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Eicaywyn

H mpoyevvnTikA didyvwon Eekivnoe 1o 1966, 6Tav atmodeixTnKe OTI N XPWHOCWHATIKA
ovuoTaon evog eufpuou eival duvatd va TTPocdIopIoTEl e avAAUCH TOU KAPUOTUTIOU TWV
KUTTAPWY TOU aPVIOKOU TOU uypou, Ta oTroia avatrtuooovtal o€ KaAAiépyeia (Steele and
Breg, 1966). O KapudTUTTOG TOU £UPPUOU ATTOTEAET PHEXPI ONPEPT TTOAUTIMO EPYOAEIO yia TN
OlIdyvwon TwV XPWHUOCWUATIKWY avwudaAiwy. H ouxvoTtepn apiBunTikr XPWHOCWUOTIKA
avwuaAia gival n Tpicwpia 21, KAIVIKR ekOAAWON TNG oTToiag atroTeAei To ouvdpouo Down,
pe ouxvoTtnTa 1/800 yevvAoelg. YWnAR ouxvotnTa ocuvavTdral Kal oTIG apiBunTIKEG avWHAAIES
TWV Xpwuoowudtwy Tou UAou (EUROCAT; Schinzel, 2001; Gardner et al., 2012). Mg T10
oupBaTiké KapudTUTTO aviXVeUovTal OAEG O APIBUNTIKEG XPWHOOWHATIKEG AVWHAAIEG, KABWG
Kal ol OMIKEG avwuaAieg/avadiaTdgelg peyéBoug 25-10Mb. Me TIG TEXVIKEG OHNAvONG Kal
aAvayvwpeIong TwY XPWHOCWHATWY, TO HEYEBOG aUTO AVTIOTOIXED TTEPITTOU O€ PIa {wvn KaTé
MAKOG &vog  xpwuoowpaTtog (ISCN, 2013). XpwHOOWMATIKA MIKPOEAAEIiYPaTG  Kal
MIKPODITTAOCIOOUOi Ta OTfoia  €ival KATW TWV Opiwv TNG OIAKPITIKAG IKAVOTNTAG TOou
oupBaTikoU KapuoTUTToU Kal euBUvovTal yia TNV KAIVIKA €kdRAwan coapwy Guvdpouwy, HE
ouxvotnta tepitrou 17 otig 10,000 yevvroeig oto yevikd TTAnBuopd (Park et al., 2013),
avixveuovtal onpepa pe peBodoroyieg 0Twg TG FISH (Fluorescent In Situ Hybridization,
@BopiCouca uBpidotroinon in situ), MLPA (Multiplex Ligation-dependent Probe Amplification,
evioxuan TTOAAATTAWYV QVIXVEUTWYV €§apTwEVN aTtd Tnv avtidpaon Aiydong) kai Array-CGH
(Array Comparative Genomic Hybridization, cuykpiTikfj yoviSiwpaTIKA uBpidotroinon He
ouaTolxieg - Mopiakdg Kapudtutrog) (Fan, 2002; Bejjani et al., 2005).

Avaykaia 1TpoUTTé0eon yia TO YEVETIKO £Aeyxo Tou ePPpuou atroteAei n ARyn
EUPBPUIKWYV 10TWV ME ETTEUPATIKEG MEBODOUG, OTTWG ME ANWN XOPIOVIKWY AaxXvwyv —
Tpo@oBAGoTNG (11"-14" £Bdoudda TNG KUNONG), auviakou uypoU (auvioTrapakévrnon, 16M-
22" ¢Bd.), 1 epBpuikoU aipartog petd Tnv 20" efSouGda TNG KUNONG. Me TiIg HeBOdOUC QUTES
gival duvaTdv va YEAETACOUE TA XPWHOCWHOTA TOU EURPUOU KaBWGS KAl va ATTOPOVWOOUUE
DNA a1ré 1a gufpuikd kKOTTapa Kol va dlayvwooupe BAABEG o ouyKekpigéva yovidla TTou
euBlvovTal VYIa YVWOTEG VYEVETIKEG QoBéveleg (JEOOYEIOKA avaluia, KUoTIKA ivwon,

ayxovdpoTTAacia K.a).



