Bloloyia MpocavatoAiopol M Aukeiou

Kewdalaio 6: MetaAAGEeLg

AGKNGELC KoL AUGELC

MeBodoAoyia, 18 emavaAnmTikeg epwTNoelc Bewplac, 16 aoKNOELC
KAl €va SLaywVIoHa auToaELoAGYNoNC, OAd PUE AVAAVUTIKEC
amavtnoeLC.

1 MeBo&oMoyia 2  Epwrtroslg Bswplag 3  AokAoslC

4  Awywviopa

€ Mebodoloyla

YTIG AOKNOELG YOVISLAKWY HETAAAAEEWY Ypae TpwTa Ta mBavd Kwdikovia kABe apvogeog kat HeTd
oUyKpLve TN GUCLOAOYLKT e TNV TPOTIOTOLNUEVT) aAVa(Sa. TTIC AOKNOELC APLOUNTIKWY XPWHOCWULKWV
AVWHAALWY BPEC TPWTA TTOLA XPWHOOWHATA EXEL O U1 PUCLOAOYIKOC YAUETNC.

FoviSLakEG HETAAAAEELG: TL SELXVEL N TPOTTOTTOLNHEVH TTPWTELVN

T BAénTw Tupmépacpa EZnynon

AMGCeL Eva pdvo Avtikatdotaon Bdong Ta vrtéAourta apvogéa
apwog0 pévouv (8a.

H aAuoiba otapatd Kw8wkdvio AjEng Anuovpynnke UAA, UAG
vwpitepa N UGA.

AAAGGouv 6Aa ta MpocOnkn f éAAewdn Bdoswv ‘Ot og TOAAQITAGoL0 Tou 3.
apwoZéa amd éva AAANGLeL To mMAaiolo

ONUELO KL PETA avdyvwonc.

NeimeL €va apwogd ‘EAAsLdn tpwdv Stadoyikwv Bdoswv  To mAaiolo avdyvwong Sev
KaL Ta utréAouma aAAalel.

pévouv SLa
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ApPLOPNTIKES XPWHOOCWHIKEG AVWHAALEG: GE TTOLa SLaipeon £YLVE O pn SLaXwpPLoHOC

TLEXEL O YOHETNG Awipeon Ti8ev xwpiotnke
Ta 800 StapopeTikd opdAoya XPWHOGWHATO 1n pewwTikny Ta OpOAOYA XPWHOCWHATAL.
Abo ibia xpwpoowpata 2npswtik)  OtaSeddéc xpwpatiSec.

Mivakag yeVETIKOU KWK

©a tov xpelaotelc oTIg aoknoelg 1 €wg 6 kat otnv doknon 15.

MeveTikog KWEIKAG: KWSIKOVIaTou mRNA, 5" - 3°

1n Bdon U C A G 3nBdon

U UUU Phe UCU Ser UAU Tyr UGU Cys U
uuc Phe UCC Ser UAC Tyr UGC Cys C

UUA Leu UCA Ser UAA AREN UGAANEN A

UUG Leu UCG Ser UAG A& UGG Trp G

C CUU Leu CCU Pro CAU His CGU Arg U
CUCLeu CCC Pro CAC His CGC Arg C

CUALeu CCA Pro CAA Gln CGA Arg A

CUG Leu CCG Pro CAG GIn CGG Arg G

A AuUIle ACU Thr AAU Asn AGU Ser U
AUCIle ACC Thr AAC Asn AGC Ser C

AUAIle ACA Thr AAA Lys AGA Arg A

AUG Met ACG Thr AAG Lys AGG Arg G

G GUU Val GCU Ala GAU Asp GGU Gly U
GUC Val GCC Ala GAC Asp GGC Gly C

GUA Val GCA Ala GAA Glu GGA Gly A

GUG Val GCG Ala GAG Glu GGG Gly G

TG ypappeg n 1In Bdon touv kwdikoviov, oTic oTtrAeg N 2n kat 8€Ld 1) 3n. Me mpdotvo To KwSIkOvLo
evapéng AUG, pe pol ta tpla kwdikdvia AnEng.
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@ EmavoAnmtikec EpwTNOELS Oswplog

Ot anavtioelg eivat oto TéAoC.

1.

2.

3.

4.

5.

6.

Ye moleg katnyopleg xwpilovtal ot peTaAAdEeLC, avAAOYa PE TNV €KTAOT TNE AAAAYNC OTO YEVETIKO
UALKO;

Me moLoug TPOTOUG TPOKUTTTOUV OL YOVISLAKEG LETAAAGEELG;

IToleg elval, CUVOTITIKA, OL CUVETIELEG TWV HETAAAGEEWY VLA TOUC OPYAVIOUOUG;

Ot HETAAAGEELC TIOLWV KUTTAPWY TOU AVOPpWIToU KANPOVOLOUVTAL 0TOUC ATTOYOVOUC KAL YLAT(;
[Tota elvat 1 poptakn BAon tng SpemavoKuTTAPLKTC avalpiag;

[Tov odelAetal n aAAayn Tov OXNUATOC TWV PUOPOKVTTAPWYV OTA ATOUA e SPEMAVOKUTTAPIKN
avatpia;

7. T16te pia petdAAagn pewwvel j undevilel tnv evepydtnta evog ev{Upov;

8.

10.

1.

12.

13.

14.

15.

16.

I[Toteg petaiAdéeic ovopdlovtat avtépatec; Iolot mapdyovteg tov meptBAAAovTog mpokaAovv
HeTaAAdEeLC;

. Twati{ ota opdluya dtopa pe B-8alacoatpia mapatnpeitat avénon tne HbF;

Ye mola tepintwon n HbA, anoteAel Stayvwotikd Selktn;

Tati oe meployxég omov maAawdtepa epdaviiétav eAovoaoia, n ouxvoTnTa TWV ETEPOlUYWY ATOUWY HE
Spemavokuttapiki) avatpia kat B-Balacoatpia etvat avEnuévn;

Na avadépete §Vo aoBgveleg mov odpeldovtal oe YyoviSlakeg LeTAAAGEELC Kat KAT)POVOUOUVTAL e
$dUVA0OUVEETO UTOAELTTOUEVO TUTIO KAT)POVOLLLKOTTAG.

Tatin povoowpia eivat cuvHBwe Bavatndopa yla Tov opyaviopud;

Na e&nynoete ylati ta dtopa pe apolBaia petatdmnion epdavidovv kivéuvo andkTnong amoyovwy pe
XPWHOOWHUIKEG AVWHUAALEC.

[Tota elvat n onpaocia g Stdyvwong Twv YEVETIKWY aoBevelwy;

Ye T Bonbda n éykatpn Stdyvwon tng pavulketovouplag;

17. Twati Ta dtopa pe peAayxpwpatiki Enpodeppia epdavitovv moAAamAdoia cuxvotnTa Kapkivwy Tou

8€ppatog og oxéon pe Ta pUOLOAOYIKA ATOuA;
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18. T'lati o kapkivog 8ev kAnpovope(tal wg amAdg pevdeAkog xapakThpag;

@ AOKNOELC

Otaoknoelg 1 €we 6 adopolv YoVISLAKEG LETAAAGEELG, OL 7 £wC 14 aplOUNTIKES XPWHOOWHLKES AVWHAALlEC
kat ot 15 €wg 16 ouvdudalovv VAN amo ponyovpeva kepdiata. OLAvoelg elval 6To TEAOG.

