TTOCOCTO

OEMATA EZETAZEQN ZTO 6° KEQAAAIO

1. Na utrodeigete éva mBaved Pnxaviouo TTou PTTopEl va eEnynoel Tn yévvnaon atéuou pe auvdpopo Turner atmmod
YOVEIG hE QUOIOAOYIKO apIBud xpwpoowudTtwy. Na Teplypdyete Tn Oladikagia PE TNV OTToia PTTOPOUNE va
QTTEIKOVIOOUE Ta XPWHOCWHATA TOU ATOPOU e auvdpopo Turner, 4T TN yEvvnon Tou.

2. AiveTtal TO TTOPOKATW TPAUA popiou DNA TToU KwAIKOTTOIET €va OANYOTTETTTIOIO.

5 - TACATGTCGCGATGJCAAGTTCTAATJCTCAATATCTT -37
3" -ATGTACAGCGCTACGTTCAAGAT TATGAGT TATAGAA-5"

1

o. Na ypawyete Ta Kwdikovia Tou DNA TTou KwdIKOTTOI0UV TO TTETTTIOI0 AUTO.

B. Metd Tnv emidpaon akTivoBoAiag To Tapatrdvw Tuiua DNA oTtrdel oTta agnueia TTou uTTodEIkvUovTal atrd Ta
BEAN. Na ypdweTe 10 TUAMa Tou DNA TTOU QTTOKOTINKE KAl VA ONUEIWCETE TOV TTPOCAVATOAIGUO TOU.

Y. To tuApa tou DNA 110U QTTOKOTINKE, ETTAVACUVOEETAI OTA idI0 ONUEIQ KOTIG a@ou UTTEoTn avaoTpo®r]. Na
YPAWETE OAOKANPO TO POpIo Tou DNA TTOU TTPOKUTITEI HETA TNV avaoTpo®r}. Na aimioAoyroeTe TNV aTTavInot| 0ag.
Na ypdweTte Ta KWdIKOVIA TOU Hopiou DNA TTou KWAIKOTTOIOUV TO VEO TTETTTIOIO.

3. 27O TTApPaKATW OIAYPANMA OTTEIKOVICETAI N QUOIOAOYIKA METAROAR OTO TTOCOOTO TWV TTOAUTTETITIOIKWV
aAugidwv Twv aiooaipiviv HbA, HbF kai HbA2 tou avBpwttou attd TNV PPBPUIKA NAIKIa Kal HETA TN yévvnon.

a. [Molo €idog TTOAUTTETITIOIKNG OAUCIdOG
3 QVTIOTOIKEN O KABEWIG AT TIG KAWTTUAEG |,
2 I, 11l kau 1V; Na airioAoyAoETE.
2 B. Ta atroTeAéopaTa HIag £EETAONG QiATOG
g ae évav evhAika £B€1Eav OTI Ol AIHOCPAIPIVES
3 HbA, HbF kai HbA2 civai o€ gpuoioAoyikd
10 emrireda. MNMéoa yovidia gival utretBuva yia
E N oUvOeon Tng HbA o€ éva cwuaTIKG
E KUTTapO oTn peTd@aon; Na aimioAoynoeTe.
- y. Aivetal To TTapakdTw TuAa DNA tTou
F TTEPIEXEI TO KWOIKAVIA TTOU KWOIKOTTOIOUV Ta
ETTTA TTPWTA AMIVOEET TNG PUGCIOAOYIKAG B-
TTOAUTTETITIOIKAG aAucidag Tng HbA.

£MBpUIKA NAIKia l NAIKia HETA TN YEVVNON Xpévog
Févvnon

5... GTG CACCTG ACT CCT GAG GAG ... ¥
3'... CACGTGGACTGAGGACTCCTC ... %

H 1repiopioTikr) evdovoukAedon Ddel avayvwpilel Tnv aAAnAouyia

5 CTGAG ¥

3 GACTC Y
Kal KOBel KABe ahuaida petagl Tou C kal Tou T (Me kKaTewBuvon 5°- 37). H aAAnAouxia TTou avayvwpilel n
Ddel Bpioketar oto mapamavw TuAna DNA. Amé éva dtouo @opéa Tng OPETTAVOKUTTOPIKNAG avaludiog
atropovwOnkav Tufuata DNA, TTou TTEpIEXOUV Ta KWOIKOVIA T OTToIa KWOIKOTTOIOUV Ta 7 TTPWTA AUIVOEEQ
NG B moAuTreTmIdIKAG aAucidag. ZT1a TuAuoTa autd emdpdocaue pe tTnv Ddel. Moéoca tunuata DNA
dlapopeTikoU puikoug Ba TTpokUYouv Petd T dpdon Tng Ddel; Na aitioAoyrjoeTe Tnv ammdvinor oag.

4. H aoBéveia tng B-0alacoaiyiag ogeileTal o€
Ol UTTOAEITTOUEVO QUAOCUVDETO yovidio B. ToANaTTAG aAAnAduop@a yovidia
Y. ETTIKPATEG QUAOCUVOETO O. ETMIKPATEG QUTOCWHIKO.

5. Bpébnke 611 oTeAéXn Tou BakTnpiou E. coli dev pmmopolv va dlaoTTaoouv 1o dICakXapitn AAKTOln. ZTa OTEAEXN
QuTd, evToTTiOTNKAV YOVIOIOKEG PETAAAAEEIC. Na egnyroeTe o€ TToia ] TTolIEG BECEIG TOU OTTEPOVIOU TNG AAKTOCNG,
€KTOG aTro Ta OOUIKA yovidia, £xouv cUUBEi auTéG Ol HETOAAGEEIG.



6. AiveTtal To TTapakdaTw TUANG dikAwvou popiou DNA, To 0TT0i0 TTEPIEXEI EVA TUVEXEG YOVIDIO.

onpeio 1 onueio 2

TACATATTCAATGTTCTGGCATTGGATTATACC
ATGTATAAGTTACAAGACFGTA'ACC'I'AA'I'A'I'GG

f

onpeio 1 onpeio 2

AiveTtal, £TIONG, O UTTOKIVNTAG TOU TTAPATTAVW YoVIdiou.
5-TATAA-3
3-ATATT-5
a. Na ypdwyete 10 TTOpaTTAvVW THAUA dikAwvou popiou DNA, onuEIVOVTAG TOV TTPOCAVATOAIOHUO TWV OAUGIdWV.
B. Na ypdwete To MRNA 110U TTPOKUTITEI ATTO TN PETAYPAPH TOU YOVIDIOU, GNUEIWVOVTAG TOV TTPOCAVOTOAIOUO
Tou. Na aiTioAoyroeTe TNV ATTAVTNOT) 0AG.

To TuApa DNA petagu Twyv onueiwv 1 kai 2, Ta otroia uttodeikvuovTal Pe BEAN TTAvw OTo dikAwvo poépio DNA,
oimmAaciadeTal. To véo TuAua DNA prkoug 6 euywv BAcEwv, TTOU TTPOEKUYE ATTO TOV OITTAACIACNO YETA aTTO
Bpauon oTa AKPa TOU, OTTOKOPBETAI KOl EVOWUATWVETAI AVECTPAUMEVO OTO onueio 1 Tou apyIkoU popiou, Evw
Ta onueia, a1rd Ta OTToIa ATTOKATINKE, ETTAVOCUVOEOVTAI.

Y- Na ypayeTe 10 véo dikAwvo pépio DNA 1Tou Ba TrpokUyel atrd Tnv Trapartdavw diadikacia. Na aitTioAoyrjoeTe.
8. MNoieg Ba gival o1 guvéTTEleg TNG TrTapaTrdvw PETAAAAENG oTo MRNA kai TToig Ba gival 0To yovIBIOKO TTPOIoV;

7. AiveTal TO TTAPAKATW TUAPA DNA, TO OTTOI0 TTEPIEXEI EVA TUVEXEG YOVIdIO

oAuaida 1

A . TGACTATCTGAGATTCATGTACTC... B
LACTGATAGACTCTAAGTACATGAG...

oAugida 2

a. Na TTpoodiopiceTe TRV KWAIKA KAl TN Un Kwdik aAucida Tou Turpatog DNA,emonuaivovtag Ta 5™ kai 3° akpa
TwV aAucidwv Tou. Na aiImioAoynoeTe TNV aTTAVTNOT] 0AG.
B. Na ypdwete Tnv aAAnAouxia Tou mRNA TTou TTPOKUTITEI OTTO TNV METAYPAPR TOU TTAPATTAVW TURKaTog DNA.
Y- Na TpoadiopiceTe av o UTTOKIVNTHG TOU yovidiou auTtou Bpioketal atn Béon A 1 atn Béon B.

Na aIrloAoyAoETE TNV ATTAVTNOT| OOG.
8. Mia yovidiokn ueTAAAAEN aTo TTapatTrdvw TUAMa DNA ptropei va odnyAoel katd Tn getd@pacn atn dnuioupyia
€VOG OAlyoTreETTIOiOU, ME €va AIyOTEPO aAMIVOEU 0e Oxéon ME TO apPXIKO OAlyotremTidlo. Na TrpoTeivere dUO
OIAQOPETIKEG TETOIEG TTEPITITWOEIG YOVIOIAKNG METAAAAENG. Na aUTIOAOYAGETE TNV aTTAVTNOT] 0OG.

8. Aivetal TuAPa DNA 1O 0T10i0 KWAIKOTTOIET TA 8 TTPWTA AUIVOEEQ TOU TTPWTOU OOMIKOU YOVIDiOU TOU OTTEPOVIOU

NG AakTONG.
AGCTATGACCATGATTACGGATTCACTG aAucida I

TCGATACTGGTACTAATGCCTAAGTGAC ahiucida II

a. Na evtoTtrioeTe TNV KwdIKN aAucida. Na OnueIWoETE TOV TTPOCAVATOAITHS TwV aAUCIdwWV.

B. Na ypawete 10 TuAua Tou mMRNA T1ToU Ba TTPOKUWEI ATTO TN JETAYPAPH TOU TTAPATTIAVW TUAUOTOG TOU Yovidiou
Kal va opioeTe Ta 5’ kal 3' dkpa Tou. Na aimioAoyrjoeTe TNV amavTnor oag.

Y. Na ypayerte 10 TpAMa Tou MRNA oT0 o110i0 80 cUVOEBE N PIKPN PIBOCWHIKN UTTOMOVAda KaTd TNV £vapén Tng
METAPPAONG.

8. H quaoioAoyikr TTpwTEivn, TTOU TTapAyeTal atrd TNV €KQPACT) TOU TIPWTOU SOMIKOU yovISiou TOU OTTEPOVIOU TNG
AakT6lnG, amoteAeital amd 1024 auivogéa. Mia yovidiakr) HETAAAAEN avTIKaTdoTaong Yiag BAong OTO TTaPATTAVW
TuAUa DNA odnyei aTnv TTapaywyn Jiag Tpwteivng Ye 1022 apivogéa, dnAadn HIKpdTePNG KaTd dUo apivogéa. Na
€ENYNOETE e TTOI0 TPOTTO UTTOPEI va ouuBei auTo.

€. Mia yovidiakr) peTGANaén TTou OuvéEPn OTO PUBUICTIKG yovidlo Tou oTrepoviou TNG AAkKTOlnG odnyei otnv
Tapaywyn evog Tpotrorroinuévou MRNA. To mRNA autd @épel TEooepIg eTTITTAEOV DIAOOXIKEG BACEIG HETALU TOU
3ou kal 4ou kwdikoviou Tou. Na egnynoete Toia Ba cival n OuvéTTEld TNV TTapaywyn Twv eviUPwv TTou
peTaBoAiCouv Tn AakToln yia To BaKTApPIO.