MoTotroinon kai diatrioteuon EpyaoTtnpiou KutTapoyeveTiKAG

Amapaitntn TTpoUTToBeon vyia Tnv e€aywyn aglOTTOTWY OTTOTEAECUATWY OTNV
KUTTOPOVYEVETIKN d1dyvwaon atroTeAei n eUpudbun AIToupyia Tou gpyaocTnpiou ocUPPWVA UE TO
O1e0vry TTPOTUTTA. TO KOTAAANAO TTPOTUTIO yIa Ta KAIVIKA epyaoThpla €ival 1o ISO 15189.
O1wg 1oxUel B1EBVG yia OAa Ta KAIVIKG epyacTAPIa, atrapaitntn Bewpeital n TToTOTToiNON
(certification) Tou epyacTnpiou Kal n dIATTIOTEUON CUYKEKPIMEVWY dladikaolwy (accreditation).
TN XWpa pag o UTreuBbuvog €BVIKOG @opéag yia Ta TTapamdavw eivalr 1o E.ZY.A, (EOvikd
2uoTtnua Alatrioteuong) (Kpoutng, 2009). Eidikétepa yia TNV TTPOYEVVNTIKI KUTTOPOYEVETIKI)
dldyvwon, amapaitntn €ival N CUPPOPEWON PE TIG OdNYIEG EIBIKWYV QOPEWV Ol OTTOIOI TIG
£Xouv KaTaypdwel pe heyadAn Astrropépeia (Eurogenetest, A.C.C., E.C.A)). ZTI¢ TTapaTTédvw
odnyieg TTEPIYPAPOVTAL: N OTTAPAITATN UTTOOOWN) TOU €pyaoTnpEiou oe €EOTTAIOUO  Kal
TIPOOWTTIKO, Ol Kavoveg 600V agopd OTn XPAon Twv KOAANEPYNTIKWY UAIKWY Kal Ol
O100IKACIEG TTAPACKEUAG TWV XPWHOCOWHATWY CUPPWVA HE T TTPWTOKOANQ, o0 TPOTTOg
avadAuong TwV XPWHOCWMATWY, n afloAdynon Twv eupnudaTtwy, n opbr kataypaen Twv
atroTeAeapaTwyY Katd ISCN (2013) kai TEAOG 0 0pBb¢ TPOTTOC Ypa®nG TNG TEAIKNG £KBEONC.
TéNog, atrapaitnTn Bewpeital N CUPPETOXN TOU £pyacTnpiou o€ eEWTEPIKA OXNUATa EAEYXOU
moiéTnTag 6Tmwg 10 CEQAS (Cytogenetic External Quality Assessment Service) 1 1o C.A.P.
(College of American Pathologists). Znueiwverar 6T 0¢ TTEPITITWON TNIOTOTIOINCONG KAl
diatrioteuong atmé 10 E.Z.Y.A. o1 alohoynTég/eutTeipoyvwpoveg Bewpoulv atrapaitnta OAa Ta

TTapaTTavw.
MpoyevvnTIKOG KAPUOTUTTOG

H XpWHOOWMATIKA KUTTOPOVEVETIKI) avAAuon Tou EeUPpUOU MPE TOV KOAPUOTUTTO
TIPAYHOTOTTOIEITAI KATOTTIV KAANIEPYEIAS TwV EPPRPUIKWY KUTTApWY N oTToia atraitei ouvABwg
10-15 nuépeg, yeyovdg TO OTIOIO Traparteivel Tnv aywvia Twv yovéwv. Etedry otnv
TTpoyevvNTIKN BIdyvwaon €KTOG aTTd TNV AZIOTTIOTIO TWV OTTOTEAECUATWY KPIOIUO OTOIXEIO
atroteAei Kal n TaxUTNTa, Ta TeAeuTaia €Tn éxouv avatrTuxBei peBodoAoyieg o1 oTToiEg
EMTPETTOUV TNV TaxEio €§aywyr] €vog aTTOTEAEOPATOG, OCOV QQOPA OTIG OUXVOTEPEG
apIBUNTIKEG avwUOAieg TOU euBpuou, dNAAdK OTIG TPICWUIES TV XpwHoowudtwy 13, 18, 21
Kal OTIG AVEUTTAOEIBIEG TWV XPWHOOWHATWY Tou @QUAouU. H TTAéov diadedouévn péBodog
Taxeiog  TTPOYEVVNTIKAG  dldyvwong  €ival n ToooTik @Bopiouca avTidpaon TNG
ToAupepdong (QF-PCR: quantitative fluorescent polymerase chain reaction) (Mann and
Ogilvie, 2012).

