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Hepidngyn

H mpoepgutevtinn yevetinn dudyvoon (PGD) €xel oav 0t6y0 TV €yrouon oviveUon ®oL ®aT ETEXTOON THV TQOANYN
ToONOEMV 1E YEVETIRG VITOPABQO RO ETOL TNV CUTOQUYN 1] U TEQUOTLOUOU TNG EYRVUOOUVNC O€ TevydoLa ue avEnuévo
%ivduvo petdadoong wAnoovouric mdabnong. H ovyxexouuévn teyvixnn Eenivnoe vo xoNOLUOTOLETOL (G ETLROVQLXT]
u€B0dog, eMTAEOV TOU CUUPATLROV TTEOYEVVNTIROU EAEYYOV, 0Tt0 Tig 0y € Tov 1990. “Extote, n uéB0d0g tng mpoeupu-
TEVTINIG YEVETIXNG OLdyvmong €xel avarttuyBet diaitepa. Tavtdypova Sume, oL TEYVOLOYLRES RALVOTOUIES, OL OTTOIES
€xovv PeATLOOEL ONUAVTIXA TNV OTTOTELECUOTLROTITO HOL TNV aXQBELa OLdyviong T ueBGdov, TNy €X0UV ROTAOTHOEL
%o 710 TOMITTAOXRY. To ouyrEXQLUEVO AEBQO TEOOPEQEL Uitk OVOLOROTTNON TOV BEOUOU TG TTQOEUPUTEVTLRNG YEVETIRNG
ALdyvwong ®aBdg ®oL Tov PACUITOS TWV TEXVIXMV TTOV (01 CLUOTOLOVVTOL, OLATTQOLYLOLTEVOUEVO ETTIONG TO VOULXRA KoL
NOAE EQWTHUATO TTOV TTQOHVITTOUV.

Ewoaywyi

H mpoepgputevnixn yevetnn dudyvwon (PGD) Bewpeiton po emmodobetn duvardra g vrofondovuevng ava-
TOQOYWYNS TTOV TTEQLAOUPAVEL TH ALAYVMON YEVETIRMDV TABNOEWY TROTOU oo n eyrvpootvy Eextvijoer (Handyside
et al., 1990). AvamtiyOnre mowv amod 15 yodvia meQimov naw TEOOPEQETL 08 EMTEDO TEOYEVVNTLRYS dLdyvwong o
Cevydoua pe avENUEVo xivduvo puetddoong xingovounric tdbnong, oe dropa pe 1otoQLrd TOMOTADY aofor®dV, O
ATOUOL ULE LOTOQLXO OTTOTUXNUEVAY TTROOTTAOELDY EEMOMUATIRYS YOVLUOTOMONG, RABME KL OF YUVOLIRES TQOYWENUEVNS
avamogaywywiis nhxiog (Kahraman et al., 2000).

H dradinacio wepihapfdver ™ dnuoveyia evag wxpot minbuouot epupfoiov amd eEmompatiky yovipuomoinon
(IVF) now uehém avtdv oe yeveuxrd eninedo. Ané autd xou avdhloyo ue ) vopobeoio mov woyvel o ndBe »Qdtog
OYETXA UE TNV EUPUTEVON EUPOUMV, UGVO GO0 EVOIOHOVTOL YEVETIRA LYY EUQUTEVOVTOL OTN UNTéQa. Me ToV 160
OUTO TTEAKTIRA XATAQYETOL RO 1) OVAYRY TOV TOQAIOOLOXMDV PEBGOWV TEOYEVVITIROU EAEYYOU UE OLUVLIOTTOLQOXEVTNON
(MM apviaxay ®uTtdmv), 1 detypatoinpio tg xooraxiic Adyvng (AMym eufeuixng toopopAdoTng), Ta omoio XTdg
omd To YEYOVOS Ot AapPavouy ywea og eoxmenuévn ximon (6 ue 10 efdouddes), moorarovv duopoia ot unté-
o0 naw 1o £uPEuo pe Tov kivduvo mdvta g amoforis (0.5% yo auviomagorevtioets xow 1-2% yuo dgrypatoinypio
yooomng Adyvng) (Wapner, 2005).

Bioyia eufovov

Tumnd m Broyio epfeuov yua yevetin avalvon Aaufdaver xdoa UeTd amd TEYXVNTY YOVIUOTOMon ®atd TV Toit
U avamtuEng, 6mtov To Eufeuo amoteleitol astd 6 pe 10 nittaQa, To omoia elivol g BEom vo duaxpLBovy ue evrolio
(Ewdva 1, Zyediayoouua 1).

To mewto Prina yia o frogio euPovov eivon va duavouytel wa omi| otny drapaviy Edvn tov wopiov 1) eufeuou uéyol
TO 0TAdL0 TS PAAOTORVOTNG RO VO, ALPOLQEDET EVOL RUTTAUQO YLOL YEVETIRG EAEYYO. ZYETIRA UE TOV TEOTO OLAVOLENS TG
drapavotg Lavng avagpépovion Teels Todmou: o) tomxy epapuoyr oEeldmtrol dtolipatog «Tyrode» mov amotehel
™v 1o xown nEBodo gvpeiag yonong amd v aEyn TS teoeuputevTirng didyvwong (Hardy et al., 1990), B) neowr
oamh M torodidotaTn unyoviry dudvolEn g dwapovotg Lovng (PZD) (Tucher et al., 1991; Cieslak et al., 1999) xnau
Y) Tovmaviouds pe laser, pia e0nohn rwow axgpric n€Bodog nar pdhhov 1 rwoliteen dtaBéowun yia T dtavolEn g
drapavotg Lavng (Montag et al., 1998).