1. H aAAnAovyla apvoééwv Ser — Tyr — Met — Leu - Trp - Gly anoteAel Tunpa pag GuoloAoyikig
npwteivne. Na mpoaodlopioete Tov TUTO TG LETAAAAENG TTOV 081YNOE OTNV MAPAKATW TPOTIOTIONEVT

TPWTEV.
®dDucloloyik TpwTeivn Ser - Tyr- Met - Leu-Trp-Gly-...
Tpomomotnpévn MPWTEivn Ser-Tyr-Val-Leu-Trp-Gly-...

2. T tnv (Bla ducloAoyiki) mpwteivn, va mpoodlopioete Tov TUTO TNE LETAAAAENC Tov 081)ynoe otV

TIAPAKATW TPOTIOTONUEVT) TIPWTEVN.

®ducloloyikn TTpwTeivn Ser - Tyr- Met-Leu-Trp-Gly-...

Tpomomolnuévn TpWTEivn Ser - Tyr - Met - Leu

3. Alvetat Tpunpa pag moAvmentiSikng aAlvoidac. Na Bpeite to £i8o¢ Tng petdAAaéng mov o8nynoe oe
kaBepla amd T TPOTOTONUEVES TTPWTEIVES. e KABe eplmtwon n uetdAAaEn adopd €va pévo

VOukAegoTi8lo.
®ducloloyikn H,yN ... Met-Gln-Ser- Trp - Leu-Glu... COOH
Tpomommoinon A H,N ... Met - Lys - Ser - Trp - Leu - Glu... COOH
Tpomomoinon B HyN ... Met - Ala-Val-Leu-Ala-Arg... COOH
Tpomomoinon I H,N ... Met - Ser - Pro - Gly - COOH

Tpomomoinon A H,N ... Met - GIn - Ser - COOH
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4. H mapakdtw aAAnAouyia aroteAel Tunpa tou mRNA mou kwSikomotel ta 4 tedevtala apvogga piag
moAumen T8Ik aAvaoibac:

5” .. GCU — CAG — UAC — AAA — UGA — GCC — AUU .. 3°

a) IMoteg yoviSlakég peTtaAAdEelg avTikatdotaong piag BAong oTo TUipa auto mPokaAovv Tpdwpen

ANgn g ovvbeong;
B) [Téoo pikpdtepn Ba elval oe kABe eplmTwon 1 MOAVTENTISIKN aAvoia;

5. TUNpa tne pn kwdikne aAvoidag evdc yoviSiov mou mapdyel AELTOVPYLKT) IPWTEVT) elval TO TAPAKATW:

3" .. GGA — CGT — TCA — ACC — CTT — GAC — AAG .. 5°

Mua kAnpovoplikt acBgvela obeidetal oe EAAehn AITOVPYIKOTNTAG TNG TPWTEIVNC AUTNC. ZTa dTopa
TIOV TIAOXOUV, TO AVT{OTOLXO TUNHA TNG Tpwteivng elvat: HoN ... Pro - Ala - Ser - Trp - Val - Leu - Phe

... COOH. TTota petdAAagn Snuovpynoe to aAAnAdpopdo mov pokaAel tnv acbevela;

6. Alvovtat ol tapakdtw aAAnAovyiec apvoEEwy, TTov amoTeAovv TUHUATA:

a) GUOLOAOYIKNG TTPWTEIVNG: ... Asn — Ile — Ile - Phe - Gly - Val - Ser...
B) un AettoupyLkng MpwTevNG Tou eVBUVVETAL YLA TNV KUOTIKY) (vwon: ... Asn - Ile - Ile - Gly — Val - Ser

Na poa8ioploete Tov TUTMO TNG LETAAAAENC TTOU €8waE TN U AELTOVPYIKT TIPWTEVT). T€ TTOLEC
TIEPITITWOELC LA YOVISLAKT LeTAAAAEN Sev emnpedlet T AELTOVPYIKOTNTA TNC TIPWTEIVNC IOV
apdayetay;

7. EEautiag piag XpWHOOWHLKNG AVWUAALAG TTOU GUVERN KATA TNV TTapaywyn TwV Yapuetwy, éva (evydpt
anéktnoe nasi pe eva X kat §Vo Y ypwpoowpata (XYY). Na vrodel&ete tL miBavov ouvepn.

8. Avo vylelg yovelc anektnoav kopitol tov tdoyetl ano aoppodiia A. Na vrodei&ete évav mbavo
UNXaVIopo Tov eEnyel tn yevvnon Tou matblov avtov, Xwpl va AdBete vmdn tnv neplntwon
YoviSLakn ¢ HETAAAAENG.

9. Artd 8v0 vyleic yoveic yevvnOnke mawdi pe ovv8popo Klinefelter. [Tw¢ pmopel va e&nynBei to yeyovdc;

10. Tuvaika pe puolodoyikr) dpaocr), Tng omolag o matepag elye HepLkn axpwpatopia oTo MPACLVOo Kat TO
KOKKLVO, artokTtd tatdLd pe dv8pa mouv €xet pepikt) axpwpatopia kat ouvSpopo Klinefelter. Av
vnmoBgooupe 4tTL 0 Av8pag elvat ydvipog, oot and toug amoyovoug Ba epdavidovv kabéva amnd ta Svo
yvwplopata;

11. e pLa olkoyEveLa 0 €vag Yoveag €xel opdda aipatog AB kat o dAAog O. Ta Vo mpwta matdid Toug

€xouv opdadec B kat A, evw To Tpito €xel opdda AB. ITwg pmopel va eEnynbei 1 yévvnon tou tpitou
tatsov;
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12.

13.

14.

Tuvaika pe apoppodidia A kat GpuoloAoyiko aplBpd XpwHOOWHATWY AMoKTd atdid pe dvdpa mov €xet
oVuvSpopo XYY kat 8ev mdoxel amo atpoppodiAia. Na Bpeite Toug mBavoug yovoTumoug kat
dALVOTUTTIOUG TWV ATTOYOVWV.

Av8pag pe peptkn axpwpatopia oto mpdotvo Kat To KOKKLVO Kal pUGLoAoYIko aplBpd XpwHOOWUATwWY
amokTd matdid pe yvvaika pe ouv8popo XXX, n omola £xetl €va pdévo aAAnAdpopdo mov mpokaAel Tnv
axpwpatopia. Na Bpeite Toug mBavoug yovoTumoug kal GatvoTuIoug TWV Amoyovwy.

