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KE®AAAIO 1°

EIXATQI'H

H ovyypovn avtiknyn e {ong obel v mhetoyneio tov Cevyopidv
ONUEPO. GTNV OTOPOCT] VO ONUIOLPYNGOVY OtKoyEveld petd to 30 £,
a@OV Ol OVAYKEG TOV GLYYPOVOL TPOTOL dPimone cuvexds avéavovtot
Kot otevpvvoviatl. AOY® G SEPKELNS TOV GTOVOMDV KO TMV OTOLTCEDV
G EMAYYEALATIKNG otadtodpopiog ta Levydpla teAkd oonyodvtol 6To
Vo KAVOVV TO TPMOTO TOVG Toidl ota 35 tovg ¥pdvia mepimov, OTAV 1| Mo
yoviun nikio etvon peta&o 25 kot 30 eTdv. AvoTuY®G OLME GE VTV TNV
nAio Eektvouv kot To TPOPAAUATO LITO-YOVILOTNTOS GE AVOpPES Kot
yovaikec. Katd ocvvéneln, petd and pepikés mpoomdbeieg teKvomoinong
(T0 evOEIKTIKO €0M €ival &va £T0C TOKTIKOV GEEOVOAMKAOV ETOPOV YWOPIC
npoevAaln), Ta Cevydpla avtd TeEMKG amevbdvoviol 6 KAmO0 KEVTPO
vrofonBoduevne avomapoymyng, o@oh 1 EMICTAUN ONUEPL  EXEL
avOmTOEEL TEXVIKEG Ko LeBOd0VE oV GUVOLAGTIKE divouv TN duvatdTTO

TNV TAELOVOTNTA TOV VILO-YOVIL®V (ELYOPIDV VO OITOKTHCOVY TTodi.
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KE®AAAIO 2°
AITIA YIIOI'ONIMOTHTAZX

Ta tedevtoio ypovia 6T dVTIKOV TOTOL KOWmVieg eREavileTor OAO Kot
TEPICGOTEPO TO (POIVOULEVO TNG VTOYOVILOTNTOS TO OMOio OmM¢ &ival
Aoyo avtd oomyel ta (evuydpila og eEE10IKELIEVOVS 1OTPOVG KOl KEVTPOL
voonieiog pe otoyo v gvupeorn Avone. O efedkevpuévos tpdg Kat
OUYKEKPIWEVOL O  YUVAIKOAOYOS eEmomuatikng 0o ekKivnoel o
depedivnon Yo o aitie TG LIOYOVIHOTNTOS Yoo TOo (EVYOg Kol oTnv
TPAOTN  YPOUUN €pevvac €ivar 1 YeEVETIKN dlepedvnon G LIo-

YOVILOTNTOG.

IMa v gdpeomn TG Avong Tov ev Ady® TPOoPANUATOG 0 1TPdS akoAoVOET
ta O1ebvny mpoOTLITOL TOL OOl GLUVIGTOVV YEVETIKY OlEPEVVNGT Yol TO

Cevydplo Le 16TOPIKO LITOYOVILOTNTOG OTTMG:

» 'Eva yp6vo amotuynuévev Tpootabeldv TEKVOTOINoNG
> Yropén 1010p1koh TOAATAGV 0moBoAdv

» Yropén olryoomeppiog Kot af®OGTEPUING GTOVS AVOPES

YOhppwva pe v moAvypovn eumelpia, ot factkol AOYOL ELOAVIONS TOV

wpoavapepHEVTOV TpoAnudtoy ivat:

¢ H nlia g untépag: Zuykekpiuéva ot yovaikeg nAkiog dveo tov 35

etV €rovv avénuévo kivouvo va Kavovv modl pe KAmolwo Hopen

YPOUOCOMKNG OVELTAOEWIOG, WHE MO GLYVA TNV TPICOUIN TOL
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ypouooopatog 21 1 mv eueavion Down Syndrome ce oyéon ue

YOVAIKEG KATO T®V 35 €TOV.

>

¥ OMyoornepuio kot alwoonepuio otovg dvdpes: Ta dropa avtd pmwopet

Vo VTOPEPOVY amd KATO0 GUVOPOUO HE TO TIO GLYVO Vo givol TO
ouvvdpopuo Klinefelter to 6molo mpokadel amd vId-yovipdTTa £0C Kot

GTEPOTNTOA.

>

R/
*

Dopeic ypouosoupatikdv petobécemv  (100lvylGHéVT  OVTOAAOYT

D)

YPOUOGOUATIKOD DMKOV OVAUEGH GE dVO Ypopocsopota): To dtopa
oVTA EYOVV ALENUEVO KiVOUVO TOALATAMY OTOBOADV GE GYEGT LE TOV
vroAomo TANBVGUO, KaBMG AOY® TG 160LVYICUEVIC XPOUOCMUATIKNG
petabeong moapdyovv mEPAV amd TOLG 1GOLLYIGUEVOLS YOUETEG KO
youéteg un ooluylopuévoug yeveTikd, ot omoiot gival ovGlUGTIKA
napdywyo e petdbeong kot odnyovv oe maboroywkd Euppva, o
OTO10 LITOPOVV Vo ETPLOGOVY LOVO Y100 LEPIKES EOOUAdES OTN UnTPd,
evo TeEMKA amofPdAlovior ool yevetikd dev givor cvpuPotd pe v

Coony.

