KEDAAAIO 6

Merallaceic

METAANAZEIZ

e To yevetikd vAMkoO umopei vo vtootel LETAALAEELS e d1aPopovs TpdTovS. Ot ahdayég
otV aAiniovyio Tov DNA mov dnuovpyodv cuvifwmg va S1opopeTIKO QaIvOTLTIO, YMOPIG
avto va eivar Tévta amoapaitnto, ovopdlovtol peTairacers.

e O1 petaArGEelg, o€ oY€om HE TNV EKTACT] TNG OAAAYNG, SLOKPIVOVTAL GE : YOVIOLOKEG Ko
YPOUOCOMKES. AV 1) LETAALOEN apopd Lkpd aplBud Pacemy otig omoieg cvpPaivet
aVTIKOTAGTOOT, TPpocHnkn 1 EAAeyYT Bdaong, Tote ovoudletal yoviorakn petdiraln. Av
LETAALOEN 0POPpd OALAYEG GE LEYAADTEPO TUNLLA TOV YPWOUOCHUATOS OVOUALETOL

AP OUOCOUIKT AVORUALD.

e Ot petaArdelg cuppdrovy on dnuovpyio YEVETIKNG TOKIAGTNTOS 6TOV TANOLGUO Kot
evBuvovTat Y10 TOAAEC KANPOVOUIKES AGOEVELEG KOl TOALEG TEPUTTAOGELS KOPKIVOU.
MetaAldéelc umopel va cupoldv 6€ 0TO0ONTOTE GOUATIKO 1 YEVVNTIKO KOTTOPO, OUMC LOVO
01 HeTaAAAEELS oTa YEVVITIKA KOTTOPO Uitopel va peTafiBactovy amd ) pio YeVid 6TV
enopevn. Avtd 0€ onuaivel OTL 01 COUATIKEG LETAAAAEELS €IVl AYOTEPO CIUOVTIKEG Y10l TV
vyeio apov AMOTEAOVY Kol TNV TAEIOVOTNTO TOV LETOALAEE®MV GE £V OPYOVIGUO TMV

4 1 4 Ié
nepinov 10 3 COUOTIKOV KLTTAP®V.

MeAETn OPETOVOKVTTOPIKHC OVOLUIOC

e To 1949, o Linus Pauling ka1 ot cuvepydteg Tov, avakdAvyay Ot
apoc@apivn tov evnAikov atdpmv, n HbA, mov aroteleiton anod 4
TOAMTENTIOWKES 0AVGIOES - 2 o Kl 2 B - S1EPeEPE GTO PLGTIOAOYIKE,
dTopo 6€ GYEoN UE eKElva TOV EmacyaY OO OPETAVOKVTTOPLKN
avolpio (n Tpatn achévela mov Ppébnke va elvarl amotéAecua

YOVIOIOKNG LETAAAOENC).

¢ H Swopopd evtomiCetar 610 6° apvo&D
™G B-mOAVTENTIOKN G aAVGIdAG, OTOV TO
YAOLTOUIVIKO 05V avTIKOTACTAONKE atd
BaAivn. H petaddoypévn oposeaipivn
ovuporiletar cov HbS. H aAlayn omv
axoAovBio Tov apvoEémv lval anotéleca
YOVIOIOKNG LETAAAOENG OTNV TPITAETA TTOV
K®OKOTOEL TO YAOLTAIVIKO 0&D, dnAadn
otV Kookt aAvcida tov DNA aAldletl o
Baon kot o kmdkovio GAG, (CTC ot un
Kodkn kat GAG 6to MRNA) mov
KOOWKOTOLEL TO YAOLTOUIVIKO 0ED,
avtikadiototon omd 1o kmdikovio GTG (CAC
ot un kodkn kot GUG oto MRNA) mov
Kwowonotel T Parivn. H petdAraén oot
odnyel o oAAayn o1 OTEPEOOATOEN TNG
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QLLOGPOIPIVNG HE OTTOTEAEGHLOL TNV OAAXYT TNG LOPOTS TV EPLOPOKLTTAP®VY TOL GE
ouvOnKeg EAAELYNG 0ELYOVOL TTAIPVOLV YOPAKTNPIOTIKO OPETAVOEIDES oynpa. Ta
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KEDAAAIO 6 METAANAZEIZ

dpemavoKLTTOPO EUITOSILOVV TN PLGLOAOYIKT KUKAOPOPi TOV AIATOC GTa TPLYOELON ayyEio
OMNUOVPYDOVTOG TPOPANLLATO GTO GTANVO KO TOVG TTVEVHOVEG EVM TOVTOYPOVOL
KOTOOTPEPOVTOL TOYVTEPA OO TOL PUGLOAOYIKA [LE GUVETELD TNV EUPAVIOT] GUUTTOUATMOV
oVOLpLoG.

e AcOeveig e dpemavokuttoptkn avaipio eivor ouodlvyot yio To LETAAAAYUEVO YOVIOL0, TO
B®. Ta dropa avtd mapdyovy pnoévo HBS wat ka®@drhov HbA. To etepoluyon dropa (Qopeic)
&youv éva QUGLOAOYIKO B yovidio (B°) kat éva petodhaypévo (B°) kou Sev eppavicovy
ouumTOUOTO TG acBévelag Tapd Lovo oe cLVONKES pHeyaAng EALeYMC 0EVYOVOL (VYOUETPO
>3000 m) omdte TPOKAAEITOUL OPENMAVMOOT).

