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EOAPMOIH THX AAMAHAOYXHZHZ NEAZ FENIAZ

(NGS/WES) XTON MNPOIrENNHTIKO EAENXo

EPQTHZEIZ NMOY AMNMANTQNTAI

Motot gival oL Baotkol yeveTikol TTapAyovTeG TTou CUUPBAAAOUVY OTIG UECOVEG OLYYEVE(G
QVWUOALEG OTOV TIPOYEVVNTIKO EAEYXO;

MNMwg n cAAnAovxnon emopevng yeviag (NGS) BeATiwvel Tn SlayvwaoTik amddoon yla TiG
YEVETIKEG AVWHUOALEG OTOV TIPOYEVVNTIKO EAEYXO;

Mowx gival T PACIKE PETPA EAEYXOU TIOLOTNTOG YL TA EPYQTTNPLA TIOU eKTEAOUV NGS
OTOV TIPOYEVVNTIKO EAEYXO;

Mol ouviotatol N TEIAR avdAuon (EUBPUO Kal YOVEig) OTOV TIPOYEVVNTIKO YEVETIKO EAEYXO;

Nwg avtipeTwiCovTtal oL TTapoAayeg dyvwaotng onpaciog (VUS) otnv poyevvnTiknA Yeve-
TIKA avA&Auon;

Mol lvat Ta KPLTAPLA YL TNV AVOPOPA 1} KN TWV TUXAHWV KOl SEVTEPEVOVTWV YEVETIKWV
EUPNUATWY OTOV TIPOYEVVNTIKO EAEYXO;

Mot NBA& Kat GUUBOVAELTIKA NTANOTO TIPETIEL VO €EETALOVTAL KATA TN YEVETIKN OU-
BOUAEVUTIKNA TIPLV KOL LETA TOV EAEYXO;

Moteg elval oL KUPLeG EVOEIEELS yLa TNV TtpoyEVVNTIKA ocAAnAovuxnon eEwviwv (PES) kot toTe
TIPETEL Va e€eTAlETAL

Moleg elvat oL KUPLEG EVOEIEELG yLa TNV TtpoyEVVNTIKA ocAAnAovxnon eEwviwv (PES) kot toTe
TIpEMEL Va e€eTaleTAL

MW TIPETIEL VO KOLVOTIOLOVVTOL TO ATIOTEAETHOATA TWV YEVETIKWVY EEETATEWV OTOUG YOVE(G
ME TPOTIO TIOV VA SLEUKOAVVEL TN ANWN TEKUNPLWHEVWY ATIOPATEWV;
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I. Elcaywyn

» Ilotot eivat ot Baotkol yeveTikol TapdyovTeg Tov
OVUPBAAOVY 0TI UEL{OVEG TUYYEVEIS AVWUAALES
OTOV TIPOYEVVNTIKO EAEYXO;

Meiloveg ovyyeveis avwpaiieg (Major Congenital
Anomalies, MCA) mtapatnpoUvtal VTIEPNYXOYPAPL-
KA o€ ouyvotnTa mepimov 1-3% Twv Kunoewv Kol
elval vevBLVES YL Eva GNUAVTIKO TTOCO0CTO TIPO-
KAl TEPLYEVVNTIKWV BavATWwV aAAX Kol VEOYVL-
KNG voonpotntag [1,2]. Evw ggouv avayvwpilotel
TOAAQ KOl ETEPOYEVN ALTIA, AVAUECA OTA OTO(A
EVSOUNTPLEG AOLUWEELS, YEVETIKOL TTAPAYOVTES Kol
TEPPAAAOVTIKEG ETIEPACELS, OTN HEYEAN TIAELO-
Ynoia Twv TEPIMTWOEWV §EV UTIAPYOLV AVAYVW-
ploLLOL VTIOKEIPEVOL TP AYOVTES KIVEUVOU.
AveumAoelSieg (aplOUNTIKEG XPWUOCWUATIKEG
AVWUOALES), BOUIKEG XPWUHOOWUATIKES avicolu-
yieg/avadiatdaielg, kaBws kol mApaAAAyEG TOU
aplOpoy TwV aVTLYPAQP®Y KATA UNKOG TOU YOVL-
Swwpatog (Copy Number Variants, CNVs) evBuvo-
VTaAL 0€ TOG0OTO WG Kol 40% Yl KATIOLEG ATIO TIG
OUYYEVEIG avwpaAleg OV TapatnpoUVTAL UTIEPN -

Xoypa@ka [3].

0 mpoysvwnTikOG éleyxog yivetal oe Selypata
UETA atrd AMYPm apviakoL vypov 1} Blodia Tpogo-
BAAGTNG PE TNV EQAPUOYT YEVETIKWV AVOAVOE-
WV, 0TIWG 0 cLUPATIKOG KapuoTLToG, To QF-PCR
(taxela avixvevon cuxvOTEPWV AVEVTIAOELSIWV),
KABWG KaL 1] XPWUOCWUATIKY] AVAAVOT HE HIKPO-
ovotolyieg (Chromosomal Microarray Analysis,
CMA) 1 cAALG poplakds kapuvotumog [4]. ITapdia
Ta0TA, TIEPLOCOTEPEG ATO TIG ULOEG TIEPITITWOELG
eUBpVwV pe ovyyevels avwpaiies mapapévouv
aSLAYVWOoTES.

To emdpevo Bripa yLa Tn YEVETIKY avdAvon Ho-
VOYOVISLOHK®WV VOOUATWY OE €TITESO VOUKAEO-
Tdlwv, amotelel | avaAvon tov eufpuikoy DNA
LLE TNV TEXVIKT] TNS AAANAOVYONG ETOUEVC YE-
viag (Next Generation Sequencing, NGS) [5,6].