9. 210 ak6AouBo oxAua 2 atreikovideTal TO TTEUTITO EUYOG OUOAOYWY XPWHOCWHATWY EVOG
avBpwTtrou. Na TTpoodiopioeTe T €i00G TNG HETAAAAENG, TNV ACOEVEIQ TTOU TTPOKAAEI N
METGAAQEN auTh, KaBWG Kai TOV @aIVOTUTTO TOU avBpWTTOU TTOU T QEPEL.

oxnua 2



10. Xtnv Eikéva 1 divetal Turjpa DNA, TO 0TT0i0 TTEPIEXEI £VA TUVEXEG YOVIDIO:
onueio 1 onueio 2

arveida I 'I'TGCClTCCTACGTATGAGGTCAGATCGC
arveida IT AACGGTAGGATGCATTACTCCAGTCTAGCG

Eikéva 1
a. Na mmpoodiopioete TRV Kwdikr aAucida Tou TuApatog DNA otnv Eikéva 1, emmonuaivovtag ta 5 kai 3° dkpa Twv

aAugidwv Tou. Na aITioAOyAoETE TNV atTévTnon oag.

B. Na ypdwete Tnv aAAnAouyia Tou mMRNA TToU TTPOKUTITEI ATTO TNV UETAYPAPI Tou yovidiou oTnv Eikéva 1 kail va
opioeTe Ta 5” kal 3” akpa Tou. Na aimioAoyAoETE TNV aTTdvTnar) 0aG.

Y- To dikAwvo pépio DNA otnv Eikéva 1 otrde e€aimiag evog petaAldagoyovou rapdyovta ota onueia 1 kai 2. To
TUAMO PETalU Twv onueiwv 1 kal 2 eTTavevwveTal UaTepa atrd avaaTpo@r). Na ypdweTe 1o yeTaAAaypévo OiKAwvo
MOpio DNA 1Tou Ba TTpokUWel HETG TV AVOCTPOPH.

O. Na digpeuvioeTe €dv 10 peTaAAayuévo TuRua DNA TTou TTPOKUTITEI PETA atrd TNV avaoTpo@n PTTOpEi va
TTapAayel yovidiako rpoiov. Na aiTioAoyroeTe TV AravTnor 0ag.

€. Na ava@épeTe TIG TIBAVEG CUVETTEIEG OTN OO KAl T AEITOUPYIKOTNTA TOU JETOAAQYUEVOU OAIYOTTETTTISIOU.

11. Na avTioToIXioETE CWOTA TOV ApIBPO KaBeuiag atrd TIg PPAcelg TNG OTAANG | pe éva povo ypdupa A B g l.

ZTAAN | ZtAAN I
1. 2nv TAeiovéTATA TOUG £XOUV TNV IKAVOTNTA KUTTOPIKAG dIdipeonc.
2. MapdyovTal e peiwon.
3. Agv €xouv TNV IKaVOTNTA KUTTAPIKAG dlaipeong.

A: ZwpaTIKA KUTTOPA
otV apxn g

4. 21ov avBpwTtro £xouv DNA guvoAIKoU UrKoug dUO PETPWV. Meoogaong
5. MapdyovTtal ye pitwon.
. O1 yeTaAAaEeig oto DNA Toug dev KANPOVOUOUVTAl OTNV ETTOUEVN YEVIC. B: Fapérec

6
7. 210V AvBpwTTo £x0Uv DNA GuVOAIKOU pfAKoug 3X109 Celyn Baocwv.
8. O1 yeTaAAageig ato DNA Toug KAnpovouoUvTal OTnV €TTOEVN YEVIA.

12 . Z1nv €1kéva 2 divovTal dUO0 PN OJOAOYQ QUTOCWHIKA XPWHOTWHATA VOGS KUTTAPOU, TO XPWHOCWHA A Kal TO
XPpwHOowHa B. Ze kABe éva atrd Ta

Xowubowua A S ACGGAT XPWHOCWHA aTTEIKOVICETAI N
PWHOGWHAA L. TGCCTAF -3 aAAnAouxia Tou DNA TTou UTTapXEl
070 GKpPO TOU.
__________ ININCGATCTANEY ‘EoTw 611 0€ KOBEVa atrd Ta
Xpwpéowpa B N CCTAGAT XPWHOCWHATA TNG EIKOVAG 2

- 7 N oupBaivel Bpadon oTa onueia TTou

Ocixvouv Ta BEAN. ZTn cuveExela
TTpayuaToTroIEiTal apoiBaia

METATOTTION TWV AKPAIWV OKIAOUEVWY TUNUATWY aVAPECSA OTO XPWHOoWHA A Kal 0TO XpwHoowa B.

a. Na ypdayete 0Aa Ta MMOAVA XPWHOOWHATO TTOU Ba TTPOKUWOUV WETA TNV apoifaia PETATOTTION, ME TIG
avTioToixeg aAAnAouxicc DNA. Na onueidoeTe TOUG TTPOCAVATOANIGHOUG TwV Popiwv DNA TTou TTpOKUTITOUV.

Mia amd TI¢ TTapatmdvw apoifaieg PeTaToTTioEIS YiveTal og CuywTo, atmd TO OTTOI0 TTPOKUTITEI €VAG EVIAIKOG
AvBpwWITTOG PE QUOIOAOYIKO @aIVOTUTIO. 2TOV AvOpwTro auTtdv cupfoAifoupe To Xpwuoowua A TTou €xel TV
METGAAQEN WG XPWHOOWHA a Kal TO Xpwudowa B 1Tou £xel TNV JETAAAAEN we Xpwudowua B.

B. Na ypdwyete 6Aoug Toug TTBAVOUG YyaUETEG auToU TOU EVAAIKA, XPNOIKMOTTOIWVTAG TOUG CUUBOAICHOUG Twv
XPWHOCOWHATWY, OTTWG 00G £X0ouUv DOBEI.

Y. KdBe yauétng TTou TTPOKUTITEI OTO €PWTNUA B YOVIUOTIOIEITAI PE QUOIOAOYIKO YauETn. Na eEnyrRoeTe TI TTOOOOTO
TWV ATTOYOVWY Ba €€l PUOIOAOYIKO QAIVOTUTTIO Kal TI TTOCOOTO TWV ATTOYOVWY Ba £XEl PUOIOAOYIKO KOPUOTUTTO.

8. Na egnynoete 10 €id0¢ i Ta €idN TWV OOPIKWVY XPWHOCWHIKWY avwUaAIWY, TTou oiyoupa Ba £xel KaBe atrdyovog
ME UN QUOCIOAOYIKO KApUOTUTTO.

13. H mBavéTnTa va mpokUyouy Atoua e auvdpouo Turner katd Tov AdBog oxXnUaTIoPO TwV YOUETWY Eival:
a. augnuévn OTav O PN aTTOXWPICHOS CUMBET KaTd TNV TTPWTN MEIWTIKA d1aipean TG uNTEPAG
B. augnuévn OTav 0 Pn ATTOXWPICKOG CUUBET aTn OEUTEPN PEIWTIKN dlaipeon TNG UNTEPAG
Y- augnuévn OTav o Jn atToXwpIoPog ouuBei otn OeUTEPN PEIWTIKN dIaipECN TOU TTATEPT
0. idla o€ OAeG TIC TTAPATTAVW TTEPITITWOEIG.



14. Mia yeveTikr] aoBéveia opeileTal o€ yovidiakr) HETAAAAEN. To QuaIoAoyIKO yovidio KOBeTal o€ pia Béon atrd
TNV TTIEPIOPIOTIKA €vdovoukAedon EcoRIl, evwy 10 peTaAAaypévo oAANAOPop@d Tou Oev KoOBetal. Ta
CUNTITWHOTA TNG acBévelag epgavifovTal HeTd TNV NAIKia Twv 30 eTWv.
‘Evag uying avipag 40 eTwv eival TTAVTPEPEVOS PE yuvaika 35 €Twv TTOU €u@aviCel Ta CUPTITWPOTA TNG
a0BEveIag Kal aTToKTOUV €va KopiTol. INa Tov eVTOTTIONO TOU QUGCIOAOYIKOU Kal TOU PETAAAayUEVOU yovidiou,
aTTodovweOnKav ammd cwUaTIKA KUTTapa KABe péAoug TnG oikoyévelag TuAuata DNA prkoug 10.000 Ceuywv
Baoewv, TTou TrEPIEXOUV Ta aAANAGUOP®a yovidia. ZTa TUAUATA AUTA £yive eTTidpacn We Tnv EcoRl.
Ta ammoteAéopata NG eTTidpacns TNG EcoRI emBeRaiwoav TOUG QaIvOTUTTOUG TWV YOVEWVY, EVW YIO TO KOPITOI
£de1Eav o1l OAa Ta TPRAPaTa DNA 1Tou avaAuBnkav eival prikoug 10.000 Ceuywv Bdoswv.
a. Na digpeuvrioete av n aoBEveia KAnpovoueiTal e QUAOCUVOETO UTTOAEITTOUEVO TPOTTO KANPOVOUIKOTNTOG
Kal Qv KANPOVOUEITAI JE QUTOOWUIKO UTTOAEITTOUEVO TPOTTO KANPOVOUIKOTNTAG.
B. Na ypdweTe TOUG YOVOTUTTOUG TWV HEAWV TNG OIKOYEVEIQG.

15. 21nv eikéva 2, 1o Tufpa tou DNA trepIAauBavel acuvexEg yovidlo EUKAPUWTIKOU KUTTAPOU TTOU KWOIKOTTOIET
MIKPO TTETTTiIOI0. Méoa oTnv aykuAn @aivetal n aAAnAouxia TnG auETAQPAOTNG TTEPIOXAG TTOU EVWVETAI YE TO
rRNA tng pikprg utropovadag Tou pIBOCWHATOG.

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

Eikova 2

Ta t-RNAs 110U XpNnoIhOTTOINBNKAV KATA OEIPG 0TV TTAPAYWYT] TOU TTETTTIOIOU, EiXaV TA QVTIKWAIKWVIA

5"CAU3,5"CCA3,5 AAA3,5"AGG3,5"CAU3,5 CCA3,5 AACJT.

ao. Na onueiwoete oto TETPAdIO Oag TTola ATro TIG aAucideg A A B eivanl n kKwdikr) aAucida Ttou yovidiou . Na
AITIOAOYNOETE TNV aTTAVTNOT 00G. Na xapaktnpioete wg 5° ) 3” 1a dkpa ota onueia |, 11, 11, 1V.

B. Na ypdyeTe 0TO TETPADIO 0AG TO EGWVIO TTOU UTTAPXEI GTO TTapATTdvw yovidio.

Y. Na ypdawete Tnv aAAnAouxia Twv Bdoewv Tou MRNA, 1TOU Ba YpnoigotroinBei katd Tn PETAPPACN TNG
TTANPOYOpPIag Tou yovidiou TNG €IKOVAG 2.

8. 2TV gIkéva 3, n ahAnAouxia ival TUAKA Tou yovidiou TTou AAvoida I' ...ACAGT...
peTaypd@eTal ato rRNA TNG MIKPAG UTTOPOVADAS TOU PIBOCWHATOS A\voida A ...TGTCA. ..
TTOU XPNOIYOTTOIEITAl OTN HETAPPAON TOU EUKAPUWTIKOU yovidiou
NG €IK6VAG 2. EIKOva 3

€. Moia gival N petaypapopevn ahuaida Tou yovidiou TTou petaypdeeTtal oto rRNA; Na ypagei o TTpocavatoNIopog
TNG. Na aITIOAOYACETE TIG ATTAVTHOEIG OAG.

