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Emornuovikoi ®opeig

e EAnvIkn ETaipgia Ymreprixwyv otn MaiguTikr kai MNuvaikoAoyia (EEYMI)

e Epyaotipio latpikig Mevetikig EKMA

o EMnvIKA ETaipeia latpikng Mevetikig (EEIN)

e 2UvdOEopog latpikwy MeveTioTwyv EANGSag (ZITE)

e EpyaotApio MNevetikig Noookouegiou AAe¢avopa

e Movada MNevetikAg, A" MaieuTikig-lINuvaikoAoyikiig KAivikig AN, 'NO Matrayswpyiou

e Movada Maidiatpikng-MepiyevvnTikng NMaBoAoyoavatopiag, A' EpyaoTtnpiou NaBoAoyikng
AvaTtopikng EKIMA

1. Eicaywyn

Meioveg ouyyeveic avwuaAieg (Major Congenital Anomalies, MCA) Trapatnpouvral
UTTEPNXOYPAPIKA o€ ouxvoTtnTa TePiTTou 1-3% Twv KUACEWV Kal €ival UTTEUBUVEG yia €va
ONPAvTIKG TTOOOCTO TTPO- KAl TTEPIYEVVNTIKWY BavAaTwy aAAG Kal VEOYVIKAG voonpoTnTag
[1,2]. Evw €xouv avayvwploTei TTOAAG Kal €TEPOYEVA AiTIA, AVAPETA OTA OTTOIO EVOOUNATPIES
AOINWEEIG, YEVETIKOI TTAPAYOVTEG Kal TTEPIBAAAOVTIKEG €mMOpAcEelg, OTn HEYAAn TTAciopn@ia
TWV TTEPITITWOEWYV OEV UTTAPYXOUV avayVWPICIUOI UTTOKEIPEVOI TTAPAYOVTEG KIVOUVOU.

Aveutthoeldieg  (apIOUNTIKEG  XPWHUOCWHMATIKEG  AVWMOAIEG), OOMIKEG XPWHOOWHATIKEG
aviooluyieg/avadiaTagelg, KabBuwg Kal TTapaAAayEéG Tou apIBuoU Twv avTiypd@wy KaTé PAKOG
Tou yovidiwpatog (Copy Number Variants, CNVs) guBuvovtal oe 11000016 wg Kal 40% yia
KATTolEG aTTO TIC OUYYEVEIC avwuaAdiec TTou Trapatnpouvtal utrepnyxoypagikd [3]. O
TTPOYEVVNTIKOG €Aeyxog yiveTal o€ Oeciyyara HETG amd Afwn auviakoU uypou n Piloyia
TPOPORBAACTNG YE TNV EQAPHOYNA YEVETIKWYV aAvAAUCEWY, OTTWG O GUUPBATIKOG KAPUATUTTOG, TO
QF-PCR (taxeia avixveuon ouyxvOoTepwv aveUTTAOEISIWY), KABWGS Kal N XPWHOCWHATIKA
avaAuon ue pikpoouaTtoixieg (Chromosomal Microarray Analysis, CMA) 1 aAMIWG PHopIakog
kapuotuttog [4]. Mapdha TalTa, TTEPICCOTEPEG QATTO TIG MICEG TTEPITITWOEIG EUPPUWY HE
OUYYEVEIG avwPaAIEC TTapaPEVOUV adIAyVWOTEG.

To emopevo PrAua yia Tn YEVETIKA AVvAAUCH HOVOYOVIOIOKWY VOONUATWY Of ETTITTESO

VOUKAEOTIBIWYV, atroTeAei n avaAuon Tou euBpuikot DNA pe Tnv TeXVIKN TNG aAAnAouxnong
emropevng yevidg (Next Generation Sequencing, NGS) [5,6].

KateuBuvTrpieg odnyieg yia tnv TTpoyevvnTiKA 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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e 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]

