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Elcaywyn

H mapovoa epyaoia cuvtaxdnke we Metamtuylakn AmmAwpatikn Epyaocia oto
mhaiolo Tou Mpoypdupatog Metamtuxlakwy 2moudwv «Emotrhun tng Metadpaong»
Tou Tunuotog zZévwv Mwoowv, Metddbpaong kat Aepunveiog¢ tou loviou
Maverotnuiou yla to akadnuaiko €tog 2021-2022. Adopd otn YeTadpacn amod tnv
ayyALKr) otnVv €AANVIKA YAWOOO TOU €MLOTNUOVIKOU dpBpou pe titho “Screening for
autosomal recessive and X-linked conditions during pregnancy and preconception: a
practice resource of the American College of Medical Genetics and Genomics
(ACMG)”, mou dnuooteutnke ot 20 louAlou 2021 oto Genetics in Medicine, €va
UNVwaio aTplkd TEPLOSIKO Kal emionuo TePlodlkd Tou Auepikavikol KoAleyiou
latplkrc FeVETIKAC Kal ToVISIWHATIKAG, TO Omolo AmTeTal BeATwY TNE YEVETIKNAC. To
TPWTOTUTIO  Ke(pevo aviAnBnke amd Tov (OTOTOTMO wWww.nature.com kat elvatl

SlaB€ouo otov cuvdeopo: https://www.nature.com/articles/s41436-021-01203-z

To ev Aoyw Aapbpo €xel wG avilkeipevo avadopds tov €Aeyxo GopEwy, Ul
latplkn €E€tacn mou ameuVBUVETAL O ATOMA TIOU Tpoypoppatifouv 1 €xouv [dn
ipoxwpnoetl otn Stadkaocia anmokTnong amoyovwy Kal AapBAVEL xwpa, €T TPV TN
oUAANYN, elte Py TN yévvnon tou atdlov. Katd tn Stevépyelatou eAEyou GopEwY,
gfetalovTal oplopEVa yovidla 1 YovISLOKEC UETAANAEELC TTOU PEPOUV OL YOVELS,
TIPOKELMEVOU VA EVTOTILOTEL €dv kol o TL PabBud oL amoyovol evOEXeTAl va
QTOKTNOOUV QOBEVEIEG PEOW TNC KANPOVOUIKOTNTOC aQUTwV Twv yovidlwv n
HMETOAAAEEWY. 2KOTIOC TOU apBpou elval n umtodelén Tou eAéyxou GOPEWV WG Eva amo
Ta MEoQ Yoo TN ANYN avamopaywylkwy anmodpdoewy and Toug Yovelc, evw Oegv
napoAeimel va avoadepel 0dnyle¢ OUUPOUAEUTIKNAC UTIOOTAPLENG TWV QATOUWY,
aVOAOY WC TWV ATOTEAECUATWV.

MoAOVOTL TIPOKELTAL VL0 KELUEVO TIEPLOCOTEPO KOVOVIOTIKO KOl OXL LY WG
EPEUVNTLKO, TIAPOUCLAZEL EVSLAPEPOV A0 LATPLKAC, OAAG KUPLWG amo HETAPPACTIKAG
okordg, kKabwe epdavilel Olaltepeg MPOKANCELS TTOU €V YEVEL oXeTilovTal pe TNV
eLlOLkr) opoloyia Twv KEWWEVWY auTol Tou eidouc kal amotéAecay Tov AOYO yLla TOV
omolo To d&pBpo EeMAEXBNKE TPOC HETAPPAOCN. TNV OCUVEXELWD TNC €pyaciag
avaAvovtal Ta Wolaltepa yvwplopata Twy EMOTNUOVIKWY KELWLEVWY KAl TNG ELOIKNAC
yAwooag, n pebodoloyia TG UeETAPPAONC TWV KEWEVWY AUTOU Tou eidouc, evw
oxoAlalovtal ot SUOKOALEC OV TpoEkuPav KaTA TN YeTadpaoTikr) dladikaoia kal ot
TPOTIOL UE TOUG OTIOLOUG AUTEG EETTEPACTNKAV.

YUVOALKQ, N oUVTOEN TNC MaPoVUoaC EpYACLOC OmMOTEAECE AAAN Lo EEQALPETIKA
Sidaktikr Swadikaocia, Omwc Kal OAeC 60ec €xouv mponynBel otn Sldpkela Tou
TapovToc Mpoy pAUUATog METAMTUXLAKWY 2TTOUOWV.


http://www.nature.com/
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A. Xapaktnplotikd tng eldknRg yAwaooag

Ol EKAOTOTE KOWWVLIKEG TIEPLOTACELS KOL OLUVONKEC EMNPEAIOUV ONUOVTIKA TN
YAWooK oupmepldopd  TwV  HEAWV TwV  SlAPOpWY  KOWWVIKWY Oopddwv,
oxnuatilovtag €ToL TIG YAWOOLKES TOKIALeC. Ol YAWOOLIKEC TOLKIALEG SlapopdwvovTal
amod TA PEAN HLAG KOWOTNTOC Kal e€apTwvTal amd mopdyovtes Omwes n nAlkia, to
®UAO, N KOWWVIKO-OLKOVOULKA Kataotaon, n Opnokela, to emdyyelua, K.a.,
ETUTPEMOVTOC OTOUC OMIANTEG va €TUAEYOUV TO YAWOOLWKA PECA TOU €TLBULOUVY,
avaloya Qe TOV OTOXO TOUC Kal TIG oUVONKeg mou eTBAAAEL TO ETUKOWVWVLAKO
neplBarlov (Tolykou, 2015). Eni moapadeiypatt, YAWOOIKES TOLKIALEG amOTEAOUV N
YAWOOoO TWV VEWV, N YAWooa Twv §IkNyopwy, N yAwooa Twv gamers, Unod tnv €vvola
OTL YO QUTEG TLC KOWWVIKEC OUASEC N YAWOOA amoTeAEL Evav Kwdka emmKowwviag
TIoU TG SLoKPIVEL Ao TIC UTTOAOLTIEC. AUTO ETUTUYXAVETOL KOTA KUPLO AOYO PHECW TNG
Stadopornoinong tou As€loyiou, TwWV CUVTAKTLKWY 1 KOl YPOLUOTIKWY SOHWY, TOV
BaBbuo xpriong otolxelwv amd AAAeC YAWOOEC, K. 4.

Opolwg, N emOTNUOVIKA KooTNTA Xpnotpomotel pa StadopeTikr) YAWooKA
Mok la amod tnv «oupPatikn». H xprion €01kA¢ YAWooAG HETAEY TWV ETUOTNHOVWY,
duolkd, Oev €xeL OKOTO va TPOKOAEOEL apnyavia HMETOED Twv pn eOKWY, aAAG
OTOXEVEL OTNV ETITEVEN TNC 000 TO SuvVaTOV akplBEaTePnC Katl cadouc ETKOWVwWVIAG
HETOEV TOUC, EPOCOV N ETUKOWVWVIA aPopd oe Eva ouyKeKPLUEVO Bepatiko medio. Kat’
ETEKTAOLY, TO ETUOTNMOVIKA KE(UEVA, WG TIPOEPXOUEVA OO ETUOTAMOVEC Kol
ameVBUVOUEVA KATA KUPLO AOYO OE ETILOTNHUOVEG 1 YVWOTEC TOU ekaotote medlou,
dEPOUV TA XOPAKTNPLOTIKA TNG CUYKEKPLUEVNG YAWOOLKNC ToKA{ag. H xprion evog
OUVOAOU pOVAdWY €KPpacnC Kol ETUKOWWVIAG TIOU TpAyHATWVETAL HECA aTo
OUYKEKPLUEVO AeENOYLO Kal e8Ik opoloyia amoteAel Baokd yvwplopa SLdkplong
TWV €0IKWYV KELWEVWY O TA YEVIKA KOl PEOW QUTAG ETUTUYXAVETAL N HeTadopd
efelblkeupévng yvwong. Edikotepa ta teAeutala xpovia Onpoupyndnke Kkal
TUTIoOToOLNBNKE évag UEYANOG OYKOG ETLOTNUOVIKWY OpWwV, WG AMOTEAECUA TNG
QApaTtWdoug TEXVOAOYLKAG QVAMTUENG KOl TWV QAAEMOAANAWY  ETILOTNLOVIKWY
ETUTEVYUATWY, UECQ OE €va TAQLOLO TIOU KOTAOELKVUEL TNV QVAYKN YLlA TTOYKOOUL
eTKOWwWvia, avayvwpiloviog kal BeUeALWVOVTAG TNV opoloyla w¢ MOTAUN OE
TIAYKOO Lo eTtinedo.

BéBala, n €6k yAwooa dev amoteAel aveédptnto YAWOOLKO GUVOAO aAAG
LEPOG EVOC OUOLOYEVOUC CUOTAMATOC Artd TO OTo{0 avTAEL TA YEVIKA XAPOAKTNPLOTIKA
TNC Kal, OUVETWC, oUpdwva pe Toug Maplavou kat KeAavdpla (1999: 264) eivay,
evOEXOUEVWC, avTLPATIKO va yivetal Adyog yia oadn SLaxwplopo HETALL eLSIKNG Kal
KownG yAwooag. OuolaoTikA, OAeC oL €L0IKEC YAWOOESG AMOTEAOUV UTIOKWOIKEG
YAWOGOLKAG EMLKOWVWVIOC TIOU €V UEPEL CUUTIITTO UV UE TOV KWOLIKA TNE KOLWVNC YAWOOOC
Kol avtAoUv otolxela amd autdv, €10l WOoTE va Teplypapouv €vvoleg TNG €LOIKNG
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YAWOOAC avAAOY QL LLE TOV ETULOTNUOVLIKO TOUEQ, EVW, EVIOTE, EMIOTPEDOUV OTNV KON
KATIOLOUG OPOUG, EUMAOUTI(OVTAG TNV.

Opodtnreg kat dLadopeg amo Tn yeVIKN YAwooa

H yevikr kal n €161k yAwooa xpnoLUomolouy amd Kowou, cUudwva UE TNV
Cabré (1999:73 oto Kepauidag, 2015:26) to (Slo ovoTnua yPAPNUATIKAC
avanapaotaong (aAddfnto), to 8o dpwvoAoyikd cvotnua, to (§lo popdoloyikod
o0OTNUA, TOUC (BLouC TUTIOUC MPOTACEWVY KAl TOUG (5LOUC CUVTOKTIKOUG KAVOVEG yla
TOV OXNUATIONO TOUG, eVWw N Baocikn Stadopd Toug Eykeltal oTo Ae€AOy Lo (opoAoyia),
TO omolo amoteAeitatl amod AEEeL Tou yevikoU Ae€lloyiou (r.. €uBpuo, vooog), amo
e€eldkeupévec Ae€elg mou Bplokovtal ota Opla HETAEL €L6LKAC KOL YEVIKAC YAWOOOG
(m.x. kaAonBng, voonpog) kal omo AEEELC TTOU QMAVTOUV QTOKAELOTIKA Ot €L0IKA
kelpeva (m.x. BAevvoAumibwaon, ¢dawvotumog), kablotwvtag davepr tn Stafabdiion
HETAEU TwV Opwv Kal KAt €eMEKTACLY TWV €0IKWV KEWEVWY, n omola efetaletal
TIEPALTEPW OTNV CUVEXELQ.

OL €€€LOIKEVPEVEG QUTEC AEEELG, OL OPOL, ATTOTEAOUV TEXVNTEC ETILVONOELG TIOU
OKOTEVOUV Va avTlotolxioouv pia AéEn -n omola otnv kowvn yAwooa Ba pmopovoe va
€xel SLaPOPETIKEC EVVOLEG-, UE UlO OUYKEKPLUEVN €vvola amod €Vav CUYKEKPLUEVO
kKAGdo yvwong. Kotd Tov TpOmo autd, O OpOC QMOKTA auoTnpd OPLOPEVN Kol
TIEPLOPLOMEVN ONUacia KoL £XEL TA aKOAOUOA XOPAKTNPLOTLKA:

elval Kowvwvikd puBuLlouEVOC,

—  xapaktnpiletal and amoucia kdBe €ldouC MPOCWTIKWY CUYKLVACEWY
KAl aLoAOynoEwV,

—  €xeLamofaiel OAQ TA CUVWVUUA TOU,
— elvat povoonpavtog,

— amodidel  OUYKEKPLUEVN  €vvola.  €VIOC TOU  OUYKEKPLUEVOU
emotnuovikov mediou (Kepauidag 2015:35).

2TnV MEpatEPw dladopormoinon HeTay TNG YEVLIKAC KAL TNG ELOIKNC YAWCOAS
ouVTEAOUV OPLOUEVEG YAWOOLKEC Sopég (Cabré, 1999 oto Kepauidag, 2015:31). Autég
elvat:

1. ol popdpoloyikeg Sopeg mou Baoilovtal oe eAANVIKEC 1 AaTwvikEC pilec (m.x.
achromatopsia < axpwpatoia),

2. OLOUVTOUEUHEVOLTUTIOLN T AKPWVULA,
3. OLOVOUOTOTIONOELC PNUATWY KOl

4. olLoUvBeTeg ovouaTIKEC DPATELC,
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evw oLpPwva pe tov Mmapmviwtn (1994: 32-37 oto Aaldpou, 2018) evromnilovrtal
TIEVTE ETUWITAEOV YAWOOIKA XAPOKTNPLOTIKA TNG EWOKAC YAwooag mou adopouV 0ToUC
0pOoUG Tou TEpAapBAvovTal o€ QUTHV:

1. O VEOAOYIKOC XQAPAKTINPAC TOUC. 2€ TIOAAEG TEPUITWOELG OL Opol AmoTEAOUV
Seutepoyevelc Ae€INOYIKEC KOTOAOKEUEC amo N8N LPLOTAUEVEC YAWOOLKEC HOPOEG.
‘Otav €vag 0pocg elvatl Ndn yvwoTog, Yivetal eUKOAA YyVWOTOC TOC0 0 AOYOC APy WyNngG
TOU VEOU OpOU TIOU TIPOKUTITEL QIO TOV APXLKO, OO0 O OKOTIOC TTOU €EUTINPETE(TAL E
tnv Snuoupyla Tou (.. «tnAeknaidevon). Etol, mpoadidetal otoug Opouc auénuevn
QLTLOTNTA O OXEON ME TIC TPWTOyeVElG AéEelg, evw n TPOEAEUOT) TOUC amod Ta
UTTAPXOVTA YAWOOIKA oTolxela BonBd Toug XpAOTEG VA TOUC KATAVOCOUV KAL VA TOUG
aLOTIOL\ 00UV LE HeYOAUTEPN EUKOALQL

2. H ouvBetn popdn toug. e avtiBeon Ue TO YeVIKO Ae€AOYL0, oL eldLkol Opol elval
Kuplwg elte mapaywyeg Aé€elg, elte ouvBeteg, elte meplppdoelc. Autd odelletal o€
TPELG TMAPAYOVTEC: OTNV XPron TN AYYALKAC WG YAWOOO TINYH TWV MEPLOTOTEPWY OPWV
HUE QMOTEAEOUA TNV HETADPACN TOU OPOU Kal oxL tn dnuloupyla tou, otn Gucon Twv
EWOKWV OpWV WG YAWOOLKA SEUTEPOYEVEIC KATAOKEVEC Kal 0To SeSouéEvo OTL OTa
EAANVIKA, KOTA KUPLO AOyo oL veoAoylopol TNG €W8KAG YAWOOAS EVOL OUCLAOTIKA
(Avaotaolddn Zupewvidon, 1986:63 oto Aaldpou 2018). ‘Etol, epdavifovtal cuyvd ta
ermOnuaTikAd otolela -moinon, -la, -lopog, -motia, K.a., T omoia xpnoLUomolouvTaL
KUPLWC yla TV mapaywyr Kal cuUvVOeon EMIOTNUOVIKWY OPWV.

3. O EMWVUPOC XOPOKTAPAG Touc. 2tnv eldikr opoAoyia apketol oOpol eival
TIPOEPXOLEVOL QMO avBpwnWVU LA 1) TOTWVU LA, OTIOU W¢ BACN YO TOV OXNUOTLOUWY
VEWV OpWV XPNOLUOTIOLE(TAL TO Ovopa ToU €DEUPETN 1) TOTOG EPeVPEDNC TL.X. QAUTEP
(Ampére), mapkivoov (Parkinson), k.a. Autd dev cupfaivel oTo yeviko Ae€IAOyLO, TTOU
ouvnBwg bev elval yvwoTég ) BERaLeg oL pileg Twv AéEewv.

4. H moAupopdlia | moAuturnia toug. Ev avtlBeéoel Ye Tn yevikn YAwooa oTnv omnoia n
€KPPAON TWV EVVOLWV UMopel va yivel pe moAAoUG Tpomoug, otnv e8Ik yAwooo
amoPeVUYETAL N XPNON CUVWVUULWY, HMOAOVOTL N amoAutn €éAAewdn ocuvwvuuiag n
ToAAQTAN ¢ opoloyiag Sev eTiTUYXAVETAL TTANPWG 1] €V ETUTUYXAVETAL TTAVTA.

5. O LeTayAwOoOIKOC TOUG Xapaktripag. H xprion amd tnv opoAoyia otolxeiwv Tng
YEVIKNC YAWOooOC (onuelwy, Aé€ewv N kal dpacewv) yla avadopd o eEeLSIKEVUEVEC
€VVOLEG TNV KaBloTtad, katd pla évvola, pla petayAwooikn dtadikaota. ‘Etol, yivetal
AOYOC yla TN HETAYAWOOA TNG LATPLKNC, VOULKNG, OLKOVOULKAG K.0.K. ETUOTAUNG, LEOW
TNng omoilag ouvBétovtal Ta e0IKA Kelpeva. Ta eldka Kelpeva €xouv wg amodektn
eL0IKO KOWO (Toug €l8L1KOUC ETILOTNUOVEC) KL EEUTINPETOVUV OUYKEKPLUEVO OKOTIO OTN
yYAwooa otoxo (tn ouvevvonon HeTatl Toug avadoplkA LE TO ETUOTNHOVIKO TOUC
QVTIKElUEVOD), 0 avTiBeon pe TN LETAYAWCOA TWV YEVIKWY KELWEVWY TIOU ameuBuveTal
O0To €Upy KOO Kol efumnpetel, TNV €upPUTEPN EmKowwvia. Tevikotepa, n
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wetayAwootkn dtadikacia, ocuudwva pe Tov Mmopmwviwtn (1994: 37), amavtd o€
HeyaAltepo Babuod otnv opoAoyia amo O,TL o€ AAAEC HoPdES emkowvwviag e€attiag
NG akpifelag mou TNV Xapaktnpilel, KATL TIOU TIG MEPLOCOTEPES GOPEC CUVETIAYETAL
Kol TNV pakpd oulAtnon HETALU TWV ETOTNHOVWY WC TPOC TNV KATAAANAOTEPN
emAoyn evOG OPOU avTi KAmolou dAAou.

‘Onwc avadepBnke NoN, elval ebAoyo O0TL 0 BaBuoc e€eldikevong Twy EOLKWY
KEWWEVWY KaoBopiletal amo tov Babuo efetdikeuonc tou eldikol Ae€lhoyiov, o omolog
oUuPwva pe tnv Cabré, (1999: 85-88) etetdletal we mPog Ta akoAouba téooepa
KpLtpLa:

1. Q¢ mpog tn Lopdn, oL dpot Slakpivovrat:

1. pe Baon tov aplBud twv popdnUATWY Touc: Opol Tou eival amhol (m.x.
Kwowaon)  ouvBetol (m.x. adpevoreukoduoTpodia),

2. pe Baon Tov TPOTO OXNUATLOMOU TOUC: OPOL TIOU €XOUV OXNUATLO0El UEOW TNG
Stadikaolag tng mapaywyng (maboyovikotnta) n tng  ouvBeong
(vepupormapeykedaAdikog), evw mapdAAnAa umopel va amoteAouv Baon yla
™ Snuoupyla VEwvV mapdywywv 6pwv (Yyovidiwua = yovidlwuatikn),

3. pe Baon to €(60g TOUC: OPOL TTOU CUVLIOTOUV CUVOETEG OVOUATIKEG PPACELS LIE
OUVTOKTLK TIOAUTIAOKOTNTA (LVOKUOTIKA V000G, aAAnAouxlon €mMOUEVNG
YEVLAg),

4. vy tn SuvoToOTNTO CUVTOUEUGHC TOUC: Opol PE TN Hopdn OPKTLKOAEEWV,
AKPWVUULWY, cuvTtopoypadlwy f cUUBOAWY KAl TIEPIKEKOUUEVWY TUTWV (TT.X.
polymerase chain reaction —=PCR / aAuoldwtr avtidpaon tng moAUpEPAONG —
PCR). Av kat dpaivovtal va ivat amAd popdnuata, otnv oucia mpoKeLTal yla
olvBeTOUC OpPOUG.

2. Q¢ mpog tn AgLttoupyia, Tafvopouvtal pe Baon tn A€k katnyopia otnv omnola
avrkouv. ‘Omwg Kol 0To YeVIKO AeEINOYL0, Evac OpoC Umopel va elval dvoua, emiBeTo,
pnua N enippnua. Qotdo0, TO TOOOOTO EUPAVIONE TWV OVOHATWY (OUCLAOTIKWY) Elval
apBUNTIKA TIOAU UPNAOTEPO O OYEon He Ta emiBeta n ta pApoTa, KabBwg tnv
opoloyia TNV evlladEpel MPWTIOTWES VA KATOVOLACEL KOL VO TIEPLYPAYPEL TLC EVVOLEC
KOUL ALYOTEPO VO TIOPOUCLACEL KATIOLO XAPAKTNPLOTIKO 1) KAmota dpaon.

3. Qg mpog TN onpacia, tagvopouvral e fAon TNV Tagn Twy (EEWYAWOTIKWY) EVVOLWY
TI¢ omtoleq ekmpoowroly, bedopévou OTL oL Opol elval dppnkta cuvOedeUEVOL UE TNV
€EWYAWOOLKH TIPAY LATIKOTNTA. ZUVETIWG, SLOKPIVOVTAL TECCEPLG EVVOLOAOYLIKEG TALELS,
KaBe pla amd tig omoieg SnAwvetal pEéow TNG avtiotoxng Ae€ikn g katnyoplag, pUe Tnv
ormola polpdlovtal Kowa XapoKTNPLOTIKA:

1. avtikelpeva ) ovtoTnNTEC - UE OVOUOTA
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2. Slepyaoieg, evépyeleg, SpAOELS — UE PrUATA ) OVOUATOTIOLOELG PNUATWY
3. OLOTNTEG, KATAOTACELG, TOLOTNTEG — UE eTiBeTA
4. oxéoelg - We emnibeta, puata, mpobeoelg

4. Q¢ mpog tnv mpoéAleuaon, Stakpivovtal TPELG NYEC SnuLoupylag Twv 0pwv, oL OTIolEC
avadpEPOVTAL €V CUVTOLA KOL aVaAUOVTAL EKTEVECTEPA OTN OUVEXELX TNC TAPOUCAC
epyaoiag. Emypapuatikd, oL 0poL tapdyovTal:

1. amod 1o yeviko As€\oylo: elte (i) e Tnv mpwtoyevh dnpoupyia vEwv AéEswv
HEOW TWV KAVOVWV OXNUATOHOU Opwv elte (i) pe tn petadopd véou
ONUACLOAOYLIKOU TieplEXOUEVOU O NON UTAPXOUCEC AEEIKEC POVAOEC TNG
YEVIKNC YAWOOAG LECW TOU UNXAVIOHOU TNG ONUACLOAOY KNG LETADOPAC.

2. péow OSavelwopol amd AGAAeg Tolkidieg tng (Olag yAwoooag: eite (i) amo
VEWYPAPIKEG I KOWWVIKES SLtaAékTouc elte (ii) u€ow SlabBepatikoV davelopou
opoloyiag LeTal Twv erotnUwy, SnAadn amo e8Ik AeEIAOY L TTOU aviKOUV
TPWTAPXIKA o€ AAAa eldka medla yvwonc. MNa mapadeyua, to AeEINOYL0 TNG
aEPOVOUCLITAOTOC KL ETIELTA KOL TNG QLOTPOVAUTIKAG O0TNpXTNKE 0TO AEELAOYLO
™nG vauaoumlolog: okagdog, mAolo, vautng < agpookddoc, SlactnuomAolo,
aoTpovauTnG K.ATL).

3. péow Sdavelopol amd AAAEC YAWOOEG Kal, CUYKEKPLUEVA: (i) Savelol dpol amod
TNV apxaia eAAnVIKA Kal Tn AQTWIKA, T Aeyopeva veokAaoika Savewa (ii)
Savelol Opol amd AANeC, CUYXPOVEC YAWGCOEC, TO AEYOUEVA TPAYUATIKA SAVELQ,
Ta omola mpogpyxovtal KateEoxrv amd Tov Xwpeo tng pnodag, tou abAnTiopou,
¢ TMANPodoplkng, tng dnuooloypadiag, Twv TEXVWY, TOU eUmopiou, NG
LAY ELPLKAG K. QL.

A.1. H opoloyla wg emiotrpn

A.1.2. Oplopog

Q¢ opoloyia katda Tov Sager (1990:2 oto Kepapidag, 2015:24) opiletal n
UEAETN, kadwe kat to medlo Twv Spaotnplotntwyv oUAAoync, TEPLYpaPnC,
eneéepyaocioc kal apouaiaonc opwv, dnAadn Aektikwv povadwyv mou avikouv o€
€elSIkEUUEVOUC TOUELC XPrONG ULAC N TIEPLOCOTEPWY YAWTTWV.

Avtiotoiywg, n EAAnvikr Etawpelia Opoloyiag (EAETO) (BaAeovtng &
Mavtlapn, 2006:1) amobdidel otnv opoloyia Vo onpaoiec:

1. 0 EMOTNUOVIKOC KAAOOC TOU EXEL WC QVTIKEIUEVO TN UEAETN TWV OYECEWV
UETAEU TWV EVVOLWV KAl TwWV KATAONUAVOEWYV TOUC (OpwV, OVOUATWY,
ouuBoAwv) kat tn Statunwon apxwv kat UEVOSwWV TToU SIETTOUV QUTEC TIC
oxéoelc o€ omnotodrimote Veuatikd nedio” kat n epyacia tnc ouAdoyric,
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eneéepyaociog, Stayelpionc kot mapouoiaonc Twv opoAoyikwy Sedouevwy os
uia rj meploodtepeg YAWOOEC,

2. TO OUVOAO TwV Opwv TOU avhikouv otnv €8Ik YAwooa €vOC OPLOUEVOU
Ueuatikou nebiou.

Mo TV anoduyn tng apdlonuiag Tou 0pou ota EAANVIKA, CUCTHVETAL Qo TNV
EAETO, va ypadetatl o 6po¢ pe kedbalaio («Opoloyiar) otav yivetal avadopd otnv
TpWTN onuacia, evw pe meld («opoAoyiar) dtav yivetal avadopd otn S Utepn.

H katovouaoia 1, aAAlwg, N opoddTNoN TWV EVVOLWY LECA OO KAVOVLIOTLKA
TPOTUTIA. KOL OUYKEKPLUEVEC OlepyaoieC katoxuPWONG KOl TUTIOTOLNONG, WOTE Ol
EVVOLEC va TauTilovtal amoAUTa UE TOUG OPOUC, ouvioTd tnv Wlaitepn dpuon TG
emoTAUNG tne Opoloyiag. MPOKELTAL, CUVETWE, YL ULOL KAWVOVLOTIKY ETLOTAKN KaL,
mapoAo Tou, onwg €xel Ndn avadepBel, n mMANpnc Tavtion dgv ocupPalvel mavra,
0TOXOG TNG €lval va «poTACCEL TA OKPLBR, OPLOUEVA KOL TA CUOTNUOTIKA [balvopeval
WOTE N yvwon va mapouctdletal wg cUVoAo aAAnAév deto kat aAAnAolmnootnpllOpevo
Kal oxL auBaipeta, amoomacuatikd Kat aoplota» (KapdouAn & Akofitowwtn, 2001:
90).

