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EYXAPIXTIEX

®a MBeha va gvyaprotow WTEPS, TV ko KaAavtapidov Xoeia, Kadnyntpla
Matevtikng- Tvvawcoroyiag, AevBoviplia g I Tavemommuokng Matevtikng —
Iuvaikoroyikng KAiwvikng tov Tavemommuiokod Nocokopeiov «ATTIKOVY Kot
AevBbvtpro tov Ipoypdppoatog Metomtuylokdv Zmovddv, ToV KO ZoAOUUAEKN
Eppovound, Opodtyo Koabnynt) Matevtikig- TuvokoAoyiog kot 180puth TOL
[Ipoypaupatog Metantuylokdv Zmovdadv kabng kot tovg kKoug Kacodvo Anuntpro
kot [Tamavtoviov Nuworoo, Kabnyntéc Maevtikng- [vvatkoroyiog, témg AtevBuvtég
mg [7  Tlavemomuoxng Maevtikng — Tuvakoroywkng KAwvikng  tov
[Tavemomuakov Nocokopeiov «ATTikOvy.

Evyapioted Oepud v tppuern emrpont|, ko Koiavrapidov Xoeia, Kabnynrpua
Matevtikng- Tvvaucoroyiag, AtevBovipia g I Tavemommuokng Motgvtikng —
Ivaikoroyikng KAiwvikng tov Iavemommuiokod Nocokopeiov «ATTiKOVY Kot
AevBbvipro tov Ilpoypdupotoc Metantvyokov Xmovdmv, o [Nomavtwviov
Nworoo, Koadnynm Maoevtikng- Tvvokoroyiag, téog AwevBovin g I
[Movemommmokng Matevtikng — INuvaukoloyikrig Kiwvikng tov Tlavemotnpioxkov
Noocokopeiov «Attikoévy. Ilavemomuokng Matevtikng — Ivawkoroywkng Kiwikng
tov [lavemotuiakod Nocokopeiov «Attikdév»y kot tov kKo Bpayvry Nikdroo,
Avaminpot) Kabnynt Maevtikng- Tvvawcoroyiog g I TMovemotnpiokng
Matevtikng — TDuvaworoyikngs Kiwwmg tov Tavemomnuokod Nocokopeiov
CATTIKOVY, YlO TV EVKOIPIO TOL LoV £dMGAV VA TaPaKOAOLONGm To Metamtuylokd
[Ipdypappa Kot vo EKTOVICE QLT TV EVOLNQEPOVCH ITAMLATIKY EPYACIOL.

®a NBera vo guyaploTNo® WTEP®S TNV VITEVBLVY pov Kao. KoAloAEéEn Ayyeiikn,
BiomaBordyo — MikpoPiordyo, cuvepyatn g I'" [Havemomuoxkng Matevtikng —
Ivaikoroyikng Kiwvikng tov TMavemotnpioakod Nocokopeiov «Attikdvy, yio tnv
kaBodynon g Kot v apépiotn Ponbeid g ot cvyypoen kot dtopOBmon ™G

TOPOVGOG TTUYLOKNG EPYOUCLAG.
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BIOT'PA®IKO XHMEIQMA

HPOXQIIIKA YXTOIXEIA

EITIQNYMO: XTAMATOIIOYAOX
ONOMA: 'EQPI'TOX
IHATPQNYMO:NIKOAAOX

EKITAIAEYXH/XTTOYAEY/TIPOXONTA

. 1988: 520 AYKEIO AGHNQN

BAGMOX AIIOAYTHPIOY 19.3

EIZHXOH XTHN TATPIKH XXOAH TOY EOGNIKOY KAI KAITOAIZETPIAKOY
I[TAN/MOY AGHNQN ME ITANEAAAAIKEY EEETAXEIX

. 1989-1995 INTYXIOYXOX TATPIKHX XXOAHX «EONIKOY KAI
KAIIOAIZETPIAKOY ITANEIIIXTHMIOY AGHNQN>>

BAOMOZ IITYXIOY<<AIAN KAAQX>>

. 2008 AIIONOMH TITAOY IATPIKHZ EIAIKOTHTAYX MAIEYTIKHZ
I'YNAIKOAOTTAYX META AIIO EINITYXEIX EEETAXEIZ [TEPIOAOY ®EB/IOY
2008

o 19/12/2004 MIZETOIIOIHTIKO A.L.S.O.(Advanced Life Suport in
Obstetrics) META AIIO EIIITYXEIX EEETAXEIX YIIO THN AII'TAA THX
AMEPIKANIKHYE AKAAHMIAX 'ENIKQN IATPOQN. BAOMOAOI'TA 85%.

. 5-7/11/2009 MIXTOIIOIHEH XTHN KOAIIOXKOIIHEH. MEAOZ
EAAHNIKHX ETAIPIAY. MAIEYTHPON-I'YNAIKOAOT'QN KAI EAAHNIKHX
ETAIPIAYX KOAIIOZKOITHXHY KAI ITAGOAOI'TAYX TPAXHAOY

. 9-12-2011: AAEIA EKTEAEXHX YIIEPHXQN AIIO TO YIIOYPI'EIO
YT'EIAX (AP.ITPQT. Y7o/T.I1. 114197)

. AITPIAIOZ 2014: METEKITIAIAEYTIKO IIPOTPAMMA ITPAKTIKHX
AXKHXHY XTHN ENAOZZKOIIIKH T'YNAIKOAOI'TKH XEIPOYPI'TKH KAI
OYPOI'YNAIKOAOI'TA (20/11/2013-13/04/2014).

13



KAINIKH EMITEIPIA/TTIPOYTITHPEXTA

Yentépupprog 1995- Oxtofprog 1996: Aypotkog latpoc-TITI Adpa Kévipo Yyeiag
Anuntodvag N.Apkadiac-ITavapkadikd I''N. Aev/vipro: Aeknotddn AyAaio Tevikn
latpog M.D.

Noéppprog 1996-Maptiog 1997: Ewdikevdpevog Xepovpyds, oto Tunua evikng
Xepovpyukng, g B Xewpovpywng Kiwiung tov  Tlavemompiov  A6nvov.
Apetaiciov  Noocokopeio.  Awev/vingKoadnyntig  Lllamadnuntpiov  T'evikog
Xepovpyog,Kabnyntg g B” Xepovpyikng Kiwvikng,Iav/piov AGnvov.

MépTtiog 1997-®efpovaprog 1998: 'evikog latpdg,oto 79° Kévipo Yyewvopikon
2. T.E.IL 2dpoc.(Etpatiotikn Yanpeoia), Atev/ving:E/yng A.Ildtorog M.D.
defpovaprog 1998-XemtépuPprog 1998: Ewdwevduevog Xepovpyodc,oto Tunua
l'evucng  Xepovpywng,mg A" Xepovpyikng  Khvuigroo  «401»  T'evikod
Yrpatiowtikod Nocokopegiov AOnvav. Atev/ving:X/yng:E.Navog M.D,D.Sc.
Xentéppprog 1998-Iovirog 1999: Eiwdikevopevog Xepovpyog,oto Tunuo Tevikng
Xepovpyikng,me A Xepovpywneg KAiwiwkng,tov ILIN.  Tlamociov,Adnva.
Atev/vig: A.Tavvaxdkng,M.D, T'evikog Xepovpyde.

Yentéppprog 1999-Aeképpprog 2003: Ilapatnpnrig-Bondog yuvarkoroyikdv kot
YEPOLPYIKOV enepuPdoewv. [diwtikn [N'evikn,Matevtikn-I'uvaukoroykn-Xepovpykn
kot [Tadrorpikn Khviky <<MHTEPA>>,

Iodviog 2001-Toviwog 2003: Emotnuovikdg vmevbuvog 1atpds ota Kévipa
Advvatiocpatog <<Beauty and Diet>>.

TLavovaprog 2004-Iavovdprog 2008: Eidicevopevog latpdg,oto Tunpo Matevtiknig
kot  [vvaworoyiag,tng A” Maevtikng kot Tvvawkoroywng KAwiukg  tov
[Moavemomuion  Adnvov, ILIN.<<AAEEANAPA>>.  Awev/vtnc:Kadnynmg
A.AvtoaxkAing Maevtpag-I'vvakorodyog Kabnyntg ovemompuiov Anvov.

H A" Maevtiky ko Ivvokoroyukry Kiwvikny tov IMavemotnpiov AOnvav tov
Nocokopegiov <<AAEEANAPA>> vrtd v Aevbvvon tov Kabnyntm A.Avicaxin,
&xel AaPel motomoinon ekmaidevong ewikevopevey latpav ommv Mogvtikn kot
Ivvakoroyia ,amd 10 Evpomakd KoAiréyio Maevtipov-I'vvakohdywv, to €tog
2005.

Noéupprog 2009: TTIETOIIOIHEH KOAIIOXKOITHEHE AIIO ITANEIIZETHMIO
IQANNINQN KAI EUROPEAN FEDERATION FOR COLPOSCOPYAND
PATHOLOGY OF LOWER GENITAL TRACT.
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Oxktofprog 2011 (18/04/2011-17/10/2011): TTAPAKOAOY®HXIH-AIATNQXH-
EKTEAEZH TYNAIKOAOTTKON-MAIEYTIKON YIIEPHXQON XTO TMHMA
EMBPYOMHTPIKHZ KAINIKHZ THZ rr MAIEYTIKHX KAI
I'YNAIKOAOI'TKHXE KAINIKHYE TOY TTANEITIXTHMIAKOY NOZOKOMEIOY
<<ATTIKON>>. YIIO THN EINIBAEYH TOY KAOGHI'HTH A.IL.KAZXANOY.
AeképPprog 2011: AAETIA EKTEAEXHX YIIEPHXQN TQOQN OPTANQN THX
MAIEYTIKHZ KAI TYNAIKOAOI'TAX ATIO TO YITOYPI'EIO YT'EIAX.

Médiog 2008 - onpuepa: IAIQTIKO IATPEIO KAI EMMIZ®OX BOHGOX
XEIPOYPI'EION XTHN KAINIKH MHTEPA.

Iavovaprog 2009-2011: GEPAIIEYTHX IATPOX TON AXOAAIEMENQN TOY
O.A.E.E. — OITAA KAI TON AZOAAIZEMENQN TOY IKA.

Iavovéaprog 2012-Anpiiog 2019: ZYMBEBAHMENOX IATPOXZ EOITYY.
Amnpihog 2019-onpepa: EIIMEAHTHY B I''N. XYPOY.

EMIIEIPIA TMHMATON-EEQTEPIKON IATPEION

MapTtiog 2004-Mdrog 2004: KaOnuepviy mopakoAovOnotn £yKuHOGUVNG KOl KAVIKY
e&étaon,duyvaon Kot Oepaneio ac0evdV TOV TAKTIKOV KOl ETELYOVIOV TEPIGTOTIKMOV
tov EEotepikdv Matevtikov latpeiov too NN AAEEANAPA.

Yentéppprog 2005-Noépupprog 2006: EPdopadiaio Oekmoipémon MEPIOTATIKAOV,
ANy test-pap,yovoikoroyikny e&étaom,0idyvoon kot Oepomeic  acBevdv  Tov
TOKTIKOV KOl ETELYOVIOV TEPLOTATIKOV TV EEotepikmv [Mivatkoroyikdv latpeiomv
00 N.AAEZEANAPA.

Yentépupprog  2007-Iavovdprog  2008: KoOnuepv  mapakolovOnon kot
deknopéwon Ilepiotatikav tov Tunuatog Ymofonbovuevng Avamopoymyng Tov
N.AAEEANAPA.

Noéppprog 2007: ITaparxorohOnon,kivikn eEétaon,didyvmon kot Bepaneio acOevov
tov Tunuatog MNivarkoloyikng Evdokpivoroyiog too N.AAEEANAPA.

Ampiiog 2007: TopaxorovOnon,kAvikn eE€taon,oudyvoon kol Oeporeia acbevdv
tov Tpnuatog Kipaktnpiov-Epunvérnavong tov N.AAEZANAPA.

Mdog 2007: TTapoakorovOnon,kAwvikn e&étaon,oudyvoon kot Bepaneio aclevdv tov
Tunuarog [Modw-Eenpun TNovorkoAoyia tov N.AAEEANAPA.

Yentéupprog 2005-Aeképpprog 2005: IlopaxorovOnon,eCétaon ot Oepameio

acBevov ota Taktikd EEwtepikd latpeic Mootov.
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Madwog 2008-Enpepa: IlapaxorovOnon,e&étaon wor Oepomeion acBevav ota

eEotepkd latpeio Tov Matevtnpiov Mntépa.

EINIEXTHMONIKH EPEYNA
OEBPOYAPIOX 2007: (X& e€éMEn): ZvoAloyn apyEyovmv TOAVIVVOU®Y KUTTAP®V

amd Tov opedio Adpo veoyvav(stem cells), vd v emifreyn tov Aéktopa TOL
[Mavemommpiov ABnvov K.Ztepavion. xomdc g épevvag amoteiel 1 duvatdtTo
dNpovpyiog 16TOV Kot opyavemv Tov avlporivov cONNTOS HETE omd KOAMEPYELD Kot

emeEepyaocio tov stem cells. Meldovtikd Bépa yio Awdaktopikr| Atotpip.

EMNIZTHMONIKEY EPTAYIEY
AHMOXIEYXELY X E EENA IIEPIOAIKA

o Management of pregnancy in adolescence complicated by acute
lymphoblastic Leukaemia. N. Papantoniou, I. Katsoulis, G. Stamatopoulos, C.
Matsouka, I. Papageorgiou, S. Mesogitis and A. Antsaklis Fetal Diagnostic Therapy
(Accepted 2006)

ANAKOINQXEILY XE AIEONH XYNEAPIA

o Maternal serum activin a as a biological marker of second trimester
preeclampsia. 1.Katsoulis, I. Papageorgiou,N. Papantoniou,G. Stamatopoulos K.
Kalmantis, A.Antsaklis.(2005),

2nd Congress of the Mediterranean Association for Ultrasound in Obstretics &
Gynecology. Rhodes Island-Greece,June 16-18, 2005.Final Program & Book Of
Abstracs (Poster Abstracs),p.30.

o Common Acute Lymphoblastic Leukaemia complicating pregnancy. Clinical
Course,Management and Prognosis for the Mother and the fetus Case report. N.
Papantoniou, I. Katsoulis, G. Stamatopoulos, C. Matsouka, |I. Papageorgiou, S.
Mesogitis and A. Antsaklis

Announced as a poster at the XIX European Congress of Perinatal Medicine, 14-16
October,2004,Athens.Greece

o Advantages of Harmonic Scalpel (Ultracision) in Laparoscopic Surgery
G.Stamatopoulos et al.
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Announced as a poster at the International at Hepatopancreatobilliary
Assosiation(IHPBA),24-27 May 1999 Budapest,Hungary.

o Re-operation in abdominal wall with pre-existing Marlex mesh.
G.Stamatopoulos et al.

Announced as a poster at a Hernia of Abdominal wall, 19th June 1999, Athens.

ANAKOINQZXEIY XE EAAHNIKA YYNEAPIA

v I Zrapatomovrog, X. Abavaciov, N. Tewpyovhag, N. Kopitong,
Y. Tapavtovda , K.Ziokog, I. [Tamayewpyiov, A.Avtoakinc.

AtoKoAmiKn gpron TAEYHATOG O16 TOL BVPOEIBOVE TPNUATOG KOt Sl TOV 1OYLOLEPOV
GLVOEGLOL Ylo. TNV OTOKOTAGTACY] TNG KLGTEOOPOHOKNANG Kot JOVYANGGEIOKNANG
(PROLIFT). 100 TTaveliqvio Zvvédpro Matevtikng & IMivaukoroyiag Iatpa, 25-28
Maiov 2006.

v I'. Zrapatémovrog, X. ABavaciov, K. Xtepaviong, A. Aovtpadng, IL
Mmnepétoog, 2. Kovsardkog, . Mecoyitng, A. AVIGakAng.

Aviyvevon tov vmodoyéo S okvtokivng kot tov TRA-1-81 og kbOtrapa mov
TPOEPYOVTAL O KAAMEPYEWD KLTTAPWOV TOL opviokoy vypov. 100 TlaveAinvio

Yuvédpro Marevtukng & TMvvoakoroyiag [atpa, 25-28Maiov 2006.

EMIIEIPIA ATAAYKAAIAY
Aerxéupprog 2004: Adheén oto ApeBéatpo oo N.AAEEANAPA pe 0épa: <<OC&eia

AELPOPAACTIKT Agvyaipion KOt EYKVHOCUVI>>.

Defipovaprog 2005: AbreEn oto ApgBéatpo tov N.AAEZEANAPA pe 0époa:
<<ZVOVIPOUO TOAVKLGTIKMOV 0OONK®OV>>.

Marog 2006: AMoréEerg oto 100 TMaveAlnvio Zuvédplo Matevtikng & IMuvatkoroyiog
omv Ildtpa pe Oépara:<<Awoxormkn ypnon mAéypatog PROLIFT o tov
BvpoeldoVg TPNUOTOC KOL TOL 1GYLOEPOV GLVOEGHOVL Yo TNV OTOKOTAGTOON
KLOTEOOPHOKNANG KOl  OOVYAOGGEWOKNANG>>, <<AVviyvevomn TOL VLTOOOYEN TNG
okvtokivng kot tov TRA-1-81 og kOttopa mov mpoépyovtal amd KOAAMEPYELL
KUTTAp®V ToL A. Y>>,

Aexéufprog 2006: AwoleEn oto Appibéatpo tov N.AAEEZANAPA pe 6épa:

<<Aldomaomn XEPOLPYIKOD TPUVUATOS KOl EKCTAAYY VOG>,
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Tavovapiog 2007: Avikeén oto ApgpBéatpo tov N AAEEANAPA pe 0épa: <<Oykot
wobnkov oplaxng kakonetag(Borderline)>>.

Defipovaprog 2007: Tloapovcioon oto ApeBéatpo tov N.AAEEANAPA pe 0épa
<<Emmloxég yeipovpyikmv eneppdoemv £toug 2006>>.

Iavovapios 2008: AGheén oto ApgBétpo tov N.AAEEANAPA pe 08pa:

<<Evéountpimon:Awdyvoon kot Bepameio>>.

Yav edwkevopevog ™g A° Maevtikng & Tuvoawkoroyikng Kiwiwng  tov
[Mavemompuiov AOnvav tov N.AAEEANAPA ko pe moapdtpuvon tov Kobnynt
A.ANTZAKAH, ocvppeteiya oty eknaidevon 1oV ekToeT®V portntav s latpikng
Yyxomg tov IMavemotpiov AOnvav ota Maevtikd kot ['vvokoloywkd Tunpara,
otV AiBovca Toketdv, ota Xepovpyeia ko ota Toaktikd kot Enctyovta EEwtepucd

latpeia.

IMTAPAKOAOY®HXEIY YYNEAPION-YEMINAPION - HMEPIAQN

. 3/2/1996: 10° Etqoo Zeuwdpro Zvveylopevne lotpikic Exmaidevong
NOX.EYAITEAIZEMOZ.

. 24-27/5/1999: International Hepato-Pancreato-Biliary Assosiation
(1LH.P.B.A),Budapest.

" 19/6/1999: Hernia of abdominal wall, Athens.

. 5-6/11/1999: Collegioum Internationale Chirurgiae Digestivae, Athens.

. 13-17/11/1998: XXI [Tavelinqvio Xepovpywd Zuvédplo, Abnva.

" 18-21/11/1998: 4TH International Congress ‘The young woman at the Rise of
the 2157 Century: Gynecological Reproductive Issues in Health and Disease, Athens.
. 3/4/5/1999: IIOIOTHTA YITHPEZIOQN XTON XQPO THX YTEIAX.

. 29-30/1/2000: 10° IMaveAlnvio Metekmaidevtikd Zepvaplo Tovaukorloykng
Evdoxpivoroyiog, Abnva.

26-29/9/2002: 5TH Athens Congress on Woman Health and Disease-
Gynecologic and Reproductive Issues,Athens.

. 2-3/2/2002: 120 Tlaveldnvio Metekmaidevpikd Zepvdpro IMuvoatkoAoyikng
Evdoxmivoroyiog, ABnva.

. 22-23/9/2000: 20 TToveAAVIOMETEKTOOEVTIKO Zepvaplo [uvatkoAoyikng
Evéookomnone, Nocok. MHTEPA (Ilpaktiko Zepvaplo-EEdoknon).
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. 27-28/1/2004: 10 Zepvapro Ovpoyvvakoroyiog-Axkpdreio ovpmv-Xardpwon
TLEAMKOV £0€povc,, Nocok. AAEEANAPA.

. 29/3/2014:  OAIKH  TIIPOIITQXH  MHTPAY  .ANTIMETQIIIZH
AKPATEIAZ OYPQN.

" 14-16/10/2004: XIX European Congress of Perinatal Medicine,Athens.

. 22/10/2005: 8H Etown Hpepidoa & Metekmodevtikd Mabnua <<Kapxivog
00 MooTtov>>.

. 3-4-/12/2005: 2ND Advanced Course of Ultrasound in Obstretrics and
Gynecology, lan Donald, Kifisia,Athens.

25-28/5/2006: 10° ITaverMivio Zvvédpro Matsvtikig kar I'vvoikoloyiog,
[Tazpa.

. 6-9/9/2006: 31ST Annual Meeting of the Intrnational Urogynecological
Assosiation, Athens.

. 2/12/2006: 8° Metekmandentikd Zepuvapio <<Kapkivog Tpoyniov Mntpac>>,
ABMva.

. 9-10/02/2007: 4° ENAOZKOIIIKO LEMINAPIO [AZQ.

. 2-4/3/2007: 14° ITavelnqvio Xvvédpio Tepryevvntikng latpikng, Adnva.

. 9-10/03/2007: ZEMINAPIO OYPOT'YNAIKOAOTITAX TAXQ.

. 08-09/06/2007: 50 EYPQITAIKO XEMINAPIO KOAITOXKOITHEIHYE KAI
ITAGOAOI'TAX TPAXHAOY.

. 14-16/6/2007: 30 Oewpntikd ko [Ipaktikd Zepvaplo AanapockoOTNong otV
IMuovaikoroyia, [paxtikn e€doknon o€ xoipovg oto epyactiplo s ELPEN.

. 8-9/12/2007: 3RD Advanced Course of Ultrasound in Obstretics and
Gynecology, lan Donald School, Athens.

. 14-15/12/2007: Tlpoktik6-HANDS ON-kot Oeopntikd ocepviplo pe 0€ua:
<<ITYEAIKO EAA®OX & ITEPINEO KATA THN KYHXH KAI THN AOXEIA>>.
. 18-19/4/2008: 40 IMaveAlnvio Zvvédpro Kipakmnpiov kour Eppnvomoavonc,
Abnva.

28-31/5/2009: 110 IMavelinvio Zvvédpio Matevtiknig INivaukoroyiag, Adnva
" 5-7/11/2009: 30 Exmaudevtikd XZgpvipro KoAmookomnong e TPOKTIKN

aoknon, lodvviva.

26-28/6/2010: 40 Exmoudevtikd Zeuvapro KoAmookoOmnong pe TPOKTIKY
Aocxnon, lacod, Adnvo.
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. 15-16/06/2012:100 EYPQITAIKO XEMINAPIO KOAITOZKOITHZHE KAI
[MAGOAOI'TAYX TPAXHAOY.

. 06-08/12/2013: 60 ADVANCED COURSE OF U/S IN OBSTETRICWS
AND GYNECOLOGY,IAN DONALD.

. 12-13/04/2014:.TTPAKTIKH AXKHXH XTO METEKIIAIAEYTIKO
I[TPOTPAMMA ENAOZXZKOIIIKH TYNAIKOAOI'IKH XEIPOYPI'IKH KAI
OYPOI'YNAIKOAOITA.

. 14/04/2014: XEMINAPIA METEKITAIAEYTIKQN TITPOITPAMMATON
IMPAKTIKHEY AXKHXIHY ZXTHN+ ENAOXZKOIIIKH T YNAIKOAOI'TKH
XEIPOYPI'IKH KAI OYPOI'YNAIKOAOTITA ATIO 20/11/2013 EQZX 13/04/2014.

. 28-31/05/2015:130 TIANEAAHNIO ZXYNEAPIO MAIEYTIKHEX KAI
I'YNAIKOAOITAX.

. 18-20/06/2015:130 EYPQITAIKO XEMINAPIO KOAITIOZKOITHXHE KAI
I[TAGOAOI'TAX TPAXHAOY.

