\EO VEO PPOVTICTNEIO
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B1. Avphdk®on: Kotd tn didpkelo TG KOTTOPOTAAGHOTIKNG OO{pESG, OLOVEUETOL TO KUTTOPOTAOGO OTO
dvo Buyatpikd kottapa. O TpoOTOG e TOV omoio yivetor ovtd e€optdTon amd 10 €100G TOV KLTTAPOL. ZTO
Cokd KOHTTOPO, GTO VYOS TOL IGNUEPIVOD EMUTEOV TOV KVTTAPOV, CYNUATICETOL £VAG TEPIPEPIKOG SUKTVALOG
a6 widwo aktivig. O SakTOAMOC aVTOC Pe TV TAPOdO TOV ¥POVOL GTEVEDEL OAO KOl TEPIGGOTEPO, DOTOL VO
dryotopnoet Telkd to KOTTOPO (QWAAK®OON).

Xopmokvoon: Ot mpmteivec owodopovvTal omd aptvocéa, To VOUKAEIVIKA o&éo amd VOLKAEOTIOW, Ot
TOAVGOKYOPITEG amd LOVOCAKYOPITEG. XVVERMG TO. OUVOEEN, TO VOUKAEOTIOW KOl Ol HOVOGUKYOPITES
amoTELOVV TIG HOoVAdeg (LOovopEPT), OL 0moieg ETOVOLAUPAVOUEVEG TOALEC POPEC GLUVIGTOVV T LOKPOLOPLOL
(moivpepn)). Ta povopepn tov Odpopwv OOV pokpopopiov pmopel vo eivor dwn (mpowteiveg) 1
drapopeTikd (Mmidia). Qotd60 cuvoéovtal LETAED TOVg e ToV 1010 TAvVToTE PACTIKO YMNUIKO UNYOVIGHO, TTOV
ovopaletar copmukvoon. Katd t copmdkvmon to éva povouepés yavetl £va dtopo vopoyovov (H), evad to
Lo pia vopo&vropdoa (OH). Agarpeitor OnAadn teMKd Eva Ldplo vEPOL Kol TO. SVO LOVOUEPT] GLVOEOVTOUL
LLE OHLOLOTIOAMKO JEGUO.

B2. o) Avtiypaon, LeTaypapn Kot LETAPPOOT.
To oTiypdtumo 0QOopA TPOKAPLMOTIKO KLTTAPO, OPOV TPAYUOTOTOlEITAL HETAPPAOT) TPV OKOUN
oAoKANP®OEL N drodikacio TG LETOYPAPNC.

B) Ot xvtrapikég dopég 1, 2, 3 eivar ta prpoodpate Kot amd oVTd TOPAYETOL - KOTA TN OLUPKEWL TNG
UETAPPOONG — 10 TOALTENTIOKT aAvGida (TpmTEIVN).

Am6 1o tpio pocdpata 0vTd OV PEXPL OTIYUNG EXEL TOPAYEL TN LEYOADTEPN TOCHTNTA TPWTEIVNG Elvar TO
pocopa 3. Kabe popto mMRNA petappaletal amd to 5’ mpog 10 3’ 1oL dkpo. Bdoet avtod Kot cOpewva pe
™V €1KOva, oto onueio X tov mapayopevov MRNA Bpicketol 1o 5’ Tov dKpo, v eEeAlooeTan | LETOYPOPT|
pog T oplotepd. Apa 10 pocopa 3 mov anéyel meplocdTEPO amd To GAAX OLO Amd TO 5’ AKPO TOL
MRNA, £ye1 cuvBéoet T peyarbhtepn TOGHTNTA TG TPMTEIVIC.
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Y) 10 oMo, EKTOG TV GAA®V, Tapoatnpeital kot po Onid avtypoaeng tov DNA. To méve kot de&id

TUHO KO TO KOT® Kol '@uﬁua_ TG ™S BNl akoAovBohv cuveyn tpomo avtrypaens. Apa, to
TPOTOPYIKE TUNHOTA 1T LA STV @@@Vaﬂ@d’ ff\-/aplo
5" ACGUA 3> ka1 5> AUCGA 3’.

B3.

A —» 3 E —» 4
B —> 8 1 —» 5
r — 1 zZ ——> 7
A —> 2 H —> 6

B4. Atopo mov elvar popéag T OPEMAVOKVLTTAPIKNG VOIS QPEPEL £VOL PUGIOAOYIKO OAANAOLOPPO TOL
yovidiov odvheong tov B — odvcidwv g HbA kot éva petaAlaypévo aAAnAdpop@o tov id1ov yovidiov,
vrevduvo Yo SpemavokvtTapiky avapio. Eoto B 1o puotoroyikd aAAnAdpopeo kot B° 1o petodloyuévo
™G OPEMOVOKVTTOUPIKNAG OVOLULOG.

a) H HbA anoteleitanr and 2a kot 2 molvmentidikég olvoideg. Omote, 2 dwpopetikd pope MRNA
petappalovtar ywo tn cvvleor . To éva oyetileton pe ™ ovvBeon TV o — AAVGId®V KOl TO GAAO e TN
ovvbeon TV f — alvcidmv.