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

To Tapov E&yypa@o dIAUopPWONKE PETA ATTO CUVTOVIOMPEVN TTPOOTTABEIa Kal OIODOXIKEG
ouvedpieg TTou TTPoNyABNKav Kal akoAouBnoav OXETIKOU ogpivapiou ”workshop” Trou
dlopyavwBnke atmd Tnv EEYMI™ ota Xavid 9-10 Zemrreufpiou 2023. >1nv opdda epyaciog
oupueTeixav  ekTTpoowTrol TG EAMANVIkAG ETaipeiag  Ymeprixwv otn  MaleuTikyy  Kal
lNuvaikoAoyia (EEYMI), Tou EpyaoTtnpiou latpikig MevetikAg EKIMA, Tng EAAnVIKAG ETaipeiag
latpikng Tevetikig (EEIN), tou Zuvdéopou latpikwv Tlevetiotwv EANGSag (ZIFE), TOU
EpyaoTtnpiou levetikAg Noookopegiou AAegavdpa, Tng Movadag lMevetikAg, A' MalguTikhg-
lNuvaikoAoyikAg KAivikag AMNG, TNO TlMamayswpyiou, kai NG Movdadag MaidlaTpikig-
Mepiyevvntikng MaBoAoyoavatopiog, A' Epyaotnpiou TMaBoAoyikAg Avatouikig EKTIA.
2nueiwvetal 0TI oI KareuBuvthpieg Odnyieg Tou mTapaTtiBevial dev ouvioToUv SECUEUTIKO
VOUIKO TTAQiCI0 TTEPIBaAYNG, KABWGS N epunveia Twv oToIXgiwv oTa otroia Baaifovral, PTTopei
VO ETTNPEEOOTEI ATTO PEUOVWUEVEG TTEPITITWOEIG, TTPWTOKOAAQ 10XUOVTO 0 GAAa KpdTn, Kal
véeg S1a08€aiueg BIBAIOYPAPIKES TTNYEG.

2. AlayvwoTIKA adia

Emi ToUu TTapdvTog o TrpoyevvnTIKOG €Aeyxog TTEPIAAUBAvVEl TOV OUPBOTIKO Kal POPIoKO
KAPUOTUTTIO TTOU TTPAYMATOTTOIOUVTAl O¢ €UPPUIKE KUTTapa KATOTIV Biowiag XopIaKwv
Aaxvwyv i apviotrapakévinong. H mlavr mpdcBetn diayvwoTikA agia Tou NGS o¢ éufpua
ME TTABOAOYIKA UTTEPNXOYPAPIKG gupriparta utroloyiletal oto 10-12% katd péco o6po. H
mlavoTnTa TauToTToinoNnNg TTaBoyovou YEVETIKAG TTAPOAAAYAG ep@aviel TTOAU  peYdAAn
dlakupavon amo, T.X 2% oOTn PMEMOVWUEVN auénuévn QUXEVIK diagavela, péExpl 53% o€
OKEAETIKEG DUOTTAQTIEG KOl 72% O€ UTTEPNXOYEVEIG VEQPOUG [13-15].

O Baoikdg poAog Tng aAAnAouxnong véag yevidg Kal TTI0 CUYKEKPIMEVA TNG aAAnAouxnong
Twv e€wvikwyv Tepioxwy, Whole Exome Sequencing (WES), €ival n avixveuon yYeVETIKWY
TTaBnocwyv TTou oPeilovTal o€ TTAPAAAayEG OTO €TTITTEDO TOU VOGS I MEPIKWYV VOUKAEOTIDIWY,
KaBwg Kkal o€ HIKPES evBEoelg Kal eAAgippaTa (small INDELS) evidg TnG KwdiKoTToiouoag
TTEPIOXNS TOu yovIdiwpaTog. MapdAov 1Tou uttodoyietal 611 >85% Twv TTapaAAaywv OTa
povoyovidlakd voorjuata BpiokovTal géoa ota egwvia i oTa 6pia ewviwv/eowviwy, UTTOPEi
va UTTdpxouv Kal “BaBiEg” eowvikéG TTapalAayég (euprjuaTa TTou evioTTiCovTal oTa €0WvIA
TwV yovidiwv), KaBwg Kal TTapalAayég o€ Pn KwOIKOTTOIOUOEG TTEPIOXEG, OTTWG UTTOKIVNTEG
(promoters), evioxutég (enhancers) KA, 1Tou n e€étaan WES d¢ev £xel TUTTIKG T duvaTéTNTA
va avixvevel. Emiong n egétaon WES dev  avixvelel peydAa eAAgippaTa/dmrAaciacuoug
(large INDELS) mrapaAAayég apiBuou avTiypdewy (Copy Number Variants-CNVs, 6TTwg oT0
ouvdpouo DiGeorge), €mMekTACEIS ETTAVOAAWEWY TPIVOUKAEOTISIWY (TT.X OUVOpPOUO TOU
EUBpauctou X), diatapaxéc peBUAiwong kai povoyoveiky Oilowpia (UPDs, o6mmwg TI.X
ouvdpoua Silver-Russell, Beckwith-Wiedemann, Angelman, Prader-Willi k.a).

