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Evyopiotieg



MepiAnwn

H mapovoa epyacio aroterel pia mpoomadeld avadeiEng Kot KaTavonons ToL QOLVOUEVOL
TOV YPOUOCOUATIKAOV OVOUIADV KOODS KOl TOV GLVOPOUDV ,TTOV EV GUVEYXELQ LTOPOVV Vi
empépovv. Katd to mpmto KePAAOL0 0vapopd YIVETOL GTI SOUN TOV YPOUOCHOUATOV, EVED
KT TO 0EVTEPO KEPAANLO TOPOVGIALOVTOL 01 XPOUOCOUATIKEG OVOUAAiES. XTO TpiTO
KEPAANL0 TAPOLGLALOVTOL TO YEVETNGLA GUVIPOL EVD Eeywplotn VOEN yiveTal yia TO
ovvdpopo Down 610 T€TOPTO KEPAANLO. ZTO TEUTTO KEPAANLO TOPOVGIALETAL 1] CNLLOGTO TNG
VOGNAEVTIKNG PPOVTIONG KOOMDS KO O1 TPAKTIKEG TMV VOCNAELTMOV GE TEPUTTMOELG

YPOUOCOUATIKOV OVOUAALDV.

Aéeic Khend: Xpopooopoto, Xpopoocouatikés Avouaiisc, IN'evetnoo Zovdpopua,

YHvdpopo Down, Noonievtikn povtidoa.



Abstract

The present work is an attempt to highlight and understand the phenomenon of chromosomal
abnormalities as well as the syndromes, which can then lead to. The first chapter refers to the
structure of chromosomes, while the second chapter presents the Chromosomal
abnormalities. The third chapter presents the sexual syndromes while a separate mention is
made for Down syndrome in the fourth chapter. The fifth chapter presents the importance of

nursing care as well as the practices of nurses in cases of chromosomal abnormalities.

Keywords: Chromosomes, Chromosomal Abnormalities, Genital Syndromes, Down

Syndrome, Nursing.



Eicaywyn

Ot gpeuvnTéc LEAETOVV TIG AVOPADTIVES YEVETNOIEG AVOLUAIEG LETE TNV TEPLYPAPT TNG
TPpOTNG TEpinTwong tpompiog 21 (cuvopopo Down) 1o 1959 and tovg Lejeune kot Patricia
Jacob. Emwévipooay tnv épevva Kot TI LEAETEG TOVE OTY| YEVEGT QLTINS TNG OVOLOANG
KatdoToong mov avéntuéav ot avlpmmotl. Mo xpopocoukn avopaiio copfaivel dtav Eva
EuPpuo &gt gite tov AavBacpévo aplipd ypopocopdtomv, e@aipnévn mrocdtnta DNA gvtoc
EVOG XPOUOCHOATOG 1 XPOUOCOUOTO TOL EIVOL SOUIKE EAATTOUOTIKA. AVTEC O AVOUOATEG
UTOpOoHV VO LETAPPAGTOVV GTNV AVATTLEY YEVETIKMOV AVOUOMAOV, S0TAPUY®OV OTMS TO
ovvopopo Down, amofoing N umopet va givar pia eustoroyikn mapariayn.H emikowvaovio
petald voonieutn kot acBevr] amoteiel {oTikd kAW Yo ) Pertioon g TOWOTNTOG TG
nepiBalymg tov acbevav. H emkotvovia givor onpovtikn oe 6Aeg T1g TTuyég TG (oG, E101KA

OTOV TPOKELTOL Y10 VOGNAELTEG TTOV KOTOVOOUV TIG AVAYKES TV 0cOEVADV TOVC.

Mo GAAN oMUOVTIKY TTVYN TNG TOL0TIKNG TEPIBOAYTG TV 0cBeEVOV glval Ta TPOTOKOAAL
K0l 01 Kavoviopol o OA0 10 voookopeio. Efval onpovtikcd yio GAo 10 TpocmOTIKO Kot TOVG
evBuVTEG VAL KATOVOT|GOLY TO TPMTOKOAAD 0€ OAO TO VOoOoKOouEio, 010TL dtotnpel TO
TPOCMOTIKO, TOLS d1eLBLVTES Ko TOVG aeBeveic aopaieic. AvTod onpaivel 6Tt OAot
KataAofaivouy Tig Stodikacieg Kot Tt TPEMEL VAL KAVOVV GE YOOTIKES kKaTaoTdoels. H
moldtnTa TG TEPiBuAyYNG TV acBevdVv Kavel T peyalbtepn dtapopd 6Tav TPOKELTAL Yo TV
eumepio evog acbevoic oe o vyelovoutkt mepiboaiyn. Avtd propel va kabopicel Tov ypdvo

ATOKATAGTAOTG KOt TOGO TOAVO ival va ETIGTPEYOLV GTY| GUYKEKPIUEVT] EYKOTAGTAOT).
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10 Ke@aAaio: Ta xpwuoowuata

1.1 Tepiypa®r XpWHOOWPATOG

Y1ov mopnva kabe kuttdpov, to popto DNA cvokevaletol o€ dopéEG TOTOV VIULATOS TOL
ovopdloviat ypopooonpata. Kabe ypoudocopa arotedeitor omd DNA mov tuAiyetan ooiytd

TOALEG POPEC YOP® ald TPMTEIVEG TOL OVOUALOVTOL IGTOVEG TTOV VITOGTNPILOLV TN douT TOV.

Ta ypopocopoto dev ival 0patd GTOV TLPTVO TOV KVTTAPOL - OVTE KAV KAT® oo Eva
HIKPOGKOTLO - 6TV TO KOTTOPO dgV dtatpeitat. Qotdc0, 10 DNA mov oynuartilet ta
YPOUOGOUATO, GVOKEVACETOL TTLO COLYTA KATA TN SIEPKELN TNG KVTTOPIKNG OlapeESTG KOl OTN
ocuvvéyeta givar opatd pe pikpookomo. Ta mepiocodtepa amd avtd wov yvopilovv ot epeuvnTég
Y10l TOL XPOUOCOUOTE TO LoBoivouV TapaTNPOVTOS TO YPOUOCHUATO KOTE TNV KLTTOPLKN

dwaipeon ( Xxovpag,1997).

KdaBe ypopdcopa £xet éva onpeio cueToANg TOL oOvopAleTan KEVIPOUEPES, TO omoio dopet
10 Ypopdcoua og 0V0 Tunpata 1 «Ppayiovecy. O kovtdg Ppayiovos Tov YPOUOCHUTOS
ovopdleton «Bpayiovag p». O pakpic Ppoayiovag Tov YPOUOCMOUATOS PEPEL TNV EVOEIEN
«Bpayiovag g». H Béom tov kevipopepovg oe kabe ypoudSmu Sivel GTO YPOUOCOUN TO
YOPOKTNPLOTIKO TOL GYNHa Ko propet va ypnotpomomOet yio va fondnoet oty meptypoon
g Béomg cLYKEKPEVOV YoVIdiwV. ZTovg avBpdmovg, Kabe KOTTapo cuvnBmg meptéyet 23
Cevyn ypopocopdtov, yio éva covoro 46. Eikoot dvo and avtd ta (gvyn, Tov ovopdlovion
avtocopa, Lotdlovv To 1810 Ko 6TOVG AvOpEeS Kol oTig Yuvaikec. To 230 (gbyog kot Ta
YPOUOGOUATO GUAOV, S10PEPOLV LETAED avdPADV Kot Yuvarkadv. Ta Bnivkd £xovv dvo
aVTLYpOpO TOL YPOUOCOUATOS X , EVO TO OPCEVIKA £X0VV £va xpouocopa X Kot Eva Y

(TpravtapuAriong,2001)

1.2 OpIOPOG KUTTAPOU

Ta kdtTapa eivol Ta facikd dopikd otoryeio OAmv Tov (oviavav 6viov. To avBporivo
ocopo amotereitan and TpioekaToppdpla kottapa. [opéyovv doun yio To copa, Aappdvovy

OpenTKd CLGTATIKA OO TO TPOPLUA, LETUTPETOLY QLT TOL OPENTIKA GLOTOTIKA GE EVEPYELQ



Kol EKTEAOVV eEE10IKEVUEVEG AetTovpyiec. Ta KOTTOPO TEPLEYOLV EMIONC KANPOVOLIKO DAIKO
TOV COMOTOG KO LITOPOVV VoL OTILLOVPYNGOVV avTiypopa amd avtd. Tao KeAld xovv moAAd
pépm, to Kabéva pe dlapopetikn Aettovpyio. Mepikd amd avtd Ta péPN, ToL ovVopalovtol
opyaviota, ivar eEgdtkevéveg SOUEG TOV EKTEAOVV CLYKEKPIUEVES EPYOGIEG LEGO GTO KEAL.
Ta avOpdmiva KOTTOPO TEPLEXOVY TOL AKOAOVO KOPLOL LEPT, TOV AVOPEPOVTOL LE OAPOPNTIKN

oelpd (TpravtoapvAiiong,2001):

Kvtémhaopa

Méca ota KOTTOPO, TO KVTTAPOTAAGHLO OmoTeAEITAL ad Eva VYPO TVTTOL (EAE (TOV

ovopaletor KuTooOAN) Ko GAAEG dOUEG TTOV TTEPIBAALOVY TOV TLPT VAL

Kvttapookeietog

O xutrapockeretds ivar £va SIKTLO PHOKPOV VOV TOL ATOTEAOVV TO dOMKO TANIGLO TOV
KLTTAPOoV. O KLTTAPOCKEAETOG EXEL APKETEG KPIOILES AEITOVPYIES, GLUTEPIAALPOVOUEVOD TOV
KaBOPIG OV TOV KLTTOPLKOD GYNLLOTOG, TG CLUUETOYNG OTNV KUTTAPIKY] O0PEST] Kot TNG
emMTPEYNG TOV KVTTap@V vo KivnBovv. [Hapéyet eniong Eva cvotnua mov potalet pe tyvn, mov

KaTeELOVVEL TNV Kiviom TV 0pyavIdi®V Kot GAA®V 0VGLOV HEGH GTO KOTTOPO.

Evéomiaopatikd mpoypappa (ER)
Av16 10 opyavikd Bonba oty emeéepyacia popiwv mov dnuovpyovvrol ard to KotTapo. To
EVOOMAUGLOTIKO OIKTLO HETAPEPEL EMIONG AVTA TO LOPLOL GTOVG GCLYKEKPULEVOVS TPOOPIGHLOVGS

TOVG glte €vTOg €itE EKTOG TOL KLTTAPOV.

Xvokevéc Golgi

H cvokevn Golgi cvuokevdlet popia mov vrofdiiovtan o eneepyacio omd 1o

EVOOTANGLOTIKO O1KTLO TPOG UETAPOPE amd TO KOTTAPO.

AVCOGONATA KOL VTEPOEVCONATA.

Avtd To opyavidia givarl To KEVTIPO aVAKVKA®GONG TOL KeA0V. Xwvehovv EEva Baktiplo Tov
EIGBAAAOVY GTO KVTTOPO, ATOUAALACCOVY TO KUTTOPO OO TOEIKES OVGIES KOl VOKVKAMVOULV

@OappEVO GLOTATIKAE KLTTAP®V.

Murtoyovopra
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Ta Mitoy6vopia eivar cOvOeTa 0pyavidlo TOV LETATPETOVY TV EVEPYELN OTO TO TPOPILOL GE
Lo LOp@Y| TOL UTOPEL Vo, ¥PNGILOTOMGEL TO KVUTTAPO. Eyouv 10 01Kd TOVg YEVETIKO VAIKO,

Eexoprotd amd 10 DNA otov mupnva, Kot Lmopoldv va OTIEOVY avTiypopa TOVE.

HMvpnvaog

O TupNVoC YPNOIUEVEL WG KEVTIPO EVIOAMYV TOV KEAOV, GTEAVOVTOG 00N Yieg TPOG TO KEAL Yol
Vo LEYOAMDGEL, Vo opludoet, va dtapedel M va mebavel. Xteydlet emiong 1o DNA
(0e0&vp1PovoukAeivikd 0&D), T0 KANPOVOUIKO VAKO TOL KuTTdpov. O Tupnvas mepBaiieTon
amd po pepuPpavn mov ovopdaletor Tupnvikdg akeAog, 1 omoia tpootatevel 1o DNA kot

drywpilel Tov mupnva. amd To VITOLOITO KOTTAPO.

Mepfpévn ntrhdopotog
H pepppdvn tov mhdopatog eivor n e€mtepikn emévovon 1ov keAol. Ataympiletl to kel amd

70 TEPPAALOV TOL KOl EMTPETEL GTO VAIKE VAL ELGEPYOVTOL KO VO OLPTVOVV TO KEAL.

Pipocopata
Ta Piocopata etvar opyovidio mov enesepyalovtan Tig YEVETIKEG 00MYiEC TOV KVTTAPOL Yo
™ nuovpyia TPOTEIVOV. Avtd Ta opyavidio pmopovv va emmiéovy e eb0epa 6TO

KUTOTAOGLLO 1] VO GUVOEOVTOL LE TO EVOOTAAGHOTIKO O1KTLO

1.3 lovidia

To DNA, 1 t0 6g0&up1ovoukdeikd o0&V, eivat To KANPOVOLIKO DAIKO 6Tov AvOpmmo Kot
oYEO0V G€ OAOVG TOVS AAAOVG OPYOVIGHLOVG. ZYeAOV KAOE KOTTAPO GTO GMUA EVOC ATOLOV EYEL
10 1010 DNA. Ta neprocotepa DNA Bpickoviotr 6Tov mupriva Tov KuTtdpwv (6mov
ovopdletor mupnvikd DNA), aArd o pkpr| tocdtta DNA pnopet eniong va Bpedet ota
ptoyovopta (6mov ovopdaletan ptoyovoplakd DNA 1 mtDNA). Ta Mitoyovopia eivar dopég
EVTOC KLTTAP®V TOV LETATPETOVY TNV EVEPYELD OO TO TPOPLLN GE 0L LOPPT) TTOV LITOPOVV

va ypnoioromacovy to Kotrapa ((Omudmovrog,1995).
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O minpogopiec 6to DNA amobnkevovtal g Kmdtkog Tov amoTeAeiton and T€66epIc

kéG Paoets: adevivn (A), yovavivn (G), kvtocivn (C) ko Bopivn (T). To avBpomivo DNA
aroteleiton amd mepinov 3 dicekatoppdpia Paoelg kot tepocdTePo amd 10 99% vtV TV
Bacewv etvar 1o 110 6 GAoLE Tovg avBpdmovg. H cepd 1 ) akoAiovdio avtdv tov Pdoemv
KkaBopilet TG d100EGES TANPOPOPIES Y10 TNV OTKOOOUNGT KOl GUVTIPNON EVOG OPYUVIGLOV,
TOPOLOL LLE TOV TPOTO LE TOV OTO10 EUPUVICOVTOL T YPAUULOTO TOV GAPABT|TOV [E
OLYKEKPIUEV GEPA Yo Vo oynuaticovy AéEelg kot tpotdoetls. Ot Bdoeic DNA
ovvovalovtot peta&d toug, A pe T kot C pe G, yia va oynpaticovyv Hovades mov
ovopalovron {evyn Paoewv. Kdbe Bdon cuvdéeton emiong pe Eva poplo cakypov Kot Eva
nopo poceopikov. Ta vovkAieotiown ivar datetaypéva 6e 000 Pakpld GKEAT TOL
oynuatiCovv po ongipa wov ovoudletor dSumAn éako. H doun g dutng éhkog eivar kKémmg
oav [o oKaAa, pe to (evyn Pacewv vo oynuatilovy to GKOAOTATIO TNG OKAANS KoL ToL LOpLoL
COKYOPOL KAl POGPOPIKOV Vo oynuatiCovv ta kdbeta mAevpukcd TUNUATO TS GKAAG.

Mo onpavtikn 10tTa Tov DNA givor 0TL pmopet vo avamapaydyet 1} vo. O1iovpynoet
avtiypaea tov. Kabe khdvog DNA o1 01 édka pmopet va ypnotedeel og TpoTuTo Yo
TNV aVamapay®yn g aAlniovyiog Tov facemv. Avtd givor Kpicio 6tav ta KuTTUpQ
yopiloviot emedn Kabe véo kel mpémet va €xet Eva akpiBég avtiypapo tov DNA mov vrdpyet
010 toMd kKeM. Eva yovidio tvor ) factkn guotkn Kot AEITovpyIkn Lovado.
KAnpovopkotntag. Ta yovidia amrotehovvton amd DNA. Mepikd yovidia dpovv wg ooryieg
Yo TV Topay@yn Hopiov mov ovopdlovrol TpmTeivec. 26t000, TOAAL Yovidla dev
KOOIKOTO0VV TPMOTEIVES . ZTOVG avOp®TOLGS, Ta Yovidla mokiAAovv e puéyefog amd pepikég
exatovtades Paoeig DNA émg mepiocdtepeg and 2 ekatoppipia faoetg. To Human Genome
Project vroLhdyioe 6T 01 AvBpwmot Exovv petald 20.000 kar 25.000 yovidia.

Kabe drtopo £xet 600 avtiypapa ke yovidiov, 1o Eva kinpovopeitor and kébe yovéa. Ta
neEPLocOTEPA YOVidla elvar ta 1010 6€ GAOVG TOVG aVOPDOTOVS, OAAL Evag LIKPOG aptOOG
yovidiwv (Ayotepo amd 1 101G eK0td ToV GLVOAOD) glvar ELAPPDOG SLAPOPETIKOG LETAED TV
avOponmov. Ta aAANAOpop@a eival LOpPES TOL 1010V YOVIdiov pe HIKPEG SLopOopESG GTNV
aAAniovyia tov Baoewv DNA. Avtég ot pukpég dtapopég GuUBEALOVY 0T LOVASTKE PUCTKE

xopokINPLotikd kébe atdpov (Tpravtapviriong & KovPdaton,2003).
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Strands

Phosphate

Hydrogen
bonds Cytosine

Base
pairs:

Thymine
Adenine

Pairs of Chromosomes
in a Human Cell DNA Double Helix

Ew.2 H dopn} Tov DNA

Ot emopoveg TapakoAovhodv ta yovidla 6ivovtdg Tovg povadtkd ovopoata. Enedn ta
ovopato yovidiov pmropet va givor peydia, oto yovidla ekympodvtat eniong cOUPoia, Ta
omoia elvarl cHVTOROL GLVIVAGLOT YPOUUATOV (Kot LEPIKES POPES OPIOUDV) TOV
AVTUTPOCHOTEVOLV L0 GUVTOUEVUEVT] £KO0CT) TOL OVOLATOC Yovidiov. [ mapdderypa, Eva
YOVIOL0 GTO YPOUOGOUA 7 TOL £XEL GUGYETICTEL e TNV KVOTIKT tvewor ovopdletol puBietg

ayOYLOTNTOG SIOUEUPPAVIKNG KUGTIKNG tvewong. To oOuPoAd Tov eivar CFTR .
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1.4 DNA xwpi¢ KwdIKoTToinoN

Moévo mepinov to 1% tov DNA amoteleitor amd yovidio Tov kKmOKOTol00V TPOTEIVES. TO
Ao 99 101G ex0Td dev kwdkomotel. To DNA ywpic kwdikomoinon dev mapéyet odnyieg yio
™V Topay®yn TpOTEVOVY. Ol ETMGTAUOVES KATOTE TIGTELAV OTL TO UN KwoKkomontikd DNA
NTav «oKOLTIO, YWPIC YVOoTd oKomod. 261060, KabioToTol GOPES OTL TOLAGYIGTOV LEPIKA
Ao aVTA Elval OVOTOGTAGTO HEPOS TNG AEITOVPYIONG TV KLTTAP®V, 1O10ATEPA TOV EAEYYOV TNG
yovidrakng dpactnptotnrogc. o mapddetypa, To un kodikomomtikd DNA mepiéyet
aAAnAovyieg mov dpovv MG pLOeTIKA oTotKEln, KaBopilovtag moTe Kot Tov EVEPYOTOLOVVTOL
Kot amevepyomotovvtat ta yovidwa (Chen, Chen & Wang,2001).

Térowa otoryeia mapéyovv Tonobecieg yia eeldikevpéveg mpmteiveg (mov ovoudlovral
TAPAYOVTEG LETAYPAPNC) Y10 TPOGAPTNOT (OECUELON) KOl £iTE EVEPYOTOLOVV gite
KOTAGTEAAOVVY T1) S1ad1KaGio e TV 0Toio 01 TANPOPOPIeES 0md T YOVIOIo LETATPETOVIOL GE
npoteiveg (Letaypaen). To DNA ywpig kmdtkonoinon nepiéyel moAAovg TOTOVS PLOUICTIKOV

otoyyEimv:

e OLVTOCTNPIKTES TAPEYOVY SEGUEVTIKOVS IGTOTOTOVG Y10l T UNYOVI|LLOTA TPOTEIVIG
TOV TPALYLLOTOTOLOVV HETAYPa@T]. Ot vrokvnTéc cuvnBwg Ppiokovtat axplPag
UTPooTd amd To Yoviolo 6tov kAdvo Tov DNA.

e Ot evioyutég mapEyovv decHeVTIKEG BEaels Yo TpwTeiveg mov fonBodv oty
gvepyomoinon g petaypaens. Evioyutéc pmopovv va Bpebovv otov kKhwvo DNA
TP 1 PLETE TO YOVIO0 TOV EAEYYOLV, UEPIKES POPES TOAD LLOKPLA.

e Ot oryaotpeg mapEyovv BEGEIS OEGUEVONG Y10 TPWOTEIVES TOV KOTAGTEAAOLY TN
petaypan). Onmc ot evioyvtég, 01 olyasTnpeg Umopovv va BpeBovv mpv 1| LETA TO
yovidlo mov eAEYyoLvV Kal uropel va Ppiokovtal 6 amdGTOGT Amd TOV KAMVO TOL
DNA.

o Ot povotéc Tapéyouy OEGUEVTIKEG BEGELC Y10 TPOTEIVEG TOV EAEYYOLV TN LETAYPOON
pe 01dpopovg tpomove. Mepukoi epumodilovv Tovg evioyvtég va fondncovy o
HETOY PPN (LOVOTES EVIGYLTN-OTOKAEIGHOV). AAAOL ATOTPETOLY OOLUKES OAAOLYES
010 DNA mov KatastéAhovv T yovidloKkn dpactnplotra (LOVOTES GPOYLOD).

Op1opévol HoVOTEG UITOPOHV VO, AEITOVPYNGOLY TOGO MG EVICYLTNG OGO KOl (G

Ppaypa.
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AAlec meproyéc un kwowomomtikov DNA mapéyovv odnyiec yio 10 GYNUOTIOUO OPIoUEVDV
€10mv popiov RNA. To RNA eivar ymuukog Eaderpog tov DNA. TTapadeiypoto
eedkevpévav popiov RNA mov mapdyoviot amd pn kowdwomointikd DNA wepiiapfavouv
RNA petagpopdg (tRNAs) kot ptpocopatikd RNA (rRNAs), ta onoia fonfovdv ot
OLYKEVTPMOT SOUIKAOV HOVAO®V TPOTEIVNG (apuvoéén) og o aAvcida tov oynuatifet po
mpoteivn. microRNAs (miRNAs), ta onoia givor pikpov prkovg RNA mov eumodilovv
JLdKaGio TOPAYOYNG TPOTEIVAOV. Kot pokpd pn kodtkoromtikd RNA (IncRNAs), ta ool
etvar peyarvtepa pikn RNA mov £xovv dtagpopetikons poAovg oTn pOOULGT TNG YOVIOIOKNG
dpacTNPLOTNTOG.

Optopéva dopukd ototyeio Y pOUOCOUATOV Elval EMIGNG LEPOS TOV UM KOIKOTOWTIKOV
DNA. ' Ttapddetypo, eravarapfovopeves orAiniovyieg DNA mov dev Kodkomolovy ota
dKpo TOV Ypopocopdtov oynuatiCovv tedopept|. Ta tehopepn TpooTatelovy o AKpa TOV
YPOUOGOUATOV 0td TNV LTORAOON KATA TNV avTypaen YEVETIKOD VAIKOV. Ot
emovolopPavopeveg aAAniovyiec DNA yopig kodikonoinon oynuatifovv eniong
dopveopikd DNA, 10 onoio amotelel pépog GAA®V doptk®dv atoryeimv. To dopveopikd DNA
elvai n Baon g KeVTPOUEPOVCS, TOL lval TO oNEEI0 GLGTOANG TOL (ELYOLGS YPOUOCOUATOV
oynuatog X. To dopveopucd DNA oynuatilet eniong etepoypopotivn, To onoio givat mukvo
DNA mov givot onpavtiKo yio tov EAeYY0 NG YOVISIaKNG Opactnpldtntag Kot T dothpnon
™G doung TV ypopocopdtoy. Optopéveg teployés DNA mov dev kwdiKomolovy, Tov
ovopalovtat vtpdvia, Bpickoviot EVIOg TV YOVIOI®V OV KMOKOTOOVV TPWTEIVES, AALG
AQOLPOVVTOL TPV OO TNV TAPACKELT (o TpoTeivng. Ta puBotikd ototyeia, 6mmg ot
EVIOYVTEC, LTOPOVV va. Bpickovtal o€ vTpovia. AAAEG U1 KOOIKOTOMNTIKES TEPLOYES
Bpiokovtor peta&d TV yovidiov kot eivarl yvootég wg dtoryovidtokég meptoyés.H tavtotta
TOV pLOUIGTIKOV oTOolYEI®V KOl GAADV AgtTovpyiKadV Teptoy®dv oto DNA ywpic
Kodwkomoinon dev givar TANpmg Katavonty. Ot epguvntég epydlovTat Yo vo KoTavonGouy

Béom ko 1o poAo aVT®OV TV YeveTiK®V cvototik®V (Consensus Panel,2006).
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1.5 MEBODOI KUTTAPOYEVETIKNG EPEUVAG

O1 d1aTapayéS TOV YPOUOCHUATOS EIVUL KATUCTAGELS, TOL TPOKOAOVVTOL OO GUVTOYHOTIKEG
aplOUNTIKES 1} SOUKEG AVOLOAES TOV YXpopocopdtov.Kavovikd kédbe kdtTapo tov
avOpOTIVOL cOLOTOG ExEl 46 YpopocOuTO, opyavoueva o€ 23 Levyn (22 Cevyn
OLTOCOUATOV, TAVOLOLOTVTI, GE AVOPES KO YOVOIKES) Kot Eva (eHY0C YPOUOCOUAT®Y GUAOL
- XX o¢ yvvaikec kot XY o€ dvopec. Ot pdveg eEapéoetg eivarl To KOTTapo TV oapiov Kot
T0 omeppuaTolmapia, Ta omoia £V HOVO amA0EES GUVOAD Ypopocoudtav. Ola to
QLOA0YIKE WEpLa-KVTTOPA £Y0VV KapvdTtumo 23, X; ta omeppotolmdpilo pTopet va etvat
23, X xon 23, Y. H yovyoroinon tov owapiov-kutrdpov katd 23, to X-onéppa o 0dnynoet
o€ avamntuén g yuvaikag, 1 yoviporoinon katd 23, 1o Y-onéppa 0o mopdyst apoevikd
opyaviopd 46, XY. H didyvoon ypoUocOUK®OV S10Tapoy®V omattel oviivon
Ypopocopdtomv. Ot éumelpot KAvikol yotpot (YeEVETIGTEG, SLGUOPPOADYOL) UTOPOVV VoL

S yVAOGOLV TOALEG YPOUOCOUKES SLoTaPayES e KAMVIKN e€€Taon. AAAG akOun Kot av
KAMviKY| d1dyvoon elvar mpoeavie, tpénet va emPePoarwbel pe kutrapoyevetikn eEétaon,
EMELON GYEOOV OLEC O1 YPOUOCOUKES OLATOPOYES UTOPEL VO VTTAPYOVY GE OLUPOPETIKEG
KUTTOPOYEVETIKEG TOPAAANYEG LE TOAD SLOUPOPETIKT) TPOYVOON Yo TNV OtkoyEveln. Emopuévag,
0 KLTTOPOYEVETIKOG EAeYYOG eivor amapaitntog axoun kot o€ acheveic e caen KAVIKN

dbryvmon (Discoll,2008).