OT. 21NV €IKOva 4, uttdpXel 1o id10 TuAPa DNA pe Tnv €IKOva 2, Kal JE Ta UTTOYPAUUICHEVA YPAPPOTA QaiveTal N
aAAnAouxia Twv BAcEwv OTIG OTToiEG YiveTal yovidloK METAAAGEN TTPOCOAKNG TwV TPIWV TIOPAKATW
ouveXOueVwY Ceuywy BAcewv:

5" AGC 3°
3 1CG 5.
0éon1 Béon 2

Alvoida A I [ACAGT...]ATGTGAATCATAGTITITCCTATGTGGGTTTAAGCAT II
Alvoibda B III |TGTCA...|TACACTTAGTATCAAAGGATACACCCAAATTCGTA IV

Eikova 4
Molo Ba cival To atroTéEAeoua TNG HETAAAAENG av N TTpooBrkn yivel otn 6€on 1 Aotn Béon 2.

16. MNéoa yovidia Tng B ahucidag Tng HbA ekppdalovTal o€ éva Ae@OKUTTOPO;
a. l B-2 Y- 4 5.0.

17. Mepikég Qopég gival duvaTov va cUPBEi un d1IaxWPICHOG XPWHOOWHATWY OE £vav QUOIOAOYIKO YovEQ, TToU
Ba £xel WG aTTOTEAEOUA Evav AVEUTTAOEIBIKO ATTOYOVO. ZUXVA O QAIVOTUTTIOG TOU N QUOIOAOYIKOU aTTOyOVOU
ETTTPETTEI OTOUG YEVETIOTEG VA TTPOCDBIOPICOUV C€ TTOI0 YOVEQ Kal KAt Tn SIGPKEIQ TTOIAG UEIWTIKNAG diaipeang
OuvéRN o PN dIaxwpIoHOG.

2€ [ia OIKOy£EVEIQ TTOU KOl Ol BUO YOVEIG £€X0UV QUOIOAOYIKO BITTAOEION KApUSGTUTTO, 0 AvOPag TTaPOoUaIAlel EANEIWN

Tou evQUuou A AGyw Tou OTI gival ouodluyog yia TO UTTOAEITTOUEVO YOVidIo TTou KwdIKOTToIEl TO €v{upo auTo. To

yovidlo evTtoTrifeTal aTo Xpwudowua 21. H yuvaika Tou, TTou gival etepofuyn, apayel 100 povadeg Tou ev{Upou

A. O yiog Toug €xel auvdopouo Down kai Trapdyel 200 povadeg Tou ev{Uuou A. Ze€ TTOIOV yovéa OuvéBn O [N

OlaxwpIoPOG Kal o€ TTola PEIWTIKA diaipean; Na aimioAoyroeTe TV amTdvinar] oag.



18. ZtnVv €Ik6va 1 atTeIKoViCeTal TO YEVEQAOYIKO BEVOPO OIKOYEVEIAG OTO OTTOIO EAETATAI O TPOTTOG KANPOVOUNONG
piag aoBéveiag. Ta atoua 13, 14 kai 112 radoxouv. O1 paivoTutrol Twv atépwy 111 kai 112 ivar ayvwaTol.
a. Av oTo yeveaAoyikd OEvOpo TnNG €1kKOvag 1 peAeTdral o TpOTTOG
KAnpovounaong TnG @aivuAKeTovoupiag, va BpeBouv ol yovoTuTrol

| Kal ol gaivoTutrol Twv atopwy 11 kai [12. Na aimiohoyrjoeTe pe Adyia
1 > 3 4 r M€ IAOTAUPWOEIG TNV ATTAVTNON GAG.
“ ; ; B. Av OTO yeveaAoylKO 0évOpo TNG €IKOvag 1 peAeTdral o TPOTTOG
1 2 KAnpovéunong Tng axpwpuatoyiag oTo TTPAcIVO Kal 0TO KOKKIVO, VO
BpeBolv o1 yovoTuTrol Kail o1 gaivoTuTrol Twv atopwy 11 kai 112. Na
||| QAITIOAOYNOETE PE AOYIA 1 e SIOCTAUPWOEIG TNV ATTAVTNOT 00G.
1 2
Encdve 1 lovigoTroigiTal éva pualoAoyiké waplo Tou BnAukoU atépou 11, pe éva

OTTEPUATOCWAPIO TOU APOEVIKOU aTtopou |12 TTou atreikovifovtal oTnv
gIkéva 1. Kard 1o oXnUATIOPO Tou OTTEPUATOCWAPIOU auToU BEV £YIVE CWOTA 0 JIAXWPICUOS TWV QUAETIKWV
XPWHOCWHATWY KATA TN 2n MEIWTIKN d1aipeon. Ta AUTOCWHIKA TOU XPWHOCWHATA dIaXWPIOTNKAV KAVOVIKA.

Y- Na BpeBouv o1 mBavEg XpWHOOWHIKEG AVWHOAIEG TN OUCTAGN TWV QUAETIKWV XPWHOCWHATWY GTO JUYyWTO
TTOoU PTTOPEl va dnuioupynBei. Na aimloAoynoeTe TNV amdvTnon oag.

8. Moio Ba gival To @UAO Tou atépou TTou Ba TTPoKUYE aTTd TO {UYWTO, O€ KABeuia atrd TIG TOAVES TTEPITITWOEIG
TOU TTPONYOUNEVOU EPWTAMATOG;

19. To TuAua BaktnpiakoU DNA Tng gIkOvag 2 TrEPIEXEl YOVIOIO TTOU KWwAIKOTTOIEI OAIlYyOTTETTTIOI0. TO idI0 TPAMA
DNA 1ng €IKOvOg 2 UTTOpEi va KOTTEl PE Mia TTEPIOPIOTIKN €vOOVOUKAedon A n oTroia avayvwpifel Tnv
aAAnAouyia kal kORel peTagu G-G, 0TTwG QaiveTal aTnv giIkOva 3.

AAlucidal GGATCCTAGATGCCTGAAACGTACATCCGGATCC
AAuoida ICCTAGGATCTACGGACTTTGCATGTAGGCCTAGG

Eikéva 2

5' G\LGATCC 3'
3 CCTAGTG 5'

Eikova 3
ao. Na ypdwetre 10 TuAua ToU Paktnpiokou DNA TToU Ba TTpoKUWEl WETA TN OPACN TNG TTEPIOPIOTIKNAG
evOovoukAedong A. Na onueiwoeTe Ta 5™ Kal 3 dkpa Twv AAUGidwy.
B. Na egnynoete Troia amrd Tig ahuagideg | A 1l eivar n KwdikA aAuaida Tou yovidiou.

y- Na ypdwete Tov apiBud twv t-RNA 1ToUu Ba xpnoipgotroinBouv yia 1n uetdppacn tou m-RNA 10U
TIPOKUTITEl ATTO TN METAYPOAPN TOU Yovidiou TNG €IKOvag 2. Na ypaweTe Ta AVTIKWAIKOVIA PE TA CWOTA
akpa Twv duo TTpwTwv t-RNA 110U XpnoigoTroinénkav.

0. Av oupei avtikatdoTaon Bdong o1o 3° VOUKAEOTIOIO Tou 2°Y KwdiKoviou TNG KWAIKAS aAuacidag Kai n
C avTikataoTtaBei ye G, mroia Ba gival n emTTWoN TNG JETAAAAENS AUTAG GTO YOVIBIAKO TTPOIOV;

20. 2Tnv eIkOva 4 divovTal TPEIG VOUKAEOTIBIKEG AAANAouUXiEG, 01 OTToiEG aTToTEAOUV TUAUA TOU 10U £gwviou
TPIWV BIaQOPETIKWY aAAnAopopewy TnG B aAucidag Tng HbA. H B aAucida Tng HbA atroteAcital amd 146
auivogéa kal divetal OTI u@ioTaTal PETOUETAPPACTIKA TPOTTOTTOINCN KATA TNV OTIOiA ATTOUMOKPUVETAI TO
TTPWTO AUIVOEU aTTd TO AMIVIKO AKPO.

a. lMoia a1é TIg aAAnAouxieg TNG e1IKOvVaAg 4 avTIoTOoIXEI GTO QUOIOAOYIKO yovidio TnNG B aAucidag Tng HbA kai
TTOI0 OTO YOVidIo 35 TNG OPETTAVOKUTTAPIKNAG avaiyiag. Na aimioAoyrjoeTe TNV ammavinon oag.

AAAAAAATGGTGCACCTTACGCCAGTGGAG

. TTTTTTTACCACGTGGAATGCGGTCACCTC

AAAAAAATCGGTGCACCTTACGCCAGAGGAG
TTTTTTTAGCCACGTGGAATGCGGTCTCCTC

T & AAAAAAATGGTGCACCTTACGCCAGAGGAG™ ) .
TTTTTTTACCACGIGGRATGCGGTCTCCIC g

IT

Eikova 4



B. H aAAnAouxia Tng €1kévag 4 TTou atrouével Ba PTTOPOUCE va AVTIOTOIXEI O€ €va yovidlo TTou TTPOKOAED B
BaAacoaipia; Na airioAoyAoeTe TNV ammdvinon cag.
y. H aAAnAouyia Il Tng eiIkovag 4 eival TuAPa evog popiou DNA, TTou avTiypd@etal o€ pia dixAAa avTiypagng,
OTNV OTTOI0 CUMMPETEXOUV TA £§AG TTPWTAPXIKG THAMATA:
i) 5" AAAUGGU 3’ ii) 5" CUCCUC 3’ iii)5" ACGCCA ¥
8. Na evrotrioeTte av n Béon Evapéng Tng dixaAag avTiypa@ng PBpioketal otn 8éon X 1 otn Béan Y.
€. MNoia aAucida (A fj B) otn dixaAa avTiypa@rg avTiypa@ETal GUVEXWG KAl TTOI0 AOUVEXWG;
oT. [1o10 atd Ta TTPWTAPXIKA TUAUATA TG AoUVEXOUG QAUTIdAG CUVTIBETAI TTPWTO;

21. lMoiol o1 TBavoi yovOATUTIOI TWV ATTOYOVWY TTOU TTPOKUTITOUV atrd Tn dlaaTalpwon @opéa B Badacoalpiag pe
QOpPEA DPETTAVOKUTTAPIKNG avaiyiag; Na ypdwete aTo TeTpAdIé oag TNV KATdAAnAn dlactaupwan.

22. v &kéva 1 divetan n aAAnAouxia TG pIag aAucidag evog yovidiou €UKAPUWTIKOU KUTTAPOU TTou
KWOIKOTTOIEI OAIYOTTETTTIOIO

CGAATTCGAGTCTCACGCCCTTTGTAACTGAGTACCTCTA
Eikéva 1
Katd tn petatpotr]  Tou TTpddpopou mMRNA Tou yovidiou o€ wpipo, atmmopakpuvenke 1o ecwvio: GCCCUUUG .
a. H aAucida Tng eikévag 1 gival n KwdIKA A N pn KwdikA; Na aImloAoynoeTe TNV amravTnaor| 0ag.
B. Molog o TTpocavaToAIoudg NG aAuaidag NG eikévag 1; Na aITIoAOyrOETE TNV ATTAVTNOT] 0OG.
Y. Na ypdawete 10 wpigo mRNA 110U B0 TTpOoKUWEl atrd TN PETAyPA®A Tou Yyovidiou Tng eikévag 1. Na ypdyete
EexwploTd TNV 57 auetdepaoTn TTEPIOXT Tou. ATTO TTO0A AUIVOLEQ ATTOTEAEITAI TO TTAPAYOUEVO OAIYOTTETTTIOIO;

8. Av cupei €Aeipn 2 diadoxIkwy PBAcewv aTnV 5° aueTaQpaoTn TTEPIOX Tou yovidiou, Trola Ba eival n moavA
ETTITITWON OTNV TTAPAYWYI TOU OAIYOTTETTTIOIOU;
€. Eival duvatov n EcoRI va kdyel To avtioToixo yovidio; Na aiTioAoynoeTe TNV ammavTnor oag.

