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EmoTtnuovikoi ®opeig

o EAAnvIkn Etaipeia YrepAxwyv otn MaieuTikr kai M'uvaikoAoyia (EEYMI)

o Epyaotipio laTtpikig MeveTtikng EKIMA

o EAMNnvIkn Etaipeia latpikig MeveTikig (EEIN)

o >Uvdeopuog latpikwy MeveTioTwv EANGSag (ZITE)

o Epyaotfpio Mevetikig Noookopgiou AAe¢avdpa

o Movada Nevetikig, A" MaieuTikAg-TuvaikoAoyikrg KAvikhg AlMO, TNG lMNatmayswpyiou

o Movdada Maidiatpikng-MepiyevvnTikng MNaboAoyoavaTopiag, A' EpyacTtnpiou MaBoAoyikAg
Avaropikrig EKTMA

1. Elcaywyn

MeiCoveg ouyyeveic avwpalieg (Major Congenital Anomalies, MCA) Ttaparnpouvral
uTTEPNXOYPAPIKG 0g ouxvoTnTa TTEPITTOU 1-3% TWV KUNOEWV Kal gival UTTEUBuveS yia éva
ONPAvTIKO TTOCOCTO TTPO- KAl TTEPIVEVVNTIKWY BavAaTwy oAAd Kal VEOYVIKAG voonpoTnTag
[1,2]. Evw €xouv avayvwploTei TTOAAG KAl ETEPOYEVH QiTIA, AVAUECO OTA OTTOI0 EVOOUNTPIES
AOILWEEIG, YEVETIKOI TTAPAYOVTEG Kal TTEPIBAANOVTIKEG €mMIOPACEIG, OTN PEYAAN TTAElown®ia
TWV TTEPITITWOEWY OEV UTTAPYXOUV avAyVWPICIUO! UTTOKEIEVOI TTAPAYOVTEG KIVOUVOU.

Aveutthocldieg  (apIBUNTIKEG  XPWHOOWMOTIKEG  AVWHOAIEG), OOUIKEG XPWHOOWHOTIKEG
aviooduyieg/avadiaTagelg, Kabwg Kal TTapaAAayEéG Tou apiBuol Twv avTiypd@wy KATd JrKog
Tou yovidiwpaTtog (Copy Number Variants, CNVs) guBuvovtal g moocooTd wg kal 40% yia
KATTOIEG ammd  TIG OUYYEVEIGC avwuaAieg TTou Trapatnpouvtal utrepnyoypa@ikd [3]. O
TTPOYEVVNTIKOG €AEYXOG yiveTal oe Ociygata PeTd amd Afyn apviakou uypou A Bioyia
TPOPOPBAAOTNG PE TNV EQAPUOYH YEVETIKWV aVAAUCEWY, OTTWG O CUUPBATIKOG KAPUOTUTTOG, TO
QF-PCR (taxeia avixveuon ouxvOTEPWV AVEUTTAOEIBIWY), KABWG KAl N XPWHOOWHATIKA
av@Auon pe pikpoouaToixieg (Chromosomal Microarray Analysis, CMA) 1 aAANIWG POPIOKOG
Kapuétutrog [4]. MapdAa TalTa, TTEPIOOOTEPEG ATTO TIG WICEG TTEPITITWOEIS EURPUWYV HE
OUYYEVEIC avwHaAieg TTapauévouv adidyvVwoTEG.

To emopevo BAMA yia TN YEVETIK avAAuon HOVOyoviSIOKWY voonudtwyv o€ emimedo
VOUKAeoTIBIwV, atroTeAei n avaAuon Tou guBpuikol DNA pe Tnv texviki TG aAAnAodxnong
emwopevng yevidg (Next Generation Sequencing, NGS) [5,6].

KateuBuvTrpieg odnyieg yia tnv TTpoyevvnTiK avaAuon péow aAAnAouxnong véag yevidg
éxouv BeotmioBei atrd diEBveig popeic OTTWG o1 KATWO!:

e EuroGentest and the European Society of Human Genetics (ESHG), 2016 [7]
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o American College of Medical Genetics & Genomics (ACMG), 2020 [8], 2021 [9], 2022
[10], 2023 [11]

e ACMG-ClinGen, 2020 [5]

e Canadian College of Medical Geneticists (CCMG), 2021 [6]

e British Society for Genetic Medicine (BSGM), 2021 [3]

¢ International Society for Prenatal Diagnosis (ISPD), 2022 [12]

