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MAIEYTIKH KAITYNAIKOAOI'TKH KAINIKH
Agvdovric : AAEEANAPOS 1. AATIONTE, Kafnyntic

EPI'AXTHPIO BIOAOTI'TAZ
AgvOovtig: Kanynme NIKOAAOX BAMBAKOIIOYAOZ
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MAIAIA TOY NMANEMIZTHMIAKOY NOZOKOMEIOY THZ AAPIZAZ THN
NMENTAETIA 2012-2017

EYOYMIOY XPYZANOH
MAIA

YrieBANON yLa tnv ekMANpwon HEPOUC TWV

OMALTAOEWY YLO. TNV OITOKTNOonN Tou

Metarmntuytakot AumAwpartog Eldikeuong
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EykpiBnke amno ta MéAn tng Eéetaotikng Emttponig:

1% Efetactic AAEEAVOPOC Aamovte

(EmBAénwv)  KaBnyntig Mateutikig kat NuvaitkoAoylag THApatog latpikig

Tou Navenotnuiov OsococaAiag.

2> Eferaotic  AYYEALKN MEpofaciin

ALSAaKTWwp MFEVETIKAG

3% Efetactig  lWAVVA FptBéa

AvarnAnpwtpla Kabnyntpla tupatoc latpikng tou

MNavemnotnuiov OecoaAiog
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H rttuxtakn ivat a@LepwUEVN OTNV OLKOYEVELD LIOU,

otov ouluyo uou lavvn kat ota rtatdta pouv HAia
Kal BayyeEAn ko ToUC EUXYOPLOTW YLA TNV UTTOUOVI

Kal TN CUUTTOPAOTAON TOUG.
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EYXAPIZTIEZ

H mrapouca epyacia atroteAei TRV ekmrévnon TNG OITTAWMATIKAG POU €pyaciag Tou
peTatrTuXiokoUu Trpoypdpuatog “BIOAOTMA THX ANAMAPAIMQIHZ™" tou TUAPOTOG
laTpIKAG Tou TTaveTTioTnHiou Ocooaliag.Me Tnv eukaipia TNG OAOKAApWONG QUTAG TNG
TTPOOTIABEIAG,aI08dAvVoual TNV UTTOXPEWOT VA EUXAPIOTACW KATTOIOUG avOpwTToug TTou
ATav &imAa pou oOTo Eekivnua oANG kai ka® OAn  Tn  didpkeia  autolu Tou
eyxeipAuaTog.Mpwta atr dAoug

Tov emIBAETTOVTA KABNYNTA TNG DITTAWHPATIKAG HOU gpyaciag,kanynt) MalguTikAg Kai
NuvaikoAoyiag Tou TUAPATOG laTPIKAG TOU TTAVETTIOTNUIOU @cooaAiag K.AaTmovTe yia TNV
TTOAUTIUN BorBeia kal kKaBodrynon Kal TiG IDIAITEPA XPACIUES KATEUBUVOEIG TOU KAB’ OAn
TNV OIGPKEID TNG ouvepyaoiag pag.Tnv Aiddktopa [evetikg K.epofaciin yia tnv
onpavTik NG BonBdeia 1000 KaTd TNV €1MAOYA Tou BEPaTOS TNG SITTAWMATIKAG JOU OG0
Kl yIo TN OUVEXNG UTTOOTAPIEN, TNV KaBodrynon Kal TO GUEiWTO evaIaPEPOV TNG KATA TN
didpkela NG ekrovnong autig.Tnv k.MpiBéa AvarmrAnpwTpia KaBnyiTpia MavemoTtnuiou
Ocooahiog kaBw¢ kai v k.laltavd NeoyvoAdyo -Maidiatpo  AlguBlivipia  Tng
NeoyvoAoyikKAG  KAIVIKAG TOU TTAVETTOTNMIOKOU VOOOKOMEIoU TTou  €dwoav  Tnv
ouyKaTAaBear) TOuG yia TN XPHon Twv apXEiwV Twv avTioTOIXWV KAIVIKWY Kal KATEOTN
ouvaTth n TTPAyUATOTIOINGN TOUu €PEUVNTIKOU €pyou TnG TTapolcag epyaciag.ldiaitepn
pveia ogeidw va kdvw otnv k. Toélou KaBnyntpia latpikng MeEVeTIKAG Tou TUAWOTOG
latpikig Tou [avemmoTnuiou @ecoaAiag TTou ouvaiveoe oTn 81d0son Tou apxeiou
OTTOTEAEOUATWY KUTTOPOYEVETIKOU EAEYXOU TOU EPYACTNPIOU TNG TO OTTOIO ATTOTEAECE TN
Baon Tng 6ANng épeuvag. H k. MixoUAa Tng MaidiaTpiknig kal n K.Kagé NG NeoyvoAoyikng
KAIVIKAG ouvéBalav oTnv gpyacia d1IaBETovTag Tov TTOAUTIHO XPOVO TOUG OTNV ETTIAUCH
TUXOV QTTOPIWV Kal EpWTNUATWY.IdIaiTEpEG euxapioTieg otnv KAIvIK EuBpuoAdyo kai
A1ddGkTOopa TNG latpikAg ZXOANG Tou Anuokpiteiou lMavemmiotTnuiou , @iAn K.NTGAa TTOU
0TABNKe OTO TTAEUPS HoU KABOAN Tn diIdpKeEIa TNG TTPOCTTABEIAC MOU KATG TNV EKTTOVNON
QuTOU TOU METATITUXIOGKOU.@epUEG euxapioTieg oTn @iAn kal ouvadeA@o K. ToéAa TTou
OUVEBAAE OTNV OUYYPOPN QUTAC TNG £pyaoiac kaBwg tTiong kal otnv TrpoloTauévn
K.'epovikoAdou TTou Xwpig TNV Katavonaon Kai Tn cuvepyaaoia tng dev Ba pytmopouoe va

TTPAYHMATOTTOINBEI N TTapakoAoUBNGN autoU TOU PETATITUXIOKOU.

XPYZANOH EYOYMIOY
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BIOrPA®IKO ZHMEIQMA

Ovouartettwvupo: EuBupiou Xpuodven

EidikétnTa: Maia

2TTOUdEC:

ATtropoitnon atmoé 1o TuAPa MaiguTikig Tou TEI AOHNAZ pe BaBud trtuyiou: « AEIAN

KANQZ — 7».

EtrayyeAUaTIKA EUTTEIQIA;

- E&eidikeuon og Béuata Wuxommpo@UAAKTIKAG 0To TURMA MNpoyevvnTIKoU AEyXOoU-
OikoyevelakoU TTpoypauaTIooU Kal YuxoTTpo@UAAKTIKAG Tou Noookopegiou:
«ANE=ANAPA».

- ATraoxoAnon oav ekTTaISeUTpIa yIa GUVTOHO XPovikd didotnua oto 2° IEK
Napioag — TuRua NoonAeuTiknG — TpaupatioAoyiag.

- AtmacyoAnon emmi dekaeTiag wg utreUBuvog paia otnv 1I0IWTIKA MalguTikn —
NuvaikoAoyikA kKAIvikr) Adpioag AE (6pihog¢ EUROMEDICA).

- Emi teTpactiag utreBuvog paia otn MYA Tou opidou IAZQ OEZZANIALZ.
- Tnv TeAeuTtaia TeTpacTia amaoXoAnon wg yaia ato Mevikd Nogokouegio ApTag Kai

oTo Nevikd Noookopeio Adpioag.
Emudpowon
MNvwon HY

ZUMMETOXN TTapakoAouBnong oe ouvédpia — OEMIVAPIO — CUUTTOCIO OXETIKA HE TO

avTIkeipevo TNG MaiguTikig — MNuvaikoAoyiag.

Mapouaiaon epyaoiag «AeTTivn Kal OnAaopoc» ota TAaiola Tou 2% MaveAAnviou

ouvedpiou TNg EAANVIKAG WuxoTTpo@UAAKTIKNG ETaipeiag.
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«Kataypadpn XpWHOOCWHIKWV AVWHAALWY O EUBpua, veoyva Ko rtondio

tou Navermotnuiakou Nocokopeiou Adprloag tnv nevraetia 2012-2017»

EYOYMIOY XPYZANOH

MNavemniotuio O@sooaliag, Tunua latpikng, 2017

AIEYOYNTHZ TOY MPOrPAMMATOZ METANTYXIAKQN ZMOYAQN
ANEZANAPO?Z |. AATTONTE
ANATAHPQTHZ KAGHTHTHZ MAIEYTIKH2 KAl TYNAIKOAOTAZ

MANETIZTHMIOY OEZZANIAS

TPIMEAHZ ENITPOMNH
EruBAénwv: AAEEavbpog Aamdvte

KaBnyntric Mateutikr¢-ruvatkoAoyiog TUAHATOC LOTPLKIC TOU

Mavemnotnuiov O@socoaliag

$UpBOUAOG : AyyeAwkn lepoBaciin

AlSAaKTWwp MEVETIKAG

MéAog : lwavva MpBéa

AvarmAnpwtpla Kabnyntpla mawdltatpikig tou Maveniotnuiou

Oeooallog
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NEPIAHWYH

H Tmapoloa peTOTITUXIOKA epyacia ammoTeAei dia €peuva Kal  avag@épeTal  OTIG
XPWHOOWHMIKEG aVWUAAIEG Kal oTAV KaTaypa@r eUPpUWY, VEOYVWV Kal TTAIBIWV TTOU
yevwhABnkav oTto MavemoTtnuiakd Noookoueio Tng Adpicag amd mig 02/01/2012 éwg
28/03/2017 yia 1o veoyvd kal yia 1o TTaAdId kaTtd Tnv Tepiodo 02/01/2012 éwg
02/05/2017.H kataypa®A Twv EUPPUWYV TTOU YEVVABNKAV PE XPWHOOWHIAKEG AVWHOAIES
0ev OAOKANPWONKE KABWG UTIPXaV TTEPIOPIOUEVES Kal EANITTHG TTANpoopieg 600 agopd
TOV KapuodTUTTO TOUG.

270 TTPWTO KEPAAQIO avaAUoUUE TIS BATIKEG EVVOIEG TNG YEVETIKAG,OTTWG YEVETIKO UAIKO,
yovidia, XpwuoowuaTa Kabwg Kal TIS aITiEG TToU TTPOKAAOUV PeTaAAGEEIC oTo DNA  pjag.
210 eméueva Ke@AAaia TTapoucidloude Ta ouxvoTEpa oUvOpPOPa KABWG Kal Ta
XOPAKTNPIOTIKA TTOU TOug aTtrodidouv,0TTwg 10 ouvdpopo Down, Klinefelter, Edawrds,
Patau, Turner, Tpicwpia XXX.

21NV ouvéxeia TTapoucidloupe TIG JEBOOOUG ETTEUPRATIKEG KAl N TTPOYEVVNTIKOU €AEyXOU

TTOU cuvTeAOUV OoTnV TTPOANWN Kai dIdyvwan Twv TTaPATTAVW YEVETIKWY AVWUAAIWY.

AvakepaAaiwvovTag 6To TETAPTO KEPAAAIO YivETAI N TTapouaiacn TnNG £€peuvag Pe Baon 1o
emmionuo apxeio kapuotuTmwy Tou [lavemoTnuiokou Noookouegiou Adpiocag OTou
AauBdvouv cupuetoxn €UBpua, veoyvd kal TTaidid TTou Kataypd@nkav Tl yevvienkav ue

KATTOIO CGUYKEKPIMEVN XPWHOCWHMIOKN avwuaAia Tnv tTevTaeTia 2012 €wg 2017.
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SUMMARY

This post-graduate work is a survey of chromosomal abnormalities and the recording of
embryos, infants and children born at the University Hospital of Larissa from 02/01/2012
to 28/03/2017 for infants and children during the period 02/01/2012 to 02/05/2017. The
registration of embryos born with chromosomal abnormalities was not completed as
there was limited and incomplete information regarding their karyotype.

In the first chapter we analyze the basic concepts of genetics, such as genetic material,
genes, chromosomes as well as the causes that cause mutations in our dna. In the
following chapters, we present the most common syndromes and their attributes, such
as Down syndrome, Klinefelter, Edawrds, Patau, Turner, Trisomy XXX.

We then present the methods of invasive and non-prenatal testing that contribute to the

prevention and diagnosis of the above genetic abnormalities.

Summarizing the fourth chapter is the presentation of the research based on the official
record of karyotypes of the University Hospital of Larissa where the participation of
newborns and children recorded that they were born with some specific chromosomal

anomaly in the period from 5 years 2012 to 2017.
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FENIKA

Me Tnv BeAtiwon Twv ouvBnkwy diafiwong Kai TNV avatrTuén Tou eTTITTEDOU TNG IOTPIKAG
TEPIBOAYNG TA VOONUATA OTEPNONG KOl Ol AOINWEEIS TTEPIOPIOTNKAY ONUAVTIKE OTIG
TIPONYUEVEG XWpPeEG. H exTeVvAC e@apuoyr) Tng utrofonBouuevng avatapaywyns, n
avamTuén NG €UPPUIKAG 1aTPIKAG @POVTIdOAG Kal N PBEATIWON TNG TTEPIYEVVETIKAG
@POovTIdag TTPOWPWY Kal EUAAWTWY VEOYVWYV augnoe Tnv emIBiwon Twv VEOYVWV ME
OUYYEVEIC avwMalieg Kal YeVeTIKA KAnpovopoUueva vooruata. Ta yeveTikd vooruata
oav OPAda VOONUATWwY £XOUV  ONUAVTIKO HEPISIO (OIKOVOUIKO Kal ETTIOTNMOVIKO) TNV
onuéoia uyeia. MpdkerTal yia vooruata Tou xapaktnpi¢ovral amd xpoviotnTa, coBapég
KAIVIKEG e€kONAWOEIC Kal  €TITTAOKEG, ammd ouvodEéG avatmpieg kal amd  évdela
BepaTTeEUTIKWY  PECWYV, ME UWPNAO KOOTOG @POvVTIdaG. 2ZTa  YEVETIKA VOO UATA
mepIAapBAvovTal Ta oUVOPOPa Ta O@EINOUEVA OE XPWHOOWHMIKES QvWMPOAIEG, Ta
pMovoyovidlokd Kal Ta MITOXOVOPIaKA VOoAuaTa. AKOPN OUYKOTAAEYOVTOl VOO UATA
TTOAUTTAPOYOVTIKA PE YEVETIKA TTPOdIGBECN Kal O QUCTTAACIEG TWV CWHATIKWY KUTTAPWV.
ZAMEPO UTTAPYXOUV KaTaxwpnuéva Tmépav Twv 4500 povoyovidlakwy VOoonuaTwy HE
ouxvoTnTa o€ yevvnoeig 1% kai Tépav Twv 2000 YEVETIKWY CUVOPOPWY OE NAEKTPOVIKEG
BiBAI0BAKEG duapopoloyiag O6TTwg TO0 London Dysmorphology Database. Ol
XPWUOOWIKEG avwuaAieg apiBuouv Tmavw atté 100 pe ouxvotnta ot yevvnoelg 0.5%.
2TV nAekTpovikr} PiIBAI0BAKn OMIM (OnlineMendelianinheritanceinMan) uttdpyouv
kataxwpnuéva repitrou 30,000 Asitoupyikda yovidia. (Kavvapdakng E, 2005).

To uwnAS etTiTTedo TNG TTAPEXOMEVNGS 1ATPIKAG PPOVTIOAG alénae To TT0000TO £mIRiwong
a0BevVWV PE YEVETIKA Kal XPOVIa VOOAUATA OTIC TTPONYMEVEG KAl OTIC AVATITUCCOOUEVEG
XWPEG. Av Kal Ta dIAPOPa YEVETIKA VOO UaATA rj oUVOPOUA PENOVWHEVA Eival OTTAvIq,
EVIOUTOIG OTO OUVOAO TOUG €ival UTTEUBUvVa Ot €va OnUavTIKG TTO00C0TO yia TNV
voonpoTtnTa Kal TNV TTPOKANon avatnpiwy. H éKkTacn Twv ETMITITWOEWY TWV YEVETIKA
TTPOKABOPICPEVWY VOO UATWY YivETal aKOUa TTIO PJEYAAN av UTTOAOYIOOUPE O€ auTd, Ta

KoIVA XpOvia VOOAUATA Kal Ta vooruaTta @Bopdg 1Tou opeilovtal oTnv aAAnAemTidpaon
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TNG VYEVETIKAG KATABOAAG ME TIG TTEPIBAANOVTIKEG OUVBNKeEG Kal Tov TPOTTO (WNAG.
Mapadeiypata TETOIWV TTOAUTTOPAYOVTIKWY VOONUATWY aTtroTeEAOUV Ta Kapdlayyelakd
VOOAUATA, 0 oakxapwdng d1aBnTng, n UTTEPTAOTN, O KAPKIVOG KAl Ol WUXIKES dIATAPAXEG.
Ta yvwoTtd TroAutrapayovTiké voonuaTa eivar Tepioaodtepa atmd 100 pe 5-10%
ouxvoTnNTa O¢ YeVROEIG. YTToAoyieTal TTwG 2-4% Twv VEOYEVVATWY £XOUV HIO EP@AVA
ouyyevh avwuolia kata tTnv yévvnon kai 0.5% €xouv vooruata Tou yeTafoAiouol i Twv
XPWHOOWHATWY OX1 ep@avh. O1 yeveTikéEG dlaTapaxeég eubuvovtal yia 10 50% Tng
TEPIYEVVNTIKAG Bvnoiudtntag, 10 15% NG PPePIKAG BvnoINdTNTAG KAl HEIWVOUV TO
TTPOOdOKIUO emIBiwoNg 4 @Qopéc TEPIOOOTEPO OTTd OAeg TIG KakonBeieg padi. Ag
onpelwdei 611 50% TWV amoBoAWY TOU TTPWTOU TPIUAVOU OQEIAOVTAl O€ XPWHOOWUIKEG
QVWHAAIEG. € TTPONYMEVESG XWPES UTTOAOYiCeTal TTWG To 25-39% Twv €1I0aywywyv oTa
TTAISIOTPIKA  VOOOKOUEID, a@opd TaIdId  HE  YEVETIKE VOONMOTA 1 HE  YEVETIKA
TTpokaBopiopéveg voooug. TéAog 11% OAwv Twv Bavdtwv oTtnv TTaidik  nAIKia
oxetiCovTal Pe MIo UTTOKEIMEVN YEVETIKA KatdoTaon. (Gelehrter et al).O1 xpWHOCWHMIKES
avwHOAieg gival 181aiTEpa OUXVEG OTIG auTOpaTeG atroBoAEG. YTToAoyieTal 611 T010%-15%
TWV KUNOEWV KAaTaAyouv o€ autopaTtes atmofoAég kail 1o 50% auTtwyv cuvoudalovTal Je
XPWUOOWWIKEG avwpaAieg. ETriong, mepimou 10 99% TWV XPWHOOWHMIKA aVWPAAWY
KUACEWY €XOUV WG ATTOTEAECHO TNV autopaTn atmmooAf TOug Kal OTIG TTEPICOOTEPEG
TEPITITWOEIG auTd cupBaivel TTpiv TN 10N ¢Bdopdda kunaong (Stephenson et al., 2002).To
ATTOTEAECUO QUTAG TNG TTPWIKNG QUOIKAG ETTIAOYNG KAl TNG AUTOPATNG atmoBOANG ivai n
MEiWOoN TOUu TTOGOOTOU TWV XPWHOCWHIKWY aVWHAAIWY PE TNV €EEAIEN TNG EYKUPOOUVNG,
€701 WOTE N OUXVOTNTA TOug OoTa Bvnaolyevr EUBpua va gival TepitTou 6%, evw ota {wvta
veoyva va avépxetal oto 0.6%. O1 ouxvoTeEPEG XPWHOOWHMIKEG OAVWHOAIEG TTOU
TTapatneoUvTal OTIC AQUTOUATEG OTTOPOAEG eival apIBUNTIKEG TPICWHIES AUTOCWHATIKWY
XPWHOOWPATWY, Hovoowdieg X kal TToAutTAocidieg. MeTtall Twv TPICWHIWY, Ol
OUXVOTEPEG aPOopoUV Ta xpwuoowpuata 13, 14, 15, 16, 21 ka1 22 ( Rubioetal., 2003,
Rubioetal.,2005)

O1 avwpalieg Twv AUTOCWHATIKWY XPWHOOWHATWY TTPOKGAOUV oUVABWG TTOAAATTAEG
OUYYEVEIC avWUOAIEG Kal VONTIKA UCTEPNOTN, YEYOVOG TTou OIKAIOAOYEI TOV €yKAIPO
KUTTOPOYEVETIKO EAEYXO TWV TTAIBIWY TTOU QVAKOUV O€ AUTr TNV KaTnyopia aAA& kal Tnv
TTpoyeveTik  O1dyvwon Katd Tnv euPpuikn TreEPiodo. AvTiBeTa, oI avwpoAieg Twv
XPWHUOOWPATWY TOU QUAOU Kal Kupiwg o1 apIBunTiKEG Trapoucialouv  NTIOTEPO
@aivoTuTro (Kingston HM., 2002, Staebleretal., 2005 ).
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2TOXOZ THZ EPTrAZIAZ

H ouxvotnTa Twv XpWHOCWHATIKWY avwdaAiwy uttoAoyidetal oe 6 oTig 1000 yevvAoelg
KAl QUEAVETAI ONPAVTIKA OTAV JEAETATAI TO CUVOAO TwV CUAAAWEWV.

MoTevovtag 6Tl N evnuépwon atroTeAEl TovV akpoywvidaio AiBo yia v TTpdyvwaon, Tnv
TIPOCEYYION, TNV QVTIUETWTTION KAl TRV OTTOKATACTACN, N MEAETN €XEl WG OTOXO TNV OCO
TO OuvaTtlv KaAUTEPN Kal TTANPECTEPN TTANPOPOPNOCN OXETIKA pE TIG €vdeitelg, Ta
yvwpiopata kal TIG 1011TEPOTNTEG TWV  OUVOPOUwWY. EmMTPOcOeTog OKOTTOG TG
TTAPOUCOG METATITUXIAKNG €pyaoiag eival n kKartaypa@r] TIEPIOTATIKWY TIOU  &iTe
YeVVABNKav gite atnv PeTETTEITa {wr] Toug avakdAuywav OTi gixav KATToI0 GUVOPOO.
Apxika e¢etdoTnke deiyua 13 euPpUwyv TTPOEPXOPEVO aTTO TTAAIVOPOUES KUNOEIG Kal OTTd
atmooAég, atrd Ta otroia Povo Ta 3 KaAAIEPYAONKav.

