUueva ynxavi-
pata unepnxwy padi Je Ta TEOT VEVETIKAG
€xouv emTaxuvel apkeTd Tnv ouvaTtoTnTta
piag TEAEIOG NPOCEYYIoNG TWY XAPAKTNPIOTI-
KWV Tou guppuou.

H latpiky diaxeipion éAou autol Tou
Aykou Twv NAnpodopIiwv Pyadi ye tTnv diadi-
Kaoia TG yévvnong dnuioUpynoav Tnv €u-
BpuounTpIKA IATPIKA.

Ta TEST VeveTIKAG €xouv CUUBJAAAEl on-
JavTikd og QuTrh TNV KaTeubuvon .

N£a yovidia nou apopouv Hia vdéoo r nou
npodIaB&Touv o€ yia véoo sudaviCovTtal ou-
VEXWG, AAAd Kal og yvwoTd yovidia diadpo-
pPwV VOOWV VEEG HETAAAGEEIC NMPOKUMTOUY,
£MioNGg, CUVEXWG.

YAUEPA pE TNV BorBElad TWV YEVETIKWY
TeoT o€ dToua nou ndoxouv and €va yeve-
TIKO véonua, prnopoUue va yvwpIiCouue TIG
neavoTNTEG HETASOONG TOU VOOHUATOG, OTO
naidi. npiv TNV yévvnon. Auth n duvaTtoTn-
Ta Jag eMTPENESl va Ndpouls YETPA Mou va
wdpeAoUv To Naidi yeTd TNV yévvnon. XTo on-
peio autd unopoupe va avagpepBouue oTo
nEdBANUAa TNG daivuAKeTovoupiag (Uia au-
TOOWWUATIKA unoAsinéuevn dlaTtapaxr Tou
kaTtaBoAicuoU TG dalvUAaAvivng nou ogei-
AeTal Oog PETAAAQEN oTnVv udpo&uAdon TNG
daivuAaAavivng 1o €vqupo Mou PETATPENEI
TNV paivuAaAavivn o Tipoacivn). H KAwvonoi-
non Tou yovidiou Tng udpo&uAdong TnG dal-
VUAaAavivng Tou avBpwnou enéTpede TNV
npoyevvnTikn diIdyvwon TNG KAaoikig PKU.
H didyvwon oto €uBpuo sival ohpepa duva-
TA OTIG NEPICCOTEPEG OIKOYEVEIEG MOU £XOUV
ToUAdxioTov €va npooBeBAnuévo naidi. H
a&lonoinon autou Tou YeveTikoU TEOT Jag Oi-

VEI TNV duvaTtdTNTA VA EKTIUACOUE TNV Ba-
pUTnTa ToUu NpoBAAuaTog oTn JIdpKEIa TNG
evOounTPIag CwnGg Kal £TOI ENITPEMEI OTOUG
yoveig va ndpouv TIG anoddoelg ToUug vyid
TNV Nopeia TNG eyKupoouvng Kal duvatoTn-
Ta dlaxeipiong Tou NpoBAAuaTog Tou naidioU
HETA TNV yévvnon Tou.

Mépa, Suwg, and TIG NEPINTWOEIG TwV
KANPOVOUIKA  HETAdIOOUEVWY  VOONUATWY
undpxel n duvardtnTa vyia vooruata Kal
avannpieg nou ival cuxvd otov NANBuUoud
va npayuartonoloUue Ye Ta TEXZT VEVETIKAG
NANBUCHIaKOUG EAEYXOUG MOU ArnooKonouv
oTnV avixveuon Twv voonudTtwy autwy. MNa
napddsiyua yia TNV avixveuon Tou cuvdpo-
pou down-Tpiowuia 21 €xoupe to PAPP-A
TEST kai npiv and autd 1o TpINAS test.

YUudwva pe Tov NOY nAnBuouiakd TEoT
prnopoupe va kdvouue é1av auTd anoocKko-
nouv va anodUyoUUE N VA HEIWOCOUE TOV
apiBuod kal Tnv BapuTtnTa Twv vOowV ) aTu-
XNUATWYV. To NOIKS SiANUuA NMou NPOKUNTEI
and Tig duvaTtéTnNTEG Npayuaronoinong ye-
VETIKWV TEOCT gival va yivovtal autd os ne-
PICTATIKA NOU UnNdpXouV IaTpPIKEG evaei&elg
4 va npayuyaronoioUvTal NANOUCHIaKd TECT
yia TNV aviXVEuon NEPICTATIKWY HE NOavo-
TNTEG; MBavOTNTEG OUWG NOU VA avTanoKpi-
vovTal oTto oTdxo Tou MOY.

Tnv duvaTtdTnNTa AUTH NMOuU NAPEXOUV Td
NPEOYEVVNTIKA TECT (ANEIKOVICTIKA Kal pun) va
SlaxeipioToUue NPOoLRBAAUATA UYEIQg Tou nal-
SioU mpiv TNV yévvnon dnMIoupyei éva véo
nepiIBaAAov uneubuvoTNTAG OTOUG YIATPoUg
aAAd kal oToug JEAAOVTIKOUG YOVEIG Kdl CE

O IATPIKA XPONIKA THEZ KPHTHZ
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O0o0UG £XOUV OXE0N HE TNV UYEia ToUu HEAAO-
VTIKoU naidiou.

H «unguBuvdTnTa» AQuTr WE TNV ogIpd TNG
SNUIoOUPYEI TNV avaykaidtnTa TnG YVwWonG.
Miag yvaong nou o yiaTpdg MouU MNApAaKOAOU-
Osl TNV KUNon odeiAsl va TNV UOIPACTEl HE
TOUG HEAAOVTIKOUG YOVEIG Kal HAAIoTa UE €va
TETOIO TPOMO MNOU va vivel andAuTa avTiAnnTh
and auTtoug, £ToI WOTE AUTOI va gival os B€on
va ndpouv uneubuveg anodpdoelg.

