AXKHZXEIZX 6°YKE®AANAIOY

1. Ot aviyvevteg eivat popia DNA nepinov 500 fdogwv oL cuvS€ovTal HE CUUTIANPWHATIKEG
aAAnAouyieg yoviSiopoatog Kuttdpwyv. O aviyveutng A ouvoeeTal 01O Kevipopepidio tou
21°xpwpocapatog Tov avBpanov. O B oe vmoAemdpevo @UAOGHVSETO yovidio ov em@epel
HEWWHEVN Gpuva évavtt Aolpaéenv. O avixveutng I' ovvdeetan 010 €MKPATEG YOvidlo TNg
aoBévelng Huntigton oto ypopécwpa 4 kot o A ouvééetar ot0 7°XpOPOCOHN OTO
(@LO10A0Y1KO Yovidio 1 BAGPN Tov omoiov pokaAel KLOTIKY tvwor).

Meta ano vfpidonoinon pe Ta XpOHOCOHATH 4 ATOH®V, TPALE Ta €ENG AMOTEAETPATA:

A B r A
EAévn 3 i - D
Xprjotog 2 1 - 2
[opyog 2 2 - 2
Moapia 2 1 1 1

A) Na poodiopicete v mbBavn] yeveTiKi] avopoAio Kol T0 yovoTumo Tev atopev. H Mapia eivat
Noén PNTépa evog moadiov.

B) Av Bewprioete OTL 1] LYIG UNTEPX TOL XPNOTOL TEKVOTIOLEL e TOV TTATéPX TG Mapiag, 0 omoiog
nadoyel and v 6l aoBévelnr pe TNV KOPN TOL OAAG TIPOEPYETAL QMO LYU] UNTEPX, TOWX T
mBavotnta va yevvnBel vyiEg mondi g mpog TG YEVETIKEG avwpaAieg oL gp@avifouy o Xprotog
Ko 1) Mopia;

') Avahoyn HEAETN XPOHOOOHATOV €VOG GAAOL aTOHOL €6€1&e OTL 0 A ouvdeetan o€ 2 Beoelg, o B
8ev ouvdéetal, o I' ouvdéetar oto 7° xpopocwpa kot o A oto 4° xpepdowpa. Tt eidoug avopoiia
XopoKtnpilel 1o atopo auto; Iwg pnopet va mpokLYeL pia TETOI AVOHOAL;

2. Ano SV0 @uoloAoyIKOUOG yovelg yevvietal ayopt pe opdda aipoatog O mouv mACYKEL aMO
SPEMAVOKLTTAPIKT avalpic Ko €va LYLEG Kopital (opoluyo) pe opdda aipatog AB.
a) [Totot elvan 01 yovoTuTIOL TV YOVE®V;

B) Mowx NTav n mBavotnTa va yevvnBovv ta mondid avtd;
Y) AV ammopove©GoLpE epLBPOKVLTTAPA OO TH TSI KL GLYKPIVOLE TNV TIPWTEIVIK] oVOTAON
TIOLEG S1APOPEG T} OHOLOTNTEG B TAPATIPIIOOVIE;
3. Alveton piot petafoAkry 080¢ TOL emMTEAEITAL QMOKAEIOTIKA OTO AEHQOKVTTOPA  TOL
avOpoOMoL,06TIOL  HE TN OCLHPUETOXN TPLOV SlAQPOPETIKOV ev{VpwV,and Tnv ovoiaX
napayetal n ovoia W mov eivan amapaitntn yiax tn AE1toupyia Toug, 0w GaiveTan maPoUKAT®:

E; E, E;

X =——Y — 7/ — w -

Ta yovidia A, B kot I' mouv kwdikomowovv tn odvBeon twv ev(Opwv E1, E2 koau E3 avtiotowa,
edpalovior o€ S1AQOPETIKA (eVYN ALTOOCWHIKOV XPOHOCKOHAT®V TO KaBéva Kot eival emkpatn
EVOVTL TOV HETOAAXYHEVOV DTIOAEUTOHEVOV GAANAOHOPP®V TOVG @, B Kot y. H éAAewym tng ovaoiag
W otov opyaviopo odnyet oe aoBévela.