Normal Chromosomes Changed
chromosomes break chromosomes
Changed
chromosome
Chromosome 9

9 Chromosome ChChanged
Chrolgozsome Chromosome rolgozsome
- 22 (Philadelphia
8 chromosome)

Hopdderypo yio xpOUOCOUOTIKES PeTAOECELC.
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Topadeiypoto yio xpOUOCOUOTIKES OVOKATATAEELS.

H mopodoa perétn amockomel o1 ocvotéyacrn &vodg epyaoctnpiov
YEVETIKNG Héoa o€ £va KEVTPO vofonboduevng avamapoymyns. komdg
glvar va dtevkoivvlodv ta vroyovipo Cevydplo kot vo toug 6obel pia
oAoKANpOUEV ddyvmon, Yopig va  xpelactel vo  ToAoummpnOodv
avapeco oTo KEVIPO vrofonbovduevng avoamoapaymyns Kol 6€ KAmolo
EPYAGTIPLO YEVETIKNG, ATOPEVYOVTAS HE OVTO TOV TPOTO TLYOV GUYYLON
TOV TANPOPOPIOV Kol 0ONYIdV Tov divovtal oto (gvuydpia. TIpoidv twv
avotépm givor M KaA youyoloyio kot M ac@die wov o viwmbelr To

Cevydpt Katd TV SAPKELD TOV KOKAOV NG EEMCMUOTIKNG TOVC.

Eniong, 0o Bondnbei ko1 o yuvaikoAdyog o 6molog otn povada tov Ha
€XEl OVO CULVTOVIGUEVEG OUAOES EMGTNUOVOV, OUAdN EUPPLOAOY®V Kot
opdda YEVETIOTAV, TIG 0moieg Ba eumiotedeTon Yo TNV SEKTEPOIOON TNG
ddyvaoong ¢ voyovipndtntog tov kébe (gvyouvg mov Ba anevBhveton oe

OVTOV.
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Axouo mep1ocoTEPO, o TPOKVYEL LEIMOT KOGTOVE 0E00UEVOL OTL OAEG OL
e€etdoelg mov Ba ypelasTohy Yo TNV Olyvmo™ TNG VITOYOVILOTNTAG TOV
ékaotov (evyovg Oa  mpayupotomolovVIOL €VTOC TG 1010C HOVADSOC
vrofonBoduevnc avamapoymyns & YeVETIKNG O1dyvwong, To omoio

KaO16TA TNV TEAELTOIO TEPIGGOTEPO AVTUYMVIGTIKT).
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KE®AAAIO 3°

YYXTAXZH EPI'AXTHPIOY I'ENETIKHX BEATIXTHX
AEITOYPI'TAYXY MONAAAY YIIOBOHOOYMENHX
ANAITAPAT' QI'HZ

Onwg avaeépbnke oto mponyovuevo Kepdhato 2, 1 cuAlettovpyio evog
EPYOOTNPIOL YEVETIKNG GTO YMPO Agttovpyiag povdadoag vrofondovpevng
avomapay®wyns Oa amopéper peimwon koctovs. Kobovtodv tov tpdmo

TOPOVGLALOVLE TNV OOUN TOV EPYAGTNPIOV awTOD.

o v ocbotoon &vOC epyacTnpiov YEVETIKNG HE EWOIKOTNTA OGNV

depebivnon ¢ LIOYOVILOTNTOS Bl YPEIGTOVV OVGLUCTIKA TO TOPUKAT®D

TEPLYPAPOLEVO TUTLOLTOL.

3.1 Tppo Kvtrapoyevetikig

>10 Tpunqpa Kvttapoyevetikng 6mov Bo dlekmepaidveTol 11 avaALCT TOV

YPOUOGHOUATOV TOL VITO-Yovipov evyoug (Avarvon Kapvotomov).

>t0 Tuiua ovtd Oa  mwpayuotomoleital  apyIKG KOAAEPYEDL TV
AEVKOKLTTAP®Y TOV TEPIPEPIKOV OHUOTOC Kot Kotomy, amd avtd, Oo
OTOLOVAOVOVTAL T YPOUHOCOUATO, To Omow Oo  avaAvovior G1o

pikpookomio vd peyebvvon x1000.

