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BIOAOTI'IA OETIKHY KATEYOYNXHY

KEPAAAIO 6°:McralAdéeic

EkmaideuTikoi oToxol:

MeTa TV 0A0KAMPp®OoN] TS HEAETNG VTOV TOV KEPUAAIOV 0 padnTig 0o Tpémer va pmwopei:

v

Noa avaeépet Ta €idn ToV PHETOAAAEE®V, TOVG TAPAYOVTEG OV TIG TPOKAAOVV Kot Vo eneényel Tov
UNYOVIcUO ONUovpYing Tovg.

Na cvoyetilel cuykekpipéva €10 petaAhdcemv pe kKAnpovopuikeg achéveleg

Na ottiodoyel to yeyovdg 0Tt TOAAEG HETAAANAEES OV €YOLV OPVNTIKEG GUVEMEIEC YL TOV
opyovicuo.

No oivel mopadelypato Kol vo avogEPEL TIG KUPLOTEPES YEVETIKEG SLOTAPOYEG OTIG OLLLOGPOIPIVES
TOL avVOPOTOL KOl 6TOV HETAROMGLO

No divel mopadelypato Kol v avapEPEL TIG KUPIOTEPES YPMUOCOKES AVOUAAES 6TOV AVvOpwTO
Noa avayvopilel T cupPoAin g €pevvag 61N S1AyVmoT) TV YEVETIKOV 00HEVEIDV

No e&nyel ™ onuocio TG YEVETIKNG GVUPOLANG otV TPOANYM Kot T Oepameion YEVETIK®OV
acBeveldv

No e&nyel 6Tt moAAEG popeég Kapkivov eivol amoTEAECUO UETOALAEEWV GE GUYKEKPLUEVES
Katnyopieg yovidimv

Noa e&nyel To unyoaviopd SNUIOLPYIOS YPOUOCMOUIKMOV OVOULOAIDV

No avagépetl TIC To ONUOVTIKEG apOUNTIKEG AVOUOAIEG TOL APOPOVY TO OVTOCMUIKE KOl TO

(QULAETIKA YPOUOGHOUOTO GTOV AVOpmTO.
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OAHTOXY MEAETHX TIA MAOGHTEYX - MAOHTPIEX
Ti npénel va yvwpilw mwpoToU EeKivAow TNV HEAETN TOU KepaAdiou
1. T eivai yovidio, T1 gival xpwpoowpa, Ti €ival YEVETIKO UAIKO:APIZTA.

Ta €idn Twv XpWHOOWHATWY Kail Td £idn Twv yovidiwv: TEAETIA.

T1 gival yeveTIKOG KWOIKAG Kal TTOIEC O 1010TNTEC TOU.

> w DN

Tnv avTiypd@n TnG YEVETIKAGC TANpoYopiac Kdl Tou¢ pnxaviopouc¢ emdiopbwong
AdBWwv Kkatda Tnv avriypaeh.

Tnv peiwon Kai Tov d1IaXwpPIoHd TWV XPWHOOWHATWY KAT  AuTHv.

Tic évvoleg YOVOTUTIOC Kal 9aIVOTUTIOG.

Touc TUTTOUG KANPOVOUIKOTNTAG TTOU ouvavTdue aTov dvOpwTo.

® N o O

Tnv KuTTapikA 8la@opomoinon Kkai Toug HnxXaviopoUG puBUIoNG TnG YoviSIakAG

£KPPAONC OTA EUKAPUWTIKA KUTTApPA.

9. Ti civar KwAIKA Kai TiI geTaypagopevn (Un KwdikR) aAugida oTo yovidio kai ot Told
améd auTég UTtdpxXouv Ta Kwdikovid.

10. Ti¢ oucieg¢ Tou amaiTouvTtal kai Tn 81adikacia yid To oXNHUATIOHO TOU KAPUOTUTIOU GTOV
avepwrro.

11. Tig évvoiec avaPpoAiopoc, kataPpoAiopuoc kai HeTaPoAIOHAC.

12. T givar évfupa kai oi1o¢ 0 pOAoG Toug.

13. T1 givai TpiToTayng doun oTIC TPWTEIVES KAl Th axX€0n TNC HE Th AEITOUPYIKOTNTA TWV

TPWTEIVWV.




BIOAOT'IA OETIKHY KATEYOYNXYHY
MeraAAaéeig

0 YeVETIKO LAMKO pmopel vor vmootel aAlayég e TOAAOVG SlopopeTikovg Tpdmovs. To yeyovdg

avtd dev mpokodel EkmAngn. Lkepbeite pe mdcovg Tpdmovg umopel va, aAAdEoVY Gt AEEELG OV

vapyovv 6’7 avtn ™ oerida. Ot ahdayéc omv aAiniovyio tov DNA, mov ovopdalovrton
RETAAAAGEELS, ONUIOVPYOVV GLUVIOME €vol SLOPOPETIKO POIVOTLTIO, YMPIC OU®G aVTd va givol ThvtoTe
aropoaitnto. Avtd e&aptdrtat amd ToV TPOTO Le TOV 0010 1 oAhayn EMOPA GTO YOVISIOKO TPOiOV, ONAMON
oTNV TPOTEIV.

O1 YeVETIOTEG KOTATAOCCOVV TIG LETOALAEEIS o€ OO0 peydres Katnyopiec: Tig yovidrakég Kot Tig
APOROCOMKES. O TUTIKOG VTOC JWPICUOG GYETICETON e TNV €KTAoT TNG GAAAYNS. AV oVTH 0lpopd
pkpo apfuo Pacewv, otic omoieg cvpPaivel avrikatdotaon, mpocdkn | élhewyn, 101e ovopaleral
YoVOloKkn HeTdAAOEN. AV a@opd oAAayEG GE UEYOAVTEPO TUNUO TOVL YPOUOCOUATOS, OVOUALETOL
YPOLOGOUIKN OVOUUALD.

Ot petodrdEelg ocvoppdiiovy o1 dNovPYio YEVETIKNG MOKIAOTNTAG OTOV TANOLGUO, Kot
evfOvovtor yuoo mOAAEG KAnpovouikég acOévele, KaBDg Kol Yoo TOAAEG TEPMTOGELS KOPKIVO.
MetaAla&elc pmopet va cupPodv 6€ 0TO100NTOTE YEVVITIKO 1 GOUATIKO KOTTOPO £VOG 0pyavicpov. Mdovo
01 HETOAAAEELS TOV YEVVITIKOV KVTTAP®V, €V TOVTOIS, Umopel vo LeTaPiBacTtoy amd TN (o YEVIOL 6TV
EMOUEVN. AVTO OLMG 0€ GNUOIVEL OTL O1 COUATIKEG LETOALAEELS EIvOl AYOTEPO GNUOVTIKES Y10, TNV VYELOL.
2V TPAYUATIKOTNTO OTOTEAOVV TNV TAEWOVOTNTO TGOV UETOAAAEE®V, O£00UEVOL OTL £VOC EVIAAIKOG

0PYOVIGUOG amOTEAEITON ATTO 10" TEPITOV GOUATIKA KUTTOPO.

H ueAérn NG OPEmMavoKUTTapIKNGS avaiuiag arroreAsi oTabuo orn karavonon Twv
MuNXaviouwy SNUIoUPYIAS TwV HETAAAGSEwWY

TPAOTN YeveTIKN acBéveln mov Ppébnke OTL €ivol OMOTELECUO GUYKEKPIUEVNG YOVIOLOKNG

petddlaéng Nrav n dperavokvrrapikn avorpio. To 1949, o Linus Pauling kot ot cuvepydteg

OV ovakdAvyav 6Tt 1 opooeapivn tov evniikev, HbA, mov amoteleitar amd técoepig

TOAVTENTIOEG AAVGI0EG, 000 a Kot dvo B, O1EPepe oTA PLGLOAOYIKA ATOpO GE GYEOM UE ekelva OV
gmaoyay amd OPETAVOKVTTAPIKY| OVOLLLIOL.

H dwpopd evtomiletor 610 ék10 apvoEL TG P-TOAVTERTIOKNG 0AVGIONG, OOV TO YAOLTAUIVIKO

o0&y avtikadictator amd Parivn. H petadlaypévn aypoceapivy cvppoirileton wg HbS. H aAlayn oty

axoAovBio Tov apvo&émv etval amotéAecpo piog YOVIOoKNG LETAAAAENG OTNV TPIMAETO TOV KOOIKOTOEL

10 YAOLTOUWVIKO 0&D. Ztn Kodwkn aAivcida tov DNA onAaorn, airdaler g Bacn Kot T0 QUGLOAOYIKO

Kodwoévio GAG, mov Kmdtkomotel To yAovtapvikd o0&y, avikadictavtor ond 10 GTG, mov Kmdtkonoel

™ BoAivn. Avti 1 pnetdAlaén odnyel 6 aAlayr TNG OTEPEOIATAENS TNG AULOGPALPIvNG, 1| OTtoial £XEL G

OmOTEAEG O TV OAAQYT] TNG HOPPNS TOV €PLOPOKVLTTAPWV, TO. OToilo G cLVOTKEG EAAEYMS 0ELYOVOL

TOiPVOUV  YOPOKTNPIOTIKO Opemavoedég oynua. Ta dpemavokvttapa eumodifovv T QLGIOAOYIKN
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OAHI'OX MEAETHX T'IA MAGHTEY - MAOHTPIEY

KUKAOQOpPio TOV aipLatog oTo TPLYoEd| ayyeia dnpovpymvTog TpoPAnpata o didpopa dpyava OTWS GTo
omANVa Kot Tovg Tvevpoves. Ta dpemavokHTTopo KATACTPEPOVTIOL TAYXVTEPO OO TO QUCIOAOYIKG UE
GUVETELD, TNV ERPAVIOT] CUUTTOUATOV OVIOUIOG.

AcbBevelg pe dpemavokvttaptkny ovoiio ivoar opodlvyor yioo 10 PETOAAOYUEVO YOVIOO TOL
ovuPorileton pe P° Ta dropa owtd mapdyovv pdvo HBS, kar kabdéiov HbA. Ta srepdlvyn dropo
(popeig), mov &yxovv éva euoAOYIKO [ yovidlo kot éva petaAlaypévo, kot dev epeaviovv ta
CUUTTOUOTO TNG 00OEVEINS. XTOVG POPElS mpoKaAsitarl dpemdvaor HOVo oe cuvONKeG PeYANG EAAElYNG

o&uyovov, OTmG o€ LYOUETPO dve v 3.000 M.

Ymrapyouv 1moAAoi SIapOpPETIKOI TUTTOI YOVIOIaKWYV HETAAAQSEwV
0 TOPASELYHO TNG OPETAVOKLTTOPIKTG avorpiog delyvel Ot pion acBévela pumopel va givon to
OTOTELECLLOL OVTIKOTAOTOONG Mog Hovo amd to dtoekatoppdpla fdoswv DNA! AAhayég avton
TOL TOTOV OVOUALOVTOL GVTIKOTAOoTAOT Paons. kol pmopel va £xovv Tokilo amoteAéouato
oTNV TPOTEIVY TOL TOPAYETOL OO TO AVTICTOLO YOVIOD TNV MEPIMTOON OV 1) SUPOPETIKY TPUTAETAL
OV TPOEKLYE KMIKOTOIEL TO 1010 apvo&h (GuVAOVLLO K®OTKOVIO) dev aALAlEL N akoAovBia apvolémy
GTNV TOPAYOUEVT] TPMOTEIVY).

2T TEPLOGOTEPEC OUMG TEPUTTMOELS W0 OVTIKATAOTOON Pdong onpiovpyel por TpUtAéTo mTov
KOOWKOTO1EL £voL SOPOPETIKO apvo&D Kot KaTd GUVETEWDL Uo aAlaypévn Tpoteivn. Edv to dtapopeticd
apvoéd PBploketar oto evepyd k€vIpo evog VDOV N KOVTA G€ aWTO, TOTE 1 EVEPYOTNTA TOV, ONAAdN 1M
wKavoTNTa KotdAvong avtidpdoewy, umopel va ehattobel | ko va punoeviodel. Emiong, oe dAla €idn
TPOTEIVOV N LETOAAAEN Umopel v 001 YNGEL G OAAXYT TG OOUNG TOVG KOl GUVETMC Kol TNG AELTOVPYiag
T00g, Omw¢ oty mepimtwon ¢ HOBS ot dpemoavokvttopiky avoupio. Xe GAAEC TEPIMTOOELS L0l
avTIKOTAoToon PAong umopel vo petaTpéyel £vo KOOIKOVIO, TOL KOOKOTOEL KAmolo apvold, oe éva
KOOWKOVIO MENG, HE OMOTEAEGUO. TOV TEPUATICUO GVUVOEONG TNG MOALTEMTOKNG OAVLGIOOG. XTI
TEPIOCOTEPES OMO OAVTEG TIG TEPIMTAOGELS KATAGTPEPETAL 1] AELTOVPYIKOTNTO TNG TPOTEIVG.

‘Evog dAroc onuavtikdg TOMOG yoviolak®mv HETOAAAEEDY TeptapPavel TpooOKkn 1 EAiewyn
Bdoewv. AMayéc otov aplBud tov PAcevV £(OVV ®C OMOTEAEGUO TNV EUEOVICT] UETOAAOYLEVOV
eoawvotimov. H mposbnikn 1 n éAdewyn dadoyikdv Bdoemv e omoodnnote opfpd moAlomAdctlo tov tpia
onuovpyel, avtiotoyo, mpocHnkn 1N EAAEWN €VOG M TEPIOCOTEP®V OUIVOEEMY OTNV TOALTETTIOKN
aAvcida, mov umopel va aAldler ™ AsrtovpywdtTd ™G Av Op®OC 0 aplBudg Tewv Pacewv givol
SWPOPETIKOS TOV Tpiat 1| TOAAATAOGIWV TOV, TOTE 1 OAANAoLYia TV apvolémv dev epeavilel TAgov

TOAAEG OPOIOTNTEG LLE TNV OPYIKN.




BIOAOrI'IA OETIKHY KATEYOYNXHY
O1 usraAAaéeig dev gival mavra BAaBepéc
0AOVOTL 01 TTEPIGGOTEPEG UETAAAAEEIS 001 YOUV OE AMOTEAECUA TTOV OEV €ival ELVOTKO Yol
TOV 0pYaVIGUO, HEPKEG amd avtég epeavifovv mheovektipoto. Xwpig Tig HETOAMAEELS N
yevetikn mokiAotta O mepropilotay apketd ko  e£EMEN, dmwg ™) yvopilovue onuepa,
d¢ Ba elye ovpPel.

O meprocdtepeg amd Tig petaArdels Bewpovvtar emPrafeic, emedn €govv cofapn emintmon
otov opyoviopo. TToArég Oumg dev etvan emiPrafeic kot yopaktnpilovior mg ovdétepes. o mapadetyua,
HETOAAGEELG OV 00MYOUV o aAAay] €vOG HOVO OUvOEEOG Umopel va €xovv eAdylotn €midpacT o1
oTEPEOOIATAEN Kot OTN AEITOVPYIKOTNTO TNG TPpWTEIVIC. Ot aAAayég mov cvuPaivovv 67 €va yovidlo kot
dgv odnyovv og oAlOyn NG OAANAOLYIOG TOV OUIVOEEMV TNG ONUOVPYOVUEVNG TPMTEIVING, AOY®
EKPUAIGLLOV TOV YEVETIKOV KOOKA, ovopdlovtal ot@maniég petalrdéers. AAlayéc oty aAAniovyia TV
Bacewv mapoatnpovvion Oyt povo oe mepoyéc tov DNA mov petaypdeovral (yoviowa) oAAd Kot oTig

VOAOTEC.

lMoiol Trapayovreg mpokaAouv ueraAAdéeic
1 petoAAdEelg mov epeaviCovion aipvidle péco otov TANOLGHO ovoudlovTol GVTORATES Kot
Bewpeiton 0T TPpoépyovtal amd AdON mov yivovtal Katd v aviypaen tov DNA 1 xotd ™
dlaipeoT) TOV YPOUOCOUATOV.

Oleg o1 petodddEelg o onuiovpyovvtal avtopota. [loArol tOmor petoArdéemv pmopel vo
mpokAnBodv amd mapdyovieg Tov TePPAALOVTOG, Tov ovoudlovtor peraAiragoydvor. X’ avTovg
TEPAOUPAVOVTOL SIAPOPES YNIKEG 0VTiEG KABMG Kal d1POPOol TOVTTOL aKTIVOPOA®Y, OTwg 1 X Kol M Y-
axtvoPoAio.Mepikég amd T yMUkEG ovoieg mov €xovv HETOAAAEOYOVO dpdon lval 1 OPUAAIELIN,
OPIGUEVEG YPWOOTIKEC, OPOUATIKOT KUKAIKOT vopoyovavOpakes axopa kot 1 Kageivn. TToAég and avtég
11§ ovoieg Pplokoviar oe yempywkd, Popnyavikd Kol QOPUOKELTIKE TPOIOVTA TOV YPNGUYLOTOI0VVTOL
€VpOTATOL.