Duaciohoyikh adhniouyia Bacewy |PucioloyiKh adnAouyid BAgeEwy

Tomo1 yovioioxmy uetorlolewy
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avTIKoTaoToo Pdong kol unopei va £xet o D
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TOIKIAOL OTOTEAEG AT GTNV TPAOTETVI] TOV

TOPAYETOL OO TO CLYKEKPIUEVO YOVIOl0. Av
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GUIVOSEGV OTIIV TAPUYOREVT TPOTEVN. GTACAGTGGACATSST
® XTI TTO TOAAEG TEPMTAOGELS OULMG, oA

avtikatdotacn Bdong onpovpyet tputAéta Tov X

KOOKOTOIEL d0POPETIKO apvoEL Kol ETOUEVOS aAlayévn TpmTeivn. E@dcov 10
dapopeTikd apvobd BpickeTon 6To evepyd KEVTIPO evOG VDOV 1) KOVTA G° dLTO TOTE N
evePYOTNTA TOL (TIKAVOTNTO KATAAVGONC OVTIOPAGEMV) EANTTOVETOL 1] Undeviletat. Xe dAla
€10 TpwTEIVOV N 0ALay] 6T doun TOLG 00MYEl o€ Ay TNG AErToVPYiog TOVG, OTMC G
OPEMAVOKVLTTOPIKN avopio. AALOTE TAAL 1) AVTIKATAGTACT] U0G PACTG UTOPEL VO LETATPEWYEL
£va, KOOIKOVIO 6€ KMOKOVIO AMNENG e OTOTEAEG L. TOV TEPLATIGUO TNG GVVOESTG TNG
TOAMTENTIOKNG AAVGIONG. XTI TEPIGGOTEPES AN AVTEG TIG TEPMTDOGELS KATOGTPEPETOL 1)
AEITOVPYIKOTNTA TNG.

e AXAo¢ TOTOC YOVIOLaKNG LETAAAAENC eivan 1 TpocO KN 1| EAdeyn Bacc@v. AAAoyEC
otov apliud TV BACE®V £X0VV GOV OTOTEAEGHLO. TNV ELPEAVIOT LETAAANYUEVOV POLVOTUTTOV.
H mpocOnkn 1 élderyn dadoyikmv BAoewv 6 0mo100MToTE TOAAUTAAGIO TOL TPl
onovpyel avtictorya TposHnkn 1 EALELYT €VOG 1| TEPICGOTEP®V AUIVOEEDY GTNV
TOAVTENTIOKN 0ALGIda, KATL TOL propel va aAAGEEL T AelTovpyKOTNTA TS AV OUMC O
ap1Ouoc facemv givorl dopopetikds Tov 3 1 ToALATAAGI®V TOL, TOTE N dAANLOVYia TV
apvo&Emv dev LO1ALEL OPKETA LE TNV OPYIKT.

O1 uetodrééelc dev eivou oo fAafepéc
o Mepikég petarhdéerg eppoaviCovv TAeovekTLOTO Kot GUUPBAAOVY BT YEVETIKY)
TOIKIAOTNTO KoL TV €EEMEN.
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KEDAAAIO 6 METAANAZEIZ

e O1 teprocdtepeg LeTaALAEES BepovvTon emiPAaPeis emedn £xovv coPapés EMMTAOGELC.
[ToAAéC petodda&elg dpmg dev elvan emPArafPeis kot Aéyovtor ovdétepec. I1.y. petaAAdEelc
OV 0ONYOVV GE QALY LOVO €VOG aUtvOEEOC TOAVOV vaL EOVV EAAYLOTN ETIOpOOT OTN
OTEPEOOIATOEN KO TN AEITOVPYIKOTNTO oG TP@TEIVNG. Ot adhayég mov cvpPaivovy cg Eva
YOVio10 Ko 0gv 001 YOOV G€ ALY TS OAANAOLYIOG TOV OUIVOEEMY TNG dNOVPYOVUEVNG
TPOTEIVNC, AOY® EKPUMGUOD TOV YEVETIKOD KOOKN, OVOUALOVTOL GLOTNAES HETUAAAEELS.
AMayEG otV aAAniovyio Tov BAcE®V TOpOTNPOVVTAL TOGO G EEMVIN OGO KOl GE EGAOVLA.

Llopayovtec mov TPoKAAODY UETOALBCEELS

e MetaAra&elg mov eppaviCovror amdtopa o€ Evay TANOLGUO AEyovTon aVTOUOTES KOt
Dempeitar 6tL Tpoépyovtal and AdOn katd v avtiypagn tov DNA 1 katd tov dtoympiopd
TOV YPOUOCOUATOV.

e [loALoi TOTOL pETAAAGEEWV TPOKOAOVVTOL OTTO TTOPAYOVTES TOV TEPIPAAAOVTOG TTOV
ovopalovtot LETOALAEOYOVOL, OTTMG SLAPOPES YNUIKES OVGIES (POPUAAIEDON, LEPIKEG
YPOOTIKES, APOUATIKOL KLUKATKOT DOpOYOVAVOpaKES, KAPETV K.A.) Kot S1dpopot TOTOL
axtvopfoMav (X, v, Kookt kot veeptdong). [ToAlég and T1g ovoieg avtéc PBpickovian o
YEOPYIKA, BLOUnyovIKA Kol QOPLOKEVTIKA TPOIOVTOA.

¢ 'Eva xdttopo yia va dtotnpnost otafepn tnv aAiniovyio tov BAGE®V DIEPTNODOVTOS TIG
AAAOYEC OO TOVG LETAAAAEOYOVOLE TTOPAYOVTES, TEPIEYEL TOALG Evivua TOoV avaryvepilovy
T1¢ BAGPeg kKan emdropOdvovy o DNA. TTdve and 10 99,9 % tov Aabdv T avitypaenc
emodtopbovovian 1’ owTdV TOV TPOTO.

