MEIPAMATIKO ENIAIO AYKEIO
MANEMIZTHMIOY MAKEAONIAZ

BIOAOTIA OETIKHZ KATEYOYNZHZ
KE®AAAIO 6 - METAAAAZEIZ

AZKHZEIZ

1. og¢ owpatikd KUTTAPO Opyaviohou TTou BPIoKETalI OTN GACN KUTTAPIKAG SlapopoTToinong
OUVERN METAAAOEN O€ yovidlo TTOU KWwOIKOTTOIEI TTPWTEIVN. META Tn yévvnon Tou atduou
ammodeixTnKe OTI N HETAAAAEN Oev eTTéQepe PETABOAAR OTO QAIVOTUTTIO TOU. Z€ TTOIOUG

AGyoug gival duvaTto va oQeileTal AuTo;

2. 0€ OWMATIKO KUTTAPO opyaviopoU cuvéRn HeTAAAaEn ae aAAnAouxia TTou dev KWOIKOTTOIE
aupivoééa. E¢aitiag Tng YETAAAAENG auTrig Oev TTapdyeTal pia QUOIOAOYIKH TTPWTEIVN Tou

KUTTdpou. lNoieg gival o1 TTIBavEG aITieg TTOU TPOTTOTTOINCAV TNV £KYPACH TNG TTPWTEIVNG;

3. 0g OUo TaIdIG pe TpiIowdia 21 ToU Oegv OXETICOVTAI OUYYEVIKA METAEU TOUG,
TTPOYHATOTIOINONKE XPWHOOWWIKA avaAuon Twv BAcEwY Tou 21°Y XpwHOCWPATOS KAl 0TO
TpwTo TraIdi OIATTIOTWONKE N TTapoudia OUO XPWHOCWHATWY HE TNV idla aKpIBWS
aAAnlouxia Baoswv Kal evog pe dlagopeTikr. H avriotoixn avdAuon oto deUtepo TTaIdi
£€6¢€1Ee TNV TTapoucia TpIwv dlIaQoPETIKWY aAAnAouxiwy Bdoswv OTa Xpwuoowuata 21.

MoU ogeileTal autr n diagopd;

4. To daropo pe ouvdpopo Turner gival oTeipo. Av BewpAooupe OTI gival yOvIUO €va TETOIO

datopo Kai dlaoTaupwOEi e PUOIOAOYIKO, TTOIOI Ol AVAUEVOUEVOI ATTOYOVOI,

5. YmobéToupe OTI éva atouo pe auvdpopo Kleinefelter eivar yéviyo Kai diIa0TAUPWVETAI PE

drouo Down. Mool Ba gival o1 TIBavoi atréyovol;

6. av ummréBecoupe 61I €va auvdpopo Turner kai €va cuvdpopo Down gival yovipa, 1rolog Ba

gival o apIBudG TWV XPWHOCWHATWY GTOUG ATToyOVoUG;

7. H opokuoTIvoupia €ival PIa YEVETIKI avwHAAia TTou OQEIAETAl € UTTOAEITTOPEVO YOVidlo TO
otroio evroTidetal 010 21° XpwHOoWHPA Tou avBpwtou. H opdda aipatog kaBopiletal oTov
avBpwTro atrd yevetiky Béon TToU BpiokeTal 010 90 Xpwuodocwua. YYIAG yuvaika pe oudda B
yvwpiCel 0TI dev atroteAei Qopéa TG aoBévelag aAAd €xel auCuyo opddag A TTou TTAOXEl ATTO
opokuoTivoupia. H yuvaika eykupovei og TTpoxwpnuévn nAKia kar  utToR&AAETal  Of
QUVIOTTAPAKEVTNON N oTToia €3€i1Ee OTI TO KUnua TTAoxel atmd olvdpouo Down, givalr opddag
aipyatog O kar @épel duo UTTOAEITTOPEVO OAANAGUOPQ@A YyIa TNV OPOKUGCTIVOUpPIa Kal €va
QUOCIOAOYIKO.

a. TToloI €ival 01 YOVOTUTTOI TV YOVEWV. Mwg epunveleTe TOV YOVOTUTTO TOU £URPUOU;

B. TTol0 poAo Emmaife n TTpoxwpenuévn nAIKia TNG PNTEPAG yIa TNV YEVETIKA avwuaAia Tou
euBpUoU;

Y. TI gival n OuvIOTTApaKEVINONn KAl O€ Trold @Aon Tng Kunong eival duvatd va
TTPAYMOTOTTOINOE;

0. pe TToIEG OIAYVWOTIKEG PeEBSOOUG eival duvaTdg O EVIOTIONOG TNG XPWHOOWWIKAG

avwuoAiag Tou e puou Kal TNG opddag aipaTog



7.

