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OEMATA EZETAZEQN
2TO 60 KE®AAAIO - METAAAAZEIZ

OEMA A

2016 HMEPHZIO

Z1nv €ikova 2, 1o TuAPa Tou DNA TrepIAauBAVEl AOUVEXEG YOVIDIO €UKAPUWTIKOU

KUTTAPOU TTOU KWOIKOTTOIEI MIKPO TTeETTiOI0. Méoa oTnv aykUAn @aivetal n
aAAnAouyia TnNG aueTAPPOOTNG TTEPIOXAG TTou evwveTal Pe To rRNA NG HIKPAG
UTTOPOVAdAG TOU PIBOCWHATOG.

Ahvoida A I [ACAGT. .. ]ATGTGAATCATAGTTTCCTATGTGGGTTTAAGCAT II
Ahvoida B III|TGTCA...]TACACTTAGTATCAAAGGATACACCCAAATTCGTA IV

Eikova 2

Ta t-RNAs 1Tou Xpnoigotroinénkav Katd ocipd oTnv TTapaywyr Tou TETTIdiou, gixav

A1,

A2,

A3.

A4,

AS5.

TO QVTIKWOIKOVIQ

5CAU3,5 CCA3,5 AAA3,5AGG 3,5 CAU3,5CCA3,5 AAC3".
Na onueiwoete oTo TETPAdIO COG TTolId ATTO_TIG. aAucideg A 1 B gival n KwdIKn
aAugida Tou yovidiou (povadeg 3). Na aifioAoynoeTe Tnv atrdvinor oag (Jovadeg

4). Na xapakTtnpioete wg 5" f 3" ta akpa ota onpeia I, 11, I, IV (novadeg 2).
Movadeg 9
Na ypdyeTe oTo TETPAdIO 0AG TO £0WVIO TTOU UTTAPYXEI OTO TTAPATTAVW YOVidIO.
Movada 1

Na ypdwete Tnv aAAnAouyxia Twv Bdoewv Tou MRNA, TTou Ba xpnoiyoTroinBei
KOTA TN METAPPAOT TNG TTANPOPOPIag Tou yovidiou TG EIKOvag 2.

Movdadeg 5
2Tnv €Ikéva 3, n aAAnAouxia eivalr TUAPAO Tou yovidiou TToU METAYPAPETAl OTO
rRNA NG MIKPAG UTTOMOVAdAG TOU PIBOCWHATOG TTOU XPNOIUOTIOIEITAI 0T
METAPPACN TOU EUKOPUWTIKOU Yyovidiou Tng €Ikévag 2. [loia eivar n
MeETaypa@ouevn aAucida Tou yovidiou TTou petaypagetal oto rRNA; (povada 1)
Na ypa@ei o TTpocavatoAiopog TnG (Hovada 1). Na aimioAoyACETE TIG ATTAVTACEIG
0agG (uovadeg 2).

Movadeg 4
Alucida I' .. .ACAGT...
A\vcida A ...TGTCA...
Eikéva 3

2tnv €ikéva 4, utrdpxel 10 id1I0 TuAua DNA pe Tnv €Ikéva 2, kal PE T
UTTOYPOUMIOUEVO ypduupaTta @aivetal n aAAnlouyxia Twv PBAcewv OTIG OTTOIEG
yiveTal yovidiakr) JETAAAQEN TTPOCOAKNG TWV TPIWV TTAPAKATW OCUVEXOPEVWV
Ceuywv Bacewv:

5"AGC 3’
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3’TCG 5"

Béon 1 ©B¢on 2

AAvoida A I [ACAGT...]JATGTGAATCATAGITTCCTATGTGGGTTTAAGCAT II
Alvoida B III |TGTCA...|TACACTTAGTATCAAAGGATACACCCAAATTCGTA IV

Eikova 4

Molo Ba gival To atroTEAETPA TNG HETAAAQENG av N TTPOCONKN YiVel:
i) oTn Béon 1
ii) otn B¢on 2.