. 16-18/06/2016 KAI 2017:140 KAI 150 EYPQIIAIKO ZXZEMINAPIO
KOATIOZKOITHEHE KAI IMAGOAOI'TAYX TPAXHAOY IIPAKTIKO MEPOX
(IAXQ) KAI GEQPHTIKO MEPOZX (HILTON)

. 21-1/2004-20-01/2008: A eBfdopadwniog aveldmng  mopokorohOnon
ocepvapiov kot BipAoypagikng evnuépmone ota mhaiota cuveyilopevng latpkng

Exnaidevong otnv Matevtikr-I'vvaucoroyio tov N.AAEZANAPA.

[POXQITIKA ENAIAGEPONTA

YTIOP:(moddG@aipo,basket, KoAdumt), LOVGIKT.

IF'AQYYEY: EAAHNIKA:(Mntpikn)
ATTAIKA:Apiota (Aimhopo Lower)

IF'EPMANIKA-TAAAIKA: Métpua
H.Y: KaAn yvoon yepiopod kot ypnong Postkdv mpoypoiidtoy.

I[NPOXOETEY I[TAHPOOOPIEX
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19-12-2004: Thiotomomtikd ALSO (Advanced Life Support in Obstetric petd and
emruyeig egetdoelg vwd ™V ayida g Apepikavikng Axadnpiog I'evikov latpov.
BaOporoyia 85%.

Avolvtikdtepa, o apluog Kawsoapikddv — Topdv,pusloloyik®dv — TOKETOV,
Xepovpykadv enepPacemv Kol OA®V YEVIKOTEPO T®V OPAGTNPLOTATOV HOV GOV
gwwkevopevog omv A” Matevtikn & uvvakoroykry Kiwvikn tov [Hovemotnpiov
AOnvav, oo N. AAEEANAPA, meprypdeovtar oto Biiio mapoakorovOnomng
KAMwvikng & Oswpnrikig Exmoaidevong ewdikevouevov lotpodv (Log Book), mov
vroypdapetor  amd tovg vrevBuvovg Empeintég,  Av.Awevbuviég, Aékrtopeg,
En.Kabnyntéc, Av.Kabnyntéc, vnd v enifreyn ko éykpion tov AtgvBuvr| g
KAwucng Kabnyntm A.Avtcaxh.

Q¢ WOTMG 10Tpdc € efetdoel Oekdoeg 0oOevelg,Exm eKTEAECEL  OEKADES
VIEPNYOYPOUPT|LOTO, KOATOCKOTNGELS, MKPOETEUPAGELS, TOKETOVS PLGLOAOYIKOVS KOt
Koawsapikég Topéc, AUTOpOOKOTGELS, VOTEPOCKOTNOELS, YUVAIKOAOYKE YEpOovpYEia,
evdd oav Ponbog yepovpyeiomv tov MHTEPA ¢y emiong Pondnoer oe dexddeg

TopOLOLL XEPOVPYEiD KoL EMEUPATELS.

Q¢ 101 NG 1TPOC £Y® TPAYUATOTOMGEL S50 1TPIKEG TPOUEELS:

-450 TOKETOYX

-100 TYNAIKOAOI'TKA XEIPOYPI'EIA AAITAPOZKOIIIKA,
YXTEPOXKOIIIKA, ANOIXTA.

AN EINIETHMONIKOZ XYNEPTATHX MHTEPA, IAXQ, AHTQ, PEA, TAIA
KAI DOCTORS HOSPITAL.
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I'ENIKO MEPOX
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1. EIZATQI'H

O mpoyevvnTikOg édeyyog (Screening) eivol pior vy TS TPOYEVVITIKNG QPOVTIdag,
oV €oTdlEl otV aviyvevon TPoPANUATOV oyeTILOUEVOV e TNV KONON G€ 0G0 TO
duvatdév vopitepo otddlo. O éheyyog amoteleitor amd o oepd eetdoewy, mTOL
yivovtor 6Ty apyr| TS €YKLHooHVNG He 6TdY0 TNV eEac@EAIoN TG KaANg vyeiog Tov
euPpvov alAdd kot g untépag [1]. Ot tpdmot pe Tovg omoiovg yivetar o ELeyyo¢ sivan
elte emepPatcol gite pun emepPoarikot.

Ov meplocdTEpeg amd awtég TIg efetdoelg sivor un emepPatikég kot cvuvnOmg
EKTEAOVVTOL KOTA TN O1APKELD TOL TPMOTOL OAAG KOl TOL OEVTEPOL TPUNVOV, OV KoL
KATOEG EKTEAOVVTOL Ko KOTd TN O1dpkela Tov Tpitov. Mo e€€toon TPOyEVVNTIKOD
eAEyyov pmopel povo va dtayvacel Tov kivovvo 1 v mbovotnta 6t vdpyel Evog
oLvykeKpIEVOG kivouvog. Otav ta amoteléspoto avtg e e&étaong eivan Betucd, ot
SYVOOTIKEG EEETAGELG TPOYEVYNTIKOD EAEYYOVL Elval IKOVEG VoL ODCOVV 0L OPLOTIKN
andvinon.

Ot tpelg kvploL AOYOL TPOYEVVNTIKNG OSldyvmong &ivoar m €ykoipn 10Tpik 1
xepovpyikn Bepameio piog Katdotaong mpv N HETA TN YEvvnon, N duvatdTNTo Vol
amopocicovvy ot yoveig av Bo OakOyovv TNV KLUNOM Kol 1 gukaipio Vo
TPOETOYLOGTOVV YUYOAOYIK(, KOWVMOVIKA, OIKOVOULKA Kol WTptkd yuo éva EuPpoo pe
TpOPANUa vYeiag 1) avamnpia 1 akdpa Ko Yo Ty Thoavotnta Bvnotyévelog.

O éleyyog pmopel vo aviyveLoel EANTTOUATO OTMOC OVTE TOL VOTIOIOV CWOANVO,
AVOUOAEG YPOUOCOUATOV KOl YOVIOLOKES HETOAAGEES mov Ba odnyodoav ot
YEVETIKEG OOTAPOYEG KO YEVETIKEG OVOUOMES, OT®G 1 OoYONG payn, M OLPIKN
apBpitda, To cuvdpopo Down, n vocog Tay-Sachs, n dpemavoxvttapikn ovoipio, M

BoAacoaipio, N KLOTIKN tveon, N poikn duvoTpoeia Kot T0 cLVEpopo evBpavotov X.

2. IXTOPIKH ANAAPOMH

O1 S0y VOO TIKEG TEYVIKES GTOV TPOYEVVITIKO EAEYYO €lvol 1 ANyYM YOPLOKADV Ao VDV,

N QUVIOTOPOKEVTNON Kot 1) ANy UPpuikov aipotod.
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H wmpdm apviorapaxévinon mpaypotomombnke omn leppoavie o11g opyés g
dekaetiog Tov 1880 amd tov Von Schatz, o omoiog emiyeipnoe ™ OLOKOIALOKY
TOPOKEVINON OUVIONKOD VYPOV ©TO TPiTo TPiuMvo KOnong pe otdyxo N Oepameio
vopouviov [2]. H dwdikacio g pebddov mepildpfove v gicodo Aemtng Perdvag
OTN UNTPO TNG EYKVOV YO TNV avappOeNon Tov opviakod vypov. To onueio 16000V
g Perovag emieyotay HeTd omd YynAaenon TV opiov TS UTPaS.

H oM mopaxévinon g puntpog, a@ov O0ev NTav SldedOUEV] M YPNOoN TOV
VIEPY®V €Kelv TNV TEPTI0d0, NTOV UK EMGQAANG UEOOOOC e OPKETES EMUTAOKES
OM®G 0 TPOVUATIGHOG TOV eUPPOOL, TOV TAAKOVVTO OKOUN KOl Ooppayio g
untpas. H mpaotn epappoyn tov vrepnyov oy wpikn £ywve to 1927 amd tovg
R.W.Wood kot A.L.Loomis 6yt Op®¢ 1o S1oyveoTiko aArd yio Oepanentikd oKkomo.
H omovdaidtepn epappoyn twv vaepny®v ot yovakoroyia £ywve and Tov kabnynt
Matevtikng ko Ivvaikoroyiag Tan Donald, eved petd to 1972 dpyioe miéov va
OldideTOl KOU VO YPNOLUOTOLEITOL €VPEOG 1 VIEPMYXOYPOPIKA KoBodNyodueEV
apviorapakévinon. To 1959 amd ™ diepevivnon ¢ YeveTIKNG PAONG GUYKEKPIUEVOV

oLVOPOU®V TTPOEKVY AV Ot akOAoVBES avakarvyels [3]:

v To ovvopopo Down yapoaktnpiletor and €va vrepdpOpo ypopdoopo 21
(tproopia 21),
v To obOvopouo Klinefelter yapokmmpileton omd v  moapovcio 47

YPOUOCOUATOV Kot cVvOeST YpoHocOUaTOV VAoV XXY (kapvoturoc: 47,XXY)
Ko
v To oOvdpopo Turner yapaxtnpiletor amd PovooOio TOV ¥POUOCHOUATOG X

(xapvotvmog: 45,X).

To 1960 o1 Patau et al amédeilov 611 10 cVVOpopo Patau yapaxtnpiletor amd
Tploopio Tov ypopocouatoc 13 kot ot Edwards et al 611 to cuvdpopo Edwards
yopaxtnpileton omd Tpromuio tov ypoupocodpatog 18. Awd to 1960 o petd frov
duvatn m mpoyevvnTikn Oldyvoon oe EuPpva To omoio £@epaV  PLAOGVUVOETA
KANPOVOUOVUEVE VOGHILOTA OTTMOG Yo TTopadetypa eivan 1 apoppo@idia (1960) kot m
uoikn dvotpopia Duchenne (1964).

Ot Steele ko Breg to 1966 katéomaoav duvatn TV KOAAEPYELN KUTTAP®V OUVIOKOD
VYPOL UE OTOYO TN HEAETN KopvOTVLTOL. ATd to 1970 M apviomapakévinon &iye
kaBepwbel wg M KOp péBodog mpoyevvnTikng Odyvmong kot émg to 1988

TPOLYLOTOTOLOVVTIAV KOl 6TO TP®@TO Tpipunvo kimong (111 - 14n efdopdda, «mpidun
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QUVIOTOPOKEVTNOTY), Oumg ot Benacerraf BR et al mapoatipnoav 61t to T0606TG
avtépang amofoing dyylov 1o 2,3% Kot v avtd t0 AdYo dpyioe va epapudletan
o€ peyahdtepeg NMKieg KOMOMG.

To 1983 o Dr.F.Daffos onpocicvce é£psova oty omoia mepiéypape TNV
VIEPNYOYPAPIKA KOBOONYOOUEVT] OUPOALIOKEVTNON Kot ANym euPpuikod aipatog, n
péBodog avtn ovopdotnke “percutaneous umbilical blood sampling” (PUBS) and tv
opdoda tov Hobbins to 1988 kot avtikatéomoe v euPpvookonnon, 1 omoia HTov
dwdedopévn émg tote. O Ap. Nikoraidng ypnowonoinoce vpémg ™ HéEBodo ™G
opparokévinong kot eEEMEE Tov TPOTO EPAPUOYNG TG Ao Eva LOVO ATOpO. ZNUepa
xpnoonoteitol kupimg Otav elvor amapoitntn n dueon ANy epPpuikod aiparog,
ocLVNB®G Yo TNV TPAYHOTOTOIN o AVAAVONC KAPLOTVTIOV.

H avéyxn yw mpoyevvntikn didyvewon 6to mp®dTo TPIUNvo KOnong odnynoe otnv
avAnTLEN GAA®OV EPAPLOYADV TPOYEVVNTIKNG Oldyvmons, Omwg 1 Ay YOpLoK®V
Aayvov (Chorionic Villus Sampling). H mpdtn epoppoyn g pebddov Eywve
dwTpoynAiika pe ypnon evoookomiov. Eixe peydlo mocootd emttvyiog otn ANyn Tov
delypoTog, oAl glye Kot peYAAN TOGOOTA ETIMAOK®V, OTMG Ooppoyion TG UNTPOG
Kot Aolpwén g eykbov. H mpdtn emiroynuévn Aqym YOplok®dvV Aoyvov yio
dyveootikoHg Aoyoug €ytve to 1975 oto Nocokopeio Tietung tg mdAng Ashan oty
Kiva, kot mpaypatomomOnke yio mpoyevvntikn €mAoyn ¢@OAov tov eufPpvov. H
detypotoinyio ooty ywotav  «ToQAQ» ,  yopic  OMAAON  VTEPNXOYPUPIKN
TopAKOA0VONON Kot Yol aVTO TOPATPOVVTAV CLENUEVE TOGOGTA EMTAOKOV.

O Brambati to 1983 mpaypoatonoince StotpoynAtky Aqyn yoplokav Aayvov vrd
CLVEYT LITEPNYOYPAPIKO EAEYYO KO TO. TOGOCTA EMMAOKOV HemOnKay onuovtika. H
TEYVIKY] TOV aOENGE To TOG0oTA emttvyiog tng pedddov and 75% oto 95% wan
YPNOUOTOLEITOL OKOUN KOl CNUEPOL.

H avdykn n omolo vapye vy v €ykoupn Kot EYKupn oviyveuon YpoUOCOUK®OV
OVOUOADV KOl YEVETIKOV GLVOPOU®Y TOL EUPPVOV (TPOYEVVNTIKA) 0O yNGE OTNV
Tpaypoatomoinon pog oelpds eéetdoemv TAnbuciokod ehéyyov (screening tests) mwov
AmOTEAOVV TO AmOTEAECHO TNG EEEMENC HEBOOWV 1] GLVOLAGUAOV CVTMOV LE GKOTO TNV
ahENOT TOV TOGOGTOV aviyvevong avoual®v (avénor evaicOnciog pebddov), aALd
KOl TN UEI®OT TOL TOGOGTOL TOV YELOMDS DETIKOV OMOTEAEGUATOV Kot Yo TO0 AdYO
avTO avOmTTOYONKE Ko ot GEPE VIEPNYOYPUPIKOV EEETACE®MV KOl BlLOyMUK®V

OEIKTOV.
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To 1984 o ocepd peretodv amédelEe T OLOYETION TNG YALVKOTPOTEIVIG «o
eetompoteivng (a-FP) pe avotopkés ovopoiieg tov eufpvov oArd kot pe Tto
ocvvopopo Down (tproopia 21), eved to 1987 amd tovg Bogart et al vmpée 1
TEKUNPIOON TNG CLGYETIONG TNG ELPAVIONG ALENUEVNG CLYKEVTPMOOTG TNG B-YOPLUKNG
yovadotponivng (B-hCG) oto aipa g eykbov oe kunoelg pe vmapén cvvopOLLOV
Down [4]. Ot 8bo owrtoi Broynpukoi deikteg slonydnoav Kot epopudGTNKAY Y10 TPMTN
eopd oto Hvopévo Bacilelo wg egetdoeig mpoyevvntikoh eLEYYOL KOTA TO dEVTEPO
Tpiunvo g Kimong pe evacOnocio pebddov oe mocoostd 60% Kot Alyo apyodtepa
émelto. and peAéteg mapatnphinke mowg N peimon g pun ovlevypévng oeTPLOANG
(uE3) o10 aipa g eykvov oyetileton e TEPMTOGELS TAHOAOYIKOV KLNGEMV. AVTH N
amddelEn odnNynoe otn onuovpyion EvOg AALOL BloynUKov TECT, TOV TPITAOD TECT TO
omoio yivetatl 6To dVTEPO TPIUNVO TNG KONONC.

Y1g apyés wov 1990 o PBuoymuikdg deiktmg P-yoplakn yovadotpomivyy (B-hCG)
OVTIKOTOOTAONKE LE Lo VITOPOVAda TG, TNV eAevbepn PB-vmopovada TG YOPLOKNG
yovadotponivng (free B-hCG) kar ev cuveyeio mpootédnke Ko n wyumivn A (DIA)
LETOTPENOVTAG TO TPMAO TECT OE £VO TeTpomAo teot, pe evouctnoia peddoov oe

10600610 75% (gwkova 1).

Eixova 1: Mopio avBpamivng yopiaxns yovaootporivyg [4].

A6 10 1990 kot petd vanpée N EkEPAoT TNG AVAYKNG Yol TNV EQOPLOYN KOt Xpnomn
pefddmwv mov Ba mpoéPremav v MOAVOTNTA EUPAVIONG OVOUOAIDV GTO EUPpPLO
KOTA TO TPAOTO TPIUNVO TNG KUNCEWS MOTE, KOl PE TNV EQPAPUOYN TOV EXEUPATIKAOV
HeBOOWV, OTIC TEPUTAOGELS oL emPePfordvovtay 1 vapén avouaiiodv 6to Euppuo,
VO UTopovcE Vo YIVEL 1 S1OKOT TNG KUMOTG oV KOl EPOGOV KPIvovTav OmapaitnTo.
To 1991 pedéreg €dei&av mmg n oyeTlouevn pe v Knon tpwteivn TAdcpatog-A
(PAPP-A, pregnancy associated plasma protein A) gpeaviletor HeEl®UEVN 68 KUNGELG
pe obvvopopo Down (tpioopia 21) kot ypnoipomomdnke o€ cuvovacud pe v
pétpnon g P yoprokng yovadotpomnivig (B-hCG), 610 TpdTO TPIUNVO NG KUTIONG ME

1060010 gvatctnaiag 60%-70%.
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Metd v gpapuoyn tov mapondve Boynukov deiktdv o Ap NikoAaidng kot m
opdoda Tov, o 1992 ko 1994 avédeiEe mwg 1 vIEPNYOYPAPIKT EEETACT) TNG AVYEVIKNG
owapaveiog (NT,Nuchal Translucency) elvar o €ykvpn eE€taocm mpoyevvnTikon
EAEYYOL OV dlevEPYEITOL KATO TO TPMTO TPIUNVO TNG KUNGNGS, OTTOL GE GLVOLOUGUO LLE
™V pETPNoN TV avetépo Poynuikov deiktdv (PAPP-A ko B-hCG) kot v nlkia
™S UNTéPas, Exel T0cootd gvaicinciog 85%-90% wc mpog tnv aviyvevon avopoiov
oV eUPpvov kat epappoletarl and 1o 1997 émg kot ofjuepa.

Iotopikny avadpoun avevpeons sufpoik®v KoTTAPOY

To 1983 o Schmorl avayvdpice Tpo@OPAACTEG GTOVS TVELLOVEG YUVOLKMV TOL ELY0V
nebdvel Moym ekhapyiog, oA Oyt Kot o€ yovoikeg Tov nébovav amd dAla aitia [5].
Amooeielg ywuo v vmapén euPpuik®v  KLTTAP®V OTN  PUNTPIKY] KuKAoopio
napovoldodnke yoo wpdtn eopd oamd tov Douglas ko cvvepydteg to 1959. O
Kleihauer Bprjke eufpoikd xOTTOp0 0TV KVKAOQOPIQ TNG UNTEPAS YPTOLUOTOLDOVTOG
YPAOGCT Yo EPPPLIKT opoceopivn.

To 1964 o Clayton et al. ypnoiwomoidvtag ypmdon yo. eUPpviky apoc@apiv,
avaKoivooay TNV Topovcio avapiumy epudpdv apoceapiov o avEavouevo aplouod
avaioya pe v mpoodo ¢ eykvpoovvne. To 1969 o Walknowska et al. Bpixav XY
LETAPACELS OTO UNTPIKO aipa ykOmV pe appeva EUPpooa Kot OeTikd yo Y ypopotivn
KOTTOPO GTO UNTPIKO aipa eykdmV pe dppeva EuPpva. To 1970 pe v avakdioyn
TOV  TEYVIKOV OWY®OPIGUOV  KLTTAPWV, £YWVE OLVATOC O OO ®PIoUOS Kot
YOPOKTNPIGUOC TOV EUPPLIKAOV KVTTAP®V.

H mpotm egpevvnuikn opdda mov ypnoipomoince PCR (cAvowdmty avtidpaon
TOALUEPAONC) Kot amédelée OTL T eUPpuikd KOHTTOPA VITAPYOLY TPAYUOTIKO GTO
untpko aipo, rav o Lo et al. To 1990 n Bianchi ftav n mpdtn mov mpoypatonoinoe
EUTAOLTICUO E0IKA Y10 EUPPLTKE KOTTApPQ Kot avdAvor pe PCR.

OAeg o1 €peuveg LEYPL TOPO GLUPOVOVV TMG TO EUPPVTKA KOTTOPA GTO UNTPLKO ool
etvanr omévia, cvykekpiuéva vdpyovv 1 pe 6 kdTrapo avéd ml pnrpikov aipotog.
AVTO TO YEYOVOC OMOTEAEL TMPOYUOTIKT] TPOKANGT Yo TNV €UPECN OVLTAOV TOV
KutTdpv. ‘Exovv avagepOel apketd mpoTOKOALD £mG TOPO Y10 TOV EUTAOVTIGUO KOl
T0 JOYOPICUO AVTOV TV KLTTAp®V. Televtaia dpyioe | ypnopomoinon e PCR ,

FISH kot kuttopoyeveTikng avaivong.
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3. KYTTAPOI'ENETIKH

To yevetikd vMKO otov GvOpomo &€ivol OpyOvVOUEVO GE  YPOUOCHUOTO  TOV
Bpiokovtar otov Tuprva kdbe KuTTdpov Kot amoteAovvior omd DNA kot mpoteiveg
[6]. Kotd T Sudpkelo TG KOTTOPIKAG Ol0ipeESNG OTO GTASIO NG UETAPAONC, TO
YPOUOCOLLATO, GOUTVKVMOVOVTOL TOGO MOCTE VA £ival 0patd LE TO MKPOGKOTIO OTAOV
QMTOG Kot £TG1 lvot SuvaTn 1) TOPOTHPNON TOVGE.

Kd&Be ypoudcmpa amotereitor amd d00 adepQEc XPOUATIOES Ol OTOIEG EVHOVOVTOL GTO
Kevtpouepiowo (centromere) mov elvar opatd ¢ o mepioeiEn Kotd PAKOG TOv
ypopocopatos. Kdabe ocopotkd wdtrtopo 0L avBpdmvov  opyaviopod  vmo
(QLGLOAOYIKEG cLVONKEG TTEPLEYEL 46 ypopocouata Tov tastvopovvtal oe 22 (gvuyn
OLTOCO UKDV YPOUOGOUATOV Kot £voL (VYOG QLAETIKOV Ypopocopudtov X kot Y.

H to&wounon tov ypopocoudtov ové 6vo oe opdroya Cevyn kot 1 TANPNG
TEPLYPOUPY] TNG YPOUOCOUIKNG GUOTOCNG TOV KVLTTAPOL OVOUALETOL KAPVOTOTOS
(ewdva 2). O o@vooroywkdg Kapvotumog OMAeog meprypdoetar: 46, XX kor o

QLGLOAOY1KOG KapvdTLTog dppevog 46,XY .

W e
»
1 2 3 4 5
S R R
6 7 8 9 10
WM oW o

12 13 14 15

11
H O 1
16

Eixova 2: Dvo10loyixog kapvotomos appevog [6].
AmokAicelg and Tov eUGIOA0YIKO PO TOV YPOUOCOUATOV KOl GUYKEKPLEVO OTIC
TEPWTMOOEL; OMOV GE COUOTIKA KOLTTAPU O OplOUOC TV YPOUOCOUATOV Eival
dwpopetikdg and 2n, opilovtor cov avevmAoswdieg Kol agopovv cvvhibwg TV
OTMOAELDL TOL €VOG OVTIYpAPOL 1 TNV TOPovcio. OoKOUN €VOG  ovVTLYpAQOL
GLYKEKPLUEVOL YPOUOCHUOTOS, YEYOVOTO TOV 0OTYOUV GE PULVOTLTIKES AVOUOALIES 1

cLVOpOLLQL.
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H mapovoio cvykekpuévng avopoiiog £optdrol amd 10 mo0 YPOUOCOUN AEITEL 1)
emavorapPavetal. Mo cuvnOng avevmAoedia givor n tpicopio n omoio cvuPaivet
otov 10 avOpAOTIVO KOTTAPO TEPLEXEL GTOV TLPNVOL TOL £VOL EMITAEOV aVTIYpaPO EVOG
QLTOCOMUKOD YPOUOCOUATOG T.Y. Tpompio 21, cvvépopo Down. Emiong, vadpyouvv
avopoiieg 6Tov T0 YpoUOcON ToL Agimel N emavolappaverol stvor euAeTikd (X 1
Y).

H mo ocuvnng attia yio ) deaywyn npoyevvntikng ddyvoong eivar o ovénpuévog
Kivévvog mapovoiag epPpvov pe tplompieg oto ypopocopata 21, 18 kar 13 [7]. O
kivouvog avtdg mpoodlopiletoar amd TV NAKio TG UNTEPOG, TO OLKOYEVELNKO
IGTOPIKO KOl OO OVIYXVEVLTIKES OOKLLAGTiEg Haltkoy eAEyyov OT®G ivorl 1| 0pOAOYIKN
SOKIIOGI0 KO TO VITEPNXOYPAPTLLOL TOV EULPPVOVL.