H tomu xuttapoyevetikn eE€taomn amaitel avaAvon ¥pOUOCOUATOV GTO GTAJO TG
petamdong (avaivon Hetagdong). Xe avtd T0 6TA0 TNG KLTTUPIKNG dtaipeong OAa Ta
YPOLOCOUATO EYIVAV GAPDG 0paTEG dopES. OAa TaL YPOUOGHUATO LTOPOVY VO
avayvopltotovv and 1o HEYeBOS toug, tn BEom evog KEVIPOUEPOVS KOt TO YOPAKTIPLOTIKO
potifo TV GKOTEWV®V KOl OTEWVAOV {OV®V, To 0Toia @aivovTot LETE amd E01KN YPAOCT.
"Evag kuttapoyevetikodg LETpd ToV aptipd TV YpOHOcOUITOV 68 Kabe éva and Ta
peAetnpéva KOTTOpo Kot cuykpivel 1o péyebog kan to potifo Lovav pe éva tpotomo. Edv ta
pereTnuéva KOTTOP £X0VV 46 YPOUOCHUOTA LE KAPVOTUTO PLGLOAOYIKNG SOUNE TOV OTOLOL
oL Bewpeitar puoloAoyko. Eqv vdpyovv kdmoteg avopaiies, propet va ivor EvogiEn
YPOUOGOUIKNG dtatapoyns. Baoikd (oe Kavovikég cuvOnkeg) OAa To KOTTAPO TOL
opYavVIGHOV €YoV TOoV 1010 KapvdTLmo. Eropévac, Bewpntikd OAo To KOTTAPO LTOPOVV VL

YPNOLUOTONOOVV Yo KLTTAPOYEVETIKT £E€TAOT. 20TOGO, O1 TPOTIUNTEOL TUTTOL KUTTAPWV Y10,
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YPOUOCOUIKN EEETAON EIVOL KOTTOPA YOPLAKADV AXYVAOV 1) OUVIOK®OV KVTTAP®V (KOTd TNV
TPOYEVVNTIKN O1AyVmOOT KOPLOTLTOV) Kol AEUPOKLTTAP®V (Yoo peTaryevvnTiky e€€taon). H
TPOYEVVNTIKN €£ETOGN TOV KAPVOTLTTOV TPAYUATOTOLEITAL GVVHOWS Y10t TOAAEG OLLASES
EYKVOV YOVOIK®OV. AodeiyOnie TL 1 €yKupocHvVn and Eva EPPPLO PE PLEPIKA YPDUOCOKE
ocuvopopa (tprompio 21 kKo tpioopio 18) cuyvd cuvodevetorl amd avénon N Leiwon apKeETOV
BloynUK®V GVGTATIKGOV TOL 0pov. XYed0OV OAES o1 Tplomies (tprompieg 13, 18 kat 21)
enpaviovtar cuyvotepa o€ EUPpuva «UeyaALTEPNC NAKING) Yuvaikos (101KA HeETd TNV NAKia
TV 35 etdv). H nlia kot ot Broynpikéc mapapetpot (pLall) emitpémovy 1oV VTOAOYIGHO TOV
Kvdovovu Yo cuvdpopo Down. Edv avtog o kivovuvog eivor vynAdtepog, cuvioTdTon
avBaipeta emdeypévo eminedo (yio mapadetypa, peyorvtepo and 1%) mpoyevvnrikn eEétaon
ToV KapvdTumov. Mepikég avopaiieg Tov euPpvov, o1 omoieg Tapatnpodvtal Kot TV
VIEPNYOYPOPIKN e€ETaoN UTOPEL VoL etvar o GAAN EvOEEN Yo TPOYEVYNTIKN

Kuttopoyevetikn duryvoon (Discoll,2008).

Ymapyovv d1dpopot TpOTOL AmdKINONG KVTTAPMV, TAVOLOIOTVTIOV LE TO EUPPLTKE KOTTAPO.
To mo Yveotd 16T Y100 TNV ATOKTNOT KUTTAP®OV € TPMOLUO 6TAd10 (~ 10—11 gfdopddeg)
etvar n derypatoAnyia yoploK®V Aayvav. Yo tov EAYY0 VIEPY®V TO E01KO OpYaVO
g16dyeTal LEGM TOL TPAYNAOL TNG UNTPOS N o€ Bdbog Tov KotlMakoy Totydpatos. 'Eva pikpo
KOUUATL TAOKOVVTO LLE OVOTTUGGOUEVES XOPLaKEG Pideg AapfdavovTot yio avaivot). Zuvnomg
amouteiton BpayvrpdOeoun kaAddiépyeto. H apviomapakévimon eivor Evag kopiopyog tpomog
AOKTNONG KVTTAP®V Y10 TPOYEVVNTIKT O1dyveor. Mikpn tocotta (5—10 ml) apviaxon
VYPOL AapPaveTal amd TNV OUVIOK KOIAOTNTO LEGH SUOEPIIKNG OUVIOKEVTINONG. AVTN N
dwdwacio ekteleitan cuvnbwg otic 14-17 gfdopnadeg g eykvposvvne. To apviakod vypod
€xel oA apviakd KotTapa. Metd ™ eUYoKEVTPNOT GYXEOOGV O T OUVIOKA KOTTOPO
GLYKEVTIPOVOVTOL 6TOV TLOUEVA TOV GOANVa. ~ 1 ml evolmpnpaTog amd 10 KAT® HEPOS TOV
cwAva tonobeteitan oTig TAGKES KdAvyng ota pkpd TpuPAia Petri. IlpootiBetan £va £101co
HEGO Yol TN O1EVKOALVOT] TG OVATTVENS AUVIOK®V KVTTApV. Metd amd Bpayvrpdbeoun
KaAAEpyewa (cuvnBmg 6-7 nuépeg) Ta KbTTapa eivar £Toa yuo avaivon. ‘Evag
KLTTOPOYEVETIKOG LETPE ~ 20 KOTTOPO TOVALYIGTOV O 2 PLAAEG KOt KOPLOTLTOVG OLPKETEL
KOTTOPA. L€ OPIOUEVA KEVTPO O KLTTOPOYEVETIKOG £E€TALEL TOL KOTTOPO HEGH TOL
UIKPOOKOTIOV, AAAL KEVTPO TPOTILOVV TIV OVTOHATY AVAALGT], OTAV O KUTTOPOYEVETIGTNG
Kortalel otnv 006V TOL £101KOD VITOAOYIGTH) TOV £YEL CYEIOGTEL Y10 TNV EMAOYN Kol
avdAvon LETAPACEDV. Y TAPYEL POTOYPUPIKT TEKUNPimon Yo KaOe peletnuévo dtopo. Ta

OTOTEAEGLOTO TOPEXOVTOL GTOV aGBeVT| Kot (€4V Ta amoTeEAEGLATA OELYVOLV YPOUOCOLUIKN



17

dlatapoyn) N OKOYEVELN LTOPEL VOL ATTOPOGIGEL VO GUVEYICEL TV EYKVUOCVVT 1] VO TNV

teppotioet (Genetics Home Reference,2008a).

Teyvikd n apuvioTapaKEVINon UTopel va TPayaTomom0el Kol GE oL TO TPOYWPTLEVT
EYKLUOOLVT|. 26TOCO, TO. AUVIOKA KOTTOPO TOV ANEONKaY petd amd 22 fdoudoeg elyov
YEPOTEPQ avaTTLELOKE SuvapKa (amd o apviakd kottapa otig 14-17 gfdopdoeg). Edv o
KOPLOTLTTOG GTOL TEAT TNG EYKVUOGVUVNG £YIVE TPAYLATIKA OmopaitnTo detypata epuPpuikon
aipaTog propovv va AnedoHv e dtdtpnon Tov eUPpLiKov opedAtov Adpov (Vo TV

Kafodnynon vepywVv).

[MpaxtiKd, N TPOYEVVNTIKN KVTTAPOYEVETIKY SIAYVOOT eivar pia oAy koA pébodog yio
peimon Tov aplunTIK®V avopoMaVv, Kuping Tpioopidv. O poAog Tov 6TV aviyvevon
YPOUOGOUIK®V OOTAPOYDV, TOV TPOKOAOVVTOL OO OOMKES AVOUAALES, Etvot TOAD
HIKPOTEPOG, EMELDN Ol TEPLGGOTEPES YVVAIKES TTOV givar £yKveg e EUPpua Tov £0VV SOpKE
YPOUOCOUIKA EAATTOUATO €Vl VEAPES Kot deV Exovv Proymukés evosi&etg yia
apviokévinon. Ot poveg (aALd TOAD GNUAVTIKEG) EEPEGELS EIVOL OTKOYEVELES [LE OOUIKES
YPOUOCOUIKES OVOLOMES GE VOV OO TOVG YOVELS. e AVTEG TIG OIKOYEVELES 1] TPOYEVVITIKY
ddyvmon Tov KapvoTumov umopel va etvar {OTIKNAG oNUaciog Yo TV amd@ocT GYETIKA LE
™V TOYN TG EYKVUOGVUVNG. ZTNV TPOYUATIKOTNTO, 1] TEAEVTOIO OUAO0 OIKOYEVELDY UTOPEL VO
enmPeANBel amd TV TPOKATAPKTIKTY O1dyveor. Avti 1 néBodog (1] KaAdTEPQ aVTES Ot
péBodo) pumopel va EMTPEYEL TNV EMAOYT PLGLOAOYIKMOV MOPIWV Y10, TEPULTEP®
YOVILOTTOINGM 1n Vitro Kot eLeHTELGN TOV EUPPLOL e NON YvOoTd Kapvdtumo. Edv Ppedel
160pPOTNEVT avadldtaln (cuVNOmE peTaTOTIoN) G Evay TaTEPO, TO GTEPLATOLMAEPLO TOV
YPNOLOTOLOVVTOL Y10, TOVLTOYPOVN YOVILOTOINGT OPKETAV MOPI®V LUE KAPLOTLTO TOL TOAD
TPOLOV TPOEUPVTELTIKOV EUPPLOL Kol ERPVTELGN TOV EUPPVOV TOL EXEL PVGIOAOYIKO
KOPLOTLTIO. L& ATV TNV TEPITTMON 1 OKOYEVELD eV XPEBLETOL VO ATOPAGICEL T Hoipa
TOV ayévvntov guppvov. Qotd60, VITEPYOLY TOAAOL TEXVIKOL TEPLOPIGIOL GYETIKA LLE TN

xpnomn avtav tov nebodwv (Genetics Home Reference,2008b).

H petayevvntikn| kuttapoyevetikn otdyvoon Paciletor 6T GUVIPUTTIKNY TAELOVOTNTO TOV
KOTOOTACEWDV GTNV ££ETAOT TOV AEUPOKLTTAP®V TOL TEPLPEPIKOD aipotog. Ta KhTTapa Tov
TEPLPEPIKOV OHLLATOG EIVOL DPLULA KOTTOPW, OVOTTUGGOVTOL Kot Yopilovtotl 6Tov HueAd TV
06TV, GTOV GIANVA Kot 6TOVG Aeppikovs kOpPovs. H mpocsOrjkn cuykekpiuévon deyépn
eutoopocvykorntivng (PHA) eivan amapaitntn yio va emtevydel dwaipeon

AELPOKVLTTAP®V, TOV AauPdveTol amd TepLPepko aipa. Mikpr) mocoOHTTO aipatog (Atydtepo
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and 1 ml) avopeprypévn pe PHA kot €101k6 péco kaihepyeitoan o€ Beppootdtn otovg 37 © C
v 72 opeg. Metd amd avtd, 10 ANeOEV Evaidpnio TOV S0 ®OPIOTIKOV KUTTAP®V
vroBdAreton og enelepyacio pe Colchicine, n onoio epmodilel v KuTTAPIKY Sloipeon.
[Tpootifetor vrotovikd SidAvpA Yio VO TaPEXEL KAADTEPT] SUGTOPA YPOUOCOUATOV GTO.
mAokidow. H €101kn xp®don eXTPENEL TNV OMTIKOTOINGN TOV YPOUOCOUATOV OC OOUMY TOV

EYOVV £va LELOVOUEVO GYESL0 KOTOVOUNG CKOTEWVMVY KOl OTEWVAOV {OVOV.

Qo1060, 1 TVTIKN (OTTIKY]) KUTTOPOYEVETIKY] AVAAVGT| OEV EMTPENEL TV AVAYVAOPIOT] LIKPDOV
Sypap®V 1 ETavVOAYe®V. AKOUN Kot G€ 1WOUVIKES TEXVIKES GLVONKEC, TO EMinedo
avayvoplong gival mepimov 5-6 ekatoppvpia {evyn Paoewv (Mb). Ipaktikd, ®cT060,
dtypapég N emavornyelg Ayotepo amd 10 Mb dvokoia givatl avayvopicyes. O eni tomov
vPpepdg eBopiopov (FISH) sivon pia pébBodog, n onoio propet va fertidoet tnv mordtnta
NG KVTTOPOYEVETIKTG S1yVoNG 6 as0eveic, OOV EVOEXETAL VO LITAPYOLV VTTOYIES Yia
OPIOUEVES OOKEG AVOUUAIEG. YTTAPYOLV QVIYVELTEG GE OPIGUEVE GUYKEKPULEVE TUNLLOTO TOV
DNA. Avtot ot aviyvevtég emonpaivoviot pe Aek€SEG POOPIoLOD. e KAVOVIKT KATAGTOON,
10 dTopo Ba £xel dVo TEPLoYES VPPLdoToinoNg (2 onueio VPPLOOTOINoNC) GTO OPOLOYL

ypopocouata (Genetics Home Reference2008c).

Otav o0 acBevig £xel onpeio vPproomoinong povVo g Eva amd To, OLOAOYN YPOUOCDUATO,
avto onpaivet 6t ovtd To TUpo DNA 610 GALO 0pdroyo xpopodcmpo Exet yobel.
Avtiotpoga, Tpia onueio vBpLOOTOinoNS propel voL LTOIMADGVOLV EVIEIEELS EMAVAAYNG
avtov tov Tpupatog DNA. Avti n pébodog pmopel va ypnoyornomBet emiong yuo tn peAétn
Un S ®PIoUEVOV (EVOLAUEG®Y PAGE®V) KLTTAP®V, TOL AAUPAvovTal, Yo TapAdELy o, omd
otopaTikd eniypiopa (1 pun kaAlepynuévo apviokd vypd). [poktikd, To FISH pmopel va
ypnooromBei yio amokieiopd (1 emPePoimon) TPICOUOV 1} CYETIKA GLYVES OOy PAPES, Yio
napadetypa del 22q11.2, mov mpoxarei chvopopo diGeorge 1 del 7q11.23, mov npokaiet
ovvdpopo Williams. Ot mepropiopoi g e&€taong FISH elvar mpopaveic: o) edv éxet kaveig
QLGLOAOYIKE amoTeAéSaTa e aviyveuTeg "a”, "b" kat "¢" avtd onuaivel 6T Evog asBevig
OV EYEL OYPOPES 1} EMOVOANWELS Y10 OVTEG TIG TEPLOYES, AAAG OEV OMOKAEIEL AVOUOATES Yia
neproyéc "d" ko "e", ot omoieg dev €xovv dokipactel. ) To FISH dev diver axpiPeic
GUVTETAYLEVEG TOL OLOYPOUUEVOL TUNHATOS. Mepikég popés, o acBevig umopel va €xet
UOGOIKO: TNV KATAGTACT), OTAV £YEL APKETOVG KAMDVOLS KVTTAP®V LE OUPOPETIKO
YPOUOGOUIKO CUUTANPpOU. O HOCATKOS Eivat TOAD GLYVOS Yo oplOUNTIKES aVmpLOAiEg
YPOUOGOUAT®V VA0V, OAAE OYL TOGO GLYVOG Y10 CVTOCMOUIKA TPICMLOTO KO Y10, OOUKEG

YPOLOCOUIKES avopoiies. Ot péBodot KuTTapoyeveTIKNG e€ETONC Yo T O1dyVIOGT TOV
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Lo aikoD givar ot 101eg aAAG 0 ap1OUOG TOV KLTTAP®V oL peAeTONKaY TpEmel va owEnOel.
2uvN0wg 0 aplBOC TV KLTTAP®V LE SLUPOPETIKOVG KAPVOTLTOVG ELPUVILETOL GE AYKVAES
petd tov tomikd tomo. [N'a mapdderypa, o tomog 47, XX, + 21 [80] / 46, XX [20] onpaivel 6Tt
0 aoBevig £xel pooaikn tpompia 21 pe tpioopia 6to 80% tov Kuttdpwv (Grimshaw et
al.,2003).

1.6 H onuaoia Tou KapuodTUTTOU

Ymhpyovv PePIKEG OTAVIEG KATAGTAGELS, OOV £VOG OVAOUOAOS KapvdTumog pmopet va Ppebet
Kuplog (1 akdUN Kot OTOKAEIGTIKE) GTOVG VOPAAGTES, VO T AeppoKLTTOPA ELPOVIiovV
£vay Kovovikd KopvOTLTTo. AVTY| 1 KATAGTAGCT £IVOL TLTTIKT] Y10 TNV TETPATOUT] LOGOTKOV 12 p
(cOvdpopo Pallister — Killian) kot cuyvn og pepikég «omdviesy tprompiec. H Boyia tov
OEPLOTOC KOl M KAAMEPYELD VOPAAGTAOV TOL dEPUATOG Umopel va ival amapoitneg yio
KLTTOPOYEVETIKEG £EeTAOELS Yo TNV emPefaimon (1] TOV OmMOKAEIGUO) AVTAOV TOV GLVOPOUW®V.
H e&éraon FISH xvuttdpov evordpeong @aomng xpnoIomolidvtog oviyveutés yuo 12 p pmopel
Vo 01EVKOAVVEL 1) O1dyvewon tov cuvopdpov Pallister-Killian.O andtepog 610)0G OA®V QVTOV
TV peBdOmV givat 1 014yvmon GUVTOYUATIKOV (KANPOVOUIK®OV) YPOUOCOUIKOV AVOUOAIDV.
H dopn tov ypopocopdtov uropet va aAldéet o€ d1dpopovg dykovg. Ot péhodot yio v
€EETOON AVTAOV TOV OTOKTNUEVAOV YPOUOCOUK®V OVOUOMOV OEV EUTITTOVY GTO TTESTO

EPAPUOYNG HOG.

H pn enegppaticn Tpoyevvntikn didyvoon (NIPD) ypopocopikody datapoydv eivar pua véa
puéBodog mov 1o yOn Ta teEAeLTAiL XPOVIAL. ZYedOV OA0 TO avOpdmivo DNA elvar opyavopévo
o€ ypopocopota Kot Bpickeror og KOTTOpa. Q0T1060, £va pkpd péEpog Tov DNA vrdpyet £
ano to kuttapa. Eivol 1o Aeydpevo DNA ywpig kOttapa (cfDNA). Otav o yovaika givot
gykvog, éva pukpd pLépog tov epPpuikon cfDNA eloépyetal 6To unTpikd oipo LEG® TOV
mAaxkovvta. H avdAivon tov untpkod aipotog emttpénet 1) va dtakpivel To untpikd kot 1o
euPpuikd cfDNA kot 2) vo avaADoEL TNV TAPOLGI0 OPICUEVAOV EWOIKMOV GUGTATIKMOV GTO

euppoico cfDNA.
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Edv éva éuppvo €yel emmpocheta ypopocopata 13, 18, 21 1 X kabog kot povoswpio X,
aTEG o1 avopaiieg pmopet va avakaAveBovv avarvovtag to pppuikdé DNA mov Aappdvetan
amo pntpwcod aipa. Eyxet amodeyBei 6t1 1o NIPD aviyvedet oxeddv OAeg TI TEPITTMOCELS
tpoopiog 18 1 tpioopiog 21, kabdg Kot T CLVTPINTIKY TAELOVOTNTO GAADV TPICOUIOV 1|
povocouiog X. Ta kavovikd arotedécpata g dokiyung NIPD poceépovv eniong v
evkarpia va amoeevyBodv CVS 1 apviokévinon, ta oroia ivol 1o tpavpatikd Kot (o€
OTAVIEC TEPMTMOGELS) Umopel va odnynoovv og amofoArr. To NIPD pmopet va
npaypoatoromBet petd amd 10 efdopddes eykvpoosvvng. [apdio mov vdpyovv opiopéveg
AVAPOPES Y10 TNV OVOKAAVYT SOUIKAOV AVOUOALDV (SlorypagEc | LEPIKN TPICOUIN) HEGH TOV
NIPD, givan moAd vopic va modue pe Befordtnta 6Tt avt 1 néB0d0g etvar a&1OmeT Yo )
dyveoon t€tolwv Kataotdoewv.Emi Tov mapodvtog, o 1aTpikés ac@AAElEs KOADTTOVY TO
Kk6010¢ TG NIPD Yo éykveg yuvaikeg dvo Tov 35 €TOV Kot Yol TIG OIKOYEVELEG LE
YPOUOCOUIKES AVOUOAEG o€ TponyoLpevo Tandi ) EpPpvo. 'Evag kapvdtumog givor pio
TPUYUOTIKY] QOTOYPOPIN TOV YPOUOCOUATOV oo Eva KOTTapo. To KOTTapo Tov avaivovtol
etvat cuVNBOC AeVKA OLOGPAIPLOL OO TAKTIKN AN OUIOTOG 1] At TPOYEVVITIKO STy L.
Metd ) xp®on, Ta YPOUOCOIATE UTopovV vo BempnBovv wg Awpideg pe peyébuvon Katw
ard 1.000 x.Avorvovior omd €101KA EKTOOEVUEVOVS KVTTAPOYEVETIKOVS TEXVOAOYOLG, Ph.D

KUTTOPOYEVETIKOVG, N TPIKOVS YeVETIOTES. H KutTopoyevetikn etvan pa AEEN yio T peAétn
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TOV YPOUOCOUAT®V. MeTd TNV avAADOT GTO UIKPOGKOTLIO EKTLTMVETOL L0, EIKOVOL

(xapvotumog) (Genetics Home Reference,2008d).

1.6.1 Kavovikog apoeVvIKOG KapudTuTrog - Eva BnAukd Ba éxel duo X

avTi yia X kai Y.

e £vov KapuOTLTO TO YPOUOCMUATO UTOPEL v, aivovTotl AVYIGUEVA 1] GTPIUUEVO. AVTO
etvat euooroyod kot avtikatontpilel anAdg tog kdbovror ot drapdvela. Ta
YPOUOGOUATO givol E0KauTTeS Sopég Tov amoteAovvtol amd DNA. H oepd kmdikonoinong
avtov Tov DNA amotelel ta yovidwa. Ta ypopocmdpate avaidovtol KoTd T S1ipKeLD eVOG
KLTTOPKOD KOKAOL Otav givor cvpumayn]. Katd ) didpkela GAA@V ¥pOveV GTOV KOTTAPIKO
KOKAO Ta Ypopocopota EeTuAiyovtal o€ paxkpd okéAn DNA. Exeivn v emoyn dev Ba
UTTOPOVGALLE VO TO SOVUE KATM OO TO HKPOoKOTI0. AV empdkelto vo Bydielg O a Ta
ypopocouata o pokpd okéAn DNA Oa vanpye méve and 7 nédi DNA og kdbe kotTapo!
Av16 givon mepimov 80 dioexatoppvpro pidtoe DNA otov péco avlpwmo evilika. Mepikég
(QOPES OTAV AVOADOVTOL TO YPOUOCMULOTO, TPOUYUOUTOTOEITOL AVAALGT) VYNANG AVIAVOTG.
Avt6 onpaivel 6t Ta ypopocopata eetalovral 6tav eivar Alyo peyaAdtepa omd (o TUTIKN
avéivon. Aedopévov Ot elvar TAEOV TEPIGGATEPEG UTAVTES LITOPOVV VO, d0LV. AVTO YiveTan
oLVNBm¢ OTOY TGTEVETOL OTL VTLAPYEL Lol LIKPT) Sloypa@n] 1 EXavainym. Y Ttapyovv
JPOPETIKOL TOTTOL YPDGNS TOV KAVOLV TO YPOUOCMUATO VO paivovTal dtapopetikd. O Aekég
Tov ypnotponoteiton eEaptdrot omd To 100G TG AVOUAALNG TOL TGTEVOLV Ol
KutTapoyeveTikol. Avtd Bondd otnv arocapnvion tov arotehecpdtov (Genetics Home

Reference,2008e).
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1.7 Array-CGH

H «tomuc» kuttopoyevetikn HEAETT, ®0TOG0, Oev eivan TéAela. To KOplo {Rua givon 6Tt
OYETIKA LIKPEC YPOUOCMUIKES aVAIUTAEELS UTOPEL VO TAPAUEIVOLV U1 OVOLYVOPIGIEVES ATTO
L0 «TUTIKTY KUTTOPOYEVETIKN LEAETT] KOl GUVETMG OTOLTOVV TIC TTLO TPOTYLEVEG
nebodoroyieg poplaxng yevetikne. H amdotaon petald dvo onueiov evtdg evog
YPOLOCOUATOS LETpdTan o€ megabases (Mb) 1 kilobases (Kb). 'Eva MB 1codvvaypel pe éva
exatoppdplo Levyn Paocewv DNA. To cuvoAIKO UNKOG TOL YPOUOCOUATOS 16, Yo
napadetypa, elvar wepimov 89 Mb. Axkopa kot o€ Téheleg GLVONKES, WGTOGO, O O EUTELPOG
KUTTOPOYEVETIKOG OEV UTOPEL VO, AVOyVOPICEL OTTTIKA S10rypaPEG 1) ETAVOANYELS LUKPOTEPQL
amd 5 Mb. v mpaypatikoTnTa, To Op1oL TG OTTIKNG OvVOyVAPLoTG Etvat akOUn peyolvtepa
Kot €0 YpMNGILOTOovVTAL 01 LEBOSOL LOPLEKNG KVTTOPOYEVETIKNG Y10 TNV EMIALGT ALTOV TOV
wpoPAfuatog. H mo gvpémg ypnoyomolovpevn HEB0d0g LoplaKng KVTTOPOYEVETIKNG ivat
€Vag GLYKPITIKOG PACIGHEVOG G GVGTOLYIO YOVISIOUOTIKOG VEpLdouds (tivakag-CGH 1
aCGH). Ze avt ™ pébodo 1o e emonpacuévo DNA and tov acBevi| mov peretnOnke
Kot omd T0 PUGIOA0YIKO ATOopO ELEYXOV VPpPLOOTOMONKE TNV avTicToyn Teployn Tov DNA
070 TAOKIOW0 piKposvotolyldv. Ta delypata 6to TAaKIS0 Hropodv va Anehovv gite and
OALYOVOVKAEOTIONKOVG OV veLTEG €lte amd Paktnplaxd texvntd xpopocopoata (BAC). Edv o
acBevn|g 0eV £XEL YPOUOCOUIKY| ovicoppoTia, 1 VPpLdomoinon Tov DNA tov acBgvoic kot
0V paptupa Ba etvar ion. Edv dpmg o acBevig £xet omoladnmote diarypaen 1 EXavaAnyn,
avto Ba avayvoplotel 0md TOV VTOAOYIGTN, O 0TTO10C GLYKPIVEL TO £MimEdO VPPLOOTOINOTG YO
KéOe aviyvevt). Avtég ot nEBoOOL EMTPETOVY TNV AVIYVELGT| GYETIKA LUKPAOV OOy POPOV
avtypaeov (Eexvavrag and ~ 1 Mb ypnowyonowdvrag BAC 1 akéun kot 100-200 Kb
YPNOLOTOUDVTAG OALYOVOLKAEOTIOKOVG aviyveuTéc). To Array-CGH givon eni tov mapdvtog
N Kown péBodog yia Tt d1dyveon SIADY avtiypdewyv 1 dtaypaeov. H mAnpne teptypaer| tov
YPOLOCOUIKOD TUTOV TOL AdpPaveTat HeTd amd pio T€Towo LEAETN TeptAapfBavel Ty axpifn
tomofecio Kot to péyeboc Tov draypappévov (1 S1mAoD) TUUATOG [Yio ToPASELY O, ATMOAELD
5 Mb [17.000 Mb-22.000 Mb] o€ 6p22.3]. Qotdc0, T0 Array-CGH dev Oa aviyvedoet

LOCATKO YOUNAOD ETITEGOV, TPAYLATIKA 1GOPPOTNIUEVES LETATOTICELS 1] OVTIOTPOPEC.