Movddeg 6

2016 OMOrENEIZ

To

A1

A2,

A3.

A4,

TuAMa BoktnpiokoUu DNA Tng €ikOvag 2 TrePIEXEl YOVIOIO TTOUKWOIKOTTOIEN
oAhiyotremTidlo. To idlo TuAua DNA Tng €Ikévag 2 ptopei va KOTTei e pia
TTEPIOPIOTIKN €vOOVOUKAeAon A n oTtroia avayvwpilel Tnv aAAnAouyia kai KOBEl
peTagu G-G, OTTWwG @aivetal oTnv €IK6va 3.

AAucidal GGATCCTAGATGCCTGAAACGTACATCCGGATCC
AAugida ICCTAGGATCTACGGACTTTGCATGTAGGCCTAGG

Eikéva 2

5' G‘LGAT CC?3
3CccC TAGTG 5'

Eikova 3

. Na ypdayete 10 TUAua Tou Baktnpiakou DNA tTou Ba mrpokUyel petd tn dpdon NG

TTEPIOPIOTIKNAG €VOOVOUKAeAong A (Movadeg 4). Na onueiwoeTe Ta 5™ kal 3 dkpa
TWV AAUCIdWV (MOVAdEG 4).

Movadeg 8
Na egnynoete Tola atrod g aAuaideg | n 1l eival n Kwdik aAucida Tou yovidiou.

Movdadeg 5
Na ypdyete Tov. apiBud Twv t-RNA 110U B0 XpnoiyoTtroinBouv yia Tn PJETagpacn
Tou M-RNA T1oU TTPOKUTITEI ATTO T WETAYPA®A TOU Yovidiou TngG €IKOvag 2
(Movadeg 2).'Na ypayweTe Ta AVTIKWAIKOVIA PE TA CWOTA AKPA Twv dUO TTPWTWV t-
RNA 110U Xpnoiyotroifiénkav (Hovadeg 4).

Movddeg 6
Av gupBei avtikardoTtaon Bdong oto 3° VOUKAEOTIOIO Tou 2° Kwdikoviou Tng
KwOIKNG aAuaidag kal n kutooivn (C) avrikataotabei pye youavivn (G), tTmoia Oa
gival n emmimTTwon TG HETAAAAENG AUTAG OTO YoVIBIOKS TTPOIOV;

Movdadeg 6

2017 HMEPHZIO

21nv €Ikéva 4 divovral Tpeig (3) VOUKAeOTIOIKEG aAAnAouxieg, ol oTToieg atroTeAoUV

TuAua Tou 1Y e€wviou TpILV BIAPOPETIKWY aAAnAoudpewyv TnG B-aAucidag Tng
HbA. H B-aAucida tng HbA amoteAeital amd 146 auivoééa kai diverar OTI
uQioTaTAl UETAPETAPPAOTIKI] TPOTTOTTOINCN KATA TNV OTIOi0 ATTOUOKPUVETAI TO
TTPWTO APIVOEU aTTO TO AMIVIKO AKPO.

www.nikimargariti.com




Ta Bépata twv naveAANVIwy e€etdoswv kedalaiou 6

AAAAAAATGGTGCACCTTACGCCAGTGGAG
TTTTTTTACCACGTGGAATGCGGTCACCTC

AAAARAATCGGTGCACCTTACGCCAGAGGAG
TTTTTTTAGCCACGTGGAATGCGGTCTCCTC

A
AAAARAATGGTGCACCTTACGCCAGAGGAG ™ (&)