Avdhoya pe 1o otddio eEEMENS Tov eufEUov, N TEOEUPUTEVTIRY YEVETLRY OLdYVMON UTOQEL VO EQPAQUOOTEL O€
TOELS ALOPOQETIHOVS TUTTOVE KUTTAQWV: O€ TOMUC, OCMUATLOL TTOV EXOVV OPALEEDET 00 WORVTTOQO HOTA TNV OLAOXELD
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Eixova 1: "Eufovo ato otddio twv 3 quepdv, dmov
€yl TEQAOEL OTO OTAOLO TNG XVTTAQIRIS OLALQEONS XA
amotedefrar and 6 ue 10 fAaotoueoidia.

g uelwong (Strom et al., 1997; Verlinsky et al., 1998), o fhactouepidia mov €xovv apaipedet ond €upovo 3 nue-
v (otddro 6-10 nuttdpwv) (Handysider et al., 1989) 1j oe tpogonttrapa xariiégyelog Praotorvotng (Gardner et
al., 1998). Ot duadraxraoies wov TeQLAAUPAVOUY TNV OVAAVOY TOV TTOWTOU TOMXOU CMUATIOV TOU MORVTTAQOU EIVOL
Waltepa eMrvotnég ®00mg TEOOPEQOVY TO TAEOVEXTUA TG dLdYVWONS TTELY atd TV CUAAN YN ®ou €T0L OEV ELOEQ-
xoueba xov oty dradrooic duoveyiag eupodimv. A Ty diln mhevpd Sume, pe ™ uéBodo oty dev pwrogovue
VoL €YOVUE ELRGVA TOU JLOMOLOUOU TV XOWUATOOMUATOV RaTd TNV OeUTEQY UELWTIXT] OLOIQEDY RO 1) EQUNVELD TN
ovdAvong petaldgemv umoet va eivor doxohn AGym opdrhoyou avaouvduaouoy. EEEtaon t600 tov tedtov 660 ®at
TOU JeUTEQOV TTOAKOU COUATIOV TOU OTTOUOVAOVETOL UETA TV YOVLUOTTOMON UTOQEl va Eemepdogl owTd ta TEOPA)-
nota (Verlinsky et al., 1997). ITagdha owtd n tex vt} autyi eivan EXETOV ®oL WITOQEL VAL (ONOLUOTOLOEL LOVO Yol T
ALAyvmon ®ANEOVOUOUUEVWV HETAMAEEDY unTELxNS TEOEAeVONE ®aBMKE OV TROOPEREL Ropia TTANEOPOQI0 OYETIHA.
L€ TNV TTOTQLXY] YEVETIXY] CUUUETOYT].

Entiong €xovv yivel mpotdoeLs yia TV avaAvon ToOQoXrUTIAQMV aItd EURua 0To 0TddLo TS fAactoriotg (tepimov
5n uépa petd v yovipomoinon). Bioyio oe ovtd 1o 0tddio emitémnet OeLyuatoMpio: TEQLOCOTEQMVY KUTTAQWY 0td GTL
o€ 0TtoLoN|TOTE AALO TEOEUPUTEVTIRG OTAOLO, CVEAVOVTUS PE OUTG TOV TOGTO TO £VQ0G TWV EEETACEWMY TTOV UITOQOVV
va aryuorrorotnBovy, odhd duotuywg 1 emPiwon eppovnv ot rahMEQyela HEyoL To otddLo TS PAAOTORVOTNS, OV
rnou €xeL feltowbel To tehevtala yedvia, ToQauEveL oyeTrd xounhi (to Tohd 40%) (Jones et al., 1998).

ASY® T™V TEOAVOPEQDELCHY JUOROMMV TOL TTEQLOCGTEQO XEVTQUL TTOV TTQOOPEQOVV TTQOEUPUTEVTLXY ALAYVMOT €YOUV
emnevipmbel omv Proyia 1-2 Practopeidinwv oty toltn néea uetd v yovipomoinon (otddo 6-10 xuttdomv) rnou
ouvnBwg ohoxAnewvouv v didyvwon xo epgitevon eppoimv néoo ot 24-48 woeg M. v 51 uépa avdamtuéng,
dmov o ufpua Polorovian oto oTddLlo Tov noidiov 1j practoxtotng (Harper Delhanty, 2000).

Extiunon tov eufoviov xatd 1o mpoeupurevtizs otdoio

To mEMLHO EpPUTEVTIRG 0TAdL0 avTLITQOoMWITEVEL Mo LOLaTEQO dUOROAN RO arTouLTTLXRY Pdom THG draduraoiag ovd-
7TvENG ®ou dLapoomoinong tov ogyaviopuoy. Kotd 1o xoovind autd didotnua, 1o €ufouo meémnel vo. SQopohoyrioeL
OLdpoes Paotrés dLadiraoies, OCUUTEQLMAUPOVOUEVMV XOOOXTQLOTIRMV TQOTUTMV EVEQYOTOMONS RO QUBULONG
yovidiwv, ®0BdS ®aL TNV TOMTY KUTTAQLXY OLOPOQOTOIMON.