[Tpdoateg peréteg £dei&av 611 5-10% TV 0cevav pe avantuélokn Kabvotépnon kot
YEVETIKEG AVOUOATEG TTOL BPEBNKaV Vo Elvot UGIOAOYIKOT OO TNV CTLTIKT KUTTOPOYEVETIKT

EXOVV LIKPES EMAVOANYELS 1 O10YPOPES, Ol OTTOlEG Oev pmopovcay va Bpefodv ympig



23

ovotolyio-CGH. Ot mepiocdtepec amd avtég T1g avadlataéels cvppaivovv de novo, o€ TETO1EG
TEPUTTAOGELS VILAPYOLY KOAOTL AOYOl VO, TIGTELOVHE OTL VTN 1| ETAVAANYT (1 Starypapn)) Elvat
vevBuVN Yo TIC KAVIKEG EKONAMGELS TOV AGHEVOVG. Z€ OPIGUEVEG OIKOYEVELEG, OGTOCO,
HIKPEG dlaypapéc 1 emavainyelg (cuvnbwg <1 Mb) umopet va Bpebovv emiong oe Evav amd
TOVG YOVEiC Tov dev €xovv ehattdpato. H KAvikn onpacio T€T01ov avouaMoOV 6 aVTEG TIG
owoyéveleg mapapével aféPain. Oy emProPeis avoparies, ot omoieg Exovv Ppedel
emovenupéva, ToAAEG otkoyéveleg Bempobvtar «owkoyevelakég Tapoariayécy. H poploxn
KUTTOPOYEVETIKN EMTPENEL TNV aKPIPESTEPT BE0M TV oMuei®V doakomng, 1| omoio uropel va
elval onuavtikn yio ToAAoOG acBevels e TapevheTKé dlaypapég N emovoryels. H
CTLTKTP KVTTAPOYEVETIKT POPLOLAN Y10 OV0 acBeveic pmopel va eltvar axkpBadg n idto, aAld
L0 TTPOLY LOLTIKT) TOGOTNTO TOV YOUEVOL (TPOGTIOEUEVOV) YEVETIKOD VAIKOV umopel va etvar
dwpopetiky. ['a mapaderypa, 600 acbeveic pmopodv va TEPLYpaPOVV [YPTNCLLOTOIOVTOC
TOTOVG CTLTKNG» KLTTOPOYEVETIKNG] ¢ €yovv del (16) (q21g22.1). Evag and avtovg Toug
acBeveig, oty mpaypoTkOTNTA, pPropel va £xet otaypaen 3 Mb [61.000-64.000] xot GAlog
umopet va €yet dStaypagn 11 Mb [59.000-70.000]. To puéyebog g dtarypapns 1 TG
EMOVAANYNG UTopel va eENyNoet KAmoleg S1apopEg OTIG KAMVIKEG EKONADGELS dVO ATOUWMV LIE
TOV {010 «TLTTIKO» KapvdTLTTO. Agv onuaivel, ®GTOGO, OTL 1 KAVIKY| £1KOVa o€ OO0 acBevelg
pe axkppac v ida avicoppomia Ba elvar eviehmg idwa: OAQ TOL ATOUO LE EVIEADG
(QLGLOAOYIKE YpOUOGOMOTO Efvarl dtapopeTikd. DVoIKE, 1) AvAyKN Y10l LOPLOKO-YEVETIKO
Eleyyo mpémel vo. culntn el pe tov yevetiom 1 tov yevetikd cog cOpfovio(Hunter et

al.2008).

Mepikd dropa pmopel vor £X0VV TIG POIVOUEVIKE 1G0pPOTTNUEVES avadloTdEels (LeTaTomioels,
AVTIOTPOPEG) OAAG EKONADVOLY KATTOLEG KAVIKEG avaopoAieg (avartuélakn Kabvotépnon Kot
/ M ovyyevelg dvomhacieg). [Ipocpates pelétes (YpPNOYLOTOIDOVTOG TIC LOPLOKES LEBOSOVC)
goe1&av 0t ~ 40% avtdV TV 060evOV £XoVV LKpES avadlaTdEels (Kupimg dtoypapés) mov
dev pumopovv va Bpebfovv pe Tumikd Kapvdtumo. [opaddEmg apkeTd oNUAVTIKO HEPOG AVTOV
TOV dypapaVv dev Ppébnke ota onueia dtokonng (0mov Bo pmopoHoe vo avapéveral) aALd
o€ QAAEG TTEPLOYEG TOL YoVIdLdHaTOC. ['evikd, 1 coPapdtnTa ¢ KaTdoTaons eaptdrol amd
TO UNKOG TOL yopévov (1 dumhov) Tunpatos. Opmg to péyebog dev etvar to pHévVo KpLTnplo.
[Tpéner va onueiwdel 11 n kaTavoun TV yovidiov 6to avBpdmivo yovidiopa givol
eEapetika dvion. Kabe ypopocopa £yl meployég mAoVGIES GE YOVIOIO Ko PTMYEG YOVioo.
Opiopéva ypopooopata (t.y. ypopocopa 13) mepiéyovv oyetikd Aiya yovidwa, dAra (mT.y.

ypouodsoua 19) etvar modd Thovoia og yovidla. To YEVETIKO TEPLEYOUEVO TOV SLOLYPOUUEVOV
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(M dmAo¥) T HaTog pmopel va eivart To onUavTikd amd To pEyebog e olaypoeng

(emovainyn) (Hunter et al,2008).

[Tapdio mov OAa Ta Yyovidla 6e £va PUGTIOAOYIKO GTOLO LITAPYOVV GE 2 avTiypaa (£va
KAnpovounnke and kdbe yovéa), TNV TPAYLATIKOTNTO GE TOAAEC TEPUTTOCELS 1] ATOAELN
eVOG avTLYpaeov (UNTpIKn 1 TaTpikn) oev €xel kKAvikn onuocio. H Asttovpyio Tov
evamopeivavtog yovidiov Ba eivar apketn yio va tapapeivel vymg. Avtd ta ovo yeyovota: 1)
GVIoT KOTOVOUY] T®V YOVIOI®V EVIOC TOL YOVIOUMUATOS Kol 2) TKAvOTNTO TOAADV YOVISimV va.
JTNPOVY PLGIOAOYIKN AtToVvPYia AKOUN Kot Y®Pig OpdA0YO YoVidlo (1 vo elval avemapkEc)
e€nyodv 0T oplopévol acBeveig pe oyeTikd peydeg staypaés (dumiéc) ennpedloviot

My6tepo amd dAAovg acOevelg Le oxeTIKA LUKPES avadloTdEes.

H gvpeia epappoyn tov nivoka-CGH npokdiece oprofétnon dekdowv vEwv cuvopoOU®V
AOYO PIKP®V S10ypa@V 1] SITAGV avTlypaomv. Zuovilwmg vITapyel £VOG CLYKEKPILEVOG
QovOTLTIOG TOV oyYeTileTOn pe KAOe cuykekpuévn dtaypagn 1 exavainym. Tavtdoypova
VILAPYEL LLL0L OLADOL LIKPOOIOGTOAMY TTOV OV GYETILOVTAL LLE P10 GUYKEKPILEVT] KAVIKT
ewova. Avtég ot draypapés (del 15q11.2, del 15q13.3, del 16p11.2) pmopei va Bpebovdv ce
acBeveig pe dapopeg avmparieg kabmg Kot og vy dtopo. [lapaddEme Ppiédnke 6TL OAeg
aVTEG Ol UIKPOOLaGTOAEG eppavifovtol ~ 10 popég mo cuyvég peta&d Toug. acbeveic pe
oyoppéveln, QTGO 1 EMANYia o€ oxéon He ta vy dtopa. Emopévmg, autég ot
LKPOOLOGTOAEG UTOPOLV VO, BEpN B0V G «UETARATIKES) LOPPEG LETOED PLGLOAOYIKMV
TOPOALAYDV KOL YVIGLOV «YPOUOCOUIKAOV SoTapay®dvy. Ducikd, anTég o1 1oy poapEs
TPOVTOOETOVV OVOTTTLELOKES AVOUOALES, dALE Ol TpaypaTiKol punyavicpol g 0pdong Tovg

e€axoAovBolv va gival acaeis.
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20 Ke@aAaio: XpwWHOOWMATIKEG AVWHAAIES

2.1 Opioudg

[Ma moAAG xpOVIO TIGTEVOUE OTL O1 XPOUOCOUKES dLoTAPUYES EIVOL KATAGTACELS OOV 1|
dwrypaen (N emavaAinyn) dlaeopmv yovidiov gival amapaitnrn Kol ETUPKNG Yo Vo
TPOKAAEGEL EVOL GOUTAEYLLO LOPPOAOYIKAV KOl / 1] AELTOVPYIKMV OVOUUAIDV GTOV TAGYOVTOL
acBevn. Ta mpdceata dedopéva deiyvouy Ott avtdg 0 oplopdg dev givar Tédetog. O
av&avopevog apluoc otoryeimy delyvel 0Tt EVOEXETOL VO VL OTOPOITNTOL OPIGUEVOL
EMITAEOV YEVETIKOL TOPAYOVTES Y10 TNV TOPAYWOYT EVOG GLYKEKPLUEVOL Qatvothmov. Ot
Swypaés 1g21.1 givan oyetikd cuyvég, 0AAG LOVO LKPO TOGOGTO ATOU®V LE TETOLL
dwypagn avortoosovv eavoturo TAR [amovsia Opopfoxvttaponeviag. E1dikr avaivon
£0€1Ee 0t1 6Aot o1 acBeveic pe cuvdpopo TAR €yxovv mhve amd T0 YOPAKTNPIGTIKO
noAvpopeiopd del 1g21.1 ot puBuiotikn mopariroyn tov yovidioo RBMSEA. O 15106 o
TOAVHOPPIoOG Oev elvan emPAafnc. Eropévmg, n daypaen ivor arapaitntn, aAld dev
enapkel yu v mopaywyn cvvopdpov TAR. Opoiwg, povo opiopévor acBeveig pe del 8g22.1
VOTTTOGCOLV GUVOPOLO TOTTOL packag Nablus, 6mov ot dtaypagég etva emiong omapaitnTeg

aAla Oy emapkeic (Hulten et al.,2003).
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2.2 Twg emonuaivovTal Ta XpWHOCWHATA KAl O AVWHAAIEG
XPWHOOWHATWY;

To 1960 paypatoro)OnkKe n TPAOTN GLVAVINGT TOV TPOTEWVE VA TUTTIKO GVGTI LN
OVOUOGTOG TOV YPOUOCOUAT®OV. ATO TOTE, AT 1 HEBOSOC TEPTYPOAPTG XPOUOCOUATOV KO
YPOLOCOUKOV avVOLOAOV £xel avabempnOel kot £xel mpootedel apretég popés. 'Eyet
onuovpynoet Eva Atebvég Ipotvmo Kutrapoyevetikng Ovopatoroyiag. Avto emtpénel o€
£VOL EPYOCTIPLO VO YPAWEL TO, EDPNUOTO TOL YPOUOSHOUATOS. OT01001TOTE AAAO EPYUGTIPLO

Ba EEpet L Eyouv PBpet xopig va kottdEet Tov Kapvdtumo (Zkovpag,1997).

Mepkd mapadeiypato:

e 46, XX - Kavovikog Onivkog Kapvotomog

e 46, XY - Kavovikog Apcevikdg Kapvotumog

AVTEG O TEPLYPAPES AVAPEPOLY OTL LTTAPYOVY 46 YPOLOCOUOTO KOt OTL EIVOL APCEVIKO 1)

OnAvko.

e 46, XX, del (14) (g23)

ONnAvko pe 46 YPOUOCOUOTO LLE ATOAOIPT] TOL YPOUOGHOUATOS 14 oTOV pakpy Ppayiova (q)
ot Covn 23.

e 46, XY, dup (14) (q22925)

Apoevikd pe 46 YpOUOCOUOTO LE ETAVIANYN TOV XPpOUOCOUNTOS 14 6TOV pokpy PBpoyiova

(q) mov meprrapPavel Loveg 22 £wg 25.
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o 46, XX, r (7) (c€A. 22q36)

ONAVKO e 46 YpOUOCOUOTO LE OUKTOALO 7 ¥popocopudtomv. To dkpo tov Kovtol Bpayiova
(ogh. 22) éxer cuvtn&el 610 dKpo Tov pakpob Bpayiova (q36) oynuatilovtag KOKAo 1

daKTOAMO

o 47 XY, +21

To apoevikd pe 47 avti yuo 46 YpOUOCOUOTO KOt TO EMTALOV YPpOUOSOL givar 21.

(Zvvopopo Down)

Yépyovv KuploAekTikd eKaToppdpla TOTOL aveopoAl®v. Edv to mondl cog Exel YpoUOCOLK
OVOUOATLN, 1 TOPOTAVE® OVOLOTOAOYIO TEPLYPAPEL OKPP®G TL £fvat. ZnToTe and Tov
YEVETIKO 060G cOUPOVAO, YloTPO 1| enayyelaTio vyeiog vo TEPLYPAYEL THV OVOLOALD TOV
YPOUOGOUATOG TTOL Bpébnke. AkolovBovv peptkol amd Tovg KwdKoVS TOV ¥PNGLULOTOLOVVTOL

GTNV TLTIKT] OVOLLOTOAOY1CL.

> add = IIpocHnkn vAkov dyvootng npoéievong del = Deletion de novo = Avopoaiio
YPOUOGOUATOG TTOL dev £xel KAnpovounOei der = Iapdywyo Chromosome dic =
Dententric dup = Duplication fra = Fragile Site idic = Isodicentric chromosome ins =
Insertion inv = Inversion i or iso = Isochromosome mar = Xp®o. YpOUOCMDUOTOG
papxapicpatog = Mntpun npoéievon Meiov onuadt (-) = Antdielon mos = Mwoaikod
p = Kovtdg Bpayiovag ypopocsouikng matg = [Hatpikn tpoérevon Zopuforo cvv (+) =
Képdog q = Makp? Bpayiova xpopoc®patog r = AcyTuoAidl YpoIOCOLL rep =
ApoiBaio rea = Avaoldrtaén rec = Avacuvdvacuévo ypopdsmua rob = Robertsonian
petatomion t = petatdmon tel = Telomere (Gkpo Ppayiova ypoUOCOUATOS) ter =
Teppatikd dpo ToV YPOUOCHUNTOS EVNILEPWST = MOVouETPIKT dvcTopia; =

ABéBaro
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Eivon onpoavtiko va onpeiwbet 0Tt o1 Tep1ocoTEPES AVOUOAIESG YPOUOCOUAT®OV GuuPaivovV
WG ATV 6TO AP0 1| 6T0 oméppa. Emopévmg, kabe kuTttapo oto ompa Oa Exel v
avopoiio. Mepucéc avopories propetl va copfodv petd tn GOAANYN Kot To GTOUO, LITOPOLV
Vo £X0VV LOCATKO (LEPIKA KOTTAPO LLE TNV VOO0 Kot HEPIKE Ympic). Ot avouaiieg Tov
YPOLOCOUATOS LTOPOLV VO KANpovoun 0oy amd Evav yovéa, OTmS Lo LETATOMION 1} VoL Eival
de novo (véo o€ avtd to dtopo). Edav mpaypatorombnke e&étaom ypnoYLOTOIOVTOS
teyvoloyia array-CGH, o tOmog Oa dei&et oyt povo Tig dtaypapptéves 1 SITAOTVTESG TEPLOYEC,
0AAG Kot To oNpeio S10KOTNG, VITOSEIKVDOVTOG TNV 0PYT] KOl TO TEAOG TOV SOy POUUEVOD 1|
durhdtomov tuNpatoc. o wopddetypa, dv 0 TUTIKOG KLTTOPOYEVETIKOG TUTOG potdlet pe del

(8) (913.2913.3), o tHmog TOV 1610V ATOUOL TTOV emaveEeTdleTan pe TEXVIKN Tivaka Oo potdlet

ue:

e arr [hg19] 8913.2q13.3 (69.902.365-72.554.018) X1.

AvT0 deiyvel 6t To Sraypappévo Tunpa ivat amd T 0éom 69.902.365 émg ™ Béon

72.554.018. Zvvnbog éva cvunépacpa teptlappdvet pia Aiota yovidiov mov yadnkav katd

) daypoon.

To 1010 woyvel Ko Yoo v avamopaywyn. O Tumkog tvmog pmopet var powdlet pe dup (18)

(922.1g22.3). To id10 dtopo mov eEetdleTon pe TeYVIKEG Tivaka pmopel va £xeL TOV TOTO:

e arr [ng19] 18q22.1¢22.3 (63.719.224-69.023.919) X3.

To [hg19] vrodekviet oo £K606M TOL GLGTHUATOG AVOPADTIVOL YOVISUDATOG
YPNOUOTOMONKE Yo TOV TPOSIOPIGo TG BEonc Twv onueimv dtakonng. To Hg 19 eivoun

vedtepn €kd00.
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2.3 MpooOeTOI YEVETIKOI TTOPAYOVTEG.

Yndpyovv cuykekpipéves mepoyés tov DNA mov ennpedlovv ) dpactnpidtnta vog
OLYKEKPLULEVOL YOVIOToV. YTAPYOLV TEPLOYES TOV UTOPEL VO Eivat KOVTA 0€ £Vl AEITOVPYIKO
yovido N umopet va gtvar ToAd paxpld and avtd (to DNA eivor pio omepogtdng dopn, kot
OO KoL TEPLOYEG TTOL PpickovTal Lakpld amd To Yovidlo oe oyéon He Tov apliud tov
VOUKAEOTIO WV, Uopel va lval YEOUETPIKA TOAD KOVTA GTO YOVid10). e TOALEC TEPIMTMOGELS,
1N SypOaP CLTOV TOV TEPLOYDV EAEYXOV UTOPEL VO TPOKAAEGEL TO 1010 AMOTEAEGLOL LIE TIG
SyPUPES TV {01V TOV AEITOVPYIKAOV YOVISI®V (0KOUN Kot OTAY VILAPYOVY AVTA TA
Aertovpykd yovidwa). Orot avtol o1 mapdyovteg Tpémet va ANeOovY vtdyn kaTd T cvlnTnon

™S «xpopocmukne» taboroyiog (Gouas et al.,2008).

Me v avoakdAivym 1o 1956 611 0 66Tdg aplBlog ¥POUOCOUATOV GTOVS avOpdTOLS givat
46, 1 véa emoyn TG KMVIKNG KLTTAPOYEVETIKNG Eekivnoe v tayeio avdntuén . Katd ta
enOUEVO XPOVIQ, avaQEPONKAY OPKETA LEYAAN YPOUOCOKA GUVIPOUO e LETAPAAAOUEVO
aplOpd YPOUOCOUATOV, OTwS TO cLVOpoLo Downsyn (trisomy21), To cOvdpopo turner (45,
X) ka1 to cvvopopo klinefelter (47, xxy). And 101e £xet amoderyel kald 6Tt o1 AvOPOAIES TOV
YPOUOGOUATOG CLUPAALOVY GNUAVTIKE GTT) YEVETIKT] VOGO LLE OTOTELECLLOL TV
OVOTTOPOY®YIKT OTAOAELN, TN GTEPOTNTO, TOLG TOKETOVGS, TIC GLYYEVEIG OVOUAALES, TNV
avoOpoAn oegovalikn avamntuén kabvotepnuévn avdmtoén kot v tadoyéveon kakondeog.
YUYKEKPUEVEG AVOUOAES YPOUOCOUATOV £XOVV GUOYETIOTEL e TEPLocOTEPQ amd 60
avayvopicyo cvvopopa. EpeaviCovtar tovddyiotov oto 50% tov avbopuntov apuprocemy,
010 6% TOV VeEKpOV, TEPImOL 610 5% TV {evyapldv pe 600 N TEPLocOTEPEG AMOPOAES Kot
nepimov 0. 5% tov veoyévvntov. Ze yovaikeg nAkiog 35 etov kot dve, ovoRaAieg

YPOLOCOUATOV aviyvevovtal o€ Tepimov 2% OA®V TV KLUNGE®V.
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2.4 XpWHOOWUIKES DIATAPAXEG

H xdpra katnyopia avBponivev acbeveldv, avtitpoconevetl 1o 1% tov {oviavov
YEVVIIGEMV, TO 2% T®V KUNGEWV G€ yuvaikes v Tov 35 etav, to 50% AoV tov
av0opuNTOV AUPADCEDY TOL TPAOTOL TPUNVOV, VTEVBLVES Yo TEPIGGOTEPQ 0md 100
avOpOTIVO GUVOPOLE KoL VO TTO GLYVES amd OAeG. Mepikéc popég ovopdlovtal emiong
KUTTOPOYEVETIKEG OLOTaPOYEG - tvan TOAD cvyvés. Ta meprocdtepa EuPpua pe Kdmoo
YPOUOCOUIKTY avopaiio cuviBng dev emiPBudvouy. Iepimov 10 50% TV auprocemv TpdTOL
TPVOL GLVOEOVTOL ILE KATOL0 KLTTOPOYEVETIKO AdBog. H cuyvdtta Tev ¥poHocok®y
avopoiov etvon tepimov 1 ota 200 veoyévvnta. Eipacte og 6éon va evionicovpe Tig
droTapayEs mov ogeidovtal o€ dOKIUES KapLdTLTTov. Ot KVTTOPOYEVETIKOL Aapavouy Ta
detypata (aipa, oapviako vypd), HeTd xpoUATICOVY TO XPOUOCHUOT KOl TOKTOTOOUV LE TN
oWOoTH GEPA amd To UNKog Tove. Tote pmopolpe va dode Kamoleg aAlayég 6To potifo
(banding). H mo tumikn pébodog ivar n ypcdomn giemsa, emopévog cuvibmg ovoudletor "'g
banding". Avto gival onuavtiko yio dopikeS avopaiies. ApOunTikég avopaiieg propovue
aVayVOPLoT 0KOUT o VKOA0. AAAN KOTNYOPio XPOUOCOUK®OV OVOLOAMY TNV KaTnyopio
eEaptdror amd 1o yeYovog OTL emnpedleTon 0 TOTOG TOL YPDOUOGMOUATOS - CVTOCOUATOV
(ovvopopo down, chvopopo digeorge) 1 ypopocsoudtov evAov (cOvopouo klinefelter,

ouvopopo turner) (Kotzot,2008).

2.5 AimioAoyia XpWHOOWHIKWY AVWHOAIWYV

H ottiodoyio Tov (pOUOCOUIKOV avOUOAIGV givol apkeTd petafAnt. O mo cuyvd Adyog
etvat 1o AaBog mov eppavifetor Katd tn daipeon TV KLTTAp®V. Zuvdéetal pe AavOacuévn
avATTLEN TOL CTEPUATOG 1] TOV MAPIoL (YuValKeio KOTTOPO avaTapay®YNS). YTdpyovv dVo
TOTO1 KLTTOPIKNG dlaipeong - pitwon kot powon. AAAeg aitieg stvar 1) unTpikn nAkio ko m

enidopaon tov mepPdArovtog. Ot avopareg TOL YPOUOGOUOTOS eivarl cuvBmG
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Bavatneopeg. Kdabe devtepn auprmon tov Tpdtov Tpiunvov tpokaieiton amd avtovg. Ta
O TOV EMPUDVOVY KO YEVVIOUVTOL VITOPEPOLV OO TOAD GOPBapd YuyIKd Kot COUATIKE
npoPAnuata. O ELeyyog Yo aVOUAAEG YPOUOCOUATOV Eivar TOAD onpavtikdc. Ot
KUTTOPOYEVETIKOT YPNGIUOTOLOVV T1) d0KIUN kKapvoTumov. [IpofAnpata oty KuTTopikn
dwipeon Yrapyovv 600 kOp1lot THmot TG KuTTapikng olaipeonc. To mpwto sivou np pdowon.
Eivor n dredikosio dtaipeong Tov Kuttdpmv avamopaywyne. To amotélespa ivor Eva
KOTTOpO pE 23 ypopocopata (eival anroedésg). To EuPpvo maipvel 23 ypopocsopota omxd
untépa ko 23 ypopooopota omd Tov motépa. Ta kvttapa tov guppvov eivor 1ON dimAoedn
(2n). To AdBog kotd ™ drdpkeln TG pLeiwong odnyel oe AavOBacuévo aplBuod
YPOUOGOUATOV 5 6T0 ®Aplo 1 oto onéppa. To madi propel va mdpet kémoo emmAéov

Ypopocoua (tpioopio) 1 va 1o yaocet (povoocmpia) (Kotzot,2008).

O debtEpPOG TUTOG KLTTAPIKNG dtaipeong elvan 1 pitwon. Epgoaviletor og 0ha to un
avamopaymywd kottapa. Etvotl o popen eravaAnyng tov YEVETIK®V TANPOPOPLADV,
axolovBovpevn amd ™ Syotdunom Tov VAIKOL. To unTpiKd KOTTapo £xel 92 YPOUOCHOUATO
(4n), 600 devtepevovta KOTTOPA EYOVV 46 Ypoudcwpa to kabéva (2n). H pioon Eexva
APECHOS PETE TN Yoviomoinom kot cvveyiletatl oe OAn T Lon. Otav cvpPaiver Aabog, ta
xpopocouata evogyetol va punv etvar idwa. Ta tpofAnpata otn pioon odnyodv cuyvotepa

0TO LOGOIKO.

2.5.1 HAKKia Twv yovéwv

Ynrdpyetl woyvpn enidpaocm g untpkng nikiog (ewdwd oto cvvopopo Down). H motpikn
nAkia gtvon Mydtepo onuavtik, oArd eEokoAovBel va €xetl T onuacia e H dtapopd elvar
TNV KLTTAPIKN dwaipeom ¢ avomapaymyng Kottapa. O apBudg tov wopiwv (OnAvkd
KOTTOpa) yivetar amd ) yévvnon pag. 'Etotl to odpla vrofdiiovtal 6e phmor ToAAEG
eopéc. H petayevéotepn niia mopddoong onpaivel Tov vymAdtepo Kivouvo opiopévev
avopoAov. Xpetdlovtot LOALS 72 dpeg yio TV avantuén tov orneppoatolmapiov.

2VVIOTATOL OTIC NATKIOUEVEG YUVOATKES VAL ETICKEPOOVV KATO10 YEVETIKO KEVTPO TOPOYNG

ovpPovrov. "Ot peyorlvtepeg yovaikes" onuaivel mtepiocotepa amod 35 ypovia. H
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TPOYEVVNTIKN O1dyvmon elval 0 KaADTePOg TPOTOGC Yo vo. Bpeite HepIKA TadLd TOov £XOVV

npooPinbei (Shen J,WuW, Gao C, et al.2016).

2.5.2 Emippon Tou TePIBAAAOVTOG

Eivar moAd 60okolo va modpe OG0 onuavtikd eivat 1o mepifaiiov. Agv umopode va
Bpovpe onUovTIKES SLOPOPES LETOED YOVEMV LE TOOL LLE YPOUOCOKY] ovOUoAio Kot
YOVE®V U VYLEC Tadi. ZuvnBmg £xovv moAL mapdpoto Tpoémo {ong 1 cvvndeieg. AAAG
e€aKkoAoVO0VV VO VITAPYOVY OPICUEVES EMIKIVOVVEG EMOPAGELS - OKTIVOYPAPIES, PAPLLOKA 1
tpogua. Ta tepiocdtepa £xovv abpoloTikd yopakmpa. Emeidn dev ipaote oiyovpot yia
TNV TPOEAELGT TOV OVOUOAM®DV, ival OOGKOAO VO TPOTEIVOVLLE OTOIAONTOTE TPOAN Y.
Mepkég popéc Aéyetar 0Tt To POMKO 0EL £xel BeTKO POAO GTNV TPOANYN CLYYEVAOV
avopolov. Eykvog yovaika Ba mpénet emiong va tapet Prrapiveg yio tn peioon tov

kvovvov (Shen J,WuW, Gao C, et al.2016).

2.6 TUTTOl SOUIKWYV AVWHAAIWY

2.6.1 Metartotmion

Koatd ™ petatdmion, 6mov £va pEPOC VO YPOUOCMUATOS UETAPEPETOL GE VA, GALO
ypopocopa. Etvar moAd onpovtikd av 1 petotdmion eival 1coppomnuévn 1 un
wopponnpévn. Ieoppomnpévo onpaivel 6Tt VO YPOUOCHOUATO OVTOAAACCOVY TA PLEPT) TOVG

0ALG TO 0 aplOUOG TV YPOUOSOUATOV (46 XPOUOCHULOTA) KOODG KoL 1) OTOAELN YEVETIKOD
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VAMKOL opapével o 2,3 1o 1d10. Evtuydg - 1o Tumikd onpeio dlakonng eival Kovid 6to
KEVTpo, cLVNO®G LOVO LKPOL Bpayloves TV OKPOKEVIPIKOV YPOUOCOUAT®V YAvVovTol. Agv
VILAPYOVV KPIGLUA CNUOVTIKG YOVIOLO TOV KOOIKOTOLOVVTOL OO OVTH TO XPMUOCMUKL
Tuqpoto. ‘Etot, évag eopéag TETolog  PETOTOMIONG UTOPEL KAVOVIKA VoL ETPLOGEL 0T QLT
TNV KLTTOPOYEVETIKT dALAYT. AVGTUY®G epeavifovTatl TpoPAHaTe KOTA TN YOVILOTToinon
HE YOUETN EVOG GOPEN 1IGOPPOTTNUEVIS HeTaTOMTIoNG. O POpENG TNG LETATOTIONG UTOPEL VO
Tapdyel un 1soppomnuévoug Luymteg, eneldn dokdmteTon 1) dtadikacio. oVlevéng opdoLoywv
YPOUOCOUATOV KoT TN dldpKeln TG pHeiwonc. Avto givatl oA oNUOVTIKO ETELON O Un
1GOPPOTNUEVOL YOUETES 0ONYOVV GE OVOUAAIEC 6TOVG amoyOdvous. O Adyog elval 6Tl 0
AmOYOVOG OEXETAL OALOIOUEVO YPOUOGOUN OO TOV POPEATOV UTOPEL VO GTEPOVVTAL TTOAAG
onuavtiKad yovidla. Emopévac, 1o pévo khvikd cOUTTOHO TV BPIGKETOL GTOVS POPELG
GOPPOTNUEVAOV LETATOTIGEMV UITOPEL va v 1) amotuyio avarapoywyns. Ot petatonicelg
umopet va gtvon Ayo dvokorec. [Tave elvan £va mapdodstypo icoppormnuévng petotomons. Ta
pokpld yépto Tov Ypopocopatog 7 kot 21 £xovv ondcet kot aArla&ovv Béoets. 'Etot, prmopeite
va 0gite éva puoloAoywko 7 kot 21, ko éva petotomopévo 7 kot 21. Avtd to dropo €xet 6Ao
TO VAIKO oL ypetaletal, LOAG petakivnOel (petatomiotnke), ondte dev Oa Empeme va Exel
npofAnpata vyeiag, enedn elvar wwoppomnpévo. Qotdc0, PTopet va vdpyel TpOPANUe OTav

avtd 10 dropo £xet moudrd (Dhillon et al.,2014).