10.

11.

12.

13.

14.

atmmd KAvVOVIKA yuvaika Kal avTpa HJE axpwuaToyia oTo TPACIVO TTPOEKUWE GUVOPOUO
Kleinefelter ye axpwpatowia ato pdcoivo. EEnyAoTe.

AVTpaG UE HEPIKN axpwHaTOWia OTO TTPACIVO Kal KOKKIVOo, He ouvdpopo Kleinefelter,
TTaVTPEUETAl YUvaiKa ME QUOIOAOYIKR Opacn. H untépa Tng £TaCXE Ao  MPEPIKN
ayxpwpartoyia. Moia n kKatdoTaon Twv ammoyévwy autou Tou {euyaploU; (UTTOBETOUNE OTI

Ta Kleinefelter givai yovipa)

ATTO éva QUOIOAOYIKO Ceuydpl YEVVIETAI YIOG AIOPPOPIAIKOG Kal ouvdpopo Kleinefelter. Na

€ENYNOETE TO PAIVOUEVO KOl VA BPEITE TOUG YOVOTUTTOUG YOVIWYV Kal TTaidioy;

Eva xpwpoowua og éva cwuaTikd KUTTAapo TTabaivel avaoTpoen o’ éva dkpo oTo 1/3 Tou

OuvoAIkoU prkoug Tou. MNMéaa yovidia Ba eTnpeacTolv atrd AUTAV TNV JETAAAOEN;

2e Mo avaoTpo®n 6Aa Ta yovidla eivar Trapovrta. MNati n avacTtpo®r) authi Btwpeital

METAANQEN;

MNaTi N yovoowpia Katd Kavova £xel Ovnalydvo aTToTEAECUQ;

Ta atroTeAéOPATA PIOG EEETAONG VIO AINOTPAIPIVOTTABEIEG £Q€IEaV OTI:
A. n HbA, Tav o€ QuaoloAoyIkd eTTiTreda

B. n HbF gpgaviletal og pIKpEG TTOOOTNTEG

I". n HbA atrouoiddel evieAwg

A.n HbS epgavileTal og To000TO 85-97%

Me Bdon Ta TTapaTTdvw va atTavTioETe OTIG EPWTATEIG:

A) a1rd TToIa0 AIOCPAIPIVOTTABEIT TTACXEI TO ATOWO;

B) TTwg dnuioupyeital n aigoc@aipivoTradela auTr;

Mia avwpahia Tou yovidiou TToU eAéyxel Tn oUvBeon Tou ev{UPoOU ATTOUIVACN TNG
adevooivng (ADA) TrpokoAei pia acBévela Tou  AvVOOOTTOINTIKOU  CUCTAUATOG.
AtropovwBnke To MRNA Tou eviUpou ADA atrd uyi€G AToPo Kal atrd ATOUO TToU aoBEVEi.
TuAuaTa Twy TTapatmmdvw MRNA givai:

Yyiég dropo: AUG GAA UUU UGG GGG CGC ACG UCG.......

ATOO TTOU aCBO¢evEi: AUG GAA UUU UAG GGG CGC ACG UUCG ...........

Moia gival n artia TG agbévelag;

17. H aMAnhouyia apivo&éwv glu-val-met-ile-cys-trp atmoteAei TUAPA HIOG QUOIOAOYIKNG

TTOAUTTETITIOIKAG aAucidag ev{Uuou Tou avBpwTTivou opyaviopouU. XUPPOuAguduEVOl TO
YEVETIKO KWOIKA va Bpeite Tov TUTTO TNG METAAAAENG TTOU OuvéERn OTO yovidlo TTou
TPOTTOTIOIEI TO TUAMQ OE:
A. glu-val-met-ile-ala-gly
B. glu-leu-met-ile-cys-trp