To TTapov E&yypago dIaPopPwONnKe UETA OTTG CUVTOVIOUEVN TTPOCTTABEIa KAl dIAdOXIKESG
ouvedpieg TTou TTponyrnenkav Kal akoAouBbnoav oxeTikoU oeguivapiou ”workshop” Tou
olopyavwBnke atrdé Tnv EEYMI ota Xavid 9-10 ZemrrepBpiou 2023. 21nv opdda epyaciag
oupueTeixav  ekTTpoowTrol  TNG EAANVIKAG ETaipeiag Ymeprixwv otn  MaiguTik  Kal
NuvaikoAoyia (EEYMI), Tou EpyaoTtnpiou latpikig Mevetikrg EKIMA, Tng EAANVIKAG ETaipeiag
latpikAg TevenikAg (EEIN), Ttou Zuvdéopou latpikwy [evetiotwwv EAAGOag (ZIMCE), Tou
EpyaoTtnpiou levetikng Noookopegiou AAeEavopa, Tng Movadag lMevetikig, A' MaieuTikng-
luvaikoAoyikAg KAivikAg AMNGO, NGO [Mamayewpyiou, kai NG Movadag Maidiarpikig-
MepiyevvnTtikng MaBoAoyoavatouiag, A' Epyactnpiou [NaBoAoyikrig Avatouikng EKIIA.
Znueiwvetal 6T o KareuBuvthpieg Odnyieg TTou TTapartiBevral dev ouvioTOUV OETUEUTIKO
VOMIKO TTAQicI0 TTEPIBaAYNG, KABWG N epunveia Twv OTOIXEIWV oTa oTToia BacifovTal, YTTopEi
VO ETTNPEEOOCTEI ATTO PENOVWHEVEG TTEPITITWOEIG, TTPWTOKOAAQ I0XUOVTA 0 AAAA KPATN, Kal
véeg O100£a1ueS BIBAIOYPAPIKES TTNVEG.

2. AlayvwoTIKA agia

Emi tou mapdévrtog o mrpoyevvnTiKOG €Aeyxog TrepIAapBavel Tov oupBaTikd Kal JopIako
KAPUOTUTTO TTOU TTPOYHATOTTOIOUVTOlI O¢ €UPRPUIKA KUTTAPO KATOTTIV Bloyiag XOPIaKWY
Aaxvwv i apviotrapakévinong. H mbav mpocbetn diayvwaoTikA afia Tou NGS oe £ufpua
ME TTaBOAOYIKA UTTEPNXOYPAPIKA cupripata utroloyiletal oto 10-12% katd péco 6po. H
mMOavoeTNTa TAUTOTTOINONG TTaBOoYOVOU YEVETIKNAG TTAPAANAYAG ep@avidel TTOAU  peydAn
dlakupavon amo, T.X 2% oTn Pepovwuévn augnuévn auxevik diagaveia, péxpl 53% o€
OKEAETIKEG DUOTTAQTIEG KOl 72% O€ UTTEPNXOYEVEIG vEQPPOUG [13-15].

O Baoikdg pdAog TnG aAAnAoUxNong vEQG YeVIAG KAl TTIO OUYKEKPIPEVA TNG aAAnAouxnong
Twv eEWVIKWv Teploxwy, Whole Exome Sequencing (WES), €ival n avixveuon YeVETIKWV
TTaBnRoewv TTou oPeilovTal o TTAPAAAAYEG OTO ETTITTESO TOU £VOG ) HEPIKWY VOUKAEOTIBIWY,
KaBwg kal o€ pPIKpEG evBéoelg kal eAAeippara (small INDELS) eviog NG KwdIKOTTolouo0g
TEPIOXNG TOu yovidlwuaTtog. MNapdAhov Tmou uttoAoyiletal 611 >85% Twv TTapaAAaywy oTa
Hovoyovidlakd voohuaTa BpiokovTtal H€oa oTa €§Wvia A OoTa OpIa €§WViWV/EOWViwy, UTTOPEI
va uttdpxouv Kal “BabIEC” eOwVIKEG TTAPAAAQYES (EUPAPOTA TTOU EVTOTTICOVTAl OTA £0WVIA
TWV YoviIdiwv), Kabwg Kal TTapaAAQYEG OE PN KWOIKOTTOIOUOEG TTEPIOXEG, OTTWG UTTOKIVNTEG
(promoters), evioxuTég (enhancers) KATT, TTou n g¢étaon WES &gv €xel TUTTIKA T duvatoTnTa
va avixvevel. Emiong n eE€taon WES dev avixveuel peydAa eAAgippaTa/dImTAaciacuoug
(large INDELS) mrapaAAayég apiBuou avtiypdewy (Copy Number Variants-CNVs, émTwg oT0
ouvopouo DiGeorge), eTTekTAOEIS €TTAVAANWEWY TPIVOUKAEOTISiWY (TT.X OUVOPOUO TOou
EUBpaucTtou X), diatapaxéc peBUAiwong kai povoyoveikn Siowuia (UPDs, omwg T1.X
ouvdpopa Silver-Russell, Beckwith-Wiedemann, Angelman, Prader-Willi k.a).