AVOAOY®G TOV OMOTEAECUOTOS TNG KLTTOPOYEVETIKNG ovdAvong Oa
eCapmmbel wor 1M ovvegelo g Oepedhvmong N N mopela NG

vrofonBoduevne avarapoymyng.
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LHopodeiyuaros yapiv: Av 1 KOTTOPOYEVETIKY] AVAALGN TOV KOPLOTVTTOV
(TOV YPOUOCOUAT®V) KATOOEKVOEL TNV VTOPEN KATowg 160LVYIGHEVNS
HETAOEoNC 1 OVOGTPOPNG KATOOL YPMUOGHOUATOS, 6€ £vav omd TO
Cevyoc, ToTE M mopeia TG vrofonbovduevng avomapaywyng 0o Kabopiotei
€161 wote 10 (ebyog va EeKvioel TNV EEMGMOUOTIKY] YOVILOTOINGTN Kot
otav 1o €uPpvo eTacel 6to o0TAd0 TV 3 Nuep®V (amotergitanl and 8
KOTTOpO 1| 0AMOG 8 PAactouepidin) 1 ot0 OTASO TOV 5 MUEPDV
(Braotoxdotn) o euPpvordyog mpoywpel ot Proyio euPpvov, Eva
Braoctopepido M €mo¢ kot 10 xdtrapa avtiotorya. Ta eufpokd avtd
Kottapa Oo avaivBobv pe v pébodo array CGH xar poévo to
(PLGLOAOYIKA Ko YEVETIKA 16olvyiouéva EpPpoa eival vt mov TeAKd o

EMAEYOOVV Y10 VO ELPVTEVLTOVY GTN UNTPA.
- KuTttapo

| XpwHoowuara
-23 feuyn

To XpWHOCWHA ATTOTEAEITAN
arré yovidia

(8% 3 = .
e

Ta yovidia atroteAouvTal =
ammé DNA P

A

© Chrical Skills Ltd

‘Eva A0 cvyvd yevetikd mpofAinuo mov Oa pmopovoe vo amoKoAVYEL O

KapvotLvmog eivar va PBpebel 6t 0 odluyog @épel éva emmiéomv X
Narjes Beshari Y
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ypouoécopa (Klinefelter Syndrome), vyeyovdég mov 7tov  kobiota
oAyoomepuikd N ko alwoonepuikd. H pdvn Adon yio vo TeKvomoinoel 10
Cevydpt avtd elval péow Proyiag Opye®v, mOL UTOPEL VO 0ONYNOEL O
AmOUOVOON OTEPUOTOS amd TNV Ployio kol KoTtOmY € eEMOMUOTIKY

YOVILOTOING.

dvowd vapyovy apketd GAAL TPOPANUATO YEVETIKNG GUGEMS TOv Oa

umopovoay vo. dtiepevuvnBovv aArd dev elvorl TG TAPOVOTC.

3.2 Tunqpa Moproxig KottapoyeveTikng

To Tuquo Mopraxng Kvuttapoyevetikng 6mov Oo diekmepordveTon M
OVAALGT TOL OTEPUATIKOV VYpoL pe TN pHéBodo Fluorescent in situ
hybridization FISH. "Hrot, o€ mepintwon mov o kapvdtumog tov {edyong
eueaviCel @Uo1OAOYIKA amoTeAéGHATA, TOTE YIVETOL O1EPEVVION TOGOGTOV
AVELTAOEWOILV  (LTTEPAPIOU®Y YPOUOCOUATOV) oTO omeEPUATOL®ApLa,
KATL TO0 OO0 Bl oMjuave OTL 0 GVLLYOS €xel TPOPANLA GTOV JAYOPIGUO
TOV YPOUOCOUATOV TOL KOTE TNV KLTTOPIKN OUPEST KOl KOTA TNV
ueiwon. Kat’ amotélespa, ovtdc o un Sloaywpiopos Tov ¥pOUOcOUATOV
Tov B Onuiovpyncel avevmaoewdn EuPpva (EuPpva pe vrepdpOUO
YPoOUOcOU), To. OTtown gite B amoPAAlovIOL KATA TOLG TPADTOVS UNVES
™G Kimong, dedopévo mov Ba e&nyet v vd-yovipdTNTa ToV (EVLYOLC,

elte Ba 001MYel o maBoAroyikn komon.

EmimAéov, évag dAhog mapdayovtag mov mpokaiel alwoomepuio ivar o
ovlvyoc va €xel KOAMOO ONMOAELD YEVETIKOD VLAIKOD OTNnV TEPLOYN
AZFab,c tov Y ypopocoduatog, mov gival vaedbovn yio v mopoyoyn
TOL OTEPUATOC, M VO €lvol QOPENS VOKLGTIKNG VOGOV, TO. GTOO TTOV

TATTOVTOL OTO TNV 07Ol TAGYOLVV amd OAtyooTepia | almoacmeppio.
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3.3 Tunqpa Arrays CGH- Mopuaxig Kvtrapoyevetiknig

To tuquo Arrays CGH- Mopuokng Kvuttapoyevetiknig o6mov 0o
SLEKTEPALDVETOL 1] S1dyvwor) Tov eufpvov PGD mpotod awvtd epgutevtel
oTNV UNTPA, ONANOT 1 AVAAVCT TOV XPOUOCOUATOV TOL PAacTorEPIdiOL
(epppvikod  kOTTOPOL) pe TNV TEYVIK Tov array CGh, kot Oa

YPNOLOTTOLEITOL GTNG EENG TEPMTAOGELS:

a) Xe mepimtoon mov évag omd TOvg Yyovelg &ivor  Qopiag
eoluyiopuévng petdfeong ko
b) oe mepintmon mov to (ebyog £xel 16TOPIKO TOALUTADY ATOBOADY

(amd 3 kot Avo).