OL unyaviopot Tov xeUfoviol Tow ond avtég Tig dwadirnaoies dev elvan axrdua exaQrmg evroLvels. ‘Opmg av to
OUYREXQLUEVA TTOOTUTOL YOVLOLOXT|S EXPEOIONS OTTOQQUOLOTOUV, Tt EUPOUA EPPOVICOUV HORPOLOYIHES OIVIOUOATES HOL
elvan oyedov mdvra un Prdotua. Yadeyouv aQreTd Yovidlo mov €Xouv OXeToTEL pe TV dtadinaoio avAamTuEng now
duapopomoinong Ing xou 3ng uépag petd mv yovipomoinon, 6mwg to BUBI, TP53, RB1, BRCA1, BKRCA2, $-Actin
»ow Harakiri (Wells et al., 2005). H amopouBuion Toug pumoel va mporahéoet OLdpoQes LOQPOAOYLRES OVUAAES GTTmg
RATAREQUOTIOUEVO. TOMAA COUATLOL, RORKLDOES HUTTAQCITACOUL, CUUTURVOUEVES KUTTAQLES DOUES OTO REVIQO TOU
e VaL, TOAMTUENVO. BAOCTOUEQTOLOL, [T PUOLOAOYLHOUS TTQOTTVQTVES KOl ATTOLOQYOVWUEVOL 1) TEUAXLOUEVO. EUPova To
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Emxova 2: Anotédeaua yorjons emitomiag vpordomoinons ¢phooiouod moldamdav yowotixdv atov mvorva A agoevixov (X xair Y yoouarooduara)
xat B Onlvxov (6vo X yowuarooduara) fractougoidiov.

omolol TEOXVITTOUY OIS TNV YOVLUOTOM O TOQAU0QPWUEVMV woxuTtdmV (Jurisicova et al., 1996; Zeibe et al., 1997;
Rijnders Jansen, 1998; Alikani et al., 1999).

"Evog onuovtirdg 0otBuds ot to avBommivo. Tooe puteutivd Eupoua tou £xouv Ouoveyn ot pe texvnti Yovipo-
moinon (IVF) dev xatapéovouy vo tooodeioouv HEXOL TV Aot epgpuTevong ooy eite exgpuliCoviol efTe LeTATTOVY
O€ J1] OLVTLOTQETTTY] XUTTAOLXY] ROTAOTAON. Z€ (o TooTdOeLa va. fehTmBel To T0000TS emiTuyiog TG EEMOMUATIRYS
YOVLLOTTO{NONG, TTOV TTROG TO TORGV elval oxeTnd YounAo (sepimov 20-50%), yivoviol TQoomdfeLES Yo TV TOTO-
TOMON KO ETLAERTLXT] UETOPOQA TV TTLO PLidatumv epupovov amd xdbe minbuoud. o toug Adyoug awtovg n pehét
™G YEVETIG EXPOAONS HATA TNV TEOEUPUTEVTIXY EEEMEY, EXTOC atd TV EMOTNUOVIXY ONUAOTOL TTOV EXEL, UITOQEL
VoL 00N YN OEL OTOV OYEOLAOUO OG VEAS TAENS TTQOEUPUTEVTIRWV YEVETIXMDV EAEYYMV YL TNV ETULAOYY| TOV EUPOVMV UE
TLG TEQLOOOTEQES TBavATNTES Yo emituyy] eyrupoouvn (Ebner et al., 2001; Gianaroli et al., 1997).

E@aouoyés mooeuqurevtinis yevetixijs oidyvaons

Eivow dedouévo mhéov, ot €vag peydrog aBuds egyaomeinv, rvping otng Hvouéveg Iolteleg tng Aneowrig,
epapuotouvv PGD. Méyol orjuepa, mdvm amd 3.000 xinhor IVF €xouv ouvodevbel andé PGD, natoMjyoviag ot mte-
olmov 700 yevviioelg moryroopimg.

Ovyevenxég mabnoels otig omoieg epapudtetar n PGD mowihhovy. Iepimou 1o 40% tov diaryvidoemv epaouieteton
0€ POQEIC QVTOCHUATIXDV LOVOYOVIOLARMV OVOUAAMV, 35% OVTOTORQIVETOL 08 YOWUATOCMUNTIXES AVIOOQQOTIES
Ommg aveumhoeldieg, avENoeLs, eMePeLs, aviolhayég now petaBéoeis vt 25% otoyevovy 0Tov xaBooLoUS ToU PUAOU
Tov gufevov yia v amopuyy puhoouvdetng (X linked) acBéveiag (Wells and Delhanty, 2001).

Hposugpurevtini didyvwon wovoyovidiaxdav prapfav

OL povoyovidLaxr€g moOoELS ONUOVEYOUVTOL OITO TLS AEYOUEVES ONUELOXES UETAMAEELS OE CUYREXQLUEVA YOVIOLQL,
oL omolec ovyvd ®Anpovopouvvrar ota UEAN wag owroyévelas. H duadwmaoio tg mpoeugputeutivng dudyvmwong, Tegt-
hoppaver TEdTa XOEOXTNOLOUG TS UETAMOENS TV YOVEMV RO 0T CUVEYELD avalvon Tov eufouinoy delyuatog. H
TEWTY CUTOOMUOTIXY LOVOYOVLOLAKRY TTABNON TOV SLAYVAOTXE OTO TQOEUPUTEVTIXG OTADLO 1TAY QUTI| TG KUOTIXIG
ivmong to 1992 (Handyside, et al. 1992). And tdte, av ®ow 1) avdluoyn povoyovidiomy todioemv tagapnévetr eEo-
muévn and mv aivodmti aviidpaon molvpepdong (Polymerase chain reaction / PCR), o texvinég epaopoyng
PGD éyouv eEehyBel nan ammortioel molumhoxdtta xat 1ot 0 0QLONGS TV TABNOEWV Yo TLS OTTOTES EQPaEUOTETAL
TOoQOVoLdCeL otaBen] aEnom.