2Tnv ouvéxela E¢etdotnke deiyua 91 veoyvwv atmd To apxeio KapuoTUTTwy TToU €OPEUEI
oto [lNavemotnuiakd Noookopegio TG Adpioag até Tig 02/01/2012 éwg 28/03/2017

Kal agopd Tnv yévvnon VEOYVWV TNV CUYKEKPIUEVN XPOVOAOYIKA TTEPiodo . AKOAOUBwWG
onpelwdnke kal avaAubnke ociypa 158 mmaudiwv ammd v lMNaidiatpiky KAivik Tou
MavemmoTtnuiakol Noookopegiou ammd mig 02/01/2012 éwg Tig 02/05/2017 TOU ©
@AIVOTUTTIOG TOUG ,N CUMPTTEPIPOPA TOUG, N KANPOVOUIKOTNTA TOUG TTAPETTEUTIAV O€
evOeAEXN EAEYXO VIO XPWHOTWHMIKES AVWHAANIEG.

Ta ouptrepdopara atmod Ta gToIxeia Twv EPRPUWY TTou KaTaypaenkav Tnv Tepiodo 2012-
2017 ¢deicav 6T atmd Ta 3 poévo €uPpua TTou KaAAiEpyrBnkav Ta 2 ATAV PE QUCIOAOYIKO
KapuOTUTTO Kal TO £va JE TTaB0AOYIKO,Kal CUYKEKPIYEVA e GUVOpOoUOo Turner.
EmmpooBétwe,ta amoteAéopata TnG €peuvag €0€iEav OTI 0TV XPOVIKA TTEPiodo
02/01/2012 éwg 28/03/2017 otnv 5" Mepipépeia Oeooahiag yevvidnkav 20 veoyvd pe
KATTOIa XPWHOCWHMIKN avwuolia. Zuykekpiyéva Ta 12 yevvidnkav ye uvdpopo Down,l
pe Zuvdpopo Klinefelter,1 pye ZOvdpouo Edwards, 2 pe Prader-Willi,1 pe xipaipa,1 ue
Phalan-McDermid,1 pe DiGeorge kai 1 vEOYVO HE XPWHUOOWHMIKO TTOAUMOPPICUO GTO
MOKPU OKEAOG TOU XPWHUOCWHOTOG Y.

Ev ouvexeia amd ta dedopéva tng MauidiaTpikig KAIVIKAG Tnv TTEpiodo 02/01/2012 £wg

02/05/2017 kataypd®nKav HE XPWHOOWUIKN avwuaAia 14 TTaudid,eK Twyv OTToiwv Ta 8
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gival kopitala Kal Ta 6 ayoépia.Znueiwbnke 6T 3 TTaudid eixav Zuvdpouo Down, 2 eixav
20vopopo Turner pe Pwoalkiopd, 1 eixe Turner, 1 €ixe Tpicwyia XXX-YTTepOniAu, 5
TTaIdI& £iXav avaoTpo@r TOU XPWHOOWHATOG 6, kKON 1 €iXe ICOXPWHOCWHA OTO HEYAAO
Bpaxiova Tou xpwuoowpaTtog X otn meplox 10 kai T€Aog 1 Taudi €ixe dieupupévn
ETEPOXPWMATIVI OTO XpwHUOCWHa 9.

H TTapoloa PETATITUXIOKN £pYOoia TTPAYUATOTTOINONKE YE €VOIAQEPOV KAl TNPWVTAG TO

TIPOCWTTIKO ATTOPENTO TWV OTOIXEIWV TWV TTEPICTATIKWV.
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KE®AAAIO 1°
EIZAFQrH-BAZIKEEZ ENNOIEX

1.1 DNA

To DNA (Aeoo&u-piBovoukAcikd o&U) €ival TO YEVETIKO UAIKO OAWV TwV KUTTApWY Kal
mepIAaPBAvel Ta yovidia TTou TTEPIEXOUV TTANPOPOPIES YIa TNV dnuioupyia OAwvV Twv

ATTAPAITNTWY TTPWTEIVWV VIO TOV avBpwTTIivo opyavioud.(www.wikipedia.qgr).

=3 = Adenine
B = Thymine
B3 = Cytosine

B = Guanine

[: = Phosphate

backbone

Eik.1 ZxnuatikA atmeikdvion Tou DNA (Wikipedia )

ZUVOTITIKA Ol AEITOUPYiEC TOU YEVETIKOU UAIKOU gival:

% H amobnkeuon g yevetikng TAnpogopiag. 210 DNA (4 oto RNA Ttwv RNA 1wv)
TTEPIEXOVTAl Ol TTANPoQopiec Tou KaBopifouv OAa TO XOPAKTNPEICTIKA €vOg
OPYQVIOUOU Kal Ol OTTOIEG OPYAVWVOVTAI O€ AEITOUPYIKEG HOVADEGS, Ta yovidia.

< H diampnon kal n peTaBifacn TnG YEVETIKNAG TTANPo@opiag atrd KUTTAPO o€ KUTTAPO
Kal atrd opyaviopo 0€ Opyaviopo, TTou eEac@aAifovTal Je Tov autodITTAACIOONO TOU
DNA.(Tpiavtag@uAAidng K.,2001).
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R/

< H ékppaon Twv YEVETIKWV TTANPOQPOPIWY, TTOU ETTITUYXAVETAI PE TOV £AEYXO TNG
ouvBeonG TWV TTPWTEIVWV.

Ta Sopikd ocuotatikd@ Tou DNA eival Ta VOUKA£OTIdIA TTOU QTTOTEAOUVTAI ATTO i

alwTtouxo Pdaon Tnv Adevivn (A), Ouuivn (T),Mouavivn (G),Kutoaivn (C),pia tevioldn

(6ec0EupIBACN) Kal Pia @uoPopIKH OpAda.

To DNA trapoucidletal o€ pop@r NG OITTAAG EAIKAG, TNG OTToiag KABE KAWVOG OTPEPETAI
TTPOG TNV avTiBeTn KaTeuBuvon. O1 dUo KAWVOI ouykpaTouvTal pe OEOPOUG udpoydvou

TToU oxnuatifovtal HETagU Twv Pdoewv Toug. (Tpiavtag@uAAdidng K., 2001).

1.2 TONIAIA

Ta yovidia amoteAolv  OUyKeKpPIPEvEG aAAnAouxie¢ Bdacewv Tou DNA, Ta oTroia
TTEPIEXOUV OTTOONKEUMEVN Hia OUYKEKPIUEVN YEVETIKN TTANpo@opia. YTdpyouv yovidia Ta
otroia petaypdgovtal o€ mMRNA kal petappalovTal o€ pwreiveg. Me Tov TpéTTO QUTS TA
yovidia kaBopifouv T oeipd f TNV aAAnAouxia Twv auIvoEéwv o€ pia TTOAUTTETTTIOIKNA
aAuacida, evw uttdpxouv yovidia Ta otroia petaypdgovtal oe tRNA, rRNA kai snRNA.
ToviCetan 61 To sSNRNA cuvavTtatal pévo OTa €UKAPUWTIKA KUTTapa Kal £Xel pOAO aTnv

wpipavar) Toug padi ue Ta PIBOVOUKAEOTTPWTEIVIKA cwuaTidia mMRNA. (www.uptodate.gr)

To popIo TTOU TTPOKUTITEN WG TTPOIOV ATTO TNV YOVIBIAKN £KQPacn eival eite TTpwTEivn €ite
RNA, kai ava@épetal wg yovidlako Tpoidv. Ta yovidia HEow TwV YoVISIGKWY TTPOIOVTWY
TOUug eAéyxouv KABe KUTTApIK dpacTnEIOdTNTA KAl KATeEUBUVOUV TN QUOIKN avdaTtrTugn Kai
OUMTTEPIPOPA TOU opyaviopou. Ta TrepIccOTEPA yovidla KwOIKOTTOIOUV TTPWTEIVEG Ol
0TT0iEG €ival BIOAOYIKA HAKPOMUOPIO OTTOTEAOUMEVA OTTO YPAUMIKES QAUCIOES aMIVOEWY Kal
MTTOPEl va eAEyxouv TIG BIOXNMIKEG avTIOPACEIS TTOU TTpayuaToTTolouvTal oTa KUTTapQ,
evw AGAAeg TTpwreiveg €xouv AANOUG poAouc. MepikG yovidla Oev  KWOIKOTTOIOUV
TTPWTEivEG, OANG Ta poOpIa Twv peTaypa@ouevwy amd autd RNA diadpauartifouv
BaoikoUg poAoug oTnv BloolvBeon Twv TTPWTEIVWV KAl OTOV €AeyXO TNG YOVIOIOKAG

£KQPaonG.
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https://el.wikipedia.org/wiki/DNA
https://el.wikipedia.org/wiki/MRNA
http://www.uptodate.gr/
https://el.wikipedia.org/wiki/Γονιδιακή_έκφραση
https://el.wikipedia.org/wiki/Πρωτεΐνη
https://el.wikipedia.org/wiki/Κύτταρο
https://el.wikipedia.org/w/index.php?title=Βιοσύνθεση_των_πρωτεϊνών&action=edit&redlink=1
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Eik 2. P6Aog Tou DNA ( sites.psu.edu/siowfal4/2014/09/16/double-dna )

Ta TmepIcodTEPO yovidla TTEPIEXOUV KATTOIEG TTEPIOXEG TTOU Ogv  KWOIKOTTOIOUV Ta
yovidiakd TTpoidvTa, aAAG cuxva pubpifouv Tn yovidiakr ékepacn. Mia Kpioiun TTepioxn
TToU 8ev KWOIKOTTOIEN, €ival 0 UTTOKIVNTAG, Wia oUvToun akoAouBia DNA, atmrapaitntn yia
TNV €évapén TNG YOvIOIAKNG £K@PAcNG. ZTa yovidld EUKAPUWTIKWY OpPYyaviouwyv
mEPIEXOVTAI  OUXVA KATTOIEG TTEPIOXEG TTou  atrokaAoUvtal  Ivipdvia ] e00vIa Kal
agaipouvtal amé 1o MRNA o€ pia diadikaoia yvwaoTr] wg OUuyKOAANon 1 wpeigavon Tou
mRNA, TToUu yiveTal oTtov TTuprfva, (splicing). O1 TTEPIOXEG TTOU KWAIKOTTOIOUV TTPAYHATIKG
TO TTPOIOV TWV YovIdiwv, gival yvwoTEG we €€ovia. To TEAIKO TTPOIOV Twv YyoVISIwV PTTOPET
va gival TToAU pikpdTepo atmd 1o apxikd RNA. To aguvoAo Twv yovidiwv aTToTEAEl TURAPO
MOVO TOU yovIOIWHATOG EVOC  Opyaviouou, Trou aTrapTifetal ammd 10 GUVOAO Tou
KuTtTapikoU DNA. (Hattori M, Fujiyama A, Taylor TD, et al,2001)

1.3 XPQMOZQMA

To DNA, 10 yeveTIKO UAIKO, Méoa OTov TTupriva oXnuartiel OIaKpITEG OOPES TTOU
ovouadovTal xpwUooWHATA. ZTov AvBpwTro uttdpxouv 46 YpwuoowuaTa o€ KABe

KUTTOPO TTOU QEPEI TTUPK VA, Ta oTToia oxnuatifouv 23 oudAoya Ceuyn.(www.scholar.gr)

Ta 22 mpwTta  Celyn XPWHOOWHATWY XAPAKTNPICOVTAl WG QUTOCWHIKA (] QUTOCWHATA)

Kal TO €va Xpwuoowua KA {euyoug gival NTPIKAG Kal TO GAAO TTATPIKAG TTPOEAEUONG.
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https://el.wikipedia.org/wiki/Υποκινητής
https://el.wikipedia.org/wiki/Ακολουθία
https://el.wikipedia.org/w/index.php?title=Ιντρόνιο&action=edit&redlink=1
https://el.wikipedia.org/w/index.php?title=Εσόνια&action=edit&redlink=1
https://el.wikipedia.org/wiki/MRNA
https://el.wikipedia.org/w/index.php?title=Συγκόλληση_(βιολογία)&action=edit&redlink=1
https://el.wikipedia.org/w/index.php?title=Εξόνιο&action=edit&redlink=1
https://el.wikipedia.org/wiki/Γονιδίωμα
https://el.wikipedia.org/wiki/DNA
http://www.scholar.gr/

To 230 Ceuyog cival TO eUYOG TWV QUAETIKWV XPWHOOWHATWY.ZTOV AvBpwTTo TO QUAO
KaBopifeTal atrd TNV TTapoudia f TNV atmmoucia Tou Y XPWHUOOWNOTOG, HE Ta BnAukd
dtopa va €XOuv XpwHOOWHMIKA cuoTtaon XX (OUOYOUETIKO @QUAO) KAl TO APOCEVIKA VO
EXOUV XpwHOOwWIKA ouoTtacn XY (eTepoyapeTikO @UAO). To Y Xpwuoowua eival 1o
MIKPOTEPO o€ MéyeBog aTtro 6Aa TQ avBpwTiva XPWHOOWUATA.

OudAoya XpwUOOWUATA: OVOUAZOVTaAl TO XPWHOCWHATA TTOU £XOUV TnV idla Jop@oAoyia

Kal @Epouv TIG iDIEG YEVETIKEG O€0eIg (UTTOpOUV va eAéyxouv TIG idleg 1B10TNTEG ME

OIAPOPETIKO eVOEXONEVWG TPOTTO). (Www.wikipedia.org)

Eik 3 To yeveTikd UAIkKd aTov GvBpwTTo ( www.eurogentest.gr )

TPOMOZ MEAETHZ XPOQMOZOMATON

H pEAETN TwY XPWHOOWHATWY TOU aVOPWITOU CUVAVTNOE VI APKETA XPOvia JIGPOPES
OuoKoAieg. Ta XpwuoowpaTta €ival O KATAANAQ yia PeEAETN Katd TR dlaipeon Tou
KUTTGpoU Kal €I0IKOTEPA OTO OTAdI0 TNG MeTdgaong.( Quilter C.R., Holman S., AL-
Hammadi R.M., Theodorides D,2001)

KuTtapa 1Tou diaipolvTal WOTE VA ETTITPEYOUV TNV APECN MEAETN TWV XPWHOCWHATWY
UTTAPXOUV POVO O€ HEPIKOUG 1I0TOUG TOU QVOPWTTOU, TT.X. MEIWTIKEG OIAIPECEIG OTOUG

OpXeIS (N OTIG WOBNKES Twv eURPUWY), UITWTIKEG DIAIPECEIG OTO PHUEAO TWV OOTWYV, O€

18

Institutional Repository - Library & Information Centre - University of Thessaly
01/06/2024 03:35:09 EEST - 3.17.187.205


http://www.wikipedia.org/
http://www.eurogentest.gr/

HePIKA €TTBNAIOKA KUTTAPO KOBWG KAl O KAPKIVIKG KUTTapa. Opwg, n Aqyn Kai n
eTTECEPYATia autoU Tou UAIKOU dev eival TTAvTOTE €UKOAN Kal &¢ pTTopEi va Owoel
ATTOPAITNTEG TTANPOPOPIES Yia TTOANG otToudaia kAIVIK& TTpoBAfuaTa. H duokoAia auTth
uTTEPTINOAONKE HE TNV AVATITULN TEXVIKWV KAANIEPYEIAG OIOQOPETIKWY I0TWYV KAl
KUTTApwYV in vitro. 'ETol, augiBnke o apiBudg Twv 1I0TWV Kal TwV TUTTWV TwV KUTTAPpWY,
aT1ro Ta OTToIa Ba PUTTOPOUCAVY VA YiVOUV XpWHOOWUATIKA TTapackeudopata.( KavaBdakng
Euu,2005)

H mlavétnta pdAiota va Bpebolv katdAAnAa KUTTapa yia TTapatiipnon auéAbnke pe

oUvTOuN €TTIOPACN KOAXIKIVNG OTNV KUTTAPOKAAAIEPYEIQ.

H koAxikivn Trapeutrodiel Tnv OAOKAApwON TNG KUTTAPIKAG diaipeong Hpéow NG
QvOOTOANAG TOU OXNMUATIOPOU TnG MITWTIKAG OTPAKTOU Kal Tng kKaBuoTtépnong Tou
OXNMUOTIONOU  Twv  Kevipouepwy. ‘ETol, onuepa  civar  duvath n  TTapartipnon
XPWHOOWHATWY 0 Aep@oKUTTaPA, o€ IVOBAGOTEG aTTd TNV emdeppida 1 GAAoUG 10TO UG
Kal o€ KUTTapa ammd To auVvIakO uypd eykUou yuvaikag. Ettiong, utmmopouv va mmapBouv
Cwvtavda KUTTAPA WEPIKEG WPEG META amd TO BdAvato dIa@opwv ATOPWY 1 QUOIKA
atmmoBAnBévTwy euPplwv.( Visootsak J, Rosner B, Dykens E,2006)

ZAMEPO 01 TEXVIKEG €xouv PBeATIwBEl TOCO TIOAU WOTE XPWHUOCWHATA MTTOPOUV VO
TapatnenBolv kal oe KUTTapa Tou O¢ diaipolvtal A gival TeAgiwg diagopoTroinuéva,

XPNOILOTIOIWVTAG TNV TEXVIKA TOUu UBPISICHOU TWV KUTTAPWV.

MNa 1 MPEAETN TWV  XPWHOOWHATWY OTNV  KUTTOPOYEVETIKY, OnuIoupyrnonke o]

KapuoTuUTIoG. YTTdpxouv dUo £10WV KAPUTUTTWV,0 ATTAGC KAl O UOPIOKOC KAPUOTUTTOG.

s KapudTtumrog c€ival n ameikovion Twv HETAQPACIKWY XPWHOOWHATWY €VOG
OPYQVIOHUOU KaTa eAaTtToUpEVO PéEyeBOG, OTTOU @aivovTal 0 apiBudg, To pEyebog
Kal TO oXAMa Toug, KaBwg Kal N B€on Tou KEVTPOUEPIDIOU KO O XOPAKTNPIOTIKES
XPWHOQPOPES TTEPIOXEG TOUS. To avBpwTTivo yovidiwpa o éva atrAogIdéG KUTTapPO
(yauéTn) amroteAeital ammd mepitou 3*109 Celyn Pdaoccwv DNA, Trou eival
opyovwuéva og 23 xpwuoowuata. KaBe @uaoloAoyikd HETAPATIKO XpwuoowHa
atroTeAeiTal ATTO OUO AdEAPEG XPWHATIOEG, Ol OTTOIEG OCUYKPATOUVTAl OTO
KevTpouepidlo. To kevrpopepidio diaipei kGBe xpwpaTtida oe duo Ppayxioveg, o€

£€va heyaAo ki Eva Pikpd.(www.shcolar.gr)
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Eik 4. TpdT1rog eAéyxou Tou KapudTutrou oTov dvBpwTtro ( commons.wikipedia.org)

Bdogl auTWV TWV TTOPAUETPWY, TA XPWHOOWHATA apIBUoUVTal KAl TOTTOBETOUVTAI

og £@TA ouadeC:

R/

% Opada A: xpwuoowpata 1-3, PETAKEVTPIKA | UTTOUETOKEVTPIKA (20 (eUyo0Q),
MeyaAa og péyebog.

< Opada B: xpwpoowuata 4-5, UTTOUETAKEVTPIKA, MEyAAOU peEYEBOUG.

< Opada C: xpwuoowuata 6-12 kal T0 XPWHOCWHA X, UTTOUETAKEVTPIKA ueaaiou
MeyéBoug.

% Opada D: xpwuoowuata 13-15, akpokevipikd peoaiou peyéBoug, @Epouv
dopUPOPOUG.

% Ouada E: xpwuoowuata 16-18, cival petakevipikd (160 Celyog) N
UTTOMETaKEVTPIKA (170 Kal 180 Celyog) Kal £XOUV OXETIKA WIKPO uEyeBog.

% Opuada F: xpwuoowuata 19-20, YIKPA, HETAKEVTPIKA.

% Opada G: xpwpoowuaTta 21-22 Kal TO XPWHOCWHA Y, OKPOKEVTPIKA, MIKPOU

peyEBoUG. DEpouv BoPUPOPOUG, EKTOG aTTO TO Y.

H mmapamdvw katdragn Kal OvOPaTOAOYia TwV XPWHOCWHATWY TTpoTddnke 10 1960 OTO
Denver tou Colorado amé opdda kuttapoyevetioTwyv (Thomson & Thomson, 2001,
Tpiavtag@uAAidng & KouBaton, 2003).
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+ Mopiakég KapudéTutrog

O Moplakdg KapudTutrog PE TNV TEXVIKI] TOU CUYKPITIKOU YevwuikoU uBpidiopol pe
MikpoouoToixieg (CGH arrays) TTpoo@épel Tn duvaTtdTNTA AViXVEUONG MIKPOEAAEIPEWY N
MIKPOBITTAQCIAOUWY O ONO TO HAKOG TWV XPWHOCWHATWY HE PEYAAUTEPN QAVAAUTIKN
IKavOTNTA O€ OXEON ME TIG TTPoNyoUNEvES PeBOdoUG. TauTtdxpova, O €IBIKOG OXeSIAOHUOG
ETTITPETTEI TN OTOXEUPEVN DIEPEUVNON OUYKEKPIMEVWV TTEPIOXWY TOU YEVETIKOU UAIKOU TTOU
oxetiCovtar pe 120 yvwotd cofapd yeverikd ouvdpoua/voorpata. H avaAuTikg kai
aviIXVveUTIKR IKavéTnTa Tou Moplakou Kapudtutrou gival 100 pe 1000 @opég peyaAuTepn
atrod auTr] TOUu KAQOIKOU KAPUOTUTTIOU. X€ KUAOEIG uwnAoU KIvOUvou r/kal o€ Trapoucia
UTTEPNXOYPAPIKWY  €UPNUATWV/aVWUOAIWY OTO €UBpuo, 0 Mopiakdg KapudTutrog
avIXVEUEl ONUAVTIKA VOooAuata o€ TTo000TO TrEPITTou 8-12% eTmmmAéov autwy TTou Ba
avixveuovTtav Je Tov KAOOIKG KAPUOTUTTO. AVTIOTOIXO O KUNOEIG XaunAou KivOUvou TO

T00o00To gival Trepitrou 1,5-3%. (www.pubmed.qr).