H mpospputevtikn yevetikn didyvoon (PGD), eiye mpotabel cov o
uébodoc ywo v Pektimon TOL  MOGOGTOD TV ETMTLYNUEVOV
eEMOOUATIKOV, KOODS YiveTal doy®PIoUOc TOV QLGIOAOYIKOV EURPO®V
amd To Ypopocouatikd maboroyikd Euppva (SvvnTikd OavaTneopeg
HOPPEC YPOUOCOUOTIKOV avevmAocdiov) (Munne et al., 1993), ue

6T0Y0:

a) Tnv avénon tov 7O0606TOD EUEVTELONG TOV EUPPVOV Kol TO
TOGOGTO EYKLLOGLVIG Y10, T0L LITOYOVILA Cevyapla

b) Tnv eldttwon tov ¥pdvov mov Ba ypelootel éva Cevydpt yia vo
EMITVUYEL L0 EYKVIOGUVT], apol Ba petapepbovv atnv unTpa Lovo
o PLGIOAOYIKE EuPfpva Ta omoiot €YOLV TOAD TEPIGCOTEPES
TOOVOTNTES VO ELPVTELTOVV KOl VOL ETLTVYEL 1] EYKLHOGHVN

c) Tn peimon ¢ cLYVOTNTOC TOV ATOPOADY Kol

d) Tn peimon tov Kvdvvov eppdviong avevmiosdwwy, (Wilton et al.,

2002), m omoio elvor MO0 YPOUOCOWUKN KOTAGTOCN 7OV

Narjes Beshari Y
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avayvopiletalr o¢ évag oNUOVTIKOS Tapdyovtoc mov cLUPAAAEL

oV amotuyia epevTevong kot otny arofoin (Lathi et al., 2008).

Otr Avevmhocdieg elvar kowéc ota apykd oTdol TOV avOpOTVOV
euppowv (Harper et al., 1995, Munne et al., 1998). Ta avevmAogldikd,
guppua avirpocwnebovy 1060610 > 10% v avlponivov Kuncewy, Kot
Yoo TI yovoikeg mov TANGIALoVV G6TO TEAOC TNG OVOTOPAY®YIKNG TOLG

nAkiog n enintoon avtodv pmopel va vrepPaivel to 50% (Nagaoka et al.,
2012).

Q¢ ek T00TOV, TO. AVELTTAOEWIKA EUPpua. eivor mOavO va gival 0 KOPLOG
mopdyoviag mov guhuvETOL Yo TNV TOVTOYPOVN UEI®OT GTO TOGOGTH,

eUEHTELONG G oYEON UE TNV NAKia TG UNTEPOC.
3.4 Tppo Moproxnig

To tuqua Moplokng oe mepintmon mov 6ty owKoyEveln Tov (evyoug (ite
amd TNV TAELPA TG UNTEPOG EITE AmO TNV TAELPA TOL TATEPN) LITAPYEL
KATO0  KAnpovoulkd voonuo OmT®G UECOYENKT ovoipio 1 Komwola,
KANPOVOUIKT] VEOTAOGIN 1 KLGTIKT Tvwon N kKamola Loikn dvcetpogio gite
OTOLONTTOTE GAAN KANPOVOUIKTY) VOGOG, TOTE TTpaypaTomoleitatl avdivon
oV guPfpuikod DNA vy ™ petdAraén mov mpokaAel TV KANPOVOUIKY|
vOG0, Kol LOVOV To EUPPLA TTOV SEV PEPOLYV TN UETAAAOEN EMAEYOVTAL Yo,

EUPVTELOT GTNV UNTPOL.
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KE®AAAIO 4°

AEIITOMEPHYX KATAI'PA®H XYXTAXHY EPI'AXTHPIQN
& KOXTOI EZEETAXEQN I1OY AIENEPTOYN

IMa Vv emoprn a&loldynon g ev AOY® enévovong ypNniel N AeTTopuepnC
TOPOVGINGT] TNG OOUNG KOl TV OTOUWY TPOTOTOMGEMY GTO EPYACTNPLO
0AAG KOl 7] TOPOLGINCT] TOVG KOGTOLG OA®MV TV €EETAGE®V TOV

dtevepyoLv ta omoia Oa eppavicovy to 6mo1o mhavo dpeloc.