A.1.3. Alaotaoelg Tng eruothpng tng OpoAoyiag

>tn Bewpia TN¢ OpoAoyiog yivetat SLakplon HETALY TWV QAVILKELUEVWVY
(objects), 6nAadn Twv ovToTATWY TOU €EWTEPLKOU KOOUOU, TWV EVVOLWY (concepts),
SnAadn Twv VoNTIKWY avamopacTACEWY TWV AVILKELUEVWY, KAL TWV KATACNUAVOEWY
(designations) Twv evvolwv. JUVENwWS, cupdbwva e tov Sager (1990 oto Baheovtig &
Mavtlapn, 2006) n Bewpia tng Opoloyiag Stabetel Tpelg SLadoPETIKEC OLACTATELC:

1. Tn yvwolakn (cognitive) Stdotaon, SnAadn tnv opyavwaon e yvwong o€
VOl YVWOTIKO TOUEQ, TOU €€eTAlEL TIC OXECELG TWV EVVOLWV METAEU TOUG, TN
OUYKPOTNON TWV EVVOLWY O SOUNUEVA GUVOAQ YVWoNG, TO CUCTHUATO EVVOLWV OF
kKaBe Topéa TNG avBpwrmvng yvwaong, Kabwg Katl TNV avamapaoTtaon TwY EVVOLWY UE
0pLOOUC KOL OPOUG,

2. ™ vyAwoown (linguistic) dtdotacn, SnAadn TIC UMAPXOUOCEC KAl TILG €V
Suvapel YAWOOLKEG LOPPEC TTOU UrtopoUV va SnpoupynBouv yla tnv anodoon VEwv
EVVOLWV, KOl

3. TNV EmKoVwWVLIOK (communicative) Staotaon, SnAadn tn xpron Twv 0pwv
WG HEowV peTtadopac yvwong o  OladopeTIKEG KATNYopleG amodekTwy ava
ETKOWVWVLAKN Tieplotaon kot tnv katdaption (compilation), tnv enefepyaoia
(processing) kat tn Siaxuon (dissemination) twv opoAoylkwv Sedouévwy umod TN
nopdn eldikwv Aeflkwy (specialised dictionaries), yA\wooaplwv (glossaries) ry Bdoewv
opohoylkwy dedouévwy (terminological databases) KTA.
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OL amoPelc Twv gpeuvntwy Ollotavtal wg mpog to av n Opoloyia cuvioTd
QUTOVOUO ETULOTNUOVIKO KAASO 1 amAwg €va cUVoAo peBodoloyilkwy epyoreiwv yLa
Vv eneepyaoia Twv opoAoyikwyv dedopévwy. QoTO00, 0 MOAUTIAEUPOC XOPAKTHPAG
TWV OPOAOYLIKWYV HOVASWY WC YAWOOLKWY KAl EVVOLAKWY OVIOTATWY KOl WG
ETUKOWWVIAKWY HOVASWY OTOV  ETILOTNUOVIKO KAl TEXVIKO Adyo kablotouv
adlaudlofiTntn T OX€on HeTtaty Opoloyiag kat eMIOTNHWY, adol, adevos n
Opoloyla amotedel 1O onuelo toung mowkilwv yvwotikwv medlwv, adpetépou
xonotpormounoel Ta Baocikd gpyaAeia kat TG €vvoleg Stddopwy Kol SLadOPETIKWY
METOEU TOUG ETUOTNUWY (Y. OlKOVouia, TPk, YAwWooOoAoyia, E€MIOTAMN TwV
TIANPOdOPLWV K.A.) TIPOCOPUOIOVTAC Ta KATAAANAQ, KahUTttovTag Tig Idlopopdlec Tou
nebiov TnC.

A.2. Anuoupyia opwv

A.2.1. Npwtoyevng KoL SEVTEPOYEVAC OXNHOTLOHOG

H Snuwoupyla kat n edpaiwon opoloyiag e€aptatal TOo0 and yYAwoolkoUg 000 Kal
anod eEwyAwoolkol¢ mapdyovteg Maplavou (2004, 327). ZVudwva UE TNV HE TOUG
YAWOOLKOUG apAyovTeC oxeTileTal n emppon mou aokel n M otnv I (.. HOPPIKEC
OMOLOTNTEC, OOUIKEC KOl ONUACLOAOYIKEC QVTLOTOLXIEC), EVW 000V adopd OTOUG
eEWYAWOOIKOUG, N TAPAYOUEVN OpoAoyia amoTeAel ouvaApPTNon TwV EKAOTOTE
QVAYKWV KAl ouvONKwY ToU ETKPATOUV OTNV ETLOTNMOVLIKH KOWOTNTA, TNC EMOXAG
mou autol dnuoupyndnkayv, TNC XWEAC MPOEAEUCTC TOUC, TOU ETILOTNMOVLIKOU TOUEQ
OoTOV OTolo  avnkouv, TNC ouvepyaoiag kat GAAWYV EMOTNMOVIKWY  KAGOWV,
KOLVWVLKOTIOALTIKWY KAl OLKOVOULKWY TopayovTtwy mou  SleukoAUvouv TNV emadn
TWV YAWooWwV KAT. O OXNUATIOPOC TwV Opwv WPmopel va mpaypatomnolnBel oe oA
neplBaAlovta omou xpnolpomnoleital e8Ik yAwooa Kol e€aptatal and tn BeUaTikn
TIEPLOYN OTNV OTtola PAY LATOTIOLEITAL O OXNUATIOUOG, amd TN ¢Uon Twv avOpwwy
mou eumAékovtal otn Slepyacia Tng kataohuavong (process of designation), amo to
EPEBLOUA TIOU TIPOKOAEL TO OXNUATIONO TOU Opou Kat, BeBaiwg, amod T PwVOAOYIKES,
HOPPOCUVTAKTIKEC Kal AeEIKEC OOUEG TNG YAWOOoOC 0TV omola ekppAleTal YAWOOLKA N
véa évvola (Kepapidag 2015:39).

JUudwva pe tov Sager (1990 oto Kepauidag 2015:40) Sdtakpivovtatl duo €idn
OXNUATIOMOU OpwV WE TPOG TIC TPAYUATOAOYIKEC ouvOrKeg dnuloupyiag toug: o
TIPWTOYEVAG OXNUOTIOUOG Opou (primary term formation), mou ocuvodelel TO
OXNUATLOMO TNG €vvolag Kat elval LoVOYAWOooLKOG Kat 0 SEUTEPOYEVHC OXNUATIOUOG
(secondary term formation), mou cupPaivel otav évag véog 6pog dnuLloupyeltal yla
&N vbLOTAUEVN EVVOLA OTLG TIEPUTTWOELG TIOU:

- 0 0po¢ avaBewpeital oto mMAaiolo tng (dlag LovoyAwooLkAG KowoTnTag (M. N

dnuwupyla oOpou oto TAQlOlO €VOC TUTOTOLNTIKOU  €yypadou), N
avaBantiletal Adyw tTNg avakAAuPng PG VEAS OVTOTNTAC O0ToV (8510 YVWOTIKO
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TOMEQ (.. META TNV avak@Auyn tou Kwvntol tnAedpwvou to TnAEdwvo
ovopdletal «otabepd TNAEDWVOR).

- detadépetal yvwon o€ pa GAAN YAWOOLK KOWOTNTA, 0TV omola MpEneL va
dnuloupynBel avtiotolyog 6poc. H dtadikacia Tng SlayAwootkn g petadopag

opoloyiac avaAUETAL EKTEVECTEPA OTN CUVEXELQ.

H mpwtoyevng kat n Seutepoyevnc opodoaia dlemovtal anod SladopeTkd Kivntpa
Kol Tapouctalouv PETAEV Toug TIG akoAouBeg Sladopec: H mpwtoyevig opodoaia
elvatl ouvnBwg auBopuntn kat dev otnpiletal oe MPoLMAPXOUCA YAWCCLKN OVIOTNTA,
Qv KAl UTIAPXOUV KAVOVEG OXNUATIOUOU KATAAANAWY OpwVv AVTIOETWS, 0 HEUTEPOYEVAG
OXNUATIOMOC Opwv odellel va mAnpol cuykekpLluEveC podlaypadec kat Baaoiletal
otov 0po NG yAwoooag mnyng. Quolkd, ot Stadopég autég eival duvatov va
auBAuvBoulyv, KATL mou emTUyXAVETAL UECW TOou AvaAoyikoU Kavéova (BaAeovtAg,
2004), o onolog mapatiBetal mapakATw.

A.2.2. Mnxaviopol oxnUatopol opwv

Anuoupyla VEWV 6pwv

Onwg emwbnke nNdn OXETIKA HE TNV TPOEAEUON TWV OpPwv, OL OpoL
SnuloupyolvTal HECW TPLWV UNXOVLIOUWV: TNG dnuloupyiag véwv popdwv —OnAadn
EVVOLWV TIoU €V UTINPXAV TIPONYOU LEVWC-, TNG XPNONG UTIAPXOUCWY HopdWwV Kal Tou
StayAwooikou davelopol. AvaAuTikotepa Kol oUpdwva pe tov Kepauida (2015:47),
Ol UNXavLlopol Tou  pmopouV va xpnotpormotnBouyv yla tn dnuoupyla VEwY 0pwv eivat
avtol Tng:

A, mopaywync (derivation), omou mpootiBevtal E€va 1N TEPLOOOTEPQ
npoodupata o€ pla pila n A&€n (m.x. AoyaplBuoc + koG = AoyaplBuLkog)

B. ouvBeong (compounding), omou oxnuatilovtal véol opol cuvduAloVTaC
umapyouoeg A€l ) Ae€ika otolyela. OL ouvduaopol autol pmopel va eival eite
OUUTAOKOL O0polL OUVOEOUEVOL HE eVWTIKO (T.Y. AEEN-KAEWSL), xwplc evWTIKO ().
KPATOC HEAOG), 1| ouyxwveupevol (.. oktadudlog aplBuog), elte cLppEelypaTa, TO
omola MPOKUTITOUY o TNV oUVTHUNGCN KoL CUVEVWON TwV U0 HEPWV (TT.X. EUPWTIAIKO
+ KowvoBoUALo = eupwkolvoBoUALo) kat

. ouvtopeuong (abbreviation), omou dnuloupyolvTal TLO CUVTOUES HOPDEC
KOl EUUVNHOVEUTA OVOUATO LAKPOOKEAWY OpWV, TIAPAAE(TIOVTAG OTIOLOSNTIOTE EPOG
TOU apxlkoU Opou, XwpPLg va LETABAAETAL N €vvOLa TIOU AVTUTPOCWTEVEL O TIAHPNG
0p0¢. KupldTteEPOUG TPOTIOUC CUVTOUEUONG AMOTEAOUV:

» n ouvomtkn Hopdn (short form) ocUPMAOKOU OPOU N OVOUOTOG
HEYAAOU AEKTIKOU UAKOUC UE TN Xpnon Alyotepwv AEEewv yla tnv
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anodoon tNC dagc €vvolag (. AwaotAplo Twv Eupwnaikwv
Kowotntwv — Eupwnaikd Alkaotiplo),

» n ouvtopoypadia (abbreviation), katd tnv omola mapaleimovtal AEeLg
A/kal TURUoTa Aé€ewv evoc 0pou (my. ZeAida — o.),

» 1 ouvteTunuévn popodn (clipped form), katd tnv omola mapaieinetal
TO TPWTO, TO peoaio, N To TeAeuTaio TUAUA EVOG LOVOAEKTIKOU OpoU
(TT.X. TIPOKOTACKEVAOUEVOC —> TIPOKAT),

» TO QpKTIKOA£EO (initialism), Tou TapdyeTal Amd TO TMPWTO YPALUA
kaBevog amd Tta oTolela evOog CUUMAOKOU Opou ] OVOUATOG Kal
npodEpeTal eite wg pia A&EN, elte pe T OVOUATA TWV YPAUUATWY TOU
YPAUUA TTIPOC YPAUUQ, €(Te Kal e Toug SV TPOTOUC, Kal

» TO akpwvLULo (acronym), 6rmou cuvSualovTal TO ApPXLKA Y PAUATO 1} OL
OUAN\OBEC amd Oha ) amd HEPIKA OTolEla evOC CUUMAOKOU Opou N
OVOHOTOG Kal podEpovTal mavta cUANABIKA cav Kavovikh A&En (m.x.
AEH).

Xpnon umapxouvowv Lopdwv

Flo TN Xprion umapxouowv popdwv otn dnpoupyia vEwv opwv, ol Slepyaoieg
mou yivovtal propet va eivat ot €A G:

A. H petatpomnn (conversion). TlpoOKeltal ylo Ul HOPPOCUVTOKTIKA
Sladopormolnuévn xprnon tTne dlag popdnc, OMwe N oVCLACTLKOTOINON EVOG ETIBETOU
f N PNHATOTOINCN EVOC OUCLOOTIKOU (KATLTIOU SV ePapuoleTal ota EAANVIKA).

B. H opomoinon (terminologisation), cuudwva ue tnv omola pa AéEn ) dpdon
NG YEVIKNG YAWOOOC HeTaoxnUatileTal oe 0po Tou Katacnuaivel évvola og eL8LKN
vAwooa (r.x. n Aé&n amoUrikevon dnAwvel Tn dUAAEN TTPAY UATWY OTN YEVIKN YAWOOQ,
evw otnv edikn yAwooa yla to nedio tng MAnpodoplkng dnAwvel tnv eyypadn
Sebopévwy o€ payvnTiko i AANO HEDO).

. O &Bepatikoc 1 eowteplkog davelouoc (transdisciplinary/internal
borrowing). AvadEpeTal OTIC TEPUTTWOELS OTIOU Hia €L8LKN) KOTOOHUAVGON OE €va
nebio ypnowponoleltal oe @AAo mebio yia SladopeTiky €vvola, LE OMOTEAECUA VA
eudavidovral ocuxvad opoLOTNTEC OTA XAPOKTNELOTIKA Twv dVo evvolwv ota Ouo
Bepatikd nedia (m.x. o 6pog avtidpaon wg 6pog TNC Xnueiag, tng QUOIKAGS Kat TNG
QualoAoyiag).

A. H onuaowoloyikn petadopd péca oe ek yAwooa (semantic transfer
within a special language). ZupBaivel otav €vag VLOTAUEVOC OPOG LA ELOLKAC
YAWOOOC XpNOLUOTIOLE(TAL VIO VA KATACNUAVEL GAAN €vvola LE aVOAOYLKN ETEKTAON
EVTOC TNG (6Lag eldIkAG YAwooagc. Mpgmel va onpuelwBel OTL POKELTAL YA TEXVLKA TIOU
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Sev amattel pev tn dnuloupyila veoloylopou, wotdoo mopafalvel Tov Kavova Tng
povoonulog, KaBloTwVTaC TO OCUYKE(UEVO «apuodlo» va efahelpel TG OTOLEC
audlonpuieg mpokLPouv katd tnv avdyvwon. Tpomol onuacloAoyIKNG UETADOPAC
uropel va BewpnBolv:

» H mapopoiwon (simile): ekppaletal ota EAANVIKA HE TIAPAYWYLKA N
OUVBETIKA popdApaTa OTWS —€LONC, -HoPPOC, -OXNUOG, 1 ETILEPM AT
KO ETIUPPNMOTLKEC AEEELC OTIWC TUTTOU, €V (€L, K.a. (T.X. BopuPBoeldeg
odaiua, Stemadn tumou aptnplag).

» H ouvekdoxn (synecdoche): mpokeltal yla tnv aflomoinon umapxouowy
Hopdwv Omou to 6o SnAwveL To PEPOC 1| KaL avtiotpoda (m.x. screen
(0006vn): ouykekplwéEvo —> TO TUAMA Tou H/Y mavw oto ormolo
napouctalovtal ol TAnpodopiec, adnpnuévo — oL MAnpodopleg mou

napovolalovtal mAvw O0TO TUAUA QUTO.

» H ouvekboxlkn €eMEKTAON: N AOYIKN EMEKTAON O MO €vvola
npoodloplopol Tou Tpoodlalel o AAAn évvola, cuvadn HE TNV
TpWTN Kot {wTKAC onuaociog yla ekelvn (m.x. kwwnto diktuo — Siktuo

ETUKOWVWVIAG PUE KLVNTA TEPUATLKA.

ALtayAwookoc Savelguoc

Téhog, 0 OlayAwoolkog Savelopog agdopd o€ Opoug MG YAwooag mou Sev
UmopoUlv va eloaxBouv otnv GAAN yAwooa. H Statripnon evog E€vou Opou tng I otn
2, Ta Aeyoueva «YAwoolkd Sdvelay, amoteAoUV Tn ypnyopotepn, cuvnBEoTtepn Kal
amoTeAEoUATIKOTEPN HEBOOO Onuloupylag VEwv Opwv, KATL TIOU ETUTPEMEL KAL O
HeyaAloc Babuoc e€olkelwong TNG EMIOTNUOVIKAC KOLVOTNTAG HUE OPOUGS TNG AyYALKAG,
adov, oxedov mavta, n dnuoupyla VEwv 0pwv €xel we adetnpla tnv ayyAkn yAwooa.
O SlayAwookog davelopog Slakpivetal oTov:

A. dueoo davelopod (direct borrowing), SnAadn otnv mANRpn uoBEtnon dpwv amnod
OAMEC YAWOOEG, oL omolol PmopoUv elte va evowpatwbBolv TANpwG eite va
QVTIKOTOOTAB0UV apyOTEPQ A0 KATIOLOV KATAAANAOTEPO OPO. ZTa EAANVIKA TO AUECQ
Savela petaypadovtal, WoTe va TMANolalovv 600 1o Suvatov TEPLOCOTEPO OTOV
OPXIKO OpPO Kol UmopoUV vo gival KATA (.. HovIEAO) i akAwta (.. oTtouvTlo).
YIapxouv Kol Ol TIEPUTTWOELS TIOU O EEVOYAWOOOC 0pog dSlatnpeltal xwpic va
HeTaypAdETAL KAl OE OPLOUEVEC TIEPLTTWOELG cuvOUAleTal Pe fdn peTadpacpeEvo Opo
(r.x. cuv6pouo Down). OL TEPUTTWOELS AUTEG OXETICOVTAL E TOV EMWVULO XAPAKTPA
™m¢ eWkAG yAwooog Kat odopolv o€ OmMOOOCELG TIOU TIPOEPXOVTOL QTO
avOpwnwvUULA N TOTWVU LA
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B. petadppaotiko davelopo (loan translation), SnAadn otnv motn petddpacn Twy
LOPdOAOYIKWY OTOLXELWV €VOG OpoU ) OAOKANPWY AéEEwV TNG YAWOOOC TINYNG, WOTE
Va OXNUATLOTEL 0 VEOG OpOg (TL.). civil engineer — TOALTIKOG UNXAVLIKOG).

A.3. Avahoykog kavovag kal Kavovag Tou ETITUXNEVOU TPOTIOU

Mépav TwV TAPAMAVW MNXAVIOMWY, €lval onuovTiko va avadepBel mwg
UTTAPXOUV Kol GAAoL U0 onpavtikol kKavoveg mou SLEmouy tn Snuoupyia dpwv Kal
adopolyv otov SEUTEPOYEV OXNUATIONO TOUG: 2Uudwva e tov BaAeovtn (2004),
TIPOTELVETAL N EQAPUOYN UNXAVIOUOU QVAAOYOU TPOC TOV UNXAVIOUO TXNUATIOUOU TOU
0pou TNC yAWooac mnync €tol OMwC QUTEC avTavVakAWvTaL otn Hopen Tou
TPWTOYEVOUG Opou. [Mpokettal yla Tov Avaoloyiko Kavova (analogue rule) o omolog,
He AGAAa Adylo, UTOOEIKVUEL TG O UNXAVIOPOC TIou Snulovpynoe Tov OpPO
TIPWTOYEVWC (T.X. HETATPOT), SAVELOUOG, CUVTOLOUOP®dN, CUUMAOKO | LOVOAEKTIKO
0po), Ba MpEMEL va XpnoLUomoLe(Tal Kal yla TNV OEUTEPOYEVH Topaywyr Tou Opou,
otn yAwooa otoxo. (m.x. binary digit —bit / Suadwd Ynplo — Sudio, dpot mou
oxnuatiotnkav péow OUUUELENC). Ao tnv AAAn, oUudwva pe Tov «Kavova Ttou
ETUTUXNUEVOU TPOTIOU», TIPOTEIVETAL va yIVETAL Xprion OTOLOUSHTIOTE UNXAVIOHOU
OXNUATLOMOU Opwv €xel amodelyBel OTL Aeltoupyel pe emtuxia otn yAwooa otdX0
aveEaptnta amod TOV PUNXAVIoUO amd Tov omoio mponABe o 6pog otnv YyAwooa mnyn
Slvovtag mpotepaldtnTa 0TNV KatewBuvon oTnv omola cuvteAe(tal n eEEALEN TNC
yAwooog otoxou (Kepauidag, 2015:43).

A.4. Z0vbeon EVVOLWV KaL OpwV

Avadépape mapamavw OTL BACIKO XAPAKTNPLOTIKO TwV Opwv omoTeAel n
anmodoon CUYKEKPLUEVNG EVVOLaG EVTOG EVOC CUYKEKPLUEVOU ETILOTNUOVLIKOU Tediou
Kol n povoonuia wg mpog Ta onuaivovta. MNa to Adyo autd yivetat amd toug
0poAOyoUG Kal Toug €ldlkolg Tou mebiou Twv EWBKWY YAWOOowV Tpoomdbela
ovotnuatomnoinong tng dlepyaociag kotacnpavong (process of designation) péow
KavOvVwyv, TPOKeLUEVOU va e€aocdaliletal n 6co to duvatdv peyalltepn akpifela
HETAEL TOU OpOU KAl TNG €vvolag ToU autog avamaploTd, €XovTag wg oTOXOo TNV
Sladavela (transparency) kKat Tn cuveneLla (consistency) oTtnv mapAcTAcn TNG YVWoNG
Héow tNG YAwooag. O Baheovtng (2006) UTIOSEIKVUEL TA YEVIKA YAWOOIKA OXUOT A
TIOU €€UTINPETOUV QUTEC TIC SUO OPYEC:

1. Xprion ouCLOOTIKWY TIOU TtapAyovTal and PritoTa e CUYKEKPLUEVEC
KATAANEELC YL TNV KATACHUOVON €VVOLWY TIOU onuaivouv Slepyacieg
Kal peBodoug, m.x. slicing (tepaylomoinon), recycling (avakUkAwaon),
evaporation (e€atuion) KTA.

2. XpAon oucoLaOTIKWY TIOU TtapayovTal ano enibeta, avti emBETwy OTWg
oupBalvel ocuxvoTtepa 0TN YEVIKA YAWooQ, yla Tn dnAwaon Woothtwy,
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TOWOTATWY KAl  KATAOTAOEWV, TuX. €AaoTikotnta (elasticity),
aywykotnta (conductivity), pnxotnta (shallowness) KTA.

3. Xpnon bwwv kataAnéewv otav dnpoupyolvTal 0poL IOV OVOUAlouv
véa €(dn N véa uépn oto (Blo Bepatikd nmedio: hardware (UALOULKO),
software (AoyloLKO), shareware (UuepLlopLko), freeware (SwPLOULKO).

4. Xprion OUUMPETPIKWY OXNUOTwV (regural patterns) cUOUMAOKWY OpwvV
(complex terms) Ta omola va aviavakAOUV TIG LEPOUPXIKEC OXEOELS
HETaEL TwV evvolwy. MNa mapadelypa, otn yYAwooa TwV KATAOKEUWV Ol
opot avuovpeveg yedpupeg (lift bridges), meplotpedopeveg yEdupeg
(swing bridges) «kat mrtuooopevec yédupec (folding bridges)
kataonuaivouv idn kvntig yédpupas (movable bridge).

AANEC VEVIKOTEPEC CUOTAOELG TIOU Ba €mpeTie va TnpouvTal Katd Tn ouvdeon
TWV EVVOLWV WPE TOUG 0poug, Omwe opllovtal oto mpoturo ISO 704:2000, eival ol
aKOAouBEc:

¢ N\woolkn kataAAnAotnta (linguistic appropriateness): Ol MPOTEWVOUEVOL OPOL TIPETIEL
va akoAouBoUv olkela Kal KaBlEpwHEVA CNUACLOAOYLIKA OXNUATO OTn YAWOoA TIou
XPNOLUOTIOLOUVTAL, TLYX. O OPOC ATOMKA evépyela (atomic energy) Snpuoupyetl
ouyxuon, ylati umtodNAWVEL OTL TIPOKELTAL YLOL EVEPYELA TIOU TIPOKAAEL TO ATOUO, EVOVTL
TOU ONUACLOAOYIKA KOl ETLOTNUOVIKA akplBEoTEPOU TUPNVIKH evépyela (nuclear
energy).

e NMwoolkr owkovopia (linguistic economy): OL dpol TpEnel va elval cUVTOPOL Kal
TIEPLEKTIKOL TpoC SleUKOAUVON TNC ETUKOWWVIAG O UN QULYWS ETILOTNUOVLIKEC
TMEPLOTAOELS, TuLY. term bank (tpdmela Opwv) €vavil TOU TUWO HOKPOOKEAOUG
terminological data bank (tpamela opoloyikwyv Sebopgvwy).

e Mapaywykotnta (derivability): Zuotrvetat n emloyn oxnuUATIOpoOU Opwv TOU
Slvouv tn duvatdtnta mapaywywv (derivatives) avdloya, duoikd, kol Ue TNV KABe
YAWOOQ, TLY. Ylo TNV EAANVIKA opoAoyia Twv TNAEMIKOWWVLIWY N €MAOYR TOU OPOU
«budio» yla To ayyAlko “bit” emétpede tnV mapaywyr MARB0UC CUUMAOKWY OpwV,
onwe dudlako odpaiua (bit error), 8-Sudlakr kwdikeuon (8-bit coding) KTA.

A.5. MeBodoloyia petddpaonc ELSIKWV KELLEVWV

A.5.1. Metadpaotikn tkavotmta

H petadpaon amotelel emkowwviakn dladikaoia kal amattel Tnv avamtuén
OUYKEKPLUEVWY OEELOTNTWY, OL oToleC OV QIMOKTWVTAL AUTOUATA KOL QUTOVONTA KATA
NV ekuadnon pag yAwooag. To edikd Keluevo kal To peTtadpacuo Ba mpémeL va
gvtaooovtal otnv (dla katnyopla (m.x. EMOTNHOVLIKO eYXELPIOLO, EVNUEPWTLKO EVTUTIO
KATL.) KOl va €EUTNPETOUV ToV (Ol0 ETUKOWVWVLIAKO OKOTO. AUTO amaltel kat Tnv
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TIPOCAPLOYH TWV YAWOOIKWY LECWV OTOV ETUKOWVWVLAKO 0TOX0, KAVOVTAC CAPEC TTWC
N Katavonon Kal, OTn CUVEXELD, N UETAdpaon evoc eldkol KelpéEvou dev amaltel
HOVO YAWOOLKN EMAPKEL KAl LETAPPAOTIKA TEXVLIKN, AAAA KOL YVWON TOU €KAOTOTE
YVWOTIKOU QVTIKELUEVOU YLl TOV XELPLOUO TNG ETLOTNUOVIKAG Tou opoloyiac. O
Newmark (2004:8-9 oto Koukidg, 2021) emonuaivel 0Tl n eldikn petdadpacn adopd
0T METAS00N VONUATOC KAl 0TNV Tapaywyn VOG pay LATLOTIKOU KELUEVOU, N Xpnon
Tou omolou mpoopiletal yla €WOkd medla ) Topelc, 6mwg n uvyela, N €mOTAUN, N
TeEXVOAOyla, N VOULKNA, N owkovoula K.0.k, he ocuvnBwc mpokaboplopévn popdn Kat
auotnpad opyavwpevn Sopn. Elval, ouvenwg, amapaitntog €vag ouvOUOOUOC
SefloTATWY KAl YVWOEWV Yl TNV ETUTEAEON TNC OUYKEKPLUEVNG HETOPPAOTIKNC
Spaotnpotntag, ouvduaopoc mou ol eikol Tou EMT (European Master's in
Translation, 2009:3) 6ploav wg Metadpaotikn Ikavotnta (Ml).

