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60 KEPGAXIO

Azacvrijoeis Tov epaToeay Tov oyoAikod fifAiov

O1 eKQWVAOEIG TWV EPWTHOEWYV BpiockovTal oTo 6XONKO BIBAI0, oTIg oeAideg 106 kau 107.
O1 anavTioelg divovTal Omwg akpIBOG eival Yypappéveg oTo emianuo BIBAIo Tou KxOnynTA,

OTIG 0eAideg 74 Ewg Ko 79.

1. XwOoTA am&vTnon €ival n €. (U TNV AVTIKATROTAGON TTPOKUTTEI VO CUVWVURO KWJIKOVIO)

2. MetaMoaypévn mpwTeivn A: OpeileTan 0 YovISIOKA WETGAAEN (avTIkaT&oTaon P&ong) oTnv
TPIMAETO TTOU KwOIKoTTolel TO TPITO auIvOED. XTo poplo Tou DNA oMélel pioe Baon Kol TO
PUOIoAOYIKO KwdIKOVIO ATG mou Kwdikotolel Tn yedeiovivn avTtikadioTarar omd 1o ATT (A To ATC
f To ATA), TTOU KWJIKOTIOIET TNV IGOAEUKIVN.

MeToMayuévn mpwTeivn B: OpeileTan oe YovISIOKA PETGANKEN, OUYKEKPIMEV o ENAEIYN, TOU
TETXPTOU VOUKAEOTIOIOU oTnV QpuoioloylKA aAAnAouxio Tou DNA. Amd Tnv TpImAETa TGT, mou
KwOIKOTIOIET TO OUIVOED KUGTEIVN, AEITEl TO MPWTO VOUKAEOTIOI0 HE OUVEMEIX Vo OAAGIE N
oANAouxia Twv opIVOEEWY 0TNV TTOAUTIENTIOIKA GAUGIDG.
MeToMaypévn mpwTeivn T OPeiNeTal 0 YoVIDIOKA WETGAOEN (avTikaT&oToon P&ong) otnv
TPIMAETOL TIOU OTN (QUOIOAOYIKA TIPWTEIVN KWOIKOTIOIET TO MEUNTO opIVOED (TPuMTopavn). XTO
puoépio Tou DNA oANGlel pia B&on Kol To Quaolohoyikd Kwdikovio TGG, Tou Kwdikotolei TN
TpunTOPGVN, avTIKaBioTaTal amd To TGA A TAG, Tou kwdikotolel AREN.
MeToMaypévn mpwTeivn A: OQeAeTal 0 YOVIDIOKA HWETGANGEN, OUYKEKPIPEVK OF TIPOCORAKN
VOUKAeOTIOIOU Pe alwTolxo B&on adevivn, GVEUESH OTO TPITO K&I TO TETKPTO VOUKAEOTIOIO TNG
QualohoyikAg aAnAouxiag Tou DNA, e ouvemeia va aAGlel N cAMnAouxia Twv auIVOEEWY oTNV
OAUTIENTIOIKA KAUGIOQ.
H aAnAouxio Twv Baoewv TNG kKwdIKAG GAUGCIdOG EIVaL:

5'-GAA(R G)TGTATGTTCTGGGAC-3'

3. MeTtalayuévn aigoapaipivn Hb Hikari: 1o pépio tou DNA yio Tn B-aAucida TNG aioopaipivng
oMGLel pia B&aon otn 6&on 61 Kai To Ppuoiohoyikd KwdikOvio AAG (R To AAA), TTOU KwJIKOTIOIET TO
OpIVOED Auaivn, avTikadioTaTal oo To AAT (A To AAC), TTOU KwOIKOTIOIET TO GUIVOED GoTTOPOYivVN.
MeTaMaypévn aipgoopaipiv Hb I: 1o pépio Tou DNA yix TNV 6-0AUGIOG TNG GIPOOPAIPIVNG
oMGLel pia B&aon otn 6&on 16 Kai To Ppuoiohoyikd Kwdikovio AAG (R To AAA), TTOU KwJIKOTIOIET TO

opIVOED Auaivn, avTikaBioTaTal armd To CAG ( To CAA), ToU KwOIKOTIOIET TO AUIVOED yAoUTOWiVN.
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60 KEPGAXIO

MeToAayuévn aigoopaipivn Hb D lbadan: Xto popio tou DNA yix T B-oAuoida Tng
aIgoopaIPivNg aAG el piak B&on oTn 6&on 87 Kol To Puaioloyikd Kwdikovio ACG (A To ACA), Tiou
kwdlKoTolel To apIvoED Bpeovivn, avTikaBioTaTal onmd To AAG (f To AAA), Tou KwJIKOTIOIET TO
OMIVOED Auoivn.