Muw akdéun ovviOng ottia yio v oeaywyn TPoyeEVVNTIKNG Odyvmong elval o
TPOGOOPICUOG TOL VA0V TOL €UPPOOL GE TMEPMTMOEL; OMOV TO OIKOYEVELOKO
16TOPIKO TAPoLGLALeEl 0oBEVELEC GUVIEdENEVEG LE TO X YPOUOCOO. XE TEPIMTMOCELS
avénuévov  Kvohvov  TPOYHOTOTO00VTOL EMEUPATIKEG TEXVIKES Y TNV ANYN
euPpuikov Proroyukot VAKOD.

[Ipocdtwe, &xovv avamtuyBel véeg LOPLOKES TEYVIKES, Ol OTOIEG YPTOLLOTOLOVVTOL
YOO TNV OTOTEAEGHOTIKY] KOU TOXOTATY TPOYEVWNTIKY JSIyVOON OVTOV  TOV
AVOUOALDV, OTTOC 1 Topovsio eErevBepov euPpuikod DNA 610 puntpikd mAGouo Kot
€xel ¢ otoOX0 TV avantuén vEwv peBOO®V Yol TNV TPOEUPLTELTIKY] KO TN UN
EMEUPATIKN TPOYEVVNTIKY OAYVOOT] OVELTAOESIMV KOl TOV QUAOVL TOL EUPPLOVL,

KT TO 0PYIKE GTAd10 TG KOO,

4. XPQMOXZQMIKEX ANQMAAIEX

Onoldnmote  OAAOY TOV YPOUOCOUATOV CE OYECN UE TO (PUOLOAOYIKO,
yapoxmmpiletor og ypopocopky oavouoriio [8]. Ot ypopocOMKES ovOUaAie
dwakpivovtol e aplOuNTIKég Kot SOMKEG. APKETES POPES, Ol YPOUOCMOUIKES OANOYES
UTOpPEL VoL Elval apKETE TOAVTAOKES Kol Vo O10ToPAocovV TO 160L0YI0 TOV YEVETIKOV
VMKOV GTO KVLTTAPO.

Ap1Ountikés avouaiics
Omowadnmote omOKAION ond TOV  QUGOAOYIKO aplud TOV  YPOUOCOUATOV

yopaxtnpileton  ®¢ aplOunTikn  avopoiio.  XopoKnploTiKa  Topadstypoto

30



aplunTikeOv avopoildv eivor n tproopio 21 (cdvdépopo Down), tpicopio 18
(obvopopo Edwards) tproopio 13, (oOvopopo Patau) to ovvopopo Klinefelter
(47,XXY), to ovvopopo Turner (45,X).

2Hvopouo Down

[Meprypaotnke yo Tpdt Popd and tov Down to 1866. [Ipmdtor o1 Lejeune et al. to
1956 avaxdioyav TV Topovcia VIEPEPIOUOL YPOUOCHUATOS GE OGOVS EMAGKAV 0T

ovvopopo Down [9]. To emumhéov ypopoatdompa ovikel 6to (gbyog 21 (ewdva 3).
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Eiwxova 3: Kapvororog ue tpioopio 21 (Zovopouo Down) [9].

Kotd ™ OSwdwocio e dnmuovpyiog TV yopetdv, Kotd tnv peimon onAaon
TOPATNPEITAL U1 OTOY®PICUOG TV YPOUOCOUATOV ToL 21 (ghyovs mov odnyel oe
oapo. pe ovo ypopocouate 21. Tovipomoinon tov w®apiov ovtov pe éva
@LGLOAOY1KO omepratolmdpio divel LuymTo pe Tpia ypopocsouata 21. O avatopikég
KO AEITOVPYIKEG OVOUOAMES TV acBevdv ogeilovtal 6To TAEOVALOV OVTO YEVETIKO
vAkd. H tpioopic 21 givor n mAéov ovyvd mapovctalopevn Kol OTovVTOTOL E
oLYVOTNTO U0 GTIG EVVIOKOGLIEG YEVVIGELC. AV Kol VITAPYEL GAPNG GLGYETION LLE TNV
TPOYWPTNUEVT] AVOTOPAY®YIKT NAKia, gvTovtolg 10 80% twv veoyvav pe cOvOpoLLo
Down yevviétan amd untépeg Kdto tov 35 etdv.

Ta dtopo pe ovvopopo Down eugovifovv younAd avaotnuo, SlovonTiKn
Kabvotépnon kot poyyoroewés mpocmmo [10]. Av ko ov maoyovieg eppavilovv

OELTEPOYEVEIG YOAPOUKTNPES PVAOV, TOAAES POPES TOL YEVVITIKA OpyavaL Kol Ol LaoTol
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gtvar voavamtuktol (swova 4). Qotdco, N tekvonoinon eivor dvuvary. To 40-50%
tov acbevov pe Down epeaviCovv ovyyevelg kopdlomadeleg, evd 1 cuyvoTnTo

eUPAvVIoNS ™G Aevyopiog etvon 3-5 popég peyarldtepn amd 6Tt 610 YeEVIKO TANOLGUO.

)“ AN AN A
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Eixova 4: Xopoxtnpiotixd ovvopouov Down [10].

>0vopouo Patau

Oopceireton oty dYmapén evog mapondve ypopocodpatos. H cuyvotnta g tpioopiog
avtng etvon mepimov 1 otig 25000 yevvnoets, etvarl cuyvotepn ota OnAVKA Kot LITAPYEL
Kamowo, ocvoyétion pe v nAkio ¢ pntépag [11]. To emmAéov ypouOcOLO
oQeileTal GE U SO OPIGHO TOV YPOUOCOUATOV cuVHO®E ot peiwon I g untépoac.
To 20% mepimov TtV mepmtOoE®V o@eiloviar oe pUn 160{VYICHEVEG HETOOECELS

(swova 5).
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Ewkova 5: Kapvoromog ue tprowuio 13 (cbvdpouo Patau) [11].
Anpiovpyel avopoiieg modd Papdtepeg amd OTL 01 VIOAOITEG COUATIKES TPIOMIES
kot glval oyedov PéPato Ot T TEpLocdTEP EPPpval Tar omoia Exovv Tpicmpio 13
amofviokovv Katd v evdopntpla {on. Ta dropa pe cdvdpopo Patau eppaviCovv
Bapid owavontiky kabvotépnom, wkpokepaAio, ovoBoipio 1M pkpoeBoipia,
AvkOGTOUN, AOYDYEINO, TOAVOAKTUALD, OVOUOAMES TOV VEQPOV KOl T®V OLPNTHP®OV

(ewova 6).

Ewcéva 6: Sovdpoyo Patau [11].

Yuvépouo Edwards

H ocvyvéomrta g tpioopiog avtig sivon tepimov 1/8000 yevvnoelg, e vrepoyn TV
kopurowdv [12]. Eivar xatd 4 @opég ocuyvotepn o€ avtd, iomg 810t t0 vrepapiOpo
ypopocoua 18 exnpedlel katd v euPpouikn (N dvcuevéstepa To Appev, TO OToio
nebaivel evoountpime. To cOvOpopo avtd opeileTal 6E TPICOUIN TOL YPOUOCHUOTOG
18 (ewova 7). H cvyvotta kotd tn cOAANyM givor ToAd peyoldtepn oAlo cuvidmg

10 95% 1OV KuNUATOV pe Tproopia 18 aroBdAilovtar.

J\.
13 14 15 16 17 18
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Eixova 7: Kopvorormog ue tprowuio 18 (Zovopouo Edwards) [12].

H emBioon tov mtoudidv petd v yévvnon eivol ToAd TEPLOPIGUEVT KOl KOLOUVETOL
owvnbwc oe pepikovg pnveg [13]. H Biprloypapio avapéper erdylota dropo pe
tproopio 18, &xovv @tdcel v nlia tov 15 ypdvev kot dveo. Ta dtopo pe to
ovvopopo Edwards mapovsialovv vynmiov Pabpod odavontikn KabBvotépnon,
avantuélokn kabvotépnon, vmeptovio, yopnAn 0éon kol ovoORoAMo TOV OVTIOV,
OLYYEVELG KOPOOTADELES, KALWYT GTO OGTLUAN TOV XEPUDV, OVOUUAES GTA AKPO TOV
OOV, OVOUOAIEG TOV VEQP®OV, pkpoyvabdia.

20vdpouo Turner
H ocvyvotepa amavtodpevn yp®UOGOUIKY 60cTOoN 610 cLVopopo Turner givon 45,X

Yopic de0TEPO PLAETIKO Ypopodcoua [14]. Qotdco, yopw oto 50% mepimov TtV
TEPIMTAOCEDV EYOLV SAPOPETIKO KapvOTLVTO. To Y4 TV TEPIMTAOGEDV e GOVOIPOLLO
Turner gpeavilel pOCATKO KOPLOTLTTO, OOV HOVO EVO TOGOGTO TV KLTTAPMOV £XEL
YPOUOCOUIKT cvotoon 45,X Kol VTAPYOVY KOl TEPUTTOGEIS UE OOMKEG AVOUOMES
0V X ¥POUOCHOTOG,.

Ta dtopo pe ovvopopo Turner Tapovctdlovy KPS aVAGTNLA, YOVOIIKT SVGYEVESIA,
OTEPOTNTA, OEPLOATIKES TTVYEG OTO TAGYLO TOV AGLLOV, YOUNAT LETOTIKY YPOUUT TOV
HOAMOV, PAOGODG OYKOVESG, OLENUEV] GLYVOTNTO KOPOIYYELOK®V KOl VEQPIKOV
avopoAldv. Ta dropa onvibog €xovv aTpoeikéc moONKeS, &vd TO VTOAOUTO
yevwnTikd cvotnuo eivar eucetorloyiko. H vonupoohvny tovg elvan péon 1 vynAadtepn
amd 10 HEGO OpO.

O xopvotunog tov 45,X elvoar vrevbvuvoc yuo 10 18% Ohwv tov amofoladv pe
YPOUOCOUIKES avouoAiec. Zovibme 10 éva Kot To povadlkd X eival pUNTpIkng
TPOEAEVOTG, YEYOVOG TTOL GTIOLVEL OTL TO GOAALO GUVEPN TNV TATPIKN UEI®OT).

2ovopouo Klinefelter
Ta dropa pe ovtd 10 COHVOPOUO TOPOLGLALOLV GYETIKA MTIO QPOVOTLTO Kol

kapvotvono 47,XXY [15]. H cvyvémra tov cuvdpopov givar 1 ava 1.000 mepinov
YEVVNOELS ayopudv. Avdpeg mov mapovctalovv alwocmeppio mopovctalovy 1o
ovvopopo pe suyvotnra 10%.

Ot aoBeveig etvar yniol kot Aemtol. Qaivovror couatikd vyElg péxpt Tnv epnPeioa,
OTOTE TOPOTNPEITOL VTOYOVASIGUOS. AEV avVAMTUGOOVY TANPWS TA OELTEPOYEVN
YOPOKTNPLOTIKA TOL VA0V Kol Tdoyovv oyedov mdvta amd otelpdtnra. Emiong
Tapovctdlovy GUVNOWOG EAOPPDOG UELOUEVO OEIKTN] VOMUOGUVNG Kot HaONoloKeég

dvuokohiec. 'Eva 40% sppaviletl yovarkopootio.
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Ot acBeveig pe ocvvopopo Klinefelter ko kapvdtono 47,XXY drabétovv éva copdtio
Barr kot 10 éva X ypopocopa stvor amevepyomompevo. To 50% mepimov tmv
TEPWTOCEDV 0QEiAoVTOL 68 c@dAnoTa Kotd v motpwkn peioon I, 1o 33% oe
OQAUALOTO KOTA TV UNTpikn peioon I kot 1o vtoroto oe GOAALOTO KATA TN pelmon
II 7 og wtoTKd cEdApa mov GLVEPN peTd TN YOVIHOTOINoTN Kol 00NYNGeE OF
poocaikiopd. H avénuévn nikia g puntépog mailel poOA0 GTIG TEPUITOCELS TOV
opeilovtan otn peiwon 1.

To 15% tov acBevov pe ovvdpopo Klinefelter eppavifovv pooOiKicnd Kot
nopovstdcovy cvvibwg kapvotvro 46,XY / 47,XXY [16]. Extoc tov yovoTumov
47,XXY éva dropo pe Klinefelter pmopel va éxet yovortomo 48, XXYY, 46 48, XXXY
ka1l 49, XXXXY. Oco avéavetatl o aptBudg tov xpoUOGOUATOV TOGO avEAVOVTOL Kot
01 TTOPATNPOVUEVEG POLVOTLTTIKEG OVOLOATLEC.

Tpurhoedio kar Terpamioeidio
Mo omdvia TepitT®OT ¥POUOCOMKNG avopoAiog un copPatie pe ) Lon eivor

tpumhoedia [17]. Ta éuppva mov eépovv avty TV avepoAic, akoua Kot av gOdcovy
®¢ TNV Yévwnon omoPidvouv o€ GYETIKA GUVTOHO YPOVIKO dtdotna. Aviifétwg To
EuPpoua Tov PEPOLV TETPOATAOEDIES OEV PTAVOLY MG TNV YEVVNGN TOLG KOl Y10, VT
avtn 1 avoporo €xel Tavtomombel poévo e mpoidvra amoPfoing kabme dev elval
ovpParn pe ) Con.

Ta éuPpva mov EEpovy o Tétoln avopoiio dev dVVATAL VO PTACOVY £MG TO TEAOG
TOV TPMOTOV TPYWNVOV TG Kinong. Ot attieg Tov TPOKAAOVLY OVTES TIG OVOUOAIES GTO
éuppvo ocvppaivouv Adym:

. YOVILOTOINGNG TOL ®apiov amd dvo oreppotolmaplo (diomepuia).

. amoTUYIOG G €K TOV OVO UEIMTIKOV OlUpECE®MV, HE OTOTEAECUO, TNV

Topay®yn VoG SUTAoedovg wopiov 1| orepuatolmapiov.

Aopuikég avouaiics

OmoladNmoTe AMOKAION TG OOUNG TOV YPOUOCOUAT®V 0md TO PLGIOAOYIKO TPATLTTO
yapoxtpiletor o¢ dopkn avoporio [18]. Ot alhayéc avtéc otn doun €voc ot
TEPLOCOTEPOV YPOUOCOUATOV GYeTICOVTOL KOl e QAAOYEG TG YOVISLOKTG GVOTUGNG
TOV YPOUOCAHOUATOG KOl OGO 7O PEYAAO TUNLO TOV XPOUOCMUATOS OPOPE 1 0AAAYT

0TI TO00 TEPIGGOTEPA YOVIOLO GUUTEPIAAUPAVEL.
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Ot dopkéc avopoarieg pmopel va elvan ooluyiopéves (6tav dgv daTapicGovy TO
TOGOTIKO 16000Y1I0 TOL YEVETIKOU VAKOV oT0 KOTTOPO) 1 Un toolvylouéveg (Otav
STAPAGGOLY TO TOGOTIKO 160LVY10 TOV YEVETIKOD VAIKOV GTO KOTTOPO).

Mmnopet va ogeiloviar oty Opavon TUNUOTOS TOV YPOUOCOUATOV KOl TNV
AavOoGHEVT ETOVAIIATOEN QVTAOV TOV YPOUOCOIKOV Bpavopdtov. Ot Tapdyovteg
OV EVOYOTMOLOVVTOL Yo TNV TPOKANGN JopiK®V avouoeldv givalr 1 ovifovoa
axtvoPoAia, opiopévor 10t Tov Tpokarlovy cofapés AomEeLs, N ékbeon o€ dSLAPOPES
YNUIKES ovaieg, k.o Omwg ot aplfuntikég £Tol Kot ol dopKEG avopaiieg umopel vo
eupaviCovtor oe OAa To KOTTOPO VOGS OTOLOL 1) GE HMOGOIKT HOPPY| (OO KLTTUPIKES
oepég N Ko wapandve) [19]. Mepwég avadiataéels sivar otabepéc kol pmopei vo
petafifalovion otig ENOUEVEC YEVIEG avaALOi®TEG KOTd TNV peiwon N T pToon evod

bAlec elvar aotabeis.

Ioolvyiouévec Avadwatdéeic

Ta ypopocOUATH 6TO GHVOAD TOVG TEPLEXOVV TN GMOGTI TOGATNTO YEVETIKOD DAIKOV
(ocwot) yevetikn] mAnpoeopic), ywu ovTd cuvnO®G dev €YOLV EMMTMOELS GTO
QOVOTLTIO TOV ATOHOVL GAA VIAPYEL TOAVOTNTA EULPAVIONG GoPap®dV TPoPAnUdTmV
OTOVG AmOYOVOLG TOVG Kol avtd O10TL o1 Popeic 1ooluyloHévav avadlaTdéemy ivat
duvatov va Topdyovv un 160LuYIGHEVOVG YOUETEC ETOUEVMG SLOTPEYOLY TOV Kivouvo
VOl ATOKTHGOVV amoyovoug pe pn toolvytopévoug kapvotvmovg [20]. Emiong, vrdapyet
mOavOTNTO KATOW0 amd To ONUED YPOUOCOUIKNG Opavong va dtakdyel Eva Yoviolo
Kot £T61 Vo, dtatopaydetl 1 puGIOAOYIKN Agttovpyio TOV €KAGTOTE YOVIdiov.

e Avaowpoen (inversion-inv): TouPaivel Otav  évo  ypoudcopo ondel o€
ovyKekpléva onueion Bpadhiong Kot TO TUAUO TOL OTOKOMTETOL, ETAVEVAOVETOL
AVESTPOUUUEVO HE TO YpoUOSOu. Ot avaoTpoPEg SLOKPIVOVTIOL GE: TEPIKEVIPIKEG,
OTaV N YPOUOCOUIKY] TEPLOYT TOV OVOCSTPEPETUL TEPIAAUPAVEL KOl TO KEVIPOUEPIOLO
KOl  TOPOKEVIPIKEG, OTAV 1 YPOUOCOUIKY] TEPLOYN] TOL OVUCTPEPETOL  OEV
TEPAAUPAVEL TO KEVTPOUEPTOLO.

® MetabOeon (translocation-t) 1 ailiawg auoifaio ustatomion: opPaivel otav petadd
V0o, N Kl TEPIGCOTEP®V YPOUOCOUAT®V, GLUYKEKPIUEVA TUHaTe oAAdCovv BEo.
MetdBeon pofeptiovod tomov (robertsonian translocation-rob) eivor évog €101kog
TOMOG UETAOEONG MOV APOPE TO OKPOKEVIPIKA ypopocouate. Ot dvo upeydiol
Bpoyioveg auTt®OV TOV OKPOKEVIPIKOV YPOUOCOUATOV HECHO NG HeTdBEONC
GLVEVAOVOVTOL KOl TPOKVTTEL EVAL LEYAAO YPOUOGO AL
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o Evbheon (insertion-ins): TopPoivel Otav o€  CLYKEKPWEVO ONUEIO  TOL

YPOUOCDUATOS EIGEPYETAL EVOL TUNLLA AALOV YPOUOCHLATOG,.

Mn wolvyicuévec Avadatdéeic

Otav oe éva ypopdcopo vrapyer eAMmG (eAdeippota, OTOV TO KOUUATIOL 7TOL
éomacav yobovv) 1 mieovalovca mAnpoeopia (SUMAAGLOGHOS), O OVOTLTOS TOV
atoépov Bo givar maboroyikog [21]. O dimhactoaoudc Hog YPOUOCOUIKAG TEPLOXNG
odnyel og pepkn tprompia, evd to EAAEUUE TG o€ pePkn povoowpia. To dropo
mov @épel o un ooluyopévn petdBeon pmopel vo mopovctdlel LoONGLOKES
duokoAieg, avantulakn KabvoTépnon K.a.

Ta dbeopa THUHOTO €VOG YPOUOCOUATOS (PEPOVY  YOVIOIOL HE  OLOPOPETIKES
Aertovpyieg, emopévag 1 cofapdtnto Tov PovoTVITOV OV Bl gpPavicel To dTopo
@opéag un wooluytopévng avadtdtaéng e€aptdrtal amd to oo aKPPOS TUNHATO TOV
YPOUOCOUATOV EUTAEKOVTOL KOt TOGO YPOUOCOMUKO VAKO amovotdlel 1| Ppioketon
o€ mepicoea [22].

o Ellawyn (deletion-del): ZvuPaiver Ootov évo TURUO TOV  YPOUOCMLOTOG
aOKOTTETOL KO Ydvetan (omadeipetar).

o Mirhooraouos (duplication-dup): Zvpfaiver 6tav €va TUMUA TOL YPOUOCHUOTOG
durhacialeTat.

o Aoxtvliocion Xpowpoowuara (ring chromosomes: T0 aVOUOAO YPOUOCOUN EXEL
popen daxtuAiov). Ta SaKTVAOELDN YPOUOCHUOTO LTOPOVY VO GYNUATIGTOVV e dVO
TPOTOVG:

A. Méow 600 onueiov Opadong tov DNA, wa yuw kdbe PBpoyiova tov idov
YPOUOCOUATOS, Ol 0moiec axolovBovvioar amd TV ocvvinén TV Vo &yyOTEP®V
Opavopévov dxpov. Ov artieg avtov tov Opadcewv oto DNA egivar cuvnbog
GyvVOoTEC, OTMG KOl 0 UNYOVIGUOS £VOONG TOVG o€ oynua daxtuiiov. Eivar mbovo va
nailel pOAO 0 UNYOVIGUOG GHVOEGTC TV OUOALOYWOV GKPOV.

‘Eva 00KTUA0E104G YpoUOcO0 uTopel miong vo. oynUatiotel p€ow ovuvtaéng 600
onueiov Bpavong otov id10 Ppayiova tov ypwuocopotos. [lapdora avtd, poévo Alya
TOPAOEIYIOTA TETOU®V OOKTLALIOEW®MV Y¥POUOCOUATOV Exovv meptypopel. [TibBavmg
avtd cvpPaivel yoti To YPOUOCAOUATO AVTA VoL OKEVTPLKA KOl OV EPOLY GMUEin
TPOGOEGEMG KOTA TNV Oladkacion TNG KLTTOPIKNG OliPESNG HE OMOTEAECUO VO

YAVOVTOL GTNV aKOAOVON HTOTIKY O10ipEGT TOV KVTTAPOVL.
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B. Méow ovvinéng tov 600 dkpov tov Ppoyiovov tov 18100 YpOUOCOUATOGC,
eEantiog TG SLOAEITOVPYLOG TOV TEAOUEPDY TOVG LLE OMOTEAECHO VO, ONULOVPYNTE M
oLVINEN TOLG YMPIG CNUOAVTIKY] OMOAEL YEVETIKOU VAMKOV. APKETES EPYUCTNPLOKES
pehéteg oe melpopatolma £xovv deiEel OTL N HEI®ON TOV UNKOVE TOV ETAVOAYEDV
oto tedopeplakd DNA odnyel oe amokOAANGT TOV TPOGTOTELTIKOV TPOTEIVAOV Od
T YPOUOCOUIKE AKPOL.

To yeyovog avtd Kab16TA To YPOUOCOUIKE AKpa EMPPETT € avacuvolacud pe DNA
N omd GAAa YpOHOCOUHOTH O0dNYOVTAG £T61 otV Onpovpyion evog SKEVTPIKOD
YPOUOCOUATOG 1 [LE TOV AALO Bpayiova TOL {310V ¥POUOCOUATOS DGTE V. 00NYEL 6T
dnuovpyia evog SaKTLAOEIB0VG XPOUOCHUTOG [23].

o Xpwuoowuoto dcikteg (marker). Ta ypopocoOpato Oeikteg amoTEAOHV
YPOUOGMUATO LT TOVTOTOMGILO LLE TNV KAOGIKT KUTTOPOYEVETIKN.

o Awevipikd ypopocopote: To OSikevipikd ypopocopoate  debéTovv  dvo
Kevrpouepioa.

e [coypopoocoparta. (isochromosomes) T0 AVOUOAO YPOUOICOUN OTOTEAEITOL OO
dvo 1d1ovg PBpayioves. 'Exel oynuotiotel dniaodn éva véo YpOUOCOIO GTO OTOI0 O
évag Bpayiovag amovctdlel, evd o GAAog €xet omAaciacOel. H mapovcio evog
GOYPOUOCHUOTOS G VOl KOTTOPO 0ONYeEl GE UEPIKN TPOOUIO. TOV VTAPYOVTOG
YPOUOCOUKOV Bpayiova Kol G€ HEPIKT] LOVOCMOUIN TOV YPOUOCOUKOV Bpayiova Tov

amovotdlet.