B) 'Eva dtopo @opéag g dpemavokuttopikng ovaipiog 6tafétel toug €€ng tOmovg arpoceopivng ota.
gpvOpoxvtTapd tov: HbA, HbA,, HbF kou HbS.

v) Hoapdyovtor 5 €(0M TOALVTERTIOIKOV OAVGIO®V TOV APOPOVV TIG AHOCPULPIVES OLTOV TOV ATOHOV. AVTEG
etvar: o — oAveidec, B — alvoideg, v — alvoideg, § — alvoideg kot B° — oAvoidec.

OEMAT

I'l. a) Ou aviyvevtég amotehovv povokiwva popie DNA 1 RNA, couninpopoatikd pe v embount
aAAniovyia. [Tpoxertan yia yyvynfenuéva LOPLO TOL GTI CLYKEKPYEVT TEPITTMOT] YPNGLOTOLOVVTOL Y10l TOV
EVIOTIGUO YOVIOL®V.

H aviyvevon yiveton oe duthaciacuéva petapactkd ypoposopata. Etotl, ot aviyvevtég vppidomotodv Tig
OLYKEKPIUEVES YEVETIKEG BE0€ELG 6€ OUTAAG10 aplOUd am’ OTL AV TO YPOUOCHUAT XPTCUYLOTOLOVVTIOV TPLV TNV
aVTLYPOLPY| TOVC.

H Mapia eivar pusroroykd dtopo kot gépet 4 vBpidomonoelg tov yovidiov A. To idto mapatnpeitot Kot 6To
I'évvn o omoiog maoyel and Xovopopo Klinefelter (XXY), ondte kar @épet 2 puietikd X ypmUOGMUOTO.
Avtiétmg, oty Koatepiva mov maoyel amd Tovopopo Turner (XO) kor 610 ANUATPN TOL ®G OPGEVIKO
dropo @éper X wor Y @uletikd ypopocopota, mopotnpodviar 2 vppdomomoel tov A yovidiov.
Yvumepaivovpe Tmg o Yoviolo A £0pdaleton 6To X QUAETIKO YPOUOCOLLOL.

[MapdAinia, ot 6 Bécelg vBpidomoinong tov B yovidiov 6to Anurtpn mov mapovcialel tpiowpio 13 oe
ovykplon pe 11§ 4 0éoeig vpprdomoinong tov B ota vidAowta 3 dropa, pag 0dMNYEl GTO CLUTEPAGLLO TOS TO
yoviowo B edpaletar oto ypopodcopa 13.
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B) L W N

Atopo. Maoapio AnpyTpng Katepiva Iavvng
MépaDNA | (327 VEO P@OVTIOTNPIO %4
KapvoTvmov

Xpwuocouara 46 47 45 47
KOpVOTUTOV
Mopia DNA o710 46 47 45 47
Gl
Xpouocouara 46 47 45 47
oto G1

I'2. o) 'ovétumor Mapiog yia ta yovidia chvBeong tov o — aAvcidwv:

(o} - a a
r']

M ] N )

(o) (--) n (o) (o)

B) Emtedovpe 2 dactavpdoels Aoy tomv dVo mboavav yovotdinwv g Mapiag :

1" Sructavpwon 2" Sotavpmon

o—0- X o--- ao-- X o---
yopéreg:a-// a-,-- yopéteg oo, - -// o=, - -

o-o- o--- aaa-,aa--,a---,><
mhavotnta 1/2 mBavotnta 1/3

Ta yovidwa apyilovv ) Aettovpyia TG TOAD GOVTOpHO HETE TN YOViHoToinot. Mepikd aAAnAdopPa
dNuovpyovy 1060 coPapd TpoPfAnuata e £va EUPPvo mov 0dNYoHV 6€ dlaKomTN TNG AVATTLENS GLVIOMG
npwv omd v 8" efSopdda. Eva 161010 dtopo dev emiPudvel péypt tn yEVVIOT Kl GUVET®OG O AVTIGTOT(0G
QowvoTLTOG YhveTal. Apov | Mapia Bpioketar oty 15 gfdopdda g kimong, to EuPpvo Ba eiye 1o
amoppleOet av giye EAA ey Kot TV 4 Yovidiov g o- 0AVGidas.