Mépav Twv SEELOTNATWY TIOU QMOALTEL N LETAPPOAON TWV YEVIKWY KELLEVWY, YL
NV €mTEAEON TNG €8IKAG UETADPAONC O HETADPAOTNC OPEIAEL VO KATEXEL YVWOELG
YAWOOLKEC, EYKUKAOTIALOLKEG KAl LETAYAWOOLKEG (OpOAOY Q) KL TILO CUYKEKPLUEVAL:

a) va yvwpllel tn Soun Kat TG CUMBACELS TNG YAWOOOC TTNYAG KOL TS YAWOCAG
0TOYO0U, KaBwg Kat TNV €181k yAwooo amo tnv omnola petappalel,

B) va MapapEVEL EVAUEPOG VLA TLG ETLOTNUOVIKEC KOL TEXVOAOYLIKEC e€eAlEeLC
oto nebio mou petadpdlet Katl oTnv opoloyia tou kKAadou,

y) va avtAapBavetat Kol va KATavoel ETILOTNUOVIKEG ) TEXVOAOYIKEG EVVOLEG

Kot

5) va Stabétel tig deflotnteg mou B Tou eTUTPEPOUV VA ETUAEYEL TOV OWOTO
0po.

AapBdvovtag umodn otL o petadpactng eival aduvatov va SLaBETEL TIg
QTMOLTOVUHEVEG YVWOELC YLl €Va €UPOG ETMLOTNUOVIKWY TOPEWY, N Bndevuaiep (2009:2)
UTIOOTNPLlEL OTL N EPELVNTIKY KAVOTNTA WC ETUUEPOUC KAVOTNTA TNC M| KATEXEL
KEVTPLKO pOAo o€ OAa ta otadia tn¢ uetappaoctikic dtadikaoiac. Na tn petadoon
EOIKWY YVWOEWV HEOW TNC HETADPAONG, TPETEL O HETAPPOOTNC VO E€PEUVNOEL
OUOTNUATIKA TO QVTIKE(MEVO TIOU TIPOKELTAL VA HETADPACEL, KATL Tou Kol o Kautz
(2002, oto Bndevudiep, 2009) Bewpel ovowwdeg, Sedopévou otL Ta 2/3 TOU XPOVOU
TOU PETADPAOTN elval adlEpWHEVA OTNV EPELVAL.

A.5.2. Méoa €peuvag

Q¢ péoa €peuvag, TOOO YL TO EKAOTOTE EMLOTNUOVIKO eSO YEVIKOTEPQ, 00O
Kol yla tnv anodoon Twv 0pwv 8IKOTEPQ, Ol LETADPAOTEC EXOUV TN SuvVATOTNTA VA
xponolgomolouv  Ae€ik@, eykukAomaibeleg, PBaoelg Oedouévwy, TOPAAANAa 1)
TIANPOPOPLOKA KE(UEVA, LOTOTOTOUC, UETADPAOCTIKEC LUVAUES, QAAQ Kal €L61KOUC TOU
ekdotote medilov. Inuewwvetal 6w n onuacia Tng texvoloylag otn UETAPPAOTIKA
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Stadikaaoia, mou, divovtag mpoofacn o MANBOG NAEKTPOVIKWY TINYWV, €udavileTal
APWYOG TNG UETAPPACTIKAC LKAVOTNTAC, KABLOTA TO €pY0 TOU HETADPOOT) TAXUTEPO
Kol SlaodaAilel tnv mowotnTA NG HETADPAONG OUYKPLTIKA HUE TA TPONYOUUEVA
xpovia. Ot epapUoyEC TNG OPOAOYIKNG TEXVOAOYIAC Umopolv va xwplotouv o€ Suo
KOTnyoplec:

» 2TnV TpWwTtn Katnyopia mepthapBavoval Ta €pyaAgla moU XpnOLUOTOL0 UVTaL
YLOL TOV EVTOTILOMO TWV OpwV ota LKA Kel{peva Kal Twv amodOoewy TOUG, yla
TN cUAAOYN YAWGCOIKWY SES0UEVWY TTIOU PUMopoUV vVa eVowHaTwBoUV e BACELC
debopévwy 1 nAektpovikd Aefilkd, kabBwg kat yla tnv da tn dnuoupyla
Ae€LKWV.

» Xtn Oeltepn peyaAn katnyopla avAkouv ta Aeflkd f ol dMou &gidoug
OUANOYEC OpwV O€ EVIUTIN N O€ NAEKTPOVLIKA LOPdr), WOTOCO Ol SLASIKTUAKEC
Baoelc opoloyiag elval aUTEC TOU TEPLEXOUV TO HEYAAUTEPO TANBOG Opwv
amod Stadopa yvwoTika media Kal mapeXouv MoLKIAeG SuvatdTNTES. ZNUAVTIKO
poAo mailouv Kol Ta YAWOOAPLA, O KAPTMOG TNG TPOCWTIKAC €PEUVAC TOU
uetadpaoty mou OSnuloupyeital amd tov (6lo WOTE va TUTIOTMOLAOEL TNV
armodoon Opwv Omd CUYKEKPLUEVN epyaoia 1 evtoA€a, aAld kal yla va
OUYKEVTPWOEL Opou¢ Ttou Sev evtomilovtal oTa A€ KA.

Epxouevol otnv opoloyia, av kat €xel umoAoylotel OtL ot dikol opol dev
KOAUTITOUV TIapA HOvVo To 5 — 10% Tou oUVOAOU EVOC KELUEVOU, QUTOL QTOTEAOUV TN
HEYOAUTEPN TIPOKANGCN OTN HETAPPOON TWV ESLKWY KELUEVWY. To SeUTeEPO BriLa otTn
pneBodoAoyla PeTA TNV YEVIKA €peuva €L TOU BEUATOC OV TIPAYUATEVETAL TO TPOC
HeTddpaon KelpeVo OUVLIOTA N CUCTNUATLKY 0POAOYLKY) €peuva, SnAadn n evpeon, N
avaluon Kal n eneénynon Twy 0pwv amod tn pia yAwooa otnv GAAn. ZVudwva Pe tov
Yapdakn (2015:2-3), ta frjpata mou akoAouBouvtal 0To oTtadlo auTo elval Ta eEAG:

1. navalitnon kaL e€opuén Opwv amo TO PETAPPAOTED KE(UEVO,

2. avayvwplon tng €vvolag Kol Tou CUYKe(pevou oto omolo avadeépetal
KalL T(POOSLOPLOPOC TWV SLOKPLTIKWY XAPAKTNPLOTIKWY ATO CUYYEVIKEG
EVVOLEC,

3. avayvwplon Twv SLapopeTkWY OpWY TIOU XPNOCLUOTOLOUVTAL YLo TNV
uTtodNAWON TNC €VVOLOC OE OXETIKEG YAWOOIKEG CUAAOYEC Kal BACELS
opoloyikwv debopevwy (.. IATE, k.a.),

4. emAoyr TOU POTLUWHUEVOU OpoU

5. e&€taon tou Babuol amodekTOTNTOC TOU TIPOTLUWHEVOU OPOU OTO
mAQloLo Xpriong Kal epappoync,
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6. opoypadia (kotaypadry tTwv 0poloyikwy SeSOUEVWY KAl TIPOIOVIWV
TWV 0poypadLKWV EPYACLWV).

A.5.3. Metadpaotikeg SUOKOALEG

MoAovoTtl n eldikn petddpaon amotelel Stadikacia uPnAwy amaltHoewy Kat

Se€lotntwy, Ta mpoPAnuata mou eudavidovral Bewpeital OTL elval AlyoTtepa o€ ox€on

LUE QUTA TWV YEVIKWV KELWEVWY. AUTO odeiletal, ouudwva pe Tnv MNaplavol (2004 oto

Kepauidag 2015:36), oto 0TeEVO ONUACLOAOYLKO TeS({o Twv Opwv TOU TEPLoPileL

ONUAVTIKA To TAaiolo oto omolo koAe(tal va epyaotel o petadpaotnc. Auth n

audLUOVOoHHAVT avTLoTolXlon Twv Opwv ToU amalteital oe autou Tou eiboug Ta

kelpeva, wotodoo, amoteAel kat To {ATNUA LE TO omolo €pyxovtal cuXVA Kol KaTd KUPLO

AOYO avTlpéTwroL oL petadpactég. OL cuvnBéotepol MapdyovTec, ou Suoxepaivouy

NV audLUOVOCUAVTN aVTILOTOXIoN Twy 0pwv elval ot €AG (ZeAAG-Maln, 2007: 231-

232):

1.

O MPWTOTUTIOG 0po¢ €xel uev amodoBel otn yAwooa-otoxo, Sev elval OpwC
SOKLUOG. ZTNV TEPTWON autn 0 UETadPaoTAC KAAE(Tal va TpoTelvel Evay
TEPLOCOTEPO EVATOXO OPO.

O mMpwToTUTO¢ 0po¢ amodidetal 0Tn YAWOOA-0TOXO UE TIEPLOCOTEPOUG TOU
EVOC 0poug (opoloylkr cuvwvuuia). To dawvopevo tng ouxvng epdaviong
OUVWVUPWY OpWwV 0T ETIOTNHOVIKA Kelpeva odeidetal otn paydaia e€EALEN
NG EMOTAMNG KAl TNG YyvWong, ME QmOTEAEOUQ, Ouxvda, o€ KABe véa
ETLOTNUOVIKA €VVOola VA AVTLOTOLXOUV TIEPLOCOTEPOL TOU EVOC Opol. TMOoANEG
dopéc To MPOBANUA autd Eekvad amod TN yAwooo-mnyn, n omnoia Slabetel
TIOLKIAEG KATAONUAVOELG Yo Ui LOVO €vvola, PELWVOVTAS KATA CUVETIELX TN
cadnvela kat tn Sladbdvela otn UETADPACN TWV OPWV QUTWV 0T YAWOOoO-
0TOX0. Ao yAwOoOLKr) OKOTLd, HePKOl amd Toug Adyoug Yyl Toug omoioug
OLVAVTWVTAL TTOPATAVW oo €va CUVWVUPA onpaivovta eival eite

enmeldn) €xouv emheyel SladOPETIKA CULUOTATIKA (T.X. Tpaowvog ¢opog /
nepBaAlovTikoc dopog)

enmeldn wa Sdvela A€En avtaywviletat éva petadpactikd Odavelo, (mx.
ultrabook = umepdpopntdC UTIOAOYLOTNC), ElTE

eNeLdn) oto peTafy €xel mpotabel €vag cUVTOUOTEPOC OPOC, TL.Y. €EWNALAKOC
mavATng = e€wmhavAtng (Avaoctacladn-2upewvidn, 1986: 65),

EVW OO TIPAY LATOAOYLKI) OKOTILA, N cuVwVUUia dnuoupyeital elte

AOyw EAAePNC OLUVTOVIOPOU UETOED TWV ETLOTNMOVWY KAL TNG YEWYPADIKAC
TOUC amodoTaoNG elte
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— emnedn Sladopol EMIOTAUOVES cuvepYAlovTal TTAVW OTO (Lo AVTIKEIUEVO OTO
mAai{olo TNG SLETLOTNUOVIKNG EpEuvag, ElTe

— eneldn ol emoTAUoVeS NG dlag eldkoTNTAC MEPLYpAdOoUV amod Tn SLKLA TOUG
OTTIKN ywvia éva dawvopevo mou toug anacyoAel (Maplavou & Kehdavdplag,
2001:267-268). Ta TNV KotaAAnASdTEPN €AY TOU 0odUvauou Opou ol
MNaplavol & KeAavdplag mpoteivouv tnv edbappoyn twv €ENC kpttnpiwv: (i)
€€ETAON TOU KELUEVIKOU TEPIBAAAOVTOC KOl TNG EMKOWVWVLIOKAG Agltoupylag
TOU KELUEVOU, TLY. OTO emimedo AOyou, 0TO OKOTIO TOU AMOOTOAEQ, OTO €(60¢
KEWEVoU, (i) Sokwrp otnv mpdén €dv o OpoC Tou €xel eTuAexBel
QVTATOKPIVETOL KATAAAAAWC O0TO OUPPPAOCTIKO TIAQIOLO TOU ETLOTNHUOVIKOU
kKAQSou oTov omolo mpoKeLTaL va xpnoLpomolnBel kat €xel yivel amodekTog amo

TOUC XPNOTEC.

3. O mpwtotumog 6pog dev €xel akoun amodobel otn yAwooa-oToxo, Kal dpa
TIAPOTNPELTAL OPOAOYLKO KEVO. ZTNV TMEPITTWON AUTH 0 UETADPAOTAG KAAE(TAL
va dnuloupynoel évav véo 6po, o omolog Ba TpEMEL va UTTOKOUEL OTOUG
HOPdOCUVTAKTIKOUG KAVOVEC TNC YAWOOAG-0TOXOU KL 0TOUC KAVOVECSOUNONG
TOU OUYKEKPLUEVOU €L8IKOU KELUEVOU, OUTWG WOoTe va eéaodallotel n
Bliwootnta Tou.

To dawvopevo tng cuvwvupiag otnv bk yAwooa odbeiletal oto mMARBoC Twv
TOWK{IAWY ETOTNUOVIKWY KELLEVWY KAl oTn dnptoupyia peyaiou aplBuol el8IKOTATWY
Aoyw NG €€€ALENG TNS ermotAUNG (Maplavol & KeAavdplag, 2001). To memepacUEVO
YAWOOLKO UAKO amod to omolo mapdyetal n ek opoloyia Kablotd avamddeukn
TNV mavteAr EAAeWPn cuVWVUHLWY TIou 0dnyel oTtnV akpLlBEatepn emkovwvia petagy
TWV E8LKWVY TOU €KAOTOTE TES(OU. JUVETWG, EVOEXOUEVWE N CLUVEPYACIA LETAEY TWV
ETUOTNUOVWY, TWV 0POAOY WV KAL TWV HETADPAOTWY VA OIOTEAEL TOV KAAUTEPO SuvaTo
TPOTIO HE ToV omolo elval Suvatov va EemepaotolV ol LeTadPAoTIKEC SUOKOALEC Kal
Ta mpoBAnuata mou epdavidovral.

‘Exel onuacio oto onuelo autd va emonuavbel n Sltadopd peTAEL TOU
HeTadPAOTIKOU TIPOBAAUATOC KAl TNG UETADPAOTIKAG SUOKOAlG. To UETAPPAOTIKO
TPOPRANUa adopd oto (6lo To Kelpevo Kal umopet va oxetiletal pe to €idog Tou, TO
Upog, TN popdoAoyia Tng M 1 Aoyomalyvia, VEOAOYLOUOUC, K.Q, KOL TIOPAUEVOUV
npoBAAuaTa akopn Kat otav o UETAPPAOTAC YVWPLlEL TTWE va Ta AVTILETWITIOEL
AvtiBeta, ol peETAPPAOTIKEG OSUOKOAleC efaptwvtal amd TIC KAVOTNTEC TOU
ueTadpaotn Kat eival Suvatov va EEMeEPACTOUV E TNV EVIOXUCN QUTWV ) TNV TAPOXN
TIEPALTEPW HETAPPACTIKWY 0ONYLWV KOL YVWOEWV ETIL TOU TIPAY UATEVOUEVOU OO TO
kelpevo Buaroc (Mapltavou 2010 oto Keddvdplag 2009:2).



(20]

B. Metadpaan tou apBpou “Screening for autosomal recessive and X-linked conditions

during pregnancy and preconception: a practice resource of the American College of
Medical Genetics and Genomics (ACMG)”.

To mMpwToTUTO KE{UEVO BplokeTal oTov SIKTUAKO TOTO:

https://www.nature.com/articles/s41436-021-01203-z

B.1. MeBoboloyia
Ml TNV €KMOVNOoN TNG mapouoog SUTAWUATIKAC epyaoiag akoAouBnBnkav ta
Brjpoata mou mpoTeivovTal mapandvw amno Tov 2aplddakn (2015: 2-3).

Y& mpwto otadlo avalntnbnke To UETAPPAOCTED KEILEVO, yla TNV EVPECNH TOU
omolou ypnolomolnBnkav kpttrpla Kuplwe yYAwookd. Mpotiunbnke To mapdv apbpo,
To omolo SlaBtel MANBOC EMIOTNMOVIKWY KAl EW8IKWY Opwv, CUYYPADTNKE amo
ETUOTAUOVEG HLE HUNTPLKN YAWoo TNV ayyAlkn kot eival SnUocLleEVUEVO O €YKUPO
ETULOTNHOVIKO TEPLOS KO TOU SLadIkTUOU. MEeTA TNV €UPECN TOU KATAAANAOU KELLEVOU
avalntnBnkav mapdAANAa Kelpeva otnv eAANVIKA YAWOOoQ wOTE va amoktnBel pla
ELKOVA yla TOV TPOTIO ToU petadpalovial avtiotolya KelUeva, wg mpog To AeENOYLO,
Tn ouvtaén, To UOC, KATL

>to Seltepo otadlo €ywve n amodeAtiwon tng elOIKNG opoloyiag oe apxelo
TUnou .xls, oto omolo mephapfavovtal TECOEPLC OTHAEG: OTNV TIPWTN CNUELWVETAL O
0poc¢ otn yAwooa mnyn, tn 6gUTeEpPn TOV 0PO O0TN YAWOooo 0TOXO, OTNV TPLiTtN N mNyN
Tekpnpiwong tng amodoaonc otn M2 Kal 0TNV TETOPTN TO CUYKELUEVO TOU Opou otn 2,
yla TIG TIEPUTTWOEL TOU ocuvavtdtal opoloylkr afefatotnta. To avadepOUeVO
apyeio .xls mapatiBetal Eexwplota.

2TN OUVEXELQ, avayvwploTnKayv oL Tpo¢ PETADPACH EVVOLEC KOL TO OUYKE(UEVO
0TO omolo autég avadépovtal kKat mpoodloplotnkay Ta SLAKPLTIKA XAPAKTNPLOTIKA
TOUG QO OUYYEVIKEC, TTAPAAANAQ UE TNV avaliTtnon Twv TPo¢ HeETAPpaon Opwv Oe
Bdoelg Sedouévwy opoAoyiag, Aeflkd, mapdAAnAa kelpeva, emotnuovikd apbpaq,
SlotplBég, k.. Znuewwvetal otL 6ev umnpée n duvarotnta mpoofacng Kat
eTIKOWVwViag pe eldko tou mediov.

AkoAoUBnoe n emloyr TOU TPOTLMWHEVOU Opou Aaufavovtag umoln tnv
EYKUPOTNTA TNG TINYNC TEKUNPLWwONG, TNV oUXVOTNTA PE TNV omola 0 EAANVLIKOG 0pOG
amavtd otn oxetikn BiBAloypadia, KaBwWES KAl TNV YPOUUATIKOOUVTAKTIKNA AELTOUpY o
TOU OpPOU €VTOGC TOU HETUPPOOUEVOU KELUEVOU, WOTE va pnv dnuloupyouvtal
QOAPELEC KAL KEVA.

TéNog, TO Kelpevo petadpdotnke ota €AANVIKA OKOAOUBWVTOC TUOTA TLG
anmobO0ell TwWV HUETAPPACUEVWY OpwV TOU YAwooaplou, VW ONUELWVETAL OTL yla
auto to otadlo tng Stadikaoiag Sev xpnoluomoonkav epyaleia petddppaons, Omwe

LETADPAOTIKEC VAHUES, AOYLOULKO UNXAVIKAC LETADPAONC K.OL.


https://www.nature.com/articles/s41436-021-01203-z
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B.2. MetadpaoTikéG SUOKOALEG
Katd tn petdadppacn tou mapovtog eSIKOU KEUEVOU ouvavtNBnKay UETAPPACTIKES
SuokoAiec aAld kat mpoPAnuata. OL meplocotepeg €€ autwv adopoloav Oe
MOAamAEC amobOOELl KOl OUVWVUULES, umApéav, WOoTO0O KAl TEPUITWOELS TIOU
QVTLUETWTIOTNKAY OPOAOYLKA KEVA. ZEKWVWVTOC amod mapadelypata SUOKOALWY Katl

TOU TPOTIOU TIOU QUTEC AVTLUETWIloTNKAY, avadEpovTtal oL £€NC:

MoAAarAég amoSO0ELg

OL MEPUTTWOELS TWV TIOAAATMAWY amodOCEWV AVTIUETWTOTNKAV LE OLaPOpPETIKA KABE
dopd kpttripla. EvEeLKTIKA:

e 3-methylcrotonyl CoA carboxylase 2 deficiency —» avenmdpkea 3

peBulokpotovulo CoA kapBofulaonc / avemapkela 3-MCC

EmAéxBnke o Opog «avemdpkela 3 pebBulokpotovuAdo CoA kapBofuldonc», Kabwg

BewpnBnke oTLTNPEL TOV Kavova tng avahoykdTntag o€ oxeon We Tov 0po otn Il

e Dihydrolipoamide dehydrogenase deficiency — QVETTAPKE LA

SwbpoAumoauidiov apudpoyovaonc / Sebdpoyovaon

JTov 0po autd evrtomiotnke n amodoon «avemapkela  StudpoAumoapdiou
adudpoyovaoncy. Xtnv eAAnvikn BiBAloypadia amavtd kat o 0pog «deldpoyovaon»
nou avadépetal oto “dehydrogenase”, xwpl¢ woTOC0o va avadEPETAL W OUUTAOKOC
o0poc (5nA. avemnapkela SwdpoAtmoapdiov SeUdpoyovaong, CUVETIWCE TPOKPLBNKE N
ETAEYUEVN amddoon.

e Tay-Sachsdisease —»voooc Tay — Sachs / yayyAlocidwon GM2

EmAéxBnke o 6pog «vdoog Tay-Sachs», kabwc BewpnBnke otLtnpel Tov Kavova tng
AVaAOYLKOTNTAG OE OXEON UE ToV O6po otn [TI.

e test —efétaon, SOKLUN, TEOT, EAEYXOC
MpOKeLTOL YO OpO TIOU €XEL TTOAAQTAEG amodOoELg ou e€apTtwvTal amnod to £(dog Tou
KEWWEVOU KAl TO cUyKeipevo. H emhoyn amodoong €ylve pe Baon tTo vonua mou
e€NXOn amo to cuyKelUeEVO KAl TN YPAUUOATIKOCOUVTAKTLKA LopdoAoyia TOU KELPUEVOU
ter2.

e cystic fibrosis — \VOKUGOTIKH VOOOG/ KUOTIKH (vwon

Mpoteivetal n anodoon mou amavtd cuxvotepa otny EAANVIKNA BLBALoypadia.
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e glycogen storage disease, type Il (Pompe disease) — yAukoyoviacn tumou la /
vO0o0¢ armoBrjkeuong yAukoyovou tumou 1A

H emidoyn anddoong éyve pe Baon tn ocuxvotepn EUPAVION TOU OPOU OTNV EAANVIKN
BLBAoypadia kal tn cvotacn tou mpotuTou ISO 704:2000 yla yAwookr olkovouia.

ZuVwvupieg

H emhoyn tng KataAAnAdTeEPNG amodoonC OTLC MEPUTTWOELG TNG CUVWVU LA OTIou
kKot ot SUo () meplocodTEPOL) OPOoL Elval Og Xpnon, EYVE KaTA KUPLO Adyo pe Baon to
TOO0O0TO €UdAVIONG TOU TIPOTEWOUEVOU Opou otnv eAAnVikr BBAoypadia, 1
AapBdavovtag umoyn UudPoAoyLKOUC TAPAYOVTEG Kal HOPdOCUVTIAKTIKOUG, TIOU
adopolv otnv eUpuBun Aeltoupyla TOU TPOTEWOUEVOU OpoU  EVTOG TOU
uetadpdopatoc. Mepikd mapadeiypata eival ta akdAouba:

e gutosomal dominant disease — QUTOCWWLKN ETILKPATAC VOCOC / AUTOCWLLKN

ETUKPATOVUOA VOOOG
e cardiomyopathy, dilated — Swotatik puokapdlonabela / Satatikoy TUMoU

puokopdlondbela
e neurosensory impairment — veupoaloOntikry BAGBn / veupoaloBntnplakn

BAGBN
e genotype —yovOTUToG / YOVISLOTUTIOG

H emloyn tng amddoong oTIG Mapamavw TEPUTTWOELS €YLVE UE BdAon tov 6po Tou
eupaviletal pe peyaAltepn cuxvotnta otnv eAAnvikn BBAloypadia. e AGAAeC
TEEPUTTWOELG N amodoon emAexBnke cluudwva Pe VOAOYIKA KpThpla (T.x. birth —
yévvnon / TOKETOG), HUE YPAUUATIKA KpuTtipla (m.y. causative variant — awtiwdng

nopoAayry / awtoloyikry TapaAAayr), 1 Kol TPOTIULOLOKA, €dOcOV oL Opol
XPNOLUOTIOLOUVTAL WG TAUTOoNHOL Kal Sev umapxel aAlolwon Tou vVoRuaTog (..
deafness — kwowon / kwdotnta /anwAela akong, X chromosome —» xpwuoowpa X /

X xpwpoéowua).

Oa mpénel edw va avadpepBolv Eexwplotd Kat OUO TEPUTTWOELS TIOU
ouvbudlouv TNV TOAAAMAR opoAoyia -umd TNV €vvola tng Tepidpacng- Kal tn
ouvwvupla:

H mpwtn €€ avtwv adopd otov 0po “autosomal recessive (condition)”, yla tov
omolo evtomioTnkav O xpAon oL amodOCEL] «AUTOOWHMLKN  UTIOAEUTOUEVN
(MaBnon/vooog)»,  «OUTOOWUATIKA  UTIOAEUTOUEVN»,  «QUTOCOWULKA  (maBnon)
UTIOAELIIOpEVOU  yovidiou» kal «(vooo¢ mou kAnpovoueital) pe duloouvdeto
UTTOAELIIOUEVO Tpomo». H emloyr tng amodoong mou mpokpibnke oxetiletal pe
AOyoug YAwooLkNG olkovouiag (linguistic economy), wote 0 6pOC va elval cUVIOUOG
KO TIEPLEKTLKOG TTPOC SLEUKOAUVON TNG EMLKOVWVIOC.
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H Seltepn adopd otov opo “X-linked”, yia tnv anddoon tou omolou otnv
eAANVIKN BBAoypadia xpnolponolovvtal ol amodooels «X-dUuAooUVEETOCY, «X-
dUAOOUVOETOC TUTIOGY», KOUVOEDUEVOG-N-0 UE TO XPWHOOWUA X», EVW EVTOTILOTNKE KAl
0 0po¢ X-PpulooUvBEeTOC, 0 omoilog Wotdoo BewprBnke AavBacuévn anddoaon. O 6pog
«X-duhooUvOetoc» TpPOKPIONKE pe  KpltRplo TNV  TAPNON TG APXNC NG
AvaloylkoTnTag, KabBwg Kat Ty ouxvoTnTa Xpriong Tou.

O poAoyKd keva

Katd tn petadpacn tou Kelpevou dev dlamotwbnke n umapén opwv mou Sev
gxouv amnodoBbel kabBoAou otnv eAANVIKH YAwooa, SlamotwBnke OUwE N UTIAPEN OPWV
mou €xouv anodoBel katd o ROy, 1 Sev elval EMAPKWE TEKUNPLWHUEVOL.