Emiong, To WES &¢v utropei va avixveuoel pe aglotmoTia mapaAAayég TTou BpiokovTal o€
TEPIOXEG  ME  weudoyovidla 1 avriypaga yovidia (X  NwTtiaia  Muiki  ATtpoeia,
0. Gaucher, CAH k.a), meploxég pe uywnAd 1mocooTtd G/C Bdoewv (G/C rich regions) kai
TEPIOXEG ME  emmavaAapPBavoueva idia voukAeoTidia (homopolymer regions) OTwg TT.X
TTOAUPOPQPIKEG TTEPIOXEG poly-T kal TG Tou yovidiou CFTR. Znueiwvetal 0Tl IO TEXVIKOUG
Adyoug, TTou a@opouv Tov oxedlacud kai Tnv Trapaywyr BiBAI0OONkwv Kkai diapépouv
avaAoya pe TN KataokeudoTpia etaipeia, dev emruyxaveral KGAuywn tou 100% TOU GUVOAOU
Twv eEwviwv (exome) o6mou n péyioTn KAAuwn @Tavel T0 97%, ] TOU MITOXOVOPIOKOU



YOVISIWMATOG yIa TO OTT0I0 Ol KATAOKEUAOTPIEG ETAIPEIEG BIABETOUV BIAPOPETIKA CUCTHHATA
MeAETNG/KIT.

3. BEATIOTOG TPOTTOG AVAAUONG

a. To €pyaoTAPIO TTOU TTPAYMOTOTIOIEI TOV €AeyXo TTPETTEl va akoAouBei Ti¢ dladikaaoieg
avaAuong OTTwG  TTPOPRAETTOVTNI  OTA  QVTIOTOIXO TTPOTUTTA  TTOIOTNTOG KOl va  €XEl
aTTOOEDEIYUEVN EUTTEIPIA OE TTPOYEVVNTIKEG YEVETIKEG avOAUOEIS. ZuvioTaTal o€ OAa Ta
gepyactrpia va trpofouv oe dladikacia diatrioteuong (ISO 15189) yia Tov TTpoyeEvVNTIKO
EAeyxo MEOW dAAAnAolxnong véag yevidg Kal OTO €VOIAUECO XPOVIKO dldoTnua va
OUMUETEXOUV O€ TTPOYPAPUATA EWTEPIKOU TTOIOTIKOU EAEYXOU.

B. O OBepamrwv 1aTPOG Ba TTPETTEI VO EVNUEPWVEI TO EPYAOCTHPIO EYYPAPWS, TIPIV TNV
avaAuorn, yia Tov OIaB£0Iu0 QAIVOTUTTO TOU €UBPUOU  KATAYPAQPOVTAG AETTTOPEPWS T
utrEpnXoypa@iké supriuara, v MRI K.a, KaBwg Kal TUXOV OIKOYEVEIOKS 10TOPIKG TTOU TOU
£XEl YVWOTOTTOINOEI.

y. 2Tn OlayvwoTIKI] TTPOCEYYIoN UTTAPXEl IoXuprl ouotaon n avdAuon va TtreplAaupavel
Tautoxpovn avaAucorn Tou eufpuou Kal Twv yovéwv (trio avaAuon). H mpocéyyion auTn:

i. Melwvel Tov Xpdvo Tng avadAuong

ii. PonBdel aTnv opBATEPN EPUNVEIQ TWV EUPNUATWY

ii. au&dvel Tn dlIAYVWOTIKN atTédoon

0. ZUpypwva e Ta TTpoc@ata emoTnuovikd dedopéva, n avadiluon WES civar n mAéov
evoedelypévn o oxéon pe Tnv avdAuon Clinical Exome Sequencing (CES), dnAadf tn
MEAETN OUVOAOU EEWVIKWY TTEPIOXWYV YOVISiWV TTOU £XOUV YVWOTH OCUOXETION HE YEVETIKA
vooo.

€. 2€ OUYKEKPIMEVOUG avayvwpioipoug guBpUikolg @aivoTitroug, civar duvatd va
emAéyeTal BlommAnpogopiké TTpokaBopiouévn opdada yovidiwv “gene panel” (Tx. via
KPOOOOTIAOEIEG, OKEAETIKEC OUCTTAQCIEC K.4.). AKOMO KOl Of€ TTEPITITWOEIG OIEUPUUEVWV
eAEYXWV ouvIOTATAlI N XPAON TTpokaBopiouévwy BloTTAnpo@opikwy “panels” 6TTwg 10 R21
Tou NHS Tou Hvwpévou BaaolAgiou kail o1 avavewaelg Tou.

