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6. MeraididEeic

To yeveTtkd UNIKO urtopel va uttootel ahAay€G UE TIOA-
AoUG dlapopeTikoug tpdtoug. To yeyovag autd dev mpo-
KaAel EKTIANEN. 2KepBeite e TTOOOUC TPOTIOUG UIopEl va
aANa&ouv ot AéEelg mou unidpyouv ¢’ autr ) agAida. Ot
aAlay€c atv aAAnAouyia tou DNA, rtou ovouddovtal pe-
TaAAGEeIg, dnuloupyouv ouviBwe €va BLAYOPETIKO Palvo-
TUTIO, XWPIG OJWG auTo va eival avtote anapaimto. Auto
eEaptaral and tov TPOTO WE TOV OTIoio N aAlayn erudpd
0TO YOVIOLaKo Tpoidv, dnAadr oy TMPWTEvN.

Ol yeveTl0T€g Katatdooouv TI¢ peTaAld&elg ae duo
peydieg katnyopieg: TG yovidIakES Kal TIG XpWHOOWHI-
K€G. O TUTIKOG QUTOG BlaxwPLoPOg oxeTideTal ue v €kta-
o1 ¢ alayng. Av aut agopd pikpo aplbud paccwv,
OTIG omoleg oupBaivel avtikatdataar, mpoadnkn n EAAEL-
gn, TOTE ovopdletal yovidlakn HETAAAAEN. Av agopd ahlha-
YECQ 0€ UEYAAUTEPO TUNMKA TOU XPWHOOWUATOS, ovopdletal
XPWHOOWIKT) avwuaAia.

O1 petal\@€elg eubuvovtal yua tm dnuioupyia YEVETIKNAG
TIOIKINGTNTAG OTOV TIANBUONO, Yia TIOAAES KANPOVOUIKES a-
00€veleg, KaBWG Kal yla TIOAAEG MEPUTTWOELG Kapkivou. Me-
TaAGEELG propel va oupBolv g€ OTIOLOdNTIOTE YEVVITIKO 1)
OWUATIKG KUTTapo. MAvo ot HETAANGEELS TWV YEVVNTIKOV
KUTTapwv, ev toutolg, uropei va petapiBactolv amno m wa
yevid omv enduevn Kat ylautd eivat urneuBuveg ya m on-
Houpyia KANPOVOUIKWV agBevelwv. AUTO Opws O anuaivel
OTL Ol OWUATIKEG HETANGEELS €lval AtyOTEPO OMUAVTIKES Yld
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v uyeia. Zmv mpayuatkdmra anoteAouv v MAEIOVOTTd
TWV HETAAGEEWY, DEDOUEVOU OTL Evag EVIAIKOS 0pYAVIOUOC
aroteAeital and 10" mepimou kUTTapa.

H ueném me dpenavoxunapikic avaiioc
anoiedei 0iaByd omn Karavonon 1oV UNXaviouwy
onuioupyiac 1oy peroAnGEewy

H mpwtn yevetkn aogBgvela mou Bpednke OTL givat
AroTENETUA OUYKEKPILEVNG YOVIOLAKNG HETAANQENG Tav N
dpenavokuTTapiki avaipia. H acB&évela ogpeilel v
ovouaoia Mg 010 XapakInpPLloTIKO dPETAvOELDES OXNUa
Tou Taipvouv o€ ouvenkeg EAAewdng o&uydvou ta epu-
BpokUTTapa TWV AtéUwWV TOU Ttaoyouv. Ta dpemavokuTta-
pa eumnodifouv TN GUALOAOYLKY KUKAOQOpia Tou aipatog
oTa tpxoeldr] ayyeia. To 1949, o Linus Pauling kat ot gu-
VEPYATEQ TOU avakdiuyav OTL 1 algoo@alpivn twv evnAi-
Kwv, HbA, Ttou artoteAeital and 1€00€pLG TIOAUTIETTTIOIKES
aluoideg, U0 a kat duo B, dLEQEPE OTA PUALOAOYIKA
atoya o€ ox€0N Ue ekelva Tou €rnacyav arod dPEMaAvoKUT-
tapikni avawia. H diapopa evrornifetal 0to €KTO AUIVOEU
MG B-TIOAUTIEMTIOIKT|C aAuaidag, Omou 1o YAOUTAULVIKO
0&U avtikabiotatal and Bahivn. H petalhaypévn aoopat-
pivn aupBoAiletar wg HbS. H ahhayr] otv akoAoubia twv
apwvo&Ewv eival anotéAlegua piag yovidlakng HeTdAAagng

Eikéva 6.1. H d3pemavoKuTTapikr avaigia dnuioupyeital anmd pia HeTAAAagn Tou yovidiou 1mou KwdIKoTrolei TN B mMOAUTTENTISIKH aAu-
0ida TNG aipooPaipivng. d. ZTo HOVTEAO TOU HOPIOU TNG aipooPalpivng paiveral n akpiBrig 6€ong Tng peTAAAaEng B. PUCIOAOYIKO

£PUBPOKUTTAPO, EMAVW KAl SPEMAVOEISEG EPUOPOKUTTAPO, KATW.

duacioloyikr B-alucida aipoopalpivng
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0NV TPUTAETA TIOU KWOLKOTIOIEL TO YAOUTAULVIKO 0EU. 2TO
u6pto tou DNA dnAadny, alhalel pwa BAaon Kat To GualoAoyt-
KO KwOKOVIO GAG, ToU KwOLKOTIOLEl TO YAOUTAULVIKO, avTL-
katabiotatat and 1o GTG, nou kwdikorolel ™ BaAivn. Au-
M n HeTdAAagn odnyei oe ahhayr| mg otepeodidta&ng me
apoogalpivng, 1 oroia €xel WG arMoTEAEOUa v aiayn
MG HOPYPNC TWV PUBPOKUTIAPWY, TA OTIoia Ttaipvouyv xa-
PAKTNPLOTIKO dpemavoeldeg oxnua (Ewkova 6.1).

AcBeveig e dPEMAvVOKUTTAPLKY| avatia givat opoluyot
yla 1o petarAaypEvo yovidlo rou ouppoAiletal e B°. Katd
ouvérnela rapdyouv pévo HbS, kat kaBéhou HbA. Ta etepo-
{uya atopa (Popeig), mou Exouv €va GUALOAOYIKO B Yovidlo
Kal éva JetarAaypevo, eivat KAVIKA pUaLoAOYIKA. ZTa dToua
autd oupPaivel dpeMAvwan HOvo o€ OUVONKES PEYAANG €A-
Aewng o€uyovou, Onwg oe UPOUETPOo Avw Twv 3.000 m.

Yndpxouv nofldloi dinwopenikoi rinol
yovidiakwv peraindewy

To napadetypa mg dpenavokuTtapikig avapiag dei-
XVEL OTL Yia aoB€vela propel va eival To arnotéAeoua avtl-
Katdotaong piag povo amo ta dloskatoupupla Bacewv
DNA! AA\ay€g autoU tou tUTou ovoudlovtal onPEIaKES
peTalAa&eig, kal propei va €xouv molkila amoteAéopata
0TnV TPWTEIvVN TIoU Tapdyetat arnod 1o avtioTtolyo yovidlo
(Ewk6va 6.2). 2V mepimtwan mou n dlagopETIKN TPTAETA
TIOU TIPOEKUYE KwdLKoToLel To (810 apvo&U (OUVWOUULO K-
OKOvL0) dev aAAAleL 1) akohouBia auwvo&Ewyv oty Tapayo-
HEVN TIPWTETVN.

2TIG TIEPLOOOTEPES OUWC TIEPUTTWOELS HLA ONUELAKT
METAAAQEN Onuiloupyel pia TPUTAETA TIOU KWALKOTIOLEL Eva
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Orav 10 Yovidlo «ueyaAwver» and yevid o€ yevid

Evag tumnog peTAANAENG TToU avakaAUupOnke mpoo@ata eival n TPLVOUKAEOTIOIKY EMEKTAOT), KATA TNV
omoia au&dvetal o aplOudg Twv eNMavalNPewVv PHiag CUYKEKPLIMEVNG TPUTAETAG VOUKAEOTIDI(wV amnd yevid
o€ yevid. H TplvoUukAeoTISIKY eMEKTAON glval TO AiTlo TNG MUOTOVIKIG SUOTPOo®iag, Lag AUTOOWLLKNG ETL-
KpaTtoUg HopPnG MUIKNG duoTtpogiag n onoia eupavifetal pe coBapdTeQA CUMMTWUATA Ard TN Hia yevid
otnv enoépevn. MNa napddetyua, o nmarmoug uropel va epgavitel pévo rmia aduvapuia ora xépla. H képn
uropel va €xel pétpla aduvauia oe x€pla kat édia. Ta matdld Tng, €Aav KANPOVOUr\oouVv To yovidlo,
uropel va epgpavi¢ouv coBapn puikr) aduvauia. Na moAAd xpdvia n arttoAoyia autol Tou pALVOUEVOU 1-
Tav dyvwotn. EvrouTolg, noAlg mpoaodiopiotnke n aAAnAouxia Tou yovidiou, arntokaAupOnke OTL n erudei-
VWO TWV CUNMTWUATWY opelleTal otnv alu&non Tou pey€Boug Tou yovidiou. To yovidlo Ttou dnpuoupyel
TNV acBévela BpiloketTal oTo XpwHoéowua 19 katl epgavilel TTOANEG entavaAyelg tng TpmAétag CTG. ‘Eva
@PUOLOAOYIKO ATolo €xel 5 €wg 37 emaAVAANPELG TNG TPUTAETAG, EVW €va ATOMO TIoU TIAOXEL Eppavilel amnd
50 ewgq Kal XIALAdeq emavalyeLg.