I X pppTTTACCACGTGGAATGCGGTCTCCTC (B)Y

II

Eikova 4
A1. MNoia a1mé TIG aAAnAouxieg TNG €1IKOvVAG 4 avTIOTOIXEI OTO PUCIOAOYIKO YOVidIo TNG
B-aAuacidac Tng HbA kai Troia oTo yovidio B TNG SPETTAVOKUTTAPIKAG OVAIYIaG.
(Movadeg 2) Na aitiohoyroeTe TNV aTTdvinon 0ag. (Movadeg 4)
Movadeg 6
A2. H aAMnAouyia Tng €ikévag 4 TTou atropével Ba PTTOPOUCE VA AVTIOTOIXEI O€
yovidlo Tou TrpokaAei B-BaAacoaiuia; (Movadeg 2) Na aimioAoynoeTe Tnv
atrdvrnon oag. (Movadeg 3)
Movdadeg 5
A3. H aAAnAouyia Il Tng e1Ikévag 4 cival TuApa evog popiou DNA, tTou avTiypdeeTal
oe Jia dIXGAa avTiypa@rig, OTNV OTIoid CUMMETEXOUV Ta €EAG TTPWTAPXIKG
TMAMATA:
i) 5 AAAUGGU 37, ii)5 CUCCUC 3 kau iii) 5" ACGCCA 3’
a. Na evromioete av n Béon évapéng ng OixaAag avTiypa@ng Bpioketal oTn
B8éon X otn Béon Y. (Movadeg 3)
B. Moia aAuaida (A | B) otn dixaAd avTiypa@rg avTiypa@ETal GUVEXWGS Kal TTOIx
QOouVEXWG; (Movadeg 3)
y. Moo amd 10 TPWTAPXIKG TUAMOTA TNG aouveXoUug aAuaidag cuvTtiBeTal
TPWTO; (Movadeg 3) (ZTa mapamrdvw spwrnuara dgv arraiteital airloAdynaon.)
Movadeg 9
A4. Toiol o1 mBavoi _yovoTuTrol Twv ammoyovwyv TIou  TIPOKUTITOUV atmd TN
dlaoTaupwon gopéa B-8alacoalpiog pe PopEa dPETTAVOKUTTAPIKNG avaiuiag; Na
YPAWETE OTO TETPADIO 0AG TNV KATAAANAN dilaocTaupwaon.
Movdadeg 5

2017 HMEPHZIO-MYTIAHNH

Z1nv gikéva 1 diveral N aAAnAouxia TG pIag aAuaidag evog yovidiou EUKAPUWTIKOU
KUTT('xpc_)U TTOU KWOIKOTTOIEI OAIYOTTETTTIOIO

CGAATTCGAGTCTCACGCCCTTTGTAACTGAGTACCTCTA

Eikova 1

Kard T1n petatpotry Tou TTpodpopou m RNA autou Tou yovidiou OE WpINO,
atroyakpuvenke 1o ecwvio: GCCCUUUG.
A1. H aAucida g €ikévag 1 eivar n KwdIKA 1 n PN-KwdIKA; (Povades 2) Na
QITIOAOYACETE TNV ATTAVTNON 0aG. (MOovAadeg 3)
Movdadeg 5
A2. Moiog o mpoocavatoAiopog Tng aAucidag Tng eikovag 1; (uovada 1) Na
QITIOAOYACETE TNV ATTAVTNON 0aG (UOVAdES 2)
Movdadeg 3
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A3. Na ypdayete 10 wpino MRNA T1T0U Ba TTPOKUWEI ATTO TN UETAYPAPR TOU yovidiou
NG €1kOvag 1. (uovadeg 3) Na ypdwerte EexwpioTd TNV 5 aueTaQPOOTN TTEPIOXN
TOU. (Movadeg 3) ATTO TTO0Q auIVOEEQ OTTOTEAEITAI TO TTAPAYOUEVO OAIYOTTETTTIOIO;
(Movadeg 3)

Movadeg 9

A4. Av cupuBei €AAeipn OUo diadoxikwy Baoewv otV 5° AUETAQPOOTN TTEPIOXN TOU
yovidiou, TToia Ba gival n moavr) EMTTTWoN OTNV TTAPAYWYI] TOU OAIYOTTETTTIOIOU;