OT. Aegv UTTAPYXOUV ETTOPKN €MOTNPOVIKG &egdopéva yia TV aAAnAolxnon OAou Tou
yovidiwpartog (Whole Genome Sequencing, WGS) oTov TpoyevvnTiKO €Aeyxo, DIOTI £TTi TOU
TapOVToG eu@avicel upnAd 1TooooTd eupnudtwy aBéBaing/dyvwoTtng KAIVIKAG onuaciag
(Variants of Unknown Significance, VUS), Tuxaiwv eupnudatwyv (Incidental Findings, IF)
KaBwg Kal deUTEPEUOVTWY gupnudTtwy (Secondary Findings, SF) [16-18].

(. H karnyopilotroinon twv TrapaAAdaywv Ba Tpémel va yivetalr pe Pdon digbveig
KaTeuBuvTrpIEG 00nyieg OTTwGg autég Tou ACMG [19]. H epunveia tng TmaBoyévelag Twv
eupnudTwy, o€ ouvduaouod PE TNV KAIVIKA onuaoia Toug, hge Baon Tov d1a8€01uo euRPUIKO
eaivotutto! Ba  mpémel va  oulnTolvial ammd  oMdada €1dIkwv  (BepdTTwyv  10TPAC,
EUBPUOUNTPIKOGS 1ATPAG, 1ATPOG YEVETIOTAG KAl EPYAOTNPIAKOG YEVETIOTAG).

n. O1 TapoAAayEg TToU ava@épovTal o€ TTPOYEVVNTIKA OciypaTta Ba TTpétmel va gival ol
madoyoveg (pathogenic) kai o1 mlava tadoyoveg (likely pathogenic) oe yovidia trou
oxetiCovtal e Tov d100£01U0 EUPRPUIKS PaIvVOTUTTO.

0. MapaAlayég aBéBaing kAIvikAg onuaciag (VUS) dgv avagépovral.

I. Kar’ €gaipeon, n avagopd VUS Ba TiBetan utrd oulAtnon Aaupavovtag uttéwn tnv aitia
TTOPATTOUTIAG, TO OIKOYEVEIOKO I0TOPIKO KAl TG UTTEPNXOYPAPIKA euprjpaTa/euBpuikod
QaIVOTUTTO (OTTWG auTd KaTaypa@ovTal PEXP! Kal TNV TEAEUTQIA UTTEPNXOYPAPIKN €EETaON
Tou dlevepynbnke TIpiv Tnv €kdoon Tou TropiopaTog). Q¢ ek TouTou, eival duvaTtd va
oulnTnBolv kal va ava@epBouv: a. Av a@opoulv o€ Yyovidlo TToU €XEl OUOXETIOTEI
BIBAIOYPOA@PIKG PE TO UTTEPNXOYPOAPIKG EUpAATa TOU €UPRpUOU, b. Av TTpoékuyav de novo o€
yovidlo 1oxupd utToWn@Io yia Tov €UPRPUIKG @aivoTUTIO | av eival og dIdtagn «trans» e
TaBoydévo f mBava TaBoydévo TTapaAAayr] 0€ AUTOCWHATIKO UTTOAEITTOUEVO YoVvidIio TTOoU
MTTOPEl va  «€gnyei» TOV EUPRPUIKO  @QaIVOTUTTO. ZuVIOTATal 1I0XUPA N OIETTIOTNUOVIKN
TTPOCEYYION YIa TN TEAIKN KTiUNON Twv TTapaAAaywv dyvwoTng KAIVIKNG onuaaciag otn Baon
TWV BIABECIPWY ETTIOTNPOVIKWY OEDOUEVWYV TNV TPEXOUTA XPOVIKN oTiyun [8,12].

K. Mn traBoyéveg (benign) 1 mlava pn tmradoyodveg (likely benign) mapaAlayég dev
avagEpovTal.



1AI00£0140G gUBPUIKAG QaIVOTUTIOG, UTTO TNV évvola OTI AuTOC gival KOTA Kavova aTeAng, KaBwe PeTd Tn yévvnon
avayvwpifovtal  ouvhBwg TPOCOETa  HOPPOAOYIKA  XAPAKTNPICTIKA R €10IKd TTaboAoyoavaTouiké  Kal
IoTOTTaB0AOYIKG euprjpaTa JETA aTTd peTaBavAaTia TTaBoAoyoavaTouIKr eEETaan.