To ouvdpopo euBpauctou X eival n dedtepn oe ouxvdTNTA, HETA TO oUVSpouo Down, attia dtavonTikig
KaBuoT€pnong mou oxeTieTal pe YEVETIKY avwpaAia. H ovopacoia tou ogpeiletal otnv 6padon, katw and
OUYKEKPIUEVEG OUVONKEG, MIKPOU TUNUATOG TOU XPwHoowuaTtog X otoug ndoxovrteg. Avahuon Tou DNA
£€3e1Ee OTL TO OUVOPOO TOU eUBpaucTou X oPeileTal OTO PEYAAO aplOud emavaAPewy TNG TPMAETAG
CGG otnv aA\nlouxia Bdoewv Tou DNA og éva ouykekpiuévo yovidio (EMR1) Tou xpwuoowuatog X. Ta
(PUCLOAOYIKA dtoua €xouv Katd péco 6po 30 emavalPeLg NG CUYKEKPLUEVNG TPMAETag. Ol emavain-
Yelg tng TpnAétag CGG ota dtopa 1ou TMAoxouv Eekwvouv amnd 200 kal EemePvoUv O HEPLKEG TIEPUTTW-
oelg Tig 1.300. Ta dtopa 1ou TIACXOUV €XOUV KANPOoVouioel To Yovidlo oe «havBdvouaoa poper)», dnAadr)
andé arépa mou dev mAoxouv aA\d p€pouv 50-200 entavalrijyelg tng TpumAérag CGG oto yovidlo (rpoue-
TAAAAEN). O aplOpdg TwV EMAVAANPEWY TNG TPMAETAG OE OLKOYEVELEG TIOU PEPOUV TN UETANNAEN O€ AAV-
6dvouoa poper) augdvetal amnd yevid og yevid.
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Eikéva 6.2. O1 KUPIEG KATNYOPIEG YOVISIAKWV HETAANGEEWV.
Ztnv €AAeIPn kal TNV mMpooBikn aAlAdaiel To mAaicio avayvw-
ong.

OlaPOPETIKO auvoEl Kal Katd ouvemela pa ahhaypevn
pwTeivn. Eav 1o d1a@opeTIKO apvo&u Bpioketal oTo evep-
YO KEVTPO €vOog ev{UPoU i} KOVTA 0€ auto, TOTE N EVEPYO-
mtd tou, dnAadr n kavotnta katdluong avudpdocwy,
uropel va ehattwdei 1) kat va undeviobel. Emiong, oe aAha
€(0n nmpwteivwv 1 yetd\ha&n propei va odnynoet oe al\a-
YR ¢ 0OUNG TOUG Kal OUVETWE Kal ¢ Asttoupyiag toug,
OTIWG 0NV TIEPITTTWOT NS dPETAVOKUTTIAPIKAS avalyiag.
2€ eAAYI0TEG TEPUTTWOELG [LA ONUELAKT] LETAANAEN UrtopEl
va JETatpEPel £va KwdIKOVLO, TIOU KWOLKOTIOLE( KAToLo a-
UWVOEU, o€ €va KWwAIKOVIO AENG, Ue aTtoTEAEOUA TOV TEP-
MATIONO ™G TOAUTIETTTIBIKNAG AAUCDAC. 2TIG TIEPLOTOTEPES
ano autég TIG TIEPITTWOELS KATAOTPEPETAL 1) AELTOUPYIKO-
mrta mg NMpwTteivng.

‘Evag aAAog onuavtikag Tutog yovidlakwy HeTalage-
wv rieplhappavel mpoodikn § eAAeign paoswv (Eikova
6.2). ANQYEG OTOV aplBps Twv BAoEwWV £X0UV WG aroTE-
Aeogpa v eu@avian petaAlayuévov gavotunwy. H
mpoaBnkn N 1 EANEWYN dladoxIKWVv BAoewv 0€ OTI0L0-
onfmnote aptBuo rmoAAarAdato tou tpia dnuloupyel, avti-
oTola, mpoaBnkn 1 EAAEWN €VOQ 1 MEPLOGOTEPWY AL~
VOEEWV 0NV TIOAUTIETTIOKY aAuoida, mou propel va ah-
AGZel ) AettoupylkOtntd Q. Av 6pws 0 aplOpog twv Ba-
oewv eival dlapopeTiKOS Tou Tpia 1§ moANamAaoiwyv Tou,
10Te dlatapdooetal 1o mMAaiolo avayvwong Twv TpLtAe-
TWV. ZUveEnwg 1 aAniouxia tTwv auwvo&Ewyv dev eppavilel
A0V TIOANEG OPOLOTNTEG HE TNV apXIKT|. Mia tétolou
TUTIOU PETAANAAEN 0€ €va Yovidlo TIoU KWAIKOTIOLEL Eva Ev-
(upo auvrBwg odnyel ge anwAela mg evepyoTag tou.

KeEpdAalo 6
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Ti 6a dnpuoupyroel LeyaAUTePO TIPORANUA OTOV
opyavioud: H éNAewyn pag Baong, 1 TPLWV cuve-
XOuevwy Baoewv;

01 perandEeic dev ivar ndviore BaBepéc

MoAovdTt ol teploagdtepeq HETAAAGEELG 00N YOUV OE
arnotéAeopa mou dgv elval EUVOIKO YLd TOV 0pYAVIOUO, HE-
PIKES and auteg eppavi(ouv TAEOVEKTUATA. XWPIC TIG He-
TaAGEELG N YEVETIKT TOIKIAGTNTA Ba Tieplopl{dTav apketd
Kawn eEEAEN, Onwg ™ yvwpiloupe onuepa, de Ba eixe
oupBetl.

Ow eploodtepeg anod g HETaAAGEEIC BewpouvTal T~
BAaBeig, emeldr| £xouv gopapr| EMIMTIWAT 0TOV OPYAVIOUO.
MoANEQ Guwg dev eival eTuBAaBeig kal xapaktnpidovral wg
oud€Tepeq. MNa mapddetlypa, HETANAAGEELS TTIOU 0dNyouV OE
aAAayn €vOg UOVO auvOEEWS UMopEl va €xouv EAAXLOTN &-
nidpaocn ot 0TEPEOOIATAEN KAl OTN AEITOUPYLKOTNTA TNG
npwteivng. Ot aA\ay€g mou ouppaivouv g’ €va yovidlo Kat
oev 0dnyouv oe aAhayn g aAAnAouxiag Twv apvo&Ewyv
mG dnuloupyoupevng pwteivng, AOyw EKQUALOKOU TOU
YEVETIKOU KWOLKA, ovopdlovtal o1wnmnA€g peTaAAdgeig.
AMay€g omv alAnlouxia Twv Baoswv Tiapatnpoulvtal 6t
novo o€ meplox€g tou DNA mou Kwdikomolouv mpwteiveg
aAAG Kal OTIG UTIOAOLTIEG TIEPLOXEQ TOU, OL OTIOIEG ATIOTE-
Aouv kat 10 95% Tou yeveTIKOU Jag UAkou. H guyvotnta
TWV aAAaywv o€ TeploxES tou DNA, eKT6G TwV Yovidiwy,
eival dekamAdola e ox€an Le ekeivn Tou Ttapouatadetal
péoa ota yovidla. H diagopd autr| 6V TIPETIEL VA TIPOKAAEL
EKTIANEN YlaTi ol KwALKOTOLoUOES TIEPLOXES BpiokovTal utd
auompn €EEAKTIKY Tiiean, Kal €101 N ouXvOTNTA YETAAAG-
Eewv 0€ QUTEQ TIG TIEPLOXES Katd T ddpkela Mg eEENENS
elvat xaunAn.

AkTIVvOBOAia kal yetaAAd&esic

O avepwrnivog MANOUOUOG ekTiBeTtal pe
TIoAAOUG TpOToug oe akTlvoBoAieg m.x. yia La-
TPLKOUG okomouUqg (AKTLVOOKOTINOELG, AKTLVOOE-
parneia) 1 yia enayyeApartikolug Adyoug (epeu-
VNTIKA 1] TupnVvikd epyaoctrpla). Emiong extiBe-
TAl OTNV KOOMLIKY] akTivoBoAla, mou ¢pBdvel otn
yn arnd To dAoTNUaA, KAl OTNV aKTlvoBoAia Ttou
EKTEUTIOUV Ta padlevepyd koltdouata. Katd
neplédouqg ektiBetal oe peydAa mood a-
KTIvOBOAlag Ttou eKAUOVTAL O SOKIUEG ATOMLIKWYV
BoMBWYV Kal MUPNVIKA aTUXAUATA.
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Yrep1dng akTivoBolia
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I Aipepéqg Bupivng

Emdi16pOwon amokomnrg
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Emdiopbwpévn aluoida

Eikéva 6.3. 'Evag ané Toug unxaviopoug emdiopbwong Tou
DNA (emdi16pOwon amokomrg). 'Eva 3Sipepég mupipidivdv
Kadwg Kal ol Aiyeg Baoeig mou BpioKovTal KOVTd Tou amoua-
KpUvovTal amé Ta emdIopOwWTIKA €viupa Kal avTikadioTavral.

Moio1 napdyoviee npokaiouv peranndEeie

Ot petaAAaelg mou epgavidovtal aipviola péoa atov
TANBuopo ovopdlovtal auTépaTeg kat Bewpeitat 6t npo-
€pxovtal arnd Adln mou yivovtal Kata v avilypaer Tou
DNA 1} katd t dwaipeon Twv Xpwuoowudtwy. ‘OAeg oL pe-
TaA\a&elg 0e dnuoupyoulvtal autduata. MoAAol turol pe-
TaAAGEewv propel va mpokAnBouv amnd rapdyovieg Tou
nepiBairiovrog, mou ovopddovtal petaAAagoyovol. X’
autoug meplhappdvovtat dlaQopeg XNUIKES 0Uaieg KABWS
Kat dLdgopot Turot 1ovI{ouowv aKTIVOBOALWY, Orwg 1 X Kat
1 Y-GKTWVOBOA{Q, KaBWS Kat 1 KOOUIKN Kat 1 urepuwdng a-
KTIvoBoA(Q.

MepIKES armo TIG XNUIKES 0UOIEG TTIOU €XOUV LETAA-
Aa&oyovo dpdon eival 1 opuardeldn, OPLOUEVES XPWOTL-

H nio anotponacTikn oTiyun
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KEQ, apWHaTIKOl KUKALKO{ udpoyovavepakeg
akoua kat n kageivn. MoAAEG and autég Tig
ouoieg Bplokovtal o€ YEwPYIKA, Blounyavikd
KalL QapUaKEUTIKA Tipoldvta Tou Xpn-
glgortolouvtat euputata. Mg Aotrdv €va
KUTTapo propel va datnprjoel atabepn pia
aAAnAouyia Bacewv arapaitn ywa m (wn
umeprndwvtag auteg tig BAapeg mou dn-
ploupyouvtat amdé Ttoug dlagopoug
petaAla&oyovoug apdyovieg; H ardvinon
elval 011 Ta KUTTapa neplEXouv mapa moAAd
€v{uua, mou avayvwpifouv mv BAARN kat -
rudlopbwvouv 1o DNA (Eikdva 6.3). Oa
urtopovoaye Aowrdv va nmapouoladooupe to
KUTTapo e €va autokivnto, T0 omoio evw
Bpioketal dlapkwe o€ Kivnon dladEtel yla
0pAda pnxavikwv, Tou eTudlopbVEL OAEG TIG
BAGBEG TOU, QUEOWS HOALC TIPOKUYOUV Kal €-
TOL TO QuTOoKivnTo d€ aTauatd va Aettoupyei UOLOAOYLKA.
MNeploadtepo ard 99.9 % twv Aabwv g avilypang tou
DNA emudlopdwyvovtatl Ue autd tov Tporo.