KatevBuvtipleg odnyieg yla v TPOyEVVNTIKY
QVAAUOT) HECW OAANAOUXMOTG VEXG YEVIAG €XOUV
BeomioBel amd SeBvels popels OTWS oL KATWOL:

e EuroGentest and the European Society of Hu-
man Genetics (ESHG), 2016 [7]

e American College of Medical Genetics & Genomics
(ACMG), 2020 [8], 2021 [9], 2022 [10], 2023 [11]

¢ ACMG-ClinGen, 2020 [5]

e Canadian College of Medical Geneticists (CCMG),
2021 [6]
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e British Society for Genetic Medicine (BSGM),
2021 [3]

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

Inuewwvetat 6tt ot KatgvOuvtipleg 08nyieg
Tov Tapatifevtatl §ev cuVIETOUV SECUEVTIKO VO-
HKo mAaiolo epBaiymg, kaBwe 1 eppunveia Twv
otolelwv ota omoia Bacifovtal, pmopel va emn-
PENOTEL ATTO UEPOVWUEVES TIEPITITWOELS, TIPWTO-
KOAAQ LoXVOVTA 0€ GAAQ KPATN, Kol VEES SlaBEaL-
ues BLBALOYpa@IKES TINYES.

Il. ArayvwoTtikn adia

» [lw¢ n aAlAndovynon emouevns yevids (NGS) Se-
TIOVEL TN SLAYVWOTIKY) ATod00n YL TIC YEVETL-
KEG AVWUAALEG OTOV TIPOYEVVNTLIKO EAEYXO;

ETti TOU TTAPOVTOG O TIPOYEVVITIKOG EAEYXOG TIEPL-
AapBavel Tov cupBatikd KAl LOPLAKO KAPUOTUTIO
TOU TPAYUATOTIOOVVTAL 0 eUPpuikd KOTTOPA
Katomy BoPiag xoplak®wv Aaxvev 1 apvioma-
pakévimons. H mbavr) mpodobetn StayvwoTikn
a&la Tou NGS oe éufpua pe maboloyikd vepn-
XOYPa@IKA gupripata vmoAoyiletal oto 10-12%
Kata péso 6po. H mbavomta tavtomoinong ma-
Boydvou YEVETIKING TIAPUAAXYTG EPPAVICEL TTOAD
HEYAAN StakOpavon amo, T.x 2% 0T HEPOVWUEV
av&Enuévn avyevikn Stagavela, uéxpt 53% oe oxe-
Aetikég SuomAaocies kat 72% o€ vTEPTXOYEVELG
ve@poUg [13-15].

0 Baoikodg poAog ™G aAAnAovxnong Vg Ye-
VLAG KOL TILO CUYKEKPLUEVA TNG AAANAOUXT 0T G TWV
efwvikwv meploywv, Whole Exome Sequencing
(WES), sival n aviyvevon yeveTlk®wv mTabnoewv
IOV 0@E{AoVTaL 0€ TAPAAAAYEG OTO ETITESO TOV
EVOG M HEPLKWV VOUKAEOTIS (WY, KaBwGs KoL o€ UL
KkpeG evBéoelg kat eAdeippata (small INDELS)
EVTOG TNG KWOLKOTOLOVONG TEPLOXTG TOU YOVL-
Swwpatog. Mapoiov mov vmoroyiletal 6Tt >85%
TWV TIAPAAAXYWV GTA LOVOYOVISIHKE VOoT|IaTa
Bplokovtal péoa ota eEwvia 1| ota 0pLa Ewviwv/
eowviwv, pmopei va vapyovv kat “Babieg” ecwvi-
KEG TApAAAQYEG (EUPHATA IOV EVTOTI(OVTAL OTA
E0WVLA TWV YOVISIwV), KaBwG Kal TapaAAQyEG o€
U KWSIKOTIOOVOEG TEPLOXES, OTIWG UTIOKIVITES
(promoters), evioyvtéc (enhancers) kAT, Tov 1
efétaon WES 8ev €xel TuTKG T SuvatdTTa Vo
aviyvevel. Emiong n e€étaon WES Sev aviyvevel pe-
yoAa eAelppata/Simiaciacpovs (large INDELS)
mapaArayeg apldpov avtypagwv (Copy Number

Variants-CNVs, 6Ttwg 6to oUv8popo DiGeorge), ete-
KTAOELS EMavaAPewV TPIVOUKAEOTISIwY (TTY oUV-
Spopo tov EvBpavotou X), Statapayés peBuiiwong
Kot povoyoveikn Siowpia (UPDs, 0Twg .y ovSpo-
na Silver-Russell, Beckwith-Wiedemann, Angelman,
Prader-Willi k.a).

Emtiong, to WES 8ev pmopel va aviyveloel pe
a&lomiotio TapaAAayég ov Bplokovtal o€ TEPLO-
X€G pe Yevdoyovidx 1 avtiypaga yovidix (Ty
Nwtialia Mvuikr Atpogia, o. Gaucher, CAH k.a),
meploxés ue vyPmAd mocootd G/C Bdoewv (G/C
rich regions) kot meploxég pe emavorapfovope-
va (6la voukAeotidia (homopolymer regions)
OTWG TL.X TOAVHOP@IKES TePLoxEéG poly-T kat TG
Tov yovidiov CFTR. INPELOVETAL OTL Yl TEYVL-
KOUG AGYOUG, IOV AOPOVV TOV CYXESIAGUO KL TNV
mapaywyn BBAONKWY Kal Slagépouy avaroya
E TN KATHOKEVAOTPLX TALpEia, Sev emITUYXAVE-
Tat kdAvym touv 100% Tou cuvoAov TwV eEwViwy
(exome) OOV N HEYLOTN KAALYM PTAVELTO 97%, 1)
TOU HLTOXOVSEPLAKOU YOVISLWOTOS YL TO OTIOL0 Ol
KATAOKEVAOTPLES ETaLPElEG SLaBETOUV SLapopeTL-
K& ovotpata peAémg/KIT.

l1l. BEATI0TOG TPOTTOG AVAAUOTG

» [lola elvat Ta faoika UETpa EAEYYoU TOLOTHTAS
Yl T EpyaaTripla Tov eKTEAOVV NGS oTov Tpo-
YEVVITIKO EAEYXO;