5. ®DYAOXYNAETA NOXHMATA

H pvloctHvoetn voleimdpevn kKAnpovopikdtta akoAovdel tic eENg apyés [24]:

<> "Eva uAocihvoeto yovidio ( cuvoedepévo e 10 X ypopdcoua ) Bpioketol 1o
X YpOUOCOLUAL.

< Ta opoevikd mov Aapfdavovv éva avoporo X amd T pntépa tovg Oa
Aoy OvV.

<> Ta OnAvkd mov Eépovv €va puotoroyikd X kat Eva avopaio X cuvibog Oa
elvar amhd popeic, Tov dev TaoyoLV.

< Apoevikd modld mov macyovv yevviohvior cuvhBwg amd yoveic mov Ogv
ndoyovv. O matépac ( mov cvvelsPépel o Y Tov ypopdcsoua ) Ba eivar cuvnbog

QLO0A0YIKOG Ko 1 unTépa Ba eivan cvuntopotikodg eopéac. 'Eva tétoto Cevydpt £xet
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25% mBavotnta va yevvnoet Eva Y10 mov mhoyel, 25% mbavotnto va yevvhnoet £va
QLOOA0YIKO Y10, 25% mBavotnTa va €xet o KOpn @opéa kKot 25% va €xel pia
(PULGLOAOYIKT] KOPM

X2 2’ éva eUAOCHVOETO YEVEALOYIKO OEVOPO €ival YOpaKTNPIOTIKO OTL LITAPYOLV

LOVO apoEVIKE TOSLL TTOL TAGYOVV.

Optopéva TopadelyloTto VTOAEIMOUEVOV VAOCUVOETOV acheveldv eivol 1 poikn
dvotpoeio tov Duchenne — Becker , 1 aupogidia A , to chvopopo tov g08pactov X

K.Q.

Muikn dvotpoeia Duchenne
H Mvikn Avotpogio tomov Duchenne, sivon éva €idoc pvomndbelog (médbnone tov

HLOV), L0 YEVETIKT, EKPVMOTIKT TAONo™M Tov emnpedlel TOVG WOEG GE OAOKANPO TO
ooua [25]. H nabnon g pvikng dvotpogiog Oswpeitan (o omd TIg O GLYVEG
pvonabeies. Emnpedlel mepimov 1 otig 3.500 aydpio. Méca ota yovidia vdpyetl Eva
OCLYKEKPIUEVO YOVIOl0 TOL TOPAYEL A TPMOTEIV] OTOLG WOC oL ovopdleTon
dvoTpopivn kot eivar €va amd ta peyaldtepa yoviolo Tov £xovv avakoivedel uéypt
onuepa. H dvotpoeivn cvykpatel tovg poeg, datnpdvtag v Soun TOV HLIK®OV
KLTTAp®V.

[Tioteveton eniong OTL N SLGTPOPIVN HETAPEPEL CNUATO LEGH KOL £E® OO TIG PVIKES
tvec. Xwpic ™ dvotpo@ivn ot poeg 0ev UmOpovV Vo AEITOLPYNGOLY KOVOVIKO KOl
TPOOdELTIKA  KotaoTpéPovial. To yovidlo g Ovotpoeivng Ppioketor 670
ypopocopa X. Ot dvdpeg £xovv pHovo Eva ypopocope X Kot éva Y Kot ol YOvoiKes
dvo X ypopocopata. ‘Etot n wdbnon g poikng dvotpoeiog epgoaviletor kupiog o
veapovg avopec €pocov o mlavn petdAlaln oto yovidlo NG dvoTpoPivng,
OTTOYOPEVEL TNV TAPOACKELT] OO TOV OPYAVIGUO TNG OLGTPOPIVIG GTOVS UG,

Ta kopitoa £rovv mOAD AydTEPO Kivduvo va £x0VV HVIKY dVGTPOPia, POGOV €OV
3o X ypopocodpate Kol av To va £xel TV PAAPN, T0TE T0 GALO pmopel axdua vo
napaéel dvotpoeivn [26]. H pvikn dvotpoia umopel va kAnpovoundei and tnv
untépa oto ayopt. Ta ayopwa éovv 50% mbovotnta va mhoyovv amd pHviKn
dvatpoeia, epdsov KANpovopovy Eva xpoudcoua X and v untépa Kot éva Y omnd
ToV Tatépa. Av 10 Ypoudcoue X omd v untépa mov d060nke 6to ayopt EPEL TV

HETOAAOEN ©TO YoVidlo Tng Ovotpopivig, T0Te TO Oyopt Bo mAoKEl pe pvikn
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dvotpopic. Otav 1o aydpt dtayveotel pe Poikr| duetpo@ic, To COMUN TOL OV UTopel
va mopdéel kabBoAov dvaTpoPivn.

Agv vapyovv eueovn copmtodpato 1 onueio avayvopiong g mddnong oto TpoTa
2-3 ypévio {ong tov ayoplov. Ta mpoda copntdpate gival yevikd SVCKOAO va
avayvopieBovv. Kat' apyn ot yoveic pumopel va tpocéEovv 6Tt ot pidc 6t Tddo Tov
ayoplov eivol S10yKopévol (YevdoimepTpoPKol), mov amotedel o mBavy voeldn
néOnonc. Eniong ta aydpro petald 3 kot S etdv @aivetor va eivor adééia Kot ToAAES
QOPEG AVOLV TNV 100pPOTi0. TOVG, KAVOVTOS TO TEPTOVV KAT® GLYVA KATA TNV
SUIPKELD TOV KAVOVIKGV dpaoTnplottev tove. Ta avéfacpa g okdiag, To TpEELo
K0l TO ONKOU 01t T0 Tatopo propel va givat moAd 60GKOAO.

210 ayoplo pe UVIKN OvoTpodio, KATA TNV OPKEW TNG OYOAIKNG mMMkiag,
TapovcldlovTal ayKVADGELS oTov AyIAAEL0 TEVOVTO, TOVL TO OVAYKALEL VO TEPTOTOVV
oTlg uUOTEG TOV TOOWOV TOvG. [0 vo Kpatinoovv TNV 160ppomio. TOVG KOl Vo
dTNPNGOLY T0 KEVTPO PAPOVG TOVG, Ol VEAPOL e PLIKT dSVoTPOPia TPOTACGOVY TNV
KOG TOVG TTPOG TOL EUTPOC KO GTPDYVOLV TOVG MUOVE TOVG Tiow® [27]. v niikia,
tov 7 pe 12 gtov, o1 meplocOTEPOL veapol pe poikn dvotpoeia Bo ydoovv tnv
wavotta Podicpotog kor Oa eoptdvior omd ovOmMPIKO KOPOTOAKL Yo TIG
LLETOKIVIGELS TOVG.

Av 0ev VIAPEEL AVTIUETOMION TOV CLUTTOUATOV TNG HLIKNG dLOTPOPiag, To VEaPH
ayopu pe v widnon avt cvvnbwg mebaivouv amd TVELHOVIKY OVETAPKELL YOP®
oV NAkia Tov 25 etdv. ‘Exet viohoyiobei 611 éva 9 - 50% avtdv mov TacyovV LE
LIk dvotpodia, TeBaivouy amd KOPOKN AVETAPKELL, OGOV Kot 1 Kapdid givor
£vo, LG,

Ayoppooirio

Eivor ovyyevrg oaipoppaywkn mabnon kot petofifaletor pHe TOV  OLTOTEAN
@VAooHVOETO TPOmO KAnpovounong (swkdva 8). Ogeiletor oty EAlewyn Tov
nopdyovto VIII o omoiog Aéyeton kot avtioipoppo@idiky ceatpivn [28]. To yovidio
mov pvOuiler v mapaymyn tov mopdyovta VIII Bpiocketon oto ypopatécopa X.
A1 €xel o¢ amotédecpa va petaPidlovv 1o maboydvo yovidio ot Yuvaikes 0ALE Vo
appwoTaivouy pnévo ot avdpes. Avtd cvufaivel yiati ot yovaikeg £xovv QUAETIKO
xpopatdompe Tov THmov XX dpo ki av akdpa vrdpyel £va Ttaboyovo yovidlo 1o

VY1EG YOVidlo emkpatel Kot £T61 yivetan 1 mopaywyn Tov tapdyovro VIIIL

40



Parents

€3
-+
Father Mother
(with hemophilia) (not a carrier)

XY XX

Son Daughter Son Daughter
(Without hemophilia)  (carrier) (Without hemophilia) (carrier)
XY XX XY XX
Children

Eixova 8: Tpormog kAnpovouixotnrog g oupopopiriog [28].

Avrtifeta o€ évav dvdpa 0 PLAETIKO Ypopatocopa givoar tov tomov XY. 'Etot av 1o
yoviolo mov Bpioketal 610 X YpOUOCOU Eival TaBOYOVO dEV LITAPYEL PUCIOAOYIKO
yoviolo yia va yiver n mopaywyn tov mopayovta VII. v ondvia mepintmon mov
pio yovaika Bo €xel kot ta 000 yovidia maboyoéva to EuPpvo mebaivel kot £totl dev
yevviétal opdluyn yovaika.

210V Opo opoppopiiion Aowmdv mepthapPdvovtor OAEG o1 KANPOVOUIKES SLOTOPOYES
ov agopovv TV EMAewyn mapayoviov mnéng [29]. ‘Etotl, Swkpivoope v
atpoppo@idio A (éAdewyn tov mapdyovta VIII) kot v arpoppoiria B (EAAeryn tov
napdyovta IX). H avd tov kOGHo cuyvotnta g opoppopiiiog EKTILATOL LETAED
1:5.000 éwg 1:10.000 dvopec, evad 1 oxéon LeTaEL apoppopiiios A kot B etvon 4:1
Kol 0V POIVETOL VO VTTAPYOLV OAPOPES, EOVIKES 1] YEOYPAPIKEC.

H owpoppooirioc A €xst ovyvomra 1:1.000 Gvopeg kot amotedel TV O GLYVN
ovyyevn Swtapayn e méne. H Prodoykn dwatapayn g vocov cuvictator oty
petmon tov mopdyovra VI g méng. Kot n kKAwvikn cuvdpoun etvor avaroyn tov
Babuov g ékntmong Tov moapdyovta avtov. 'Etol € m0c0ootd 0L Topdyovta <2%
(mov mapatnpeitoar 610 50% TOV TEPMTOGEWMV), Ol ALOPPUYIKES EKONADGCELS Elvan
Baptég: antdpaTeg apoppayieg oTig aphpdCELS, TOLG LOG KO TO ECMTEPIKE OPYOvVa.
Y& m10600t0 2-10% (30% TV TEPMTOCEMV), OTAVIOTEPO GVTOUOTEG GLLOPPOYIES,
ocuvvBwg petd oamd tpovuaticpd. Téhog oe mocootd tov mapdyovia 10-30%,

apoppayia wapatnpeitor LGvo PETA omd TPOVUOTIGUO 1) EYXEIPNON.
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Amd TG ekONAOCES OV avaEéPONKaY, Ol MO GLYVEG Kol cofapéc Yo TNV
dpacTNPIOTNTA TOV APPOCTOV, givol To aipabpa, yoti Tov kabnAdvouv Yoo Lakpo
SloTNUa TOAAEG POPEG Kot HdAeTa otV veapd, tnv padntikny cuvnbmg nlkio kot
Yl o€ €va TOCOCTO TMEPMMTMOGEMY KOTOAEITOVY HoVIpdTEPT SvGAELTOVPYiD TOV
apBpmcewv.

Xuyvég elvar ko ot oupoppayieg 6Toug pug. AmO aTEG GNUOVTIKOTEPT UTOPEL va
BempnBel N cpoppayio otV TEPLOYN TOV YOIt UVOG, Yot TOAAEG PopEg ooMyel oe
vevpomabelo, omd mieon TOv VELPOV, WHE OYETIKEG KAWIKEC EKONAMDGCELS TOVO,
vrooOncio KAT. Arydtepo cuyvi eKONA®ON tvar N arpaTtovpio, cLVHBWS avdOOILVTY,
OALQ TOAD EVOYANTIKN Yo TOV Appwoto. Bapitepn yuo T1g cuvéneleg g eivor M
ooppayic omd TO OVAOTEPO TEMTIKO, UE MO ovvnOn otio 10 €AKog TOL
dMOEKAOAKTOAOV.

Awoppayion 0T0 KeEVIPIKO VEVPIKO GCUGTNUO, TOV OTOTEAEL TNV MO GLYVY outio
BavaTov GTOVE APPADOGTOVG CVTOVS, TAPATNPEITAL EVTVYDS CTAVIOTEPA KOl GLVIOWG
uetd omd tomiky Pia [30]. Idwaitepo evdlopépov Tapovotdlovy ot opoppayieg ot
OTOLATOQOPLYYIKN Koot Ta. H atpoppayio g YAOGG0S S0GKOAN avTILeT®TILETOL
AOY® TNG AVAYKOOTIKNG KIVTIKOTNTOG TOL 0PYAVOL, OAAL Kot TNG OuENUEVNG TOTKNG
WwmOOALONG OO TOV GleA0, EVAO 1 aLoppayios GTOV GAPVYYQ, UTOPEL EMEKTEVOUEV
UECH TOV 1GTOV, VO 001YNOEL GE amOPPaT TNG 0EPOPOPOL 0500.

H amovcia 1 n éAdeym dpaoctikdtntog Tov Tapdyovia IX odnyel o aupoppopirio B.
H vbécog kinpovopeitar katd TOV LTOAEWTOUEVO QULAETIKO TOTO. AvAAoyo pE TN
dpaoctikotTnTa Tov Topdyovia IX, n ooppopirian B dwaxpivetar e coPfapr <1%,
pétpua 1- 5% won ehappd 5- 50% g OpacTIKOTNTOC.

H cofapn awpoppopirio B (dpactikdotnta mapdyovia IX <1%) yapaxtnpiletoar amd
aipapBpa, owoppayic ev t® Pdber otdv, vEEpPoAkn orpoppayion UETE amd
TPOVUOTICNO Kol ekyvudoels. Ta  veoyvd eueovilouv yopnAr JdpacTikdOTnTo
napdyovta IX (>20%), n onolo emavépyetal 6To ELGLOAOYIKE EMimeda PETA amd 6
HIVES.

Ot QULGIKEG, YUYOAOYIKES KO ETOYYEALOTIKEG EMMTMOOELS TNG VOOOV, KaOdg Kot ot
napevépyeleg g Oepameiog VITOKATOCTACEMS €lval TOPOUOLES HE eKElveg TG
apoppopiriog A. H to&vounon g Poociletar ommv kAwvikn Poapdtnta kot
ovoyetiletol adpd e To eMimedo TG TNKTIKNG Opdcews Tov F IX.

20vopouo EvOpavotov X
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Eivow 1 ovyvotepa kAnpovopovuevn popen dtavontiknig kabvotépnong [31]. Koatd to
GUVOPOLO OVTO TOPATNPEITAL £VOL YPOUOCOUIKO BPOOCHE GE GUYKEKPIUEVT] TEPLOYN
tov X ypopocopotoc. To chvopopo avtd anavid o 1 ava 2000 apoevikd dropa,
apBpuei 10 5% TV apévov e davonTikn Kabvotépnon kot epeaviCel po e00pavotn
neployn ot Béon q27,3 tov X ypopocoparos. H cuyvétra ota nivkd givor 1 ota
2500 ko gpeoaviCovv pétpro dtavontikny Kabvotépnon.

H Fragile X petdAioén ovvictator oe po avénon tov peyébovg oty 5°- un
LETAPPOOTIKN Teploy] oto yoviolo FMR-1. Xmnv mepoyn ovt) Ppioketon pua
emavaropPoavopevn aiiniovyia evoc CGG tpvovkieotdiov. 'Eva @uololoyikd
dropo €xet 10-50 avtiypago oavtig ™G emavoroppfoavopevng TpumALTOS. TNV
nepintoon mov &yovpe amd 200 kot TEve oavtiypoeo avTig TG TPMALTAG £XOVUE
mpn petaAraén. H evordpeon katdotoaon omd 50-200 avrtiypago opiletor g
npopeTtdALaEn. Ymdpyel kivouvog 1 mpopetdAhaén autn va vrootel adénon Katd
dupketa g pelmong, omdTe GTOVG AmOYOVOLS VO ELPOVICTEL 1| LETAALOEN42.
Xapaxtnpiletor omd mowkikov Pabpod kobvotépnon KwNTIKOV, 0AAE Kupimg
AEKTIKOV 0E10TNTOV, YVOGLOKES OLOTOPOYES, OUTIOTIKT] CLUTEPIPOPE, SLOTAPOYES
TOV BUUIKOV HE LTEPKIVNTIKOTNTO, TOPOPUNTICUO Kot €MOETIK cvumepipopd. Ot
acbeveic pe 10 suVOpopo Tov gVBpavcToL X TaPOVGIALOVV OIOUOPPO TPOCHOTEIO LE
pHeyGAOo HETOTO, HOKPD Kot oTeEVO TPOCMTO, TPOeLEYovVIa HEYOAD  OVTLA,
npoyvadiopd, vrepelaoctikéTNTO 0pbBpdoewv, &ved oTo  aydplo  TapoTnpEiTOL
avénpévo puéyebog yovadwv (Lakpoopydtopog).

E&aitiog g uAOGHVIETNG LOPPNG TOV, TO GUVOPOLO £XEL NTIOTEPO PALVOTLTTO GTA
KOpiTole, OMOL KLPLPYOLV Ol YVOOCIOKES KOl Ol dlotapoyéc Tov Bupkod Kot To

0pLoKO TVELLOTIKO TNAIKO.

6. AAAA MONOT'ONIATAKA NOXHMATA

Avtocoun Emucpatrg
H yevetikn datapoyn mpokeyévon vo ekdnAmbel 6to dtopo apkel va evromileton o

éva. amd To 000 YPOUOCHUOTO TOV, €lTe 0€ aVTO TNG MOTPIKNG N TNG UNTPIKNG
npoéhevong [32]. Topodeiypota tétol0v  yevetrik®v acbeveldv  egivar 1

oy ovopomAasio 1 Vaviouog oL YapoKTNPIleTol amd atedn] avanTuén TOV 0GTAOV Kol
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10 advopouo Marfan, pio SroTopayn TOL GLVOETIKOV 16TOV TOV TPOKAAEL OENGT TOV
HOKPOV 0GTAOV Kol S1TopoyEG TNG KapOlokng Aettovpyiog.

AVTOCOUIKT VITTOAETTOUEVN

H yevetikn datapoyn mpokepévov va ekdnimbel oto dropo mpémel va evromileton
Kot 6to dV0 YPOUOCHUATO TOV (EVYOVG, dNAASN Kol G QVTO TNG TATPIKNG KOl TNG
UNTPIKNG TPOEAELONG. L& VTNV TNV Ttepintmon €va EuPpuo Exet mbovotnta 25% va

nhoyel. Iopadeiypota tétoiwv acbeveidv givor 1 kKvotikn ivoon (acHBévelo mov

yopaxtnpileton omd ocvocwpevon PAEVVOC OTOVG TVEDUOVEG KO TOYKPENTIKN

duoAettovpyin) kol 1 dpemOVOKLTTOPIKN avouio (avOUIANG popporoyiag epvbpd

aLLoGOOipla).
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7. MOAYHAPAT'ONTIKEX ANQMAAIEX

Opiopéveg ovyyeveic avopoiieg dev €govv cov Bdaon pion Lovoyovidlokn oAloyn M
plo  ypOUOCOMKH ovopoAio oAAG OV EKONAMOY] TOLG GUVEIGEEPOLY M
oLVOLOOTIKT] JPACT TEPICCOTEP®Y TOL €VOG YOVIOIOV Kol 1 €MOPOCT TOV
neptPdAlovtog, dvoyepaivovtag tn dlepedvnon Tov TPOTOV KANPOVOUNGNG TOLG,
OT®G Y. Ol KOPOKES OVOUOAIEG, Ol GYIOTIEC KOL Ol OVOUOAIEG TOL VELPIKOV

cOANVO.

8. TEPATOI'ONA

Apketég avouaiiec euPpowv opeilovial 6TV ENLOPACT TEPATOYOVOV KATA TO TPMTO
Tpiumvo kimong oOtav AauPdvel yopa mn opyavoyéveon. ['vootd mopadeiyporto
tepatoyovev givon [33]:

o Oapuaxa

o AAKOOA

® YynAQ enimedo padlevEPYELOG

e Bapéa pétaiia

® MoAvouatikoi mapdyovteg m.y. 1ol (10 TG epvBpdc, epmnrtoiot), TOEOTAACLA K.O.
Ot yevetikég dlatapayég mov avaeepdnkav otnv mAstoyneio tovg Ba anoteAécovv
TOV AOY0 a0TOUATNG SLOKOTG LG KOMONG €1T€ 0TV KOADTEPT) TEPITTMOT EUPAVIONG

VIEPNYOYPUPIKADOV EVPNUATOV KT TN SLAPKELL TNG.
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YKOTOG TNG OVOOKOTIKNG OVTNG WEAETNG &ival TO SCreening ypopocmuKoOV
OVOUOAIDV oTnV KONOT, ot emepPatikol kot ot pun enepPotikol TPOTOL aviyvevong
avtoOV KabmG Kol To TOGOOTA emMTVYING KOl EMTAOKAOV Yoo kGBe évav amd Tovg
TpOTOVG SCreening.

MelemOnkav 8 mniextpovikés Paoelg dedopévov O6mwg PUBMED, WebMD,
Wikipedia, EMBASE, embio, Medlab, American Society of Obstetrics-Gynecology,
MedLine.

XpnowomomOnkay AEEelg KAWL, OMWG: TPOYEVVNTIKOG EAEYYOC, UN €MEUPOTIKOG,
emepPoticdg, emmAokég, KOMon. Amd TV avookomnorn  mpoékvyav: 67

Bproypapicéc avapopés (63 ayyAkng kot 4 eAAnvikng Biploypapiag).
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IIpoyevvnTikOg £AEYY0G YEVETIKAOV OV UAALDV

[Maykoouiong, exatoppdpla AvVOPOTOL QEPOVY YEVETIKES OVOUOAEG HE EMKPOTN M
OLTOCOUKO YOPOKTNPO TOL EVOEYETAL VO, TPOKOAEGOLY TNV €KONAMOT GE veapn
nlkia gite apydtepa piag coPapng acOéveiac [34]. Tuepa KOTOYpPAPOVIOL OTIG
Baoelg dedopévav mepiocotepol and 4,600 @avotumol mov Exovv tn Pdorm Tovg o
pio yevetikn swatapayn, v to 0.17% tov avBpdmivov TAnBucpov sivol eopeig piog
ooluylopuévng petabeong mov ovyvd Otav kKAnpovopeitar amotelel v ortia
VROYOVILOTNTAG, emavaAdufovopeveoy amofoldv 1 cofopdv doTapay®dV oIV
TOLOIKT NAKIOL.

EmnpocHeta, 10 pioko vo ocopPel pio amoPoAn koatd tnv dwdpkeln piog kdnong
av&avel pe v nAkio e untépag Kot ta to televtaio 40 £t M nAKia TV YOVoIK®V
7oV yivovtor untépeg av&avel otadtakd oTig dLTIKEG Kovmvies. Ynoloyiletat 0Tt 2-
3% tov xunoewv Ba eépel pio N mEPLOGOTEPES OLYYEVELS avopoies, To omoio
avaroyel 610 21% mepimov TV TEPLYEVVNTIKOV KOl VEOYVIK®OV Bovhtomv Kobog
emiong evbvverat yia Suciertovpyia kot Bvnodtnto o peyaAdtepn nAia.
Evoeiéeig

Ot emepPatikés péBodot, mpoyevvntikod eAEYXOL yivovtal cLVOWOC GE KLNGELS TOV
yapoktnpifovrar wg vyniod Kvdvvou kotomy evosiemv [35]. Evtovtolg, Ba mpémet
va onuelwdel 0Tt Yoo to yeEVIKO mALONoUO M TOAVOTNTO EUPAVIONG YPDOUOCMUIKTG
avopoiog og veoyvd givan 1/120 yevvnoetg.

21c pépeg pag Opmg kabag ot emepPatikés péBodol Exovv eelybel or mbavoTNTEg
EMTAOKOV Yoo TNV £€YKvo M To £uPpvo elvar moAd pikpéc. Or evdeifelc vy
dtevépyewa emepPotikng neddoov TpoyevvnTikon eAEYyoL sivar o1 &N [36]:

e H nAwio ¢ untépag, Kuplog OTovV €ival 0 «ITPOY®PNUEVT CVOTOPOYMYIKY
nAkio >35 €1dv. ZNUEIOVETOL TOS O KIVOLVOS Yo ELEAVIGT TOL GLVOpOHoL Down
(tproopia 21) av&dvetor 660 awédver n nMkio TG UNTEPIG.