O MMpoyevvnTikdG Mopiakdg KapudTutrog avixveUel TIG TTEPICOOTEPEG ATTO TIG AVWHUAAIES
TTOU MEXPI OAUEPA MUTTOPOUCAUE VA OIaYVWOOUUE ME TOV KAAOIKO KAPUOTUTTO Kal TOV

Aicupupévo MpoyevvnTiko ‘EAeyxo (apviakou uypou 1 CVS) kai eTTITTAEOV:

1. tnv Ommapgn mBavwy eAAeipewy fy/kal dITTAACIAoPWY KOaB’OA0 TO PAKOG OAWYV Twv
XPWHOOWWPATWY 0€ avaAuTIko etTiTredo Trepitrou 0,5-4 Mb.
ouvdpoua 6TTwg Ta Di George, Williams, Miller Dieker, Prader Willi/Angelman k.d.

3. ouvdpoua eAAeipewv Twv TEAOPEPIBIWY, BNAAdH TWV AKPWY TWV XPWHOCWHATWY
TTOU GUXVG OXETICOVTAI PE TIVEUPATIKA KaBuoTépnon.

4. Tn oToXeuuévn dlEPEUVNON CUYKEKPIMEVWV TTEPIOXWYV KOl CUYKEKPIUEVWY YOVIBIWV
TTou oxeTiCovral Pe TTEPIcoOTEPO aTTd 120 oUVOPOUO-VOCHUATA, CE AVOAUTIKO
eTTiTredo ~ 200kb.
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ONOMATOAOI'IA TQN XPQMOZQMATQN

MNa TNV €UKOAN Kal OKPIBA TTEQIYPAPH XPWHOCWHATIKWY AVWHAAIWY avadIiaTdgelg
onuioupynRBnke éva  oUOTNUA  ovouaToAoyiog  TTOU  XpnoldoTroigital  dIEBvWG.

(www.uptodate.qr).

Auté TmpoTdOnke aTTO ONAdA KUTTOPOVYEVETIOTWYV, o€ OIeBvy OuvOIAoKEWn TToU
TpaydaToTronénke oto lNapiol 1o 1971. ZUu@wva Pe To oUCTNUA OVOPATOAOYiIag Tou

Mapiciov, yia va TTEPIYPAPET Hiat XPWHOOWHATIKA {wvn TTPETTEI va dNAWBOUV e Tn oeIpd:

0 apIBUOG TOU XPWHOCWHATOG

0 XPWHOOWHMATIKOG Bpaxiovag (p i q)

0 apIBUOG TNG TTEPIOXNG

0 apIBUGG TNG CLvng HECA OTNV TTEPIOXN

P 0N PR

MNa mapdderyua, cupPBoliCetar 1p3.2 n Cwvn TTOU PPICKETAI OTO TTPWTO XPWHOOWHA,
oTov MIKPO Bpayxiova, otnv Tpitn TEpIoxn Kai givalr n 2 Cwvn. To ouoTnua auto
BeATiwOnke apyoTepa Kkal 1O 1977 OTn ZTOKXOAUN OUVAABe OI1EBVAC E€TITPOTN
KUTTOPOYEVETIOTWY TIOU TTIPOTEIVE TO  «JIEBvEG  OUOTNUO  ovopartoAloyiag oTnv
KUTTAPOYEVETIK Tou avBpwTtrou» 1 aliwg ISCN 1978. To ouotnua autd TTepIEXE!
oUhBoAa  Kal OUVTPACEIG yIa TNV TIEPIYPAQPN] TWV  QUOIOAOYIKWY  avOpwTivwv
XPWHOOWHATWY KAl TWV XPWHOCWHATIKWY avwuaAiwv. (TpiavtaguAAidng & KouBaron,
2003). Me Tn BeATiwon Twv TEXVIKWY Kal TNV avAAuon TePIoTOTeEpwY (wvwv, KaBwg Kal
ME TNV avakAAuWn VEWV AVWHAAIWY Kal TEXVIKWY avaAuong 1o oUCTNPa ovouaToAoyiag

18 £xe1 uTTOOTEN TTOAAEG TPOTTOTTOINCEIG.

ZAMEPQ, XpnolhoTToleiTal To «OIEBVEC GUCTNUA OVOUATOAOYIOG OTNV KUTTAPOYEVETIKA TOU
avBpwTTou» TTou dnuooieldnke 1o 2005 (ISCN, 2005) (Shaffer & Tommerup, 2005)
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2UuBoAa kai

OUVTUNAOEIS TTOU  XPNOCIUOTIOIOUVTAl _Yid TNV TTEPIYPA®H TWV

XPWHOOWHUATWY KOl _TWV_ XPWHOTWUATIKWY avwUoAIwv _ocupewva pe 10 ISCN,

2005.

P Mikpdg Bpaxiovag
MeydaAog Bpayiovag
Pter Kopu®r uikpou Bpayiova
Qter Kopun ueydAou Bpayiova
cen Kevtpouépog
h ETepouop@iopog
del ‘EAAEIPO
Der Mapdaywyo XPWUOCWHATIKAG
avakataragng
dic AIKEVTPIKO XpwuOowua
dup ArTAaciaouég
I looxpwudéocwua
ins MpoaoBnkn
inv AvaoTpoon
mat MnTpIkAG TTpoEAEUONG
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pat Matpikng TTpoéAeuong

r KUKAIKG xpwubéowua

t MeTdBeon

mos MwaodikiIouog

rob Robertsonian yetdson

s Aopupdpog

ph Xpwubdowpa Philadelphia

/ H Siaywvia ypapuni onuaivel Jwoaikiouo.

+/- AnAwvel TTPOCOAKN/EANEIYN oTav
ypageTal  TIpIV. TOV apIBud  Tou
XPWHOOWUATOG KAl TTPo0BRKN/EANEIYN
XPWHOOWUATIKOU TUAMATOG otav
YPAPETAI ETA TOV APIOUO.
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1.4 METAAAAZEIZ KAI AITIEZ TOYZ

Ol yeveTIOTEG KATATACOOUV TIG JETAOAAAEEIG O€ BUO PEYAAEG KaTnyopies: TIGC YOVIBIOKES Kal
TIG XPWHOCWHIKES. O TUTTIKOG AUTOG DIaXWPIOUOG OXETICETAI JE TNV EKTACN TNG AAAAYAG.
Av auTh agopd piIKpd apiBud Baocwy, OTIG OTToiEG CUUPBAIVEl AVTIKATAOTACT), TTPOOBNKN
N éNeyn, 161E OvopAdeTanl yovidlakr WETAAAAEN. Av agopd aAlayég o€ UeYaAUTEPO
THAMO TOU XPWHOOWHATOG, OVOUAZETal XpwUoowIKA avwuaAia.( Visootsak J, Rosner B,
Dykens E,2006).

O1 petaAAa&eig oupBaAlAouv 0T dnuloupyia YEVETIKAG TTOIKIAOTNTAG OTOV TTANBUCUO Kal
eubuvovTal yia TTOAMEG KANPOVOUIKEG aO0BEVEIEG, KOBWG Kal yia TTOAEG TTEPITITWOEIG
Kapkivou. MeTaAAGEeIc pTTOpEl va OuPBoUvV Ot OTTOIOOATTIOTE yevvNTIKO 1} CWHATIKO

KUTTapO £vOg opyaviouou.

O1 yeTaAAa&elg gival KAnpovounoiueg aAAayEég Tou YEVETIKOU UAIKOU, Ox1 JOVO aTTd yevid
o€ yevid, aAAG Kal atmd KUTTOPO o€ KUTTAPO TOU iBIou TTOAUKUTTAPOU Opyaviouou Katd

TNV augnor Tou ) TNV avatAaon 1oTwv Tou. (GelehrterTD ,CollinsF. S.,2003)

AITIEZ METAAAAZEQN

O1 aitieg ueTAANAENG Kal oI TTAPAYOVTEC TOUG YivovTal KATA TO OXNMATIONO TWV YOUETWV
Ta OTToia ATTOTEAEOUATA PETAPEPOVTAI OE PEAAOVTIKEG YEVIEG Kal N aAAayr] OTA CWHATIKA
TOUG KUTTapa OTA OTTOia €ival JOvo oTa BUYATPIKA KUTTOPA TTOU TTPOKUTITOUV E WiITwon f

TTOAEG POpPEG e ekdNAWON KATToIaG HoPPNG Kapkivou.(www.pubmed.gr) O aitieg ivai

Tuxaieg, €midpacn HETAANAEOYOVWY TTapayovIwy OTTWGS OIGPOPES AKTIVOBOAIES (TTX N
padlevépyela, N UTTEPILIONG AKTIVEG, AKTIVES X K.a.). EvTdocovTal o€ auth Tn Katnyopia ol
YOVIOIOKEC METAAAGEEIC OTIG OTToiEC yiveTal aAAayr] oTnv aAAnAouxia | GTov apIBPd Twv
VOUKAEOTIOiWV €vOG  yovidiou JE TIPOOBAKN 1 agaipeon €vog  VOUKAEOTIBIOU.
(Thomson&Thomson, 2011).

Eiong, 6Ao1 o1 opyaviopoi ugioTtavtal JETOAAGEEIG 0av OTTOTEAECUA TWV QUOCIOAOYIKWY
KUTTOPIKWY AEITOUPYIWV 1 TuXaiwv oAAnAemdpdoewv pe 1O TTEPIBAAAOV. TETOIEG
METAANGEEIG ovopddovTal QuOIKEG(spontaneous) Kal 0 puBuOG TOuG ival XapaKTNPIOTIKOG

yla KaBe €vav opyaviopd. O pubudg autdg cuvABwg XapakTnpifetal wg Bacikd eiTredo
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QUOIKWV HETaAGEEwWY. .( Quilter C.R., Holman S., AL-Hammadi R.M., Theodorides
D,2001). ®uoikég PETAANGEEIS €ival QUTEG TTOU OUMPAivOuv PE QTTOUCIO KATTOIOU

TTapdyovTa TTPoKeIPEVOU va auénBei o aplBudg peTaAlagioyéveong evdg opyaviouou.
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KE®AAAIO 2°
XPQMOZQMIKEZ ANQMAAIEZ

2ToV QvBpwTTo N Trapoudia €vog TTapatmdvw Xpwuoowuatog oe éva Ceuydpl, A N
ATTOUCIa EVOG XPWHOCWHATOG, gival utTelBuvn yia didgopa cUvOpoua.

XpWHOOWHIKES  avwpalieg ovopdldovial ol PETOANAEEIC TTOU  ugioTavTal  Ta

XPWHOOWUATA aTOV aPIBUOG Kal Tn dopr Toug. 'Exoupe dUO KATNYOPIES XPWHOCWHIKWY

AVWHOAIWV TIG OOUIKEG Kal TIG apIBUNTIKEG avwpaAieg. (Thomson&Thomson, 2011)

XPWHUOOWHIKEG avwpaAieg gival duvatd va cupPBolv denovo Katd TNV YAPETOYEVEDT).
Etriong, p1mopouv va kAnpovounBouv atrd Toug YOVEIG OTOUG ATTOYOVOUG TOUG €XOVTOG

000010 50% 0€ autdpaTEG aTTOBOAEG TOU 10U TPIPAVOU TNG KUNONG

Evdeiteig kapuoTuTTIKoU eAéyxou attoTeAOUV N KAIVIKA UTTOWia TTApoUGiag XPWwHOCWHIKOU
ouvdpouou, ol TTOANATTAEG dlapapTieg, N onuavTikoU BaBuou avatrtugiakn KabuaTtépnaon
N N vonTik KaBuoTépnon Tou Ogv PTTopoUV va atmodoBolv o€ AAAO aiTio, TO XapnAd
avaoTnua,n MeyaAn kabuoTépnon TnG €UPNVApPXAS OTa Kopitola, n oTeipdtnTta f 10
IOTOPIKO TTOANATTAWY auTtéuatwyv atmofoAwyv .Emiong, n Tapoucia au@ifoAwv
YEVVNTIKWY opydvwy Kal n mTpoxwpnuévn nAikia tng untépag.( Visootsak J, Rosner B,
Dykens E,2006).

2.1 AIAKPIZH XPQMOZQMIKQN ANQMAAIQN

O1 XpWHOOWWIKEG avwuaAieg diakpivovTal o€ OUO KaTnNyopieg: TIG OOMIKEG Kal TIG

apIOUNTIKEG.
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AOMIKEZ XPOQMOZQOMIKEZ ANQMAAIEZ

O1 OOMIKEG avwHOANIEG gival ATTOTEAEOUO XPWHOOWHATIKAG Bpalong Kal CUVEVWON HE
QVWHAAO TPOTTO. AUTEG PTTOPOUV VA TTPOKUWOUV WG VEEG OTTOPADIKEG PETAAAAELEISC OTO
wdapio 4 oto omépua. O Kivduvog eupaviong o€ emouevn kKunon gival 1 pe 2%. Etriong,
MTTOpEl va KAnpovounBei atmd €vav @QaIVOTUTTIKA @QUOIOAOYIKO yovéd O OTToiog €ival
popéag ( Bay&Steele, 2009).

O1 douikég avwpalieg utrodialpouvtal o€  I00JUYICHEVEG KOl  WN  100CUYICHEVES
avakatatdéels. Mn  10oCuyiopéveg  avakataTagelg  onuioupyolvtal, OTav  UTTAPXEI
TEPIOCOTEPO 1 AIyOTEPO  yeVeETIKO  UAIKO O  OX€on HE TO  QUOIOAOYIKO
(Thomson&Thomson, 2011). Autég xwpilovtal ota eAAgippaTa, Toug diITAaciacpoug, Ta
ICOXPWHOCWHATA, Ta BAKTUAIWTA XPWHOCWHOTA KAl Ta XpwHoowHaTa deikTeg. ATTé TNV
GAAN TTAEUPA, 0NICOCUYICHEVEG aVOKATATALEIG dnuIoupyoUvVTal OTAV T XPWHOCWHATA GTO
OUVOAS Toug, TTEpIAaUBAvVOUY TN CWOTH TTOOOTNTA YEVETIKOU UAIKOU Kal auTég gival ol

(Botezatu I, Serdyuk O,2000)ueTaB£0EIG KAl O AVOOTPOPEG.

H Ttrepamépw €1megiynon Twv OOUIKWY XPWHOCWHIKWY avwuaAiwy Oev  atroTeAei

QVTIKEIMEVO TNG TTAPOUCAG TITUXIOKNG Kal dev Ba avatrTuxBouv.

APIOMHTIKEZ XPOMOZQOMIKEZ ANQMAAIEZ

H éNAeiyn A n Trepicoeia evodg 1 TTEPICOOTEPWY XPWHOOWHATWY OTA KUTTAPO €VOG
OPYQVIOHOU ovopaleTal aveuTtAocIdia A XpWHOTWHIKY avwualia. O1 apiBunTIKES
XPWUOOWWIKEG avwuaAieg evtotmifovial oto 50% Twv AUTOUATWY ATTOBOAWY  Kal
ouvdéovTal PE TNV EKONAWON YEVETIKWY OUVOPOUWY OTOV AvBpwTrOo.

O1 avwpoAieg TTou £xouv OxEon ME ToV apIBUS TwV XPWHOCWHATWY ,TaglvopouvTal o€
oUo kaTnyopieg ,TIG euTTAOEIdiEG Kal TIG aveuTtAoeIdieg. (Carey JC,2010)

XPWHOOWWIKEG QVWHAAIEG TTapaTnEoUvTal O TTOAAEG TTEPITITWOEIG OTOV AvOPWTTO,
OTTWwG o€ veoyévvnta,0e TTaIdIG WE TTVEUMATIKN KaBuaTépnon Kal TTOAAATTAEG CUyYEVEig

duouopyicg,0e aoBeveic pe avwpaAn oefoualikr) avdamtuén. O1 TTpooBrikeg 1 ol
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AQAIPETEIG HEYAAWY XPWHOOWHATWY gival oxedov TTAvToTe Bvnolyoveg 1) odnyouv oTnv
atmmooAfj Tou guPpuou.(Quilter C.R., Holman S., AL-Hammadi R.M., Theodorides
D,2001). AvtiBeta €uBpua pe €mITTAéOV PIKPG XPWHOCWHATA gu@avidouv dIAQopES
Hop@oAoyIKEG BUOUOPYIEG N TTVEUUATIKEG dlaTapaxEs. O TTOMATIAEG AuTEG avwUaAieg

opeilovTal O avIOCoOPOTTIa TOU YEVETIKOU UAIKOU.

AveuttAog1dieg UTTopoUV va cupfBolv T600 OTA AUTOCWHIKA XPWwUOoWHATa 600 Kal OTa
QUAETIKA.OI TTI0 OUXVEG AVWHAANIEG TWV QUTOCWHIKWY XPWHOCWUATWY €ival n TpIoCwHia
21( Z0vdpopo Down),n Tpicwuia 18 ( Zuvdpopo Edwards) kai n Tpicwpia 13 (Z0vdpouo
Patau).ATO TIG QUAETIKEG XPWHOCWHMIKEG AVWUAAIEG O TTI0O OUXVEG €ival TO GUVOPOUO
Turner(45, X) kai 1o ouvdpopo Klinefelter(47,XXY). (Carey JC,2010)

2.2 TPOMNOI ME TOYZ OMNOIOYZ 2YMBAINEI H MPOZOHKH 'H H AINQAEIA
XPQMOZQMIKOY YAIKOY

EAMAgipypara

Katd tnv dnuioupyia XpwWHOCOMIKWY EAAEINPATWY ,TUAKO €VOG XPWHUOTWHATOG XAvETal N
olaypdoetal.EAAeippaTa oupfaivouv g OAa Ta XPWHOCWUOTA,0E OTTOIOBNTTIOTE CNUEIo
TOU Kal JTTopeEi va €xel otroladnmoTte éktaon.Edv T1a yovidia tmou éxouv diaypadgei
TTEPIEIXAV ONUAVTIKEG TTANPOPOPIEG yIa TOV avBpwTTIvO opyaviouo,TéTe autd TOo ATOUO
MTTOPEl va gu@avioel padbnolakég duokoAieg,avaTttugiak kaBuaTépnan Kal TTPoRANHaTA
uyeiag.H coPBapdTtnTta Tou KABE CUUTITWUATOG £€apTATAl ATTO TNV TTOGOTNTA TOU YEVETIKOU

UAIKOU TTOU £x€l dlaypa@ei Kal atrd To onueio TTou £yive n diaypa®n.(www.pubmed.qgr)

AITTAao1ao oI

Katd Tov XpWHOCWHMIKO BITTAACIACHO TO XPWHOOWUA SITTAACIAJEI KATTOIO TUMUA TOU, WE

ATTOTEAECUA VA EPPAVICETAI TTEPICOOTEPO YEVETIKO UAIKG. AUTO TO ETTITTAEOV YEVETIKO UAIKO
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TTapEXEl OdNYIES yIa TNV AEITOUPYIa TOU CWHATOG PE CUVETTEIA Ol TTANPOYOPIES va gival
TTApa TTOAAEG, yeyovOog TTOU UTTOPEI va €XEl Oav OUVETTEID PaBnolokEG OUOKOAIEG,
avatrTugloky kaBuoTtépnon kal TTpoBARuara uyeiag.( Visootsak J, Rosner B, Dykens
E,2006).

Evléosig

XpwUoowpIKA £vBeon TTapatnpeital 6tav £va THAPA VOGS XPWHUOOWHOTOS YETATOTTICETAI
o¢ GAAn Béon €ite oTo 010 Xpwudowua cite o AANo. Edv dev uttdpxel Tpoodnikn N
ATTWAEIO YEVETIKOU UAIKOU, TOTE TO ATOMO €ival ouvhBwg UYIEG, KaBWG €xel cupuPei
I00pPOTTNMEVN METABEDN. QOTOCO €AV £xEl CUMPBEI  Kal TTPOCONAKN 1 ATTWAEIO YEVETIKOU
UAIKOU, TOTE TO ATONO PTTOPED va €xeEl paBnolakég BUOKOAIEG, avaTTTuélakr kaBuoTépnon
kal TrpoBAfuata uyeiag.(Quilter C.R., Holman S., AL-Hammadi R.M., Theodorides
D,2001)

AakTUAIOEIGEC XpWHOTWIA

To OaKTUMOEIGEG XPWHOOWHG TTapaTnEEiTal OTav Ta AKPA €vOG XPWHOCWHUATOS
EVWVOVTAI JE TNV Jop@n dakTuAiou. Autd cuvhBwg cupBaivel dtav diaypd@ovTtal Ta dUo
dKpPO TOU XPWHOCWHATOG.

Ta Koppéva Akpa TOU XPWHOOWUATOS gival <<KOAAWON>> Kal evwvovTal PETAU TOug
oxnuaTiovtag évav dakTUAIo. O1 ouvETTEleg TNG dnuIoupyiag Tou SakTUAiou egapTwvTal
ammd TNV TTO0OTNTA TOU YEVETIKOU UAIKOU TTou Oleypd@Bel TTpiv TNV €U@AvVION Tou

OakTUAIiou.(www.pubmed.qgr)

AvaoTpo@n

XPWPOCWHWIKA avaoTpoQr TTapaTnEEiTal O0Tav KATTOI0 TUAMA €vOG XPWHOCWHUATOG
avaoTpépeTal €101 WOTE N aAAnAouxia Twv yovidiwv OT0 XpwuoéowPa va Eival
AVTECTPOUMEVN OE€ AUTO TO COnMEio. ZTNV TTACIOWN®Ia Pia avacTpo@ry dev TTPOKAAEI

TTPORAPaTA UYEIaG.
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2.3 OPIZMOI METAGEZH2 KAI MQZAIKIZMOY

% METAOGEZH

MerdBeon ovoudletal n aviaAAayn THNUATWyY avdpeoa o€ Pn oudAoya XpWHOCWHATA.
2TIG YETABEOEIG DEV UTTAPXEI TTPOCOAKN 1] ATTWAEIQ YEVETIKOU UAIKOU, aTTAWG avadIdTagn
TOU KaI Yo auTd oUuvABWG dev UTTAPXEI Kadia avwuaAia otn Asitoupyia Tou Kuttdpou. Ta
ATopa KaAOUVTAl QOPEIG I00CUYICHEVWY PHETABECEWV KAl QAIVOTUTTIKWG Eival QUCIOAOYIKA.
QoT1600, N PETABEON PTTOPED va €XEl ETTITITWOEIG OTOUG ATTOYOVOUG TOUG, va yevvnBouv
onAadn, Taidid pe eMeippaTa | Tepicoela yeveTikou UAIkou. (Parker MJ, Budd JL,
Draper ES, Young ID,2003)

O1 petaBéoeig katratdooovial o€  auoifaicg, METOBECEIC PETALU OKPOKEVTPIKWV
XPWHoOOWPATWY (ueTaBéoelg TUTTOU Robertson) kai mmapeupPoArés. O1  petaBéoeig
dlakpivovTal €1TioNG 0 OPOlUYEG Kal €TepOluyeg. ATTOTEAEOUA TNG Ooudluyng PeTGBeong
gival n dnuioupyia véwv Béoewv ouvdeong, n aAAayr Tou PeyéBoUg TOU XPWHOTWHATOG
Kal n aAAayr] TnG OXETIKAG Béong Tou kevipouépoug. (Thomson & Thomson, 2001,
Tpiavta@uAlidng & KouBdrton, 2003).