[Mog Aowdv éva KdTTapo pmopel va dwtnprost otabepn o aAiniovyio Bacewv amapoitntm yio
™ Con vrepmndmvtog avtég Tig PAAPeg mov OnpovpyoHvtal amd TOvS JPOPOVS UETAAAAEOYOVOLG
napdyovteg; H amdvimon sivor 61t ta kdTTapo mepiéyovv mapa moAld Evivpa, mov oavayvopilovv v
Brapn ko emdopBdvovy 1o DNA. Ilepioodtepo amd 99.9 % tov Aobodv g avtypaens tov DNA
emdopbdvovior pe avtd tov Tpdémo. o pmopovoape AOWOV VoL TOPOUOLICOVUE TO KOTTOPO LE Eva
avtokivnto, To 0moio evd PpiokeTon dopk®G o€ Kivnon SeBETEL Lo OPAd PNXAVIK®V, TOV EMO0PHDVEL
Oleg T1g PAAPeg TOL, OUECHOS POMG TPOKVWOLV KOl £TCL TO GVTOKIVITO 0 OTAWATA Vo Agrtovpyel

(QULGIOAOYIKAL.
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OAHI'OX MEAETHX TIA MAOHTEY - MAOHTPIEY

Eweénynon evvoiwv kai opwv:
MeTaAAaln: AAAayR oTo YeVETIKO UAIKO evog opyaviapoU. O 6po¢ mepiAappdvel aAAayég oe
emiedo yovidiou (yovidiakég peTaAAdSeic) kal aAAayég oe peyaAUTEPO HEPOC XPWHOOWHATOC
(XPWHOOWHIKEG aVWHAAIEG).
Fovidiakég petaAAageig: MeTaAAdEeic Tou ouvioTavTal oc alhayég oe emiedo yovidiou.
Xpwpoowpikée peTaMAaeic: MeTaAAdeic Tou ouvioTavral oc aAAayég o peydAo pépog evog
XPWHOOWHATOC N OTO OUVOAIKO dpIOUO TWV XPWHOOWHATWY.
ApemavokutTapiki avaipia: TeveTiKR aoBéveia mou ogeiAeTal oc yovidiakh peTdAAagn. Tnv
Tapouaialouv dTtopa Tou @Epouv To HeTaAAaypévo yovidio Ps ae opoluyn katdoTaon Kai £Xel We
amoTéAsopa Ta acBevh dTopa va mapdyouv Tnv aigoogaipivn HbS avti tng kavovikhg HbA. H
HETAAASN TpokaAei aAAayn ath oTepodidtaln ThG aigoogaipivng, He amoTéAsoua TNV daAAayh
TNG HOPYNC TWV €pUBPOKUTTApWY, Ta omoia ot ouvlnkeg €AAsiyng ofuydvou Taipvouv To
Opemavoeldéc oxnua.
EMeyn: H amwAcia alAndouxiuv DNA amd éva xpwpdowpa. H €AAsiyn pmopei va
mepiAauPdver pia poévo A mepioodTepeg pdoeic Tou DNA (yovidiakA peTdAAain) A peyaAuTepo
HEPOC £VOC XpWHOOWHATOC (XPWHOOWHIKA avwiaAia).
ZiwnwnAn petaAa€n: MetdAAan mou AOyw Tou eK@QUAIOHOU ToU YeVETIKOU KWwdika dev odnyei
oThv aAAayn Tng aAAnAouxiag Twy apivo§éwv Tng dnHioupyoUHEVnG TTpWTEIvNG.
Autopatn petaMa&n: H petdAAaln mou epgaviletar aigvidia otov mAnBuoud K péoa ot pia
olKoyEéveld.
MeTaAaloyovog mapayovrac: Evac mepiPAaAAoVTIKOG TtApdyovTdg, QUOIKOC N XNHIKOC, TTou
pmopei va tpokaAéoel Th dnpioupyia HeTAAAAE ewv.




BIOAOrI'IA OETIKHY KATEYOYNXHY
MeyaAo¢ apiBuog aobeveiwy oTov avlpwrro givai armroréAsoua peraAAaéswv

TN GUVEYELD, OVOQEPOVTOL HEPIKEG OLYVA ep@avifopeves acbéveleg tov avBpdTOv, 7OV
opeilovtor oe petodddéerc. Ot meplocOTepeg dgv eivol omotédecpa €vog udvo TtHmov
petdAraéng. Mmopel va eivor omotélecpo  aviikataotdoewy, eAhelyemv 1 mTpocOnkov
dapopeTikoy apBpov Phoewv. AVTO el OG OMOTEAECUO TN HEYAAN ETEPOYEVEID TOV GLUTTOUATMOV

avapeso o ATopo TOL TAGYOLY amd TNV 1o acBéveta.

I'sveTikES Slarapayx£S OTIC AIMOOPAIPIVES TOU avBpwiTou

a epuOpa arpoceaiplo Tov avOp®TOL TEPIEYXOLY KUPIMS Lo TPMOTEIVN, TV cpoceatpivn. Kdabe

popo  oaooeatpivng, mov £xEl COAIPIKO CYNUO OTO YMPO, ONOTEAEITOL OMO TECOEPLS

TOAVTENTIOKES AAVGIdEC, avd dVO0 Opoteg, Kabed and T1g omoieg mepiéyet pia opdda aipne. Ot
LLOCPOPIVEG TOV EVIIAMKOL OTOHOL SpEPOLYV OO TIG avTioToeS Tov euPpvov. H xidpla aipocepoipivn
Katd v euPpuikn nhkia eivar n cpooeapivny F (HBF) pe ovotoon ozy2,0nladn anoteheitor and dvo
TOAMTENTIOKEG alvoideg o kat amd dvo y. Katd v evihikn Lo i kOpro opoceopivy sivar 1 HbA pe
obvotaon a2, VO aviyvedovtal Kot KPEG TOGOTNTES Mo GAANG aocalpivng, thg HbA,, pe ovotaon
0202. Ta evilika dtopa exiong cuvhEtovy oA pikpn mocodTnta (AMyodtepo amd 1%) g HbF.

Ta yovidwo Tov KOdKOTO0HV TIG 0AVGIOES TOV OULOGPAIPIVAOV EUEOVIOVY TOAAEG LETOAAAEELS,
TOL 0ONYOVV GTN SNUIOVPYIO CUOCEAPIVOTTAOEIDV. LTO YOVIO0 TNG TOALTENTIOKNG aALGidas B Exovv
Bpebel meprocotepeg amd 300 Swpopetikés petolddéels. Eav o petdAraén emmpedler apvoééa
ONUOVTIKA Y10L TN AEITOVPYIKOTNTA TG TPMOTEIVNG, OTMOC aVTA oL Ppiokovtal KOVTd otnv TePloyn
TPOGOEONG TNG aiung, 10T Onpovpyeitar cofapd TPOPANUA Yoo Tov opyavioud. Ymapyovv OpmG Kot
UETOAAGEELS IOV TTEPVOVV GYEOOV AMOPATIPNTES 1] TOV dNovpyovV udvov N avorpio. TEtoleg etvar ot
UETOAAGEELS TOV POPOVV TTEPLOYT TS AALGIONG TTOV OEV EIVOL GNLLOVTIKT Y10 T AETOVPYia TOV popiov.

M amd 115 coPapdtepeg opoceaipvondbeieg elvar 1 Boloocoaipio. mov ogeileton o€
elattopévn oOvleon elte Tov a gite Tov B ailvcidwv kot 0dnyel avtictorya o€ a- 1| B-Oaiacoapio. H B-
Oaraccarpio yopaxtmpiletor and peydin etepoyévela, OnAodn Tpokaieitot omd TOAAE SLPOPETIKA £I0M
YOVIOLIKOV UETOAALAEEMV OTTOC AVTIKATOOTACELS, eAAelyels Kot TpooBnkeg Pdoewv. Ta countdpoTa ™G
acBévelng dteépovy g mpog ™ Popvtnra petafd dpopmv atdpwmv kol oyetilovtal pe 1o €idog g
petdAroéng mov ta mpokaAel. Ta copntdpate propel va kKopoivovtol omd cofapn ovorpio (movieing
EMeYN ToAVTERTIOKNG oAvcidag B, ocvvenmg kot HbA) émg Mydtepo cofapr oavatio (gAdttmon
oOvBeoN g TOAVTENTIOKNC 0AvGidag B, cuvenmg ovvbeon HDA og modd pukpr TocotTO).

Ta opdluya dtopa pe B-Boraccoio epgoaviCovv cofapn avaipio. H aviyetdmion yiveton pe
OLYVEC HeTayyioelg aipatog, 01 omoieg OUMG GTAdIOKA dNUIOVPYOVV TPOPANUE AOY® TG VIEPPOPTOGCNG
TOV 0pYAVIGHOV pE 6idnpo. To mpdPAnpa avtd avtpetomileton e PoPUAKELTIKN oywyn (Amocidnpmon).
Yta opoluya dtopa Topotnpeitor oe TOAEG mepumtdoelg avénon g HbF, n omoio vrokabiotd pepikmg
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™ Aettovpyia g HPA. Ta etepdluya dtopa- @opeic- sppaviCovv Hma avarpio kot avénuévn ocvvbeon
HDbA2, n onoia amoterei dwyvootikd deikt. H acOéveia kinpovopeitol pe ovtocmUKO VTOAEUOUEVO
TOMO  KANPOVOUIKOTNTOG. ZUVETMDC, OTOV Kot o1 d00 yovelg etvar @opeig ¢ acbévelng, o Kivouvog
enpaviong g B-Boracoapiog 6Tovg amoyovous Tovg eivat 25%.

H ovyvémra tov etepdluymv atdpmv pHe dpEmAvVOKLTTOPIKY avaltio Ko B-Ooiaccoiio sivot
avénuévn o TePoYEG OTTMS o1 YpeS TG Mecoyeiov, g Avtikng kKot AvatoMkng Agpikng kot tng N. A.
Aciag, 0mov gppoaviiotav edovooia. H avénuévn cuyvomta ogeidetar 6tnv avleKTIKOTNTA TOV QOPEDY
otV TPoGPBoir] and 10 TP®TOLWO MOV TPOKAAEl TNV €Aovoocia, €mEWN Ta £pLOPOKVLTTAPA TOVG dEV
€VUVOOVV TOV TOAAATAQGLOGUO TOV. XVVETMC, N TPOCTUGIO TOL TPOCdideL N HETAAAAE ®¢ TTPOg TNV
elovooio amotedel Eva TAEOVEKTNA, TTOV TOVG TOPEYEL AVENUEVT TlavOTTO emPBimong Kot duvaTdtTnTa
AVOTTOPOY®YNG.

Ta yovidio Tov K®OKOTO0VV TNV - TOALTENTIOKT] aAVGidn givar duthd dnAad” vdpyovV dVO
yovidlr o og KaBe opdroyo ypopocopa. H a-Bodaccopio eivor amotélecuo, oxeddvV 6€ OAES TIC
TEPUTMOOELS, EAMEIYEMY OAOKANPOL TOL YOVISIOV TOV KOIKOTOIEL TNV TOAVTENTIONKY| aAvcida o. Epdcov
o€ k0B dropo vdpyovv GuVolikd Técoepa yovidla o, eAlelyelg pmopel va ompiovpynbodv oe €va, 600,
Tpia, M Kol oto T€ocEPa omd avTd T Yovidla. Oco mepiocdTEpa Yovidln a Aeimovv toc0 PBapvtepa givor
o ovumtopate g actévelng. H éddhenym tov yovidiov o emmpedlel OAeg TG OUPOGQOIPIVEG TOL

avOp®OTOL, £TELDN N TOAVTETTIOKN OAVGION O ATOTEAEL CLOTOTIKO OAMV TV OUOGPALPIVOV.

MeraAAdéeig o€ yovidia trou Kwdikorrolouv éviuua SnUIoupyouV Ti¢ SIarapaxés
ToU usraBoAiouou

1 petoPoAkég odoi otov dvBpwmo akoAovBovv opicuéva otdola, kabévo amd To omoio

eléyyeton amd kdmowo Evlupo. ‘Exovv meprypapet mepimov 200 datapayés Tov HETABOMG OV,

ol omoieg a@opovv Kvpimg T AesttovpywodTa evidpwv. H dnuovpyla petadrdEemv oe
Yovidl TOV KOIKOTOOVV KATow omd avtd T Evivpa mpokaAel 016popec KANPOVOUIKES acBEVELES OTTMGC
N QAIVLAKETOVOLPIOL KOL O OAPICUOG, Ol OTOiEG KANPOVOUOVVTOL LE OVTOCOUKO VTOAEMOUEVO TOTO
KANPOVOUIKOTNTOC.

H @oawvikerovovpia (PKU) eivon pioa acbévelo m omoion mpokaAgitor amd v EAAElyn TOL
£vCuHov IOV 6TO PLGIOAOYIKG ATOL PLETATPETEL TO AUIVOED PALVOACANVIVY] GE TUPOGTVN, LLE OTOTEAEC LA
TN GLGGMPELGT PAVLAOAOVIVIG. Xta dTopa ov givol opdlvuyo Yo TO VTOAEMOUEVO UETAALOYUEVO
yovidlo mopeumodifeTar 1 LUGIOAOYIKT OVATTLEN Kol AETOovPYio TOV KLTTAP®V TOV £YKEQOAOV, LE
ouvvénela T dvontikn kKabvotépnon. Edv n acBéveln aviyvevbel vopic, katd m veoyvikn nAio, 1ote n
ELPAVIOT TOV CUUTTOUATOV TOV GYeTICOVTAL e ATV UTOPEL va amopevyDel pe ) ypnoipnonoinon, €’
6pov Long, KATAAANAOL S1oTOAOYIOV e TEPIOPICUEVT] TOGOTNTO POVOAOANVIVIC.

O ar@ropdg opeiretar otnv EAAeym evog evihov, 10 omoio gival amapaitnTo Yo T0 GYNUATICUO

™G YPWOTIKNG pHeAavivng. ZTo ATORO OV TAGYKOLV ONO CAPIGHO VIAPYEL EAAEWYT] TNG YPWOTIKNG GTO




BIOAOTI'IA OETIKHY KATEYOYNXHY

dépUa, 0T LOAMA Kot 6TV iptda Tov 0pOaAp0D. O aA@iopdg eppaviletl etepoyéveta, dnAadn Ao dTopo
eupaviCouv mavtedn EAewyn evepyotntog Tov evOOHOL, evd dALa ep@avilovy pHetmpévn evepyotnta.
Eweénynon evvoiwv kai dpwv:
OaAaooaipia: Mia amd TiIC coPpapdTePEC AIHOOPaIPIVOTIAOEIEC TTOU o@eiAeTal ge eAATTWHEVN
ouvBeon €iTe TWv a €ite Twv P aAucidwyv Kai odnyei avtioToixa oc a- h p- OaAacaaipia.
Meooyeiakn avaipia: KAnpovopik acOévela mou ogeiAeTal oc eAaTTwpévn alvOeon a N P
aAugidwv TnG aipooaipiving
PaivuAkeTovoupia (PKU): AcBéveia mou ogeidetar otnv €AAsiyn Tou ev{Ugou Tou OTd
PUOIOAOYIKA dTopa peTaTpémer To apivofU gaivuAaAavivh oe Tupoadivn. ZTa dToda Tou civai
opoluya vyia TO UToAsiTOpEVO Yovidlo UTdpXel ouoowpeuan @aivuAaAavivng n  omoia
mapepmodilel TN QUOIOAOYIKA avdmTuén Kai AciToupyid TWV KUTTAPWV TOU EYKEQPAAOU HE
ouvémeia Tnv diavonTiki kaBuaTépnaon.
AAQIONOG: AToudia XPWOTIKAG HeAavivng, amé To déppa, Ta paAAid kal The ip1idag oToug
opOaApolc  evog  opyaviopoU. KAnpovopeital  HE  AUTOOWHIKO  UTOAEITTOHEVO  TUTIO
KAnpovouIkOTNTAC Kai o@eiAeTar atnv €AAeiyn Tou ev{UUou TOU €ival AmapaiThnTo vYid TO
OXNHATIONO ThG XPWOTIKAG.

XpWHOOWUIKES AVWUAAIES
4 TG £XOVUE NON AVAPEPEL, 01 LETAALAEELS etvan aAAayég otV akoAovBia Kot atov aplud twv
Baocewv oto yovidiompo €vog opyavicpov. Ot peydiec o€ £KToon OAAOYEG OmOTEAOVV Og
YPOLOCOUIKES avopoAies. H avdilvon Tov xpoUOCOUIKOV OVOLOMOV £Yve SUVOTH UETE TNV
avATTUEN TEYVIKAOV TTOL EMTPETOVY TNV TOPUTHPN O KOl TN AETTOUEPT UEAETN TV YpoHocoudToY. Ot
aAAaYEG 6TOV aplOud TOV YPOUOCOUATOV 0VOUALovToL aPLOUNTIKES YPOUOCOUIKES OVONAAIES, EVD Gl
OAAYEG OTN OO ATOTEAODV TIG OOUIKES YPOUOSOMIKES avOpoAies. Ot aldayés avTtég yovv cuvinBmg

OG OAMOTELEGLLA TV TPOTOTO{NGT| TOV GOLVOTVITOV TOL OTOLOV.