® Yepnyoypopikd upnuata, OT®g ovENUEVI] CLYEVIKT SLOPAVELN, LITOTAOCTIKO
PWIKO 00TO, KOPOWOKES OvVOUOAMES, evdopnqTplo KoBvoTéEPNON avATTLENG TOL
euppvov (IUGR) 7 dwrtapayés ommv mocdTNTE TOL OUVIOKOD VYPoD, dopopd
OVOTOUIKG EVPTLLATO OTT®MG Aoty OYEILO K. QL.

e Evoci&eic otov Broynuikd mpoyevvntikd Eleyyo Tov 1ov kat 200 Tpvov.

® Owoyeveloko 16TOPIKO e VTLAPEN YVOOTNG XPDOUOCMUIKNG OVOLOATOS.

e [Iponyovuevn kdmon pe TaBoAOYIKA EVPMLATO GTOV KAPVOTLTO TOV EUPPVOV.
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o Otav kdGmnowog amd Tovg 000 yovelg eivor @opéag dopkng tooluyiopevng
YPOUOCOUIKNG LETAOEOC 1] AAANG YPOUOCMUIKNG AVOLOATOG.

Anod 1o 1970 amodeiynke mo¢ gykvpovovoeg yuvaikeg dvo tov 35 €10V Exovv
neplocdTEPEG MOAVOTNTEG VO YEVVIIGOUV Toudl HE YPOUOCOUIKT ovoporio [37].
Etvor mhéov capég 0tL 0 kivduvog yévvnong suPpvov pe YPOUOCOIKY] ovmoAio
av&avel pe v avénomn g nAkiag g £yKdov.

Il govexTijuara

[Tpoxeyévov va amopevyfel n petafifpoocn oto EuPpvo TaOOAOYIKOV YEVETIKOV
dlTopay®V Kot vo, emrtevydel N Eykaipn OlyvmoT YEVETIKOV OVOUOAMY GE 0LTO,
TOPEXETAL OTIG EYKVES YUVOIKES O TPOYEVVNTIKOG EAEYYOG, O omoiog [38]:

e [Ipogtopdlet Tovg yoveic yio Tnv yévvnon 1 tov evOounTplo BAvato evog AppmacTon
Toud1ov.

o Efaocpolrilet v katdAAnAn mapakoiovdnon tov euPpvov kot TV KOAVTEPN
dvvatn €kBaon Tng yKuHooHYNG Yo TN UNTEPA Kot To EUPpvo.

® JVVEIGEEPEL OTNV ANYT TNG OmOPACTC OYETIKA LLE TO XPOVO, TNV Tomobesia Kol ToV
TPOTO NG YEVVNOTG.

e Emutpénetl v Oepameio Tov guPpvov evidg g UATPOC.

e [Tapéyet oTovg Yovelg TNV emhoyn g dtakonn|g pia maboroykng Khnong.

Ilpoirobéoeig

[Tpotod m éyxvog yvvaika 1 to (evydapt mpoPel 6e KAmold £EETAOT TPOYEVVNTIKOD
eAEYyoL opeidetl vo evnuepwBOel Yo TOVG TEPLOPIGHOVSG KOt TIG dSVVATOTNTEG TNG KAOE
e€€TaoNG KOl VoL KOTOVONOEL T O10p0opd avapesa og pio dtoyvootikn e€étacn mov
agopd to £uPpvo mov kvoeopel Kot pior dokiur eAéyyov (screening test) mov
Baocileton oe peréteg Tov TANOLGLOD.

[Ipémer va etvon evipepn 0TL £va apvnTIKO amoTéEAEGHA OV omoTeLEL eyyOnon OTL T0
EuPpvo dev macyel and Kdmolov gidovg avoporio [39]. Amarteiton pion Aemtopepnc
KOl OUEPOANTTN YPOTTH EVNUEPMOOT] KOl GUUBOLAEVTIKY TNG Yyvvaikog oyeTkd. Ot
OyVOOTIKEG €EETAGELS TOV TAPEYOVIOL OE TPOYEVVNTIKO €mimedo o@eilovy vo
TANPOVV Ta £ENG KPLTNPLOL:

* [Ipénel va pmopovv va emiPefoidvovv 1 va amokieiovy v mbovi mtadoloyikn
ddryvoon

* Na etvar ac@aieic yio ™ untépa kot to EuPpuo

54



* Na €yovv svaucOnoio kot ewdwodTTa 6YEdOV 100%
* Ol emMMTAOKEG TV YEVETIKMOV OVOUOMOV TOV KOAOVVTAL VO OlyvAdGOoLV Vo givat

1660 coPBapEg TOV VAL SIKALOAOYOVV TOVG KIVOUVOLG TNG £EETAONG.

Mn engpfoatikég péBodor TpoyevvTIKOL ELEYYOV

A) Yrepnyoypapijuaza 1ov, 200 kot 300 TP1upvov THS KVYOHG.
To vmepnyoypaonuo ovikel otig un emepPotikés dayvootikég pebddovLg Kot

EMTLYYAVETOL LE TN XPNON MYNTIKOV KVUATOV TOAD VYNANG cuyvotntog, onAadm
TOVG VTEPNYOVS Kou ypnoipomoteitor yoo v emPePaioon ¢ ddyvoong g
QVO10A0YIKE eEEMoTOEVIG evdopTPLOG Kunoewd [40].

Katd 1 d1dpketa g Kdmomng o mpdtog vépnyog yiveton v 6m pe 11n gfdopdda
KUNoemg yia va dtomotwdet n dmapén N pun g eyKvpooHvNg Le TNV Tapovsio 1 Oyt
oV gUPPLIKOD GAKOV,Y1a TN SLAYVMOOT LOVIIPOVS 1) TOADIVUNG KUNGEWS, 1E Bdon To
KEPOAOVPLOHO UNKOG TOV gUPPVOL, Y10 TOV VIOAOYICUO TNG NAKING TNG KLNCEWG,
OGS KO Y10 TV oviYVELOT) TNG EUPPLIKNG KaPIIOKNG Agttovpyiag.

AxohovBel o vmépnyog A emmédov, mov mpaypoatonoteiton kotd v 11n pe 137
gfoopndon Kvnoemg Yoo TV pétpnon g avyevikils otapaveias (NT, Nuchal
Translucency), dnAadn TG GLYKEVIP®GNS VTTOSOPLOL VYPOL GTNV TEPLOYN TOV OLYEVA
T0V guPpvov, evd yivetor Ko €Aeyyoc NG ovartopicg Ttov guppvov Kol TV
LOPPOAOYIKMV YOPAKTNPICTIKAOV TOV TPOCHTOV TOL ONANOT, TN LETPNON TOV PVIKOD
00TOV, TN UETPNOT TOV OUKTUA®Y, TNV UETPNON TOL UNPLOIOL 0GTOV, TO HAKOG TNG

v yvabov, To Kepaiovplaio pnkog (ewova 9).
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Eixova 9: Yrépnyog avyevikng diapaveiag [40].

e ooa EuPpva Ppedel va £xovv avénuévn TocoOTNTA VTOOGPIOL VLYPOL GTNV TEPLOYN
TOV OUYEVO. GE CLUVOLOOUO HE SLAPOPO LITEPNXOYPAPIKE EVPNUOTO, GUVICTOTOL VO
yiver mepotépm EAeYY0G Yo TNV THAVOTNTO Tapovsiag cuvdpdov Down 1 Kdmoog
GAANG YPOLOCOUKNG VO LLOATOG.

H o&omotio g pebddov oy aviyveuon ypoUOCHOUIKOV OVOUIAI®V aVEPYETOL GE
1060010 90% evd vVIapyel kot £va T0c0oTd TG ThEemg Tov 5% WYeuddg BeTikK®V
amoteleopdtov [41]. To evpiuate ovtod TOV VIEPNYOYPAUPIKOD EAEYYOV OF
cuvovaoud pe v nhkio e untépag, to Papog g Kot 10 amotélecua ond TNV
HETPTM O™ OVO PLOYNUIKOV deIKT®OV 6TO aipa TG €ykvov PAPP-A kot B-hCG divovv
GLVOLAGHEVT oTATIOTIKN TavOTNTO TO EUPPLO Vo TAGYKEL amd Tpomuio 21 1| GAAN
YPOUOCOUIKN VO UOALdL.

210 debtEpO TPiUMVO NG KONGONG TPAYLATOTOLEITAL O VIEPNYOYPUPIKOG EAeYYOG B’
emméoov xotd Vv 21n g v 241 gfdopdda Kunoemg mov Katéyel Pacikd poro
oTOV EAEYYO NG ovaTopiog Tov guPpvov oTov omoio mpémel va vToPdAlovTal OAES Ot
gykopovovoeg amd eEewdikevpévo oty EpPpvountpicny  lotpiky Matevtipa
TuvoikoAdyo pe gpnom KatdAAnAov €£OTAIGHOV Yol Vo LEAETNOOVV AEMTOUEPDOS M
avatopuion Tov euPpvov Yo TOV €AEYX0 NG VIOPENG CLYYEVAV  OVOUOIALDV,
OKEAETIKOV  OVOUOAADV, KOPOOAOYIKOV OVOUOMOV, VEPPIKOV  OVOUUALDV,
AVOUOAIEG 0TN SLATAAOT) TOV EYKEPAAOV.

IMveton ekteVG VIEPTXOYPAPIKOS EAEYYOG G TEPITTOOT OUPIPOA®V EE® YEVVNTIKOV
opyavmv Tov guPpvov. O okomdg Tov TANBVGUIEKOD AVTOV EAEYYOL givor 1 OOV
EVIOTIOT VPIOTAUEVOV OVOTOUIKAOV OVOUOMOV Tov gufpdov, dote va dobel ev
ocvveyeio 6ToVG Yoveilg 1 dSuvaTOTNTO KOTAAANANG GLUUPBOVAELTIKNG.

Téhog, axohlovbei o vepnyoypapnuo avartvéng (Doppler), o omoio dvvaton va
yiver Kotd to Tpito Tpiunvo tng Kvnoewg omd v 24n g v 40m efdopdda

KUNGEMG Kol LEAETA TNV ovATTTLEN Ko Opéym Tov gufpvov.

B) Eleyyog Bioynuik@dy ogikt@v

[Mvetan 6tov 0pd TOL PUNTPKOV OipaTOC KATA TO 10 Kot 20 TPIUNVO TG E€YKLUOGVVIG
ka1 wpocolopilovrar Proynuikoi deikteg mov petafdiiovion 610 aipo TG £YKHOL
Katd v odpkela g gykvpoovvng [42]. Me v pétpnon avtdv TV SEIKTOV
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UTopovUE Vo eEyOVLE XPNOLUESG TANPOPOPiES Yo TNV vyela Tov guPpvov doTE Vo
amopaciodel av ypelaletor va yivel Tepottépm eXeUPATIKOC TPOYEVVITIKOG EAEYYOC 1
oyl

O éleyyog Proymukdv dekT®OV, Tapéyel uovo evoeitelg (screening test) yio mbovn
naBoAoyio Tov gufpvov Yoo owtd emi BeTikdV maboroyikdv evoeifewv amorteiton
nepaltépm Olepevvnon ue emepfortikés peboddovg. Ta emineda tov Proynuikov
OEIKTMV GE GLVOLOGUO He TNV NMAio TG €ykvov, to Pdpog g eykbov Kol ™V
akpiPn efdopddo KIMONG UTOPOLV VA TPOGOlopicovy TOV Kivouvo va QEPEL TO
éuPpuo kdmola ypopocwky avopoia (6nwg tpioopia 21, tpioopio 18, tptoopia
13, ovvdpopo Turner) gite kbmota PAAPT TOV KEVIPIKOD VELPIKOD GLGTNUOATOS OTMG
elvar n aveykeaiio kot 1 O1oy1dNs poym.

Avroi ot Bloynukoi deikteg eivon [43]:

> H oyetldéuevn pe v xomon mpoteivn nidopatog-A (PAPP-A) eivar éva
TPOTEIVIKO HOpo mopayduevo ond to mhakovvia. H pérpnon g yiveton pe v
aoAnyio g eykvov kotd v 11n pe 13n gfdopdda kunoews, (1o tpiunvo g
KOMoNG) TV 101 NUéEPA TOL YIVETOL KOl 1] DITEPNYOYPAPIKT EEETAGT Y100 TNV UETPMON
NG OWYEVIKNG OLOPAVELOG TOL EUPPVOL.

> H elehBepm B-yoproxn yovadotponivn (free f-hCG), propel va petpndel kotd
10 10 0AAG Kot 6TO 20 TPIUNVO TS KVUNOTG Kol TOPAYETOL OO TOV TAOKOVVTOL.

> H pntpwn eievBepn owotpiodn (uE3) mopdystar amd tov mhaxobvto Kot
duvatar va petpndet kot ota Tpio TPV TG KVNOEMG Kot AvAAOYO LE TIG TYLES TTOV
TPOKVTTOVV £EAYOVTOL TO OTOITOVLEVO GUUTEPAGHOTA Yo, TV LYeior TOv gufpovov,
COUP®VO, TAVTA [LE TNV Efdopada TG Khnong kotd tnv omoio peTpnOnKe.

> H wywmivn-A (DIA) petpiéton petd v 131 efdopddn Koncewmg.

> H a-epfpuikn npmteivn (a-FP), n omoila mapdystor amd to Aekifikd ko Kot
10 UPPLIKO NP Kot EKKPIVETAL GTOV EUPPVTKO 0pd Omd GOV SIEPYETOL GTO ALUVIOKO
VYPO KoL KATOANYEL 0TI UNTPIKY KukAoeopia [44]. Xto untpkd aipo 1 cLYKEVTIPOON
™G av&dvetor onuoavtikd peta&y 10nc-32n¢ efdopddoc. To apviako vypod n HEYLoT
Tiun ™¢ mopatnpeitor v 13n gfdopdda. Métpnon g a-FP oto pntpikd opd
yiveton ) 16Mm-181 gfdopdda 6mov pe gvarctnoia pebddov ¢ TaEews ToLV 62% Emg
67% pmopet va extiunfel n mBoavotnta Vapéng Tov cuvdpdrov Down. Kabmg kot

BAAPOV TOV KEVTPIKOD VEVPIKOL GOANVAL.
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Ynrdpyovv Kot GAAEG TEPITTOGELS EKTOG Ao TIS Tapomdve mov N o-FP aviyvedeton oe
LEYOADTEPT TOGATNTO GTY| UNTPIKT] KUKAOPOPio OTTMC:

® Y& TEPUTTAOGELS AVETAPKELNG TOV EUPPLIKOV NTOTOC,

® Y& TEPUITMOOELG EVOOUNTPLOL BovéTov Tov guPpvov,

® Y& MEPTMOELS TOL TO PAPOG TNG KVoPopovGag eivatl HLeEYOADTEPO 1 LIKPOTEPO AT
10 emBounTo,

® Y& TEPUTAOGELS O10LUNG 1] TOAVIVUNG KVT|ONG,

e Eattiag AavBaouévov vmoroyiopod tg nAkiog e kumong.

H vrepnyoypapikr e€&étaon oto mpmdTo Tpipumvo NG kumong (dmwg £€xet Mon
avaepepBel) pe T0 CLVOLAGUO TNG UNTPIKNG MMKING, Kol TOV PLOYNUIKOV OEIKTMOV
elevBepn B-hCG ko tng PAPP-A divovv o extipnon yia v mifoavotnta epeaviong
avOUOAM®V 610 EUPpLo pe TOocooTO aviyvevong mov ayyilel 1o 89% Kot TOGOGTO
YELOMG BETIKOV OMOTEAEGUATMV OV AVEPYOVTOL GE TOG0GTO 5%.

InpemveTot 0TL, GE KUNGELS Ue Tpioopia 21, 1 cLYKEVIP®OT GTOV 0pO TNG UNTEPOG
g eAevBepng B-hCG eivar vymAdTEPN amd OTL GE PUCIOAOYIKES KUNGELS, EVOD 1
PAPP-A egivon yaunAotepn, evod otig tproopies 18 kot 13, n ededbepn B-hCG ko 1
PAPP-A givan ehattopévec.

Tpimio kai TeTpamlo TE6T

O éleyyxog avatopiog Tov guPfpdov KOTA TO OEVTEPO TPIUNVO TNG KVLNOEMS OEV
VIOKOOIGTA TO LVIEPNXOYPAPNLA CLYEVIKNG SopAVELNG OC TPog TV a&ic Tov GTOV
TAnBvoakd Eleyyo yio To cuvopopo Down kat GrAheg tprompieg [45]. Eav n éykvog
dev voPAnbetl otov mpdTo TANOLOUIKO TPOYEVVINTIKO EAEYY0, TOTE OO TTpémel va
axolovOnoel 10 ‘Tpimio teot’, petalhd 15ng — 20ng efdopddag kKunoems (180VIKA
petago g 16mg kot 18ng efdopddag) Tng KuNoceMS, KATA TO Omoio 1 UETPNON TNG
erevBepng PByopraxng yovadotponivng (free B-hCG) oe cuvovaoud pe v pérpnon
™G ehevBepng owotploAng (uE3) kar g n a-euPpuiknig npwteivng (a-FP) divouv
YPNOUES TANPOPOPIES Yo TNV TOAVY| TOPOVGio TPIoC®UING TOV EUpvov.

O tpetg Proymukoi deikteg mov cuvBéTovv o TpUTAd TeoT (alpha test) cuvaptioet pe
™V NAkio TG UNTEPAG Kat £vo VIEPNXOYPAPN L0 avATTVENG TOV gUPpov, Katd TO
omoio yivetor 0 7POGOOPIOUOG TNG MAKiag TG kunioewg (ne Pdon v

aUEIBPEYUATIKN OIAUETPO TNG KEPAUANG TOL guPpvov, BPD) sivar: — 1 a-guPpvuikn
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npoteivn (a-FP), — n ekevBepn owotptodn (uE3) koar — m ehevBepn B yxoproxn
yovadotponivn (free B-hCG).

Av og avtég mpootebel ko 1 vywumivn A 16tE TPOKVTTEL TO TETPATAO TEGT TO OMOI0
Oewpeitar To MO ATOTELEGUATIKO TEGT Y10 TOV EVIOTIGHO TOL GLuVIPOUov Down 1 Kot
GAMNG YpOUOCOUIKNG avopoiiog 1 BAAPNG TOV KeEVIPUKOD VEVPIKOD GUGTHIOTOS TOV
euppbov kotd to OgTEPO TPiUunvo TS KOMong petasd 15mg ko 22ng efdopddog
(1Wavikd petadd g 16mg ko 18ng efdopdong) e kunoemg [46].

Kot yu 116 6vo avtég pebddovg, to tpumhd teot (alpha test) kot to teTpamAd t€0T, TO
amoteléopato eEdyovtal omd Tov HEGO OPO TOV TILAV TOV PLOYMUKOV OEIKTMOV, TNV
euPpuikn niwio ko1 to PBapog ™G UNTEPAS, TO OMOio YPNGUYLOTOOVVIAL Y10, TOV
VTOAOYIGHO TOL TBAVOD KvdOVoL TOL gUPfphov Vo QEPEL KATOWD YPOUOCOLUKN
avOUoAia.

H oaxpifeio tov tpurhod teot (alpha test) yu PAGPN TOL KEVTIPUKOD VELPIKOV
cvotuatog Kovpaivetar Yopw oto 90% evd oe evOeiEelg ylo YPOUOCMUIKES
avopoiieg N akpifela tov kopaiverar yopm 610 65%. Ymhpyovv OL®G Kot YELOMG
Betikd amoteléopota mov avépyovial oto 5%-10% [47]. To tetpoamhd te6T aviyvevel
10 cOvopopo Down (tpiompia 21), pe axpifeto g 1aEemc tov 81,5%, aAld Ko pe
TNV TAPOLGIN YELOMG BETIK®OV amoTeEAEGUATOV TTOV avépyovtal 6to 6,9%. Otav dumg
OLVOLOOTEL KOU HE TNV EQOPUOYN VLRIEPNYOYPUPNUATOV (UETPNON  OCVYEVIKNG
dwpdvelag), 10t 10 MWOC00TO Okpifelog g peBOdoL Y TNV aviyvevon Tov
ouvopopov Down (tpioopia 21), av&dvetoar oto 90% Kol PEIDOVETOL OVTIOTOLXO TO

TOGOGTO YELOMG BETIKMV amoterecudtwv 610 3,1%.

Eneppotikég pédodor Tpoyevvntikov AEyyov

Ov emepPoatikég pébBodor mpoyevvntikoh eA&yyov epappolovtol yu ™ Odyvoon
HEYAAOL aplOUOD HOVOYOVISIOKOV VOOST|LAT®V, OTMG OUOGPUIPIVOTADEIES, KVOTIKN
tvoon, vevpopvikd voopuato Kafdg Kot Yo ToV EAEYY0 YPOUOCOUIK®V OVOUOAMDY
T0V guPpvov [48].

H AMyn tov vAkod mov dvvartor va egetachel pe avtég tic pebodoovg Ba mpémel va
yivetal and €vav EUTEPO YOVOUIKOAOYO (GTE Vo pEtmBel 0 KivOuvog emmTAOK®V NG
KUNOEMS Kot TO Ogtypo pmopel vo mTpokvyel, detypo émetto amd Ayn YOpLoK®V
Aayvov (tpopoPrdotn, CVS) 1 amd apvionapakévinon (apviakd vypo).

Anyn yopraxaov iayvav (Tpopofiaoty, CVS, Chorionic Villus Sampling)
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IMpaypotonoeiton kot v 10m pe 14n efdopdda  komong[49]. H Aqyn
Tpo@oPAdotng yiveton amd v 10n epdouddn TG eykvpoovvng €mg Kol v 141
gfooudoa. Ipatn avapopd £ywve to 1968 amd tov Mohr aAAd enionpa apyloe va
wpaypotomotleiton petd to 1980.

O yoptakég Adyveg amoTeAoVV HKPES TPOEKPOAEG TOL TAAKOVVTO KOl £XOVV KVTTAPO,
OV TEPLEYOLV TO 1010 YEVETIKO VAIKO Le TO EUPpuo, apol mpoépyovtal amd 1o 1510
apywo yovipomompévo mdpro. Katd tov moALATAOGIOGHO 0VTOD KATOlH KOTTOPO
JPOPOTOLOVVTOL Y10 VO GYNUOTIGOVV TOVG 16TOVES TOL eUPPHOL Kal amoTeEAOVV TNV
KLTTOPOTPOPOPAGeTN 1| eUPpvoPfrdotr, evd GAia oynuatilovv Tov TAAKOOVTA Kot
Aéyovton cuyKLTIOTPOPOPAGoTN N eviote amdd "tpopofArdotn".

Ta KbtTOpa TG KLTTAPOTPOPOPAGCTNG dtopoHvTaLl TOAD YPNYOPO KOl KOTA GUVETELD
UTOPOVV YPNCIUOTONOOVV Y10 YPOUOCOMKY 0VAALGT, Y®PiS va kKaAlepynBovv. O
kivovuvog amoBoAng e&artiag g pebodov v 0,5%- 1%.

To mieovékmnua g peBdd0L etvan 4Tt yivetan vopitepa amd TV AUVIOTAPOKEVTN O,
0TO TMPOTO TPIUNMVO NG KOMONG KOl EMITPEMEL TNV VOPITEPT OAYVOON KATO0G
avopoAiog. To peovéktnuo g eivor 0Tt dgv glvol Tavto duvatn 1 EKTEAECT TNG
Myme Adym avotopik®v cvvinkdv (Béon pntpag, B€omn mAokoVVTO, COUOTIKN
SLImAAoT TNG EYKLOV).

H Myn tpopoPrdctng cuvictator va ekteAeiton petd v 10m efdopdoa 616t o€
HKpOTEPEG MAKiEG KU ONG, N HEBOSOC Exel evoyomobel Yoo avopaAieg Tov dkpwv
Tov guPpovov. H Broyia g tpopofArdotng 1 aAlmdg 1 froyio Twv Yoplak®dv Aoyvov
elvar mn  emepPatiky mpoyevvnTikn péBodog koTd TNV omoio  AapPdaveton
TPOPOPANCTIKOC 16TOC dtokotMakd 1M dwrpaynAkd (ewodva 10). H dwokothmaxn
npoonélacn OewpnOnke o KoAn pEBodog ANYNG TPOPOPAACTNG OTIC TPAOTESG
ePoopddeg TG KOMONG pe éva gupy EAcHO EVOEiEemY, VYNAL TOCOGTA emttvyiog

nepimov  99,5% wxor duvatdtnTo ANYng emopkovg kot aldmoTng mocoTNTAG

VILLI SAMPLED VIA THE ABDOMEN

Ultrasound
ransoucer

Foetus _L s
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delyparog.