Av8pag pe GuoLoAOYLIKO aPLOPO XPWHOCWUATWY €XeL EAeVBepOUC A0B0oVC AUTLWY, EVK 1 UNTEPA TOV
elye mpookoAAnpuevoug. Amoktd matdid pe yuvaika mov maoyet and ov8popo Down kat et
eAevBepoug AoBoig, evw n 8ik1) Tng untepa elxe mpookoAAnpuévoue. Na Bpelte TL mabid propel va
yevvnBouv.

Na Bewpnoete 6tL To yovidio BplokeTal 0To 210 YpwHOowHd, OTL TO AAANAGH0P DO YLd TOUG
eAevBepouc AoPouc elval emikpatég kat OTL 1 yvvaika eivat yoviun.
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15. Alvetat tuipa yovidiov prjkouc 1800 {evywv Bdoewv, ov elvat urtevBuvo yla TNV mapaywyr) L
avBpWMLVNC TTPWTEIVNC. TO TUNHA AUTO Ta KWSIKOVLA elval XWPLOPEVA wC €NG (N emdvw aAvoiba
elvatn kw8ikn):

5 .. ACC GTG CAT CGA ATT CCG AAG TAC GCA CTT .. 3°
37 .. TGG CAC GTA GCT TAA GGC TTC ATG CGT GAA .. 5°

a) Na ypdpete tnv aAAnAovyia Twv aptvoggwy mov kwdikorotel To Tuipa avtd.

B)’Eva aAAnAdpopdo tou yoviSiov, vrtelBuvo yia pia povoyoviSlakn kAnpovoptkn acbgvela, mponAbe
amo avtikatdotaon tne G Touv TETapTov Kwdikoviou tTne Kwdikng aAvaoidac artd T. ITowa elvatn
eMinTwon e LeTAAAaENg otV aAAnAouyia Twv ApvoEEwy NG mpwTeivnc;

V) To yevealoyikd S€vTpo avadEpeTal Og La OLKOYEVELA e £Va ATOLO TTOU TTACKEL A0 TNV aoBgvela
autn.

Amd ta péAn Tng okoyevelag anopovwbnke DNA, To Tufipa tou yovidiov moAAamAactaotnke pe PCR
KL 0TO TIPOLOV emedpace 1 meploploTikn ev8ovoukAedon EcoRI. Ta amoteAéopata nrav:

‘Atopo Tunpata DNA ({s0yn Baocswv)
I 1800, 1100 kat 700

I 1800, 1100 kat 700

1L 1100 kat 700

11, 1800

II4 1800, 1100 kat 700

Na Bpelte pe molov tpdmo kAnpovopeltal n acBévela kat va ypaPete TOUG YOVOTUTIOUG TWV HEAWY TNG
OLKOYEVELAG. AlveTal 0Tt 0TO HuaLoAoyikd aAANASpopdo vtdpyet pia pdvo B€om mov avayvwpilet n
EcoRI (5" GAATTC3').
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16. Katd tov mpoyevvnTiko €Aeyy0 o€ pia €yKuo Slamotwbnke 4Tt to éuPpuo doyel amod to cVVEPoo
«bwvn) e yatag» (cri-du-chat) kat emutAgov dpépet avaotpodr) otov pikpo Bpayiova tou
XPWHOOWHATOG 3.

a) Na meprypdiete tig Stadikacieg mov akoAovBnOnkav ya tn Stdyvwon.
B) Me Bdon moleg mapatnpnoelg €ywve n Stdyvwon);

[MaveAdnviec ekeTdoelg, 2002

© Auwywvicpa autoa&LloAoynong

YUvoAo 40 povadeg. Ipotevopevog xpovoc: 45 Aemtd. Ot anavtnoelg elval 0to TEAoC.

1. Spovassg  Me TOLOUG UNYXAVIOOUC oxnpatilovtal YapeTeg e aplopd XpwHOOWHATWY LeYAAVTEPO 1)
LULKPOTEPO ATIO TOV GUCLOAOYIKO;

2. 5povédss  Na XapakTnpioete TIC TAPaKAT® TPOTAcEl] WG OWOTES (Z) ) AavBaouéveg (A):
i."O\ec oL petaAAd&elc eivat BAaBepég yia Tov opyaviopo.
ii. H éAAenpn yoviSiwv a ernpedlet dAeg T atpoodatpiveg Tov eviALKa.
iii. H pawvviketovoupia kat o aAdlopog opeldovtat og yoviSlakeg LeETAAAAEELG.
iv. H B-BaAacoaipia epdavilel peydin etepoyeveld.
V. 211G apolBaieg petatomnioelg avtaAAdooovTal XpWHOOWHLIKA TUUATA LETAEY OLOAOY WYV
XPWHOOWHATWV.

3. 4povédsg Na avtiotolyioete kdBe aipoodatpivn tng oTNANG I pe tn ovotaot tng otn othAn I1.’Eva
otolyelo tng otnAng Il meplooevel.

ZtAAnl ZTAAnll
1. HbF A. (1282
2. HbS B. B2V2
3. HbA
l.a
4. HbA, ) 5
E. azBSZ

4. 6povaseg  Me TTOLOUC TPOTTOUC TTPAYATOTIOLE(TAL O TIPOYEVVNTIKOC €Aeyxo¢; [Toto elvat To
TTAE0VEKTN A KABE TpdTOU);

5. 4povédssg MeTaAAdEelc ovpBaivouy T000 0TA CWHATIKA OO0 KAl 0TA YEVVNTIKA KUTTAPA. ZE€ TToLd

amo ta 8vo elvat mbavotepo va cupPovv otov avBpwmivo opyaviopd; Na attloAoyroeTe TNV
andvtnon oag.
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6. S5povéses  [aTi pla amo TIg SlayVwOTIKEG TEXVIKES yla T SPEMavVoKUTTAPLKT) avatpia elvatn
Tapatnpnon tne popdoAoyiag twv epubpwv atpoodatpiwyv oe cuvBnkeg EAAendng oEuyovou;

7. 6povassg  Ilolol TUMOL YoVISiwVv oXeTIlovTal e TNV KAPKLVOYEVEDT) KAL LI TToLoV TPOTo; Ttati o
kapkivog Bewpeltat moAVA ok acBévela;

8. 5povédseg  Ta amoteAéopata pag eE€taonc yla atpoodatpivortddelec oe SVo dtopa €8et&av ta e&Nc:

‘Atopo 1 ‘Atopo 2
HbA amovolddet UELWUEVT
HbA, duololoyikd enineda QUENHEVN
HbF Hikpn TtoodTNTa duoloroyikd emineda
HbS TIOAV UYPNAS TOC0OTO amovotdlet

Tiovpmnepalvete yia kdBe dtopo; I'ia to dtopo 1, va eEnynoete mwg Snpovpyeltatn
apoodatplvomnddela.
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® ANUoseig

Epwtioelg Oswpliag

1. e yovi8lakeg petaAAdagerg, otav n aliayn adpopd pikpod aptbud Bdoewv (avtikatdotaon,
pooBnNkn N EAAedn), KAl O€ XPWUOOWHULKEG AVWHRAALES, 6TAV adopd HeyaAUTEPO TN TOU
XPWHOOWUATOC 1) TOV APLOUO TWV XPWHOOWUATWV.