» TNati ovviotatal n TpimAn avavon (€ufpvo kat
YOVEIG) OTOV TIPOYEVVITIKO YEVETIKO EAEYXO;

» [li¢ avtiuetwmilovial ot TapaAdayés ayvw-
otn¢ onuaciag (VUS) otnv TpoyevvnTiky yeVe-
TIKN) QvaAvon;

» Mowx elval ta KPLTHPLA Yia TV avapopa 1) un
TWV TUYALWV Kal GEVTEPEVOVTWY YEVETIKWYV EV-
PINUATWY OTOV TIPOYEVVNTIKO EAEYXO;

a) To epyaoTiplo OV TIPAYUATOTIOLEL TOV EAEYXO
TPETEL va akoAoVBOEel TG Stadikaoies avaAvong
OTIWG TIPOBAETIOVTAL OTA AVTIOTOLXA TIPOTUTIX
TOLOTN TG KAL VO EXEL ATTOSESELYIEVT EPTIELPLA
0€ TIPOYEVVNTIKEG YEVETIKEG avaAVOELS. Zuvi-
OTATAL 0€ OAA T gpyacThpla va Tpofolv o€
Stadikaoia Swamiotevong (ISO 15189) yia tov
TIPOYEVVTTIKO EAEYX0 HEGW OAANAOUXTOTG VEXS
YEVLAG KL 0TO EVSLAUETO XPOVIKO SLACTNHA VA
OUUUETEXOVUV OE TIPOYPAUUATA EEWTEPLKOV TIOL-
0TLKOU eA£YYOU.
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B) O Bepdmwv LaTPOG B TIPETEL VA EVIIUEPWVEL
TO EPYAOTNPLO EYYPAPWS, TPV TNV av&Avor,
yla Tov SLBECII0 PALVOTUTIO TOU EURPUoU Ka-
TAYPAPOVTAG AETITOUEP WG TU VTIEPNXOYPAPIKA
evpnuata, v MRI k.q, kaBwg Kot TUXOV olKo-
YEVELAKO LOTOPLKO TIOU TOU EXEL YVWOTOTOWMOEL

Y) TN SLtyVWwoTIKY TIPOGEYYLOT UTTAPYEL LoXUPN
ovoTaon 1 avdAvon va meplAaufavel Tautod-
Xpovn avdAvomn Tou eufpliov Kol TV YOVEWV
(trio avaAvon). H mpooéyylon auty:

i. UEWOVELTOV XPOVO TNG AVAALONG

ii. BonBaeslL otnv opBHATEPT EpUNVEIA TWV EL-
PNUATWV

iii. av&aveltn Stayvwotikn amodoon

§) ZVP@wva e TA TPOGPATA ETILOTNHOVIKA S£50-
péva, n avaivon WES elvar ) mAéov evedety-
pevn o€ oxéon pe v avaivon Clinical Exome
Sequencing (CES), 8nAadn tn peAétn cuvoiov
eEWVIKWV TEPLOXWV YOVISIwV OV £Y0UV YVw-
0TI GUGXETLOT LLE YEVETLKN VOGO.

€) L€ OUYKEKPLUEVOUG avayvwplolpovg epfpu-
KoUG PaVOTUTOUG, sival Suvatd va eTIAEYE-
Tal BlomAnpo@oplka Tpokaboplopévn opada
yoviSiwv “gene panel” (1y. Yt kpoocomadel-
€G, OKEAETIKEG SuoTAoieg K.a.). AKOPX KAl O€
TEPITITWOELG SLEVPUVUEVWV EAEYYX WV CUVIOTATAL
M Xp1 o1 Tpokaboplopévwy BLOTTAPO@OPLKWV
“panels” émwg To R21 tov NHS touv Hvwpévou
BaoAgiov kal oL aVAVE®OELS TOV.

0T) Agv UTLAPYOVV EMAPKT ETLOTNUOVIKA SeSopE-
va yla TV aAANAoUXM 01 6A0V TOU YOVISLWOpA-
106 (Whole Genome Sequencing, WGS) otov
TPOYEVWNTIKO €AgyX0, SLOTL €Tl TOU TaApdVTOG
epn@avifel VYMASG TOGOOTO eVpNUATWY aBéBatl-
NG/ayvwotng kKAwikng onuaciag (Variants of
Unknown Significance, VUS), tuxaiwv supnua-
Twv (Incidental Findings, IF) kaBwg kot Sevte-
pevLOVTWY eupnuatwy (Secondary Findings, SF)
[16-18].

0) H katnyoplomoinon twv mapaiiaywv Oa
mpémel va yivetal pe Baomn Siebveig katevbu-
vTipLeg 08nyieg OTw¢ autés Ttov ACMG [19]. H
epunveia TG TTAOOYEVELNG TWV EVPNUATWY, OE
ouVSLAOUO HE TNV KAWIKN onpacia Toug, Ue
Bdaom tov Sabéoo epfpuikd @avotumo! Ba

TpémeL va ou{NToVVTAL Ao OPAS o E8IKWV (O¢-
PATIWV LXTPOG, EUPPUOUNTPLKOG LXTPOS, LATPOG
YEVETIOTNG KL EPYACTNPLAKOG YEVETLOTIG).

1) Ot TTapaAAay£G IOV AVAPEPOVTAL OE TIPOYEVVT]-

Tk Selypata Oa mpémel va eivat ot taBoyoveg
(pathogenic) kat ot mBava ta@oydveg (likely
pathogenic) o€ yoviSia ov oxeti{ovtat pe TOV
Stabéoipo epfpuikod @avotuTo.

0) MapoAdayés aféfamg KAWIKNG onuaciog

(VUS) 8ev avapepovral.