TToA\Eg TEQUTTMOELS TTQOEUPUTEVTIXNG YEVETIHNG OLdyvmong €xouv dnuootevBel Lo dLdgpoees ®¥ANQOVOUOTUUEVES
TOOMOELS, HEQWKES UGVO EX TWV OTTOlWV ElvaL 1 ®VOTIXY] (Vo 1) omoia eugpavitetan ®vpiwg og TAnBuonovs g fo-
oetag Evpdming, n véoog Tay Sachs, €éva wdiaitepa avEnuévo mpdpinua avdueoa otovg Ioganhiteg Ashkenazi, o
wiréc duarpogieg Duchenne »nou Becker, depuatinég mabdnoeis, n dpemavoruttaowrn avolpio, 1o ovvdpouo Marfan,
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votoaio/omoviviu ikt atpogia, To ouvogouo evBpavotov yomuoowuatog X, o timog IA Charcot Marie Tooth, 1
UECOYELOXT] ovoupicaL, 1) ommoia eppaviCeton pe peyoliteen ouyvoTNTA 08 HECOYELAROUS AAOUE, HETAED TV OTTOlmV RO
ot "EMinveg, xAnpovoprotl »ooxivot, to ovvdpopo Lesch Nyhan, n ouyyeviig vtepmhaoio emtvepoldimv now 1 xoeia
tov Huntington (McGrath et al., 1998; Verlinsky et al., 2001a; Verlinsky et al., 200h; Verlinsky et al., 2002).

Xowuaroowuatixij avdlvon Twv TQOEUPUTEVTIXGY EUBOVWY

ITépa oG v yevenry ovdlvuon o emimedo yovidimv 1 mooepputevtvy didyvmon eivor og BEon va eEetdoel
TUYOV OVOUAALES TOV YEVETIXOU VAM®OU 08 cuvoMxd emtimedo yompativig 1 yowuatocopdtmv. Kabag eivor dvoxro-
Mo va. yiver avdivon xoudtumov oto otddo Twv 1 pe 2 fractoueodimy, (XoeLdloviol YQmUaTooHUoTo 08 QAo
UETAPAONG), N OVIXVEVOT] YQMUATOCOUATIRDY OVOUOMEY OTLS TEQLOCOTEQES TEQUTTAOELS EEaQTdTan ATd T YoM
emronmog vpordomoinong @Boponot (Fluorescent In Situ Hybridization / FISH). H ovyxexowévn néBodog elvan
70 EVYENOTN RO EUPOVICEL peyahitepn evouctnoio amd g mo ouufotirés pebddovg ruttagoyevetinic. H teyviry
0POQCL TOV EVTOTLOUO OUYREXQUUEVWY YOWUATOTMUOTIXDV TTEQLOYMV Y ONOLUOTOLMOVTOS Evay aviyveuti DNA mov €yel
onuavBel ue pBopitovoes yowotrnés. Mmopel vo xonoLtnomoBel yio v xaTtoyQAp oY TEQLOYXWDY OE OUYXERQLUEVQL
XQWUOTOCHUOTA KOL TOV EVIOTLOUO KOGV AAAG RO UEYGADV OE EXTAON YOWUATOOMUATIXOY avadtotdEemy (Munne
et al.,2000; Gianaroli et al., 1999).

H teyvixn avdlvong FISH Sumg votepel onuavtrnd Aoym meolooLopot Tov oQuBpRol Tmv L0V oV VEVT®OV ¢Oo-
QLOPOY TTOU PITOQOUV VOl XONOLUOTOW 80UV ToTGY0Va Y10, Vo 0oL aEldmota amoteléopata. EmmAéov 1) didyvmwon
uwopel va. yivel 1oitepo SUOROA 1e TV EUTAOXT] TEQLOOGTEQWV Tl Uiag avaxratatdEewy xal onueimv Boavong
OTa XOWUATOOMUATO RO TOA oUyvd teémel vo. feBel 0 ®aTdMMNAOg CUVIVUOUAS VI VEVTAV YL ®ABE OLROYEVELDL
mov eEetdleTon. Av xou €xouvv IMNUOOLEVOE! OYETIRES AVAROLVDOELS TOV ALpOQOUV TANODOM YOMUATOTMUATIRMY 0LVOL-
1ATOTAEEMV Omtmg oL uetaBéoelg Ttov Robertson, apolfalec HeTtatonioels, avaotQOPES, YEVETIXOS LOOUIHIOUOS KoL
ovvdpopo Klinefelter’s (Van Assche et al., 1999; Vandervorst et al., 1998), vrioye ovdyxn yLo: tiat GUVOAMxd SLogpoQeTiny
TEOCEYYLON. ZHUEQQ TTAEOV, OL TTLO TTOAMG UVTTOOYOUEVES VEES TEYVIRES EIVOL 1] CUYXOLTIXY VPOLOOTONOT YOVIOLOUATOS
(Comparative Genomic Hybridisation / CGH), o mhaxidia purporatdta&ng yovidimv (DNA microarrays) xou pe mmyv
LETATQOTTY YOWUATIVIG HECOPAUONG OF UETOPOOLRA XOWUaTOoMUato. (nuclear conversion) 1 e@QaoUoyt #t GAA®V Te-
yxvoroylwv oyetrdv pue FISH 6mmg elvan m paouatoygapuur ameirdvion xaudtumov (Spectral Karyotyping / SKY),
%o 1) wohhorthy) emrtdma vpeudomoinon gphogropot (Multiplex Fluorescence in situ hybridisation / M-FISH).