Movddeg 4

A5. Eival duvatdv n TreploploTiky evdovoukAedon Eco Rl va kowel 1o avtioTolxo
yovidio; (Movada 1) Na aitioAoyAoEeTe TNV ATTAvVTNOT) 0aG. (JovAdeg 3)

Movddeg 4

2017 EZNEPINO-MYTIAHNH

Z1nv gikoéva 1 divetal N aAAnAouxia TnG pIag aAuaidag evog yovidiou €UKAPUWTIKOU
KUTTc'xpc_)U TTOU KWOIKOTTOIEI OAIYOTTETTTIOIO

CGAATTCGAGTCTCACGCCCTTTGTAACTGAGTACCTCTA

Eikova 1

Kard T1n Metatpotry Tou Trpodpopou m RNA autou Tou yovidiou OE WpINO,
atroyakpuvenke 1o ecwvio: GCCCUUUG.
A1. H aAucida g €ikévag 1 eivar n KwdIKA 1 ‘' uN-KwdIKA; (Povades 3) Na
QITIOAOYACETE TNV ATTAVTNON 0AG. (LOVAdES 4)
Movadeg 7
A2. Tlolog o TpooavatoAiopog TnG aAucidag Tng e€ikévag 1; (uovdadeg 2) Na
QITIOAOYACETE TNV aTTAVTNON oag. (uovadeg 3)
Movdadeg 5
A3. Na ypdyete 10 wpiyo mMRNA Tou Ba TTpoKUWel atrd Tn JETAYPAPr TOU yovidiou
NG €1kOvag 1. (uovadeg 3) Na ypdwerte EexwpioTd TNV 5 aueTaQPaOTn TTEPIOXN
TOU. (Movadeg 3) ATIONTTOGA AUIVOEEQ OTTOTEAEITAI TO TTAPAYOUEVO OAIYOTTETTTIOIO;
(Movadeg 3)
Movadeg 9
A4. Eivar duvartov n 1epIopIoTIKA evdovoukAedon EcoRI va kowel 10 avtioTolxo
yovidio; (Movada 1) Na aitioAoyAoeTe TNV ATTAvVTNOT 0aG. (JovAadeg 3)
Movddeg 4

2018 HMEPHZIO

A2. 'Evag dvdpag pe Tpia yovidla TTou KwAIKOTTOIOUV TNV a-TTOAUTTETTITIOIKA aAucida
TNG AINOCPAIPIVNG ATTOKTA U0 TTaIdIA PE Hia yuvaika TTou @pépel dUo yovidia TTou
KWOIKOTTOIOUV TNV O-TTOAUTTETITIOIKI] aAugida TnNG aigooealpivng. Eav 10 Tpwto
TTaidi TTou  yevvnOnke @Eépel HOVO éva yovidlo TTOU  KWOIKOTTOIEl TNV  a-
TTOAUTTETITIOIKY) aAucida TnG aioo@aipivng, Trola N mlavoeTnTa TOo deUTEPO TTAIDI
va £XEl PUOIOAOYIKO YOVOTUTTO KOl QAIVOTUTTO;

Movdadeg 5

Aev atraiteital n d1aTUTTWON TWV VOPWY Tou Mendel.
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2018 ENMANAAHMNTIKA HMEPHZIO

A4. H popiakr avdAuon DNA oTa QUAETIKG XpwuOoowWHATA TOU TTaIdIoU e CUVOPONO
Klinefelter £dei&e 611 uTTApYouv dUO TTavouoIOTUTTEG aAANAouXieg BAoEwV Kal pia
OIAPOPETIKN).
2€ TT0I0 CUMTTEPOCHG KATOANYETE PE BAON TO TTAPATTAVW dIAyVWOTIKO €UpNUO
yia Tn YEVETIKA diadikaaoia TTou 0drynoe O0Tn YEVVNOT TOU CUYKEKPIPEVOU TTaIdIOU;

Movddeg 4

A5. Na g¢nyfoete méoa avriypa@a Tou aAANAGPOP@OU yovidiou TTou TTPOKAAEI TV
aloppoPIAia A uTTdpXouv OTa XPWHOOWHATA TIOU ATTEIKOVICOVTal OTOV
KapuoTuTro Tou TTaidiou pe ouvdpopo Klinefelter.