) Kat’ €€aipeon, n avagopa VUS Ba tiBetal vmod

ov{nton Aapfdavovtag vmoym v attia Tapa-
TIOUTING, TO OLKOYEVELAKO LOTOPLKO KL TA UTE-
PNXOYPUPIKA gupnpata/euBpuikd @avOTUTO
(6Tws auTd Kataypd@ovTal HEXPL KAL TNV TE-
AgvuTala VTTEPNXOYPAWIKY EEETAOT TIOU SlEveEp-
YNOnke MpLv ™V €kdoon Tou TopPioUaTog). Qg
€K TOUTOV, elval Suvato va cu{ntnHovv kat va
avaeepOovv:

e Av a@opoilv og yoviSlo Tov €XeL CUGXETIOTEL
BBALOYpa@IKA UE TO VTTEPNXOYPAPIKE EV-
prinata tov epfpvov,

o Av mpoékuPav de novo cg yovidlo Loxyupa
vmoym o ya tov gufpuikd @awvdtumo N
av elval o Siatadn «trans» pe maboyovo 1
TOava Taboyovo TapaAdayn o€ qUTOOW-
HOTIKO UTIOAELTIONEVO YOViSlo Tov pmopel
va «g&nyel» tov eufpuikd @avotumo. Tuvi-
OTATAL LOXVPA 1 SIETGTNUOVIKY] TIPOCEYYL-
o7 YlA TN TEALKN] EKTIUNON TWV TTAPAAAAY WV
AYVWOoNG KAWIKNG onpaciag otn Bdomn twv
SLBECIUWY ETOTNHOVIK®WY SESOUEVWV TNV
TpEYOVOA XPOVIKNY oTyun [8,12].

K. Mn TaBoydveg (benign) § Oava pn mabo-

yoveg (likely benign) mapaAdayés Sev avapé-
povTaL

IV. ZupBouAguTiki TPV TNV av&Auvon

(Pre-Test counseling)

» Ilowa nOikd kat cuUPOVAEVTIKG (NTHUATA TIPE-
el va eéetadovTal Katd T1) YEVETIKY) auufov-
AEUTIKT) TIPLV KAL UETE TOV EAEYYXO;

1 ’ . ’ ’ ’ ’ I ’ ’ ’ , ’ r . ,
AwaBéopog eppuikds @avdTLTIOG, LG TV EVwola GTL AVTOG Eival KATE Kavova aTeAs, Kabms HETA T Yévynon avayvwpi-
{ovtat oLVBWG TTPOCHETA LOPPOAOYLKA XUAPAKTNPLOTIKA ) £181KE TTABOAOYOAVATOUKA KAl LOTOTIAOOAOYIKA EVPTIHATA HETA

atd petabavdatio TaboAoyoavatopikn eEEtaon.
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O1 evlapepdpevol Ba TPETEL va EVIEPWVOVTOL
amd e81kovg (Bepamovta LaTpo, LATPO YEVETLOTY),
EPYAOTNPLAKO YEVETIOTH) KAl VX VTIOYPAPOUV
£YYypa@o ovvaiveong Ttov gpyactnpiov mov
avadapBavel ™ Sie€aywyn TG YEVETIKNG avd-
AvoNG. ZTo £yypa@o auto Ba Tpémel va e&nyeltal
pe 660 To SuvaTov o KaTavonTd TPOTO 1 AVA-
AUOM TOV TIPOTEIVETAL, TA TTAEOVEKTILATA KL Ol
TEPLOPLOPOL TNG KABWG KL 1] TIOALTIKT] avaPOPAS
TwV eupnuUdTwv. I cuykekpLUéva oL evSLaWePO-
pevol Ba TPEMEL v Yvwpilouv:

a) '0TL 0 0TOX0G NG €€€TaonG eivar va Bpedel - av
UTIApXEL - TTABOYOVOG YEVETIKY TapaAAQYT] IOV
va eényel ta euPpuika euprjpata, Kat otL Sgv V-
vatalva eEaa@aAioet T yévvnor uyLlong atsLov.

B) OtL amotédeopa xwpig evpnua Sev onuaivet
OTL ATTOKAE(EL KATTOLO YEVETIKO VOO LA, KAOWS
auTo PTopel va oeideTal o:

i. yevetkn Satapayn mov Sev EAEYXELT OL-
YKEKPLUEVT] TEXYVOAOYi (TI.X LOVOYOVEIKN
Stowpia, mapailayés oe Babld e6oVIKEG
N UN KWSIKOTTOLOVOES TIEPLOYES K.OL)

ii. Aayvwoto péxplL Twpa YeEVETIKO voonua/
yovidio

iii. advvapio ™G XPNOLULOTTIOLOVUEVNG TEXVL-
K1|G VO aVIXVEVGEL OAOUG TOUG TUTIOUG TWV
YEVETIK®OV TTIAPAAAXY DV

iv. mBavémTa vTaping Peudws apvnTIKWV
Kol Peudwg BETIKWV EVPNUATWV.

y) Tov xpOVO OV ATIALTELTAL VLA TV OAOKAT| PG
™G avaAvong. Me 6edopévo dtL o xpdvog ékdo-
ONG TWV ATOTEAECUATWVY TNG ATOKAAVYNG TNG
aAAnAovyiag tov epfpuikov DNA kvpaivetat
yvevika petagld 3-4 efSopddwv (kal kata mepi-
TTWON UTOoPEl Kal TEPLooOTEPO), elval mBavo
OTL 0€ KATIOLEG TIEPLTITWOELS Ba £xeL eMEADEL TO-
KETOG TPV amd TV 0AokANpwaon €k60oms TwVv
OTIOTEAECUATWV.

6) Tnv mBavotnta va pn 0Bt amotéAeopa Adyw
.Y TTOLOTN TG TOU Selyuatog, 1 va o0&l o€ xpo-
VO TIOU VL 1) UTTOPEl va EMMPERTEL TNV KUT)ON 1)
Tov BepameVTIKO XEPLOPO TOV VEOYVOU.

€) Tnv TOALTIKI ava@OopPAs TWV TAPaAAaywv of€-
Bamg kAwikn g onpaciag (VUS).