MeTaAayuévn aipgoopaipivn Hb G Philadelphia: Xto p6pio Tou DNA yix Tnv o-aAucida Tng
auooPpaIpivng oM&lel pia B&on otn 6€on 68 Kail To puoliohoyikd Kwdikovio AAT (A To AAC), Tou
KwdIKoTTolel TO auIvoED aomrapayivn, avTikadioTaTan armd To AAG (A To AAA), TTOU KWOIKOTIOIET TO

OMIVOED Auoivn.

4. H avTIKGT&OTOON TOU GUIVOEEOG UTIOPET VoL EPUNVEUTET WG YOVISIGKA WETAANGEN OTNV TPITTAETK
mou Kwdlkorolel To €KTO OpIVOED. XTo popIo Tou DNA olGlel pioe B&on Kol TO (QUGIOAOYIKO
kwdIkOvIio GAA (A To GAG), Tou KwdIKoToIET TO YAOUTaUIVIKO 00 avTikaBioTaran armd To AAA (A

T0 AAG), TTOU KWOIKOTIOIET TN AUGiVN.

o. H oMoy n omoice Pmopel va dwoel qUTOV TO QOIVOTUTIO €ival Wick YOVIDIOKA WETGANGEN
(avTIKaT&OTOON PBGong), omoTe To KWdIKOVIO Tou Kwdikomolei AMjEn (TAA A TAG A TGA)
ovTikaioToTan omd 1o CAA (A To CAG), Ye OUVETEIG VO KWOIKOTIOIEITHI TO OIVOED
YAOUTOIVN KO VO oUVEXITETOI N JETGPPOON.

B. Ta auivoEEa Tng B&ong 142 oTig mopalayég Tng Constant Spring dnuioupyRBnkav omd
YOVIOIOKA UETEAGEN (avTIKaT&oTaon B&ong). 1o uopio Tou DNA oMélel pic B&on Kol TO
(PUOIONOYIKO KwdIKOVIO, TTou Kwdikotolel TN AAEN, avTikaBioTorar ard 1o TCA (A To TCG) mou
kwdikorrolel Tn oepivn, A and To AAA (A To AAG), Tou KwdikoTtolel TN Auoivn. AuTo €xel wg
OUVETTEIN VO OUVEXILETOI N HETEPPOON.

y. To cupnépaoua mou Byaivel gival OTI €yive yovIOIoKA HETGMaEN (avTiKaT&oTaon Bé&ong) oTto
popio Tou DNA pdvo otnv TPIMAETG: Tou kwdikorolel AGEN oTN PUOIOAOYIKA XIJoopaIpivn A

T0 1420 apivo&l oTnv aipoogaipivn Constant Spring.

6. H AavBaouévn gival n 9, EMEIdN N GMOUCIX TUANKTOC XPWHOOWUATOG €ivail OOMIKA XPWHOOWHIKNA
avwuoAian (EAeIn) Kot 61 apIOuNTIKA OTTWG N aveUTIAOEIdIXL.

7. ZwoTtn gival n oTAAN A.

8.

. TNV TTEPITITWON TTOU 1 QVTIKAXTAOTOON EXEl WG KMOTEAEOUQ TN dNUIOUPYIX WIS OIGPOPETIKAG
TPIMAETAC, N OTOI OUWG KWOIKOTIOIET TO 1010 GpIVOED (OUVWVUPO KwIKOVIO), dev aAGLEl N
GKOAOUBIO GUIVOEEWV OTNV TTRXPOYOHEVN TTPWTEIVN.
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9.

10.

11.

60 KEPGAXIO

B. XTIc TIEPIcCoOTEPEC OUWE TIEPITITWOEIC N AVTIKATROTOON £XEl WG GMOTEAEOUO TN ONUIoupyic
MIOG JIPOPETIKAG TPITIAETARG, N omoix kwdikotolel GANO auIvoED pe ouvemelo Tn olvBeon
MIOG oMaypEVNG TIPWTEIVNG. EGV 1 HETGANGEN €MNPEEGTEl GUIVOEEX ONUOVTIKE YIG TN
AEITOUPYIKOTNTA TG TTPWTEIVNC, TOTE dNUIOUPYEITAI COPAPO TPOPBANUX VIO TOV OPYOVIOUS. AV
N METGMOEN emnpedlel GpIVOEER TOU OpOPOUV TEPIOXA TNG TPWTEIVNG TOU Jev Eiva
ONUAVTIKA YI& TN AEITOUPYIG TOUu popiou, TOTE TIEPVG OoXedOV amapaTAENTN A dNUIoUPYEl
povov AT TTPOBAANCTA.

