["evenikoi napdayovieg Kai

N AVIIHEI®IION TNS LIIOYOVINAINTAG

Ap. EAévn Kovtoyidvvn

EuBpuvoAdyog-Teveriorric
Eniornpovikd Aiev86vipia Ivorirotrov INvvaikodoyiag
kai YnoBonBoluevng Avanapaywyris «IVF and Genetics»

oU pe t puéBobo ng e§wompaukng yoviponoinong. “Ektote, n vno-

BonBoluevn avanapayoyn £xel avamuxBef taxvrara Kar €xe1 Snpi-
ovpyrioel KAGSoUg yia TV AVTINEIOMOoN TV NEPICCOTEp@V npoBAnpdrev otel-

pénrtag.

H o@eidduevn otov avSpiké napdyovia vnoyovipdinta fitav uéxpt npé-
ogata éva ané ta dhvta npoBiripara. “Eyivav Sidgopeg npoonddeieg pe mv
avdmuén texvikév yia vrioBonBobpevn yovipononon oug NepIMGOEIS Nov 1a
XapakInpIotikd 1ov onépuarog nrav 16co Praxd dote Ssv pnopoloe va npay-

paronomnOef pualofoyiknh yoviponoinon (Baker et al, 1993).

H sicayayni tng pikpoxelpovpyikrig wapiov (ICSI; Intracytoplasmic Sperm
Injection) 1o 1992 vnrip€e enavactarkni yia v aviper@dmon meg avSpikig
otapdintag (Palermo et al, 1992). H texviki avti nepidapBdver tnv eicayoyni

gvég onepuarozoapiov anevbeiag oo kvmapdnhacupa tov wapiov (Van
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Steirteghem et al, 1993a). H aSuvapia t1ov onepparozeapiov va dianepdoer tn
Siagpavn zdévn i tn pepBpdvn tov kutaponAdoparog (woArippa), nov mbavév
ogeiAdtav os edatwpévn KIvnikSinta, HEi@PEVN 1kavétnia npéoSeong otn
Siagavni zédvn eite oe avendpkeia evzuwv yia m Sidvoi§n g zédvng, Sev ano-
tedei ma eunédio otn yoviponoinon. H 1exviki avtri efvan katdAAnAn yia noAs
ooBapée nepimaoeig oteipéintag. [Ipotod epappootel n ICSI, o1 mBavémnteg
yoviponoinong fitav eAdxioteg £Gv Sev vmripxav 10 Aiyétepo 500.000 oneppa-
tozadpia pe apiotn kivnukdinta (petd v enefepyaocia). Zripepa éxouvv onper-
wOEl EYKUHOOUVES AKGUA KAl OF MEPUTIGOOEIS MoV Afya pévo onepparozadpia

eixav avevpebei oto oneppanks vypé (Mansour et al, 1995).

H 1texvikn ICSI xpnomponomiBnke oe zevydpia pe enavadapBavépeveg arno-
TUXiEG yovipornoinong in vitro akdua kai 6tav 1o onépua eixe Kahd xapaxinpl-
oukd kal Hrnopoboe va xapakinpiotei @LOIOAOYIKS (Sherins et al, 1995) ovp-
ewva pe ta kpiripia ing MNaykéopiag Opydvawong Yyeiag (World Health
Organization).

[Mepimdoeig anéAving ANOPPAKIIKAG 11 Hn AMOQPAKIIKNAG AZOOOEPHIag
avuperoniomkav pe Bioypia onepparozeoapiov ané opxiké embrihio (TESE;
Testicular Sperm Extraction) ri em&i6vpida (MESA; Micro Epidydimal Sperm
Aspiration) pe vpnAd nocootd kénong (Silber et al, 1994; Patrizio et al, 1995).

H 6An 8ia8ikaoia sixe apxikd Snpiovpyrioel avnovxieg yia mOavéinteg
1pavpanopo’ Tov eapiov. Ta anotedéopara Spwg Seixvouvv 6u 10 Mooootd
10OV eapiov nov Kartaotpépovial and m Siadikaocia efvar pikpdrepo and 1o
10%, edv BeBaiwg t6xouvv ot éuneipa xépia (Van Steirteghem et al, 1993).Ta
nocootd yovigonoinong Kupaivoviai yépw oto 60%, xapig va ennpedzel 1o
£4v ta onepparozadpia nponABav and Bioypia Spxewg, em&rdupidag 11 perd
and ekoneppdroon (Silber et al, 1994). Zxeb86v SAa 1a zevydpia (nepinov
90%) nov kdvouv e§wompankni yoviponoinon pe ICSI grdvouv oro orddio tng
spBpuopetagopds kai ta nooootd eykvpoovvng efval 10Gia 11 Kar kKaAGtepa
ané avtd g KAaoikAg e§wompankhg yoviponoinong (Van Steirteghem et al,
1994).
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H enmnuxia tng texvikrig ICSI 08riynoe noAdols va npoBagypouv 6u oto puén-
Aov mBavév Sheg o1 nepIm@oelg e§@oMUATIKAG yoviponofnong Ba yivovrar pe

ICSI ka1 6x1 pe andri evoneppdroon twv wapiov (Fishel et al, 1995).