O1 apIBuNTIKES XPWHOOWMIKES AVWMAAIES gival ATTOTEAEOUA AdBwWV OTNV UEIWTIKA
Oiaipeon

v Katd T OdpKew NG UEWWTIKNG dwipeong oev mpoypatomombel @uol0A0YKE o
SYOPIOUOS TOV OUOAOYOV YPOUOCOUATOV, €ve. QOWOUEVO TOv ovopaleton pn-
oL OPLoPOS. TOTE ONUIOVPYOLVTOL YOUETEG PE OPOUO XPOUOCOUATOV UEYOADTEPO 1|
pKpOTEPO TOL PLGLOAOYIKOV. H yoviomoinon towv pn QUGIOAOYIKAOV YOUETMV, £(EL OC OTOTELECUA TN
onuovpyia Luvywtov pe «ravBoopévrny mocdHTNTO YEVETIKOU VAKOV, TO Omoio 0gv avamtOGCETOL
evooAoykd. Ta dTopa OV TPOKLATOVY KAl £XOVV TEPIGGELN 1) EALELYT] LKPOD aptOLOD YPOUOCOUATOV
ovopdlovtat avevmiogdn. H anovoio evog povo ypopocsodpatog ovopdletal povosopia, svo 1n vmopén

evog emumdéov Tproopia. H povocopio sivoar cuvnbog Bovatnedpog yioo tov opyavicpo, 0Tt ta
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YPOUOCHOUATO UE TO YOVIOlL TOL TEPLEYOLV, HE €EOUPECN TOL QLAETIKA, TPEMEL VL LGPYOLY Gg OVO
«06GE1R, Yo va e£0o@aMoTEL 1 cWOTH avaTTLEN ToV {VYWOTOV.

Ot aplBunTIKEC XPOUOCOMKEG OVOUOAES ONUIOVPYOVVTOL GTO. GUTOCGMOUIKA 1| OTO QUAETIKA
YPOLOGOUATO. XTI CUVEYELD AVAPEPOVTOL Gl GLYVOTEPO EUPOUVICOUEVES TEPITTOGELS GTOV AvOpwTO.

To ovvopopo Down (Tpowpia 21) sivor n mo Ko aplOunTikn yPOUOCOUKY avopoiio. Tao
dropa pe ovvopopo Down guepavifovv kabBvotépnon oty avantuln, YOPUKTNPICTIKES OVGLOPPIEG GTO
TPOCMOTO KOl SVONTIKY KOOVGTEPNON. XTOV KAPLOTLTO TOV OTOU®V OV TAGKOLVV, GE OAEC GYEOOV TIG
TEPWTOOELS, eppovileton éva emmAéov ypouodcopo 21. H dmapén tov emmAiéov ypopocodpatog ival
AMOTEAEGLLOL LN SLOMPIGUOD TMV XPOROSOUdTOV Tov 21°° (ebyovg katd v peinon. Me avtd Tov TpoTo
dnuovpyeitar ®AEPo, KoL GE GYETIKA AMYOTEPES TEPWTAOCELS onepuotolwdplo, pe 600 ypopocopota 21.
Tovipomoinom tov yapétn mov €xel 10 emmAéov ypopdoopo 21 pe Evav uololoyikd Ba dnpovpynoet
tpoopio 21. H mbavétta yévvnong modov pe cuvdpopo Down oyetiletor pe tnv nAkio g untépoc.
Meléteg oelyvouv Ot pia péAdovoa pntépa nikiog 45 etdv €xet moAv peyokdtepn mbavoTnTo vo
amOKTNGEL Tadi pe cvvopopo Down ce oyxéon pe o péAlovoa untépa nAkiog 19 etov.

AMAeC OYETIKOL CLYVEG OPOUNTIKES YPOUOOMUIKES OVOUUAIEG TOV CPOPOVV TO OVTOCMUIKA
Ypoposopato givor n tploopia 13 kot n tpoopio 18. Ta dropa mov mdoyovv amd avtéc eppovifovv
Bapvtepa copmtdpata omd exkeivo mov Tdoyovv amd chvopopo Down, mhovov emeldn ta YPOUOCMUATO
13 won 18 elvan peyordrepa oe p€yebog Ko mepiEyovv mepiocdTepa yoviota.

Exto¢ and apuntikéc avopaiieg mov apopovv To GUTOCOMKA YPOUOCHUOTE THUPUTPOVVTOL
apOUNTIKEG OVOUOAIEG KOl OTO LAETIKA YPOUOCOUOTOL.

ADO 0Td T YOPAKTNPLOTIKG GOVIPOLO QVTHS TNG Kotnyopiag sivatl To cvvdpopo Klinefelter ko
0 cvvdépopoTurner To dropo pe ovvdpopo Klinefelter £yovv @uololoyikd apbpd avTOCOUIKOY
YPOLOcOUdToV (44) Kot Tpia LAETIKE Ypopooopata, To XXY, avti Tov puceloroykov (evyoue XY. Ta
dropa ovTd £(0VV EEMTEPIKA YAPOUKTNPLOTIKA APGEVIKOV aTOLOL gival Opmg oteipa. Ta yopaktmplotikd
TOV GLVOPOHOL epeavifovtar peTd TV gpnPeio.

Ta dtopo mov mdoyovv amd 10 cHvopopo Turner €xovv ELGIOAOYIKO APBUO AVTOCOUKEOV
ypopocoudtov (44) aArd povo éva ypopodcopa X and 1o (e0yog TV GLAETIKOV ypopocopdtov (XO).
Avt etvar n povadikn povocopio mov éxel Ppedel otov dvBpwmo. Ta dropa avtd dev epgaviCovv
OELTEPOYEV] YOPAKTNPIOTIKG TOV QUAOL Top’ OA0 TOL £YOVV PEAVOTLTO BNALKOV OTOMOL KOl givol

oTElpa.

20 Tevucd Abketo Kopiveov ————— saall



BIOAOrI'IA OETIKHY KATEYOYNXHY
O1 OoUIKES XPWHOOWMIKES avwaAies aAAalouv Tnv Hop@oAoyia Twv
XPWHOOWHATWY

1 OOMIKEG YPOUOCOMKEG ovopoAieg sivor ollayég otn Odopnq €vOc 1N MEPLGGOTEPWOV

YPOUOCOUATOV. Ot SOUIKES aALAYEG OTO YPOUOCOUO UTopel v apopoly, LEPIKA Yovidla 1

éva peyddo tuqua tov ypopocmpatos. H dnpovpyio SOMUKOV YpOUOCOUIKOV OVOUUAMOV
etval omOTEAEGHO S1APOPOV LUNYOVICUDV KATH TN S1APKEWD TOV KVTTAPIKOV KUKAOV. o Tapdderypa, M
Opavon Tunpatog omd Eva N TEPIGGOTEPO YPMOUOGMUATO KOl GTN GLVEYELWN 1| AavOACUEVT] ETAVEVOOT] TOV
umopel va €xel g amoTéAECUO EAAEWYT, WETOTOMION 1 KAmOlo GAAN avadidtaln tov yovidiov o1o
YPOROSOUE. Ot SOUIKEG YPOUOCOUIKES OVOUOAES eivorl amotéleopo TG Opdons UETOALAEOYOV@V
TAPAYOVTOV OTTMOS 01 OKTIVOBOATEG Kot 01 S1APOPES YNUIKES OVGIEC.

Ot OOHIKES YPOUOCOUKEG OVOUOMES £XOVV OC OMOTEAECUA TNG OAAAYT OTNV TOGOTNTO 1 OTN
dlataln TG YEVETIKNG TANPOPOPIG GTO YPOUOCHUATA. AVAAOYW LE TO TOTO TNG AAAXYNG dlaKpivovTot
dtapopa 0N SOUIKADOV YPOUOCOLKDY OVOUOMODY

H éhewyn civar n andrela yevetikod vikov. To evvdpopo ¢oviy g yatoeg (cri-du-chat)
opeiletal otV EAAEWY”M €VOG HEYAAOL TUNUOTOG TOL WIKPoL Ppoyiova amd to ypoudcopa 5. To
oVVOPOUO ovopdletar £T01, V10T TO KAQLO TOV VEOYEVWIT®V TIOV TAGYOLY HOLALEL e TO KAGUO TNG YOTOG.
Ta dropa oV TAGYOLVV OO TO GLYKEKPIUEVO GHVOPOLO eRPavIlovy dlovonTiKy KaBvoTépnon.

O owmhaocrwaopog eivor M emaviinym evog YPOUOCOMKOD TUNUOTOS OTO Ypopocoua. H
avaosTpoP] Onuovpyeiton omd Opadcel; 6e VO JSWPOPETIKO ONUElD EVOC YPOUOCOUATOS KOl CE
GUVEYEWD OO EMAVEVMOGT] TOV TUNUOTOG Votepa and avactpoer. H avactpoer| €xel o¢ cuvémewn tnv
oAy TG OdtaEng TV yovdinv oto ypopdcoua. TELOC, 1 petatomion sival amotéAecua Bpavong
€VOG TUNLOTOG TOV YPOUOCMUATOS KOl OTN GUVEXELN EVMONG TOV G€ v AALO UN-0UOAOYO YPOUOCHLAL.
211 opotPoieg HETATOTIOES EXYOVUE “OVTAAAOYY] YPOUOCOUIKAOV TUNUATOV OVAUEGH GE U1 OHOAOYO
YPOUOCHOUATO. XTIG opolPaies HETATOTIGES 0 YAVETOL YEVETIKO VAIKO KOl T GTOMO OV TIS PEPOLV
eupaviCoov ocvvnbwog @ucsoroywd eawvotvno. Tovtdypova O gpeavilovy kivouvo amdKTNOoNG
AmOYOVOV LE XPOUOCOUKES OVOUOAMES, £TEWdN KATA TO (EVYAPOUL TOV XPOUOCOUATMOV GTN UEUDTIKN
dwipeon mPOKOTTOLY Kot PUN-ELGAoYKol yauétec. T ™) SmicTOoN TOV SOUIKOV YPOUOCOUKOV
AVOULOAM®V givol amapaitnmn 1 ¥pOCT TOV YPOUOCOUATOV LE TEYVIKEG TOL ONUovpyovv LDVESG GTO

rpoudooua 6mng (oveg Giemsa
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Ta emireuyuara tng épsuvag oTnv EVETIKN OUVEIOPEPOUV OTnV avamruén uEBodwv
yia Tnv dIayvwon TwV YEVETIKWV AoOsveIwWV

1 YVOGELS TOV EYOVIE OMOKTNGEL GE LOPLOKO EMIMEDO Y10 TOVS UNYOVIGHOVS OV O1Hovpyodv
TIG YEVETIKEG 0GOEVELEG HOG £YOVV TTPOGPEPEL T SLVATOTNTO AVATTLENG HEBOd®V e TIG Omoleg
OVIYVEVOVUE YEVETIKEG OVOUAAIEG oTor LEAN piog owoyévelag 1| ota dtopa vog mAnbvopov. H
dAyvmon TV YEVETIKOV achevelmv pog Bonbd:
» X1ov 000 T0 dVVATOHV T £YKOPO EVIOTIGUO YEVETIKOV OVOUOAMY 6T ATopo oL eEetdlovTal,
»  XTOV EVIOTIGUO TV POPEMY KANPOVOUK®DV YEVETIKMOV 0GOEVEIDV,
» X1oV TPocdopopd TG TOAVOTNTOG ELPAVIONG UING YEVETIKNG OOOEVELNG GTOVG OTOYOVOLS LILOGC

OTKOYEVELNG GTNV OTO10L £YEL TOPOVGLUGTEL Lol KANPOVOLUKT acHEVELDL.

H éyxoupn Owdyvoon pag yevetikng acBévelag mpooeépel 11 duvatdTNTO  GYESOGHOV
OepamevTIKnG aywyng, €Tol MOV VO EAOYIGTOTOLOVVIOL Gl EMUTAOKEG TNG acbévelng OmmG otnv
nepintoon g eoavvAiketovovpiag (PKU). O éheyyog yia Tov eviomiopd twv mhovov gopiémv, OTmg
OTIS TEPUTTAOGCELS TNG OPEMOVOKLTTOPIKNG OVOUiog Kot TV OoAacCoU®dY, TPOYUOTOTOLEITOL HE
OKOTO TOV LIOAOYIGUO TNG THAVOTNTAG ONLOVPYINS ATOYOVEOV TOV TAGKOLY OO TIC GVYKEKPIUEVES
KAnpovopkéc acBéveleg. AkOUO, OTNV TEPITTMOOTN OUYVOONG YEVETIKAOV OVOUOA®V KOTE TN
OlEVEPYELN TOV TTPOYEVVITIKOD EAEYYOL OIVETOL 1] SLVATOTNTO SIOKOTNG THG KONONG.

H 616yvoon tov yevetikdv acBeveudv pmopel va mpoypoatoromet.

»  Me 11 HeAétn Tov KapLuOTLTTOL, OTMS Y10 TOPASELY L0 KATE TOV TPOYEVVNTIKO EAEYYO,

»  Me d10¢popeg Proynukés doKiocieg

» Me v avdlvon g aAlniovyiog tov Bdoemv tov DNA (poplokn didyvoon).

2 OLVEXELD avaPEPOVTOL OV0 TEPIMTMGELS EPOPUOYNS TNG Topomdve pebodoroyiag yo
AYvVmo™ NG POIVOAKETOVOLPIOG KOl TNG OPETAVOKVTTAPIKNAG OVOULIOG.

H epopuoyn mpoypdppotog €Aéyyov TV VEOYVAOV Yo TNV QOWVUAKETOVOLPIR €YEl UEUDGCEL
ONUOVTIKA TIC TEPUITAOCELS OVONTIKNG Kobvotépnong amd avtny v acBéveln. O €leyyoc vy
(QOVUAKETOVOLPIO TPAYLLATOTOEITOL [UE TOV VTOAOYIGUO TNG GLYKEVIPMOOTG TNG GAVOAAOVIVIG GTO OlipLal
TOV VEOYEVVITOV.

H dpemavorvttapuc avarpio givor pia amd Tig Ayeg yevetikég acBéveleg g omoiag o unyaviopog
onuovpyiag €xet peremBel d1e€odkd. Avtd pog diver tn dvvaTdTTa dSyveoNS TG achévelng pe
YPNOWOTOINGT TOAADV SPOPETIKOV TEYVIKOV. Mo amd ovtég eivor 1 Topatnpnon g HopeoAoyiog
TV €pLOPOV KLTTAPOV o€ cuvONKes EAhenyng o&uydvov. Znv TEPINTOON OTOV TO ATOUO TACKEL, TO
epuBpokvTTOPd TOL TOipVOLY dpemavoeEs oynua (dokipacio dpemdvmong). ' ™ dudyvwon g
OPEMAVOKLTOPIKNG OVOLUIOG XPTOLOTOOVVTOL EMIONG TEXVIKEG TTOV EMTPEMOVYV TOV TPOGIOPICUO TNG

aposearpivng HbS ota epudpoxdttopo 6Tme Kot ToV EVIOTIGUO TOv PeTadloypévon yovidiov B°
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H yeverikry ka@odrjynon peiwvel Tig lavoTnTeS ammoKTnNonNg arroyovwy JE
YEVETIKES AVWAAIES
yevetikr] kaBodnynon etvor pio dadikacio katd tnv omoia €dwkol emoTAHovES divouy
TANPOPOPieg G HEHOVOUEVO ATOpa, CELYAPlO KOl OWKOYEVEIEG TTOV TAGYOVV OmO KAmoo
yevetikn acBévela 1 Exovv avEnpéveg mhavotnteg va v gpgavicovv. Ot TAnpoopieg avTég
elval amopoitnTEG Y10 TOVG EVOLUPEPOUEVOLG, YiaTi TOVS BonBobv 6T AW ATOPAGEWY, KUPIWS GYETIKO
LE TNV OTOKTNON VYDV OTOYOVMV.

O eWwo¢ emotuovog eivarl og Béon va GLUPOVAEYEL TOVS EVIPEPOUEVOVS, LOVO OTav O100€TEL
TO. OmopOiTNTO OTOLKEID. TOV TOL EMITPEMOVY Vo, YVOPILEL TN CLYKEKPIUEVT YEVETIKN acOéveln,
oLYVOTNTO EQPAVIONG TNG, TOV TPOTO LLE TOV OTOT0 KANPOVOUEITAL, TIG EMTTOCELS 6T ATOUO TOV TAGYOVY
amd aLTH, TOLG TPOTOVS OVTILETMOMIONG TNG KA. Av, vy mapddetypa, dwmiotmbdel 6t1 dVo yovelg sivon
gtepoluyot yia to yovidio B°, 10te 0 cVpPoLAOG TANPOPOPEL TOVS HEALOVTIKOVC YOVEiG OTL VaPYEL 25%
THOVOTNTO VO ATOKTNGOVY TOdT TOL TAGKEL OO SPETOVOKVTTUPTKT] OVOLLLLAL.

Av, 6mmg 6T0 TPONYOVUEVO TTAPAdELYLLQ, VILAPYEL avENUEVT TBoavoTTO TO EUPPLO Vo TAGYEL Ao
Kémow avopoAio, tOTe €lvol amoapaitntn 1 OlEVEPYEW TPOYEVVNTIKOL eAéyyov. Me Pdon to
OTOTEAECUOTOL TOV TTPOYEVVITIKOD EAEYYOV KAAOVVTOL O1 YOVEIG VO ATOPAGIGOVYV, GTNV TEPITTMOOT TOV TO
EuPpuo mhoyel amd coPapn YEVETKY| avmpaAio, T dlokom TG KONONG.