0T) TNV TOALITIKY] ava@opag 1) U TwV SEVTEPEVO-
VTWV KoL TUXALWV EVPNHATWY, TOGO 6To £UpLo
000 KOl 0TOVG YOVE(G, KaBWS Kal av cuvatvolv
oLYoVels va yvwpllouv TETolx VP HATA 1) OXL.

o Agutepevovta supnipata (secondary find-
ings, SF) sival maBoydves 1§ mibBava maboyoveg
TapoAAayEG oe Yovidia Tou Sgv ouvdéovtal
He MV autio TApamopTg, oAAd gvBuvovTal
Yyl TV ekNAwon acHeVEWY TOV PTIopEl va
embéxovtal  latpikng mapéuPaong?  [9,20]
Kol oUpwvVa Pe TV tomtoBétnon tov ACMG
(statement table 1) [11], .x YoviSix ywa Ttpo-
Suabeon kapxivou.

o Tuxaia evpiuata (incidental findings, IF)
elvat maboyoveg 1) mBava maboydves Tapai-
Aayég ou Sgv ouvSéovTal PE TNV ALTia -
PATIOUTING Kol 8ev oupmepLlAapufdvovtal o
AloTa yoviSiwv OXETWONEVWY LE VOOTILOTO
Tov embEyovTal Latpiky Tapépfaon? [9-20]
Kal cVU@wva Ue v Tomobetnon tov ACMG
(statement table 1) [11].

() 'OtL oL yevetikeg TTapoAAayég Tov Ba avevpe-
Bovv TOavVOV va £X0UV AVTIKTUTIO 0TO EVPUTE-
PO OLKOYEVELAKO TEPLBGAAOV

1) Tnv mBavotnTa va yivel yvwotn 1) fn Tatpotn)-
TA M 1) OTEVT] GUYYEVELX TWV BLOAOYIKWV YOVEWY,
KaBws Kol TOV TPOTIO XELPLOUOV TETOLWY TEPL-
OTATIK®OV QVOPOPIKA HE TNV AVAALOT KoL TNV
YPATITH £KOEOT] TWV ATTOTEAEGUATWV.

0) OtLta epyaotnplaka Sedopéva Ba xpnotpomol-
NBoVV avVLUX YL EPEVVNTIKOUG KoL EKTIAL-
SEVTIKOUG OKOTIOUG £POCOV UTIAPEEL Eyypa@n
ouvaiveon.

V. Evéei&eig Mpoyevvntikng EEwpkng
AvaAuong (Prenatal Exome Sequencing,
PES)

» Iloteg eivat ot kKUpLeg evOeiéels yia TNV Tpoyev-
vtk aAindovynon eéwviwv (PES) kai mote
TMPEMEL va e€eTaleTal;

? “Medically actionable”, nAadt supfjuata 1) amoteAéopata Ta omoia O 08NyoVcaV 0t KAWIKY Tapéupacn améd Tov Tépoyo
vyeiag Tov atdpov, S16TLOx VT pxE Kablepwpévn LTpikt)/BepamevTiky TapéuBaom, TPOANTTIKY TTPOcEyyLon, 1) GAAEG TTpdEeLg
(X TpOTIOTIOINGN 0T PAPUAKEVTIKY aywyn) oV Ba ptopoveav SUVNTIKA va HETABAAAOLY TNV KAWIKN Topeia g vooov, 1)
VA TIAPAGYOUV CNUAVTIKY QUPUAKOYEVETIKI TIAPO@Oopia oV TIOav®§ Ba emnpéade T peEAAOVTIKY @povTiSa.
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Ye 6Aec TI§ evdeitelg PES mou akoAovBolv, ama-
paltnTn mMPoUTOHeoT ATOTEAEL 1] TIPOTYOUUEVT] 1)
TAUTOXPOVT] EQAPUOYT LOPLAKOV KAPUOTUTIOV.

a) Ze uppua pe:
- TOAAATIAEG AVWUAALEG

- eUPNUATA VTIOTITA YL OKEAETIKY] SuoTAQ-
ola (un oxetlduevn UE TEPLOPLOUO TNG XV-
g§nomg tov euPpvov)

- Myoyevelg ve@povg, WSlaitepa otV avtol
elvat Sloykwuévol, HE (QUGLOAOYLKN OUPO-
860 kOO

- pelloveg avwpaiieg Touv KNI (eEapouvpévwv
TWV AVWHAALDV TOU VEUPLIKOU owAnva)?

- peilova ovyyevn kapdlomdOela

- TMOAAATIAEG cuyKapPels apBpwaoewv/apbpo-
ypuTwon (ue efaipeon v pepovwpévn ap-
poTepOTAELPN oTpePromodia),

- (PAWVOUEVIKA aveENyNTN euPpuikn vepava-
Ttuén (0Aeg oL petpnoelg >97" EA),

) Ze kOnom 6mov To £ufpuo £xel pia Baoukr) Sopkn
avwpoAio | TOAAATAEG SOUIKES avVwUaAiES oE
Staopa dpyava Kot

i. Ta vmepnyoypa@Kd suprjuata OEToVV TN
Staopk] SLdyvwon GUYKEKPLUEVOU HOVO-
YoviSLako\ Voo LA TOG

ii. To TpdTUTIO TWV AVWHOALWY BETEL LVTTOYPi
Yl LovoyoviSLaky Slatapoyt), aKOun Kot av
Sev €xeL tponynOel yevetkn e€étaom. Ty
TePIMTWON auTH TIpoTElvETAL VO EKTIUNOE( N
EKTEAEDT TOV HOPLAKOV KAPUATUTIOU TIPLV 1)
TapdAAnAa pe to PES.

y) Ymapén olkoyevelakol oTOplkoy adlayvw-
oToU eUfpvou N TatSlov pe pia 1 TOAAATIAEG
SOUKEG aVWHOALES: OTav TNV TTapoLoA KUT|0T
evtomi{ovtal oL (5leg avwpaAieg pe TTponyoUpe-
N KUNGoM Kat §eV UTTAPXEL YEVETIKT Slayvwaon,
oUTE yla TNV Ttpornyovuevn maboloykr kunon,
oUTE Yl To KvoopoLpevo Eufpuo. EEaipov-
VTAL TA EAAEIPUUATA TOU VEUPLKOU CWANVAL.