23.Evag avdpag pe Tpia yovidia TTou KwOIKOTTOIoUV TNV o TTOAUTTETTTIOIKY AAUGIda TNG AIooc®alpivng ATTOKTA dUO0
TadI& hE pia yuvaika TTou QEPEl 2 yovidia TToU KWOIKOTTOIOUV TNV o TTOAUTTETTTIOIKA aAuCida TNG aINooaIpivig.
Edv 1o TTpWTO TTQIBi TTOU YEVVABNKE QEPEI POVO €va yoVidIO TTOU KWOAIKOTTOIET TNV O TTOAUTTETITIOIKA aAuaida TnNg
aigoo@aipivng, Troia n meavoTnTa To deUTEPO TTAIdI VA £XEI PUTIOAOYIKO YOVOTUTTO KAl PaIVOTUTTO;

24.'Evag Avdpag TTou TTACXEI aTTO PEPIKH axpwHaToOWia 0To TTPACIVO Kal TO KOKKIVO KAl atro algoppo@IAia A

(avdpag 1), TTavTpeleTal pia vy yuvaika (yuvaika |l) kar aTTokTouv éva UyIEG KOPITOI Kal éva ayopl TTou TTAoXE!

Kal o110 TIG OUO dlaTaAPAXEG.

ATTO TOV YAUOo evog GAAOU Avdpa TToU TTACXEI ETTIONG ATTO MEPIKA aXpwUaTOWia 0TO TTPACIVO KOl OTO KOKKIVO KAl

atté aigoppoidia A (avdpag ) kai piag uyiolg yuvaikag (yuvaika V), yevviETal £va KOPITOl TTOU TTAOXElI OTTO

MEPIKN axpwuaToywia OTO TPACIVO Kal OTO KOKKIVO KOl éva ayOpl TToU TTAoxel amd aigoppo@idia A (va

OuuBOoAiceTE TO AAANAGUOPYO Yia TN QUCIOAOYIKA TTAEN TOU aiaTog e A KAl TO GAANAGUOPYPO VIO TN PUCIOAOYIKN

avTiIANWN Twv XPWHATWYV HE A).

a. Na ypdyeTe Toug yovOTUTTOUG TwV Yuvaikwy Il kai IV. Na aiTioAoyroeTe TNV attdvinor| 0ag.

B. Na amreikovioete Tn B€on TwWv aAANASUopPWYV yovidiwv o€ KABe Eva atrd Ta 6U0 QPUAETIKA XPWHOCWHATA TWV
yuvaikwy Il kai IV.

ATO Tov yauo petagu Tou avdpa | kal Tng yuvaikag Il yevviétal kai Tpito TTaudi pye ouvdpopo Klinefelter rou
TTACXEl aTTO aIJoPPOPIAia A Kal JEPIKA axpwHaTOWia 0TO TTPACIVO Kal GTO KOKKIVO.

Y. Na diepeuvrioete Tn yeveTikn diadikaoia TTou Ytropei va odnyrnoel otn yévvnon Tou TTaidiol he autd 1o oUVOPOO.

0. H popiakn avédAuon DNA ota @uAeTIK& XpwuoowuaTta Tou Traidiou Pe ouvdpopo Klinefelter €d€i&e 6

UTTapYouV U0 TTaVOUOISTUTTEG AAANAoUXiEg BATEWY Kal Pia DIAQOPETIKH.

2€ TTOI0 CUUTTEPOCHA KATOAAYETE PE BAON TO TTOPATTAVW OIAYVWOTIKO €UPNUa yia Tn YeVETIKN dladikaaia TTou
0drynoe oTn yévvnorn Tou OUYKEKPIPEvou TTaidiou;

€. Na ggnynoete méoa avtiypaga Tou aAAnASduop@pou yovidiou TTou TTPOKAAEI TNV alpoppo@IAia A uTTdpyxouv oTa

XPWHOCWHATA TTOU ATTEIKOVICOVTAI OTOV KAPUOTUTTO Tou TTaidiou ye ouvdpopo Klinefelter.

25. Na avTioToixioete OAa Ta aTOIXEIQ TNG ZTHANG | TOU TTOPAKATW TTiVOKA JE Ta aToiXeia TNG ZTHANG Il

ZTAAN | ZTAANn i
1. cri-du-chat a. ‘EAAeiyn yovidiou
2. peTivoBAdOTWHG B. ‘EAAeIyn evqUpou
3. aApIop6g v. EAAeiyn TuAuartog
4. Turner XpwuoCwHaTog 0. EAEIYN XpWHOOWHATOG
5. a-Bahacoaipia
6. PKU




26. 210 TTaPAKATW oXNPa (Zxnua 1) divetal n aAAnAouxia TUAUATOG £VOS QUOIOAOYIKOU yovidiou. To TUARua auTtod
KWOIKOTTOIEI yIO TTEVTE AIVOEEQ.

TTGTCCCGGGAACAT-OH
AACAGGGCCCTTGTA

Ixnpa 1

MeTd atré TV eTTidpaacn yeTaAAafoydvou TTapdyovTa TTPpoéKUWE N aAAnAouxia TTou diveTal oTo ZXAMa 2.
o. Na ava@Epete ovouaoTIKA To €i60g TNG HETAAAAENG TTOU TTPOKAAETE O HETAAAQEOYOVOG TTaPAYOVTaAG.

TTGTCCCGGGAACAC-0H
AACAGGGCCCTTGTG
IXnupa 2

B. Na diepeuvAaEeTe TIG TNIBAVEG GUVETTEIEG TTOU PTTOPET VO £XEI N TUYKEKPIUEVN METAANOEN OTn doun Kal oTn
AeiIToupyia TNG TTOAUTTETTTIOIKNG AAUCTIOOG TTOU KWOIKOTTOIEITAI ATTO TO AVTIOTOIXO YOVidIO.
Mia TepIopIoTIKA EvOOVOUKAEGON avayvwpilel TNV aAAnAouyia
5’-CCCGGG-¥
3’-GGGCCC-¥%
Kal KOPel pe kateuBuvon 5°-3° petafu tou C kal Tou G, dnuioupywvtag Tufpata DNA xwpig va agivel
MovOKAwva dAkpa JeE aleuydpwTeg Bacelg. To TuApa tou dikAwvou DNA Trou TrpokUTITEl BACEl TNG
aAAnAouxiag Tou ZxnuaTog 1 ugicTaTal TNV €TiIdpaAcn TNG TTOPATTAVW TTEPIOPIOTIKAG EVOOVOUKAEAONG.
y. Moiog gival o apiBuog Twv TuNEaTwy dikAwvou DNA tTou Ba TTpokUWouv PeTd T dpdaon Tou evCUUoU;
8. Av 10 Trapatmdvw Hopia DNA Bpebolv pe Trepiooeia popiwv KatdAAnAou trAacuidiou oe TTepIBAAAOV
KAWVOTT0IiNoNG, va aITIOAOYNOETE TTOOA BIAPOPETIKOU TUTTOU avacuvduacpéva uopia DNA Ba trpokUyouv o€ KGBe
mepitrTwon (N DNA deopdaon £xel Tnv IKavoTNTa va ouvoéel kal TuApaTa DNA 1Tou dev £XOUV HOVOKAWVA AKPAQ).

27, 210 oxnAua 2 divetal N aAAnAouxia evog UTTOBETIKOU yoVISiou TTPOKAPUWTIKOU opyaviguou, TO OTToi0
KWOIKOTTOIE £va PIKPO TTETTTIONO.

..GAATTCGAATCCTAGCGCACGACAACCATTTCGAATTCGCGC..
.CTTAAGCTTAGGATCGCGTGCTGTTGGTAAAGCTTAAGCGCG..

ZXAHa 2

a. Av n un KwdIkr aAugida Tou yovidiou avTiypd@eTal e ouveXn TPOTIO, va Bpeite o€ Troia atrd TIg dUo BEoeig (A

N B) Bpioketal n B€on £vapéng TnG avTiypa®ng (MOvAdeg 2) Kai va aITIOAOYrTETE TNV ATTAVTNONA GAG.
B. Av utroBécoupe OTI KaTd Tnv avTiypa®r Tou 160ou voukAeoTidiou Tng dedopévng alAnlouxiag n DNA
TTOAUPEPAON EVOWUATWVEI KaTd AdB0G, XWwpig va dlopBwaoel, atrévavTl atrd To VOUKAEOTIOI0 TNG C To VOUKAEOTIDIO
NG T, va ypayete TIG aAAnAouxieg Twv SikAwvVwV TUNUATWY TTou Ba TTPOKUWOUV PETA TO TEAOG TNG AVTIYPOPNG.
Y. Ocwpwvtag 61 To OQPAAua Oev £xel €TIOIOPOWOET JETA TO TEAOG TNG AVTIYPAPAG Kal 6Tl TO KUTTaPO diaipEiTal, va
OlEpEUVAOETE TNV TIBAVH ETTITTTWON TOU COAAUATOG OTO TTAPAYOUEVO TTETTTIOI0 0€ KABEva atrd Ta dUuo BuyaTpikd
KUTTOPQ.

28. 21nv EIkéva 2 TTapoucidleTal 0 KapudTUTTOG EVOG avOpwITou.
a. [oio gival To @UAO Tou aTopou;
B. Na TpocdlopiceTe TN XPWHUOCWHIKR avwdaAia TTou @Epel To dTopo. Ti yvwpileTe yia auThy;
Y. Néoa pépia DNA atreikovi¢ovTal otnv Eikova 2;
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29. Mia pet@AAaén avTtikatdoTaong BAong o€ £va yovidlo TTou KWAIKOTTOIET pia TTpwTeivn odnyei oe aobéveia TTou
ekOnAwveTal katd Tnv epnpPeia. H petdAAagn autn TpotroTroiei TNV aAAnAouxia Tou
@UGCIOAOYIKOU yoVIBiou Pe aTToTéAEOa TO METAAAAYUEVO GAANAGHOPPO Va KOBETA I, -__O i
atrd TNV TTEPIOPIOTIKN evdovoukAedon EcoRI oTo onueio auto. MNpokeipgévou 1o
Ceuyapl TTou atreikovieTal oTo yeveaAoyiko 0€vTpo Tng Eikévag 5, va diatmoTwaoel
av Ta TTaidid Tou Ba eppavioouv Tnv acBéveia otnv epnpeia, avalATNoE YEVETIKN
OUMBOUAN Kal TOUG TTPOTABNKE va KAVOUV aTa TTaIdIG TOUG YEVETIKO EAEYXO.
2710V éAeyxo autd AapBaveral DNA ato deiypa odAiou. TuAuata DNA uikoug 1000 5
Ceuywv BAcEwyY TTOU TTEPIEXOUV TO ONUEIO TNG HETAAAAENG, TTOAAATTAQCIAdOVTaI !
ETMIAEKTIKG pe aAuaIdwTh avTidpaaon ToAupepdong. Z1a popia DNA TTou TTpoKUTITOUV I I
emodpouue pe EcoRl. Ta ammoteAéopata TTou AapdavovTal £Xxouv wg £EAG: A 2

Artopo lI1: Tupata DNA prikoug 600 .. kai TuApata DNA prkoug 400 ..