H amdépaon yw dwkomn 1 un ¢ komong emmpedletor kot amd GALEC TAPAUETPOVS, TOV
dpépouy amd Kowvmvia og Kowvmvia Kol pmopet vo oxetiloviat pe Tig OpnoKevTIKéS avTIMnyels, noucég
TOPAUETPOVS K.A

[Tap’ 6Tt yevetikn kaboonynon pmopetl va {ntrnoovv OA01 Gl VTOYNPLOL YOVEIC, VTTAPYOLYV OUAOEG
atOp®V o1 omoieg etvar amapaitmto va amgvfuvBodv ce €101KOVE TPV TPOYWPNOOLY GTNV OTOKTNON
amoyovev. X’ avtég meptlapupdvovot:

» Atopo QOpeig YEVETIKMV 0c0evEIDY
» ATOO [LE OIKOYEVEINKO 1GTOPIKO YEVETIKOV 0GOEVEIDY
» Tuvaikeg nlxiog 35 etdv Kot Gveo

» Tuvaikeg pe moAAATAEG amoBoAEs.
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Me Tov mpoyevvnTIKO EAEYXO UTTOPOUV VA EVTOTTIOTOUV YEVETIKESC AVWIIAAIES OTO
éuppuo

TI§ TEPUTTMGELS OV VLIAPYEL avENUEVN TOOVOTNTO TO EUPPLO VO EULPAVIGEL KOO YEVETIKN

avopoiio, TOTE EMPAAAETAL O TPOYEVVNTIKOG EAEYYOC.

Me v apvioapakévrnon Aopupdvetat amd Tov apviakd cdko, pe t Pondea elovag, pkpn
TocOTNTA apvVIeKoD vyYpoV. Méca oe avtd PBpiokovior epPpukd kottapa. To KOTTOPA OVTA PTopoHV vo
ypnoporomBovv yuo v avaivon DNA kot v Broynpikn avaAvon opiopévay tpateivov Kot eviOumv
OT®OC oV mEPIMTOON NG QavvAketovovpiag. Emiong, votepa amd wkoallépyeiad to euPpuikd avtd
KOTTOPO YPNGILOTOIOVVTOL Y10 TN SIAYVMCT| YPOUOCOUKOV OVOUOA®Y, e HEAETN TOV KopvdTtvov. H
OUVIOTOPOKEVTNOT TTpaypatomoteitan amd v 12n-16m gfdopdda g kumong Kot anotelel Evav ac@oin
Kol 0&OTIoTO TPOTO SLAYVMOOTNG TOV YEVETIKOV AVOUOMOV (LE OUVIOTApOKEVTINGT Umopel va eleyyBel
vmapén meprocotep®v amd 100 yEVETIKOV AVOUOADV.

EvaAloktikn péBodog mpoyevvntikov eAéyyov eivan n AMqyn yoplakdv Aayvov. Ipaypatonoteiton
ocuvnBmg Vv IN-121 efdopdada g kKhnong Ko meptiapPdvel ™ AMyn euPfpuikdv KLTTAPOV Omd TIG
poekPoAég (Adyveg) Tov yOpLov (EUPPLIKY] LEUPPAVI TOV CUUUETEXEL GTO GYNUOTICUO TOL TAAKOVVIQ).
Ta wkOtTOpo Omd TIG YOPLOKEG AAYVEG WITOPOVV va, YpNolwomoinfovv TG0 Yoo Tov EAEYXO TOV
YPOUOCOUATOV (KapLOTVTOG) 000 Kot Yo Ploynmuikés avaivoelg kot avaivon DNA o6mwg ot
OPETOVOKLTTOPIKT OLVOLLLOL

H apviomapokévinon, oe oxéon He TNV ANYN YOPLOKOV Aoyxvav, pog otvel 1 dvvordtnta
TOPUCKELNG YPOUOCOUATOV KaADTEPNG moldTnTOag. Avtifeta, M ARyYn yoplok®v Aayvov oOlvel
duvaTdTNnTO IO £YKopng O1dyvwong.

2V mEPItTOON JyVMONG, LE TOV TPOYEVVNTIKO EAEYYO0, COPOPDOV YEVETIKOV OVOUOM®Y givat

dvvar N dtakom TG KONong ywpig va onuovpyel mpoPANua vyeiog otn untépa.
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BIOAOrI'IA OETIKHY KATEYOYNXHY
Eweénynon evvoiwv kai dpwv:

XpwyoowpikA avwpaAia: H pun guaioAoyiki HoppoAoyia (dopikA) A 0 pn @UCIOAOYIKOG apIBUOC
TWV XpwHoowpdTwy (apiOUnTIKA).
Mn diaxwpiopoc: O pn owoTog dIaxWPIOHOC TWV OHOAOYWY XPWHOOWHATWY KATd Th HiTwon A
peiwon mou éxel w¢ amoTéAeopua Th Ongioupyia KUTTApwv He TeploodTepa N AlyoTepd
XpwHoowpara.
Aveurrhoeidia: H Umap&n apiBpol xpwpoowpdTwy Tou dev gival ToAAaTTAdoio¢ Tou atmAogidoug
ap1Bpou. H mo auvnBiopévn popeh aveutthoeidiag aTov AdvOpwo cival n Tpiowyid
Movoowyia: H Umapén, oc dimAocidéc KUTTApO, €VOC avTiypdgou améd kdmoio {eUyog
XpwpoowpdTwy. Movadikfi povoowpia Tou avBpwTou cival To ZUvdpopo Turner, Tou ogpeiAeTal
oTnv amouacia evo¢ X XpwpoowpaTog oTa OnAukd dropa.
Tpiowpia: H Umapén, oc dimAoe1déc KUTTAPO, TPIWV AVTIYPAQWY EVOC XPWHOOWHATOC, aAvTi Twy
puoioAoyikwy dUo.
Zuvdpopo Down (Tpiowpia 21): apiOunTiKA XpWHOOWWIKA avwpaAia Tou o@eiAeTal aTnv
Umapén evog emmAéov Xpwioowpatog 21 atov kapudTuto. Ta dTopa mou Ttdoxouv elgavifouv
kabuoTépnon otnv avdmTtuin, XapakThpioTIKEC OUOUOPYieC OTO TPOOWTO Kal d1avonTIikA
kaBuaTépnaon.
ZUvdpopo Kleinefelter: ZUvdpopo mou opeiAeTal oTh Utapén oe apoevikd dTopa evog emITTAEOV
X xpwpoowuatog (XXY).
Z0vdpopo Turner: ZUvdpopo Tou ogeiAeTal oTnv UTtapEn evog HOVO YUAETIKOU XpWHOOWHATOC,
Tou X, o€ ©nAukd daropa.
To ouvdpopo @wvic Tng yvarac (cri-du-chat): H aoBéveia ogeiAeTal oThv €AAEIyn €vog
HeYAAoU TUAMATOC TOU HIKpoU Ppaxiova amod 1o Xpwpoowpa b, Ta veoyévvnta mou TAGXOUV TO
KAdpa Toug poidlel ge To KAdua Tng ydtag kai epgpaviouv diavonTikA kaBuoTépnon.
AimAaciaopéc: Mia XpwUOOWHIKA avwpaAia oThv oTroid £XOUHE Thv emavdAnyn €vog
XPWHOOWHIKOU THAHATOG 0TO XPWHOOWHA.
AvaoTpogn: Mia xpwpoowpikA avwpaAia oTnv oTroid THAKA €VOC XPWHOOWHATOC aAvaoTPEPETAl
Kal emavacuvdécTal aTo id10 XpwHoOoWHd.
MeTaTtomion: H petapopd TUARATOC £VOC XPWHOOWHATOC 0c £va dAAo XpwHoowd.
Apviorapakévrnon: TeXVIKA TIPOYEVVNTIKOU €A€yxou, KATd Thv omoia pe Tn PonBeia PeAdvag
AaupdveTal amd Tov ApVIAKO 0dKO HIKPA TTOOOTNTA dpVIAKOU UYpoU TO OTIoio TTEPIEXEl TA TIPOC
EAeyxo euPppuikd KUTTApPA
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O kapkivo¢ mmpokaAsiral amo PHeTAAAASEIS YOVIOiWV TTOU EAEYXOUV TOV KUTTAPIKO
moAAarrAaociaocuo

KapKivog yopaktnpiletot amd tov aveEEAEYKTO TOALATAAGIOGUO KUTTAP®OV £VOS 16TOV. AVTd

oynpotifouv palec kvttdpov (kapkvikoli OyYKol) 1 HETOVOGTEVOLV GTO Oilo OTMOG OTIg

AAPopeS LOPPESG AELYOULDY. ATOTEAEGLOTO, LEAETMV £YOVV O0ONYNOEL GTO GULUTEPOUGHO OTL
oYEO0V OAEC G TEPMTMOELS KAPKIVOL TPOEPYOVTOL A0 LETAAAAEELS YOVIOIOV COUATIKAOV KUTTAP®V.

Ynrdpyovv dvo tOmOl Yovidimv mov oyetilovtal pe v kapkivoyéveor. Ta oykoyovidla kot to
0YKOKUTUOTUATIKG yovidow. To omoTEAEGUOTO GYETIKMOV EPELVMOV 0ONYOVV GTO GLUTEPAGHO OTL O
Kapkivog og YeveTIko eminedo givorl 10 amotéAecuaL:

» Metatpon TpOTO-0YKOYOVISI®V GE 0YKOYoVidl
» Amovciog AEIToVPYIKOTNTOG OYKOKATUGTOATIKMY YOVISImV Kot
» Adpavomoinong tov unyovicpomv exotdpbdmonc tov DNA

Ta oykoyovidwo «Tpoépyovia amd yovidlo Tov VITAPYOLY PLGIOAOYIKA GTO AVOPOTIVO YovVidimpa
Kol ovopdloviol TpmTo-oyKoyovidla. ['a moo Adyo Oumg 10 kibe KOTTAPO Vo PEPEL YOVidlo To Omoin
KT omd cuyKekplpéveg cuvOnkes Ba oonynoovy oty Kataotpoer Tov; Bpébnke ot 6o To TpwTO-
0YKOYoVidw £(0VV TOAD GNUOVTIKO POAO GTN PLGLOAOYIKT] AEITOVPYIOL TOL KVTTAPOV, EVEPYOTOIDVTOG TOV
KUTTOPIKO TOAAOTAOGLOGHO, GE MEPUITAOCES MOV OVTOC €lvarl amoapaitntog Om®G otV €MOVAMON
tpoavpdtov. Ouwmg deopa €N petorrdéemy, mov umopel va mpokAnbodv omd UETOHAAAEOYOVOLC
TOPAYOVTEG, LETATPEMOVV TOL TPMOTO-0YKOYOVIOlD GE 0YKOYOVIOl, TO OO0 VIEPAEITOVPYOVV Kol 00T YOOV
TO KOTTOPO GE OVEEEAEYKTO TOAAOTAOGIOOUO Kol onuovpyio kapkivov. H petotpomy evog mpwto-
0YKOYOVIdiov G€ 0YKOYOVidlo pmopel vo €lvol TO OMOTEAEGUO MG ONUEWKNG HETAAAAENG 1 oG
YPOLOCOUIKNG avVOUOALNG, cuvnBEoTEpa LETOTOTIONG.

Ta oykoKoTOOTOATIKG Yovidlo &tvar yovidld 7ov  €AEyyouv TNV  KLTTOPIKY Olaipeo,
KataotéAhovtdg v, Omote eivon amapaitmro. H oavactoAr tng dpdong tovg mov eivar cuvniBmg
amoTEAEoHO. LETAANOENG, Kuplwg €AAEwyMC, aeopel amd TO KVTTOPO TN OLVATOTNTO EAEYYOL TOL
TOALOTAAGLOG OV Kot 00NYel 68 KapKvoyéveon. XapaKTnpioTikod mTopadetyo amoTeAel 0 Kapkivog Tov
apepAnotpocdovg (petvoPrdotopn) mov eivar amotéAecpo EAAEWYNG €VOS  OYKOKOTOGTUATIKOD
yovidiov.

Téhog, PAaPeg oTovg pnyavicpros emdpbmong tov DNA €xovv o¢ amotélecpa v avEnuévn
ouyxvotnTa epedviong kopkivov. To dtopo, Y0 TAPASEYHO, TOL TAGYOLV OMO  UEAAYYPOUOTIKY
Enpodepuia gpeaviCovv moAlamAdolo cuyvotnta kapkivov tov dépuatog, Kuplog otig meployés mov
extifevtanl otnv axtvoPfolio Tov NAOL, 6€ oYEoN e TO PUGIOA0YIKE dtopa. Eivatl yvwoto ot acBéveia
onuovpyeitar and avikavotnta emdopbwons PAaPdV TOL TPOKAAOVVTOL A0 TV VIEPIMOT aKTVOPoA N

AOY® HETAAAAENG TOV YOVIOI®MV TOL K®OKOTO10VV Ta. £Md0pOmTIKA Evivpa.
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Onwg €ywve @avepd, o kopkivog oyetiletor pe oAhayéc oto yevetikd vAkd. Evtovtolg dev
KAnpovopeitar mg amAdg Mevdelkdg xopaKTipag, dALA ival OTOTEAEG O OAANAETIOPOCTG YEVETIKMV KO
nepPoriloviikdv mapaydvtov. H molvmhokdtra g acBévelog avtig oyetiletal pe To TopakdTo aitio:

» O xapkivog, og avtifeon pe Tig KANPOVOUIKES aoBEVEIES, OTMC 1) SPETOVOKVTTAPIKY avalpio. Oev
TpokoAeiton amd pio HETGAAAEN OAAG OO TN «GLGGMPELGT» OAPKETMOV YEVETIKMOV OAAAYDV OTO
kottapa. Ot petoAddEelg oavtég  elval  amotélecpo  SPOPETIKAOV — TEPPAAAOVTIKAOV
HETOAAAEOYOVAOV TTapayOVTOV Otmg M axtivoola 1 ynUikég ovaiec.

» X1 onuovpyia kdbe €idovg kKapkivov cuupetéyovy cuVHOME T0G0 Ta 0YKOYOVIdl 0G0 Kot To
0YKOKATOOTUATIKA Yovidwl. [ mopdoetypo, oto kopKivo ToVv To€og eviépov Ppébnke Ot
GUUUETEYOVV OPKETE YOVIOL KO TV dVO TOT®V, T 0TOi0 £Y0VV VITOGTEL PETAAAAEELS.

Ewefnynon evvoiwv kai opwv:
Kapkivoc: AcBéveia mou ogeiAetal otov  aveféAeykTo TTOAAGTIAQCIAOHO TWV KUTTAPWY EVOG
10TOU.
Oykoyovidio: MeTaAAaypévo yovidio Tou axeTi(eTal pe Tov aveléAcykTo TToAAATTAAGIaopd evog
KUTTdpou.
OykokataoTaATiko yovidio: duaioAoyikd yovidio Tou oxeTi{eTal e Tov TTEPIOPIOUO Tou apiOpoU
TWV KUTTAPIKWY diaIpETEWV.
Popéac: Eva drtopo eTepdluyo yia ouyKeKpIpEVo aAAnAOLOpYo, TTou OoXEeTI(ETaAl HE ThV EH@AvVIon
kdmoia¢c aoBéveiag. O 6po¢ Xpnoigdomoleital ouvhBwe yia eTepoluya dTopd AUTOOWHIKWY
uttoAeImopevwy  aAhAnAoddppwyv Kai yia OnAukd eTepoluya UTTOAEITTOHEVWY QUAOOUVOETWY
aAAnAopopowy.

Anpntplog Emavog YeAida 18



OAHI'OX MEAETHX I'lA MAGHTEY - MAGHTPIEX
MegOodoAovia smiAuonc mpoBANUATWY KAl AOCKROEWV

atd ™ obpkeln TG (NG €vOG OpyavIoHOy 1 KLTTAPOL T Yovidld, OVTOSTAAGLALoVTOL

QULOIOAOYIKE Kol To ypopooopoata Jdwyopilovtor pe podnupotiky okpifsio yopic to

nopopikpd Aabog. Ot 814popot GuVEIVAGHOT TV YoVIdimV katd TV dnovpyia Tov {uymToD,
exepalovv p TOKIMO YVOPIOUATOV 6TO0 VEO 0opyavicud, yopig xopio Boynukn oiioiwon Ttoug.
Xravia, epeaviCetonl 6Tovg amoydvous fa W1dTNTo ToL deV TPOHTNPYE GE KavEVA amd TOVG YOVEIS KoL €’
00OV T0 VEO YVOPIGHO KANpovoundel 6Tovg amoydvous Toug, £Yovpe pio petdAlaln. Anioadn po aAiayn
OTO YEVETIKO VAIKO mov kAnpovopeital. o v enilvon tov mpofAnudtov mg Poioyiag mave otig
HeTOAAGEELS amouteiton KA Yvoor g Bempiog Kot TG 0pOAOYING DCTE LE TPOCEKTIKY] OVAYVMOOT] TOV
mpofAnuatog va yiver n ta&ivounon tov og kdmow koatnyopio . [Ipénel va katavoncovpe to mpodfinua,
Vo KAToypageTOL 11 pon TS okEWNG Kot Vo Yvopilovpe KOAd TO TPONYOVUEVO KEPAANLO LE TOVG VOLOVG

tov Mendel.

1. Novidiaxec MeralAdé&eic

Av n aAhayn 6To YeVETIKO VAIKO apopd pikpo aplBud Pacewv , otig omoieg cupPaivel avtikoatdotoon ,
npocnkn N EAAeyn toTE YopokTnpileTar ®¢ YoVIOlakn LETAAAAEN.