I. glu-val



18. AivovTal ol TTapakdTw aAAnAouyieg apivogéwv TTou atmoTeAoUV TUAUATA: O. PUCIOAOYIKAG

TTPWTEIVNG Kal B. UN AEITOUPYIKAG TTPWTEIVNG, TTOU EUBUVETAI YIO TNV KUOTIKN ivwaon

1. va mpoadiopioelg Tov TUTTO TNG HETAAAAENG TTOU £BWaE TN PN AEITOUPYIKK TTPWTEIVN

2. O€ TTOIEG TTEPITITWOEIG Pia yovIOlokn HETAAAaEN Sev Ba etTnpéale Tnv aAAnAouxia Twv

AMIVOEEWV TNG ONUIOUPYOUNEVNG TTPWTEIVNG

a. QUOCIOAOYIKA TTPWTEIVN: ..... Glu Asn lle lle Phe Gly Val Ser
b. un @uoioAoyiki TTpwrteivn...Glu Asn lle lle Gly Val Ser

19. va cupTTANPwWOEi 0 TTAPAKATW TTIVAKAG

Ap1Buég Ap1Bu6g Ap1Buég Ap1Bu6g Ap1Bu6g
XPWHOOWHATWY | AQUTOCWHIKWY QUAETIKWV Hopiwv DNA Hopiwv DNA
OTOV KAPUOTUTIO | XPWHOOWHATWY | XPWHOOWHATWY | O CWHATIKO 0€ CWHATIKO

OTOV KAPUOTUTTO

OTOV KAPUOTUTTO

KUTTOPO TTPIV

TNV avTlypaen

KUTTOPO PETA

TNV avTlypaen

Tpiowpia 13

Tpiowpia 18

20vd. Down

Kleinefelter

Turner

dwvn NG yaTag

AvaoTpon

PeTivoBAdoTwua

AaAQIONOG

20. a1ré BnAukd dropa TTou TTdoXOUV OTTO DIAPOPES YEVETIKEG OOBEVEIEG ATTOUOVWONKAV
KUTTapa TTOU BpiokovTal OTnv dpxf Tou KUTTAPIKOU Toug KUKAou. Na TagivouroeTe Ta

KUTTapa Katd ocipd @Bivoviog aplBuou 6ecofupIBoVOUKAEOTISIWY TTOU TTEPIEXOUV OTOV

TTUPIVa TOUG.

21. Nuvaika TTdoyxel atmd B-6alacoaiyia Kal TTavrpeleTal Avipa uyir). ATToktolv dUo TTaidid TO

éva €K Twv oTroiwv ep@avifel coBapn avaipia kai To GAAo fma avaiyia. MNwg egnyeital auth n

dlagpopd

APETTAVOKUTTAPIKA avalpia

20vdpouo Down

Tpiowpia 13

A-BaAacaaiyia

20vdpouo Turner

Tpiowpia 18

2Uvdpopo cri-du-chat




AZKHZEIZ 6° ke@aAaiou
MANEAAAAIKQN EZETAZEQN

2004

ATT6 dUO QPUOIOAOYIKOUG YOVEIG, WG TTPOG TOV ApIBPO Kal To PHEYEBOS TV XPWHOCWUATWY, YEVVAONKE TTaIdi
pe ouvdpouo Turner (XO).

1. Na ypdyete évav amd Toug 4 mBavoUg Pnxaviopoug TTou JTTopel va eEnynoel Tn yévvnon Tou
OuyKeKpIpévou TTaidiou. Mov 7

2. Moia gival Ta XapaktnpeioTik& Tou cuvdpoéuou Turner; Mov 6

3. Na mepiypdyete TIg dladikaaieg TTou TTPETTEI va akoAouBnBoulv yia Tn didyvwon Tou ouvdpopou Turner
TIPIV aTTd TN Yévvnorn €vog TTaidiou. Mov12

2006

AiveTal TO TTAPAKATW TUARA TNG KWOIKAG aAuaidag evog yovidiou TToOU KWOIKOTTOIET TUAKA WIAG TTPWTEIVNG
5'.....CTG AAG CGA GAA CCC ...3