§) MeOVWUEVOG U1 vOOOAOYIKNG QLTLOAOY(AG E-
BpuikdG VEPWTIAG LE PUOLOAOYIKO UOPLUKO KO-
puotuto. Q¢ VSpwTAG opiletal Vypo/oidnua ot
TOVAdyLoTov SVo Slapepiopata (T.y vTOdopLo,
TIAEVPLTIKO VYPO, TTEPKAPSLAKO VYPO 1 AoKITNG).

€) Auxevikn Stapadvela > 4 XA, petagd 11ng-14ng
eBdopadag kinomng

ot) Eppévovoa avinuévn auvyeviky mrtuxn (>6
XWA.) oTto 6eVTEPO TPiUNVOo NG KUNMONG UTTOPEL
va amoTeEAETEL €VOELEN, OGOV GUVUTIAPXOUV
SoUIKEG avwpadieg oe §V0 1) TTEPLOCOTEPX G-
oTHaTA.

0) ZoBapov Babupov avwpaiio | TANPNG ayevesia
Tov pecoAofiov, elte HEPOVWUEVT ElTE OE OUV-
SVaAo O PE AAAEG VW UOALEG.

n) ‘Eupua pe @aivopevika HELOVWUEVO OT|LAVTL-
KO TIEPLOPLOUD TNG AVENONG UM TTAAKOUVTLOKNG
attoAoyiag (Bopetpia <1M k. Béom, amovoia
ELPOAVOV OVATOULK®OV OVWUAALDV, QUGLOAO-
yikd Doppler). i. Ze @awvopevikd pepovwuévo
TEPLOPLOUO TNG ENONG TAAKOUVTIAKTG ALTLO-
Aoylag (emnpeaocpéva unTpika 1/xot eufpuika
Doppler 1/xat GAAEG eKSNADOELS TTAXKOUVTL-
OKIG QVETIAPKELAG HE ATIOVCIX ELPAVOV SOpL-
KWV QVOUAALDV), CUVICTATALT EVIILEPWOT] TWV
Yovéwv Yo TBavOTNTA VTTOKE(LEVOL LOVOYO-
vidlakov voonpatog ~4%. ii. [Ipog To mapodv M
PES 8ev €xel umel oty Kabnuepvn mpagn yo
eVOElCelg AALEG EKTOG TV EURPLIKWOV avwpa-
Awv. Mapoda tavta, Ba pmopolice va e@apuo-
otel HeTA Ao YEVETIKY OUUPOVAEVTIKY O€ El-
Bpua xwpig vTEPNXOYPAPIKA EVPNUATA, CTNV
mepimtwon mov ot BloAoyikol yoveig €xouv
LOTOPIKO TEKVOU HE cofapd YeEVETIKO oUV-
Spopo Tovu apovciale UALOAOYLKO UBPUikoO
(PALVOTUTIO KL 0TO 0TO(0 0UTE £YLVE, AL OUTE
elvat mAéov Suvatn 1 YEVETIKN avdAvaot. Lty
TEPITITWON AUTH GUVIOTATUL AVAAUGT YOVEWV
kat geuppvov (avdAvon trio).

0) Xe TEPIMTWOELG IOV UTIAPYOUVV OL AVWTEPW EV-
Selelg mTaBoAoyIKWV EVPNUATWY ATLO TOV ATIEL-
KOVIOTIKO TIPOYEVVNTIKO £AEyX0 Kol €xeL Mém
SpoporoynBel Stakotr) ™G KUNONG 1) TTPOKVYPEL
autopatn amofoAn 1| evbountplog BAvaTog Tou
eufpvov oto B' 1 I'" tpiunvo ¢ kinong, eivat
OKOTILHO Vo AN@BoVV vTOYm Ta eVpHUATA TG
TIEPLYEVVTTIKIG TTAHOA0YOQVATOULKIG/10TOTI-
BoAoyikng e&étaong, Ta omoia eival mOavov
va oupBdAovy oTov KaBoplopd TANPESTEPOL
/Kot SLtyvwoTikoU @avoTOToU HE TNV K-
Taypa@n MPOCHETWY EVPNUATWY UE Slayvw-
OTIKI], TIPOYVWOTIKN 1] /KoL €peuvnTIKy agia

’ H jmia kotAtopeyoaria opiletal wg omioBlo képag otabepd avinuévo 10-12 yid. og 800 1) TEPIGGITEPEG UTTEPTXOYPAPIKES LLE-
Tpnoets. H mepintwon autr Sev Bewpeital 6Tt amotelel peilova pepovmpévn avopaiia tov KNZ.



EDQAPMOIMH THE AAAHAOYXHZHS NEAS MENIAT (NGS/WES) STON MPOTENNHTIKO EAETXO 7

mov Ba vmofonbnoovv v afloAdynon Twv
HOPLOK®WV YEVETIKWV ATOTEAECUATWY. TNV TE-
pIMTWOT AUTH CLVLOTATAL Vo aTtoBnKeVETAL OF
(PUOL0A0YIKO 0pd Kal 0 GUVONKEG KaTAPuENg
EUPPLIKAG LOTOG TIPLV ATO TN HOVIUOTIOIN O
O€ (POPUOAT.

VI. Euppata Ttov 8gv amoteAovv eTi
TOU TtapovTog evdeielg ywa PES

» Tlowa elvat ta evpriuata mov G€V ATOTEAOVY ETTL
Tov Tapovtos evoeiéels yia PES;

a) «8eikteg avevmhoeldiag» 1) soft markers my. k¥-
OTELG TOU XOPLOELSOUG TAEYUATOS, TYOYEVEIS
€0TIEG KAPSLAG, NI SLATACT) VEPPLKTG TTVEAOV,
HIKPO PVIKO 00TO, Pakpd 0oTa otnyv 3" EO KATL.