ApoiBaieg PETABEOEIS: 2TIC TTEPITITWOEIS QUTEG TTPAYMATOTTOIEITAlI avTaAAayry PETAEU

OKPAIWV THNHATWY PN OROAOYWV XPWHOOWUATWV.

Agopd TavTote U0 Xpwpoowuata kal Ogv uTtdpxel aAlayrq oTo OUVOAIKO apiBud
XPWHOOWHATWY oTa KUTTapa. Mpokeital yia 100{uyICUEVEG PMETOBETEIC, OI OTTOIEG Eival
ouvnBwgs aBAaBeic, aAAd Odnuioupyolv auinuévo KivOuvo va TTPOKUWOUV [N
1I00{uyIouEVOl YOUETEG (EAAEIPN ) TTEpioTEIa UAIKOU) Kai TTaBoAoyikoi atrdyovol. Katd Tn
Oldpkela piag PeEIWTIKAS dlaipeong, o€ €va ATodo TTou gival €Tepdluyo yia pia auolfaia
METABeON, oxnuaTiCeTal pia OIGTagn Twv XPWHOCWHATWY O OXAUA OTaupou, yia va
emTeUXOei To (euydpwua TWV OPOAOYWYV TTEPIOXWY TWV XPWHOCWHATWV.

2uvBwg oTnv avdeacn, Ta Xpwuoowuarta diaxwpifovral armmd Tn dIaudp@Waon auTr PE
évav otmmd Toug TpEiG akOAouBoug TPOTTOUG: evaAAaooopevo dlaxwpioud (alternate

segregation), ue mapakeipevo-1 diaxwpiuo (adjacent-1 segregation) kal pe TTapaKeiyevo-
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2 dlaxwploud (adjacent-2 segregation).(Thomson & Thomson, 2001, Tpiavta@uAlidng &
KouBdaron, 2003).

O evaAhaooduevog eival 0 ouviing TUTTOG dlaxwpliopoUu 2:2 kal divel 100uyIoPEVOUG
YOUETEG Ol OTTOIOI TTEPIEXOUV EITE €va QUOIOAOYIKO XPWHOOWHATIKG TUTTO, €iTe T dUO
XPWHUOOWHATA TTOU CUPMETEXOUV OTn METABEON. XTOV TTAPOKEiuevo-1 dlaxwpioud Ta
oudAoya KevTpouépn SlaxwpifovTal, EVW OTOV OTTAVIOTEPO TTOPAKEIUEVO-2 BIaXWPICHO Ta
oudAoya kevipouépn petaBiBdlovral oTo idlo Buyarpikd KUTTAPO.

Téoo atd Tov TTapaKeiyevo-1 diaxwpioud, 600 Kal atrd Tov TTAPOKEIUEVO-2 dIaXwWPICUO
TIPOKUTITOUV Wn Iooduyiopévol yauéteg (Quilter C.R., Holman S., AL-Hammadi R.M.,
Theodorides D,2001).

MeraBéoeig katd Robertson: 21i¢ petaBéoeig TUTTOou Robertson, TrpayuaToTrolEiTal

Bpadon oe OU0 QAKPOKEVIPIKA XPWHOCWHOTA KAl ouvévwon TIOAU KovTid OTo
KEVTPOUEPOG, HE ATTWAEID TWV HIKPWV Bpaxidvwy Toug. To XpWHOCWUA TTOU TTPOKUTTTEI,
atroTeAeiTal ammd Toug PeyadAoug Bpaxioveg Twy OUO AKPOKEVTPIKWY XPWHOCWUATWY Kal
TO KEVTPOMEPOG TOU €vOG OO TO OUO XPWHOOWMATA, 1 Kal Twv OU0 (SIKEVTPIKO
XPWHOOWWPA). ATTO TnVv idia PeTdBeon oxnuUaTifeTal KI éva PIKPO XPWHOCWHA, ATrd TN
ouvéVWOoNn TWV JIKPWY Bpaxiovwy, To oTToio Kal e¢agavifeTal. H OuyKeKpIuEvn aTTwAELIa
Oev @aivetal va gival emBAaBng, KabBwg Ta Bpaxéa OKEAN TTEPIEXOUV, WG YVWOTO, HOVAXQ
yovidia rDNA, 1a otroia avTikaBioTavtal amd Ta yovidia TTou UTTapXouv oTa UTTOAoITTa
OKPOKEVTPIKA Xpwuoowuata. (Parker MJ, Budd JL, Draper ES, Young ID,2003).

O1 Kup16TEPEG PETOBEDEIG auToU Tou TUTTOU €ival o1 £(13/14) kai t(14/21) kai gival apkeTd
ouxvég otov avBpwtro. O @opéag TETolOG PETABEONG €xel 45 xpwpoowaTa Kal dev
ed@aviel QAIVOTUTTIKEG avwuaAdiec. QoTdoo, UTTApxel KivOuvog va  TTAapAyel N
1I00{uyIouEVOUG YauETES. H KUpia KAIVIKF) onuagia autoU Tou TUTTOU PETABEONG £yKeETal
oTo OTI Ol Qopeig MeTABeoNG kAT Robertson wg mmpog 10 Xpwudowua 21, £xouv

augnuévo Kivduvo va atroktioouv TTaidi ye ouvopouo Down.

NapepBoAég: O1 TapeuPoAEG eival pn 100QuyIoUEVEG PETOBEDEIG, TTOU dnuIoupyouvTal
OTAV THANO XPWHOCWHATOG ATTOKOTTE Kal TTapeBANBEi o€ AAAN XPWHOOWHUIKN B€0n.

H TTapeuBoAn utropei va yivel emévw oTo idlo, | o€ AANO Xpwpoowua. ETreidn yia 1o
QAIVOPEVO QTTAITOUVTAI TPEIG XPWHOOWHATIKEG Bpauoelg, o1 TTaPEPPBOAEG gival OXETIKA

omravieg. H TTapeu oA TOU XpWHOCWHATIKOU TUAUATOG PTTOPET VA YiVEl €iTE PE TN Jia, €iTe
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ME TNV GAAN kaTelBuvon (suBcicg 1 aveoTpappéves TTapePBoAEg). (Parker MJ, Budd JL,
Draper ES, Young ID,2003).

Qopeic TETOIWV PETOBECEWY WPTTOPEI va gival QAIVOTUTTIKA UYIEIG, OAA& evOEXETAI va
ammokTAcouv  TTaBoAoyik&d  TTaidid, AOyw pn OwoTAg ouvayng Twv  OPOAoOywv
XPWHOOWUATWY Katd Tn Meiwon (Thomson & Thomson, 2001, TpiavtaguAAidng &
KouBdron, 2003).

%+ MQZAIKIZMOZ

Mwodikiopog ovoudaletal n TTapouadia oTo idio dtouo, fj oTov id1o 1076, U0 TOUAdXIoTOV
KUTTAPIKWY OEIPWV, Ol OTTOIEC SIPEPOUV YEVETIKA aAA& TTpoEpyovTal aTrd 1o idlo JuywTo.
O PWOoAiKIOYOG TTPOKUTITEI ATTO PN ATTOXWPEICHS OTIC TTPWTEG MITWTIKES dIaIPECEIG TOU
euBpuou. (Cereda A and Carey C 2012).

O pwoaikiopdg ival éva KAIVIKG ONPavTIKO QAIVOUEVO OTIC XPWHOOWHATIKES SIATAPAXEG.
O HWOoaIKIONOS TWV CWUATIKWY 1 TWV YOUETIKWY KUTTAPWY, WTTOPEI va aTTOTeEAEl TNV
mlavr) €€AyNonN Vyia ApKETA [N ouvnBiopéva TTPOTUTTA KANPOVOUNOoNgG, N vyia un
ouvnBIouéva  @AIVOTUTTIKA  XapaKTNPIoTIKA. Mia petdAaén Ttou  emnpedder
Mop@oyévean Kal cupBaivel katd Tn SIGPKEIQ TG TTPWIKNG EPPBPUIKAS avaTITUENG, UTTOPEI
va €kONAWOBEI w¢ TUNUaTIK | KNAIBWTA avwuaAia. Autd eEapTtdtal ammd 10 O0TAdI0 OTO
OTT0i0 CUVERN N METAAAGEN Kal aTTd TNV KUTTOPIKA CEIPpA 0TNV OTToia avrKeEl TO OCWUATIKG
KUTTapO, OTO oTroio ouvéRn yia TTpwTn @opd.(Quilter C.R., Holman S., AL-Hammadi
R.M., Theodorides D,2001). Av n petdAAaén ocupPei oe TTpwipo oTddio, TPV aTtd Tov
OlIOXWPIOHUO TWV KUTTAPWY TNG YAUETIKAG OEIPAG aTTd €KEIVA TNG CWHATIKAG, TOTE QUTH
gival TTapoloca oTa KUTTOPA Kal Twv OUO0 oelpwyv Kal €101 PtTopei va petaBiBacTei
autoUoIa OTOUG ATTOYOVOUG ] KAl VO EKQPACTEI AUTOUCIA OTA CWHATIKA KUTTOPA, UTTO TN
Mop®r] MwodaikoU. ZuvnBwg, uia diaTapaxr TTou O@EiAeTal O€ Hia VEQ QUTOCWHMATIKA
ETMIKPOT) METAAAQEN, dev emmavepavidetar ota adéA@ia Tou aoBevoug. (Kazemi M.,
Salehi M. Kheirollahi M,2016)

Qotéo0, uttdpyxouv OTIAvieEG €EQIPECEIG, OTTOU  QAIVOTUTTIKA  (QUOIOAOYIKOI  YOVEIG,
QTTOKTOUV TTdvw atmd €va TTpooReRANPEVO TTaIdi. YTTAPXOUV TTOAAEG TTIBAVEG £punVEieg

yla 10 @aivéhevo autd OTTWG eival N TIOIKIAN  €KQPAOTIKOTNTA 1 N €AAEIYN
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O1EI00UTIKOTNTAG. EvToUTOIG, Pia GAAN TBav aitia TETOIWY AOUVABIOTWY YEVEAAOYIKWV
OEvOpwyY, gival OTI KATG TN SIAPKEID TWV TTPWTWV OTAdiWV TNG AVATITUENG TOU YOoVéq,
KATTOI0 CWHATIKA JETAAAAEN OuvEPN o€ éva KUTTAPO, N 0€ £va TTPOOPOPO KUTTAPO TNG
YOUETIKAG OcIpdg, diatnpnBnke g GAOUG TOUG KAWVIKOUG aTTOYOVOUG auToU TOU KUTTAPOU
Kal TEAIKA £€QTACE O€ VA TTOOOOTO TWV YAUETWV.

levikd, GTOPA TTOU EUOAVICOUV HWOAIKIOHO YIa Hia CUYKEKPIPEVN TPICWHIA, diakpivovTal
ammd NmOTEPN EKPPACT TWV XAPOKTNPIOTIKWY TOU OUVOPOUOU, O OXECN ME TA ATOMO
TTOU €XOUV N Jwodikr TpIcwia. H onuaacia TTou ptropei va Xl évag HwOoaikKIoHOG givail
ouxvd OuokoAo va agloAoynBei, 1BIaiTeEpa av avixvelBnke o€ TTpoyevvnTIKG OTAdIO.
(Cereda A and Carey C 2012).

H emmidpaon Tou Jwoaikiopou oTnv avdatrTuén TToikiAAel kal e€apTdTal atrd Tov Xpdvo TTou
£ENaBe xwpa o un dlaxwpeIiouég, T eUon TNG XPWHOCWHATIKAG aVWHAAIag, To TT0000TO
TWV OI0POPWY XPWHOCWUATIKWY CEIpWY TTOU UTTAPXOUV, KaBWG Kal To €idog Twv
TpooBeBAnuéVWY 10TWY. ‘Eva onuavTiké 1pdBAnua eival 611 To TTooooTd Twv dIapopwv
XPWHOOWMATIKWY  CEIPWY, TIOU OTTAVIOUV OTOug I0TOUG TTOU  avoAuBnkav, Oev
QVTOVAKAQ, atrapaitnTd, TO TTOC0CTO TTOU UTTAPXEI 0€ AANOUG 10TOUG | OTO £UPBpuUo, KaTd
Ta TTPWTA OTAdIa TNG AVATITUENG. ZTIC €PYACTNPIAKEG MEAETEG, Ol KUTTOPOYEVETIOTEG
TTPOOTTIAB0UV va JIATTIOTWOOUV AV £X0UV VA KAVOUV JE KATTOIOV TTPAYUATIKO JWOAIKIOUO,
N ve évav PeudOUWOAIKIONO, 0 OTToI0G iocwg TTPoEKUWE oTnv KaAAiEpyeia. H didkpion
METAEU Twv OU0 dev eival TTavTote euxepns. O Pwodaikiopdg cival €va oxeTikd ouxvo
QAIVOUEVO OTIG KUTTOPOYEVETIKEG MEAETEG KAAANIEPYEIWV XOPIAKWY AAXVWV KOl UTTOPEI va
odnynoel oe onuaviikG TPORAAMATA €puNVEIOG TwWv aTTOTEAEOUATWY, KAT& Tnv

mpoyevvnTikA didyvwon (Thomson & Thomson, 2001, Turnpenny & Ellard, 2005).

s XIMAIPIZMOZ

"Xipaipa" ovoudloupe éva Atouo 1 (WO TOU OTIoIoU KATTOIO TUAMATA TTpoABav atr' 1o
Oidupud R TN PNTépa Toug. Mia xipaipa TTPOKUTITEI £iTe AT PHOVOLUYWTIKG didupa £uppua
(otroTE KI €ival aduvarto va evromoBei) €ite amd diICuywTikG didupa €uBpua, OTTOTE N

Xipaipa avayvwpiletal JEow XPWHOOWHMIKWY COUYKpioewv atrd didgopa PEPnN Tou

34

Institutional Repository - Library & Information Centre - University of Thessaly
01/06/2024 03:35:09 EEST - 3.17.187.205



owpaTog. To TTOoOOTO TWV KUTTAPWY TTOU TTPOEPXOVTAl ATTO TO KABE EUPBPUO TTOIKIAAEI
amoé 1O éva HPEPOG TOU OWHPOTOG OTO AANO, Kal ouxvda MTTOpEi va 0dnyAoel o€
XOPAKTNPIOTIKOUG OEPHATIKOUG XPWHATIOUOUG OTIG avOpwTTIiveg Xipaipes. Mia xipaipa
gival duvaTd va eival ouvduaoudg OPOEVIKWY Kal BNAUKWY KUTTAPWY, TTPOEPXOUEVWIV
atro didupa avTiBéTou @UAoU. ETTITTAéOV, O€ OPICUEVEG TTEPITITWOEIG, TO AdToPOo "Xipaipa”

£xel OUo €idn DNA.(www.wikipedia.orq)

2.4 APIOMHTIKEZ XPOMOZOMIKEZ ANOMAAIEZ TON AYTOZOMATQN

Tpiowpia 21-Z0vdpopo Down

H tpicwpia 21 rj ouvdpouo Down gival To TTAEOV OUXVO XPWHOCWHIKG auvdpopo (1:900
yevvAoeig)(Antonarakis et al 2004) 1o TTpdOPATO KAl TO TNO YVWOTSO 1816U0PPO
TpoowTreio otnv TTaAIdIOTPIKA.  Av Kal Bewpeital TTpo@avig kai atrAn n didyvwaon Tou,
EVTOUTOIG MEAETEG aTTO peyAAa TTaISIOTPIKA KEVTPA £xouv OegiCel apKETA onuavTiKg TNV
meavoTnTa KAIVIKOU AdBoug aTnv eKTiNon Tou 1I816op@Pou OTPOoYYUAOU TTPOCWITTOU TTOU
Molédel ue To ouvopouo Down.(Quilter C.R., Holman S.,AL-Hammadi R.M., Theodorides
D,2001).Ta xapakTnpIioTIKa Tou TTEPIAAPBAVOUV HIKPEG BAEQAPIKEG OXIOWEG PE aviouoa
@opd, XaunAn piCa TG MUTNG, MIKPG AUTIA YE XaUNAN TTpOo@uUOon, AeTTTA Kal ENEA PaAAId,
MovApn TraAauiaia ypauu K.a. H umrotovia kal n wuxokivnTik kabuoTépnon eival
avdueoa oTa KUpla gupruarta pe mooooTo eugdviong 100%. ETtriong trapoucialovral
avwuaAiec amdé Ta didgopa cuoTiuaTta (Kapdlayyeiakd, OupPOoTIOIoYEVVNTIKO, KEVTPIKO
VEUPIKO, K.0.) Kal ETTITTAOKEG OTTWG Acuxaipia, oakxapwdng diapnmg (Jiang et al 2013 ),
mpwihn davoia (Wiseman et al 2015, Malt et al 2013) k.a. H TOAU kaAfj yvwon Tng
QUOIKNG I10Topiag Tou ouvdpouou Down exer BonbAcel onuavtik@ oTnv cuoTaon
TTWTOKOAAOU £yKaipng TTapEUBacnG Kal IaXPOVIKAG TTapakoAoUubnong Kal ¢povTidag Twv
TTaoxXoviwy. ‘ETol oApepa Ta TTaidid pe . Down €xouv oUvoAIK& KAAUTEPN TTPOYVWON
QVA@OPIKA WE TNV TTPOANWN ETTITTAOKWY KAl TV WUXOKIVNTIKA Toug €EENIEN, EvTAooovTal

ouvABwG 0g KavoviK& OXOAgia pe EKTTAIBEUTIKA OTAPIEN KAl KOIVWVIKOTTOUVTAI TTIO OJOAG
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http://www.wikipedia.org/

atmd 61l 010 TTAPEABOV TMPpWTOKOANG dlaxpoVvIKAG povTidag OTTwG autd Tou X Down

£XoUv oUOoTaBEl Kal yia AAANa YEVETIKG oUVOPOA.

To xpwuoowua 21 cival To YIKPOTEPO QUTOCWHIKO XPWHOCWHA Tou avlpwTrou pe 48
EKATOUMUPIO VOUKAEOTIOIO Kal avTioToIxei oto 1-1,5 % TOou avBpwITIVOU YOVISIWUATOG
(Lyle et al 2009, Hattori et al 2000) .O1 TTepIc0OTEPEG TTEPITTTWOEIG (94%) ogeilovTal o€
o@AaAda kata tn peiwon (Oliver et al 2008, Hasssold and Sherman 2000) ( €Ik. 5).

Eik 5.Anpioupyia Tpiowpiag 21 petd atmd o@dAua otn peiwon ( teygen564s.weekly.com)

H emmimTwon Tng Tpicwpiag TTou ogeileTal o€ PN diaxwpiopo autdveTtal 600 aufdvetal n
nAikia NG untépag (Cocchi G. Etal 2010) (eik. 6)aAA& sival avegdptntn NS nAIKiag Tou

TaTéPa, TTaPA TO YEYOVOG OTI TO 5% Twv PN dIaXwPICHWY gival TTATPIKAG TTPOEAEUONG
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Eik 6 .01 mBavéTtnTeS Yia ouvdpopo Down avaAoya pe TNV NAIKia TG INTEPAG TTOU PEVEI

£YKUOG.

2e €éva MIKPG TT0000TO (5%) TIPOKUTITEl TPIOWMIa MPETA oTTrd  peETABeon evdg
XpwHoowpartog 21 o€ éva Xpwuoowua 14 4 ommavioTepa o€ £€va XpwHoowua 15, 22 N
21 (€K 7). AuTA n TTEPITITWON TOU CUVOPOPOU KANPOVOUEITAI KI £€TO1 éva CEUydpl TTOU £XEI
atmokTAoel AdN TTaidi pe cuvdpopo Down Adyw HETABeONG, £xouv augnuévn TBavoTnTa

va ePavIOTED TO id10 Kal e JeANOVTIKE eykupoouvn (Flores-Ramirezetal 2015).

Eik 7. Kapudtutrog atéuou pe Tpiowpia 21(Tédvw ogipd) Kal KAPUOTUTTOG ATOPOU ME
TpIoWHIa Adyw METABEONG TOU Xpwpoowuatog 21 oTo Xpwpoéowua 14 . (ETtiToun
TaidiaTpik, Matoaviwtng NikdAaog 2. KapmrdBiog OepiotokAg E.,NikoAdidou -
KaptraBiou MoAugévn 2010 latpikég ekdooelg Aitoag)

H 1Mo omdvia tepimtwon ,uoNG 1%, €ival 0 JwodiKiIopdg OTOV OTTOI0 OPICHEVA ATTO TO
KUTTaPO TOU OpyaviouoU £Xouv @QuGIoAOYIKO apiBud XPpWHOOWUATWY Kal opiouéva
eM@avifouv TpiIowuia 21. Auté ouviBwg TTPOKUTITEI ATTO PN OWOTO SIOXWPICHO TwV
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XPWHOOWHATWY KATA TIG KUTTOPIKEG DIAIPECEIG YETA TN dnuioupyia Tou CuywTtou. O
QAIVOTUTTOG OTNV TTEPITITWON AUTA gival ouviBwg NTTIGTEPOG TNG KAACCIKAG TPICWHIag 21
(Kazemi M et al,2000)

H epapuoyn Twv d1a@épwyv HeBOdWY TTPOYeEVVNTIKOU €AEYXOU TTEPIOPIOE OE YEVIKEG
YPOUUEG TN yévvnon TTaIBIWY JE TpIcwia 21, avTioTaBuidoviag TNV Taon TTAYKOOUiwWG
yla alénon Twv TTEPICTATIKWY, AOYW TNG aug¢nong tnG NAIKIOG TwV YUVAIKWY TToU
eMBUPOUV va TekvoTrolfjoouv (IrvingCetal. 2008 ) av kai auTtd €¢apTaTal atrd TNV TTOAITIKH

KABe xwpag 6oov agopd Tov TTpoyevvnTIKO €Aeyxo (BoydPA et al. 2008).