Emiong, To WES &ev ptropei va avixveloel e aglomioTia TapaAAayEéG TTou BpiokovTal o€
TEPIOXEG  ME  weudoyovidia A avriypaga  yovidia  (T.x Nwtiaia Muikp  Atpoeia,
0. Gaucher, CAH k.a), Tmeploxég pe uwnAd 1000010 G/C Bdoewv (G/C rich regions) kai
TEPIOXEG ME  eTTavaAauBavopeva idia voukAeoTidia (homopolymer regions) OTTwg TT.X
TTOAUMOPQPIKEG TTEPIOXEG poly-T kal TG Tou yovidiou CFTR. Znueiwvetalr 6T yia TEXVIKOUG
Adyoug, TTou a@opouv Tov oxedlaoud Kkail Tnv Trapaywyr] BiBAIoBNKWv Kai diapEépouv
avaAoya pe TN KOTAOKEUAOTPIa €Taipeia, Oev emTuyxavetal kaAuwn tou 100% TOU GuVOAOU
Twv efwviwv (exome) OtTou n pPéyioTn KAAuwn @tavel 10 97%, 1 TOU MITOXOVOPIOKOU
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YOVISIWHATOG YIA TO OTTOI0 Ol KOTAOKEUAOTPIEG ETAIPEIEG DIABETOUV DIAPOPETIKA CUCTHHATA
MEAETNG/KIT.

3. BEATIOTOG TPOTTOG avaAuong

a. To €pyacTAPIO TTOU TTPAYHOTOTIOIEI TOV €AEyXO TTPETTEI VA aKOAOUBEi TIG Sl0dIKACiES
avaAuong OTTwg  TTPOBAETTOVTAN  OTA  AVTIOTOIXQ  TTPOTUTTIA  TTOIOTNTAG KAl va  €XEI
ATTOOEDEIYUEVN EUTTEIPIA OE TTPOYEVVNTIKEG YEVETIKEG QVAAUOEIG. ZUVIOTATAI O OAA T
epyaoThpia va tpoPouv oe diadikacia diatrioteuong (ISO 15189) yia Tov TTPOYEVVNTIKO
ENeyXo MEOW aAAnAoUxnong Vvéag Yeviag Kal OTO €VOIGUECO XPOvIKG OIAoTnUa  va
OUMUETEXOUV O€ TTPOYPAPUATA EEWTEPIKOU TTOIOTIKOU EAEYXOU.

B. O Bepdmwy 1ATPOG Ba TTPETTEI VA EVNUEPWVEI TO EPYACTAPIO €yypAQWG, TIPIV TNV
avaAuon, yia Tov OI0BECIN0  QAIVOTUTIO TOU EURPUOU KATAYPAPOVTAG AETTTOUEPWS T
utrepnxoypa@iké supruata, v MRI K.a, KaBwg Kal TUXOV OIKOYEVEIOKO I0TOPIKO TTOU TOU
£XEI YVWOTOTTOINOEI.

y. 21N OlayvWOoTIKN TTPOootyyion UTTApXEl IoXupr] ouoTtacn n avaAuon va TrepIAauBAavel
TauTOXpPOVN avaAuan Tou euBpuou Kal Twv yovéwv (trio avéAuon). H TTpooéyyion auTn:

i. MEIWVEI TOV XPOVO TNG avadAuong

ii. PonBael otV 0PBOTEPN EPUNVEIQ TWV EUPNHATWY

ii. augavel T dlayvwaoTIKA aTTédoon

0. ZUypwva pe Ta TTPoOo@aTa emoTnUovikd dedopéva, n avaluon WES civar n mAéov
evoedelypévn o oxéon pe Tnv avdAuon Clinical Exome Sequencing (CES), dnAadn
MEAETN OUVOAOU ECWVIKWYV TTEPIOXWYV YOVIOIWV TTOU €XOUV YVWOTI OUOXETION ME YEVETIKA
vb0oo.

€. 2€ OUYKEKPIMEVOUG aAVOYVWPIOIMOUS gURPUIKOUG @aivoTutroug, cival duvatd va
emAEyeTal BlomTAnpogopikd TTpokaBopiouévn opdda yovidiwv “gene panel” (X, yia
KPOOOOTIAOEIEG, OKEAETIKEG OUOTTAACIEG K.0.). AKOPO KAl OE TIEPITITWOEIG OIEUPUPEVWV
eEAEYXWV OUVIOTATAI N XPRon TTpokabopiopévwy BloTTAnpogopikwy “panels” 6Twg 1o R21
Tou NHS Tou Hvwuévou BaaolAgiou kai ol avavewoeig Tou.

oT. Aegv uttdpxouv ETTAPKN ETTIOTNMOVIKA O&edopéva yia TNV aAAnAouxnon OAou Tou
yovidiwpuatog (Whole Genome Sequencing, WGS) otov TTpoyevvnTiKO €AeyX0, OIOTI £TTi TOU
TapdévTog egu@avifel uPnAd TTo000TO eupnudTwy aéRaing/dyvwoTtng KAIVIKAG onuoagiog
(Variants of Unknown Significance, VUS), Ttuxaiwv eupnudtwyv (Incidental Findings, IF)
KaBwg Kai deuTEPEUOVTWY eupnudtwy (Secondary Findings, SF) [16-18].