Artopo l12: pévo Turiuara DNA pfikoug 1000 ..

a. Na digpeuvnoeTe Tov TUTTO KANPOVOUIKOTATAG TNG AOBEVEIAG KAl VA TEKUNPIWOETE TNV aTTdvTNor] oag. Na un
AN@BEi UTTOWN N TTEPITITWON UAOCUVOETNG ETTIKPATOUG KANPOVOUIKOTNTAG.

B. Na ypdwete TOUG YOVOTUTTOUG TWV TTAIBIWV TNG OIKOYEVEIAG KAl va ava@pépeTe Trolo/trola TTaudi/audid 8a

EPQAVioE/EUPAVICOUV TO CUUTITWHATA TNG a0BEVEIQG.

Y- Av o1 yoveig utrToBANBoUV GTOV iBI0 YEVETIKO £AEYXO, VA YPAWETE TO AVOPEVOUEVO WAKOG TwV TUNUATWY DNA

TToU B TTPOKUWOUYV Yia KABE yovéa.

6. Aivetal To TUAPA TNG aAANAouXiag TNG KWAIKAG aAuaidag Tou QUGCIOAOYIKOU OAANAGUOPPOU TOU YOVIDioU OTO
oT1T0i0 TTEPIAAUBAVOVTaI TO KWOIKOVIO £vapEng TNG HETAPPATNG KAI TO ONUEIO TNG HETAANAENG.

...CGAACGATGCCAGTCTCAATTCACGGA...
€. Na ypawete Tnv aAAnAouxia Tou avTioTOIXOU TURUATOG TNG KWAIKNAG aAucidag Tou peTaAAayuévou aAANAGHop@ou.
oT. [Moia gival n emTTwon TNG HETAAAAENG OTN OOUR KAl TN AEITOUPYIKOTNTA TNG TTAPAYOUEVNG TTPWTEIVNG;

30. Ta TTpwTOOYKOYOVIdIT
o UTTAPXOUV QUCIOAOYIKA OTO avBpwTTIVO YovISiwa
B. éTav arrouaiadouv aTTé To avOPWTTIVO YOVISIWHA TTPOKAAEITAI KOPKivOg
Y. emdiopBwvouv BAGReg ato DNA
8. avaoTéAAouv TV KUTTAPIKK diaipeon

31. H gpppuikn aiyooc@aipivn HbF
a. arroteAsital atrd 2a Kal 26 aAucideg
B. TTapdayeTal o€ OAA T KUTTAPO TOU £UPRPUOU
Y. Tapayetal KaB' 6An Tn didpkeia TNG (WS Tou avBpwTTou
8. arroteAcital atrd TTOAUTTETITIOIKEG AAUCIOES 01 OTTOIEG BEV TUVOEOVTAI PE OPADES QiuNg

32. O aA@IoudG gival pia agBévela TTou XapakTnpideTal atod eTepoyévela. MNMwg epunveleTal n ETEPOYEVEIQ AUTA O€
QAIVOTUTTIKG Kal YOVIOIOKO ETTITTEDO;

33. Ta yovidia TTou KwdIKOTTOIoUV Ta £VCUUA TTOU OXNaTiCouV T avTiyéva Twv Opadwy aiaTog BpiokovTal 0T
évarto Ceuyapl OPOAOYWV XPWHOCWHATWY. To yovidlo TTou eival uttelBuvo yia Tn ocuvBeon Tou ev{Uuou TTOU
OlaoTrd TN @aivuAavavivn oe Tupocivn PpPioKeTal oTo dwOEKATO Ceuydpl OPOASYWV XpwuoowudTwy. Evag
avopag pe oyada aipatog AB Kal @opéag TNG QaIvUAKETOVOUPIag QEpel o€ OAa Ta dwpa YEVVNTIKA TOU KUTTOPA
auolfaia YETATOTTION PETALU THNHATWY TWV XPWHOOWHATWY evvéa (9) kal dwdeka (12), oTa oTToia TTEPIEXOVTAI
Ta TTAPATTAvW yovidia, dlIaTnPEWwvTag QUOIOAOYIKO @aivoTutro. O Avdpag auTtdg atmokTd ue yuvaika opddag
aipgatog O Pe QUOIOAOYIKO KOPUOTUTTO TTOU TTAOXEI ATTO PAIVUAKETOVOUPIA TA TTOPAKATW TTAIdIA:

o 10 TTaIdi Ye QUOIOAOYIKO KAPUATUTTO, OUAdA aipaTog A Kal QUOIOAOYIKO @aIVOTUTTO WG TTPOG TNV aoBéveia
o 20 TTaIdi PE PN QUCIOAOYIKO KOpUOTUTTO Kal opdda aipatog AB

o. TTaPOoUCIAoTeE OAOUG Toug TTIBavVOUG TPOTTOUG UE TOUG OTTOIOUG PTTOPET va €XEI TIPOKUWEI N auolfaia HETATOTTIoN

B. va aimioAoynioeTe, TTOPOUCIAZovVTag TNV amapaitntn diacTaupwan, TOUG YOVOTUTTOUG Twv U0 TTaIdIwV.

Y. H yuvaika mepiyével kai tpito Taudi pe tov idlo avtpa. Na e¢nyfoete moia gival n mbavornTa 1o Taidi auTtd va
€ival KopiTal, JE QUOIOAOYIKO QaIVOTUTTO KAl KAPUOTUTTO.

8. O avTtpag Kal n yuvaika givar Qopeic TG OPETTAVOKUTTAPIKAG avaiuiag. AKoAouBwvTag yeVETIKN KabBodriynon
KAvouv £AeyXO0 yia OPETTAVOKUTTAPIKA avaipia kai gaivuAkeTovoupia oto £upuo. Me TToieg ueBodoug utTopei va
yivel n didyvwon autwyv Twv acBeveiwv oto EuBpuo; Me TToieg peBoddoug cival duvartdv va diammoTweei ot ol
YOVEIG gival popeig TNG OPETTAVOKUTTAPIKNG AVAIMIAg;

(Aev atraiteital n diIaTUTTWON TWV VOPwWY Tou Mendel)



34. 2 ev)AIKO QOopéa BPETTAVOKUTTAPIKNG avalyiag, Ta SIaQopeTIKA €idn popiwv MRNA 1Tou peTagpdlovTal yia
OAa Ta €idn aiocPaIpIVWV O€ £va TTPOOPONO EPUBPOKUTTAPO Eival
a. 3. B- 5. Y- 4. 5.6

35. Ta yeveahoyika dévTpa Tou oxXAuaTog 1 atreikovifouv Tov TPOTTO KAnpovounong duo acBevelwy (A kai B) og
OUo OlopopeTIKEG olkoyéveleg. O1 dUo aoBéveieg ogeilovTal e yovidla TTou BpiokovTal o€ dIaQOpPETIKA Ceuyn
OMOAOYWV XpwHoowHATWY. Ta PEAN TG oikoyévelag 1 dev TTdoxouv atrd Tnv acbévela B kal ta péEAN TNG
olkoyévelag 2 dev TTAoXouv atrd Tnv acBéveia A. ZTnv olkoyévela 1 @opéag Tng acBévelag gival o €vag poévo
yovEag.

a. Na TTpocdlopiceTe TOV TPOTTO

. . ] . AcBéveia A AcBévela B
KAnpovéunong kabepiag ato Tig dUo
a0OEVEIEG KAl VO QUTIOAOYOETE TNV | O | O
aTTdvinon oag. : = : >
To dropo 113 TnG oikoyEvelag 1 pe 10 |
aropo 111 TnNG oIkoyEveIag 2 aTTOKTOUV
6Uo0 yioug, Tov MéTpo kai Tov Niko. O I d) i d) I ;
MéTpog Traoxel Kai atro TG dUO 1 2 3 a 1 2 3
ao6éveleg evwn 0 Nikog TTaaxel atto TNV
aoBévela B kai eival popéag TG 1
0aoBéveiag A.
B. Na ypayeTe TOUG YOVOTUTIOUG TWV 1
atopwv 113 kar 1111 kai va aimioAoyAoeTe Owoyevera 1 Owoyévela 2
TNV aTTavTNOI 0aG, TTAPOUCIACoVTag ExRpa 1

TNV aTTapaiTnTn dlaoTaupwaon.
Y. Na Bpeite Tov yovoTutro Tou Nikou Kal va uttodeifete Evav TOavo unxavioud TTou eEnyei Tov yovoTuTIO TOU WG
TTPOG TNV acBéveia A.
8. Ta dropa 113 kai 111 atmmokToUv GAAa dUo diICuywTikd Oidupa ayopia. Na uttohoyioete Tnv mMOAvVOTNTG va
TaoXouv Kal Ta dUOo ayopia Kal atrd TIG OUO aoBEvEIES.

36. AiveTal TO TTAPAKATW YEVEAAOYIKO OEVOPO (OXAMa 1) TTou arTeikovilel TNV KAnpovounon tng B-8aAacaaiyiog

O€ I OIKOYEVEIQ.

o) Na egnynoete trola gival n mlavotnTa 10 dtouo 111 va gival I O
OMOCUYO YIa TO QUGCIOAOYIKO YOVidIO TTOU OXETICETAI E TNV 1 2
TTapaTTdvw acBévela.

B) O1 BloxnuIKES e€eTATEIG OTO ATOWO 114 £d€IEav PUOIOAOYIKG
eTTiTTeEda OAWV TWV alpocealpivwy. ETTiong, TTpaypaToTToInenke
avaAuon kapuoTuTrou oToug yoveig |13 kai 114. MapakdTw divetal n I
aTTeIKOVIoN yia 2 {eUyn OJOAOYWV XPWHOCWHATWY O€ £éva atro Ta 1 2 3 4
oTtroia edpadeTal To yovidio yia TNV B aAuaida Tng HbA. OcwpnoTe
OTI Ta UTTOAOITTA {EUYN TWV OUOASYWV XPWHOCWHATWY TWV YOVEWV 1

113 kau 114 gival pucioAoyIKd. 1
Ixnua 1
110 CE0V0C 110 Zeyog AVTIOTOIXIOTE Ta OXAUOTA
oUAACYYY olahayLy 2 ka1 3 pe ta droua 113 ka
XPWHOOWHATWY 456 7ey 0 XPWHOOWHATWY 45, 70 II4K o MET T M Kal
OLOABY WV OLOAGYGV Kal va s{;nyncgn ToV
XPWHOCWHATWY xpwpoowuarwy  TTAB0AOYIKO GaIvOTUTIO
Tou atépou 1 wg Tpog
N B-6aAacoaipia.
yovidlakr Béon yovidlakr) B€on
yia Tnv B-aAuacida yia v B-aAucida AiveTal 611
meHRA =)L mekRa sl | a) Sev €xel GUPPEI

Ixnua 2 Exfnpa 3 yovidiakr) JETAANaEN Kai
B) dev €xel cupPei To

QAIVOUEVO TOU N
dlaxwpiouou KaTd Tn
O1GpKEIa TNG MEiwONG
aToug yoveig 113 kai 114.