Movdadeg 2

2018 OMOrENEIZ

ATIO TOV yapo petalu Tou avdpa I kai TnG yuvaikag I yevviétalr kKai TpiTo TTaidi e
ouvopopo Klinefelter Trou Tmaoxel ammd aigoppo@iAia A Kal HEPIKH axpwuaToyia oTo
TTPACIVO Kal OTO KOKKIVO.

A3. Na dieukpIvioeTe Tn YEVETIKN dIadIKaoia TTOU PITOPEI va odnynRoeEl 0Tn yévvnon Tou
TTaid100 pe ouvdpopo Klinefelter.
Movadeg 8
A4. Na g¢nyfoete TéoQ avtiypa@a Tou ‘GAANASGHOP@OU YoVvISiou TTOU TTPOKAAEI TV
aloppoPIAia A UTTApXOUV OTA “XPWHOOWHATA TIOU  ATTEIKOVICOVTal OTOV
KapuoTuTtro Tou TTaidiou pe ouvdpopo Klinefelter.
Movddeg 4

2019 HMEPHZIO

Mia petdAAagn avtikatdotaong Baong o€ €va yovidlo TToU KWOIKOTTOIE Jia TTpwTEivN
o0nyei o aoBévela. TTou ekdNAWveTal Katd Tnv epnpeia. H petdAAagn autr TpotroTTolEi
TNV aAAnAouxia.Tou @QUGCIOAOYIKOU YoVIOiOU HE OATTOTEAECHO TO HETAAAQYMEVO
aAANAGPOp@O. va KOBETal aTTd TNV TTEPIOPIOTIKA €vdovoukAedon EcoRI oto onueio
auTo. MNMpokeipgévou To Ceuyapl TTOU ATTEIKOVICETAI OTO YEVEQAOYIKO dévTpo TnNG Eikévag
5, va diamoTtwoel av Ta Taidid Tou Ba egugavicouv TRV acBéveia otnv eenpeia,
avalATNoOE YEVETIKI) OUMPPBOUAN Kal Toug TTpoTdbnke va kdvouv oTa TTaIdId TOug

VEVETIKO €AEYXO.
] Srel

11, 11,

Eikova 5
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1oV €Aeyxo auto Aappdvetral DNA amd deiyua odAiou. Tunpata DNA prkoug 1000
Ceuywv Baoewv (C.B.) TTou TTEPIEXOUV TO ONMEIO TNG HETAAAAENG, TTOAAaTTAQCIAdoVTaI
EMAEKTIKA pE aAuoidwTh avtidpaon toAupepdong (PCR). Zta uopia DNA TTOU
TTpokUTITOUV €mdpoUpe pe EcoRI. Ta amoteAéopara 1mou AaufdvovTal €X0uv WG
€gNG:
ATtopo ll1 : TuApata DNA prkoug 600 .. kai TuApata DNA urikoug 400 .0.
ATtopo Il : povo tunpata DNA prikoug 1000 ¢.B.

A1. Na digpeuvAoeTe TOV TUTTO KANPOVOUIKOTNTOG TNG A0BEVEIOG KAl VO TEKUNPIWOETE
Tnv amavinorp ocag. Na un AneBei umoéwn n TrePITTTWOnN  QUAOCUVOETNG
ETTIKPATOUG KANPOVOUIKOTNTAG.