(. H karnyopiomroinon Twv tapaAlaywv Oa mpémrel va yivetar pe Pdaon Oiebveig
KateuBbuvTrpieg odnyieg 6Tmwg autég Tou ACMG [19]. H epunveia Tng maboyéveiag Twv
EUpNUATWY, 0¢ OUVOUAONO HE TNV KAIVIKA onuacia Toug, he Baaon Tov dlaBéaipo euPpuikd
eaivotutol Ba  Tpémel va  oulnToluvial amd opdda  €IdIkwv (BepdTTwV  1aTPAC,
EUBPUOUNTPIKOG 1aTPOG, 10TPOG YEVETIOTAG KAl EPYAOTNPIAKOC YEVETIOTAG).

n. O1 TTapaAAayéG TTOU avagépovTal O€ TTPOYEVVNTIKA Ociyuata Ba Tpétrel va gival ol
madoyoveg (pathogenic) kair o1 mlava Traloyodveg (likely pathogenic) oe yovidia TTOU
oxeTiCovTal ye Tov dIaBECIPO €UPPUIKSO PaIVOTUTTO.

0. MapaAayég apBéBaing KAIVIKAG onuaciag (VUS) dev avagépovTal.

I. Kar' €€aipeon, n avagopd VUS Ba TiBeTtal uttd oculrtnon Aaupdavovtag umméywn Tnv atia
TTOPATTOMTIAG, TO OIKOYEVEIOKO IOTOPIKO KAl Ta UTTEPNXOYPAQIKA €upriuaTa/euBpuikd
@AIVOTUTTO (OTTWG aUTA KOTaypA@ovTal WEXPI KOl TNV TEAEUTAIO UTTEPNXOYPAPIKN €LETAON
Tou Olevepynbnke TIpIiv Tnv €kdoon Tou TopiouaTog). Q¢ ek TouTou, €ivalr duvaTtd va
oulntnBolv kal va avagepBbouv: a. Av ag@opolv ae Yyovidlo TIoOU £XEl GUOXETIOTEI
BiIBAIOYpOQIKA WE Ta UTTEPNXOYPAPIKG eupriuaTta Tou eufpuou, b. Av TTpoékuyav de novo o€
yovidio 1oxupd UTTOWn®@IO yIia ToV €UPRPUIKO QaIvoTuTio 1 av eival oe dIdtagn «trans» e
maBoydévo | mBavd TTaboyévo TTapaAlAayry O€ AQUTOCWHMATIKO UTTOAEITTOPEVO YOVidIO TTOU
MTTOpEl va  «e€nyei» Tov €UPPUIKO  @aIVOTUTTO. ZUVIOTATAI 1O0XUPA N OIETTICTNMHOVIKI)
TTPOCEYYION YIA TN TEAIKH EKTIUNON TwV TTapaAAaywv ayvwaoTng KAIVIKAG onuaciag otn Baon
TWV OI0BE£CIYWY ETTIOTAMOVIKWY O£OONEVWV TNV TPEXOUTA XPOVIKN OTIyun [8,12].

K. Mn maloyoéveg (benign) i mlava pn taboyoéveg (likely benign) mmapaAAayég dev
ava@EPoVTal.



LAI00£0140G €PPPUIKOG PAIVOTUTIOG, UTTO TNV £vvola OTI auTdg eival KATA Kavova atehng, KaBuwg WETA Tn yévvnon
avayvwpifovtal  ouvABwg TIPOCHBETO  UOPPOAOYIKG  XAPOKTNPIOTIKG 1 €10k TTaboAoyoavaTtouikd  Kal
ICTOTTAB0AOYIKG EUPHUATA UETA OTTO PeTaBaVATIO TTaBOAOYOavVaTOMIKA £EETATN.

