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ZOYKPLOT] YOVIOLUK®OV KOl Y POROCOUIKAOV HETUALIEEOV

I'ONIATIAKEZX XPOMOXOQMIKEX
AAhoyn o almtolyeg Paoels evog yovidiov, Alhayn oe tuniua 1 A0 10 YpOUOSOLLO
[TpocOnkm, EAAetyn 1 avTikaTdcTOoN

Béionc Alhayn o€ aplOuo 1 doun YPOUOCOUATOV
[TpoxvdmToLV OO U Slay®PIGHO
YPOUATIOOV 1 YPOUOCOUATOV KATH TN
[TpoxvmTovy amd AdOn oty aviypaen dnuovpyio youetodv (Leimon, aptOunTikés)
N KoTd 1 S1dpKELD TOL KLTTOPLKOD KOKAOV
(dopKéc)
Ag d1oKpivovTal 6TOV KAPVOTLTTO Etvan opatég otov Kapvotumo



Xoykpron a - ko f — Oohacoopiog

B — 0ohacoarpia o — Qorhacoopio
A@opd t B — alvocida ¢ apoceapivng | Aeopd v o — aAVcida TG ALOGEALPIvIG
O@eileTonl 0€ OVTIKOTAGTACELS, TPOGOTKES
N eAkelyelg AMyov Bdosmv tov yovidiov
OV KOOKOTOOLV TN B - aAvcida

Eivon amotéleopa EAlenymg oAGKANPOL TOV
YOVIdioL TOV KMOKOTOLEL TNV o — oAvGida

[Tpocdidet avBekTiKOTTA GTNV €AOVOGiQ

[Tapovoialet peydin etepoyévela AOYm H etepoyéveln Tov copmtopdtov
vropéng ToAhamAdv aAiniopudpemv (300 | oyetiletan pe Tov aplBpd TV yovidiov o
UETOAAAEELS) OV OTOVGLALoVV
AvEnon HbA; ota etepdluya dropa kot Emnpealet 0Aeg 116 arpros@aipiveg Tov
HbF ota opolvya dropo aTOLOV
Agv Tpocdidel avhekTiKOTTO OTNV

ghovooio

M£00601 10 YvVOGNG TEVETIKOV ac0gvelmv

Avé@ivon KapvoTLVTOL Buoympu) avédivon Moproxi avdivon
Tpoopio 21 darvviketovovpia (PKU) Kvotum tvoon
Tpoopio 18 AAplopog Awoppopidia A ka1 B
Tpioopio 13 ApenavoKLTTOPIKN avorpion | ApPETOVOKVTOPIKY OVOLpLiol

2Hvopopo Klinefelter B — Balacoapio (popéag) B — Balacoopia
Xvvdpopo Turner o — faAaccorpio
‘EAdetyn oy — avtiBpoyivng

Xovopopo cri du chat (AAT)

PetivoPrdotopa

AEIITOMEPEIEY...

Mia TtepMTWon AUTOOWLKNG UTIOAELTIOUEVNC A0BEVELOC OTIOU 0 hOPEAG TNG EKSNAWVEL CUUTITWHATA £ival n
SpemavokuTTapLkA avatuio 6mou o dopeag tng aobévelag o cuvlnkeg peyaing eAewng ofuyovou epdavilel
Spemavwon Twv epuBpOKUTTAPWY TOU.

Mia TtepMTWon AUTOOWLLKIG UTIOAELTIOUEVNG AoBEVELOCG OTIOU 0 aoBevVg Sev eKOSNAWVEL CUUMTWHATA Elval N
dawvulketovoupia, ou pe KaTaAAnAo StattoAoylo ed 6pou {wng pnopet va amodeuyBel n ekdnAwon
OUUMTWHATWV.

OL Sladikacieg mou akoAouBouvtal TPOYEVVNTLKA YL TOV EAEYXO EVOG EUPPUOU yLa Uit XPWUOCWHULKN
avwpoAia ival n apvionapakevtnaon, n ANPn xoplakwyv Aaxvwv Kot 0 EAeyxXog Tou Kapuoturou. MNpémet va va
avaAUOETE Kal TIG 3 SLadIKOOLES, EKTOC AV UTIAPYEL TIEPLOPLOUOG yLo TNV BSopada tng KUNoNC. 2TOV KAPUOTUTIO
ovad£PEOTE KAl 0TO VPO — Ttapathpnon mou cag Bonbnaoe yla va 0dnynBeite otn Siayvwon.

MetaAlaéelg mou enipEpouv avEnaon yeveTikoU UALKOU ival: n mpooBnkn Baong n Baocswv oto DNA, oL
TPLOWUIEG KaL 0 SUTAACLACUOG XPWHOOWULKOU TUAUATOG.

MeTtaAAaelg mou eTipEPOUV PELWON YEVETIKOU UALKOU elval: n EAAewpn Baong n Baoswv oto DNA, n éAAewn
voviSilwv (a-BaAaocoatpia kot peTivoBAACTWHA), Ol LOVOOWHIEC KaL N EAAELP N XPWUOOWULKOU TAUATOG.