OLXPWHOOWUIKES AVwHaAleg StakplvovTal o aplOUNTIKES KL SOULKEG.

2. Me avtikatdotact), Tpoodnkn 1) EAAeunpn Bdocwv.

Mrmopel va elvat avtopateg, SnAadn va odpeldovtat oe AdOn katd tnv avtiypadr) tov DNA (otn
pnecodaon), ) va pokaAovvtat and petarAla&oydvoug mapdyovteg Tov meptBaAAovToc.

3. o Anuoupyolv véa aAAnAdpopda kaL artoTeAOVV T ONUAVTIKOTEPT) TN YT YEVETIKNG
TTOLKLAd TN TAC.

o Oplopéveg MPoKaAoUV YEVETIKEC aoBgveLeq.
o H ovoowpevon toug oxetiletal pe oplopéva idn kapkivov.
Agv elvat 6Aeg BAaPepeg: moAAEC Sev €xouv kaplla emintwon aTov Gpatvotumno.

4. OL HeTAAAGEELC TWV YEVVNTIK®Y KUTTAPWY, yLati ard auTtd mpogpyovTal oL YapETES, oL oTtolot
ouppetexovv otn Snpovpyia tov uywtov. Etol n petdAAagn nepvd oe dAa ta kUTTApA TOU Artoydvou.

OL HETAAAGEELG TWV OWHATIKWY KUTTAPWYV eMNPedlouVv PHovo To ATopOo 0To omoio ouveéBnoav kat Sev
petaBiBalovrat.

5. Zto yovi8io tn¢ B-moAvmentidiknc aAvaibag tng HbA, to 60 kw8ikdvio Tne Kwdikne aAvaoidac aAAdlet
andé GAG oe GTG (yoviSiakn petdAAagn avtikatdotaong Baong).
AmtotéAeopa: 0To 60 apvo&l tne B-ailvoidag to yAovtaptviko o§V avtikabiotatal and BaAivny. H
petaAAaypévn aAvoida oupBoiiletat B kat n aipoodatpivy HbS (ayB5,).

6. H avtikatdotaon Tov yYAouTtapvikov o&€og ard BaAiivn aAAdlet tn otepeodidatadn tng

apoopatpivng. e ouvOnkeg EAAenPnc o&uydvou ta pudpla tng HbS cuvséovtal peta&l toug kat ta
epLBPOKVTTAPA TA(PVOUY XAPAKTNPLOTIKO SPEMAVOEISEC OXT .

Ta 8pemavokvuttapa eprnodilovv tn puclodoyikn kukAodopia Tov alpatog ota TpLyoetdn) ayyeia.

7.°0tav aAAdlel apvogéa ov Bplokovtal HEaa 0To £vepyo KEVTPO Tou ev{UOU 1 KOVTA og auTo, 1)
VYEVIKOTEPA OTAV PeTABAAAEL TN 0TEPEOSLATAEY TOU £TOL WOTE VA U Seopelel cWoTA TO UTTOCTPWHA.

To (8to oupPaivel 6tav n petdAAa&n Snuovpyel mpowpa kwdikovio ANEng 1) aAAdlet To Aaiolo
avayvwonc, onote 8ev mapdyetat Aettovpyiko évlupo.

8. Autopateg lval ot petarAdgelg mov epdavidovral Eapvikd péoa otov mMAnBuopd, xwpig tn Spdon
e€wTeplkov mapdayovta. IIpoépyovtat arnd Ad6n otnv avtiypadr tov DNA 1 and un Staxwplopd
XPWUOOWHATWY 1 a8eAP WV XpwUaTIBwV Katd Tnv KUTTApLKY) Stalpeon.

MetaAAa&oydvoL mapayovTeg:
o akTwoPoAiec: vteplwdng, aktiveg X, akTiveg y, KOOULKT) akTivoBoAla
o XNukeg ovoleg: opuaABeilidn, oplOHEVES XPWOTIKES, apwHATIKOl KUKALKOL LEpoyovAVvOpakeg,
kadeivn
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10.

11.

12.

13.

14.

15.

16.

17.

18.

. Ta opdluya dtopa ouvBETouy eAdyLoteg 1 kaBoAou B-aAvoibeg, dpa €xouv TTOAU pelwEVT 1 KaBOAoU

HDbA (a7).

Y MOAAEG epMTWOELG avEdvetat n ouvBeon y-aAvoi8wv, nAadn tng HbF (ayy,), n omola
LMoKaBLOTA pepkwG T Aettoupyia tng HbA.
Ytoug popeig (etepoduya dropa) tng B-0aiaccarpiag. Ta dropa avtd epdavidouvv fma avarpia kat
avénpévn ouvBeon HbA, (a,8,).
Ta epuBpokVTTAPA TWV £TEPOlUYWV ATOUWYV €V EUVOOUV TOV TTOAAATAACLACIO TOV TTAAG WS 0oV IOV
nipokaAel Tnv eAovooia. Ta ATopa auTd NTAV EMOUEVWE TILO AVOEKTIKA 0TV acBEvela.
Elxav €tot mAeovekTnpa emPBlwong kAl avanapaywyng o€ oXEon e Td GUCLOAOYIKA ATOMA, KAL T
ouXVOTNTA TWV HETAAAAYHEVWY AAANAOUOPD WV AVENBNKE OTIC TTEPLOXEG AUTEG.

o atpoppodiAia A

0 UePLKT) axpwpaTo(a 0To TTPACLVO KAl TO KOKKLVO

Tati ta Ypwpoowpata kat ta yovidia tou eptéxovy, pe e€alpeon ta puAETIKA, TTPETEL VA UTIAPXOUY OE
8V0 8doe1g yia va eEaodpaiiotel n owoth avdntuén tov uywtou.

H pévn povoowpia mov €xet Bpedel atov dvBpwro elvatl to cvvSpopo Turner (XO).

v apolBaia petatomion Sev xavetal yEVETIKO UALKO, YU auTd TA ATOWA IOV TN GEPOVV EXOUV
ovvnBwe duotoAoykd batvotumo.
Katd to {euydpwpa TwV OHOAOY MV XPWIOCWUATWY 0T LELWTLKT) Stalpeor Spwe mpokUTTTouY Kat
u”n ducloAoyikol YAUETEG, e Tteplooeld 1) EAAENPT) XPWHOTW UKWV TUNUATWY. AV €vag TETOLOG
YAUETNC YoviporownBel, o andyovog Ba €xel XpWHOOWULIKT avwpaAia.
H 8tdyvwon Bonba:
0 OTOV 000 TO SUVATOV TTILO EYKALPO EVTOTILOUO TNG YEVETIKNC AVWHAA{OC 0TA ATOHA TTOV
e&etalovtat
0 OTOV €VIOTIONUS TWV POPEWV YEVETIKWY A0OEVELWV
o oTov poadloplopd Tng mBbavdtnTag ePdAVIONG JLAG YEVETIKNG a0B€VeLag 0TOUG amoydvoug
LG OLKOYEVELAG 0TV oTtola €xeL Ttapovotaotel n acBévela
Ermutpénel va oxeblaotel éykalpa n Bepameutikn) aywyn), SnAadn Slatta pe eplopiopévn
dawvAaiavivn and tn veoyvikn nAkia, Wote va eAaxtotornotnBovv oL eTTAOKEG TNG AoBEVeLAC.
O €\eyx0C TWV VEOY VWYV, |IE LETPTOT) TNG OUYKEVTPWONG TNG davuAadavivng oto aipa, EXeL HELWOEL
ONUAVTIKA TIG TTEPUTTWOELG SLavonTLkng kaBuoTépnong and tnv achevela autr).