4. TupBouAeuTIKA TrpIv TV avaAuon (Pre-Test counseling)

O1 evdlogpepduevol Ba TTPETTEl va evnuepwvovTal atrd €18Ikoug (Bepdttovta 10Tp0, 10Tpd
YEVETIOTA, €PYOOTNPIOKO YEVETIOTH) KAl VA UTTOYPA@OUV £yypa@o OUVAivEONS Tou
gpyaoTnpiou ou avalauBdavel Tn diEaywyn TNG YEVETIKAG avAAuong. ZT0 £yypag@o auTo
Ba TTpéTTel va egnyeital ue 600 TO duvATOV TTIO KaTavonTo TPOTTO N avAdAuon TTou TTPoTEIvETAl,
TA TTAEOVEKTHHATA KAl Ol TTEPIOPIOHOI TNG KABWG Kal N TTOAITIKA ava@opdg Twy EUPNHATWY.
Mo cuykekpIYEVA OI EVOIAPEPOPEVOI Ba TTPETTEI va YVWPICouV:

a. Om o o16x0o¢ Tng €gétaong cival va Ppebei — av uTTApxel - TTABOYOVOG YEVETIKN
TTapaAAayr TTou va gnyei Ta epPPUIKG eupruata, kai 6T dgv duvatal va £§ao@aAioel
TN yévvnon uyloUg Traidiou.

b. Om amotéAeoua xwpic eupnua dev onuaivel 6T attokAgiel K&TToI0 yeveTikG voonua,
KaBwg auTtd PTTopei va oPeileTal O€:

i. yeveTikn diatapaxny Tou Oev €AEYXEl N OUYKEKPIYEVN TeEXvoAoyia (TT.X
Movoyoveikr) diowyia, Tapalayég o€ PabBid €00VIKEG 1 PN KWOIKOTTOIOUOEG
TTEPIOXEG K.0L.)

ii.  AyvwoTo PEXPI TWPA YEVETIKO vOonua/yovidio

iii. aduvauia TG XPNOIYOTTOIOUKEVNG TEXVIKAG va aviXxveloel OAOUG TOUug TUTTOUG
TWV YEVETIKWYV TTApaAAaywv
iv. mMBavoTnTa UTTapENG WEUBWGS apVNTIKWY Kal WEUdWG BETIKWV EUPNUATWY.

c. Tov xpdvo TTou armaiteital yia 1nv oAokAnpwon TG availuong. Me dedopévo OT1 0
XPOVOG €KOoOoNG TWV ATTOTEAECHATWY TNG OTTOKAAUWNG NG aAAnAouxiag Tou
eUBpuikoU DNA Kupaivetal yevikd uetatu 3-4 eBdoopddwv (kal KaTd TTEPITITWON
MTTOPEI Kal TTEPICOOTEPO), €ival TTIBavO OTI O€ KATTOIEG TTEPITITWOEIG Ba £XEl ETTEADEI
TOKETOG TTPIV aTTd TNV OAOKARPpWON £€K&0ONG TWV ATTOTEAECUATWY

d. Tnv mBavétnta va pn d0B¢i amotéAeopa Adyw T1.X TToIdTNTAg Tou dtiyuaTog, f va
000¢i 0e Xxpdbvo TTOU va un PTTOPEl va eTnpedoel TNV KONoN i Tov BepatmeuTiko
XEIPIOPO TOU veEOyvoU

e. Tnv TONITIKA avagopdg Twy TTapailaywyv aBEpaing kAivikng onuaciag (VUS).

Tnv TTOAITIKA ava@opdgs f un Twv JEUTEPEUOVTWYV Kal Tuxaiwyv eupnudtwy, 1600 GTO

£UBpUO BOO Kal OTOUG YOVEIG, KaBwG Kal av ouvaivoUv ol YOVEic va yvwpifouv TETola

gupnuara n oxl.

i. Acgutepetovra gupfuata (secondary findings, SF) eivai mmaBoydéveg n

mlava Taboydveg TapaAdayég o€ yovidla TTou dev ouvdiovTal PE TNV aAITia

TTapPATTOUTIAG, aAAG e€uBuvovtal yia Tnv e€kOAAWON aOBEVEIWV TIOU JTTOPEI VO

emdéxovral 1aTPIKAG TTapéupaong? [9,20] kai cUP@WvVA Pe TNV TOTTOBETNON TOU

ACMG (statement table 1) [11], T1.x yovidia yia TTpodidBeon kapkivou.

ii. Tuxaia eupnuara (incidental findings, IF) civar mabBoydveg 1 mBava

TTaBoydveg TTapaAAayéG TTou Oev OUVOLOVTAl PE TNV AITia TTAPATIOMUTING KOl Ogv

oupTtTepIAauBavovTtal atn AioTa yovidiwv OXETICOPEVWY E VOO IUATA TTOU ETTIOEXOVTAI

laTpIkf TTapéupacn? [9-20] kai oU@wva pe TNV ToTmoBétnon Tou ACMG (statement

table 1) [11].