O npofAnuaTiopdg, BERaia, nou €xel
avanTuxBei avdueoa oToug viaTpoUug Jalsu-
TAPEG-YUVAIKOAOYOUS AAAd Kal OTIG AAAEG
KATNYOPIEG UYEIOVOUIKWY MOU £XOUV OXECoN
ME TNV YEvvVNOoN Kal To HeydAwpa Tou naidioy
(MNaidiaTtpol, Mopiakoi BIOASGYOI-XNUIKOI, KUT-
TAPOVYEVETIOTEG, UAIEG, KOIVWVIKOI ASITOUPYOI
K.a.) €ival n ouvdeon nou Ba pnopouUce va
€XEl N yVWOonN via TNV katdoTaon Tou euppU-
OU, JE TNV UNeuBbuvoTNTA TWV EUNAEKOUEVWV
oTnV yévvnon Tou naidioy, (YIaTpoi, uyeiovo-
HIKOI, YOVEIQ) Kal TNV auTovouia Tou aTtéuou
va anodaacidel yia TNy KatdoTaon TnG uyeiag
Tou idlou kal Tou naidioU Nou NEPIYEVEL

AIAAuuarTa

Y10 Nnapandvw npoBAnuaTioyd (to aro-
Mo va yvwpidel A va unv Yvweigel) €xouv ava-
nTuxOei dUo andéyeig, n yia nou unepaocnice-
Tal OTI TO «ATOUOY €XEI dIKAIWUA Kal OPEiAEl

va yvwpicel kai n dAAN nou unepacnietal 6Tl
TO «ATOHON €XEl SIKaiwua va unv yvwpidel .

« Ma TOUG UNOCTNPIKTEG TNG NPWTNG dno-
Yng, Ta dtoua pnopouv va avantu§ouv
TNV auTovopia Toug Kal va yivouv uneu-
Buva yia Tnv uyeia Tnv SIKIA Toug Kal Tou
naidioy nou NpoKeITal va pE€PouV OTO KO-
ouo yvwpilovtag and NpwTa YE akpiBela
Ta NpoBAAUATA UYEIQg Tou.

« [a TOug UNOOTNPIKTEG TNG deUTEPNG ANo-
Wng, To va gical unsubuvog via TNV uyeia
oou Kal TNV uyeia Tou naidiou rnou npokKel-
Tal va yevvnBei dev sival anapaitnTto va
ANOKPUMTOYPADAOEIG TA XAPAKTNPEIOTI-
Kd Tou and NpwTa.

And auteg TIG dUo andYeIg YEVVIETAI TO
£0WTNHA TNG €KTAONG TNG YVWONG Nou gival
avaykaia €Tol woTe To AToUOo va Jrnopei va
Siapopdwosl hia uneubuvn oTtdon. Méxpl
noioU onueiou ival XpRoiJo va yvwpifouv
Ol HEAAOVTIKOI YOVEIG;

MAnwg €ival xprioIuo va opicouus To €i-
S0¢ Kal Ta épia TNG yvwong rnou xpesiddeTal
va yoipdZovTal viatpdg Kal HEAAOVTIKOI yo-
VEIg oTO NpoyevvnTIkO €Agyxo; MN.x. Ta ano-
TEAEOUATA TWYV YEVETIKWV TECT ONwWG AuTd TO
TPINAS TEOT A A TeoT, yvwpiCouus o1 apopd
neavoTnTeg To £URPUO va €xel KAnola Xpw-
HoowuUIKA BAABN Kal OTI €XEl NOAAG WEUDWG
BeTIKA anoTeA€ouaTta €Tl N Npaydaronoin-
on Tou gival aupIAsyduevn.

HOIKA AIAHMMATA £TON MPOMENNHTIKO EAErXO |

‘Eva 20 napddeiyua sival étav ol JeAAO-
VTIKOI YOVEIg €xouv NIBavATNTEG va ANOKTH-
oouV éva dppwoTo naidi. AuTd, ival KATI NMou
Snuioupyei éva NBIkS NPdRANUA KAl OTOUG
HEAAOVTIKOUG YOVEIG aAAd kal oTo yiaTpd via
TNV anddacn nou 6a ndpouv.

FeveTik yvwon dev onuaivel anapaitn-
Ta Kai hia §ekddapn KAIVIKA yvaon, SnAadn
yvwpiovTtag o1 To €uBpuo pEpel oudluyo
naBoAovikd yovidlo oplouéveg PopEg dev
eival E&ekdBapn Kai N KAIVIKA Tou £€kdpaon .

‘ETOl Aoindv, €XOUUE TNV NEPIMTWON TNG
KUGTIKNAG ivwong.'OTav Kal ol SUo YyoVeig eival
dopeig TNG vooou, TOTE: 1ov) Yndpxel nepi-
nTwon va ndoxel To £uBpuo KaTtd 25%, 20vV)
n didpkela Cwng Twv NacxXovTwy sival niba-

vo va pBdoel yéExpl 30 ETWV Kal NAvw, 30V)
MNOAAEG and TIG NPOYevVNTIKA SIAYVWOUEVEG
HOPPEG TNG VOOOU eV £XOUV YVWOTH KAIVIKH
gikdva. AAAN NepinTwon €ival auTtr TNG «Xo-
piag Tou HAUNTIGTONY», dnou ol NAcXoVTEG
o€ yeydAo nocooTd ThV eudavidouv YeTd TO
400 £T10G TNG NAIKIag Toug, To idIo Kal YE To
ouvopduou Charcot-Marie-Tooth aAAd ako-
Ha Kal Tou ouvdpdoU TNG TpIowiag 21.