Tati €xouv petaAAdgelg ota yoviia mouv kwSikomolovv ta enm8opOwtikd éviupa. Ta kOTTapd Toug
8ev propovv va emiStopbwaoouv tic BAGPBeg mov tpokaAel 0to DNA n umeplwdng aktivofoAia.

OL BAGBeg autég cuoOoWPEVOVTAL 0TA KUTTAPA TOU SEPPATOC Kat 08nyouv og kapk{vo oAU cuyvdtepa.

Tati 8ev opeldetal o €va pdvo yovidio. Eivat amotéAeopa aAANAeniSpacng YEVETIKWY Kat
TEPLBAAAOVTIKWY TTAPAYOVTWYV:
o TpokaAe(Tat amd cVOoWPELVOT) TOAAWY PETAAAAEEWY, KUPIWE 08 CWUATIKA KUTTApA
0 OTIG HeTAAAGEELC AUTEG ouppeTEXOLY SladopeTikd yovidia (oykoyoviSia kat 0yKoKATACTAATIKA)
o ol peTtaAAdEelg umopel va mpogpyovtat and StadpopeTikoig LeTaAAAEOYOVOUC TTAPAYOVTEG, EVW
oplopevol kapkivol oxetilovtal kat pe Tn §pdon Lwv
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AOKNOCELC

1. AAAGZeL €va pdvo apvoy (Met » Val) kat o aptOpdg twv apvo&ewy pevet (8log. Ipdketrtat yia
yoviSiakn petaAAagn avrikardactacng faong.

Kw8kévio Met: AUG . KwSikdvia Val: GUU , GUC , GUA , GUG . Me aAlayn piac pdvo Bdong to AUG
ylvetat povo GUG .

Apa avtikataotddnke n 1In Bdon touv kwdikoviov: A » G 6to mRNA. 1o DNA, n kwSik1 aAvacida
dANa&e and ATG oe GTG kain pnkwdiknamd TAC os CAC .

2. H aAvoiSa otapatd petd tn Leu. Ztn 601 tou kwdikoviov tng Trp Snpouvpyndnke kwSitkdvio AnEng
(mpdwpog TeppaTiondc).

Kw8woévio Trp: UGG . Me avtikatdotaon plag Bdong:

o UGG - UGA :avtkatdotaon g 3ngBdaong, G- A

o UGG - UAG :avtkatdotaon tng2ngpBdong, G- A
2NV kw8ikM aAvoiba tou DNAto TGG €ywve TGA 1 TAG .

EvaAAaktikd, to (8o armotéAeopa Sivel n mpoodrkn pilag A avdpeoa otnv U kattnv G (UAG)
avdpeoa otic Vo G (UGA) tou kwdikoviov tne Trp.

3. [MBavd kwdikdvia tne puctodoyikng aAvoibag: Met AUG - GIn CAA/CAG -Ser UCN 1} AGU/AGC -
Trp UGG -Leu CUN 1 UUA/UUG -Glu GAA/GAG (N = omotadnmote Bdon).

A. AAAGZeL povo gva apvogD (Gln - Lys): avtwkatdotaon tne Ing Bdonc tov kwdikoviov, C - A ( CAG
> AAG ).

A. H aAvo(8a otapatd petd tn Ser: to UGG tng Trp €ywve kwdikdvio ANENG ( UGA 1 UAG ).
Avtwkataotaon G- A otn 2n 1 otnv 3n Bdon.

I'. Metd tn Met aAAdlovv 6Aa Ta apvogea kat n aAvoida teAewwvel Tpoéwpd: AAAayr) Tou mAatsiov
avayvwonc. Me eAAewpn tn¢ C (In Bdon touv kwdikoviov tne Gln) to prvupa StaBdletar:

AUG AGU CCU GGC UAG
Met Ser Pro Gly AA&n

A6 e8w) pokvTtTEL OTL TO PucLloAoyikd mRNA elvat AUG CAG UCC UGG CUA GA.. (ywatnLeu
TapLaleL mpog to mapdv kat to UUA).

B. AAAGlouv mdAL 6Aa ta apvogéa petd tn Met, xwpic mpdwpn AEn. Me mpoodkn piac G apéowg
peta to AUG:

AUG GCA GUC CUG GCU AGA ..
Met Ala Val Leu Ala Arg

H tpomomoinon B 8elyvet kat 0Tt To kwdikovio tng Leu elvat to CUA: pe UUA to 50 apvo&d Ba tav Val
(GUU) kat 6yt Ala.

4. To tunpa Stafdletat: GCU Ala- CAG Gln- UAC Tyr- AAA Lys- UGA Anén.

[Ipdwpn AN&N €xoupe 0tav €va Kwdikdvio apvo&éog petatparnel oe UAA, UAG 1§ UGA:
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Kwdwkévio  AAAaynoto Avtikatdotach H aAvoida yivetal pikpotepn

mRNA Katd
Gln CAG - UAG InBdon,C-U 3 apvotea
Tyr UAC - UAA 7 3nBdon,C-ANC- 2 apwvokea
UAG G
Lys AAA - UAA 1InBdon,A-U 1 apvoty

To GCU 8ev umopel va yivel kw8kdvio ANEne pe aAAayn plag Baong.

TNV kwdikn aAvc(8a tou DNA ot avtiototyeg aAAayég elvat CAG » TAG, TAC - TAA N TAG, kat AAA
> TAA. TIpdwpn ANEn umopel va tpok el kat and mpoodnkn 1) EAAewpn Bdong, m.x. tpoodnkn U
avdpeoa ota UAC kat AAA 8ivet UAC — UAA.

. To mRNA g{vat GUPTANPWHATIKO KAl AVTITAPAAANAO e TN Un KwSilkn aAvoiba:

DNA 3° GGA CGT TCA ACC CTT GAC AAG 5°  (un KwdikA)
mRNA 5° CCU GCA AGU UGG GAA CUG UuC 3°
Pro Ala Ser Trp Glu Leu Phe

TNV MPWTEIVN TV aoBevwv, atnv 5n B€on vrtdpxetl Val avti yia Glu. Amé to GAA pe aAAayn) plag
Bdonc mpokvumtetto GUA (Val).

[Tpokettal yia yoviSiaki) peTdAAadn avtikatdotaong faong: otn un kwdikh aAvcidato CTT
gywve CAT (T-A)kalotnvkwSlknTo GAA €ywve GTA (A-T).
Elvat aAAayn] (Stou timou pe ekeivn tng Spemavokuttapiknc avatpiag (Glu - Val).