2.6.2 Alaypaon

H dwypagpn| yopakmmpiletor omd v andAela HEPOVS TOL Ypwpocmdpatos. [pémel va
ovpPovv dvo droAeippata Yoo T drypaen Tov TapevOETIKOV TUnpatos. o dtoypagn
TUNUaTOG TEpUOTIKOL (telomere) apkel Eva dtahetppa. Tunuota mov daypdenkoy and o

Ypouodcoua oev eivar oe Béom va «{ovvy HOVO TOVG Kot TO YOVIOLH TOV VIAPYOLV GE VTA TO.
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TunpaTo xdvovrol Ymdpyet Eva 01K mapaderypo otoypoens. Ovopdleton «xpopocmpLo
daktuAiovy. Eivatl pio KatdotaoT mov 0 YpOUOcmU £X00E Kot To 000 GKPo TOV. TN
OGULVEYELD, TO LAKPD KOl TO UIKPO ¥EPL GUVOEOVTOL HETAED TOVS KoLl TO YPOUOCMUO £YIVE
doyTuAidLH draypagr| ypopocopudtomv givatl dtav £va LEPOS YPOUOCHUATOS EXEL SOy PUPEL.
M dtaypagpn pmopet va copPet 6€ 0mol100MTOTE YPOUICOUM, GE OTOLONTOTE LMV Kot
umopel va £yel omotoonmote peEyedoc (Leydro N wikpod). To Tt TpoKaAel pia dStaypoaen
e€aptator amd 10 TOCO PEYAAO Agimel £vo KOUUATL Kot Toto Yovidia A&imovy Gty evotnTa
(OnAadn mob PBpioketar n dwypaen). Kdtom and v avérlvon ypopocoudtov propel va
TPocdloptotel suvnbme N evotnTa oL Agimel. Qo1dG0, eivar OHGKOAO va. GuyKpivovEe Eva
ool Le 10 GLYKEKPLUEVT) OloypaPn Le Eva GAAO pe TNV d1o dtarypopn. TO TAPOTAVE®
TOPASELY LA, 1) TEPLOYN TOV UTAE AYKLADV deV LILAPYEL (dtaypapetTar) 6To (VYOS TOL
opiletar amd 10 KOKKIVO BéL0G. Ta dAAa 22 (edyn YpOUOCOUATOV NTAV PLGLOAOYIKA (OeV

eatvovtot). H ovopoatoroyia yio avtiv t dwaypaen Ba ivor:

o 46, XX, del (1) (q24931)

OnAvko pe amorolpn tov ypopocopatog 1 otov pakpy Bpayiova (q) petad tov Lovov q24

¢wc q31.

Opiopéveg draypagéc cuppaivouv cuyvotepa kot oyeTilovion te £vo GLYKEKPIUEVO GUVOPOLLO

onwg 46, XX, 5p-, mov ovopdletar eniong cvuvopopo cri-du-chat.

2.6.3 looxpwuoowuara

Ta 1ooypopocduaTa Snpovpyovvion omd T AovOacHEVT O10IPEST TV KEVTIPOUEPDV.
Kavovikd to xevtpopepég dwapeitar kabeta. e avtnv v nepintwon yopiletol
oplovtia.To anotérespa eivar suvnBwg n amdAea vog Ppayiova. Avtd onpaivel 6Tt 10

veooLOTABEY YPOUOCOLA £xEL LOVO 000 pakpols PBpayioveg 1) 600 kovtovg Bpayioveg mov
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ovvnBmg cuvdéovton pe kevipopepéc. EppaviCetan oyetikd cuyva oto X ypopdcsoua. Eivor
éva TEpAOTIO TPOPANUO Kotd T Yoviponoinon. Emedn 1o éuPpvo yivetar tpiompuko yio to

éva x€pt Kot Lovoompko yio 1o 0evtepo ¥épt (Gurovich, et al.,2019).

2.6.4 Avatrapaywyrn XpwWHOOWUATWY

Mo emavdAnyn givatl akpifmg avTtd, pio ETOVAANYN LLOG TOUNG EVOS YPOUOCOUATOS. Mia
EMOVAAN YT OVOPEPETAL LEPIKEG POPEG WG PePIKT Tplowpio. H tpiompio avagpépetal oe tpia.
Enopévac, edv vtdpyet eravainymn, avtd To ATopo £yl Tpia avTiypapo auTrg TG TEPLOYXNG
avti v 000. Avto onpaivel 6Tt vdpyovy emmALOV 00MYies (Yovidia) Tov umwopovv vo
TPOKAAEGOLV OLENUEVO KIVOLVO YEVETIKMOV OVOUOMOV 1 ovartTuélokdv TpofAnudatov.To

ypoudcsoua ota 6e&ld eivon peyarvtepo. H ovopatoroyia yio avtiv v avopoiio 0o etvat:

e 46, XY, dup (7) (q11.2922)

Apoevikd e EMAVAANYT] TOV YPOUOCHUOTOS 7 6ToV HoKpL Bpayiova (q) HETOED TV Lovav

11.2 éwg 22.

2.6.5 AvtioTpo®n

IMa avtiotpoen| givarl TumiKéG dVO BPAVCELS GTO SUPOPETIKO UEPOS TOV XPWOUOSHOHOTOS. Ta
TPOGEATO ONUOVPYNUEVO TULOTO GTN] CLVEXELN OVTIKOO1GTOVY TO éva To GAL0. H
avaotpoen avakoAiveonke to 1921. ITapdro mov dev yvaopilovpe akoOpa yloti vIapyet
avTIGTPOPT), Yvopilovpe OTL €lval 0 IO CNUAVTIKOS UNYXOVIGHOG OVAd10pYAVOCTG TOV

YOVIOLOHOTOG. YTapyovv 2 ool aviiotpoeng: Pericentric - mpokaiel dwaypagés,
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wopeUPoréc 1 U euotoroyikég kevipouepéc. Ilapakevipikdg - mo kovog THmog, elval
Myotepo emPBrafng yio tov gopéa Tov. H avtiotpon| katactéAAer T dtodikacio
avacLVOLAGHOV. Mo avTioTpo®n amoteleitol amd 6Vo daAeippata og Eva ypoudcsoua. H
neEPLOYN HETOED TOV SIOAEIUUATOV OVAGTPEPETAL (TEPICTPEPETOL), KOLL GTY] GUVEXELNL
enavatomofeteitol Kot To SIAEIHOTO VOO0V 0TI GUVEYELD LLE TO VTTOAOUTO YPOUOCO L.
Edv n aveotpappévn meployn mepthapavetl 1o kevipOUETPO OVOUALETOL TEPIKEVTPIKN
avtiotpor. Eqv oy1, ovopaletor mapakevipikr] avtiotpoer]. Otav évag yovéag Exet
AVTIGTPOPT LILAPYEL AVENUEVOS KIVOLVOG Y10, ATOoYOVOLS [LE AOVOUGUEVT) TOGOTNTA YEVETIKOV
VAMKOV. AvTtd umopel vaL 00N YNGEL € WP LE YEVETIKES OVOUOAES 1 / KO AVAOLLOAT
avantuén 1 ovénuévo kivouvo amofoing. Ta mbavd amroTeEAEGHATO EYKVUOGUVG Y1 EVaL
dtopo pe avtioTpoen eivor udAdov mepimAoko Kot EapTATOL 0O TO TOCO HEYAAN ivon N
AVTIGTPOPT), TOV lval, Kot Tt 60V AVTIGTPOPT] VITAPYEL, TOAPAKEVIPIKT| 1] TEPIKEVIPIKN.
Yndpyovv ToAAEG avTIGTPOPEG TOL GVUPaivovy GTOV Yevikd TANBLoUO Tov ovoudlovtol
KOVOVIKEG TOpaAlayES. Zoumepthapfovopévov tov Inv (9) kot Inv (2). Avtéc ot avtioTpoPég
dev oyetifovtotl pe avENUEVO KIVOUVO YEVETIKMV OVOUOAIDV 1) / Kol avVOTTUELOKMV
SVOKOAIDOV.AVTI NTAV L0 ATAOTOTNUEVT] TTEPLYPUPT| TOV YPOUOCOUATOV KO TOV OVOUIALDY
to0u6. H avdivon ypopocopdtov sivor yepdt eEoapéoelg Kot amoTeAEGUATO TOL UToPEl va

etvar dvokoro va epunvevBovv (Gurovich et al,2019).

2.6.6 MetaAAayn yovidiwv EvavTi diaypa®ng XPWHOCWHATWY

Ot 60Yypoveg HEBOOOL LOPLOKTC YEVETIKNG LITOPOVV VO ATTOKOADYOVV TOAAEG aAAOYEG PLETOL
o€ éva yovidro. Opiopéveg amd avtég Tig oAAayEG TEXVIKA Umopel va etvon dtaypapés, dtav
VILAPYEL OTADOAELD TOAADY VOUKAEOTIOIOV 1] AKOUN Kot apKET®V £EO0VIMV HEGH GE £val YOVIOL0.
2xedov Kabe yovidlo amotedeiton omd TOAAG e£OVia (LEPT TTOL GUUUETEXOLY GTNV
K®OKOTOINGN TOV TPOTEIVAOV) Kot vTpovia (Pacikd TeployEg Tov deV KOOKOTOOVY
amopoitTnTeG Yo TN OOKN aKepaldTNTA EVOG YoVIdiov). Ta e£dvia pmopovv va cuykptdovv
pe ta TovPAa og Evav Toiyo, EVO TOL VTPOVIO Elval oav TIC TEPLOYES TOUEVTOV. O1 aAlayEg

nov mepropilovran og Eva yovidro mpémetl va Bewpovvror peTaAlAEeLS. Ot xpOUOCOUKEG
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Satapoyéc €€ OPIGLOYD EVOL KATAGTACELS OTAV VILAPYEL ATOAELN 1] TEPICTELD OTULAVTIKOD
TUNUOTOG TOV YPOUOCHUATOS TOV TEPILAUPAVEL TOLANYIGTOV TTOAAE S1000Y KA YOVidLa

(Gurovich et al.,2019).

2.6.7 AGKTUAIOC XPWHOOWHATWY

"Eva ypopocopo daxtoAiov propei va cvpfet pe 60o tpémovg. To éva paivetar oty KOV
T0 AKPO TOL Pparyiova p Kot q oTheL Kot LETA KOAAAEL TO £va 610 dAAO. Ta umie pépn Tov
KOOEVOS YOVOVTOL LUE ATOTEAEGLOL TNV ATTMOAELL TANPOPOPLOV. AEVTEPOV, TO, AKPA TOV
Bpayiova p kot q koAAGve peta&d toug (cOvinén), cvvnbwg ympic andieio VAKOY. Qo1d60,
0 SaKTOAOG pmopet vo Tpokarécetl TpoPAnpato dtav to Kel dStoupeitot Kot pumopet vo
npokaiécel TpoPfAnpota yo o dtopo.Eivarl eniong duvato va €xete daytuAidt kot va giote
TPOPAVAS VYELS ympis kKabvotepnoelc oty avantuén. Onwc cupPaivel pe OAec T1g
avoparies Tov ypopocopatog eEaptdtot omd 1o TL BpicKeTon GTNV TPOYUOTIKOTNTA, TO
néyebog Tov dakTvAiov, TOG0 VAIKO £xel YabEl, TOL0 YPOUOCOUATO EUTAEKOVTOL K.AT.
(Gurovich et al.,2019).

2.7 Mépn evoG XPWHOOWHATOC

Orav 0éhovpe va meptypayovpie T BE01 KATOIWV SOUIKMOY OVOUOAM®Y YPTCLLOTOMCOLE

€101k onjpato. [pémel va petplue Tig TePoyEg TAVTa amd TO KEVTPO - Kot Yo Tol 000 OKEAN.

Mopaderypa: 1q13 O mpdtog apBpog etvar Evag aptBpos ¥poUOGOUATOS - Ypoudcoua 1;
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(p) xou (q) ¥PNOYWOTOLOVVTAL Y10 TN CHHevVeT Tov PBpoayiova - (p) Yo to pkpd x€pt ko (q) ywo
10 pokpO Bpayiova - To poakpd Bpayiova. O tpitog apBudS apopd TV TEPLOY TOV

YPOLOCOUATOG - TTEpoyN 1.

XpOUOCOUIKY] GUAVOT):0 TEAEVTO{0G apOpOg elvat Yo TO

Covn - {ovn 3. Etol, 1 adhayn Bpioketal otov pakpv Bpoyiova tov
YPOUOCOUATOC 1

Avopoiieg 6TOV YPOUOCOUIKO apOuo:

Nondisjunction - AdBo¢ 6TV KLTTAPIKT SLAIPEST OOV TAL XPOUOCHOUATA deV dlaywpilovTon

OWGTA GTNV ovVAEAGCT. ZVVNO®MG 6TN LOMOT), OV KOl 6 TOGCT TEPIGTACIAKA. TN

péwon, propel va gppaviotet oty avaedon I 1 1L

Polyploidy - minpeg emmiéov covora (3n, k.AT.) - Bavotnedpa yio Tov dvOpwno, ta
neplocotepa Lma. Anuploidy - Aeinet éva avtiypago 1 £xel €va emmAéov avtiypapo evog
puovo ypopocopatos. Tpia aviiypapa £vOg YpOUOGOUATOS GTO COUUTIKA KOTTOPOL:
Tpooa. 'Eva avtiypogo evog xp®UOGHOUOTOS 6TO COUATIKAE cog kKuTTopa: Movocopia Ta
TEPICCOTEPO TPIOCADUATO KOL TO LOVOSOUOTO Elvatl Bavatn@dpa modd mptv amd T yEvvnon
oTOV AVOP®TO. EENPEGELS TTOV AVOPEPOVTOL TAPOUKAT®. [EVIKA, TOL AVTOCOUATIKA
avevmhogdn Tetvouy va pataidvovtatl avfdpunta. [ave arnd to 1/5 tov avBpomivev
KUNGEMV YAVOVTOL ALTOUATO LETA TNV ERPVTELST. O YPOUOCOKES avouaAies stvor 1
KOpla yvootn attio andAelog eykvpoovvng. Ta dedopéva delyvouv 61t tovddyiotov 10-15%
TOV OVTIAYE®DV £X0VV ¥popocouikn avouaiio. TovAdyiotov to 95% avtdv Tov

AVTIANYEDV LOTOLDOVOVTOL QVTOMOTO (GUY VA Ywpic va yivovion avtiinmtég) (Gurovich et
al.,2019).

Apoevikd XYY (cvvopopo XYY)

ZuvOmg ynAo, pe Poptd aKpn. KAmTolo cuGYETION HE N dtovon Tk KabvuaTépnon Kot pe

emBeTikoOTNTO. cLVNOWG axoun Yovipo. Iepinov 1 otovg 1000 yevvioelg avopmv
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XXX yovaika (cOvopopo tpmAol X)

YuvnBwg 6mwg Ta XX OnAvkd, ektog amd to 0Tt £yovv 2 Barr chpata o
ocopoTKd kuTTapa. Q6td6c0, gival To moavd va eivol amocTteEpmUéVo
Kot ov etvat yovipo, mo mlavo va £yt modrd XXY kot XXX. Iepimov 1

ot1g 1000 yevvnoelg avOpdmivev yovorkdv. AvemmAogdia o avOp®OTIVE aVTOcmUATIO

2.8 AuTOoOWIKN JOvoowUia

eatveton va givon Tavtote Bavoatnedpo, cuvnbmg oA vopis oty eykvpocvvn. To
HEYOADTEPO PEPOG TNG VTOCOKNG TPIoOUING Eivan Bavatnedpo, ahld LePIKEG POPEG TOL
dropo TPICO®UIKA Yo Ta avtocopdtio 13, 15, 18, 21 1 22 emPBudvouvv péypt t yévvnon kot
axoun kot tépa. O apdpog ¥pOUOcOUATOS avTIKOTONTPilel To péyedog. neyaldTepog
apOpdc = pkpotepo péyebog kar cuviBmg Aydtepa yoviola. Ta emmAéov 13, 151 18
00MNYyoVV 6€ TOAOTAQ gAoTTOWATO Kot GuVINOmG Bdvato Todd Tpy amd v nAkia tov 1
étovg. To Extra 22 powalet pe 1o emmAéov 21 aAdd cvuvifwg mo coPapo, pe pkpoTepo

npocdokipo Cong (Kotzat,2008).

2.9 Tpiowyia 21 (ocuvdpouo Down)

H povn xatdotaon autocmpiknig tpiompiog otov dvBpmmo mov enttpénel o peydlo apfuod
aToOP®V va eTPLdcovy mg v evnlkinon. Bpénke og mepinov 1 otig 750 {wvtavég
vevvnoets. Eppavileton pio mavopoldtunn KoTaoToen @ovVOTUTKOD GUUUAYOL TOV dgV
opeiAeTal GE TPAYLATIKT TPIOOUIN (TEPIAAUPAVEL YPOUOCOMKY UETOTOMTION, KOADTTETOL
apyotepa) Ta yopakTnploTiKd TEPIAAUPAVOVY U1 PLGIOAOYIKT ELPAVIGT] TOV TPOGMITOL,

vynA mlavotTa drovontikng kabvatépnong (o Padudg motkiAlel onpovTikd) Kot
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avénuévn mbovotnta eLEAvVIons Aevyopiog Kot vooov tov Altoydep H mbavotra evog
oS0V OV YEVVIETOL e cLVOPOO Down avédvetor pe v nlkio g UNTéPOg T0 TOGOGTO
va glvar 1660 VYNAS 660 1 o115 16 {wvtavég yevvnoelg yio untépeg niikiog 45 €TV Kol Gvm
Katé T SOAANYN. Agv givorl amolvTmg cagég yiati ot mbavotnteg avefaivovv t6G0
dpapaTikd, mbavag Evag cuvovacuog tapayovimv. Eivar capés 6t 1o Nondisjunction givon
7o cvvnoiouévo ota wapila amd to onépua. Daivetal 6t 1 awBOPUNTN ATdOPPIYN TV

AVELTAOEWOMV KLNGE®V Elval o vV o€ veodtepes yuvaikeg (Kotzat,2008).

30 KepaAaio: 'evetnola 2uvdpoua

3.1 20vdpopo Klinefelter

To suvopopo Klinefelter ivar pia ypoUOGOUKY KOTAGTACN GE 0yOPLOL KOl AVOPES TTOL
pmopet v enNPeCGEL T COUOTIKY KO TVELUOTIKN avamTuEn. Zuvn0wg, Ta TpocPePfAnuéva
dropo elvar ynAoTEPA 0o T0 HEGO OPO TTOV dEV UTOPOVV VAL YEVVIICOLV BloAoyikd mondid
(oteipa). QotO00, Ta oMpEin Kol TO CLUTTOWATO TOL cLVOPOUoL Klinefelter mowkiAdovv
HeTall ayopldv Le oVTHV TV TAONGCT. £ OPIGUEVES TEPIMTMOGELS, TO YOUPOUKTNPLOTIKA TNG
ndOnong eival 1060 N0 TOV 1) KATAGTUGT OEV OlOyLYVMOGKETOL LEYXPL TNV €pNPeia 1 TV
evnAkioon Ko o1 EpEVVNTEG TIGTELOVY OTL £C KoL TO 75% TtV TposBePANUEVOV avOpaOY Kot
ayopumv 0gv dayryvookovtal mote. Ayopa Kot avopeg pe ovvopopo KlinefeltercuvinBmg
EYOLV LKPOVG OPYELS TTOVL TTOPAYOVV LEWMUEVT] TOCOTNTO TEGTOCTEPOVIG (TpwTOmTadn
avemdpkelo Opyewv). H tectootepovn givarl n oppovn mov Katevhovel v avopikn
oeEovoMKN avamTuEN TPV amd T YEvvnon Kot Kotd T dtapkela g epnPeiag. Xwpic
Oepamncia, n EAAeYN TE6TOGTEPOVNG UTOPEL VO 0N YN OEL € KaBuoTtepnuévn 1 atedn epnPeia,
J1elpPLVGN TOL HOGTOV (YUVOKOHOOTIO), LEWOUEVN LUTKT LAla, LELWUEVT] OCTIKT TUKVOTNTO

KoL LEWUEVT TOGHTNTA TPLYDOV TPOCMTOL Kol GOUATOS. 26 AMOTELECLO TV UIKPDOV OPYEDV
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KOl TNG LEWWUEVNG TAPAYMYNG OPLOVDV, T TPOSPEPANUEVA OPCEVIKA ElvVOl OTEIPO AALG
umopovv va enmeeinfodv amd Tig TeXVoAloyieg vrofondovuevng avarapaywyns. Opiouéva
dropa wov Exovv TpooPAnbel £yovv emiong SoPOPES GTA YEVVITIKG TOVS OpYOvVaL,
oLUTEPIAOUPAVOUEVODV TOV VTORABGUEVOV OpYE®V (KPVTTTOPYIOIGHOG), TOV AVOTIYHOTOS TNG
ovpNOpag TNV KATO TAELPA TOV TEOLS (VITOGTAdIN) 1 EVOC AGLVNOIOTA HIKPOV TEOLG

(micropenis).

AAreg puotkég aAlayéc mov oyetiCovtan pe To ouvdpopo Klinefelter etval cuviBwg
averaicOntec. Ta peyoAlvtepa moudld Ko o1 EVAMKES LE TV Tabnon teivouv va eival KAmmg
YNAOTEPQ OO TOLG GLVOUNATKOVG TOVC. AAAESG dlaPOPEC Pmopel va TeptAapfavouy pun
(PVOIOAOYIKT GUYXDVELGT OPICUEVAOV 0GTAOV 6TO avTIpdylo (axTivosivieon), KapmbAia pol

ddyTVla (TEUTTO dAYTLAO KAVIKOOVGTOKTIKA), Kot enineda oo ( pes planus) (Yusuf &

Naeem,2004).

Ta wondid pe ovvopouo Klinefelter pmopet va éxovv younio poikd téovo (votovia) Kot
TPOPANUATO GLVTOVIGHLOD TOV HITOoPEl VoL KABLGTEPTIGOVY TNV AVATTLEN KIVITIKOV
de€lottov, 6mwg To Kdbiopa, N otdon Kot 1o tepratnuo. Ta tpocPePfAnuéva aydpia cuyvd
&xovv pabnolakés SuokoAieg, pe anotéhecpa e kKabvotepnoelg 6ty avdmntuén tov Adyov
KO NG YAWGGOG Kot TpofAnpato otnv avdyvmon. Ta ayopto Kot ot GvOpeg e GOVIPOLLO
Klinefelter teivouv va égovv kaAbtepeg deE10TNTEG YAMGGIKNG deKTIKOTNTAG (TNV IKOVOTNTA
Katavonong g optMoag) amd Tig IKOVOTNTEG EKPPACTIKNG YADoTG (AeEILOYI0 Ko Taparyyn
opAiag) ko pmopel va €govv dvokoiia 6Ty emtkowvmvio Kot tnv ékepacn. Ta droua pe
ouvdpopo Klinefelter tetvouv va £govv dyyoc, KatabAnym , HLEIOUEVEG KOWVOVIKEG OEEIOTNTEG,
TPOPANUATO GUUTEPIPOPAS OTMOS GLVOLGONUATIKY AVOPLULATNTO KO TOPOPUNTIKOTNTA,
dwtapayn Elhenyng tpocoyns / vepkvntikottos (ADHD) kot mepropiopéves deE10tnTeg
emihvong mpoPAnudtov (ekterectikn Aettovpyia). [epinov to 10% twv ayopidv Kot TV

avopav pe cvvdpopo Klinefelter £xovv dwatapoyn 1oV PAGUOATOS TOL AVTIGHOD .

2xeddv ot pool and toug dvdpeg pe cvvopopo Klinefelter avanticsovv petaforucd
oVUVOPOLO, TO 0Tol0 ivar P Opdda KATaoTAGE®MY Tov TEPIAaUPdvouy dtafntn Tomov 2 ,
VYNA apnplak wieon (vEéptact ), avénuévo Amog oty KotAd, VYNAA eninedo Ma®V
(Mmidwa) OT®G yoANGTEPOAN KOl TPLYAVKEPIOIN GTO Qi . L& GVYKPLON LE TOVS AVIPES TOV
dev &povv emnpeaoctel, ol evidikeg pe ocvvopopo Klinefelter Exovv emiong avénuévo kivévvo
EUGAVIONG AKOVGIOV TPOUOV (TPOLOL), KapKiVOL TOL LOGTOD (EGV ovorTuy et

yovorkopoaotio), apaimong Kot e£acfévnong Tov 06T®V (06TEOTOP®GT]) Kl OVTOAVOGEG
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STAPYES OGS CLGTNUATIKOG EPVONUATMOOTNG AVKOG Kot pevpatoetdng apBpitida. (Ot
OVTOAVOGES daTOPOYES EIVOL L0l LEYAAT] OLLAOO KOTAGTACE®MY TOV EUPAVILOVTOL OTOV TO

OVOGOTOUTIKO GUGTNUA ETITIOETAL GTOVS 1GTOVG KOt TOL OPYOVE TOV {010V TOL GMUNTOG)

(TpravragpuAriong & KovBdton,2003).

3.2 2uvdpouo Turner

To ovvopopo Turner, pia kotdotocn mov ennpedlel pdvo ta Onrvkd, Tpokvmel OTav £val
aro to. X YpOUOcOHUATO (YPOUOCOUTA GUAOV) Aeinel ) peptk®dg Aginet. To ochvopopo
Turner pmopet va mpokaAécet o TOIKIALL LTPIKAOV Kot ovamTLELNKOV TPORANUATOV, 0TS
HKpO HYog, avendpkela ToV wodNKav vo avartuyfodv kot Kapdiokd erattopata. To
ouvdpopo Turner propel va doyveootel Tpv amd ) yEvvnon (TpoyevvnTikd), Kotd
Bpepuc nAkia ] otV TpdUN Tondtkn nikia. [epiotaciaxd, oe yovaikeg pe Nmo onpeia
KOl GUUTTONOTO TOL GLVIPOLoL Turner, 1 didyvoon kabvotepel Emg Ta £t epPwv 1

veapav eviAikov (TpravtaguArione & KovBdron,2003).