MOoAAEG POPEG Ta YEVETIKA TEOT Ogv Oi-
vouv pia &exkdbapn nAnpodopia aAAd ava-
PEpovTal o €va NocooTd KIvOUvou (pioko)
TO onoio To cuykpivouv Ue &va éplo KivoU-
vou. EAv €va TEOT €XEl EK TWV MPOTEPWYV UI-
Kpd Kivouvo T1éTE nou Ba unopoucaue va
avadnTtiooupe To NBIKS doov adopd TNV EK
TWV MNPOTEPWYV Yyvwon; ETol av éva TECT Jag
nel &1 To Naidi HeTA TNV yévvnon Tou EXEl Ni-

BavoTnTa 40% va ndbsl yaviokaTtdeAIyn, T
va To KAvVoUuuE auTo TO TECT;

» H emBuyia yia éva 1Idavikoé eninedo uyei-
ag énou 6Aa Oa eival TéAsia.

H avdntuén TNG 1aTPIKAG TeEXVOAoYyiag
Kkal n ypnyopn diddoon Twv SuvATOTATWY
nAnpoddpnong nou uag napéxel dnuioup-
ynoav Tnv evtinwon TNG andAuTng TEAEIS-
TNTAg oTIg duvatdTNTEG TNG AIdyvVWwong Kal
TNG Slaxeipiong oTa NpofAfjuaTa Tng KUNoNg
Kal Tou guBpuou. AuTr N avTiAnyn Kupiapxn
TOoO0 OTOUG YIaTPpoUg nou €xouv adebsi va
eAniCouv oTnv duvaTtdTNTa avixveuong OAwv
TWV AavwHaAIwy Tou ehBpUou Kal oTny rnpay-
paTornoinon anioTeutwy SIayvVwoTIKWY arno-
TEAEOUATWY, AAAd Kal OTOUG PEAAOVTIKOUG
YOVEIG Kal oTov nepiyupo Toug ATl gival du-
vaTtév va undevioTei N niBavdTnTa Napouaci-
aong onolacdrnoTe avwiuaAiag oTo £uBpuo.

O1 avTIARYEIG Nou €ixav va KAvVouv UE TO
NENPWUEVO, TNV NIBavoTNTa KAMOIoU TUXAiou
YEYOVOTOG - aTuxAUaTog akdua Kal Je autd
To anpdopevo nou sival duvaTtdv va cuuBei
oe 6AoUg, £xouv eEAdAVICTEI EVTEAWG.

Méoa o €va TEToIo NIECTIKS NEPIBAAAOV
o vIaTpdG Nou napakoAouBei TNV kUnon Bpi-
OKETAl AMNPOETOIUACTOG MOAAEG POPES va
SexBei To AdBog, va diaxeipioTel yia diayvw-
OTIKA acToxia rj yia BgpaneuTikr anoTuyia.
npdyuaTa via Ta ornoia 8a npénel va sknai-
SeuUTEl yIa va Ynopei oTn cuvexeia va Bonon-
O€l KAl VA CUPnapacTabei oTOUG YOVEIG Kal
To NepPIBAAAOV Nou €xel cupuBei kKATI ducdpe-
OTO OTNV KUNoN | OTOV TOKETO.

Me auTtd Tov TPOMo Ba UNopECOUE va
anodUyoulE TIG CUYKPOUOEIS avAUEod OTO
viatpd Kal OTOUG YOVEIG mou MoAU cuxvd
€xouv oav KatdAn&n Tnv npoodguyn ota di-
KaoTApPIa.

» AlaTUNWOonN TWV NOCOOCTWYV KIVOUVOU gl-
¢ddviong (npdyvwon) piag vooou e oxéon
Me TNV SiIdyvwon-npdAnyn, NPOYEVVNTIKA.

Me Tov épo NPéANYN o MNOY opilel «To
oUVOAO TwV MPETPWY MNou arnockonouv va
anopUyoulE N va UEIOCOUE Tov aplOud Kal

O IATPIKA XPONIKA THEZ KPHTHZ
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TNV BapUTNTa TWV VOOWY f aTUXNUATWV». Mg
Tov 6po nPdyvwon opifouue TNV duvaTtdTN-
Ta va npoodliopicoups pia didyvwon yia pia
vooo nou KAnolog sival enpPenng, via Jid
AoUPNTWHATIKA VOO0 r vIa hid vOCoOo Nou EXEl
neavoTNTEG va EUPAVIOTEL

Méoa and TIg cuvexwg eEeAIcodevVeG SU-
vaToTNTEG NPOYVWOoNG VOowy Kal SUcUopdI-
WV KaTd Tnv didpkela TG evoounTpiag {wNg,
n oxéon viatpoU Kal acBevoug aAAdlel ou-
VEXWG. And TNV dia o yiatpdg oTnEI{OUEVOG
OTIG ouvexwg sEeAioodpeveg duvatoTNTEG
npoyvwong BAEnesl Tov €autd TOU va npo-
oAauBdvel dIaocTAcEIg «uAvTny» Kal and Tnv
AAAN o aoBeviG Un £xovTag Tnv duvaTtoTnTa
va avTIANGOEl Ta UNOKEIYEVIKA CUPNTWUATA
TNG véoou aioBbdveTtal va To KupleUel o ho-
Bog via KATI Mou nNpPOoKeITal va Tou ouuBei
Kal nou ival avdAoyo Je Jia acBgvela nou
£€Xouv dTouda TOU olKovevelakoU Tou NePI-
BAAAOVTOG 1| TOU OTEVOU TOU £pyaciakou ne-
pPIBAAAOVTOG. ETOI 0 acBevrg BpiokeTal KATW
and uia cuvaicOnuaTikr nieon ocuvoedepévn
Kal he Pia aduvauia va avTidpdosl ) va avail-
p€oel TNV Npdyvwon. Tou npoTeivovTal Ospa-
NeUTIKEG NapepBdoelg ye Bdon Tig nNiBavoTn-
TEG va TOU CUUPBEI KATI un yvwpilovTag OUwg
TNV ANOTEAECHATIKATNTA TOUG.