1. va mpocdlopioeTe TOUg TUTTOUG TWV HETOAANGEEWY TTOU OuvéBnoav oTnv apXikf aAAnAouxia kai Tig
ETMTITWOEIG TOUG OTO YOVIBIOKS TTPOIOV O€ KABE i atrd TIG TTAPAKATW TTEPTITWOEIS (LoV 16)

a.5...CTG AAG CGA TAA CCC...3

B.5...CTG CCG AAG CGA GAA CCC...3’

2. o€ TIOIEG TTEPITITWOEIG Ol YOVIOIOKEG HETAANGEEIG Oev eival eTIBAABEiS yia Tov avBpwTTivo opyaviauo (9)

2010

. Aivetal To TTAPAKATW TUAMA Popiou DNA TTou KWwOIKOTTOIET £Va ONIYOTTETTTIOIO.

5 —TACATGTCGCGATGICAAGTTCTAATCTCAATATCTT-3 ,
3 —ATGTACAGCGCTACGTTCAAGATTATGAGTTATAGAA-5

1

1. va ypdyete Ta KWAIKOVIA TOU DNA TTOU KWAIKOTTOIOUV TO TTETTTIOI0 QUTO. (Mov. 2)

2. META TNV eTTidpacn akTivoBoAiag To Trapatrdvw TuAua DNA otrdel oTa onueia TTou UTTodEIKvUovTal AT
Ta BEAN. Na ypdwete To TUAUa Tou DNA TTOU aTTOKOTINKE KAl VA CNUEIWCETE TOV TTPOCAVATOAIGHS TOU. (JOV.
2)

3. 10 TUAMA Tou DNA TTOU aTTOKOTINKE, ETTAVACUVOEETAI OTA idla OonuEia KOTNG PETA attd avaoTpo®ry. Na
ypAWweTe 0AGKANPO TO PoOpIo Tou DNA TTOU TTPOKUTITEI HETA TNV avaaTpo@r] (uov. 4). Na aiTioAoyroeTe TNV
atmdvtnor) oag (Jov. 4). Na ypayeTe Ta KwdIKOVIA Tou popiou DNA TTou KwdIKOTTOI0UV TO VEO TTETTTIOIO (JOV.
2)

2011
Aivetal T0 TTapakdTw dikAwvo popio DNA, 1Tou KwdikoTrolgi éva TTeTTidI0 TO 0TToi0 AcIToupyei wg €viupo.
2710 P6pIo auTd cuuBaivel HETAAAAEN TTPOCBNKNG TPIWV JIAdOXIKWY VOUKAEOTIOIWV (5°-GAT-3).

X Y

ATATGTTGTCCAGATCAGAACCTGAGTTCCAATAGCCAG
TATACAACAGGTCTAGTCTTGGACTCAAGGTTATCGGTC

1. Av n TpooBnAkn cuuBei atn Béon X, va eEnynoeTe TToIEC Ba gival o1 CUVETTEIEG: OTN dOMN Tou €v{Uluou
(Mov. 5) kai aTn AeIToupyIKOTNTA TOU £v{UOU (Jov. 2) (Mov. 7)

2. av n TpooBrkn cuuBei otn Béon Y, va e§nynaeTe TToieg Ba gival ol CUVETTEIEG OTN dOMN Tou €vCUlOU (Jov.
5).

H trapamdvw PETANAEN €xel EAAXIOTN €TTidpacn oTn AsiroupyikdTNTa TOu e€v{Upou. MNwg xapakTtnpideTal
auTA N HETAAAAEN; (Hov. 2) Na gEnyAoeTe TNV atrdvTnaor 0ag. (Jov. 2)

3. o€ duo datopa TTou TTAoyouv atmd auvdpouo Klinefelter éyive avdAuon Tng aAAnAouyiag Twv Baoewv ToUu
DNA TwV QUAETIKWY XPWHOOWHATWY TOUG. XTO TIPWTO ATOPO N avaAuon €0gi1fe TPEIG OIAPOPETIKEG
aAAnAouxieg Baoewv DNA. 210 d€UTEPO ATOUO N avaAAuon £6€1Ee dUO TTAVOUOIOTUTTEG Kal MIO OIAPOPETIKA
aAAnAouxia Bacewv DNA. Na e€nynoete Toug TmMOaAvoUg HNXAVIOPOUG CUP@QWVA HE TOUG OTT0IoUG
YEVVABNKaV Ta ATOa auTd atrd QUOIOAOYIKOUG YOVEIG. (Mov. 9)



2013
Aivetal To TTapakdTw TuARua dikAwvou popiou DNA, To OTT0io TTEPIEXEI Eva OUVEXEG Yovidlo.

onpei{o 1 onueio 2

!