AcOévereg amotéleopno peTairdCemv

O eprocdtepeg amd TIc acBéveleg Tov avBpamov mov opeilovtal oe PETOALAEELS dEV
elval amotélespa LOvo €vOg TOTTOV PETOALAEE®MY OAAN OMTOTELEGLOL OVTIKOTAGTAGEWY,
eMelyewv N TpocONKdV d1apopeTKov aplfuod BAcemy Le ATOTELEG LA T LEYAAN
ETEPOYEVELN TOV CUUTTOUATOV PETAED ATOU®V TOL TAGYOVY amd TV 1010 acBEvera.

Levenkég o1atapoyes 1wy avOpamivwy oiuoospoipivoy

e Ta epvBpd arpoceaipla TEPLEYOLY TNV TPOTEIVN,
apoocaipivn. Kdébe popid e £xel ceaipikd oynuo kot
anoteleitol and 4 TOAVTENTIOKEG 0ALGIdEC avd 2
opotes, Kabepud amd T omoieg cuvosetat pe pio povado
aiunc. H acupocpapiveg tov evniikov dtapépouvv amd
avtég Tov euPpvov. H suPpuikn apocsearpivny F (HLF)
Eyel cOOTAON 02, EVO OWTH TV evAikav eivan 1 HOA
le cvoToon 0P, Kot aviyvedovtol EMioNG WKPEG
nocotteg ™G HDA, e ovotoon 0,0, pali pe Told
pipé 1006 (<1 %) g HbF. HORWRD)  prasmsginres b

e Ta yovidia IOV K®IKOTO00V TIG
0AVGIOEG TOV AULOGPAPIVOV EULPUVICOVY HETAALAEELS TOV 0O YOVV GE OILOGPUPIVOTTADELEC.
210 Yovidlo ¢ moAvmenTIOWNG aAvcioag B Bpétnkay mdvw amd 300 dtopopeTiKég
HETOALAEELS.
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Av o pet@Araén emmpedlet apivoléa onUOVTIKA

Yo TN AEITOLPYIKOTNTO TNG TPOTEIVNG, OT®G ALTA. AvBpwrivec Artoodatpive

KOVTG 6TV TEPoyN Tpdodeong pe Ty oiun, tote  EMPpuovikég Eupplou  EvnAikou
onovpyeiton cofoapd TpoPANUA. YTAPYovV OUMOC  Hb Gower1 - z5¢; HbA - P,
Kol LETOAAGEELS TOL TTEPVOVV QTOPATPNTEG 1) Hb Gower2 - aye; HbF - azy,
ONovpyoHv NmiaL avorpio Kot TETOLES APOPOvV Hb Portland - 2y, Hb A; - a8

TEPLOYN TOL HOPTOL OV OEV EIVOL CTIUOVTIKT] Y10, TN
Aettovpyia Tov popiov.

® Mia amd T1g coPapotepeg arpos@apvonddeieg ival 1 Balacsaio Tov opeileton o
eMaTTOUEVN 6VVOED glte TV o €lte TV P 0ALGId®V TpokaA®VTOG TNV a-Oolacoapio 1
v B-0oracoopio. H -0ciacoaipio £xel peydin etepoyévela o190t mpokaieitol amd TOALA
OLOLPOPETIKA €101 YOVIOLOK®DV HETOAAAEEDV (AVTIKATACTACELS, EAAEIYELC KOl TPOCONKEG
Baoewv) dpa epeovilovtal SPOPETIKE CLUTTOUATA MG TPOG TN PapdTNTd TOVS PETAED TV
OPOPV aTOU®V avaAoyo LE TO €100¢ TG LETAAAAENGS TTOV Ta TPOKAAEL (amd GoPapn
avoupio pe wavtedn EAkenyn g B alvcidac kat cvvenmg e HbA, péypt ehappd avoipio pe
ghattouévn ouvleon B-aivcidag kot dpa ukpd tocd HbA).

e Ouolvya dropa pe B-Boraccopia Exovv cofapr avaipio Tov aviipeTtomiletol pe
oLYVEC peTayyioelg aipotog mTov OU®G 001 Y0 UV GE VITEPPOPTMGT) TOL OPYOVIGLOD UE GIdNPO
KOl OVTILETOTILOVTOL LE PAPLOKEVTIKT 0y®YT] OGN POGNG. XT0 OUOLVuYo ATOMO VITAPYEL
ovvnbwc avénon e HbF yia vrokatdotaon g Aertovpyiog e HbA. Ta etepoluvya dtopo
(popeic) eppavifovv Ao avarpio Kot ovénuévn obvieon HbA, (deiktng didyvmong). H
acOEVELDL KA POVOUEITAL LLE AVTOCMOKO VITOAEUTOUEVO TPOTO OTOTE OTOV KoL O 2 YOVEIC
glva popeic  suyvotnta epedviong g P-0alaccaipioc otovg amoydvoug ivar 25 %.

® H cuyvomrta tov etepdluymv atopmy pe dpeEmavokuTTOPIKT avaipio 1 B-0alaccoiuio
etvar avénuévn otig ympeg g Meooyeiov, Avtikng Kot AvatoAtkng Aepikng kot N.A. Aciag

omov eupaviLotay elovooio. Avtod XPOMOZOMA 16
oQeileTal oTNV OVOEKTIKOTNTA TOV TUGTADA YOVIBIWY O CQAIPIVIG
QOopE®V oTNV TPocPoAr and to
TAAGULMOS0 TNG ELOVOGTAC ETOHEVOC T Zeta2 Zeta | MG Ninhd 1
LETAALOEN TPOGOIOEL TAEOVEKTNLLO OOG _-_- L -_3
TPOG TNV EAOVOGia Kot TapEXEL ALENUEVT A
mhavoTTa M PBimong Kot avoamoapaywyng.