Y. 2€ eAGXIOTEC TEPIMTTMOEIG 1N AVTIKATEOTAKON QUTA UTTOPET Vo JETaTPEWEI Piak TPITTAETA DNA n
OTTOIX AVTIOTOIXET 08 KWOIKOVIO TTOU KWOIKOTTOIET K&TTOI0 QXUIVOED 0 TPITTAETK TTOU KVTIOTOIXET
o€ KWOIKOVIO ARENC, UE OUVETEIN TO OXNUOTIOUNO MIKPOTEPNG KOI N AEITOUPYIKAC MPWTEIVNG.

0. H avTIKAT&OTOON UTTOPET VO UETATPEWEI TNV TPITIAETO TTOU QVTIOTOIXET 0TO KwOIKOVIO AGENG
0€ KwOIKOVIO TTOU KWJIKOTIOIET K&TIOI0 GpIVOED, e CUVETEIR TO OXNUOTIONO PEYAITEPNG KAl

OUVABWG UN AEITOUPYIKAC MPWTEIVNG.

o =2 4, B->1, Y22, =2 3.

Me Tn BoRBeia Tou kapuoTdmou prmopolv vow avixveubolv Ta cOvdpoua: B. Klinefelter, y. Down
Kol OT. Turner, Tou oQENOVTaI 08 APIBUNTIKEG XPWHOOWHIKEG AVWHUONEG. XTOV KXPUOTUTIO TWV
oTOuwv Tou mé&oxouv omd olvopopo Klinefelter eugaviteton &va emmAéov QUAETIKO X
xpwuodowpa otoe XY &ropa. Taw &rouo pe olvdpouo Klinefelter €xouv @uolohoyikd opIOud
OUTOOWUIKWV  XPWHOOWUATWY (44) Kol Tpiot QUAETIKG xpwpoo®@uaToa  (XXY) avTti Tou
QuololoyikoU Lelyoug XY. XTOV KOPUOTUTIO TwV GTOUWV TTou Ti&oxouv amnd olvdpopo Down, oe
OAeq 0xedOV TIC TEPITITOOEIG, EUPAVI(ETal Eva emTAéoV Xpwubowua oTo 210 (elyoq Twv
QUTOOWHIKWV XPWUOOWHATWY. XTOV K&XPUOTUTIO TwV aTOUwWV TTou i&oxouv ard clvdpouo Turner
EUPAVITETAI EVa PUAETIKO X Xpwpbowpa. Tar &GTouo pe olvOpouo Turner €Xouv QUGIOAOYIKO
OPIOUO QUTOCWHIKOV XPWUOOWHATWY (44) ohA& uovo éva xpwudowua X amd 1o (elyog Twv

QUAETIKQWV XpwHOoowP&TwY (XO).

O JOUIKEG XPWHUOOWHIKES QVWHOAIEG TTIOU €XOUV WG QIMOTEAECUO TNV GAAGy Tou ToooU Tng
YEVETIKAC TTANPOPOPING ival N . ENAEIWPN, OTNV OTTOIx EXOUUE TTWAEIN YEVETIKOU UAIKOU, KOl O Y.
OIMAOOIXOOC OTOV OTIOIO £XOUME EMAVAANYWN EVOG THAPOKTOG O0TO XPWHUOOW UK.

O1 &AAEC OOMIKES XPWHOOWUIKEG OVWUOAIEG EXOUV WG AMOTEAEOUC TNV Ay oTn JIGTAEN TNG
TANPOPOPIBG OTa XpwHoowuaTa. H B. avaoTpopfy dnuioupyeital ond Bpaldoeiq oe d00
JIGPOPETIK& ONUEICt eVOC XPWHOOWUKTOG KOl OTN OUVEXEIX ETIRVEVWON TOU TUAMGTOC UOTEPX
oamd avaoTpoPn. TNV 3. KUOIBAIC PETATOTION EXOUUE «OVTOAGYA» XPWHOOWHIKWY TUNHETWY

avEUEON 0E UN OUOAOYO XPWOOWUGTA.
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12.

13.