IMapd mv enrvxia tov ICSI ka1 TV CLVAPAV TEXVIKGY, LIIAPXOLV EpWTH-
pata nov péver va anavinfotv. [Mioteverar éu n nepindokn Siadikaoia tng
@UOIONOVIKIiG yovipomnoinong §pa cav @paypss yia Ornepuatozadpia He ave-
pado yevéruno. Zuvendg, étav gl0dyovpe unxavikd éva onepuarozedpio
péoa oto KuttapénAacpa tov wapiov Sp@vrag e NGVO XAPAKINPIOUKS TN
Hopgohoyia tov, autof o1 EMAEKUKO{ UNXAVICHOf T@V ONEPHATOZOAPioV ota-

parobv va vndpxouvv (Coulam et al, 1996).

EmnAgov gpaotnpatikd Snpiovpyotvial and KUTIApoVeVeTIKEG HENETEG ov
Seixvouv vwnAd MOoootd XPWUOCHUATIKAOV AVAUAAIGV, Kal £161Kd 100zuyIouE-
VOV PEIatoniosnv, ot vroyévipous dudpeg. ‘Oco shartdvoviar o1 Seikteg g
noidmrag 1ov onépuarog, 1éoo avfdverar n mbavénta XPWUOCOUATIKAG ave-
padiag. Mrinwg n npoondBsid pag va Bonbricovpe tovg acbeveis pag va ano-
kmoouvv naidi Oa éxel wg anoréAeopa auvté 10 OLYKEKPIPEVO nadi va vnogé-
pel ané pia ovyyevA aveopadia; Mrineg Ba ritav Aoyiké va nepipgévoups vwndd
nocootd yevenk@dv avopaiidv oe anéyovovg aoBevév nov advvarotv va
1eKvonoIioovv ualohoyikd; Mrinwg vnoBonBotue tn Siaidvion evég naboho-
yIKOU yevorvriov, 6rnov n otelpdnta eival anAdg n ekdrineon tov; (Voght et al,
1995).

Ag e€erdoovpe ratd npdrov  Bswpia tng S1agpavols zdvng Kai ING KLTIa-
pIKNAG pepBpdung tov @dplov: Sev vNdpxouv HEXPI OTIYURG Otoixefa mov va
vnootnpizovv éu anotehoVv @payps ot yovigonoinon and onepparozodpia
pe yevenkés avopadieg. To DNA tou onepuartozeapiov sivar petaypa@ikd
avevepyd, dpa Ba ritav Gokoho va vrnotebel 6u 10 wdplo Siabétel pnxavi-
opoug yia tnv avixvevon g dnapfng pn guoiodoyikob DNA. Edv évdg 1€1010G
unxaviouds vnripxe, 16te Oa eixe naparnpnBei napapoppauévn avanoyia Sia-
XwpIopoV (segregation ratio distortion) otn petaBiBaon yeveukdv acBeveidv.
O1 eNGxI0TEG NEPIMATEIS NApapopPapévng avanoyiag Siaxwpiopot cuuribwg

ogeidovtal o Pn pevieAikoUg TpGMovs KANPOVOUIKSINIAg, SnmwS N MITOXOV-
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Spiakn. Onérie, yia g povoyoviSiakés acBéveieg, n emoyn vgp 1oL pn
naBohoyikob oto enineSo g yoviponoinong pnopef va anokAeiotei. Enfong,
onepuarozeodpia pe avevnhoelbieg efvar Suvarév va yoviponomoouw 1o adpio,
yeyovég nov motonoieital ané v 6napén enBpiowv pe avevndoerSia nov
nporitBav and pn Siaxwpiops ora xpepooduara tov natépa. Xapakinpiotiks
napaSeiypa anotedei 1o ovvSpopo Klinefelter, énov 1o enmidéov X xpopdown-
pa sfvar narpikiig npoéhevong oto 50% 1wv nepimooewv. Lvvendg, Sev
vndpxouv apketd 8edopéva nov va tekpnpidvouvy tn Siadikaoia emAoynig

onepparozoapiov oto eninedo g Siagavois zédvng.