Movadeg 9

A2. Na ypdyeTe TOUG YOVOTUTTOUG TWV TTAISIWV TNG OIKOYEVEIDG (MOVAdES 2) Kal va
avagEpeTe Trolo/Trola TTaidi/Taidid Ba epu@avicel/eu@avicouv Ta CUPTITWPATA TNG
0a00£veIng. (MOVAdEG 2)

Movddeg 4

A3. Av o1 yoveig uttoBANBoUV aToV idI0 YEVETIKO €AEYXO, VO YPAWETE TO AVAUEVOUEVO
MAKOG Twv THNPATWY DNA 110U B0 TTpOKUWOUYV yia KABE yovéa.
Movddeg 4

A4, Aivetal 1O TPARUA TNG aAAnAouxiag TnG. KWOIKAG aAUCidag Tou QUOIOAOYIKOU
aAANAGUOpP@POU TOU yovidiou OTO oTToio “TrEpIAaPBAvovTal TO KWAIKOVIO Evapgng
TNG METAPPAONG KAI TO ONUEIo TNG HETAAAQENG.

...CGAACGATGCCAGTCTCAATTCACGGA...

da. Na ypawete Tnv aAAnAouxia TOu avTioTolXou TUAPOTOG TNG KWOIKAG aAuaidag
TOoUu PeTaAAaypévou aAAnAéuopeou.
Movadeg 2
B. Moia givail n emmimIwon NG PETAAAAENG otn doun Kal oTn AsiIToupyikOTNTA TNG
TTAPAYOUEVNG TTRWTEIVNG;
Movddeg 6

2021 HMEPHZIO - EZNEPINO

O Kwatag kal n EAévn gival uyigig wg Tpog TNV opokuaTivoupia . O TTarépag Tou
KwoTta (trammmoug 1) kai n untépa tng EAévng (yiayid 2) Tadoxouv atmod Tnv acBéveiaq,
evw n untépa Tou Kwota (yiayid 1) kar o marépag tng EAévng (Tratrmoug 2) eivai
Qopeic TNG acBéveiag. H  opokuoTivoupia  KANPOVOMEITOI  PE  QUTOCWHMIKO
UTTOAEITTOUEVO TUTTO KANPOVOMIKOTNTAG Kal TO uTTeUBuvo yovidio BpiokeTal oto 210
XPWHOoWHA.

A2. O KwoTtag kai n EAévn atrokTouv kai deuTtepo Taudi, T Mapia, TTou TTéoxel ammo

ouvdpopo Down (Tpicwpia 21). H popiakr) avédAuon DNA ota xpwuoowuata 21

NG Mapiag €dei1fe OTI uTTApyouv TPEIG DIAPOPETIKEG aAAnAouyieg Baoewyv. Na
e¢nynoete av n Mapia Ba Taoxel A Ox1 a1Td OJOKUCTIVOUPIA.

Movddeg 6
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2021 ENANAAHMTIKA HMEPHZIO - EZIMNEPINO

21nv €IkOéva 2 ameikovifetal éva Turua popiou DNA Baktnpiakou KuTtédpou TTou
TTEPIEXEI YOVIDIO TO OTT0I0 KWOIKOTTOIE TTPWTEIVN.

TATTA]ATTAATAATGCAGTTGCAGCATTAACG AAuoida |
ATAATTAATTATTACGTCAACGTCGTAATTGC AAucidall
Y'ITOlKIVI]TI"]g
Eikéva 2
A3. Zmnv 5" apeTdepaacTn TTEPIOXT TOU yovidiou TNG €IKOVOG 2 YiveTal TIPOCOAKN. YIag
Bdoewg. Molo cival To TOavéd armoTéAecpa oTo YovISIakd TTPoidV (Movddeg. 2); Av
avTi yia mpooBnkn uiag Bdoewg yivel avtikatdoTaon Pacswg, Toia. Ba €ival n
ETTTITWON OTO YOVIOIOKO TTPOIOV (HovAadeg 4);
Movdadeg 6
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