Y TIG NEPINTWOEIG AUTEG N euBUVN TOU via-
TPpoU va dwWoEel EYKUPEG KAl OAOKANPWHEVEG
nAnpodopieg docov apopd TI MBavoTNTEG
eival onuavTikr. OTav pia npoyvwoTiknA OId-

yvwon S8ev gival NAAPWG TEKUNPIWUEVN Ba
npénel va Tnv anogeyUyouue dIOTI auT ivail
duvaTdv va odrjiynon 1o dTtouo va ndpel Ka-
BopIoTIKEG anoddoelg yia TNV Cwn.

* YUvdeon TNG ISIWTIKAG WG TOU aTOHoU
ME QuThV TNG KoIveTNTAG.

To dTtopo sival £€va avandonacTo HEAANOG
HIag KolvdTNTAg avBpwnwy Mou To &va JEA-
AoG TNG ennpeddlsl akdua Kai Je TNV Napou-
oia Tou TNV Zwn TwV AAAWV. TNV CNUEPIVA
gnoxn autd €xel avTikataotabsi and Tov
€VTOVO aTOUIKIoHO nou diangpvd TIG avBpw-
MNIveg ox€0€IG Kal Nou ekdpdlsTtal o OAa Ta
enineda TNGg KaBNUepIvOTNTAG OTO JUTIKO
noAITioud. ‘ETol N apxr TNG AuTovouiag Tou
atéopou doov adopd TNV ANYN anodpdocewv
rnou adopouv oTNV UYEIaQ Tou oTNV NEPINTW-
on Tou npoyevvnTIkoU eA€yxou Tovilel TNV
uneubuvoTnNTa Tou atéuou, TNG MNTEPAG R
Tou CeuyapioU yia Tnv oTdon nou 8a kpa-
TAoOUV angévavTl o B€uaTa uyeiag Tou su-
Bpuou Toug. H gubuvn TNG KolvdTNTAG ané-
vavTl oéva {euydpl Nou To €URPUO TOU EXEI
€va npoPRAnua uyeiag dev dpaivetal noubeva,
Sev ¢aiveTtal va KaAUnTel TIG avAyKeG evog
CeuyapioU nou yeévvnoe €va naidi Ye KUoTI-
Kr ivwon, dev CUUUETEXEl OTNV NpoondBsia
nou kataBdAAesl €va Ceuydpl yia Tnv Bepa-
neia evog naidiol nou Napoucidlel KIVNTIKA
nEoBAAUATA KAl MoU ATAV €MNIAOYF TOU vd TO
VEVVNOEL

H €AAs1n unguBuvdTnTag Kal aAANAgy-

HOIKA AIAHMMATA £TON MPOMENNHTIKO EAErXO |

YUNG TNG KoIvoTNTAg angvavTl ¢’ €va Ceuydpl
rnou &xel €va naidi ye NnpoBAAuaTa dnUIoUp-
VeI TO £pWOTNUA av NPAyHATIKA TO ATOUO EXEI
TNV npayuaTtikh duvatdTnTa va ndpel uneu-
Buveg anoddoelg unpooTd os £va B€ua uyei-
ag Tou euppuou.

« Yxéon avdueoca otnv n6IKA Kai oto JdI-
Kaiwpa va yvwpilel f va unv yvwpidel.

To epTNUA Nou TiBeTal ival «kaTtd ndco
gival cwoTd Kal NBIkd XPNOoIUoNoIVTAg TA
VEVETIKA TEOT vVa XxapToypagdoUupe To eninedo
uveiag Tou atéuou oTo Napdv Kal OTO UEA-
Aovy;'H otnpidduevol Ndvw TNV aywvia Twv
HEAAOVTIKWY YOVIWV va XapToypddoUus Tn
uveia Tou epBpuUou Kkal HeTd TNV yévvnon Tou;
Méxpl nolou onueiou Ba pnopoUue va Xpen-
olyonoloUUEe TIG MANPO®OPIES yia Thv uyeia
Tou guBpUOU NoU NPOKUNTOUV and Td YEVETI-
KA TEOT, LAUEPA oTNV NPOYEVVNTIKNA dIdyVw-
on €xoupe Ta TeoT and Tov anAd KapudTUMo,
MLPA(Multiplex ligation-dependent probe
amplification), ARRAY-CGH, kaBepia and Tig
HEBSdOUG auTEG XapToypadei kal diadope-
TIKEG NANPodopies. Moleg and dAeg Ba xpn-
olyonoifoouus; Ti a&ia Ba €xel yia epdg aAAd
Kal yia Toug HEAAOVTIKOUG YOVEIG KABE NAN-
podopia nou Ba ndpoups; Mwg Ba diaxeipl-
oToUuE KABE pia and auTEg TIG NANPOPOPIES;
Tiotdon Ba KPATAOOUYV 01 JEAAOVTIKOI YOVEIG
ATaAv TOUG EVNHUEPWOOULE YIA TIG MANPOdO-
pieg nou 6a ndpoups;

 MpokANTA ATNON KAl NPAYHATIKES ava-
YKEG OoTnV NpoyevvnTIKA didyvwon.