H teyvinn g ovyrortrtig vperdomoinong yoviduwuatog (CGH) elvan puo oxetind véa texvin, n omola dev amoi-
el ™ dNUovEY o PETOPAOIRGV YEOUATOCOUATOV. BaoiCetol 08 aQyEg ®UTTOQOYEVETIRTS POOQLOUOT dLOOQETIRV
XOWOTLHWV RO E(VOL O€ BEON VO EVTOTIOEL QUENOELS, OTTWOAELES KO ETEXTATELS OTO YEVETIXG VMUO €VOS 0QYOVLOUOU
200 emiong now va nafoioeL Tov apBud aviypdewy yio #dde yomuatdonua pe wo pévo vpodomoimon (Wells
etal., 1999). Av xoum CGH eivon o véa xon vrooyduevn néBodog otov Topéa Tg vroonBoUpeVNS aVaToQaywYNS,
€€l oNUaVTLROUG TEQLOQLOUOUS HVOIMG O GTL apoQd. TO YQOVIXG TAOLOLO EQPAOUOYNS OTNY TEOEUPUTEVTIXT] dLdy V-
o1, To 07ol0 €lval TOM WKrEG 08 OUYHQLON [LE TOV (OGVO TTOU YQELATETOL 1] EQUQUOYH TOV TOWTOXGAAOU (ouviBwg
xoelaleton neQurég UEQES ya va ohoxinpmBer). To dedouévo yoovind TEoPAnua €yl modopata Eemepaotel ue dvo
To0movg. Xt pia mepimtwon to €upova ratopiyovran netd ™ Proyia divoviag €10t TOV YEGVO TOU OTOLTETOL YL
™mv avdhlvon. Evaihaxtrd pa toyeion CGH teyvinr] €xet epapouooBel og molnd copdtio ta omoio eivan dtabgoipa
v ovahvon 3 pépeg vmpitepo atd ot o fractouepidie. Kow ot 000 autég Mioelg Spwe mapauévouy xoovopopes
®o ohvmhoxeg (Wilton, 2005).

H teyyvoloyio v microarray (hoxtdiwv prgoratdrogng) elval €vag vemTeQLONGS OTOV TTQOEUPUTEVTIRG YEVETIRG
€heyyo. [Mepuhapfdver v xordrogn xow axwvntomoinon yddwy Eexmorotdv aliniovyudy DNA mov avtiotoryoiy
o€ 0hOxAN QA YOWUATOOWUATA 1] YOVIOLL TTAVM™ 08 TThoxidLa ue oxAnE empdveLa. Autég ou ahiniovyies vpoLdomrolon-
vTou e 1o Vo eE€taon epPovind DNA nou Eva delyua avagpods, Ta 0mtoic ONUaivovtol e SLOPOQETIRES YOWOTIRES
@BopLopov. To yowua To 0Toio AToXRTOUV Ta TEOS TOEAXOAOVON oY onueio delyvel TO OXeTIRG emimedo €xPEOONS
Tov Yovidiov M Tov aplBud aviLyQd@m®V TOU YOMUATOOMUATOS TV EUPEUMV TEOS Eugpitevon. Me autd tov todmo
UTTOQOUV VOL OVLYVEVTOUY TOUTOYQOVE TTOMOTAES NETOAAEELS, 1] YOWUOTOOWUATIRES avorototdEels (Salvado et al.,
2004; Hu et al., 2004).

OL TEQLOOGTEQES KUTTAROYEVETIREG TEYVIXES OTTAULTOVY RUTTOQO O PETAPAOT, T (pAoT dNAadT] TOV RUTTOQLROV RU-
2AOV ROTA TV OTTOl0L 1) ®UTTOQWHT] UEUBQAVN €xel dLOOTOOTEL ROl TAL YOMUATOOMDUATA EXOVV CUUTURVOBOE(. AVOTUYGS
Ta ®UTT0Q0. Otd Progieg avBpdmvwy eufoinv cuviBws BEloXOVTOL 08 HECGEPOON KL TO YOWUOTOOHUT TOUS O
autd 10 0TddLo dev elvon dramortd péoca otov uprva. H néBodog mov eivat yvmoty oov muenvirt petatgomny (nuclear
conversion ) VtAEYEL O€ dLAPOQES LOQPES KO TTQOTPEQEL TNV SUVOTOTNTO UETATOOTNG TNG XOWUATIVIG 0TtS TO TOMHKS
ompdtio 1 to fractopueidlo oe petapaord yowuatéoopo (Fung et al., 1998; Willadser et al., 1999). Auté to metv-
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wdoto omeouaTolwd Lo

o - F
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Bioyia 1 ue 2
XVTTAQWY

yia avdivon

CQ 'S T'everixntj avdAvon DNA

1] XOWUATOOWUATWY
Evromiouds yeverixijs Yyiés yeverund Eupovo
avoualiog
Amoporym gufovov Eugvrevon eufovov Syedudyoauua 1: Sivoyn e