Mo vo yevvnBel GTopo mou N o0oToon TwV QUAETIKOV XPWHUOOWUGTWY Tou eival XYY, mpémel o
ToTEPAC VO £xEl OWOoEl OUO Y XPWHOOMUOTX KOl N uNTEPQ Eva X. AUTO UTTIOPET Voi OUMPBET he Eva
Kupiwg TPOTO: H p@Tn PEIWTIKA OIXIPEDN KAT& TN OTTEPUATOYEVEDN VIVETOI KOVOVIKG, OGAAG OTO
EVX OTIEPUOTOKUTTOPO 2NG TEENG (akUTO TTOU TTEPIEXEI TO Y XPWUOOWUX) OeV VIVETOI KTTOXWPIOUOG
TWV 0UO GOEAPOV XPWHATIOWY ToUu Y XPWHOOWUATOS, KaXT& Tn 0e0Tepn MEIWTIKA Olxipeon, Pe
OTTOTEAEOUC TNV TTXPOYWYT EVOC TEAIKOU MEIWTIKOU TTPOIOVTOC TTOU TTEPIEXEI OUO Y XPWHUOOWUGTH.
Av auTO TO OTTEPUATOlWAPIO YOVIMOTIOIAOEI EVa PUOIOAOYIKO w&pl0, TO (UYyWwTO TToU Ba TTPOKUWEl

Ba €xel oloToon XYY.

Mo vo yevvnBel KopiTal TToU TTROXEI GO OXPWUTOWIN TTPETEI PUOIKG 0 EVAC YOVERC V& PEPEI TO
OXETIKO uTIoAEIMOuEVO aANAGUoPPO. O yovEag auTdg dev pmopel mapd va eivail 0 BnAukog (av
ATavV 0 apoevikOe Ba To eEEPpaile), 0 omoiog eivai eTePOLUYOG (XAX®). To KOPITOI PTTOPET VO EXEI
yovoTumio XoXo, f X0, mp&yua Tou onuaivel 0TI mé&oxel Kol amd olvdpopo Turner Kol ammd
OXPWUOTOWIR). XTNV MPMOTN TTEPITTWON TTPEMEI VO OUVERNOAYV dUO PETOAMGEEIC. Kol 0 apoeviKOg
yovéag Aoyw un amoxwplopol (eite otnv 1n €ite otn 2n PeIwTIKA dixipeon) va Edwoe YRUETN
XWPIC PUAETIKO XPWHUOOWHO K&l 0 BNAUKOG YaUETNG (AOYyWw W amoxwpliopol oTn 2n JEIWTIKA
dlaipean, 010 X XPWHOOWPX TIOU ExEl TO o KAANAOUOPPO) VoL E0WOE YAUETN UE OUO X (XoXx)
XPWHOOWUOTH. TN 0elTEPN TIEPIMTWON N METAANGXEN GUVERN KOTG TN omrepuaToyéveon (1n A 2n
MEIWTIKA Olaipeon) Tou 0dAyNoe OTNV TOPOYWYA €vOC OPOoeVIKOU YOUETN XWPIC (PUAETIKO

XPWHOOWUK, VR TO WEPIO ATAV PUOIOAOYIKO (X).
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60 KEPGAXIO

I MeBodboloyin coktioearv oo 60 KepdAaio

A Mo TI GOKACEIG TTOU QVOPEPOVTAI OE YOVISIKKEG HETOANGEEIC TIPETEL:

e Noa yvwpilete Ta KWIKOVIO EVapENg Kai ARENS, TOoo oTo MRNA, 600 Kol 6To DNA, MG Ko
TX KWOIKOVIK TIoU Kwdlkomololv To ouIvo&d yAoutauivikd ofl (glu, 5 GAG 3" ) kau TO
opIVOED Bahivn (val, 5 GUG 37 ) .

o No YVWpIlETE KOI VO KOXTOVOEITE T DIGPOPG €I0N YOVIOIKKMDV PETHANGEEWV KAl TIG TMOXVEG

EMMTOOEIC TOUC GTO YOVIDIKO TPOidV, SNAXSH oTnV MPWTEIVN.

Mopadelyua 1: ME '06

AiveTan TO MAPAKATW TUANX TNG KWIIKAG XAUGTIONG €vOg YoVIOiou TTOU KWOIKOTIOIET TUAPK HIGG
mpwTeivne.