Tpiowpia 18- X0vdpopuo Edwards

Mpodkeital yia éva oTrdvio oUvOpouo TTou cuvdéeTal ue cofapr] avarnpia.To oluvdpouo
Edwards 11 Tpiowpia 18 éxer ouxvornta 1:8000 yevvrjoeig kal €ival 1o delTEPO OF
ouxvotnTa eu@dviong petd v Tpicwuia 21 (Crideretal2008 ). YTmroAoyiletal &€ 0TI TO
90% Twv guPpUWV pe TO OUVOPOPO aUTO atToRAAAOVTal KATG TO TTPWTO TPIUNVO TNG
kunong ( Morrisetal 2008).Tpicwuia 18 onuaivel emMTAéOV Xpwudowua TToU €TTNEEALE!
TIG AEITOUPYIEC TOU CUWHATOG Kal TTPOKOAEI CUYKEKPIPEVA XAPOKTNPIOTIKA TTPOCWTTOU. Ta
KAIVIKA ~ XapakTnpioTIKG  Tou  Oouvdpouou  TrepidaufBdavouy  xaunAd  Bdpog
YEVVNONG,MIKPOKEPAAIa, PE IBIOUOPEPO OXAMA KPaviou PE TTPOEXWY TO IVIaKO ooTouv ( EIk
8) . 210 TPOCWTIO TrapaTnPEiTal HIKpoyvaBia, oxIoTiEG, UTTEPTEAOPIOUAS, XAUNAN
TTPOCPUON TWV AUTIWV JE avwuaAn eAikworn, Kal AAAeg duopopicg ( Batyetal 1994). Z1a
dkpa €ival XAPAKTNPIOTIKEG Ol CQIYUEVEC YPOBIEG Kal n EQITITTEUCN TOU TPITOU Kal

TTEUTITOU OAKTUAOU OTO TETAPTO OAKTUAO.
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TRISOMY 18 — EDWARDS SYNDROME
*Triplication of chromosome 18, most common cause is non disjunction,
CLINICAL FEATURES
*Prominent occiput
*Micrognathia
*Small oral opening
*Short upper lip
*Cleft lip and palate
* narrow palatal arch
*Short palpebral fissures
*Corneal opacities

*Microopthalmos
*Low set maformed ears

Eik 8. KAIVIKG XapaKTnpIoTIKA atopwy pe ouvdpopo Edwards ( prenataldiagnosis.gr)

Etriong,moAU ouxvo elpnua civar n imrmommodia (Cereda and Carey 2012).Amd T1a
OUCTAMATA TTapaTNEEITal CUYYEVAG KapdIoTTébela, avwuaAieg atrd Toug veppoug Kal aTro
GAAa 6pyava (Smithetal 1960). MNepitrou 10% TwvaoBevwy EETTEPVOUV TOV TTPWTO XPOVO
{wn¢ kal Ta TTaidid autd TTapoucidlouv coBapn veupoavaTtrTuéiakr kaBuoTtépnon (Chen
H, 2004). Z& pkpoTEPO TTOCOOTO ( < 5% ) CUVAVTWVTAl ATOPA PE TPIoWHIa 18 aAAd 6y o€
OAa Ta KUTTapa TOU opyaviopoU , £xouv dnAadn éva €i60g JwaodiKIoPoU. ZTnV TTEPITITWON
QUTH O QAIVOTUTTOC TWV aTOMWV TIOIKIAEl Kal KUpaiveTal a1md TO XAPOKTNPIOTIKO
@AIVOTUTTO aTOJWV MdeE TpiIowpia 18 pe Tpdwpen Bvnoiudtnta £wg Kal TTARPWG
QUOIOAOYIKO QaIVOTUTTO ATONOU XWpPIG YeVveTIKO TTpORANua (Ukita et al 1997). Z¢ Too0oGoTd
MOAIG 2% ouvavTdTal o TUTTOG TNG MEPIKAG TpIowiag 18 otnv otroia pévo éva KOPUATI

TOU JEYAAOU AKPOU TOU XpwHOooWHaTog 18 cival TTapov o€ TPITTAN JOPO®H.

H Tpiowpia 18 cuoxeTiCeTal ge TNV TTpoXwpenuéVn NAIKIa TNG uNTEPOG OTNV EYKUPOOUVN
oUNQWVa JE MIa PEAETN TTou ekTTOVhBNKE OTnV AyyAia kai Oualia atmd Toug Savva Kai
ouvepyareg (Savvaetal 2010) kar mBavotata autd Ba emmelpedoel TN OouxvoTNTA
EMQAVIONG TNG TPICWHIaG ouvdUAlOPEVO PE TN OUVEXT augnon Tou PEoou Opou NAIKIag

TWV YUVAIKWYV TTOU ETTIBUPOUV vVa TEKVOTTOIOOUV.
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Eik 9. KapudTutrog atépou e Tpicwpia 18 ( US National Library of Medicine)

Tpiowpia 13-X0vdpopo Patau

H Tpiowpia 13 i aAAiwg Z0vdpopo Patau civalr pia ommdvia XpWHOOWHIKN diaTtapaxr
KQT& TNV OTroid TO ATOMO VEVVIETON HE éva eTTTAéov Xpwuoowuda oTto 13° elyoc.
ATtroteAei TNV Tpitn oTn ogIpd Mo ouvnBiouévn TpiIcwuia PETd TNV TpiIcwuia 21 kal 18. Ta
TEPIOCOTEPA TPIOWHIKA CuywTd autol Tou Ouvdpouou, KATaAfyouv ot auBoépunTeg
atmmooAég. AkOun kai Ta TTaIdId ekeiva TTOU €mIfILWVOUV KaTd T yévvnorn, €£Xouv
eplopiopévn didpkeia (wng (Lyle R, Bena F,2009). Mepitrou 10 45% autwv TTEBaivel
Méoa oTov TTPWTO urva {wng, 1o 50% TTebaivel TTpIv Tov €KTO pAVA (WG, VW AlyOTEPQ
atd 5% pOAIg TTou @TAvouv OTNV NAIKIO TwV TPIWV €TWV. TO CUVOPOUO ATTAVTATAI PE
ouxvotnta 1 otig 5.000-8.000 yevvnoels. Kal o€ autr TNV TIEPITITWON, N NAIKIa g
pNTéPag TTailel TToAU onpavTtikd poAo. To emmiTAéov XpwuoOowua dnuIoupyEiTal ouvhiBwg
atmd Pn diaxwpliopd otn peiwon | g pntépag. O @aivoTuttog Tng Tpiowyiog 13
TepINauBAvel coBapég dIaPapPTIEG TOU KEVTPIKOU VEUPIKOU OUCTAUATOG, TTOPATNPEITAl
etriong kaBuoTépnaon Tng avamTuéng kai cofapr diavonTik kaBuoTépnon. (Cereda and
Carey2012).
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To YETWTTO €ival KEKAIPEVO, UTTAPYXEI UTTEPTEAOPICHUAGS KAl OPIOPEVEG POPEG HIKPOPBaAia,

KoAoBwuarta oTtnyv ip1da, evioTe Kal atToudia Twv oQBaAUWY.

Eik 10. KapudTutrog atéuou e Tpiowyia 13 ( Dreamstime.com)

Ta aumid gugavifouv duoTTAacieg Kal auyxvda Ta GToua auTd gival KA. ZuXva UTTapXouv
Aaywxelho kal AukéoToua. Ta xépla kal Ta TTéEApaTa mlavov va gugavifouv otmiobafovia
TTOAUBOKTUAIQ, v Ta Xépla KAEivouv o€ ypoBid, ue To SUTEPO Kal TTEUTITO OAKTUAO va
€QITTTTEUOUV TO TPITO KaI TO TETAPTO, OTTWG oTnV TpiIcwuia 18. (Driscoll D.A., Gross S.J.,
2008).01 ToANdpEeG €xouv OUXVA  «TTIOAKIEG YPAMUEG». 2ZTA €0WTEPIKA Opyava
TTapatnpolvTal ouvriBwg cuyyeveic KapdIoTTaBeleg €IOIKWY TUTTWY Kol avwuaAieg Tou
OUPOYEVVNTIKOU CUCTHUATOG, METAEU TwV OTToiWV Kpuwyopyia ota ayopia, dikepws HATPA
Kai UTTOTTAOOTIKEG ~ woBnKeg  OTa KopiTola Kal  TTOAUKUOTIKOi  VEQPOI.
(CeredaandCarey2012). ATTO OAeG QUTEG TIG AVWHAANIEG, XAPOKTNPIOTIKES, YE Mia TTPWTN
MaTid €ival n ouvoAlk €IKGVa TOU TTPOCWTTOU HE TO AQYWXEIAO Kal TO AUKOOTOUA, Ol
avwHaAiec Twv o@BaAuwy, n TTOAUSAKTUAIQ, oI OoQIyuéveG YypoBIEg kal Ta OTpeRAG
méAMOTA. TOo 75% TWwv TTEPITTTWOEWY TOU CUVOPOUOU o@eileTal o€ TpiIowpia Tou 13
xpwuoowpatog. ‘Eva 1moocootd 20% ogeietal oe Robertsonian petdBeon pe 10 14
Xpwuoéocwua. H yetardtmion autr dnuioupyeital de novo Kal KANPOVOoWEITal € TTO000TO
5%.(Kazemi M., Salehi M. Kheirollahi M,2016)
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2.5 APIOMHTIKEZ ANQMAAIEZ TQN ®YAETIKQN XPQMOZQMATQN

20vdpopo Turner (45 X0O)

H ouyxvdétnTa gpedaviong Tou ouvdpouou eival 1 ota 2500 {wvta BnAsa. To 50 % Twv
KOPITOIWV WE OUVOpouo Turner €xouv 45 ypwpoowpatra pe éva X Kal oI AAAeG
TEPITITWOEIG £XOUV eAAgipeIg OTO Bpaxl okEANOG evog aTTd Ta XpwHoowuata X, éva
I00XPWHOCWHA TO OTTOI0 £XEl BUO PaKp& OKEAN aAAd kavéva Bpaxl i yia TToIKIAIa AAAwWV
OouIKWV avwuahiwy ( Ford et al1959, Hall & Gilchrist 2002).

To ouvdpouo Tépvep 1 OUApIX-TEpveP(ETTIONG YVWOTO WG YEVETIKN BUCYEVEDT) KAAUTTTEI
d1dopoug  OpPOUG,TWV  OTToiwV N Povoowuia  X(dlaypa@ry €vog  OAOKAnpou
Xpwpoowuatog X) gival n o Koivr). To cUvOpouo auTd TTPOKAAEITaI aTTd OAIKN) i HEPIKN
MOVOOWWIa TOU XPWHOOWHATOG X Kal TTPOKEITAl yia T ouxvOoTEPn MOVOOWHIa TTou
avayvwpiletal og amofal\éueva Euppua (TTepitrou 20%). To 60% Twv atmoBoAwv TTou
OupBaivouv OTO TTPWTO TPIMNVO TNG €YKUPOOUVNG OQEINETAI OE XPWHUOCWHMHATIKESG
avwuaAdiec kar To 1/5 amdé autég €xel kapudtummo 45X . Auti n kardoTtaon
TTpwToTEPIYypAPnke To 1938. H atmoucia Tou cwyaTtiou Barr kai n Tapoucia evég pévo
Xpwpoowpartog X mrapatnenidnke 1o 1954 kal n KUTTAPOYEVETIKA €mIRePaiwan fpbe 10
1959 (Tpiavta@uAAidng & KouBdrton, 2003).

Eik 11 KapudTutrog atéuou pe ouvdpopo Turner (Dreamstime.com)
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H aveutrAocidia aut Tou X XpWHOCWHATOG TTPOKOAET XaunAd avaoTtnua (Hausler et al
1988) kal uttoyovadIioPo OTa KOPITola TTou TTAoXoUV atrd 1o ouvdpopo Turner (BondyCA
2007). Ta @aIVOTUTTIKA XApaKTNPIOTIKA TOug TTEPIAAPBAvVOUV XaunAd avaoTnua, ¢apdu
QUYEVO JE OXNUATIONO QUXEVIKOU TITEPUYIOU, OTTOPOKPUOUEVEG BNnAéG atmd Tn péon
YPOUMN TOU BWPaKa, OTEVWON TOU I08U0U aopTAG, MIKPEG AVWHAAIES aTTd Ta AKPA 18iWg
Ta OAKTUAQ Twv XePIWv, (Bpdxuvon TOUu TETAPTOU WETOKAPTTIOU KOl TOU TETAPTOU
METaTAPOiou 00TOU), avwUAAIiEG TNG EAIKWONG TWV WTWV TTOU CUVHBWG gival TTpoExovTa
KABwWG Kal GAAEG QAIVOTUTTIKEG avwaieg. KATToTe TTapatnpeital Jovo kabuoTtépnon oTnv
QVATITUEN XWPIS ep@aveic Suopopicg. Ta eCWTEPIKA YEVVNTIKA Opyava TwV KOPITOIWVY HE

ouvdpouo Turner gival uaioloyikd BrAewg. (Driscoll D.A., Gross S.J., 2008).

EvTouToig n atmoucia Tou delTepoU X XPWHUOCWHATOS TTPOKAAEI UTTOTTAOCIA KOATTOU Kal
MATPAG, TTPWTOTTABN aunvoppola Kal aTToTuxia va €UQ@AvIoTOUV oI OEeUTEPEUOVTEG
XopakTApeg TOou @UAou ( Culen et al 2017 ), ex16¢ €dv 00B¢ei Beparreia
uTTOKOTAoTaONG(EIK 12). Z€ OPKETEG TTEPITITWOEIG €UPpua Pe TOo ouvdpopo Turner
atmmoaAlovTal autopaTta Katd Tn SIGPKEID TNG EyKUPoouvng. poyevvnTikG PTTopEi va
TapatnenBei avénon TnG auxevikng dlaavelag, UdpwTrag i kal GAAeg avwuaAieg. H
vonTikr otépnon dev eival cuyxvé eupnua oto cuvdpopo Turner (Matraxpriotou A. N
, 1997, Sybert & McCauley 2004).

Katé 1n yévvnon 1a atopa autd gpgavidouv, ouxvd, Aep@oidnua tng pdxng Twv KATw
dkpwv, 1O oToio BonBd otn didyvwon Tou cuvdpdpou. ETtiong, 1ToAAoi acBeveig
TTAOXoUV aT1Td OTEVWAN aopTAG. To Aep@oidnua TTOAAEG QOpPEC UTTAPXEI KAl KATA TNV
eUBPUIKA Cwr Kal TTPOKAAEI KUOTIKG Uypwia (opaTd GTO UTTEPNXOYPAPNUA), OTO OTT0I0
o@eileTal n dnuIoupyia Tou TITEPUYIOU TOU auUXEva TTOU TTapaTtnpeital JeTd Tn yévvnon. H
vonuoouvn eival ouvABwg péon 3 uwnAoTepn atmd 10 péoo 6po. (Driscoll D.A., Gross
S.J., 2008).

EvTouTtoig, o1 aoBeveic TTapouaidlouv cuxva dUCKOAIEG aTnv avTiAnyn Tou Xwpou, aTnv
opyavwaon TnNG Kivnong 1 oTnV eKTEAEON AETTTWY KIVAOEWYV. KaT& CUVETTEIA, TO U AEKTIKO
vonTikG TNAiko (1Q), dnAadry o pn AekTIKOG OgikTng vonuoouvng, va €ival onuavTika

XaUNAOTEPO TOU AekTIKOU (Thomson & Thomson, 2001).
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Eik 12 ®aivoTutmikG XapaktnpioTikG atéuou ue auvopopo Turner (www.thinglink.com)

20vdpopo Klinefelter (47,XXY)

To ouvdpopo Klinefelter (KAaive@eAtep) amroTeAei pIa XPWHOOWWIKA avwudaAia TTou
Xapaktnpi¢etalr atd eAdxIoTa €wWG AvUTTAPKTA OTTEpPaTol{wdpla OTo OTTépua.To
ouvdpouo Klinefelter epgavifetal oe GvdpeS GTOUG OTTOIOUG O KAPUOTUTTOC gival XXY avTi
XY.H ouxvotnta Tou cuvdpopou cival 1 oTig 1.000 yevvioeig ayopiwv kal 1 otig 300
aTTOBOAEG. AKOMO Kal av O QaIVOTUTTOG TTOPOUCIAZETAI OXETIKA NTTIOG, O OXEON PE TOV
@AIVOTUTTIO TWV QUTOCWUATIKWY TPICWHIWY, Ol PICEG atTd TIG CUANAWEIS euBplwyv PE
KapuoTutio 47, XXY kataArjyouv o€ atrooAég (Thomson & Thomson, 2001). O1 aoBeveig
E€XOuv WnNAG avaoTnua he OXETIKA JakpId dkpa. PaivovTal CwHPaTIKA QUOIOAOYIKOI PEXPI

TNV e€@npeia, omodTe yivetal eupavig o uttoyovadiopdg toug. O1 OpxeI§ TTapapévouv
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MIKPOI, Ta SEUTEPOYEVI] XOPAKTNPIOTIKA TOU QUAOU dev avatTTUcCoOVTAl TTANPWS KAl O€
OPIOUEVEG TTEPITITWOEIG TTAPATNPEITAI YUVAIKOPAoTia o€ TTooooTo Trepitrou 30% (Eik 13).
O1 aoBeveig pe ouvdpopo Klinefelter gival oxedov TavroTe oteipol (Thomson & Thomson,
2001). Mapatnpouvtal augnuéva TTooO00TA €AKOUG OTa TTOdIA, OOTEOTTOPWONG KAl

Kapkivou Tou paoTou (Turnpenny & Ellard, 2005).

Eik 13. daivoTutrog atéuou pe ouvdpopo Klinefelter (www.scipwn.wordpress.com)

Av Kal UTTAPYXOUV HEYAANES PAIVOTUTTIKEG DIAQOPES WETALU TwY aoBevwy PE auTh A KAl PE
GAAEG aveuTTAOEIBIEG TWV QUAETIKWV XPWHOOWHATWY, aKpIBWS OTTWG Kal OTO YEVIKO
TTANBUCNO, uPicTavTal OPICUEVEG OTOBEPEG PAIVOTUTTIKEG OIOPOPES METAEU Twy aoBevwv
pe ouvdpopo Klinefelter kal Twv XxpwuoowuaTikd @uaioloyikwv avipwyv. (Driscoll D.A.,
Gross S.J., 2008). H BaBuoAoyia Toug Ot opiouévoug TUTTOUG €AEyxou Tou OEiKTN
vonuoouvng (IQ) eivar eAa@pd, aAAd cagwg peiwpévn (Trepiou 90). Ta 2/3 Twv
aoBevwv €Xouv paBNnaIoKEG OUOKOAIEG, KUupiwg OUOAEEia, evw HaBNOIoKEC OUOKOAIES
ep@avilel Aiyotepo atmd 10 1/3 Twv XPWHOCWHATIKA QUOIOAOYIKWY aTtouwy. H epnfeia
£pxeTal oTn QualoAoyikA nAIKia aAAd TO PEyEBOG Twv OpxewV gival TTOAU HIKPOTEPO aATTO
Tov pE€oo Opo. TMoAAG atrd Ta aydpia PE TO CUVOPOMO EUQAVICOUV TTEPIOPICHEVN
WuxokoIlvwvikA TTpocapuoyn (Thomson & Thomson, 2001). MNMoAAG atrd Ta dtoua pe 10
ouvdpouo Klinefelter €xouv avwuaAn cupTrePIPOPd, €ival OAKOOAIKA, €TTIOETIKG Kal

TTAPOUCIAouV PaVIOKATABAITITIKEG KPIOEIS. H un @UGCIOAOYIKI) CUPTTEPIPOPA TOUG, CUXVA
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Ta odnyei og 1I0PUPATA YIA TTVEUPOTIKG avaTtrnpa atopd. ZuvABwg, OJWG, Ta ATOPA PE TO

ouvdpopo Couv Wia Aouxn kai TadnTIkr ¢wn (TplavraguAlidng & KouBdron, 2003).

To 15% Trepitrou TWV acBevwv Pe ouvdpopo Klinefelter epgavifouv pwoaikiopod oTov
Kapudtutro. levikd, o1 aoBeveic autoi TTapouaidfouv TTOIKIAOUG  @AIVOTUTTOUG  Kal
oplopévol gival duvatd va EXOuv QUOIOAOYIKA avdamiTuén opxewv. O ouxvoTEPOG
HwOoaikog kapudTutrog eival 46,XY/47 XXY kai TBavov va TTPOKUTITEI aTTd TNV aTTWAELIN
eVOG aTTO TA XPWHOCWHATA X £VOG KUAUATOG PE KaApUOTUTTO 47, XXY KaTA TN SIAPKEIX
Miag Tpwigng deTaluywTikng diaipeong. O1 aoBeveic pe ouvdpopo Klinefelter kai
KapuoTutro 47,XXY diaBétouv £va cwudTio Barr, evi) To éva atrd Ta 6U0 XPpWHOCWHATO

X armrevepyorroigital. (Driscoll D.A., Gross S.J., 2008).