Xapaktnplotikd  mopddelypa  amotedel o  Opog  “gene  curation”mou
HETAdPAOTNKE WC «emThpnon yovidiwv». Ma tov 0po autd dev eival dlabéoiueg
QPKETEC TINYEC TEKUNPLWONG KAl O€ TPWTO OTASLO TPOKPLWVOUEVN armodoon rTav o
0pOG ETUHUEAELA YOVIS WYY, CUUDWVA PE TO VONUA TOU CUYKELEVOU KAl TNV EAANVIKH
amodoon tou pruatog “curate”, Aappavovtag umoyn otL n Sevutepn umolndla
npotaon anodoong, n «eneéepyacia yovidlwvy, avapépetal otov 0po “gene editing”
Kol Ba prmopovoayv va UTApEouV TapavonoeLS. Ev TEAEL eTUAEXBNKE 0 EAANVIKOC OPOG
«ETUTAPNON YOVLIOlWwV», 0 OTIOLOC TEKUNPLWVETAL UEV ETILOTNUOVIKA, WOTOCO0 UOVO amod
uia mtnyn.

AAo mapadelypa amotelel o 6pog “oculocutaneous albinism brown and type
[1”. MpoKelTal Yo MePmTWon HeEPKAG amodoonc Tou opou, adoul To “oculocutaneous
albinism”amodidetatl otnv eAANVIKH W «0POAAUOOEPLATIKOC AADPLOUOCY, XWPLG OUWC
va UTIAPXEL TEKUNPLWUEVN amodoon yla Ttov opo “brown”, mou va kavomolel ta
Kpltnpla TS Apxng tng Avaloylkotntag Kat TNG YAWOOLIKAG olkovopiag. Mpotelvetatl
nMepldpaoTiky) amodoon yla TNV amodpuyn TOPAVONOCEWV KOl OAAOLWOEWV TOU
VO UOTOC.

Baowkr), emiong, OuokoAla, amotélece o TPOodLOPLOUOG OTNV €AANVIKA
OPLOUEVWY TUTIWV QaoBeVELWY, YLl TIC OMOlEC UTAPXEL N aviioToln €AANVIKN
ovopatodooia, ouwc dev undpyel (N Sev evtomiotnke) N EKAOTOTE ovopoTodooia ot
ouvbuaoud pe Tov TUTO TNG KABe aoBévelac. MNa mapddelypa, yla tov Opo
“achondrogenesis 1b”, umdpxel povo n amodoon «axovdépoyeEveon», xwplg va
Stacadpnviletal mepetaipw o0 TUTOG. ZuvavtnOnkayv TOAAEC TETOLEC TIEPUTTWOELC
Sedopévng TNC dVUONG TOU KELEVOU, OTIWG O 0pOoC «UeBUAAKETOELKT oEuouplay Tou
Sev amavtd e To mpobnua “a-“ OTwg 0Tov 0po TNG YAWwooag mNyng, o 6pog “Joubert
syndrome 3”k.a. Ta TIG TIEPUTTWOELS QAUTEC EYLVE TPOTACH Amodoong wg TPOG ToV
TUTIO, XPNOLUOTIOLWVTOC £(TE TN PpAcn «TUTIOG X», £(TE AMAWG TOV aplBUS TOu TUTIOU
ev e{bel ektUMOU, KOTA pia Evvola.
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2 U urtAoKoL 6poL

Metadpaotiky SuokoAla amotéleoe, TEAOG, N UTAPEN TANBOUG CUUTAOK WY
Opwv, amoteAoUPeVwWY amo SU0 1 MeEPLOCOTEPA PLEPN, {NTNUA TTOU OXETIZETOL KL LIE TN
LEPLKN) TEKUNPlwoN Twv OpwV TOU KELUEVOU TIou avadEPBnKe mapamavw. X TIOAAEG
TEPUTTWOELG N EAANVIKA amodoon avalntnBnke Kal TEKUNPLWONKE EEXWPLOTA KAl 0TN
OUVEXELOL OL OpOL EMAVOOUVOEBNKAY, WOTE VO QVTLTTPOOWTEVUOUV UE TOV KOAUTEPO
SuvaTo TPOTIO TIG EVVOLEC TTOL TtepLlypadovtal. Mepika mapadeiypata eival ta €nc:

e adrenal insufficiency, congenital, with 46, XY sex reversal, partial or complete
— ouyyevng dAoloemvedpldlakr) avemapkela Ue TAAApN 1 Hepkn 46XY
avaotpodr duAou

Mot To CUMMAOKO AUTO, Epocov Sev evtomiotnke eAANVIKN opoAoyia Tou va elvatl
OUVETNC WC TPO¢ Tov 6po tNG M, avalntAbnkav kol TEKUNPLWBnKay £exwpLlotd ol
opol “adrenal insufficiency”kat “ with 46, XY sex reversal, partial or complete”, evw
TPOOTEBNKE OTN OULVEXELD Kal n eAAnVikr amodoon tou Opou “conginetal’kal,
TNPWVTAG TOUG YPOUHATIKOOUVTOKTIKOUC KAVOVEC tnG X, oXxnuatiotnke o 0pog
«ouyyevne odAoloemivedpldlakn avemdpkela pe TANPN N HePkn 46XY avaotpodn
dUAou», 0 omolog anmoTéAEDE KaL TNV TEALKN €Tl oy anodoonc.

mental retardation, X-linked, associated with fragile site FRAXE — vontikf uotépnon,
X-puAooUvdetn, oxeTlopevn e TNV eVBpavotn B€on FRAXE

Mo tnv amodoon TOU MAPATAVW CUUMAOKOU avalnThBnkav Kal Tekpnpuwonkay
Eexwplotd oL opol “ mental retardation”kat “ associated with fragile site FRAXE”. Ztn
OUVEXELQ TPOOTEBNKE N eAAnViky amodoon Tou opou “X-linked”mou emAéxBnke,
oxnuatilovtag Tov TEAKWG TIPOKPLVOLEVO Opo, O omoiog Sev avadEpeTal otnv
eAANVikn  BBAloypadia ocuvoAikd, BewpnBnke wotdéco OTL avamaploTd o€
(KOWVOTIOLNTLKG BaBud TNV €vvola Tou apxlkol Opou.

Zuunepaouara

2Tnv mapovoa epyaocia mepAauBAvoVTOL TA ONUAVTIKOTEPO XOPAKTNPLOTIKA
¢ Opoloylag kal TNG METADPAONG TWV EWOIKWYV KEWEVWY. Oa UMOpPOUCAUE va
ypaouue akoun MoAAQ, SeSoUEVOU OTL TPAYUATEVETAL EVaV OAOKANPO ETILOTNLOVIKO
TOUEQ, KATLTIOU, WOTOCO0, OEV ETUTPETEL N OPLOBETNEVN TNC EKTOON.

Ta e€ayopeva oupunepdopata oxetilovral Katd KUpLo Adyo pe tnv Wolaitepn
dvon tng emotAUNg tTng Opoloyiag, Kabwe Kal TNG HETAPPAONC TWV OpwWV KAl TwWV
ELOIKWY KELEVWY. TOOO N BewpnTIKr) TOUG TIAEUPA - N UEAETN TWV OXECEWV UETAEY
EVVOLWV KAl 0pwV, Ta KivnTpa eudAVLONC TOUG, OL KAVOVEC yLa TOV OXNUATIOUO TOUG -,
000 Kal TPOKTIKA, &nAadr ol edapuoyec ya tn dnuoupyia edkwv Ae€kwy,
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vAwooapiwv kat Bacswv opoloyikwyv Oedouévwy, OLEMovTal amo AaVEAAOTIKOUG
KQVOVEC KL TEEPLOPLOUOUC, KaBloTwvtag SUCKOAN TNV KALVOTOUIO KAL TNV QUTEVEPYELD
HETAEU Twv emotnUovwy tng Opoloyiag. ©a umopolvoe va emwbel, wotdoo, otl
avtol ol (bloL meploplopol Kat oL Kavoveg eival autol mou kaBlotouv Tn CUUPBOAN TwWV
0POAOY WV 0TNV €EEALEN TWV ELSLKWV ETILOTNUWV amapaitnTn Kol avaykaia.

Oa UMopoUCOUE, ETONG, VA TIOUME OTL KAl O HETAPPAOTAC, MECW TNG
Snuoupyiag evockaboAikou Ae€hoyiou ou cuUBAAAEL oTNV akpLBECTEPN TEPLYy padN
TWV ETMLOTNHOVIKWY EVVOLWY, Elval TOAUTOXPOVA Kol 0POAOYOC, KAAOUUEVOC TIOAAEG
dopécg va ylvetal ovouatoBETng /Kol VEOAOYLOTNG, KUPLWE OTLG TIEPUTTWOELS TWV
KULKPWVY YAWOOWV» TIOU EKAEMOULV Ta €LOIKA AEEIKA Kl yAwOOAPLA CUYKPLTLKA E TNV
ayyAwkn we lingua franca.

Quolka, amd uovn TG n peTtadpaon eival aduvoro va AETOUPYNHOEL WG
napayovtag Slopopdwong €B8IkNG opoloyiag, AauBavovtag umoPly TNV €K Twv
TPayMATWY aduvauia Twv UETAPPAOTWY VA €XOUV YVWOELS €Tl Tavtog eldkou
ermotnuovikol medlou. AutO onualvel mwg yla TNV HETADPACN €KWV KELLEVWY
Kplvetal avaykalo N eUmAOKr 0poAOywY, YAWOOOAOYwWY, €LOIKWY ETLOTAUOVWY, TIOU
Ba cuvdpapouy otnv opBOTNTA, TN CadrVELX KL TN CUVOXH TWV OpWV.
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> AyyAoeMNVIKO Kol eAANVOOYYALKO AgELKO TexvOAOylaC KOl EMLOTNUWY, €KSOCELG
2TapuAdN

. METAOPAZMA
MPAKTIKO BOHOHMA tou ACMG

‘EAeyxoq yia X-PpuAOCUVOETEG KOL AUTOCWLLIKESG UTLOAEUTOMEVEG VOGOUG KOTA TN SLApKELA TNG
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Tpaktiko Bondnua bev mpenst va UVewpeltar Ot meptAauBavel oAsc Tic kataAAnAec
Stadikaoiec kal Eetaoelc N Ot amokAelel arec diadikaoiec kal eEeTAOEIC TOU EUAOYWC
otoyevouv otnv enitevén twv (Slwv amotedsoudtwy. Mo tov kadoploud e opBotnTac
orrotaodnmote e1dikric Stadikaoiac 1 eE€taonc, o KAVIKOG LaTpoC Ja TPEMEL va EQAPUOLEL T
OLKN ToU emayyeAUaTIKn Kpion OTiC ELOIKEC KALVIKEG OUVINKEC TOU MapoUCLAleEl O EKAOTTOTE
aoUevric 1} To ekAoTOTE Selyual.
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Ot KkAwvikol tatpoi eviappuvovtal vo TEKUNPLWVOUV TouG AOyoucC yia t™ xpnon HLoc
ouykekpluevnc Stadikaoiac n eé€taonc, aveédptnta and to av auTh eival cUUEwVN N OxL LUE
TNV mTaPOoU oA TPAKTLKY. ZUVIOTATAL ETTI0NC OTOU G KALVIKOUC LaTpoU ¢ va AauBavouv umoyn tv
nuepounvia €k6oonc Tou TAPOVTOC mpakTikoU Bondnuatoc kat va AauBavouv uoyn dAreg
LOTPLKEG KOl ETTLOTNUOVIKEC TTANpopoplec mou kadiotavrol StaGECIUEC UETA TNV NUEPOUNVIA
autn. Oa Ntav emiong oUVETO, va eEeTalouV KATA TOOOV T OUUPEPOVTA OTNV TTVEUUATIKN
1bloktnoia  evoeEYeTaL vo TEPLOPI{OUV TNV €EKTEAECN OPLOUEVWY EEETAOEWV Kal GAAwvV
SLadikaotwv.

O éheyxog dopéwv Eekivnoe mpLv amod 50 xpovia ue yla mabnioelg mou €xouv uPnid
ETUMOAAOUO 0t KaBoplopéveg GUAETIKEG/eBVOTIKEG opddeg (m.x. n vooog Tay-Sachs otnv
eBpaikn duAn Aokevadll, n SPEMAVOKUTTAPLK VAL OTOUC EyXPWHOUC). H LVOKU OTLKN VOCOC
ATaV N TPWTN mabnon yla Ty omola ouotnBnke mavebvikog EAeyxog, akoAouBol Levn amo
vwTlala puikn atpodia. H aAAnAolxLon emopevng yeviag (NGS) emitpémel xapunAol KOoTouG
kal uPnAng amédoong Tautomoinon Twv mapalaywyv oAAniouyiag oe moAAG yovidia
Tautoypova. Aedouévou OTL N dpacn «Oleupupevog €heyxog dopewvr» Sev  elval
OUYKEKPLUEVN, UTTAPXEL avaykn va amooadnviotouv ol Stadikaoieg Tou eAéyxou bopEwv UE
oo mou Ba  EeMLTPEMEL LOOTIUMEG eukalplieg otoug aoBeveic va yvwpilouv TOUG
QVATIOPAYWYLKOUC TOU G KLVOUVOU G XPNOLLOTIOLWVTAC TNV Texvoloyia aAnAolxLong emopevng
YevLag. H Babutepn katavonon autol Tou KvSUVou EMLTPEMEL oTou ¢ aoBevelc va Aaupavouv
QAMOPACELC YL TNV QVATIAPAYWYR TOUC EXOVIAC YVWON OAWV TwV TMOPAUETpwY. H AfPn
QAVATIAPAYWYLIKWY amodacewy elval to kaBoplopévo clotnua afloAdynong yla TV KALVIKA
XPNOLULOTNTA TOUu eAéyxou dopéwv Baclopévou otov TANBUoUO. ETUTAEoV, N poTuTtonoinon
NG TPOCEYYLONC TOU eAéyxou Ba SLEUKOAUVEL TN COUVEKTLKOTNTA TWV EETACEWY. To POV
TPAKTIKO Pondbnua efetalel to TPEYOoV KabBeotw¢ UTO To omolo Olevepyeital o €heyxog
bOPEWVY, TTAPEYEL ATTOVTHOELC OE OPLOUEVA ATIO TOL AVALSU OUEVA EPWTILATA KAL TIPOTELVEL pLaL
CUVETTH KAl LOOTLUN TIPOCEYYLON Yla TNV Ttapox eAEyXou Gopewv os OAa Ta ATOUA KOTA TN
SLApKELA TNG EYKUOOUVNG A TIpLY artd T cUAANYN.

EIZATQIH

O €Aeyxoc popéwv blevepyeital yla TOV EVIOTMIOUO QATOMWV f (Euyaplwy ToU
Slatpéxouv kivbuvo va amoktrioouv aldi pe X-duAocUVEETN } AUTOOW LLKH UTIOAELTTOLLEVN
v000. 210 Tapov €yypado 0 6pog «bopeac» avabePETAl CUYKEKPLLEVA 08 AToUa TIou elval
€TEPOlUYA yla pla Taboydvo ) mBavwe maboyodvo maparayn o pla X-puAoouvoetn f
QUTOOW LKA UTTOAELTIOLEVN TTABNoN. MOALG SlayvwoToly, ol Gopelc auTwy Twy Slatapaywy
Suvavtal va evnuepwBoUV oxXeTKA e TOUG TBavou g KvdUvVouC Kal va AdBouv uttogn pia
oeLpd emAoywv ToU adopolV OTNV AVATTOPAYWYT] TOUC. IoTOPLKA, TA KPLTAPLA VLA TOV EAEYXO
neplteAduPavayv: ) ocoPapodtnta Tou Galvotumou, ToU HMOopel va emnpedosl ™ ARn
arnodpaong, Tov UPnAd emumoloopd twv ¢dopéwv Tou Pplokovtal otov efetalduevo
MANBUGONO, TNV amodedelyuévn avaluTikl eykupotnta Twv HeBOdwv ehéyxou, TNV
OVAEVOUEVN CUOYXETLON yovotuTou -patvotlrou, T Stabéolun mpoyevvntikn Sldyvwon kal
TIC AVOTTAPOYWYLKEC ETTIAOYEG. AV KAL Ol YEVIKEG PXEC TIAPAEVOUV TIAPOLOLEG KOL OALEPQ,
aUTEC bev adpopolV ota yovidla Ttou TIPEMEL VAL TLEPIAALLBAVOVTAL OTOV TUTILKO EAEYX0 GOPEWV.

To 2013 to Apepikavikd KoMéylo latpikng Mevetikng kat Movidtwpatikng (ACMG)
OUVEDBEDE TN XPNOLUOTNTA TOU €AEyXoU POopEWV e TN AN anodAdcewv mou adopolv otny
avarmapaywyn. H Anbn amoddoswyv cuvSEeTal eyyevw g e T cofapotnta g kKAbe mabnong
Tou eA€yeTal. H mapovoa opada cuvaiveong avayvwploe otL Ba umtapéouy Stadwvieg Katd
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tov kaBoplopd g cofapdintag twv Stadpopwyv mabnoswv. Qotdoo, XPNOLLLOTIOLOAUE
SNUOCLEU LEVOU G OpLOUOUG TTou Xapaktnpilouy t Stafdbuion twv mabroewv Kat oL oroiot
Kupaivovtal w¢ €€ng: (1) moAL cofapn: pHetwpévn Stdpkela {wng katd t Ppedikn f maldikn
nAlkia, vontikry uotépnon (2) ocoPaprn: Bdvatog otnv TPWLLn evAAkn Twn, UELWUEVN
KLvNTIKOTNTA 1 Stapaptia SLamAaong mou KabLloTtd To ATOWO aVATINPO OTNV OTola EUTTAEKETAL
€Va. EOWTEPLKO Opyavo (3) pETpla: veupoalobntikn PBAAPN, aAVOCOAOYLKN) QVETAPKELA N
KapKivog, PuxLKn acBevela, SUCUOPPLKA XOPAKTNPLOTIKA Kal (4) Aria: Sev mAnpoutal pia amd
TG TIEPLYPAPOLLEVEC.

O éAeyxog OpE€wv yla KANPOVOULKEC QUTOOWLLLKEG UTIOAELTTOUEVEG TIOBNOELS, O
omolog &ekivnoe mplv amd 50 xpovia, amevBuvotav o€ euAAWTOUC TANBUOUOUC ToU
napadootakad xopaktnplloviav we YewypadkA amopoVwLEVEG EBVOTIKEC OUASEG I OUASES
LLE TLOALTLOMLKEC VOPUEC Kal €0Lpa Tou Teplopilouv To Tuxaio levyapwpa (ERpalol Aokevadl,
AuLG, Xouteplteg). H emttuxng Ste€aywyn Boxnuikol eAéyxou yla T vooo Tay-Sachs (TSD)
otov AnBuopod EBpaiwv Aokevall tn Sekacetio tou 1970 dvolée to Spouo yla va AndBel
uUTIOY N 0 €Aeyxoc dopEwv Kal yia AMeg Statapayxec. H TSD, pia mabnon mou opiletal wg
TIOAU ooPapn, £xeL ouyvotnta popéa nepinou 1/30 otoug ERpatouc Aokevall kat 1/300 otov
VEVLKO TTANBu ouo. Opoiwg, n SpEMAVOKUTIAPLKN avVaLpia €Xel Lakpd Lotopla otov €heyyo. Exel
ouxvotnta gpopéa mepimou 1/13 petald Twv Adpoapepikavwy kat 1/20 otou¢ lomavodwvoug,
LE amoTtéAeopa n cuxvotnta Gopéa va aveépxetal mepimou oto 1/66 otov yeviko mAnbuopo.
‘Eva peydAo €U pog OTLC CUXVOTNTEC POPEN YEVETIKWY TABACEWV LETOEY TwV OUASwV KlvdUvou
Kal Tou yevikol mAnBuopol eyelpet Intnuata apepoAnliag katd thv epopoyn Tou eEAEyxou
Kal TPOKAAOUV QVNOUXLEG OXETIKA HLE TOV TPOTIO UE TOV OTO(0 Ol TIOALTIKEC TOU €AEyXOU
dopéwv ennpealouv TIC TAnpodoplec mou odnyouv otn ANYn OXETWOUEVWY HE TNV
avamapaywyn anoddcewv. O TMEPLOPLOUOS TOU eAEYXOU GOPEWV HE TN XPNON KOWWVIKA
KaBopLoUEVWY EBVOTIKWY KATOOKEV WV 1 LE BAON TNV AUTOMPOOSLOPL{OLEVN KATAywYr Elvatl
TOOO ASLKOG, 000 Kol EMLOTNUOVIKA €0PaApévoc. OUOLAOTIKA, O QUTOTPOCSLOPLOUOS WG
LEAOG ULaC CUYKEKPLULEVNG DUANG/eBVIkOTNTOC UTtopel va €pxeTal o avtiBeon e TNV YEVETIKA
TIPOCSLOPLOUEVN KATAYWYR, TTAPAYOVTIOG TIoU €XEL onuaoia ya Tov éleyxo dopéwv. Mla
npoodatn €kBeon KATESELEE OTL N €UMLOTOOVUVN OTOV AUTOTMPOCOLOPLOUO TwWV ACKEVATL WG
TIPOC TNV KATAYWYN WG KPLTAPLO TOU €AEYXOU yLa TTABAOELG TTou €lval KOWVEC oToV TANBU OO
Toug elval eAmng. Elval onuavtiko o €éAeyxoc dopéwv va unv TepPLoplleTal OTLC KOWWE
QAVOAYVWPLOUEVEG OPASEC KLVOUVOU Kal va TieplAapBAvel Ttolkilou ¢ TAnBu ouoUG.

OL otoxol tou eAéyxou dopewv Sev €xouv aMael pe tnv mapodo tou XPOvou.
Qaot600, N TEXVOAOYLO TTOU XPNOLUOTIOLELTAL KATA TN SLeEVEPYELA TOU €XEL AAAEEL SpapaTiKA,
eMLTPENOVTAC U NAR amodoon e ypriyopouc xpovoug dlekmepalwong. Kabwg To K6oTog TG
aAnAouxLong oAdOKANpoU Tou YovidlwuaToC €xel HeElwBel, €xel pelwBel Kal To KOCTOG TNG
aMnAouxlong Twv Tavel yovidiwy. Ta tedevtala emionua éyypada tou ApepLKavikoU
KoMeyiou latpikng Mevetikng kat Novidtwpatikns (ACMG) oxeTIKA UE TOV EAeYX0 GOpPEWY yLa
OUYKEKPLUEVEC TtaBroelg dnuootevtnkav to 2004 kal to 2008. To ACMG uloBétnoe uia
€0BvoTIKA Kal MANBuGHLaKA oUSETEPN TIPOCEYYLON OTOV EAEYX0O GOPEWV YLOL TNV LVOKU OTLKN
vO0O Kal Tn vwTlala Luikn atpodia. To Apeptkaviko KoAéylo Mateuthpwy Kat MUvalkoAdywy
(ACOG) umtootnplée emiong Tov Lallko EAeyX0 yLa TIG U0 AU TEG TTABAOELC KAl TIPOTELVE OTL Eval
TIPOOBETO KPLTAPLO eA&yyou Ba umopouoe va ival n cuyvotnta ¢opea =1/100, oL CTATELG
Tou mpoUmApxav Twy e¢eAiéewv otnv texvoloyia aAAnAouxLlong yovidiwv. EmutAgoy, uTtapxel
T LEYOAUTEPN KOWVWVLKA guaLoBntomnolnon oXETIKA e TNV LoOTNTA OTNV LaTPLK dpoviida,
n orota €xel e€eAyBel amo tote mou 10 ACOG kal to ACMG dnuooieuoav ekBECELG OXETIKA LLE
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Tov éAeyxo dopEwv. Evw Tta ponyou eva Xpovia o EAeyxog G opEwV NTAV EVA TTEPLOPLOUEVO
ayaBo mou mpoopllotay Povo yla TG opades uPpnAol kvdUvou, TO TILo TTPOGCLTO KOCTOG TOU
Sivel Twpa TNV eukalpla oe kaBe a.oBevn).

To 2015 1o ACMG pall pe GMEeC opyavwoeLg enayyeApatiwy, Snuoacievoe tny Kown
Snhwon Znuelwv mpog E&Etaon, mou emikevipwBnke otov SLEUPUEVO ENeyX0 HOPEWVY Kal
TIPOYLLOTEVOTAV YEVIKEG YEVETIKEC QPXEC Kal pla Lotoplkr dldotaon. Eudoaon 668nke otn
Stadlkaoia ocuvaiveong, cupmepAAUPBAVOUEVWY TWV UEPWY TNG OUUBOUAEUTIKAG TPV Kol
HeTa v e€€taon. Ol apxEg mou TovioTnKav og eKelVo TO €yypado MAPAUEVOUY ONUAVILKEC
HEXPL Kal oruepa. To mapov €yypado AapBdvel vmodn mo npoodata SNUOCLEU LEVEC
TIANpodopleg kat KAE(VEL TA KEVA TWV TTPONYOU LEVWC SNUOCLEU LEVWY Znuelwv Ttpoc EEETaon,
EVW avayvwpllel TLg TexvoloyLke eEelielc otnv aAAnAoUxLon Kal TV avaykn yla LooTnTa Kot
StavepnTikn SIKaLooU VN OTLC YOVLOLW LATIKES TeEXVOAOYLES. To apov eyypado avilkablotda
SnAwon Béong Tou ACMG OXETLKA [LE TOV TTPOYEVVNTLKO KOl TOV TTPLV TN cUAANY N Sleupu pévo
EAEYXO POPEWV.

MAaiolo 1. Epwtnpata cuvaiveong

1. ‘Exouv kaBoploteln avaAuTikn Kaln KAWVIKA EYKUPOTNTA YA TOV EAeYX0 GOPEWY;

2. ‘ExeL TEKUNPLWBEL N KALVIKEA XPNOWWOTNTA YL TOV EAEYXO POPEWY;

3. Elvat akplBrico 0poc «Steupuévog ey oG DOPEWY »;

4., Mo tPOCEYYLoN EAEYXOU TIPETIELVA TIPOOPEPETALOTOUC 0ioBeveigTiou e€eTalouvto

evbexopevova umoBAnBolv oe éAeyxo dopEwy;

5. MOLEC AUTOOWUIKEC UTIOAE MO PEVEG TIABN OELC Elval KOTAAANAEG YL EAeYXO DOPEWY;
6. Moleg X-puloouvoeteg mabnoelg eival KATAAANAEG YA EAeyX0 DOPEWV;
7. TLTIPETELVA TIEPUEVELO KAWVIKOC LOTPOG 000V 0hOPA OTLC EPYACTNPLAKES EKBETEIG TOU

eAéyxou GopEwy;

8. T Ba npémetva tovideTal KaTta Tn SIAPKELX TNS CULBOUAEUTIKAGTIPY KALUETA TN SlEVEPYELR
eAéyxou bopewy;

MEGOAOI

AuTA n opdda cuvaiveong dnuLoupyndnke yla va avamTUEEL KOl VO 0T OVTAOEL OF [LLOL OELPAL
EPWTNUATWY TIoU €lval onuavtikd va AaBouv umodn ot kAwikol tatpol kal ol acBeveic
avarmapaywyLlkng nAkiag we pépog tng dtadikaaciac tou eAéyxou dpopéwv (MAaiolo 1).