Eival yeyovdg T n aywvia Twv JEAAOVTI-
KWV YWVIWV YIa TNV Uyeia Tou PEAAOVTIKOU
naidioU Toug TpodpodoTel TNV ayopd TwV Ye-
VETIKWY TEOCT, KAl TA YEVETIKA TECT WE TN O€Ipd
TOUG TpododoToUv TNV aywvia Twv JEANO-
VTIKWV YOVIWV.

To ¢paivéuevo autd TpododoTeital and
TOUG idIoUG TOouG HPEAAOVTIKOUG YOVEIG ol
onoiol kKuplapxouvTal and pia Aavedvouoa
avTiAnyn euyoVvIKAG kal and Tnyv idia TNV Kol-
vwvia nou nepiBwplonolsi Toug nio aduva-
TOUG. And Toug yIaTpoUg rnou MPOKEIUEVOU

va anogpuUyouyV TIG ENAYYEAUATIKEG EMIKPICEIG
aAAd Kal TIG OIKAOTIKEG OIWEEIG CUCTHVOUV
Kal TNV NPAayuaTonoinon TETOIWY EAEYXWV.

@a unopoucaue va napatnerioouue ol
Ol OUYXPOVEG EMICTNHOVIKEG EEEAIEEIG £XxOUV
BonBnoel otnv diIdyvwon voonudTwy aAAd
€xouv au&noel Kal TNV aywvia Twv JEAAOVTI-
KWV YOVIWV YId TNV andKTnon uyIiwy naidiwv
pe 6T autd cuvendyeTal.

* MoidTnTa oTnv oxéon viatpou acOe-
voug.

YTNV npovyevvnTikr didyvwon dnuioup-
VEITAl YIa ACUUPETPIa oTnV ox€on yiatpou o
onoiog petadidel TN NANPodopia Kal YovIwV
ol onoiol Tnv d€xovTal. AuTd Nou yia Tov yia-
TPO €ival hJia eNICTNHOVIKA YVWon Vid Toug
HEAAOVTIKOUG YOVEIG Unopei va anoTeAei €va
Bapu kTUNNUa oTN NPOCWNIKATNTA TOUG Hia
Kkal Bewpouyv T drolo NPoBANUA €l TO NaAl-
Si Toug unopei va sival autoi uneubuvol.

H acuupeTpia auth dnuioupyei avTIBECEIG
Kal NapavonocelG Nou MOAAEG POpPEG odn-
yoUvV Og akpaieg CUUNEPIPOPEG.

TupnepdopaTa

MNa va dlaxeIpioToUPe PYE ToV KAAUTEPO
SuvaTtd TPedéMo Ta nNBIKA nPoBAAUATA Mou
npokUunTouv oTnv JIAPKEId TOU NPOYEVVNTI-
KoU eAéyxou os dAo Tou To pdoua Ba npéE-
rnel va akoAouBoupe Ta a&lpaTa, va KAVEIG
KaAS Kal OxI Kakd, AUTOVOUIa Tou aTOUoU, Kal
dikaioouvn.

O1 Maleutipeg-TuvaikoAdyol kai dool
EUNAEKOVTAI OTNV Uyeia Tou euBpUou Kai Tou
veoyvoU oTn ox€on Toug UE TO «acBevhy» B6a
NEENEl va UIOBETACOUV TO HOVTEAO TOU AEI-
ToupyoU uyeiag nou pe Ta Adyla Tou Kal TNV
oTtdon Tou neiBel Tov «acBevr» OTI N NPOoW-
MKOTNTA ToUu deV TAUTICETE UE TIG ENINTWOEIG
TNG acBgveiag Tou.

B IATPIKA XPONIKA THEZ KPHTHZ
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«TO TEXT MAMANIKOAAOY AEN APKEI A THN MPOAHWH TOY KAPKINOY TOY TPAXHAQY THE MHTPAT» EMBOAIATMOS ENANTI TOY HPV [

«TO TEXZT
[ TAT TANIKOAAQOY AEN

EpBOAIo HPV: Mevikég MANBUGuOg

APKEI A THN MPOAHWH
TOY KAPKINQY TOY
TPAXHAOY THE MHTPAL» cwee
EMBOAIAZMOY. ENANT]
TOY HPV

(KopiTola kai Ayopia) oDl e Y

2 5d0oEeIg Ue YecodIAcTNUA 6 UNVWV

2 060EIg e YecodIdoTNUA 6 UNVWV

EISIkéEG OuAdeg Augnuévou Kivauvou ZxfHa ACcEWY

AuTtodvooa voorjuaTta, Awn
AVOOOKATACTAATIKAG aywyng,
Aoiuw&n HPV, kakor\en
veonAdopaTa, JETaUudoxXeUon,
AVOPEG NOU €XOUV OEEOUAAIKEG
ENAPEG UE AVTPEG KAl YUVAIKEG MoU
eival aveBoAiaoTeG Kal EXxouv

2 ddéoeig (0, 6 uAveg)
(3 ddoeig yia HIV A dAAoug
AVOOOKATECTAAUEVOUG ACBEVEIQ)

AEAHTEQPOIAQY EYOYMIOX

OudéTIUOG KabnynTric MaisuTikng-ruvaikoAoyiag/ . R
Maidikrig & EpnBIkrG M'uvaikoAovyiag laTpikng uUnoPAnOei ,n npokerTal VC', )
SXOMFG EKTIA, unofBAnNBoUvV o€ KWVOEISH EKTOWN
EIS1kSS MaI3oyuvaikoAdyog, (CIN2+)