20vdpopo 47XYY-Jacobs Syndrome men

Ta dtopa pe xpwuoowpatikg cuoTtaon 47,XYY gival @uoloAoyikoi AvOpeg OTOUG OTTOIOUG
Oev uTTApxEl €kONAN Kaia KAIVIKA avwuaAia. MNa 1o Adyo autd n ékepacn oUvOPOUO
47 XYY eival akatdAAnAn yia va meplypdayel v katdotaon auti (Tpiavra@uAlidng &
KouBdaron, 2003). H ouxvomnTa Twyv TTaidiwyv Je Xpwpoowuatkr cuotacn 47,XYY eivai
1 ong 1.000 yevvoeig ayopiwyv, yeyovog TTou Tnv KaBIoTd pia atmd TIG OUXVOTEPEG
XPWHOOWMATIKEG avwpadieg. To o@dAua tou odnyei oe kapudtummo XYY eival o
TTATPIKOG KN ATTOXWPICHOG oTn Weiwon Il, amd tnv otroia TrTapdyovTal otreppatolwdpia
YY. Autdé oup@wvei Pe TNV TTapatipnon o1l dev UTTAPXEI CUOXETION TNG yévvnong
ayopiwv 47,XYY pe TNV nAKKia Twv yovéwv. 210 10% Twv TTEPITITWOEWY QAIVETAI TTWG
€UBUVETAI O MITWTIKOG UN ATTOXWPICHOG. ZUYKEKPIPEVA, OTA TTPWTA METACUYWTIKA OTAdIA
™G avamTtuéng Ba utopouce va dwoel pwaoaikd €uppua 45X, 47, XYY kai 47, XXX
(Thomson & Thomson, 2001, Tpiavia@uAdiong & KouBdaton,2003). To 1968
avakolvwenke (Jacobs et al.,, 1968) o611 n avaloyia Twv appévwv pe XYY egival
uynAéTepn oTov TTANBUOPO TwV QUAAKWY UWIoTNG ac@aleiag, €1dIkOTEpa HETAEU
WYNAOOWUWYV KPATOUUEVWY, O OXEON ME TOV YEVIKO TTANBuopso. To 3% Trepitrou Twv

avOpwyv TTou PBpiokovTal o€ QUAOKES Kal wuxlaTpeia €éxouv kapuotutio 47, XYY, evw n
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ouxvoTnTa £ival akopa PeyaAlTepn (TTavw atmd 20%) oTtnv idia Katnyopia avrpwy, aAAd
ME Uyog peyaAutepo amd 183cm. Ta Tmraidid 47,XYY éxouv Oeiktn euguiag Aiyo
XOUNAOTEPO ATTO TOV PECO OpO, OXI OPWG XANNAGTEPO atrd 70 Kal o1 €VAAIKEG £XOUV
XounASTeEpPO O¢eikTn eu@uiag amd o1l 0 GUVOAIKOS TTANBUCHOG, TTOTE OUWG XaUNASTEPO
Tou 70. MAAIOTO O€ OPICUEVEG TTEPITITWOEIG O OEiKTNG euQuiag @Tavel péxpl kai 145
Movadeg.(Kazemi M., Salehi M. Kheirollahi M,2016)

210 dropa pe KapuoTutro 47, XYY TTapatnpeital @UCIOAOYIK avaTITuén Twv yovadwyv Kal
TWV 0pxewv. ETTiong 1I0TOAOYIKN €€£TOON TWV OpXEWV £BEIEE, OTI TTAPOUTIAOUV KAVOVIKN
omepuatoyéveon. ‘Etol, o1 avdpeg 47 XYY eival yOvigol Kal OTIG TIEPIOOOTEPES
TTEPITITWOEIG Ol aTTOyovoi Toug eival @ualoAoyikoi (Thomson & Thomson, 2001,
Tpiavta@uAlidng & KouBdrton, 2003).

Tprowpia XXX

H tpiowyia X, kaBwg kal Ta omravidtepa oUvOpoua TnG TeTpacwuiag X (48, XXXX) kai Tng
meviaocwpiag X (49,XXXXX) atmroteAolV yia TIC YUVAIKES Ta AvVTIOTOIXO TOU CUVOPOUOU
Klinefelter. H cuxvétnta Twv veoyévvnTwY KOPITOIWV HE XPWHOCWUATIKA oUoTaoN
47 XXX eivar 1 omg 1.000 yevvAoelig. O1 yuvaikeg 47, XXX 0ev €XOuv QVWHPOAO
@aivoTutro. To HECO UWOG TOUG gival JEPIKA EKATOOTA PEYOAUTEPO aTTO TO HECO UWOGS TWV

YUVOIKWY PE XpwHoowpuaTikh cuoTacn 46,XX. (Pont-Kingdon G, Lyon E,2003)

Ta aroua autd BpiokovTal 2-10 QopEG ouyxvoeTEPa OTA IDPUHATA VIO WPUXWTIKG ATOMA Kal
ouxva Trapoucidfouv emmAnyia. Mtropei, AoIttdv, va CUuPTTEPAVEl KaVeiG OTI OE PEPIKA
droya e TpIowia X MPTTOPEl va uttdpxel KATTola dlaTapaxry OTO KEVTPIKO VEUPIKO
ovuoTtnua. H ébnon autr mpétrel va eival TTpwToyevng, yiati o€ nAikia 4-8 xpovwv Ta
aroua 47,XX éxouv O€iKTn vonuoouvng XaunAOTEPO KOTA OEKA POVADES aTTO TOV PECO
6po, Ta evAAIKa, OPWG, ATOPO £XOUV QUOIOAOYIKN 1 OXedOV QUOIOAOYIKN euuia Kal
OXeOOV KAVOVIKA OUPTTEPIPOPA. ZuxVvd, ol yuvaikeg 47 XXX €xouv kKoBuoTepnuévn
évapén EUPNVWY, OAlyounvoppold, aunvoppold, TTPWToYeEVA | OEUTEPOYEVI] OTEIPOTATA

Kal S1aKOTTA Twv £Uunvwy o€ veapr nAikia.( Lee J, Stanley JR,2005)
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MapoAa autd, oI TTEPICOOTEPEG Yuvaikeg 47, XXX €XOuv @QUOIOAOYIKA O£EOUOAIKT CwH,
YOVINOTNTA Kal atrokTouv TTaidid. Eival agloonueiwto 10 yeyovog o1l Ta TTaidid autd dev
TTapoucidadouv aveuttAosidia. To yeyovog autd deixvel 0TI UTTAPXEI KATTOIOG UNXOVIOHAG,
TToU €iTe TTapePTTodidel TN dnuIoupyia AVEUTTAOLIBWY YOUETWY 1 OEV TOUG ETTITPETTEI VO
yovigotroinBouv. Zta kKUTTapa 47,XXX 600 atd 1a X XpWHUOCWHATA ATTEVEPYOTTOIOUVTAI
Kal avTiypdgovTal kabuoTepnuéva, 6TTwg @aivetal amd Tnv Utrapgn dUo cwpaTiwy Barr.
O KUpI0G uNXaviouog NG dnuioupyiag Tou KapudTutTou 47 , XXX TTioTedeTal OTI €ival O [N
ATTOXWPIOUOG OTNV TTPWTN MEIWTIKA diaipeon NG pntépag. (Otter, M., Schrander-
Stumpel, C. T,2005)

To oupttépacpa autd BaacifeTal oTo 0TI N PEON NAIKIO TWV YOVEWV JE KOPITOIA TTOU £X0UV

Tpia xpwpoowuata X gival HeyaAuTepn atrd OTI n avTioToIXn Tou YeVIKoU TTANBUCUOU.

TpimrAosidia Kal TETpatTrAog1dia

ExkT6g ammd Tov dImrAoeidn (2n) apiBud TTou aTToTeAEl XOPAKTNPIOTIKO TWV PUCIOAOYIKWVY
OWHATIKWY KUTTAPWY, ava@épovtal oTTopadikd dU0 UTTAOELIOEIC XPWHOCWHATIKOI TUTTOI,
o TPITTAOEIBNG (3Nn) Kal o TeTPATTAOEIBNG (4n). H TpimmAocidia kal n TeTpatmAocidia £xouv
Tapatnpndei Kupiwg oe éuBpua, av kal €xouv yevvnBei Cwvtava Kamola TPITTAOEIdN
dtopa, Ta oTroia, Opwg, é¢noav Aiyo. H TpimrAocidia gival TBavwg atmoTEAECOUA aTToTUXIAG
Miag atrd TIg dlaIpETEIS wpiKavonG Tou wapiou ) cuvnBéaTepa Tou otreppaTolwapiou. H
QAIVOTUTTIKA €KQPACHN TOU TPITTAOEIBOUG KAPUOTUTTOU £EQPTATOI ATTO TNV TTPOEAEUCN TNG
TPOOOETNG CEIPAg XpwHoowWHATWY. (Otter, M., Schrander-Stumpel, C. T,2005). Otav n
ETTITTAEOV OEIPA TTPOEPXETAI ATTO TOV TTATEPQ, O TTAAKOUVTAG €ival KATd Kavova avwuaAog
Kal To £uBpuo XapakTnpEiletal w¢ PEPIKA UdaTIOONOoP®N MUAN (pala). Otav n emimmAéov
oelp@ €ival PNTPIKAG TTpoéAeucng, Ta éuPpua atrofdAAlovTal o€ TTpwIha OTAdIG TNG
gykupoouvne. Ta TeTpatrAocldr cival traviote 92,XXXX 1 92,XXYY, mpdyua 10U
onuaiver o1l N TeETPATTAOLIdIO OPEIAETAI O QTTOTUXIO OAOKAAPWONG KATTOIOG TTPWIUNG

QUAaKWTNG diaipeong Tou uywTou (Thomson & Thomson, 2001).
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KE®AAAIO 3°

MPOMENNHTIKOZ EAEMXOZ

O _mpoyevvnTikdg €AeyXog cival TO OUVOAO Twv eEeTACEWY, TTOU Yivovtal Katd Tn

OIdpKeIa TNG KUNONG, ME OKOTTIO va ATTOKAAUQOOUV OOBaPEG KUPIWG YEVETIKEG TTABNOEIG
oTo €uBpuo, TOU OupPaivouv  PE  upia  yevikp  ouxvotnTta  Trepitou 1/20

kunoesig(www.wikipedia.org) . O TTpoyevvnTIKOG EAEYXOG aQopd:

% ToVv €AeyX0 TNG OMAANG €EEAIENG TNG KUNONG WG TTPOG TN INTEPA Kal TO £UBPUO Kal
TIG AVTIOTOIXEG £EETACEIG POUTIVAG TTOU YivovTal yIa TO OKOTTO auTd

< 1 Oldyvwaon coBapwy SIATTAACTIKWY avwPoaAiwy Tou eufpuou, YE TN XPron
UTTEPAXWY

% TNV &KTignon Kivéuvou TMBavwyV YEVETIKWY PBAABWY, KUPIwg XPWHUOCWHATIKWY
avwuaAiwy, 0TTwG T1.X. To ouvdpouo Down, Kupiwg oTo 10 Tpiunvo TG KUNONG,
ME TNV OUVEKTIUNOT UTTEPNXOYPAPIKWY OEIKTWYV, OTTWG TNG AUXEVIKAG OIaPAVEING
Kal BloxnuIKwy OEIKTWV OTO aiga TNG UNTEPAg, TTou gival yia 10 10 Tpiunvo n
PAPP-a kai B-hCG (Nicolaides KH,2004)

% 1N d1Idyvwon XPpWHOOWHATIKWY aVWHOAIWY, OTTwG TT.X. To ouvdpouo Down ki
GAAEG XPWHOOWHMATIKEG AVWHAAIES

% TN dIdyvwon YEVETIKWY VOonUAaTwy TTou o@eilovTal o€ PETAAAGEEIS yovIdiwy, HE

atreuBeiag avaAuan Tou YeVETIKOU UAIKOU.

3.1 ENAEIZEIZ 'lA MPOENNHTIKO EAEIMXO

To onUAVTIKOTEPOA KPITAPIO VIO TTPOYEVVNTIKA Si1dyvwaon gival Ta £ENC:

1. Mpoxwpnuévn nAIKia TNG UNTEPAG: ZTNG TTEPITITWON TTOU BEV UTTAPXEI TTPONYOUNEVO
IOTOPIKO XPWHUOOWHATIKAG avWHOAIOG, TOTE HOVO OTIG TIPOXWPNUEVEG NAIKIEG O KivOUVOGg

a1rOKTNONG €MPPUOU PE XPWHUOOWHATIKY avwuaAia, utrepPaivel Tov Kivduvo atrofoAng
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ecaitiag NG €€étaong. To KATwTeEPO 6pIo NAIKIAG TTOIKIAAEI HETAEU TWV dIAPOPWY KEVTPWYV

YEVETIKNG, aAAG ouviBwg cival peyaAutepo atrd 1a 33 xpdvia. ( Lee J, Stanley JR,2005)

2. MNMponyoupevo Taidi pe de novo XPWHOOWHATIKA avwpaAia: O1 yoveic evog
TTaIdIoU PE XPWHOOWHMATIKA avwdoAia, akOua Kal av £XOUuV (PUOIOAOYIKO KApPUOTUTTO,
£€xouv peydAn TmBavATNTA VA ATTOKTACOUV TTAIdi PE TNV idIa XpWHOOWHATIKA avwaAia.

O PHwOoaiKIoPOG TwV Yovéwv eival Wia mlavr] eEAynon yia Tov augnuévo Kivouvo.

3. 'Ymapén SopIKAG XPWHOOWHATIKAG avwHaAiag oe évav amd Toug dUo yoveig:
2TNV TEPITITWON auTr], 0 KivOUuvog aTtrOKTNONG TTaAIdIoOU PE XPWHOOWHATIKA avwuaAia
eival repitrou 20%.(Kazemi M., Salehi M. Kheirollahi M,2016)

4. OIKOYEVEIOKO IOTOPIKO YEVETIKNAG avwuOAiag, n omoia ptropei va diayvwodei A
va ammokAe100¢gi pe Bioxnuiki avdAuon i avaAuon tou DNA: O1 TepiocdTEPES TTO
auTég TIG dlatapaxég TTpokaAouvTal atrd povoyovidlakéG BAAPReg kai €xouv Kivouvo
emavep@aviong 25-50%, ota adéA@ia Twv TTPooBePAnUEVWY  TTaIdIWY. TNV idla
KaTnyopia avAkouv Ol TTEPITITWOEIG OTIG OTTOIEG Ol YOVEIG £xouv SlayvwOoTeEl WG POPEIG,

ato éAeyxo diahoyrg Tou TAnBucopou.( Pont-Kingdon G, Lyon E,2003)

5. OIKoyevelaKo 10TOPIKO ouvdedepévng pe 1o X dlarapayxng, yia Tnv oTroia dev
UTTApXE! €10IKOG BIayvwaoTIKOG EAeyxog: OTav dev UTTAPXEI EVAAAAKTIKN HEBODOG, Ol YOVEIG
MTTOPOUV va XPNOIKOTIOINCOoUV ToV KaBopioud Tou gUAou Tou 58 gufpuou yia va TTapouv

TNV ATTOPOCH VO CUVEXICOUV I va TEPUATIOOUV TNV EYKUPOGUVN.

6. Kivduvog yia tTnv Urapén artéAsiag Tou veupikol owAiva: O ouyyeveic TTpwToU
Kal 6eUTEPOU BaBuoU TTaoXOVTWY aTro ATEAEIEG TOU VEUPIKOU CWANVa, TTPETTEI VO KAVOUV
TTIPOYEVVNTIKO £Aeyxo €TTeIdf OlaTpEXouv aufnuévo Kivduvo va aTToKTiioouv TTaidi He
TéTOIOU €idoug aTéAela. Etriong, mpoyevvnTikr Sidyvwaon UTTopei va yivel 0Tav UTTapxeEl
IOTOPIKO aTTOBOAWY 1 UTTOyovIOTNTAG, auénuéVog Kivouvog oTo BIOXNUIKO €AeyXO
TpwTou Kal Otutépou TpiuAvou (Papp-A, TpmTAd TeoT), 1 OTavV UTTAPXEl KATTOIO
UTTEPNXOYPAPIKO €UpNUA, TIOU UTTOOEIKVUEI OTI UTTAPXEl KATTOIO  XPWHOCWUATIKA
avwpaAia. TéENog, ptTopei va yivel TTpoyevvnTiKh O1dyvworn, UoTepa atrd €mMOudia Twv

yovéwv, Aoyw dyxoug (Thomson & Thomson, 2001)
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3.2 MEQOAOI NMPOrENNHTIKOY EAEMXOY

< Ywmrepnxoypagia

% H mo onuavtikg TeEXVIKA TTpoyevvnTikAG dlidyvwong, TOU TIPONYEITal Twv
ETTEUPATIKWV TEXVIKWY, €ival n OTITIKA Trapatpnon Tou €uppuou pe 1O
utrepnyxoypdonua. H armeikdvion Tou eufpuUou MPE UTTEPRXOUG, TTEPAV TNG
ouvatoéTNTag KoBoPIoPOU TOUu @QUAOU OTIG TTPWTEG €BdouAdeg NG KUnong
(uttépnxog o TpIYAvOU), atToTeEAEl €va eTTAVOOTATIKO €pyaAgio oTa XEpla Twv
eidIKwv 1atpwv. (Nicolaides KH,2004). EmTpéTTel TNV QViXVEUOTN QVATOMIKWY
BAaBwy, OTTWG 0 avoIXTOG VEUPIKOG CWAAVAG, QVWHAAIWY TOU OKEAETOU Kal TWV
dkpwyv, Tou Bwpaka Kal Tou TTPOCBIou KOIAIOKOU TOIXWHATOG, TG KapdIdg, Tou
TIPOCWTTOU, TOU OUPOYEVVNTIKOU KaI YOOTPEVTEPIKOU CUCTAMATOG, KABWG Kal
molavr) evoouATpia KaBuoTépnon TnG avdamTuéng. TMoAAEC uTTEPNXOYPAPIKES
evOEICEIg, £XOUV OUOXETIOTEI JE OUVOPOUA KAl AAAEG XPWHOCWHATIKEG AVWHOAIEG.
MNa mapddeiypa, augnuévn auxevikrn diagaveia (UeyaAlTepn ammoé 2mm o€ TTax0G)
gival evOEIKTIK TpIowuiag 21. ETriong, 1o KUCTIKO Uypwua £XEl CUCXETIOOE pe 1O
ouvdpouo Turner, aAAG kai TTOAAEG Tpiowpieg. (Nicolaides KH,2004).

H duvatdtnta avixveuong OUYYEVWYV aVWHOAIWY, avépxetal oTo 40%, TrepiTTou, Kal
eCaptdral atrd TNV TTOIGTNTA TOU PNXAVAKATOG Kal TNV euTTEIpia Tou 1aTtpou (Canapathy et
al., 2004, Ndumbe et al, 2008).

< ZYNAYAZMOZ YMNEPHXOIMPA®IAZ KAI BIOXHMIKOY EAEIMXOY AMO TON
OPO THZ MHTEPAZ

1. BIOXHMIKOZ KAl YNEPHXOMPA®IKOZ EAEMXOZ MPATOY TPIMHNOY. O
NAPATONTAZ HAIKIA
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H 1TpooTtrdBeia TTPWIKNG QVIXVEUONG YUVAIKWY TTOU TTAPOUCIAlouv augnuévo Kivouvo
wenoe TNV €peuva oTnv €upeon OOKIYACIWY TTou Ba yivotav OTo TTPWTO TPiunvo. H
MNTPIKA NAIKIa avw Twv 35 €TV W¢ HEBODOG eAéyyou ptTopei va avixveuoel To 30% Twv

TEPITTTWOEWY Pe Down yia 5% weudwg BETIKA.

2. BIOXHMIKOZ KAI YIIEPHXOIPA®IKOX EAEMXO% NMPAQTOY TPIMHNOY

% H auxeviki dla@daveia ws HEBodOG eAEyXou, £xEl CUVOAIKN euaioBnaia avixveuong
yia 10 Down 77% ka1 4% weudwg BeTikd. H pétpnon tou PAPP-A kai Tng b-hCG
€xel mBavoTtnTa gvrotopou yia T o Down 60% kai 5% weudwg BeTIKA. H pétpnon
Tou PAPP-A, TG b- hCG kai tng inhibin- A, £xel mBavéTnTa £VTOTTIOUOU YIa TO
Down 68% ka1 5% weudwg BeTikd. (Nicolaides KH,2004).

3. BIOXHMIKOZ KAI YNEPHXOIPA®IKOZ EAEMXOZ MPOTOY TPIMHNOY

O ouvduacoudg TG auxevikng diagdveiag e Tnv JéTpnon tou PAPP-A kai TnNg b-hCG éxel
mBOavoeTnTa evrotTiopou yia 1o Down 90% yia 5% weudwg BeTikd. O ocuvduaopog g
auxevikng dlapaveiag pe Tnv pérpnon tou PAPP-A kai 1ng b-hCG, tng F-E3 kai Tng

inhibin- A, éxel TBavoTnTa VIOTTIONOU Yia To Down 94% yia 5% weudwg BeTIKA.

H avdoTtpogn pory atov GAEBWdN TTOPO Kal N XPNOIYOTIoiNon Tou pIvIkoUu ooToU, Padi pe
TNV auxevikn Olagdveia Tnv pétpnon tou PAPP-A kai tnv b-hCG, avefdler tnv
mBOavoeTnTa 0710 97% YIa 5% weudwg BeTIkA.(Kazemi M., Salehi M. Kheirollahi M,2016)

4. BIOXHMIKOZ KAI YIIEPHXOIPA®IKOZ EAEMXO> AEYTEPQOY TPIMHNOY

H pétpnon g b-hCG, g F-E3 kai Tng A-FP o€ ouvduaoud pe Tnv nAikia TG untépag
(k&Tw TWV 35), ovouddleTal TPITTAG TEOT, yiveTal TNV 16n €doudda TG KUNONG, Kal UTTOPET
va avixveuoel 70 59% Tou ouvdpduou Down yia 5% weudwg BeTikd kal T0 85% yia 9.3%

Yeudwg BETIKA. AKOUO Kal CAPEPA gival n TTPOTEIVOPEVN BOKIPACIa yIa EYKUOUG KATW TwV
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35 eTwv. O oUVOUAOUOG TWV AVWTEPW OpPovwWY Pe TRV inhibin- A, ovopdZetal TETPATTAS
TEOT, £QAPUOCeTal o€ TTOAAG KEVTPA Kal pTTopei va avixveuoel 1o 70% Tou cuvdpouou

Down yia 5% weudwg BeTIKA.

5. BIOXHMIKOZ KAI YINIEPHXOMPA®IKOX EAEMXOX AEYTEPOY TPIMHNOY

Etriong 1600 10 TPITTAG TEOT, 600 Kal TO TETPATTIAG TEOT Adyw Tng Tepiexdpevng A-FP
MTTOPEl va avixveloel Ta €uPpua ekeiva Pe avolkTéG PBAABES Tou vwTidiou owAfRva o€
Too00Té TToU ayyilel 10 80% ,TTpdyua TTou dev cupBaivel pe TIG AAAeg dokipaaieg. Ol
Meifoveg Kal €AAOOOVEG AVATOMIKEG dlaTtapaxés Tou euPpuou TTOU aviXveUovTal GTO
utrepnxoypdonua B - emmédou, amd 1N 19-22 ¢Bdoudda kunong, 6Tmwg arpnoia dwd
/hou, KapdIOKES aVWHOAIEG, KUOTEG XOopPIoeldwy TTAEYHATWY, KOVTO unpiaio, augnon
QUXEVIKAG TITUXAG, auédvel KABETA TNV TTIBAVOTNTA CUYYEVWY QVWHOAIWY N aTTOUCia ToUug

0¢ TNV eAaTTWVEI KaTA TOUAd)IoTOV 70% .