TACATATTCAATGTTCTGGCATTGGATTATACC
ATGTATAAGTTACAAGACTCGTAACCTAATATGG

f

onpeio 1 onpeio 2

AiveTal €TTIONG 0 UTTOKIVNTAG TOU TTAPATTAVW yovIdiou
5’ -TATAA-3’
3’ -ATATT-5'/

1. VA YPAWETE TO TTAPATTAVW TUAUA dikKAwvou popiou DNA, onUEIOVOVTAG TOV TTPOCAVATOAMIOHUO TwV
aAugidwv (Mov.2)

2. va ypawete T0 m RNA TToU TTPOKUTITEI ATTO TN METAYPAPHA TOU TTOPATTAVW YOVIBioU, ONUEIVOVTAG
TOV TTPOCGAVATOAIGHS Tou (Jov. 2). Na aiTioAoyrjoeTe TNV ATTAvTNor oag (Jov. 6) (Mov. 8)

To TpuApa DNA petalu Twv onueiwv 1 kai 2, Ta otroia utrodeikvuovTal pe BEAN TTdvw oTo dikAwvo Poplo
DNA, dirAaoiddetal. To véo Tufiua DNA prikoug 6 euywv BAocwy, TTOU TTPOEKUYWE aTTd TOV JITTAACIOCNO
META atrd Bpauon oTa AKPA TOU, ATTOKORBETAI KAl EVOWMUATWVETAI QVECTPAPMEVO OTO onuEio 1 Tou apyIkou
Mopiou, evw Ta onpeia, ammd Ta OTToia ATTOKOTINKE, ETTAVACUVOEOVTAI.

3. Na ypawete 10 Véo dikAwvo popio DNA tTou Ba TTpokUyel atrd Tnv TTapatrdvw diadikacia (uov. 4).
Na aitriohoyro€eTe TNV amavTnor oag (Jov. 4) Movdadeg 8

4, Moieg Ba cival ol guvéTTEIEG TNG TTAPATTAVW PETAAAAENG oTo m RNA (upov. 3) kail TToleg Ba €ival ol
OUVETTEIEG OTO YOVIOIOKO TTPOIOV (Hov. 4) Movdadeg 7

2014
Aivetal Tuiua DNA 10 0TT0i0 KWOIKOTIOIEI T OKTW TTPWTA AUIVOEEA TOU TTPWTOU OOUIKOU yovidiou Tou
oTrEpoviou TNG AaKTOZNG.

AGCTATGACCATGATTACGGATTCACTG alucida I
TCGATACTGGTACTAATGCCTAAGTGAC aAucida II

1. va gvroTrioeTe TNV KWAIKN aAucida (u.1). Na onueEIOETE TOV TTPOGAVATOAIGUO TwV aAUGIdwVY (J.1).
Na aitioAoyroeTe TNV ammavtnor oag (J.4) (Mov.6)

2. va ypayete 10 TUAPA Tou MRNA 110U B0 TTpOKUWEI TTO TN PETAYPAPT TOU TTAPATTAVW TUAUATOG TOU
yovidiou kai va opioeTe Ta 5’ kai 3’ dkpa Tou (U.2). Na aitioAoyrioete Tnv attdvinof cag (W.3) (Mov. 5)
3. va ypdyete 10 TPAPa Tou MRNA oT1o otroio Ba ouvdebei n pikpr) uttopovada Katd Tnv évapén Tng
HeETaPpaong (M.2)

4. n @QuoloAoyIKA TTPWTEIVN, TTOU TTaPAYETal ATTO TNV €KPPACN TOU TTPWTOU OOMIKOU YoVvIOIoU TOu
otrepoviou TnNG AakTélnG, atroteAsital ammd 1024 aivogéa. Mia yovidiok peTGAAagn avTikatdoTaong piog
Baong oto Trapatdvw TuAua DNA odnyei otnv TTapaywyn yiag mpwTteivng e 1022 aupivoééa, dnAadn
MIKPOTEPNG KaTA duo apivoléa. Na eEnyroeTe e TTolov TPOTTO UTTopEi va cuuBei auTd. (J.6).