e Ta yovidio TOv KMIKOTO0VV TNV o XPQMOZQMA 11
advoida ivon Stthd, dSniadn vdpyovy 2 ZuoTada yovidiwv B a@aipivng
yovidia o o€ KGO OpOLOYO YPOUOCHLL. Emslion e delta beta
H a-0olaccopia eivorl arotédecua T I
eMetyemv oAOKANpov Tov Yyovidiov mov P ¥
K®OKOMOoEl TNV o aAvacida, dnAadn o€ Y l l
Ké0e dtopo avti tov 4 yovidiov o umopel

Hb F Hb A Hb A

va Agimel 1, 2, 3 1 ko ta 4 yovidwa a. Oco
nePLocOTEPO YOVidla o amovctdlovy 1060 Papitepa ivar ta copuntopota. H EAdletyn tov
yovidimv a emnpedlel OAES TIG AvVOPOTIVES OUOGPOIPTIVEC.
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Merolrdceic ae yovidio eviDuwy onuiovpyody d10Topoyes LETOLOAIGHUOD

e Ot petaforéc 0doi akorovBohv opiopéva otddta Kabéva amd to omoia eAEYYETAL OO
kdmoto £vlupo. Ieprypdoenkay tave omd 200 drotapayés 610 LETABOAIGUO TOV OPOPOVYV TN
AEITOLPYIKOTNTO EVEDLOV LLE YOPAKTNPICTIKOTEPES TIG KANPOVOUIKES 0GOEVELES TOV AAPIGLOV
KOl TNG POLVOAKETOVOLPLOG TOV KANPOVOUOVVTOL LE VTOCMUIKO VITOAEMOUEVO TPOTO.

¢ H poawvviketovovpia (PKU) eivar aoBévela mov mpokodeitor amd EAAenyT Tov eviOUOL
(vdporaon g eavvroravivng, PAH) mov 6ta pucstoloyikd dtopo LETOTPETEL TO QUIVOED
QAIVLAOAOVIVI] GE TVPOGTIVY LLE OTOTEAEGLL T GLGGMOPELGT TNG PAVVACAOVIVIG. XTOl
opdluya ATopA Y10 TO VITOAEUTOUEVO YOVIO0 TOPEUTOSILETOL 1] PUCTIOAOYIKT OVATTTVEN KO
Aertovpyio TOV EYKEPOMK®V KVTTAPWOV LE GLVETELD T dlVONTIKY] KoBvoTépnon. Av 1
acBévela aviyvevbel vopic otn veoyvikn nikio, N ELEAVIOT] TOV GCUUTTOUATOV ATOPEVYETOL
LE KOTAAANAO O101TOAGY10 (TEPLOPIOUEVT] PAIVOAOALVIVY)

e O ah@opog opeidetor oty EAAEIYT VOOHOV (TVPOCIVAGT)) ATOPAITITOV GTO
oynmuatiopd g pelaviving (amd tvpocivn). Atopa opoluya mov TAGYOVY Od AAPICUO EXOVV
EMAELYT YPWOCTIKNG GTO OEPULA, TOL LOAALA KoL TNV 1p1da. Tov 0@OaALoV. O aAPIoUOC
eUQOViCel ETEPOYEVELD LE TTAVTEAT] EAAELYT) EVEPYOTNTOG TOV EVEOUOL LEYPL KO LELOUEVT
EVEPYOTNTAL.

XPpOROOCOUIKES AVONUMES

O1 peydheg og Ko OAAAYES OTOTEAODV TIC YPOUOCOMIKES avopoiies. H avaivon
TOLG £Y1VE OLVOTY LETE TNV TOPATPNON KOl LEAETT TV YpOUOSOUATOV. Ot aAdayéC 6TOV
aplOUo TOV YPOUOCOUATOV OVOLALOVTAL OPLOUNTIKES P OUOCOUIKES AVOUOAIES, EVOD Ol
aAhayEG 0T SOUT ATOTEAOVV TIG OOMIKESG AP OUOGOMIKES avepaiies. Ot oAAayEG aVTEG
EYOLV GOV QTOTEAECOL TV TPOTOMTOINGT] TOV POLVOTUTOV TOV ATOUOV.

Ap1Ountikéc ypwuUoomUIKEC OVWUOALEC amoTéleouo. AaBdy otn usiwtikn oioipeon

e Av KaTA TN O1IPKELN TNC UELOTIKNG Méavol yoéreg aTTé PeTatoTTIoN
dlaipeong dev yivet opodd o Sraywpiopdg E - Eﬁ a g g E g
TOV OLOAOYOV YPOUOCOUATOV 1) TOV d 2 2 21 i
AOEAPDOV YPOUATIOOV, PALVOUEVO YVOGTO 18 1 = 1 =
Ga\) un ﬁluxmplou(’)g' T(,)TS 14/21 1421 14/21
onovpyohvtot YOUETEG L aplOno Ea E - EE Ea BB EE - EE; E g
YPOUOCOUATOV HEYOADTEPO 1 UKPATEPO Eﬁ 21 EE n = 2 n 2
1OV PLGOAOYIKOV. H yovipomoinon tomv =t wE w 1§ 14 14 148
un (PUGIO?LOYIKO’)V Y(IHSTd)V pe pr:lﬁll‘i Prewhorncdg Mclf:tilmn Movoswpic 14 Moevocwpic 21 Isl::j:xq
PLG10LOYIKO Yapétn odnyel o LuywTo pe oS Topae e O Omens Merorimey
AavBoGUEVT TOGOTNTA YEVETIKOD DAIKOV, ATTOYOVOI 6TaV 01 TIAPOTTAVW YVOpIETES