5 ...CTG AAG CGA GAA CCC...3
Na mpoodiopioeTe Toug TUMOUG Twv UETOGAMGEEWY TTOU GUVEBNOOV OTNV GPXIKA GAANAOUXIG K
TIG EMTMTWOEIC TOUG OTO YOVIOIRKO TPOioV 08 KAXOE pIx &ITO TIG TAXPAKETW TIEPITITWOEIC;
o. 5 ...CTG AAG CGA TAA CCC... 3
B. 5 ..CTG CCG AAG CGAGAA CCC..J3 (Movadeg 16)

=& An&vrnon:

o. TovidioknA PETGANGEN. AVTIKGTAOTOON MIGG B&ong oTo 10 vOukAEOTIOIO Tou 40U KwdIKoviou
TOU TUAMGTOG, OnAadA ammd G oe T Ko aMayf Tou Kwdikoviou GAA oe TAA oTnv KwdIKA
oAUoida. AUTA N METGANGEN:

-2 0o petaTpéyel To 40 KwOIKOVIO TOU TUAUKTOG 0 KwdIKOVIO ARENG, TO0O 0TV KWOIKA
ohuoida Tou DNA (TAA) 600 ko oto mRNA (UAA),
- 0Oa pokaAEoel Tov TIPOWPO TEPUATIOUO TN olvBeong TNG TTOAUTIEMTIOIKAG GAUGIONG KK

OUVABWG KATAOTPEPETAI N AEITOUPYIKOTNTA TNG TTPWTEIVNG.

B. Tovidiokn PETGANGEN. MpPoobAKkn Tpiwv B&oewv CCG (OnNAadn evog KwiIKOVIOU) QVEUEDH
070 10 Kol 0TO 20 KWJIIKOVIO TOU THAUKTOG TNG KWAIKAG axAuaidag kal oTo mMRNA. AUTA n
METGANEN:

- 0o MPoKaAETEl TNV TTPOCOAKN eVOC CUIVOEEDG OTNV TTOAUTIENTIOIKA GAUGTOW,
- umnopel va eMnNPeGoel TN ASITOUPYIKOTNTG TNG TTPWTEIVNG,.
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Mapadelyua 2: Aoknon 2, oeA. 106 o1o oxoAiko BiIBAio

H aMnAouxia apivoEéwv: Glu-Cys-Met-Phe-Asp amoTeAel TUAG HIGS PUOIOAOYIKAG TTPWTEIVNC.
Mpoadiopiore Tov TOMO TNG METKAAGENG, O omoiog &xel WG OMOTEAEOUX TNV OANXYA TNG
oMnlouxiog A Tou apIBUol TwWV GUIVOEEWV Ot KABE Hia ammd TIG MOPAKATW HETOXANXYUEVES
pwTeive. (XUNBOUAEUTEITE TOV TIHVAKO E TO YEVETIKO KHOIKKX).

®uoIoNoyIKA TPWTEIVN Glu - Cys - Met - Phe - Trp - Asp
MeTaAayuévn mpwteivn A Glu-Cys - lle - Phe - Trp - Asp
MeTaAayuévn mpwTteivn B Glu-Val-Cys - Ser - Gly - Thr
MeTaMayuévn mpwteivn T Glu - Cys - Met - Phe
MeTaAaypévn mpwTeivn A Glu - Met - Tyr - Val - Leu - Gly

Mol eivanl N cMnlouxia Twv alwTtolXwv B&oewv TNG KWOIKAG ahucidag Tou DNA, n omnoia
KwBIKOTIOIET TN OUYKEKPILEVN OXAANAOUXIOX TWV O(UIVOEEWV OTN PUCIOAOYIKH MpwTeivn;

&  An&vrnon:

duololoyIKA TIPWTEIVN: H2N - Glu - Cys - Met - Phe - Trp - Asp - COOH
®uoiohoyikd mRNA: 5" ... GAA/c - UGU,c - AUG - UUU,c - UGG - GAULc ... 3
duo. Kwd. KAWVOC: 5 ...GAAG-TGT,c -ATG-TIT,c -TGG-GAT,c... 3
duo. Kwd. KAwvOC: 5 ..GAA/c-TGT -ATG-TTC -TGG-GAC... 3

MeToAaypévn ipwTeivn A: H2oN - Glu - Cys - lle - Phe - Trp - Asp - COOH

MeToAayuévo mRNA: 5 ... GAAc - UGU,c - AUU/ca - UUU,c - UGG - GAUc ... 3

MeToAN. Kwd. KAwvog: 5 ... GAAG-TGT,c -ATT,ca-TTT,c -TGG -GAT.c ... 3

> ZUVEPBN YoVIOIOKT JETGAOEN. AVTIKATAOTOON WIXG BAong oTo 30 VoukAeoTidIo Tou 30U
KwdIKoviou, pe amoTéAeoua amd ATG>Met (uebeiovivn) va oxnuaTioBel ATT [ ATC A
ATA - lle (100AeUKivn)