. A1t T pn Aettovpy k) mpwteivn Aeimet €va apvo&L (Phe), eve 6Aa ta vrtdAouna, mpLwv Kat HeTd,
rapapévouy (Sta. To mAaiolo avayvwong §ev dAAake.

[Tpdkettat yia yoviSiaki) HetdAAadn eAAendng TpLwv Stadoxitkwv vovkAsotiSimwv, mou
AVTLOTOLYOUV O€ €va KWSLKOVLO.

Mua yoviSiakt) HeTAAAaEN Sev emnpeddel T ASITOVPYIKOTNTA TNG MPWTEIVNC OTaV:
0 TO V€0 Kw8IkOVLIo kwSLkortoLel To (810 aptvo&l (cuVwWVLpO KwSIKAVL0, AdYw TOU eKPUALGHOU TOV
VYEVETIKOU KWSIKA): OLWTNAT pETAAAAEN
o TO apvo&l aAAdlel, aAAd og B€on mov Sev ennpedlel Tn oTepeodLATAgn Kat tn Aettovpyia Tng
TPWTEVNC (T.X. pakpLd and to evepyo KEVTPO vOg ev{ULOU)
o naAiayn Bploketal o meployn Tov yovidiov mov ev petadpdletal oe apvogea, T.X. LEoA O€
E0MWVLO0
. To audi €xeL 47 Ypwpoowpata (aplBpnTik) XpwHoowikh avwpaAia). Ta 8o Y mpogpyovtat
aVAYKAOTIKA aTI0 TOV ATEPd.
21N 2n pewwtikn Staipeon tov matépa Sev Staywplotnkav ot adeAdég xpwpatideg tov Y.

Yxnuatiotnke omeppatolwdplo pe 24 xpwuoowpata (22 avtoowptkd + YY), to omolo yovipornoinoe
duoloAoyikd wapto (22 + X).

Mn Staxwplopdg otV In HelwTIKY) Tou matépa Ba €8wve oneppatolwdpto XY, oxL YY.
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8. H atpoppodiria A eivat purooivdetn vodetmtdpevn acBévela. 'Eotw X2 to duotohoyikd kat X% to
aAANASpopdo e atpoppodidiac. O matépac eivat vytig, dpa XAY, kat Stvet kavovikd XA oe kdOe
k6pn Tou. H pntépa mpémet va elvan popéag, XAXY,
log pnxaviepdg (o o amAdg). To kopitot éxel cOv8popo Turner, X*0. Qdpio pe X®
yoviporolonke and oneppratolwdplo Xwpig GUAETIKO XPWHOOWHA, TIOU TIPOEKVPE aTtd Un Staxwplopd
TWV GUAETIKWOV XPWHOOWHUATWY 0T1 pelwon Tou matepa (1n 1) 2n petwtikn) Stalpeon).
20¢ pnxaviopog. To kopitot elvat XX wdpto pe 0o X%, amd pn Staxwplopd twv adeAdpwv
XPWHATIB WV 0TN 21 HELWTLIKY) Slalpeon Tng UnTépag, yovipomomtnke amod oneppatolwdaplo xwpic
OUAETIKO XpwHOoW .
30G UNXAVLIOHOC. AOULKT) XPWHOOWULIKT avwpaAia: EAAewT) TOL TUAUATOC TOu X TOU TTAaTépa TTov
dbépet To aAANASpopdo XA, To kopitol malpvet and T untépa X* kat and tov matépa X xwpic To
yovi8io, ontdte ekppdletar to X9,

9. To dtopo pe ovvdpopo Klinefelter €xet pudetikd xypwpoowpata XXY (47 ypwpoowpata). [Ipokumtet
and pn SLtaxwpeLopo Twv GUAETIK®V XPWHOCWHATWY KATA TN Lelwaon evog amd Toug yovelg:

o ETn unTepa: un Staxwplopog twv opdloywv X otnv In petwtikn Staipeon 1 twv aSeAdwv
XpwHaTwV Touv X 01N 21. Zxnuatiletat wapto pe XX, mov yovipomnoteltat and GpuoloAoyiko
omneppatolwdapto pe Y.

o Etovmatépa: pn Slaxwplopdc Twv X kat Y otny In pewwtikn Stalpeon. Txnuatiletat
omneppatolwdpto pe XY, mov yoviporoLel puotoAoyikd wdpto pe X.

10."Eotw X2 to aAAnASpopdo yia ductoroyiki dpaocn kat X yia peptkn axpwpatodio (GuAocivéeto
UTIOAELTOPEVO).
o Tuvaika: mhpe X% ard tov matépa tne kat PAémet puotohoyikd, dpa XAX®, Tapéteg: XA, X,

o Av8pac: X*XY. ITiBavol yapéteg: X%, XY, X4X9, Y.

Zmeppatolwdplo  ps wépro XA HE wdpo X
X XAX: kopitol, puotohoyikn dpaon X*X%: kopitol pe aypwpatohia
(popéag)
Y XAY: aydpt, puctoloyikn dpaon XYY: aydpt pue axpwpatopia
Xy XAXYY: Klinefelter, puotoloyikn dpaon XX%Y: Klinefelter pe axpwuatopia
XOx© XAXAX: yyvaika XXX, pUGLOAOYLIKH XXX yuvaika XXX pe
opaon axpwpatopia

£Ov8popo Klinefelter cpdpavifouvv oL andyovot tov mpogpyovtat and oneppatolwdaplo XY. Mepiki

ayxpwpatopia eppavidovv dool mHpav and tn pntépa to X, avetdptnta and ¢pvAo kat aptdud
XPWHOOWHATWV.
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Zntovvtat ot tiBavol cuvduvaopol kat OxL avadoyleg, yati ol yapéteg evog atopov e tpia GuAeTikd
Xpwpoowpata §ev oxnuatilovtal pe {on ocuxvotnta.

11. Tovétumot yovéwv: IA1B kat ii. duotoloyikd ta madid toug etvar 124 (opdSa A) 1y I1Bi (opdda B).
To mtaudi pe opdSa AB mipe kat Ta §Vo aAAnASpopda, I kat IB, and tov yovéa AB. Auté oupPaivet av
otV In pewwtikn Staipeon tou yoveéa autov Sev Staywpliotnkav ta opdAoya XpwHOOWUATA IOV
bépouv To YoviBlo, oTtdTE OYNUATIOTIKE YAUETNC e Eva eTTASOV XpWHOowLa kat yovéTuro IATE,
O yapétne autde evbnke pe Gpuatohoykd yapétn i tov dAAov yovéa. To maudi éxet yovéturo IATBI
(tplowpia 0To GuyKeKkpLIEVO Xpwidowpa) kat, emtetdn ta IA kat IB efvat ouvernikpath kat emikpatovv
Tovu i, pawvdtumo AB.
Mn Staxwplopde 0T 21 pewwTikn Staipeon Ba é8wve yapétn IATA 4 IBIB, 6y 1A1B.