Kopitola kot yovaikeg pe odvdpopo Turner yperdlovror cuveyn wtpikn mepiBaiymn and po
mowAia 101KV, Ot TakTikol EAeyyot Ko 1) KOTAAANAN @povTida pumopovv va fondncouvv ta
nePLocdTEPA Kopitaola ko yovaikes va {noovv vyiels, aveEdptreg (wéc. Ta onpeio kot o
oLUTTOUATE TOL cLVOPOLOL Turner pmopel va dapépovy petath Kopirtoumy . [ opiopéva
Kopitola, 1 Tapovsio Tov cuvdpduov Turner pmopel va unv elvor Gueca EPEOVIS, aALL GE
Ao Kopitolo, Evog aplOog PUGIKMY YOPUKTNPICTIKAOV Kol 1] KoK ovamTuén elvar epeaveig
vopic. Ta onpeia kot To GuUTTOUATO UTOPEL VO, Eivon AETTA, VO oVOTTOGGOVTOL OpYaL LE TNV
Thpodo TOL XPOVOL N Va. Elvar onuavTiKd, OTwg Kapdtakd eAattdpata. To cuvdpopo Turner
umopet va vroyaotel TpoyevvnTikd pe Baon tov mpoyevvntikd Eleyyo DNA ywpig kdtTapa -

po HEB0JO Yo TOV EAEYYO OPIGUEVMV YPOUOCOUIKAOV OVOUIAIDV GE £VO, OVOTTUGCOUEVO
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HOPO YPNOLOTOLDOVTOG OEIYIA OUILOTOG Od TN UINTEPQ - 1) TOV TPOYEVVNTIKO vITEPN 0. O

TPOYEVVNTIKOC VILEPN YOG EVOG LwpoV e cvuvopopo Turner pmopet va dei&et:

® MeydAn GuAAOYN VYPAOV GTO TGO PEPOS TOV ANLUOV 1 GAAES AVOUOAES GUAAOYES
VYPOV (01dNpa)
o Koapdiokég ovmuaieg

® Mn @LGIOAOYIKA VEQPA

Ta cvuntdpota Tov GVVEPOUoL Turner Katd T yévvnon 1 Katd ) Bpepkn nAikio propel va

wepAapfavovv:

o Evpug 1 diktvmtog Aapog

e Xounid avtid

e FEvpv otmbog pe Oniég evpelag amdoToong

®  YymnAn, oteviy opopn Tov GTOUOTOG (OVPUVIGKOG)

o Toavioyla eivol 6teEVE KO TEPIGTPEPOVTOL TPOS TA TAVED
e  Oidnuo TV YepLUdVY KOl TV TOdDV, EWIKEA KOTA TN YEVVNon
e FElappog pikpdtepo and 10 péso Hiyog Katd T yévvnon
e Apyn avamtoén

o Koapdiokd elattodpato

o  XounAn ypopupun LoAAOV 6To TGm HEPOG TOV KEPAALOD
o Yrnoympovtag 1 pkpn Kétw yvébo

o Kovtd ddytura Ko ddyTvuAa

Ta o cvvndicpéva suuntdOpaTo 68 0L oXEOOV T KOPITGLa, TOVS EPNPOVS Kot TIG VEAPES
yovaikeg pe ovvdpopo Turner givor 1 pikpn avemapKeLl TOV @OONKAOV TOL pmopel va Exet
ovuPet katd T YEvvnon 1 oTadloKA Katd TN O1dpKeLd TG TOdKnG nAMKioag, Tov epnpov

ETMOV 1 TNG VEAPNS EVNAKI®OONG. ZNUASLO KOl CUUTTAOUUTE QVTOV TEPIAAUPAVOLV:

o Apyn avdémtuén

e Agv avébvertal  ovamTLEN OTIS AVOUEVOUEVEG DPEG GTNV TOdIKN NALKio
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® To vyog TV evnAIK®V glval ONUOVTIKG LIKPOTEPO OO TO OLVOLEVOUEVO Y10l LU0
yovoikao LEAOG TNG OIKOYEVELOG

e Amotuyia évapéng oe£ovaMK®OV OAAAYDV TTOL OVOLEVOVTOL KOTd TNV epnPeio

® >cfovoMKn avATTLEN OV KOTANATE KaTd T S1dpKeln TV epnPikdv eTdV

o Nwpic 10 TEAOG TOV EUUNVOPPOTK®Y KOKAMY TOL 0V OQEIAETOL GTNV EYKLLLOGVVN

® [0 TIg TEPIOGOTEPES YUVOIKEG [Le cVVOpopo Turner, advvapio GOAANYNG EVOG TOLd100

yopic Oepameio yovipdnrog

3.3 Zuvdpouo Patau

[Tepimov 1 ota 10.000 pwpd dwaytyvooketar pe tpioopio 13, yvootd kot g GOVOPOO
Patau. Kavovikd, éva dtopo éxet 23 (evyn ypopocopdtov. Ta ypopocopoto ivot to
TAKETO YEVETIKOV TANPOPOPLOV, PTIYUEVOV artd DNA, mov mepiéyouvv Tig 0dnyieg mov
YPNOLOTOLEL O OPYOAVIGLOG YO TNV KATOGKELT EVOG ATOLOL. Ta XpOUOCOULOTA £PYOVTOL GE
23 Cevym, pe o meprocotepa dTopa va £xovv 46 cuvolikd ypopocsopata. H tpioopia 13
TpokaAeiTan OTaV £va ATOHO EXEL TP OvTiypOaPa TOL Yp®UOSOUATOC # 13 avti tav
ocLVNOGUEVOVY BVO, Y10, GLVOAMKA 47 YPOUOGOUATO. AVTO TO EMTALOV XPOUOSOLO ETNPEALEL
™V ovATTLEN €VOG PO, LE OTOTEAEGHLA Lo GEPA Od 1Tpikd {nThiata Tov uropet va
nepAaUPavouv: Kopdlakés avoparies, avopaiieg 6TOV EYKEPAAO 1 GTOV VOTIOLO0 HVEAD,
oywoun ota xethn kot / 1 6N oYU, ETUTAEOV dAYTLAN Kot OAYTLAN TOV TOOLDV,
TpoPALaTe OPACTC KOl KOG, EMANTTIKEG KPIGELS 1) / kot virotovia (advvapot poeg). Ola
T popd mov emPrdvouvv pe Trisomy 13 €xovv onpavtiky dtavontikn avonrnpio (cuvnbwg ce

cofapd e0poc) (Tpravrapviriong & Kovpdton,2003).

Yrdpyovv tpelc tomot tprompiog 13:

o TI\png tprompia 13: H vmapén evdg tpitov avtrypdeov tov ypopocodpatog 13 oe
oo ta kutTapa. [epimov 10 95% tov mepurtdoemv tpompiag 13 tvor avtov tov

TOTOV.
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o Mowocaikd Tpioopia 13: H dmapén evog tpitov aviypdpov tov ypopocopatos 13 o
pepkd amo ta kottapa. Ilepimov 1o 5% tov nepumrtocewv tpioopiog 13 sivar oavtod

TOV TUTOV.

o Mepin tpioopio 13: H dmapén népovg evog Tpitov avitypapov TV YPOUOCMUATOC
13 ota KOtTapa. Atydtepo and 10 1% tov nteputtocewv Tpronpiog 13 eivar ovtod Tov

TOTOV.

Otav éva Cevydpt €xet éva popo pe tproopio 13, eival cuvBwg anposddknro. Qotdc0,
VILAPYOVV OPIGLEVOL TTaPBayovVTES KIvOLVoL. [ mapddetypa,  mBavotnta yEvvnong Lwpov
pe tpioopio 13 givor peyaddtepn otig LeyoADTEPES UNTEPES. e AALES TEPIMTMOGELS, M
Tpoopia 13 propel va kKAnpovounBei Adym pog okoyeVELOKNS avadldToENS XPOUOCOUATOV
nov ovopdleton petatomion. H tpicopia 13 dev etvar moté anotélespa oTidNmote dev Ekave
1N dev éxave pa pntépa 1 £vag matépag. Ot ykupociveg pe avEnpévo Kivovvo yio tprompio
13 pmopovv va evtomiotodv HECH EEETAGEMV O1OAOYNG OTTMOC UN EXEUPOTIKES TPOYEVVNTIKES
eEetdoeig (NIPT) xon e€etaoelc vrepnywv. H d1dyvoon unopel va emPeformbel
TpoyevEsTEPA e KOADTEPT akpifeta 99% péow derypatoinyiog xoplakmv Aayvav (CVS) 1
apviokévrnong. H didyvmon propet eniong va emPePoarmBet Alyo petd ) yévvnon péco

eEetdoewv aipotog.

3.4 2uvdpopuo Edward

To ovuvopopo Edward givor éva yevetikd eAATTOpA TOV £XEL WG AMOTEAEGLLOL OPKETEG
AVOUOAES GTO CAOLLO TOV LOP®V TOV YEVVIOUVTAL e KoTdoTtaon. Ta popd pe vty m
YPOUOCOUIKN KaTaoTao™n nedaivouy apéowmg petd t yévvnon. Agv vrdpyet Oepaneio yio tnv
nédOnon. Elvar eniong yvootd og Tpioopio 18 kot emnpedlet pia otig méEvte YIAAOES
Covtavég yevwhoelc. H mbavomra pog yovaikog va yevvnoet éva moudi pe obvopopo Edward

av&aveton pe v nAkia g eykvov yovvaikoc. Eved 1 katdotaon tpokaieitol and EAATTOUN
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OTO YPOUOCOUATO, OEV Elval KANPOVOUIKY acOéveila. Xty tprompia 18, To popd £xet tpia
AVTLYPOPOL TOL YPOUOCOUATOS VOOLEPO 18 avti TV amattodpevey dvo. To cpdiua
enpaviCetor cuVMOME KATA TNV TOPAYMYN TOV GTEPLOTOC 1} TOL wapiov. Exnpedlel
(QLOIO0A0YIKT aVATTVEN TOV HPoD. 210 90% TOV TEPITTOGE®V TO EAATTONA £XEL 0mOd00El

oto wapo (Ke, Zhao, Wang, 2015).

To c@aApa TapovGlaleTal 6TV KLTTOPIKN Sloipesn Kot EIval YVmGTH O UNIWTIKN
dwaomoon. To pwpo Ba tebdver Alyo petd ) yévvnon tov. To pwpd €xet cuvnOwe ToAAATAG
EAUTTOUATO KO OVOUOMES OpYAVOV, OTTMOC 0L LUKPY] KEQOAT], £VOL cOryOVL LIKPOTEPO OO TO
HEGO Opo, COLYUEVEG YPOOIEG e EMKOAVTTOUEVO OB TVUAL, OVTIHL e YaUNAL eTTimES L Kot
eEDparovg (awto cvpPaivel 6tav ta Eviepa fpiokoviol o€ GAKO 5 AT TO GTOUAYL ).
Mmnopet eniong va vdpyovv mpoPAnpata pe v avamTuén e Kapdlds, TV TVELUOVOV Kot
NG GMOVOVAIKNG GTAANG. AVTA TaL LPd deV EXPLOVOVY TEPQA OO TOV TPATO UNVO LETA TN

vévvnon (TpuavtaguAiriong & KovBdton,2003).

3.5 Tpiowpia pwoaikou 18

M ehappdg Aydtepo cofapn LOpEY| TNG KATAGTAONG, OTO LMGATKO Tpiompia 18 poévo
OPIGUEVA KOTTOPO TOV POV EXOVV EVO ETITAEOV QVTIYPOPO TOL YPOUOGMOUATOS 18.
Avdroya pe TOV aplBpd Kot TOV TOTO TOV KLTTAP®V IOV ennpealovtal, ot avonrmpieg Ha
dtpépovy and 10 pepd 6to pwpd. Iepinov entd ota déka pwpd e avty v Ténomn propel
Vo ETPLOGOVY £va ¥pOVO 1 TEPICCOTEPO. XE CTMAVIEG TEPUTTOGELS, OOV Ol AVATNPiES OEV
elval oAb €vtoveg, 1o dtopo umopel va emPLdGEL 6TV TPOUN EVNMKI®OT), OALL TOTE OV

Ba umopet va Aettovpynoet ave&aptnta (Tpravraeuiriong & Kovpdaton,2003).

3.6 Mepikn Tpiowpia 18

Avtn glvon n Atyotepo cofapn Hopen g Katdotaons. X1 Heptkn| tpicopio 18 vrdpyet
povo €vol TUN O TOV EMUTPOCHETOL YPOUOGHOUATOS KOl Gyl OAOKANPO TO EMTAEOV
ypouodcsoua. H cofapdmmra tov avannpidv tov popov Ba e&aptnel amd to pé€pog tov
YPOLOCDUATOS TOV VIAPYEL GTO KOTTOPA, KOODS Kol amtd ToV aplfpd TV KVTTAp®V TOoV

£XOVV TO YPOUOCOKO eAdTTONHN. Mepkn Tprompia 18 umopel va kinpovoundel dtav o
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YovEQG PEPVEL L1, avadlITaEN YEVETIKOD VAKOD HETAED S0 YPOUOCOUAT®V, TOV OVOUALETOL

ooppornpévn petatomon (TplavrapuAiriong & KovBdton,2003).

3.7 2uvdpouo Rett

To ovvopopo Rett givar pa dtotapayn Tov eyke@dAov Tov eppavileTol oyxedov
ATOKAEIGTIKA 6T0 Kopitota. H mo ko popen| tng mabnong eivatl yvoot g kKAackd
ovuvdpopo Rett . Metd ) yévynon, ta kopitola pe KAaotkd covopopo Rett Exovv 6 £mg 18
LVES QOLVOLEVIKA PUGLOAOYIKNG AVATTUENG TPV avamtHEOVY GoPapd TpoPAnata te ™
YADGGO KO TNV EMKOV®Via, T LdONon, ToV GLVTOVIGHO Kot AALES AglTovpyieg TOV
EYKEPALOV. XTIC 0pYEC TNG TOUIKNG NAKIAG, Ta TPOSPEPANUEVE KOPITOLX YAVOLY CKOTLUN
XPNON TOV XEPLOV TOVS Kol apyilovy va KAVouV eTavalaptPavOIEVES KIVIGELS YEPLDV,
TAOGIHO0 N xepokpotnuata. Tetvouv va peyokdvouy mo apyd and dAla modid Kot tepimov
ta Tpia TérapTa £xovv pKpd pEyehog ke@alng ( ukpoke@aiio). AALa onueio Ko
CUUTTAOUOTO, TTOV UTOPOVV VOl avaTuy0ovV TEPAapPAvouy aveoUaAEG GTNV AVaTVOT],
QTOGLO 1] GOMAGLLO, AGVVANGTES KIVIGELS TOV LOTIOV, OTT®G £vTovo BAERUa 1) vTepPoAlkn
avaAapumn, Kpda xépta Kot toda, evepediotdra, dlatapayEg TOL VIVOL, EMANTTIKEG KPIGELS
KOl 11 QUGLOAOYIKN KAUTLADTNTO TNG OTOVOLAIKNG 0TNANG ( oKoAiwon). Ot epevvntég £xovv
TEPLYPAYEL SIAPOPEG TAPOALAYEG 1) ATUTTEG LOPPEG TOL GLVOPOLOL Rett , 01 omoieg pnopel va
etvar o Nmeg N mo coPoapéc and v Khaotkr poper. To cvvdpopo Rett etvan pépog evog
QAGLOTOC dtoTtapaydV e TV 0w yevetikn aitio. AALES dloTapayEg TOL PAGHOTOS
nepapBdvovv covopopo PPM-X |, MECP2 civdpopo emikdAvyn , kot MECP2 -oyetikég
coPapn veoyvikn eyke@aiomdOela . AVTEG Ol AALEG KATOGTAGELS UTOPOVV VO EXNPEACOVY

touG Gvopes (TpravtapuAriong & KovBdton,2003).

3.8 To ouvdpopo Angelman

To cvvopopo Angelman (AS) sivor pio omévia dtatapoyn TOL TEPTYPAPNKE Y10 TPDTY POPEL

10 1965. AltaxvBedel onuavtikd OAOLG TOVG TOUEIS TNG AVATTLENG TOV TALOUDV, LE OVTIKTLTO
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otV oot {ONG TOV TOOIDV Kol TV OIKOYEVELDY TOVG. O EMIMOANCHOG TOV EKTIUATOL GE
1: 15.000 yevvioelg Coviavd. O khplog ortioAoykog mapdyovtag Tov AS elvar n dtaypoen
010 ypopdcopa 15q11-ql3, pe anmotéleopa v EALEWYT EKPPOCNC TOV YOVISIOL TNG
untpkng ovumikitivng-Aydong E3A (UBE3A), to onoio givot amopaitnto yio T GUVORTIKY
avATTLEN KOl TN VEVPOVIKT TAACTIKOTNTA. AALOL YEVETIKOL TOAVLOPPIGLOT OLOPOPETIKDV
VITOLOPLOK®V KOTNYOPLDY YPOUOCGHOUOTOS £YOVV TEPLYpapel otn PiAtoypaeia. QoTo600,
TaPoLGLALOVY YOUNAOTEPO EMMOAAGHO KOl 1) UNTPIKT Staypan cvpPaivel oto 70-80% tmv
nepmtOce®y. Ta To cuvnOiGpéva KAVIKA EVPTLLOTE NTAV WO1UTEPOTNTES OTMG TO GLYVO KoL
OTOGVUPMOVIUEVO YOUOYELO KOt TO YEMO, VA YOPOKTNPIOTIKO TOV GLVOETEL Eva d10poPIKO
SYVOGTIKO KPLTPLO GE GUYKPLOT| e GALN GUVOPOLLA TTOV EKONADVOVTAL [LE KOBVGTEPTION
G Taykoo o avantuéne. H dwavontikn avannpia stvar cuvnBmg coPapn o OAeg T1g
TEPMTMOGELS TOV TEPLYphpovTal otn PipAoypapia . H kivntikn copmepipopd yapoktnpiletot
0t0 OLGKOAIEG OTOV EAEYYO KOl TOV TPOYPOULATIGUO, EXNPEALOVTOS TV ATOKTNGT KOt TNV
EKTEAEDT] AKOOAPIOTOV KOl AETTAOV KIVITIK®OV 0£E10TNTOV, [LE Topovsia atalikcon
Bnuotiopod kot / 1 tpdpov ota dkpa. [Ipodcheteg avopoiiec Tapatnpovvial 6e 0vTO TO
oLVOPOLO, OTMG PaPSD GTOUM, SOVTLO EVPEMG SIUCTNUATOS, AVOWYMUEVEG POYLOIES POYLES,
npoyvodiopog, otpafiopdc, okorimon, embetucotnTa Kot dyxoc. Ot dutapayég Tov Hvov
&xovv emiong meptypagel o¢ YopakTNPoTiKa o€ avtd 10 chvopopo (Ledbetter, Riggs &

Martin,2013).

H emkowvovia ennpedleton emiong wwaitepa oty nepintmon AS. . Ta emikotvoviokd Kot
YA®GOIKA eEAMAEippaTO amodidovTol 6€ S1oVONTIKEG OAANYEG, O1 OTToieg epmodilovy TV
AmOKTNON EMKOWVOVIAKAOV TKAVOTHTMOV, KO VITAPYOLV KIVITIKEG OALNYEC TTOL VTTOONADVOLY

mv anpasio tov Adyov oty moudwkn nhkio (Ledbetter et al.,2013).

H dudyvoon eitvar moAdmAokn kot TepAapPavel KAVIKES, VEDPOLOYIKES KOl YEVETIKEG
avorvoels. Kabog ta povadikd kAMvika yopoktnplotikd tov AS dev gpoavifovtol Tpv omd
10 TP®OTO £T0G TG (ONG, M OPLOTIKY KAWVIKT d1dyveot cuviBwg avapdiietatr. O porog, Tov
drdpapatitovv ot maBordyol 6T YAMGSA TG OdyvVOonG 61N S0y VOGS TIKN Slodtkacio Kot
01N Olayeiplon TeEPMTOCEWV Eivol BEPEMMDING £TCL DGTE 01 FEEIOTNTEG EMKOVAOVING KO AL
KAMviKa onpeia va propovv va, tapatnpndodv kot vo erainbevtodv, couPdiiovtag otnv

gykaipn aviyvevon onueiowv Tov LTOdNADOVOLY T0 cOVOpopo AS. Qotdc0, e&akorovBovv va
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vIdpyovV mEPLOoPIcHOl oTNV aE0AdYNoN Kot T Oepaneio. TV YA®GGIKOV TTVYDV TOV
OOV HE OVTO TO GUVIPOLO, EMELON TOAAE ad To LEGH TOL Eivor dStolBEGTLA Y1o TN
YAOGGIKY TOVG a&loAdynon Oev enTpEMOVY TV 0ELOAOYNON TEPLOPICUEVOV ETIKOIVMOVIOKMDV
KOVOTNTOV 6€ aTOV ToV TANBvoud. EmumAéov, ot tvmomompéveg pébodot, mov ivar
dwbéotueg yia ) Bepamevtikn dldkacio o€ TOdLd, TOV TAPOLGIALOVY ATLTES
CLUTEPLPOPES, TOV oyeTiCovTal pe coPapn dtavonTikn dSvsAertovpyio Topovslalovv
OPIOUEVOVG TTEPLOPICOVG, LE OMOTEAEGLOL LT IKOVOTTOMTIKES KAVIKESG OVAYKES KO
emokolovbo apyntikd avtiktumo oty avantuén kot tnv oot ta (ong (Ledbetter et

al.,2013).

3.9 To ouvdpopo Cri du Chat

To ovvopopo Cri du Chat (CACS 1 5p-) etvar o 6maviar YEVETIKT dlatapoyt) 6TV omoia Eva
HETAPANTO TU O TOV KOVTOD Bpayiove TOL ¥POUOGOUATOS S Aeinel 1} dtaypapeTot
(novooowuikd). Ta copntdpaTa TOWKIALOLY TOAD Ao TEPITTMOT GE TEPIMTOGT AVALOYOL LE
10 axp1Péc pnéyebog ko ™ B€om Tov darypapLévou yeveTikov vAkov. Ta kowvd copntdpato
neEPAAUPAVOLY pa SoKPLTIKT KPawyn mov Hotdlet pe T yaTo, YopaKTploTkKd
YOPOUKTNPLOTIKA TOL TPOGAOTOV, APYN AVATTUEN KOl IKPOKEPOALQ, L0l KATAGTACT) TOV
delyvel OTL 1 TEPIPEPELD TOV KEPAAOV Elvor pUKPOTEPT OO TNV OVOUEVOUEVT Y10 TNV NAIKIQ
Kot 1o eUAO evOc Bpépovg. Ta mpocPefAnuéva modid tapovsialovy eniong KoBvoTEPNGELS
OTNV AOKTNOT| 0£E0TNTMOV OV OOLTOVV GLUVIOVIGUO HVTKAOV KOl S1VONTIKMV
dpacTNPOTNTOV (WYLYOKIVNTIKNY ovornpio) Kot HETPLO £mG cofapr 1avoNTIKN avamnpio.
Mmopovv emiong va ELEAVIGTOOV ETTALOV CUUTTOUOTO TOL ENXNPEALOVY SLOPOPETIKE
GLGTNLLATO OPYAV®V TOV cONOTOC.H dratapayn meptypaenke yio TpdTn Gopa 6TV 10TPIKN
Broypapio to 1963 and tov yiatpo Lejeune, o omoiog ovopace t dtotapoyr| LETA TN
SlaKPITIKN Kpowyn Tov potdlet pe yara. Xta yoAiikd, to Cri du chat petagpdleton o€

«KPOYN TNG YOUTOSY.

Ta cvuntdpota Tov GVVIPOLOVL cri du chat dapépovv amd mepintwon og nepintwon. H
YOPOKTNPLIOTIKY EVTOVT VT TOL oyeTileTan pe to svvdpopo cri du chat eivan mapovoo Katd
T1g TPpOTES ERdopadec TG Lone. H kpavyn, mov powalet pe tn yara, yivetor Aydtepo €vrovn
KkaOd¢ ta TposPefAnuéva Bpéen peyarovouv.Ta tposPefAnuéva Bpéon umopel eniong va
enpaviCouv younio Bapog yévvnong, eAlelyels avantuéng, Hetowpévo poikd tovo (vtotovia)

Kol UKPOKEPaAAio, Lo KATAoTOoN TOL OelyveL OTL 1| TEPLPEPELN TNG KEPOANG Elvar puKpOTEPN
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amd TV AVOUEVOUEVT] Yo TNV NAKio Kot To @OUAO evog Bpépoug. Ta dtaxkprtikd
YOPOUKTNPLIGTIKA TOL TPOGHOTOV UTOPEl va TepAapBdvouy Eva acuvioioTa GTPOYYLAO 1
TaYOVAO (QeYYapl) TPOGMTO, L EVPELR PLVIKY YEPLPA, EVPEMG SLOWPICUEVH LATIO
(VepTEMGAC), STOVPOUEVA HATLO (OTPAPIOHOC), TTUYESG PAEPAP®V He KAIoT TPOG T, KAT®
(poyraiec poypég), KABETEG TTLYEG TOL OEPUOTOG TTOL LITOPOVV VO KOADWYOLV T, LATLO
KECMTEPIKEG YOVies (EMKAVOLEG TTVYEG), YOUNAG aLTIE Kot acvvhBioTa pukpn yvabo
(mkpoyvoecia). Mropel emiong va peaviotel AavOacpévn evBuypapupion Tav dve Kot KATto

dovtimv (duoAettovpyia).

[TpdcOeTa YOPAKINPIGTIKA TOV TPOSMTOL TEPILOUPAVOLY [ AGLVNOIGTA KPT] ATOCTOCN
arnd 10 v yethog Ec T ot (KOVTO GIATPAPICUA), EAMTTEG KAEIGILO TNG OPOPNG TOV
oTOUATOG (GYIGUEVOG OVPAVIGKOG), AVALOAT £YKOTN 1 O18KEVO GTO Ave ¥EIAog (oy1oTd
xelhog) ko avadpaAn TAnpodTnTo ToV KAt Yeilovc. EmmAéov, n capkddng pala (uvula) mov
KpEUETAL 6TO Tio® PEPOS TOL Aatpov pmopel va yubet (bifid uvula). Kabog ta
npocPefAnuéva Bpéen yepvohv, T0 TPOGMTO UTOPEL VAL YACEL TO TAAUO TOV KOl VoL YIVEL
acvvntiota pokpd kot otevo. Ta nepiocdtepa nposPePAnuéva Bpéopn eppavifovv miong
Kdmwoto Badud yoyokvynTikng kot dtavontikng avammpiog. H yuyoxivntiky| avommpia givon
pa koo Tépnomn otV amoOKTNoN OEEI0THTMV TOV ATOLTOVY YUIKES Ko HUTKES
dPaSTNPLOTNTES OTMG EAEYYO TOL KEPAALOD, OpBia kot Ttepmatnua. [lepimov ta ol moudid pe
ovvdpopo cri du chat fjrav og B€om va vivcovy péypt TV nAkio TV 5 €TOV. XTI LEGES
TEPMTMOGELS VILAPYEL LETPLA £0G GoPapn dtavonTikn avannpio. H avartoén g opdoag
kaBvotepel Waitepa og mandd pe cvvopopo cri du chat. To tposPBefAnuéva madrd cuvhiOwg
KatoAlafaivouy Ty opiAa KaAvTepa amd O, Tt WITOPOVV VO, EMKOIVOVIIGOVY. Meptkd mondid
eVOEXETON VO TOPOVGLALOVY VITEPKIVITIKOTNTA 1] GUUTEPUPOPES OVTOKATAGTPOPNS. Evd Tal
mondld pe ovvopopo cri du chat yevviohvtor vrotovikd (yapmAdg poikdg tovog), teivouy va
yivouv vrteptovikd (VYNAOG LLikdg TOVog) Kabds peyaimvouy.Ta tpocBefAnuéva Bpéon
umopel va £govv OLGKOAES 6T SATPOPT] AGY® YOUNAOD HVTKOV TOVOL, KOKNG 0vappOPToNg
K01 YOGTPOOIGOPAYIKNG TOAVIPOUNONS. Mepikot dtatpéyovv emiong kivouvo avappopnong
OV UIopel va 0dNYNGEL 6 TVELHOVIES. Xe pio peAétn, povo 10 50% tov Todudy 1e

ovvdpopo cri du chat katdeepav va taicovv pe éva Koutd nikiag 3,5 etdv.

[Towila TpdcHeta svprjpato UTOPEL VO ELPAVIGTOVY GE GLVOVOGHO e TO cUVOpoLo cri du
chat. H un puctoloyikn mAevpikn KOUTLAGTNTA TG GTOVOVAIKNG 0TNANG (0KOAlmon) elval
ovyvn emmdokn. Ta npooPePfinuéva mardid Exovv emiong pLeyaAdTEPO KivOLVO AOUMEEDV

ToV LTV Kot amdAglag okong. [epimov 15-20 toig exatd tv nposPePAnuévov Bpepmv
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€Yovv ovyyev KapolaKa erattopata. To o cuvniouévo kapdlakd eELATTOU Elval O
aPTNPLOKOC TOPOS TOV SUTADUOTOS EVPECITEYVIOG, U0 KATACTAOT KOTE TNV omoia 1 01éAevon
(mopog) petalh Tov aoPOPoL ayyeiov TOV 0dNYEl 6TOVE TVEVUOVES (TVELHOVIKY] 0pTnpic)

KOl TNG KVPLOG 0PTNPLOG TOV CAOUATOS (OPTH) OTOTLYYAVEL VO KAEIGEL LETA TN YEVVNON).

Ayotepo Kowvd svpripata Tov oyetifovral pe To cvuvopopo cri du chat Tepriapfavovv v
avAmTLEN SaKPHMY GTOV VITOGTNPIKTIKO 16TO TNG KAT® KOIAMOKNG KOLOTNTaS (fovfavikn
KNAN) EMTPETOVTOG GE £VOL TUNLOL TOV EVIEPOV VO TPOEEEXOVV. 1| OIEAELOT 1] AVOLPPOT
(TOAVOPOUNOT)) TOV TTEPIEXOUEVOL TOV GTOUAYOV 1 TOV AETTOV EVTEPOL (OMIEKAIAKTVLAO)
GTOV 01G0PAY0 (YUGTPOOICOPAYIKT TOAVOPOUNGT) * OVOUOAES TOV VEPPOL KOl TOV
OVPOTTOMTIKOD GLGTHILOATOG OVOTVEVGTIKEG SVOKOAMES TAEY LA TOV SUKTOA®V KO TOV TOIMV
(syndactyly) un @uctohoyikn Képyn 1 KOUTOAN TOV pOSVOV TPOS T LEGH TPOS TO TETAPTO
ddytvro (KAvikodpaotikd) clubfeet; kKot dopikéc avopaiieg Tov EOYNTIKOL KOVTIOD
(Mapoyyag). Xe optopEVveg TEPTAOCELS, Umopel va avamtuydel poonio (poomrio) Kot
Kkatappaxtng. ‘Exet emiong avoaeepbel mpdmpa ykplapiopo tov poilav. Mepud dropa
umopel va avortuEouy ETAVOAUUBOVOUEVESG OVATVEVGTIKES KOl EVTIEPIKES AOUMEELS. X€
npocPefAnuéva apcoevikd Bpéen, Ot Opyelg pmopel va unv TEGovVV 610 OGYEOD
(kpuTTOPYOGUAC) Kot TO dvorypa TV 0VpwV Uropet vo BpiokeTot 6TV KAT® TAELPA TOV
néovg (voonmadia). Ymnpée eniong cvoyétion pe to cri du chat kot t voco tov

Hirschsprung.