, , GUVBUaOTOUV HE QUTIOAOYIKO YOHET
OV OEV AVATTOGGETAL PUGIOAOYIKA. Ta He® VKO YEHEm

ATOLO TTOL TPOKVTTOVY Kol EXOVV TEPIGOELX 1] EALEWYT LKPOV aptOUOD YPOUOCOUAT®V
ovopdlovtor avevmrogwdn]. H amovsio evog Ldvo ypoUocOUaTOg OVOUALETOL LOVOSOLLa,
evod M Vapén evog emmAéov Tproopio. H povooopio eival cuvnbmc Bavatneopog, d10Tt to
YPOUOCHLOATO LE TO YOVIOLX TTOV TEPIEYOLV (EEAPECEL TOV PLAETIKMV) TPETEL VAL LITAPYOLV 2
QOPEC Y10 VO VTTAPYEL GOGTH AVATTLED.
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e Ot op1OuNTIKES XPOUOCOUIKES AVOUOAMES ONUIOVPYOVVTAL TOGO GTO OVTOCMUIKE 1| OGO
KOl T QUAETIKE YPOUOGDLOTOL.

e To ocvvopopo Down (Tpiowpia 21) eivar n cvvnmBécstepn apOuUNTIKN YPOUOCOUKN
avopaiio. Atoua pe cvvopopo Down gppavifovv kabvotépnon oty avanTtuln,
YOPOKTNPIOTIKEG OVGLOPPIES GTO TPOCMOTO Kol SLOVOTTIKY] KOBLGTEPN O Kol EXOVV GTOV
KapLOTLTO £va EMTALEOV YPOUOSOUA 21, ATOTEAEGHO U] SLOYMPIGLOV TV YPOUOCOUATMOV
10V 21°° {edyoug Kol T0 oYNUoTIond TeV YoUETdV ot peiwor. Etotl dnuovpysitol odapio
(omaviotepa oneppatolmdplo) e 2 ypopocopato 2110 0moio YoVIHOTolo0UEVO LE
@LGLOAOYIKO Youétn dnovpyet Luymto pe tproopio 21. H mbavotnta yévvnong modiov pe
ovuvdpopo Down oyetileton pe v nAkio g UNTéEPOG (unrspoc 45 etV £yel peyoAvTEPT
m@owomw o€ oyéon pe untepa 19 gtav).
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KAPYOTYIIOX XYNAPOMOY DOWN

= ZuxvoTnTa SPQAviong ouvdpduou Down

H ouxvétnra ep@dviong Tou ouvdpdépou Down oye-
TiGeTal pye TV nAikia Tng pnTépag.

® ZUYVEC apOUNTIKEC XPOUOCOUKES avopaiies ivar n Tprompia 13 kot tprompio 18.
Ta dropa wov Tacyovy an’ avtég epeaviCovv BapdTePa GLUTTOUATO OO TOL GLVOPOLLOV
Down ene1on ta ypouocopata 13, 18 etvar peyorvtepa omd 1o 21 pe meprocdtepa yovidta.

Kopuotumog yuveikeg pe cvvdpopo Patau (47, XX, +13) Kopuotumog yuveikag pe cuvépopo Edwards (47, XX, +18) Kopuotumog dvipe e tproopic XYY 47, XYY)
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e XapoKTNPIoTIKA GOVOPOLO 0td aptOUNTIKES AVOUOMES GTO QUAETIKE YPOUOCHUATO
etvar 1o oOvopopo Klinefelter kot to sovopopo Turner. Atopo pe oovdpopo Klinefelter
£YovV PUGLOAOYIKO 0P1OUO AVTOGOUIKAOV Ypopocopatev (44) kot tpio puietikd, XXY, avti

OV PLGOAOYIKOV XY Kat £X0VV EEMTEPIKA YAPUKTNPICTIKA OPGEVIKOD ATOLOV £Vl OU®G

oteipa. Ta yopaxtnpiotikd Tov GuVOpOHOL gppaviovtorl petd v epnPeio.
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KEDAAAIO 6 METAAAAZEIX

e Atopa ov TAoyoLvv amd cVUVOPORo TUrner éxovv PUoIoA0YIKO aplBUd CVTOCH KMV
YPOUOCOUATOV (44) ko Eva Lovo uAeTiko, X (XO). Avtn givol 1) povadikn povosmpio
otov avBpommo. Ta dropa ovTd 0V pPOVIOVY BEVLTEPOYEVT] YOPOUKTNPLOTIKA TOV VA0V,
mop’ OAO OV £Y0VV PaVOTLTTO ONAVKOD aTdpoL, elval dpmg oteipa.
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KAPYOTYIIOXZ KLINEFELTER KAPYOTYIIOXZ TURNER

AOUIKES YPWUOTWUIKES OVOUOAIEC 0ALALOVY TH HOPPOLOYIO. TV YPWUOTWUATOV
® O100MKEG YPOUOCOMKES OVOUOAES A B r A E ZH® EMayn AB T E ZHO
eltvol aAlay€g otn doun| €vOog M *- 5
TEPIGGOTEPOV YPOUOCOUATMOV KoLl AB T AE ZHO \io oo

1 ) y iS10 7 CEl 1 J0D ———>
UTOPEL VO 0pOPOVV LEPTKEL YOVIOLL 1) —
€vol LEYOAO TUNUO TOV XPOUOGMUOTOG

. . ; AB T AE ZHO uiomopn

GOV OTTOTEAEGLLO, SLAPOPMV UNYOVICUOV (G —— 7P,

Kot Tov KutTapiko Kokho. H Opadon f

TUNUATOG A €Va. 1) TEPLGCOTEPL AB Tl AE ZH® MNOT AE ZHG®
YPOUOCOUATO KoL 1) AovOoséEVN uﬁr‘iﬁfﬁﬁé’n
MNOMNP = ———> ABNOP I