Eixova 10: Aroxoirixn Anyn yopioxawv loyvav [49].
Ymhpyovv OPmG Kot 0pIoUEVOL TEPLOPIGUOT MG TTPOS TNV EQAPLOYN TNG LeBOSOVL OTTMG
Yo Topaderypo 1 OmapEn WOHLOUATOV OTN UNTPO TG €YKHOL Tov Ppickovial og
téton B€om (cuvnBwg 610 TPOGH10 Toiy®uA) Kot Exovv TéToto péyehog mov Ba Ekavay
adbvVOTN 1] TOAD TPALUOTIKY TNV Tpoomdbelon ANyng, emiong eEaitiog avaTopK®V
SVOKOAMMDV TNG €YKLOV OT®G, OTIG MEPUTAOGELS omicOiag Béong Tov TAaKOLVTO e
évrovn omicOn KAion kot Kapym g pnTpog, kabmg kot Adym moyvoopkiog g
£YK0OV.
g OUTEG TIC MEPUTTMCELS EMALYETAL 1 SWUTPOYNAIKT] Aym, 1 omoia pe TN GEPA TG
OEV OLVIOTOTOL GE TEPUITMOGEIS OTEVAOONG TOL TPOYNAKOD OTOUiovL NG WATPOG,
TPOGPATN KOATTIKY] OLLOPPAYIN KOl GE TEPUTTAOGELS EVTOVNG PAEYLOVIS TOV TPOUYAOL
™g uTpog (TpaymAitidn).
Koatd v dwdwaocio g AMMyng 1po@oPAdotng eiodyetal StoKotMokd Hio 101K
BeAbva oy meploy] TOV Aoyvav Tov yopiov 1 mpowbeital dSratpaynAtkd Evog
€101KO¢ evKOUTOC KabeTpag oty 1o Teployn Tov yopiov (avaroyo pe v pnébodo
nov €xet emdeyBel va yiver) Kot avappo@dtal TpoPoPAacTiKd 16T0¢ 5-10mg vid v
ko000 YNoN TAVTOTE TV LIEPNXWOV. ZTIG 000 OVTEG TEYVIKES Proying Tpo@oPAicTnG
oAAG KVPplmG otV TEPIMTOON NG OATPAYNAIKNAG TEYVIKNG, VTAPYEL O KIVOLVOG Yo
AOTH®EN, TPOKANGN apopparyiog 1 aKOR Kot 0TOKOAANGNG TOV TAAKOVVTO Y10 VTO

KO TPOTILATOL AYOTEPO.

Auviomapaxévinon

[Tpayparonoteiton katd v 151 pe 22n efdoudda kKvnong. AuviorapakeEvnon £ywve
v TpdT eopd ot ['epuavia otig apyés g dekaetiag Tov 1880 [50]. To auviakd
VYPO TpooTATEVEL KOl TPEPEL TO EUPPLO KOTA TN dtdpkeln TG KOnong. O dykog tov
petafarietorl katd tn dgpkee g kKimong (mepi v 8n efdopddao oykog Tov eivat
5ml-10ml, evéd mepinov 250ml otnv 20 gfdopdada).

Meta&d  dAAov, mepéyel  KOTTOPO 7OV  TPOEPYOVTOL Omd TO OEPUa, TN
OTOUATOPUPVYYIKT] KOWOTNTO KOl TO OLPOTONTIKO cVOoTNUo Tov gufpvov. H
OUVIOTOPOKEVTNON TPEMEL VO, TPAYLOTOTOLEITOL amd 10TPO LOEVTIPO. YUVOLKOAOYO
OV £YEl HEYAAN EUMEPIO GE OVTH TNV TEYVIKN, VO O00ETEL LIEPNXO VYNANG
evkpivelag ko vo eivar oe Béon va avtipetomiost OAeg TIC TOAVES EMMTAOKEG TOV
umopet va supPovv eEantiog tng Aqyng.
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Avvaton va yivel petd omd v 15 gfdopdda péypt v 22n efdopddo oAid Kot Emg
10 T€A0G NG kunong. Katd tnv 151 pe 16m gfdopdada 1o apviaxod vypd Ppiokeron o
EMOPKN TOCOTNTA KOU £TGL dLvATOL Vo ovoappoenBodv pe oacediewn ywoo v
npaypotoroinon g e&étaong 20-30 ml.

H Myn 100 apviokod vypov yivetar pe v €l00ymyn piog Aentg Peddvag otnv
KOUMA NG £YKHOL TOV EIGEPYETOL GTOV OUVIOKO GAKO, VIO GLVEYT LIEPTXOYPAPIKY|
TapakoAoVONoN Yo ™MV AYN TOL ApVIOKOD DYPOD OV TEPLEYEL KVTTAPO TOV
TPOEPYOVTAL OO 16TOVG TOL OLPOTOUTIKOV, OVOTVEVGTIKOV GUGTHUATOS TOV

euppvov kabag kat to dEppa Tov (gtkova 11).
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Eixova 11: Auviomoparévinon [50].

O «ivovvog amofoing e€attiog TG apviomopakévInong avépyetol o€ mocooto 0,5%-
1%. Exkt6c omd v avtopatn amoPfoin pmopel emiong voa mpoxAnOel poivvon,
TPOVUOTIGUOC 1| apoppayict Tov UPPOOVL OTTMC EMIONG KOl EKPOT AUVIOKOD VYPOD, O
Kivouvog avtdc tvarl ovclaoTIKA apeAntéog Kot eEoptdtor and TNV gumelpics Tov
YOVOIKOAOYOL 1aTpoy mov exterel v péBodo. TTheovéktnuo avtig g pebdoov
anotedel n Tpdn Odyvaoon BAapdv Tov guPpdov, yeyovog Tov EMTPEREL EyKOp,

napéuPfoon.

Anqwyn euPpoixod aiuarog (PFBS, periumbilical  fetal blood
sampling,oupaiidoxévryon)

H Myn delypatog epPpuikod aipatog eapuoletol oyeTikd omdvia Kot eivat duvarty
ue v oppoidokévinon [51]. H oppoaidokévinon eivor pia pébodog mapakévenong
™G EUPPLTKNG KVKAOPOPING KATA TO TPITO TPIUNVO TG KONONC.

H avélvon avtq yivetor petd v 19n efdoudda g wkvmomng, Kotdmyv ANymng

euPpuikov aipatog omd TV OpPOAMKN QAEPa, M wOocHTNTA TOVL AIHOTOC OV
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avappoedtal eEoptatar omd TV £vOEEn mov ypnlet diyvaoon oAl dev Eemepvd ta S
ml, VTd cuvey VIEPNXOYPUPIKN TopakoAoVONoN elcdyetol por Aemt| feAdva oTOV
OUPAMO AMPO HE OKOTO TNV ANyYmM Tov eUPpvikold oipaToc Yo ToV €KTEAEON
KUTTOPOYEVETIKOV 1 HOPLOKAOV eEetdoewv mov  eaceoiilovv tv  Sidyvmon
YPOUOCOUIKOV aVOUIA®V 1 GAA®V Tabncewv Tov eufpdov (Kuping KapdloloyiK®OV
nobncewVv), o tepT®oelg kabvotépnong g evoountplag avamtuéng (Intra Uterine
Growth Restriction-IUGR) tov gufpdov, yio d1dyvmon apotoA0yIKOV VOST|LAT®V
(dpemavokvttopikng avouiog, P-Oolocooipiog M GAAES  OLOGEOPIVOTIADELES),
tovtomoinon mbavig polvvong tov  guPpvov amd 1oyevelg, Paxtmplokés M
TOPACITIKEG AOUMEELS, KBS Kot pog emiPePainon 1 Ot evPNUATOV HOGOTKIGULOV
Tov gufpvov mov aviyvedlnKov HETE Amd OUVIOTAPUKEVINGN N ANYN YOPLOK®OV
Aoy vav.

To mocoot6 avTdUaTNG ATOPOANS Yo To EUPpuvo avépyetar o€ tocootd 1,4% edv
pébodog epappootel mpwv v 28n gfdopdon, oArd Kot petd v 28n efdopdada
VIapxEL £va T0GOGTO TG TAEEmG Tov 1,4% mepryevvmtikov Bavatov [52]. Qotdco 1
OTOTIOTIKN] GUYKPIoT KIVOUVOL TNG OUPUAOOKEVINGNG UE TIG QAAEC emeUPATIKEG
neBddovg eivar SOHOKOAN OV KoL EVEXEL LEYAADTEPO KIVOLVO amtd OTL PEPOVY Ol AAAEG
dvo pébodot (CVS kot apviomapakévinomn) kabmng ta EuPpua mov vrofailovtal ce
My epPpuikov aipatog (PFBS) gpeaviCovv 1om awénpévo Kivouvo meptyevvnTikon

Oovdrtov.

E)et0gpo suppuiké DNA (cfIDNA) ko pn engpporikog éheyyoc (NIPT)

O un emepPaticog npoyevvntikog éreyyoc (NIPT) mov ypnowonolel cffDNA and to
TAACUO TOV EYKOMOV YOVOIK®OV TPOCOEPEL TEPACTIEG OLVOTOTNTEC ©C HEBOOOG
aviyvevong g euPpuikng avevmroediog [53]. ‘Exet yviver evpémg dadedopévo kat
eumopkd owbéoyo amd to 2011 yo yovaikeg pe avénuévo kivouvo eUEAVIONG
avevmAogwdiog euPfpbov evd N xpnomn tov €xel enektabel kol oe TANOLVGHOVS YEVIKOV
KIvdOVov.

Optopéva gpyoactipla £xovv Kablepdoel dS1APopeg TEXVIKES Yia T xpnor tov cffDNA
®¢ e&€taor SAOYNG Yo TNV aveLTAOELDioL TOV EUPPVOV KOl GUYKEKPIUEVE Y10l TIC
tproopieg 21 (ovvdépopo Down), 18 (cuvdpopo Edwards) kor 13 (cHvopopo Patau)

KoODG Kol Yoo TIG aveELTAOEDiEG TV QLVAETIK®OV Ypopocopudtov [54]. Oleg ot
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JoKEG Eyovv LYMAN gvancOncia kot eWdwoOTTO Yoo TV Tproopia 21, aveaptnta
Omd TO MOl HOPLOKN TEXVIKY YPNOUOTOIEITUL, EVE Ol LTOAOITES OKOAOVOOVV g
EAOPPDOG YOUNAOTEPO TOGOGTO.

H oaviyvevon g euPpuiknig avevmiocdiog pe pn emepPotikéc pebddovg eivan
TOAOTAOKT), KOOGS TO XpOUOCOLN 1] 1| TEPLOYN EVOLAPEPOVTOG evioTileTon TOGO GTNV
untépa 660 kot oto EuPpvo. H mpmdtn moAld vmooyduevn éxbeon un eneppoatikon
eréyyov Yy TV aviyvevon avevmiogdiog rav 1o 2007, 6mov ypnoipomodnke
euppviké mRNA oto untpikd midopa, vrmoroyilovtag v avaioyio RNA:SNP,
EMTPENOVTOG £TGL TNV AUECT] AEOAOYNON TNG 00GOAOYING TV YPOUOCOUAT®V.
Opoimg, ypnowwonomdnkav ot avoroyies T@V GAAMAOLOPPOV TOV OTOTLTOUEVOV
yoviov 6to DNA tov pntpikov mAGCHOTOS Yoo T Odyveon g tpioopiog 18.
Qot6c0, avtéc ot péhodor mepropilovial o€ CLYKEKPUEVOLG TANBLGLOVG EMELON|
e€opTOVTIOL OO TNV TOPOLGIN YEVETIKOV TOAVUOPPIGUAOV OCE GLYKEKPUEVOVG
YEVETIKOVG TOTTOVC.

To ehevBepo egufpiicd DNA eivor mapov omd v Sn-7n gfdopdada kvmong kot
amoterel TPOiOV TPOPOPAACTIKNG TPOEAELONG (TPOEPYETAL OO OTTOTTMTIKG KOTTOPOL
TOV TAOKOUVTO), EVO TOPUUEVEL GTNV KLUKAOQOPIo TNG UNTEPAG HOAG AlyeC DpPEC
(taxeio kGOapon petd tov TokeTd o€ AyotEPO amd 24 MPEQ).

Avotoymg N mocdtTa Tov guPpvikod DNA (cffDNA) eivar moAd pukpn, tomka <1
mg/20 mL aipotog evd teXVIKA 0V €lvar duvaTdg 0 S ®PICUOS TOL OO TO UNTPIKO
DNA [55]. Ot teyvikoi meplopiopoi EemepAoTnKOV UE TNV EQAUPLOYN TNG TEXVOAOYIOG
poltkng Kot mTopdAANANG  GAANAOVYIONG TOL  yovidudpotog (next generation
sequencing) mov divet tn duvatdTnTa NG Tayeiog Kol TapdAANANG OAANAOVYIONG TOV
HIKpoV Tunuatov edevBepov euPpuikod DNA. Avtéc ot aiiniovyieg DNA mov
‘dafalovtal’, 6T GLVEXELD KATNYOPLOTOLOVVTOL AVE YPOUOCHOLO KOl GLYKPIvOVTaL
pe to TpoTLIO AVOPOTIVO Yovidiopa. Mio ypoHocOKY| avouaAio evrotiletol OTav
to. tuqpatae DNA mov katoapetpdvior vrepPaivovv tov avtictoryo apBud tov
(PLGLOAOYIKOD YOVISUDUATOG.

Mo mopdostypa, oty mepimtwon g tploopiog 21 oto éuPpvo Ba €yl wg
QOTELECUO GTO QUL TNG UNTEPOS VO KUKAOQOPEL Eva TPOGHETO KAAGHO TUNUATOV
DNA pe mpoéievon to tprompukd ypopocopa 21 tov pfpvov, to omoio pmopei vo
avyvevbel HEGm TN TOPATAV® TEYVOLOYIOG.

Euppvixo klaocua (FF)
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"Evag moAd onpavtikdg mopdyovtag mov ennpedlel TNy pyoctnplokn omnddocn Tov
NIPT mov Paciletar oto cffDNA eivar 1o gufpuvikd xAdopa, to omoio eival to
10600Td 10V OoAkoU cfDNA ot0 untpikd mAGGUHO, 7TOL TPOEPYETOL Omd TO
éuppvo/mhaxodvta. ‘Etot, to NIPT yia v eufpuikn tproopio propet va Bewpnbel
®¢ (o «vypn Proyion tov Thaxovvto [56]. Oco mo younid to FF, 1660 mo dvokoro
etvar 1o to NIPT va aviyvevoet éva avevmlogdwd Epppvo.

To péoo euPpvixd KiAdopo oe deiypota mov eanednoov petald 10mg wor 14ng
efdopdoag kumong eivar mepimov 10%. Ymepektipmon tov eufpuikod KAACUOTOC
pmopel vo 00NYNGEL G YELOMG APVNTIKA ATOTEAECUATO, EVD VTOTIUNGCT TOL UTopEl
VO TPOKOAEGEL TNV OmOpPPWYN TOV KATOAANA®V OeyHdTOV. YTApYovuv Stdeopot
BloAoywol mapdyoviec mov umopel voo To €MNPEAGOLY, OT®G 1 NMMKIo KONONG, TO
unTpikd Papog, to Kamviouo, 1 UPpuikn avevmiocdia, to pEyedog Tov TAAKOLVTQ
KaOdG emiong To ov TPOKELTAL Yio Lovipn 1 didvun Komon

> Hlkio kimong: H nlkio kimong elvar Betikd cuoyetiopévn pe to euppuikd
KAaopa. Ao v nlkio tov 10 £og 12,5 efdopddmv, to epfpuikd kKAdouo avéavetal
pe poouo 0,44% v efoopdoa, tpv otabeponombel oe £va mocootd tov 0,083% v
efoopdoa peta&y 12,5 wor 20 efdopadov kumong. O pvBuodg avénong yivetan
awctntd vynlotepog am’'tnv 20m mepimov efdopddo kot amd ekel Ko Emeita
TOPAUEVEL OTOOEPOC.

Koatd ) ddpkela avtig g mepidoov, to FF avédvetar oto péyioto mosoostd tov
0,821% ava efdopada. Katd péco 6po, petd and mepinov 30 gfdopddeg kdnong, 1o
euPpuikd Khdopa etvar mepiocdtepo omd 10 dimAdoio (~20%) amd ekeivo mov
napatnphOnke oe kimon £wg kot 20 gfdopdades (~9%). H wwavum niwio kdnong yio
mv epoappoyn tov NIPT etvar and v 10m gfdopdda kot €metta, 6TOL Exovue Eval
emBopuntd mocooto FF oty puntpikn kukAogopia.

> Bépog g pntépag: To BMI g untépog mailet modd onpoviikd poAo 610
1060ooto tov FF, xabhg éxel apvntikn| enidpacn méve tov. Oco avédvetor 1o BMI,
1660 t0 FF peioveror. Avtd ovuPaivel Adym g nAnbdpog AmokvTtdpmv mov
Bpiokovtor otnv KuKAOoPOpia piag yvvaikag pe avéEnpévo Papog. Tlepinov to 7% twv
yovark®v wov Quyifouv 100 kikd €xovv eufpuikd kKidoua <4%, 1o omoio givar 0
eEABYIOTO OplO Yyl TNV €KO00T OMOTEAEGUOTOS Ylo. OPICUEVA e€pyaoTiplo. Avtd
av&averal 6to 50% o6tav 1o Bapog g untépag etavel ta 160 kidd. Exet amoderyDel
otL n avénon oto FF xab '6An 1 odpkela g xomong oe yovaikeg pe BMI 35 7
ToPUTAVEO ivor EAAYLOTN.
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> Méye0og Tov mAakovvta: Eivar yvootd 61t 10 pikpo péyebog tov mhakovvia
ovoyetiletor cuvnO®G pe evdounTpla vIoAewmoOueVn avamtuén tov guppvov. Ztnv
T18 ov tywéc g PB-hCG xouw ™ PAPP-A eivor younAés evd m avamntuoén tov
TAoKoLVTa Kol Tov eufpvov kabvotepel. T'a 10 Adyo awtd, avti n peiowon oto
euPpuikd Khaopa £xel ouvoebel pe o pkpod péyebog Tov TAakoHVTaL.

> Aidvpeg kvnoeeg: H avdivon tov cfDNA givor apketd molvmhiokr oe
otdvpeg KVNoES. Le LOVOYOPLOVIKA Oldvpa, dedopévov 0Tl T EuPpva pe v idw
yevetikr] oo (oxeddv maviote apedtepo Ta EuPpva eivon  emnpeocuéva 1M
QLOOAOYIKE TaVTOYpOva) divovv To 101 aAAnAdpopea tov cfDNA ot pntpikn
KukAogopia, 1 a&lodldynon Tov Kvdvvov avevmAiogwiag etvol mopdpoln e avty TV
povipov gykvpociveov. H mieloyneio tov dtyoplovikdv Kunoemv, omnd tmv AN
mievpa, sivar dlvyotikd. H mocdtta cfDNA mov mpocseépeton and kdbe EuPpvo
OTN UNTPIKN KVKAOPOpia umopel vo Stapépet.

2t dyoprovikd didvpa, 1 cupPforn Tov kdbe euPpdov oty cuykévipwon tov DNA
oTN UNTPIKN KLuKAoQopio &lvar dtapopetikn. Q¢ €K TOVTOL, UTOPEl VO LITAPYEL
oLYYLON OTIG OLYVAOCELG KOl LEIMOT NG EMTLYIOG TV ATOTEAEGUATOV.

> Avevmhoedia: H oyxéon petaéd g mikiog xdmong kot tov gufpuikod
KAAoPOTOG Umopel v emnpeactel TEPUTEP® OO TAPAYOVTIEG OMWS TO GVUAO TOV
euPpvov kol ™V kotdotoon NG oavevmAoswiag. Evod oe yevikéc ypouuéc oev
napoatnpeital onuavtikny oweopd oto FF yu ta apoevikd €vavtt tov OnAvkov
euppbov og omoladnmote NAkion KNONG, 1 KATACTOOT OVELTAOEWING PaiveTatl OTL
empedlel ™ oxéon avT. LVVOAKAE, To delypoTo Tov TaSVoUoOVTOL MG TPIGMUIN
21(T21) Betkd, epeaviCovv mapouolo euPpvikd KAGoupoTo pe To OElYHOTO TOV
TaSIVOHOUVTOL MG ELTAOEIKA UEYPL Kot TV 16m mepimov eBdoudon Komong. Amo
exetvn v otypn| kot émerta, to T21 Oetikd detypato mapovsialovv onUOVTIKA
vynAotepa FFs kab '6An 1n didpketa TG VTOAOITNG €YKVHOGOVIG.

Ta Betwcd detypoata pe tproopio 18 (TI18) €xovv moAd younidtepo mOGOCTA
eUPPLTKOL KAAOUOTOC Omd TO, ELTAOEWIKG delypata uéypt ko v 21n efdoudda
KOMong, netd v omoia mapovcstdlovy pia moAd dpowa tdon [57]. Ta Betikd detypata
pe tproopion 13 (T13) Eekwvovv pe 10 yaunmidtepo FF o€ Olovg tovg tHmovg
detypdtov, aArd ommv 18n gfdoudda xvmong €xovv Eemepdoel To EVMAOELOKA
detypota ko katd v 20m efdopdda kKvnoemc, £yovv Eemepacel oKOUN Kol TO
detypota mov eivan Betikd og T21, pe amotéleoua va yivouv o TOTOG delyLatog e TO
vynAdtepo FF amd avtd to onpeio péypt v 28n mepinov fdopdada kunong.
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Ooco peyorvtepo eivar 1o FF, 1000 kaidtepn eivarl 1 tkavotnta d1dkpiong avapesa
0TI EVTAOEIOEIS KO TIG OVELTTAOEEIG EYKVUOGVVES, e OMOTELECUO TOGO KOAVTEPT
va givor m omddoon ¢ dokung. Avtifetra, av 1o FF givor mold yaunAd, o
YPOUOCOUIKN aveopoiio Bo pmopovoe va KaALEOEL amd T CLVTPUTTIKY AVaAOYi TOV
gumhogdkoy pntpikov cfDNA, av&dvovtag €161 Tov KivOLVO YELDIDV OpVNTIKOV

OTOTEAECUATOV.

Ilpoyvworikij alia

H evaioOnoio ko n dkdTTa KOO Kot 1 opvntikn Tpoyveootikn atio g pebddov
gtvar >99% yio v Tproepia 21 kot yapnidtepn yio 11g tproopieg 13 ko 18 [58].
Qotoco, enedn n Btk wpoyvootikny ofio g eE€taong eaptdron amd TNV
oLYVOTNTO EUEAVIONG TNG TPOOMOS oToV TANOLOUO 7oL eAéyyetal, Oev elval
vynAotepn amd 50-80% oe évav tuyaia emieypévo mAnbuoud eykdmv.

Yvvenwg, 10 NIPT dgv Bewpeiton O0yvomotikd TEOT OAAL TECT EKTIUMONG TNG
mOavOTNTOG TOV £XEL Lol EYKLUOGHVN Vo BpiokeTon 6TV Opada VYNAOL 1 YOUNAOV
pikov. XVVETMG M AMYMN YOPLOIKADOV ACYVAOV KOl 1) CUVIOTOPOKEVTNGT GUGTIVOVTOL
npokeévov va emPeformbel pio ypopocopkn avopoiio oe mepintwon Oetikov
anoteAéopatog amd to NIPT.