g. Om o1 yevetikég TTapardayEg TTou Ba aveupeBouv TIBavov va €Xouv AvTiKTUTTO OTO
€UpPUTEPO OIKOYEVEIaKO TTEPIBAAAOV

h. Tnv mBavétnTa Va yivel yvwaoTA N Jn TTatpoTnNTa 1) N OTEVH OUYYEVEIR TWV BIOAOYIKWV
YOVEWV, KOBWCS Kal TOV TPOTTIO XEIPIGHOU TETOIWV TTEPICTATIKWY AVAPOPIKA PE TNV
avaAuon Kai TNV ypaTrTA £KBEon Twv aTTOTEAETUATWYV.

i. Om 1a epyootnpiokd dedouéva Ba xpnoiuoTroinbouv avwvupa yia EPEUVNTIKOUG Kal
EKTTAIBEUTIKOUG OKOTTOUG EQOCOV UTTAPEEI Eyypagn cuvaivean.
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2 “Medically actionable”, dnAadr euprigata rj aroteAéopaTta T oTToia Ba 0dnyoucav og KAIVIK TTapépBaacn até Tov
TAPOX0 uyeiag Tou atéuou, dIOTI Ba UTTAPXE KaBIEpWHEVN 1IATPIK/BEPATTEUTIKN TTAPEPBACH, TIPOANTITIKA TTPOCEYYIoN, A
GAAEG TTPAEEIG (TT.X TPOTTOTTOINCN OTN YOPHAKEUTIKF aywyr)) TTou Ba utropoucav duvnTika va JeTaBaAAouv TNV KAIVIKA
TTopEia TNG vooou, 1 va TTapdoyouVv GNUAVTIKA QapUOKOYEVETIKA TTAnpogopia TTou Bavwg Ba ernpéade TN JEAAOVTIKN
@povTida.

5. Evoeigeig NMpoyevvnTikng EEwMIKAG AvdAuong (Prenatal
Exome Sequencing, PES)

2e OAeg TIg €vdeifelg PES 1TOU akoAouBouv, atmrapditnTn TPouUtréBeon artroteAei n
TPONYOUMEVN i} TAUTOXPOVN EQAPHOYH MOPIOKOU KAPUOTUTTOU.