Mpdedpog AX EAANVIKAG ETaIpEiag
ruvaikoAoyikng EvookpivoAoyiag,

N

N |ATPIKA XPONIKA THEZ KPHTHZ

EniTiuo UEAOG MaieuTiknG kai FTUVAIKOAOYIKIG

eTaipeiag KoNtng

o HPV guBdAio dieyeipel To avo-

conoinTikd cuoTtnua va napdyel

avTIoWUaTa €vavTl OCUYKEKPIUE-

vwv TUNWV MNou oToxeUouv oTnv
anoTponn TNG NPookAOAANoNG Tou 1oU oTa
€nBNAIaKA KUTTapa TnNG BAcIKAG oTIBAd0G,
anoTpEnovTag TNV AoiUwEN Tou TpaxnAIkoU
eniBnAiou. To €uBOAIO MPOCPEPElI HAKPO-
XPovia NpooTacia £vavTi TWV Mo OYKOYOVWY
OTEAEXWV, UEIOVOVTAG ToV KivOuvo euddvi-
oNG TWV OEUTEVWV KOVOUAWUATWY, TOU Kap-
KIVOU ToU yevvNTIKOU CUCTAKATOG KABWG Kal
TWV KAPKIVWV ToUu NpwKToU Kal TOU CToua-
Toddpuyya.

Me Bdon €enIdONUIOAOVIKEG UEAETEG, TO
9-OUvapo guBoAio évavTtl Tou HPV avaué-
VETAl va npootatedoel &vavTl Twv TUnwv

Tou HPV nou npokaAouv nepinou 1o 90%
TWV KAPKIVWY ToU TpaxAAoU TNG UATEAG, ne-
p1ocdTEPO aAnd To 95% ToU AdEVOKAPKIVW-
paTtog in situ (AIS), To 75-85% Tng uwnAou
BaBuou evdoeniBnAIaKNG veonAaciag Tou
TpaxrAou Tng uNTPEag (CIN 2/3), To 85-90%
TWV OXETICOUEVWY PE HPV Kapkivwy Tou al-
doiou, To 90-95% TNG OXETICOUEVNG HUE TOV
HPV uynAou Babuou evdoeniOnAIaKAG ve-
onAaociag Tou aidoiou (VIN 2/3), To 80-85%
TWV OXETICOUEVWY WE ToV HPV Kapkivwy Tou
KOAMou, To 75-85% TNG OXETICOUEVNG UE TOV
HPV uynAouU BaBuou svdoeniBnAiakAg veo-
nAaociag Tou kOAnou (VaIN 2/3), To 90-95%
Tou oxeTI{duevou Ue Tov HPV Kapkivou Tou
npwkToU, To 85-90% TNG OXETICOUEVNG UE
Tov HPV upnAou Babuou svdosniOnAIakig
veonAaoiag Tou npwktou (AIN 2/3) ndvw

and 90% Twv oXeTICOUeEVWY PE HPV Kapki-
VWV TOU oTouaToddpuyya Kal To 90% Twv
AKPOXOPOOVWY TWV YEVVNTIKWY OPYAVWV.

O euBoAiaocuds npoodépetal dwpedv
H€ow Tou EBvVIKOU Mpoypduuatog EuBoAia-
OPWV VIA TIG NAIKIEG 9-18 £TWV Kal yIa OoudAdeg
uynAouU KivoUvou PEXPI TNV NAIKIa Twv 45.

H EAANVIKA MaleuTIk Kal MUvaikoAoyIKN
ETaipeia dev npoTeivel Tov enave BoAiacud
HE To 9-OUvapo guBSAIo og dToua Nou €XouV
euBoAiacTel e To 2-OUvapo ) To 4-dUvauo
€UBAAIO, Mapd poévo av dev £XOUV OAOKAN-
pwOei ol npoTeivoueveg dOoEIG. MePAITEPW,
Sev oucoThvel Tnv Olevépyela HPV DNA test
r test kurfoewg Npiv Tov epBoAiacud. e ne-
pinTwon nou 3IanIoTwOEi KUNoN PETA TN XO-
priynon Tou epBoAiou, o eBOAIACOG SIaKO-
MTETAI KAl OAOKANPWVETAl KaTd TN SIdpKeIa
TNG yaAouxiag-Aoxeiag.

O Naykdéouiog Opvavioudg Yyeiag pe
ouvlnua «90-70-90» (euBoAlacudg oTO
90% TWV KOPITOIWV <15 £TWV, dievépyeia HPV
DNA TeoT 07O 70% TWV YUVAIKWV =230 £TWV
Kal 90% oJSuvaTtdéTnTa Ogpansiag Twyv BAaG-

BV wg To 2030) oToxeUe!l va eEaAsiel Tov
KAPKIivo Tou TpaxriAou TNG UATPAG eVTOG TV
eNdUEVWY OEKAETIWYV. OUWG, OTN XWPEA HAg
av kal o eyBoAIacuds €xel eilcaxOei and To
20089 via Ta KopiTolag, kal To 2022 yia Ta ayo-
pla and TNV NAIKia Twv 9 €TWYV, Ta TEAEUTAIA
endNUIoA0YIKA dedouéva anodeikvuouy ATl
n epBoAIacTIKA KAAUWN ayyidel To 65% yia Ta
KOpPIToIa KAl To 25% yia Ta ayopia oTny NAIKia
TwV 15 ETWV.

>TO nAdiclo Twv Opdoewv suaicOnTo-
noinong kail NPAANYNG yia TNV 7n AnpiAiou,
naykoouia nuéEpa uyeiag, yetd and Tnv €&ai-
PETIKA TIUNTIKA NPACKANCN TOU TUAWATOG
NoonAeuTIKAG Tou EAANVIKoU MecoyeiakoU
MaveniotApiou (EAMETMA), n MalsuTik Kal
FuvaikoAoyikn ETaipeia KpriTng dnuioupynoe
To Napdv GUAAAGDSIO viad va euaicOnToOMOINCEl
Kal va EVNUEPWOEI TO NPOCWNIKO TOU TURUA-
TOG VIa TN oNUAvTIKOTNTA Tou guBoAIacuoU
o€ OAEG TIG NAIKIOKEG OUADEG.