AMOTEAEZMATA KAl ZYZHTHZH

Epwtnon ocuvaiveong 1:'Exouv kaBoplotel N avaluTLKA KoL KALVLKI EYKUpOTNTOL YLOL TOV EAEYYO
dopEwy;

H avalutikr eykupotnta avadE€peTal oTo KAt TOoo n €¢€tacn mpoPAEmel tnv
mapouacia N TNV amouola ULAC CUYKEKPLUEVNG VEVETIKAG QAAQYNG, OUUTTEPLAQUBAVOVTAG TNV
evaloBnoia, v akpifela kal Ty opBOTNTA UETALY AoUMWV apayoviwy. O EAeyxoc dopewy
Baolletal oe epyaoctnplakég pebBodoug omwe n alnlolxion emouevng yevidg (NGS), n
aluoldwTtr avtidpaon g moluuepaong (PCR), n aAMnAouxlon Sanger, n moAartAn evioxuon
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UBpLOoOMOLNUEVWY  QVIXVEUTWY &EapTwHevn amd tnv aviibpaon Awyaong (MLPA), ot
LLKPOOU OTOLY(EG KOl AAEG LEBOSOL yLa TOV EVIOTILOLO YEVETLKWVY QAAQYWV [LLKPNG KALLAKOG Ol
omoleg meplhappavouy, maparayeg evog voukheotidiou (SNVs) kal SoplkeC mapaAAayEg
LEYAANG KALpLakag (SVs), oU UEPAQ U BOVOLEVWY TWV TOPAAAAYWY TOU apLlBLol avilypddpwyv
(CNVs). Elval onpavilkod Ta epyactrpla vo BEcouv og epaployr) OTMOTEAECLOTIKEG UETPLKEC
TIOLOTNTAC OTO TAQLOLO TwV SLAdOopwWV XPNOLLLOTIOLOU LEVWV TIAQTOPUWY €EETAONG, WOTE VA
StaopaAiletal n akplPela TwV AVIXVEUOUEVWY Ttapaiaywy yla thv amodpuyn Peudwe
apvnTkwVv n/kat Peudwe Betikwy amoteAeopudtwy. To ACMG £xel Beomiosl kateuBUVTAPLEG
VPOLLUEG yla TNV avamtuén Sokituwy NGS. KaBe peébodog ef€taong mou BeATLOTOMOLE(TAL yLa
KALVIKY Xpron Ba Tpemel va umoBAMeTal o Loxupeg Sladlkaoleg emKUPWONG, OMWE
arnatteitatl ano tov Opyaviopod Tpomomnotoewv BeAtiwong KAvikwy Epyaotnpiwyv (CLIA) kat
10 KoAéylo Apepikavwy MabBordywv (CAP) yla va tpoadloplotouy n avaAutikr evatodnoia, n
QAVOAUTLKA akplBela kat n avaAuTtikr opBotnta plag SoKLUAS Tou eSPALWVEL TNV EUTILOTOCUVN
otnv avixveuon, v avaiuon kal tnv Koataypadr YEVETIKWY Taparaywy. H avaAuTikn
EYKUPOTNTA €lvaL €V LEPEL OUVAPTNON TOU APLBUOU TWV TapaAAAYwWV KAl Tou aplBuol Twv
yovibiwv mou efetalovtal. H Slepelvnon peyalltepou aplBuol eite maparaywy, ite
mapaAhaywyv Kat yoviSiwy meptkAeiel TV mBavotnTa LeyaAUTEPOU OHAALOTOC - WOTOOO, N
Stadikaotia emikUpwong CLIA petplalel tnv avnouxia auth.

H KALWVLKR €yKUpOTNTA OUOYETIEL TO ATIOTEAECUA LLOG EEETOONG E TNV KATAOTOON YLla
v omola n e&étaon €xel oxedlaotel, avilpetwmnilovrag To {ATNUA TOU KATA OO0 N YEVETLKA
mapoaAhayr mou avaAUEeTal OXETeTal e TNV apoucia, Tnv amouocia f tov kivbuvo pioag
OUYKEKPLUEVNG 0oBEvelag. Me aAha AoyLa, pLla E€Taon €XEL LOXU PN KALVLKH EYKUPOTNTA OTAV
TOOO N APVNTIKEG 00O KAl oL BeTikég TpoPAemopeves TIHEG elval P nNAEC. OL YEVETIKEC
napoaAayec Taflvopouvtal w¢ maboyovol, w¢ TBavwe maboydvol, wg  aBéPaing
ONUOVTIKOTNTAG, W TiBavwe KaAonBelg, N we kaionbelc. Mevikd, oto MAalolo Tou eAéyxou, Ta
gpyaoTpla avapEPOUV HOVO TIC Ttapalayec mou Taflvopouvtal wc maboyovol (>99%
BeParotnta) R mBavwe nmaboyodvol (>90% PBefatdotnta). Qotdoo, UTIAPXOUV EEALPETELS TTIOU
odnyoUV O€ TEPUTTWOELG OTou avadEpeTal pla mapaAlayr aféaing onpaviikotntag (VUS).
Ma mopadelypa, otav to éva HUEAOC evog (euyaplol eival yvwotd OTL dEpel pia maboyovo i
mBavwe maboyovo maparayn, umopesl va efetaotel To evdeXOUEVO KATAYPADNG HLOG
naparayng VUS petd tov éleyxo tou Seltepou péAOUG Tou LeuyaploU. H cupBouAeuTikn
ouvedpla mpv amod TN cUAANYN LEavVLKA aPopa OTN YVWOTOToNoN TWV ATIOTEAECUATWY OTOV
evtoniletal pla VUS. Elval onuaviikd va katavornoouv ol acBevelc otL elval miBavég ol
aAMayEG otnv epunvela TWV ATOTEAECUATWY TWV KAWVIKWY YOVLSLW LATIKWY EEETACEWV Kal OTL
N €K VEOU emikowvwvia pmopel va elvatl onuoavtikr. EmumAgov, otav aANalel To LATPLKO N TO
OLKOYEVELAKO LOTOPLKO, QUTO Ba TPEMEL VA YVWOTOTOLE(TAL OTOV TTAPOXO UTINPECLWY UYELAC
Tou aoBevouc.

O €Aeyyxoc dopewv dev pumopel va e€alelP el TARPWC Tov Kivduvo va elval KATioLog popeag
LG KANPOVOouLKAC tabnong, SLotL:

>  Mrmopel va pnv eival yvwotd Ao ta yovidila mou mpokaAolv pia mabnon.
»  Mrmopel va punv €xouv gpeuvnBet OAa ta yovidla mou mpokaAoUy pLa tadnon.

» Ot atwdele maparayEC Umopel va BplokovTal o meplox ou dev meplhapBAaveTal
otnv e¢€taon.
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» Ot atwdele mapaAayEg umopel va pnv ival aviyvel olpeg amd tnv texvoloyia ) To
€160¢ NG avaAuong mou xpnotuomnoleltal.

» H avaiuontng yovidlakng aAAnAouxiag Kot TwV SOULKWVY TtapaAAaywy TG UMopEL va
elval texvika 6UoKoAN.

» Ou mapaMayég evdéxetal va taflvopnBolv eodaAuéva ocov adopd otnv
naBoyovikoTnta. (.. aAyoplBuog tou egpyactnpiou yla TNV TaflVOUNon Twv
TapaAAaywv).

MeTd amod pla apvntikn eé€taon, o kivbuvog evog atouou va efakoAouBel va elval
dopéac pmopel va umoloylotel we eNg: Zuyvotnta Oopéa otov MANBUOUO x (1 - Mocootd
Aviyveuong). Qotdoo, otav o €Aheyxog dopéwv ePpapuoleTal pe tauTtdxpovn Slepelvnon
TOMATAWY TtapaAaywV evtog moAMamAwy yovidiwv yla omavieg mabnoelg, n ouxvotnta
dopéa Kkal To MoocooTd aviyveuong pmopel va pnv elval yvwotd yla kdBe mabnon mou
eléyxetal. Eilval un edapuodolpo 10 va mpoodlopiletal To akplBEC TOCOOTO TOU
UTTOAELTTOPEVOU KIVOUVOU UETA amo éAeyXo GopEwV mou TepLAaBAVEL TAUTOXpOVN avaAuaon
TOMATIAWY ACUVABLOTWY 1] OTIAVIWY TIOPOAAQYWY €VTOC Twv yovidiwv. Avt' autou, ot
aoBeveic Ba mpémelva yvwpllouv OTL Eva apvnTko amotéleopa dev e€aleidel Tov kivbuvo va
elvaL kavelc popeag pag onotaodnmote Suvapel madnong (SnA. yoviSlakng mapaiiayng), av
Kal 0 KIvBuvOog aUTOC LELWVETOL CNUAVTLKA.

O €Aeyxoc dOpPEWV ATIOOKOTEL OTOV EVTIOTLOUO TaBoyovwy kal mibavws moboyovwy
TapaAAaywV eVIOE YOVLSLWY ToU lval yvwoTtod OTL TTPOKAAOUV pLa taBnon n évav ¢alvotumo
evlladEpovtog, OMwE uToypappiletal anod tn oxéon Hetafy Tng Baong dedouévwy ClinVar
kal tou wottoutou ClinGen. To ClinVar eilval éva €Bvikd pUntpwo ylo TNV taglvopnon
mapoAAaywy eviog twv yovidiwy. ‘OAa Ta epyaoThPLO TTOU EKTEAOUV YEVETIKEG €EETAOCELG
QVOLULEVETOL VO avadEPOUV TLE TTAPAAAAYEG TIOU EVTOTII{OVTAL EVTOC TNG KOOPTNG EAEYXOU TOUC
xpnotLpomolwvtag eldikég odnyieg umofoAng ywa ™ Slaoddaiion cuvenelag. To ClinGen
Stabétel pla Baon Sedopévwy oe eninedo yovidiwv (https://www.clinicalgenome.org) n
omoia epdavilel Ta ATOTEAEOUATO TWV OUASWY EUTIELPOYVWUOVWY TNG OTNV EMLTAPNON

yovibiwy, oL omoleg onuelwvouv tov Babud cuoxETiong evog yovidiou Le pla mabnon n évav
dawotumo. MNa TNV meplypadr TG CUCXETLONG OLUTNAG XPNOLUomoLe(Tal pia amod TG €€ng entd
katnyoplec: oL evbeitelg Sev avadépovral, elval avTKPOUOUEVES, ObLOBNTACLLES,
TIEPLOPLOUEVEC, UETPLEG, LOXUPEC, N TIAEoV QLOTLOTEC. ol TNV UTIOOTAPLEN QUTWY TWV
OUOXETIOEWY, N TeEKUNPlwoN TwV TapaTNEHoEWV Tou adopoUV OTa TEPLOTATIKA Baciletal o
KALVIKEG TTANpodopleg TTou AapBdvovtal LECW LATPLKOU LOTOPLKOU, YEVEQAOYLKAC avAaAuong,
gpyaotnELakwy Sedouévwy, HeEAeTwV TaBoAoylag, amELKOVIOTIKWY EEETAOEWY KAl GUOLKAG
gfetaong. Elval evkolo va kataAdBel kavelg ylati ol mabnoelg mov yapaktnpilovtal amno
LETOPANTN EKPPACTIKOTNTA N UELWUEVN SLELGSUTIKOTNTAL UMMOPEL va TapAyouV XapunAotepo
OKOp OUOYETLONG UeTaly yovidiou kal acBévelag, kabBwg omolodrmote amnod ta dUo unopel va
KQTOOTACEL avalLlomiota ta KALVIKA epyadelia mou xpnoLUomolouvTaL yla Tov KaBoplopd pLag
nabnong. Na mapadelypa, n Lelwpévn dtetodutikotnta pmopet va meplopioet tv afia tng
YEVEQAOYLKNG avaAuong. H petaPAntn ekbpaoctikdtnta Umopel va mpokaAéoel Suokolia otn
oUVOEDN ULOG PUOLKAG e€€taong e Lo yeveTlkry Stayvwon. Oplopéveg dopég éva yovidlo
OXEeTLETAL UE TIEPLOOOTEPEG Ao pia mabnoelg, omote, cuudwva e Tn Paon dedopévwy Tou
ClinGen, éva yoviblo umopel va taflvounbel pe Baon mepLOCOTEPEC ATO IO KALVIKEC
nabnoelc.


https://www.clinicalgenome.org/
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Yuvoly{lovtac:

e H avaAUTIKA &yKupOTNTO TOU €EAEyXOU GOPEWV TIPEMEL VA TEKUNPLWVETAL OO
EPYACTHPLO TIOU CUUOPPWVETAL UE TOUG KavoviopoUc¢ Twv CLIA/CAP kal tnpel ta
Epyaotnplaka Mpotuna kal T KateuBuvtrpleg Mpappég tou ACMG.

e H tekunplwon g KALWVLKAG EYKUPOTNTAG ELVOL CUYKEKPLUEVN WC TPOC TO Yoviblo Kat
™Tv madnon. MNa mapddelypa, 1o yovidio CFTR kal TMoMEG (aMda OxL Oheg) ol
A PaANAYEG TOU OXETL{OVTAL LE TNV LVOKU OTLKA VOOO.

e Kobwg ta otowxeia efediooovtal, n Paon ClinVar kat 1o votttouto ClinGen
EVNUEPWVOUV CUVEXWG TNV TABoyovIKOTNTA TWV TAPOAAAYWY KAl T OUCYETLON
HeTall yovidiwv kal mabnoswv avtiotolya.

e ’'Eva apvntiko amotéAeopa eAéyyou Sev e€aleldel Tov Kivouvo va elvat kavelg dopéag
YL TLG tabnoelg mou eAéyxovtal, aAAA LLELWVELTOV KivOuvo auTo. O kivbuvog va elvat
Kavelc popgag yLa omoladnmote madnon Sev eival moté undevikog.

e  Metd amod €va apvnTlkd OTMOTEAECUA OTOV €AeyX0 dopéwy, Sev elval TTPAKTIKO va
S0Bel akplPng extipnon Tou WS avw Kwduvou pEow TIOANATIAOU €A€yXou yla TLG
nabnoelg mou efetdlovtal. Auto amaltel yla OAeC TIC TABroELS TToU €Ay ovTal
OUVYKEKPLULEVN CLUXVOTNTA GOPEWV KAl GUYKEKPLUEVO TTOOOCTO QViXVeU onG.

Epwtnon ouvaiveong 2: Exetl tekunplwBel N KAWVLKA XpNOoLWWLOTNTA YA TOV EAEYX0 GOPEWV;

H KAWVIKA XPNOLUOTNTA [E TN OTEVOTEPN €vvola avadEPETAL OTNV LKAVOTNTA €VOC
eAéyxou 1 SlayvwoTikng e€€taong va poAapBdavel n var PeATLwVEL SUGCUEVEIC ETILTTWOELG
otnv uyela, onwg 6Bvnowdtnta, voonpdtnta 1 avamnpia, HEOw TNG ULoBETNONg
QMOTEAEOUATIKWY Bepamelwy Tou efapTwvtal amo T amnoteAéopata tg e€etaonc. Ot
EKTIMNAOELC IOV KaBopilouv TNV KALVIKA Xpnolpotnta elval: (1) edv n egétaon kal oL TuXoV
enakolouBec mapepfdoelg odnyoluv oe PBeAtiwon ™G uyelag Twv ATOMWY HE BeTikd
anotéleoua otnv eé€taon kat (2) motot kivduvol MPoKUTITOUV WG ATOTEAECUA TG EEETALONG.
Elval onpovtikd ot n eldikn PETPLKA TTOU XPNOLLOTIOLEITAL yla TN KETPNON TNG KALWLKAG
XPNOLULOTNTOG €EapTATAL ATO TO €KACTOTE TAAiOLO. Lo Tov €AeyX0 POpPEwv, N KALWVLKA
xpnotuotnta umoAoyiletal amod To yeyovog OTL Ta ATopa N ta {eUyApLo eVNUEPWVOVTAL
OXETLKA KAl €xouv TN SuvaTotnTa va aAAGEOUY TIG ATOPACELC YL TNV AVATTAPAYWYT) TOUC
efaltlog TWV AMOTEAECUATWY TOU EAEyXOU DOPEWV.

H KAWLKA xpnolpLotnTa Tou eAéyxou PopEwv amelkoviletal amd TV LKavoTnTA Tou va
TLAPEYEL OTA ATOMA TNV EUKalpia va culNTAcOUY ToUG KIvOUVOU G ToUG Kol va AdBouv uttoyn
TIC ETAOYEC avamapoaywyne mou eival Sltobéolpeg mplv amod TV €yKUUOOUVN, KATA TN
SLAPKEL TNG EYKU LOOUVNG i} LETA TN yévva. H SLaBeciioTnTa TV avarmapaywyLKwy EMAOYWY
umopel va e€aptatal amnd SLaPopous KOWWVIKOOLKOVORLKOUG, VOLLKOUC KoL TIOALTLOTIKOUG
napayovie o  Slddopeg TepLOxEG.  Mapadelypata  ovamapaywylkwy  mAoywv
neplAapBavouv:

- Tnv in vitro yoviuomoinon Ue mpoeudUTEVUTIKN YEVETLKN EEETAON VLA LOVOYOVLISLAKEG
mabnoelg.

- Tnxpnotyomnoinon 66tn yapétn/euppuou.
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- TnvuloBeoia.

- Tnv mpoyewntikh dtayvwon pe detypatoAnyia xoplakng Adxvng n apviokévtnon,
akohouBoupevn amd amnodaon elte mpostopaciag yla €va maoyov Toldi,
oupTEp A BaVOUEVNC TNG ELOLKAC PpovTidag LETA TN yévvnon, lte yLa Slakomn g
€yKL ool VNC.

- Tnv amodacn yLa Tn 1N amoktnon matdlwy.

Meléteg €xouv amodeltel OtL 0 €Aeyxog dopEwV yLa TTOMES TTABAOELC TAUTOXPOVA EXEL
avTiktuTo otn AnPn avamapaywylkwy anoddoswy. Av Kol oL LEAETEC AUTECG elval Alyeg kat
anotehoUv dedopéva €peuvag, mephapBavouy meplocotepous anod 470.000 acbevelc mou
€xouv UTIOPANBEeL otov €heyxo. XTIq SUo peyalUtepeg peAéteg (Ampidlog 2014 - Alyouotog
2015 kot ZemtéuPplog 2015 - 2017), avaAlbnkav 110 kal 176 yovidia avtiotolya. Ta mocoota
QVTOMOKPLONG TolkiAouy, aMda n mAsoPnodia twv leuyaplwy mou amavinoav (~60%)
TPoEPRN o kamolou eidouc Spdon UETA TNV TAUTOMolNoN W eUAAWTO {eUyApPL. € AUTEC TIQ
HEAETEG NTav ouxvoTepn N AP N amodAcEWV yLa TNV AvVATIAPAYWYN OTLG TIEPLITTWOELC TTOU OL
acBeveilc €Aafav amoteAéopaTa TPV ATO L EYKATECTNUEVN €yKUMooLvn (62-77%). ZTn
LEYOAUTEPN HEAETN oL ouvnBéotepeg amoddAcel adopovoav otnv emtdiwén in vitro
yovipomnoinong pe mpoeuduTeEVTIKN YeveTlkr Stayvwon (59%), atnv utoBoAn o€ SlayvwoTikr
gfétaon kata t Sldpkela NG eykupoouvng (20%) kal otnv xpnotpomnoinon &§6tn yauétn
(7,7%). To 5,1% e€étale 10 evdexopevo uloBeolag katd Tt OTWyUR TG CUAOYAC Twv
Sebopévwy e €peuvag. XTI SU0 QUTEC HEYAAEC UeNéTeg, oto 16% (3/19) kal oto 36%
(20/56) avtiotolya Twv aTmOpwv Tou  umoPARBnkav o Stayvwotik  Stadikaola
avayvwplotnke acyov EuBpuo Kat to 67% (2/3) kat 40% (8/20) €€ auTtwv amoddcioe va
StakoeL TV eyku ool vn.

H mapovoa ouada epyaciac avayvwpilel OTL ol LEAETEG OV TopaTiBevTal AVWTEPW
EVOEYETAL VA LNV AVTLKATOMTPLIOUV TNV KALVIKA XPNOLUOTNTA OE €Vay €BVOTIKA TTOLKIAOLLOPdO
MANBUOUO aTtopwy Tou em{ntouv va uTtoBANBoUV oe €leyxo dopéwv. EvBappUvouLE TNV
EKTIOVNON TIPOOBETWY EBVOAOYLKWY LEAETWYV VLA TNV AVILLETWTILON QUTOU Tou {NTAMATOC OTO
LEAOV.

Yuvouyilovtag:

e 0O £€\eyx0oC POPEWY ETILITPETEL OTA ATOLLO TTOU EAEYYOVTAL VA AQBAvVOUV UTIOY N TOUC
QVATIOPAYWYLKOUC KLVEUVOU G KL TLG AVATTOPAYWYLKES TOU G ETULAOYEG KAL VA
nipoBaivouv otn AP TEKUNPLWLEVWY ATIODACEWV.

e Tadnuooleupéva otolxela urtootnpilouv TNV KALVIKY XpNOLLOTNTA TOU EAEYXOU
dopEwV yLa TTOAATIAEG TTABrOELG TAUTOXPOVA.

Epwtnon ouvaiveonc 3: Eivo akplBnc o 0poc «SLeupu Uevog EAeyX0C GOPEWVY;

O Sleupupévog €leyxoc dopeéwv Sev €xel oplotel evbehexwe f e akpiBela amod Tig
OPYAVWOELG TWV eMayyeALatiwy. O 0pog «SLEVPUEVOSY UTIOPEL v UTTOVOEL Evav auénuévo
aplBud yoviblwy, N plo petatonion mapadelypatog amd tov €heyxo TMANBUOLWV HE
v nNAOTEPEC ouXVOTNTEC dopéa otov €Aeyxo MAnBuouwy Tou dev AapfBdvetal umoyn n
Kataywyr, 1 Kal o V0. Fo 0pLoEVOUC, 0 OpOC «SLEUPU LEVOCY» UMMOPEL VO VP EPETAL OTOV
EAEYX0 TIOAU TIEPLOCOTEPWY TOPAAAAYWVY EVTOC evog yovidiou. Elval onuavtiko yla Toug
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aobeveic kal toug emayyehpatiec vyelag va emikolvwvoUv e peyalltepn akpiBela otav
avadEpovTal aTov EAeyX0 POPEWY, XPNOLLOTIOLWVTAG aKPLPN Kal cuvemnn yAwooa. Oplopéva
€PYAOTNPLA HOPLAKWY EEETACEWY TIPOODEPOUV TIAEOV OTOUC EMOYYEAUQTIEC HOLEUTIKAG
neplBaAng makéta «SLEUPULEVOU €AEyXOU GOPEWV» TIoU HTopel va meplapBavouv
meploootepa amo xiAla yovidia, Ao epyaoTnpLa, wWoTO00, EAEYXOUV KATIOLEC EKATOVIAOES
YOVLOLWV KoL N eMKAAU PN TwV yovidlwy PeTaly Twy gpyactnplwy elval meploplopévn. Amo
TPAKTLKA aroyn, Sev UTTAPXEL KavEVA BLOUNYAVLKO TIPOTUTIO OGOV a.dopd ooV aplBud Twy
UTIO e€€taon yovidiwv otov €heyxo dopéwv Tou Sle€dyetal yla evnueépwon kot AnYn
AmoPACEWY avamapaywyns. MeExpl OTLYUAC, TA €PYAOTHPLO LOPLOKWY EEETAOEWY €XOUV
koBoploel ta yovidla kot T moBroelc ota «SLEUPUEVOY YOVISLAKA TIAVEN TOU EAEYXOU.
Mpotelvou e v ULoBETNON eVOC KALLAKWTOU povtéhou eAéyxou dopéwv (Etk. 1), To omoio Ba
EMLTPEWEL oTOUG a0BEeVELC KAl TOUC emMAyYEAUATIEC LYELAC VA EMLKOLVWVOUV UE LEYOAUTEPN
akp(BeLa.

To ACMG cuviota:

e Tnv avtkatdotaon t™¢ dpdong «SLEUPUHEVOC EAeyXOC dopEwv» amod tn dpdon
«€Neyxog dopéwvy.

e Tnv UloBETNON €VOC aKPLRECTEPOU KALLAKWTIOU OUCTHLATOC KE BAon Tn ocuxvotnta
dopéa (2x. 1).

‘Otav ol aoBeveic kalolvial va avadEpouv TNV KOTaywyn Toug, avadEépouv Tnv
Kataywyr| Ke tnv omnola mpoadlopilovtal amod tov eauTo TOUC/TO KOWVWVLKO TouC TeptBAAov
A avadépouv TNV €BvikdTNTA Kol T GUAR Toug. H amodoon kataywyng Twv aobevwv
eMNPeAleTal amo TNV €BVOTIKA TPOOULEN, TNV emiyvwon Kal Tn Slatnpnon TwV yVwoewy
OXETLKA [LE TNV TIPOYOVLKA KOTAYWYN, TIG €MIKpaToUoeC L&e0AoYieq OXETIKA e TN GUAN Kal
TOUC GUAETIKOUC SLawpLoHoUg Kal Tov aplBud Twy Yevewy mou ecoAaPel amo v adLén
TWV HETAVOOTWY Ttpoyovwy. OL eBvotikéC opadeg opilovial amd XapoKTNELOTLKA ToU
TEPLAAUPAVOUY TIOALTLOTLKEC TTOPAOOOELG KOL KAVOVEG. YTTIAPYXOUV OAOEVA KAl TIEPLOCOTEPQ
otolyela mou amodelkvUouy OTL N €BVOTIK KaTaywyr UE TNV onola auTtonpoodlopilovtal ol
aoBeveic €xel eyyevelc kal ampoPAemteq avakpiBeleg Kal O YEVETLKOG kaBoplopodg tne
KaToywyrn HE TN XPnon moAUpopdLopwy evog voukAeotidiou Bonba otov mpoodloplopd TG
TAnBu ouLakAG/yewypadLkng mpogAeuong, n omola €xel Wlaitepn onuoaoia yla tov €\eyxo
dopéwv. MLa otpatnykn ehéyxou dopeéwv e Bdon tov kivduvo, n omola otnpllotav otnv
auTtonpoodlopl{opevn €BVIKOTNTA, ULOBETABNKE pwTa yla Tov €Aeyxo tng vooou Tay-Sachs
Kal w¢ emi to mAelotov cuvex(leTal €wg onUePa. e TTOAEC TIEPLTITWOELG OL AVATIAPAYWYLKOL
olvIpodol Sev emiAéyovtal Tuxaia, aAd Ue BACN TLC KOWVWVIKEG TILECELC, TO TIPOTUTIAL KOLL TLG
npoobdokieg. Qotooo, ta dedopéva Selyvouy OTL N avapelen twv MANBUOUWY OTL HVW LEVEG
MoAlteleg €xel auénbel Spapatikd Toug TeAsuTaloug alwveg. AUTO avadelkvUel TN
XPNoLLOTNTA TOUu EAEYXOU POopEWV yLa OAoUG 6ooL Zouv oTlg Hvwpéveg MoAlteleg, avetdptnta
Qo TNV KATAyWYyn ToUG.

To ACMG cuviota:

e Ta mapadeiypata tou eAéyxou dopéwv Ba mpémel va eival €BvVIKA Kal TANBU oULAKA
OUBETEPA KA TIEPLOCOTEPO OU UTEPIANTITIKA ATtEVAVTL 0 SLAPOPETIKOU G TANBU ooV,
TIPOKELLLEVOU Va TtpoaxBouv n LodtnTa Kal n cu prepiAnlin.
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Epwtnon ouvaiveonc 4: Mota mpoogyyLon sAgéyyou Oa mpérnel va uLloBeteital os aoBeveic mou

g&etalovV To evdeyoLLEVO VoL UTIORBANBOU Y 0g EAeyX0 GOPEWV;

H mapolvoa opdda cuvalveonc CUGCTAVEL TNV KABLEPWON EVOC OUCTHLATOC EAEYXOU
dopéwv Baolouévo oe KALpaka, To onolo Ba evioxVoeL TV eMmIKoVwvia Kal TV akpiBeLa, evw
TapaAMnAa Ba TPOAYEL TNV LOOTNTA ATTEVAVTL OTOV EAEYXO POPEWV.

O éAeyxoc dopéwv kAipakag 1 ekppdlel TIC OUOTACELS TTOU €Xouv ULoBeTnOsl
Tiponyou Lévwe amo to ACMG kal to ACOG kal ULOBeTel ula mpoogyyLon oubETEPN WG TIPOG
™V €6vikOTNTA KAl ToV MANBUOUO KATA TOV EAEYXO YL LVOKUOTLKN VOOO Kol vwTlala HUTKA
atpodia. Mépav avtwv Twv Vo mabnoswy, o emmAéov éAeyxog dopéwv kabopiletal LeTd
amo afloAdynon tou KvdUvou, n omola mePAALLBAVEL TO TIPOCWTILKO LATPLKO KAl OLKOYEVELAKO
LOTOPLKO, KABWC KaL EPYACTNPLAKES KAl ATIELKOVLIOTIKEG TTANpodopleg, omou evdeikvuTtal.