KOTOTLY EMAVEVOCT| TOV UTOPEL VOL EYEL quuuuemenenegm

G ATOTEAEGHLOL EAAELYT], LETATOTION 1) t LOpIKEG XPWHOTWIKES

GAAN avadiétoln Tov yovidiov 6to oveHahieg

YPOUOSOLA. Ot OOUIKES AVTEC AVOUOATEG £YOVV GOV AMOTEAEGLLOL TNV OAAYT] GTNV TOGOTNTO,
N 611 S1Taln TG YEVETIKNG TANPOPOPING 5T XPOUOCMUATO KO EIVOL OTOTEAEC O
HETOALOEOYOVOVY TTapayOdvTmV (akTivoBoAiec, O1dpopeg ynUKES ovsiec). Avaioya pe Tov
TOTO TNG AAAYNG StoKPivovE O18POpa €101 SOUIKDV OVOUOAIDV.

o H élhewyn sivor ) andreto yevetikod vAtkov. To cOvopopo emvi g yartag (cri-du-
chat) opeiletar o€ EA YN TUALOTOG OO TO YPOUOCHOUA 5 KOl OVOUAOTNKE £TCL Y1OTL TO
YOUPOKTNPIOTIKO KAGUO TOV VEOYEVVITMV TOV TAGYOVV HOIALEL e TO KAGUa TG Yatac. Ta
dropa avtd eppaviCovv davonTikn Kabvotépnon.

e O durhoolocpog ivor 1 EMOVIANYN VOGS YPOUOCOUKOD TUAIATOS 6TO Ypouocmpa. H
avooTPoeN dnuovpyeitor omd Opadceels oe dVO0 SUPOPETIKAE TUNLATO EVOS YPOUOGOUOTOSG
KOl ELOVEVAOGT] TOV TUNUOTOS TOV TPOEKLYE POV OVTO TPMOTA AVOGTPOUPEL LLE GUVETELD TNV
aAdayn o1t ottaln TV yovidiov 6to ypouocoua. H petatomion sivon amotédeopa
Opaong VO TUNOTOG TOL YPOUOGAOUATOS KAl GTN GLVEYELN EVMOOTC TOL GE £val GALO Un
OUOAOYO YPOUOCOUA. ZTIC OHOPOiEC LETATOMIGELS EXOVUE AVTAAAAYT] YPOUOCD UKDV
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KEDAAAIO 6 METAANAZEIZ

TUNUATOV OVAUEGH GE U] OLOLOYO! ShcomosimiRe
YPOLOCOUOTO, OAAQ TO ATOLLOL TTOV TIG PEPOVY "
ocuvnBmg eppaviCovy ELGLOAOYIKO EAIVOTLTTO

EMELON OEV YAveTAL YEVETIKO VAKO. Tavtdypova
OU®G epeaviCovy Kivouvo amdKTNoNG AmToyYOVmY

LLE YPOUOCOUKES AVOUOALEC ETEON KATE TO o

CevyGpmuo. TV YPOUOCOUATMY GTI HEIWTIKN ass it
Ol0UpEST TPOKVTTOVY U PLGLOAOYIKOL YOUETES.

["a va. S10meTOGOVUE TIG SOUKES YPDUOCOLKES chromoseme 9 chromosome 9

avoUaAeg eival amapaitnn 1 (pOCT TOV Apopaia peratomon 1(9;22),(q34;G22)
YPOUOCOUATOV UE TEXVIKEG TOV OMovpyodv {OVES 6TO YpwUOcOua, 0Ttm¢ (dveg Giemsa.

MéBodor drayvawong yevetikmy aoleveiwv
¢ H o1dyvoon yevetikdv acBeveimv Bonda otov
» "EyKoupo eVIOmIGUO YEVETIKOV AVOUUAOV 6T e£€TAlOUEVA ATOLL
» Evtomicud tov Qopémv YEVETIK®OV acbevelmv
» TIpocdiopiopd mOavOTNTUG ELPAVIONC LLOG YEVETIKNG AGOEVELNG GTOVG ATOYOVOLS
LLLOC OTKOYEVELNG GTIV OO0 TOPOVGLAGTNKE 1) acBEvELn

e 'Eykaipn Sldyv(ggn YEVETIKNG T'ENETIKH AXOENEIA | MEOOAOX ATATNQXHX

0G0EVELNG TPOGPEPEL SUVATHTNTO GYESIAGLLOV i;‘j"mwm’w I;“P"O“’“‘f@

, , P oYM uKd
e Ospansvr,ucng oyyMG Yo e%axlcronomcn Koot veon PCR
TOV EMTAOK®OV NG acHévelng, Ommg M ENAey 0g-avipoyivic PCR
eawvoiketovovpio (PKU). O éleyyog yia tov Awoppogiria A PCR
EVIOTIIGLO TV POPEMV, 6T BoAacoopieg Kal | Awoppogirio B PCR
NV SPETOVOKLTTAPIKY ovopia, £xel GKOTO APETOVOKVTTAPIKT avaytio PCR
1OV VTOAOYIGHO TV TOAVOTATOV SNovpyiag L oukeoouia PR
YIGH N M pYLaS a-0aiacoapia PCR

amOYOVMOV TOL TAGYOLV Amd TIC AcOEveELEg
avtéc. TELOG otV TEepInTMON S1AYVOGNG YEVETIKOV OVOUOMOV KOTE TN OlevépyELn
TPOYEVVITIKOV EAEYYOV, IVEL OLVATOTNTA OLOKOTNC TS KUTOTC.
¢ H d1dyvoon 16totmv YeVETIKOV a.0HEVELDY TPOYLLOTOTTOEITON UE
» Melétn KapvuOTLTOL KATA TOV TPOYEVVNTIKO EAEYYO
» Abpopeg Ploynuikég doKipaoieg
» Avéivon aliniovyiog facewv tov DNA (poptlokn dtdyvmon)

e H cpopuoyn mpoyplppotog EAEYYOL TOV VEOYVAV Y10 TNV (POIVOAKETOVOUPI HElDGE
ONUOVTIKA TI TEPUTTMOGELS dLvONTIKN Kabvuotépnong and ot v acdévela. O EAeyyog
YIVETOL LE TOV TPOGOIOPICUO TNG CLYKEVTPMOONS TNG POIVLANANVIVIIG GTO Oillol VEOYVDV.