Av kot oOyypoveg peréteg deiyvouy Ot ot emepPatikol mpoyevvnrtikol Eleyyot eivarl
TOAD 0CQOAEIC, EVOYOTOLOVVTOL TAPOIOCIOKA LE £Val U1 OUEANTED PIoKO OOPOANG.
Emunpdobeta, n enepPatikn Swadikacio dev meptypdpetor cav d1oitepa vydplot
névta and TV eEeTalOUEVT) VO EMITALOV amantel EEEIOIKEVUEVO 1UTPIKO TPOCMTIKO.
Mo to Adyo avtd ot emepPoticéc €EETAGE OEV OMOTEAOLV EMIAOYN Yol UEYAANG
KMpokog €A&yyovg omdte avomtuxOnkav TECT EAEYYOL Y. TNV OVIXVELON TOV
euPpuikadv yevetikdv avouaiidv. To NIPT €yet vyniotepn axpifeia oe cOyKpion pe
dAAec dokipacieg eEAEYYOL OmOTE €QV €QPAPLOCOTOV GOV TPMTN YPOLULUY EAEYXOV EVOG
ap1Ouog enepPatikmv eeTdoemv Bo LTOPOVGAV VO ATOPEVYOVTOL.

dvokd, extdg amd v avénon g evatchnciog Kot eWdOTNTAG TG €€ETACTC AVTNG
KOl TOV €0POVG TMV YEVETIKAOV OVOUOAM®DV TOL UTOPeEl Vo KOAVTTEL, €lvol Kaiplog
onuoaciog va Adfovpe vroyw TV YvOon Kol TPOTEPT EVNUEPWOON TOV EYKOH®V
YOVOIKAOV, TOV (EVYOPLOV, TOV YOVOUIKOAOY®V, TOV LOLOV Kol TOL YEVIKOD TANOLGLOV

OYETIKA PLE TIC OLVATOTNTES KOl TOVG TEPLOPIOUOVS NS KaOMC eEeiooeTan.

67



‘Exel evduwpépov kot onuocio va katovonfovv amd Ttov Iptkd Kol ETGTNUOVIKO
KAAOO 01 TEMOIONGEIS TOV EYKVW®V OMEVOVTL OTIC EEETACELS YEVETIKNG KAOMDS Kol OAEG

01 NOIKES, KOVOVIKEG KOl avOpOTOKEVTPIKES TPOEKTAGELS TG EPUPUOYNG TOVG.

Avayvapion Tov pviov

H yvodon g yevetikng katdotoong tov euPphov G€ Lo €YKATEGTNLEVT EYKVUOGVVT,
dtver ota (evydplo T SVVOUN VO TOIPVOLV TEKUNPIOUEVES OTOPAGELS Y10 TO OYEVVITO
moudi tovg [59]. H mpoyevvntiky didyvmon cuyvd ypnolponoteitar 6tav vmdpyet
IGTOPIKO GTNV OIKOYEVELD Y10. PLAOGVUVIETO vOonpa. Ta mepiocdtepa PLAOGUVIETA
vooTpota opethovior 6e GuyKeKPILEVES PeTaAldEels Tov X ypopocdpatos. Ot vocot
avtol givor mo dadedOUEVOL GE APPEVES, EMEWN QEPOLY HOVO €va X ypoUOcmU,
eved ota OnAvkd Adym tov 0Tt £rovv XX QUAETIKO YPOUOCOUO TO £V KOADTTEL TO
dALo og mepintwon petdAhaéng.

Ta mo kowd euAocvvdeta voorjpata ivot ot ppomdBeleg To Duchenne, ot apo@iiieg
A kot B, to ocVuvdpopo tov e08pactov X Kot To GOVOPOUO OO AVOUOAIEG PUAETIKMOV
YPOUOCOUATOV 0Tt cvvopopo Turner, cuvdpopo Klinefelter, k.a. Av kot kéBe pio
Eexyoplotd elvar apketd omdvia €xel vmoAoylotel 6Tt 6To GOHVOAO TOVG &ivar 5
vevvnoelg ke 10.000 yevwvnoeig VoV veoyvav.

Ot péBoodot mov MOMN VILEAPYOLY YL TOV TPOYEVVNTIKO EAEYYO TOL GVUAOV TOL EUPPLOL
elvarl apytKd o VIEPNYOYPAPIKOG EAEYYOC LETA TO OEVTEPO TPIUNVO TNG KVTONG Kot
Katom otig emPePoropévon YA Kvohvov KLUNGELG ANYT YOPLOKNG AdYVNG OTIG
13-14 Bdopddeg kot apviomapaxévinon petd g 15 gfdopdoeg g kimong. Kot ot
dvo emepPoatikéc ovtég péBodor evéyouvv €va pikpd OAAG onpavtikd Kivovvo
amofoing 1-2%.

Ye meputtdoel mov Oa amopoaciotel TEPUATIOUOG NG KOMOoNG AGY® KATO0V
emPeforwpévov voonuatog n Eykapn OSdyvoorn Ba Mtav €va TAEOVEKTNUA OGOV
aopd tov Tpdémo mov Ba amopakpuvOel to KONUa, O10TL AOY® NG TPOYWPNUEVNG
€YKVHOoUVNG LETA TNG 15 efSOUASES, TOV EYOVLE TO, ATOTEAECUATO TOV EXEUPATIKOV
pHeBOdwV, TOAAEG QOpEG M yuvaika o UTEL GE TPOYPAUUATIGUEVO TOKETO O OTO10G
EXEL TOAAEG YLYOAOYIKEG KO oGO UATIKEG EMTAOKES.

To ghevBepo guPpuikd Dna givar aviyvedoo amd v Sn non Poopdda péypt kot to
TEAOG NG KOMone. Méypt mpoocepata 1 Mo Sdedouévn) ¥pNor Tov eAevBepov
euPpuikov Dna givar 0 Tpocdlopiopdg Tov eUPPuikod pUAOL G EYKLUOGUVEG DYNAOL
KWvOOVOL Y10, pLAOGHVOETO 6T0 X YPOUOCOUON VOOT|LATA, Yo VO LetwBovv 060 To
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duvatd Ayotepo ot emepfotikég néBodotl ddyvmong. Avtd yivetol pe TNV EMAEKTIKN
evioyvon Kot aviyvevon g akoAovdiag Tov Y ypmUOCHOUOTOG EITE LLE OVIYVELOT] TOV
yoviiov SRY oto mhdopa ™ eykbov 1| tov yovidiov DYS14.

Edv 10 Y ypopdcopo dev Ppebel tote éppeca to uPpvo Ba givar kopitol. Avti
TeYvoloYio oM xpnoylomoteital cav EAeyY0g povTivog 6€ apKeTE voocokopeion g

Ayyhiag kot £pgvveg £0e1Eav 0Tt petmOnkay ot enepuPoticég pébodot katd 45%.

Avoocoroinon L0yw acvufatotyras cvetijuatos Rh

Avoconoinon Ady®m acvppordomrog tov cvotiuoto Rh otig meputtdoelg RhD
apvntikng untépag kot RhD Bgticod epPpvov Bempeitonr n ocvyvotepn oation g
QLOALTIKNG vOoov Tov gufpdov kor tov veoyvov [60]. H orpolvtikny avoupio
npokaAeiton amd v Avon Tov euppuvikov RhD Betikodv epuBpdv apocpopiov amd
To. UNTPIKA ovti- D aviicodpata to omoio dtomepvodv Tov mAakoOVTH Kol UTOpPEL vo
odnyNoel og avarpio, eUPpuikd VOPOTA 1 KoL EVOOUNTPLo Bdvarto.

Edv to éuPpvo eivar RhD apvnrikd oev vmdpyel avaykn yioo mepoutépm EAEYYO Kot
Oepancio. Otav opmg to EuPpvo eivor RhD Betikd, 1 eykopoochvn Bempeiton vynAod
KIVOUVOL Kol TOpOKOAOVOEITOL GTEVA TPOKEEVOL Vo dlayvechel Eykatipo TuXOV
evaodnTomoinom g £yKLOL N APLOAVTIKNG VOGOV TOL EUPPLOV — VEOYVOD.

2NV opo pog, Omme Kol oTig meptocotepeg Evpomaikéc ympeg, nEYpL onuepo o
kivduvog evoucOnromoinong g €ykOOL  OVTIUETOTILETOL UE TNV YOpNYyNnon
vrepdvoong avti-RhD ceapivng oe dheg tic RhD apvnrtikég eykbovg ave&aptnto
a6 to RhD cvotnpa tov eufpvov. Ymoroyiletar 6Tt 10 40% twv RhD apvnrikov
YKoV Aapupavel aokoma avocompovAatn. Eniong n avti-D ceaipivn mpoépyeton
and Tov avOpodTvo 0pd Kol Tap’ GAOVE TOVG EAEYXOVE LILAPYEL KIVOUVOG HETAOOCNC
cofapov Voo LaTOG,.

H dvvatdomta pn eneufatikng mpoyevvntikng didyvoons tov cvotiuatog RhD tov
euppoov yiverar péocw tov grevBepov epPpuikod Dna pe v aviyvevon cto mAdcoua
™G €YKoV TOTPIKNG TPoérevons aiiniopdpemv tov RhD yovidiov ta omoio
arovotdlovv amd To yovidiopo e untépac. Méypt ofjuepa €yl emtevydetl peydrlog
aplOpdc peretdv  ektipmong ¢ aflomotiog Kot TG €WKOTNTOG KoL OTIC
TEPLOCOTEPEG MEPIMTAOGELG EemePVAEL TO 95%.

Avrevoeilers cffDNA

To NIPT ywo T1¢ ypoUOGOUIKES aveLTAOEWDIES etvan pior eEPETIKN OOKIUN EAEYYOL

Y10 TIG KOWEG YPOUOCMUIKES KATAGTAGELS, OALL dEV TOPEYEL TNV AETTOUEPELDL KOL TO
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€0pOg TV YOVIOLOUATIKOV TANPOPopL®dV ov Bo amoktnBovv amd Tig emepPatikés
dokiéc [61]. TIpotod anogaciotel To NIPT ¢ dokiun eAEyyov mpénel vo eKtedeitan
EVaG TPAOYOS LITEPNYOYPAPIKOS EAeyy0s, kabmG €mg kol 10 16% TtV yuvoukdv
vynAod Kwobvov Ba €yel vmepnyoypagikd svpnuato petosd 10ng ko 14ng
efdopdoag Khnong, kATl mov UETAPAAAEL TNV TPOYEVVNTIKY] GUUPOVAEVTIKY), OTWS
dopbwon g Nhkiag KOMOMG, aviyxveuon TOAAOTANG EYKVUOGUVNG, TOAVIPOUNGN
euPpvov 1N dopkn avopaAio.

O1 yovaikeg pe avénuévo kivouvo pog dtomng avouaiiog (dniadr StapopeTikég omd
ekelveg mov emnpedlovv ta ypopocopota 21, 18, 13, X 11 Y) 6o mpéner va
EVNLEPOVOVTOL OYETIKA HE TOV KIVOUVO ONAOAEWS HIOG KAWVIKA  GNUOVTIKNG
dwyvoong, av emAéyetar 1o NIPT oavti o éleyyoc 6Aov TO YOVISUOUATOG HE
YPOUOCOUIKES UIKPOCLOTOUYIEG. XE AVTEG GUYKOATAAEYOVTOL YOVOIKEG TOL KLOPOPOLV
EUPPLO pE oK avOUOAID GTO VITEPNYOYPAPT LA 1 CVENUEVES TIHES OTIC AVOADGELS
TOV EAEYYOL TOL TPMTOL TPUNVOL (EQPOGOV aVTOG EYEL TPy LoTOoTOINOEl).

XOopupova  pe Tig KatevBuvinpeg oonyieg g Aebvodg Etopeiag yu v
[Ipoyevwnrikr; Awdyvoon (ISPD), 10 cfDNA 7teor dev  eivan  doyvootiko.
Xpnowonoteitor  yio wANOLoUIOKO  EAEYXO KUNGE®V  VYNAOD  KwwoOVov Yl
YPOUOCOUIKES OVOUOMES pHe TN TPOHTOBEST Vo GLVOSEVETAL OmMd YEVETIKN
oupPovievtikn Kot T OeTikd svprjpata vo emPePordvoviot e enePPATIKO EAEYYO.
Agv gvdeikvutar oe gykvovg pe peiloves avatopkés avouoAMeS oTov LEEPNYO,
IGTOPIKO TPOTYOVLEVOL TOLOIOV LE YVMOOTEG YEVETIKES AVOUAAIEG TOV OV UmopoHV
va aviyveutovv pe to cfDNA kaBdg kot yoveic gopeig 1coluyiopévov petabécewv o
YPOUOCOUATO EKTOC TV 21, 18 ko 13.

> Sidvun Kunom, O0tav T HidLUA €IVl LOVOYOPLOVIKE, €ivol YEVETIKA 1010 LETOED
TOVG, OmOTE M doyeipion gival OTwG OTIG LOVIPELS KUNGELS, EPOGOV TO TOGOGTO TOV
FF esivan >4%. 2tic oryoplovikég dluymtikég Opme, vor pev 1o oAkd FF eivan
peyoAnTepo T0L 4% O0AAG M GLVEICEOPA TOV TABOAOYIKOV guPpvov eivar PKpOTEPN
a6 4%, pe anotélecpa Tov Kivouvo yevdmg BeTikod amoteAéopatog, dpa LeEYAAO
TOGOGTO OAMOTLYING TNG LAYVMONG. XTIG OIOVES KUNOELS, OTTMG Kol GTIG LOVIPELS, Ol
KOplOL TaPAyovTeEG OV GUUPBAAAOVY GTNV amoTLYio TNG SOKIUNG TNG GTOYEVUEVNS
YPOUOCOUIKNG aAANAOVYMoNG elvar To avENUéVvo BAPOoc TG UNTEPAS KoL 1] GOAANYT
and eEmomuatikn yoviponoinon (IVF).

To ¢cfDNA yio v aviyvevon avopoMOV ¥POUOCOUAT®V TOL VA0V KOONDS Kol Yo

™MV aviyvevon cuvepoumv amd pkpoelAeippata, dev evdeikvuton [62]. Emiong, oe
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TEPIMTAOGELS LOCAUTKIGHOD (CUUTEPIAAUPOVOLEVOL TOL TEPLOPICUEVOL UOGOTKIGLOV
TOV TAOKOVVTO), TO AMOTEAEGUATO UTOPEL va. gival avakpiPr]. Ze €va TOGO0TO TOV
TEPWMTOCEDV 0V LIapyeL emapkéc euPpvikd cfDNA oto detypo mAGoUATOC NG
UNTEPOG N VILAPYEL amoTLY IO SOKIUNG Yol AAAOVG AOYOVGE.

Agv glvar yvootd 10 mOCOGTO TV YUVAIK®V HE ovemopkn euPpuikd cfDNA, pe
OTOTVYMUEVT] doKlacior 1 avepUNVEDGILO OmOTEAESLA, av Ba €xel Eva evnuep®TIKO
EMOVOANTTIKO amotéAecpa g eEétaonc. EmumAéov, pio and t1g pebddovg dtohoyng
cfDNA ta&ivopet £éva m060oTo TV amoteAecpdtov o¢ "un taSivounuévo"” dtav oty
TPOYUATIKOTNTO EXOVV Evay aENUEVO KIVOUVO avELTAOELDTNG.

I'o opiopéves yovaikeg, o éleyyog e cfDNA pmopet vo pmv etvor evnuepoTikdg Ko
avTég o1 aobeveic umopel omn cvvEela va ¥pelaoTel va eEETOCTOVY UE EMEUPATIKEG
peBOO0VE. ZVYKEKPIUEVA, Ol YOVOIKES Le avENUEVO OgikTn HALoS COUOTOS SLOTPEYOLV
VYNAO kivouvo amotuyiog g dokiung 1 «no cally amoteAéopotoc. [a T1g yuvaikeg
pe peydAn miwio komong, Umopel vo unv vmapyel emopkNG yxpOvog Yo Lo

emavoarapPoavopevn e€étaon eAEyyov N/kat yio enepfotikég eetdoels.

Mé@odor avaivans CIDNA

H oaviyvevon g euPpuiknig avevmiocdiog pe pn emepPotikéc pebddovg eivan
TOAVTAOKT), KAO®G TO ¥pOUOCOLLO 1} 1] TEPLOY EVOLAPEPOVTOG EvTOTILETOL TOGO GTNV
untépa 660 kar oto EuPpvo [63]. H mpdtn moAAG vmooyoupevn €kbeon un
emepPoticod ehéyyov yw TV aviyvevon ovevmioewiag Ntav to 2007, Smov
ypnowonomdnke euppviké MRNA oto pntpwd mAdopa, vmoloyiloviog v
avaroyio RNA:SNP, emrpémovtag €tot v dueon aglohdynomn g docoroyiog twv
YPOUOCOUATOV.

Opoimg, ypnotpomomdnkay ot avaroyieg TV GAANAOLOPPOV TMOV OTOTUTOUEVEOV
yovidiov oto DNA tov pntpikov mAdoupatog ywoo T Odyvemon g tpicopiog 18.
Qo1660, avtég o1 péBodol meplopiloviar 6€ CLYKEKPIUEVOLS TANOLGLOVS £mEdN|
eCaptdvtal omd TNV TOPOVCIO YEVETIKMOV TOAVLUOPPIGUADV GE GLYKEKPIUEVOLS
YEVETIKOVG TOTOVC.

Yrdapyovv opketéc owapopetikés mAoteopueg NIPT pe cffDNA vy aviyvevon
OVELTAOEOLDV, E KUPLOTEPES TNV TLY OO AAANAOVYNGN OAOKAN POV TOV YOVIOSIDUOTOS
(WGS) M palikn mapdiinin aainiodymon (MPS), t otoyevpévn (Targeted) n
YPOUOGOUO-ETAEKTIKY] aAANA0OyMmon (CSS) kot v aAAnilovynon Pacicpévn ctov
TOAVLOPPIGUO VOGS VoukAeoTIdioVL (SNP).
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KoBnhg 1 teyvoroyia d1aoidetor og maykdoo eninedo, eppaviCovrar petaforés oTig
pueBOO0VE TPOGOIOPIGHOL aAANAoVYioG Kot PromAnpogopik®dv aAdyopibuwv. Kdabe
HEB0OOG €xel CLYKEKPYEVO TAEOVEKTNHOTA YOO TO KAOE KPLTnplo: UNKOS TV

TEPLOY DV, aKPiPeLa, xpOVO EKTEAECNG KOL ATOJOGN.

> Whole Genome Sequencing # Massively Parallel (Shotqgun) Sequencing

(MPSS)
To NIPT mov Baciletor 6to WGS eivar ) tpodtn pébodog mov sonydet to 2011 oy

KAMVIKT] TTpaEn HETOED TOV GAADV TEYVIKOV &VO TPOGPEPETOL MO OO TOAAES
etapeieg. XtV TPOGEYYION 0T, WKPEG TepPloyEs (reads) Tuvyxoio emdeypévov
Opavopdtov DNA oto mhdopo aAinAovyovviol Tautdypova («ualikn mapdAAnin»)
emrpémovtag TV Toyelo aAAnAodymon exatoppvpiov popiov DNA oe eminedo
avdAvong evog voukAeoTdiov. OvclaoTtikd pHovo éva KAAopo and Kabe Eva Opadopa
DNA oAAniovyeiton (tomwed 36 (edyn Pdoeov) oArd ovtd apkel vy va
yoptoypapnet éva Opavouo DNA oe pio povadikn 0éon oto avBpomivo yovidioua
Kol £€T01 Vo ovoyvoplotel To ypoudcopo ar’to oroio mpoépyetat. Edv to éuppvo
QEPEL 0L OTOTIOTIKG ONULOVTIKT TPICOUIN, OVOUEVOVTOL TEPIGGOTEPA OPaVCIATO TOV
TPICOUKOD YPOUOCOUATOS GE CVYKPLON LE OVTA VOGS SUTAOELOOVG.

Amo 10 2008 ko perd, m amddoon g ypnons s MPS yio v aviyvevon g
euPpuikng tprompiog 21 €xel emkvpmbel omd pia oelpd KMVIKOV HEAETOV PEYOANG
KAMpoKog, Opmg 1 aviyvevon tov epufpuikdv tproouov 13 kot 18 £yet amoderybel ot
amotelel TpokAnomn Aoyw towv GC mepoydv ota epumiekopeva ypopocsopata. Iap
'OA0. avTd, N xpNon aAyopiBuwv BlomAnpopopikng £xel amodeiel OTL EMTPEMEL T
BeATIOUEVT QViYVELOT TOV TPICOUIDV OVTOV.

Edv o apBudc tov Opavopdtov DNA and 10 ypopdcope 21 oto deiypa SoKung
etvan mep1ocotePo omd 3SD (Tumikég amoKMGOELS) HOKPLAL 0o TNV avapevopuevn (onA.
z-score >3), avtd Oewpeitar éva anotélecio LYNAOD KvdHvov Yo v Tploopio 21,
Me 11¢ pnebodovg avtég emiong dev pmopovv va aviyvevBovv ot 1ooluyiouéveg

petabécerc.

> Targeted # Chromosome-Selective Sequencing (CSS)

Eneion 10 MPSS dev eivarl eKAEKTIKO OTNV  YPOUOCOMIKN TPOEAELCT T®V
Opavopdtov ariniovyiog DNA kot to ypoudcopa 21 aviimpocwnedel mepinov povo

10 1,5% tov avBpomvov yovidiopotog, givor amapoitntn n aAAnAovynon ToAA®V
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ekatoppvpiov Opavopdtov dote va eEac@aiiotel enapkng aplOuds YpOUOCHOUATOV
21. Emiong peydlo pEPOG TV TANPOQOPI®V TOV  AopPdvovtol TapauEVvel
axpnowonointo. Mw evarraktikny Avon yw 1o MPSS mov pmopel va Eemepdoet
OVTOVG TOVG TEPLOPIGHOVG €lvarl 1 eMAEKTIKY] (OTOYELUEVT) GAANAOVYNON TV
YEVETIKOV TOTOV LOVO 0mtd OTA T YPDOUOGHOLOTO TOV EPEVVOVTOL.

Apretéc pedéteg £0€1Eav OTL e TNV EMAEKTIKTY EVIGYLON GLYKEKPYEVOV TEPLOYDV
010 ypopocopa 21 kot 18 ko v emakdAovdn avaivon pe MPS, pia pébodog mov
aVOQEPETOL MG YNEoKY avdAvon emieypévov meploywv (Digital ANalysis of
Selected Regions, DANSR), o ap1Buog tov reads mov omatteiton yio v agdmot
aviyvevon tov gufpuikav tpiocopov 18 N 21, eivor onuovikd pkpdtepog amod
exeivov mov amotteiton yo mpooeyyioelg pe MPS oAOKANPOL TOL YOVISUDUATOG, LE
tautoéypovn pelwon tov KOGTOLG CAANAOVYMONS KOOMDC Kol TG amodnkevong
OEQOUEV@V.

To mocootd aviyvevong g tproopiog 13 pe otoxevpévn odiniovynon tov cFDNA
0TO UNTPIKO TAACHO, EIVOL YOUNAOTEPO OO EKEIVO Y1 TNV OVIYVELOT) TOV TPICMUIDV
21 xou 18. Mio mBav €€Rynon Tov YOUNAOTEPOL TOGOGTOV OVIXVELONG NG
tpoopiog 13 pe NIPT oe oOykpion pe v tpioopio 21 eivor 0Tt 6TIC £YKLUOGVVES L
éuBpova pe tproopio 13, vdpyel TEPLOPICUEVOS UOCOUIKIGUOC TOV TANKOUVTO LE
VYNAG TOGOGTO KLTTAP®V TOL £ivol SVCOUIKA EVD 6TV Tptompia 21 dAa Ta KbTTOpa

TOV TAAKOVVTQ EIVOL TAVTO TPIGMUIKAL.

> Single Nucleotide Polymorphism (SNP)

Ta SNPs eivar puotoroyués yevetkég maparrayéc mov gpeoavitoviar oe >1% tov
TANOLGLOV KO LITOPOVV VO, xpNCLomoinfovy yia T odkpion petald dvo atouwv. H
epappoyn g avdivong twv SNP oto NIPT pe Bdon to cffDNA Ponbd va
npoodtoptotel M dpopd 610 DNA peta&d yovéa kot moudod, kabdg Kot ot
TapaALayES 0pLOLOD aVTIYPAPOV.

>10 NIPT mov Paociletor ot SNPs, 1o DNA eEdyeton Eexwplotd omd T0 UnNTPIKo
TAAop (Tov mepLEyel IKTO pnTpkd ko epPpuikd cfDNA) kot amd to unTpikd
Aevkokvttapa (kabapd untpiko kuttapikdé DNA) péom tg multiplex PCR [64]. Xt
ouvéyelo aflohoyobvtoar mepimov 19.488 SNPs kot kaBopilovior ot oyetiKés
TOGOTIKEC GUVEIGPOPES TOV UNTPIKOV Kot ToL euPpuikod DNA 610 puntpikd mAdcua.
‘Eneita 0 guPpuikdg yovOTUTOC GUUTEPAIVETOL GUYKPIVOVTOG TO. OTOTEAEGLLATO TG

OAANAODYMONG TOV UNTPIKAOV AEVKOKLTTAP®V pE TO TAGou. Agdopévov OtL pio
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untépa mepva Eva ypopocopo amd kabe Levydpt xpOUOCOUATOV GTO TOdLd TNG, N
YPOUOCOUIKN KATAGTAOT) Uropel va taStvoun0el og povooopio (LOVo Eva avtiypogo
amd T UnNTépa. M TOV TOTEPA), QLGLOAOYIKT/dvoopia (éva avtiypago omd KdaOe
yovéa), Tproopio (emmAéov avtiypoa@o om’tov €vov 1| ToVv GAAOV), 1| LOVOYOVEIKN
dtompia (ko o dVo avtiypaga amd T UNTEPA 1 TOV TATEPAL).