O éheyxog dopéwv KALLaKkac 2 amoppéel amod ula cvotaon tou ACOG yla mabnoelg
Tou €xouv coBapo N HETPLO GalvOTUTIO Kol cuyvotnta ¢popéa touAdxlotov 1/100. M
ouxvotnta ¢popga TovAdxtotov 1/100 Ba meplhdpBave tov €Aeyxo OAWV TwV acBevwy yla
vwTiala puikn atpodia (NMA), dedopévou oOTL n ouxvotnta Gopewv TNG VOOOU QUTAG
BewpnBnke otL elval 1/60, xwpic vadapuBavetotl umtodn o mANBUOUOG TToU eAEyxeTaLl. MENETEG
gxouv Sel&el otL n ouyvotnTa dopéatng NMA ot Hvwéveg MoAtteleg Sev elvat opoldopopdn
0g OAOUG ToUC TTANBUOLOUC. ZToug «KauKkAoLoug» (0 0pog auTog Sev xpnaotomnoleital TAEov
ano To TePLOSIKO, aMA xpnoluomoleital oto apxlkd &pbBpo oto omoio avadépovial ot
LEAETEG QUTEC. QC ek TOUTOU, Oev aANAEQLLE TOV OpO, aMA avayvwpilou e otL dev meplypddel
He akpiPfela TNV kataywyr Twv MANBUoUWY TTou UeAETABNKaV apXLKka) €xel amodelyBel ot
elval 1/ 46 kal otoug «lomavodwvoug" 1/125. Ta TV LVOKU OTLKN VOO0, OTa eEeTaoTnKay 32
ntaBoyovol maparayég o MANBL OO TwV HIMA, n cuyvotnta dopéa ku patvotay amo 1o 1/28
yla Toug «Kaukaowou gy, £wg to 1/105 yia toug «Adpoapeptkavol gy Kot To 1/261 yla Toug
«Aolateg». Ta dedopéva autd Katadelkviouv OTL 0 EAeyX0¢ GopEwV yLa SU 0 KOLVEC OO OELG
LLE TN XpAon evog opiou ocuyvotntag dpopgwv 1/100 pnopsl va pnv ivat LoOTLLOG ATEVAVTL OE
Stadopetikou ¢ mAnBuououc. ANa Sedopéva €xouv Selfel OTL 0 TTEPLOPLOILOG TNG CLUYVOTNTAC
dopea oto =1/100 otepel TNV eukaLlpla yLOLTOV EVTOTLOUO {ELYAPLWY TTOU SLaTpEXOUV Kivouvo
yla coBapég mabnoeLg.

ZX. 1: To OSuwypappa  Euler  Selyvel ua
KA {poka 4¥ <1/200 6. ¢. (mepthopBavettnv Khipaka 3) OAANAETUKQAUTITOHEVN  KALLOKWTH  TIPOCEYYLON  OTOV
yovidLa/maBnon motkiMouv avaloya pE TO PYOOTIPLO €leyxo oopéwv. *Tuviotdtal omo TO  AUEPKOVLKO
KoAéylo latpkng Mevetikng kat MNovidtwpatikng (ACMG)
Kat Tto Apepikavikd  KoAéylo  Mateutipwyv  Kal
luvawkoAoywv (ACOG). +3uviotdtat amd to ACOG.
§Ynootnpiletal anmo 1t BBAloypadia. ¥Mpoodépetal
amo €pyaoTpla Hoplakwy eéetdoewy. O KATAAoyog Twv
yovidiwv/madbricewv umnopei va Sladépel avaloya pe To

KA {poka 3§ 21/200 cuxvdtnta ¢opéa (e phapfBavel
TNV KA. 2) mepAopBaveL X -puloo UvBeteg maBroeLg

KA {paka 2+ 21/100 cuyvétnta dopéa
(e phopBaveLTnv KA fuaka 1) gpyactrplo. CF: vokuoTikr vooog (cystic fibrosis), SMA:
vwTlaia puikn atpodia (spinal muscular atrophy).

KA {paka 1*
CF + SMA +'EAeyxog Baoel KivdUvou

Opiloupe tov €heyxo dopéwv KAlpHaKkag 3 w¢ €Aeyxo yla MaBAoELS Ue ouyvoTnTa
dopga =1/200. MapATEUTTIOU LE TOV AVAYVWOTN OTO 2UUMTANPWHATIKO YAKO « ALTLOAGYNON yLa
Tov €heyX0o PopEWV KALLaKag 3» Kal oto oxnua 1) yia Aemtopepn meptypadn tng emAoyng Tou
>1/200 wc kpttnplou yLo Ta AUTOCW LKA UTIOAELTTOpEVA yovidia. O éheyxoc kKAlpakac 2 kot 3
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Sivouv mpotepaldTNTa 0TN cUXVOTNTA GOoPEA WG Evay TPOTo va AndBouv uTtdoYin oL mabnoeLg
mou elvat evdelkvuvtal yla €Aeyxo otov yevikd mAnBuopo. Qotdoo, étav to ACOG mpoTeLvE
™MV KAlpaka auth, Oev Sleukpivioe av evvooloe TN ouxvotnta GopEéa GTOV GUVOALKO
MANBuoUd 1 otoug uTonmMANBuopoUC. XPNOLUOTIOLOUPE TOV OpOo  «ouXVOTNTA GOpPEA»
EVWWOWVTAC OmoLadATIOTE €BVOTIKY OUAdA LE LKOVOTIOLNTIKY EKTIPOCWTINGN OTIC HVWUEVEG
MoALteleg.

H kAlpaka 4 meplhappavel yovidia Alydtepo kowd amo ekeiva Tng KAlWakag 3 Kat
umopel va evrormioel emumAéov Zevydpla mou Slatpéxouv kivbuvo. H kAlpoaka 4 Sev éxel
KATWTIEPO OPLO CuXVOTNTOG dopéa Kol Umopesl va emektelvel onUAvVTKA Tov aplBud Twv
nabnoswy mou eAéyyovtal. MapoAo mou uTtdpxouV TIOANEC coPapés mabroeLC (e ouxvoTNTA
dopga kdtw tou 1/200, evdéxeTal va UTIAPXOUV ALYOTEPEC TTANPODOPLEC OXETLKA [LE TN GUOLKA
Lotopla MOAMwWY amo TG mabrnoelg auTeC. EMUmALoY, 0 TIAELOTPOTLOUOC, N ETEPOYEVELA TWV
(VEVETIKWY) TOMWY, N €PUNVELD TwWV Taparaywy kal n GTwy CUCYXETLON YOVOTUTIOU -
dawvotimou umopel va  ennpedocouv Sucavdloya TNV LKAVOTNTA TAPOXAC OKPLBWY
TLPOYVW OTLKWV TTANPOdGOPLWVY VLA TLG OTIOVLOTEPEC AU TEG TTAOAOELC. Mla Tou g AOyou ¢ aUToUG, N
KALVLKA eykupOTNTa 0 auto To emimedo tou eAéyxou dopéwv Pmopel va eival Alydtepo
ETUTAKTLKA, EMOUEVWG TIPOTElVOUUE va QUAdooeTal autd To eminmedo ehéyyou yLa
EYKULOOUVEG UE OUYYEVELA €€ alpaTog LeTaéL TwY YovEwV (deltepa EadEADLA ) TTLO KOVTLVA)
Kal ylo Jeuyapla OToU TO OLKOYEVELOKO 1 LATPLKO LOTOPLKO UTIOONAWVEL OTL O €AgyXOG
KAlpakag 4 umopel va elval emwdeAnc. Oplopévol aobeveig emtBupoly T péylotn duvatn
TIAnpodOpnon Kot TeEALKA Ba emIAEEoUV va KAVoUV EAey 0 KALLLaKag 4 elte Adyw €U KOALAG (€va
SLayvwoTkO €pyaotnplo Umopel va kKAavel tnv €£€Tacr TOUC TILO TIPOOLTA Kol XWwpig
Talamwplia) f amAwc emeldn n KApaka e€eTalel TIG TEPLOCOTEPEC TaONOELS. Elval onuavtikod
Vo Katavonoouv ol acBevelc ot n mibavotnta va eival ¢opeic yla pia 1 meploodtepeg
nabnoelg avfavetal, 0600 AUEAVETAL O APLOUOC TwV MABACEWY YLO TIC OTOlEC EAEyXOVTAL.
Eniong, ta epyactripla evdexetal va pnv mpoodepouv €Aeyxo yla Ta (Sla yovidia mou
nepthapfavovtal otnv KALpaka 4. Avetdptnta amod to av Ta epyaoctipLla evionilouv mabroeLg
TIOU aVTaToKpivovtal ot ouxvotnteg dopéwv TG 1ng, TS 2ng, N TS 3n¢ KAlpakag, OAeg ot
nabnoelg mou eAéyxovtal Ba TPEMEL va TNPoUV Ta (bLa kpLtrpla (1., TOUAGXLOTOV LETPLOG
ooBapdtntag).

To ACMG cuviota ta €€Nng:

e QOa mpéEneL va mopeXeTaL EAeyxog dopéwv KALLaKaG 3 € OAEC TG £ykueC aoBevelg Kal
o€ O0€C poypapuatilouy eykupoouvn.

e Qanpémel va efetaleTal To evOeXOUEVO UTTOROANG O EAeyX0 KALLAKOG 4:

e 'Otav pLo €YKUPOCUVN TIPOEPYETAL Ao YWWOTA N Tibavr cuyyevikn oxéon (devtepa
EadéNdLa ) KovTLVOTEPQ)

e 'OTQV TO OLKOYEVELAKO N TO TIPOOWTILKO LATPLKO LOTOPLKO TO SLKaloAoyel.
To ACMG bev ouviota:

e Tnv mapoxn eAéyxou kAlpakag 1 n/kat kKApakag 2, eneldn n afloddynon Sev sival
LOOTLUN LETAEY OAWV TwV GUAETIKWV/EBVOTIKWY OUASWV.

e Tn oUCTNUATLKA TTAPOXH EAEYXOU YLA TA YOVLSLAKA TTAVEN TNG KAlpakag 4.
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Mivakag 1-4 Juxvotnta dopéa oTo gnomAD
Touldxlotov 1/200 yla €€
T(POYOVIKOUG TTANBUGOUG OTou
eetaotnkayv maboyovol kat
muBavwg raboydvol maparlayEg.

Anpoota Baon dedouévwv
gnomAD v.2.0.24949,415
QUTOOW ULKECG UTIOAELTIOUEVES

Mivakag 5 FoviSia pe tovAdytotov 1/200

' ) ' ouxvotnta dopéa maboyovwy i
ZUXVOT’M’Q ¢9pea T[OU'ELVO“ mBavwc maboyovwy mapaAhaywy
YVWOTO OTL £lval TNG TAEEWC o€ LOTANBUGLS OV ExeL

, : i
TOU)\'(XXLOTOV Tou 1/'200, [Wexxelefe] TOUAAXLOTOV 1% EKTIPOCHTNGN
Sev €xel kataypadel otn gnomAD oTc HMNA, 0UpTepAapBAVOUEVWY
v.2.0.2 TWV QUEPIKAVIKWY e8APWV.
Mivakag 6 O emumoAaouoG TwV davotumwy

™G OMIM (Mivakag S2)
X-dpulocuvbetol pavotumol HPOGBLOPITTNKE LLE T XPAON TwV
(N=355) evtoniotnkav otn Baon Bacewy 5e5opévwy OMIMSS,
Sedopevwyv OMIM (30 NogpBplou ¥ Orphanet63, MedlinePlus64;; O

2020)55 (Mivaxag S2) QTMOLTOVUEVOC ETITIOAACUOG TAV
TouAdylotov 1/40.000

‘OAeg oL ToUAdLoTOV HETPLAG coBapoTNTAG MABRoELg TTou ephaBavovTal.

3X. 2 MopoucLAleTaL TO KPLTAPLO TIou TEBNKE yla TN dnpoupyla tou kataAdyou yoviSiwv mMou cuvioTwvTal yla
€\eyxo otoug mivakeg 1-6. To KpLTnpLo ylo Ta yovidia mou mapatiBevral otoug mivakes 1-4 Atav mavopoldTumo Kat
avtAeital ano ) Bacn gnomAD. Ta yoviSia ou anaptBpouvtol otov iivaka 5 §ev avtlolvrtal anod dedopéva g
gnomAD. Ot X-pulocUvdeteg mabnoelg avtholvtatl ano t Bacn SeSouévwyv OMIM. Ta Sedopéva emmolacpol
yla T X-dpuhooUvdetec mabnoelg avilouvial elte anmod v OMIM, eite amd tnv Orphanet, elte amo v
MedlinePlus. ‘Oheg oL mabroelc ATav Touldylotov HETPLaC cofapdtntac. OMIM Online Mendelian Inheritance in
Man.

Epwtnon cuvaiveong 5: MNMolec aUTOOWULKEC UTIOAEUTOLLEVEC TTOONOELC Elval KOTAAMNAEC yLa
g\eyxo dopewv;

Ol OpYOVWOELG TWV EMAYYEALATIWY UTIOXPEOVVTAL VA KaBoploouV TG KATAANAES yLa
gleyxo dopéwv mabnoelg. MexplL twpa, v eubuvn auth €(ouv avaidPel ta epyaoctnpla
LOPLOKWY EEETACEWY, |LE CUVETIELQ OL TTAOACELG YLa TLG OTTIOLEC YIVETAL 0 EAEYXOC VA NV Elval
KOWVEC UETAll Twv epyaotnplwyv. Edapudoape Siddopa kpltipta (2x. 2) v va
TPOCSLOPIOOVE TA QUTOCWHLKA UTIOAELTIOpEVa yovidla, Ta omola mapatiBevtal otoug
Mivakeg 1-5.

Yriipxav 86 yovidia ou tkavoroLloloay Ta poavadepBevia kpltnpLa (mivakeg 1-4).
Meta tVv avaBewpnon autol Tou KAaTaAdyou yovidiwy, aflohoyroape Ta yovidia ta omoia
£€XOUV TIPONYOU LEVWC TtpoTabel yia éheyxo dopéwv amod to ACOG r to ACMG. Evtonioaue
tpla yovidla (SMN1: vwtiatla puikn atpodia, ELP1: owkoyevrc SucauTtovopla kat BLM:
olvOpopo Bloom) kat ta oupmeplAaBaie otov mmivaka 5. Kal ta tpla autd yovidia oxetilovtat
LLE TTaBNOELC TTOU €XOUV cUXVOTNTA GOPEQ E LLEYAAN EKTIPOCWTTNGN OE EVAV 1) TIEPLOOOTEPOUG
TIANBU GOV C aoBevwy Kal eVOEXETOL VA UTIOEKTTPOoWTIOUVTAL oth Bdon dedopévwv Genome
Aggregation Database (gnomAD). H aviyveuon tou aptBuou avilypddwvtou SMN1 pe Sokiun
NGS nmapeunodiletal ano v mapouasia evog évtova opoloyou Peudoyovidiou (SMN2) kat
Ba pmopoloe va PELWOEL TEXVNTA TLG cUXVOTNTEG aMnAdLopdwyv ot Bacn gnomAD. ‘Onwc
kal oto SMN1, 0 yevetikog tomog tou HBA elval texvikd moAUumAoko va aflohoynBel kal ot
TIEPLOOOTEPEG  TIEPLMTWOELG  a-BoAacoalpiog TPOKUTITOUV amod  amaloldeg evoc N
TepLoooTEpWY yovidiwv g a-odpatpivng (HBA1 kat HBA2) kal, cuvenwg, Ba pmopovoayv va
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Snuloupynoouv pla TeEXVNTA XopnAotepn ouxvotnta oAnAdpopdwyv otn gnomAD. Ot
ouxVOTNTeEG aAMnAopodpdwy twv maparaywy arAniouvyiag otn gnomAD v2.0.2 yia ta ELP1
Kot BLM Atav Awydtepo ouyxvég amd 1/200, ald eival ywwaotd ot autd ta yovidia €xouv
ouxvotnta aAAnAopopdwv touAdytotov 1/200 otouc ERpaioug Aokevall. H ataia Friedreich
elval pla uTtoAelmopevn Slatoapaxr TPLVOUKAEOTOKAG emavaAnPng oxeTllOpevn Ue ula
enéktaon GAA mou PBploketal oto wvtpovio 1 tou yovibiou FXN. H mabnon €xel v
uPnAoTEPN ocuyvotnta dopéa o AsukoUC TANBuouoUg amod TN PBopeloduTikn Eupwrn
(lonavia €wg IpAavdia). Ta umolouma yovidia mou mapatiBevtal otov Mivaka 5 €xouv
ouxvotnta ¢dopéa =1/200 oe évav umomAnBuoud twv HMA. Ou umonAnBuouol mou
ouumEepANGOnkav ATav oL ERpaiot Aokevall kat ol MNopTtoplkavol, kaBévag amo Toug omoloug
€XeL TouAdLoTov 1% ekmpoowTinon ot Hvwuéves MoAlteleg kal Ta aplepLKavIKa e6Adn.

JUVOALKA, OUVIOTOUHE Tov €Aeyxo Gopéwv KAlpakag 3 ylia 97 aUTOOW LKA
UTTOAELTTOEVA YOVISLA. ALOLOTAU PWOOLLLE TAL LUTOOW LKA UTTOAELTIOMEVA Yovidla TNG KALLaKaG
3 pe 1o wotttouto ClinGen yla tn cuoxEtion yovidiou -aoBévelac. Eva yovidlo amokAeiotnke
(BCS1L) emedn n emutipnon oto ClinGen katéAnée oTO OCUUMEPACUA OTL UTIRPXAV
«TIEPLOPLOLEVAY OTOLXEl yla TNV umooTtAplen ¢ ouoxétiong yovidiou-aobevelag. H
SEOLELON YL CUVEXN ETULTAPNON TWV QLU TOOW LLKWV UTIOAELTIOEVWY Yovidiwv Ba StaodpaAioel
OTL Ta yovidla Tou cuvioTwvTaL yla €Aeyxo KAlpakag 3 Ba emavetetalovtal oUUPWVa LLE TLC
véeg TAnpodoplec pelovtika. H emttpnon Ba mpénel va mepldapBavel tic Slabéotpeg
Texvoloyieg mou Ba e€aodalilovyv uPnAn amddoaon kat akplBr éAeyyo.

Ou napamnoumnég oto ClinGen kal otov katdAoyo deutepoyevwy eupnuatwy v3.053
Tou ACMG emétpepav mpoobeTeg mapatnpnoELG.

H ouoxétion yovidiou-aobévelag emiBepalwbnke we «kaboplotiki» oto ClinGen yla
39 and ta 97 yovidia (oe mooooto 40%) (Mivakag 1). MoAA& yovidia mou mpoteivoupe Sev
€xouv emipeAnBel ano to ClinGen (rm.x. CFTR, SMN1, HBB, ARSA). AUo yovidita (MMUT kat
USH3) amod ta mpotewvopeva Sev pmopecav va Bpebouv oto ClinGen, miBavotata Adyw
TLEPLOPLOUEVNC ETILTNPNONG UEXPL ONUEPQ. ALAOTAUPWOAE EMioNG Ta yovidia TG KAlpakag 3
LE eKkelva TOU cuvioTWVTAL yLla Tov KaBoALko €heyxo veoyvwy (Mivakag 1). Avo yovidla mou
oxetilovtal pe tnv Bapnkota (GIB2 kat SLC26A4) mepldapBdavovtal otn ol otacn yla Aeyxo.
Mpotelvoupe 16 QUTOCWHLKA UTIOAELTIOPEVA yovidla ta omolor eAéyyovial HE T XpAon
LETOBOALKWY AVOAU CEWV KATA TN OTLYUH Tou gAéyxou veoyvwy. O miBavoc aviiktumog mou Ba
€XEL O EAEYXOC YLOL QUTOCWULKEG UTTOAELTOUEVEC TIABNOELS OTIC OLKOYEVELEG culnTeltal oto
JUUTANPWHATIKS YALKO.

To ACMG cuviota:

e Tnvmapoxn eAéyxou opEwV KALLOKAG 3 YLot AUTOOW [LLKEG UTIOAELTTOUEVEG (M{vakeg 1-
5) kat X-dpuAoouvbeteg (Mivakag 6) mabnoels oe OAEG TIC €YKUEG 0.0BEVELC KaL O€ OOEG
npoypappatilouy eykupoolvn.

e Tn Ouvatdétnta TmapoxnNg eAéyxou ¢Gopéwv KAHAKOG 3 ylad QUTOOWLKEG
UTTOAELTIOEVEG TTOBACELG (Tivakeg 1-5) OTOUC AVATAPAYWYLKOUC cUVTPODPOUC TwV
eYKUWV 00Bevwv Kal ekelvwy mou mpoypappatilovy eykupoolvn, Otav o EAeyX0Oq
dopewv Slevepyeltal TAUTOXPOVA UE TOV/TNV CUVTPODO TOUC.

e JUVEXN EMLTAPNON TWV AUTOOWULKWY UTTOAETIOUEVWY YoviISiwv TNG KALpaKAG 3 He TN
CUUPBOAN:
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- Emponwv kal opadwy epyaciog tou ACMG,

- [pOoBeTWVY EMAYYEALATIKWY OPYAVWOEWY KAl TOU €UPEODG KOWVOU, avAAoya UE Ty
neplmtwon.

Epwtnon ouvaiveonc 6: MMotec X-duAoouvdetec mabnoslc sivol KATAAMNAEC yiLo. €Aeyy0
dopéwy;

Kamola epyaotripla mapexouy €heyxo yla X-opuAooUvdetec mabnoelg we UEPOC ToU
TIOKETOU eAéyxou ¢Gopwv. ‘OmMwe Kal Ol AUTOOWULKEG UTIOAELTOUEVEC, Ol X-PUAOCUVEETEG
nabnoelg mou eAéyxovial 8ev aANACETUKAAUTITOVTAL HETOED TWV €PYOOCTNPLWY LOPLAKWY
€€ETAOEWY. TNV TIPAYUOTIKOTNTA, OPLOUEVA Yyovidlakd TiAdveh eAéyxou Gopewv ToU
KukAOodOpoUV OTNV ayopd TepLEXOUV yovidla mou oxetilovtal pe TaBAoeElg TTou €Xouv
erumoAaopd 1/3.500, evw aMa kamota mabnon e emumoAacud pikpotepo armo 1/1.000.000.

Elval onuavtikd kaBe kaboplopévo maveh va mepthapfBdavel pa Stadavr meplypadn Tng
Stadikaotag mou akoAouBeital yla Tn ouUmepIANY N ) ToV AMOKAELOLLO TWV YoVISlwY aUTWV.

MoPATIEUTIOU LE TOUC AVOYVWOTEC OTO OUUTMANPW LATLKO UALKO «ALTLOAGYNON YL TOV
€\eyxo KAlpakag 3» kol oto oxAua 1 yla Aemrtopepn meplypadr Tou kaboplopol Tou
ETUTOAQOUOU TN vOoou oto 1/40.000 w¢ KpLTAPLO yLa TN ouumepiAndn twv X-puAoclvdetwyv
vovidiwv. Edpapudoape dStadopa kpltipla (2x. 2) yio Tov mpocdloplopd Twv X-puAooUvoeTwy
nabnoswy, oL omolec mapatiBevtal otov Mivaka 6. Me Bdon ta mpoavadepBevTa kpLtrpLa,
evtonicape 16 yovidla mou elvat katdMnAa yia éAeyxo dopéwv (Mivakag6). H avtutapafoin
QUTWV TwV yovidilwy pe to votttouto ClinGen amokdAu e OTL N CUCXETLON UETAEY yovLSiwv
Kot aocBevelwy ftav kaboplotikn ylata 13 € auvtwy (o€ mooootd 81%). Ta umoAouta tpia dev
g€xouv emipeAnBel and to ClinGen, ocupumeplhappavouévwy twv DMD, NROB1 kat RPGR.
Metaéld twv X-puloolvdetwv yovidiwy, Tpla Pplokovial otov KATAAOYO SeUTEPOYEVWV
gupnuatwv v3.0 tou ACMG: to ABCD1 (adpevoieukoduaotpodia), To GLA (vooog Fabry), kal
1o OTC (avendpkela tng tpavokapBapuAdong tg opviBivng).

O muBavog avtiktumog mou Ba €xel 0 €Aeyxog yla X-duAooUvOeteg MabroELg OTIC
OLKOYEVELEG oulNTELTAL OTO YU UMANPWUATIKO YALKO. H §€0euon yLa cUVEXN ETLTAPNON TWV X-
dulooUvdetwy yovidiwv Ba dtaodalioel 6Tl Ta yovidLa TTou cuVLIoTWVTAL YL EAEYXO KALpaKAC
3 Ba emavetetdlovtal oU Upwva LETLG VEEC TTANpodopieg peAovtika. H emttripnon Ba mpémel
va Aappavel umon Tig dtabéotueg texvoloyieg mou Ba eéaodaAiilouv vPnAn anddoon Kal
akpLPr €leyxo.

To ACMG cuviota:

e Tnv mapoxn eAéyxou HOVO yla Ta X-pulocuvdeta yovidla mou avadEpovial otov
Mivaka 6 wg HEPOC TOU eAéyxou KALMaKkac 3 o OAoug Toug aobevelc GUAETIKWY
XPWHOOWHATWY XX.

e Juvexn emLTRpnon Twv X-puAooUvoeTwV yovidiwy T KALlpakag 3 pe T ouUBoAn Twy
ggng:

- Emponwv kal opadwy gpyaciac tou ACMG,

- [pOoBeTWY EMAYYEALATIKWY OPYAVWOEWY KAl TOU EUPEOG KOLVOU, avaloya HE TV
nepimtwon.
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Epwinon ocuvaiveonc 7: TL TPEMEL v TIEPLUEVEL O KAWLKOC LaTpOC Ooov adopd OTLC

£PYAOTNPLAKEC EKOE0ELC QTIOTEAECUATWY TOU EAEYYOU DOPEWV;

H KALVLIKY) €pyacTnplaky) YWWHATEUCN QVILIIPOOWTIEVEL TO TEALKO HETAAVAAUTLKO OTASLO
NG EPYAOTNPELAKNG EEETAONG KAL ATIOTEAEL TEKUNPLWUEVN ETILKOLVWVIA [LE TOV TTOPATIEUTIOVT
KALVLKO LaTpO. Oa mpEMeL va elval éva Sopnuévo éyypado Ue ONUAVIIKA OUUTTEPACUATA ATIO
KALVLKA OKOTTLQ, TTOU avayvwpilovtal eUKoAQ Kol yivovtol KatavonTd ano Tov emayyeAuatia
vyelag mou {Atnoe Tnv e¢€taon. OL mAnpodopiec Ba mpémel va eival va mapgxovtal Le oadn,
OUVOTTTIKO KoL akpLpr) tpomo mou va tnpel ta kavoviotika mpotuma (42 CFR § 493.1291).
Apketd éyypada tou ACMG mpaypatevovtal TPOTUTA KAl oTolxela HLaG  KAWVIKAC
€PYAOTNPLAKNG YWWHATEUONG, OUUTEPIAQUBAVOLEVWY TWV TUNUATWY TNG, TS Sladavelac
TwV LeBOSWV KAl TWV TIEPLOPLOUWY, TWV TUTTOTIOLNUEVWY TOELVOLNOEWY TWV TTAPAANAYWY O
TEVTE KATNYOP(EC KOl TWV OUOLOHOPPWY OYXOALACUWY TwV Ttapallaywyv cUudwva HE Ty
Etalpla Maparaywy oto AvBpwrvo MNovidiwpa (HGVS). Elval onuavtiko n yvwudteuon va
LETOdEPEL Le cadnveLa:

» Tov aplbud kApakag Ttou eAéyxou GOpEWV KAl TO YEVETLKO TIEPLEXOUEVO TOU
yoviblakoU mavel mapabetoviag oha ta eéetalopeva yovidla kal ta petdypada n,
€AV 0 aplBuoC elval peyaAog, mapameUmovIag o€ mPooBAcio SIKTU ako ToTo.