B) Pawvopevikd aveENynto LVSPAUVIO KoL OALYQ-
uvio (el TOv TMAPOVTOG VTTAPYOLVV QVETTAPKN
otolyeia amo ™ BipAoypa@ia, aAdd auTto elvat
TOavVO va aAAGEeL 6To pHEAAOV) [21].

Y) Mepovwpéves avowkteg BAafeg Tou veuplkol
owAnva

8) Apviakég Tawvieg
€) Foveikn emBupia

VII. ZupBouvAeutik Meta TRV AvéAuon
(Post-Test counseling)

» [16)¢ TIPETTEL VA KOLVOTIOLOUVTAL TX ATTOTEAETUATA
TWV YEVETIKWY eEETATEWY GTOVUS YOVEIG LUE TPO-
0 TTOV V& SLEVKOAUVEL TN ANYN TEKUNPLWUEVWV
AMOPACEWV;

MeTd TV 0AOKANpWOT TWV ATOTEAEGUATWV Elval
XpMoo ot evllapepouevol va Adfovv cuppovu-
AguTiKt) and 81kovG, akoun kat OTav Sev £xel
Bpebel kAMOLO KAWIKG onpavTikd gvpnua. Emi-
mpooBéTwe B ipémel va Aapfavetat voym otu:

e H ypamt ékBeon Oa TPEMEL V& OLUVTACGETAL
OVUPWVA WE TO UTIOYEYPAUUEVO EYYPAPO CU-
Valveons TV eVELAPEPOUEVWV UEPWV TXETIKA
HE TO TOLX EVPNHATA EMBUUOVY VA AVAQEP-
BoVv KoL oL OxL.

e Oa MpEMEL va yvwoTtomomOel 0TL 1 KaTnyoplo-
OO TWV EVPNUATWY YIVETAL COUPWVA UE TIG
Tpéxovoes katevBuvtipleg odnyieg tou ACMG,

aPOPA OTNV EMLOTNUOVIKY] Yyvwon tnv 6&do-
HEVN XPOVIKY| OTLYUY, Kot PTOPEL va avaBem-
pNOel pe TMV TEPodo Tov xpovov, dtav véa
ETILOTNUOVIKA SeSopéva cLUTIEPIANPOOVY OTIG
Baaoeis SeSopuevwv.

e Eival oxomipo va cu{nmBel to evéexopevo g
€K VEOU aQVAAVGTG TWV YEVETIKOV SeSopévwv
O€ TIEPLOTATIKG OTIOV TIPOKVUTTTOUV VEX KALVL-
K& 8edopéva katd T Stdpkela g avamTv-
&ng Tov tdoyovTog, 1) TPooOHeTA pETAOAVE-
TI VEKPOTOMLKA, TTKBOAOYOAVATOMIKA Kot
LoTOTO0AOYIKG EVPNUATA TIOUV GCUMPAA-
Aovv 0T GUOYXETION PALVOTUTIOV/YOVOTV-
TOV, WOTE VA YIVEL OLKOYEVELAKOG TIPOYPOLLUN-
TIOUOG Yl €TTOEVT KU OT).

e Ymnv ypamtn €kBeon Oa MPEMEL VA yvwoTo-
TOLOVVTAL TA ATOTEAECUATA [E ATIAY) YAWOOQ,
KatavonTth amd pn e81kovs, Kol Vo ava@Epo-
VTAL Ol ETMAOYEG YL ETOUEVT] KUNON, KABWS KAl
N AVAYKALOTNTA EAEYXOU KOl GAAWV HEAWV TNG
OLKOYEVELXG YLX EVTOTILOUO (pOpEwV Tov TtaBo-
AOYLKOU EVPTUATOG.

VIII. Zvvoyn

¢ 0 Baokdg pOAOG TNG AAANAOUXTOTG VEAS YEVLAG
KOl TIO GUYKEKPIUEVA TNG OAANAOUXNONG TWV
EEWVIKWV TEPLOXWV, EVAL T AVIXVELON YEVETIKWV
TaBNoEWV TOL O@E(AovTal 6E TTAPAAAAYES GTO
eMITESO TOV €VOG 1] UEPLKWV VOUKAEOTISIWV, KA~
006 Kal o€ PKPES eVOETELS Kal EAAElppAT EVTOG
NG KWSIKOTIOLOVGAG TIEPLOXTIG TOU YOVISLWOHUATOG.

e YUVIOTATAL 0€ OAX T EPyACTHPLX va TIPpoolv
oe Sadkacia Swamiotevong (ISO 15189) ya
TOV TIPOYEVVITIKO €AEYX0 HEGW AAANA0UYMONG
VENG YEVLAG KL OTO EVELAETO XPOVIKO SLAOTN-
HQ VO CUUHETEXOVV OE TIPOYPAUMAT EEWTEPL-
KOV TIOLOTIKOV EAEYYOU.

e 0 BepamwV LATPOG Bt TIPETIEL VA EVI|LEPWIVEL TO
EPYACTNPLO EYYPAPWS, TIPLV TNV AVAALOT], YLX
Tov SLBECIU0 PAVOTUTIO TOU EUfpLoOV KoTo-
YPA@POVTAG AETTOUEPWS TA VTIEPNXOYPAPIKA
gvpnuata, v MRI x.q, kKaBwG Kal TUXOV OLKO-
YEVELOKO LOTOPLKO IOV TOU EXELYVWOTOTOMOEL

e XTN SLyVWOTIKI TIPOGEYYLON UTAPXEL LOXVPN
ovoTaoN 1 avAAvon va TEPLAapUPBEveL TauTo-
XPOVN avdAuom Tou gUfpLov KAl TwV YOVEWV
(trio avdAvon).
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e H xammyoplomoinon tTwv mapaAiaywv Ba mpé-
TeL va ylvetal pe Baom Siebvelg katevBuvti-
pleg odnyies. H epunveia g maboyévelag twv