Meydfoc apiBudc aoBevelwy
orov dvBpwno €ival anoréisopa
peranndtewy

21 Ouvéxeld, avapgpovial LEPIKESG auxva eugavi{oue-
VEQ a0B€veleg ToU avBpwTou, ToU oPeilovTal o€ UETAA-
Ad&eig. O meploadtepeg Oev eival anotéleopa evog Yovo
TUrou PetdAAa&ng. Mmopel va gival anotéAeoua anuela-
KOV HETAANGEEWY, EAAEIPEWVY 1) TIPOOONKWV dLAPOPETIKOU
apBuou Baoewv. AuTO €xel WG ATIOTEAEDUA TN UEYAAN €-
TEPOYEVELA TWV CUUITTWUATWV avapeoa o€ dtopa mou md-
oxouv arod my dwa aobEvela.

oTnv 10Topia TNG av8pwnAOTNTAC CUVEICEEPEI OTNV EMNICTNHOVIKN £pguva

H €kpn&n Tng atouikriig BopBag otn Xipooiua kat to Naykaodkl oto TEAoG Tou deUTEPOU TTAYKOOULOU
TIOAEOU, OTIG 6 Kal 9 Auyouotou 1945, €dwoe Tn duvatdtnTa PEAETNG TNG HETAAAAEoYAvou dpdong Tng a-
KTivoBoAiag. H €kpn&n autr, mou okdtwoe 200.000 avBpwTrioug oe deUTEPOAETTTA, APNOE TA ONUASLA TNG KAl
OTLIG EMOPEVEG YEVIEG UE TN HOPPY] KApPKivou 1] peTaAGEewyv. H ouxvétnTa gppdviong Aeuxalpiag (kapkivog
Tou aipatog) au&ribnke otov MANBUoUS Uotepa ard 10 xpdvia, eV n ouxvotNnTa EUPAVIONG KAPKIVOU TwV
mveupdvwy Uotepa amnd 20 xpdvia. H avEnon aut eivat mbavd to arotéAeopa dpdong tTng aktivoBoAiag, n
orola au&dvel tn ouxvotnTa dnuoupyiag HETAAAEEWY oTa owuaTtikd Kuttdpa. Ot TeAeuTaieg prnmopouv va
0odNYNoOoUV 0NV EUPAVION TWV HOPPWV KAPKIVOU TIou avapepdnkav. ErmAéoyv oL epeuvntég unoAdyloav TNV
aug&non Tng ouxvotnTag HETAAAEEWVY oe KATola yovidla Twv KUTTApwV Tou aipatog ©a xpelaotel va yivel Le-
A€1N Kal oe eMOUEVEG YEVIEG, Yla va Bpebel n enidpaon Twv UTIOAEMOUEVWY HETAAAEEWY, TIOU dnuLoupyou-
vtal and Tn padlevepyd akTivoBoAia, epdoov dtoua gopelg yia Tnv (dla HeTAANAEN Ba yevvrioouv ntadid,
kdrnola and Ta oroia Ba eival opdluya kat Ba ekpPAlouv TO PAVOTUTIO.



B-aAuoida

a-akucida

Ouada aipng

Eikéva 6.4. To pépio Tng aipoopaipivng, HbA, Tou avépwmou.
AmnoteAeital ané dUo B kal 3Uo a MOAUTIENTISIKEG AAUCISEG. ZTO
E0WTEPIKS TOU popiou BpiokovTal TECOEPIG OPASEG aipng.

[evenkee diarapaxec onc awoopaipivee
1ou avBpwnou

Ta epuBpd awoogaipla tou avepwIou MEPLEXOUV KU-
plwg pa rpwteivn, v awoaeaipivn. Kabe poplo aoopat-
pivng, Tou XL 0QaIPIKO OXNUaA 0TO XWPO, aroTeAeltatl ano
TE00€EPIQ TIOAUTIEMTIOKEG aluoideg, avd 600 Guoleg, Kabe-
Md arno g oroleg meplEXel a opdda aipng (Ewova 6.4).
Ot aoogaipiveg tou evniikou atéuou dlapgpouv ano 1§ a-
vTioTolyeg Tou gBpuou. H Kupla apoogatpivn Katd my eu-
Bpuikn nAtkia eivat n apoogatpivn F(HbF) pe ouotaon
aoY»,0nAadn arnoteAeital arnd dUo MOAUTIEMTBIKES AAUTI-
0€¢ a kal ard duo y. Katd mv eviAikn {wn n KUpLla ayo-
aggatpivn eivat n HbA pe auataon asBs, EVK avixvevovtal
Kl HIKPEG TOOGTTES HLag AAANG aoapapivng, mg HbA,,
e aUaTaan asds. Ta eviAika AToua EMIONG OUVBETOUV TIOAU
Hkpr| oadtta (Atydtepo ard 1%) mg HbF.

Ta yovidla mou KwdikoTolouv TG aAuoideg Twv atpo-
oapvwv eppavifouv TOAAES pETAANAEELS, TIOU dnuLoup-
YyoUv TI§ ayoopalpvomdecieg. 21o yovidlo me MOAUTIETTTL-
0Lk aluaidacg B €xouv Bpebei eplaadtepeg amo 300
OlAQOPETIKES HETAANGEELG. EAV pia peTdAAagn emnpeddlel
apwvo&€a anuavtika yua tn AEIToupyIKOTTa e MPWTET-
Vg, OTIwS auta mou Bpiokovtal Kovid gty reploxn mpoo-
deong mg aiung, téte dnuioupyeitat cofapo mpoBANUa
yla Tov opyaviopd. Yrmdpxouv Opwg Kal HETAANAEELS TToU
Tiepvouv aXedOV anapatipnteg i mou dnuLoupyouv povov
nrua avawia. T€toleg eivat ol peTaAAG&elg ou agopoulv
rieploxn Mg aluoidag mou dev eivat ONUavTKn yla 1 AEl-
Toupyia tou yoplou.

Mua arno ¢ oopapdtepes apoapalpvorabeleg ivat n

KeEpdAalo 6

Balaooaluia, ou opeiletal oe eAaTTWPEVT ouvOeaon eite
Twv a &ite Twv B akuoidwv kat 0dnyel avtiotowa o€ a- 1) B-
Balacoawuia. H B-8alacoaipia xapakmpiletatl and ueydaan
gtepoyévela. Mpokaheital ard moAAd dlaQopeTIKA €idn
YOVIOLOK®WV PETAANGEEWVY OTIWG ONUEIAKES UETANNGEELS, EA-
AeiPelg Kat poobnkeg Bacewyv. Ta guprtopata meg acbe-
VELag dlaggpouv weg Tpog m Baputmta PETa&y dlagopwv a-
TOMWV Kat oxetiovtal pe to €060 ™S LETAAAQENG TOU Ta
TipokaAel. Ta ouprtopata propel va Kupaivovtal ané oopa-
pr avawia (ravteAng EAewn moAurenudkng aiuaidag B,
ouvenwg kat HbA) €wg Atydtepo ooBapr| avalia (EAdttwaon
oUvBeon¢ MoAuTENMTOIKNG ahuaidag B, ouvenwg auveeon
HbA o€ TIOAU pikpr) TI000TNTa).

Ta opoluya dtopa pe B-6alacaatpia epgavidouv oopa-
pf avawuia. H avtipetamon yivetat ye ouxveég Yetayyiosilg
aigarog, ot omnoieg GpwS oTadlakd dnutoupyouv TPORANUa
AOYW® Mg UTIEPPOPTWANG TOU 0pyaviopou pe aidnpo. To
TPOBANLA QUTO QVTIHETWTTICETAL UE GAPUAKEUTLKT) Aywyn
(amoawdnpwaon). 2ta opdluya atopa rapatnpeital ge
TIOANEQ TepimTwoelg av&non mg HbF, 1 oroia urtokabilotd
HEPLIKWG TN Aettoupyia g HbA. Ta etepdluya atopa-
Qopelc- eppavitouv frua avayia kat augnuévn auvoean
HbA,, n omoia amnoteAei dlayvwaoTik6 deik. H aoBévela
KANpovoue(tal Je QUTOOWUIKG UTIOAELTTOUEVO TUTIO KAT|PO-
VOULKOTNTAC. ZUVENWGS, dtav kat ot dUo yoveig eivat gpo-
peic MG aobEvelag, o kivduvog eugaviong me B-8alao-
oawuiag oToug anoyovoug toug eivat 25%.

H ouxvomta Twv e1epoluywV ATOUWV e dPETIAVOKUTTA-
PN avalia kat B-8akacoapia eival au&nuévn ae TEPLOXES
Onwg oL xwpeg Mg Meooyeiou, Mg AUTIKIAC Kat AVATOAIKNG
Agppwnic kat mg N. A. Aaiag, drou eugavi{otav ehovoaia. H
au&nuévn ouxvotnta opeiletal gy aveeKTIKOTNTA TWV
POPEWV 0NV TIPOCROAT| A T0 TPWTO{WO TIOU TIPOKAAE(
mv e\ovoaoia, enedn Ta epubpoKUTTIapd toug dev Euvoouv
TOV TIOAAQIAQOLAOUO TOU. ZUVETIWG, N TIPOOTadia mou mpo-
00(0¢elL 1 HeTAANAEN WG TIpog TV €Aovooia anoteAel €va
TIAEOVEKTNHA, TIOU TOUG TapEXEL auEnuévn tubavotnta -
Biwaong kat duvatdmra avanapaywyng.