4.1 EpyooTti|plo KOTTOPOYEVETIKNG

O yopoc tov gpyaotnpiov amaitel Tpiot dOUATIO, TO OMUATIO YKL TNG
KUTTOPOKOAMEPYELEG, TO OMUATIO YOl TNV GLYKOMON TOV KOTTAPMOV KOl
TNV OTOUOVOOT TOV YPOUOCOUATOV KOl TO OMUATIO YIoL TNV OVOALGY
TV ypopocopdtov. O amapaitnroc efomMoudg Tov  gpyactnpiov

amoteleite amd TG avtioToryeg eEETAGELS TOV dlEvEPYOHVTOL:

I. "o T1c KLTTOPOKOAMEPYELEC

v" "Evog oteipog 0Ghapoc
V' Avo enwaotipeg pe otabepn Bepuokpacio otovg 37 Babuovg

II. "o TV cuYKOUWON TOV KVTTUP®V KOl ATTOUOVOON TOV YPOUOGHUATOV

v' "Evag 0dhapoc epyacioc pe sEoepiopd kot eiltpa yio o ynuukd (fume
hood)

Narjes Beshari Y
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v Mio @uYOKEVTPOC YioL TNV TPUYUATOTOMNGT NG OTOUOVMOONG TOV
AELKOKVTTOP®V

v "Eva véatorovtpo pe Bepuokpacio Héotog otovg 37 Babuode, 6mov to;
KOTTOPO ENMALOVTAL GE VITOTOVO OLAALUA YIOL TV OlELVKOALVON TNG
EMIOTPOOTG TOV YPOUOCOUATOV

v "Evog BdAapog otabepdv cuvinkdv vypaciog kot Oeppokpaciog yio

TNV ENIGTPOOT TOV YPOUOCOUATOV

I11. I'o TV avdivon TV YpOUOCOUNTOV

v 'Eva omtikd pikpookomo (light microscope) pe chotnua avéivong

Ikaros

4.2 Epyooti|plo HopLoKi)S KOTTUPOYEVETIKNG

O eEomMouog Yo TO €PYOOTHPLO LOPLOKNG KVTTOPOYEVETIKNG UTOPEL Va
tomofetnbel 6T0 S®UATIO NG GLYKOUIONG KOl OTOUOVOONG TV

AevKOKVTTOP®V.

O &fomhopdc yoo mpayupotonoinon g pebodov Fluorescent in situ

hybridization FISH ota oneppotolmdapia eivar:

v "Evog 0ahopoc epyaciog pe e€agpiopnd ko @iktpo yio o ynukd (fume
hood)

v Ydatdrovtpo

v DuyOKeVTPOC

v Mio ko vpp1dicpon

Ta tpia TpOTO OVOTEP® UNYAVILOTO LTOPOVV VOl EIVOL KOWVE LE OVTA TNG

KUTTOPOYEVETIKTC.
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4.3 Katahoyog e€etdoemy epyactnpiov KVTTOPOYEVETIKNG Ko
EPYAGTNPIOL LOPLOKTIG KUTTOUPOYEVETIKNG

Ytov mapokdto mivako 1 mapovsialovrol To KOOTN TV EEETAGEMY TOV

SLEVEPYOVVTOL GTO EV AOY® EPYOCTNPIO.

EIAOX EEETAXHZ KOXTOX ENAEIKTIKH
ANAAQEIMQON XPEQXH
ANA AEITMA EEETAXHX
(Evpo) (xwpic OLIA) (Evpd)
4.5€ 175€ /dtopo
250€/Cevyog
4.5€ 175€
15/17/17 180 — 300€
Avrtictoya
20€ 315€
100€ 350€
10€ 150€
30€ 400€
30€ 400€
45/Bhactopepidio | 800€ yia 6
BAactopepiota Kot
120€ ywo k40g Eva
EMTAEOV
E&aptdtan and v 2200€
avaxKotdtaén Kot 1o
YPEDVETAL O TEANTNG
E&aptdaton amd v 2200€
avokotdtadn Kot To
XPEDVETAL 0 TEAATNG

Iivoxag 1
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XOoupmvo pe to ototyeia mov mapovosidlovior 6tov mivaka 1 o ypdvog
andcPeons Yoo TO EPYOCTIPLO KVTTOPOYEVETIKT, Ue Evav puéso 6po 1000

TEPLOTATIKAOV aVA £T0G, elvar mepimov £vag ypovog.

4.4 Epyootipro poprokiic kau arrays CGH

>10 gpyaotnplo ovtd Ba yivovtal avalvoelg Tov euPfpuik®v KOTTOPOV
(omd évo €oc 1o MOAD Oéka kOTTapa). o tov Adyo avtd o
YEPLOoTAC/YEVETIOTNG D0l TPEMEL VAL Elval TAPA. TOAD TPOGEKTIKOG, QPOV O
Kivouvoc g empudivvone pe to DNA tov yepioti/yevetiot) eival
e€apeTikd HeyaAog Kot o Kivouvog €yKeltor otnv omopdvmon Kot Tov

noAlomAaciacud tov DNA tov yeptot)/yevetiot) avti yia To ufpoiko
DNA.