OLadIXATLaS TQOEUPUTEVTIXIG
YeveTixijg dLdyvaons

YOIVEL UE TNV EVIOT TOV TTVRTVOL TOU TOMXOU OmUaTiov, 1] PAactopeoldiov pe €va amipnvo morvTtaQo T0 0Toi0 Ot
OUVEYELD EVEQYOTOLEITAL, ROOLOTDOVTOS TOL YOWUATOODUOTO TROOPRAoLUO. 08 avdivon pe peBSdovg phooLopoy 6rtmg
FISH, paopatoypapun ametwdvion ragudturov (spectral karyotyping / SKY) (Schrock et al., 1996) now ol
emtomio vpoLdomoinon pbogiopot (Multiplex Flurescence in situ hybridisation / M-FISH) (Speicher et al., 1996).

"Eva mpdpinua BEPoLa TOU OVTLUETMIICOVY OL TEQLOOOTEQES VEES TEXVIRES elvan 1 toodtnto. DNA mov amat-
telton. Ta mepuoodtepa epyaotiiola yoedlovrar tovidyiotov 200 ng DNA. TIpoxeipévou va culheyBel avti n
TOOOTTA A6 VO UGVO RUTTARO TO YOVIOImUO cutol Tov ®uttdov Ba meémeL va evioyvbel xatd tovidylotov
10.000 o€g. AUTl emTUYAVETOL ONOLOTOLMOVTAS RATOLES TEXVIRES OMnNS Yovidiwuatixg evioyvong (Whole
Genome Amplification / WGA) (Jiao et al., 2003; Handyside et al., 2004). Me owt6 tov 10670 dnuiovgyeitan aoxet
moootro. DNA 1) omola emwouel yia texvinég @Boolopov alid o yio tolhamhég yorjoes PCR oto (8Lo ®ittago
(Well et al., 1999).

HoofAfjuata ayetixd pe Ty TQOEUPUTEVTIXY VEVETIXI] Oldyvawon

ITopd to yeyovag 6t n mpoepgutevtiry] yevetirn dudyvmon (PGD) €yeL euoéhBeL mA€ov otov xweo ts vofonBov-
UEVNG AVOTTOQOYWYNS, OEV EPTOOE OTO ONUELD VAL XONOLUOTOLETOL EVOEMS OGS 1 TEOYeEVVNTLXY| didyvoon. Extog
TOV OTL €ivauL (oL OXETLRA axQLPr] xaw emimovn dtadiractio yiao va ovpmeuingBei mg eE€raom goutivag, emPaguvetol
%o (e Evav apliud Suorohdv oV OYETICOVTOL ®KVOIMS UE TV EQPAOUOYT] THS TEXVOAOYIOS OTO entimedo didyvmong
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€VOG UGV RUTTAQOV, UE QTOTELECUQL, TNV OLAYVMON TTEQLOQLOUEVWV OE 0QLOUG YEVETIRMY OVIOUOAMV, ROL OXETIRA
UeYAAO TOO00TO AGBOG dLaryvioemy.

"Eva yapaxtolotxd medfinua epoaouoyic PGD eivol ) avardivym vyniay emmédmy yowuatoonuotitoy to-
oainlopoy og mpoeugutevtird €upova (Harper et al., 1995). Elvow mhéov yvwotd 6t o mupivag evog uovo fracto-
ueELdiov WIToEel vo un eival OVTLITEOOMITEVTIXAS TOV VITGAOLTOU UPEUo %al Yo ovtd T0 AGYo, Wdavirnd Bo meEmel
va Aappdvovtal 0vo rwitraga yia t didyvmon (Delhanty et al., 1997). "Eufouvo mov megLéyouvv pueydho mooootd
TTOAVTAOELOLRAIV, 1] AVEVTTAOELOLRMDV KUTTAQWV, TIG TEQLOOGTEQES POREC dev elvan og BEom va rataliEouv o€ fuddolueg
RUNOELS EVA 1] VYMAT] Tovg ovyvithta Ba uoovoe va eENyjoet To oyeTd XoUnAS T0000To EMLTUYICS PUOLKIGS KOl
vrtofonBovuevng CUMMPNGS 0TOVS AvBRMITOVG.