4. ZupBouAeuTIKA TrpIv TNV avdAuon (Pre-Test counseling)

O1 evdiopepduevol Ba TTPETTEl va evnuepwyovTal attd €I8Ikoug (BepdtTovra 1aTpd, 1aTPd
YEVETIOTA, €PYOOTNPIOKO YEVETIOTH) KAl va UTTOYPA@POUV £Yypo@oO OUVAIVECNG TOU
gpyaocTnpiou Trou avaAlaupdver Tn diegaywyn TNG YEVETIKAG avAAuong. ZT10 £yypago autd
Ba pétTel va enyeital ue 600 10 duvaTdv TTIo KatavonTo TPOTTO N avaAuon TTou TTPOTEIVETal,
TA TTAEOVEKTHHOTA KAl Ol TTEPIOPICHOI TG KABWG Kal N TTOMITIKA ava@opds Twv eupnudtwy.
Mo cuykekpIyéva o1 evOIAPEPOPEVOI Ba TTPETTEI va yVWPICoUV:

a. Om o otoxog TnG €gétaong cival va PBpebei — av uttdpyxel - TTABOyOvVOG YEVETIKA
TTapaAAayr] TTou va eEnyei Ta euBpuikd eupruara, kai 61 dev duvartal va ££ac@aAioel
TN yévvnon uyloug TTaidiou.

b. Om amotéAeopa xwpic etpnua dev onuaivel 6T aTTokAgiel KATToI0 yeveTIKO voonua,
KaBwg autd Ptropei va o@eileTal O€:

i.  yeveTikr diatapaxr) TTou Oev  eAEYXEl N OUYKEKPIMEVN TeEXVOAoyia (TT.X
Movoyoveikr] diowuia, TTapaAlayéc o€ PBaBid €0oviKEG 1 PN KWOIKOTTOIOUCEG
TTEPIOXEG K.AL.)

ii.  AyvwOoTOo YEXPI TWPO YEVETIKO voonua/yovidio

iii. aduvapia TNG XPNOIMOTTOIOUKEVNG TEXVIKAG Va avixveloel OAOUG TOUG TUTTOUG
TWV YEVETIKWY TTAPAANQYWV
iv. mBavoeTnTa UTTapEng Weudwg apvNTIKWVY Kal YeudwS BETIKWY EUPNUATWY.

c. Tov Xpovo TTou atraiTeital yia TNV oAokAfpwaon tng avéAuong. Me dedouévo OTlI 0
XPOVOG €KkOoOoNG TWV QATTOTEAEOPATWY TNG ATTOKAAUYWNG TnGg aAAnAouyxiag Tou
euBpuikou DNA kupaivetal yeviké petaiu 3-4 €BOONGdwWY (KAl KATA TTEPITITWON
MTTOPEI Kal TTEPICOOTEPO), €ival TTBavO OTI O€ KATTOIEG TTEPITTITWOEIG Ba £xel ETTEADEI
TOKETOG TTPIV aTTd TNV OAOKARPWON £€KOOONG TWV ATTOTEAECUATWY

d. Tnv mBavétnta va pn d00¢i amotéAeopa Adyw TT.X TToIOTNTAG Tou OgiyuaTog, f va
000¢i gg XpOVO TTOU VO un PTTOPEI va €TTNEEACEl TNV KUNCN 1 Tov BepatTeuTiko
XEIPIOUO TOU veoyvou

e. Tnv moAITiKA avagopdg Twv TTapailaywv apERaing kKAIVIKAg onuaciag (VUS).

Tnv TTONITIKA ava@opdg  un Twv dEUTEPEUOVTWY KOl TUXAiwV gupnuATWY, TOOO OTO

£UBpuUO 600 Kal OTOUG YOVEIG, KABWG Kal av ouvaivouv ol YOVEIG va yvwpifouv TETola

eupAuaTa r oxl.

i. Agutepevovta eupniuara (secondary findings, SF) civar mmaboydveg n

mBOavd TTaboyodveg mapaAlayég o€ yovidla Tou Ogv ouvdéovTal PE TNV QITiO

TTAPATTOUTIAG, OGAAG euBUvovTal yia Tnv ekdAAwWON 0oBeveiwv TTOU JTTOPET va

emdéxovTal 1aTpIKAG TrapéuBaong? [9,20] kal oUPQWVA PE TNV TOTTOBETNON TOU

ACMG (statement table 1) [11], T.x yovidia yia TTpodIdBeon KapkKivou.