»  Tnv mBavotnta oToxeu Uevng (LEow afLoAdynong mPokaBopLlopEvwY TTapallaywy) N
S1e€odIkAC (LEow a&lohdynong TNg MANPoUC TePLoXNG Kwolkomolnong e TIg BEoelg
HLOTIOMOTOG) TIPOCEYYLONG UE AETTOLEPELEG OXETLKA HE TN peBodoloyla kal Toug
TLEPLOPLOUOUG.

» Toug aviyveloluoug tumoug mapaMaywyv DNA  (rtx. SNVs, CNVs, SOULKEC
avadLatatelc).

» To elpog Taflvopunong Twv TAPaAAAYWY TIOU XPNOLUOTIOLEITOL OTNV UTIOROAR
ekBEcewv.

H kataypadn kal n epunvela Twv amoteAeoUATWY e€apTATAL ATIO TO KALVIKO TTAAOLO Kall
g evdeielg g e€€taonc. ‘Otav Ta amoteAéopata elval apvnTika, elval cuxva avépLKTo va
TLOPEXOVTAL EKTLHAOELC yLa evOEXOUEVO UTTOAELTTOUEVO KivOUVOo emeldn (1) yla moAG amo ta X-
dulooUvbeta yovidla Tou eAgyyovtal, oL cuxvotnTeC dopéa eival avakplBeic (2) ta cuvola
Sedopévwy kal oL TAnBu ool pe Bdoel toug omoloug kaBopiletal n cuyvotnta dopéa pnopel
va TolkiAMouv kat (3) ol umoloylopol eCopTwvtal amod TNV €BvikoTTA [E TNV onoia
autonpoodlopiletal o acbevng. Qotdoo, omote eival duvatody, Ba NTav KaAod va mapéxovtal
TO TTOCOOTO KAl N aVOAUTLKA eualoBnola aviyveuong SladopeTikwy TUTIWV o paAAaywV. AUTO
Ba BonBroel va toviotel OtL pla apvnTikh e€€taon dev etaleidel tnv miBavotnta va eivatl
Kavelg dopéag yLa omoladnmote mabnon mou eEeTtdletal, AAA LELWVEL TOV Kivduvo auTo.

‘OAec oL maBoyovol kal miBavwe maboyovol maparayeg Ba mpémnel va avadEpovtal otov
enayyeAuatio uyelag mou {Atnoe tn Olevépyela g et€taong. Qotdoo, WLla CUVOALKHA
TIPOOEYYLON LE AAANAOUXLON CUYKEKPLLLEVWY YoVLSLwV Kal e T Sduvatotnta avadopdd piag
naparayng aféRaing onuaviikétntag (VUS) Ba mpénel va AndBel umogn doov adopd otoug
OUVIPOPOUC TWV EVIOTIOUEVWY GOPEWV Kal va oulntnBel katd 1t OSldpkela NG
OUMPBOUAEUTIKAC TIpLY amo TV e€€taon. Ol yWw U ATEVU OELG BETIKWVY ATIOTEAECUATWY Bl TIPETEL
va TepllapBavouyv  oUVTOUEC KAWVLKEC TIAnpodopiec oxetikd pe T Slatapaxn, ™
StetobuTtikoTnTa -€dv  €lval yvwotn- Kal T UeTaPAntotnta otnv €kdpaocn, €av elvat
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katavontr). Ol TANPOPOPLEC OXETIKA LLE TIG CUOXETIOELC YOVOTUTIOU -PpalVOTUTIOU UTTOPEL va
TIAPEXOVTAL [LE OXETLKOUC TIEPLOPLOUOUC, SeSOEVOU OTL OL CUCXETLOELG TIOU £XOUV VONLLOL OE
€vayv nAnBuop o pmopet va pnv elvat ebapuooleg os pepovwpéva atopa. ‘Otav evtoniletal
dopéag, otn yvwpateuon Ba Tmpémel va TepAAUPBAvVETAL pla €KBEon OXETIKA HE TOV
avamapaywylko kivéuvo.

H epunveia Twv anoteheopdtwy Ba mpémnetl va AapBavel urtodn yovidla kat maparayeg
e TOMATAEC cuoyetioelc pe aobévele, kabBwg kal TtV TOAVOTNTA ULKTWV TPOTWV
KAnpovopLkotnTag. Mo mapadelyua, evw oplopéveg maboyovol mapailayéc oto yovidlo
ABCC8 0bnyouv og PHeLWEVN EKKPLON LVOOUALVNG Kol uTtepyAUKaLia TTOU TTIPOKAAEL LOVLULO
VEOYVLKO oakxapwon dLtafAtn, AAeC pumopel va pokaAEo0oUY CUYYEVH UTIEPLVOOUALVLOLLO KOl
uTtoyAukalpla. Emiong, av kal oplopéveg maboyovol maparAayEG otny utodw odataacia Tou
yoviSiou ALPL oyetilovtal e AUTOOWULKY UTIOAEUTOWEVN VOO0, OPLOUEVEG TIAPAANAYEC OTAV
UTIAPXOUV Ot €TEPOlUYWTLKY KATAOTAON OXeT{ovTal HUE QUTOCWULKA ETLKpAT voco. H
mBavotnta ekdNAwong aoBevelwv o eTepOlUYWTEC KAL TA CUVAPT KALVIKA XOPOKTNPELOTLKA
Twv aobevelwy, epooov elval yvwotd, OMwe oe TEPUTTWOELS PopEwV X-PUAOCUVSETWV
naBnoewyv (m.x. puokapdlondbela oe dpopeic DMD, mpwTomabng wobnKLKA AVEMAPKELQ O
dopeic g mpopetdMaing tou FMR1) Ba mpémel va oulntouvial oOto TAAICLO TNG
OUUBOVAELTIKAG TpLY TNV €€€taon. Ol YWWHATEV OELG TIPETIEL VA (VAL OUYKEKPLUEVEG OO0V
adopad otov mPoadloplopd YWwotwV aAANAOLopd WY Tou oxetilovtal Pe ATILA OU UMTWUATA,
onwgyLa mapadeypa n maparayn Aspdd4His oto yovidio BTD, to aAMnAopopdo Duarte oto
yoviblo GALT kat oto yovidio HBAL/HBA2 (-+/++) kol oL TIOMEG UN KAQOLKEG MTILEG
napaAayegtou CYP21. Emitou mapovtog, o KatdAoyog SeuTepoyevwy U pnuatwy tou ACMG
yla TNV UTTOROAN YWWUATEVU OEWV OTO TTAALOLO TOU EAEYXOU TOU YevikoU TTANBU ooV Sev €xel
EMIKUPWOEL. H petdfaocn amd To €pyactpld  HOPLAKWY SOKILWY OTNV  KALUAKWTN
KQTnyopLoToinon mou meplypadnke avVapEVeTaL va elval otadlakn wWoTe va TPOoapOoTEL
OTLC AAAQYEC TTOU amalTtouvTal yLa TNV opbn Slevépyela Tou eAEYXOU.

To ACMG ouviota:

e Na TepLYPAPOVTAL OTLC EPYAOTNPLAKES YWW LATEU OELC TO TIEPLEXOLLEVO TWV YOVISLOKWV
Ttavel ehéyxou dopéwv Kkat n avtiotowxn kAlpaka tou ACMG.

e Na mapatiBetal pe cadbnvela n mPOoEyyLon TG SOKLUNG KAl Ol OVLXVEUGLUOL TUTIOL
TWV TTAPAAAQYWV.

e Na pnv avad€povial oL EKTLUNOELS UTIOAELTIOMEVOU KlvdUvou emeldn dev €xel
kaBoplotel N ocuyvotnTa GopEa KAl TO TTOOOOTO avixveuong OAwy Twv yovidlwv.

e Na avadépovial CUOTNUATIKA Hovo ol maBboyodvol kal ol mbavwe maboyovol
TapaANAYEG.

e Na AapBavovtat umtoPn yovidla kal mapaAAayEG e TTOMATIAEG OU OXETIOELC VOOOU
KQTA TNV EPUNVELD TWV ATIOTEAECUATWY .

e Na avadépetal plamaparrayn aBéBaing onuavtikotntag (VUS) povo og cuvtpoddoug
EVTOTULOMEVWY GOPEWVY KAl LOVO LE TN cuyKataBeon Tou aoBevoug.

Epwtnon ouvaiveonc 8: TL Ba mpéemnel va toviletal katd tn Stdpkela TS oU LBOUAEUTIKAC TPV
KOl LLETA TN SLEVEPYELDL EAEYXOU POPEWV;




(45]

H oxetikr ekmaidevon kat n ouUBOUAEUTIKA lval EQLPETIKA ONULAVTLKEG OTOV EAEYXO
dopéwv. H tekunplwpévn AnPn amoddcswv PAacel Tou eléyxou elval moAUmAokn Kal,
Savika, Ba mpémel va amoTteAel LEPOG TNG LATPLKAG dpovTidag mpLv amod th cUAMN YN, WOoTE va
elvat Sduvaty onowadnmote emtdoyn otn ANPn  avamapaywylkwy amnoddoswyv. Ot
ETAYYEALLOTIEG TOU TOMEN TNG UYELOVOWLKAG TiepBaAdng Ba mpEMmeL va EVNLLEPWVOUV TOUC
aoBeveig yla Toug KvdUVoUC, Ta 0hEAN Kal TLG CUVETELEG TOU eAEyxou PopEwv. MeTd amo
KATAAANAN oUBOUAEUTIKNA TTou Ao PBAVEL UTIOYN TLG AVAYKES Kal TLg aleg Tou aoBevoug, ot
aoBeveic Ba Mpemnel va umootnpeilovtal, WoTte Vo AAUBAVOUV EVNUEPWUEVEC KL ALUTOVOUEC
amodpACEeLg, OUUTEPLAAUBAVOUEVNE TNC amodacnc va Ny uTtoBANBoUY oTov €Aeyyo.

H oupuBouAeuTIKN yLa ToV €AeyX0 GOPEWV TIPETEL VA TIAPEXETAL ATIO EMAYYEALQTIEG
UYElOG e YWWOELS Kal KATAANAN ekmaideuon kal mpémel va Slevepyeltal TpLv Kal LETA TNV
e€€taon. Oa mpeEnel va onUelwBel otL Ta mapadoolakd LOVIEAQ YEVETIKAC OULBOUAEUTIKAC
umopel va eival eEloov ypovoPBopa kal evepyoPopa. ‘ETol, mpémel va avamtuxBouv kal va
BeomiotoUv vEa LOVTEAQ, TOCO YLOL TNV EKTTALEELON TWV TTAPOXWY LN YEVETLKWY UTINPECLWY,
000 KOl yLo T oUUPBOUAEUTIKY TwV aoBevwy. Ta LOVTEAA QUTA UMopEl va mepthapBavouy
Bivteo, Stahoylkd poumot (chatbots), pabnon péow umoAoyLot) 1 AAAeC peBoddou g mapoxng
TIANPOdPOPLWYV 0TouC aoBeveilc kal afloAdynong TG Katavonong touc. O éheyxoc dopEwv yLa
OUTOOWLKEG UTIOAELTOUEVEG BN oelg sival povadikog o oUYKPLON HE AAAEG LOTPLKEC
€€ETAOELG, KOBWC TA ATIOTEAECHOTA TWV EEETA0EWY EMNPEATIOUV TNV TTILBAVOTNTA OL ATIOYOVOL
Tou aoBevoUg va €(OUV LA YEVETIKN TABNnon, evw w¢ ent to mAslotov o acBevrg mou
e€etaletal lval uylng. Qotooo, ol aoBevelg ue SUo xpwpoowpata X, oL onotot ival Betikol
yla X-puAooUvdeteg mabroslg pmopel va ekdnAWooUV CUUMTWHATA TG Tadnong (m.y.
QVETAPKELA TNG TpavokapPBauuAdong Tng opviBivng kat atpoppodiia) Adyw g Un tuxaiag
adpavornoinong Tou xpwpoowpatog X. AuTto eényel eniong ylati oplopévol dpopelc TG LUIKAC
Sduotpodiag Duchenne (DMD) eudavilouv puokapdlonabela. Mia UTIOOUASA AUTWY TWV
aoBevwy Tou €Youv éva aAANAOUOPdO TNG TPOUETAAaENG Tou FMR1 kwvbuvelouv va
avamTtuEouV TPOWPEN WOoBNKLKNA avenAapkela, pia mabnon mou dev oxetiletal pe ekelvn mou
napatnpeltal otoug apoevikou (XY) amoydvouc toug (dnA. cuvdpouo EvBpauctou X).

MAnpodopileg cUUPBOUAEUTIKAG TIPLY TNV EEETOLON TTOU OAOL OL TTApoyoL Ba pémel va culntouv
EMAPKWG:

— 0O €éleyxog dopéa elval MPoaLPETIKOS Kol Umopel va mpaypatonoinbel avd naoca
OTLYA.

— 0O éAeyxog mpv amod ) cUMNUN TPOTLLATAL O OXEON |LE TOV TTPOYEVVNTLKO EAEYXO,
kaBw¢ umopel va elval Alyotepo OTPEOOYOVOC yla Toug 0oBevelc pe Betikd
QTOTEAEOUQTA KAl ETLTPEMEL TNV TIARPN OAOKANPWON TG AP NS avamapaywylkwy
amodpacewyv. Edv yivetal katd tn Sldpkela NG eykupoouvng, Ba mpémel va
TIPOCGEPETAL TAUTAXPOVN EEETAON TOU/TNG CLVIPOGOU.

— 2e meplnmtwon alayng Tou avamapaywylkol cuvipodou, o éleyxoc dopéwv Ba
TIPEMEL va emavalapBavetad.

— 0O £Aeyxoc dopéwv dev amotelel e€€taon yla OAeG TLG VEVETIKEG TaBNOELG - OTnv
mpayuatikotnta, AapBdvovtac umodn OAeg TG YEVETIKEG TTABAOELG, EAEyXETAL LOVO
uLa petobndlia.
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— Ol yeveTkég maparayeg elvat mBavo va UTIApYXoUV OTNV OLKOYEVELA EVOC ATOLLOU YL
TLOMEC VeVLEG.

— 0O éAeyxoc dopwv dev Ba evtornioel de novo mapaA\ayEg OTOUG ATOYOVOUG.

\A

O €heyxoc dopEwv Sev avtLkaBLOTA TOV EAEYXO VEOYVWV.

— ‘Otav o €Aeyxog dopéwv KAlpakag 1 1 kAlpakag 2 €xel mpayuatonowndel oe
TiPONYOoU LEVN eyKU oo VN, Ba mpémel va Slevepyeltal éAeyxog KALLakag 3.

— 'Evag $opeag HLOG QUTOOWHLKAG UTIOAELTIOMEVNG TtdBnong omavia Ba ekdnAwoel
KALVLKQ ONUELQl 1) U UITTW HLaTa TN TaBnong auTng.

— Taleuydpla pe cuyyevela € alpatog éxouv auénuévo kivbuvova eivat dopeig yla tig
(8Lec mabnoeLc.

— Mrmopel va unv eival yvwotd oAa Ta yovisia Kol oL TapaAAQYEC TTOU TTPOKAAOUV LA
mabnon kot va pnv egetalovial oto mAaiolo tou eAéyyou kAipakacg 3 1 4. Edv 10
OLKOYEVELAKO LOTOPLKO TO Sikaloloyel, pmopel va e¢etaotolv emumAgov yovidla kat Ba
npénel va AndBel uToYn To EVOEXOUEVO TTAPATIOUTING OE EMAYYEAUATIO YEVETLOTH.
Mia apvntikn €€€tacn PelwVeL TNV BavoTNTa evog aoxovtog maldlol, arda dev
eCaheldel Tov kivduvo.

— Ta epyaoctpla Sev Ba mpénel va avadpEpouv alayeg og éva yovidlo mou dev €xel
Kapla r éxel acadr oLOYETLON LLE LA LATPLK TTdBnon.

— M maparayry apéBaing onuavtikotnrag (VUS) elval pla alayr eviog evog
yovidiou mou pmopel va oxetiletal r) va pnv oxetiletal pe aobévela. AuTtég Sev
avadEpovtal, €KTO¢ €dv 0 €vag ouvipodoc Bpebel popéag plag maboyovou 1
mBavwg naboyovou maparayng oto (6lo yovidlo. Otav cupPaivel auto, Ba mpémnel
va {nteltal anodtov SeUTeEPO cUVTPOPO va amodaciosl eav emtbu pel Ti¢ mAnpodopleg
QUTEC. ISavika, auth n ouykataBeon yLa tnv mapaiapr evoc anoteAéopatog VUS Ba
AapBavel xwpa Kata Tn SLApKeLa TG oUUBOUAEUTLKAG TTPLY oo TN cUAANYN.

— Y€ OPLOLEVEC TIEPLTTTWOELG, ol X-puAooUvdetol etepoluyol acbevelc Ba ekdbnAwoouv
ONUELO KAl OUUMTWHATA TIou elval SLadopeTikad amod tnv mabnon mou mapatnpeitol
oTou ¢ aroyovoug (rm.x. DMD, FMR1).

JUMPBOUAEUTLKNA OE ELOLKEG TIEPLMITWOELG
Ortav ta amoteAéouata ¢ e€€taonc sivat UeTikd UETA amd SLaboyIKO TTPOYEWWNTIKO EAEYXO.

H Slwabeolpdtnta Tou cuvipodou Sev Ba TpPEMel va UTAYOPEVEL TOTE N €AV
nipoodEpetal EAeyxoc dopéa. Qotdoo, Ba mpémel va culnteital o aviiktumog TNG epunvelag
TOU amoteAéopatocg, kKabweg umopel va emnpedosl Tn AP n anodaong amnd tov acbevr). Otav
0 €\eyxoc dopéwv Slevepyeital KATA TN SLAPKEL LLOG eV EEENIEEL eykuLOOUVNG, elval Lbaviko
va Slevepyeltal €Aeyxog ¢opéwv Kal otoug SUO0 CUVIPOPOUC TAUTOXPOVA, WOTE T
amoteAéopata ToUu eAéyxou va AapBdvovtal eykaipwg. O €leyxoc dopéwv pmopsl va
nipooeyylotel Stadoxikd, mpayua mou onuaivel otL évag aoBevig umopel va umoPAnBet
TIPWTOG Ot €AeyX0, va AAPEL QMOTEAEOUATO KOl OTn CUVEXELQ va eAeyxBel o Twpvog N
HLEAOVTIKOC avamapoywylkog ouvtpodoc. ‘Otav Slevepyeital Stadoxikog €Aleyxog Kot
StamiotwBel OTL €vag olvtpodog elval Gop€ac ULAC AUTOOWLKAG UTIOAELTOMEVNG N X-
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duloolvdetng mabnong, o ev Adyw ouvipodo¢ Ba mpémel va AABeEL oUPPBOVAEUTIKN
UTIOOTNPLEN ATIO €VaV EVNLEPWEVO KOl KATAMNAa ekmaldeu Lévo emayyeApatia uyelag. 2e
€LOLKEC TEPUMTWOELG, Hmopel va elval Slaltepa okomipo va I{ntnBel n ocuvdpour €vog
EMAyyeALQTIO YeVETLOTH, Yo Ttapddelypa (1) otav to yovidlo i n mapaiiayn eival ywvwoto ot
oxeTeTal PE LeTAPANTH ekdpaOTKOTNTA, (2) oTav evtoniletal évag X-dpuAooUvEeTog popeag,
(3) otav evronilovtal $popel¢ AUTOCWULKWY UTIOAEUTOUEVWY YOVLSLAKWY TTAPAAAAYWY TTOU
€X0UV TILBAVEC POULVOTUTILKEG ETIUMTWOELG, Kot (4) otav avakaAvntetal pia VUS.

To ACMG ouvLoTd N oULBOUAEUTIKA TwV 0.0Bevwy va teplAauBaveL:
e Exmaldeuon oxetkd pe TV madnon yla tnv onola o acBevrc PpéBnke BeTikoC.

e [1poodopd CUUTANPWUATIKOU €EAEYXOU TOU OUVTIPOPOU HE avaivon tou (Slou
yovibiou mou €xel tnv maboyovo f miBavwe maboyovo mapalayr HE ekelvn mou
evroniotnke otov acBevn.

e 0O epyactnpLakog EAeyxoc Tou cuVTpOdoL Ba Tpémel va epAa L BAVEL ToV KABOpPLOWO
aMniouyxiag tou mARpoug yovidiou mou evtoniotnke otov aoBevr-dopea kol Oxl
€€ETAON VLA EVA TIEPLOPLOUEVO TTAVEA YOVIOLAKWY TTAPOAAQYWV.

e Y& TEPUTTWOELC OTIOU UTIAPXEL EYKUOOUVN v e€eAiel kal n oUvtpodoc apveltal Tov
éleyyxo N Sev SlatiBetal umopet va mpoodepOel pia Stayvwotikn Stadikaota.

e Qa TPEMEL VO KATAPTLOTEL OXESLO yLA TN YVWOTOMOINoN TWV AT OTEAECUATWY Ttou Ba
neplAapBavel tnv avadopd f Un Twyv maparaywyv apéBaing onuavtkotntag (VUS).

e ’Eva apvnTlkO amoteleopa e€€taong otov ouvtpodo Sev e€aheldel Tov kivbuvo evog
maoyovtog matdlov. O umoAelmouevog kivbuvog Sev pumopet va mocotikomolnOel pe
akp(BeLa yLa TIg TepLOCOTEPEC MOONOELS, WOTOOO, LELWVETAL.

e Toa «Peudwg Betika» amoteAéopata Unopel va odelhovral oe:

- Mewwpévn Olelodbutikotnta  yvwotwyv mnaboyovwy  kal mbavwe  maboyovwy
o paA YWY,

- Avidpatikn eppnveia twv mapalaywyv LeTall Twy epyactnplwy,
- EMut) avadopd Twy amoteAecpdtwy o€ acbeveig e Tig (bleg maparlayeg,

- Atel insilico povtehomoinon g €kdpacng Twv mapaAAaywvy.

Ol aoBeveic Ba Tpemel va KATavooUV OTL N TIOLKIAOLLOPd LA TV EKSNAWCEWY LLOG YEVETIKAC
Tabnaong elval TUTTLKA, aKOUN KoL O€ TTAOYOVTO ATOA EVTOC TNE (BLag OLKOYEVELG.

Otav avayvwpiletal ot éva (euydpt StatpExel kivduvo.

‘Otav evromiletal éva {euydpl mou Slatpéxel kivduvo, cuVLOTATAL N TIAPOoXH OU UBOUAEUTLKAG
Ao KATAMNAa ekmaldeu pevo emayyeApatia uyeiac. e elOLIKEC TIEPLMTWOELG, UTOpEl val elvat
WSlaitepa okomipo va {ntnBel n ouvdpoun evog emayyeApaTia TG YEVETIKAG, OMWG yla
napadeypa: 1. otav 1o yovidlo f n mapaAlayn elval ywwoto otL oxetilovtal e HetaBAnT
ekdppaotikéTNTa Kot 2. otav  amokoAumrtetal  uloe VUS. H  oupPoudeuTikr mou
TipayaTOMOoLETaL €apTtadTtal amo to Tote eviomniletal to {evyapt dopewv (SnA. TpLv
oUMNYPN R TPOYEVNTLKA).
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To ACMG cuvlotd n ou LBOVAEUTIKY TWV aoBevwyV va TtepAa U BAVEL:
2€ MTEPIMTWOELG EVTOTTLOUOU (POPEN TIPLV ATto TN cUAANYN
— 2UTATNON TWV KWWOUVWV KAL TWV TTAEOVEKTNUATWY TWV AVATIAPAYWYLKWY ETTIAOYWV.

— 2ulATNoN yla TtV in vitro yovipornoinon pe SWPER YAUETWY, yla TTPOEUDUTEUTIKN
vevetikn Sldyvwon, dwped eufplou, uloBecia kal mpoyevwntikn Stdyvwon (ue
Setypatohny ia xoplakng Adxvng 1 apviokévtnon), akolouBou pevn ano anoddaon yla
OUVEXLON N KN OUVEXLON TNG eykupoouvng. H oulntnon autr meplAapBavel tny
mposgTolpacia yla tatpLkn meplBaAln Letd t yévvnon evog maoyoviog matdlou.

— MMpoodopd ekmatdeuTIKOU UALKOU Kal TOPWY TIOU UIMopoUV va SLEUKOAUVOUV TOUG
aoBevelc va AdBouv TEKUNPLWUEVN amOPaon OXETIKA LE TIC AVATIOPOAYWYLKES TOUC
ETLAOVEC.

— 2X€6L0 yLa ToV TPOTIO YVWOTOMOLNONG TWV OMOTEAECUATWY.
2€ MTEPUTTWOELC EVTOTTIOUOU (POPEX KATA TN SLAPKELX LULaC eV eEEALEEL eykuOOUVNC

— Mpoodopd pla dtayvwotikAg dtadikaoiag (m.y. detypatoAnpia xoplakig Adxvng 1
QLLVLOTIAPAKEVTNON) avAaAoya PE TNV TEPIMTWoN wWote va Mpoodloplotel v éva
EUPpUO TPOPAEMETAL VO ATMOKTACEL TNV TTABNoN 1 T TabroeLg ou evtomioTnkay
LEOW TOU EAEyXOU POPEWV.

— 2UIATNON OXETIKA HE TIG QVOTOPAYWYLKEG amoddoelg yla tn Sle€aywyn HLog
gykupoolvng, ouumeplAaupavopévng g TpPosTollaciag yia mbavy LaTpLkA
neplBaAn petd t yévvnon evog maoyovtog matdlou.

— Mpoadopd ekmalSeuTIKOU UALKOU KAl TIOPWY TIOU UIOoPoUV va SLEUKOAUVOUV TOUG
aoBevelc va AdPBouv TeEKUNPLWUEVN ammOPaon OXETLKA E TG OVATIAPAYWYLKES TOUG
ETAOYEC.

— Kataption oxeblou yLa Tov TPpOMOo YVWw oTomolNoNG TWVY ATOTEAECUATWV.

2e mepintwon nmou o matepac Sev umopel v urtoBAnUel oe EAeyxo, n aoUevric Exel G€TkO
QAITOTEAECUO KAl UTTAPXEL EYKUUOOUVN €V eEEALEEL

Eivalr amodektd va mpoodépetal otnv aobevy mpoyevwntiky Slayvwotikr Oladikaoia
(betypatohny ta xoptakng Adxvng f apviomapakevtneon) otav n aobevic Pploketal BeTikn yLa
QUTOOW KO UTTOAELTIOHEVO YovibLo Kal o matépag Sev pumopel va eheyxBel yLa évav amo toug
akolouBoug Adyoug: (1) Sev mpotiBetal va umoBAnBel otov €Aeyxo, (2) o €Aeyxog Ba rtav
QTAYOPEUTIKOC oo TAEUPAC KOOTOUG, (3) Ta amoteAéopata amo Tov cUVIpodo dev Ba Tav
Stabéolpa eykaipwg wote va kataotel Suvath n AnPn avamapaywylkng anodaonc, kat (4)
npayuatoroleital Stayvwotikn Stadlkacta yia Mo Adyo. Ta mapamdavw €xouv Ndén
kaBlepwBel and to ACMG yla TNV LVOKUOTLKA vOoo Kal Ba mpémel va Bewpouvtal emthoyn
otav eviomniletal popeag omoLoudnmote AAOU UTIOAELTIOEVOU Yovidiou (f yoviSiwv). ITig
TIEPUTTWOEL] QUTEG, OUVLOTATAL N OUMPOUAEUTIKR amd  KATAMNAA  ekmaldeu LEVo
enayyeApatia vyelag. H Stevépyela Tng Stayvwotikng Stadikaoiag mpolmobetel TNy Uapén
€VOG epyaotnplou mpdBuoU va eKTEAEDEL TNV e€€TaON.