AVOALTIKOTEP, TO VEKPA KOTTAPO TOV OEPUATOC LOG TEPTOVY GUVEYMGC
TOvV® OTIC OlAPOPeS  EMQPAVEIES Kol OLVERMS ov  Béhovue  va,
anopovocovpe 10 DNA omd éva guPpuikd wvttapo Ooa mpémer va
KOAOWYOULUE TPOGEKTIKA TO OEPUOL LOG DGTE VO UMV TEGOVV KOTTAPO OTTO
aVTO HEGO OTO GOANVAPIO ©TO Omoio mePLEYeTol 10 &va. euPpuikd
KOTTOPO, Yot TeEMKA Ba yivel amoudvVmoT Kot TOAAATAOGLUGUOS TOV
DNA and ta deppatikd kdtTapo Kot oyt Tov eufpuikod KLuTTépov 1OV

0éhove va eEeTAOOVLLE.

Koatomy tov avotépom mpokdmtel 0Tl T0 TPp®TOKOoALO Oo. mpémel va
npoyuatonoleitol oe évo dmudtio (kabapd dmpdrtio) oto omoio Oa
vdpyet m dvvatodta aktwvoPoriog pe UV axtivoBoAio. yia tov
katokeppotiopd tov DNA, ontdte kat g “anooteipmong” Tov dwpatiov
and to DNA petd and to 1éAog kdbe meEPUGTUTIKOD, £TGL DGTE O YDPOG
va givor andivta kaBapog and DNA yio to enduevo mepiotatikd. ‘Ett

TEPAUTEP®, OTOLOGONTOTE EIGEPYETAL GTO dWUATIO awTd O mpémel va
Narjes Beshari Y
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elval KOALUIEVOG TANPMG e E01KT GTOAN UG XPNOEMS Yo TN Helmon

™G empoOAvVoNS ToV Ydpov pe to DNA tov.
Yuvendg yio tov eEomAopo Tov epyactnpiov arrays CGH Ba ypelaotet:

A. 'Eva xaBapd dopdtio pe Adumeg UV axtivoPoriag tomoBetnuéveg
Thve amd Tovg TAYKOLG epyaciag kot To omoio Oa mpémer va givon

eEOMAGLEVO LE TO KATWOL:

» 'Evo fume hood pe evoopatouévn Aaurna UV aktivoPoriog yio tnv
TPOAYUOTOTOINGT TOV LOPLIKDOV GTOIIWMV TOV TPOTOKOAAOVL.
» 'Evav xvklomomt) PCR vy v mpoypotomoinon g Adong tov

eUPPLIK®OV KOHTTOP®VY Kot TOL TOAAUTAACIAG LoD TOL gufpuikov DNA.

B. 'Eva Odopdtio ywo T GLVEYIST TOL TPOTOKOALOL HETO TOV
molamiaciocot tov guppovikov DNA kot to omoio Ba mpémetl va givon

eEomMoévo pe Ta eENg:

> 'Eva fume hood pe evoopatopévn Aaura UV aktivoPoriog yio tnv
TPAYUOTOTOINGT TOV LOPLIKADV GTOOIWMV TOV TPOTOKOAAOVL.

» 'Evav  xvkhomomty PCR vy v mpayuotonoinon TOV
moAhamAaciocpov tov eufpvikod DNA.

» 'Eva 0dhapo vBpdtopod yia v vppidomoinon tov gufpvikod DNA
ue 10 puotoroyikd DNA avapopds, Kabme n Baorn TG TEXVIKNE OVTHC
elvar mn oOykpion tov Tpo¢ eE€taom euPpvikov DNA pe éva
evoworoyikd DNA  avagopdg 10 omoio mapéyetor omd  TOV
TpounBevut.

» 'Eva scanner mov Oa ypnouomoleitat yio tn 6apmon kot to dafocuo
0V VPpLdoromuéEvoL T epPpovikod DNA kot tnv cOykpion Tov pe to

DNA ava@opdcg.
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4.5 Kataroyog €€eT1d0€®V EPYAGTPLOV HOPLOKNS KUTTUPOYEVETIKNG -
Arrays CGH

210V TapoKAT® Tivako 2 Topovcstalovial Ta KOoTN ToVv e£eTdoemy TOoV

dlevepyovVTOL GTO €V AOY® EPYAGTNPIO.

EIAOX EEETAXHX KOXTOX  ENAEIKTIKH XPEQXH
ANAAQEIMOQN EZETAXZHX

ANA AEIT'MA (Evp®) (Evpo)
(xopic OITA)
100€/Bractopepioro

1200€ yw 6
BAactopepiota kot 120€

v KGO éva emmAéov
250€/ Practouepidto | 3000€ yuo 6 PracTopepidia
Kot 275€ yuo kabe éva
emmALOV

Iivaxag 2

Narjes Beshari Y

«A€loAdynon Emévduong: Kévtpo mpoyevvnTikoU EAEYXOU KOl EEWOWUATLKAC YOVLLOTIOINONG»



19

4.6 Epyootipro Moproxnig

10 gpyactnplo awtd Ba mpaypatomolovvion avarvcelc DNA og eninedo

YoVidimv.