MeToAaypévn ipwreivn B: H2N- Glu - Val - Cys - Ser - Gly - Thr - COOH

MetaAayuévo mRNA: 5 ... GAA/c - GUU/cac - UGU,c - UCU/cac - GGU cag - ACU/cac -3

MeTaM. kwd. KAwvog: 5 ... GAA/G - GTT/cac - TGT/c - TCT/caa - GGT/cag - ACT/cag ... 3

MeTaM. kwd. KAwvog: 5 ... GAAG - GTA-TGT - TCT - GGG - ACT/cag ... 3

- ZuvéBn yoviSIaKA HETEGANGEN. EMNeIwn g Béong Tou 1ou voukAeoTidiou (T) Tou 20u
KWOIKOVIOU, HE OMOTEAEOUO TNV OVODIATOEN TwWV KWOIKOVIWV K&l TNV oAAyYA TG

oAMNAOUXIOG TWV XUIVOEEWV XTTO TO ONUEIO TNG METAMOENS KOl UETE.

MetoMoaypévn mpwteivn I H2oN - Glu - Cys - Met - Phe - COOH
MetaAayuévo mRNA: 5 ... GAAc - UGU,c - AUG - UUU,c - UGA/qupG ... 3
MeToM. Kwd. KAwvoe: 5 ... GAAG - TGT/c -ATG -TTC/7- TGA/41aG ... 3
> ZUVEPBN YoVIOIKA METGANGEN.
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v' AVTIKOT&OTOION OTO 30 VOUKAEOTIOIO ToU 50U Kwdikoviou, and TGG oc TGA Ko ard
UGG og UGA > Kkwdikovio AEnG,

v' AVTIKOTXOTOION GTO 20 VOUKAEOTIOIO ToU 50U Kwdikoviou, amd TGG oc TAG Kol ard
UGG oe UAG~> kwdikovio MEng,

v" MpoadAKn evog voukAeoTidiou A, YeTa&0 TG A ueTa&l GG 0To 50 KWOIKOVIO KAl

peTaTpori Tou o TAG A TGA-> kKwdikovio AENG.

MeToMaypévn mpwTeivn A: H2N - Glu - Met - Tyr - Val - Leu - Gly - COOH

MeToMaypévo mRNA: 5" ... GAA/G - AUG - UAU,c - GUU,cac - CUU cac - GGU/eag - C..3°

MeTaM\. kwd. KAwvog: 5 ... GAA/c- ATG - TAT,c - GTT/cac - CTT/cac - GGT/cac - C ...3

MeToM. Kwd. KAwvog: 5 ... GAA/G-ATG - TAT-GTT -CTG-GGA-C ...3

- ZUuvéBn yovidioKA METOAMOEN. MPooBAKN evog VOukAeoTIdioU *A UTPOOT& amd TO 20
KWOIKOVIO, HE OMOTEAEOHO TNV OVOBIGTOEN TWV KWOIKOVIWY Kol TNV oMayn Tng

oANAOUXIOG TWV OPIVOEEWY IO TO GNUEIO TNG METAMOENS KOl PETE.

Mopaderyua 3: ME '03
AideTan To MopakaTw THAMSX DNA, TO omoio gival unedduvo yia Tn aivBeon Tou TENTIOIOU:

...I00AEUKIVN - TUPOGIVN - I00AEUKIVN - TUPOGIVN - ICOAEUKIVN...
Kol n d1edBuvaon TNG HETXYPAPAG.

?§O< >O<5’
5° 3

-

AiglBuvon HETAYPAPAG

1. No HETOPEPETE TO TMXPATIAVW OXAUK OTO TETPGOIO 0K KOI VO ONUEINOETE EMAVW 0' QUTO
T KWOIKOVIG TOU DNA, TI0U KWBIKOTTOI00V TO TUAPK TOU TIEMTIOIOU QuTOU (Hovideg 3)
KO VO DIKaIOAOYACETE TNV &n&vTNor| 00G. (uoviideg 9)
2.  MetdMogn mou €yive 0’ éva onueio oto mopanévw DNA §dwoe To menTidlo:

...TUPOOIVN - I00AEUKIVN - TUPOGIVN - IGOAEUKIVN — TUpOGivN...
Na evTormioeTe TO €006 TNG UETOAENG (uov(ideg 6)
KOI VO XITIONOYAOETE TNV G&vTNON 00C. (Hovadeg 7)
Tupoaivn —UAU, looheukivn —AUA

=  Andvrnon:

1. ...I00AEUKIVN - TUPOGIVN - I00AEUKIVN - TUPOGIVN — ICOAEUKIVN...
.. I00A. = TUP. - I100A. - TUP. - IC0OA. ...
3" ... AUA - UAU - AUA - UAU - AUA ...5" mRNA
5'...TAT - ATA - TAT - ATA - TAT .. 3’ pn Kwdikdc kAdvog DNA
3" ... ATA - TAT - ATA - TAT - ATA .. 5 Kwdik6¢ kAwvog DNA
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.. ATA - TAT - ATA - TAT - ATA ..