5. pia yovidlakr PETAAAAEN TTOU GUVEPRN OTO PUBMICTIKG Yyovidlo Tou oTrepoviou TNG AAKTOCNG odnyei
otnv Tmapaywyr evog tpotrotmroindévou mMRNA. To mRNA autd @épel TEooepig ETTITTAEOV DIODOXIKEG
Baoeig petagl Tou 3ou Kal 4ou Kwolkoviou Tou. Na €€nyAoETe TToIa Ba €ival N GUVETTEIQ GTNV TTAPAYWYN
TwV evQUPWYV TToU PeTapoAiouv Tn AakTdln, étav 1o BakTrplo avaTrTiooeTal o€ BPETTTIKO UAIKO atTouadia
AaKTOCNG KAl YAUKOZNG.



2012 eravaAnTrTikég
2T0 TIAPOKATW OIAYPANMO  OTTEIKOVICETAI N QUOCIOAOYIKHA HETAROAN OTO TTOCOCTO TWV
TTOAUTTETITIOIKWY CAUGIdwY Twv aigooeaipivwyv HbA, HbF kai HbA 2 Tou avBpwTrou até
TNV €UPBPUIKA NAIKia kal HeTd TN yévvnaor) Tou.

M0000T0
mohumemmdikay ahvoibuy

I

B UKy rpAaKia T MAIKIG HIETA T YEV VIO Xpévr_‘u_;
Mévwvnon

A1. Tlolo ¢€idog TTOAUTTETITIOIKAG OAUCIdOG QVvTIOTOIXEI O€ KABEUIG aTTd TIG KAUTTUAEG |,
I, N ko IV (uovédeg 2); Na aimiohoynoeTe TNV ATTAVTINOT 060G (MOVADEG 6).

A2. Ta arroteAéopara  piog  eE€Taong aipgatog o€ €vav evijlika €8giGav OTI ol
aigoopaipiveg HbA, HbF kai HbA 2 givai oe  @ualoloyikad emireda. oéoca  yovidia
givar umetBuva yia Tn ouvBeon Tng HbA o€ éva cwpatikd KUTTAPO OTN
peTd@aon (povadeg 2); Na aimioAoyroeTe Tnv amavTnor oag (Uovadeg 4).

A3. Aivetal 10 TTapokdTtw TuAua DNA T1ou TTeEPIEXEl TA KWOIKOVIA TTOU KWOIKOTTOIOUV
Ta ETTA TTPWTA APIVOEEQ TNG QUOIOAOYIKAG B-TTOAUTTETITIOIKAG aAuaidag TG HbA.

5'... GTG CAC CTG ACT CCT GAG GAG ... 3

3'... CACGTG GACTGAGGACTCCTC...5

H trepiopioTikh evdovoukAedon Ddel avayvwpilel Tnv aAAnAouyia

5'CTGAG 3

3'GACTC5S
Kal kOBel kGBe aAugida petalu Tou C kai Tou T (ue kareuBuvon 5> 3°). H
aAMAnAouxia TTou avayvwpilel n Ddel Bpioketal oto TTapaTdvw TuAua DNA. Ao éva
droyo  @opéa NG OPETTAVOKUTTOPIKAG  avalyiog amopovwOnkav  Ttuiuata DNA,
TTOU TrEPIEXOUV  Ta KWOIKOVIO Ta OTroid KWOIKOTTOIoUV Ta  ETTTA TTPWTA AUIVOEEA TG
B-TTOAUTTETTTIOIKAG aAucidag. ZTa TUAPATO QUTA ETTIOPACANE PE TNV TTEPIOPIOTIKN
evdovoukAedon Ddel. Tooa TuAuata DNA  S1a@opeTIKOU  UKOUG Ba TTPOKUWOUV PETA
Tn dpdon ¢ Ddel (povada 1); Na aimioAoynoeTe TNV ATTAVTNOT 0aG (MOVADEG 6).
A4. Na replypdyete Tig diadikaoieg d1dyvwaong TG SPETTAVOKUTTAPIKAG avaigiag Kard Tov
TTPOYEVVNTIKO €Aeyxo Tn Oékarn efdoudda Tng kunong. Movadeg 4

2015

2tnv eikéva 2 divovrial dU0 Pn oudAoya QUTOCWHMIKA XPWHOCWHATA €vOG KUTTAPOU, TO

XPWHOoWHa A Kal To Xpwuoowua B. Ze kaBe xpwuodowua ateikovifetal N aAAnAouyia Tou
DNA 110U UTTApPXEI OTO AKPO TOU.