% Mapakévrnon Tou op@daAiou Awpou

H Trapakévinon Tou ou@daAiou Awpou eival pia diadikacia AQWng eufpuikol aipatog
atreuBeiag ammd Tov op@dAio Awpo, pe T BorBeia uttepAxwyv. Kal aut n TeXVIKA £XeEl
KAT1roI0 TTo000TO KIvOUvoUu yia attoBoAn Tou guppuou. H Afwn Tou aiuatog yivetal petd
TNV 24 ¢Bdopada kunong. (Gouas L., Goumy C., Veronese L., Tchirkov A., Vago P.,
2008).

H Texvik) auti XpnoidoTTolEiTal OTav €ival aTrapaiTnTo €va YPNYOPO ATTOTEAECUA, OTNV
TEPITITWON KATA TNV OTIoid N UTTEPNXOYPOQIKN €Eétaon £0eie kaATTola  euPpuikn
avwpoAia, étav n KaAAIEpyEId KUTTAPWY QUVIOKOU UypoU €XEl aTToTUXEl i OTav gival
XPNOINO va  PeAeTNBei kal GANOG TUTTOG 10TOU TOU €uPpUOU  (TT.X. TTEPITITWOEIG
Mwoaikiopou, yia va diamoTwlei edv 0 60 pwodikiopodg €ival TTEPIOPICUEVOS OE Evav

MOVO 10TO A atravTdral kal o€ GAAoug TUTTOUG) (Thomson & Thomson, 2001).
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< ApuvioTrapakévrnon

H_Auviotrapakévinon amoTeAei éva SIayVwOoTIKO eTTEUPRATIKO TECT TTOU QVAKEI OTOV

mpoyevvnTiKO €Aeyxo.(www.pubmed.qr) Me Tnv ouykekpipgévn uéBodo, ol eIdIKoi
OIATTIOTWVOUV av UTTAPXEl KATTOIO XPWHUOOWHMIKA avwpaAia oto éuBpuo, OTTwg TO
ouvdpouo Down 1 avwpoAie¢ oto Kevipikd veupikd clotnua. To apviakd uypd

TTEPIBPEXEI TO AVATITUCOOUEVO £UPBPUO, KT TN diIdpKEIa TG TTPWTNG AoNG TNG KUNonNg.

Eik 14. Zxnuatiki ammeikévion NG apviotrapakévinong (Antonarakis S.E.,2001)

Méoa o€ autd 10 UYPO BpickovTal KUTTAPA TTOU ATTOTTITITOUV atrd To £UPRPUIKS d€épua Kal
TIG EMBNAIOKEG ETTIKOAUWEIC TOU YOOTPEVTEPIKOU KAl AVATTVEUOTIKOU GUOTAPATOG KAl TNG
OUPOYEVVNTIKAG 000U. ApydTEPA KOTA TNV KUNON, 0 OYKOG TOU aUVIGKOU uypoU augdveTal,
Kal To Baoikd ouaTaTikO Tou eival Ta eUBPUIkKA oupa. H utrepnyxoypagia SIEUKOAUVEI Tn
dladikaagia, Je TNV €K Twv TTPOTEPWYV eTmRERaiwan TNG NAIKIAG KUNONG Kal TNV TTEPIYPAYPN
NG Béong Tou gufpuou kal Tou TTAakouvta (Thomson & Thomson, 2001, Turnpenny &
Ellard, 2005).Z1nv apviotrapakévinon dia BeAdva eioEpyetal dIOKOIAIGKA GTNV OGUVIAKN
KOINOTNTa Kal AapBdveral pe ouplyya Ociyga apviakou uypou (15-20ml Trepitrou) yia
dlayvwoTik)  avaAuon(kapuoTutrog). (Antonarakis S.E.,2001). Or1 emITTAOKEG TTOU
OXETICOVTAI PE TNV APVIOTTAPAKEVTNON Eival OXETIKA MIKPEG. Z€ AUTEG TTEpIAANBAvovTal N

MOAUvOon A O TPAUMATIOPOG TOOO TNG PNTEPAG OO0 KAl TOU KUOPOPOUUEVOU Eufpuou,
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KaBwg Kal 0 Kivouvog atrooArig Tou guppuou. OTtav n auvioTrapakévinon yivetal atrd
TNV 16 péxpr Tnv 20 efdoudda KUNoNG, Kal atmd EUTTEIPO YIaTPO, 0 KivOUVOG aTTOBOANG
eival 0.3. Otav n apviotrapakévTnon yivel atré tnv 12 pyéxpl kal Ty 15 edoudda kunong,

0 KivOuvog yia atToBoAr yTropei va @Taoel péxpl kal 10 2%.

% AsgyparoAnyia xopiakwv Aaxvwv (Chorionic villus sampling/CVS)

HAAWn  xoplakwv  Aaxvwyv, oAIwgAqyun (3 Blogia)  Tpo@oBA&oTnG Kai
01eBvg CVS (Choarionic Villus Sampling) givail ereppaTikr pé€Bodog yia TNV TTPOYEVVNTIKH

O1dyvwaon opIouévwyY vOowv Tou euppuou. (www.wikipedia.orq)

H e&étaon dievepyeital petagld 10ng kair 15n¢ €BSopAdag KUNOEWG Kal guvioTatal o€
AQWN XOpIoKWwV AaxvwVv Tou TTAAKOUVTa aTTd TNV TTEPIOX TTPOCQPUONAG TOU OTO ToiXwHaA
NG MATPOG.

Katd tn derypatoAnyia Xoplakwy AaXvwyv avappo@atal Tpo@oBAACTIKOG I0TOG, ATTO TNV
TEPIOXN TwV Aaxvwyv Tou Xopiou, SiatpaxnAikd 1 OlakolAiakd. Or Xoplakég AAXveG
TTPoEPXOVTal ATTO TNV TPOYORAAOTN, TO £EWTEPIKG £UPRPUIKO TUAUA TNG BAaCTOKUOTNG. TO
KUPIOTEPO TTAEOVEKTNA TNG MEBOBOU gival OTI eMITPETTEI va SivovTal TO ATTOTEAECUATA TNG
O1dyvwong og TTPpWIYO oTédIo TG eykKupoouvng. AlayvwoTikd AdBn ptmopouv va yivouv
AOYW TNG emPOAuvong Pe uNTpIka KUTTapa (Wapner, 2005). AiayvwaoTikd AaBn ptropoulyv,
€TTiong, va yivouv €§ aitiag Tou TTEPIOPICUEVOU PMWOAiKIOPHOU Tou TTAakouvTa. Mapdio
TTou TO €uBpuo Kal 0 TTAaKoUvTaG TTpoEpyovTtal amd 1o idlo Trpoyovikd KUTTapo, o

AQXVIKOG 10TOG Oev avTITTpoowTTeUEl TTAvTa Tov eUPPUIKS yevoTutro (Karkut et al., 1985).

< EAe00gpo euBpuikd DNA (Cell free-fetal DNA)

Mpodkeital yia éva e€aIpeTIKA KAAO Kal XPAOIUO epyaAcio dTav XpnaoIUOTIoIEiTal CWOoTd,
eCaIpeTIKA €MIKIVOUVO OpWG OTaV TTPOCPEPETAI XWPIG va TNPOUVTAl Ol aTTaPAiTNTEG
TTPOUTTOBETEIG. (Chen C.P, Chern S.R., Wang W., 2001)
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https://el.wikipedia.org/w/index.php?title=%CE%A0%CF%81%CE%BF%CE%B3%CE%B5%CE%BD%CE%BD%CE%B7%CF%84%CE%B9%CE%BA%CE%AE_%CE%B4%CE%B9%CE%AC%CE%B3%CE%BD%CF%89%CF%83%CE%B7&action=edit&redlink=1
https://el.wikipedia.org/wiki/%CE%88%CE%BC%CE%B2%CF%81%CF%85%CE%BF
http://www.wikipedia.org/
https://el.wikipedia.org/wiki/%CE%95%CE%B3%CE%BA%CF%85%CE%BC%CE%BF%CF%83%CF%8D%CE%BD%CE%B7
https://el.wikipedia.org/wiki/%CE%A0%CE%BB%CE%B1%CE%BA%CE%BF%CF%8D%CE%BD%CF%84%CE%B1%CF%82
https://el.wikipedia.org/wiki/%CE%9C%CE%AE%CF%84%CF%81%CE%B1

‘Exel avakaAu@Bei OTl éva dgiyda diparog TTou AauBavetal atmmd TN PnTéPA PETA

™ 10n eBdopdda Kunong, Teplhaupavel oe 5 — 10% 1TOO0OTO aipa aTrd 1O £UPPUO.

‘ET01 uTTopoUpe TTAEOV e Olyoupld Kal egeAyuéveg eBOdOUG PHOoPIaKnG avaAuong va

QVIXVEUOOULE:

20vdpopo Down o€ Too00TO >99%
20vdpopo Edward’s o€ TT0000TO 97%
20vdpopuo Patau o€ TTO000TO 92%

To @UAo Tou guBpPUOU TTPOAIPETIKA

Eik 15. Atteikdvion Tng KukKAo@opiag Tou eAelBepou atmd kuTTapa eupuikou DNA oTn

MNTPIKA pon aipaTtog (www.scholar.gr)

To eAetBepo ammod kuTTapa epBpuikd DNA (cffDNA) cival epBpuikd DNA 1Tou KukAo@opei
eAeUBepa OTN PNTPIKA por Tou aiyaTtog. (Kazemi M., Salehi M. Kheirollahi M,2016)
Mrropei va delypaToAngBei pe pAefokévinan otn untépa. H avdAuaon tou cffDNA mrapéxel
Mia péB0dO pn eTTEPRATIKAG TTPOYEVVNTIKAG dIdyvwong Kal EAEyXOU.

To KuTTapIkO eAeUBepo euPpuikd DNA pixvel To aipa Tng untépag. To cffDNA TTpoépxeTal
atrd Toug TPOPORAGCTEG TTOU aTToTEAOUV TOV TTAaKoUVTA. O péoog 6pog 11% -13,4% Tou
DNA xwpig KUTTapa 0TO PNTPIKO aipa gival ePRPUIKNAG TTPOEAEUCNG, AV KAl QUTO TTOIKIAAEI

EUPEWG PETOEU Twv aoBevwy. (www.scholar.gr) To euBpuikdé DNA katakeppaTifeTal Kal

EIOEPXETAl  OTN  MNTPIKA  KUKAOQOPIa TOU aiuaTog HECOW TNG QmOROAAG  Twv
MIKpOOWHaTI®iWwV Tou TTAAKOUVTa OTO PNTPIKG aipa .MeAéteg €xouv Oeiel 0TI To cffDNA
MTTOPED va TTapaTtnenBei apxikd Adn atd Tnv 7n Ooudda KUNoNG Kal N TTooO0TNTA TOU

cffDNA au&avetal ye Tnv Tpoodo NG eykupoouvng. (Gouas L., Goumy C., Veronese L.,
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Tchirkov A., Vago P., 2008). To cffDNA peiwveTal ypyopa PETA TN YEVvVNON TOU Jwpou,
€101 WOTE va PNV gival TTAéoV avIXVEUOIPNO OTO PNTPIKG diya TTEPITTOU 2 WPEG META TN
vévvnon. Ta Bpavuouarta cffDNA gival onuavTika PiIkpoTepa atrd Ta unTpiké BpalouaTa
DNA oTtnv kukho@opia Tou aipatog, e Bpavopata cffDNA ueyéBoug trepirou 200bp
(Celyn PBdaocewv). Mpokerral yia  pia ao@aini dokiyacia  xwpi¢ kivduvo atmoBoAig.
www.uptoda (te.gr). ‘Exel  ueydAn okpiBeia  (>99%) aANG  pikpdTEPN NG
apviorapakévinong (100%) kar yi autd dev TTPOKeEITal  yia OlayvVwoTIK doKIUaaia.
‘Exel yeydAn SiayvwoTik akpifeia apou utropei va diayvwoel >99% Twv PHWPWV HE

ouvdpouo Down, 97% Twv pwpwv Pe Tpiowuia 18 kai 92% Twv pwpwv Pe Tpiowpia 13.

% MéBodol Taxeiag TpoyevvnTiKAG SiIdyvwong

Méxpl TTPOTIVOG, O TTPOYEVVNTIKOG EAEYXOG XPWHOCWHATIKWY GVWHOAIWY ATAV £QIKTOG
META ammd KaAAIEpyEId Twv E€UPPUIKWV KUTTApwvY. H péBodog auth av kal eEaIpeTIKA
aglomoTn €ival XpovoBopa KaBwWG aTTaiTeital TTOAUAUEPN KOAMEPYEID TWV KUTTAPWY,
TIPOKEIMEVOU VO TTPOKUWElI O KAPUOTUTTOG Tou €lPBpuou (Shaffer et al., 2007). H
OlayvwaoTIKI aKpiBeia Tou KAAOOIKOU KUTTAPOYEVVNTIKOU EAEYXOU €XEI eKTINNOEI oe 99,4-
99,8% yia 1O apviakd uypd kail oe 97,5-99,6% yia TIG xoplokéG Adxveg (Halnemann,
Vejerslev, 1997). MNapoAo 1Tou pe TNV KAACOIKH KUTTAPOYEVETIK UTTOPOUV va Bpebouv ol
aveuTrAoEIBieG Kal TTOAAEG XPWHOOWHMATIKEG avwHaAieg, dev PTTOPOUV va aviXveuBouv
avadiaTa&elg uIKpoTePeS Twv 5-10Mb. EmimrpdoBeTa, pe TNV MIKPOOKOTTIK avaAuan Twv
XPWHOOWUATWY O MPTTOPOUV va TAuToTToINBoUV Ta Xpwuoowuata O€iKTeG Kal o€
MTTOPOUV VA QVIXVEUTOUV Ol MIKPEG avadIaTacels Twy uttoteAopepikwyv Trepioxwy (Knight,
Flin, 2004). TéAog, €va ONUOVTIKO MEIOVEKTNMO TNG KAAOGOIKNAG KUTTAPOYEVETIKAG
avaAuong eival 0TI yia va avaAuBei o kKapudTUTTOG, TTPETTEl va TTponynBei KaANIEpyEla Twv
Kuttdpwyv yia 10 Tmepimou pépeg (Shaffer, Bui, 2007). ZAuepa, epapuolovral vEES
MEBOBOI Kal TEXVIKEG, yia Tn ypriyopn OiIdyvwon Twv TO KOIVWV  apIBUNTIKWV
XPWHOOWHATIKWY aVWHAAIWY, TTou cupuTtreEpIAauBdvouy Ta Xpwuoowuarta 21, 18, 13 kai

TQ QUAETIKA XpwuoowpaTa X Kal Y:

“ n péBodog FISH
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+ n MEBodog QF-PCR
% n péBodog MLPA

Me T peBSdoUG Taxeiog TTpoyevvnTIKAG didyvwong, eival duvatdv va €xoupe €va
YPNYOPO TTPWTO ATTOTEAEOUA OE 24-48 WPEG PETA TN ANWN TWV EUPRPUIKWY KUTTAPWY, HUE

aglomoTia 98%.

H Taxeia mTpoyevvnTikA didyvwaon eival 191aitepa TTOAUTIUN O€ TTEQITTTWOEIG OTTOU EXEI

IaTTIoTWOEI augnuévog Kivouvog KaTd TO BIOXNHIKG 1) UTTEPNXOYPAPIKO EAEYXO.

Oa TTpéTrel va TovioBei OTI oI pEBOdOI aUTOI GUUTTANPWVOUV Kal dev avTIKABIOTOUV TOV
KUTTOPOYEVETIKO EAEYXO TOU €UPPUOU, KATA TOV OTTOI0 MEAETWVTAI OAA TA XPWHOCWUOTA

yia moavég aplBunTIKES 1) dopIKES avwalies. (Antonarakis S.E.,2001).
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KE®AAAIO 4°

EIAIKO MEPOZ EPEYNAZ

4.1 YAIKO EPEYNAZ

H tapouca épeuva Trpayuatotroindnke ot1o MavemoTtnuiakd Noookopegio Adpioag,
OUYKEKPIUEVO  OTO  EPYACTHAPIO  KUTTOPOYEVETIKNAG,  YUVOIKOAOYIKA, VEOYVOAOVIKN,
TaBIATPIKA KAIVIKF). A@opd €ufpua, veoyva kal TTaidid Tou  yevwnonkav i @épouv
ouvdpoua, avaloya Twv QAIVOTUTTIKWY TOUG XAPAKTNPIOTIKWY Kal PJE TRV avaAuon Tou
KOPUOTUTTIOU TOUG OiVETAI KOI ETTICAPWG O XAPAKTNPIOPOG TNG KABE XPWHUOOWUIAKAG

avwiaAiag.

ZUPQWva PE Ta aToIxEia TTOU CUAAEXBNKav atrd To €PYOOTAPIO KUTTAPOYEVETIKAG TNV
XPoviKA TTepiodo 24/12/2012 £éwg 11/05/2017 kataypd@nke HIKPOS apiBUog eufpuwv
TTou KOAAEpYNONke kaBwg To UAIKO ATav akaTdAAnAo yia avaAuon.H kataypagn
xpovoAloyikd Eekivasl améd Tig 02/01/2012 éwg 02/05/2017 yia Ta TTEPIOTATIKA TWV
TTadiwyv TTou €€eTdoTNKav OTNV TTAIBIATPIKA KAIVIKA Tou MavetmoTnuiakou Noookougiou
™G NAdpioag kal atéd T1ig 02/01/2012 ¢wg 28/03/2017 yia Ta veoyvd TTOU YEVVABNKav PE

XOPAKTNPIOTIKA TTOU TTAPATTEUTTOUV G€ KATTOI0O GUVOPOO.

4.2 MEOOAOAOTIIA EPEYNAZ

MNa TNV OAOKANPWON TNG METATITUXIOKAG £PEUVAG XPEIGOTNKE va Yivel €TTaQr ME
OUYKEKPIUEVO ATOMA KOl ETTIOKEWEIG O OUYKEKPIMEVES KAIVIKEG, WOTE va yivel opbn
KATAypaQr TwV XPWHOCOWHIOKWY avwdaAiwy o€ éufpua, veoyva kal Taidid. H évapén
£yIve aTTO TO €pyaoTriplo KUTTApoyeVveTIKAG Tou TM.IM.I.N.A Kal ocuyKkekpigéva atrd Thv
OleubuvTpia Tou gpyacTnpiou, TNv Kupia To€lou,0oTepa ATTd TTAPAIVEST TOU KABNyNTN
MaieuTiknG Kal MuvaikoAoyiag, Tov KUplo AaTTOVTE. ATTO auTh  £yIVE evnUEPWON Yia ToV

TPOTTO KATAYPOAPAG TWV ATTOTEAECUATWY OTO APXEIO TOU £PYAOTNPIOU KAl TTAPAXWENON
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TOU OIKAIWPATOG KATAYPAPAG TWV  OTOIXEIWV QUTOU, TA ATTOTEAECUATA TTOU apopolcav
TNV avA&Auon KAPUOTUTTOU QIPATOG Kal I0TWV atro £uppua,veoyvda Kal TTaidid Katd tnv
mevTagTia 2012-2017.2Tn OUVEXEID TTPAYUATOTTOINBNKE eTTiokewn oTtnv MaidiaTpikn
KAivikr) Tou M.IM.T.N.A,6TT0U €yive ouvAavTnon PE TNV €TTIKOUPO KaBnyATpIa MaidiaTpIKAG,
Kupia piBéa, n otroia KaTOTTIV evnuépwong €dwoe TNV Adeia XPriong TOU NAEKTPOVIKOU
apxeiou TNG KAIVIKAG, WOTE va Yivel TAUTNON TWV ATTOTEAEOUATWY TWV KAPUOTUTTWY WE TO
IOTOPIKO TwV TTPOG e€éTaon TTaudiwyv. H TTaidiarpog kupia MixouAa BoriBnoe onuavTiké
OoTnV TAUTOTTOINON auTwv Twv oToixeiwv.H idila ypapur akoAoubriBnke kal oTnv
Neoyvohoyikry KAIvIKA,OTTou pe Tnv adeia  Tng di1euBuvTpiag Tng Kupiag Maitava kal n
onpavTik BonBeia ¢ €1dikeuduevng veoyvoAdyou Kupiag Kagé €yive cuAlloyh Twv
otrolwv dedopévwyv  ATav duvatd atrd Ta oToIxeia TTou gixav otnv di1dBeor| Toug yia Ta
VEOYVA TIOU TTOPATTEP@PNKAV Yia avaAuon KapuoTuTrou.TEAOG, KaToéTTIV adEiag Tou
Kabnynty MaieuTikAG Kai [uvaikoAoyiag K.AammovTte, £yive TIPOOTIABEI OUAAOYAG
TANpogopiv atd To apxeio TG TNuvaikoAoyikAG KAIVIKAG yia TTEPIOTATIKA TTOU
XPEIAOTNKE Vva  YivEl KUTTAPOYEVETIKOG €EAEYXOG.ZTN OUVEXEID KAl a@oU EyIive N
OUuyKEVTPWON OAwv Twv OToIXEiwv TTou Xpeladdtave ammd TIG AVTIOTOIXEG  KAIVIKEG
TIPAYHMOTOTTOINONKE a&IoAOYNON, KATNYOPIOTTOINON TWV TTEPICTATIKWY avd KAIVIKA Kal

QvITTOPABECON —TAUTOTTOINGN KE TO ApPXEia TOU EPYAOTNPIOU TNG KUTTOPOYEVETIKNG.