12."Eotw X2 1o duotohoyikd aAAnASpopdo kat X& 1o aAAnASpopdo tne apoppodidiac A.

o Tuvaika: X*X%, Tapéteg: X2,

o Av8pac: XAYY. Mibavoi yapétec: XA, Y, XAY, YY.

Zneppatolwdplo Fovétutrog amoyovou dawotumog

XA xAxa kopitoL uyLéc (bopéac)

Y X4y ayopt pe atpoppodiiia A

XAy xAxay ayopt pe ouvdpopo Klinefelter, xwplc aipoppodpiia
YY XYY ayopt XYY pe atpoppodiiia A

13. o Avpac: X?Y. Tapérec: XY, Y.

o Tuvalka: XAXAX®, TiOavol yapéteg: XA, X9, XAXA, XAXT,

Qdpio pe omeppatolwdpto X He omeppato{wdpio Y

XA XAX4: kopitat, puatoroykn dpaon (bopéag) XAY: aydpt, puctoroyikn dpaon

X XX koplitol pe aypwpatopia XYY: aydpt pue aypwpatopia

XAxA XAXAX®: yuvaika XXX, duotodoyikt) dpaocn XAXAY: Klinefelter, puotohoyikn dpaon
XAxa XAXAX®: yyvaika XXX, dpuotodoyikri dpaocn XAX%Y: Klinefelter, puotohoyikn dpaon

14.’Eotw E to aAAnAdpopdo yia eAeBepoug AofoUg Kal € yLa TTPOCKOAATUEVOUG.
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15.

o Av8pac: mrpe € amd Tn UntEPa Tou (g€) Kat €xel eAeviBepoug Aofouc, dpa Ee. Tapéteg: E, €.
o Tuvaika: €xel tpla xpwpoowpata 21. ITpe TOUVAAGXLOTOV £va € Ao TN UNTEPA TNG KAt EXEL
Touddylotov éva E. Apa elvat EEe 1| Eee.

In tepintwon: yvvaika EEe. ITiBavol yapéteg: E, € (éva xpwpdowpa 21) kat EE, Ee (8o

Xpwpoowpata 21).
Qadplo pe oneppatolwapio E pe omreppatolwapLo €
E EE: eAevibepot Ee: eAevbepol
€ Ee: eAevBepol ee: TPOOKOAATHEVOL
EE EEE: Down, eAevBepot EEe: Down, eAevbepot
Ee EEe: Down, eAevBepot Eee: Down, eAelBepot

2n nepinttwon: yvvaika Eee. I[TiOavoi yapétec: E, e kat Eg, .

Qadplo pe onreppato{wapio E pe oreppatolwaplo €

E EE: eAeviBepot Ee: eAevBepol

€ Ee: eAevbepot £€: TIPOOKOAANULEVOL

Ee EEe: Down, eAelBepot Eee: Down, eAevBepot

€€ Eee: Down, eAevBepot gee: Down, TPOOKOAANEVOL

Kat otig 8Vo meputtwoelg prmopel va yevvnBouv matdid pe GpuotoAoyiko aplopd XpwHoowWUATWY 1) UE
oVUvSpopo Down. Ta ratdid pe GpuoloAoyiko KapudTUTIO £XOUV EAEVBEPOUC 1) TTPOCKOAATLEVOUG
AoBovc. ITasi pe ovvdpopo Down kat tpookoAAnuEvoug AoPoug (ege) umopel va yevvnBel pdvo av n
untépa elvat Eee.

a) To mRNA éyet tnv aAAnAovyia tng kwdikng aAvaoidag, pe U otn Béon tne T:

ACC GUG CAU CGA AUU CCG AAG UAC GCA cCuu
Thr Val His Arg Ile Pro Lys Tyr Ala Leu

B) To tétapto kwdikévio CGA yivetar CTA ,8nAadf CUA oto mRNA. Ztnv npwteivn n Arg
avtikabiotatat and Leu- ta vrtéAouta apvogga Sev aAAdlovv.

v) 210 ductohoyikd aAAnAdpopdo n B€on tne EcoRI Bpioketat oto onueio CGA ATT CCG . H EcoRI
kOBel To TuNpa Twv 1800 Z.B. oe 8o Tunpata, 1100 kat 700 Z.B.
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Y10 petaAAaypgévo aAAnAdpopdo n aAAnlovyia yivetat CTA ATT C , 1 B€omn avayvaplong
KATAOTPEPETAL KaL TO TUNpA pHével dkoro (1800 Z.B.). Emopgévwe:
o HAvo 1100 kat 700: 8Uo pucoloAoyikd aAAnAdpopda
o HAvo 1800: 8vo petaAlaypeva aAAnAdpopda
o 1800, 1100 kat 700: éva puolohoyikd kat éva petaAAaypévo (etepoluyo dtopo)
Ovyovelg I; kat Iy etvat etepdluyot kat vyLelg, evw to tadi I, tov maoxel €xet LOVO TO HETAAAAYHEVO
aAAnAdpopdo. Apa 1 acBévela elvat vrtoAeLtopevn.
O natépag I; elvat dv8pag kat €xet Vo Stadopetikd aAAnAdpopda. Av To yovibio itav duvAoovvseto,
Ba elxe uévo éva. Apa to yovisio elval aUTOCWHULKO.
Tovdtumot (A puolodoyikd, a petaAAaypévo): Ij Aa - I Aa - II; AA - 11, aa - 115 Aa.
16. a) Kat ot Vo avwpaAieg eival SOUKES XPWHOOWUIKESG avwiaAieg, dpan Sidyvwon éywve pe
KapUOTUTTO Tov epfpliov:
1. A euBpuilkwv KUTTApwWYV Pe apvionapakevnon (12n €wg 16m eBSopdda) 1) pe AnPn xopLakwv
Aaxvav (9n €wg 121 eBSopdda).
2. KaAAépyela Twv KUTTAPWY WOTE va SlatpolvTal, KAt TPocbnKT OUCLWYV TTOU OTARATOVV TN
Slaipeomn otn petadaon, 6oL TA XPWHOOWHUATA £XOVV TOV HEYLOTO Babud cvomnelpwong.
3. EniSpaon pe umotovikd SIAAVHA WOTE va OTTACEL 1) KUTTAPLKN LEUBPAVN, KAL ATTAWUIA TWV
XPWHOOWHATWY 0€ AVTIKELPUEVODOPO TTAAKA.
4. Xpwon pe el8IkeG xpwoTikeg (.. Giemsa) mou Snpovpyoiv {wveg 0TA XPWHOOWHATA.
5. [Tapatnpnon OTO OTTIKO HKPOOKOTILO: TA XPWHOCWHATA Ta&vopovvtat og {eliyn Katd
g\attovpevo peyebog.
B) KdBe xpwpdowpa €xel xapaktnploTikd mpdtumo {wvwv, omdte cuYKPIVETAL e TOo OUOA0YS Tov:
o Cri-du-chat: to éva xpwpdowpa 5 elvat pkpOTePO atd To OHOA0YO TOv, yLati Ael(TeL TUA Tou
(EAAewpn), kat artovoldlouv oL avtiotolyeg {wveg.
o Avaoctpodi] 0To XpWHOoWHA 3: 0TOV Hikpd Bpayiova Tou evig XpwHoowHATOG 3 oL {wVeg
epdavidovtal e aveoTPAUUEVT OELPA O€ OXEOT e TO OOAOYO, Xwplc aAAayn oto peyebog.