Xpwpdowpa A

.......... JXIN\CCATCTA
.......... G C TAGAT

-3
Xpwpoowpa B

Eik6va 2 4\



‘EoTw 611 0¢ KaBéva atrd Ta XpwHoowaTa ThG EIkOvag 2cupfaivel Bpadon ota onueia mou deixvouv Ta
BEAN. ZTn Ouvéxeln TTPAYMOTOTIOIEITAI auoIfaia PETATOTION TWV OKPAIWY OKIOOPEVWY TUNUATWY
AvAPECQ OTO XPWHOCWHA A Kal 0TO Xpwuocwua B.

A1.Na ypayere 6Aa Ta TBavd XpwWHOCWHATA TTOU Ba TTPOKUWOUV JETA TNV dpoifaia HETATOTTION, YE TIG
avtiaToixeg aAAnAouxieg DNA (povadeg 4).Na OnUEICETE TOUG TIPOCAVATOAITHOUG OAWV TWV Hopiwv
DNA 110U TTPOKUTITOUV (HOVAdEG 2). Movadeg 6

Mia amdé TIg TTapatTdvw apoiBaieg PETATOTTIOEIS YiveTal o€ CUywTd, a1rd TO OTIOI0 TTPOKUTITEI £VAG
€VAAIKOG AvBPWTTOG e QUOIOAOYIKO QaIVOTUTTO. XTOV AvBpwTTo auTdv cupBoAioupe To Xpwuoowua A
TTOU €xel TNV METAAAAEN WG XPWHOOWHO a Kal To Xpwuéowua B 1mou éxel Tnv PeTAAAAEN wg
Xpwuoécowua B.

A2 .Na ypayere 6Aoug Toug TIBavoUg YapéTeg autoU Tou eVRAIKA, XPNOIMOTIOIVTOG TOUG GUNBOAIoUOUG
TWV XPWHOCWHATWY, OTTWG 0ag £Xouv doBEi. (Movdadeg 4)

A3. K&Be yau£Tng TTou TTPOKUTITEI GTO £pWTNUA A2 yoviPoTToIEiTal he QUOIOAOYIKG yauéTn. Na eEnyroeTe
TI TTOOOOTO TWV aTToyOVWY Ba €XEl PUCIOAOYIKO @aIVOTUTTO (JOVAdEG 5) Kal TI TTOOOATO TWV ATTOYOVWV

Ba £xel @uaIoAoyIKS KapudTuTTO (UOVAdEG 4). Movadeg 9
A4. Na e€gnyfoete 10 €idOG ) T €idN TWV BOPIKWY XPWHOCWHIKWY avWHaAIwy, TTou oiyoupa Ba €xel
KGBe atrdyovog YE Un QUCIOAOYIKO KOPUOTUTTO. Movadeg 6

2016 eTavaAnTITIKEG
>1nv eikéva 2 aTtreikovifetal Tuiua DNA tou Baktnpiou E.coli To omroio emdiopBwveTal peTagy Twv
onueiwv X kai Y pe tn 8pdaaon Tpiwv evCUUwy. To TTpwTo £€vCuuo, KOBEI TNV aAucida KAl aTTOPAKPUVEl TO
KATECOTPOAUUEVO TUAMA TNG AAUCIDAG. 2Tn GUVEXEID, TO £VCUMO | EIGEPYETAI OTO AVOIYUQ TTOU TTPOKUTITEI
Kal TTpooBétel voukAeoTidia yia va ouvBéael 1o DNA Trou Acitrel. Ta voukAeortidia TotroBeTouvTal
gekivwvtag atd Tnv B€on X kai TTRyaivovtag Tmpog Tn 8€on Y, 6TTwg @aiveral otnv €ikéva 2. To €vqupo
oAokAnpwvel TNV emdIOPOBWaAN pe TN ouvdeon Tou TuANaTog DNA otn 8éon Y TnG apxIkng aAuaidag.
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Eixkova 2