Koat’ avtd tov 1pomo Ba yivetar avaAvomn kol mpocoOlopiGUOS TV
UETOAAGEEDMY TOL  TPOKOAOVV 0L GLYKEKPIWEVT VOGO 1 omoia
KAnpovoueital HEGO GE W0 OKOYEVELWD. Apa, a@OD TPOCGOOPIGTEL M
KANPOVOUOVUEVT] UETAALOLY, KOTOTLY UTOpovV vo eheyyBovv ta Euppua
tov {ehyoug kol vo. UPLTELTOVV HOVO eKelva oL OV PEPOVV TNV

CUYKEKPIUEV UETAALAE).

Kot oty epintmon g poplokng avaivong 1oyvel 0Tt Kot 6TV ovOALGoT)
pue mv teyvikn array GCH, cuven®dg o y®pog kot o e£omMopdg eival

KOwda.

A. 'Eva xaBapd dopdtio pe Adurneg UV axtivoPoriag tomoBetnuéveg

TV omd TOVS TAYKOVG EPYNCING, LUE TOV EENG EEOTAICUO:

» 'Eva fume hood pe evoopotopévn Aaurma UV axtivoBoliog yio tnv
TPOAYUOTOTOINGCT TOV LOPLIKAOV GTOOIMV TOV TPOTOKOAALOL
» 'Evag xvkhomomtg PCR ywo v mpayupatoroinon g Avong tov

eUPPLIKOV KOTTOPOV Kot TOAAATAAGSIOGHOD Tov eUfpuikov DNA

Narjes Beshari Y
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B. 'Eva dopdtio ywu 1 oLvEYIom TOL TPOTOKOAAOL UETA TOV

molamiaciocud tov uppovikov DNA eEomMouévo wg kKatmot:

» 'Eva fume hood pe evoopatopévn Adurma UV aktivoPoriag yio tnv
TPOAYUOTOTOINGCT TOV LOPLIKADOV GTOOIWOV TOV TPOTOKOAALOL

» 'Evag  xvkhomomtg PCR vy v mpoypotomoinon TOV
nolamiaciocuot tov euPpvikod DNA

> 'Evag sequencer mov Oa ypnowlomoteiton yuu TV odpmon Kol TO

daPacpa g arAiniovyiog tov DNA.

Normal Affected C. [1920 C>A]

Alnlovyio DNA omawg diafalerar amd tov sequencer .
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4.7 Kataroyog e€etdocmv gpyastiprov Mopraxi)g

Y10ovg mopakat® mivakeg 3-8 mapovoidlovtal ta K6oTn TV eEeTdoE®V

OV J1EVEPYOVVTOL GTO EV AOY® EPYACTNPIO.

EIAOX EEETAXHX KOXTOZ ENAEIKTIKH
ANAAQEIMOQN XPEQXH

ANA AEITMA (Evpd) EZETAIHY
(xwpic OIIA) (Evpo)

80

5,4-7,6 100
68 250
14* 300
72 200/dTopo
96 250/éropo
360/Cevyoc

37* 500
96 260
10* 50
36 240

Iivoxog 3
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EIAOX EEETAXHX KOXTOX ENAEIKTIKH
ANAAQYXIMON XPEQXH
ANA AEII'MA EZETAXHX

(Evpd) (xopic (Evpo)
®IIA)
13* 220
40 230
230
40
20* 220
20* 220
22* 300
10* 100
17* 240
90
10*
10* 150
20 270
240
80
20 125
Koatd nepintoon | Kotd nepintwon
50* 260
35* 500
80* 220

ITivokac 4
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EIAOX EEETAXHX KOXTOX ENAEIKTIKH
ANAAQXIMON XPEQXH
ANA AEII'MA EZETAXHX (Evpo)
(Evp®) (xwpic ®ITA)
300
74
310
57
200
37
37 200
150
10*
140 350
130 330
130 330
110 330
120 330
20* 165
20* 165
16* 270
140 230
80* 1000
76 ava yovidlo 500
14 220
14 220

ITivokac 5
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EIAOX EEETATHY KOXTOX ENAEIKTIKH
ANAAQIIMON XPEQZH
ANA AEIT'MA (Evpo®) EZETAXHX
(xopic PIIA) (Evpd)
14* 220
57* 500
76 300
14 220
81* 1400
150 500
20* 170
220
14
16* 220
22% 300
22% 300
16* 220
16* 220
16- 20* 120-220
150 330
o* 140
o* 140

Iivaxag 6
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EIAOX EEETAZHZ KOXTOX ENAEIK TIKH

ANAAQIIMON XPEQEH

ANA AEITMA (Evpd) EZETAZHE (Evp®)
(xopic OIIA)

26 220

10* 140

10* 140

o* 140

o* 220

o* 140

37 320

40 250

40 320

78 320

36 250

10* 220

55+ 10 140

o* 140

o* 200

10* 220

32 275

36 300

9* 140

9* 140

9* 140

ITivoxac 7
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EIAOX EEETAXHZ KOXTOX ENAEIKTIKH
ANAAQYXIMON XPEQXH
ANA AEITMA EEETAXHX
(Evpo) (xopis (Evpo)
®IIA)
360
62
220
29
29 220
29 330
34 220
35 220
35 220
41 300
50 130
Koatd nepintmon 1200 émg 8
70 KO66TOG | PAacTopepidta Kot
emPapoverttov | 100 ywo kdBe Eva
TeEAATN emmALOV
BAactopepidro

Iivoxog 8

*Inueiowon 1: Xtov vmoloyioud tov KOGTovg aVaAMOILWY avVa TEPIOTOTIKG YIo. TIG ECETACELS TG HOPLOKNHS OEV EXEL

oVVOTOL0YIoTEL TO KOGTOG TWV PIIMErS.