e H mapatinpnon g popeoroyia twv epufpmdv Kuttdpmv oe cLVOTKES EAAEIYNG
0&uydvov omdTe ToL EPVOPOKVTTAPA TAGYOVTOS OTOLOV TTAIPVOVV OPETAVOEIIEC GYTLLOL
(doxacio dpendvmaong) divel duvatotnta didyvwong g achévelag. Eniong vépyovv
TEyVIKéG mpoodtopionon g HbS ota epudporidttopa kat Tov gviomicpov Tov yovidiov B,

Leveuxn koBodnynan
e Ewdikol emotuoveg divouv mAnpoeopieg oe pepovopéva dtopa 1 evydpio kot
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KEDAAAIO 6 METAANAZEIZ

OIKOYEVELEG TTOV TTAGYOLV OO KATO1N YEVETIKT acBEvela 1 £xovv awénpéveg mBavoOTNTES VO
™V gpeavicovv ®ote va fondnbovdv otn AMyn amoPAcE®V Y10 ATOKTNON VYLDV OTOYOVOV.

¢ O gmotnuovoc TPEMEL va S1BETEL TOL OTAPOITNTO GTOLYEID TOV TOVL EMTPETOVY VL
yvopilel ™ ocvykekpluévn acBéveta, ™ cuyvoTNTU ELEAVIONG TS, TOV TPOTO TOL
KANPOVOUEITAL, TIC EMITTAOGELS GTO ATOLO TOV TAGYOLV, TOLG TPOTOVS AVTILETMTIONG K. L.
"Et61 av Samiotmdel o1 d0o yoveic etvar etepdluyot yia o yovidio B°, 10t 0 sVPoVAOC TOVC
mAnpoopet OTL VITAPYEL TOAVOTNTA 25 % VO AMOKTGOVY Todl e OPETAVOKVTTOPIKT)
avapia (opodluyo 6to yovidio B°).

* Av umdpyet avénuévn mbavotnta to EUPPLO va TAGYKEL Amd KATOo YEVETIKT ovmuaAia,
toTE €lvan amapaitnTn N SIEVEPYELD TPOYEVVITIKOD EAEYYOV, TOL OTOTEAEGUOTOL TOV OTTOT0V
LTOPEL VO 001 YIIOOVV TOVG YOVEIG O O10KOTT TNG KVTOT|G.

e ['evetikn| kaBodnynon umopovv vo {ntmceovy OAot, OUMG LITAPYOLY OUAOES OTOUWMV TOL
elval amapaitnto va angvBouvioiv 6 101K0VE TPOTOD ATOKTHGOVY ATOYOVOUGS, ONANOY] :

» ATouo QOPELS YEVETIKOV 00OEVEIDV

» ATONO LE OIKOYEVELOKO LOTOPIKO YEVETIKMV AGOEVEIDV
» Tuvaikeg nAkiog 35 e1odv Kot Gvo

» Tuvaikeg pe moAamAEg amooléc.

Llpoyevvnuikdg EAeyyoc eVIomilel YEVETIKES OVWUOAIES

e Me Vv apviomapakEvten AapuBAaveTon amd Tov auviako cako, pe tn Pondeia
BeAdvag, LKpN TOGOTNTA OUVIOKOD VYPOL HEGH 6TO 0Toio Bpickovtot euPpuikd KOTTOpA.
Avtd ypnoomrotovvtot yio avdivon DNA kot froynuik’ avdAvon opiouévay TpoTeivov
Ko vV (1.y. eatvoiketovovpia). Metd amd KaAMEPYELD, Ta ELPPLIKA VT KOTTOPO,
YPNOYLOTOLI0VVTOL Y10l T OAYVMCT] YPOUOCOUIKDV OVOUOAIDV UE TN LEAETN KapvoTumov. H
apviomapakévnon rpaypotomrotsital katd v 12" -16" efdoudada tng kdnone kot uropel va
e réyéer meprocdtepeg amd 100 yevetikés avouaies.

¢ Evalloktikn né6odog mpoyevvntikol EAEYYOV Elval | AyM YOPLOKOV AdYVOV.
[paypotomoteital v 9" -12" efdoudada tng kdnong kot Teptraufdavel Aqyn epupuikdv
KLTTAPOV oo TG TPOoeKPOAES (AdyveS) Tov YxOpLov (uPpuikt) HepPpavn TOL GLUUETEXEL GTO
GYNUOTIGUO TOL TAaKkoLVTA). Ta KOTTApU OVTE YPNGILOTOIOVVTOL TOGO Y10 KOPLOTLTTO OGO
Ko Yo froynuikég avarvoelg kat avédivon DNA.

e H auviomapakévinomn divel SuvatotnTo ToPUcKEVNE YXPOUOCOUATOV KAADTEPNG
TO10TNTO EVA OVTIOETO 1) AYM YOPLOKOV AayVDV 0 £YKopT otdyveoon. Atdyvwon copfopov
YEVETIKOV OVOUOADOV 00NYEL GE AGPOAT O10KOTN TNG KONOTC.