Oupada spyaciog (aApopntika)

BoUAa BeAlooapiov

EVPNUATWY, GE CUVSVACUO LLE TNV KALVIKY O1- Fevetiotpua, ABriva

pacia tovg, pe Baon tov Stabécipuo eufpuikod ABnva BépBepn

@awoTuTo Ba TIpEmeL va culnTOVVTAL ATTO OPLA- KAwikn Tevetiotpla, @ecoalovikn
Sa eldikwv (Bepamwv Lxtpodg, pPpuounTpLKog Acracia ABavé

LaTPOG, LATPOG YEVETIOTHG KAl EPYAOTNPLAKOS  Tevetiotpla, ABAVa

yevetlog). Ot TapaAdayég Tov ava@épovral
0€ TPOYEVWNTIKG Selypata Oa pémel va eivat
ot maBoydveg (pathogenic) kat ot mBava Tabo-
yoveg (likely pathogenic) oe yoviSiax mov oxe-
TiCovtal pe tov Stabéoipo gufpuikd @aVOTL-
mo. [MapaAdayés aféfamng kKAwiKNG onuaciog Nepuhiic MakpuBavaong
(VUS), un maBoybveg (benign) 1§ mbavd un KAwikdg levetiotig, ABrva
maBoyoves (likely benign) Sev avagépovtal Avépéag Néapmnavog
Fevetiotng, ABriva

Avaoctooio Kwvotavrtividou
MaBoAoyoavatopog, ABrva

Mwpyog Makpudnuoag
Mateutrpag-fuvaikoAoyog, lwavviva

e OLevSlaepopevol Ba TIPETIEL VAL EVILEPWVOVTOLL

amo e6kovg (Bepamovta lTPo, LTPO YEVETL- lwdvvng MarouAidng

0TI}, EPYACTNPLAKO YEVETLOTH) KAL VX UTIOYPA- levetiotrg, Abriva

POLV EYypa@o cuvaiveong Tou epyactnpiov Ttabpog Indakng (GUVTOVLETAC)
Tov avaAapBavel tn Se€aywyn ™G YEVETIKNG Mateutrpag-fuvaikoAéyog, KpAtn
avdAvong. Xto £yypa@o autd Ba mpémel va £&n- XpuotalAéva 20bokAEoug
yeltou pe 660 To UVATOV TILO KATAVOTTO TPOTIO revetiotpla, ABrva

1 QVAAUOT] TIOU TIPOTEIVETAL TA TAEOVEKTIUA-
TO KOL OL TIEPLOPLOUOL TNG KABWS KAL 1) TIOALTIKY
AVAPOPAS TWV EVPTUATWV.

ANEEaVEPOC ZwTnPLAdNG
Mateutrpag-fuvaikoAdyog, Oscoalovikn
Mapia TZétn
e INUELWVOVTAL AETITOUEPWS TOGO 0L EVEEIEELG 000 revetiotpla, ABrva

KOlL TQ EUPNUATA TTOV €V ATOTEAOVV EVEELEN YL

, . , , lwavva Traeger-2uvodivou
EAeyxo e aAANAoUYM O™ VEXG YEVLAG.

Fevetiotpla, ABAva

e Metd TV 0AOKAPWOT TWV AMOTEAECUATWY El- Aiva PAwpevtiv
val Xp1ioLo oL evla@epopevol va AafBouv cup- revetiotpla, ABrva
BouvAeuTikn amo €l81KOVG, akOun Kot otav Sgv

i ;. ) o, EAévn ®pucipa
éxel BpeDel KATIOLO KAVIKA OT|UAVTLIKO EVPTUOL

KAwikn Fevetiotpla, ABrva

IX. Tu aAAé&det améd TRV TponyoUuEvn Oudda cuvtovicpol
katevBuvtnplx odnyia tng EMIE Anéotolog ABavactdsng

Mateutrpag-TuvaikoAoyog, @eooalovikn

e Asgv umapyel Tponyovuevrn odnyia g EMTIE. OgpiotokAng AaykAng
Mateutrpag-Tuvaikoloyog, Osooalovikn
Navaywwtng Mnevapdng
Mateutrpag-TuvaikoAoyog, ABrva
BaoiAelog MepyltaAiwtng
Mateutrpag-Tuvaikoloyog, ABrva

https://hsog.gr
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H mapoVoa odnyla cUVTAXONKE Artd OUASA LATPWY KAl YEVETIGTWVY ELSIKWY GTOV TTPOYEVVN-
TIKO €AEYX0, UTTO TRV atyida tng EAAnvIkAG Etaipesiag Yriepnxwv otn Maitsutikn kat Fuvai-
koAoyia (EEYMI) kat ouZntnOnke o €161ko "workshop" mou SiopyavwOnke arro tnv EEYMI
2023. O1 Emotnpovikol Dopeig rrou cuppeteixav sivat: EEYMI, EAAnvikn Etalpsia latpikig
Mevetikng, Zuvdsopog latpikwv Mevetiotwyv EAAGSag.

Ot KatevBLVTAPLEG OBNYIEG SEV MITOPOUV VA EQPAPHOCTOUV GE OAEG AVEEALPETWG TIG TTEPL-
TITWOELG KAl SEV £XOUV GKOTIO VA UTTOKATACTACOULV TNV KAWVIKN KPIlon TOL Ogparmovtog yia-
TPOL. H mrepinrtwon Kabs acOsvoug sival EEXWPLCTH KAl O YIATPOG OPEIAEL VA TIPOCAPUOGCEL
TNV EMGTAHOVIKN YVWON OTIG ISLAITEPOTNTEG TOL CUYKEKPLUEVOU TTEPLOTATIKOU.

. https://hsog.gr



https://hsog.gr/
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