Ta yovidla Tou KwdIKOTOLoUV TV a- TIOAUTIETTTOIKN aAU-
oida eivat dirtAa dnAadn umndpxouv dUo yovidla a ae KGBe
OouGA0YOo Xpwudowua. H a-8alacoalpia sival anotéAeayua,
0Xe00V 0€ OAEG TIG TIEPUTTWOELS, EANEIPEWV OAOKANPOU
TOU YOVIB{OU TTOU KWAIKOTIOLEL TNV TTIOAUTIETTTBIKT) aAuCida a.
Epdoov og KABe dtopo umdpyouv OUVOAIKA TEooEPA Yovidla
a, eMelpelg uropel va dnuoupynboulv o€ €va, duo, Tpla, 1
Kat ota t€ooepa and autd ta yovidla. ‘0co meploadtepa
yovidla a Aeirouv 1600 Baputepa eival ta ouuntwuata me
aoBévelag. H ENAewyn Twv yovidiwv a emnpedlet OAeG TIQ
allogpaipiveg Tou avBpwriou, EMEDN N TIOAUTIETTTOIKY| AAU-
0ida a aroteAel OUATATIKO OAWV TWV ALLOTPALPVV.
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MerafindEeic o€ yovidia nou Kwdikonolody £viuna
onuioupyouv 1ic diarapaxéc 1ou peiapomiopon

O petaBoAkég odol atov avBpwTio akoAouBouv oplopE-
va 0tddla, kabgva ano ta omoia eA€yxetat and kKArowo €v-
Cupo. ‘Exouv mieptypagel miepimou 200 datapay€g Tou ue-
TABOALGUOU, 0L OTI0iEC aPOPOUV KUPIWS T AEITOUPYIKOTNTA
ev(Upwv. H dnuoupyia petaAAd&ewv o€ yovidla mou KwdlKo-
ToloUv Kdrota arod autd ta €vqupa rpokalel dlapopeg
KANPOVOUIKEG A0BEVELEG OTWG 1) PAVUAKETOVOUPIa KaL 0 aA-
QLOUOG, 0L OTI0lEG KANPOVOUOUVTAL UE AUTOOWWIKG UTTOAELTO-
MEVO TUTIO KANPOVOUIKOTNTAG.

To 1956 ol Levan kal Tjio Bpiokouv 6TL Ta dI-
TA0eLdn) KUTTApa oTtoVv AvOpwrio TEPLEXOUY 46
XpwHoowuaTa.

To 1956 oL Hammerton kat Ford Bpiokouv dtt oL
YAUETEG OTOV AVOPWITO TIEPLEXOUV 23 XPWLOTW-
para.

To 1959 o Lejeune meplypd®el TNV MPWTIN
XPWHOOWMIKY avwaiia To auvdpopo Down.

H ¢gaivulkeTovoupia (PKU=Phenyl Keton Urea) eival pia
aoBgvela n orola ripokaleltal ard myv EAeWn tou Eviupou
TIOU 0T QPUOLOAOYIKA ATOUA HETATPETIEL TO AUIVOEU PpaVUAaAQ-
vivn o€ tupoaoivn (Eikova 6.5), e arnotéAeopa T GUOCWPEUAT)
¢gawvuhalavivng. 2ta dtopa mou eivat ogoluyda yla 1o UTIOAEL-
TIOUEVO PETAAAAYUEVO YOVIDLO TTapeUrodIleTal 1) PUOLOAOYIKT)
avarttu&n Kat Aetroupyia Twv KUTIapwyv Tou EYKEPAAOU, UE OU-
VETELWa TN dlavonTikr kaBuatépnaon. Edv n acBEévela aviyveu-
Bel vwplg, Katd m veoyVviKn NAKIa, TOTe 1 €pAvion Twv Ou-
MITtpdTV Tou oxeTidovtal Je autiv Propel va ano@euydel
HE TN xpnotgotoinan, €¢’ 6pou {wng, kKatdAAnAou dt-
attoAoyiou e MEPLOPLOPEVN TIOOOTA PpavUAaAQvivig.

O aA@iopdg opeiletal omv EAAeWn evog evliyou, To
orolo eival arapaimTto ylia 10 oYXNUATIoNd G XPWOTIKAS

pehavivng. Z1a atopa mou rmaoxouv anod aAQlopd uttdpxel
ENEWN TG XPWOTIKAC 0TO OEPUA, 0Ta HaAALd Kat oty ipL-
0a tou opBaipou. O ahQopdg eppavilel etepoyEvela, dnia-
on dAAa dtoua spgavifouv avieAn EAAeWn evepyontag
ToU ev{UPoU, vy AAAa epgavifouv PELWUEVT eEvepyoTnTa.

AuTéuateg anoBOAEG

KAl XPWUOOCWMIKES METAAAAEEIQ
Autépuatn anoBoAr eivat n dtakorr) TNg KUNong
Py and Tnv elkootn Té€taptn eRdopdda. Ot Te-
PLocdTEPEG ATTOBOAEG, TIEPITIOU TO 75%, CUN-
Baivouv mpv and tnv 16n edoudda kat mapa-
Tnpouvtal oTto 12% TwV KUNCEWV.

MeA€teq anédel&av ATl oto 50% Twv ArmoBoAwv
Ta €UBpPUA EXOUV XPWLOOWIKEG aVwUaAieg. A-
né autéqg oe peyalUtepn ouxvoTnTa eUPa-
viCovtal ol Tplowuieg. Eivat pavepd 611 n au-
66puNnTN aroBoAr] Tou epupBpuUou Aettoupyel oav
€({d0qg «auuvTikoU pnxaviopouU», o ornolog aro-
TPEMEL TN YEvvnon matdloU TIou pEPEL ONUAVTL-
KEGQ XPWHOOTWMKEG AVWUAA(EG.

Xowpoowpikée avopadige

‘Onwg €xoupe NN avapepel, ot JeTalagelg eivat alha-
Y€G otnv akoAouBia kat atov apBud twv BAcEwv 0To YOVI-
Olwpa evog opyaviopou. Ot peydheg oe €ktaon alhayég
arnoteAouV TIC XPWHOOWUIKES avwuaAieg. H avdluon twv
XPWHOOWUKWV AQVWUAALDV €YIVE duvaTr) HETA TV aVATTTuEn
TEXVIKWV TIOU ETUTPETOUV TNV TIApAtiipnan Kat  AEmtope-
pA LEAETN TV XPWHOOWHATWY. Ot aA\ayEG oTov aplBud
TWV XPWHOOWHATWwY ovoudlovtal apiBunTiKES XpwHo-
OWHIKES avwpalieg, evw ol ahhayég atn doun arotelolv
TIG OOMIKEG XPWHOOWHIKES avwpadieg. Ot aANayEG aUTER
€X0UV OUVHBWC WG arnoTtéAea v TporoToinaon Tou
(GavotuTiou ToU atopou.

Eikova 6.5. Aidypappa oTo oroio ¢paivovTal, Ta onueia 6rmou Urdpxel, «epméd10» Kal SIaKOTITEI TO peTaBoAioud TnG paivulaiavivng
oTtnv gaivulkeTovoupia (1) kai oTov aAPICHO (2). To eumédio dnuioupyeiTal armd EAAEIPN TWV AVTIOTOIXWV EVIUHWV.
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Eikéva 6.6. Mn 31aXwpIOHOG XPWHOOWHATWY a. KaTtd Tn di1ap-
Kela TnNG 1ng kai B. katd Tn SIApKeIa TNG 2NG PEIWTIKIAG dilaipe-
ong. Movigoroinon TWV YaPETWV TTOU MTPOKUTITOUV HE (PUCIO-
Aoyik6 yapéTtn €xel wg amoTéAeopa Tn dnuioupyia JUyWTWV pe
HMN PUOCIOAOYIKO apIOHO XPWHOOWHATWV.

Eikéva 6.7. Ta mepioodtepa dropa pe cuvdpopo Down €xouv

Tpia avtiypapa Tou XpwpoowHaTog 21.

a. ATopo pe ouvdpopo Down mou cuppeTéxel oToug Special
Olympics.

01 apiBUnKEC XpWHOOWHUIKES AVwHORiEC
givar anoréneopa NaBwv omv pelwikn diaipeon

Av katd t dldpkela g YElwTIKAG dlaipeang dev
npaypatornonBel pualohoylkd o dlaXwPLOPOS TWV
OUOAOYWV XPWHOOWUATWY, £va gawvouevo Tiou ovopaletat
un-d1aXwpIopog, TOTE dnuloupyolvtal YauETeg Ue aploud
XPWHOOWUATWV HEYAAUTEPO 1 HIKPOTEPO TOU QUOLOAO-
YIkoU. H yoviuomoinon twv pn GUOLOAOYIK®WV YAUETWY, €-
XEL WG anoTtéleopa tm dnuioupyia Luywtou ye “Aaveacue-
vn” TI0o0TNTa YEVETIKOU UALKOU, TO OTtolo dev avamtuooe-

X4 »

28 ki il
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— CEVVHOEIQ
mm— ZuxvoTnTa EPPAviong cuvdpoépou Down

Eikéva 6.8. H ouxvétnra ep@daviong tou cuvdpopou Down
OXeTiCeTal pe TNV NAIKia TNG PNT€PAg.

Tat puatoloyikd (Eikova 6.6). Ta atopa tou mpoKUTTouV
Kat €xouv Tiepiooela 1 EANEWN KpoU aplépol XpwHoow-
pdatwv ovoudlovtal aveumhogldn. H arouaia evag povo
XPWHOOWUATOS ovopdletal povoowyia, evw n Unapén e-
vOg erumA€ov TpIowpia. H povoowpia eivat ouvnbwg 6a-
vatmeopog yla Tov opyavioud, dioTL Ta Xpwuoowuata He
Ta yovidla Tou TiepLEXoUY, e e€aipean Ta QUAETIKA, TIPE-
TeL va undpyouv o€ duo “000¢€lg”, yla va e€aopailotel 1
owoTr avarrtuén tou uywtou.

Ot aplOUNTIKEG XPWHOOWUIKES avWUaAiEg dnuioupyoU-
VTalL 0TA AUTOOWULKA 1} 0TA QUAETIKA XpwUoo®uata. n
OUVEXELO avagEPOVTaL 0L gUXVOTEPA EUPAVI{ONEVES TIEPL-
TITWOELS 0TOV AvBpwIIO.