37.Moiog gival 0 PEYIOTOG ApIBUOG DIOPOPETIKWY TTOAUTTETITIOIKWY GAUCIOWY TWV AIJOC@AIPIVUIV TTOU JUTTOPET Va
ouvBEael éva evAAIKO ATOPO-QOPEAG TNG OPETTAVOKUTTAPIKAG AVAIUiAg;

a.2 B-4 Y-5 6.6
38. AiveTtal TO TTAPAKATW YeVEAAOYIKO dEVOPO (oxrua 1) TTou aTtreikovidel Tnv I O——D
KAnpovéunon tng B-8alacoaipiag g Pia OIKOYEVEIQ. 1 2
a) Na ypayeTe Toug TTBavoUg YOVOTUTTOUG OAWY TWV ATOPWY TOU YEVEAAOYIKOU
0EvOpou. E
B) Mg tro1eg DiayvwaoTIKEG HEBGBdOUG pTTopEi va diammoTwOEl av éva ATouo auThg L
TNG OIKOYEVEING ival popéag TG B-Balacoaiyiag; T2 3 4
11T
1
39. H yeAayxpwuartiki Enpodepuia IXAMa 1

o. opeileTal o€ BAABEG GTOUG pNXavIouoUg €mdIopBwaong Tou DNA
B. €ivan popn Kapkivou

Y- €XEl WG aTTOTEAECUA TO PETIVORAGOTWUO

0. OQEiAeTaI OE PETATPOTTA TTPWTO-OYKOYOVIBIOU OE OYKOYOVidIO

40. O apIBuog Twv aAAnAduopewy yovidiwv Ta otroia gival utreUlBuva yia Tn olvBeon Tou Trapdyovta VI kai
BpiokovTal o€ évav avBpwTTIvo YauETN ApoEVIKOU aTOUOU Eival
a. éva B. kavéva Y- éva ] kavéva 8. duo

41. Mg TT0IEG TEXVIKEG YiveTal N dIAYyVWOoTN TNG OPETTAVOKUTTAPIKNAG AVAIMIOG TTPOYEVVETIKA KAI JETAYEVVETIKA;

42. TeveTIKEG QVWOAIEG TOU avBpwTToU, OTTWG TO OUVAPOO cri-du-chat Kal N OpeTTavOKUTTAPIKA avaiyia,
gival duvaTo va dlayvwaBouv Pe TNV aTTouOvVWaOn KUTTApWY Kal Th OnuIoupyia KapuoTUTTOU.
Moleg YEVETIKEG avwPOAiEG OTOV AvBPWTTO yvwpileTe OTI o@eilovTal aTnv EAAEIYN eVOG eVCUOU;
Me TT010 TPOTTO KANPOVOUOUVTAI OI ACOEVEIEG AUTEG KAl TI ETTIPEPOUV OTO ATOMO TTOU TIG PEPEI;

43. Aivetal pia YETABOAIKA 000G TTOU ETTITEAEITAI ATTOKAEIOTIKA OTA AEUPOKUTTAPA TOU AvBpwTToU, OTTOU WE TN
OUMMETOXNA TPIWV BIAPOPETIKWY evUPwWY, atrd TNV oucia X TrapdyeTtal n oucia W TTou €ival ammapaitnTn yia mn
AeIToupyia Toug, OTTWG PAIVETAI TTOPAKATW:

XEliEZ 'ZES gv

Ta yovidia A, B kai ' TTou kKwdIKoTToloUV Tn ouvBeon Twv evfUuuwv E1, E2 kai E3 avtioToixa, €dpdlovtal o€
OlaQOPETIKA CeUyn AUTOOWHMIKWY XPWHUOOWUATWY TO KABEva Kal gival €TMKPATA €vavTl Twv HPETAAAYUEVWV
UTTOAEITTOPEVWY aAANASUOPPWY TOUG @, B Kai y. H EAAeiwn Tng ouciag W aTtov opyavioud odnyei o€ acBévela.

A. Avdpag €TeEPOLUYOG WG TTPOG Kal Ta Tpia Celyn aAANAGPOPQWY YoVISiwV TTOVTPEUETAl YUVAIKO PE YOVOTUTTO
AABByy. Moia gival n mBavéTnTa va yevvnBei aoBeveg TTaidi;

B. H Tapamdvw yuvaika TTavtpeleTal yia 6eutepn @opd ue acbevr) dvdpa trou dev TTapdyel Tnv ouaia W. MeTd atrd
eTTiokewn o€ yevemoTh utipée n diaBeBaiwan 61 dev UTTApPXEl Kapia TBavoTnTa yia To {euydpl VO OTTOKTHOEI
aoBevég TTaudi. Molog gival 0 yovOTUTIOg TOU TTATEPQ;

. Me TT01EG PEBGOOUG Ba pTTopOUCE Va TTpayuaToTroindei epyacTnpiakr didyvwaon TG TTaPATTAVW 00BEVEING O
£uBpuo Kal o€ eVAIKO ATOUO av dIaBETOUE BEiYPa auVIaKOU uypoU Pe eBPUIKA KUTTapa Kal Ogiyua aipaTog
avTioTOIXQ;

44. g éNeyn yovidiwv oTov avBpwITIVO opyavioUo oPEiAeTal:
A. n @aivuAkeTovoupia Kal 0 aAPIoHOG
B. n a-8aAaccaiyia kai To PETIVORBAGCTWUA
. n pehayxpwuartikr Enpodepuia kai n B-6alacoaipia
A. n avetr@pkeia TOU avoooTroINTIKOU GUOTAMATOS Kal TO Eupuonua

45. AT Tnv TTOPaTAPNON Twv KApuodTuUTTwY 4 £@rwv dIatmoTwinke 6Tl oTov £va TTApousIAgeTal POVOoWHia,
oTov OeUTEPO TPICWHIQ, OTOV TPITO AVACTPOPH, EVW O TETAPTOG €ival KAPUOTUTTOG (PUOIOAOYIKOU aTOUOU.
Méoa popia DNA uttdpyouv o€ éva CWHPATIKO KUTTAPO KABE evog €€ auTwv Twv aTOUWYV, TO OTTOI0 BpioKeTal
oTn JECOPACT PETA TNV QVTIYPOQH;

46. AOUIKEG XPWHUOCWUIKEG AVWHOAIEG, TTOU £X0UV WG aTTOTEAETUA aAAayr TNV TTOOOTATA TNG YEVETIKAG
TTANPOYOpPIag oTa XpwUOowWHATA gival SuvaTd va diayvwaoTouv JE TN HEAETN KApUOTUTTOU. (2-A)
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47. ZTOV KapUOTUTTO aTOMWV PE olvdpopo Klinefelter TrapatnpouvTai:
A. 44 auTOOWWIKA Kal 1 QUAETIKO XpwUOCWUa
B. 44 autoocwpikd, 1 X kai 2'Y XpwHOCWHATA
. 44 autoowpikG, 2 X kal 1 Y xpwuoowuata
A. 45 QUTOCWHMIKG Kal 2 QUAETIKA XPWHUOCWHATA

48. Bioxnuikég dokipaaieg TTpocdIopICUoU TwV aiocg@aipiviy 3 atduwy (droua A, B, IN) £dei§av Ta akdAouba:
ATOUO A: QUOIOAOYIKEG GUYKEVTPWOEIG OAWV Twv aiooaipiviv (HbA, HbA2, HbF).
ATopo B: peiwpévn ouykévipwaon aioo@aipivng HbA kai auénuévn ouykévipwon HbA2.
Atopo I": avteAng EAAeIyn HbA kal augnuévn ocuykévipwan HbF.
i. Mwg dikalohoyeital n d1APOPOTTOINCN TWV CUYKEVTPWOEWY TWV AIJOoPAIpIVWV aTa droua B kai I;
ii.Mou o@eiAeTal n eTEPOYEVEIA TWV CUUTITWHATWY TTOU €U@avifouv Ta ATtopa Pe Tnv acBéveia tou I

49. H xpwan Twv XpWHOCWHATWY yia Tn dnuioupyia Twv (wvwyv Giemsa gival arrapaitntn yia TOV VTOTTIONO:

A. Tovidiakwv PNETOANGEEWY B. Tpiowpiag 21
. Movoowypiag A. AvaoTpogrg
50. Z& EAAewn yovidiou ogeiAeTal:
A. H @aivuikeTovoupia B. To oUvOpOuO «@wVvr] TNG YATAG»
. H kuoTiKn ivwon A. To pemivoBAdocTwua

51. 2nv maTpida pag n auoXPWHATWGCN TTAPOUCIAEl ONUAVTIKA eTeEpoyEvela. Moieg AANEG YeVETIKEG aoBéveleg
YVWPICETE OTI XOPAKTNPICOVTAI OTTO ETEPOYEVEIQ CUPTITWUATWY (aTTAR avagopd) Kai TToU oQEiAeTal auTh;

52. H dpeTTavoKUTTAPIKN avalpia atToTeAEl aipoo@aipivoTrdbeia, 0Tmwg AAAWGTE Kal n B-6aAacoaiyia. MNoieg
OMOIOTNTEG TTAPOUCIACOUV OI POPEIG TNG OPETTAVOKUTTAPIKAG QVAIMIag E TOUG QOpPEiS TNG B-Oalacoaipiag;

53. A6 yoveig popeig TNG KUOTIKAG iviwang Kal TNG OPETTAVOKUTTAPIKAG avaiyiag n moavaeTtnta va yevvnoei raidi
ME QUQOTEPEG TIG AOBEvVEIEG giva:
a.1/16 B.1/2 y. 1/4 5.1/8

54. Atopo e TpiIcwyia 21, OTOV KApUOTUTTO TOU, EPPAVICEL:
a. TTAvVTa £va Xpwhoowua 21
B. Tpia QUAETIKA XpwHoCwWuaTa
Y. OXEDOO0V O€ OAEG TIG TTEPITITWOEIG EVA ETTITTAEOV XpWHOOWHa 21
0. éMeiyn evég THANATOG ATTO TO XPWHOoWUA 5

55. O ouvoAIKOG apIBuOGS Twv YovIdiwy a€ éva TTPOdPOUO EPUBPOKUTTAPO TTOU EAEyXOUV TN oUvBean Tng HbA katd

TNV apxn TNG pecdPaong sivai:
a. 2 B.4 y. 6 6.3

56. Mia aAAnAouyia DNA kwdikoTrolei Aeitoupyikr TTpwTeivn atmd 230 apivotéa. 1o DNA auTd £yIvav ApKETEG
METOAAGEEIG TTOU £TTNPEACOUV BIAPOPES TTEPIOXES TNG KWOIKNG aAUCi®ag 1 pUBUICTIKEG TTEPIOXEG TOU YovIdiou.
MNa kaBeyia atod TIG TTAPAKATW TTEPITITWOEIG, VA TTEPIYPAYETE TO PEPOG TOU DNA TTOU HETAAAAYONKE.

(Eva evdexopevo yia KaOe TrepitrTwon).
a. MNapayetai MRNA, T0 o110i0 dgV PTTOPEI va ETUEUTET OTO PIBOGCWUA.
B. Aev mapdyetal mRNA, yiati n RNA ToAupepdon dev PTTopei va apxioel Tn JETaypa®r).
Y- MapdayeTtal Kavovikou PeyEBoug, un AEIToupyIKO TTOAUTTETTTION0, Adyw avTIKATAOTAONG APIVOEEDG.