To ovvopopo Cri du Chat givar pio xp®UOGOUIKT d10TOPOYT TOV TPOKAAEITOL OO LEPIKN
dwypaen (povocopia) motkilov pkovg tov Bpayéoc Bpayiova (p) Tov ypopocopatog S. Ta
YPOUOGOUATO, TO OTTOL0, VITEAPYOLYV GTOV TVPNVA TOV AVOPOTIVOV KLTTAP®OV, PEPOLV TIG
YEVETIKEG TANPOPOPIES Yo KAOE ATopOo . ZeDyn avOpOTIVOV YPOUOCOUATOV 0plOLovVTOL Ao
1 éwg 22, ko éva emmAéov 230 (e0y0g XpOUOCOUATOV VAV TToL TephapPaver Eva X kot
éva Y ypopdcouo og avopeg kot dvo X ypopocouata o€ yovaikes. Kabe ypopdocopa £xet

n.n n.n

évav Bpayiova mov ovoudletar "p" ko Evav paxpv Ppayiova mov ovoudleton "q".

Ta xpOUOGOLOTO VTOOIALPOVVTOL TEPUTEP® GE TOAAEG (MdVEG TOV ivan apBunuévec. [Ma
TOPAOELY O, TO «xpouOcopa SplS5.3» avapépetal ot {dvn 15 otov Bpayiova tov
ypopocsouatog 5. Ot apBunuéveg (oveg kabopilovv ) Béon TV YIAddwV Yovidiwv Tov
VIApYovVV o€ KABE Ypopdcou. Xe dropa pe cvhvopopo cri du chat, to €bpog kot
coPapOTNTA TV GYETIKOV GCUUTTOUAT®V KOl EDPNUATOV UTOopEl Vo TOIKIAAEL, avaAoya LE TO

akpPBég unkog 1t B€01m TOL SAYPAUUEVOL TUNHATOS TOV ¥POUOCOUATOS S p. Ot gpguvnTég
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EYOVV SLOTIGTAOGEL OTL OPIGUEVO GUUTTMOUATO UTOPEL VoL GYETILOVTOL PLE GVYKEKPIUEVES
mePLoyEG 6To Ppayiova Tov YpoUocOUATOS 5. O1 EpEVVNTEG EXOVV EVTOTIGEL OPKETE YOVIOLL
nov moteveTal 0Tt Tailovv poAo otV avdmtuén Tov cuvdpdov cri du chat. To yovidio
avTioTPOPNG HETAYPAPAONS TEAOUEPEONG OV PBpiokeTal oTov Bpoyiova TOV YPOUOCHUOTOS 5
ot {ovn 13.33 (5p13.33) kouyovidlo semaphorin F oto 5p15.2 6o pmopovoe va cupuPdiet
o1 HeYOAN TolKAia yapaktnplotikov. H dtaypaen tov yovidiov d-catenin, eniong oto
5pl15.2, cuvdéetan pe mo coPapn davonTiky avarnpio KaBdg ot N TPp®TEIVY eKPpaleTal
OTNV TPOUN VELPOVIKT] ovATtTLEN. Edv 01 epeuvnTéc pmopolv va GuVOIEGOVY GUYKEKPLUEVDL
GUVOAQ CUUTTOUATOV Kol EVPNUATOV (QoIVOTLTOL) IE GUYKEKPLUEVT] OOy POPT] TOL

YPOUOGOUATOG 5P, umopel va Bondncel onuovTikd 6T StéyveooT Kot TV TpoyveoT).

Ot meprocdtepeg meprtdcEL cLVOPOLOVL cri du chat paivetor va gpeavifovral awBopunTa
(de novo) yua dyveootovg A0youg ToAD vaopig otnv avantuén tov uppvov. Ot meptocodTEPES
Swrypaés (80-90%) éxovv maTpikn TPOEAELOT), TPAYLLA TTOL CHLAivel OTL TOOVDOG
enpaviovior wg LEPOS TOV GYNUOTIGHOV oméppaToc. Ot yoveig evog moudod pe «de novoy
dtarypa@r] GLVHOWOE £XOVV PUGIOAOYIKE YPOUOCMOUATO KOL GYETIKA YAUNAO KIVOLVO v,
OTOKTHGOVY GALO Toudi e TN YPOUOCOUIKT avopoiia. X tepimov 10-15 To1g ex0td TOV
TEPMTOGE®V, TO cVVOpoo cri du chat pmopel va TpokOyeL amd o 1I6opPOTNUEVT
LETATOMION TTOL TEPIAAUPAVEL TO YPOUOCOUA Sp Kot £V GAAO YPOUOCOUN 1| YPOUOCMLOTAL.
O petatonicelg cuppoaivouv 0Tav 01 TEPLOYESG OPIGUEVMV YXPOUOCOUATOV OTOGLVOEOVTOL KO
Va0 TACCOVTOL, LLE OTOTELECLLO T LETATOMIOT YEVETIKOD DAKOD Kot £va OAAAYLEVO
oLVOLO Ypopocopdtov. Tétoeg petatonicels pnopet vo cupfodv awbdpunta yro dyveootovg
Abyoug (de novo) N va petadoBovv amd Evay yovéa Tov eivarl gopEas Hog T0c6o
1GOPPOTNUEVG LETOTOTIONC. Mol 1GOpPOTTNUEVN LETATOTION OTOTEAEITAL OO EVaL ALY UEVO
0ALG 1GOPPOTNUEVO GHVOLO YPOUOCOUATOV KOt Eivarl cuVBMS aKivoLVo Yo TOV QopEal.
Qo61660, Lo TETOW YPOUOCOUKY] ovadtdTaén puropel va oyetileton pe ovénuévo kivouvo un
(ULGLOAOYIKNG YPOUOCOMUKNG OAVATTVUENG GTOVG AoYOVOVS ToL opéa. H ypopocmpikn
avéivon umopel va kabopicetl eqv Evag yovéag £xel pua tlooppomnpévn petatomion Ledbetter

et al,2013).

Y10 veoyévvnra, 1 01dyveon tov cuvopduov cri du chat emPBePorcdveTon amd o
EUTEPIOTATOUEVT KAMVIKT AEI0OAOYNOT), TOV TPOGIIOPIGHUE TOV YOPOKTIPIOTIKOV EVPNUATOV
(1.%., Yot TOV pOtdlEL Pe YOTA) KOl YPOUOCOUKEG LEAETEG (KOPVOTLTIN) TOV ATOKOADTTOVV
pa dtypaen oto Ppayiova tov ypopooopotos S. 'Eva cvykekpipévo To 10T yvwotd wg

vBpIoUOG 1n situ pOopiopod (FISH) propel va ypnoomomBel yio va emPePaidoet



53

dudyvmon tov cuvopopov cri du chat. Xpopocopikés peléteg pmopovv eniong va
TPOYLLOTOTONO0VV Y1 VO TPOGOIOPIGTEL EAV VTTAPYEL IGOPPOTNUEVT] LETOTOTION GE EVOV
yovéa. Mmopovv va yxpnoyoronfodv tpodcheteg dtayvooTtikég e£eTdoelS Yo ToV
TPOGIOPIGUO TNG EKTAONG TNG SLUTOPAYNG, OTMG AKTIVOYPAPIES Y10l TNV OTOKAAVYT)
OKEAETIKMOV OVOUOM®V OT®G 1] 6KOA®GON.O1 EMMGTNUOVIKEG TEYVIKES Y10, TOV TPOGOLOPIoUO
TOV YPOUOCOUKOV AVOUOADOV YivovTol oAoéva Kot o e£evyeviopuéves. Avto onuaivetl 0Tt
01 S0y VOO TIKES TEXVIKEG EX0VV BEATIOOEL KO O OPIGUEVEG TEPITTOGELS Elvar duvaTh 1

TPOYEVVNTIKY S10yV@®GT TOL GuVEPALov cri du chat.

3.10 To 20vdpopo Wolf- Hirschhorn (WHS)

To ovvopopo Wolf-Hirschhorn (WHS) eivan pua yevetikn avopoiio mov yapaktmpiletot and
L0 OLAO0 KMVIKOV EKONAMGE®VY, Tov BETovy og kivduvo v avdartuén. H acBévela
emmpedlel v modtnta {ong Tov 0s0evoig kat pmopet va givor ameldn yi 'avtdv, 00N yOVTOG
og Bdvato ta tpmdTa xpovia. [leprypdonke yia TpdT Popd amd tovg Wolff et al. To 1965 ko
apyotepa and tovg Hirschhorn et al. H enintoon givar omdvia (1: 50.000), emedn
ennpedleton mep1ocdTEPO TO Yuvarkeio VAo (2: 1). Exel ot Biprloypaeio mepimov 100
neprypopeioeg mepumtooelg £mg 1o 1981, Ta kKAvikd yopaktnploTikd eivot TepacTio Kot
YVOOTA: EALEWLLO YEVIKNG OVATTTUENG, TOPEYKEPAAIIIKES KOl OGPPNTIKEG VEVPIKEG
VROTAOGIES, OVTIYOVIKY] EYKEPAAIKT OOUY|, VITOTOVIML, EMANTTIKES KPIGELS, YapunAd Pépog Kot
Vyo¢ (Kato amd to ekatootnuoplo 3%) kot pikpokepaiio. Ot dOyelg yapaktmpilovror and
VIEPTPOPIQL, HEYOAN HOTN, LIKPOYVOGTO KOl GAAEG KPOVIOTPOGMTIKES OVMOUUAIES

(TpravtapuAriong & KovPdton,2003).

Ot 0pBaAIKEG OALOIDGELS ETvVOL GLYVEG OTTMG 1| PAEQAPOTTOGT, O ATOKAIV®OV GTPaPlopog
KOl TO VYNAQ TOEOTA PUOLL. Y TTAPYOLV HEPIKA CKEAETIKA YOPUKTNPIOTIKE, OTMG
oKOM®OoT|, 6TGVOLAOL Npiov, duoTAacio 1) petatodmion Tov wyiov. Emiong apayysidpara,

vroonadia, MITOTAAGI TG UATPOS, KNAES, VOPOVEPP®GT], TOAVKVGTIKOL VEQPOTL Kot
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avénuévn amdotoaon petasd Tov INAdv. Ta cuyyevi Kapdlakd EAATTOHOTO UTOPOHV VO
evtomiotovv 6to WHS, 6nwg 1 dratpntikny emkotvovia (IAC) kot 1 LeGOKOIALOKY|
emwowvovia (IVC). Zm Bproypaic, vapyovv HeAéTeg mov £X0uV Bpetl aveETAPKELL
AVTICOUATOV 6€ Tadld Tov Taoyovv and WHS, yeyovog, mov vtodnimvel Ty Tdon yio

coPapéc Aoméetg, e0tkd avamvevotikés (TpravtagpuAiriong & Kovpdarton,2003).

H attoroyia tov WHS eivan yvoot kot oxetileton pe ™ dwaypoen Ppoyéog Bpayiova evog
YPOLOCOUATOG, CLYKEKPIUEVA TNG TepLoyng 4p16.3. H dwaypagn umopel va copfel katd tov
OYNUOTIGUO TOV YOUETMOV TOV YOVE®V 1) VOPIG 61N pimon Tov eufpdov kot ovopdloviot de
novo. Mnopet eniong vo kAnpovounei amd yoveig Tov HETAPEPOVY L0 IGOPPOTNILEVT
petatomon. H ypron edikav teyvikov (PCR, GTG, eBopiopot) pmopei va fondfocet otov
EVTOTIGUO TNG GOGTNG TEPLOYNG TOV OLULYPAPETUL TOV XPOHOGMOUATOC. Ot KAVIKEG
EKONADOELG TNG VOGOV UITOPOLV Vo Tapatnpnlovv and ta tpdTa xpovia tng Lmng Kot tvat
ONUOVTIKES EVOEIEELS Y TNV KAWVIKT O1dyveo. 26TOG0, dev VILAPYEL GLYKEKPIUEVT Oepameio
v TV acBévela Kot avaAoyo LE TOL KAVIKG XOpaKTNPIoTIKA Tov acbevoug n Bepaneio
umopet va wpaypotonombel. To mpocsdokipo Lmng Bewpeitar cuvTouo, €101KA AOY®
KOPOOKADV KOl OVATVEVGTIK®OV ETITAOK®MV, OV KOl DITAPYEL AvVOQOPE TEPITTMOONG TOUOUDV UUE

12 etov (Ledbetter et al,2013).

3.11 To ouvdpopo Asperger

To cOvopopo Asperger (AS) eivan pio omd Tig S100£00UEVES AVATTLELOKES OLOTOPOLYES
(PDD), ot omoieg gtvar piot 01KOYEVELL GLYYEVOV KOTAGTAGE®V TOL YopaKktnpiloviot amod
aE100MUElDTES KOWMOVIKES O10TaPaES, OVGKOALEG EMKOVOVING, EAMAEILIOTO TTOLYVIOOD KO
QOVTOCTOG KO LU0 GELPA ETOVOAAUBAVOLEV®OV CUUTEPIPOPAOV 1) EVOLAPEPOVT®Y. To
mpwtdtumo PDD gival o avtiopdc, o omoiog meptypdonke yio tpdTN @opd amd tov Leo
Kanner oto Johns Hopkins 10 1943. O avtioudg eppaviletor og 1 otig 1.000 yevvioeig,

etvat po veupoPloroyikr| dtatapayn He 1oxvpd YEVETIKO cLoTATIKO (T0606TO VITOTPOTNG 2%
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£€m¢ 5% ota adéApLa, Tov glvar 50 popég avEnom e oyEomn e Tov Yevikd TAnfucuod), Kot
HepKoi, mg Tpog To mapdv, SOKIUACTIKOT Bloloyikol dEIKTEG TOV TEPIAAUPAVOLV T1) SOUT TOL
EYKEPALOVL (T.)., OPIGUEVO ATOLO PUTOPEL VOL EXOVV HEYAAVTEPOVS EYKEPAAOVC) KOt TN
Aertovpyio TOL EYKEQAAOL (T.)., OEV VILAPYEL 1] TUTIKT EEEIOTKEVOT TOV EYKEPAAOL Y10, TNV
avayvopion tpoconev). Ilepimov 1o 70% tov atdp@v pe avTiopo Exovv Badud vontikng
KaBVoTEPNONG KOl TO TUTIKO YVAOGTIKO TPOPIA TeEpAapfavel peydn LetafAntotnTa
de€lomtov (T.)., sLVNO®G LYNAOTEPOL EMTEOL deE10TNTEG EMIAVONG TPOPANUATOV KOt
YOUNAOTEPOL EMUTEIOV YAMGGIKEG KO EVVOLOAOYIKES OEIOTNTES). L€ TOYKOGULO EMINEDO,
VILAPYEL CNUOVTIKT S10POPA LETAED TOV YVOGTIKOD SLVOUIKOD £VOC atdOpov (OnA. Tov 1Q
TOV) KO TNG IKOVOTNTAG TOV VAL OVTOTOKPIVETAL GTIC OOt |GELS TG Kabnuepvng Comg (M
TPOCAPUOCTIKEG 0e€10TNTES). H d1dyvmomn Tov auTiopol eivoat EVIEADG CUUTEPIPOPIKT], LECH
™G KMVIKNG €EETAONG TOV 10TOPIKOD EVOC OO0V KOl TNG TPEXOVOAG TOPOVGINOT|G GTOVS
TOLEIG TOV KOWVOVIKAOV, ETIKOIVOVIOK®OV KOl COUTEPLPOPAOV TTatyvidlov / pavtacios. Kotd
MV TeEAEVTAiO OEKOETIO, ONUEIMONKE TPOHOOOG GTNV EPELVA YL TNV TPOEAEVGT] TOV GLTIGLOV,
1010{TEP GTOVG TOUEIG TNG YEVETIKNG KO TNG AELTOVPYIOG TOV EYKEPAAOV, OALY dEV VILAPYEL
Bloroyikod teot axoua (T.y., LEGM TNG AVAALGNG TOV GUILOTOG) Y10 VO TPOGOLOPIGEL TOL ATOp

ue avtdv tov 6po (Donnelly, Platt, Rebarber et al.,2014).

H dudyvwon tov AS amoutel v enideién mootikdv PAafdv 6Tnv KOWOVIKY oAANAETIdpao
KOl TEPLOPIGUEVO TPOTLTTO. EVOLAPEPOVTOG, KPLTHPLOL TOV EIVOL TOAVOUOIOTLTO LLE TOV QLTIGUO.
Y avtiBeon pe Tov auTIoUO, dEV LITAPYOLV KPITHPLL GTO GUUTAEYLO YAMGOIKMOV Kot
EMKOWVMOVIOK®OV GCOUTTOUATOV, Kot TA KPLTnpo EvapEnG dtopEpovy 6to 0Tt dev Ba mpémet va
VILAPYEL KAVIKG onuavTikh KafooTtépnon otV andKTnon YAOGGOV, TIG YVOOTIKEG Kot
avtoPonfovpeveg deE10TNTEG. AVTE TOL GLUTTOUOTO 00T YOUV GE oNuavTikn e€acBévnon g

KOW®VIKNG Kot emayyelpotikng Aettovpyiog (TpravrapuAriong & Kovpdaton,2003).

e kbmown avtiBeomn e TNV KOW®VIKY TOPOVGIiaGT GTOV OVTIGHO, Ta dTopa pe AS
Bpickovtol KOmVikd amopovopreEVa, aAld cuVIOWE dEV ATOGVPOVTOL TOPOVGIO GAAWV
avBponwv, cuvnBmg TANGLAovY AAALOVG OAAG e aKOTAAANAO 1) EKKEVTIPIKO TpdTO. [0t
TAPASELYILOL, LTOPOVV VO EUTAEKOVV TOV GUVOLANTY, CLVIO®G Evav EVAALKO, GE Lo
povomievpn cuvopidia o yapaktpiletor amd pokpdypovn, tadlacpévn opMa, yio éva
ayamMUEVO Kot Guyva acvuvnBioto kot otevo BEpa. Mmopel va ekdNADGOVV EVOLOPEPOV Y10
QUALEG KO VAL GLVAVTIICOVV avOPAOTOVG, 0ALY Ot EMBVIIEG TOVG OTOTPETOVTOL TAVTOTE OO TIG
adéEleg Tpooeyyicelg Kot Ty gvocincio Toug 6ta cuvoicHuata, TIc TPOoBEGELS Kot TIC U

AEKTIKEG KO CLOTNPEG EMKOIVOVIEG TOL AALOV ATOHOL (7). oo TANENG, Plachvn va
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@UYOLV KO AVAYKN Y10 LOOTIKOTNTA). XPOVIK ATOYONTEVUEVOL OO TIG ETAVUAUUPOVOUEVES
OTOTLYIES TOVG VO, EUTAAKOVV GE AAAOVG KO VO OYNUATIGOVY PIATEG, OPIoUEVO dTOUO LE
oLVOPOLO Asperger avoTTIGGOVY CUUTTMUOTO SLUTaPayNG TS d1dbeonc mTov pumopel va
arortovv Oepaneio, cvuneptlopfovopuévng eapprakevTikng ayoyns (TploavtaguAiiong &
KovBarton,2003).

[IpdTov, n opdio propet va yopaktpiletot omd Kok Tpocmon, av Kot 1 KAon Kot o
TOVIGUOG Umopel vo unv ivar T060 GKAUTTO KOl LOVOTOVIKG OGO GTOV QVTIGUO.
[Tapovsialovv Guyvd Eva TEPLOPICUEVO EVPOC TPOTLIMY TOVIGLOV, TOV YPNCILOTOLEITOL e
EAGYLOTN TTPOGOYN OTNV EMKOWVOVINKT Agttovpyio e optdiog (1oyvpiopot yio tnv
TPOYLOTIKOTNTOA, YLOVHOPIOTIKES TOPATNPNOELS K.AT.). O pvOudg opuAiog propel va etvan
acvvnOeTog (.., TOAD Yp1yopog) N LTopel va unv €xet vyépeta (.. optiia) Kot vdpyet
GLYVA KOKT OLOUOPP®ST TNG £vIaonS (T.y. 1 VN etvat TOAD duvath Topd T PLGIKY|
YEUTVIOGT LE TOV GUVOLIANTY]). AgVTePOV, 1 opAio pmopel cuyva va eivol EQATTOUEVIKT Kot
TEPLOTACIOKTY], EKPpaLovTag TV aicOnomn e yaAapdTnToS TV GUCYETIGEMY KL TNG
acvvéneloc. Tpitov, To GTVA emKoOvOVING TOV aTON®VY pe AS yapaktnpiletal cuyva omd
évrovn Aektikotnto. To moudi 1) o evidikag pmopel va Phd aotapdtnta, cuviiog yuo éva
ayomnpévo B€pa, ayvomvtog e6v 0 akpoatig umopel va evolapépetat, vo acyoindei ) va
EMYEPNOEL VAL KAVEL Eva oYOA10 1] vo aAAddEer To BEpa g suvopdiag. Tlapd Ta 1660
LOKPOYPOVIOL LLOVOAOYLO, TO ATOHO eV UTOPEL TOTE VO PTAGEL GE KATO10 GNUELD 1|
ocoumépacpa. Ot TPooTABEIEG TOV GUVOLANTT VO ETEEEPYOTTOVV {NTHLLATO TEPLEYOUEVOL 1)
AOYUKNG M VO LETATOTIGOVV TNV OVTOAAOYT| GE cuvaen BEpata, cuyvd stval avemtuyelg

(Donnelly, Platt, Rebarber et al.,2014).

40 KepdaAaio: 2uvdpopo Down

To ovvopopo Down givar pio amd TIg GNUOVTIKOTEPES OLTIES OLOVOTTIKNG avamnpiog Kot
gkaToppvpLa amd ovtoHs Toug acbevelg avtipetonilovy didpopa TpofAnpata vyeiog, OTwg
puéOnon Ko pvrun, ovyyeveig kapdiakég tadnoeic (CHD), acBéveieg tov Alzheimer (AD),

Aevyonpio, Kapkivor ko acBévela Hirschprung (HD). H enintoon ¢ tpioopiog emnpedletot
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amd TV NAKia TG unTéPoc Ko dtapépel otov TANBvoud (petadd 1 ota 319 kon 1 otig 1000
Covtavég yevwvnoel). To DS €xet vymAn yevetikn moAvmlokotnta kot petafintotmra
eowvotumov. Ta tprompkd EpPpoa dStaTpéyovv avénuUévo Kivouvo amoBoAlmVv Kot To dTopo Le
DS &yovv avénpévn cuyvotnTa ELPAVIONG APKETOV WTPIKOV Todncewv. H mpdopartn
TPAOO0G GTNV 1ATPIKT TEPIDAAYT LE KOWVOVIKT VTOGTNPIEN aDENGE TO TPOGOdKLLo (oNG Yo
tov mAnBvuopd DS. Ztig aventuypéveg ydpec,  péomn dbpketa Long yo tov tAnbovoud DS
etvar 55 ém (Korbel et al.,2009).

Down syndrome karyotype
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4.1Avaokotrnon

4.1.1 AvBpwTrivo Xpwuoowua 21

O poavdtLvmog Tov cLuTAEYpatog DS mpokvmttel amd TV avicoppomio TG 60coA0YiNG TV
yovidiwv mov Bpiokovial 1o avOpomvo ypopdcopo 21 (Hsa 21). H yevetikn ¢bon tov DS
pali pe to oxetikd pkpo péyedog tov Hsa 21 evBappuve 1OV EMGTHLOVE VO ETIKEVIPADGEL TIG
TPOCTAOEIEC TOV GTOV TANPT YOPOUKTINPICUO CVTOV TOV YPMOUOGHOUOTOS TO TEAELTOLN YPOVIOL.
To pnrog tov 21q eivar 33,5 Mb kot 10 21 p elvan 5-15 Mb. Yrmoloyiotnke cuvorwkd 225
yovidla 0tav dnpoctevdnke apyikn axorlovdio 21q .To Hsa 21 €xer 40,06% mepieyduevo
enMavVAANYNG omtd to omoio 1o mepleydpevo eravainyng twv SINE's, LINE's kot LTR giva

10,84%, 15,15%, 9,21% avtictorya (Korbel et al.,2009).

4.1.2 XapakTtnploTikd Tou DS

Yrdpyovv dapopa StoTnpnuUEva XUpaKTNPIGTIKA ToLv eReavioviot 6 OA0 Tov TANBVGLO
DS, ocvuneprapfovopévev podnctokdv SVGKOAIMV, KPOVIOTPOGHOTIKNG AVOUOANG Kot
vrotoviog ota Tpdpa Bpéen. Mepikol dvBpmmot tov DS ennpedlovton amd maparioyéc
(QOVOTUTI®V, GUUTEPIAAUPOVOUEVOV TOV KOATOKOIAMOK®OV dtappayrdtov (AVSD) oy
Kapod, tng Aevyopiog (téco ofeia peyokapvofractikn Asvyorpio (AMKL) kot o&eiog
AeppoPractikng Aevyoupiog (ALL), AD ka1 HD. To dropo pe DS éxel mowida puoikdv
YOPOKTNPLOTIKAOV OGS £vOL KPS TN YOUVL, KEKAMUEVO LATL, KOKO HVTKO TOVO, i emimedn
Pk Yépupa, pio Lovo vy TS TOAGUNG Kot TPOeEEYOV AOY® pKpOD GTOUOTOC Kot
HEYAANG YADGGOG. AAA YOPAKTNPIOTIKA TEPIAAUPAVOLY HEYAAO OGYTVAO, U1 PLGIOAOYIKO

potifo SaKTLVAIKOV amotumpdTomy Kot kovtd ddytvAa (Korbel et al.,2009).
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4.2 ['eveTIKA TNG VOOOU

H mo cvuvnbiopévn autio g dmapéng popodv pe DS givar n mopovsio emmAéov avtiypdoov
ypopocoouatog 21 pe anotéhespo tpioopio. Ot GAAeg artieg pmopet va eivat 1 pHeToTomion
tov Robertsonian kot 10 160xpOUOG®U 1] TO YPOUOCOL dakTUAIOV. To 1woxpOUOcOUN
elval évag 6pog OV YPNGLULOTOLEITOL Y10, VAL TTEPTYPAYEL U0 KATAGTOCT KOTA TNV 0moic dVO
paxpoLl Bparyioveg xpoUOCOUHOTOG dtoywpilovtol LETAED TOVG Tapd 0 LakPHS Kot KOVTOG
Bpayiovog mov daywpilovror pali kKatd v avamtuén tov onéppotoc. H tpioopio 21
(xapvotomog 47, XX, + 21 yo yovaikeg kot 47, XY, + 21 yio dvdpeg) mpokaieitan amd
OTTOTLYI0 TOV SLYMPIGLOV TOL YPOUOGMOUATOS 21 KT TNV avATTLEN WAPiOY 1) CTEPUATOC.
>t petatodmon Robertsonian mov gpeaviletat povo oto 2-4% 10V TEpTTOCE®Y, 0 LakKpHG
Bpayiovog Tov ypopocdpatog 21 cuvdéetot pe Evo GALO XpOUOCOLLO (YEVIKA TO Yp®UOG®LLL
14). Evo 10 pmoaiko acyoAieiton pe 10 AA00g 1 TNV €GQAAUEVT] KOTOVOUN EREOVICETOL HETA
M YOVIHOToinom o€ Kdmotlo onpeio Katd tn didpketa e kutropkng dwaipeong (Korbel et

al.,2009).

4.3 ZUOXETION YOVOTUTTOU-@QAIVOTUTTOU

Avtr n vtdBeon enektdOnKe Yo vo copmeptAaPel TNV THAVOTNTO CLYKEKPILEVA YOVIdLO 1)
VTOGUVOLQ YOVISI®MV vaL EAEYYOVV GLYKEKPIEVOLG GavoThmovg DS . H vrdBeom g
EVIGYVUEVTG aVOTTTLELKNG 00TAOEI0G ONADVEL OTL Lol U €101KT) 00G0A0Yia £vOG ap1Bpod
TPICOUK®OV YOVIOI®V 001 YEL OE [0l YEVETIKT] OVIGOPPOTLN TOV TPOKAAEL LEYOAO OVTIKTLTTO
otV £KQpacT) Kot pOOUIGT TOALDY YOVISI®V 6€ OAOKANPO TO Yovidimpa. Mo GAAN vtobeon
YVOO T ®G VTd0eon Kpioung meployng tpootédnke eniong o€ avt)v ™ AMota. Ot
(QOVOTVTIIKEG AVOADGELS £Yvay 6€ dTopa e pepikn Tptowpio yio to Hsa21 mwov dwmictwcav
OTL POVOo o 1 HEPIKES IUKPES YPOUOCOUIKES TEPLOYES, OVOUALOUEVES «KPIGULEG TEPLOYES
Down Syndrome» (DSCR) nepioyn 3,8-6,5 Mb ota 21921,22, pe mepinov 30 yoviowa
vrevBuvva Yo ) TAstoymoeia tov eavotumtov DS. ITponyovpévag a mepoyn 1,6 éog 2,5 Mb

avayvopiotnke og erapkng artia yio DS pehnotype . H aAAnAovyion tov Hsa 21
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amodeiyOnke onuavTiKoc mopdyovtag yio v €EEMEN g épevvag DS kot odnynoe oe
TEPAUTEP® YVADGT TOV CLGYETIGEWV YOVOTLTOV-PUVOTOTTOL TTov oyeTilovton pe To DS ko
axpiPeic yopakmmpiopovg tov teploydv DSCR. Mua «kpioiun meproy» evtog 21q22
BewpnOnie vrevBuvN Yo dStdpopovg patvotvmovg DS, cupmepthapfovopévov
KPOVIOTPOSOTIKMV AVOUOA®DV, GCUYYEVAOV KOPILOUKDOV EAATTOUATOV TOV EVOOKUPILOKDY
HaSILaPIOV, KMVIKOOPACTIKA TOV TEUTTOV dAKTUAOL Kot dtovonTikng kabvotépnong (Ke et

al.,2015).