4.3 ATTIOTEAEZMATA

KATArPA®H EMBPYQN

Me Bdon 10 emionuo apyxeio mou cUAAé€ape atmmd 1o TLIL.I.N.A ouykekpiyéva Tnv
NuvaikoAoyikA KAIVIKA KAl TO €EpyacTAPIO KUTTOPOYEVETIKAG atrd Ta 13 £ufpua TTou gixav
kataypagei atod T 24/12/2012 ¢wg 1ig 11/05/2017 kaAAigpyrBnkav pévo 1a 3,kabwg 1o
UAIKO ATav akaTtaAANAo.ATTo Ta 3 £uppua Ta dUO gixav QUOIOAOYIKO KAPUOTUTTO Kal TO £va
ed@avioe petdBeon  Robertson.  AkoAouBei  didypauupa  TTOU  amelkovifel  Ta

TpoavapepbévTa (EIK 16).
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Eik 16. ZXNUATIKA aTTEIKOVION TWV £URPUWY TTOU TTAPATTEUPONKAV YIA KUTTOPOYEVETIKO

EAEYXO ATTO TN YUVAIKOAOYIKR KAIVIKH

KATAPA®H NEOINQN

2N OuvEXEIR,aKoAoUBWVTAG TTAAI TO €TTIONHO ApPXEI0 KApUOTUTTWY Tou MaveTTIoTNUIAKOU
Noookopegiou TG Adpioag otn KAivikp Twv Neoyvwv amdé 1a 91 veoyvd Trou
voonAeutnkav Ta 11 @UAouU dppevog ETTaoXavV ATTO KATTOIO OUVOPOUO OQEINOUEVO OF
APIBUNTIKA XPWHOCWHIKY avwualia  Kal Ta 9 gUAou BrRAeog avTioToixwg. 210 dIdypauua
1 1ToU akoAouBEi €xel KaTaypa@ei oe apiBud TTOCOI KAPUOTUTTOI Eival QUCIOAOYIKOI Kal

Tooo0I OV gival, KABWG €TTIONG KAl TO QUAO TWV VEOYVWV TTOU QPEPOUV KATTOIO OUVOPOO

f Oxl.
N
NEOINA
91
v
|
D N
APPEN OHAY
20voho:51 SUvoA0:40
4 v,
1
|
N
KapuoTutrog Kapuorlunoq
ZuvopouoU Zuvdpopou
20voAo:11 ZUvoAo:9
v
Aiaypappa 1
61

Institutional Repository - Library & Information Centre - University of Thessaly
01/06/2024 03:35:09 EEST - 3.17.187.205



20 MepLOTATIKA
NEOTNA UE

>Uvolo:91 XPWHOOWHLOKN
avwpaAla.

Amé 10 91 veoyvd TTou kataypdagnkav atéd Tnv Neoyvoloyiky KAivikr,ta 20 eixav
TTaBoAOYIKO KOPUOTUTTO TTOU Q@POpPd apIBUNTIK XPWHOOWHIKN avwuaAia. Eteidry ota
VEOYVA OnNUEIWBNKAY KAl XPWHOOWHMIKES avwaAieg(doPIKEG) TTou eV agopouv Thv
Tapouca epyacia aAAd  ammoTeAouv Béua GAANg SimAwpuaTikAG epyaciag dev Ba

avaAuBouv.

ATTO T veOyVA PE XPWHOOWHMIKA vooruaTta Ta 13 cixav cuvdpouo Down,l veoyvo HE
ouvdpopo Klinefelter kai lveoyvo pe ouvdpouo Edwards , 1 utrepBrnAu,2 mos kai 2
Xipjaipa.
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OHAY
20voAo:
9

1 Neoyvo pe Z0vdpopo

1 Neoyvoé BAAu mos kai Edwards.®nRAu ue éva

1 Neoyvo BAAU xipaipa eMTALOV XpwWUOoWUa
18.

1 utrePOBNAU . ONAU pe 5 Neoyvd pe ZUvdpopo
éva eTTITTAEOV QUAETIKO Down. @AAu ue Eva
Xpwudéowpa X. emMTTAOV Xpwudowpa 21

Aidypappa 2

< 20Pgowva Pe TO TTapatrdvw Oldypappa 2 amd 1Ta 9 BAAu pe TTaBoAoyikd
KapuoTutio 1o 5 €xouv cuvdpopo Down,1 veoyvd €xel oluvdpouo Edwards,l
VEOYVO oUVOpPOoUO UTTEPBNAU, 1 veoyvo eupavilel Xipaipa Kal 1 JwWoaIKIoNO.

210 TapakaTw dlaypauuata  TrapoucidleTal yia KGBe BriAu veoyvo évag Trivakag OTTou

OTO TIPWTO ETTITTEDO QVAPEPETAl N AITid TNG avaAuong TOU KAPUOTUTTOU, KATOTTIV
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ONUEIWVETAI O KAPUOTUTTOG TOU Kal TEAOG EP@PAVICETAI TO €i00G TNG YEVETIKNAG avwuaAiag
ME Bdon Ta TTPOAVAPEPBEVTA XOPAKTNPIOTIKA.

OHAY NEOINO
2UvoMo:5

IAIAZQN NMPOZQMEIO, MNMIOGANO DOWN

JUvépopo Down. OrAU pe €va eEMUTALOV XpWHOoWUA 21

OHAY NEOINO
2UvoAo:1l

MIKPOKE®DAAIA

AIMA 47 XX +18

2Uvopopo Endwards. OAAu e €va eTTITTAEOV XpwHOOWHa 18.
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OHAY NEOI'NO
>UvoAo:1l

MIOGANOTHTA YINIEPOHAY

2UvOpopo YTTEPOBNAU . OAAU e Eva eTTITTAEOV XpwHOCWUA X.

Ta AiTia _TTOU TTAPETTEUYAVOV OE TTEPAITEPW XPWHOOWHIKA avdAuon Kol o€

KOPUOTUTTO ATAV TO £EAG:

EMNIMENOYZA YIMAZBEZTIAIMIA, EAETXOZ yia DI GEORGE

2. ®AINOTYTOZ DOWN

3. ®YZHMA TGANH KAPAIOAOTIKH AIATAPAXH,ATENEZIA KEPKIAAZ KAl
YMOMAAZIA, MONHPHZ NE®POX

4. IYITENHZ AYZMOPO®IZMOZ,KONTO ANAZTHMA KAI AKPA,
AXONAPOTAAZIA
MPOFENNHTIKH AIATNQ>H BPAXIQON AKPQN
2YTTEMAKPOKE®AAIAYAPOKE®DAAIA, Y YNAPOMO DERDY, KPYWOPXIA,
Dandy Walker

7. AYXENIKH AIA©ANEIA 1:200

8. YMNEPTEAQPIZMOZ,BPAXYZ TPAXHAOY, AYXENIKH MTYXH

9. YMNEPQIOZXIZTIA

10. ZYNAAKTYAIA 20u, 3ou AAKTYAOY AKPOY TMOAIOY AM®Q, MONHPH
XEIPOMANTIKH TrPAMMH

11. ZKEAETIKH AYZMNAAZIA

12. TETPAAOTIIA FALLOT + DI GEORGE

13. 2YITTENHZ XYAOOQPAKAX

14. TENIKEYMENH YTIOTONIA,MYOKAPAIOIA®GEIA, MIKPOKE®AAIA, + FISH
Prader Willi.
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15. AE=IO AOPTIKO TO=O (IM6avo Di George) + FISH
16. AYZMOPO®IKA XAPAKTHPIZTIKA,MIKPOO®OAAMIA, O©OAQTH YMNEPQA,
KAINAAKTYAIA.

Me Tnv idla ueBodoloyia yivetal avaAucon Twv KAPUOTUTTWY TwV VEOYVWYV (UAOU

dppevog.

APPEN ZuUvoAo:11

8 Neoyva pe Zuvdpopo Down.

1 Neoyvo pe mos. Appev pe éva eTTITTAéOV
Xpwuoocwua 21

1 Neoyvo pe Zuvdpopo Klinefelter
1 Neoyvo pe Xipaipa Appev e éva emmimmAéov X
XPWHOOWHA.

Aidypappa 3
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< ZUhewva pe To dlaypaupa 3 amd Ta 11 dppev veoyvd TToU eu@Avicav
TTaBoAoyikd KapudTuTIO Ta 8 veoyvd eixav Z0vOpouo Down,to 1 veoyvo €ixe
2uvdpopo Klinefelter,1 veoyvo cixe Xipaipa kai T€Aog 1 veoyvd  gu@AvIOE

MWOAIKIOYO.

270 TTapaKATW dlaypdupata  dnuioupyAdnke vyia kKaBe dppev veoyvd pe TTaBoAoyikd
KAPUOTUTTO £vag TTiVAKAG OTTOU OTO TTPWTO ETTITTESO AVOQEPETAI N AITIA TNG AvAAUCONG Tou
KAPUOTUTTOU,O0TN COUVEXEID CNUEIWVETAI O KAPUOTUTTOG TOU Kal OTO TEAOG N YEVETIKN

avwaAia ge Baon Ta TTpoava@epBEVTA XAPAKTNPIOTIKA.

APPEN

ZUvolo:8

OAINOTYNOZ DOWN,AYXENIKH AIADANEIA 1:200

JUvdpopo Down. Appev UE €va EMUMALOV XpwHOoW U 21
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2uvbpopo Klinefelter .Appev pe eva emumA€ov X XpWUOCWLLAL.
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KATAIPA®H MNMAIAIQN

AkoAoUBwg yivetal avagopd otnv Maidiatpik KAIVIKA Kal aTtov apiBué Twy TTaidiwy TTou
TTaPATTEPPONKAY yia avadAuon KapuoTUTTOU OUVOAIKA KaBwWG Kal 0 aplBués Twy Appevwy

Kal BAAEwYV TTOU TTapoudiacav KATToIa apIBuNTIKA XPWUOOWHIKA avwuaAia.

MAIAIA ZdovoAo:182

o V.
|
I I
7 N d Y
APPEN OHAY
2UvoAO:76 2UvoA0:106
G v \ v
a2 N d Y
Mn ®ucioloyikdg Mn ®ucioloyikdg
ZUvoho:4 2UvoA0:5
G v \ v

Aiaypappa 4

AvaluovTag 1o didypapua 4 Trapatneouue Ot atrd Ta 182 TTaidId TTou KaTaypdenkav Ta
4 @UAou dappevog €XOuv N QuaoloAoyikd KapudTutto Kal Ta 5 amd 1a BnAu.Emréuevo
Briua,AoITdv, cival n Kataypa®r Twv CuvOPOUWY TTOU PEPOUV Ta CUYKEKPIYEVA TTaIdId

avd @uAo.
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9 Mg
MAIAIA XPWHOCWLKEC
OVWHOALEG

OHAY
20voAo:5

1 pe Z0vdpouo
2 Je ZUvopopo Turner Down.OnAu e éva
ETMITTAEOV XpwWUOOoWUa 21.

1 pe Tpiowpio XXX-
YT1repOAAu. OnAu pe
éva etmITTAéoV

1 6Au pe 20vdpopo XpWHOoWa X.

Turner e JWoAIKIOHO.
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Aiaypappa 5

ATT6 1O didypauua 5 TTapartnpeital 6T AT Ta 5 KOPITOIQ YE PN PUCIOAOYIKO KAPUOTUTTO
QEPOUV Ta €€NG oUVOpoua:1 €xel 2Uvdpouo Turner PE PWOAIKIONO,2 KOPITOIa £XOuv

2Uvdpouo Turner,1 éxel 2uvdpopo Down,kal 1 KopiTol £xel TpIowHia XXX-YTTepBRAU.

Ev ouvexeia,0TTwg TTAPOUsCIAoTNKAY TA VEOYVA £TOI KAl OTA TTAPAKATW  Slaypduuara,
onuIoupynRBnKe yia KABe BAuPE TTABOAOYIKO KAPUOTUTTO TNG TTAIBIATPIKAG KAIVIKAG £vag
TTVaKAG OTTOU OTO TTPWTO ETTITTEDO Ava@EPETAI N AITia TNG avdAuong Tou KapuoTUTToU, £V
OUVEXEIO ONUEIWVETAI O KAPUOTUTIOG TOU KOl OTO TEAOG AVAQEPETAI N YEVETIKI avWHaAia

ME BAon Ta TTPOAVAPEPOBEVTA XOPAKTNPIOTIKA.

OHAY 1°

EMIBEBAIQ>H DOWN

Juvépopo Down.OnAU pe Eva eTUTAEOV XpwHOowWa 21.
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OHAY 2°

‘EAeyxoc Avamtuéng

Tplowpia XXX- YrepOnAv. OnAu pe éva enUTAEOV XpWHOCWHA X.

OHAY 30 KAl 4°

KONTO ANAXTHMA

AIMA 45,X/46,XX, (87,5 % / 12,5 %) AIMA 46,XX/45,X (96%, 4%)

JUvSpouo Turner PUe LOVOOWHLL
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OHAY 5°

HMIA NOHTIKH XTEPHZH,IAIAZQN MPOZQMEIO, KONTO ANAZTHMA, AZADEIA OHAQN

AIMA 45X/46X/r(x) , (93% / 7%)

Yuvdpopo Turner pe €va SOKTUALOELSEC X XPWHOCWHA

Ta AiTia _TTOU TTAPETTEPYAVOV OE TTEPAITEPW YXPWHOOWUIKA avdAuon Kal o€

KOPUOTUTTO ATAV TO £EAG:

1. EZAAAKTYAIA, MEFAANOKE®AAIA, AIATPA®H  AITEION  KPANIOY,
MNPOMETEIA METQIMNOY
MIKPOIAQZZIA ,ZTAZIMOTHTA ANAMTY=HZ
KAOYZTEPHZH AOI0Y,MONHPHX XEIPOMANTIKH TPAMMH, EAAEINHZ
AKOYOAOQOTIIKOZ ‘EAEMXOZ
4. ®PAINOTYTIKA XAPAKTHPIZTIKA DOWN
MAKPOKE®AAIA,AIATAZH METQMOY,IAIAZOYZA EAIKQZH,XAMHAH
NPOZPYZH QTON
KOIAIOMET AAIA,EAAEIWYH ENOZ, NEOPOY
METABOAIKH AAKAAQZH
IZTOPIKO ZMAZMQN,ZTAZIMOTHTA BAPOYZ, AEYKOKYTTAPQZH
[ZTOPIKO CMV MHTEPAZ ME TURNER

© 0 N o
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10.

11.

12.
13.
14.
15.
16.

17.

18.
19.

20

HMIA NOHTIKH 2XTEPHZH,IAIAZQON T[MPOZQMEIO, KONTO ANAZTHMA,
AZADEIA OHAQN

IAIAZON TPOZQIEIO, YAPOKE®AAIA, Derdy Walker, BOYBONOKHAH
AEZIA, ZYZTOIXH KPYWOPXIA

EMNEIZOAIA AMQAEIAZ 2YNEIAHZHZ

AEYKOEIKE®AAOIAGEIA

MIKPOKE®AAIA, ZMAZTIKH AIMAHTIA, ENIGETIKOTHTA

MIKPOINAGIA, MIKPOOO®AAMIA, AIATAZH PA®QON

FENIKEYMENH YTIOTONIA, ®YZHMA,IPOEXON METQMO, MEIAAH
MPOZOIA MHMH

EMMYPETO ,2[MAZMOlI, AIAPPOIKEX KENQZEIZ,
ANAIMIA,0YPEOEIAOIAGEIA

KONTO ANAZTHMA

YMEPTEAQPIZMOZ, KOAIQZH,

.ANTIMOITOAEIAH ®OPA O®BOAAMOY, MAKPYTAQZZIA.
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Aidypappa 6

Katd Tov idlo TpOTTo TTPayUATOTTOIEITAI KAl OTA dppev TTaIdId TNG MaidiaTpikAg KAIVIKAG JE
TTaBoAoyikd KApUOTUTTIO N TTapoudiacn TNG aITiag €10aywyrg Kal TO ATTOTEAECUA TOU

KUTTOPOYEVETIKOU EAEYXOU.
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APPEN ZuvolAo:4

Avtipoyyoloeld @opd OdpOaApov, Makpuyhwaoaoia, Movrpn Xelpopavtiki Fpapun

ZUvdpopo Down.Appev e Eva EMUTAEOV XpWHOCWHA 21.
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4.4 SYMMNEPAZMATA

Ta TeAeuTaia Xpoévia AUEAVETAl CUVEXWS O PECOG OPOG NAIKIAG TWV YUVOIKWY TTOU
ETTIAEYOUV VA TEKVOTTOIOOUV G€ OAOV TOV BUTIKO KOGHO. AUTO atrd UOVO Tou Ba’ TTPETTE
va au¢ioel TN ouxvoetnTa €POAVIONG TwV BIa@OpwY XPWHOCWHIKWY VOonUATWV.
Tautdyxpova OPwg cixaue aovénon NG €QApPOYAS Twv dlapdpwy  PEBOdWV
TIPOYEVVETIKOU €AEyXOU KATI TTOU Slatnpei TN ouXvOTNTA EUOAVIONG TWV XPWHOCWHIKWY
voOonuatwy o€ oxeTiIKG oTaBepd emrireda. H e@apuoyry Twv Ola@épwy PEBOdWV
TTPOYEVVNTIKOU €AéyXOU Ba ETTPETTE va TTEPIOPIOEI TTEPICOOTEPO TA TTOCOOTA EUPAVIONG
QUTWV TWV VOONPATWV.AUTO Opwg dev cupPaivel, dIOTI KATTola (euydpla giTe eV EXOuV
TpooPBacn ot TpoyevvnTIKG €Aeyxo eite Oev TO €TMIAEyouv ouveldnTd yia Adyoug
OIKOVOMIKOUG, NBIKoUG i BpnokeuTikoug. MNa autd akopn kal onpepa 1o 2017 yevviouvtai

TTAISIG PE XPWHUOOWHIKG oUVOPONA, N aViXVEUON TWV OTTOIWV Eival OXETIKA EUKOAN.

H épeuva TToU TIPAYMOTOTIOINBNKE QQOPOUCE TIEPIOTATIKA TNG YUVOIKOAOYIKAG
VEOYVOAOYIKN G Kal TTaIdIaTPIKAG KAIVIKAS Tou MINN Adpioag yia 1o Xpovikd didotnua 2012
€wg 2017.

2N YUVAIKOAOYIKA KAIVIKA] TTOPATTENPONKAvV yia KUTTAPOYEVETIKO €Aeyxo 13 TTEPIOTATIKA
€K TwV OTToiwV POAIG Ta 3 ATav KATAAANAQ yia avdAuon To OTT0I0 @aveEPWVEI TTIBAVWG TNV
ENAEIPN KATAAANAWY TTPWTOKOAAWY YyIa TN CwaTH CUAAOY TOU UAIKOU Kal Th CUVTAPNON

Tou. ATm6 autd Ta Tpia To £va ATav TTaboAoyikd pe peTdBeon Robertson.

21N VEOYVOAOVIKN KAIVIK OUVOAIKG atré Ta 91 TTEPIOTATIKA TTOU TTOPATTENEBNKAY YIa
avaAuon Bpédnkav 20 veoyvd Pe apiBUNTIKEG XPWHOOWHIKES AVWHAAIES EK TWV OTTOIWV
Ta 13 ye ouvdpopo Down,kal 1 pe Tpiowyia 18, 1 e ouvdpopo Klinefelter, 1 utrepOiAu
Kal 2 veoyva ( Sidupa ) ye pwoalkiopd kal 2 ( diduua ) Tou gugavifouv xipaipa. Ol
TEAEUTAIEG TTEPITITWOEIC TwV BIOUUMWY dIaTTIoTWwONKe OTI agopouv oTa idla didupa oTa
oTroia  €yive €TTAVEAEYXOG KATI TToU Oegv OnAwBNKE OTO OAPXEIO KAPUOTUTIWV HE

ATTOTEAECUA VA ava@épovTal OUO QYoPES KE dIaPOopPETIKA dlIdyvwon.

21NV TTaIdIATPIKA KAIVIKF) TTAOPATTEMPONKE yIa KUTTAPOAOYIKO EAEyX0 MEYOAUTEPOG apIOUOS
Taidiwy 182 ,A0yw ep@dviong TTaBOAOYIKNG KAIVIKAG €IkOvag aAAG  avagépBnkav
AIYOTEPEG OPIBUNTIKEG XPWHOOWHIKEG aVWHAAIEG HOAIG 9 oTov apIBud Kal agopoucav 5
Taidigd pe ouvdpouo Down, 2 pe cuvdpopo Turner Ye Jwoalkiopo, 1 utrepBriAu kai 1 e
ouvdpouo Turner HPE HPWOAIKIONO, QUOIOAOYIKO apiBud XPWHOCWHATWY Kal HE 1

OAKTUNIOEIDEG Xpwuoowua X .
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To deiyua TTou PEAETAONKE KAl OTIG TPEIG KAIVIKEG TTEPITITWOEIG deV ATAV PEYAAO Kal dev
MTTOPOUUE VO €XOUME OTATIOTIKA onUAvTIKA cuptTtEpAoPaTa, OO0V agopd Tn ouxvoTnTa

EUPAVIONG TWV CUYKEKPIUEVWY VOONHATWY OTOV TOTTIKO TTANBUCO.

2TNV TTEPITTITWON TwV EUPPUWY dE TO deiyda ATaV TTOAU HIKPOTEPO KAl OTIG TTEPICOOTEPEG
TTEPITITWOEIG aKATAAANAO TTPOG €¢€Taon. Ta CUPTTEPAOUATA  OTA OTIOI0 KATAARYOUUE
ATav OTI ATTAITEITAI N KAAUTEPN KOATAYPAPH TWV TTEPICTATIKWY ATTO TTAEUPAS TWV KAIVIKWV
KAl N €QOPUOYr CUYKEKPINEVWY TTPWTOKOAAWY, 600V apopd Tn cUAAoyH Twv JEIYUATWY,

TNV KATAYPOQr TWV TTEPIOTATIKWY Kal TN dIaxEipnaor] Toug.

210 TTAiola Twv TTapatavw Ba mpétel To MN.IM.F.N.A va atroteAei KEVTpo avag@opdg yia
XPWHUOOWHMIKA VOOHUATA VIO VO UTTOPOUME VO £XOUUE OUVOAIKN EIKOVA QUTWV Twv
VOONUATWY YIO TNV TIEPIOXN TToU KOAUTITEL AlammoTwveral 611 TOavoeTaTa OPKETA
TTEPIOTATIKA TTAPATTEUTIOVTAI VIO VOonAgia Kal EAeyxo o€ GAAa VOOOKOMEIa 1 epyacTiplia

onuéaoia f IBIWTIKA
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