. Tuxaia eupAuata (incidental findings, IF) civai 1TaBoydéveg 3 moOavda

TTaBoydéveg TTapaAAayéG TTou Oev ouvdEéovTal PE TNV QITIA TTAPATTOUTING Kal Ogv

oupTtTepIAauBavovTal atn AioTa yovidiwv OXETICOPEVWYV JE VOOT AT TTOU ETTIOEXOVTAI

10TpIKA TTapéuBaacn? [9-20] kal cUP@wva Pe Tnv TotroBétnon Tou ACMG (statement

table 1) [11].

g. Om o1 yeveTtikég TTapaAAayég TTou Ba aveupeBouv TTBavOv va €X0UV AVTIKTUTTIO OTO
EUPUTEPO OIKOYEVEIOKO TTEPIBAAAOV

h.  Tnv mBavotnTa va yivel yvwoTA n pn atpdtnTa ) n oTEVH OUYYEVEIQ TV BIOAOYIKWY
yovEéwv, KOoBWG Kal Tov TPOTIO XEIPIOKOU TETOIWV TTEPICTATIKWY AVAQOPIKE HPE TNV
avaAuon Kal TNV ypaTrTr) €KBEoN TwV ATTOTEAECUATWV.

i. Om 1a epyaotnpiokd dedouéva Ba XpnoiuoTroinBouv avWVUNa yia EPEUVNTIKOUG Kal
EKTTAIBEUTIKOUG OKOTTOUG £EQOCOV UTTAPEEI £yypagpn ouvaiveor.

.



2 “Medically actionable”, dnAadr supruaTa fj aTToTEAéTUATA Ta OTToia Ba 0dnyouaav g€ KAIVIKI TTapéuBaan atéd Tov
TTapoxo uyeiag Tou arépou, dIOTI Ba UTTAPXE KABIEpWUEVN IOTPIKA/BEPATTEUTIKN TTOPEPBAOT, TTPOANTITIKA TTPOCEYYION, 1)
GAAEG TTPAEEIG (TT.X TPOTTOTTOINGN OTN PAPMAKEUTIKI aywyn) TTou 6a utropolcav duvnTika va HETaBAAAOUV TNV KAIVIKH
TTopEia TNG vdoou, A va TTapAaXouV CNUAVTIKI) QOPUAKOYEVETIKF TTANpo@opia TTou TTBavwg Ba eTTnpéade Tn JEAAOVTIKN
@povrTida.

5. Evoeigeig MpoyevvnTikng ESwuikAg AvaAuong (Prenatal
Exome Sequencing, PES)

2e OAeg TIg evdeifelg PES tTou akoAouBouv, atrapditntn TrpoUtréBeon amroteAsi n
TPONYOUNEVN | TAUTOXPOVI EQAPHOYI) HOPIOKOU KAPUOTUTTOU