Bdopa eponpatkd avaksmouvv angd m cuoxEnon avSpIKAG LITOYOVIUGTN-
140G KAl XP@UOO®UATIKGV aveopatidv. Mia npdogatn pedéin Sefxver éu 1o
MOCOOTS TWV XPOHOOWUATIKOV avepahidv o Gulpeg He KaVOVIKEG napapé-
1povg onépuarog ritav 2,2%, os aobeveis pe ohyooneppia 5,1%, pe azwo-
oneppia 14,6% ka1 pe pun anogpakuxni azwooneppia 20,3% (niv. 1). Mapso
nov yv@pizovpe 6t n yoviponoinon ané onepparozedpia pHE XPOUOCOUIKEG
avepadieg sivar Suvar, ayvoolpe £Gv 10 NOCOOTS TWV AVAUANGY CIIEPUATO-
zeapiov Mov nervxaivouv yovipomnoinon gival 1o 610 i peiwpévo os oxéon pe
1a QuoioNoyIKd. Ayvaotog efval enfong 0 apiBpGs OV ZLUYWTIOV HE AVELNAOEL-
8106 pun ovpBaré pe m zoni, nov anoBdhnoviar o apxn tng kbnong. Ta
8e8opéva g Martin (1996) Seixvouv 6t évag un @LOIOAOYIKGS KApLBTLIIOG
(ané avdivon nepipepikot aiparog) Sev cupuBadizer ndvia pe avdpano yevs-
TUNO TEV Onepparoze®apiov: dvipeg pe yevenkn odotaon 47XYY napdyouv
XpOHOOWHIKG @ualodoyikd oneppatozadpia. To emmAdov xpopdowpa @aive-
ta1 éu xdveral Katd m onepparoyéveon. Eniong, o kapudtonog ané kérapa
nep1pepikoy afparog Sev efval NAVIOTE QVINPOCKIEVIIKGS TNG YEVOTUMIKAG
rardotaong tov arépov, AGY® TV NEPIMTOCEDV UOCAIKIOHOU Mov PHévouv
adidyvworeg (Martin, 1996). H naiSiatpikri napakoAoibnon naibidv nov yev-
viBnkav petd and ICSI sivar moAd evBappuVTIKL: 1a TI0CO0TA TOV YEVEUKGY
avOpaAIGY TV naibidv avidv eival napdpola e tov nailbidv nov yevviobva
petd and IVF (Bonduelle et al, 1999; Wennerholm et al, 2000). [Tap’ 6Aa autd,

1a anoteAéopara kGO véag 1exvikrig npénel va napaxkodovBolvvrar pakponps-
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Beopa ka1 va kataypdgoviar o Bdon ebopévewv. Eniong, sfvar anapaftntn n
evnpépaon twv acBevdv oxeukd pe v npdogarn avakdivyn Kal egappoyn
ng pebsédov, 1a oroixeia nov €xovv 116N ’ouvxsvrpcoesf Kai tnv EAAEIPN HAKPS-

xXpovng neipag.

IMINAKAZ 1

MOIOTHTA ZIEPMATOZ XPQMOZQMATIKEZ ANQMAAIEZ

QLOIOAOYIKEG MAPAHETPOL 2.2%.
ohyooneppia ' 5.1%,
azeooTiepuia 14.6%
HN Ano@paxukh azwooneppia 20.3%

(and Yoshida et al, 1996)

INpoyevvnuxi Sidyveoon yia XpOHOCOHATIKES avepadieg ouvriBwg npotei-
verat edv cuvrpéxovv Sidgopor napdyovieg —A.X. n nAkia tng pntépag—, aAdd
eivar apgideyépevo 1o £dv Ba npénel va npotadei pe pévn ammodoyia tnv
epappoyri ICSIL. O1 vnoyrigior acBeveig yia ICSI anotedobv pia nody etepoye-
vl opdda, n onoia nepidapBdvel nepiTdoelg oAlyoonieppiag nov ogeilovial
oe andéppan g ka1 NEPIMAOEIS I00ZUYIOUEVAOV XPOUOCMUATIKGOV HETATori-
gewv, 1oL §xouvv @¢ anotédeopa spuBpuikés avopanieg. Kdbe nepimwon nps-
nel va avipetonizetar §exmpiord Kal 1a zevydpid va Karavoouvv TG ENNMAOEIS
Hiag yevenkihig emBdpuvong, 1o uyeBog touv Kivdivou Kai tig Suvardnteg rnpd-

Anyng.