Alho TEOPANUOTO 0lPOQOUV Uidt OTTO TS TTAEOV EVQEMG YO OLUOTTOLOUUEVES TEYXVIRES TTQOEUPUTEVTLXIS OLAyVmOoT|S,
™mv aivodwti avtidpaon tolvuepdong (RCR). Qg texyvinn, n PCR eivan dwaitepa gvaiodnt xow yio avtd tov
AOYo eEdAhov umogel va yonolwomoBet Yo v avdilvon amelpoehdylotwv toowv DNA 6rmg oty mepimtmon
ATOUOVMONG VOGS UGVO ®UTTAQOV. Mmoel vor emTéeL TOV eVTomous dordV aAhaydv pueyding €xtaons, Gmwg
netaBéoei non eAhePelg, alld #VQIMG YENOWOTOLETTOL VLo THY OVAAVON ONUELaKRMY HeTAAMAEEWY. Q¢ TEYVIXY CUMOS
EQAOUOLOUEVT OTIS OVAYRES TNG TTEOEUPUTEVTINNS dLAYVIOONS, EUQaVICEL XATOLOUS TEQLOOLOUOTS. OL TTL0 CNUOVTLXOL
mepLoptopot PCR evéc uévo xuttdpov eivor m astotuyio evioyvuong, yeyovog mou extiudron 6t ovppaivel oto 5-10%
TV povoxuttouwav PCR, 1 axdooupn arlnidpopgmv (allele dropout, ADO) xow ) empudivvon g aviidooong
oo E€vo yevernd vuxd. H emlentiny evioyvon evdg amd ta dvo alnidpopea (allele dropout), amotehel éva
POLVOUEVO TTOV TTEQLOQILETOL OTLS LOVORVTTOQIXRES SLOLYVAOELS oL EYEL ATTOTELETEL TNV CULTIOL 0ERETAV AavBOoUEVOV
OLOYVOOEMV e TQOEUPUTEVTIXY YEVETIXY] ddyvwon. Zuppaivel Gtov To €vo aAANASUOQEPO EVIOYUETOL ETULAERTIRA
€vavtt Tov dAhov rotd v dtadurooic tov PCR. Me tov 10610 awtd, €va eTepGtuyo Lo *ATOL0 YEVETIRG YVHOQLOUA
®UTTOQO €)eL TNV Tdon va eupaviteton wg oudtuyo (Grifo et al., 1994; Harper et al., 1994; Verlinsky, 1996). H emt-
uéAvvon g avtidpaong amo EEVo YEVETIHG VMKG EIVOL TTQOPOVAS VA HEYOMITEQO TEOBANUC OTHV TTOOEUPUTEVTIXY|
vevetriy dudyvwon, Aoyw g eAdylotng moodtntag delynotog tpog avdivon. H udhvvon pe yoviné DNA umogel vo
amoteLECEL CUVETELX TS AROVOLOLS SELYIATOMMPIOG OTTEQUATOG 1] KUTTAQLXMDV CWE®V Rotd TV Broyia eupovov. T
70 AGY0 0O elva TEOTWATEQO avTi TS ®Aaowrng eEmomuanxig yovipomoimong (IVF), va yonowwomowmBei n néBodog
evdoxvtrogomhaouatirig €yyvong onéppatog (ICSI, wxgoyovipomoinon), mov eguhapufdvel v €xyuon evog uévo
omeQUaTolmapiov HEoa 0T0 MAQLO %ot ETIONG VO ATouaxrQLVBOUV 600 TEQLOGGTEQO HUTTOQ OWEMV (VoL duvatdv
7o amd v froyio tov epuPovov (Wells, 2004).

ITpoxeévou va amopevyBotv Adn xatd mv didoreia tov PCR Adyw g amotuyiag evioxvong, péAuvong xot
artéeouymg ahnAimv, TOAES dORLUAOTIES TOOEUPUTEVTIHNG YEVETIXIS OLAYVMONS XN OLUOTOLOUV TAEOV TOMMAITAS
(multiplex) PCR (Wells and Sherlock, 1998). H avagpeoduevn texvinn teQuhaiBaver tnv toutdyoovn evioyuon ToAhoy
tepoyiov DNA og pio pévo ovtidpoon xat Wroel vo xonotuomom el yio v ovdAlvon mohamhlav SLoryvmoTirdy
dewtayv (Piyamongkol et al., 2001). Idavird, ®dBe €upovo xhngovouet €va ahhiio omtd #d0e yovéa. Edv aviyvevBoiv
emUTAE0V aAAla Tov dev fito ToGvVToL 08 ®OovEVaY Ot Tovg dU0 YOVelg, Tote elvan mBovn 1 «emudluvon» oo
eEwteowr| mnyr. Evahhontnd, edv to detypo eppoviCel meQuoodtepa oo ta 2 avapuevoueva yovird aliilio tote
elvar mBave 1 empdivvon vo tpoéyetal ard tov yovéa (Findlay et al., 1997). EAniCoupe Spuwg 6T, pe v feitimon
0€ OLAYVOOTIRES TEXVIRES ROL TV EQOQUOYT] VEOV TEXVOAOYLAV, QUTd Ta TTROPAHaTa var emluBovv oto péAhov.

Nouuxd xat nbixd Entijuata

H e1o0ymyn ¢ TOOEUPUTEVTIXIG YEVETIXTS OLAYVWONGS OTNV LoTOLrt] TAE, Grtwg ®ow dAAES TEG0d0L OTNV TEYVO-
hoyia TS avamaQoywyns, extog oo TeXVIrES SUOrROLES BETEL RO ONUAVTIRES NOKES, VOURES QARG ROL ROLVWVIRES
oM OELS. O ammOPeLS OYeTLRd Pe TV €Qguva ota EUPEUa TOWIAOUY 0Td ®EATOS 08 ®EATOG, GTTMS PUOLRD ROL 1)
vopoBeoio wov v eréyyer (Viville et al., 1998). Zmv mo amdAuty LOEE] TOUS OL VOUOL TTOU OYESLATTNRAV YL VO
ovButoouv v €pguva oe EUPQUA, TEOXTIXA TTOLYOQEVOUY TNV TQOEUPUTEVUTLRY YEVETIXTY dLAYVIOT ROl AUTS HTov
aMwote ov eUtodLoe Ty avdmtuEn g ot Feppavia xow péyol mpdopata xow oty F'adkio (Krones and Richter,
2004). Eiva Sumg evOLapEQov GtL o (OLEC AUTES YMEES TEOOPEQOUV TEOYEVVNTLXY dLdyvmwon OAAG ®oL TEQUOTIONS
wog TaBoroyric #UmMong arSua ®ow TOAD aEyd 0TV €YRUUOOUVY).