To aguvdpopo Down (Tpowpia 21) eivat n To Kowrj a-
POUNTIKY XPWHUOOWHUIKA avwpaAia pe auyxvotnta exeaviong

Eikéva 6.9. KapuoTtumog atépou mou mdoxel ané cuvdpopo
Kleinefelter.

nepinou 1 otg 900 yevvroelg. Ta dtopa pe ouvopopo
Down epgpaviouv kabuatépnan oTnv avartuén, xapaknpt-
OTIKEQ BUONOPPiEC 0TO TIPOOWTTO Kal dlavonTikh KabuoTé-
pNaN. 2TOV KAPUOTUTIO TWV ATOUWV TIOU TIAGX0UV, 0€ OAEQ
0XEO0V TIQ TIEPUTTWAELS, EpPavileTal Eva ETUMAEOV XPWHO-
owpa 21 (Eikova 6.7). H unap&n tou eMMAEOV XpWHOOW-
patog €ivat anotéAeopa pn dlaywplopgou Twv XPWUOoWUa-
Twv Tou 210u (elyoug Katd myv peiwon. Me auto tov Tpo-
o dnuloupyeital wdaplo, Kat g OXETIKA AlYOTEPEG TIEPL-
TIWaoeLg areppatolwdaplo, pe duo xpwuoowpata 21. Movi-
HLOTTO{N oM TOU YAUETN TIoU €XEL TO ETUMAEOV Xpwroowua 21
KEe €vav GuALOAOYIKO Ba dnuoupyioet tplowpia 21. H ruba-
vomta yévvnong rawdlov pe ouvdpopo Down axetidetal pe
mv nAKia g untépag. Mehéteg deixvouv OTL pia pEANOU-
0a untépa nAiag 45 etwv €xel TIOAU peyaiutepn rubavo-
mTa va anoktioetl matdi e auvdpopo Down oe ax€an e
pa pEAouaa pntepa nAwiag 19 etwv (Ewkova 6.8).

ANAEG OXETIKA OUXVEG apLOUNTIKES XPWHOOWUIKES a-
VWUAAES TIOU agopoUV Ta AUTOOWHIKA XpwHoowpata givat
n Tp1owpia 13 kat n Tpicwpia 18. Ta dtopa mou nAoyouv
ano autég gppavidouv Baputepa CUUTTTOMATA ATO EKEiva
Tou rtdoyouv aro ouvdpopo Down, uBavov eneldr 1a
xpwpoowyata 13 kat 18 eivat peyahutepa oe pEyebog Kat
TIEPLEXOUV TIEPLOOATEPA YOVidla.

EKTOG amd apBuntukég avwuaiieg mou agopouv Ta
QUTOOWHIKA XpwHooWuUaTa apatnpouvtal aplountikee a-
VWUAA{ES KAl 0Ta GUAETIKA XpwHoowuata.

To auvdpopo Kleinefelter opeietal omv Unapé&n evog -
TUMAE0V QUAETIKOU XPWHOOWUATOS, OUYKEKPIUEVA TOU X 0Ta
XY datopa. Ta atopa pe ouvdpouo Kleinefelter €xouv @u-
OLOAOYIKO apLBUO QUTOOWUIKOV XPWHOOWHATWY (44) Kal Tpla
QUAETIKA Xpwpoowpata, ta XXY, avti Tou ualoAoyLkou
(euyoug XY (Ewova 6.9). Ta dtopa autd €xouv eEwTtepika
XOPAKMPLOTIKA apogevikou atopou eival opwg oteipa. Ta xa-
PAKTNELOTIKA TOU ouvdpdpou epgavifovtal Yetd my epnpeia.
EpgaviCetal pe ouxvomra rnepirou 1 otig 1.000 yevvioelg.

Eikéva 6.10 Kapudétumog atépou mou macyel ané ouvdpopo
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ANNO XOPOKTNPLOTIKG OUVOPOUO TIOU OXeTiCeTal e ta
QUAETIKA Xpwpoowpata givat to auvdpopo Turner. Ta dtopa
TIoU TIaoouv ard 1o auvdpopo Turner €X0UV QUOLOAOYIKO
aplOUl QUTOOWUIKWOV XPWHOOWUATWY (44) aAla povo €va
Xpwuoowpa X ard 1o {elyog TWV QUAETIKOV XPWHOOWUA-
Twv (X0) (Ewova 6.10). Autq ival n povadikn povoowpuia
Tou €xel Bpebei atov AvBpwrto. Ta dtopa autd dev epgavi-
{ouv deuTEPOYEVH XAPAKTNPLOTIKA TOU GUAOU Ttap’ GAO TIOU
€XO0UV GavoTumo BnAukou atopou Kat eivat ateipa.

01 dopikée Xpwhoowpikee avwpadiee aARdzou
IV nopofovia 1wv Xpwuoowpdiwy

Ot OUIKEQ XPWHOOWUIKEG avWPaAieg eivat alayEg om
oopr| evOg 1) MEPLOOOTEPWV XPWHUOOWUATWY. Ot DOUIKES aA-
Aay€Q 070 XpwuOowua Urtopel va apopoulv, HEPIKA yovidla 1
€va Jeydho TUNUa Tou Xpwuoowyuatog. H dnuloupyia dopt-
KOV XPWHOOWUKWY aVWUAALW)V gival arnotéAeaua dlagopwv
UNXaviopwyv Katd t dlapkela tou Kuttapikou KukAou. lNa
napddetypa, n 6pavon TUAUATOS Ao €va n MePLo0oTePa
XPWHOOWUATA KAl 0Tn OUVEXELA T AavBaouEvn EMavEVWaT)
TOU uropel va €xel wg anotéAeoua EAEWYN, LeTatomon 1
KArola AAAN XPWHOOWHIKT| avadlatagn.

Ot QOUIKES XPWHOOWUKES aVWUaAiEG €XOUV WG ATIOTE-
Aeopa v al\ayr oty roodtnta i om owatagn mg yeve-
TIKNC TANpogopiag ota xpwpoowyata. Avdhoya pe 1o
TUmo g ahAayng diakpivovral dldgopa 0N dOUIKWOV
XPWHOOWUKWV avwpaAwy (Eikova 6.11).

H €AAeign eival n anwAela yeveTtikou uAikou. To ouv-
dpopo Qwvi TG ydrag (cri-du-chat) opeidetalr omv ENel-
Yn €vOg HEYAAOU TURUATOG TOU UIKpoU Bpayiova amod to
Xpwpoowya 5. To guvdpopo ovopdletal €101, ylati 1o KAG-
a TWV VEOYEVVITWV TIOU TIAoX0UV WoLalel e To KAAPa g
yatag (cri-du-chat). Ta dtopa rou macyouv arno t0 OUYKE-
KPWEVO 0UvOPOpO epgavi(ouv dlavontikn kabuatépnan.

O dimAacgiaopog cival n enavaAnyn evog XpwHoow-
MIKOU TUrjpatog 0To Xpwuoowyua. H avaetpo@n dnuioup-
yeltal ano Bpavoelg oe 600 dlAPOPETIKA anueia evog
XPWHOOWUATOG KAl 0 GUVEXELA AT EMAVEVWAT) TOU TUN-
patog Uatepa aro avaotpogr]. H avaatpor €xel wg ou-
VEMELd TV aAayn ¢ dldata&ng twv yovidiwv ato Xpwo-
owpa. TEhog, n peTardmon eival arnotéAeopa Bpavong e-
VOC TUAHATOG TOU XPWHOOWHATOG KAl 0T GUVEXELD EVW-
0NG Tou o€ €va AANO Un-0uOAOYO XPWUOOWHA. 2TIG apoL-
Baieg petatorioelg €xoupe “avtallayr” XpPWHOOWUIKOV
TUNUATWY avapeoa og un opdAoya xpwuoowyata. 2Tig
apolBaieg petatomnioelg de xaveral YEVETIKO UAIKO Kal ta
atopa Tou TS QEPouv eugavifouv ouvnBwg GUOLOAOYIKO
Qawvoturo. Tautoxpova OpwS ePeavifouv Kivouvo anokm-
0ng arnoyovwyv HE XPWHOOWHIKES avwHaAieg, emeldn katd
10 (euydpwua TWV XPWHOOWUATWY 0N HEWWTIKY dlaipean
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Eikéva 6.11 Eidn 30HIKWV XPWHOCWHIKWV AVWHAN®V.
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ATopa pe ouvdpopo Down

KAl €@UGCIOAOYIKS» apidud
XPWHOCWUATWYV

‘Exel urtohoytotel 6Tl TO 4% Tiepimou Twv atoé-
MWV TIou gppavifouv Ta XapaKINPELOTIKA TOU
ouvdpdpou Down €xouv pUOLOAOYLKS aplBud
XPWHOOWHATWY dnNAadny 46. H eppdavion tTwv
XAPAKTINPLOTIKWY TOU cuvdpouou Down opeile-
Tal OTNV Mapoucia « TPLWV Tepimou » avilypd-
PwV Tou Xpwpoowuatog 21. Ta duo avriypagpa
OTOV KAPUOTUTIO ArnoTeAoOUV TO PUOCLOAOYLKO
CeUyoOGQ TWV XPWHOOWHATWY. To eTUNMAEOV avTi-
ypago, mou eival ouvibwg o peydiog Bpa-
xlovag Tou xpwuoowpatog 21, elval arnotéAe-
opa PETATOTIIONGOE KATIOLO AANO XpwHOoWUA
(OTIG TIEPLOTOTEPEG TIEPUTTWOELG OTO XPWHOOW-
pa 14). Ta erunmA€ov avtiypagpa Twv yovidiwy,
Tou evtomifovtal oto pueydilo Bpaxiova tou
XpwHoowpatog 21, gaivetal va eubdvovtal yia
TNV EUPAVION TWV CUUMTWUATWY TNG CUYKEKPL-
HEévng acbévelag.

mul

TNl |

der(3) der(21)

3 21 1(3;21)

I ¢

7 8

TRRT

12 X

i " Ui 1 R L | |

13 17 18
b ] 3 = il- L i
19 20 1 22 Y

TIPOKUTITOUV Kal Un-QuUOoLoAOYLKO( yapgteq. MNa t duari-
0TWON TWV dOUIKWOV XPWHOOWUIKWOV aVWHAALWV gival ana-
paimm n xpwan Twv XPWUOOWUATWV UE TEXVIKEG TIOU dn-
Hioupyouv {wveg 0To XpwHoowua onws (wveg Giemsa.

Ta ennelynaia me €peuvac omy EVENKN
OUVEIOMEPOUY oMV avaniuEn uedodwy
Via v Bidyveoon fwv VEVENKwY aoBevelmy

Ol yV@OELG TIOU €XOULE ATIOKTIOEL O€ HOPLAKO ETHEDD
yla ToUG Unxaviopoug Tou dnuIoupyouV TIG YEVETIKES a-
00€veleg Hag €xouv MPooQEPEL T duvatotmra avamntuéng
HEBGdWV [E TIQ OTo{EQ aVIXVEUOUNE YEVETIKES QVWUAAIEQ
ota puéAn uiag olkoygvelag 1) ota dropa evog mAnbuapou.
H d1ayvwon twv YEVETIKOV aoBevelwv pag ponoa:
® 310V 000 TO duvaTOV TIO £YKALPO EVTOTUOUO YEVETIKWOV
avWUOALWV aTa dtopa mou e&gtalovral,

® 3 TOV EVIOTUOUO TWV QOPEWV KANPOVOUIKOV YEVETIKWOV
aoBevelwy,

® 3T0V TIPOCdLOPIONO G Tubavotmtag epgaviong wag ye-
VETIKIC a00EVELAG 0TOUC AMOYOVOUG UIAC OLKOYEVELAG
0TV omnoia €€l TapouoLlacTel ia KANPOVOIKN aoBEvela.