Q) Z& KUnon otmou 1o €uPpuo éxel pia Baoikr oIk avwpoAia f; TTOAATTAEG OOMIKEG
avwuaAieg og didgopa dpyava Kai:
i. Ta utrepnxoypa@ikd eupruata BETouv Tn dIAPOPIKN BIAYVWOT CUYKEKPINEVOU
HovoyoviBIoKoU VOOAATOG
ii. To POTUTTO TWV avwWPaAIWY BETEl uTTOWia yia povoyovidiakr dlatapaxn,
aKOPN Kai av Ogv éxel TTponynOei yeveTikA €&éTaon. ZTnV TIEPITITWON QUTH
TIpoTEiveTal VO EKTIUNOET N KTEAEON TOU POPIAKOU KAPUOTUTTIOU TTPIV 1] TTapAaAAnAa
pe 10 PES.
B) "Ymapén oikoyevelakoU 10TOPIKOU adidyvwaoTou guppuou ) TTaidiou pe pia i TTOAAQTTAEG
OOMIKEG avwpuaAieg: otav oTnv TTapolca KUnon evToTriovial o1 idleg avwpualieg Je
TTponNyouuevn KUnon Kai &ev UTTApXEl YeEVETIKA Oidyvwaon, oUTE yia Tnv TTPoNnyouuEvn
TTaBoAoyikr) KUnon, oUTe yia TO KUO@opouuevo €uPpuo. ECaipolvral Ta eAAgipuaTa Tou
VEUPIKOU OwArva.
y) Z¢€ éuBpua ue:
- TTOAATTAEG avwaAiEg
- EUPNMATO UTTOTTTA VIO OKEAETIKA duoTTAacia (un OXeETICOMEVN ME TTEPIOPICKO TNG
augnong Tou guppuou)
- nxoyeveic veppoug, 101aiTEpa OTAV AUTOI €ival SIOYKWHEVOL, ME QUOIOAOYIKN
oupoddX0 KUOTN
- peiCoveg avwpahieg Tou KNZ  (e€alpoupévioy TwV aVWHAAIWY TOU VEUPIKOU
owAnva)?
- MeiCova ouyyevh KapdioTrédela
- TTOANQTTAEG OUYKAUWEIS apBpwoewv/apBpoypuTiwon (Me Eaipeon TNV HEPMOVWHEVN
apeoTePOTTAEUPN OTpERAOTTODIN),
- (POIVOMEVIKA aveEnynTn eUPPUIKA uTTEPAVATITUEN (OAEG OI HETPAOEIC >971 EQ),
0) Mepovwuévog un avoooAOYIKAG aITIOAOYiag EURPUIKOG UBPWTTAG HE QUGIOAOYIKO LOpPIaKS
KapuoTtutro. Q¢ UdpwTrag opiletal uypd/oidnua oe Touldyiotov dUo diapepiopaTta (TT.X
uTT000pI0, TTAEUPITIKO UYPO, TTEPIKAPSIAKSO uypd i aokitng).
€) Auxevikn dia@aveia > 4 yIA. yetagu 11n¢-14ng efdouddag Kunong
oT) Eppévouca auénuévn auxevikr TITuxh (>6 xIA.) ato 0eUTEPO TPIUNVO TNG KUNGONG UTTOPEI
VO atroTeAEoEl €VOEIEN, €QOCOV CUVUTTAPXOUV OOMIKEG aVWHOAIEG O dUO i TTEPIOOOTEPO
oucTNHaTA.
¢) ZoBapou Babuou avwuaAia A TTANPNGS ayeveaia Tou pecoAofiou, €iTe JEHOVWHEVN €iTE OE
OUVOUQOUO HE AAAEC aVWOAIEG.
n) ‘EuBpua HE QOIVOUEVIKA MEMOVWMEVO ONUAVTIKO TTEPIOPICUO TNG aufnong un
TTAOKOUVTIOKAG aiTioAoyiag (BioueTpia <1" ek. B€on, ammoucia €PQEAVWY  AVATOPIKWV
avwpoAiwy, @ualoloyikd Doppler). i. & @AIVOUEVIKA PEPOVWHEVO TTEPIOPIOPO TNG auénong
TTAOKOUVTIOKAG aiTioAoyiag (emTnpeacpéva pntpikd r/karl epPpuikd Doppler ri/kar GAAeg
EKONAWOEIG TTAOKOUVTIOKNAG QVETTAPKEIAG ME QTTOUCIa  EPOAVWV  OOMIKWY  OVWHOAIWY),
OUuVIOTATal N evNUEPWON TwV YOVEWV Yyia TMOavOoTNTa UTTOKEIUEVOU POvVOyovIOIaKOU
voonuaTog ~4%. ii. Mpog 10 TTapdv n PES d¢ev £xel utrel otnv KaBnuepivA TTpdén yia evoeigeig
GAAEG €KTOG TwV €PPRpUIKWY avwuaAliwy. MapdAa TalTta, Ba YTopolce va £QAPUOOCTEI JETA
aTTd YEVETIKI) OUUBOUAEUTIKY O€ EUBPUa XWPIG UTTEPNXOYPAPIKA EUPHUATA, OTNV TTEPITITWON
TTOU oI BIOAOYIKOi YOVEIG €xouv 10TOPIKO TEKVOU HE COBapd YEVETIKO CUVOPOUO TTOU
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TTapoucCiade QUOIOAOYIKO €UBPUIKS QPAIVOTUTIO Kal OTO OTToi0 oUTE £yIve, aAAd ouUTe eival
TTAéoV duUVATH N YEVETIKA avAAuch. ZTnv TTEPITITWON aUTAH OUVIOTATAlI avAAUCH YOVEWVY Kal
euBpUouU (avaAuon trio).

0) X& TEPITTTWOEIG TTOU UTTAPYXOUV Ol aVWTEPW €VOEIEEIS TTABOAOYIKWY eUPNUATWY ATTO TOV
QTTEIKOVIOTIKO TTPOYEVVNTIKO E€Aeyxo Kal €xel ndn OpopoAoynBei dlakoTry TNG KUNONG N
TTPOKUWEI QUTOPATN aTTOROAN 1} evOouNTPIoG BAvaTog Tou eufpuou oto B'A I Tpiunvo Tng
Kunong, e€ival okOmMPO va  An@Bouv uttéyn T eUpAMATA  TNG  TTEPIYEVVNTIKAG
TTaBoAoyoavaTouikng/iIoToTTaBoAoyIKAG €¢éTaong, Ta otroia e€ival mBavév va oupBailouv
oTtov KaBopiopd TAnpéoTepou  f/kal  SlayvwoTIKoU @aIvOoTUTTIOU JE ThV  KaTaypaen
TTPOCOETWY €UPNUATWY HE BIAYVWOTIKA, TTPOYVWOTIK A /Kol gpsuvnTik aia TTou Ba
utroBonBricouv TNV a§IoAGYNoN TWV HOPIAKWY YEVETIKWY OTTOTEAEOUATWY. TNV TTEPITITWON
QUTAH OUVIOTATAlI VA OTTOONKEUETAI O QUOIOAOYIKO Opd KOl Of OUVBNKEG KATAWUENG
EUPBPUIKOG I0TOG TrPIV ATTO TN HOVIHOTTOINon 0€ QOPUOAN.

