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1. Aiveral n KwdiKN aAucida yovidiou TTou KwdIKoTToIEi OAlyoTTETTTISI0:
5°"GGCATGCCCGTGATTTAAGCTGA3’

Me Tn Bondeia TOUu YEVETIKOU KWOIIKA va BpPeite TIG OUVETTEIEG OTn OUVBEon TOU
OAIYOTTETITIOIOU META ATTO KABEPia ATTO TIG TTAPUKATW TTEPITITWOEIG:

a. H G otn 2" 8éon Tng KwdIKAG aAucidag avTikadioTaral amo C.

B. H A otnv 4" Bé0on TG KWBIKAG aAucidag avTikaBioTaral amd T.

y. H C otnv 9" 80N Tng KWdIKAS aAucidag avTikadioTara amré A.

5. Apaipgitar n C otnv 7" Béon TNG KWBIKAG aAucidag.

£. MpooTiBeral peTal Tng G otn 6" Béon kai TG C otnv 7" Béon TNG KWIIKAG aAuaidag
n A

Abon

To mRNA 110U TTPOKUTITEl ATTO TN PETAYPAPT) TOU Yovidiou gival To €EAG:

5°GGC AUG CCC GUG AUU UAA GCUGA3’

H mpwreivn Tou oxnuaTifeTal amd Tn JETAPaon Tou cuykekpipévou mRNA gival n eEAG:
NH>-met-pro-val-ile-COOH

a. H G otn 2" Béon cival é€w amod 1o TAaiolo avayvwong (Bpiokeral oTnv 5° aueTa@PAOTN
mepIoxnA) yI' autd kal &ev aAAdlel T ouvBeon Tou TreTIdiou. MBavév duwg va eTnpeddel Tn
oUvdeon Tou mMRNA pe TnV PIKPr UTTOROVASA TOU PIBOCWHATOG.

B. ‘Exel oav ouvémela Tnv avTikardotaon tng A atnv 4" 8éan Tou mRNA pe U. To KwdIKovIo
évapéng (AUG) petatpétreTal oe UUG pe ouvéTela Tn pn évapén Tng TTpwTEivooUvOeang PEXPI
TO €TTOUEVO KWOIKOVIO €vapgng, KATI TTOU CUVETTAYETAI TN PN QUOCIOAOYIKN TTapaywyr] Tou
oAiyotreTtTidiou.

y. Exel oav ouvémeia v avrikaraotaon TG C atnv 4" 8éon Tou mRNA pe A. To kwdikdvio
CCC 110U KWOIKOTIOIE TNV Pro PETOTPETTETAI OE OUVWVUPO KwdIKOvIo (CCA). Mpdkertal yia
O1WTTNAAR HETAAAGEN.

6. ANAGCel To TTAdiolo avayvwong Tou mRNA kai yiveTal wg €EAG:

5°GGC AUG CCG UGA UUUAAGCUGAZ’

To 3° KWdIKOVIO YETATPETTETAI OE KWdIKOVIO AfEng (UGA) pe ouvéteia Tnv TTpdwpen AREN Tng
TpwTeivoouvBeang. To véo tremmidio Ba gival 1o €€1¢: NH-met-pro-COOH, 10 oTT0io KaI €X€1 2
AlyOTEPA ANIVOEEQ OE OXEDN WE TO PUCIOAOYIKO.

€. AMNAZel To TTAaiolo avayvwong Tou mRNA kai yivetal wg e€AG:

5°GGC AUG ACC CGU GAU UUA AGC UGA3’

To 5° kwdikévio (UAA-KwSIKOVIO AAENG) WeTaTpéTreTal o kwdIkOvIo (UUA) TTou KwSIKOTTOIE
AauIvogu (leu) pe ouvEéTTEID TN CUVEXION TNG TTPWTEIVOOUVOEDNG.

To véo Tremmmidio Ba eival To €€AG: NHo-met-thr-arg-asp-leu-ser-COOH, 10 otroio kai éxel 2
TEPICCOTEPA AUIVOEEQ OE OXEDN UE TO YUTIOAOYIKO.

2. To TapakdTW XpwHOcCWHA £XEl Ta akOAouBa yovidia (To cUPBoAo = avTioToIXEi
OTO KEVTPOMEPiDIO)

ABTAE*ZH

Moiol TUTToI XPWHOOWHIKWYV HETOAAGEEWY aTraITOUVTAI YIO VO TTPOKUYOUV Ta aK6Aouba
XPWHOOWHATA;

a.ABE*ZH

B.AEAINB"ZH

Y. ABABIFAE"ZH

6., KAMAE"ZH

e ABFAATE"ZH

Abon

a. MNa va TpoKUYel XpWHOOWHA E TO CUYKEKPIPEVA yovidia Ba TTpETTEl va CUMBET EANEIYN Twv
yovidiwv [ kal A Tou apXIKoU XpWHOCWHATOG.