Auth e€g1dikevon tvpooivig pwcseopviioomn kvaong (DYRKI1A) kot puBuietig
kaiowevpivng 1 (RCAN), popo tposkdiinong kvttdpov Down (DSCAM) éyet mpotabel
va Toilel Kpiolo pOAO GTOV OVOTTUGGOUEVO EYKEPOAO KOl EYEL EMIONG AVAYVOPIGTEL (G
vroYNELo Yovidto yia tov avénpévo kivovvo CHD og dtopa DS . To DSCAM givan évag
Kpioog Tapdyovtag 6T VEupikn dlapopomoinon, otnv Kabodnynon tov dEova Kot ot
ONHoVPYio VELPOVIKAOV SIKTV®V Ko EYel TpoTafel OTL 1] SOKOTY| QVTOV TOV SLOOTKOGLOV
oLUPIAAEL GTOV VELPOYVOGTIKO povoTtumo DS. Me Bdomn d1e£0dikég avalhoelg LEAET®V GE
avOpomovg Kot povtéda tovtik®v DS, elvarl mpogavég 0Tt 0ev vtdipyel ovte pia kpioiun
TEPLOYN YOVIOLOV EMOPKNG Y10 VO TPOKAAEGEL OAOVG TOVG Patvotvimovs DS. Evaidaktikd,
etvar mBovd 0TL VITAPYOLY TOAAES KpioyLes TEPLOYES N Kpiotua yovidia Tov GuUPAAAOVY GTOV

avTioToro EavOTLTTO 1} ORAdA POVOTUTT®V oL oyetilovtat pe o DS (Korbel et al,2009).

4.4 AId@opeg KAIVIKEC KATAOTAOEIG TTOU OXETICOVTAl JE TO

ouvdpouo Down

Ot dbpopeg KAvikég kataotdoels mov oyetiCovrat pe to DS givar n vocog tov Alzheimer, ta
KOPOLKA EAATTOUATO, 1) AEVY LI, 1] VTEPTOOT KOl TO YUOTPEVIEPIKA TpoPfAnuata (Zynua 1
). O poprokdg pnyovicpodg maboyéveong avtod ToV PovoTOTTOV Tov oyetileton pe To DS
npénet vo, pedetnOel poli pe Toug autioAoykovg Tapdyoves o va, kotovon el kadvtepa n
acBévela. AxolovBovv pepikoi oyetikol pe 1o eotvotumo DS mov cuintovvton Aemtopepmg

Kol YoV ¢ €ENC.



61

4.4.1 NeupoAoyIka TTpoAfuarTa

Ot acBeveic pe DS €yovv moAd avénuévo kivovvo Tpoung epedviong AD. Metd v nAkia
TV 50 gTdv, 0 Kivovuvog dvotag avEdvetar oe acBeveic pe DS émg kot 70% . Yrdpyovv
dtpopa Yovidia mov avaeépovy 0Tt Tpokarobv Tpodun Evapén AD. Mepkd and ta yovidia
nov meptypdpovtal otny Tpéyovca PiAtoypagia sivor APP (mpddpopog apvrogtdng
npoteivn), BACE2 (fnta ekkprtdon 2), PICALM (npmteivn cuykpotiuotog kAadpivig
déopevong eoo@atidVAMvocttoAng) kat APO (Arolmonpwteivn E) k.An. H oOvayn
VELPOVAOV KOl 1) TPIOOUIN 0VTNG TNG TPOTEIVIG glvat mBavO va GUUPBAAALOVY CUOVTIKA GTNV
avénpévn cuyvotra avotag oe dtopa pe DS. O molhamiactoopnog tov Hsa 21 padi pe v
epapuoyn APP ce dropa yopig DS €xer mpocpata amoderydei o1t oyetiCeron pe v mpdun
évapén AD. M eravdAnyn tetpa vovkAieotwiov, ATTT, oto wvtpdvio 7 g mpddpoung
TPOTEIVNG APVAOELDOVC €xEL GLOYETIOTEL pe TV NAkia Evapéng g AD e DS og o
TPOKATOPKTIKY LEAETN. ALAQOPOA LOVTEALQ TOVTIKADV YPNCLLOTOIOVVTOL Y10 TNV TOPOTPNON
TOV EKPUAGLLOV T®V PACIKOV YOAVEPYIKOV VELPOV®V TOV TPpdcOiov eykepdiov (BFCNs).
Ta movtikia Ts65Dn e&aptodvron and v tproopia g ékppacng APP ¢ omiesBodpopuxng
aoVikng petaopdc. Mehéteg éxovv eniong amokaivyet 6Tt 10 BACE2 mov kmwdikomotel To
évlopo Prta ekkpiraon 2 eumAiéketon eniong otv AD. Ta yovidia APP ka1t BACE 2
Bpiokoviat 610 ypopdcopa 21. Ta tpéyovia dedopéva yio to DS vrosmpilovv
ocvoyétion Tov anddtuvneov 6to BACE2 pe 1o AD. Extog and ta yovidie APP kot BACE2,
Ao yoviola onwg to PICALM kot 1o APOE BpéOnkav eniong va cuoyetilovion pe v
nAia pedviong g voocov tov Alzheimer oto DS (Salehi et al., 2006).

4.4.2 Kapdlokd TTpoARuaTa

H ovyvomta eppdviong CHD og veoyévvnta popd pe DS givon €og ko 50%. To eAdttopa
TOV £VOOKOPIOKOL HOEIAOPLOD TTOL OVORALETAL ETIONG OG KOATOKOIAMOKS EAATTOO
poa&iiaptod givar  mo Kowvn popen mov ennpedlet £og kat to 40% twv acbevav. To
Kotlokd onrTikd eadttopa (VSD) vrdpyetl eniong oe avtovg Toug TANOLGHOVG TOV
emmpedlel £o¢ kot 10 35% tov aclevav. To Bacikd LOpPOAOYIKO YOPOKTNPIOTIKO EVOG
AVSD eglvar 1 Tapovsio pog Kovig KOATOKOIAOKNG 0106 TA0PMOONG GE GUYKPLOT) UE TNV
Eexmprotn 0e&1d Kol aploTEPT) KOATOKOIALOKT GUVOEGT] GTNV KOVOVIKT Kapdtd. AAla

HOPPOAOYIKA YOPOKTNPLOTIKA TEPIAOUPAVOLY EAATTOUATO TOV HLIKOD Kol LEUPPOVMOOVG
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KOATTOKOIAMOKOD O10PPAYLLOTOG KO V0L MOEWES GYNILA TG KOG KOATOKOIAOKNG GUVOEGTC.
Yrapyet Svsavaroyio TV S106TACEDV 000V Kal E16O00V TNG OPIGTEPNC KOOGS, LLE TV
TPOTN va gival peyaldtepn amd TV TeElevTaio 6€ GUYKPLON UE TNV KAVOVIKT Kopdld OTov Kot
o1 6v0 dlaotdoelg sivon Tapdpotes.. Evo og mepintmon VSD, 10 eddttopa fpiokeTon 610
KOO O1d@parypo TG Kapdlds Adym Tov 0moiov HEPOG TOV OULLOTOG AT TV OPIoTEPT
Kowio dtappéet otn 0e€1d Kotdior 00N YdVTAG 6€ TVELLOVIKT vtéptaoct). H petdAlaén oto
yoviowo non Hsa 21 CRELDI (mloboto og kvoteiv EGF 6nw¢ to domainl) cuufdiierl otnv
avantuén tov AVSD oe DS. To CRELDI1 Bpicketar oto gpopodcoua 3p25. Kodikonotel pua
TPOTEIVN KLTTOPIKNG EMPAVELNS TTOL AEITOVPYEL O LOPLO TPOGKOAANOTG KLTTAPW®V KOil
exepaletor katd TV avantuén kopdtakmdv posthaplav. To yovidio CRELDI1 mepiéyet 11
e&ovia ov exteivovian o€ mepimov 12 kb. Méypt onjuepa, £xovv eviomiotel VO
ovykekplpévol yevetikol tomot yio. 1o AVSD. ‘Evag fitav o tomog AVSD 1 wov vdpyet oto
ypopodcsopa 1p31-p21. AArog témog vepye 610 Ypoudsompa 3p25 Kot To avTicToLyo Yovidlo
Nntav CRELD1. Ot Maslen et al £xovv evtomnicet dVo etepdluyeg petorhdéelg maporeiyemv
(p-R329C kan p.E414K) pe dvo dropa e DS koaw AVSD. 'Exovv mpocrafet 39 dropa DS pe
mnpn AVSD kot £xovv Bpet Tig idteg petorrdéerc. Xtnv 1d1a perét, o DNA 30 atépov
tproopiog yopic CHD peketnOnke kot yio tic d0o petaArdierc, dev evromictnke té€tola
petdAraén [ 35]. R329C mov avaeépdnke apyikd oe éva dropo pe pepikn ornopadikn AVSD
Kol Topa aviyvevetal eniong oe atopo DS pe AVSD. Eivou evdiagpépov, pe v idwo
petdAroén (oei. R329C), n cofapdtnta TG Kapdlakng AVETAPKELNS NTAV LEYOAVTEPT GE
acBeveig pe DS pe AVSD. Etot, 1 tavtonoinon g petdriiaéng CRELD 1 o€ 2/39 dropa
(5,1%) DS pe miipn AVSD vrodnAiavet 01t ta ehottdpota 6to CRELD 1 cvpBdilovv oty
naboyéveon tov AVSD oe oyéon pe v tpioopio 21 (Korbel et al,2009).

4.4.3 AipatoAoyikd TTpoBAAuaTa

Or acBeveic pe DS gppaviCouv éva povadikd gacpa Kakondeimv, mov meptiappdvovy
Aevyopio kaBhg Ko cvumayeig dykovg. H mpotn avagopd Asvyoipiog o acBeviy pe DS
eupaviomke 10 1930 kot n TpdT cvotnratikn peAétn 1o 1957 .Meléteg deiyvouv 6Tt ot
acBeveig e DS éxovv 10-20 popég avEnpévo oyetikd kivouvo Aevyotpiog, e COPEVTIKO
kivouvo 2% €mg v nAhikia twv 5 etov kot 2,7% £mg v nhikia tov 30 etdv . Atotelobv

nepimov 1o 2% T0oV GLVOAOL NG TAdLATPIKNG 0&elag AeppoPracTtikng Asvyoupiag (ALL) ko
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nepinov to 10% tng mtadratpikng o&eiag poehoyevng Aevyarpiog (AML). H Asvyoupoyéveon
¢ o&elag peyakapvoPractikng Aevyorpiog (AMKL) og acOeveig pe DS oyetiCeton pe v
TAPOLGI COUATIKAOV LETOAAAEE®V OV gumAékovy To Yoviolo GATA 1 (1] ovopdletat emiong
¢ moapayovrog déopevong GATA 1). To GATA 1 ivot évog mapdyovtog HETOYPOPS TOL
OLVOEETOL LE TO YPOUOSOUO X 0 0TTO10G £ivar omapaitnTog Yo T O10poPOTOiNoT TOV
€PLOPOEODV KL TOV HEYOKOAPLOKVTTAP®V. AdY® awTdV TV petorrdéewv GATA 1, vrdapyet
napoywyn pkpdtepng ntpoteivng GATA 1, odnydviog €101 6€ aveEELeYKTO TOALUTAOCIOCUO
AVAOPLLOV PLEYOKOPLOKVTTAP®V.ATO TNV AAAN TAEVPA, TO EXIKTNTO KEPSOS TNG LETAAAAENC
g Aettovpyiag oto yovidro Janus Kinase 2 vrdpyet og nepinov 30% tov TEPMTOCE®V e

ALL o¢ DS (Korbel et al,2009).

50 Ke@aAalo: H voonAeuTIK @povTida OTIC

XPWHOOWMATIKEG AVWHAAIES

5.1 H voonAeguTikn

Yrapyovv 1éc6epa emineda Bewpidv 6T voonAeLTIKY): peta-Oewpia, peydin Bewpio, Oewpia
pecaiov evpovug ko Bewpio pikpo-guPéretag . O Bewpieg pecaiov e0povg TEPLYPAPOVTAL OC
exelveg petalld TV Kp®OV VToBEGE®V TG KABNUEPIVIG £PEVLVOG KO TG EVOTOMUEVNG
Bewplag. 'Etot, 1o enimedo tov pecaiov €0povg eival KAT® amd TIC o PIAOGOPIKEG 1) LEYOIAES
Bempiec kot TV amd TIG EUTEIPIKEG YEVIKEVCELS TOV TANLCI®VOVTAL ¢ VToBéaels. To
BempntiKd TAaiclo Tov mapovsialetol tvan pa Oewpia pecsaiov evpovg, | omoia eEnyel Tov
EUTEPIKO KOGLO TNG VOOAEVTIKNG TTEDaPYinG OTN YEVETIKN KOl YOVIOLOUOTIKY ETOYN - AV
Kot €ival GUYKEKPYEVO 6TO TAOIGL0 (VOGNAEVTIKT GTI) YEVETIKY] KOL TNV EXOYN TNG
YOVIOLOUOTIKNG), WTOpEl var lvar YeVIKO Vo 0100y IC0VLE TOALOVG KAVIKOUS TANOLGHOVE Kot

va cvumeptAdfovpe mapopota eovopeva. Emmiéov, og Bacikdc porog tov Bempidv pecaiog
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euPérerag etvar va katevBovel Tig cvvtayég g Bewplog pikpo-guPELEIONG TOV GTOYELOVY GE
OLYKEKPILEVN TTPOKTIKN Kol TPOPAEYT 0T TO TPOTEWOUEVO TACIGL0 Bal LTtopovoe va
KOTELOVVEL TEPUTEP® UEAETEG CYETIKA LE TN LETPNOT KO TIC TAPEUPAGELS TNG YEVETIKNG
VOONAELTIKNG TEPIBAAYNG Kot EMIONG VO BEATIOGEL TO OVGLAGTIKO TEPLEYOLEVO TNG
VOGNAEVLTIKNG EMGTIUNG GTOV YEVETIKO Kot Yovidtouatiko topuéa. H voonievtikn eotidlet
EMIONG TEPIOCGOTEPO GE YVYOAOYIKEC 1| GUUTEPLPOPIKES ATOKPIGELS, OTMS LTOPAYT
LETATPOVUATIKOV GTPES , YVOOTIKN €acévnon , Kamvicpa, Toyvsapkio Kot Vtvoc. Edv
neEPLocOTEPN EpELVa £0€1EE OTL AVTEC OL YUYOAOYIKEG 1] GUUTEPLPOPIKES OTTOKPIGELS
oyetilovton TpayHaTiKd pe ta yovidla, 1 VOonAevTiKn B0 TpOTOTOGEL TIC TOPAOOGIOKES
AVTIMYELS OVTOV TV CNTNRATOV Kot B0 avartdEel KATOAANAOTEPES TaPEUPAGELS Y10 T

BedtioTomoinomn twv anotelespdtov Towv acdevav ( Jenkins & Lea,2005).

AVt 1 véa YVOoT, 1] YEVETIKT KO 1] YOVISI®UOTIKY, KOl 01 EPOPLOYEG TNG KATA TNV TOPOYN
VYELOVOIKNG TEPIBOAYN S PEPOLV YLYOLOYIKA, KOWVOVIKE, NO1kd ko vopkd {nTiuoto mov
oyetiovtot pe Tov EAEYY0, TNV KATAYPOQEN, TNV KOWVY XPYOT KO TNV amofnKeLoN YEVETIK®V /
YOVIOLOLOTIK®V TANPOQOPI®V. O1 VOGOKOUES TPEMEL VO, AVOULEVOVTOL KOl VOL Elvait
TPOETOUAGUEVOL VOL LTOGTNPILOVY TOL STKOLDUATO OAOV TV OTOU®V OVTILETOTILOVTOG
Inmuata kot TpoPAnuata mov oyetifovrol pe TV TEPAcTIO EMGTNUOVIKY TPOOOO GTNV

avOpamivn yevetikn (Jenkins & Lea,2005).

5.2 Epapuoyn NG YEVETIKAG KAl TNG YOVIDIWMPATIKAG OTN

VOONAEUTIKN

Ot avOKOAVYELG YEVETIKNG KO YOVIOLOUOTIKNG 001YOUV O€ VEES Kol PeATiopéveg peBodovg
Stahoyng, Odyvaong, TpoAnyng kot Bepaneiog omdviov kot Kooy acheveimv. Ta péAn tov
€VPVTEPOV KOOV aVOUEVOVY OAO KO TEPICTOTEPO OTL OAEG O1 EYYEYPALUEVOL VOCAEVLTEG
ocvoumepthappavopévov twv RN, APN kot e101k®V vocokOp®V, O Yp1CLLOTOI00V YEVETIKES
KO YOVIOLOUOLTIKES TTANPOQOpPIEG Katl TEYVOLOYiEG OTOV TTapEyovV voonievTikn mepiBaiym. Ot

VOONAELTEG 0€ OAa T EMITEDQ KOl GE OAOVG TOVG TOUELG TNG TPUKTIKNG O GLUpETAGYOVY
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oUVTOUO TNV AELOAGYNOT KIVOUVOD Y10, YEVETIKEG KOTAGTAGELS KO SLOTAPOYES, EENYDVTOG
YEVETIKO KIVOUVO KOl YEVETIKEG QOKIES KO VTTOGTNPILOVTOG EVILEPOUEVES ATOPAGELS Y10l TV
vyeia Kot gukaipieg yua Eykapn topéppaot. Ot Pacikég KatevBuvinpieg yYpoppésg
VOGNAELTIKNG IKOVOTNTOG KOl OVOAVTIKDV TPOYPOUUATMV Y10l TN YEVETIKY KOl TN

yovioropotikn avoaeépovv (Knight & Flint,2004):

o [0 @epovTida aTOU®V / OIKOYEVEI®V / KOWVOTHTOV 1 / Ko TANBvuGudV Kab 'OAn ™
dupketa {ong, ot eyyeypappévol voonievtég Ba mpémel va emdeifovy endpketo e v
EVOOUATMOON YEVETIKMV KOl YOVISI®UOATIKMY TANPOPOPIDOV GTNV TPOUKTIKY| TOVG
[Mopadeiypato eQaproydV YEVETIKNG Kol YOVISI®UATIKNG GTY VOOT|AEVTIKY TPOKTIKN

nepthappévouv ta akdAova:

®  avayvoplon evOg veoyEVVITOL BpEPOoug TOv KIvOLVEDEL atd VOoTpOTNTA 1)
BvnodTo AOY® GPOARATOV YEVETIKOD HETABOMGLLOD

®  TTPOCOOPIGHOG EVOC OCVUTTOUATIKOD POV TOL SlaTpEyel LYNAO KivOLVO Yo
KANpovoko kapkivo Tov Toy€og eviépov pe PAomn TO 01KOYEVELNKO 1GTOPIKO TOV

® TOV EVTOMIGHO £VOG {evyaplol TOv KIVOUVEDEL VO OOKTIOEL TTOLOT JLE YEVETIKN
KOTAGTOON

o [onbovrag oty emAoy”n evoc eappdikov 1 pog 06ong evog pappdkov, acet
YEVETIKQOV OEIKTAV, 0T Oepameio evog eviilika mov £xel Kapkivo

e Ponbavrog omolovonmote acHev 1 OIKOYEVELN TOV EYEL EPOTICEIS GYETIKA LE
YEVETIKEG 1] YOVIOIMUATIKEG TANPOPOPIES 1] VIINPETiES Vo Ppel AEIOTIOTES

TANPOPOpPIES.

Avopévetat 0Tt KOe TPOYPULLLLO GTTOVODY VOGNAEVTIKTG TTOL TPOETOLUALEL VOOT|AEVTES Y10
TPOKTIKN GE OTOL0ONTOTE EMIMESO Ot EVEOUATOCEL OEUATA YEVETIKNG KOl YOVIOI®UOTIKTG KO
padnolokég epmelpieg o€ vapyovoeg TaEels. Ol exmadevTikol VosokOpmy, pe kabodnynon
oo TIS PACIKES IKAVOTNTEG VOGNAEVTIKTG KO TIG 0ONYIES Y10 TA TPOYPAULOTO CTOVIDV GTN|
YEVETIKY| KOl T YOVISIOUATIKY , GOVTOUA O 6yedtdcovy Kot Ba epappocovy padnoctokég
eunepieg mov Ba Pondnoovv Toug pabntéc og OAQ Ta emimeda, pali pe TIG OCKOVUEVEG
VOGOKOUEG VO ETITHYOLV TIC YEVETIKES KOl YOVIOIWUOTIKEG IKOVOTNTES TOL Oal YpEOGTOVV YU
e&doknon. ['a va vrootnpi&et avtv v €vtoén, ot Bactkég KaTeLOLVTAPLES YPOUUES

VOGNAELTIKNG IKOVOTNTOG KOl OVOAVTIKMV TPOYPOUUUATMOV GT YEVETIKY] KOl T1] YOVIOUDLLOTIKN
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TEPAOUPAVOVY L0 OAOKATNP®UEVT] AIOTO TOPMV Y10 EKTOLOEVTIKOVG VOCOKOUMV.AVTN M
evomta Oa emikevipwbel Tpa og d1dpopa Tapadelypato pOA®YV VOCNAELTIKNG G€ OAO TO
EMIMESA TPOKTIKNG OTN YEVETIKN KO YOVISIOUOTIKY VYELOVOUIKN TtepiBaiym,
CLUTEPIAOUPOAVOLUEVIC TNG GVAAOYNG OIKOYEVELOKOVD LGTOPIKOV KOl TG YEVEOAOYIKNG
KOTOGKELNG, TOPATOLUTT Y10 YEVETIKES OLOPBOVAEVGELS, YEVETIKEG OOKIUES, PUPLLOKOYEVETIKY|
KOl QOPUAKOYOVIOIUMUATIKT, KOt EVOG VEOG TOTOG YEVETIKOV OOKIUMV TOL OVOUALETOL AUEGOG

- YEVETIKEG OOKIUES.

5.3 OIKoyevEIOKO 1I0TOPIKO

H yvdon tov pdAov Tov 01KoyEVELNKOD 1GTOPIKOD GE KOWVES KOl GTIAVIEG YEVETIKEG
KOTOGTACELG Kot dtotapayEs eivat éva TpmdTo PApa oty aE0A0YNoN YEVETIKMV Kot
YOVISIOUOTIK®OV KIvdUveV Kot otny ykotpn tapépfacn. O IN'evikog Xepovpyds twv
Hvouévov [Molewwv (HITA), oe cvvepyasio pe 1o Yrnovpyeio Yyelag kot AvBponivov
Ynnpeoidv tov HITA kot dhreg kuPepvntikég vanpecieg, Eekivnoe pia eBvikn ekotpateio
dnuocog vyeiag to 2004 mov ovoudletar IlpmtoPoviia Owoyeveloxkod Iotopikon Tov
I'evicov Xepovpyod twv HITActv avayvodpion Tov onuavtikod pOAOL TOV OIKOYEVELOKOD
16TopKoV otV vyeia Kot T1g acBéveles. H Tlpwtofoviia evBappuvel OAEG TIC UEPIKAVIKES
OLKOYEVELEG VAL LABOLV TEPIGGOTEPA Y10 TV OLKOYEVELNKT TOVS totopia. [Ipocpépet Eva
NAEKTPOVIKO £pyalreio yia va fondnoeL TIC OIKOYEVELES VO ONLLOVPYTIGOVY EVO TOPTPETO TG
O1KOYEVELOKNG TOLG LYEioc. AV kol ot Apeptkavoi yveopilovv 0Tl TO O1KOYEVELNKO 1GTOPIKO
etvar onpavtikd yo v vyeio Tovg, 0G0 T0 Eva TPITO deV £YOVV TPOCTUONGEL TOTE VL
GLYKEVTIPOGOVV KUl VO YPAWOLV TO 16TOPIKO vyeing TG otkoyévelds toug ( Ymovpyeio Yyeiog
kol AvBponivov Yanpeowov tov HITA, 2008 ). Ot voonievtég pmopovv vo Bonbnicovy tig
01KOYEVELEG VAL LAOOLV Y10l TO OTKOYEVELNKO 1GTOPIKO VYELNG TOVG, TPOGPEPOVTAS TOVG
nAnpoeopieg oyetkd pe v [potoPoviio Oucoyevelakob Iotopucod Tov N'evikon

Xepovpyod tav HITA.

Ot voonievtég Oa mpémel emiong va eivar TpoeTopacévol vo GLAAEEOVY Eva 1GTOPIKO
OLKOYEVELNKNG VYELOG TPUDV YEVEDY KOl VO, OT)LLLOVPYHOOVY EVOL YEVEOLOYIKO OO TIG
CLALEYLEVES TANPOPOPIES OIKOYEVELOKOD 1GTOPIKOD, YPTCLLOTOLDOVTOS T TUTOTOUEVOL

ovpPolra kot oporoyio. Katd t ALY TOL OIKOYEVELOKOD 1GTOPIKOV, 01 VOGNAELTEG TPETEL
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va glvot 6€ £ypryopo Yo TOVG TEAATEG TOV TOPOLGLALOVV OTKOYEVELNKO 1GTOPIKO TOL £YOLV
TOAAEG YEVIEG IOV £Y0VV TPOGPANDEL amd pia cuykeKpUEVn dtoTapoyn (CVTOGMOUOTIKN
Kuplapyn KAnpovould) N eKEivav pe TOALATAAL AOEAPLO TOV £YOVV YEVETIKT SLOTOPOYN
(0VTOCOOTIKY VTOAEWTOUEVT] KANpOVOLLY) 1] ekEfvovg Tov emnpedloviot pe achévela 1
ndOnon oe veapn nAkio (TOAALOTALS YEVIES LE TPOIUO KAPKIVO TOL HOGTOD Kol TV
®onk®v). Otav évag meAdng avayvopileton 0Tl Y€l OIKOYEVELNKO 10TOPIKO TOUVAG
KANPOVOLIKNG YEVETIKNG O10TApOYNG, 1| VOCOKOLN GUINTA TO OIKOYEVELNKO 1GTOPIKO UE TNV
OLLAdO VYEIOVOUIKNG TTEPIBAAYNG KOl EVILEPADVEL TOV TEAATN OTL AVTOC 1] AVTN EXEL
Topayovto Kivohvou yia pua acfévela. O voonAgLTNE KoL 1] OLLAO VYELOVOUIKNG TEPiBaiymg
LTOPOVV GTI GLVEXELD VO TPOCOEPOVY GTOVS 0GOEVELS YEVETIKODE TOPOLG KOl TOPOATOUTT GE
YEVETIKOVG E101KOVS, GUUTEPIAUUPOVOUEVOV LOTPIKDV YEVETIGTMV, YEVETIKOV GUUBOVA®V Kot

e10IK®V voookopwv yevetikng (Knight & Flint,2004).

5.4 eVETIKOG EAEYXOG

Ot yeveTIKEG Kot YOVIOLOUOTIKES AVOKOADYELS £XOVV 00N YNGEL TNV AVATTLEN EVOG
av&avOEVOL aplBov YEVETIK®OV £EETACEMY TOV UTOPOVV VAl (PN GLLOTOHOVV Yo TOV
EVTOMIGULO EVOG YOPOKTNPLOTIKOV, TN SLAYVOGCT LIOG YEVETIKNG dtatapayng 1 / Kot Tov
EVTOTIGULO OTOL®MVY TOL £XOLV YEVETIKN TPodtdfeom yia acBévelec, OTmG Kapkivog 1
KapOlaKES TadNoels. YTapyeL Tdpo YEVETIKOG EAEYYOG Yo TeplocOTEPES amd 1.600 yeveTikég
dlatapayES Tov Kupaivovtol amd dtapayEs evog Yovidiov, OTwg KuoTiKn tvwon, £mg
TOAOTAOKES dratapayEs, OTms o dafnte. Ot voonievtéc o€ OAN TO EMIMESA TPAKTIKNG KO
o€ OMa Ta EMiMEdA TPOAKTIKNG Bl EUTAEKOVTAL OLO KO TEPIGGOTEPO LLE TOV EVIOTIGUO
acBevov mov Ba propovcay vo eEm®PEANB0VV omd YEVETIKEG EEETAGELS, TNV EKTTAIOELOT TWV
acOEVOV GYETIKA LLE TN GVOT) KOl TOV GKOTO L0 YEVETIKNG EEETAOMG KO T XPTON YEVETIKOV

SOKI®V Yo va kaBodnyncovy v TpdAnym Kot T Bepaneio oTéviov Kot KooV acBEveles.