To 2002 &ekivnoe n 3n ddAon TNG HEAETNG
via To epBdAIo evavTiov Tou HPV Kal cupue-
Teixav oUVOAIKA 23 KEvTpa and OAO ToV KO-
opo. ’Eva €€ autwyv ATav To TuAua MaidikAg

B |ATPIKA XPONIKA THEZ KPHTHZ
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& EdnBIKAG MuvaikoAoviag Tng B MaleuTi-
KNAG-TUVAIKOAOVYIKAG KAIVIKAG TOU ApeTaigiou
Noocokouegiou ABNVWY, HE NPWTOOCTATN TOV
KaenynTt MaieuTikAg-TuvaikoAoyiag kUplo
AsAnyewpoyAou Eubuuio.

EpwTnon npog Ttov Kaénynti MaisuTi-
KNS- MuvaikoAoyiag KUpio AsAnyewpoyAou
EuOuuIo

«Molo eival To urivuua oag yia 1a UEAN
AET, ETET, To S101kNTIKO MPOCWIMIKO KAl TOUG
¢PoITnTEG TOU TUAKWATOS NOONAEUTIKNAG TOU
EAMETIA, otn npoondBeia va kaTtappilyouus
TN SICTAKTIKOTNTA yIA TOV €UBOAIQCUO WDOTE
va e€aAsifjouus TO KAPKIVO ToU TPaAxAAoOU
NS KNTPAG;

Eival noAU onuavTikf N npoondesia op-
Org evnuEpwonNg, via va avaoTaAesi n diota-
KTIKOTNTA VIA EPBOAIQoUS KAl KAT EMNEKTACN
e auTd Tov TPOMO, N anoduyr TOU KapKivou
rnou odeiletal otov 16 HPV. Mpénel va oTnpl-
XOei oTov Tpinoda: a) AsiToupyoi uyeiag, B)
oXOAcio, y) MME.

a) EvNuepwTIKEG SIAAEEEIC vIA TO KOIVO,
HE NpwToRoUAia TNG Mepidépelag, TNG Anuo-
TIKAG-KOIVOTIKAG APXNAG, ZUAASOYWY Kal Opya-
voewy and dtoua PE yvwon Kal UeTadoTi-
KOTNTA.

B) Evnuépwon kal egBoAlacudg oTa oxo-
Agia, kaBdTI To NAIKIakS ddouaq, 9-14 Kal 15-
18, adopd KaT €EoxAV KopiTola kal aydpla
rnou ¢doITolv oe AnNHOTIKO, MNuuvdocio kal AU-
KEIO.

V) MME, ypanTdég Kal NAEKTPOVIKOG TUMOG,
TnAsdpaon, padiddwvo, Mou AdN HEPIKA
onoTdkia oTa Péoa evnuépwaong, eixav NoAu
KAAr heTpAoIUN BTIKA anixnon.

Ma Tnv eniteu&n Tou otéxou TNG EAAEI-
WNG TWV VEVVNTIKWY KOVOUAWUATWY, TOU
KApKivou Tou yevvnTikoU cUuoTAUATOG, TOU
npwktoU Kal Tou oTouatodpdpuyya Mou
odeidovtal otov 1& HPV, anaiteitar uPnAn
eUBOAIACTIKA KAAUWN. AUTOG O OTOXOG HMNo-
pei va emiteuxBei udvov Pye TNV evnuépwon

TNG XPNOIMATNTAG Kal TNG ACHAAEIAG ToU
anti-HPv gyBoAiou, kKaBoTI To uBoAIacTIKO
ddoua adpopd kal Ta dUo pUAa nAikiag 9-45
ETWV.

EMBOAICHOG YIa OAEG Kal 6AouUG, o 6C0 TO
Suvatév uPnAdSTEPA NOCOOTA, YIA va VIKNOEi
O KAPKIVOG Kal Ta YEVVNTIKA KOVSUAWMATA
nou ogeilovTal aTov 16 HPV».

MaTaAAIwTAKNG MixanA

Maieutripag-fuvaikoAdyog, MSc, PhD,
Post Doc, EniueAnTric B’ 'N HpakAesiou « Be-
viéAeio-Tlavdveios

MnaTtdkng XapdAaunog

AVTINPOeSPOG MaIEUTIKAG Kal MTuvaikoAo-
VIKAG €Taipeiag KpATNG. Maieutripag lMuval-
KOAOYoG. YneUuBbuvog TuruaTtog EuBpuoun-
TPIKAG, KEvTpo EAEYOQ OE Xavid

To napov ¢uAAddio diaveynOnke oTo
npoocwniké Tou EAMENA Kal dnpooisUTNKE
oTOo NePIOBIKO laTpikd Xpovikd KpATng

ENMNIZTHMONIKO NMPOXQMNIKO

MIATAKHX XAPAAAMITOX

MaieutiRpag-Xeip. FluvaikoAdyog

+ YneuBbuvog Tou TuAuaTog EuBpuounTtpikig laTpikAg Tou EAEYEQ OE

» T. EMIMEAHTHX MAIEYTIKOY-T'YNAIKOAOTIIKQOY Tunuatog Nouapxiakou le-
vikoU NoooKouEegiou Xaviwv.

+ EEc18Ikeupévog-MIZTOMOIHMENOL otnv EuBpuikn laTtpikn kai Tov Mpoyev-
vNTIKO €Aeyxo and To POLICLINICO Tng Pwung kal To voookouegio COHIN
TARNIER LA ROCHEFOUCAULD-MAIEYTHPIO PORT ROYAL oTo lMNAPIZI.