A) Avépag etepduyog G TPOG Kot ta Tpiar (e GAANAOHOPP®V YOVISIWV TTaVTpeDETAL
yuvaika pe yovotono AAByy. ITowx n mBavotnta va yevvnOet aoBevég mondi;

B) H nmapanmdve yuvaika movipedetal yix 6e0tepn @opd pe aobeviy avdpa mov Sev
nopayel v ovoia W. Metd ano eniokeyn oe yevetiot vmnpée Swxfefaimon ot dev
vnapyel Kapio mbavotnta yix 1o {evyapt va amoktrjoel aobevég mondi. TTowog eivan o
YOVOTUTIOG TOL TITEPQ;

I') Me noleg peBodoug B pmopovoe va mpaypatornondel epyaotnplokn Siayvwaon tng
Tapamdve aoBevelag oe EPPPLO KOl g EVIIAIKO ATOHO av SIHBETOLE Selypa apviakoL
VYpOU pe epPpuika KOTTapa Kot Selypa aipatog avtiotolya;

4. Eva Cevyapt pe opdadeg aipoatog O ko AB, anéktnoav moadi pe opdda aipatog AB.
IMwg prmopel va e&nyndet o yovotumog Tov mondiov;

5. Ano vyelg yoveig yevvieton mondi mov maoyxel amod ovLvépopo Turner, peEPIKN
aXpOHOTOYIX OTO KOKKIVO XPOHX KOl OGAQOPG . Av amokAeicovpe v mepintwon
YoVIS10KN G peTaAAaéNG, va €§nynbel n yévvnon Ttov Mool HE TX GUYKEKPILEVA
XOPOKTNPLOTIKA.

6. Ao 800 yoveig mpoékuye mondi pe ovvdpopo Klinefelter. IMwg pmopei va e§nyndei to
Yeyovog;

7. H aAAnAouyia:...CAC-AAG-UAU-CAC-UAA-GCU-CGC...

arnoteAel Tpnpa tov mRNA mov kwéikomoel ta 4 teAevtaia apvoééa g f-
TOAVTENTIOIKTG AALOTSaG TNG Koo PaLPiviG.

a. TToeg yovidiokeg petaAAdéelg oe avtd pmopel va mpokaAeoovv mpowpn Anén (ot
anAoLOTEPEG SUVATEG)

B. IT6oo pikpotepn Ba eivon n mentidikn aAvoida;

y. Tt oupBaivel oe éva dtopo opoluyo Y aUTEG TIG HETAAAGEELG;
0. ITowo amo ta dedopéva Kwdikovia eivar mo SVoKOAO va dAAGEEL vonpa e€ontiag piog
QVTIKATAGTOONG;

8. (OE®E OEMA 4°2010) AvSpag Tov TIGOYEL OTO YEVETIKN aoBEVEIN £XEL ATOKTIOEL
HE yuvaika opoluyn yix To QUOIOAOYIKO GAANAGLOPPO €vav Y10 TIOL Vooel amd Vv 16
VOO0 Kol pia KOpM HE YOVOTUTIO GOV T HNTEPA TNG.0) AeGOHEVOL OTL TIPOKELTAL Yl
HovoyoVvISIoKT] aoBévela, va e§nyrnoete molog €ival 0 TOTOG KANPOVOUIKOTNTAG TG
(Movadeg 8), va oupfoAicete KatdAANAa ta aAAnAdpopea yovidia (Movadeg 2) ko va
YPAWETE TOLG YOVOTUTIOVG TV ATOHWV (Movadeg 2).

B) To @uOOAOYIKO GAANAOHOPPO KWOSIKOTOEL TPWTEIVN, 0TV KOSIK GALGida Tov
omoiov mapatnpeitat amod 1o 1°€wg 10 6°KwdKOvio 1) aAAnAovyia Bdoewv:

3’... ATG- GCG- TGA- CAT- CGC- GTA... 5’

H kwdikn aAvoida tov aAAnAopdpeov mov evBuveTon yix Ty €v AOym aoBevela mepiexel
amo 10 1°¢w¢ 1o 6° Kwdkovio v aAAnAovyia:

3’... ATG- GCG- GGA- CAT- CGC- GTA... 5’

Agbopévou 0Tt  cAAnAovyia TV LToAoIMWV Baoewy eival THVOHOIOTLTI Kol 0Ta 600
aAANAGpOop@a, v e€nynoete 1o €160¢ TG HETAAAAENG TOL CLVERN oTo LIELBLVO Yl TNV
aoBévela aAANAGpopeo (Movadeg 2), kaBmg Kot T HETABOAR OTNV TPWTEIVI] TOUL
ovvtiBeton anod 1o petaAAaypévo aAAnAdpopeo (Movadeg 6).