Zuppwva pe TIG O1EBveic odnyieg kal Tn dIEBV TTPOKTIKA KATA TNV TTPOYEVVNTIKN
dIdyvwon Twv  XPWHOOWMATIKWY aVWHOAIWY Tou €uppuou oTo Oeiyya TO OTTOI0

TapaAauBdveral ammd 10 €pyacTApIo (XOPIaKEG AAXVEG, AUVIOKO uypo, €UBpPUikO aiua),



EQapUOleTal apXIKG N Taxeia TpoyevvnTiKA didyvwaon ocuvABwg e QF-PCR Kal oTn ouvéxeia
OKOAOUBEI MEAETN KapuOoTUTTOU KOTOTTIV KOAMIEPYEIOG. Z€ TIEPITITWON EUPRAMATOG OTOV
KApUOTUTTO, eVvOEXETAl va {NTnBei KUTTAPOYEVETIKOG EAEYXOG TWV YOVEWYV, TTPOKEIMEVOU VO
olammoTwOEl av To elpnua eival oikoyevég 1 de novo. H epapuoyn TG uebdédou array CGH
(MOPIAKOG KaPUOTUTTOG) CUVIOTATAI OXEOOV TTAVTA OTIG TTEPITITWOEIG OTTOU £XOUV TTEPIYPAQPEI
UTTEPNXOYPAPIKG EUPAUATA, EVW YIVETAI CUCATNON YIa TNV eupUTEPN XPAON TNG Kal 0 AAAEG
Tig TrepimTwoelg (ACOG; Eurogenetest; Brady et al., 2012; Vannaker et al., 2014; Konialis
and Pangalos, 2015). 210 Zx. 1 aTTeIKOVIi(ETal N PO TWV £PYACTNPIOKWY OIOdIKACIWY £VOG
OEiyHaTOG TTPOYEVVNTIKAG OIAYVWONG XPWHOCWHATIKWY aVWUOAIWV.

H epyaoTtnplakr TTpoyevvnTiK OIAyvVWan TwY XPWHOCWHATIKWY OGVWHOAIWY Kal
MEAETN KOPUOTUTTOU TOU EUPPUOU QTTAITEI TN CUPUOPPWON WE Ta BIEBVR TTPOTUTTA, TN CUVEXN
evnuUépwon Kal emPOpOWon OAwWV Twv EUTTAEKOMEVWY, TN OTEVH] ouvepyaoia He AAAEG
€IOIKOTNTEG OTTWG  KAIVIKOUG  YEVETIOTEG, UTTEPNXOYPAPIOTEG, HAIEUTAPES-YUVAIKOAGYOUG,
YEVETIKOUG OUpBoUAoug kaBwg kal TTadIdTpous. O KUTTAPOYEVETIOTHS OPEiAEl va gival o€
Béon va TTapaTnpEi YE TTPOCOXN Ta XPWHOCWHATA, va gival ge B€0n va avayvwpioel TUXov
XPWHOCWUATIKEG avwaAieg/avadiaTdielg kal va afloAoyei Ta amroTeAéopara  TnG Taxeiag
TpoyevvnTIKAG didyvwong kal Tou array CGH oe kdbe mepioTaTikd. ETmiong, ogeilel va
aglohoyei TNV KAIVIKI ) ONPOCia Twv KUTTAPOYEVETIKWY €UPNUATWY  AauBdavovTag uttoyiv Tig

QITIEG TTAPATTOUTIAG Kal TO 10TOPIKG Tou/TNG e€eTalopévou/ng.
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ZX. 1. Ponj epyaocTnpiakwy dIadIkaolwy yia TN dIAyvwoTn XPWHOCWHATIKWY aVWHAAIWY.
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