H apviomapokévinon npoaypatomoleitol and v 12"-16" efdoudda tng kimong kot amotelei Evav ac@of
Kot 0EOMIGTO TPOTO S1AyVIOONG TV YEVETIKAOV AVOUOALDYV.
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I'3. 'Ectw A 10 yovidio g avOpamivng tvoovAivng.

YvppoArilovpe: \ g h : .

XA X puiettcd APOUOCMUA pIE TO YOVIOL0 TNG wc_sovang)VTlOTh pIO
X X @UAETIKO YpOUOGOUO TTOV OEV PEPEL TO YOVIOLO0 TNG IVOOLAIVIG

4% 4° ypoOPOCOIA TOL GEPEL TO YOVISIO TN WVGOVAIVIG

4" : 4° ypopdompo Tov dev PEPEL TO YOVISIO TG VGOLAIVIC.

Awctovpdvoops @ dtoyovidlakd mpoPato He TO YOVISIO THG WWGOLAIVIG EVOOUUTOUEVO 6T0 X QUAETIKO
YPOUOCOUO HE 3 SoyoVISIKO HE TO YOVIS0 TG VGOLAIVIG EVEOUOTOUEVO 6TO0 4° YpOUOCHOA.

P: 44 XX x 4*°4XY

F:
4 XA 4X
1A X A4 XAX P LXX
4X 44 XAX F4XX
% M4 XAY B LrXY
4Y 44 XY 44XY

Ta dayovidrokd pdPata mov £govv T SLVATOTNTA VO TAPAYOLVV TNV TPMOTEIVN GTO YAAM TOVS givorl LOVO Ta
OnAvka.

Omndte, n mbavoémta vo yevwnbet dtayovidtokd OnAvkd mpoPato mov OBo @épel 2 @opég To yovidlo g
woovAivig gival: 1/8 610 6UVOAO TV amoyovev aveEaptnTmg GOAOL.

OEMA A

Al. Q¢ popéa Khwvomoinong
A2. Ta B-Aeppoxvttapa, aviyovikdg kaBopiotig, LOVOKAMVIKA OVTIGMULOTO,

A3. Xt yovidwokY| Oepamneio, OTIG TEPIGGOTEPESG MEPUTTAOGES MG POPELS YpMoLoTolovVTAL 101 01 OToiotL v
kot koBiotovior afrapeic, €xovv pkpn mOovVOTTO VO TPOKAAEGOLV TOPEVEPYEIEG KO GE OPIGUEVES
TEPUTTAOGELS KAPKIVO.

Ad. EXQNIO
5 TTGTCCCTATTATGTGGGAAGGTGGCTTCGGGTACTAATATIAGEEAE 3’
3’ AABBEEEENAATACACCCTTCCACCGAAGCCCATGATTATAATCCCTG 5

AwPalovtag v mhve oivoida ard aptotepd mpog To de&id evromilom v tpumAéta ATG, enedn, o 6pog
KOOWKOVI0 0eV apopd Lovo 1o mRNA aAld kot To yovidlo and to omoio mapdyetar. 'Etot, yio mapdoetypa, to
K®owovio Evapéng AUG avtiotoryel 610 Kodikovio Evapéng g Kodikng aivoidag tov yovidiov ATG. Me
Bpo tpumhétag SPalm Kot yoo vo eviomicom to 7 Kodwkdévie ( pe o ANENG) mov avtieToryoOV GTo
e€anentidlo. To ecdvio 6To yovidlo eivar to €N :
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5’GGTGGC 3’

3' CCACCG 5 \E,O VEO PPOVTICTNEIO

Ot cDNA BipMobnkec mepiéyovv aviiypopa 1ov mRNA 6Awv TV yovidiwv Tov ekppdlovtal 6To KOTTap
aVTA Kot £XOVV TO TAEOVEKTNUO, OTOUOVAOOTS LOVO TOV OAANAOLYIOV TOV YOVIOI®V TOV HETOPPALOVTOL GE
apvo&éa, dniadn tov eEwviov. Katd v opipavon oo MRNA mov mapdyetal and 10 Topamdve yovidlo
KOl omopovaveTot katd v katookevr g CONA Biprlodnkng, yivetoar cuppaepn TOV €6OVIOV Kol ©C
amotéleopa dnuovpysitan Béon avayvopiong yio v ECORI o10 gowtepikd tov yovidiov pe cuvémeln
KOVEVOS KAMVOG Vo Topdyet To emBuunto mentiono.

A5.5” GUCCCUA 3’115 GTCCCTA 3’ (Amodekt omotadnmote omd Tig 2 oAANAOLYiES)

A6. 14 poépro Tov ekkivntn, amodidroln, pne avEnon eppokpaciog 1 yMUKES ovoieg

Empérern anavtioeswv: [avayiovg Poveiktog, [Naopyog Zong, INota [anmd
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