H €ykatpn dldyvwaon plag YeVeETIKNG aoB€velag mpo-
0QEPEL T duvatdtnta oxedlagpol BepareuTiknig aywyng,
€101 TIOU va €AAXLOTOTIOOUVTAL Ol ETUMAOKES ™G A0BEvVeL-
ag Onwg oy nepitwon mg eawvulketovoupiag (PKU). O
€AEYXO0G Yl TOV EVIOTUOUO TWV TUOBAVWV POPEWV, OTIWG
OTIC TIEPITITWOELG TNC dPEMAVOKUTTIAPLKAG avapiag kat
Twv Balacoalygloyv, mpaypatomnoleital e oKkomo Tov
UTIOAOYLOMO NG TUBavATNnTag dnuioupyiag amoyovwy mou
TIAOYO0UV aro TIG OUYKEKPIUEVES KANPOVOUIKES Q0BEVELEG.
AkOpa, oty TepInTwon dldyvwong YEVETIKWY aVWUAALW)V
Katd m SlevEpYELa TOU TIPOYEVVITIKOU EAEYXOU diveTal n
duvatdmra dlakormg mg KUnong.

H d1dyvwon Twv YEVETIKWVY aoBevelnv uropel va rpay-
patortomnBei (Mivakag 6.1).

e Me ) PEAETN Tou Kapuoturou, ONwS yla mapddetypa
Katd Tov TIPOYEVVITIKO EAEYXO,

e Me dlagopeq BLOXNUIKES doKIaaieg

e Me mv avdluon ¢ aAAnAouyiag twv Bacewv tou DNA
(uoprakr) dlayvwan).

21 guvéxela avaggépovtal dUo TEPITTWOELS EQApP-
Hoyng g napandvw pedodoioyiag ya m ddyvwan g
QawUAKETOVOUPIag Kat e dPEMAVOKUTIAPIKAG avaluiag.

H e@apuoyr mpoypauuatog eAEYX0OU TWV VEOYVOV YLd
MV GawvulkeTovoupia €xel HELWOEL ONUAVTIKA TG TIEPL-
TITWOELS dlavonTikAg KaBuatépnong and autn v acog-
vela. 0 €Aeyxog yla I gawvulketovoupia mpaypatonolei-
TAl JE TOV UTIOAOYLOMO NG OUYKEVTPWAONG ¢ avulaAa-
vivng 0TO aiya Twv VEOYEVVITWV.

H dpemavokuttapikn avawuia ival pia ano tg Aiyeg



YEVETIKES A0BEVELEG NG OTIO(AG O UNXAVIONOG dnuioup-
yiag €xel pehemOei die€odika. Auto pag divel m duvato-
mta 61ayvwaong g acB€velag e mn xpnodormnoinan
TIOAAWV OLAPOPETIKWY TEXVIKWV. Mia aro autég elval n ra-
patpnaon g yoppoioyiag twv epubpwV KUTTApWY 0€
ouvenkeg EAAEIYNG 0EUYGVOU. 2NV TIEPITITWAT OTIOU TO
atopo TAoyel, Ta epubpoKUTIapd Tou maipvouv dpenavo-
€l0€Q oxnua (dokpaoia dpenavwong). MNa m diayvwan
Mg OPEMAVOKUTTIAPIKNG avaliag xpnoyloroouvtal eniong
TEXVIKEG TIOU ETUTPETIOUV TOV TIPOCBLOPLONO TG aloopal-
pivng HbS ota epubpokutrapa onwg Kat Tov EVIOTLOUO
TOU peTalayuévou yovidiou Be.

MINAKAZ 6.1: F'eveTikég agBEveieg Kai p€B0DOI PE TIC OMOiES

npaypartomnoleital n d1Gyvoon.
FeveTikn agBEveia

MgBodog

>0vdpopo Down (tplowpia 21)
2Uvdpoyo Kleinfelter

AvaAuon kapuotumou
AvaAuon kapuotumou

20vdpopoTurner AvaAuon kapuotumou
2Uvdpoyo Pateau AvaAuon kapuotumou
2Uvdpopo Edwards AvaAuon kapuotumou
PetivoBAdotwpa (13q 14.2) AvaAuon kapuotumou
dawuAkeTovoupia Mégtpnon evepydtntag eviupou
Kuotir ivwon Avdiuon DNA (PCR)
‘ENewn at-avuBpugivng Avdhuon DNA (PCR)
Awoppognia A Avdhuon DNA (PCR)
Awoppoginia B Avdhuon DNA (PCR)
ApenavoKuTtapikr avalia Avdiuon DNA (PCR)
B-Bahacoauia Avdhuon DNA (PCR)
a-6ahagoaipia Avdhuon DNA (PCR)

H veverikn kaBodiynon uelcvel e maavormiec
anoKIoNe anoyovwv IE VEVENKEC avwyadiee

H yevetiki kaBodnynon sival pia dadikaoia katd mv
oroia €1d1kol emotpoveg divouv MAnpogopieg oe
pepovwpéva atopa, {euydpla Kat OLKOYEVELES TIOU Td-
OXOUV ard KArola YEVETIKY aoBgvela 1 €xouv au&nuéveg
rubavotnteg va v egpavioouv. Ot TAnpoPopieg autég ei-
vat anapaimTteg yia toug evalagepOeVOUS, YIaTi Toug
BonBouv ot AYn ano@dcewyv, KUPIWS OXETIKA e TV a-
TIOKTNOM UYLV arnoyovwv.

0 e1d6g eruotuovag eival oe B€on va GUUBOUAEYEL
Toug evaLlaQePOUEVOUG, HOvo dtav dlaBETel Ta anapaitmra
OTOLYXE(Q TIOU TOU ETUTPETIOUV VA YVWPILEL TN GUYKEKPLLEVN
YEVETIKN aoB€vela, tn guxvotnta eUaviong mg, tov
TPOTO [E TOV OToio KANpovoueital, T EMNIwoeLg oTa
dtoua mou doyxouv and autr, Toug TPOTIOUS AVTIMETWTIL-
071G NG K.4. Av, yla napadetypa, dlaruotwbel ot 600
yoveig eival etepoluyol yla 1o yovidlo B, 10te 0 oU-
Boulog mAnpogopel Toug UEANOVTIKOUG YOVEIG OTL UTApYEL

KEQ@AaAalo 6

25% muBavotnta va anokthoouv matdi rmou raoyel ano
OPETAVOKUTTAPIKA avauia.

Av, O0Twg 010 TIpoTnyoUpeEvo Ttapddetyua, undpxet au-
EnuEvn rbavomta 1o EYPpuo va doxel arno kdrowa avw-
HaAia, Tote eival arapaimm n dlEVEPYELA TIPOYEVVITIKOU
eA€yxou. Me Bdon ta aroteAéopata Tou POYEVVNTIKOU &-
AE€yxou KalouvTtal ot yoveig va arogacioouv, oty nepi-
TITWOM TIoU TO €UPPUO TIAOXEL and coBapr| YEVETIKN avw-
HaAia, ) dlakorm g KUnong.

H amndeaon yua dlakort 1j un mg Kunong emmpedletat
Kat ard AAAeg apapeTpoug, TIou BLaPEPOUV ard Kovwvia
0€ Kolvwvia kat propei va oxetifovral pe T BpnoKEUTIKES
avTtAiyeLg, noIkEQ apauéTpoug K.4.

Map’dtt yevetkn kaBodnynon urnopel va ntroouv oAot
oL uttoyrplot Yoveig, urdpyouv opddeg atopwy oL omoieg
elval anapaitnto va arneuBuvBouv oe €181KOUG TIPLV
TIPOXWPNHOOUV OTNV ATOKTNON arnoyovwy. X’ auTEg Tepl-
Aaypavovrat:
® ATOUA POPEIS YEVETIKWV A0BEVELWDV
® ATOUA € OLKOYEVELOKO LOTOPIKO YEVETIKWV A0BEVELDV
e [yvaikeg nAkiag 35 1wv kat avw
® [uvaikeg e TIOANATAEG ATIOBOAEG.

IKe@OEiTE

Mati moloug Adyoug vouilete STl oL yuvaikeg Le
TIOAAATIAEG aATtOBOAEG TIPEMEL VA KaTapeUyouv
O€ YEVETIKI) CUMBOUAN;

Me 1ov npoyevvniiko EAgyxo unopouv va eviomoiouy
VEVENKEC avwpadliee ora Enpua

2TIG TIEPUTTWOELG TIOU UTIApXEL auénuévn tubavomrta
T0 €UBpU0 va epgavioel KAmola YEVETIKA avwpalia, T0te
EMUPBANAETAL O TIPOYEVVITIKOG EAEYXOG.

Me v auvioriapakgévnon AapBavetal and tov ayvia-
KO 0dko, pe T Boribela BeAdvag, Uik moooTnTa auviakou
uypou. Mé€oa ae auto Bpiokovtal epppuikd kuttapa. Ta
KUTtapa autd uropouv va xpnatporomeouv yia mv avdiu-
on DNA kat v BloXnuk: avdluarn oplopeEvwY TIpWIEivav
Kal evQUUwV ONwg aTtnyv MEPIMTwon Mg GavUAKETOVOU-
piag. Emiong, votepa amd KaAALEpyela Ta eUPPUIKA autd
KUTTapa Xpnoworoouvtal yla tn dldyvwan XpwHoowHIKWV
QVWUAALDV, HE HEAETTN TOU kapuoTurou (Eikdva 6.12). H a-
pviortapakévinan npaypatoroteitat and mv 11-20 e-
Booudda me Kunong kaw aroteAel Evav aocahrn kat a&lor-
0TO0 TPOTO dLAYVWONG TWV YEVETIKOV AQVWHAALOV (UE a-
pviortapakévnan propel va eheyxBei n unapén neplooo-
Tepwv and 100 yevetkwv avwpaiov (Mivakag 6.1).
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a. Apviorrapakévrnon e
5

Argn L 4
apviakoU L

duyokévTpion

uypoU \ )};:i_ _

MAakouvTag

B. I\ann XOPIOK@V
Aaxvav

iy

r» Xopiakég Aaxveg

Afqyn
MAakouvTtag

Toixw’pa
NG pnTPag

Eval\aktikr| p€80odog mpoyevviuikou eAEyxou eivat n An-
yn xoplakwv Aaxvav. Mpaypatoroteitat ouvrbwg my 9-12
€BOouada mg KUnong kat mepthapBavel m Ayn euBpuikwv
KUTTApWV aro Tig TpoekBOAES (AAXVEQ) Tou XOpLou (epBpui-
K1 HEUPPAVN TIOU CUUUETEXEL OTO OXNUATIONO TOU TIAGKOU-
vta) (Eikova 6.12). Ta kUTTapa anod Tig XoplakeS AAxveg
MIopouv va XpnaowyloromBouv T000 Yia Tov EAEYX0 TV Xpw-
HOOWHATWY (KAPUOTUTIOG) GO0 Kat Yia BIOXNUIKES aVAAUTELS
Kat avdAuon DNA o6mnwg ot 6pemavoKuTIapikr| avaia.