OL TeELo0dTEQES Y WPES OV dLaBEToVY OYeTIXY] YOuoBeaio vioBeTovy QUONIOELS AVALOYES e AUTES TTOV TTOOTAOT-
%OV OTTO TNV ETTEOT avBpmvg yovipomoinong tov Hvouévov Baouieiov (UK Human Fertilization Committee).
Zopupuva e oUTES eMITRETETOL 1) EQEVVOL 08 Eufoua uéyoL 14 népeg Hetd Ty yoviuomoinon uévo yo my Peiktimon
Bepameiog VITOYOVIUGTNTAG, TV ROTOVONOT OUYYEVAY TaBNoemv, ™) BeATimon avilouAANTTIROY neBSdwv ®at Ty
ATOVON 0N TV AUTLOV AmtofoAdv. To o onuavTivg yua Ty TEOEUPUTEVTIXT] dLAYVIOT SUmS E{VOL OTL ETLTEETETAL 1)
ovAmTuEN ueBSdmV yLaoL TNV aviyVEVON YEVETIRMOV OVWUUALDY ROATA TO TEOEUPUTEVTIXG otddio (Bahadur, 2005).
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BéBawa vmdoyer avnovyio oxeTnd pe v mlaveTnTa EQOQUOYIS EVYOVIXIE LECK TEOEUPUTEVTIRNG JLAYVMONG,
000V 0pOQd. X0QOATNELOTIXA EUPoUmV TTov dev oyetiCovtar dueoa ue B€nata vyeiag (Kalfoglou et al, 2005). Méyot
ONjueQQ TAVTWG, e EEQLQEON TNV EPAQUOYY TOOEUPUTEVTLRNG dLAYVIWONS YL TV ETLAOYN TOV UAOV YLaL LTOLXOVG
AOYoUG 1 i emhoyn eufevov cav A3 Yo #ATOLO0 UENOG TG OLROYEVELOS, OEV €XEL TEORVYEL CTNUA TTQOEUPUTEL-
Twijg dudyvmong oto mhaiowo guyoviris (Robertson, 2002). ITopdderyua emhoyng eufevov wg d6tn €xovue oe pio
TGOt TEQITTWOoN 7TadLov oV €maoye amd avaupio Fanconi, po Bavotneoo yevetinn tddnon. To ovyrexQuuévo
drtopo Bepamevtnxe HETA QTG UETAUGOYEVON PAAOTIRMOV RUTTAQMV TTOV TEOHABAY 0ITd TO AP TOU OUPAMOU ADQEOV
€VOC VYLOUG VEOYVOU TO OTTO{0 ETAEYTNAE UE TTQOEUPUTEVTLRO EAEYYO QTG Evay 0oLBUS dtaB€oipwy epuPoimv petd amd
TeyvT) yovipormoinon (Bielorai et al., 2004). Avtij 1) TeQImTMOT TEOCEARVOE TO EVOLOPEQOV TWV UECWYV EVIIUEQMONG
%ot MUOUEYNOE EVIOVT AU@LOPTNON OXETIRA UE T ROTA Taporyyehiot LmEd xal TV N Tov Vo TodyeLs Eva
7oudi, 1 row TEQLOOGTEQM, TTEOG OPeELOS EVAS dAhov. Aaufdvoviag Sums VTP ToV OYETA WrEO aBud eupoinv
7OV TTEOXVITTOVV Ovd ®URAO EEMOWUATIRNG YOVIUOTOMONG, TO VYNAS #G0TOG TS €V Adyw dradiraciog, ahhd wal ta
¥ounhd mocootd emtuyiag, 1 xo1jon PGD yia un maBohoyind yevenrd yoooxtnolotind arobagouvetat.

TTopdha owtd, 1 yeveTini] Stdyvwon eppoimv o€ TEoEUPUTEVTIXG 0TddLo dev Taet va elvou uia LdLaLiteQo eEArVOTLXT
%ot eAmdopoa uEB0dog, Tov UToEEl Pev 1 Aoromn 10N ™S va 0N YNOEL 08 NOWES naw VOURES TEQUTAOXES, 1) OW-
oT1| %O EAEYUEVY OUMS EPOQUOYT TNE WTOQEL VO eEAAENPEL ONUOVTIXA TTOOBANUOTOL TTOU OPOQOVV OYL UGVO YEVETIRES
avouaiieg mov eppoviCoviar oy apyn ™ Long evog avBpwmov, ahdd xo TOA) 0QYSTEQX, GTTMG 0TV TEQITTMON
TN OEMV OTLS OTOTES EUTAEROVTOL TTOAVYOVIOLAROT TTORAYOVTES, ®OOMGS 1oL TO (dLo TO TEQLRAMOV.

Summary

Preimplantation genetic diagnosis (PGD) is regarded as an assisted reproduction procedure that involves the diagnosis
of genetic disease before a pregnancy has been established. It was introduced at the beginning of the 1990s as an
alternative to prenatal diagnosis, to prevent termination of pregnancy in couples with a high risk for offspring affected
by a sex-linked genetic disease. From those days, strategies for preimplantation genetic diagnosis (PGD) have become
increasingly complex. This paper discusses technical innovations that have improved the scope and accuracy of PGD,
as well as problems and ethical issues related to the subject. A brief review of new technologies is also included.
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