AiglBuvon HETAYPAPAG

AiTioAéynon:

0 6pog KWIKOVIO avapEPETHI 0T VOUKAEOTIOIN Tou MRNA Kol Tou kKwdikol KA@VOU Tou
DNA. Mo autd YP&Pouue To KWIIKOVIG TOU KWOIKOU (UN-METOYPAPOUEVOU) KAWVOU, TX OTTOIX
eivau mapouoix pe Tou MRNA, GpKET VO GVTIKATKOTACOUME TNV oUpPaKiAn (U) pe Tn Buuivn
(T).

To mRNA, 6rwg Kol K&Be TTOAUVOUKAEOTIOIKA aAuoida, cuvTiBeTal pe katelbuvon 5> 3,
XPNOILOTTOIWVTOG WC KAXAOUTT TOV KAWVO TIou €Xel 3 (UN-KwdIKOG) JET TOV UTTOKIVNTA.

H peTaypaf mPoyUaToToIEiTal (OXAUK) a0 DEEI& TIPOG TG KPIOTEPE.

0 K&TW KAWVOG AOITIOV givail 0 YN KWOIKOG (METAYPAPOUEVOG) KOl O TTEVW KADVOG 0 KWdIKOG
(UN-peTaYPOPOUEVOR), VI UTO KOl YP&POUME Ta KWOIKOVIO OTOV TTE&VW KAWVO, O OTT0iog EXEI

Kol To: 10100 GKPak ue To MRNA mTou TTPOoKUTITEl oTTd TN HETAYPOPA.

2. ...I00AEUKiVnN - TUPOOIVN — IGOAEUKIVN — TUPOOIVN — ICOAEUKIVN...
.. 100A. - TUP. — I100A. - TUP. — I00A....
3’ ... AUA - UAU - AUA - UAU - AUA ...5 mRNA
DNA kwOIk6g KAwvog: 3’ ... ATA - TAT - ATA - TAT - ATA .5’
o TovidiokN UETGANGEN - MPOOBAKN T* umpooTd amd To TPWTO KWAIKOVIO TOU TUAUKTOG:
3" ... ATA - TAT - ATA - TAT - ATAT* ..%
e H mpooBAKn A apaipeon VOUKAEOTIOIWY o€ apIBUd B&oewv, TOU Eival DIPOPETIKOG TOU TPIx
A ToMaTAdCiwv Tou, diaTapdooel TNV ANAOUXIG TwV KWOIKOVIWV (TPImAeTwy), TTPOKAAET
OVOOIGTAEN OAWV TWV KWOIKOVIWV PET& TN WETGANXEN Kol oAy oTnv oMnAouxio Twv
OMIVOEEWV.
o AvadIGTaEN KwdIKoViwv oTov KwdIkd kKAwvo Tou DNA kol oto mRNA:
3 ...A -TAT - ATA- TAT - ATA - TAT* ..5
3 ...A -UAU - AUA - UAU - AUA - UAU*..5 mRNA
o AMayA oTo apIvOEER TOU TIEMTIOIOU.
...TUPOGIVN - I00AEUKIVN - TUPOGIVN — IC0AEUKIVN - TUPOGIVN...
MeTaMGEEIQ
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Mo TIG XOKACEIG TTOU QVOIPEPOVTAI OE XPIOUNTIKEG XPWHOOWHIKEG AVWHGAIES TIPETTEL:

No yvwpilete TIG 0dnyieg TNG PeBoOOAOYIG OKAOEWV TOU 50U KEPOAaiou.

No yVwpIETE KO VO KATOVOEITE TIC OPIOUNTIKEG XPWHOOWHIKES AVWUOAIEG.

N& KOTOVOEITE TOV TPOTIO dNUIOUPYIBG N QUOIOAOYIKWV (n-1 A n+1) yaueT®v, AOyw MNn
oloxwpicuod {elyoug:

A) OMOAOYWV XPWHOOWNGTWY, KATG TNV 1n PEIWTIKA dixipeon A

B) XOEAPOV XPWHATIOWY, KXT& TN 2N YEIWTIKA dixipean.