9. 10 30 (€0YOC XPWHOOWHATOV EVOC GvEpa eviomidovtal Ta aAANAGpHop@a yovidix A
Kol o. 1o 210 (ebyog XpOHOOOHUATOV TOL 1610V atdpov evromilovTal Ta aAANAOpopea B
kot B. TTowa n mBavr yoviSiakn 60GTAOT| WG TIPOG ALTH T yovidia:

0) TOV YOHETIOV TIOL TPOKUMTOUV om0 HN- OSlHX@POH0 TV XPOHATISwV evog
XPOHOOOHATOG TOL 210V {eVYOULC.

B) TwV YaETOV TOL MPOKVLTITOLY QMO HN- SIAXOPLOHO TOV OHOAOY®V XPOHOCOHATOV
ToL 30V {evyoug

TUAHA XPOHOCOHATOG EVKAPLVAOTIKOV KUTTAPOL HE aAAnAovyia,

5" TATAATGTCTACTTGAATGGATTAAGTAGG 3’ alvoida I
3’ATATTACAGATGAACTTACCTAATTCATCC 5’ aAvoidall

TIEPLEXEL LTIOKIVITI HE GAANAoLYIx
5’-TATA-3’

3'-ATAT-5’

Ko Yyovisilo mov kwdikomnotei to mentidio:
H2N- peberovivn- oepiv- Opeovivij- COOH

To yxpwpoocwpa kofBetat oto onpeio 1, peta&d Bupivng kon yovavivng g alvoidag I (ko
adevivng kot kutooivng otnv aivoida II) kot oto onpeio 2 petadd yovaviving- yovavivng
otnv aAvoida I (kat Kutooivig- KUTooivng 0T CUUMANPWHATIKY oAvoida) Kot yiveton

avooTPOYT). onpeiol onpeio

5 'TATAATGTCTACTTlAATGGATTAAGTAGG 3" aAvoidal
3'ATATTACAGATGAACTTACCTAATTCATCC 5" aAvoidall

To tunpa tov DNA mov kéBetan Kot mPOKELTAL Vo QaVOOTPAPEL ivat To,
5'"GAATGGATTAAGTAG 3’  alvcidal
3'CTTACCTAATTCATC 5’ aAvotdall

T0 omoio peTa TV avaotpoen Ba ouvdebel oto TUN LA,
5'TATAATGTCTACTT3’ aAvoidal

3’ATATTACAGATGAA5" alvoidall

Me v avaotpoer 10 DNA avadiatdooetal Kot TpoKOTTEL yovidio pe aAAnAouyia mov
S1QEPEL TNG APYIKNG.

Na ypdyete, Vv oAAnAovyic tov DNA mov Ba mpokOYel MPETA TNV OVOOTPOOPN
onpeEvVoVTag TapaAAnAa T 5'kat 3" dkpa TV 0ALCISwV, TO TUMHO TOL YoviSiov Kot
tov mRNA Tov mov kKwdikomotel TNV MenTdIKN aAvoida , ta tRNA Kot Ta apivo&ea e
oglpa mov Ba €pBouv ota piocapata yw ) obvBeon tov menTidiov, aTioOAOY®VTAG TNV
QMm&vVINoN 00G .

Znp.: Na pn AneBovv v’ oYy ecmvia Kot 5'kat 3" apeTd@paoTteg mePLOyEC.



10. H guotoAoyikn a- moAvnentidikn aAvoida g atpoo@aipiving A anoteAeitat ano 141
apwvoééa. To petagpalopevo Tunpa tov opigov mMRNA amoteAeiton and 426
voukAeoTidwa. Ta 4 tedevtaia apvoéea g ahvaidag divoviat otov akoAovBo mivaka:

Kwd. DNA A

Mn Kwé. DNA T A T T
mRNA G A C A
tRNA G A G

Apwvoéea His -

O) CUUTIAPOCTE TOV THVOKO

B) apBpovpe ta voukAeotidix TV e§wvinv NG KwoKNg aAvaidag tov yovidiov pe 1o
v A 10V KOdKoviov évapéng. TToieg o1 cuvéneleg 0TV aAANAoLYXIX TOV XHIVOEEDV:

1. Avukataotaon tov 417ov ano T
2. Avtuikatdotaon tov 41500 and T

3. 'EAAewm tov 4230v