3H Ama kolhiopeyaAia opiletal w¢ otrioBio képag otabepd aunuévo 10-12 xIA. ot dU0 1 TIEPICOOTEPES
UTTEPNXOYPOPIKEG PETPAOEIG. H TrepiTTwon autr) dev Bewpeital 611 atroTeAel peifova pepovwpévn avwpaAia Tou
KNZ.

6. EupfjpaTa TTou 8ev AatroTEAOUV £1Ti TOU TTAPOVTOG
evoeigeig yia PES

a) «OeikTeg aveuttAocidiagy rj soft markers 1rX. KUOTEIG TOU XOPIOEIBOUG TTAEYHATOG, NXOYEVEIG
€0Tieg Kapdidg, ATa dIGTACN VEQPIKNAG TTUEAOU, HIKPO pIvIKO 00T6, HaKPd ooTd oTnv 3n EO
KATT.

B) ®aivopevikd aveEAynto udpdpuvio Kai oAlyauvio (€1Ti TOU TTapAVTOG UTTAPYXOUV QVETTAPKN)
oToixeia atréd tn BiBAloypagia, aArd auTto cival TBavo va aAAdgel oTo péAAov) [21].

Y) Mepovwpuéveg avolkTéG BAGRES TOU VEUPIKOU CWARva

0) AUVIOKEG Talvieg

€) lNoveikA emBupia

7. ZuppBouAeguTIk MeTd Tnv AvaAuorn (Post-Test
counseling)

Metd TNV oAokApwaon Twv aTTOTEAECUATWY €ival XPrAoIUO Ol evdlaPepduevol va AdBouv
oUlBoUAeuTIKA atrd €181KoUG, akdun kal otav dev éxel Ppedei kKATTOIO KAIVIKA onuUaAvTIKO
eupnua. EmmmpooBétwe Ba rpétrel va Aaudavetar utroyn oI

e H ypamti €kBeon Oa TTPETTEl va OUVTACCOETAI CUPQWVG HE TO UTTOYEYPOAUMEVO
EYYPAQO OUVAIVEONG TWV EVOIOPEPONEVWV HEPWY OXETIKA HE TO TIOIO €upruUaTa
€mBuUPOUV va avagepBbouyv kal TToia Oxl.

e Oa TpETEl va yvwoToToinNdei OTI N KATNYoPIOTIoiNon Twv eupnudtwy yivetal
oUhQwva HE TIG TPEXOUOEG KaTeuBuvipleg odnyieg Tou ACMG, agopd aoTtnv
ETTICTNMOVIKI Yvwon TNV 0edoPEVN XPOVIKN GTIYHN, Kal JTTopEi va avafewpnBei pe
TNV TAPodo Tou XpOvou, OTav vEQ ETTIOTNMOVIKA Oedouéva GUUTTEPIANPOOUV OTIG
Baoeig 6edopEvwv.

e Eival okotmuo va oulnmnBei 10 evOeEXOUEVO TNG €K VEOU AVAAUONG TWV YEVETIKWV
Oedouévwv O€ TTEPIOTATIKA OTTOU TTPOKUTITOUV VEX KAIVIKA dedopéva Katd Tn
didpkela  TNG avdmTuéng TOUu TrAoXovTog, N TPOOoBeTa  pETABAVATIO
VEKPOTOMIKG, TTOOOAOYOOVATOMIKA KOOI IOTOTTABOAOYIKA €UPAMOTO  TTOU
oUlBAAAoOUV OTN CUOXETION QAIVOTUTTOU/YOVOTUTTOU, WWOTE VA YiVEl OIKOYEVEIAKOG
TIPOYPAPPATIOHOG YIa ETTOYEVN KUNON.

e XTnv ypamT £kBeon Ba TTPETTEI va yVWOTOTTOIOUVTAl TO ATTOTEAEOUATA HE QTTAR
yAwooa, karavonth atmo pn €10IKoUG, Kal va ava@EépovTal ol €TTIAOYEG yia ETTOPEVN
KUNon, KaBwg Kal n avaykalidtnTa eAEyxou Kal GAAWV PEAWV TNG OIKOYEVEIDG Yia
EVTOTTIONO POPEWV TOU TTABOAOYIKOU EUPAUATOG.
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