AvTikaraoTaon Baong

Alokpivov e TIG TOPAKAT® TEPIMTOGELS:
A. oTig omoigg 1] aAhayn] o€V emnpealel Kot ogv givar emProfic.
1. H tpmiéta mov mpokvITEL Vo KmOKOTo1EL TO 1010 aptvoED (GUVAOVLHO KOIKOVIO)
2. No «xodwomotel éva dALO apvo&d To omoio OUwG dev emmpedletl T oTEPE0dIATALN KOl KATA
GUVETELD, TN AELTOVPYIKOTNTA TNG TPOTEIVIG
3. Nao €yet yivel o€ meploym mov 0V KOOTKOTOEL TPMOTEIVEC
B. o115 omoieg | adhayn] ennpedlel TN AELTOVPYIKOTTO TS APOTEIVIS Kol €ivar cuviOmG
emprapnic
1. H tpumdéra mov mpokdnel va kmowomolel 010popeTikd apvold 1o omoio Ppioketar 610 evepyd
KEVTPO €vOG eviOOVL 1 KOVTA G” avTd
2. Ze apvo&d mov mpokoAel oAAayn g SOUNG NG TPOTEIVNG KOl KOTé GLVEREW OAAXYT OTN
AETOVPYIKOTNTO TG TPOTEIVNG
3. No petatpéyetl 10 KOOKOVIO 6 KOOKOVIO ANENG, e OMOTEAEGUO TO TEPUATIGUO TG GVUVOEST|G
NG TOAVTENTIOKTG AALGIOOG.

Dvororoyikn aliniovyio Bacewv
CAT | TCA | CCT | GTA: CCA
GTA | AGT | GGA | CAT | GGT

AVTIKOTAGTOO)
CAT | GCA: CCT ! GTA: CCA
GTA | CGT | GGA | CAT | GGT
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MpooOnkn Baong N éAAeiwn Baong

1. Av n mpooOnkn 1 €Adenyn dadoyikadv Pdoewv givol 6€ 0modNTOTE aplud TOAALATAGGLO TOL
Tpio Onovpyet TposOnkm N EAAeym €vOg 1 TEPIGCOTEPOV AUIVOEEDV avTiGTOTYO.

2. Av 6pmg n mpocsHnkn N Elhenym dodoyikadv Pdoeswv gival og aptBpd d1apopeTikd Tov Tpia 1 TV
TOALOTAQGI®OV TOV, TOTE S1ATAPACCETOL TO TANIGLO AVAYVOONG TOV TPITAETOV Kot 1) aAAnAovyio
TOV APIVOEEDV SOPEPEL OO TNV OPYIKY].

‘Elewyn T=A
CAT CAC | CTG i TAC : CAG
GTA GTG | GAC | ATG | GTC
MpocOikn G=C

CAT | GTC | ACC | TGT | ACC
GTA | CAG | TGG | ACA | TGG

\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\

> O TeproodTePes neTaALAEELS 001 YOUV 6E OTOTELEGRATA TTOV OEV EIVOL EVVOIKA Yl TOV OpPYOVIONO,

2 omapyovy 6peg Kou pePKEG MOV EPQEOVICOUY TAEOVEKTNNOTO NE OTOTEAEOHO TN YEVETIKN -

\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\\

1. Aivovrai o1 aAAnAouxis¢ amé Ta TpApaTa evog popiou Tou DNA kai evog popiou RNA:

DNA TATGTTGG
ATACTACC
RNA UAUGAUGG

Na mapatnphoete TpooexTIKA Ta dUo Hopla Kal va eEnynoeTe av umtdpxel kKdmola axéan
peTall Toug.
To RNA UAUGAUGG éyet mpoélbet amd ) petaypaen tov khovov ATACTACC. Eriong onpeunveton

Kot pio yoviolokn pHetdAlasn
TATGTTGG
ATACTACC
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2. H mpooBAkn piagc amAng Pdong kair n €AAsiyn pia¢ amAng pdong mou Pppiokovral oc
améoTtaon 15 mepimou pdocwv oto poplo Tou MRNA Tou paktnpiogpdyou T4 mou
kaBopilel 1o Aucgoévlupo, TpokaAoUv Hia aAAayh oTh TPWTEIVR ATO TNV KAVOVIKA

ovotaon ... lys-ser-pro-ser-leu-asn-ala-ala-lys ...

0oTNn PN KAvoVviknA

.. lys-val-his-

his- leu-met-ala-ala-lys ... a. pe Tn PonBeia Tou yeveTikoU KWAIKA va dATOKPUTITOYPA-
enOci 1o TUAHA Tou MRNA T600 via Tnv dpXIkKA TPWTEIVR 600 Kai yia Thv SITTAG
peTaAAaypévn P. Ttoia Pdon TpooTEONKE Kal Troid Pdon TapaAcipOnkKe;

Kavovikn mpoteivy

TomoBetobpe oto Tivaka TIC TPUTALTEG TOV KMOKOTOLOHV Ta. id10L apivo&éa Kot 6Tig dV0 TPOTEIVEG

lys ser pro ser leu asn ala ala lys
AA_ CC_ _U_ AA_ GC_ | GC_ | AA_
AA_ GU_ CA_ CA_ _U_ AUG GC_ | GC_ | AA_

lys val his his leu met ala ala lys

Metailaypévn TpoTEivy

I'vopilovpe 6t1 TpocHnkm 1 EAdetym Paong , tpomomoiel To TAOIGI0 AVAYVOONG

Mo mv gpedvion g pedeovivng to kevd oty acmapoayivn (asn) sivor to U kot 6yt to C. H adavivy
Eexwva mavta G apa petd ™ pebeovivny (met) éyovpe v mpocstnkn g Paonc G Apa n olhayn ™G
oepivng oe Paiivn 15 Baceic mpv opeiretor oe EAdeyn 1 tov A 1 Tov U pe 1o omoia Eexva n oegpivn
(ser). H Barivn (val) Eexwvéa pe G dpa n devtepn Paon ot oepivn eivaun G ko emouévmg KmOIKOTOETE
and v tpmAéta AGU «ai n Bdon mov mapoieipdnke sivar 1 A (adevivn) Me apoiPaieg petatomioetg
oOUE®VA LE TO TAAiC10 aviyvmong copminpmvooupe tov mivake. .H Agvkivn (leu) otn kavovikh mpmteivn
apov katainyel o 600 UU 1 mpdn Pdon Oa sivan C. H oepivn (ser) Eekva omd A 1 U 1 iotdivn(his)
katoljyet oe U C, dpa U

Telkd Exm
Kavovikn apoteivy
lys ser pro ser leu asn ala ala lys
AA | AGU CCA | UCA | CuU AAU GC_ | GC_ | AA_
Merarhaypévn TpmTeivy
AA GUC | CAU | CAC | UUA | AUG GC_ | GC_ | AA_
lys val his his leu met ala ala lys
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3. Exoupe To mRNA

5° AUG CGU UUU ACC AAU CUG ACA CCC AAU UAA 3",

Na e€etaotei 71 yeTaPoAéc Ba made1 n mapayopevn ToAUTTEMTIOIKA aAudida av £Xoupe

Ta TApakdTw £idn peTalAalewv:

a) avTikatdoTaon ThG EKTNG OTh Ogipd oupakiAng amé KuToaivh

B) avTikatdotaon The £€PAoUng oTh ogipd oupakiAng amé kutoaivn

Y) EAAEIYN TNG €KTNG OTN Oc1pd oupaKiAng

d) MPooONKNG HIag adevivng HETA Thv €KTh oupakiAn.

(Ta Tnv amdvrnoh oag XpNOoILOTIOIEIOTE KAl TOV YEVETIKO KWAIKA)
a)5’... AUG CGC UUU ACC AAU CUG ACA CCC AAUUAA...3

H avtikatdotoon g £Ktng otn cepd ovpakiing omd Kvtocivn, dev ennpedlet to miaiclo avéyvoons. H
avtikotdotoon g tpumAéttag CGU amd v CGC dev €xet kapud enidpacn otn aAAniovyio g
TOAVTENTIOKNG OAVGIdOGC Yot Kot To 600 aVTA KMOKOVIO COLO®VA LE TO YEVETIKO KOJIKA AVTIGTOLYOVV
010 1010 apvo&d, v apywvivn.

B)5’... AUG CGU CUU ACC AAU CUG ACA CCC AAU UAA ... 3

Me v avtikatdotaon g £Booung ot 6ePd 0VPAKIANG amd KLTOGIVY EVM 0V d10TAPACTEL TO TAAIGLO
avayvoong n petatpont| g tputAéttoc UUU and v CUU £€yetl cav amoTéAEGHO 1] TOPAYOUEV
TOAVTENTIOKN OAVGION VAL £YEL ooy TPITO OUVOEL TNV Agvkivn avti T patvvuAaloviving. Avtd pmopel va
EXEL OPOULOTIKES EMMTMCEL GTNV AEITOVPYIKOTNTA TG TAPAYOUEVIC TPWOTEIVNG,.

v)5°... AUG CGU UUA CCA AUC UGA CACCCA AUU AA ...3

H éMeyn pog Baong KataoTpEpel T0 TAAIGI0 OVAYVMONG Kol KOTAGTPEEPTOL OO EKEL KO TEPA. 1
aAANAovyia TV apIvoEEmV. XNV TEPINTOON HoG LOMGTO TO £KTO KOIKOVIO €ivol KodkOVo ANENG Kot

€161 O10KOTTTETOL 1] AVATTTVEN TG OALGIO0G
8) 5... AUG CGU AUU UAC CAA UCU GACACC CAAUUAA ...3

H mpocOnkm piog Baong katactpépetl To TAAIGIO avAyvVmOONS KOl KOTAGTPEPETOL A0 EKEL KO TEPA M
aAAndovyia TV apvoEémy.

FeveTikég draTapayxég OTIC AIHOOPAIPIVES TOU avOpwTtiou
o epLOpd aoceaiplo Tov AVOPAOTOV TEPLEYOLV KLPIWG L0 TPOTEIV COAPIKOV GYNLATOG, THV

apocsearpivn, n omoio amotereitor omd T€60EPIG TOAVTENTIOKES OAVGIOEG ava 60 OUOTES, TTOV
1N KGO o cuVOEETOL e oL OISO oG,
Yv guppvokn nhkio, 1 KOplo apoceapivn, givar n apocseatpivn F (HBF) pe odotaon azy2
Yy eviihkn o, 1 KOpla apooeatpivn, sivar n cpooeaipivn F (HbA) pe odotaon azpz, avigvevovtot
BéRata ko pkpég mocotnteg s HbA, pe ovotaon a2z kot Atyotepo and 1% n ayoseapivn F (HDF)
MetoAhG&els oto. Yovidl TOV OHOCOUPVAOV 00NYOUV GTN ONUIOVPYI. OLOGOAIPIVOTOOEIDV, LE

KUPLOTEPEG TN OPEMOVOKVTTOPIKY avapia. Kot T Bokacoorpio
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ApENAvVOKUTTAPIKI avaiyia
eveTikf aobévela mov opeiletar o yovidiakn petdAlaén mov eviomiletar 610 6° auvo&d g fB-

TOAVTENTIOKNG  0ALGIdaG, Omov TO YAovtopwvikd o0&y aviwkadictoton omnd Porivn. Tnv

Tapovclalovy dropa Tov PEPOVV TO peTOAAAyEVO Yovidio B° oe opdluym KaTdoTaon Kot £xEl
o¢ amotéleopo ta actevi dtopa va Topdyovy puoévo v aoc@apivn HbS avti g kavoviking HbA. H
HeTdALOEN Tpokalel oAAayn ot OTEPOSIATAEN NG OUOGOALPIVIG, HE OTOTEAEGHO TNV OAAMYT NG
HOpPONG TV epvOpokvTTApwV, To. omoior 6 cuvONkeg EAAelymc o&LYOVOL TOIPVOLY TO OPETAVOELDES
oxfua. Ta etepdluyo dropa (popeic) éxovv éva guotoloykd P kar éva petodhoypévo B° kot Sev
epeavifovv to copmtopate e actévelag, Tapd povo e cuvONKeg HEYOANG EALEWYNC 0EVYOVOL, OTTLG O
vyouetpo v and 3000 pétpa.

OaAacoaiyia
Mio and 115 coPapdtepes apocPapvonadeiec mov oPeileTon o eAaTTOUEVN cOVOeoN gite TV o gite

TV B aAlvcidmv Kot 0dnyel avtictolya o€ a- N B- Bohaccopia.

B- Oaracoorpio.

[TpokaAeitor amd TOAAG S10POPETIKA €101 YOVIOIOK®V UETOAALAEE®V KOl TO. COUTTOUOTO KOHOEVOVTOL Ao
navtel EMAEWYT TG MOALTENTIOIKNG aAvoidog B ovuvenmdg kot moavtedng éAdewyn e HbA (cofapn
avoio), £éog eAdtTmon g ovvOeoNg TS TOAVTENTIOKNG 0AvGidac B cvvenmg ovvBeon HbA og moAd
pikpotepn mocodOtNTa  (Mydtepo cofapn oavoupio). H acBéveln wAnpovopeitar pe owtooopko
VTOAEIMOUEVO TUTO, 0mOTE amd yovelc @opeic ¢ acBévelag n mBavoétTa v yevvnOel moudl pe P-
Boracoopia eivar 25%

Ta opoluya dtopa pe B- Boracoopio epeaviCovv cofapn avaipic, ce oVTA TOAAEG POPES TapaTnpEiTal
avénon ¢ HbF n ontoia vrokabiotd pepikmg tnv HbA

Ta etepdluya dropo pe B- Boracoopio (popeic) supaviCovv fmia avarpio kot cvénuévn obvbeon HbA;
omoio amoTeAEl O yVOOTIKO OEIKTY.

Ot gpopeic £yovv avBekTikdTNTA 6N EAOVOGTia

a- Oaracoarpio.

H o- Badacocopia. eivar amotéleoua, oyeddv oe OAEG TIG MEPWTMOCELS, TG EAAEWYNS OAOKANPOL TOL
YOVI310V TOV KMOKOTOEL TNV 0= TOAVTENTIOKT] 0ALGION

Ta yovidwa mov K®OWKOTOOVV TNV - TOAVTENTIOKY| aAvGida gival téacepa (VTdpyovV dVO YoVidld o GE
KAOe OHOLOYO YPOUOCON), ETOUEVOS EALEIYELS LTOPODV va, dnpovpynBovv o éva, dvo, tpia 1 Kot ot
TEGGEPA YOVIOLL.

H é\ewyn tov yovidiov o ennpedlel OAeg TIG OOGOAPIVEG TOL OVOPAOTOL .
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BIOAOTI'IA OETIKHY KATEYOYNXHY
1. EvAMikog davdpac epgaviler auénuévn moodtnta HbF, kavovikh mooétnta HbA2 kai
mavTteAn €AAeiyn o HbA. To dropo autd Tdoxel:
a. amo p- OaAacoaipia,
p. a6 a-BaAagoaipia,
Y. amé dpETAVOKUTTAPIKA avaipia
3. amé pia popyh eTepoluyng BaAacoaipiac. AikaloAoyhodTe Thv amavtnon oag
H mapovoioa HbF kot HbA,; onpaivel 1t ot odlveidec a, y ko & dnpovpyodviat. Apa 1 anovoia HbA
onuoivet éewyn B olvcidov (B - Bolacoowia). H édetyn HbLS onuoaivet pn  vmopén
OPEMAVOKVLTTOPIKNG OVOILpLiog
2. Eva Ceuydp! amogpdoioe va S1akOYel ThV €YKUHOOUVN O TEPITTWON TOU To KUNUa
epeavile n dpemavokuTTapIKA avaigia A aidoppo@iAia. Kai o1 dUo dev epeavifav copapd
TpoPAnUa avaigiac aAAd n yuvaika ATav @opéac TnG aigoppo@iAiac kai oi dUo eixav
OeTikA TV dokipacia dpemdvwong. TToia mBavoTnTa untdpxel To {euydpl va diakoyel
Thv TPWTh KUnon TTolo¢ o AdyoC Twv TIOAVOTATWY UYIWV ONAUKWY TPo¢ Td UYIR
apoevikd maidid ou PmopoUV va TpokUYouv amoé To mapandvw {euydpl
H puntépa éxet yovotomo X XSs kon diver yapéreg XS, Xs, X*S war X’.
Kat 0o av8poag éxet yovotomo XY Ss kat divet yapéteg XS, X2, YS kou Y.
Amd 1o teTpdywvo Punnett:

FAMETEZ XS X"s X°S X%
XS XAXASS XAXASs XAX°SS X% XS
XAs XAXASs X X%ss X"X"Ss XX %s
YS X"YSS X"YSs X*YSS X*YSs
Ys X"YSs XAYss X*YSs X®Yss

EnpaviCovror 4 moidid e dpemavoKuTTOpIKY| avorpia (SS) Kot emmAéov aAla 4 moudid pe Bohacoatpio
(X*Y), 10 éva. pdota sppaviet kot ti¢ d0o acbéveies. Apa chvoro 7 ota 16 dropa stvar acOev.
Am6 ta 9 vym dropa 6 givon Kopitotla kot 3 ayopia, avaroyio 2:1
3. Tloieg o1 mBavoTNTEG va yevvnBei eyyovi pe opoluyn p OaAacoaiyia, av givar yvwaro
OTI povo o1 dUo yiayiddeg Tou gival gopeic oth p Oahacoaipia;
A@ov o1 yiay1adeg nTav eopeic (Aa) kot ot Tammovoeg un eopeic (AA) vrapyel mbavotnta 50% vo etvon
QOpElg T, TOd1d TOVC.

2uvOVaoTIKE VITAPYOVY TOAVOTNTESG VO TAVTPELTOLV dV0 Popeig o peta&h toug amd 50% X 50% =25%.

T'ovétvmog AA Aa

D avéTvmog vyug vyug

Toapéteg A A,

Terpaywvo Punnett A o
A AA Aa

Azéyovor F; 50% vyeig, S0% o@opeic

Dopeig yoveic (Aa) £xovv mBavoTTa 25% va amoktioovy moudi pe B-Ooiaccatio.