+ MéAog Tou A.X EnioTnUoVIKWY ETAIpIddV UE osipd SNUOCIEUPEVWY EQYACIWYV
oeg Eniotnuovikd EAANVIKA MepIodIKA Kal e onUavTIKo aplBud avakoive-
OEWV EMNICTNUOVIKWY EQYACIWV CE HEYAAO aplOud EAANVIKWYV Kal dIEBVWV
ocuvedpiwv.

+ KUplog sionynTig og osuivdpla nou opyavwdnkav and To MavenioThJIo
KpATng kal and 1o Ynoupyeio Yveiag kal KovwVIKWY YNNEESIWV.

KOYTXOYAAKH EPAXMIA

Maia
+ Andéopoitn TEI ABnvadv

+ Eknaideuon otov Aviwduvo TOKETS GTO TUAUA WUXONPOPUAAKTIKAG TOU VO-
ocoKkoueiou AAEZANAPA

MITAAANTINOY EIPHNH

Mopiakn BioAdyog MSc - PhD

« TuAua revetikng « EAEYOQ O.E»

MITATAKHZ MANOAHX

XnUIkOGg MSc

+ Eidikeuon otnv KAIVIKA Xnueia - TuAua FeveTiking « EAEYOQ O.E»
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> KAABOYNQOY EYATTEAIA
MSc., PhD, ErGC

+ Y. TuAuaTog KUTTAPOVYEVETIKAG & MEVETIKAG ZULBOUAEUTIKAG
+ M'eveTIkdg XUuBouAog Tou EupwnaikouU upBouAiou laTpIkAG MEVETIKAG

MITATAKHZ AHMHTPIOX

OikovopoAdyog Yyeiag BSc, MSc, Ph.D.

« AuoB0gG eEwTEPIKOG cuvepydTng Management kail MoAITIkwy Yyeiag

[MEPIXTEPIAOY OQOTEINH
®DIAGAoyoG

+ ApIo00G eEWTEPIKOG cuveEPYATNGS ENiKolvowviag kal AnUociwy IXEcewY

DOOYTAKH XPIZTINA

MpapuaTeiaki unooTiApIEn

PIZOY MYPTQ

KAIVIKOG BIoXNUIKOG

« AIOAKTOpPAg laTpIkAg IxXoANG EKIMA

—HvDROVIT

KAINOTOMA
NMPOIONTA

ME Ya)\oupovn(o =
& FaAaKTIKO
O&u

Colpo-Fresh

— Vaglna.l uel
e Luw =
)
¥

HYDHOVW
EETEAG T

Colpo-Cure

Ovules

__“v“#h'rm—.n.l—. N -

LN P HYDPOVIT
AT

'\ Calpo Relief | (@ENEE) @

i

Ies

EVOOKOANIKA
dpovTida

~

DIAIKG

nPoc¢ Th yuvaika

‘E6pa: Mevavbpou 54, 104 31 ABnva, Tni.: 210 5224830, Fax: 210 5224838 T (1@
i Ynokatdotnpa: MNpwtopayids 17, 543 52 Kwvotavuvonoditka argi@b

©eooanovikn, T&F: 2310 942896
E-mail: info@targetpharma.gr www.targetpharma.gr [ £

IATPOTEXNOAOIKA
c E 0426

NMPOIONTA
CLASS IIA

HEALTHCARE



H yoviun nidoyn!
Anod Tnv nposToiyacia oth cUANYN.

OAOKANPWUEVEC KAl ICOPPOMNMNPEVEC OUVOEDEIG
yI0 UPNAN anoTeEAECUATIKOTNTA KAl AOPAAEIQ.
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AlgukoAUvel Tn dladikacia YUPBAAAEl oTNV MOIGTNTA, > /®\ AINAR cuokeuaoia
TNG GUAANYNG KAl MPOETOIUALE! TNV NOCOTNTA KAl /@ nou nepIAauBdavel
TOV Opyavioud yia Tnv NePiodo TNV KIVNTIKOTNTA To Pregnacare® conception
TNG EyKUPOOUVNG. TWV CNEPUATOLWAPIWV. & 10 Wellman® conception.
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VITABIOTICS

ZYMMNAHPQOMATA AIATPOOHZ

Adv_Conc_20,5x29_03.26

Ta ZupnAnp®uaTa AlATPOPNRS deV UNOKABIOTOUV UId IcopeonNUEVN Kal NoIKiAn Siatpogn. Ta npoidvta autd dev npoopilovTal yia npdAnyn, aywyn n Bepaneia avBpwnivng véoou.
SUMBOUAEUTEITE TOV VIATPO GAC AV EI0TE EYKUOC, BNAAZETE, BPIOKEOTE UNG BEPANEUTIKA AYWYA N AVTIMETWNIZETE NPOBANUATA Uyeiag. ApiB. vwoT. EO®: 59908/02.06.2022 (Pregnacare®
before Conception), 61465,/10.06.20 (Wellman® Conception), 59882/2.6.2022 (Pregnacare® Him & Her Conception), 63404,/10.6.2022 (Pregnacare® Original), 63405/10.06.2022 (Preg-
nacare® Plus), 61861/29.06.21 (Pregnacare® Liquid), 85266,29.07.2022 (Pregnacare® Max), 59887/02.06.2022 (Pregnacare® New Mum), 85269/29.07.2022 (Pregnacare® Breast-Feed-
ing). O apIBuodg yvwoTtonoinong EO® dev enéxel B€on ddeiag kukhogopiag and Tov EOD.

*Total VMS Branded Manufacturer Pregnancy/Conception Category: Nielsen GB ScanTrack Total Coverage Value and Unit Retail Sales 52 Week, period ending 12/07/25.