a) Zg EuPpua pe:
- TTOAQTTAEG avWOAIES
- gupfpaTa UTTOTITA VIO OKEAETIKA duoTTAagia (uUn oXETICOUEVN ME TTEPIOPICHO TNG
augnaong Tou eufpuou)
- nxoyeveic veppoug, 1010iTEpa OTAV AUTOI €ival OIOYKWHMEVOI, HUE QUOIOAOYIKI)
oupodOXo KUOTN
- MeiCoves avwpaAiec Tou KNZ (e€aipoupévwyv Twv avwpaAlwy Tou VEUPIKOU
owAnva)?
- MeiCova ouyyevr) kapdioTddeia
- TTOANATTAEG OUYKAUWEIG apBpwoswv/apBpoypuTrwon (Me ¢aipeon TNV EPOVWUEVN
AU@OTEPOTTAEUPN OTPERAOTTOdIN),
- QAIVOMEVIKA aveEnyNnTn EUPBPUIKA UTTEPAVATTITUEN (OAEG OI uETProEIg >971 EO),
B) Ze kUnon oOmou TO €uPpuo €xel pia Baoikr oIk avwuaAia 1 TTOANATTAEG OOMIKEG
avwaoAieg o€ dIaPopa Opyava Kal:
i. Ta utrepnxoypa@ika eupAuaTa BETOUV TN OIAYOPIKN OIAYVWON CUYKEKPIPEVOU
pJovoyovidloKoU VOOHUATOG
ii. To mPOTUTTO Twv avwuaAiwy BETel uTTowia yia povoyovidlakn diatapaxn,
OKOPN Kal av Ogv €Xel TTponynBei YeVETIKN €EETOON. ZTnNV TIEPITITWON QUTH
TTPOTEIVETAI VO EKTIMNBEI N EKTEAECT TOU POPIAKOU KAPUOTUTTOU TTPIV ) TTapAAAnAa
pe To PES.
Y) "YTrapén oikoyeveiakou 10Topikou adidyvwoTou euBpuou ) TTaudiol Pe pia 1) TTOAAOTTAEG
OOUIKEG avwpoAieg: OTav oTnv TTapoucda KUnorn €vTOTTiCovTal Ol idIEG OAVWHAAIEG ME
TTponyoUuevn KUnon kol Oev UTTApXEl YEVETIKA didyvwaon, oUuTe yia Tnv Trponyouuevn
TTaBoAoyikr) KUnon, oulTe yia To Kuogopouuevo éuBpuo. EEaipouvrtal Ta eAAcippata Tou
VEUPIKOU CWARva.
0) Mepovwuévog un avoooAoyIKAG aITIoAoyiag EUBPUIKOG UdPWTTAG PE QUOIOAOYIKO HOPIOKO
Kapuotutro. Q¢ UdpwTrag opiletal uypd/oidnua o TouAdyioTov dU0 dlauepiopaTa (TT.X
uTTOdOPI0, TTAEUPITIKO UYPO, TTEPIKAPDIAKSO UypPO i aoKiTNG).
€) Auxevikn diagaveia > 4 xIA. peta&u 11ng-14ng eBdopadag KUNoNGg
oT) Eppévouca auénuévn auxevikn TTuxn (>6 XIA.) oto deUTEPO TPIUNVO TNG KUNONG UTTOPEI
va oTToTEAEDEl EVOEIEN, €QOOOV CUVUTTAPXOUV OOMIKEG avwuaAieg o dU0 A TTEPICOOTEPQ
oucTHaTA.
¢) ZoBapou BaBuou avwuoAia A TTAAPNG ayeveaia Tou pecoAofiou, €iTe yePovwuévn EiTe O€
OUVOUOOUO PE AANEG VW HAAIEG.
n) ‘EpBpua pe @aIVOPEVIKA HPEMOVWHEVO ONMPAVTIKO TTEPIOPIOUO TNG au&nong un
TTAQKOUVTIOKAG aiTiohoyiag (Bioupetpia <17 ek. ©B€on, ammoucia €PEAVWV  AVOTOMIKWYV
avwuaNiwy, @uoiohoyikd Doppler). i. Z& QAIVOPEVIKA PEPNOVWHEVO TTEPIOPICKO TNG alénong
TTAOKOUVTIOKNAG aiTioAoyiag (emmnpeacpéva untpikd ri/kar epPpuikd Doppler r/kar GAAeG
EKONAWOEIG TTAOKOUVTIOKAG QVETTAPKEIAG WE OTTOUCIO EUPAVWYV OOMIKWY  AVWHAAIWY),
OUVIOTATOI N eVNUEPWON TwV YovEéwv yia TTeavéTNTA UTTOKEIUEVOU JOVOYOVIDIOKOU
voonuaTog ~4%. ii. Mpog 10 TTapdv n PES dev €xel utrel otnv KaBnuepivr Tpagn yia evoeigeig
GAAEG EKTOG TWV €UPPUIKWY avwpaliwy. MapdAa TauTa, Ba PTTopoUoE va EQAPUOOTEI PETA
aT1TO YEVETIKI] CUMBOUAEUTIKA O€ £UBpua Xwpig UTTEPNXOYPAPIKA EUPHKATA, OTNV TTEPITITWON
TTou oI PIoAoyIKoi yoveig €xouv 10TOPIKO TEKVOU WE COPAPO YeVETIKG OUVOPOUO TTOU
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TTapouciale QUOIOAOYIKO €UPBPUIKO QaIVOTUTTO KOl OTO OTToio oUTE £yive, aAAd ouTe eival
TAé0V dUVATH N YEVETIKI avAAuon. XTnV TTEPITITWON AUTH OUVIOTATAI AvAAUCT YOVEWV Kal
€MBpUOU (avaAuon trio).

0) Ze TTEPITITWOEIG TTOU UTTAPYXOUV Ol avwTEPW evOEieIC TTaBOAOYIKWY eupnudTwy aTTd TOV
QTTEIKOVIOTIKO TTPOYEVVNTIKO €éAgyxo Kal €xel non OpouoAoynBei diakotry TNG KUNoNg N
TTPOKUWEI auTOPaTn aTTOROAR A evdounRTpiog BdvaTog Tou gufpuou oto B I Tpipnvo NG
KUnong, e€ivar okémuo va An@Bouv umdywn TA  EUPAPOTA  TNG  TTEPIYEVVNTIKAG
TTaBoAoyoavartouikrg/ioToTraBoAoyiknG €€€Taong, Ta otroia eival mMOavov va cupBailouv
oTov KoBopioud TANpEaTEpOU  f)/Kal  dlayvwoTIKOU @QaIVOTUTTOU HE TNV  KATAypa®Hn
TPOCOETWY €UPNUATWY HE OIOYVWOTIKN, TTPOYVWOTIKA H /KAl €peuvnTIKr agia TTou Ba
uttoBonBrioouv TNV agioAdynon Twv POPIOKWY YEVETIKWY ATTOTEAECOUATWY. ZTNV TTEPITITWON
QUTA OUVIOTATAl va OTToONKeUETAI O QUOIOAOYIKO Opd KAl O€ OUVORKEG KATAWUENG
EUPBPUIKOG 1I0TOS TTPIV ATTO T HOVIHOTTOINoN 05 QOPUOAN.