8. MapayeTal TToAuTTETTIOI0 TTOU aTToTeAEiTAl aTTO 100 apivogéa.

57. To ammAoc1dég yovidiwpa Tou gidoug Pan troglodytes (xiutmavt{Ag) gival opyavwuévo o€ 24 XpwHOOWUATA Kal
TO QUAO oTa dTopa TOU €idoUg auTou KaBopileTal 6TTwG oToV AvOpwWTTO.
a. Na ypdweTe TN XpWHOOWHMIKA oUCTACON TOU {UYWTOU £VOG XIMTTAVTCr KABWS KAl TWV YAUETWY TOu.
B. Mooa xpwuoowuata kal TTooa popia DNA €xel éva KUTTapo Tou XIMTTavTdr: i. oTnv apxn TNG pecdpaong
ii. 2Tn peTdgaon TNG Witwong
iii. 210 TEAOG TNG 1S pEIwTIKAG dlaipeong

58. ®opeig Tng a — Bahagoaiyiag BewpolvTal Ta GToua Ta OTToia, 0T 16° {euydpl OJOAGYWV XPWHOCWHATWY
TOUG @Epouv 2 yovidla a, TToUu KWwOIKOTToIoUV TIS a - aAugideg TnG aigooaipivng, avti yia 1a 4, TToU
@uaioloyiké uttdpxouv (2 oe KaBe oudAoyo). MNuvaika pe dUo yovidia a dlooTaupwvETal PE AvOPa TTOU £XEI
Tpia a yovidia. Na Bpeite TOug yovoTUTTOUG TWV atroyOvwy WG TTPOG TV a — BaAhacoaiyia.
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59. Na egnyAoEeTe O€ TTOIEG TTEPITITWOEIG TTAPATNEEITAI TTAVTEANG EAAEIYN TNG HDA oTov avBpwITivo opyaviouo.

60. 210 oxAua atreikovifeTal N yeiwaon yia 1n dnuioupyia yauetwy (kUTTapa 4,5,6,7) e QuoIoAoyIKr yuvaika, atmod
TNV oTtoia yevvOnke dtopo e ouvdpopo Down. O yapétng 6 yoviyoTToINONKE HE (QUOIOAOYIKO
otrepuaTolwdpio (8) kal TTpoékuye To (UywTo (9) atrd To oTToio YEVVAONKE TO ATOUO AUTO.

46
APOROCAOUATO. 1

23

APOLOCOUITA

il.  Naypdyete TToIa €ival T XAPOKTNPIOTIKA TWV OTOPWY PE oUvEpouo Down.
lil.  Na aimoAoynoeTe Tov TMBavd CUVOAIKO APIBUG XPWHOOWHATWY TWV KUTTApWY 2-7.

v. Aedopévou 6Tl 0TO0 21° XpwUOOWUA EVTOTTICETAI TO YOVIDIO yia Tnv UTTOAEITTOMEVN a0Bévela TG
OMOKUCTIVOUpPIaGg, N €v AOyw yuvaika eival gopéag Kal 0 oUluyodg TnG OPOCUYoG yia TO QUGCIOAOYIKO
aAANAGUOPPO, va ypdweTe TOUG TBAVOUG YOVOTUTTOUG Tou aTtouou pe Down yia Tnv OuOKUGTIVOUpIa.
Na pnv aimiohoyroete TRV atrdvTnor 0ag.

61. H aipooaipivn A (HbA) €xel 574 apivogéa. Apa 0 apiBuog Twyv TTETITIOIKWY TNG BECHUWV gival:
a.574 B.573 y- 570 O. TiTTOTa ATTO TA TTAPATTAVW

62. lMoieg KANpovouikéEG aoBéveieg TTpokaAouv diavonTikh KaBuoTépnaon, TTou o@eilovTal Kal TTwG YiveTal n
d1ayvwon Toug; (Na yiver ammAil avagopd evog TpéTTou didyvwaong yia KaBe acBévela oe EUPpuo.)

63. Z1a Buyatpikd KUTTapa TNG 1ng PEIWTIKAG diaipeong, evog atéuou ue ouvopouo Klinefelter Ba uttdpyouv:
a. 47 uopia DNA B. 24 | 25 xpwuoowuata
Y- 48 1 46 uépia DNA 0. 46 vidia XpwpaTivng

64. [Noveig Ye QuUOIOAOYIKO PAIVOTUTTO QTTEKTNOAY KOPITOAKI JE TO GUVOPONO «Pwvr] TNG YATag». Metd atmd v
TTOPATAPNON TOU KAPUOTUTTOU TWV YOVEWV TTPOEKUWE OTI OTN INTEPO UTTAPXEI METATOTTION TUMAPOTOS OTTd TO
50 010 100 XpwWPOCoWHA. MNoia gival Ta CUPTITWHATA Tou cuvdpouou autou; Na eEnynoeTe yiaTi N unTépa dev
ekONAWVEI Ta CUPTITWHATA TNG acBévelag. Na eENyrOETE TTWG TTPOEKUYWE TO CUYKEKPIKEVO TTAIDI.
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65. lNa Tov eviomopo TNG B€ong Twv yovidiwv, TTou euBUvovTal yia TIG ACBEVEIEG TNG PUIKAG dUCTPOPiag Tou
Duchenne kai Tou Alzheimer, oTa xpwpoowpata epyalouaote wg €€AG: Kataokeualoupe avixveutég DNA
TToU UBpPIdiCovTal YE TIG YEVETIKEG BECEIG Twv aaBevelwy (avixveuThg Duc kai avixveuTng Alz avtioTtoixa) kai
TOUG IXvnBeTolpe pe @Bopifouceg oucaies. Kard Tnv diadikagia KATAOKEUAG TOU KOPUOTUTTOU aTtrd €va
avBpWTTIVO KUTTAPO Kal OTAV TO XPWHOCWHATA BpicKovTal ATTAWUEVA OTNV AVTIKEIMEVOQOPO TTAGKA, aTTodIa-
Tdoooupe T0 DNA TOUG Kal XPNOIKMOTTOIOUME TOUG aviXVEUTES. O1 aviXveuTEG UBPISOTTOIOUVTAI WUE TIG GUMTIAN-
PWUOTIKEG TOUG aAANAouUXieG, TTAvw oTa XpwHoowuaTa. KdBe B£an uBpidotroinong @aiveral oav pia KnAida
@Bopifoucag ouaiag TTAVW OTA XpwHoowaTa. EQapudoaue Tnv Traparmavw diadikacia oe 4 dtopa pe Ta
€€NG atroteAéopaTa:

4 B¢oeig uBpIdIoOU yia Tov Duc
4 B¢oeig uPpIdIoUOU yia Tov Alz

2 B¢aeig uBpIdiouou yia Tov Duc
4 B¢ocig uPpIdIoUOU yia Tov Alz

4 B¢ocig uBp1diopou yia Tov Duc
6 B€ocig uBpIdiouoU yia Tov Alz
4 B¢ogig uBpIdIoOU yia Tov Duc
4 B¢ocig uPpIdIGUOU yia Tov Alz

AQoU eVTOTTIOCOUUE PE TOUG QVIXVEUTEG TTOIO YOVIDIO €ival QUTOCWHIKG Kal TT0I0 QUAOCUVOETO, KOTAOKEUACOUNE T
TTOPOKATW YEVEAAOYIKA OEVOPO OTA OTTOIA ATTEIKOVICOVTAI TA ATOUA TNG idIOG OIKOYEVEIAG, GTNV OTToIa ep@avifovTal
Kol ol U0 aoBéveleg.

PucioAoyIKO GTOWO:

Atopo Pe ouvdpouo Turner:

ATtopo pe ouvdpouo Down:

Atopo pe ouvopopo Klinefelter:

veveahoyikd 8&vipo owkoyéveiag yeveohoyikd 8&vlpo QLKOYEVELAS
yix v vége Alzicimer yia v véee Duchenne

O

o m O m W

A. Na BpeBei kai va eEnynBei 0 yovoTuTrog Twv atépwv 113 kai 114,

B. Edv 1o Tpwrto TTa1di Tou {euyaplou autou gival KOpiTol he puikh duoTpogia Duchenne, pe @uOIOAOYIKO OPwWG
KOapUOTUTTO, Va ££nynBei n yévvnan Tou TTaidiol auTtoU Kail va Bpebei n mBavotnTa va unv acgbevAael atmod Tnv
vooo Tou Alzheimer. (Na pn An@Bei uttéwn n TTEPITITWON TNG YOVIBIOKAG METAAAGENG).

66. € yuvaika ooguyn yida TO YOVidIo TTOU TTPOKAAED TN YEPIKN axpwuaToWia oTo TTPACIVO Kal KOKKIVO, TO
QUAETIKA TNG XpwHOooWaTa £xouv TnVv idia akpifwg aAAnAouxia Baccswv. (Z-A)

67. O1 alyoo@aIPIVOTTABEIEG TTOU OPEiAOVTal OTN N owoTr ouvBeon B aAucidwyv eAéyxovTal attd TTOAAATTAG
aAAnASuopga yovidia. (Z-A)

68. 'Eva Ceuydpl KOBOAa QUGCIOAOYIKWY ATOPWY ATTOKTA U0 ayopIa, £vVa e HEPIKNA aXpwHaTOWia Kal éva Je
oUvdpopo Down To OTTOI0 £TTACXE KAl OTTO HIa aoBEvela TwV AINOTTETOAIWY AAAG PE QUOCIOAOYIKR Opaan.
Edv n aoBéveia Twv aigoTreTaAiwv o@eileTal o UTTOAEITTOUEVO Yyovidio TTou edpdleTal 0TO Xpwudowua 21:

a. Na dIKaloAoOyAoETE TTWG TTPOEKUYE TO ayopl PE TO oUvOpopo Down, BewpuwvTag 0TI OTOV TTATEPQ DEV EXEI
TTPOKUWEI aVWUAAOG YOUETNG.

B. Mwg diamoTwenKe N epeavion 6Awv Twv acBeveiwv oTa TTaIdId Tou {euyapiou;

69. O kapkivog:
a. Xapaktnpei¢etal amrd ToAAaTTAG aAAnASuop@a yovidia
B. Eival atroTéAeopa SpACNG OYKOKATAGTAATIKWY YoVISiwv
Y- MpokaAeital atrd TN YETATPOTTH TWV OYKOYOVISIWV O€ TIPWTO-0yKOoyovidia
8. MTropei va BewpnBei TTOAUYOVISIAKOG XOpaKTPAG
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70. O1 aipoo@aipivoTt@Beieg Katéxouv povadiky B€on otnv laTtpikr) TeveTIK. XapakTnPIOTIKO TTapAdElyua
aTTOTEAEI N OPETTAVOKUTTAPIKN avaidia oTtnv otroia, eEaitiag METAAAAENG, TTPOKUTITEI Mdia TPOTTOTTOINUEVN
aigooaipivn, N HbS

AIGQopeG HETAANQYUEVES HOPPES AINOTPAIPIVWIV £XOUV TTApATNPNOEi Kal TTIPOKUTITOUV aTTO JIAPOPEG UETAAAAEEIG.
Mepikd TTapadeiyuata aigoo@aipivwv KaBwg Kal n YETAPBOAN TTOU TTAPOATNEEITAI OTO TTOAUTTETITIOIO QAiVETAI
Tapakdtw. Na ava@épeTal Eva TTapadelypa YovIOIOKG HETAAAAENG TTou PTTOopEl va 0drynoe oTnv dnuioupyia Twv
METAAQYUEVWY aIpoo@aipivwv. Na aITIOAOYHOETE TNV aTTAVTNOT OOG.

Na XpnoIKOTTOINCETE TO YEVETIKO KWOIKA Tou axoANikou BiAiou.