Aag Ag,
D arvéTvmog vyuig vyuS
TCapéreg A A0
A o
Terpaywvo Punnett A AA Aa
a Aa o
Anodyovor F; AocOgveic 25%, @opeig 50%, vyieig 25%

Apa cuvolikd ot mBavotnteg etvon 25% X 25% = 6,25%

Anpntplog Emavog

YeAlba 24



OAHI'OY MEAETHY T'IA MAOHTEY - MAOHTPIEXY
MeraAAadeig o€ yovidia mTou KwdIKomoloUVv £viupa

dowvviketovovpio (PKU):Acbévelo mov opeidetor oty EMAeyn Tov evIDUOL TTOL GTO PLGLOAOYIKA
dropa pETATPEMEL TO QUIVOEL QaIVLAOAOVIV G€ TLpOoGivn. Xta dtopa mov &ivar opodlvya ywo TO
VTOAEWMOUEVO YOVIO0 VTAPYEL GLGCMOPEVOT] GOVLACANVIVIG 1) OoTolo TOPEUTOdILeEL TN QUGIOAOYIKY|
avAmTuENn Kot AETOVpYio TOV KVTTAPOV TOV EYKEPAAOL LE GLVETELD TV dLoVONTIKY KaBvoTtépnon.

Av n acBéveln aviyvevBel kotd T veOyViK MAKio TOTE TO GUURTOWUATO TOV GYETILOVTOL HE OUTN
UTopovv va amo@evyfodv pe ™ ypnion €’ 6pov {ONG KATAAANAOL JSOTOAOYIOV HE TEPLOPICUEVT
TOGOTNTA PAVLAAAOVIVIG

ArQropo6c:O aApopdg opeileton oty EAAenymn tov eviOHHOL oL £ivorl amapaitnTo Y10 TO GYNUOTICUO TNG
YPOOTIKNG HEAaVIvNG T ATOUO TOL TAGYOLY VIAPYEL EALEWYN TNG XPWOOTIKNG UeAOVIVIG, OTO dEPUQL,
oto. HOAAMG Kor oty ipdag Tov o@Boipdv evoc opyoviopov. KAnpovopeitonr pe ovtocopikd
VTOAEIMOUEVO TOTO KANPOVOUIKOTNTOS Kot eppavilel etepoyéveln, amd movteAn EAhenym tov evidpov
HEXPL LEWUEVT EVEPYOTNTA

1. To 4% evd¢ TAnBuopoU cival popéacg evdg peTalAaypévou yovidiou Tou givar uteUBuvo
Yid Hid aUTOOWWIKA UTTOAEITTOpEVN YEVETIKA adBéveida. TTolo ToooaTd Tou TAnBuopou

Tdoxel amd Thv Tapamdvw acdévela
I'vopilovpe 611 av n mBavoTTa va cupPel éva yeyovog elvar a ko ) mbavotnta va copPel Ao yeyovog

etvan B tote n mBavoéT™TO Vo supPodv Kot Ta 000 yeyovota pali etvarn okp.
Yrdpyet mBoavotnta 4/100 =0,04 éva dtopo va €xel éva petaAdaypévo yovidro. H mbavotnta va gépet
Kol GALO €va T€To1o yovioto etvan 0,04 - 0,04 = 0,0016.

Apa 10 1060010 T0L TANBLVGHOV oV TacyEL ivat 0,16%
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BIOAOTI'IA OETIKHY KATEYOYNXHY

2. XpwUOOWUIKEC aVWUAAIEG
2.1 XpwpoowuIKEC aplBUNTIKEC avwUaAIeS
A. Autoowyuikd Xpopoowuara

Movocopia. H vmapén, oe dimAoedég KOTTapo, evog avitypdeov and kamow {evyog ypopocoudtov. H

povoowpio givar cuvnbmg BavatnEopa Yoo ToV opyavIGHO , S10TL TO YPOUOCHUOTO LE TO YOVIOH TOV
nepEovV pe eEaipeon ta QLAETIKA TTPENEL v VILAPYOLVY G€ dV0 JOGELS, Yo v eEAGPOMOTEL 1] COGTN
avamntuén tov LuywTto.

Tproopia 21 1 ovvépopo Down. Eivor n mowo kown aptuntikn ypopocopky avopoiio wov opeileto
otV Ymapén evog emmAéov ypopocopotog 21 otov Kapvdtvmo. Ta drtopo mov macyovv gpeaviCovv
KaBuoTEPNON GTNV AVATTLEY, OAPAKTNPICTIKES OVGLOPPIEG OTO TPOCMTO Kot dtavonTikn kabvotépnon.
Tproopia 13 ko Tproopio 18. Ta dtopa mov wdoyovv ond avTéC eppaviCovy PapbTEPO GLUTTMOUOTO
and to cvvopopo Down, mBavov emedn ta ypopooopota 13 ko 18 eivor peyadvtepa oe péyebog ko

TEPLEYOVV TEPIGGATEPA YOVIOLAL.

1. Ta xpwpoowpaTta oTa owypdTikd KUTTapa Tou dvBpwmou civalr 46. EmAéETe TTolog améd
Tou mapakdtw 5 ouvduaopoUc apIBUWV XpwWHOOWHATWY €ival 0 OWOTOC WG TPOC TO
€id0¢ KUTTAPWYV Tou avBpWToU TToU avapépovTal oThV TTPWTN OTAAN.

A |B [T |[A |E
ZvymTo 46 |23 |46 |46 |46
Kvttapo yopétng 23 |23 |46 |23 |23
YOROTIKO KUTTOPO 0TONOV HOVOCOULKOV 46 |45 |45 |45 |45
YOROTIKO KUTTOPO 0TOUOV TPLEGOULKOD 47 |47 |47 |47 | 24

To Luymt0, T0 TPMTO GOUATIKO KOTTOPO TOV VEOL OPYOVIGHOV TTEPIE)EL 46 ypopocopata. O youétng 0o
TEPEYEL TO PICO aplOUd YPOUOGHOUATOV GE GYECT LLE TO COUATIKO KOTTOPO dNnAadn 23 ypopocodpata. To
COUATIKO KUTTAPO HOVOGMOUIKOD ATOUOV TEPLEYEL EVOL XPOUOCOUO AyOTEPO ONAON 45 YPOUOCHUATO.
TéNoc 10 COUATIKO KOTTOPO TPICOUIKOD OTOUOV TEPIEXEL £VO YPOUOCOUN TEPIGSOTEPO dNAOT 47
ypopocopata. Mg Bdon To Tapamdve 0 GOoTOG GLVOLAGUOG Eivat o A.
2. 'Eva drtopgo mou Tmdoxel amé oUvdpopo Down (Adyw Tpiowpiag) eivar gopéag evog
uTtoAeITtOpEVOU Yovidiou a To omoio evromi{eTal oTo Xpwpoowpa 21. TTéoowv ei1dwv
YAUETEC Kal 0 ToIEC avaAoyieg o axéon e auTh Tnv 1810ThTa Ba Tapdyel To TTapaTavw

drtopo
To octvdpopo Down gpopaviCetar Adym g vVmapéng tpioopiog 21. ‘Etol to dropo avtd Ba £yl yovotumo

®¢ TPog TV WoTTa 1 AAa 1 Adcd. v TPpOTN TEPINTO®ON Ol YOUETES Bo TEPEYOVY OAOVG TOVG
GLVOLAGHOVS YOVIdi®V pe €va 1 dV0 aAAnAdpopea. Ot cuvdvacpol avtol ivat: A, A, o, AA, Aa kot Aa.
Apa oe avaroyieg 33,3% tov yopetov Ba givar A, 33,3% Aa, 16,6% o ko 16,6% AA. Xty dedtepn
nepintwon ot cuvdvacpoi ivar avdioya: A, a, a, Aa, Aa kot oo Apa oe avoroyieg 33,3% TtV YopeET®V

Oa stvon a, 33,3% Aa, 16,6% oo kot 16,6% A.
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OAHI'OX MEAETHX T'IA MAGHTEY - MAOHTPIEY

B. ®ulsTind Xpwyoowuara

2vvopopo Turner ( XO povooopia)

Atopa pe to ovvopopo Turner ( XO povoocmpio) mpoépyoviar amd T YOVILOTOINGT QLGLOAOYIKOD
oopiov and oneppatolwiplo 6to omoio yddnke to X ypopdcouo Katd ™ oneppoatoyéveon. ‘Etol ot
OnAvkoi amdyovor pe 10 cvuvdpopo Turner Exovv 10 X ¥POUOCOLLO TG UNTEPOS TOVS KoL TOLG Aginel To X
YPOUOCHOUN TOV ETPETE VO TAPOLY OO TOV TATEPA TOVG. 'ETol 6Aa o puAocHvoeTa YvOpIGHATH TOV
£YOLV Ta ATOWO QVTA TO KANPOVOUNGAY OO T UNTEPO TOVG .

Ta dropa ovtd 0ev eueaviCovv ta SEVTEPOYEVN] YOPOKTINPIOTIKA TOV (PVAOL Toap’ OAO 7oL &Yovv

@ovoTuTo OnAvkov aTdpoL Kot eival oteipa.

Xvvopopo Kleinefelter ( XXY tpioopia )

Atopa pe to ovvopopo Kleinefelter ( XXY tproopia ) £xovv mpokdyel omd 1 yoviporoinon wapiov
oL Tepleiye ovo Popég t0 X ypopocoua ( XX odpro ) amd eucloAoyikd ormeppatolmdplo mov mEPLEiyE
10 Y ypopocoua .Zovépn un otaympiopos Tmv 6o GUAETIKOV XX ypOUOCOUAT®V KOTA TNV WOYEVEST.
Ta dtopo avtd €povv e£MTEPIKA YOPUKTNPIOTIKE  0poeVIKOD atopov oAAd sivon oteipa. To

YOPOKTNPLOTIKE TOV GLVOPOUOL EUPOVILOVTOL LETA TNV PN Peia

1. To owpartiké KUTTApo evog diTtAeidoUC opyaviapol amoTeAcital amé 14 xpwpoowyara,
aTov omoio 0 YUAoKaBopIoudg viveTal dTwe oTov dvBpwTo (XX: BnAukd, XY: apoeviko).
TToowv B1a@opeTIKWY €1I0WV HOVOOWWIEC Kal TpIowWWie¢ amd pn Siaxwpiopd pmopolv
OcwpnTIKA va eppavioTouv 1) o dpaevikd Kai 1) e OnAUKA dTopa Tou TTapamavw €idoug;

To copatikd kOtropo amoteieitonr omd €61 (edyn avtocoukdv kot omd &va (e0yog QUAETIK®V

Ypopocoudtov.Movocmuieg 1 tpoopieg mov o@eiloviol 610 U OY®PIOUO OTO CVTOCOUIKOV
YPOUOCOUATOV gival 6 Katd TePITTOOT, oV and T0 VEO 0pYavIGHO Agimel | mAeovalel Eva YpOUOCMOLLOL.T)
210 apceviKO dtopo Eyovpe emumAéov TV 6 povocop®v pio akdpo mov ogeiletor oty vmapén Y
YPOUOCHOUATOG Kot 6TV EAAENYT X YPOUOCHUOTOG. ZVVOAIKA dNAdN 7 LOVOGMULIES.

Emiong ekt10¢ tov 6 tprompidv propet va epgoavicet kot v tpicopic XXY cdvoro 7 tHmovs tprompiog.
Oromot XYY kot YYY dev vmoroyilovio yrati dev pmopodv va TpokOhyouv ot KatdAANAot yopéteg omd
un S®PIGHO TOV YPOUOCOUATOV KOTA TV Helmon. 1) 1o Onivkd dtopo €yovpe emmAiéov TV 6
HovooOU®V pio akope Tov ogeidetar otny VIapén evog povo X ypOUOCAOUATOS. ZVVOAKA OMAaon 7
LOVOG®UIES.

Eniong extdg tov 6 avToCOUKOV TPICOUIOV prnopel va gppoavicet Kot v tproopioc XXX cvvoro 7

TOTOVG TPICO NG,
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BIOAOr'IA OETIKHY KATEYOYNXHY
2. AT6 puoloAoyikoUg yoveic vevviétal Ttaidi pe ouvdpopo Kleinefelter kar axpwparoyia

oTo kOkkIvo. AwoTe pia mBavh e€Aynon yvia To paivopevo.
Mo mboviy eéfynon eivar n mopakdte: H yovaiko éyet yovotomo XAX* (sivon etepdlvyn otnv

agpopoToyic) Kot o Gvdpag £xet yovotumo X Y. To ovvdpopo Kleinefelter opeitetat oto pm Swyopiopd
TOV OUOAOY®OV YPOUOGOUATOV KATA TNV peiwon 1 otov matépa 1 ot untépa. Apa Oa avapévaue modi
ue to ohvdpopo Kleinefelter to omoio Oa £xet yovotomo 1 XA XY 1 XAXAY Snhodih) yopic aypopotoyio.
A@o¥ moudi pe to ovvdpouo Kleinefelter kot aypopatoyio 6to KOKKIVO VITOYXPEOTIKA Ba. £yl YOVOTVLTO
X“X“Y mpémet va deyrodpe 6TL vafpye petdAhoén ota X yovidio § tov Gvdpa 1 Thg yovaikag Kot To
LETAAAOYLEVO aTO YOVidlo cuvdvdotnke pe to X yovidio Tng yuvaikog ka1 7o Y tov avdpo.

Mio and T1g TepurtOoelg LEavICeTan GTOV TOPUKAT® TIVOKL:

Tovotumog XY XX

DovOTLTOC vy vymg

MetéAhaén XA X"

Topéteg X"Y, 0 x4, X*
(1n Sraymplopog)

Tetpdywvo Punett X4 X
XY XXy X“X"Y

2.2 XpwHoowWUIKEC OOUIKEC AVWUAAIEC

"EALenyn elval n andAEL0 YEVETIKOD DAMKOV

(A[B[TTATEMMz[H[0] Evayn [A[B[T[EMMZ[H]O]

To 6Ovépopo powiig g yarog (cri-du-chat)
H ac0éveln opeidetar oty EAAenym evOG LEYOAOD TUNLOTOG TOV UIKPOV Ppoaryiova amd 1o YpOUOC®U S,
T VEOYEVVITOL TOV TTAGYOVV TO KAGUO TOLG HOtAleL e TO KAGUO TG YaTog Kot eReoavifovuy dlovonTikn
kabvotépnon.

ATAOGLOG OGS ETvaL 1] ETOVAANYT EVOG XPOUOCMOUIKOD TULOTOG GTO YPOUOCOLLA.

[A[BIT/AJEJ M Z[H][ 0] Athacwopéc [A[B[T[B|T[2EJI z]H] 0]
Avaotpo@n dnuovpysitar amd Opavcelc oe 600 d10PopPeTIKE oNeEin EVOG YPOUOGMUATOS KOl ETAVEVMOCT)

TOV TUNHATOG VOTEPA OO OVOGTPOPT] KO EYEL G GLVETELDL TNV OAAXYT) TNG OATOENG TV YOVIdI®V GTO
APOLOGMLUAL.

[A[BITTATENM Z | H[0©] Avactpogii [A[AT[BIEMMZ[H|O]
Meratomon eivar to anotédespa Bpadiong evog TUNLOTOG TOL YPOUOGMUOTOS KOl GTN CLUVEXELL TNG

£VoTG ToV o€ éva GALO Un opdA0YO YpOUOcOLLO. XTIS apotPaieg petatomicels 0g yhvetal YeVETIKO VAKO
KO TOL ATOLOL TTOV TIG PEPOVV ERPAVILOVY GLVNOMG PLGIOAOYIKO PUVOTVLTO, OAAG ERLPAVICOVY KivOLVO
OTOKTNOMG ATOYOVOL LE YPOUOCOUIKT OVOUOALN, ETEWT OTN UEWWTIKN SLOPECT) TPOKVTTOVY Un-
(QLOIO0AOYIKOT YOUETEG.