OL QVTIKOTOOTAOELG BACEWV, OL LETATOTILOELG KAl OL avaoTpodEC Sev emidEpouv Kamola aAAayr oTnV mMocoTNTA
TOU YEVETLIKOU UALKOU.

Ta aAAnAGpopda yovidia yia tn B-Bahacoatpia xapaktnpilovratl wg moAAanmAd aAAnAdpopda. Avtibeta, ta
Téooepa yovidla yla tnv a-aAucida tng awpoodatpivng edpalovrat ava SUo oe SLaPOPETIKEC YEVETIKEG DETELG
Ko 8ev amoteAoUv oAAarAd aAAnAdpopda.

Ot a kat B Balaocoatpieg xapaktnpilovral amnod noootiky Hetafoln otn olvBeon TG aloadalpivng, evw n
OPEMOVOKUTTAPLKA avaLluior armd moLoTikr HeTafoAN TG alpoodalpivng.



A. MEOOAOAOTIIA AZKHZEQON - MPOBAHMATQN

A1. TONIAIAKH METAAAAZH

1. Mwa yoviolakn PETAAAAEN pmopei va cupBei o€ omoladToTE MEPLOXN TOU YEVETIKOU UAIKOU. AlGKPIVOULE TIG
aKOAOUBEG TTEPITITWOELG:

Meploxg mou dev amoteAouV yovidld.

Movidla mou d¢ petaypdgovtal Adyw dlapopotoinong i KATaoToANG.

Movidla mou petaypdgovral aAAd de petagpdalovtal Adyw yovislakng pubpiong.
Movidia mou petaypdgovtat o€ tRNA, rRNA kat snRNA.

YToklvntng yovidiou.

PuBuiotika yoviola.

Xelplotng omepoviou.

Movidwa.

AAAnAouxia ARENG TNG PETAYPAPNG.

2. MetdAAaén oc yoviola mou petaypdgovtatl o tRNA, rRNA kat snRNA 1) puBUIOTIKEG TTEPLOXEG, PTTOPEL va
onploupynoel mpdBAnpa o MTOAAA AAAa yovidla i o€ Tpoldvia yovidiwy.

O O 0O 0O 0o o o o

3. MetdAAagn otov umoKLvNTH PToPEl va MPoKaAéoel aduvapia petaypa@ng, av Osv ymopouv va cuvoebolyv o€
autov ol Petaypagikoi mapayovteg kat n RNA moAupepdon.

4. MetdAAagn o scwvia 0ev emnpedlel To MPoldv Tou yovidiou KTOC av OXeTI(ETAlL YE TNV ATOPAKPUVON TOU Katd
n dadikacia tng wpipavong.

5. MetdAAa€n otnv aAAnAouxia ARENG tnNg petaypa@ng 0sv emnpedlel To yoviOlaKo TIPOIOV EKTOC av eUodilel TV
aneAeuBépwon tou RNA.

6. Ze mepimtwon mou NTnbei va eEETACOUNE TIG EMITTWOELS HIAG YOVIOLAKAG HETAAAAENG oTNV €KPPACH EVOG
yovidiou, ToTe Ba MPEMeL va £EETAGOUNE TNV TEPLOXN TOU Yovidiou (PE BAON QUOIKA TIG YVWOELG Hag amd To
2° Ke@AAalo) otny omoia €Xel GUPBEL N PHETAAAAEN.

7. Xe mepimtwon mou cupBel mpooBnkn i EAAEWYN plag Baong oto petagpaldpevo Tunpa evog yovidiou, Tote Oa
aAAdG€el 6An n aAAnAouxia Twv apivogéwy amo to onpeio TNG aAAayNg Kal PHETA Kal QUOIKA O€ Ba €XOUME Tn
ouvOeon TNg emMOUUNTAG TPWTEIVNG.

8. Xe KABe mepimTwon yovidlakng HETAAAagng, Ba mpémel va eEeTaloupe TOAU TTPOCEKTIKA TOGO TA PUGLOAOYIKA
000 Kal Ta TPOTOTOINHEVA KWOIKOVLA.

9. Eav pag divetal n aAAnAouxia Twv apivogéwy TG MPwTEIVNG Kat Jag {ntnbei va evtomicoupe to €i00¢ TNG
HETAAAAENG TTOU OUVEBN TOTE:

o €av €xel AAAGEEL HOVO €va apvofu oTn PUGLOAOYIKN aAAnAouxia Twy auivo&éwy, cuveéBn avtikataotaon
plag Bdaong.
o) gav éxel aAAG€el 6An n aAAnAouxia Twv ApIVOEEwY Ao €va GNUEID Kal PETA, TOTE £XEL GUPBEL TPOOONKN

N €EAAEWn Hlag Baong.
10. AavBacpévn £vapén, mPOwPOC TEPUATIOHOC, KABWC Kal EMUNAKUVON TNG MPWTEIVOoUVOEONG UTTOPEL va YiVEL
1000 pE HETAAAAEN avTikataotaong, 060 Kal Pe PETAAAAgn mpoodbnkng i EAAslwng Baong.