3H Ama kolAiopeyoAia opileTal wg oTrioBio képag oTalepd augnuévo 10-12 xIA. ot dUo 1 TePIoadTEPES
UTTEPNXOYPAPIKEG PETPROEIG. H TTepiTTwon auTtr) dev Bewpeital 6T atroTeAei peifova pepovwpévn avwpaAia Tou
KNZ.

6. EupipaTa TTou dev atroTeAOUV £1Ti TOU TTAPOVTOG
evoeieig yia PES

a) «OeikTeG aveuTtAoeidiagy ] soft markers 1. KUGTEIS TOU XOPIOEIOOUG TTAEYUATOG, NXOYEVEIG
€0Tieg Kapdidg, ATIa dIATaCN VEPPIKNG TTUEAOU, WIKPO pIVIKO 00TO, HaKpd ooTd oTnv 3n EG
KATT.

B) Paivopevikd avegriynto udpdpvio Kal oAlyduvio (TTi TOU TTAPOVTOG UTTAPYXOUV QVETTAPKI)
oTtoixeia atmmd 1n PiIBAIoypagia, aAlAd auTto cival TBavo va aAAdgel ato péAAov) [21].

Y) Mepovwuéveg avolkTEG BAGBES TOU vEUPIKOU CwARva

0) AUVIOKEG TAIVIES

€) Moveikn emBuyia

7. ZupBouleuTikil MeTd Tnv AvdAuon (Post-Test
counseling)

MeTd TNV OAOKAAPWON TWV ATTOTEAECUATWYV Egival Xprolgo ol evdiapepouevol va AdBouv
oupBouAeuTIKR aTtrd £181KkoUg, akOun Kal OTav dev éxel Ppedei KATTOI0O KAIVIKG ONPAvTIKO
eupnua. EmmpooBétwe Ba pétrel va AauBdavetal utrown Ot

o H ypamt €kBeon Ba TTpETTEl va OuvTAOOETAl CUP@QWVA ME TO UTTOYEYPAMUEVO
EYYPOQPO OUVAIVEONG TWV EVOIOPEPOUEVWV HEPWV OXETIKA PE TO TTOlO €upruaTa
€mMOupoUV va avagepBouv Kal TTola OXl.

e Oa TpETTEl va yvwaoToTroinBei 0Tl N KATNyopIoTroinon Twv eupnudTtwy Yivetal
oUpewva pe TIG Tpéxouoeg kateuBuvtApieg odnyieg Tou ACMG, agopd oTtnv
ETTIOTNMOVIKA yvwan TNV 0ed0oUEVN XPOVIKA OTIYMN, Kal TTOPEl va avalewpnOsi pe
TNV TTAPOdO TOU XPOVvou, OTaV VEQ ETTIOTNUOVIKG dedouéva oUUTTEPIANPOOUV OTIG
Baoeig dedopévwv.

e Eival okOmpo va oulntnBei 10 evOEXOUEVO TNG €K VEOU AVAAUONG TWV YEVETIKWV
0edouévwv Oe TTEPIOTATIKG OTTOU TTPOKUTITOUV VEX KAIVIKA degdopéva KATd Tn
oldpkela TG avdadmTuéng Tou Trdoxoviog, R TPOcBeTa peTABAVATIA
VEKPOTOMIKA, TTa00AOYyoaVvATOMIKA KOl IOTOTTABOAOYIKA €UPAMATO  TTOU
oulBdaAAouv 0T CUOXETION QPAIVOTUTTOU/YOVOTUTTOU, WOTE VA YiVEI OIKOYEVEIOKOG
TTPOYPAPUATIONOG YIa ETTOUEVN KUNGN.

e TNV ypamTh €kBeon Ba TTPETTEl va YVWOTOTTOIOUVTOI TA OTTOTEAECHOTA HE OTTAN
yAWwooa, karavonT atro pn €191Kkoug, Kal va ava@épovTal ol ETTIAOYEG YIa ETTOUEVN
KUNon, KaBwg Kal n avaykadtnTa eAEyxou Kal GAAWV PEAWY TNG OIKOYEVEIOG Yia
EVTOTTIONG QOPEWV TOU TTABOAOYIKOU EUPAUATOG.
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