Metairaleic yovidiwy mov eAEYYODY TOV KDTTOPIKO TOAATAOOLO0UO (KOPKIVOS)

e O xapkivog yopoktnpileton amd aveEEAEYKTO TOAAATANGIACUO KUTTAP®Y VOGS 1GTOV.
Avtd oynuotiCovv paleg Kuttdpv (KopKiviKoi 0yKot) | LETAVAGTEDOVY GTO QL0 OTTWG OTIG
O1aPopeg LOPPEC Aevyopiag. Xxed0V OAEC O1 TEPUTTMOGELS KAPKIVOL TPOEPYOVTOL OTTO
LETOALAEELS YOVIOIOV COUATIKOV KUTTAPWV.

® Yrdpyovv dvo tumot yovidiwv mov oyetilovror pe kapkivoyéveon. Ta oykoyoviora kot
T0 OYKOKOTUGTUATIKA Yovidla. e YeVETIKO eMinedo 0 Kapkivog elval amotélesua :

» MeTtatpomig TPOTO-0YKOYOVISI®MV GE 0YKOYOVIdLo,
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» Amovcio AEITOVPYIKOTNTAG TOV 0YKOKOATAGTUATIK®V YOVISI®mV Ko
» Adpovormoinon tov unyovicpomv endtopbmong tov DNA

e Ta oykoyovidia Tpoépyovion amd yovidlo ToL VITAPYOVY PVGIOAOYIKAE GTO avVOPOTIVO
yovidimpa Ko ovopalovior TpmTto-oyKoyoviola. Bpébnke 611 OAa To TPOTO-0yKOYOVIidIo
€YovV TOAD GNUOVTIKO POAO GTN PLGLOAOYIKT KUTTOPLKY] AELTOVPYIO EVEPYOTOIDVTOG TOV
KLTTOPIKO TOAAOTANGIOGHO dTav Elval amapoiTnTOG, T.Y. Y10 TNV ETOVAWMGT] TPAVUATOV.
Opawg d1dpopa 10N LETAALAEE®V, ad HETAALAEOYOVOVS TOPBEYOVTESG, LETATPENMOVY TOL
TPMOTO-0YKOYOVIOO G€ 0YKOYOVIOL TOL 0010l VTEPAELTOVPYOVV KOl 001 YOUV GE aveEEAEYKTO
moALamAaclacrd Kal dnpovpyia kapkivov. H petatponn evog mpmto-oykoyovidiov oe
0YKOYOVIOI0 UITopel val elval amoTEAEG O YOVIOLOKN G LETAALAENG 1 cuvNBEaTEPOL
LLETOTOTIONG.

e To 0yKOKOTOGTAATIKA YOVIOIO Elval Yovidlo Tov EAEYYOLV TNV KLTTOPIKT dtoipeon,
KOTAGTEALOVTAC TV, OTav ivan amapaitnto. H avacstoin tne 0pdong toug, mov ivon
ovvnOwg amotéleopa Kupime EMAEYMG Yovidiov, agaipel amd To KOTTOPO T dSVVUTOTNTA
ELEYYOV TOV TOAATANGIAGUOV 0ONYDVTOG GE KOPKIVOYEVEST]. XAPUKTNPIOTIKO TAPAOEYLLOL
0 KopKivog Tov apEPBANGTPoEIdonS (PETIVOPAACT®UIA) OTOTEAECUO EAAELYNC
0YKOKOTOGTAATIKOD YOVIdiov.

e BA&Peg otoug punyaviopovg erdopbmong tov DNA €yovv cav amotélespa avénuévn
oUYVOTNTO ELPAVIONC KOPKivOoL. ATOUO TOV TAGYOLY a0 LEAXYXPOUOTIKY Enpodepuio
eUEaVICOVY TOALATAAGIOL GUYVOTNTO KOPKIVAOV TOL 0EPULATOC, GE TEPLOYEC OV ekTiBevTaL GE
nAlok” axtivoBoiia, oe oyéon pe pucsloroyka dtopa. H acBévela dnpovpyeiton anod
avikavotnto emdopbmong PAABOV TOL TPOKAAOHVTOL OO TNV VIEPLDON AKTIVOROAN AOY®
LETAALAENG TV YOVIOIOV TOL KMIKOTOL0VV Tal EMO10pHmTIKA £vivua.

e O xapkivoc oyetieton pe aAlayég 0TO YEVETIKO VAKO aAAG dev KAnpovoueital cav
amAOC MevteMKOg yapakTpog S10TL Eval ATOTELEGLO QAANAETIOPACTC YEVETIKDOV KO
nepIBarloviik®dv Tapoyoviwv. H moivmiokotnta g achévelag opeideton ota NG aitia :

» Xg oyéon Ue TIG KANPOVOUIKEG aoOEVELEG, O KapKivog dev TpokaAeiTat omd pia
HETAALOET, OALGL OTO GLGCMOPEVCT] APKETAV YEVETIKAOV 0ALXYDV 6Ta KOTTOpa. Ot
HETOALAEELS aLTEC fvan amoTEAEG O OLOPOPOV TEPIPOALOVTIKDOV UETOALAEOYOV®V
TopayOvVIOV (aKTvoBoAa, YNUIKES OVGIES)

» X1 onuovpyia kabe £100V¢ KOPKIVOU GUUUETEXOVY TOGO TO OYKOYOVIdld OGO Kot TO.
OYKOKOTAGTOATIKA YOViOla. TOV KOPKIVO TOV TTaXE0G EVIEPOL GLUUETEXOVV OPKETA
YOVidla Kot TV OO0 TUTMV TOL £YOVV VTOCTEL LETAAAAEELC.

E""E‘gn o1 Heyaho MeTaAAagn ‘EAAeIYn yovidiwv ‘EAAEIYN yoVISiwv ANEG XPWHOOWHIKEG
Bpayiova
TOU YpWHOOWHATOG 5

ot éva oyKoyovidio oTo Xpwpéowya 18  oTo Xpwpéowua 17 eMeipeig

Merahhagn
OE OYKOKATAOTAATIKG
yovidio
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