2vykpivovtog Tig katavopég tav mapatnpodpeveov SNP 6to mldopo pe owtég mov
avapévovrol, uropet va tavtomomBel o mbavotepog yovoTuTOC TOL EUPPLOL. Qg K
T0UTOoL N HEB0dOG Tov Paciletar ota SNPs dapépet amd Tig pebddovg MPS kot CSS,
kaBdg Eeympiler Tic pntpwkég omd TG euPpuikég mnyég DNA evd pmopel va

EVOOUATMOGEL TNV TUTPIKT TANPOPOPia.

Avarpifin aroteléocuara

Onwg mpoavaeéptnke, to NIPT €xel avénuévn gvaisOncio oty aviyvevon Tov mo
cLVNOGUEVOV TPICOMAOV Kot Alyo pkpotepn Yoo v povocopio X. Ta otoTiotikd
otoyeior amddoong emPePordvouv OTL TPOKELTAL Yo VOV EAEYXO UE TOAD UEYOAN
akpipela [65]. TTapdra avtd dev pmopei va BempnBel dayvwotikdc. Ot Adyot yio Tovg
omoiovg umopet va vdpyovv avakpiPn arotedéopato ivor froAoykol, TeyVIKol 1/Kot
dyvootot. Ot kuprotepot ivat:

. Bioloywkol mapdyovteg

. [epropiopévog pocaikicpog tov mhakovvta (CPM).

O meplopIopéVog HMCUIKIGHOG TOL TAakoLvte cupPaiver dtav o mTAakoOVTOGC
enpovifel pol ypOUOCOUIKY avopoiio, oAAd 1o £uPpvo  givol YPOUOGHUIKE
evooroykd. Eivor 1 mo ocvvnbiopévn artio wevdmg BeTik®dv amoteAecUdT®V TOV
NIPT kou cvoppaivel cuyvotepa yio v T13 kot v povocopio X og oyéon pe v
T18 7 v T21.

. Moo aikiopdg Tov mhakovvTa

YTAvVia, 0 HOOOTKIoCUOS TOV TAOKOUVTO WITOPEl Vo 0OMYNOEL GE YELOMSG OPVNTIKA
OTOTEAECLATO. XE QTN TNV TEPIMTMOOT, TA TPOPOPAACTIKA KOTTOPO TOV TAUKOVVTO
etva Katd kOplo AGY0 PUGIOAOYIKA EVA TO EUPPLO EYEL XPDOUOCOUIKT] OVOLOALQL.

J Aidvun kdnon pe ToAvdpdunomn evog euPpvov («vanishing twiny)

H moapovoia evog «e&apoviouévon S10LpHov» oTo TPOULE GTAdIN TG EYKVUOGVVIG
pmopel va mpokaAésel yevdmg Betikd amotédespa tov NIPT dtav to «eapaviopévor

otdvpo etvon TPIoOUIKO.

74



. Mn1pkdg HOGOTKIGHOGC

o Mntpkr| kakonOeto

H puntpwr xkakonbeto amotehel po omdvio oitio Tov avokpiodV omoTelecpdTov
NIPT mov dev avtikatontpilovv tov euPpuikd kapvdtvmo. To cfDNA mpoépyeton
KLpImG omd amoTTOTIKA AEVKA OLHOCPOIPIOL KO TUTIKA OVTOVOKAG TNV XPOUOCOUIKT
KOTAOTOON TOV dOTN TOV. X& OPIGUEVEG TMEPUTTMCELS, EVOC YEVETIKA OL0POPETIKOG
TANBvopdS KuTThp®V oV Plo&eveital 610 1010 ATOHO UTOPEl VO GUVEIGPEPEL GTO

oAko cfDNA, 6nwg oty mepiodo ™G KONGNG.

Eunopixa orabéoa teat NIPT

To NIPT mov Baciletar oto cffDNA yio avevmlogdieg pe ) ypnon Tpoceyyicewv
NGS egivaw n pdtn pébodoc NIPT mov eppaviotnke oty KAWVIKN TPOKTIKY KOl
aviyvedeL TNV Tproopio pe vymin axpifeia [66]. Méowm g ocuveyovg avamTvéng Kot
BeAtimong Tov adyopiBumv yia tnv aAAnAodynon Kot TNV avOiAvon ToV dE00UEVAV,
TOALG EUTOPIKA TECT givorl TP S1BEGIL Kot PP TOPOVGLALOVTOL TOPOKAT®.

1. MaterniT21 PLUS (Sequenom Laboratories). Tov Oxtoppio tov 2011, to
teot MaterniT21 PLUS, mov avantoyfnke amd ta epyactipu g Sequenom,
eupaviotnke otnv ayopd. Ilpokeitor yuoo €vo TEGT 7OV AVIXVEVEL YPOUOCOLKES
avVOUOAlEG TV ypopocoudtov 21, 18 kot 13 o povipelg kot mOAAATAESG KUTOELS
a6 o untpkd aipa. H evasOnoia g e&étaong MaterniT21 PLUS kvpaivetoar amnd
99,1% yw v tproopia 21, >99,9% ywo v tpoopia 18 kot 91,7% yo v tproopia
13, drutnpodvtog Evav puOud Yevdmc OETIKOV 0moTEAECUATMOV TOAD YOUNAO.

2. Verify (Illumina Laboratories). Tov Mdéptio tov 2012, 1 Verinata Health
dpyoe vo mTpooeépel to mpoyevvnTikd teot Verifi 6e mapOYOVG VYELOVOIKNG
nepiBoiyng otig HITA. H doxiun Verifi aviyvevet 11g tpioopieg 21, 18 kan 13 and éva
puoévo delypo aipotog g uNTépag Kot eVOEikvuTOl Yoo €YKLEC YUVOIKEG e
povoyoveiky xomon omd v 10n  efdoudda kot pe vynid kivovvo yu
aveELTAOEWIGHO Tov guPpvov. Ot evausOnoieg eivar >99.9, 97,4 wor 87,5% vy TG
Tproopieg 21, 18 kot 13, avriototya, evd ot e101KOTNTEG Eivan OAeg TAV® amd 99,6%.
3. Harmony (Ariosa). Tov Mdawo tov 2012, 10 mpoyevvntikd teot Harmony
dwtédnke oty ayopd amd tnv Ariosa Diagnostics (1 omoia avikel mAéov TNV
Roche) (ewova 12). H doxuf otnpiybnke oe o doktnen otoyxsvpuévry MPS

JdoKOGio, TOV OVOUACTNKE «ynolakn avdAvon emieypévav teploy®vy (DANSR),
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n omoio. ovodver pikpd Bpavopota DNA amd cuykekpluéva ypoUOGOUATE NG

UNTEPOG Kol TOL EUPPVOL TOV KLKAOPOPOVV GTO UNTPIKO Ol Yio Vo TopdcyovV

Patient requests the Harmony® Test

Genetic counseling

Blood sample is taken

Physician & patient complete the request fForm

Sending of the sample

Test is performed

F206 | 1)
Pix, | DYP(D)

FORTE
analysis

Data analysis and report creation by medical doctors

Result is sent to the requesting physician

Costs billed to patient's account (only fFor a successful test) and
payment receipt is sent to the patient

Doctor reports findings to patient including
genetic counseling

axpin amoteréopata. Oco vymAdtepo gival 1o Ttocootd tov FF, 1660 peyodvtepn
EUTMIGTOGVVT] VTTAPYEL GTO OTOTELEGLLOL.

Eixova 12: Harmony test [66].

4, Panorama (Natera). To 2013, n Natera dpyice vo TPOGQEPEL QVTO TO TECT
NIPT yw v aviyvevon tng tproopiog 21, 13, 18, g euppuikng povoswpiog X, g
tpuhogdiog Kat, v {nmnbei, to euPpouikd eOAo otig povipelg gykvpocvves. To
Panorama teot givan o povo gumopikd drabéoipo NIPT mov avarder SNPs yia tov

TPOGOLOPICHO TOL OPLOLOL AVTIYPAP®V TOV XPOUOCOUATOV.

I govexTijuara Kou pusrovektTipuoata Ty pedooov
Ta mieovektnuato ¢ nebddov e&étaong pe 1o eErebBepo epuPpuid Dna eivar ta €ENg

[67]:

o Agv vrdpyet kivovvog amoBoing Tov eufpvov, ce avtiBeon pe Tig emepfoticég
npoyevwnTikég  pebodovg mov  vmapyer éva 1% mocootd  amoPoAng, ywoti
TPOLYLLOLTOTOLEITOL LLE L0 OTAT) QLULOANYia atd TNV £YKLO.

. Emupénel v mpopdtepn dtdyvmon Adym tov O0TL to AehBepo epPpuikd Dna
KUKAOQOpPEL KOt aviyveELETAL GTO Oipla TG UNTEPAG omd TV 51 KLOAog gfdopada g

Konong.
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o [Mopéyetl Eykapn dtdyvwon tov AoV and T TPMTEG EfdONAdES TG KONoNG
Y10l TOV KOADTEPO KO OMOTEAEGUOTIKOTEPO EAEYYO PVAOCHVOETOV VOS|LAT®V.

. O mpoyodtepog €heyyog aporpel onuavtikd @yyog amnd tovg yovelc, mov
emBopovy va yvopilovv Eykapa Tig mOavEG EMITAOKESG 6TV KVUT\OM Yo TO EUPPLo.

. Eni Oetikdv amoteleoudtmv TapEYETOL GTOVS YOVELG TEPIGGOTEPOG YPOVOS Y1a

TN AP COGTAOV OTOPACEDY OGO QPOPA TNV £KPaOT TNG EYKLLOGVVG

Kémowa petovekmpoto tapovstdaloviotl katd Ty epapproyn g pebddov e&€taong pe
10 ghevBepo euPpuikd Dna 6cov 0popd YpOUOCOMKES avouaAies tov guppvov,
TAPOAO OV M JAYVOGTIKTY evosincio 6Gov apopd Vv Tpromuio 21 £xel pTAGEL GTO
99% pe yevdmg Betikd amotedéopato 610 1% kot Aydtepo, vdpyovv akopo Kémolo
TpAypato vo Anedodv v’ dyv:

. ‘Ewg onuepa, evdd €0A0Y0 m0cd PEAETOV LTOGTNPILOVY TNV YPNCIUOTNTA TNG
un enepPatikng avtne pHeBOdOV o KLNGELG LYNAOD KIVEDVOL Y10 TV OVAYyVAOPLoN
TPIoOUOV, Kopio peAETn Oev  €xel  ovoeepbel oty oxéon  KOOTOUG Kol
OMOTEAECUATIKOTNTAG €6V ot N HEB0d0g KabepwBel otov un emepPotikd Ereyyo
OTNV HOLEVTIKT TPOYEVVNTIKY GPovTida KaOe Kbnong.

. To medio g péxpt Tdpa Epeuvag elvarl g 1O LYNAOD KIvOHVOL KLT|GELS Yo
OeTIKEG A0 TOV VIEPNYOYPAPIKO EAEYYO YO TPLO®UIES | AOY® HEYAANG NAKinG NG
gyxvov. H gpappoyn g pneboddov oe Kavovikés kKumoels aloloyeital autn T oTiyun
oe ev eEeMéel pelétec.

. INo ypopocopmoakés avoparies extdg omd v tpoopio 21 kot 18,1 pnébodog
UTOPEL VO 0ONYNOEL GE £VO GNUOVTIKO TOCOGTO YELOMC OETIKOV amoTELeGUATOV. Agv
VILAPYOVV APKETEG LEAETEG Y10 TNV TPLo®pia 13 Kot @uAOGUVIETEG 6TO X YPOUOCHLLOL
YPOUOCOUINKEG avoUoAieg Tapdro mov meplhapPdvoviar o6Tov NN VEAP)OoV
YPOUOCOUIKO TPOoyevwnTIKO €Aeyyxo. 'Etol o ovpPatikog péypt topa €eyyxog Le
VIEPNYOYPAPT O KOl OUVIOTIOPAKEVTIOT) OTOOEIKVOETOL TPOS TO TAPOV MO AGPOANG
LEB000G OGOV APOPE TO SLUYVOOTIKA OTOTELEGLOTOL.

. Ot épevveg 6oV apopa TNV didvun Komomn mpog to mapdv givor averapkng. To
Kk60TOG NG €€€TaoNg mPOG TO TOPOV €lval TOAD HEYAAVTEPO amd TO KOGTOG TNG NOM
EMEUPOATIKNG KoL U TPOYEVVNTIKNG OyveOonG, Kot 0ev KOALMTETOL Ond T

ACPOAGTIKA TOUELD.
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o Amd ) otiyun mov 1 e€étaon dev aviyvedel avOUOAIES TOV VEVPIKOD COANVA,
0 VIEPNYOYPOPIKOG EAEYYOG KOl O EAEYYOG TNG A-PETOMPOTEIVNG £ival avoyKaiol 6To
devTEPO TPiUNVO.

. Ol eMOTNUOVIKEG KOWVOTNTES OEV GUGTIVOLV OKOUO TNV €E£TOCT GTO YEVIKO

TAnBvouo.
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XYMIIEPAXMATA
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O mpoyevvnTikog éheyyog eivar Eva avomdoTUGTO KOUUATL TNG TopaKoAoLONoNG NG
KONONG Kol Uiol 1010HTEPO, CNUOVTIKY] ETA0YT Yo OAa To. (EVLYAPLO TOV TEPIUEVOVV TO
EVYAPIOTO YEYOVOS TNG YEVVNONG TOL OO0V TovG. O TANpo@opiec mov mapEyovTon
amd TOV TPOYEVVNTIKO €Aeyxo, €xovv ocav okomd va Pondfcovv ot cmoTY
EVNUEP®OT], TN GLUPOVLAEVTIKY] Kol OTN ANYN amoPiace®V ylo mlavi] ovaykn
TeEPALTEP® dlEPELVNONG TOL gUPpvov. Mg Tov TPOYEVVNTIKO EAEYYO GKOTEDOVUE V.
eléyEovpe av ol yovelg eivar @opelg kdmolov voonuatog mov Ha pmopovce va
KAnpovounbei oto moudi, va dtokpivovpe EuPfpva mov eivor VmOmTOL Yoo KATO0
YPOUOCOUIKO GUVIPOUO MOTE OTN GLVEXEWL Vo amokAgicovpe (1 va Pefardoovpue)
TNV TOPOLGia TOL KAOMG Kot Vo Sl yVAOGOLLE GLYYEVELG ovopoAies Tov pPpvov Tov
dev oyetilovron pe cHVOPOLLAL.

To screening eivar po. Tty TNG TPOYEVVNTIKNAG QPOVTIONG, 7oL €0TIAlEL OTNnV
aviyvevorn TPoPANUATOV GYETILOUEVOV HE TNV KUNON GE OGO TO dLVATOV VOPITEPO
otadw0. O éheyyog amoteheiton amd po Gepd EETAGEMY, TOL YIVOVTOL GTNV apyn TNG
EYKLVHOOUVNG HE 0TOYO TNV €£00PAAION TNG KOANG VYElag Tov eUPpOov aALd KoL NG
untépag. Ot Tpomot pe Toug omoiovg yivetal o €Aeyyog sivon gite emepfotikol ite pn
emepPoricot.

H épevva oty mpoyevvntiky ddyvoon ta televtaia ypdvia £yl emikevipmbel oty
avamTuén poG ypnyopns, aceoiovg Kot pe okpifeior peBOdov dapOPETIKNG amd TIg
epapuolopeveg emepPatikég ko un emepPatikés, 010t ov pev emepPartikég pébodot
EVEYOLV 1OTPOYEVEIG KIVOVVOUG OTOAELNG TOV EUPPLOL Kot glvar xpovoPOpeS, oL d€ un
emepPoticég  pébodor (N oporoykr] dokipoacio  palikod  €Aéyyov kol TO
VIEPNXOYPAPT L. TOL EUPPVOV) £XOVV LI VYNAT YEVLOMC OETIKT OOy VOGTIKY TIUT.
20yXpoOveGs, Yivovtol TPooTAOEIES Yol TV E1GAYMYN KAVOUPIOV HOPLoK®Y HeBOdmV
avIAVONG TOL YEVETIKOV VAIKOD TOL EUPPVOV GTNV TPOYEVVNTIKY S1dyvwon poutivog,
pe okomod TV peimon Tov ¥pOVoL avapovig amd TV emepfotiky Aym Broloyucod
VAKOV 0md To EUPPLO, UEYXPL TNV SLAYVAOGT) GUYKEKPILEVAOV OVOUOAM®DY TOV EUPPLOV
Om®¢ etvar o1 YpoHocoMIKES avevmiogdiec. Tlapd to yeyovog OtL pe ) ypnon Tov
VEOV aLTOV HEBOOWMV, LEIMVETAL OPOLOTIKG O XPOVOG TOV OTTOLTEITAL Y10 TNV OVOALGN
0V gUPpLikoy YeVETIKOD VAIKOV, €VTOVTOIS, TO POciKO TPOPANUO TOV KIVOLVOL
ammAelog Tov guPpvov eEantiog ™g emepuPatikng ANyng Poroykod LAIKOL amd To
EUPpvo TapapEVeEL.

O emepPatikog reyyog yivetan pe ™ Aqym tpo@oPractng (CVS) katd v 11n-14n
gfoopdon tg Khnong, Omov HEG® oG AEmTNG PEAOVOG TTOL EGAYETOL GTN UNTPC,
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Aappdveton £va pkpd detypa omd Tov TAAKOUVTO 1] LLE TNV OUVIOTOPUKEVINGT KOTA
™ 16m-18n gfdoudda, 6mov pécm g Perdvoc Aapupdveton apviakd vypod. To detyua
and TG emeuPatikés ovTEC HEBOOOVG OMOGTEAAETAL Y10 YPOUOCMOUIKY] — YEVETIKN
avéivon. Ov emepPatikés pébodor ovvdéovtar pe TOAD pIKPT avENOT TG
mBavotrog omofoAng Katd Tic MuEPes mov akoilovBovv T dwdikacia, ce Eva
mocooto 0,01%-0,07%.

O o16Y0¢ ™S £pELVOG OTNV TPOYEVVNTIKY O1yvwon €ivorl vo EKUNoEVicel Tov Kivouvo
™G OMAOAEWG TOV EUPPVOV, TOPUKAUTTOVTIOS TNV emeufatiky Aym Proloyikov
VAoV and o €uPpvo M omoia evéyel Tov kivouvo amofoing tov guppvov. Ta va
npoypatoronfel avtdg o otOYOG eivan amapaitntn N TOPOYN, € OAES TG €YKVOVG
YOvaikes, Hog otyovpng Un enepPfatiknig aviyveuTikng otadtkaciog, n omoia Bo £xel
peydio mocootd emtuyiog. H amoxpumtoypdenon tov avlp®dTvoy yovidlduoTod,
TPOCPEPEL VEX YVAOOT Kot epyaleia Yo v mpoondOeia avthy. H Pacikn éwg tdpa
TPOCEYYION TPOG avT TNV KatehOBvvon agopd kvpimg Tov gviomiopd Kot TNy
ATOUOVOON EUPPLIKOV KLTTAPOV omd TN UNTPIK KukAogopia. Ot meplocdtepeg
€peVVeEG EMIKEVTP®VOVTOL 6TO EAeVBePO euPpLikd Dna mov kvukAo@opel 610 PUNTPIKO
TAGGLOL.

H pebBodoroyio un emepPotikod mpoyevvmrtikod eréyyov (NIPT) pe ekevbepo
euPpuikd DNA (cfDNA), oe detypo untpikod aipotog, Uropetl va avENGEL GNUOVTIKA
T0 TOCO0GTO aviyvevong Tov eufpdov pe Tproopio 21 kol vo HEWOCEL TO. YELODG
Oetikd amotedéopota. @aivetal vo mposeEpeL pio KaAn ADoN Yo TG yuvoikes, oAl
KOL Y10 TOLG EMOYYEAUATIEG VYElOG, OTN OlYEIPION TOV «EVOAUEGOL» KIVOHVOL
TEPUTTMOOEWMV.

210y0¢ elval va pelwOel To KOGTOG Kol 01 EVEPYEIEG GTNV KONON O TEPITTMOGELS TOL
dev vmhpyel Kivouvog péco omd TNV oMot Odyvmorn ToV VOSUAT®V oL
TPOKVTTOVV O o eykvpoovvn. Ta amotedléopata sivor evBappuvtikd Kot ivar 0épa
YPOVOL VO EPOPLOGTOVV GTOV EAEYXO POVTIVOS TNG Kumons. Me andtepo okomd v
HEIOON TOV YEVWNOE®V VEOYVAOV e TPICOUIES, oOvopoud oyxeTilOpeva Ue

YPOUOCOUIKES OVOUOAMES PLAOGVVIETOL YOPAKTNPA K. 4.
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IHEPIAHYH

Ewayoyq — Zkomog: O mpoyevvntikOg éleyyog (SCreening) eivor pio, mooyn g
TPOYEVVNTIKNG QPOVTIONS, TOV £0TIALEL TNV aviyvevon TPoPfAnudTev oyeTilopevmv
pe v Komomn o€ 660 10 SVVATOV VOPITEPO GTASL0. LTV TOPOVLGH Epyacio pe Paon
™ ovotnuatiky mapdbeon ko enefepyacio Tov  cVyxpovav  BiAoypapikmv
avoQopmY  EMyElpeital o obvtoun ovackomnon tov  peboddwv - screening
YPOUOCOUIKDY OVOUOA®V oTtnv  KONoN He 1WOwitepn EUQOCN OTOV  TOXEWMG
egeMooopevo un emepPotikd ELeyxo xwpig va TopaAelPOovV o1 KAUCIKEG — Kol GE
KAmOleg TEPUTMOELS avayKaies — ur emeppoatikég pébodot aviyvevong.

YAké — M£00ooc: To vAkd tng epyaciog ekponenTnke amod ™ Aedvn, tnv EAAnvikn
BpAoypagia ko apBpoypapio aALE Kot omd To AladikTvo KAvovtag xpnon enionuo
AVOYVOPIGUEVOV TTNYOV.

Yopumepacpota: O TpoyevvnTikog EAeYY0G amoteleital amd o GEPd €EETAGEWMV,
Tov yivovtor otnv apyrn s Konong pe otdyo v e€acediion g KoAng vysiog Tov
euPpvov aArd kot g puntépag. Ot tpdmotl pe tovg omoiovg yiveton o €heyyog eivan
elte emepPatcol eite un emepPoartikoi. Xvyypdvemg, yivovior mpoondbeieg yoo v
EI00YMYN KOWOUPLOV HOploK®V HeBOdV aviAlvong Tov YEVETIKOD VAIKOD TOL
euPppvov otV TPoyeEVVNTIKNY O18yvmOT| povTivag pe 6TOY0G va. LelwBel To KOGTOS Kot
Ol €VEPYELEG OTNV KONON OE MEPIMTMOELS TOV OEV LIAPYEL Kivouvog HEcO amd TNV
OM®OTH SLAYVMOOT) TOV VOGT|LATOV TOV TPOKVTOVV GE [0 EYKVUOGUVY).

AEEELS - KAEWLA: TPOYEVVINTIKOG €AeYY0G, Un emepPatikds, emepPatikds, EMMAOKES,
KOMOoM K.0.
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ABSTRACT

Introduction - Purpose: Prenatal screening is an aspect of prenatal care that focuses
on detecting pregnancy-related problems at the earliest possible stage. In the present
work, based on the systematic citation and processing of modern bibliographic
reports, a brief review of the methods of screening chromosomal abnormalities in
pregnancy is attempted, with particular emphasis on rapidly evolving non-invasive
intravenous intravenous examination without omitting classical - and in some cases
forced.

Material - Method: The material of the work was extracted from International,
Greek bibliography and articles but also from the Internet using officially recognized
sources.

Conclusions: Prenatal testing consists of a series of tests, which are performed at the
beginning of pregnancy in order to ensure the good health of the fetus and the mother.
The ways in which the test is performed are either invasive or non-invasive. At the
same time, efforts are being made to introduce new molecular methods of analyzing
the genetic material of the fetus in the prenatal routine diagnosis in order to reduce
costs and actions in pregnancy in cases where there is no risk through proper
diagnosis of diseases that occur in a pregnancy.

Keywords: prenatal testing, non-invasive, invasive, complications, pregnancy, etc.
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