[A[BIT[A[EJMZz[H][0] Meraromon [MI[NJO[T[AEllZ[H]0]

(M[N]o[n[r x| Ao [r ENx |
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OAHI'OXY MEAETHX T'IA MAOGHTEY - MAOHTPIEX
1. Botw éva TuAua Tou HikpoU Ppaxiova Tou xpwpoowpatog 5 (TpAna A) uetatomileTal
Kal TTpookoAAdTal oto Xpwpoowpa 13. To dTtopo pe AUTAV ThV UETATOTION d@oU Ocv
EXel amwAela yeveTikoU UAIKOU Kail eppavilel ualoAoyiké @aivoTuto. ATopd Td oTroid
€XOUV OTO YEVETIKO UAIKO HOVO €va avTiypago Tou TUAHATOG A epgavilouv To aUvdpopo
Cri du chat, eviy dropa mou epgavifouv Tpia avriypaga Tou TUAUATOo¢ TeBaivouv
Tpowpd. AV To ATOHO HE TRV TTAPATIAVW HETATOTION dlAOTAUPWOEi e éva AToHo Xwpic
XPWHOOWUIKA avwpaAid, TI avaAoyieg YovoTUTIWY Kadl @AIVOTUTIWY avapévovTal yid Td

Ta1d1d Toug
To dropo pe v petotomon Bo epeavilel 610 COUATIKO TOV KOTTOPO EVO KOVOVIKO 5 ¥pOUOCOLU, £Val
YPOUOCOUA 5 pe EAAEWYT TOL TUNHOTOG A, €va KOvVOViKO ypopocoue 13 kot éva ypopodcopa 13 pe
mpocOnKn tov TuNpaTog A. Kot O epeavilel PLGIOAOYIKO PUIVOTLTO APOV OEV EXEL ATMAELN YEVETIKOV

VAIKOV.
\ | B QUOI0AOYIKO ! xgwpéowpa 5
N 5 XpWHOCWHA He éNAeyn
THAMOTOGA
yovétutrog yovoTutrog @UOI0AOYIKO ! xpwuc')c(’.opq 13
aTéHOU HE  @uaIoAoyIKOU 13 XpwpécWUA pe TTPooBnKnN *
METATOION artduou TUAMOTOGA
YOPETEG :
ATOMOU Mg \
METATOTTION

YOMETEG
@uaoioloyl

ATONOU
M

|
Ul Ul

Oa gpeavitel 1o dropo avtd 4 eWdmv youéteg, pe ioeg mbovotteg (25%) epeavions katd ntepintmon, o€
oYé0N L€ TO YPOUOCOUATO OVTA: O) YOUETEG LE QLGOAOYIKG Ypopooopoto S kot 13 B) yopéreg
@LO10A0YIKO TO 5 Kol To Ypoudcsoua 13 pe Tposhnkmn tov TUNUATOS A ) YOUETES LE XPOUOCOUO 5 LE
EMeW” TOL TUNUOTOG A KOl QUGLOAOYIKO TO 13 Kol O) YOUETEG PE XPOUOCOUO 5 pe EAAEWYN TOL
TUROTOG A Kot To ypopdcopa 13 pe tpocHnkn tov tunqunotog A

Otav avtoil ot yopéteg cuVOLAGTOVV e YOUETEG PLGLOAOYIKOD atdpov Ba £yovpe Katd mepimtmon: o)
Atopo pe uotoroyikd S kot 13 ypopocodpota. To dropo givor vyés. B) Atopo to omoio Ba epeaviCet
tpia avtiypaea Tov Tufpatog A (600 6Ta ELGIOAOYIKE 5 YpoUocOUATE Kot £va Gav TpocHnkn oto 13.
To dropo mebaivel Tpowpa. y) Atopo pe EAAEWYT £vOG avTtypdeov Tov tufuatog A. To dtopo mhoyel omd
ovvdpopo Cri du chat kot 8) Atopo mov Oa epeavilel petotodmion tov TPRpETog A omd 10 5 oto 13
ypopodcsoua. To dtopo Ba givar vyég

Apa CUVOMKG €£YOVUE TEGGEPLS OLOPOPETIKOVS YOVOTUTTOVG G€ tom avoroyia (1:1:1:1) evd n avaroyio
eowotdnov givat: 2 (vym):1 (covdpopo Cridu chat): 1 (mpowpog Bdvatoc)

v
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3. [eveTikn ouuPoulr)

1. Tiari cival amapaitnTn N YeVETIKA OUUPOUAR ¢ auToUC TToU TPOKEITAI vd ATTOKTACOUV
Taididg;

H yevetun ovpfovin divetor amd £101K00G EMOTIHOVES (YEVETIOTEG) o€ Lgvyapra :
a. [Tov &yovv cuyyeveig pe kbmowo kKAnpovoukn acOévela
B. mov &rovv éva mandi pe TpOPANUO Kot OEAOVY VoL ATOKTNGOVV Kot dEVTEPO O

O yevetiotiig 00 vToloyicel TV MOAVOTNTO VO ATOKTIGEL TO (EVYAPL VYIEG TTONOL:

o. ATtO 10 16TOPIKO TNG OIKOYEVELNG KO TO YEVEOAOYIKO 0EVOPO

B. And epyaocmnploxéc efetdoels, ywoo va egtdogl av Ta TPOg TEKVOmoinom dtopa givor Qopeic Tov
yovidiov pog mlavig acfévelag. (Popeic Tov YOVIHIov NG OPEMAVOKVTTAPIKNG OVOLHOG 1) GAADV HOPOOV
avorpiog)

O ap1Buog TV KANPOVOUIK®OV TEPICTATIKOV Eivar LeYAAOG Ko avTipeTonileTon n Kabe mepintmon e1dkd,
ANV OL®G LIAPYOVY KANPOVOUIKEG ACOEVELES, OTIMG OVTEC TOV OPEIAOVTAL GE EMKPATH — VITOAEWOUEVQ
OLTOCOMKA 1] PUAOGVVOETA YOVIdL TOV Eivar EDKOAO VL VTOAOYIGTOVV 01 TOAVHTNTEG OTMG :

a. Etepolvyog yovidg o010 emKpatéC OLTOCOUKO Yovidlo g vrmepyoAnoteporopiog €xet 50%
mOovOTNTO VO ATOKTNGEL Tl Pe TN vOoO.

B. Etepdluyor puololoyikoi YOVeIc 0T0 OUTOGMUIKO LTOAEITOUEVO YOVIOW TOL OAPIGHOV £xovv 25%
TOOVOTNTO VO ATOKTNGOVY OAPIKO TTodi.

Y. AYoppoPIMKOG Gvopos e eLGIOAOYIKY] opoluyn yovaika, Bo £xel OAo ta aydplo LY Kol ToL OAQ TO
Kopitola Ba elvarl vwoypemTIKd Popeic TS acbEévetlog.

2. O lNwpyoc¢ kar n Mapia civai uyieic, ahAd éxouv éva adeA@o Tou Ttdoxel amod aipoppoyiAia
kal BéAouv va pddouv av umdpxel mOAvOTNTA VA ATTOKTACOUV dioppo@lAikd Taidia, av
TAvVTPEUTOUV HE PN @opeic Th aidoppoyiAiag. TToieg ouuPoUAéc Ttpémel va Toug dwoel o
YEVETIOTAG

H awyoppo@iria etvar poAochvoetn vrodemdpevn. Apa o vymg I'idpyog €xet yovdtumo XAY ko €xel
UNOEVIKT TOOVOTNTO VO OTOKTIGEL TOOL LE OLLOPPOPIALQL.

H Mapia Ba éyet yovotoumo XXM q X*X*, ondte oTN TPOTN TEPinT®ON £xel UNdeviKN mbavoTnTo VoL
OTOKTNOEL Todl e opoppoPIAia, eved 6t dgvTepn, 50% av givar aydpt, Kot To Kopitot g Ba £xet
mBavomta 50% va sivor popéag.

3. To 4% evog mAnBuaopoU civalr wopéacg evag petahAaypévou yovidiou Trou givar uteUBuvo
yid {id AUTOOWWIKA UTTOAEITTOHEVhn YeVETIKA adgBéveid. TTolo TooooTdé Tou TAnBuapoU
Tdoxel améd Thv Tapamdavw acBéveia

I'vopilovpe 6t1 av  mBavoTNTO Vo cLUPEL Eva yeyovdg givat o kot 1 mBavotta vo cupPel GALo yeyovoc
etvan B tote M mBavoT™TO Vo supPovv Kot Ta dvo yeyovota pali etvar oif. Yrapyet mBavotnta 4/100
=0,04 éva dropo va éxet éva petoriaypévo yovioro. H mbavotnto va gépet kot GAlo éva 1€1010 Yovidlo
etvar 0,04 - 0,04 = 0,0016. Apa t0 T0G0GT0 TOL TANBLGLOVL OV TtacyEL ivat 0,16%
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OAHI'OX MEAETHX TIA MAOHTEY - MAOHTPIEY
TIPOBAHMATA - EPFTAZIEZ - ME ATTANTHZH

1. 'Evag yevetotic Ppike 60Tt o petdiroln oe éva yoviolo ogv giye emidpaon oty
TOAVTTENTIONKY] OAVGIOO 7OV KMOOIKOTOEITOL 00 OVTO. Xg TL pumopel vo o@egiletor 1
OUYKEKPLPEV neETAALOEN;

a. Xg éhdewyn puog paong

B. & arhayn oTo KOOWKOVIO Evaping
Y. & tpocOkn mog faong

0. g éhhetyn 0LOKAN POV TOV YOVIOi0V
€. L& avTikatdotoon pog faone.

YO0t andvtnon eivor N €. (LE TNV OVTIKATAGTOGT] TPOKVTTEL EVO GUVOVLLO KOIKOVIO )

2. H alnlrovyio tov auveééov: Glu-Cys-Met-Phe-Trp-Asp amotelel Tpfpa piag QUe10A0YIKNIG
apoteivic. [Ipoosdlopiote Tov TOHTO PETAALAENG, 0 0TT0L0G £YEL OC ATOTELEGHO, TNV ALY TG
aAlniovyiog 1 Kot ToV apltipov Tov apvotimy 6g KaOepio 0o TIC TAPUKATO NETUALAYREVES
TPOTEIVES: (CVUPOVAEVTEITE TOV TIVOKO NE TO YEVETIKO KOOLKO)

Dvo1oloyIKY TPOTEIVY Glu -Cys -Met -Phe -Trp -Asp

Meroiraypévn tpoteiviy A Glu -Cys -lle -Phe -Trp -Asp

Meroiraypévy tpoteivy B Glu -Val -Cys -Ser -Gly -Thr

Meroiraypévn tpoteivy I' Glu -Cys -Met -Phe

Meroiraypévn tpoteivy A Glu -Met -Tyr -Val -Leu -Gly

IMown eivar n arAiniovyio ToOv aloTtovyov Bdoemv TG K®OKNS aivcidoag DNA n omoia

KOOLKOTOLEL TV GUYKEKPLUEVT] GAANAOVYI0 TOV GMIVOEEMV GTI] PVGLOAOYIKT TPMTEIVY.

Y1n petorhoypévn TpeTEiv A £yovpe LETATPOTN TNG TOL TPitov apvoééog and pebeovivn (Met) oe
ooAevkivn (lle) kot amd exel ko Tépa dev epeaviCeTor petatponn otny aAAnAovyia tov apvoliémv. Apa
vrdpyel petdAraln ot petaypaeouevn oivcida tov DNA. To kwowdvio e Met (AUG) avtictouyel
ot tpwAéta. TAC g petaypoaeouevne oivoidag tov DNA ko to kodikoévia e lle (AUU, AUC kot
AUA) otic tpimaétec TAA, TAG xou TAT. Apa £yovpe aAloyn 6TO TPITO VOUKAEOTIOO TNG TPUTAETOC LLE
avtikotdotoaon s C ond AqMGni T.

Y1 pertoiraypévn mpoteiv) B éyovue petatpony| g tov 0gvtEPOL apvotéog and kvoteivn (Cys) og
Boiivn (Val) ko amd ekel kor mépa 1 TOAVVOLKAEOTIOIKY oAvoida oAAAlel popen. Aeod aAldlel to
TAIG10 OVAYVMONG TPETEL VO £Y0VE TPOSONKN I EAAEWYT BAong ot petaypapdpevn aivcida tov DNA.
To kmwdwovio g Cys (UGU 1 UGC) avrtictoyel otig tpummiéteg ACA 1 ACG g petaypa@Oouevng
aAvcidag tov DNA kot ta kodioévia g Val (GUU, GUC, GUA kot GUG) otic tputhéteg CAA, CAG,
CAT xot CAC. H petatponn avti pumopei va yivel av dgyxtodpe 0Tt Eywve apaipeon Paong (og A) peTd
TO TPITO VOUKAEOTIOO TNG TOAVVOVKAEOTIOKNG aAvGidac. EmainOedovpe v adiniovyio optvoéémv e
N EMAOYN TOV KOTAAANA®V TptAeTtdv To00 mMRNA TIpdypatt n aAAniovyio TG @LGIOAOYIKNG TPMOTEIVNG
: GAG-UGU-AUG-UUC-UGG-GAG __ pe agaipgon tng té€toptng Paong petatpéneton onv aAiniovyio
GAG-GUA-UGU-UCU-GGG-AG_ mov mpdypatt pe Paon Tov YEVETIKO KOOWKO avVTIGTOUElL oTnv
petaAloypévn mpmteivn B.

Y perorhoypévn mpoteivn I' Exovpue MEn g aAAniovyiog petd v eawvviaiavivy (Phe). Apa avti
™mg TpumroPdvng (Trp) kodkomomnke kmdwovio Aéng. To kwduodvio g Trp (UGG) avtictoyei otn
tputAéta. ACC g petaypoapduevng odvoidog tov DNA kat ta kodwovia AMnéng (UGA, UAA kat UAG)
otic tpmAéteg ACT, ATT ot ATC. Zvykpivovrog dwamictdvovpe 6t 1 tputhéta ACC petotpdanke o€
ACT pe avtikataotaon g tpitng Pdong me C and T.

Xt perarrhaypévn TpoTeiv) A £xovpe peTaTpony| TG Tov dgvTEPOL apvoceog amd kvoteivn (Cys) oe
pebeovivn (Met) kon and ekel kot TEPA 1 TOAVVOLKAEOTIOKT aALGIdo aAAALEL Lopen. ApoD aAAdlet TO
TAQIG10 aVAYVOONG TPENEL Vo, EYOVE TTPocOKkn 1 EAhenym Baong ot petaypaeodpevn aivcida tov DNA.
To kmwdwovio g Cys (UGU v UGC) avtictoyei otig tpumiéteg ACA 1 ACG g petaypapopevns
aAvcidag tov DNA kot to kodwovio g Met (AUG) ot tputhéta TAC. H petatpomn ovth pmopel va
yiver av dgytovpe 0Tt £yve mpocOkn Paong (pag T) petd o Tpito VOuKAEOTIOO TNG TOAVVOVKAEOTIOIKTG
aAvcidag. EmainBevovpe v adAniovyio apivocémv pe T €MLY TOV KOTOAANA®V TPUTAETAOV TOL
mRNA TIpdypatt n aAAniovyio ¢ eusoroyikng npmteivng : GAG-UGU-AUG-UUC-UGG-GAG pe
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BIOAOrI'IA OETIKHY KATEYOYNXHY
npooOnkn g Pdong petatpénetoar oty aAiniovyic  GAG-AUG-UAU-GUU-CUG-GGA-G mov
TPAyUaTL pe PAOT TOV YEVETIKO KOJIKO OVTIGTOLEL OTNV HETOAAQYUEVT TTPOTETVN A.
H aAniovyia g puotoroyikng mpoteitvng eivar : GAG-UGU-AUG-UUC-UGG-GAG mov avtiotoyel
omv aAinAovyio: GAG-TGT-ATG-TTC-TGG-GAG ¢ k®d1kn¢ 0Avcidag.

3. Ov 7opoKAT® PETOAAOYREVES OLHOGQUIPIVES  YOpoKTNPIOVTOL 00 GUYKEKPLUEVY
OVTIKOTAOTOOY] OMIVOEEMV OTNV TOAVTERTIOWKTN aAvcida. [lwg mpaypatomouOnkav or
aALayES 0VTES GUUPOVAEVTEITE TOV TIVOKA] PE TO YEVETIKO KMOIK).

MeToilaypévn apoc@aipivn Alvoida apocearpiviis | Ofon | AviKaTAGTOON GUIVOEE0S
Hb Hikari B 61 Avciv => Acrmapryivy
Hb | o 16 Avcivn => I'hovtopivn
Hb D Idaban B 87 Opeovivyy => Aveivn

Hb G Philadelphia o 68 Aomapryivn => Aveivy

MetoArayuévn awpocoorpivny Hb Hikari: ¥t10 pdépro tov DNA yia ™ B advcida g arpoc@oipivig
aAAGCel o Bdon ot Béon 61 kol T0 PuoOAOYIKO KOdkoOvio AAG (] to AAA), mov KwdwKomolel To
apvo&d Avoivn, avtikadiotatal amd 10 AAT (1) to AAC), Tov k®dkomotel To apvo&d actapyivn.
MetoArayuévn apoocearpivy Hb 1: ¥10 popio tov DNA yu v o aAvcida g apos@aipivng aAidlet
p Béon o Béon 16 Ko 10 uolOAoYIKO K®OKOVIO AAG (1 T0 AAA), TOV K®OKOTO1EL TO AUVOED
Avcivn, avtikadiotatatl amd 10 CAG (] to CAA), mov k®O1Komo1el To apvo&d YAovtapive.
MetoAloyuévn apocoatpivny Hb D Idaban: ¥t1o pdpio tov DNA ywo ) B aAvcida g apooceaipivng
aAAGCer o Bdon otn Béom 87 ko 10 PuoloroyiKd Kodkdvio ACG (1 to ACA), mov kwdkonotel To
apwvo&d Opeovivn, aviikabiotator and to AAG (10 AAA), Tov Kodkorolel To aptvo&d Avciv.
MetoAroyuévn  apocooipivny Hb G Philadelphia: ¥t10 pépo tov DNA yio v o alvoido g
aoopopivng aAddler por Baon otn Béon 68 kot 10 puoAoYIKd Kwowovio AAT (1] to AAC), mov
K®Owomolel 10 apuvo&h aomapyivn, avikodbiotator ond 1o AAG (1 to AAA), TOV K®OKOMOEL TO
apuvo&L Avaivn.

4. H awypocearpiviy C (HbC) onpiovpysitor amd pro petdriioln 611 QUGL0AOYIKT CLHOCQULPiv)
A (HbA). Xtnv 6m 0éom ™ B arvoidag g arpoo@arpivig C vadpyerl To apvold Avoivn avrti
10V yrovtomvikov o&éog (HbA). Mg mowo yeEVETIKO pnyoviopd pmopei vo EPUNVELTEL M
OVTIKOTAGTOON TOV OMIVOEENS; (GUUPBOVAEVTEITE TOV TIVOKO, LE TO YEVETIKO KOOLK().