A1. Troia gival Ta ovopata Twv evCupwy | kai Il; (u.4). Na e€nyrjoete TTo1a €ival Ta 5°, 3’ dkpa Twv dUO
(2) aAugidwv Tou d0BévTog TPAPaTog DNA (u.4)  (u.8)

A2. 1o emdiopBwpévo TuRUa Tou Baktnpiakold DNA avtiypdeeTal. XTnv €iK. 3 amreikovidetal n BnAid
avTIypa®Ag TTou dnuloupyeital otn Béon évapgng tng avtiypagng (O.E.A.). Kard tnv didpkeia Tng
avTIypa®ng dnpioupyeital To TpwTapXIké 5 GCUGUAAZ’ aTo TURUa TG aAuaidag TTou avTiypageTal
OUVEXWG. oEA

MnTpikn aAucida 14/ MnTtpik aAucida 2
/. .
=& —>=.

MnTpIkK aAucida 3 MnTpikn aAucida 4

©.E.A.
Eikéva 3
Na petagépere oto TETPAdIO 0ag TN BnAIG TnG €ikOvag 3 kal va deiteTe pe BEAOG o€ TToIEG BETEIg

MTTOpEl va TOTToBeTNBEl TO TTPWTAPXIKG TUAPA TTOU Gag dOBNKE, PE TNV aiXxu Tou BEAOUG va OeiXVel
TNV Kateubuvan ouvBeong Tng véag aAuaidag Tou DNA (u. 2). Na aimioAoynoeTe TNV amavnaor oag

(M-4) (p.6)



A3. Na egnynoere Téoa udpofUhia (-OH) ptmopolv va ouppetdoxouv oTn  dnuioupyia
PWOPOdIETTEPIKOU OECUOU OTO TTPWTAPXIKO TUMHa 5 GCUGUAA 3’ (. 4)

Ad. TuAua Tou Tapamavw emdlopBwuévou kouuatiod DNA TnG eiK. 2, @épel TNV aAAnAouyia
VOUKAeOTIOiwV TTou OiveTal otnv €ikéva 4. H aAAnAouxia authi Trepiéxel govo éva yovidlo TTou
KWOIKOTTOIET MIKPS TTETTTIOI0 OKTW (8) apIvogéwv:

GAACTAATACCTACTCGGACATTTGACCGCGATTGTACCA
CTTGATTATGGATGAGCCTGTAAACTGGCGCTAACATGGT
Eik. 4

¢ Baktnpiakd oTéAexog E.coli TTou Trepiéxel TRV Tapammavw aAAnAouyia (eik. 4), €yive petdAAaén
avTIKatdoTaong Bacng n otoia €ixe w¢ amoTéAeopa va TTapdyetal TETTTIOIO TTOU avTi yio OoKTW (8)
aupivoééa armroteAsital yévo ammd duo (2) apivoééa. Na egnynoeTe TTola ATAV QUTH N AVTIKATAOTAON
Baong kai o€ 010 KWAIKOVIO EyIVE. (U.2)

A5. 21n ouvéxela, oTo idlo BakTnpiakd oTéAexog E.coli yivetal pia deuTtepn PETAAAGEN OTO yovidio To
otroio KwdikoTrolei To t RNA TTou £xel To avTikwdikévio 5’GUA3’ kal TTou PETAQEPEl TO AUIVOEU
Tupoaivn. H pet@dAAagn autn €xel wg amotéAeoua TV aAAayr Tou avtikwdikoviou o 5’CUAZ’, xwpig
N OUYKEKPIUEVN METAAAAEN va eTTnpeddel Tn Béon TTpdodeong Tou t RNA e TO apivogU TTOU JETAPEPEL.
Na g¢nyfoete oo Ba eival To ammoTéAeCUa OTNV TTAPAYWYH TOU TTponyoUupevou TTETTTIOOU Twv U0
(2) apivo&éwv atrd Tnv HETAAAAEN oTo yovidio Tou t RNA OTO GUYKEKPIPEVO BaKTNPIOKO OTEAEXOG TNG
E.coli. (u.5)
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	Από δύο φυσιολογικούς γονείς, ως προς τον αριθµό και το µέγεθος των χρωµοσωµάτων, γεννήθηκε παιδί µε σύνδροµο Turner (ΧΟ).
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