Awaywvicpa

1. Me pn Staxwplopd katd tn HelwTikn Stalpeon: elTe Twv OPUOAOYWV XPWHOCWUATWY TNV 1N HELWTLKY)
Sailpeon elte Twv adeAdwv xpwpatiSwv otn 2n.
"ETot oxnpatifovtal yapeteg pe €va Xpwpoowpa meplocotepo (24) 1) éva Atydtepo (22). H yovipomnoinon
Toug He GpuatoAoyikd yapetn Sivel ywTd e Tplowpia 1) povoowpia (avevmioeldia).
2. i.A.TIoAAEG Bev €xouv kapia eMMTWOoT), eV® oL LETAAAAEELS elval kAl 1) TTNYT) TNG YEVETIKNG
TIOLKIAOTNTAG.
ii. £. OLHbA, HbA, kat HbF ntepiéyouv dAeg a-aivoiec.
iii. X.
iv. . Odelletal o moAAG StadopeTikd €6 yoviSlakwVv HETAAAAEE WY, |lEe CUUTITWHATA SLaDOPETIKNC
Baputntag.
v. A. H avtaAAayn) ylvetat HeTa&l 1 opOAOYwV XPWHOCWUATWV.

3.1-A-2-E-3-T-4-A.IleplooeveL To B.
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4. Apviortapakevtnon (12n €wc 161 efSopdda tne kinonc). Me BeAdva AapBdvetarl pikpn moodtnta
apviakol vypoUL ard Tov apviako odko. Ta epPpuikd KHTTAPA MOV TEPLEXEL XPNOLLOTTOLOVVTAL YLd
avdAvon DNA, yia Bloxniikeg avaAVoeLg Kal, LeTA amd KAAALEPYELD, VLA KATAOKELT) KAPUOTUTIOV.
IMeovérTnua: Bewpeltat acdpaing pebodog.

ANYn xopLak®v Aaxvwv (9n €wg 12n efopdda). AapBdvovtat epBpuikd kUTTAPA ATO TIC
npoekBoAég (Adyveg) Tou Xopiov, TNG HEUPPAVNG TTOU CUUHETEXEL OTOV OXNUATIONS Tou TTAakovvTa. Ta
KUTTApaA Xpnolpomolovvtal yia Tig (Sleg avaivoelg. IMeovértnua: yivetal vwplitepa, dpa Slvel o
gykalpa amoteAéopata.

5. Z1a owpatika kvttapa. Eivat moAv neploodtepa and ta yevvnTikd (o opyaviopog aroteAeitat and
TPLOEKATOUHUPLA CWHATIKA KUTTAPA) Kat TTOAAd ard avtd Statpovvtatl og OAn t Stdpkela tng {wng,
apa avtypadouvv ouvexwe to DNA toug. EmumAgov, moAAd elvat dpeoa ektebelpéva oe
UETAAAaEOYGVOUG TTaPAYOoVTEG (TT.Y. T KUTTAPA TOU 8E€PUATOC OTNV UTTEPLWET) akTvoBoAla).

6. ['latin HbS €xet Stadopetikn otepeodiatagn amd tnv HbA kat, o ouvOnkeg éAAendng o&uyovou, Ta
£pLBPOKVUTTAPA TTOV TNV TIEPLEXOUV TTA{PVOUY XAPAKTNPLOTIKO Spemavoeldég oxnpa, mov daivetal

0TO (kpookOTLO (Sokipaoia Spemdvwaong).

Yta dpuoloAoyikd dtopa ta epuBpokvtTapa ev aAldlovv oxnua. Ztoug popeic Spemdvwon
pokaAe(tal poévo oe ovvOnkeg HeydaAng éAAendbng o&uyovou.

7. Oykoyovi8ia. ITpoépyovtat amd ta mpwto-oykoyovidia, ov urtdpxouv GpuctoAoyikd oTo yoviSiwpa
KOL EVEPYOTIOLOVY TOV KUTTAPLKS TToAAamAactacpd omote xpetdletal (T.X. 0TNV eMOVAWOT TPAVUATWY).
ToviSLakég HETAAAGEELG 1) XPWHOOWMIKES aVwpaAieg (kuplwg petatomioelg) Ta LeTATPEMOUY OF
oyKoyovibia, mov uTtEPAELTOUPYOUV KaL TIPOKAAOVV AVEEEAEYKTO TOAAATAACLAGHO.

OYKOKATAGTAATLKA YoViSiLa. Ytdpyxouv GpuoloAoyIKA 0TO YOVISIWHA Kat EAEYXOUV TNV KUTTAPLKY)
Sailpeon, kataoTEAAOVTAG Ty dmote Xpetdletatl. MetaAAd&elg, kuplwg eAAelPeLg, avaoTEAAoLY T
8pdon toug, omtdte 1 Slalpeon ev eAéyyetal (T.x. peTvoPAdoTwHA).
IMoAVmAokn acOeveLa, ylati:
o elvatanmotéAeopa ouvduaopol YEVETIKWY KAl TTEPLBAAAOVTIKWY TTAPAYOVIWY
o TpokaAe(tal amd cuooWPELOT) HETAAAAEEWY, IOV PTtopel va odelAovTal oe StadopeTikoug
UETAAAAEOYOVOUC TAPAYOVTEC
o oTov (810 TUMo kapkivou propel va cuppeTexouv Stadopetikd yovidia, Tooo oykoyovidia 600 Kat
OYKOKATAOTAATLKA

8.Atopo 1: tdoyel and §pemavokvtrapuky avatpia (opdluyo BSPS), adov Sev éxet kaBéAov HbA kat
oxeb6v OAn n atpoodatpivn tou elvat HbS.
H aocBévela odpeidetal oe yoviSiakn HeTAAAAEN. TNV Kwdik1 aAvci8a tou yovidiov tne B-aAvaoibag to
60 Kw8WKAOVIO GAG (yAouTaptvikd o€V) yivetat GTG (BaAivn). H HbS (ayB%,) éxet Stadopetikn
otepeodiata&n amd tnv HbA kat, oe ouvOnkeg éAAenpnc o&uyodvov, ta epubpokittapa yivovtat
Spemavokuttapa. Avtd epnodilouv tnv kukAodopia Tov aipatog ota TpLYoeldr) ayyela kal TPoKAAovV
TpoPANUATA 0 Opyava OTwE 0 CTIAT)VAC KL OL TTVEVLOVEC.
‘Atopo 2: eival popéag B-0adacoarpiag (etepoluyo). H avEnuévn HbA, amotelel Slayvwotikd

8elktn yla toug dpopelc, mov epdavidouvv Na avatpia.

Biooyia I Aukeiou, Kepdahaio 6, aokroelg | 18/18