B. Mpdkeital yia avacTpo®n Tou TuAuaTtog B I A E otrére rpokUTiTel To THANA E AT B. To véo
XPWHOCWHA €xel ToV 610 apIBuS yovidiwy, aAAG BIAQOPETIKF dOWN aTTd TO ApPXIKO.

y. Fiverar dimAaciaoudg Tou TuRPaTog A B Tou apXIKoU XPpWHOCWHATOG. TO VEO Xpwuoowuad
£xel o€ OITTAR &6on Ta yovidia A kai B.

6. To véo xpwuoowua éxel xaoel 1o TuAKa A B I, To o1Toio Kal €Xel avTIKaTaoTaBel amod 10
TuApa KA M. Ze auTrjv TnVv TTEPITITWON €iTe €X0UV Yivel 2 dIadoxIKEG HETOANGEEIS (EAAEIWN Tou
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TuAPaTOG A B T kai petardmion tou Turpatog KA M atrd éva dAAO n opdAoyo Xpwuoowua),
gite €xel yivel apoifaia HeTATOTNION PETAEU TOU CUYKEKPIUEVOU XPWHOCWHATOG Kal eVvOG GAAOU
MN opdAoyou XPWHOCWHATOG, e atToTEAECUa To TUANa A B I va éxel avTikaraoTrioel To K A
M kai To avTioTpo®o.

£. MpokeiTal yia 2 diadoxikéG PeTaAGEels. H 17 eivar o dimAaciaopdg Tou Turuarog I A kai n
2" gival N avaoTpo@r) TOU CUYKEKPIPEVOU TURUATOG.

3. Aivetan n  TmapakdTw aAAnAouxia apivoiéwv TOoU  gival  THAMO  HIGG
ToAuVvouKAeoTIBIKAG aAucidag:

Phe-ser-pro-glu-glu-arg.

Molog TUTTOG PETAAAAENG odnyei oTnv aAAnAouxia apivoééwyv: Phe-ser-his-glu-glu-arg,
TNG TPOTTOTTOINMEVNG TTOAUVOUKAEOTISIKNG aAUGidag;

Abon

O1 500 aAuaideg apIvogéwv dlagépouv oTo 3° auIvoED KATI TTOU GNPaivel 0TI TNBavov va éyive
avTikatdotaon Baong. H pro kwdikoTroigital ammd 4 kwdikévia (CCU, CCC, CCA, CCG), evw n
his amd 2 kwdikévia (CAU, CAC). MNa va mpokuyel n his to mMBavoéTEPO eival €ite OTI TO
KWBIKAVIO TTou KwdIKOTToIoUaE TnVv pro fitav 1o CCU kai 1o otoio n 2" C avTikataoTdénke
atd Tnv A kail TTpoékupe To Kwdikdvio CAU, &iTte OTI TO KWSIKOVIO TTOU KWOIKOTTOIOUCE TNV pro
Atav 1o CCC, omdre amd tnv avrikatdotaon tng 2™ C mpoékuye 10 kwdikovio CAC TTou
KwdIKoTToIEl TNV his.

4, Avdpag (UOIOAOYIKOG TTOVTPEUETAI YUVAiKa SOATWVIKA KOl OTTOKTOUV YIO ME
ouvdpopo Klinefelter kai SaATwviouéd Kal ké6pn pe cOvdpopo Turner Kal SaATwvioué. O
dvdpag yvwpidel 0TI N CUYKEKPIPEVN OOBEVEIO PETAPEPETOI OTTO TOV TTATEPA OTNV KOPN
Yyioautd Kal KaTnyopei Tn yuvaika Tou yia poixeia. ‘Exer dikio; MNMwg ptropei va yevvnOei
a1r6 TO CUYKEKPIMEVO euydpl ayopl pe ouvdpopo Klinefelter kai SaATWVIONS;

Abon

To oﬂvéfopo Turner o@eileTal o€ ApIBUNTIKNA )(Ewpoowpn(r’] avwaoAia.

‘EoTtw X"=@uaoioloyiko, XP=8aATwVIKS, 610U X™>X°

O yovoTuTToUG Tou KOPITaIoU OTN CUYKEKPIMEVN TrsépiTrTwon Ba givar X°0. To X° MTTOPEN Va
gival ammd TNV uNTépa TS N otoia £xel yovotutro XOX°, evid To omrepuaTtolwdpio Tou Tratépa
NG &ev Ba PEPEI QUAETIKO XpwHoowa. Apa n mTBavr dilaoTaupwan YaUETwy gival n €§AG:
Fopétee: & O X X0 Q

Fapétng & O: MTropei va TTpokUWEl atré To Pn dlaxwpIoPo TwV OUOAOYWY XPWHOCWHATWY X
Kal Y katd v 1" peiwTikh Siaipeon, €iTe aTrd T0 PN SIaXWPITHO TwV OSEAQWV XPWHOTIdWY
eite Tou X €ite Tou Y Kard 1 2" peiwTik didipeon.

Fapétng 9 X2 MpokUTrTEl ATTd QUOIOAOYIKA HEIWTIKA dlaipean.