Eidog ) MoAuTTETITIOIKN aAyana Mp6GBETEC TANPOYOPIES
aigoo@aIPiVNG TTOU TPOTTOTTOIEITAI
Hb Bringham MoAuTtremdikn aAugida B '(Ij'g l‘éﬂ'vo&u om 8éon 100 peraBdiherar amé pro
To apivo&u atn Béon 6 petapaAAetal oo glu og val
HbC Harlem MoAutremdikn aAugida B & 10 apivolu otn Béon 73 attd asp o€ asn
MikpdTePN KaTd 5 aAAnAouyia apivoééwy otn B
Hb Gun Hill MOAUTIETTIBIKY aAUGIBA B TTOAUTTETTTIOIKY] aAuCida. Opoia aAAnAouyia

auivogEwyv otn B TToAUTTETTIOIKA aAuaida aTTd To
auivogu 1-90 kai a11d 10 apIvoEU 96-146.
MoAutreTmdIKA aAuaida 173 apivogEwy avTi yia
141 apivo&éa TG puaIoAoyIknG. Ta apxIika 141
Hb Constant Spring | MoAuTreTmdikA aAuaida a QUIVOEEQ gival GoIa OTn QUCIOAOYIKA Kal ThV
METAAAQYUEVN TTOAUTTETTTIOIKI) aAUCIda eV deV
METARAAAETOI O APIBUOS TWV BATEWY TOU Yyovidiou
MoAutreTmdIkA aAuaida 157 aupivogEwv avTi yia
146 TnG QuoioAoyIkNG. Ta apXIKa 146 auivogéa
Hb Tak MoAutreTdIkn aAucida B gival Gpola 0Tn QUOIOAOYIKHA Kal TNV PETAAAQYMEVN
TETTIOIK aAUGIOa v PETARBAAAETAI O APIBUOG
Baoewv ToUu yovidiou

71. H xpwpoowuIKA avwHoAia XYY ptropei va opeileTal:

a. OTO UN S1aXWPICHS TWV OUOAGYWV XPWHOOWHUATWY TNV TTPWTN MEIWTIKA dlaipecn oTov TTatépa

B. OTO un dIAXWPICHO TWV AdEAPUIV XpwuaTidwy, oTn deUTEPN MEIWTIKN dIAipETN OTOV TTATEPQ

Y- OTO [N SI1aXWwPICHO TwY adeAQUV XpwuaTidwy, oTn 0e0TEPN HEIWTIKE dlaipean oTov TTATEPA 1) OTNV UNTEPA
0. 01O PN SIAXWPICHO TWV XPWHUOCWHATWY GTNV TTPWTN HEIWTIKA dlaipeon oTov TTatépa j 0TV UNTEPQ

72. T160eg opddeG aiung TTEPIEXEI KABE POPIO PUTIOAOYIKAG AIHOCPAIPiVNG;
a. l B.2 y-3 5.4

73. 270 XpwPoéowua 12 Tou avOpwTTIVOU YOVIDIWHPATOG UTTAPXE!I N YEVETIKA BEon TTou eAEYXEI
™Tv Tapaywyrn €v{Uuou, TO OTTOi0 CUMUETEXEI O PETAPBOAIKA 0066. H atmoucia Ttou eviUuou
odnyei oe acBévela. Hmapaywyni Tou ev{Uuou kKaBopiletal atmd ToO €TMIKPATEG yovidio A.
Apoevikd dTopo TTou TTAoXEl atrd TNV acBévela AOyw EANEIYPNG TOU CUYKEKPIPMEVOU evCUlOU,
Qépel EAAEIYN TUHAMOATOG TOU €VOG XPWHOOWPATOG 12, n otroia mepIAaupBdvel Tnv Tapamdvw
YEVETIKN B¢on. To dtopyo autd dlacTAUPWVETAl PE ONAUKO ATOPO ME QUOIOAOYIKO KOPUOTUTTO
eTEPOCUYO yia auTn Tn yeveTikn Béon. Na Bpeite:

a) Tnv mlavoTnTa yévvnong apoevikoU atmoyovou e ToV QaivOTUTIO TOU TTaTtépa

B) Tnv mBavoeTnTa yévvnong BnAukoU aTroydvou HE TOV KAPUOTUTTO TOU TTATEPA (OXETIKA
Me TNV EAAeIwn). Na aITiIoOAOYAOETE TIG ATTAVTACEIG OQG.

74. A6 Ta TapakdTw OnAukd dtopa, TTEPICOOTEPO TTUPNVIKO DNA TTapaTtnpeital oto GTOHO
TToU TTAOXEl ammod

a. ouvdpouo Down

B. Tpicwpia 13

Y. ouvdpopo Turner

0. ouvdpopo «Pwvn TNG yATag»

14



75. H aAAnAouyxia apivogéwv H2N-met-his-arg-leu-trp-gly-asp...avTioToIxei ota 7 TrpwIa
aQuIVOgEa UIOG QUOIOAOYIKAG TTPWTEIVNG.

a) lNpocodiopioTe TOov TUTTO METAAAAENG, O OTOIOG €xEl WG amoTéEAeoua Tnv allayrn Tng
aAAnAouxiag ) Tou apiBuol Twv aApIVOEEWYV OTIC TTAPOAKATW METAAAQYMEVEG TTPWTEIVEGS:

MetaAAayuévn TTpwTeivn A: H2N-met-his-arg-trp-trp-gly-asp ... ...

MetaAAayuévn TTpwrTeivn B: H2N-met-his-arg-leu-trp-COOH.

MetaAAayuévn TTpwTeivn I H2N-met-thr-gly-cys-gly-glu-thr. .. ...

MetaAAayuévn TTpwTeivn A: H2N-met-his-met-trp-leu-trp-gly-asp ... ...
O1mrpwreiveg A, BKkai I TTpoKUTITOUV PE yovIOIaKA HETAAAAEN €vOG WOvOo voukAeoTidiou.

B) Moia gival n aAAnAouyia Twv alwToUxwyv Bdoewv TNG KwWdIKAG aAucidag Tou DNA, n omoia
KWOIKOTTOIET TN CUYKEKPIMEVN aAAnAouxia Twv auIVOEEwY TN QUOIOAOYIKA TTPpWTEIVN;

76. £10 eukapuwtik@ MRNA Ta €0wWVIa QEPOUV OTA AKPA TOUG Ta  VvoukAeoTidia5'GU....AG3 . H
Ummapén auTwv Twv aAAnAouxiwVv oTa AKPA TwWV E0WViwv gival amapaitntn TpodmdOeon yia
TNV GTTOKOTIF TOUG ATTO TA PIKPA PIBOVOUKAEOTTPWTEIVIKA cwlaTidla.

>1nv Eikéva 1 diveTal n aAAnAouxia Tou QuaioAoyikoU acuveXoUg yovidiou A TTou KwOIKOTTOIEI
éva OAIYOTTETTTIOIO.

AGTAATGCATTTGTCCCAGTAAATGACATA
Eikéva 1

TCATTACGTAAACAGGGTCATTTACTGTAT

H @uaoioAoyikr aAAnAouyia Tou BioAoyikd AciToupylkoU oAlyoTremTidiou gival: lys — phe - his

A. Na evtomioete Tnv KwdIKA aAucgida Tou yovidiou Tng Eikévag 1 Kal va ONUEIWOETE TOUG
TPOooAVATOAIOPMOUG TwWV aAucidwyv oTo dikAwvo popio DNA.
B. Na ypdwete tnv aAAnAouxia tou mRNA TToU PETAQEPETAI OTO KUTTAPOTTAAOUA.

H aAAnAouxia tng Eikévag 1 petaAAdooetal. MpokumTtel n aAAnAouyxia 1ng Eikévag 3, tnv
otroia opifoupe wg yovidio a.

Eikéva 3 AGTAATGCATTTATCCCAGTAAATGACATA
TCATTACGTAAATAGGGTCATTTACTGTAT

. Na ypdywete Tnv aAAnAouxia Tou peTaAAAyuEVOU OAIYOTTETITIOOU QUéOWG PETA TN ouvBeon
TOU OTO pIBoocwpua. Na aitTioAoyAceTe TNV AmTaAvINcn 0ag.

‘Eva dwpo yevvnTIKG KUTTapo eTepdluyou atouou (Aa) diaipeital PEIWTIKA Kol TTApAyel TECTEPEIG
YOPETEG. MeTd Tn yovidoTIoinon TWV YOUETWY QUTWVY PE QUOIOAOYIKOUG YOUETEG €VOG ATOMOU
TTou Oev @épel TNV PETAAAAgn oxnuaTti¢ovtalr 50% aveutAoeldn CuywTd kal 50% JuywTd pe
QuaoloAoyikd KapuodTuTro. AiveTal OTI TO yovidlo A BpiOKETAlI 0 QUTOOWMIKO XPWHOCWHA.

A. Na ypdyete 6Aoug TOUG YyovOTUTTOUG TwV CUYWTWV TTOU PTTOpoUV va oxnuatiotouv. Na
QITIOAOYAOETE TNV ATMAVTNOR OQG.

77. AU0 @uoioAoyikd opdAoya xpwpoowuata

a. £XOUV TO KEVTPOUEPIDIO TOUG OE BIaQOpPETIKEG BETEIg
B. eEAéyxouv dIAQOPETIKA yvwpiouaTa

Y. Tapoucoidfouv dla@opeTikEG aAAnAouxieg

0. £€xouv d1a@QopeTIKO PEyEBOG



78. 210 TXAMa 2 OiveTal TUAPWa DNA TToU TTEPIEXEl Eva aouVvEXEG YOViIDIO TO OTTOI0O KWOIKOTTOIEI
éva meTTidIo.

1 2 3 4 l 5
5-GA TATAA CTTATGCCGCCAT AACCCT GA'CAGGCTT TTGAC-3’

3-CT ATATT GAATACGGCGGTATTGGGACT GTCCGAA AACTG-5
IXAqpa 2

Avdueoca ota onueia 1 kar 2 BpiokeTar o uToOKIVNTAG TOou yovidiou, &vw avdueca oOTd
onueia 3 kal 4 BpioKETAI TO €0WVIO.

A. Na ypawete To mMRNA Tou TPOKUTITEl ATTO TO YyOVidlo Kal MeTa@PAaleTal O apivogéa.

B. 10 cuykekpiyévo Tufua DNA evog atopou €yive Bpalon ota onueia 1 kal 2 ye amoTéEAETUQ
va aTToKOTIEl N aAAnAouyia Tou umokIvnTr . £Tn OUVEéXEla, Ta onueia 1 kal 2 evwvovTal PeTagu
TOUG Kal naAAnAouyxia Tou UTTOKIVNTA EVOWMATWVETAI O0Tn B€on 5.

Moleg cuvétreleg Ba €xel n PeTATOTION TNG AAAnAouxiag Tou uTToKIVNTA OTNV £K@PACN TOU
TuAMaTog DNA ToU EXAMATOG 2;

. Na ypdywete aAAnAouyxieg pnikoug 8 Bdacewv, O OTToiEg va PTTopoUv va xpnoigomoinBouv
WG AVIXVEUTEG, €TOI WOTE:

o) n TPWTN aAAnAouxia va avixvelel To0 yovidio Tou EXAMATOG 2 g€ yovIdlwuaTikn BiAIoBnAkn,
oAAG O0x1 oe cDNA BiBAioBnkn.

B) n deltepn aAAnAouxia va avixvelel 1O yovidio Tou ZXAMAaTog 2 ot cDNA BifAioBAkn,
oAAG Ox1 oe yovidiwpaTiKA BiIBAI0BAKN.
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