H auviortapakévmon, oe oxEon We v ARYn XopLakwv
Aaxvwv, pag divel  duvatdTa mapackeUnig XpwHoow-
MATwV KaAUTepng moldtTag. Aviideta, n Afyn Xoplakwv
Aaxvwv divel m duvatotnra mo €ykapng dlayvwaong.

2TV nepintwon dayvwong, e TOV TIPOYEVVITIKO €-

100

XOPIGK®DV AaXvav

E | Biloxnuikr availuon |
Epppuika kiTTapa

"~ KaAMigpyeia
< EHUBPUIKWV KUTTApWV

:>~::

14‘#

AvAAuon XpWHOCWUATWV

-

Eikéva 6.12 MpoyevvnTikég EAeyX0Q:
a. ge TN AfjYn apviakou uypou 1 B. XOPIAKWV AaXV®V.

AEYX0, 00BAPWV YEVETIKOV QVWUAAL®V lval duvatr n
OlaKor) MG KUNong xwpig va dnuoupyei mpopANua uyei-
ag ot untépa.

0 kapkivoc npokadeiial and peroARGEEIC vovidiny
nou gAEyxouv 1ov Kutrapiko noffandaciaoyo

0 kapkivog xapakmpiletal amé tov aveEEAEYKTO TTOA-
AQMAQOLAONO0 KUTTAPpWV €VOG oToU. Autd axnuatiouv pa-
(eq KUTTApWV (KapKIvIkol 0YKOL) 1 Jetavaatelouv aTo aiua
OTwG 0TIC ALAPOPES HOPPES Aeuxalulwy. ArtoteAéopuata
HEAETWV €XOUV 00NYNOEL OTO OUUMEPATUA OTL OXEDOV O-
AEC OL TIEPUTTWOELS KapKivou TipogpxovTal and HETaAAd-



&e1C YOVIBIWV OWPATIKWY KUTTAPWV.

Yrapyxouv 800 TUmoL yovidiwv Tou oxetiCovtal pe v
Kapkwvoy€vear). Ta oykoyovidia Kal Ta 0yKOKAaTraoTaATIKA
yovidla. Ta anoteAéopata OXETIKWV EPELVAOV 0dNYoUV 0TO
ouunépaopa OTL 0 Kapkivog ae YeVETIKO ertimedo eival 1o
anoteAeopa:

e Metatpornn pwTo-0yKoyovidiwv g oykoyovidla

® ATouOiag AEITOUPYIKOTNTAG OYKOKATAOTAATIKWV YOVI-
Olwv Kat

e Adpavomnoinong tTwv unxaviopwv emdopbwaong tou
DNA

Ta oykoyovidla “mipogpyovtal” and yovidla mou undp-
XOUV QUOLOAOYLKA 0TO avBpwriivo yovidlwpa kat
ovoudlovtal mpwTo-oyKoyovidia. [a 1moto AGyo Opwg 1o
KdBe kuttapo va eEpeL yovidla ta omoia KAtw and ouyke-
KPIEVES ouvOnkeg Ba 0dnyrnoouv 0NV KAtaotpogr Tou;
Bp€Bnke 0Tl OAa Ta TIPWTO-0YKOYOVIdlIa €XOUV TIOAU Onpa-
VTIKO pOAO 0Tn QUOLOAOYIKT] AEtToupyia Tou Kuttdpou, &-
VEPYOTIOIWVTAG TOV KUTTAPLKO TIOAAATIAQCLAONO, OE TIEPL-
TITWOELS TIOU AUTOG €ival anapaitntog Orwe oy EMOUAW-
on Tpavpdtwyv. Ouwg didgpopa €idn petalAa&ewv, Tou
uropel va pokAnBouv amnd petalla&oyovoug rapdyo-
VIEG, UETATPEMOUV TA TIPWTO-0YKOYOVIdla o€ oykoyovidla,
Ta oroia urtepAettoupyouv Kat 0dnyouv To KUTTapo o€ a-
veEEAEYKTO TIOAAAAaolaoud kat dnuioupyia kapkivou. H
HeTATPOTT| VOGS PWTO-0YKOYOVIdiou o€ oyKoyovidlo
uropel va eival 1o anotéAegua Ylag onUeLakng HETAAAa-
&NG 1 Wag XPWHOOWUIKNG avwpaAiag, guvnbgatepa Yeta-
Toruaong.

Ta oykokataoTtaAtikda yovidla eivat yovidla mou eAEY-
XOUV TNV KUTTAPLKN dlaipean, KaTaoTEANOVTAG Ty, Onote
elval anapaimro. H avaotoAn mg 6pdong toug Tou ivat
OuVIBwS anoTtéEAeTUa PETAANAENG, KUPIWS EAAEIYNG, apal-
pel anod 1o KUTTapo Tt duvatdtnta EAEyXou Tou TIOANArAa-
olaopoU Kat odnyel o KapkvoyEvearn. XapaktnpLloTiko na-
padetypa anotehel 0 KapKivog Tou aupBAnoTposdoug (pe-
TwvoBAdoTWUA) TOU eival arotEAeapna EANAEWUNG EVOQ
0YKOKOTAOTAATIKOU yovidiou, To omoio Bpioketal gto pe-

‘EAAEIYn OTO pEYAAO
Bpaxiova Tou XpwHooW-
parog S

MeTdAAagn
oe éva oykoyovidio

®duaioloyIké

kUTTapo Augnpévn

KUTTapIkni
avanrtugn

Tou TTax€og
evrépou

KeEpdAalo 6

yaAo Bpayiova tou xpwpoowyarog 13.

TéNog, BAABEG OTOUC Unxaviopoug ermudlopbwang Tou
DNA €xouv w¢ anotéleaua v au&nuévn ouxvotnta eu-
¢aviong kapkivou. Ta dtopa, ya apadetypa, mou nd-
OXO0UV amo pelayxpwpatikn Enpodeppuia epgavi¢ouv
ToAAamAdala ouxvotTa KapKivwy tou 6€pPatog, Kuping
OTIG TIEPLOXEG TIOU eKTIBeVTAL 0NV aKTIvoBoAia Tou HALou,
0€ OX€0T UE Ta GUOLOAOYIKG dtopa. Eival yvwotd 6t n a-
00€vela dnuioupyeital and avikavotnta emmdiépdbwong
BAaBwV 10U TIpoKaAoUvTal ano my unepLwdn aktivoBolia
AOYW® HETAAAQENC TwV YOVIOIWV TIOU KWOLKOTIOIOUV Ta ETI-
olopbwTtika €vlupa.

Onwg €yve pavepo, o Kapkivog oxeTiCetal ue aAAayEg
0TO YEVETIKO UAIKG. EvtouTtolg dev KAnpovoueital wg a-
TAO¢ MevdeAkOg xapaktrpag, aAAd eival anotéAeopa ai-
ANAETOPAONG YEVETIKWOV KAl TIEPIBAANOVTIKWOV Ttapayo-
VIWV. H ToAurAokdtnta mg aoBévelag autg oxetifetat
JE Ta Mapakatw aita:

e 0 Kapkivog, o€ avtiBean pe TG KANPOVOUIKEG a0BEvVEL-
€G, OTIWC 1 OPETIAVOKUTTAPIKY avaluia, dev mpokaAeital
anod pia petdAAa&n aAla ano m “ocucowpeucn” apke-
TWV YEVETIKWV ahhaywv ota kuttapa. Ot petahAa&elg
auTég eival armoTtéAeaua dlaPOPETIKWY TIEPIBAAAOVTIKWY
UeTaAAa&oyovwy mapayoviwy Omws n aktivoBoAia i xn-
UIKES OUaieg.

® >N dnuloupyia KaBe €idoUC KAPKIVOU GUUUETEXOUV OU-
VIBw¢ TG00 Ta 0YKOYOVidla 000 Kal T OYKOKATACGTAATL-
Ka yovidla. lNa rapadetypa, 0To Kapkivo Tou maxeog e-
VTEPOU BPEBNKE OTL CUPUETEXOUV TIEPLOOOTEPA ATIO €-
Ttd yovidla kat Twv duo Turwy, Ta orola €Xouv UTooTel
petaAAd&elg (Eikéva 6.14).

"EAAEIPN YOVISiwV
oTO Xpwpoowpa 18

"EAAEIYPN YOVISiwV
oTo Xpwpoowua 17

@

MeTdAAagn o€ oyko-
KaTaoTaATIKO yovidio

ANAEG XPWHOOWHIKEG
eAAeiPeIg

Eikéva 6.13. Z1ad1a dnuioupyiag KapKivou Tou max€éog evrépou. MepihapBavouv d1ad0XIKI AmEVEPYOTTIOINOT OYKOKATACTAATIK®WV

YOVISiwV Kal EVEPYOTTIOINON OYKOYOVISiwv.
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MepiAnyn

MeTdAAa&n eival pia aAhayrj otnv aAAnAouyia Tou DNA. O avrioToixog ¢paivoTunog ovopdderal peTalhaypévog.Ol
HeTaAAGEeIg mpokaAouvTal Tuxaia fj amé peTaAAaEoyovoug MapAyovTeG, TIOU gival XNHIKEG OUCIEG Kal AKTIVOBOAIEG.
O1 peTalN@&eig propei va gival yovidiakég fj XpwHOoowHIKEG. ‘OTav n alhayr apopd HIKpO apidud Bacewv, TOTE N
HETAAAAEN eival yovidiakn. OTtav oxeTifeTal pe aAAayEg o€ HEYAAUTEPO THRHA TOU XPWHOOWHATOG, OVOHATZeTal
XPWHOOWUIKA avwpaAia. O1 yovidiakég HETAAAEEIG gival 31apOpwV €18WV. ZTn onpeiaky BeTAAAagn aAAdalel pia
Hévo Bdon Tou DNA. ZTnVv mpoodnkn i EAAeIPn mpooTidevTal | apaipouvTtal avrioToixa Bdceig.H alkayn auTh
HTTOPEi va TpoTromoIoel To MAdIcIo avAyvwong HE SUCHEVEIG CUVETEIEG VIO TOV OPYAVIOHO...