E1 L 4TIC TOPOTTOV@ ECETAOELS HOPIOKHS KAUWC KOl OTHY TTPOEUPVTEVTIK LYV TTOpPEL VO TPOOTEUEL
*Lnueioon 2: 2Ti¢ Tapamdve eCETAOEIS HoPIoKIS KaOd 7V TPOEUP 11 diayveon pmopel vo mpootedel 1

avdivon kai GAAwv voonuatwy epocov (ntnboov.
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4.8 Owovopkn amoTOTMO ETEVOVOTG

Agdopévou TG VTOPENS CLYKEKPILEVOL KOGTOVG Yo TV Tpoundetor Kot
KOTOOKELN TOV &V AOY® gpyactnpiov, 10 mocd twv dvo Tunudtov Ho
eBdoer mept ta 450.00,00€. AxOuO O OTAITOVUEVOS YMDPOS Yo, TO
epyaotnpro eBdavel mepimov 250 M? ywpic e awtd vo suvvmoroyilovtol
0l YOPOL TNG YPOouaTeiog, TS amobnkng Kot TV ypageionv. Agdouévng
NG VIOPENG TOV YOPOL BALA Kol TOL OOV EMEVOLONG apkel va. Bpedei N

KOPLOL TNy €000MV MGTE Vo Yivel 1] KAAvyn TG eV AOY® ETEVOLOTG.

H wopla myn €666V tov epyactnpiov yoo v KdAvyn e v AOY®
emévovone ovviotator omd Tov  aplud tov efetdocwv mov O
TPOYLOTOTOUW|GOVYV OOV CUUP®VO, LLE TOL KOGTI TTOL OVOPEPOVTIOL GTOVG
nivakeg 1 €og 8 Ba gupavicovv 10 oYeTIKd doTnuo andcfeong g

EMEVOLOTC.

Mg Bdon 1o 10T0p1KO Kiviong TV €PyacTnpiov Kol GOUEOVOL UE TO
TpoavapepBEVTO KOGTN EKTILATOL TS 0 ¥POVOS amdefeons TG eV AOY®

enévovong Ba pOdoel Tepimov ta dVO YpoOviaL.
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KE®AAAIO 5°
ANAKEOAAAIQXH - 2YMIIEPAXMATA

H efowoopatikny yovipomoinon eivor po dwodikocio dVOKOAN Kot

Yyuyopopa, Tov eviote emavarapBdvero.

Baowd péinuo kdbe wotpukng povadog elvol vo EKUETOAAEVTEL GTO
EMaKpo OAeC NG OLVATOTNTEC MOV TNG TPOGPEPEL 1 EMCTAHUN,
aviipetonilovrog v ™ yevéoel ta Omowo mpoPAnuata, Aoupavovtog
VILOYM NG WO10UTEPOTNTEG TNE KAOE EEMCMUOTIKNG YOVILOTOINGNG KOl TOV
kéOe Cevyapov Eexywpiotd. H avdykn emtvoylog Hog €yKvopoosivng
KaO16TA aVTA TO KEVIPO COPAOG GE TAEOVEKTIKOTEPT BEGM TPOGPEPOVTOC
OAOKANPOUEVEG 10TPIKEG VANPEGiES, OMMG €mione Kot TNV KAAHTEPN
dvvatn eEummpétnon kot ddyvwon otovg acbeveig, mov tehKd Oa
00N YNGOVY GTNV MO GTOYXELOUEVN Kol amotelespatikn Oepaneio. Otov
AOUTOV TPELG OUAOEG EMOTNUOVMV EOIKEVUEV®V GTNV O1EPEVVNON KoL TNV
eniAvon Tov TPOPANUATOC TNG LITO-YOVILOTNTAC TOV GLVEPYALOVTOL GTEVA
Kot yvopilovv o évag TNV eMOTAUN TOV GAAOL, TEAIKA oynuatilovy o
oQUIPIKN  €KOVOL Yyl TO KéBe  mEPIOTATIKO  LIO-YOVILOTNTOG,
TETVYOIVOVTOC TTO YPTYOPO UL EYKLHOGUVY, avTd Kabicta TV Hovada
emoTNRoOvVIKG emroynpévy). EmmpdcOeta, amd owovopukng mAevpdg
otav OAec o1 e€etdaelg mov Ba ypelactel To Levydpt Katd TNV dlepedvNoN
TPUYLOTOTOOVVTAL LEGH TNV HOVAdN Kot OA T KEPON EMGTPEPOVY GE

LTV, 0T KabicTa TNV HOVASH OLKOVORIKE ETLTUYNREVY).
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