Katé ouvétteia o dvdpag dev €xel dikio.

H mBavA diacTaupwaon YOPETWY yia va yevvnOei ammd 1o OUyKeKpIpévo Ceuydpl ayopl e
ouvdpopo Klinefelter kar SaATwviopd (yovoTtutrog X°XY) eivar n €A

Fopétec: &Y X XX Q

Fapétng & Y: MpokUTTel aTTd QUOIOAOYIKN PEIWTIKNA dlaipean.

Fapétng @ XX Mrtropei va TTpokUWEl atrd TO PN SIaXwPIoUS TV OPOAOYWY XPWHOOWUATWY
X katd v 1" peiwTIkA diaipeon, €iTe At TO PN SIAXWPITHO TWV ABEAQWV XPWwHATIdWY Tou X
Kard 1 2" peiwTikn didipeon.

5. Na d¢ieTe dlaypappaATIKA TOV TPOTTO YIa va yevvnOei dropo e oovdpopo Turner.
Abon

lMNa yevvnBei aropo pe alvdpopo Turner Ba TTPETTEN va yivouv ol €ENG TTIBavVEG SIOCTAUPWOEIG
YOUETWV:

1" SlaoTalpwon yopetv: & O X X @

2" dlaoTalpwon yopetwv: & X X 09



Ma v 1" dlaoTavpwaon

Fapétng 4 O: Mropei va TTpoKUWEl:

a. ATTé T0 pn SIaXWPIOUO TwV OPOAOYWV XPWHOOWHATWY X Kal Y Katd Tnv 1" PEIwTIKN
dlaipeon.
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B. ATIO TO un SIAXWPIoPO TWV OOEAPWV XpwHaTidwy Tou X Katd 1 2" peiwTikr didipeon.
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Y. ATT6 TO N SlaxwpIiopo Twv adeAQwV XpwuaTtidwy Tou Y Katd Tn 2" peiwTikn diaipeon.
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Fapétng @ X: MpokUTrTEl aTrd PUGIOAOYIKH HEIWTIKN dlaipeon.

Ma 1nv 2" dlaoTavpwaon
Fapétng @ O: Mmopei va TTpokUYEl:
a. ATTO T0 Un SIOXWPIOHS TWV OPOAOYWV XPWHOOWHATWY X Katd Tnv 1" peiwTikA diaipson.
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B. ATTO TO un SIAXWPIOPO TWV OSEAPWV XpwuaTidwy Tou X Katd 1n 2" peiwTikr didipeon.
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Fapétng & X: MpokUTITel aTTd QUCIOAOYIKN PEIWTIKNA dlaipean.

6. To TTapakdTw yevealoyikd déEvOpo Beixvel TNV KAnpovounon tou daAtwvicuou
o€ pia oikoyévela. To dropo llI2 Travrpederal To opdduyo dropo 1. Na ypdyeTte TOug
YOVOTUTTOUG TWV ATOHWYV KaI VA AITIOAOYACETE TRV ATTOYH COG.
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0] 50)\TUUVIO'}JO§ O(psl)\sml O€ UTTOAEITTOUEVO (pu)\oouvésTo yovidio.

‘Eotw X& =@UOCIOAOYIKO, XP=8aATwvIKS, 61U X*>X°

O VOVOTU'ITOI TWV aTéPwWV gival ol €ENG:

11: X® Y, 12: X AP

11: XY Ji2: XX 113: X5Y l14: X422 R AX°

N1z XEXE, 112 X5Y m3: X4y, III4 XEXE 7 XEXC, 115 & 116 X Y III7 X X III8 X2Y

IV1: X°Y, IV2&IV3 XEXC, IV4: XY, IV5 & IVT: XOY, IV6: XOXE 13 XEX2, 1IV8: XY

Emeidn 1o yvwpliopa gival QUAOCUVOETO UTTOAEITTOPEVO BE Ba £TTpeTTE ATTd TO YAWO TOU GTOUOU
111 (opbdluyo @uaioloyikd) pe To dtopo 12 (daATwvikd) va yevvnBei ayopl daAtwvikd (1V1).
KdaTi Tétoio Ba ptropouce va eEnynOei povo Pe TNV ENQAvIon xpwpoowplmg METAANAQENG.
MBavr diooTalpwaon YOUETWY : o X 112: X°Y

O yauétng O oTo BnAukd dropo uTTopEl va TTpoKUWEl aTTd TO PN SIOXWPEICHUO TWV OPOAOYWY
XPWHOOWHATWY X Katd TNV 11 peiwTikr diaipeon, €iTe a1Té TO PN SAXWPIoPO TwWV OSEAPWV
xpwpunéwv Tou X KaTé TN 2" pEIwTIKA diaipean.

O yauétng XY o0 APOEVIKO ATOMO TTPOKUTITEI ATTO TO PN SlaXwPIoUS TwV opoAoywv X kal Y
XPWHOCWHATWY KOTA TNV TTPWTN MEIWTIKN dlaipearn.