Ot yevetikol €Aeyyot ¥pNGIUOTOI0VVTAL TMPU GE TPOYEVVITIKOVGS, TOOLOTPIKOVS KoL
evnAkeg TANBvooVG. O TpoyevynTikdg YEVETIKOG EAEYYOG XPNOUYLOTOLEITAL Y10l TOV EAEYYO
KoL T O1dyvmon YEVETIKOV KOTAGTAGE®mV, OTmS T0 chvdopopo Down. H dokyun eopéa
GUUPBAAAEL GTOV EVTOTIGUO ATOUMY TOV GEPOLY EVaL AVTIYPOPO YOVISIOKNG LETAAAAENG TOV,

OTov VITAPYEL o€ OVO aVTiypapa, TPOKAAEL YEVETIKT dlaTapayr), 0TS 1 KuoTikh ivawon. H
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SOKIUT POPEN TOPEXETOL GE ATOLO TTOV TPOEPYOVTOL OO GUYKEKPIUEVES EOVIKEG OLdOES TOV
£YOVV AVENUEVO KIVOUVO CUYKEKPILEVMV YEVETIKOV dlatapoydv, Ommg 1 acévela Tay-Sachs
o1oVg efpaikovg TAnBuopovg Ashkenazi. Otav kat ot dVo yoveic dokipualovral, To TeT divel
TANPoQopieg oyeTkd pe TV ThavoTnTo VoS (evyaplod vo, amokTHGEL Todl [LE YEVETIKY

Awrapoyn (Knight & Flint,2004).

O éheyyog TV veoyévvntav £xel emektabel mote va mepthapPdavet Evav av&avopevo apoud
YEVETIK®OV S10TOPOYDV TOL Oa Lropovcay va. amoderyBovy emkivovveg edv apeBovv ywpic
Oepancio. Eni tov mapovtog, moAAEG ToMTEIEG TPOGPEPOLV ELEYYO Y10, TEPIOTOTEPES OO 29
OLVONKEG HECH TV TPOYPUUUATOV EAEYYOL VEOYEVYIITOV. 2 EK TOVTOVL, evTomilovTtal
TEPIOCOTEPES YEVETIKES SLOTAPAYES KOTA TNV TPMIUN VEOYEVVITN TTEPI050, £TGL MGTE OL
napepPacels kKot o1 Oepaneieg va pmropodv va yopnyobvrar aueca. H patvulketovovpia
(PKU) etvan éva mapadetypo yevetikng dtatopoyng yio tnv onoia dtotifeton Eeyyog
veoyévvntov. O dlayveoTiKOg YeEVETIKOG EAeYYOG Xpnoomoteitan Yo va emiPePfondoet T
AyVOOTN MG GUYKEKPLLEVIC YEVETIKNG dlatapoyng Otav vIdpyel vroyio BAGEL PLOIKMV
CLUTTOUATOV N BETIKOV omoTelecATOV daAoyNg veoyEvvnTov. Ta amoteAéspata pog
SYVOGTIKNG €EETAOTG UTOPOVV VOl EMNPEAGOVV TN SLXEIPIOT TNG YEVETIKNG Ol0TApOYNG Ko
T1G EMAOYEG EVOC OTOLOV GYETIKA LE TNV VYEOVOIKN TtepiBalyn. Mo GAAN xp1ion YEVETIK®OV
JOKIUAV €IV 1) TPOEUPVTEVTIKY] YEVETIKN €EETOGT, TOV OVOUALETOL EMIONG TPOEUPVTEVTIKN
vevetkn dudyvoon (PGD) . To PGD ypnoomoleiton yio Tov EVIOTIGUO YEVETIKOV OAAXYDV
oTa UPpLa TOV OMUOLPYOVVTAL YPNCYLOTOIDOVTAS TEXVOAOYiEG LITOBonBovuevg
AVATOPUYMYNGS, OTTMG 1 Yovipomoinon in vitro. Katd ) yovyoroinon in-vitro, to kOTTOP0
TOV OOPIOV HOG YOVOIKOS 0patpovVvToL od TIC MOONKES TNG KOl YOVILLOTOLOVVTOL LLE GTEPLLOL
¢Em amd To s TNG. XN GLVEYELD AapPaveTal Evag LKpOS apliprdc KuTTtdpmy amod To
éuPpova ko e€etdleTon yio HETOAAAEELS 1) TapoAAayES Yovidimv. Avtd ta Epppua yopig Tic
YOVIOLOKES LETOAAAEELS 1 TAPOAAAYES ELOVTEVOVTOL GTN GUVEYELL GTI UNTPA TNG YLVOIKOG

v va Eekvnoetl 1 eykvopoovvn g (Knight & Flint,2004).

Ot yevetwkol €deyyol TPOSOEPOVTAL OLO KO TEPIGGATEPO GE EVIIAKEG TTOV OLATPEYOVY
KIvOuVvo Yo TpOESG daTapays EvapEng, OT®S KapKivog TOL HOCTOV, KOPKIVOS TOV o E0G
EVIEPOV KO OUOYPOUATOCT. AVTOG O TUTOC YEVETIKMV SOKILAOV OVOUALETOL TPOKATOPKTIKY)
N YEVETIKN dOoKIUY| TPpodldbeonc. Mo TPO-CUUTTOUATIKY] YEVETIKT SOKIUN Elvor pio SOKIUN
Yol L EVIEADG SIEIGOVTIKY| VOGO VOGS YOVIdiov (Tov onpaivel 0Tt edv £va ATopo £YEL TO
yovido mov mpokoAiel v acBéveln, Oa avantuget T dwatapoyn). H yevetuen doxkiun

Tpoo1deong elvar pio SOKIUN Yol Lol YEVETIKT] TPpooldBeom (ateleic 01€160VTIKEG GLVONKES).
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Agv Ba avorTOEOLY OANL TOL ATOLA TTOV £XOVV BETIKO AMOTEAECUO YEVETIKAOV EEETACEWV KATA
) dtdprela TN (NG TovG. Ta YEVETIKA TEGT TPOEUTTOUATIKNG Kol TPOSIAOEGC TAPEXOVY CE
OAGLUTTOUOATIKA ATOUN TANPOPOPIEG GYETIKA LE TO €AV £YOVV YOVISIOKT] HETAALOEN 1 / Ko
TOV KIvOUVO gROAVIONG GUYKEKPIUEVNG SLATOPAYNG. Ot YEVETIKEG SOKIUES TPO-CUUTTOUATIKNG
KOl TPOSIAOEGNC TPOSPEPOVTAL GE ATOLO TTOV TPOEPYOVTOL OO OIKOYEVELESG LE YVIOOTN

ndOnon v eviikeg (Skirton et al.,2005).

5.5 QapPaAKEUTIKN aywyn

O yvooelg pag oxetikd e To pOAO TNG YEVETIKNG, GE GXECN LE TOV TPOTO LLE TOV 0010 TO
OO0 EVOS OTOLOV SLOAVETAL KOl OVTATOKPIVETOL GE OPIGUEVA PAPLLOKOL, AVEAVETOL GLVEYDG.
AvomtoceovTot 00 VEOL TOUEIG TNG LEAETNG KO EQAPUOYNG TNG YEVETIKNG KOl TNG
YOVIOLOUOTIKNG Yo ttpikn) Oepameio acBeveimv. 'Eva véo medio eivon to medio g
(OPLLOKOYEVETIKNG TOV OGYOAEITOL LE TN LETOPANTOTNTA TOV ATOVINGEDV TOV ATOU®V GE
eappaka AOym yevetikng petafoins. H papuaxoyevetikn eEetdalet T1g yeveTikég TANpopopies
€VOG ATOLOV GYETIKA LE TOV TPOTO LETAPOPAS KOl LETOLOAIGHOD TOV PAPHAK®DV GTO GO0
TOVG KOl TOVG GUYKEKPIUEVOLG VITOJ0YELG PaprakwV. O 6TdYOG TNG POPUOKOYEVETIKNG Elval
vo dNUovpyNoet Eva eEATOPKELUEVO TPOYPOLL BEpaTElng PAPLAK®OY, EMTPETOVTOS £TC1
TNV KOADTEPT EMAOYT Kol 060M Qapudkmv. ['a Tapddetypa, yeveTikog EAEYYOG Y10 OPIoUEVL
yoviowa (CYP2C9 kau VKORCT) wov ennpedlovv 1o petafoAiiocpod g Bapepapivig, evog
aporotikov aipatog (Knight & Flint,2004).

"Eva dAAo véo medio givatl avuTd TG QOPUAKOYOVISIOUATIKNG TOL ovalNTA YEVETIKES
TOPOALQYES TOL GYeTIoVTOL e TNV avaKOALYT Kot TV avarTuén eopudkov. H
(QOPUOKOYEVETIKN £pEVVO, 00MYEL GTNV AVATTLEN PAPUAK®Y TOV UITOPOVV VO, TPOCOUPLOGTOVV
E101KA 0€ GUYKEKPIUEVA ATOLLOL KOL VO, TPOGOPUOGTOVV GTH YEVETIKT 60VOEST KAOE aTOHOVL.
To mepipdirov,  dtaTpon, N NAkia, o TpOTOG {ONG Kot 1 KOTASTACT TG LYELNG EVOC
OTOLOL UITOPOVV VO EXNPEAGOLY TNV AVTUTOKPIGT) TOV OTOUOV oTo pdppaka. Emmiéov,
KOTOVON O™ TNG YEVETIKNG cLVOESN G £VOG 0OV popet vo Bondncel otn onpovpyio
eCATOLKEVUEVOV QOPUAK®V TTOV EIVOL TTLO ATOTEAECUATIKA KOl £XOVV AYOTEPES
TAPEVEPYELES, Y10 EVOL GLYKEKPLUEVO dTopo. [a mapddetypa, sivor TAéov yvawotd Ot ot

acBeveic TOL £Y0VV TPOYMPMNUEVO KOPKIVO TOV TToLYE0C EVTIEPOL KOl TOV £XOLV HETAAAAEN GTO
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yoviolo mov ovopaletoar KRAS otoug dykovg toug, oev mpémet va Aappdvovy ynuetofepameio
Kol To Qapuako mov ovopaleton cetuximab (Erbitux), emeidn dev eivon mbavo vo wpeAnbovv
and ) cvvovacuévn Bepaneio. H amopuyn avt)g g cvvdvacuévng Bepaneiag Bo propovoe
VoL TOVG ATOTPEYEL TIG TOPEVEPYELEG KOl TO KOGTOG 0vThG NG Oepameiog. Ot etducol
wpoPAETOLV OTL GUVTOHA Ba Yivel cLVHONC TPAKTIKY] Y1 TN SOKIUT OA®V T®V GYK®V TOV
To€0G EVTEPOL Yo pHeTaALdEelg oto yoviolo KRAS mpv Eexiviicovy ekeivol ot acBeveic mov

EYouv TpoywpPNoeL vOco og Bepaneieg mov mepthapPdvovy To cetuximab.

H épevva Genomic dvoi&e emiong tnv mOPTA Y10 IOIOTIKEG, KEPOOOKOTIKES ETOPEIES VL
YPNOLOTOLOVV YOVISIOUATIKEG TANPOPOPIES Y10 TNV AVATTTLEY KoL TNV EUTTOPI YEVETIKAOV
oKDV omevOeing 6TOVG KATAVOAMTEG LEGM TOV AladtkTvoV. YTTdpyet Evag avEavOprevog
apOUOG ETAUPELDV TOV TPOGPEPOLY YEVIKES OOKIUES amevBeiag mpog katavormtég (DTC) y
v a&loAdyNom YEVETIKOV Kvovvav yuo tnv vyeia. Ot yevetikég eEetdogic DTC cuvifog
nepAapPévouy and&eon KLTTApwV amd T0 E6MTEPIKO TOV LULAYOLAOV KO OTTOGTOAT] TOV
delypatog og epyastplo SoKIpmv mov Ba extedéost T dokun. H etaupeio avaivet ta
dedOUEVH YOVIOLOKNG aKOAOLOTaG, TO EPUNVEVEL Y10 TIC TANPOPOPIES KIVOVVOV TOL
amoKaAOTTEL Ko dnpovpyet pia avoeopd. H avapopd aroctéAdeton ancvbeiog otov
KOTOVOAW®TY). € OPIGUEVEG TEPITTAGELS, O TAPOYOS VYEWOVOLKNG TtepiBalymg dev
eumAéketal. AALES avnovyieg Tov gyeipovion amd Tovg YeveTikovg eAEyyovg DTC
wepAapBdvouy v ThavOTNTO TO KOO VO, TOPEPUNVEVCEL ECPAAUEVA TIG YEVETIKES
TANPOPOpieg TOL TOLVG divovtar amevBeing 1) TV TOAVOTNTO VO SLATAEOVY YEVETIKEG
e€etdoelc mov etvan axoatdAinies. Apketol opyavicuol, copneprapfavopévav tov E6vikov
Ivetitovtov Yyeioag, avantdicoouy Tpoypaipoto Kot TOpovs Yo Vo EKTodEHGOVY T0 EVPY
KOO Kol TOLG EMOYYEALATIEG TOV TOUEN TG VYELNG OYETIKA LE TIC YEVETIKEG e€gTdoels. H
VOGNAELTIKY TPUKTIKY| TEPIAAUPAVEL OO KO TEPIGGATEPO OVTEG TIG VEEG KATEVOVVOELS GTNV
vyglovopukn mepiBaiyn. Ot voonAevtés Ba mpémet vor ETEKTEIVOLV TIG YVADGCELS KO TIG
OeELOTNTEG TOVG BTNV TPOGAPLOYT YEVETIKAOV KOl YOVIOLOUOTIKAOV TAT|POPOPIDV KO SOKIUDV
o1ovg acbeveig Tovg. 'Exovtag yvdon t660 TV 0peAdV OGO Kol TV TEPLOPICUDV TMOV
AVAOVOLEVOV YEVETIKOV TEGT Oa EMTPEYEL GTOVS VOOTAELTES Va. fonBNcovV Tovg
KOTOVOA®TEG Vo eveEp®OOVV, 01 LITEVBVVOL AMYNS OMOPAGE®V TTEPT VYELOVOUIKNG

nepiBaiymg (Knight & Flint,2004).
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5.6 2uvaioBnuaTIKh UTTOOTAPIEN

H ocvvaicOnuatikny vroot)pién pmopet va ival amapaitntn yio TG OIKOYEVELES, EMELON
umopel va fruocovv ook kot OAiyn dtav pdbouvv ) didyvoon. Atotnpei o voonAevtig mavto
pio pn Kpion otéon Kot TapEyete GuVAIcOUATIKY VTOoTNPIEN OTTmG amorteitat. AdPete
VoY OTL 01 YOVEIG UTopovV va Tepdoovy amd T dadikacio méEvBoug, n omoia wepthapPdvet
apvnon, Bvuod, dtmpayratedoELS, KaTaOAYM Kot amrodoyrn. Avtol ot yoveig umopel va
YPELOOTEL VO, AVTILETOTICOVV TV ATMOAELD TOV LOPOV TOV oyedialay va £x0VV Kal va 0EXTOVV
10 Toudi oV elyav. Apyikd, pmopel v oKeQTOOV UOVO TIC TPOKANGELG KOt TOL EUTOS0L TTOL Ot
AVTILETOTIGEL TO Todi. Mmopel emiong va avnovyovy Yo Tov avEnpévo Kivovvo
oxetilopevav emmlok®v oty vyeia. H eknaidevon kot n vrootpién katd ) dbpkela
0TS TNG YPOVIKTG TTEPLOd0L givar amapaittes. Ot yoveic pmopel emiong va £xovv EpOTNOELS
OYETIKA LE TO o106 B ppovticetl To peyaho modi tovg. Exmondevet Tig owoyéveleg o
VOGNAELTNG Y10 TO TAOGS VO, 6YedAG0VV TO PEALOV. o mapadetypa, kabdg To madi Tovg
yiveTon evijAikog, umopet va gtvor KatdAinio va Bpet epyacio, avaroya pe to Badbud
YVooTikng kabvotépnonc. H didackaiio Twv okoyeveldV GYETIKA [LE TOVG O100EGLOVG
TOPOVE KOl TOL GUGTHHOTO VITOGTNPIENG EIVOIL EMWPEANG KOl ATOPOITTO GTOLEIO PPOVTIONG

(Jenkins & Lea,2005).

5.7 ®povTida yia evAIKEG a0BevEig

Eivor onpovticd va kataldafoope Tdg vo gpovtilovpe amoTeAecpatikd Toug achevelg pe
ovuvdpopo Down oto mepiBdArov g vyslovouikng tepiBaiyng. Ot elcaywyéc 6To
VOGOKOWELD €lval o oLy VEG o€ ATOUO [Le VONTIKT avamnpia, Onwg avtd pe covopopo Down.
H épevva éxet deiet 0TL moAlol emayyedpotieg vyeiag xovv EALELYT YVOOEMV GYETIKA LLE TN
epovtida acBevav pe avamnpies. g amotéleoua, avtoi ot acbeveic tetvouv vo Aapfdavouv
HELOUEVO ETTEDO PPOVTIONS GTO YDPO TNG LYEWOVOUIKNG TtepiBaiyng. O vnpeoieg

VYEOVOLUKNG TEPIBadymg Ttpémet va elvarl EDEMKTEG DOTE VO AVTATOKPIVOVTOL KOAVTEPQ GTIG
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avaykeg Tov acBevoiug H mapoyn dikong kot dikaing petoyeipiong mpémet va ivor DYiotng
onuacioc. Avtd onuaivel 6Tt icwg YPEGTEL VO TPOGAPUOCOVLLE TN PPOVTION LLOG Y10, VO
KOADYOLLE TIG EEEIOIKEVIEVES OVAYKES TOV acBevovg pe cuvopopo Down (Knight &

Flint,2004).

5.8 MNAGvo voanAeuTIKAG @POVTIOAC TTaIdIOU PE 2UVOPOO

Down

AdY® TOL YEYOVOTOG OTL TO GOVOpopo Down givar 1) kOplar aution S10vonTIKnG avamnpiog oTig
Hvopéveg IMolreleg, eivar onpoavtikd ot VOGNAELTEG VO KATOVOT)GOVV T O10TOP)T] KOt TAG
va ppovtilovv acBeveic pe ocvhvopopo Down. BeBaiwbeite 0TL vapyet eknaidosvon otnv
EYKOTAGTOON GOG GYETIKA LE TN @povTioa atdpmv pe avarnpia. Etvot dikn pog evbovn va
KOTOVONGOLLE TN VOLoBESTa TNV TEPLOYN| HOG Kot Vo TapakolovBovpe Tig BEATIOTEG

TPOKTIKES Y10 TV TOPOYT] PPOVTIONS GE OVTOVG TOVG 0oHEVEIC.

H a&iohdynon evog madiov pe cvvopopo Down meptropfavet:

e  Duoin aglordynon. O voonAevtg Oa TpEneL VoL TPOYLLOTOTOM|GEL LLdL
EUTMEPICTATMOUEVT, GUGTNUOTIKY 0ELOAOYNON OO TO KEQPAAL HEYPL TAL OAYTLAO TOV
VEOYEVVITOV.

o Iotopia. O1 vOONAELTEG TPETEL VAL ATOKTI|COVV IGTOPIKO EYKVUOGVVNG , IGTOPIKOD

YEVVIONG KOl YEVETIKOD EAEYYOVL.

Awyvootikéc Noonigvtikéc

Me Bdon ta dedopéva a&loAdynong, ot KOPLEG VOCNAEVTIKESG dlyVAGELG Elvat:
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o KobBvotepnuévn avantoén kot avantuén mov oyetileTol pe HEIUEVT IKOVOTNTO
eMTELENG AVATTLELOKDV EPYOCIDV.

e 'EAlleyupo ovtoe&umnpétnong : UTavio Kol VYLEWVN, VIGO0, GITIoT], TOVOAETO TOL
oyetileton pe yvootikn eEachévnon.

o Meiopévn AeKTiKn emiKovovio Tov oyetiletal pe petopéveg 6e510TNTeS VITOSOYNG M
EKPPOGTIKNG IKOVOTNTOG.

o Kivouvog Aoipméng mov oyetiletal pe petmpévo poikd Tdvo Kot KoK amooTpiyylon

BAévvac.

2yedrooudc ko 2tdyor Noonievtikne @poveidac

O1 xVprot oToYoL Yia £va Todi pe cvvdpopo Down givar:

e To moudi O pmopel va ektelel KIVINTIKESG, KOWVOVIKEG 1 / Kot EKQPOCTIKEG deE10TNTEG
YOPOKTNPLOTIKESG TNG NAIKLOKTG ORLAdAG EVTOG TOV TTEGIOL TV CUEPIVAV IKAVOTNTOV.

e To moudi Ba khvel SpacTNPLOTNTEG AVTOEELTNPETNONG KOl AVTOEAEYYOV KATOAANAEG
Yo TV nAKioL.

® To maudi Ba elvar og Béom va kabiepacel po péBodo emkovaviog otnv omoio
UTOpovV Vo EKPPAGTOVV Ol OVALYKEG.

e To moudi Ba eivan og Béom va emiTyEL £yKOPN ETOVAMGT TANYAOV. VA €lGTE

OTOAAQYLLEVOL OTTO TVMAN ATOGTPAYYIoN 1| EpVON LA, Kot Vo €l0TE apEAETC.

Noonigvtikéc mapeufdoeic

Ot voonievtikég mapepupdoetg eivar:
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o Tlopéyete emapkn| o1aTpoPr). AEIOAOYNOTE TNV IKAVOTNTO TOV TTAd100 VO KATOTIEL, VOl
TOPEYEL TANPOPOPIES Y10 TOV GMOTO TPOTO TAPOYNG TPOPTG KO VO TAPEYEL KOAT
GUUPOVAEVLTIKY] Y10 TN SLATPOPT).

e O ovyvéc dwuPovievacelg eivar amapaitmrtes. EvBappiOvete tovg yovelg va edéyyovv
TOKTIKG TV 0KOT) Kot TNV OpaicT] TOL TS0V .

o Afiohoynote TNV Katovonomn Tov cuvopouov Down. Exktaidehote Tovg yoveig yia to
ovvdpopo Down kot T ppovtida evOg mad1oh pe TV achEveLa.

o [lopéyete cvvaioOnuatikn vrootpiEn kot kivntpa. Ot yoveig yperdlovral
VTOGTNPIEN GE OVTOVG TOLG SVGKOAOVS KAPOVG. ¥PEALOVTOL 1GYVPT VTOGTHPIEN Kol

Ka00O1yNoN amd T GTIYUN OV TO Todl YEVVIETAL.

Extiunon

O1 o1o)01 EMTVYYAVOVTAL OIS OTOOEIKVOETAL OTTO:

e To moudi Pmodpece Vo EKTEAEGEL KIVNTIKES, KOWMVIKEG 1) / KOl EKQPACTIKEG 0eE10TNTES
YOPOKTNPIOTIKEG TNG NAKIOKTG OULAOAG EVTOS TOL TEGIOL TWV GNUEPIVAV IKAVOTHTOV.

e To maudi mpaypotonoince OpacTNPLOTNTEG AVTOEELINPETNONG KO LTOEAEYYOV
KOTAAANAES Yo NALcioL.

e To moudi ftav oe Béom va kabiepmoet pia péBodo emkotvaviog 6Ty omoia ot avaykeg
UTOpovV VoL EKPPOCTOVV.

o To moudil undpeoce va eMTOYEL £YKALPN ETOVAWMOT TANYDV. VO E10TE AmaALoyLEVOL Omd

TLMOOT ATOGTPAYYIoN 1 EpUON LA, KoL Vo El0TE APEELS.

Odnyiec texunpioonc

H texunpiowon og éva modi pe svvdopopo Down meptrappavet:

e AwbeoudtnTo Kot ¥prion CLGTNUATOV VITOGTPIENG Kol TOP®Y KOWATNTAS.
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® Xy£010 ppovTidag.
® Xy£010 Od0oKOMOG.
e Emnitevén 1 mpdodog mpog ta embountd anoteAécpata.

® AmnokMoEelg amd TG KOVOVIKEG TPOGOOKIEG TMV YOVEMV.

2UUTTEPAC O

Eivar evpémg yvaootd 0Tt 01 YpOUOCOKES aVOUOAES TPOEPYOVTOL KVPIWG amd yuvoukeio
powon. Orog amodeucvietor and peréteg moAvpopeiopov DNA mov deEnydnoav oe
oK0YEVELES e ovBOpUNTES ApPADGELS averTAoed®V 1 LovTavd pwpd e chvopopa
TPICOUOG, OVTEG O OVOLOAES Tpoépyovtol kKupimg amd ) péon L. IlpotdOnie 611 abénon
TV GLVNOGUEVOVY TpLo®GV Tov oyeTileton pe v nAkio kabopileton mBavotata amd
oxeTilOpeVT He TV NAKia peimon Tov Hoikol avacLVOLOGHOD, LE OTOTEAEGILO TOV TPOMPO
Sy @p1opd TV A160eVAV Kot TNG YPOUOCOUIKNG un dtdoraons. Ta cpdipata Meiosis 11
vrootpiyOnKav eniong yuo va tpoéABovv and to meiosis I, wg amotérecpa Tov avEnuévou
pLOLOY aVACLVOLOGLOV TOL meiotic, TO 0Tol0 HUITOPEL VOL 00N YNOEL GE OTOTLY I SO WPICUOV

TV d1c0evov.
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Me v élevomn ¢ TPOEUPLTELTIKYG YEVETIKTG dtdyvmong (PGD) ywo avevmhogidieg,
KATEGTY OLVATI 1] AUEGT OOKIUT TOL OTOTEAEGLLOTOG TOV TPMTOV KOl TOL OEVTEPOV LLTKOV
TULOTOG, YPNOLOTOIMVTAG TO TPATO Kot TO eHTEPO TOAKS oo (PB1 kot PB2).. To PB1
e€mbeiton PeTd TNV OPILOVET) TOV MOKLTTAP®V, TOV AVIUTPOCOTEVEL VO, VTOTPOTOV TNG
powone I, eved 1o PB2 givon éva vompoidv g powong 11 ko eEwBeiton petd v €kbeon tov
wopiov oto onépua 1 to ICSI. H ypion soxyumv PB yia tqv mpoPreyn e ypoUOGOUIKNG
KOTAGTOONG TOL TPOKVTTOVTOG WOKVTTAPOL Paciletol otn HeAétn TavTdypovns SOKIUNG TV
wokvttdpwv MII pe ta avtictorya PBI tovug, 1 omoia £d€1&e 6T1 T0 KOvOVIKO poTifo
YPOLOCOUATOV OVTITPOSMOTEVETOL Omd (evyuéva onpato eOOPIGHOY Yo KAOE YPOUOCHLLA,
eV 1 EAAelyM N M TPooHNKN evog M Kot Tv dVo onudtov gite oe mokvTTapa gite oe PB1
avtavakAd Eva akpiog avtibeto potifo ota avtictoyo wokvttapa MII 1 PB1,
vrodniaovovtag vymin akpifeia doxymv PB1 yuo tpofieyn tov yovdtumov twv
®oKVTTap®V. To 1TP1Kd emdyyeipa dev £xel va KAvel pe T Bepaneio g acBévelag, oAAd
KOl [LE TNV €VIGYLOT TG PpovTidas TV acevav pe Kabe duvatod tpomo. H gpovtida pe
emikevTpo Tov acevn £xel motkida oPEAN Kat Oha puropovv va, BeATidoovy Ty motdtnta {ong
T0GO TOV TPUKTIKOV OGO KOl TOV VOCOKOU®Y KOl TOV oTOH®V Tov gpovtilovv.H mapoyn
TOLOTIKNG PpoVvTidas acBevdv HTopel vor Exel AmoAVTMG EXIOPACT GTU ATOTEAEGLOTA TNG
vyetoag. ZopPdAret og pa o BeTikn gumelpia avaKapyns tov aclevav Kot puropet vo
BeATidoEL TN COUOATIKY KO WYoyikn Todtnto {ong Tov atdpmv pe coPfapés achiveleg, OTmMS o
kapkivoc. H e€atopikevon g povtidag Bondd emiong tovg acbeveig va Eemepdoovy Toug
(QLOIKOVG POPOLS KoL TIS aviovyies mov Epyovtar 0tav Ppickovtar 6to vocokopeio (Knight &
Flint,2004).
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