11. '0Oco onpavtikdtepn n aAAayn oto yovidlako mpoldv, Tdco au€nuévn n meavotnta emMMTwaong 6To (PAtvoTuTo.



A2. ENINTQZEIZ ANTIKATAZTAZHZ BAZHZ ZE EXQNIA KAl AMETAOPAZTEZ MEPIOXEZ

1. Av yivel petdAAaén otnv 5’ apetd@paoctn mEPLOXN, UTOPEL va:

o} Eivai oudétepn.
o 0dnynoel o TPowpPn Evapen tng TPWIEIivoouvOeonG.
o Na emnpedocel Tn cUVAEON TNG HIKPAG UTTOHOVADAG TOU pLBOCWHATOC, UE ATTOTEAECHA VA [N

nmpaypatonoinbei n dladikacia tng HETAPPACNG N VA EMNPEACTEL N TOCOTNTA TOU TAPAYOHEVOU TEMTIOIOU.
2. Av yivel peTAAAaEn oTo KWOLKOVIO Evapeng, HTTOPEL va:

o) Mnv Eekivnoel n petagpacn tou mRNA.
o Eekvnoel n petdagpaon tou MRNA amd 1o emopevo KwoKovio Evapéng, emnpealovtag tn
AELTOUPYIKOTNTA TOU TTapayopevou memtidiou.
3. Av yivel peTdAAa€n o€ KAmolo amo ta KWOKOVIA Tou yovidiou, pmopei va:

o} Eivat cuwmnAn.
o) Eival oudétepn.
o Na odnynoel otn dnuloupyia Kwdikoviou ARENG Kat va odnynoel 6Tov TPOwPo TEPHATICHO TOU

TapayopEvouU Hopiou.
o Na mpaypatomolnBei oe mePLOXN KOVTA OTO eVEPYO KEVTPO Tou eVIUHOU KAl Va EMNPEACEL TN
AEITOUPYIKOTNTA TNG TPWTEIVNC.
4. Av yivel yeTdAAa&n oto KwOIKOVIO ANENG, UTopei va:

o Eivat owwmnAn.
o MpoKAA£oEL EMPAKUVON TOU TTAPAyOpEVOU TEMTIOIOU.
o) Na emnpedoel Tov aplbpd twyv ev{Upwy mou TTapdyovtat amé To mRNA evog omepoviou 6Toug

TTPOKAPUWTIKOUG 0pyavicpoug.
5. Av yivel petdAAaén otnv 3’ apetd@pactn meEPLOXN, UTOPEL va:

o) Mnv emnpeaoctei n opn Kat n Asttoupyia Tou mapayopsvou memtidiou.
A3. MH AIAXQPIZMOX KATA TH MEIQZH

o) To ouvnNBECTEPO AITIO YA TNV EPPAVION APIBUNTIKWY XPWHOCWHIKWY avWHAAlwy €ival o Un
OlaxXwpPIOUOG TWV OHOAGYWYV XPWHOCWHATWY KATA TNV TPWTN HEWWTIKN dlaipeon i 0 PN SlaxXwpIoPOg TwV
adeA@WV XpWHATIdWV Katd tn 6eUTEPN HELWTIKA Slaipeon.
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o  APIOUNTIKEG XPWHOCWHIKEG AVWHAAIEG (0TA PUAETIKA XPWHOOWHATA)
A. AdBog Slaxwplopog otn untépa (XX)






B. AaBoc Siaywplopog otov natepa (XY)

l. otnv 1" pewwtikn Swalpeon

Il. otn 2" pewwtikn Swalpeon
a. Mn Owaywpopds twv adeddwv ypwpatibwv tou X
$UAETIKOU XPWHOCWHATOG



B. Mn diaywpiopdg twv adeddwv ypwpoatidwv Tou Y
$UAETIKOU XPWHOCWHOTOG

. Qdplo pe 2 UAETIKA X XpwHoowpata

. Qaplo xwpig YUAETIKA XpwHoowHata

. Imeppatolwdplo pe 1 QUAETIKO X Kat Eva QUAETIKO Y XpwHOcwHA
. Zeppatolwdplo Xwpig PUAETIKA XpwHOoWHATA

. Zeppatolwdplo e 2 QUAETIKA X XpwHoowHata

. Zeppatolwdplo PE 2 QUAETIKA Y XpwHoowpata

. DucLOAOYIKO WAPLO PE 1 PUAETIKO X XpwHoowHa

. DucloAoyiko omeppatolwdplo pe 1Y XpwHocwa

. ®ucloAoyiko omeppatolwapto pe 1 X Xpwpoowpa