Ol XPpWHOOWHIKEG avwpalieg aAAGfouv Tov apiOpod i Tn doun TWV XPWHOOWHATWV. O dvepwrog €xel 22 Teuyn
AUTOCWHATWYV Kal éva JeUyog PUAETIKWOV XPWHOOWHATWYV. O1 TpIowpieg (€va emmMAEov XpwHOowHa) eppavigovral
ouxvOTEPA aTo TIG HOVOOWHIEG (EAAEIYPN EVOG XPWHOOWHATOG) Kal TIPOKAAOUV AlyoTepeq BAABEG. OI apIiOUNTIKEG
XPWHOOWHIKEG AVWHAAIEG TWV PUAETIKWV XPWHOOWHATWV gival AiyoTEPO 0OBAPEG ATIO AUTEG TWV AUTOCWHATWYV.
AnpioupyouUvTai anmé pn SIaXwWPICHS TWV XPWHOCWHATWVY KATd TN PEiwon.

EAAeIYn eival anmwAeia YeVETIKOU UAIKOU amé éva xpwuéowpa. Katd Tnv apoifaia perarémon dUo pun opdéAoya
XPWHoowpaTa avraAAdoouv Tufjparta. AvacTpo®n €ival n Aaveacpévn Tomof€Tnon TURHATOG XPWHOCWHATOG TO
omoio €xel komei kKal £€xel TomoBeTnNOei UoTEpa amé oTpoPr 180 poIPWV. Ol XPWHOCWHIKEG AVWHAAIEG HEAETWVTAI
HE Tn dnHIoupyia TOU KAPUOTUTIOU, TTOU ATTOTEAEI ATTEIKOVION TWV XPWHOCWHATWY TOU ATOHOU TTOU HEAETATAL.

Epwrioeic

patormo)énkav ot aAAay€q auTteqg. (OUMBOUAEUTNTE
TOV T{VaKA € TO YEVETIKO KWILKA)

1. Evag yeveTiotnq Bprke OTL pia petdANagn oe €va

yovidio dev eixe enidpaon otnv MoAunerTidIky ahuaida Metalaypévn Aluaida 0€an Avtikatdotaon
mou kwdlkortoteital autd. H ouykekplpévn PeTAAAEN Awoogaipivn aoopalpivng apIVOEE0G
prtopel va opeiletal oe: Hb Hikari B 61 Auoivn -> Aamtaptyivn
a. eNewpn pag Bdong Hb | a 16 Auaivn -> Thoutapivn
B. aAAayr] oTo KWBIKAVIO EvapEng Hb D Idaban B 87 Opeovivn -> Auaivn
Y. IPOGOAKN Wag BAong Hb G Philadelphia a 68 Aomaptyivn -> Augivn

3. eN\elPn oAOKANPOU Tou Yovidiou

€. avrikatdotaon pag Baong

2. H aMnAouxia apwvo&€wv: Glu - Cys Met - Phe - Trp -
Asp anoteAel TURUA piag PUOLONOYLKAG TPWTEIVNG.
Mpoodiopiote Tov TUMO PETANAENG, O omoiog €XEl WG
anotéAeopa TV aAkayr] Tng aAnAouxiag 1y / kat Tou a-
PLOuOoU Twv apvoEEwy oe kABe pia amnd Tig MapakAaTw
HeTalaypéveg pwTeiveg; (CUPBOUAEUTNTE TOV TivaKka
HE TO YEVETIKO KWAIKA)

4. H aoopaipivn C (HbC) dnuioupyeital and uia pe-
TAAAQEN 01N puaololoyikn aipoopaipivn A (HbA). Ztnv
6n 6€on g B-aluoidag Tng aipoopalpivng C undpxel
TO apwvo&U Aucivn avti Tou yAoutapvikou o&€og (HbA).
Me 1otd yeveTiké unxaviopd unopel va epunveutel n a-
vTikatdotaon Tou auwvo&éwg; Na dobel andvinon oe e-
ninedo pakpouopiwyv. (CUMBOUAEUTNTE TOV TTiVAKA UE TO
YEVETIKO KWALKA).

5. Mid naBoloyikr} aipoopalpivn mou undpxel oTov Av-

GualohoyIKn TpWTEivN

Metalaypévn mpwteivn
Metalaypévn mpwteivn
Metalaypévn mpwteivn
Metalaypévn mpwteivn

Glu - Cys Met - Phe - Trp - Asp
Glu - Cys - lle - Phe - Trp - Asp
Glu - Val - Cys - Ser - Gly - Thr
Glu - Cys - Met - Phe

Glu - Met - Tyr - Val - Leu - Gly

Bpwro elval n Constant Spring. H aAucida a tng at-
poo@alpivng autrg aroteAeitat and 172 auwvo&€a (n a-
Auoi(da a Tng puOloAoYLKNG alpooalpivng €xet 141 a-
MWvoEEQ).

a. eplypdyTte Tov TUTO TG aAAayng n ornoia uropel va

|| wm| >

3. OL nmapakdtw peTalayuéveg algoopalpiveg xapa-
ktnpiCovtal and cuykekplpévn aviikatdotaon a-
MIvoE€wv otnv moAunentidiky ahuooida. NMwg npay-
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dwaoel autédv Tov pawvéTuTo.

B. omv aoopaipivn Constant Spring To 1420 auwvo&u
elvat n yhoutauivn. AANeg mapar\ay€g Tng aboAoyt-
K¢ autq alpoopaipivng (aAucida a and 172 a-
pwvo&€a) €xouv otnv B€on 142 oepivn 1§ Auoivn. Me



mold TPdmo dnuoupyndnkav autd Ta apvo&ea kat Tt
ox€on propouv va €xouv e tnv Unapén neploodte-
pwv apwvo&Ewv otnv auoida a;

Y. N akoAhouBia auwvo&€wv and v 8€éon 143 éwg TNV
172 y1d 6Aeg auTéq TIG Mapar\ayE€g NG aoopatpi-
vng Constant Spring eival n (dwa. Tt oupnepdouata
Byaivouv; (OCUPBOUAEUTHTE TOV TIVAKA |IE TO YEVETIKO
KWOIIKA).

6. Molég amnd Tig MapaKdTw MPOTACELG TIOU APOPOUV TO

pawvépevo Tng aveurnhoeldiag eivat AdBog kat yiarti:

a. opeiletal cuvnOWG 0To YN SlaxwpPLoud evdg (eUyouq
OMOASYWV XPWHOCWHATWY KATd TN pelwon

B. urtdpxel €va emMAgov Xpwpoéowua

Y. urtdpxet éva Alydtepo XpwHoowa

3. Aelrtel TUMA eVOG XPWHOCWATOG

7. Ta XpWHOOWHATA OTA CWHATIKA KUTTAPA TOU av-
Bpwriou eival 46.

Mdéoa xpwpoowuata undpxouv avtiotolxa ota o Ka-
Tw KUTTAPQ;

A B r A E

Zuywto 46 23 46 46 46

Kuttapo yapemg 23 23 46 23 23

ZWHATIKG KUTTAPO ATOUOU HOVOOWHIKOU 45 45 45 45 45

ZWHATIKG KUTTAPO ATOLOU TPLOWHIKOU 47 47 47 47 24

8. Molo Ba eival To anotéAeopa otn ouvOeon MPWTEivNg
0g MPOKAPUWTIKG KUTTAPO av OTO YOVISLlo Tou TNV Kw-
dikorotel yivel avtikatdotaon piag Bdong;

KeEpdAalo 6

9. Na oxnuatioete Ta cwotd {euydpla:

Q. 2Uvdpoyo cri du chat
B. Zuvdpopo Kleinefelter
Y. ZUvdpopo Down
0. 2uvdpoyo Turner

1. TPIOWHIa QUAETIKWV XPWHOOWUATWY

2. TPLOWWIO QUTOCWUIKWY XPWUOOWUATWY
3. HOVOOWUIa QUAETIKOV XPWHOOWUATWY
4. EMewn

10. Na noto Adyo vopilete 4Tl OL TPLOWIEG TIOU TTAPA-
TNEOoUVTAL e OXETIKA PEYAAN ouxvétnTa apopouyv ta
XpwHoowuara 13, 18 kat 21.

11. MNoleg and TIG MAPAKATW YEVETIKEG AVWUAA(EG Uro-
pouv va avixveuBouv e Tn Borbela Tou KapuoTUTou;
Na artioAoyrioeTe Tnv andvrnor oag

a. ApEMavoKKUTAPLKY avalpia

B. ZUvdpouo Kleinefelter

Y. ZUvdpopo Down

3. dawvuiketovoupia

€. B-©Oalhaoaiuia

oT. 2Uvdpopuo Turner

12. MNolég and TIg MAPAKATW SOULKEG XPWHOTWUIKES a-
VWHAAEG €XOUV WG ATOTEAEOUA TNV AAAAyY] TOU TogoU
™G YEVETIKIG MAnpogopiag; Na arttohoyrioete v and-
vInon oag.

a. EN\ewn

B. avaotpopn)

Y. OIMAQCLaoUAOG

O. apolBaia petardmon
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Bio... nepinartol oto Aladiktuo (Internet)

‘Ovopa 10T00€ANIBag MNepiypagn Aigbuvon oto Internet

1. Disease Genetics Mia eEQlpeTIkn Mapouaiaon Twv oxXEoewv http://raven.umnh.utah.edu/review/
CeVETIKNG Kal ATOEVELWV. redo/diseasemenu.html
Mua eniokeyn 6a oag neioet.

2. Visible Embryo MAoUolo pwToypaPikd UNKS OXETIKA http://visembryo.ucsf.edu/

Je TIg TEooepeqg PwTeq eBdouadeq
NG avdrtuéng Tou avbpwrivou euppuou

10.

(MpooBEate erumAéov SleubUvoelg OXETIKEG e TO BEUa amod TIG SIKEG 0aG EEEPEUVITELG TOU KUBEPVOXWPEOU)
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