H avtikatdotaon tov oapvo&Eog pumopet va epunveLTel MG YOVIOI0KT GNUELOKT] LETAAAOEN OTNV TPITAETOL
OV KOIKOTOEL TO €KTO OpUvoED. 210 HoOplo Tov DNA aAAdletl po faon Kot T0 GUOIOA0YIKO KMIKOVIO
GAA (M to GAG), mov kwdwomotel To0 yAovtauvikd, avtikadictotor ond to AAA (1 0o AAG), mov
KOOKOTO1EL TN Avcivn.

5. H Constant Spring givan po maBoloyiky avOpomvy awpocarpivii. H olvoida a g
awpooc@opivg ovTig amoteleitor amé 172 apvoééa (N oAvcidoo o TS QUGLOAOYIKIG
apoc@orpivig £xet 141 auvotéa). v axposoipivy Constant Spring to 142°apvod sivon
1 YAovTopivny eve dileg maparriayéc Tng xovv otn 0éon 142 cepivn 1| Avoivy.

o. TEPLYPAYTE TOV TUMO TNG CAAOYNG M O7oio pmopel va dMGEL QVTOV TO QUIVOTVTO TNG
Constant Spring.

B. Mg mowo Tpémo onpovpynOnkav ta apveiéa g 0¢ong 142 otig maparrayég tng Constant
Spring;

v. Mg dgdopévo 0T n akorovBia apivolémy amé Ty 0éon 143 £mc v 172 givan 1) 1010 Kot Yo
Tpeig avtéc Tig mapoirayéc T ampocs@arpivig Constanl Sprillg, v copnepdopata Pyaivovv
Y 10 €idog TG perarhaing mov ovvéPn; (XvpPovievTeite TOV WIVOKE PE TO YEVETIKO
K®OOIKO).

o. H aAloyn n onoila pmopel va SDGEL aVTOV TO GOUVOTUTO £ivarl pio YOVIOKY CNUELNKT| LETAAAAEN otV
TpmALTO TOV KOdKomotel AMEn, e GLVETEWD Vo KOOKoToeitan apvo&d Kot vo cuveyiletal 1 petaypoen
010 puoplo tov DNA, péypic 0tov Ppebei 1o emdpevo kwdkdvio ANENG.

B. Avtd ta apvo&éa dnpovpyndnkav amd yovidlokn onpeloky petdAiaén. Xto popo tov DNA ailalet
pa Béon kot o puoloAoykd kwdwdvio (TAA | TAG 1 TGA), mov kwdwomotel T AN&n, avtikadiototon
a6 10 CAA (1) to CAG), mov kmdkonotel T yAovtapivn, | and to TCA (1 to TCG) mov kwdwkomotel ™
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oepivn, 1 and 0 AAA (] T0 AAG, mov K®dKomotel T Avcivn. Avtd €xel MG CLVETELN VO KOJIKOTOEITOL
apvo&D ko vo cvveyileton | petaypaen oto popto tov DNA.

v. Ta ovumepdopoata mov Pyaivovv elvar 0Tt €yive Yovidlakn onpelokn HETOAAAEN (avTiKaTdoTooN
Baong) oto poplo tov DNA povo oty tpumAéta mov kwdkomolel ANEN 6T PVGIOAOYIKY Aloc@apiviy 1
10 142° opvoéd oty arpocparpivn Constant Spring.

6. Ilown amé TS TOPUKAT® TPOTAGELS TOV ALPOPOVY TO PULVOUEVO TI|G OVELTAOELOLOG ETVaL
AovOaopévn ko yroti ¢
a. OgeileTar cuvi|0mg 6TO PN L OPLoPRO £VOS LEVYOVG OPOLOYMV YPOUOCMONATOV KOTA TN
peioon
B. Xto kOTTOPO VAAPYEL EVO EMTAEOV Y POROSORA
Y. XT0 KOTTOPO VAAPYEL VO MYOTEPO YPOROSONO.
0. XT0o KOTTOPO AEITEL TUNNO. EVOS YPONOCOPATOS

H AovBoopévn etvar n 0. emed] n omovcio TUNUOTOS YPOUOGAOUOTOS €lval SOUIKN YPOUOCMLUKN
avopoAio, (EAe”N) Kot Oyt apOUNTIKY 0TS 1| AVELTTAOELDICL.

7. O mopokaT® wivokog 7ToPovolalel Tov aplOud TOV YPOUOCONATOV 6E KOTTUPO TOL
avOpamov. IMoww ané T atnriec A £mg E givar cooTi).

A |B |[I' |A |E
A0 46 |23 |46 |46 |46
Kvttapo yopétng 23 |23 |46 |23 |23
YOUOTIKO KUTTUPO 0.TOp0V povocomkod |46 (45 |45 |45 | 45
YOROTIKO KUTTOPO 0TOUOV TPLEGOULKOD A7 |47 |47 |47 |24

Yoot etvar n otin A

8. Ilowo Oa sivon 1o amoTELEOHO GTNV TPOTEIVI] TOV TUPAYETOL GE TPOKOPLMOTIKO KOTTAPO AV
OTO YOViOL0 TOV T1] KOOIKOTOLEL Yivel avTiKoTdoToon piog Pdong

o. ZTNV TEPIMTOON TOL 1 AVIIKOTACTOON £XEl OC OMOTEAECH TN ONUOVPYIO UG OPOPETIKNG
TPWAETAG, M OToio UM KMOKOMOEL TO 1010 apvo&h (cuvdvoro K®OTKOVI0), dev aAAAlEL 1 akoAovbia
QUVOEEMV GTNV TOPAYOLEVT TPMTEIVY.

B. ZT1g TEPIOGOTEPEC OUMG TMEPUTTOCELS 1 OVTIKATAOTAOY €YEL MG OMOTEAEGUO TN ONUOVPYIN HLOG
SLPOPETIKNG TPMALTOG, 1| 0molo KmIKoTolel AALO auvoly e GLVETELD TN GVVOEO MG OALXYLLEVIG
mpoteivng. Edv n petddialn emmpedlet apvo&éa onpavTikd yuo tn AEITOVPYIKOTNTA TNG TPWOTEIVNG, TOTE
onuovpyeitanr coPapd TpOPANU Yoo TOV opyavicpd. Av n HeTAALAEN emnpedlel apvo&éa Tov apopovV
TEPLOYN TNS TPOTEIVNG OV Oev €lvol GNUOVTIKN YL TN Agrtovpyia. Tov popiov, TOTE MEPVE GYEOOV
amopaTIPNTN 1| ONovPYEL HOVOV Mo TPoPANUATA.

Y. e eAAyI0TEG TEPMTAOGELS 1 AVTIKATAGTOOT vt Umopel va petatpéyetl pio tpumAéta DNA 1 omoia
aVTIGTOLEL G€ KMOWKOVIO OV KMOWKOTOEl KAmolo apvold oe TpmAéta Tov avTioTol el 68 KOIKOVIO
MENG, L CLVETELD TO GYNUOTIGUO HKPATEPTG KOL LT AEITOVPYIKNG TPMTEIVNG.

0. H avtatdotaon pmopel vo petatpéyel v TpummAéto TOv ovTIoTOlEl 6T0 KwdwoOvio ANEng oe
KOOIKOVIO TOV KOIKOTOLEL KATO10 optvo&y, Le GUVETELD TO GYNUOTICUO HeYOAVTEPNS Kol GLVIHOWOS Un
AEITOVPYIKNG TPOTEIVNC.

9. Noa oynpoartioere 10 6O6TA Cevyapro:
a. Xvvopopo cri du chal 1. Tpro@pic QUAETIKOV YPpOROCONITOV
B. X0vopopo Kleinefelter 2. tproopio avTO06OUIKAOV YPOROGOPATOV
v .X0vépopo Down 3. HOVOGONUIA PUAETIKAOV YPOUOCOUATOV
0. Xovopopo Turner 4. éhrewyn

a=>4,p=>1y=>2,6=>3.
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10. Moteg 06 TIG TOPUKATO YEVETIKEG UVOUUAIES PTOPOVY VA aviyvevBovv pe ™ Pondsia tov
KopvoTumtov; Na a1TloA0Y1)GETE TV ATAVTNGY] 60g
0. APETAVOKVTTOPIKY avalpia,
B. Xovopopo Kleinefelter,
v .X0ovopopo Down
0. ®arvurkeTovovpia,
&. p-Ooraccarpia,
ot .Xvvopouo Turner.

Me 1 Ponbeia Tov KapLOTHTOL PTOPOVV va aviyvevBobv Ta Lovdpopa Kleinefelter, Down kou Turner,
oV oQeilovtal 6g apPOUNTIKEG AVOUOAEG. ZTOV KAPLOTVTO TOV ATOU®V OV TAGYOLY OO GLVOPOLO
Kleinefelter eppavileton éva emmAéov euietikd X ypopocopo oto XY dropa. Ta dropa pe ocbvopopo
Kleinefelter €yovv ¢@uoioroywd aplBud avtocouKOv ypopocoudtov ( 44 ) kot tpio QUAETIKA
ypopoosopato (XXY) avti tov guoioroykov Levyovg XY. 10V KapLOTLTO TV A TOU®V OV TAGYOVV
and ovvopopo Down, cg dAeg oYedOV TIG TEPMTMOELS, eppavileTon Eva emmAéov ypoudcouo 6to 21 o
{e0yog TOV OVTOCOMUK®V YPOUOCGOUATOV .ZTOV KAPLOTLTO TOV OTOUMY TOV TAGYOLY OO GLVOPOLO
Turner epaviletor EAlenym €vOg QUAETIKOV YpOUHOGOUATOS. Ta dtopo pe cvvdpopo Turner €xovv
QLGLOAOYIKO OPOUO CVTOCOK®V YPOUOCOUATOV (44) aAAd povo Eva ypopdcopa X and to (evyog Tmv
QULAETIKOV ypopocoudtov (XO).

11. Tloweg amé TS MOPUKATO OOMUIKES YPOUOCMUIKES OVORUMES £XOVV OG OTOTELEGNO, TNV
oALOY] TOL TOGOV TNG YEVETIKNG ANPoQopioc; No arTIoAOYNGETE TNV ANAVTINGY] GOG O.
Elhewyn,

B. avaoctpoon,
Y .OUTAUGLOOHOG
0. apofaio perotomion

Ot SOHIKEC YPOUOCOMKES AVOUOAIEG TOL EXOVV MG OTOTEAEGLOL TNV OAAOYT] TOL TOGOV TNG YEVETIKNG
TAnpogopiag eival n EAAEWYN, GTNV OTTOl0 EYOVUE OMMAELN YEVETIKOD VAIKOV, KOl O SUTAUGLOGUOC GTOV
omoio &yovpe ETAVAANYN EVOG TULOTOG GTO YPDOUOGMLLO.

Ot GAAeG OOIKEG YPOUOCOUIKES OVOUOMES €OVV ¢ AMOTEAEGUO TNV OAAAYn otn Odtaln g
TAnpogopiag ota ypwpocopote. H avactpoen onuovpyeitar amd Opadcelg o dV0 dopopeTikd onpeio
EVOC YPOUOGOUOTOS KOl GE GUVEYEW OO EMOVEVMOGCT TOL TUNUATOC VOTEPA OMO AVAGTPOPT. XTNV
apolPoion HETOTOMION EYOVUE «OVTIOAAAYNY YPOUOCOUK®OV TUNUOTOV OVAUEGO G©E U1 OHOAOYO
YPOUOGOUATOL.

12. E€mtiog puog YpONOCOMKNS RHETAALAENS OV GUVEPN KOTA TNV TOPAYOYN TOV YOUETOV
éva, Cevyapt yévvnoe £va Todl TOL 0T YPOUOCOUIKT TOV oVoTacT mtepiéyovray 1 X ko 2
Y ypopocopata (XYY) Na vroocifere Tnv mBavi) petairaén mov covépn.

Agv €yve 6710 omeproTolmAp1o 0 JOPIGHOS TOV ASEAPOV ypouatidmy tov Y otn 2" ueiwtiky dwipeon

13. A6 10 Yapo 6V0 VYEIOV OTOR®V YeEVWIONKE éva KopiToL TO 070i0 TAGYKEL Omd pepikn
aypopatoyio. Na vrodcifete éva mOavée pnyoviopd mov pumopei va eEnynoel T yévvnon
TOV GUYKEKPLpEVOL oamoyovov. (Na pn AneOei vmoyn n mepintmon TS YOVIOLUKNG

ReETAAAOEN Q)

To yovidio eivan puiocvvdeto. O matépag éxet yovotomo XY wkon ) pmrépa X X

To kopitot givor X* X%, dev éyve 610 wap1o 0 doPopog TOV AdEAP®OV ypopatidov tov X" otn 2"
HEWWTIKT Olaipeom

To kopitot givar X0, dev mpe PLAETIKN ypoUATION 0o TOV TOTEPQL
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OAHI'OX MEAETHX T'IA MAOHTEY - MAOHTPIEY

14.’Eva. apoeviké dtopo €xer 47 ypopoocopote. Ta YopoKTNPLoTIKG TOL GUVOPOHOV
gn@aviotTnkov Kotd ™V gpnPeia. a) Xe TL €i00VG YPOUOCOUIKY] AVORUAO 0QEIAETOL O
oawvotvmog; PB) [léca avTocOMKGE KoL TOGH QUAETIKA YPOUOCAONUTOE £YEL TO TAPITAVE
aTopo;

a. To ouvopopo sivar To Kleinefelter kot givon pior apOuntikn) ypoUOGOUIKY ovopoAio (Kot VYKEKPIUEVOL
avevmhoswdia (tpioopia) .

B. Ta dropa pe ovvdpopo Kleinefelter £xovv @uololoyikd aptBpd CLTOGOUIKOV YPOUOCOUATOV (44) Kot
Tpio LAETIKA Ypopocopota, to XXY, avii tov pucstoroykov Levyoug XY.

15. Ta amoteréopata pog eE€taong yro arpooc@orpivondfsies £6ei&av 6ti: a) H HbA2 frav o¢
ovoworoyikd emimeda. ) H HbF gpoaviCerar og pukpéc moootnres. v) H HbA amovoraler
evreh®c. 0) HbS gpeaviletor 6 m060616 85-97%. — Mg Bdon Ta Tapomave dedopéva va,
OTAVTI|CETE OTIG TOPUKATO EPOTICELS:

0) A7 oo aLpoc@aIPLVOTTaOgLa TAOYEL TO ATONO;
B) llaog dnmuovpyeitar apoc@arpivortddeio avtiy;

a. To dropo maoyel omd SPETAVOKVTTAPIKT] VOO

B. To 1949, o Linus Pauling kat o1 cuvepydteg tov avakdAvyay 0Tt | cpocs@apivn tov evniikov, HbA,
oL amoTeELEITOL OO TECTEPIS TOAVTENTIOKEG OAVGIOES, SO a Ko dVO B, d€pepe GTA PLGIOAOYIKE dTop
oe oyéon ue ekeiva mov €macyav omd dpemavokvtTopiky] ovoyio. H dwapopd eviomileton oto £kto
apvo&L ™G P-moAVTERTIOKNG aAvcidag, Omov 10 YAOLTARIVIKO 0&L aviwkabictaton ond Poaiivn. H
petoAdaypévn opooceorpivy cvpporiletoan g HbS. H aAlayn omv axorovbio tov apvoééwv sivon
amoTtéAecpo pog YOVIOIOKNG HETOAAAENG OTNV TPIMALTO TOV KMOIKOTOEL TO YAOLTAUWVIKO 0&D. XN
KooK aivoida tov DNA omiadn, aAraler o Bdon kot 0 @uoloAoyikd Kmdwkovio GAG, mov
K®OWKOTo1El 10 YAouTapvikd o0&y, avtikabiotavtor and 1o GTG, mov kmowkomotel 11 Paiivn. Avtiy 1
HETOAAAEN 0dNYel 6€ OAAOYT TNG OTEPEOIATAENG TNG AUOTPALPIVIG, N oTola £xEl WG OMOTELEGUOL TNV
oAy TG HOPONG TV epuBpokvttdpmv, To omoic oe ocvvOnkeg EAdenymc o&uydvov maipvovv
YOPOKTNPLOTIKO OPETAVOELDES TYTLLOL.

16.’Eva ypopoécope o€ £vo cOPOTIKO KOTTOPOo Ttadaivel avaostpopr] o€ éva Tov dkpo oto 1/3
TOV GUVOAIKOV pnikovg tov. Iloca yovidwe 0o eanpeactodv amé avty ™ petdrioén Na
OLTLOAOYTGETE TNV OTAVTINGY GOC.

H Aertovpyio tov yovidiov dev Ba emnpeactel.

17. X¢ pio avaostpo@n O6io Ta yovidwo sivonr mapovro. Ioti 1 avastpo@r] ovty Osopeiton
pHETAALOEN

AAAGCEL 1 LopeT) TOV YpopocdpaToc. EmmAéov , kKatd ) peiwon dnpiovpyobvtol YoUETES Le EAAEYM N
TAEOVOGLOL YEVETIKOD VAIKOV.

18. I'ia oo AGyo vopileTe OTL Ol TPLOMUIES TOV TO.PATPOVVTOL NE GYETIKA MEYAAN GVUYVOTNTA
aQopovv Ta ypopocopora 13, 18 ko 21

Ta ypopoocopata 13, 18 kon 21 givor oyxetikd pikpd oe péyebog Kot eTopEVOS £xouv tKpdTePo optipd
yovidimv amd dAha peyaidtepa
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