To ACMG ouVLOTA 1 OULBOUAEUTIKA TwV aloBevwVv va TteplAaBavel tTa eENC:
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e Exmaidevon oxetikd pe TV mabnon yla tnyv omnoia o acBevig Bpednke BETIKOC.

e Katdption oxedlov yla T yvwotonoinon Twy anoteAeopatwy mou Ba meplAauBavet
™V avadopd f un twv napaAraywyv aBéBalng onuavtikotntag (VUS).

e O gpyaotnplokdg €Aeyxog Tou/tng ouvipodou Ba TpEmel va meplAapBavel tnv
aMnAouxlon tou TARpoug yovidiou (f twv yovidlwv) mou avayvwplotnke (N
avayvwplotnkav) otov/otnv acBevr-bopea kol OxL eEETAON YLOL €VOL TIEPLOPLOUEVO
TLAVEA YOVIOLOKWV TIapaAAQyWV.

e Mua Stayvwotikr Stadikaoia Ba mpénel va mpoodEpeTal OTaV:
- O/nobvipodoc dev elval og Oon va uToPAnBel o f€taon.

- 0O/n obvtpodoc apveital va EeTaoTel,.

- Heétaon elval amayopeu Tk amo MAEU PAG KOOTOUG.

- Ta amnoteAéopata Tou/tng ouvtpodou Sev Ba eival Stabéotpa eykaipwc yia tn Angin
QVATIOPAYWYLIKWY ATTOPACEWV.

- 'Exeundn npoypappatiotel Stayvwotikn Stadikaoia yio dAAn €voelén.

O/n aoBevic Ba mpénel va AaApPAVEL OUUPBOUAEUTIKY OXETLKA LLE TOUC TIEPLOPLOMOUC TNC
yovibLakAg avdAuong oto €uPpuo e BAon Ta mapamavw. To EpYAcTrpLlo eVOEXETAL VAL LNV
elval oe B€on va mapaoyel oploTikr Slayvwon eav n katdotaon ¢popea Tou ToU evog Yoveéa
elvat ayvwotn.

2YMMNEPAZMA

To mapov gyypado Beomilel pia KALLOKWTH TTPOCEYYLON YLO TOV EAeYX0 GOPEWV KOl
arookornel otn PBeAtiwon g Se€aywyng Tou €AEYXOU, EMLTPEMOVIAG Ot SLadOPETLKOUC
MANBuopoL¢ va enwdeAnBolv amod TG VEEG Kal avaduOUEVEG TEXVOAOYIEC OTOV TOUEQ TNG
YOVIOLWHATIKAC. ‘Exoupe mapabéoel Alota twv yovidiwv Twv omolwyv o EAeyxocg TPEMEL va
npoodEpetal oe GAouC Toug aobevelc mou emtBuuoUV va uTtoBANBoUV o EAeyX0 GOPEWV.
AvtihapBavopaote OtL Ta yovidla TTou TPOTEIVOU LE UTTOPEL VA NV KOAUTITOUV EMAPKWGE TLG
TaBNoeLS TToU TTAPATNPEOUVTOL CUXVOTEPX O OPLOUEVOUG MANBUOOUC - WG €K TOUTOU, TO
OLKOYEVELAKO KAL TO TIPOOWTILKO LOTOPLKO, OU UTEPIAAUBavVOUEVNC TNG Yeveahoylag Kal, KaTd
nepimtwon, g uaoLkg e€€taong, Ba TPEMEL va XpnoLHomoLlouvTaL, yia va amooca dnvilouy
™V avaykn eAéyxou TpooBetwy emheypévwy yovidiwv. Avapévou e OTL e TNV mapodo Tou
XpOvou ol kKALVIKol ylatpol Ba efolkelwBoUV e TLG EVVOLEG, TO CUYKEKPLUEVA yovidla Kal Tig
ouvadelc mabroelg mov mpotelvovtal oto mapov Eyypado. Afilel va onuelwBel oTL Ta
€PYAOTNPLA LLOPLAKWY EEETACEWVY KAAOUVTAL VA TIPOCOPULOCTOUY KOLL VO KOLLVOTOUHOOUV yLO. VAl
SLaTNProoLY TO KOOTOC TOU EAEYXOU POpPEWV XAUNAO Kal tnv amodoon vPnAn. Oa eival
onuavtikd 1o ACMG va emavekTldnosl ta yovidla mou mpotelvovtal yia €Aeyxo Kal va
€€eTA0OEL TNV  QVAyYKN TPOMOTOiNoNG TwvV KPltnplwv Tou YpnoLpomolouvtal yla TN
oupmep{Anin kat Tov anokAelopd yovidiwy.

OL ouyypadei¢ autol Tou TpakIlkoUu Ponbnuatog avayvwpilouvv OTL UTTAPYOLY
EUMOdLla otV epappoyn Tou eAéyxou GOPEWV KALUAKOG 3 OTNV KALVLKN TIPAKTLKA. Z& AUTA
neplAapBavovtal oL TIPOKANOELC TIoU  emIBAAMOVTAL OTOUC TIAPOXOUG UYELOVOLLLKNG
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neplBaAPNg amod TIg TaXEWG UETOBAMOUEVEG YEVETIKEG TEXVOAOYLEC Kal TTANpodopleg, KabBwg
Kal n aodaAlotiki kKaAupn yLo tov éAeyxo GopEwV TwV aoBevwy Kal TwV CUVIPOPWV TOUG.
Mia GAn mpokAnon adopd OtV TIPOCAPHOYH VEWV OTPATNYKWY €E€Taong amod Ta
gpyactnpla poplakol eAéyxou, SeSoUévou OTL OpLOPEVA Ao Ta Yovidia TG KAlpakag 3 Tou
ACMG pmopel va kpUBouv maparayeg mou cuvnBwe dev avixveuovtal Lovo e EAeyxo NGS.
Avayvwplloupe emiong OTL n TOPOXH OUUPBOUAEUTIKAG TPV amd Tov €AEyXOo Kal N
yvwotornolnon akplBwy Kal €yKapwy amoTteAeoUATWY oToug aoBevelc eival xpovoBopa. Ot
TIANpodopleg TTou TiepAaBAVOVTOL OTO TTAPOV Eyypado, Lall e AUTEC TToU SivovTal amo o
ACMG, to ACOG Kol GAAEG ETTAYYEALLOTLKEG OPYAVW OELC LAG TIAPEXOUV TTOAAA aTtd OO0 TIPETTEL
va ywwpiloupe yla va alcBavouaote aveta va SlevepyoUe €heyxo dpopéwv. H mapoloa
opada epyaciac avayvwpilel 6tLn mpoodopd evdg oAokANpw pévou TtaveA yoviSlwy KALpaKkog
3 og 6Aoug elval UOVO TO TIPWTO BAKA TTPOG TNV LOOTNTA ATEVAVTL OTOV EAEYX0 HOPEWV Kal
otnv  KAWLKA TapakoAouBnon. Ou emayyeAuatiec NG YeVeETIKAG evBappuvovtal va
KQLVOTOUNOOUV XpNoLomolwvTag tTnv tnAsiatplkn kal to Sladlktuakd epyalsia yla va
EEMEPAOOUV TIC TIPOKANOEL TIOU QVTLLETWTIIEL TO €pyaTiko Suvaplkd tou kAadou. O
ouvluaopog autwy He aMeg 16éeg Ba Slaodhaiiosl OtL ol aoBevelc Ba Aaupavouv to
vPnAotepo enimedo meplBaAPng, KaBwWG n YeveTlkn Kal n yoviSlwUaTk auédvouv Tnv
EUPBEAELA TOUC O KOLVOTNTEG TIOU, UEXPL TwPA, SEV NTAV EEOLKELW UEVEG LLE TA TTAEOVEKTHLLOTA
TIOU TTPOOdEPOUV. ZUVLOTOU UE QVETILPUAAKTA 08 OAOU G TOUC UTIOXPEOU G KAAU P NG Samavng va
KQAUTITOUV ToV EAeyX0 PopEwV TN KALLaKAC 3, KaBw Kal Tov Eheyxo dopewv TG KAlpakag 4
0 KATAAANAEG KALVLKEG TIEPLOTAOELC, OMWCE TO MPOOWTILKO/LATPLKO LOTOPLKO 1 N CUYYVEVELQ,
wote va StaodaAiletal lootipn nepiBain oe dAa Ta ATOUA, OU UTTEPIAALBOVOLEVWY EKEIVWV
mou PBplokovtal o PeLoVEKTLKN BEan AOyw PUAAC Kal OLKOVOULKAC SUoXEPELAG.

Nivakag 1. MMpogéheyxo QUTOOWULKE UTTOAEUTOEVa YovibLa e ouxvotnTa dop€a>1/50.

Movidlo Ovopayovidiov Méylotn ouyvotnta  DawotumogBaong Mabroelg
BaoncOMIMBdaong OMIM  dopéa OMIM
141900 HBB 0.119837 603903 ApemavokuTtapikn avaidia B-
Balaocoatuia
613985
613208 XPC 0.050885 278720 MelaypwuoaTikn Enpodepuia
606933 TYR 0.049337 203100 OdBarpodepuarikodg
oAdlopogTumou 1AkaLlB
606952
613815 CYP21A2 0.048459 201910 YUuyyevAg umepracia
emwvedpdiwy mou odpeletal
o€ éMewpn 21-udpofulaong
612349 PAH 0.046068 261600 Qoawuloketovoupia
602421 CFTR 0.040972 219700 [VOKUGTIKH VOOOC
600985 TNXB 0.035134 606408 Mopdn tou ouvdpduou Ehlers -

Danlos (EDS) nou odelhetal oe




606869 HEXA

121011 GJB2

602858 DHCR7

277900 ATP7B

608034 ASPA

607008 ACADM

602716 NPHS1

601785 PMM2

607440 FKTN

605646 SLC26A4

126340 ERCC2

603297 DYNC2H1
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0.033146

0.026200

0.023709

0.021983

0.019856

0.016583

0.015994

0.015877

0.015660

0.015422

0.015255

0.014817

272800

220290

601544

270400

606882

271900

201450

256300

212065

611615

253800

600791

274600

610756

601675

613091

QVETAPKELD. TEVAOKIVNG — X
Nooog Tay - Sachs

Mn ouvdpopikny Bapnkoia,
UTIOAETOEVOC TUTIOG 1A

Mn cuvbpopikn Bapnkoia,
ETUKPATAGTUTIOE 3A

YUvdpopo Smith-Lemli-Opitz
Nooog Wilson
Nooog Canavan

Avemdpkela g
Sedpoyovdong Tou akulo-
ouvevlipou A twv Amapwv
otéwv pétplag ahuaidag

JUYYEVEGVEDPWOIKO
ouvbpouo OAavd kol
TUmou

Juvdpopo CDG, tumog la

Awaratikr) puokapdlomabela,
1X

JUVEPOUO CUYYEVOUG LULKAG
Sduotpodiag Walker—Warburg

Kwowon, autoowpikn
uToAewmopevn 4

YUvdpopo Pendred
20vépopo COFS 2

TpwoBeloduotpodiatumou 1
amnod pwrtewa epediopata

Owpakikr SucTAaola KoVTwy,
TIAEUPWV, HE N XwPLg
TIOAUS aKTUAL

OMIM Online
Mendelian
Inheritance in
Man.

Tuéc mepimou oto 2
0.02 (600 dekadikeg
Béoelc).

Nivakag 2. Mpog Aey X0 AUTOOW KA UTIOAEITO eV yovida pe cuxvomta dpopga <1/50 £wg>1/100.

Fovidio Baong Ovopayovidiou Méylotn ouxvotnta@awotumnogBdaong Mabroelg
OMIM Bdaong OMIM  dopéa

OMIM
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610142

607839

606800

100725

613742

611409

120120

600509

612724

613899

604597

248611

613726

104170

607608

608400

CEP290

GBE1

GAA

CHRNE

G6PC

OCA2

COL7A1

ABCC8

ALDOB

FANCC

GRIP1

BCKDHB

ANO10

NAGA

SMPD1

USH2A

0.014422

0.013799

0.013565

0.013526

0.013401

0.013113

0.012995

0.012242

0.012119

0.011992

0.011989

0.011760

0.010781

0.010637

0.010259

0.010203

610188

611755

232500

263570

232300

100725

232200

203200

226600

618857

229600

227645

617667

245600

613728

609241

257200

607616

276901

YUvépouo Joubert 5

Juyyevicauavpwaon Leber
10

Mukoyoviaon tumou IV

Alatapayég mou oxetilovral
e to yovidlo GBE1

rMukoyoviaon tumou Il
(véoogPompe)

YUvdpouo apyou KavaAloU,
4N

YUvEpouo ypryopou
KovoAwoU, 4B

rMukoyoviaon tumou IA

OdBoApodepuotikodg
oAPLOUOCTIOU EpdavileTal
0€ QIO APPIKAVIKAG
KaToy wyn g KaLTumou 2

AUTOOCWLKT) UTIOAETTOUEVN
Suotpodikr moudboAuywdng
erubepudAuon

MOVIUOC VEOYVIKOC
oakyapwdngdaBntng3

KAnpovopukn
dpouktoloupia

Avauwio Fanconi, opdda
oupmAnpwoncC

2Uvdpopo Fraser

NooogOoungOupwy Zav
J1poTiL 2Pevdapou

NwTtwaio mapeykedoAS K
atatio 10

NooogSchindlertumou 1
NooogSchindlertimou 3

NooogNiemann-Pick tumou
A

NooogNiemann-Pick tumou
B

YUvdpouo Ushertimou 2A




609058

600650

608894

MMUT

CPT2

AHI1

0.009999

0.009742

0.009740

251000

600649

608836

608629

MeBulopalovikn ofuoupia
TIOU TIpOKAAE(TaL amo
duoAettoupyia otnv
loutaon Tou
pueBuloparovul-CoA

Avemdpkela
maAptoUATpavodepaong Il
T Kapvitivng, Bpedikn
AvemdpKeLa
maAptoUATpavodepaong Il
g Kapvitivng Bvnotyovog,
VEOYVIKN

YUvdpouo Joubert 3

OMIM Online Mendelian Inheritance in Man. Katomw otpoyyuAonoinongottiwég eivat< 0.02 kat =

0.01 (6U0 bekadkécg BEDELS).

Nivakag 3. Mpog €\eyXo AUTOCWHIKA ULTOAEUTOEVA yovidla e ouyxvotta dopéa <1/100 éwg >1/150.

lovidlo Baong Ovopayovidiou Méylotn ouxvotnta QawdtumogBaong Mabnoelg

OMIM BaoncOMIM  dopéa? OMIM

608172 DHDDS 0.009340 613861 Juyyevng Slatapoaxn
yAukoZluAlwongtumou 1
MeAayxpwoTIKA
audBAnoTposdondbela
59

606152 SLC19A3 0.009163 607483 AcBévela Baoikwy yayyAlwv
TOU QVTOTTOKPIVETOL OTNV
Blotivn-Belapivn

606999 GALT 0.009132 230400 FoaAaktolatpia

118485 CYP11A1 0.008771 613743 TUYYEVAC
dAotoemivedpidlakn
QVETIAPKELD OE VEOYVIKN
NAia pe mARpn 1 HePLKN
46XY avaotpodn duAou

190000 TF 0.008615 209300 Atpavodepvatuia

609831 MMACHC 0.008610 277400 MeBuApaAoviki oEuoupia
KQlL OLOKUOTELVOUplaL
Tumou cblC

601615 ABCA3 0.008587 610921 Mveupovikn SuoAeltoupyia

TOU PETAPBOALOLOU TOU
emupavelodpacTikol
napdyovta




606463

605248

607840

613228

605514

613871

607358

606151

606530

611204

136132

613277

605080

607117

602671

170280

604272

GBA

MCOLN1

GNPTAB

AGA

PCDH15

FAH

AIRE

BBS2

CYP27A1

CCDC88C

FMO3

TMEM216

CNGB3

MCPH1

SLC37A4

PRF1

S€02

0.008572

0.008531

0.008454

0.008364

0.008330

0.007716

0.007664

0.007501

0.007399

0.007282

0.007190

0.007107

0.006849

0.006822

0.006748

0.006734

0.006671
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230800

230900

252650

252500

252600

208400

609533

602083

276700

240300

615981

616562

213700

236600

602079

608091

603194

262300

651200

232220

232240

603553

604377

Noéooc Gaucher tomou |
Noooc Gaucher tomou I

BAevvoAutidwon tumou IV
(olAoAutidwaon)

BAevvoAutidwon tumou Il
A/B

BAevvoAutidwaon tumou I
A/B

Aomaptul-
yAukoZlapwoupia

Kwowon, autoowpikni
uroAeumopevn 23

20vépopo Usher tumou 1F
Tupoowalpia tomou |

JUVOpPOUO TNCAUTOAVOONG
TIOAUEVO OKPLVOTIABELOG
Ttomou 1

YUvOpouo Bardet-Bied|

MeAayxpwoTIKN
audBAnoTposdondbela
74

Eykedarovwtiaia
EavBwpatwon

Juyyevigudpokédbarog 1
TpweBulauwvouplia
Juvdpopo Joubert 2
Yuvdpopo Meckel 2
Axpwpatoia 3

NMpwtomabng pikpokedohia,
UTTOAELTIOLEVN

rukoyoviaon tomou b
Mukoyoviaon tomou Ic

Ao payOoKUTTOPLKN
AepdoioTiokuTTApWon,
oTNV OWKOYEevN Hopdn 2

AVETIAPKELO TOU
prtoxovdplakou
OUUTAEYUOTOG IV amd




604285

AGXT

0.006648
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259900

UETAAAAEELC OTO TTUPNVIKO
DNA?2

TUmou 1 mpwTtomabng
umepoaAoupla

OMIM Online Mendelian Inheritance in Man.

Kotomv otpoyyulonolnong ot tég elvat < 0.01 kat > 0.007 (6o bekadikég BEaeLg).

Nivakag 4. NMpog éAeyyo aQUTOOWUIKA UTOAelOpeva yovidia pe ouyvotnta dopéa <1/150 €wg >1/200.

lovidlo Baong Ovopayovidiou Méylotn cuyvotnta  DawotumogBaong Mabroelg

OMIM otn Béon OMIM dopéa? OMIIM
609575 ACADVL 0.006419 201475 Avemdpkela akulo-CoA
apudpoyovaonc Aumapwv
0wV pakpag aAuoidag
608310 ASL 0.006190 207900 ApywvivonAekTpkr ououplal
607261 EVC2 0.006083 225500 Y0vbpopo Ellis-van Creveld
607574 ARSA 0.005986 250100 METaXpWUOTIKA
Aeukoduotpodia
251170 MVK 0.005966 260920 20vépopo
umepadatpvatuiag-D
610377 MeBahovikr ououpia
606702 PKHD1 0.005960 263200 AUTOOWLKN UTOAELTOLEVN
TIOAUKUOTIK VOGOC TWwV
vEDPWV
609019 BTD 0.005953 253260 Avendpkela Blotwidbaong
171760 ALPL 0.005719 146300 Ynodwodatacia oTOUG
EVAALKES
241510 Ynodwodataoia, madkn
Kol Bpedikn
209901 BBSI 0.005713 209900 20vdpopo Bardet-Biedl 1
118425 CLCN1 0.005688 255700 JUYYEVAG LuoTovia
OQUTOOWHIKAG
UTIOAEUTOUEVNG LOPDNG
609506 CYP27B1 0.005512 264700 Paxtida eCaptwpevn amo
™ Brrapivn Dtumou 1
174763 POLG 0.005330 203700 YUVOPOLO EAATTWONG TOU
prtoxovdplakol DNA4A
613662 JUvOpopo EAATTWONGTOU

ptoxovéplakol DNA 4B
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609014 mcce2 0.005184 210210 Avendpkela 3
uebulokpotovuho CoA
kapBofurdong

605908 MLC1 0.005058 604004 MeyaeyKkedaikn

Aeukoduotpodia e
UTIOGAO LW ELG KV OTELG

(MLC)
607809 ACAT1 0.005000 203750 a-peBulaketoliky ofuoupla
612013 CC2D2A 0.004969 612285 Yuvdpopo Joubert9
612284 Yuvdpopuo Meckel 6
606718 SLC26A2 0.004715 226900 NMoMarmAn emduatakn
duomhaota 4
600972 Axovbpoyéveon 1b
236200 CBS 0.004676 236200 Ouokuotvoupia

QVTATOKPWOUEVN 1
avBekTikn otn B6

600073 LRP2 0.004676 222448 YUvdpopo Donai-Barrow

252800 IDUA 0.004675 607014 Bapla
BAevvomoAucakkyapidwaon
T0mou | (ouvdpopo Hurler)

607015 Hmua
BAevvomoAuoakkyapidwan
T0mou | (ouvdpopo Hurler-
Scheie)

606596 FKRP 0.004668 613153 Mukn Suotpodia -
SuotpoyAukavomabela,
TUTOCA, 5

606612 Mukn duotpodia -
duatpoyAukavomnabela,
TUmog B, 5

610326 RNASEHZB 0.004609 610181 ZUvdpopo Aicardi 2

611524 RARS2 0.004592 611523 redbupomnapeyke oAbk
uTtonAooio 6

OMIM Online Mendelian Inheritance in Man.

Koo otpoyyulomnoinong ot Tipég elvat < 0.007 kat >0.005 (6uo Sekadikég BEoelc).

Nivakag 5. Fovidla mou mpoodoplotkav Tpog EAEYX0 EKTOG TWV Kptnpiwv gnomAD.

fovibt  ‘Ovoua Anpooteupéva  Atlohoynon EBvotikn Qawot  Nabnoelg
0 yovibiou Oedopévayla oupmepAndng oudda uToG
Baonc  PBaong T ouxvoTnTa
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OMIM  OMIM dopéa OMIM
14180 HBA1 ue Juyvotnta SEA ka 604131 o-Balacoawia
0 dopa aAot
14185 HBA2 ue Juxvotnta SEA kat 604131 a-Bahacoaiuia
0 dopéa AaMot
60035 SMN1 1/60 ACOG/ACMG  HIA, 253300 Nwrtwaia puikn
4 KoL ouxvotnta  TavebvIka atpodla, timod |, 11,
bopta 253550 Vi
253400
271150
60498 HPS1 1/59 TuxvoTnNTa PR 203300 SUvSpopo
2 dopéa Hermansky-Pudlak
1
60611 HPS3 1/59 Juyvotnta PR 614072 Xuvdpopo
8 dopéa Hermansky-Pudlak
3
60372 ELP1 1/32 ACOG/ACMG Al 223900 OuwoyevAg
2 Kol ouxvotTnta Sduoautovopia
dopéa
60682 FXN 1/60-1/100  Zuyvotnta Kaukdowol 229300 Atatia Friedrich
9 dopéa *
23833 DLD ~100 Juyvotnta Al 246900 Avemdpkela
1 dopéa owdpoAutoapidiov
adubpoyovaong
16165 NEB 1/168 Juyvotnta Al 256030 MuomaBela pe
0 dopéa pafdiavnuaiivne
(Agopivn)
60639 CLRN1 1/120 Juyvotnta Al 276902 Uvdpopo Usher3a
7 dopéa
60461 BLM 1/100 ACOG/ACMG Al 210900 >Uvbpouo Bloom
0 Kol ouxvotTnta
dopéa

ACMG: Aueptkavikd KoAéylo latpikig Mevetikng kat Fovidtwpatikng, ACOG: Auepikavikd KoAéylo Mateutrpwy kat
Fuvatkohoywv, Al: Epaiol Aokevall (2% tou mAnBuouol twv HMA), OMIM: Online Mendelian Inheritance in
Man, PR: Moptopikavoi, SEA: NotlioavatoAikol Aclateg. H ouxvotnta ¢opéa pog maparlayng aAnAouyxiag elval
<1/200, €av avadepetatl otn Bdon gnomAD.50 Ta SlayvwoTikd epyactnplakd dedopéva ev xpnotpornol)dnkav
yla ta Sedopéva ouxvotntag dopea. Ebika Sedopéva yla tov yeviko mAnBuopod twyv HIMA Sev eivat Stabéopa -
wWOoTO00, avayvwplletal wg ouxvn o€ TOAOoUG MAnBuopolg petavaotwyv twv HMA. *O o6pog autdg Oev
Xpnolpomoleital TAéov amd TO TEPLOGLKO, OANA XPNOLUOTIOLE(TAL OTO apXlko ApBpo oto omolo avadépovrtal ot
HEANETEG aUTEG. QG ek ToUTOU, bev aAhd&ape Tov 0po, oAA avayvwplloupe OtL Gev meplypadel pe akpifeta v
Katay wyr) Twv TANBUoUWY Tou HEAETHBNKAV apyLKA.

Mivakag 6. X-duloouvdeta yovidla mou mpoteivovtal yla éheyxo GopEwv.
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fovidlo Baong Ovopayovidiov otn QawotunogBacng Pawotumog

OMIM Baon OMIM OMIM
300371 ABCD1 300100 Abpevoheukoduotpodia (ALD)
300806 AFF2 309548 Nontikr uatépnan, X-puhocuvoetn,
oxetlopevn e Ty eUBpavotn Béon FRAXE
300382 ARX 308350 Avamtu€lakn kal emANTTKA
eykeparomabela 1 (DEE1)
300377 DMD 300376 Muikn duotpodia Becker (BMD)
310200 Muikr) Suotpodia tumou Ntoucév (DMD)
306700 F8 300841 Aoppodihia A (HEMA)
300746 F9 306900 Awoppodhia B (HEMB)
309550 FMR1 300624 Y0vépopo EuBpavotou X (FXS)
300644 GLA 301500 Nooog Fabry
308840 L1CAM 307000 Y& pok€DaAoGgAdY W CUYYEVOUG OTEVWONG
Tou udpaywyou Tou Sylvius (HSAS)
300552 MID1 300000 sUvBpopo Opitz G/BBB, tunoc 1 (GBBB1)
300473 NROB1 300200 Yuyyevic unomhaoia twv emwvedptdiwy (2YE)
300461 OTC 311250 Avemdpkela NG TpavokapBapuldong g
opviBivng
300401 PLP1 312920 X-dulooUvdetn omaotikn mapamAnyia 3
(SPG2)
312610 RPGR 300029 MehayypwoTtikny apdiBAnotpoedondabela 3
(RP3; RP)
300455 Herayxpwotikn audBAnotposdonabela, X-
dulooUvdeTn, TwV Mapappiwy KOATWY Kot
QVOTVEUOTIKWY 08wV
300834 NOLWWEELS, UE N Xwplc kKwdwon
ExdUALoN TNCwypdgknAdac 1, atpodikn,
X-buloouvdem
300839 RS2 312700 Neavikry X-duloouvBetn petwooyion 1(RS1)
300036 SLC6A8 300352 20VEpOHO eyKEPAAIKNG QVEMAPKELAS TNG

kpeativng 1 (CCDS1)

OMIM Online Mendelian Inheritance in Man.

EANdON: Antpihiou 2021. AvaBewpnBnke: 23 ArntptAiou 2021. Atodekto: 27 Ampliiou 2021.
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EYXAPIZTIEZ

OlouyypadeicBanBehav va euxaplotioouy Ta LEAN TOU ApepikavikoU KoAAeyiou laTpkng FEVETIKAG
Kol MoVISwHATIKAG, TTou adlEpwaoay Xpovo dlafdlovtag kol eEeTAOVTIAC TO TOPOV €yypado Kat
npoteivovtag SlopBwoels.

ANTIKPOYOMENA 2YMOEPONTA

OLM.A, N.T.L, M.T.B. kat E.C. elval SleuBuvtég epyaotnpiwv pLoplakwy SOKLLWY TIOU TTPOCdEPOUV
éheyxo dopéwv. O J.S.D. elval LEAOC TNG CUPBOUAEUTIKAG eMLTPOTING ToU Informed DNA kol loTpikdg
ouvblevBuvtig oto Insight Medical Genetics 0To ZIKAY0, TO OTIO(0 TIOPEXEL YEVETIKEC EPYAOTNPLAKES
uminpeoiec. OLumoloumol cuyypadeic Sev SNAwVoOUV avTaywVvIoTIKA cuUdEpPOVTA.

MPOZOETEZ NMAHPODOOPIEZ

H nAekTpovikn €KE00N TIEPLEXEL OULMANPWHATIKO UAKO StaBéoipo otn dlevuBuvon
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