AkSun K1 av npoogépape npoyevvnuki Sidyveoon pe avdivon Kapustu-
nov ot Gheg TI¢ yuvaikeg rnov pévouv €ykueg petd ané IVF-ICSI, vndpxer éva
nocootd peradddSewv onpeiov nov npokaroGv otelpdinta, o onoio Ba éueve
abidyveoro (Vogt et al, 1993; Wyrobex et al, 1995) kaBog ka1 §va nocootd
aocBevdv pe pwodikiopd, énov o kapudtvnog and 1o aipa dev Oa epxdrav ot
OLHPGVIA JE TOV KApLSTLTIO TV yaperdv (Martin, 1996). ®a pnopovoe fowg

va npotaBsi éheyxog yia IS onuelakéS PeTanAdEels kar kapvordnnon oneppa-
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tozeapiov. Mia térola Spuwg orpamnyikri Oa avfave vnepBoMikd 10 KSoTOG YIa
tovg aoBeveig, pe apgiBoAn kAviki affa. Lripepa, pe ug npoédoug tng Mopia-
Krig Biodoyiag ka1 tng [evenkrig, £xovpe ta epyaieia va epsuvricovpe Kai va
Siadevrdvovpe ta Sidrippara nov Npokadelf n QPappoyh TV VEDY TEXVONO-
yidv ahdd ka1 va BonBricouvpe toug aoBeveig (napgxovidg tovg owotri nAnpo-

@6pnon) va ndpouvv th oot yr' avtos andégaon.

Ta avOpédmva éuBpua napovoidzovv LYNAS NMOCOOTS XPWHOCOUIKAV
aveHaM@V, yeyovss nov unopei va odnyrioel oe noAAAnAES anotuxnpéveg

npoondBeieg e§wonpaukig yoviponoinong.

H né6o6og tng npoepgurevukiig Sidyvawong unopei va Siayvodoer pia yovi-
Siakni avepaiia npv v spgltevon, enmpénoviag 1ol In Petapopd Pévo tov

XPOUOOOUIKG QUOIONOYIKGV euBpimv.

AgonoU0wg avagpépovial 1a anoteAéouard nPOERPUIELTIKOY EAEYXOL O
28 zevydpia pe: a) EnavadapBavépevn anorvxia epgirevong petd and emrv-
xnpévn yoviponoinon, 8) ZoBapn teparé-zmooneppia, y) Puociohoyikovg

KApLOTBIIOVS YOVEQV.

Ev npoxkeipéve, 28 zevydpia vnoBAriOnkav ot e§wompankni yoviponoinon.
Ta piod ané 1a wdpia yovipononibnkav pe onéppa 86t kai ta dAAa pod pe
10 onépua tov ovzbyov. To FISH epapudomke oe euBpuikd BAactopepibia pe

avixveutég (probes) yia ta xpopoodpara 13, 18, 21, X)Y.

To 82% tav enBpiaov nov npoékvyav and onéppa 8Stn ritav @uoioAoyi-
Kd, ovykpivépeva pe 10 31% 1@V @Quolohoyikdv euBplov and 1o onéppa tov

ouziyouv.

[Nepanépe avdivon 1oV xp@HOO®MKE avdpaieov epBplbev nov npogkv-
pav and yoviyonoinon pe 1o onéppa tov ovziyov €deav apkerd vypnAdtepo
nocootd Xaotk@dv epBplov and ta éuBpua exkeiva nov nporitbav and yovipo-

noinon pe onépua 66tn.

Ye 1peig nepimdoeig, 1o FISH €8e1e 6u 6ha 1a €épBpua nov npodkvyav

ané 1o onéppa tov cuzlyou efxav YEVEUKES avapahies kal Sev pnopovoav va
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petagepBovv oug pntépeg tovg. Kai ta pia zevydpla sixav xpopooopikd
@ualonoyikd §uBpua pe onéppa 6S8tn ka1 G0 eykupoovBveg npoékvyav petd

and uBpuopetagopd avidv 1oV euBplav.

Zupnepaivoupe ot

» H npospgurevtkni Sidyvaon pnopei va kabopioel toug Adyous enavadap-
Bavdpevng anotvxiag tov npoonabeidv e§oncmpartkrig yovigononong.

» H pikpoyoviponoinon &ev anotedel navdkeia oe nepimaoelg coBaprig
ohiyo-aoBevo-teparo-zwooneppiag (Le QLOIOAOYIKOUG YOVEIKOUS Kapud-
Tornovg), oe ocLvdvaoud GUWS HE TNV NPOER@ULILLTIKA Sidyvaon Siveral

Kkdnoia 1kavornoIntuky Adon.
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