O1 YOVEIG, TwV GTOUWY TTOU EXOUV HIK GPIBUNTIKA XPWHOOWUIKA GVWUGAIX (xvEUTTAOEIDICK),
eivai gpualoloyikol. Ouwe, TOUAGXIOTOV 0€ Evav armd auTolg dnUIoUPYABNKE W QUOIOAOYIKOG
YOUETNG.

OT1av évag YOMETNG OV TTEPIEXE! KAVEVO XpwHOoWPa evog (edyoug, TOTE 0 UNn SIaXWPIOUOG

UTTOPET V& £xel GUMBET €iTe oTnv 1N €iTe 0TN 2N YEIWTIKA OIXipEDN.

Ot1av évag YoRETNG TiEpIExEl 800 BIGPOPETIKE GANAOPOPPC YoVidIa, TOTE O PN JIXWPICUOG

OUVERBN UTTOXPEWTIK& oTnv 1N pelwTIKA dixipean.

> Eva apoevikd GTopo XY, e un OIoXWPIOUO TwV OPOAOYWY QUAETIKOV XPWHOCWHURTWVY
otnv 1n pelwTIKA diipean, OnNUIoupyEl un gpuaioloyikd Yapérn XY (n+1).

2> Eva apoevikd &Topo A, Pe PN dIoXwPIoNO TwV OPOAOYWY XPWUOOWUATWY oTnv 1n

UEIWTIKA dlcipeon, dNUIOUPYET U PUCIOAOYIKO YOUETN A (n+1).

OT1av évag YaETNg mepi€xel d00 DI aAMNAOUOPPX YoVidIx, TOTE 0 N dlaXwPIoUOGg, o KXOE

mePIMTWOoN (A& 6X1 UTTOXPEWTIKK), UTTOPET Vo Exel cuUBel 0Tn 21 YeIWTIKA Sixipeon.

-2 Eva apoevikd &ropo XY, pe un dioXwpIiohd Twv dOEAPOV XPWUGTIOWY 0TN 2N PEIWTIKA
diipean, dnuioupyei un guaoioAoyikd YapETn XX A YY (n+1).

- ‘Eva opoevikd GTOHO Ad, PE PN DIoXWPIOHO TWV OOEAPOV XPWHKTIOWY 0TN 21 PEIWTIKA
dlxipean, dnuIoUpYEl Un GpuoloAoyikd YOHETN AA ) o (n+1).

- Xe mepinmTwon mou To &Topo £xel 800 10106 AMNAOUoPPX (T1.X. &Topo KK A BnAUKO XHXH),
TOTE 0 Evag YOMETNG, TIou TiepIExel 000 DI aANAOUOPPX yovidix (T.X. YouETng KK A
wWGPIo XHXW UTopei vor TPOKUWE! Ue PN JIXWPIOMO EITE TwV OUOAOYWY XPWUOOWUGTWY

atnV 10, €iTe TWV GOEAPOV XPWHATIOWY 0TN 2N PEIWTIKN dIxipean.
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e Ta aveurmmAoeIdIK& &Toud (2n-1 A 2n+1) MPoKUNMTOUV GO TN YOVIUOTIOINGN KN GUOCIOAOYIKOV

YOUETMV UE PUOIONOYIKOUG.

Noa peleTROETE TO OXESIRYPAMUX TTOU GTIEIKOVIEI OAEQ TIQ TOXVEG DIXOTAUPWDTEIG PUCIOAOYIKOV

OANG KO N (PUOIOAOYIKWV YOUETWV (YIG T PUAETIKE XPWUOOWUXTX).

2XeBIAYPAUUC pUTIOAOYIKOU JIXwPIoH0U & PN diowpIouoU
QUAETIKOV XPWHOOWHATWY — XPWUATIOWV
duoioAoyikog Mn dicxwpPIou6g
OI10XWwPIoUOG otnv 1n oTn 2n
XY duaioloyikoi MEIWTIKA dixipean
YOUETES Mn QuOIOAOYIKOI YOXUETES
. 3
XX |9 X Y XY 0 XX YY 0
duaioloyikog X* XX XY X*XY X*0 XXX XYY X0
BlaXwpIouOg X XX XY XXY X0 XXX XYY X0
Mn SiaxwpIiouog XX XXX X*XY | X*XXY X*X0 XXXX X*XYY X*X0
otn 1n (0) X0 (0)4¢ OXX
Mn diaxwpiopog | XX | XXX | XXFY | XX*XY | X*X*O XXXX | XXFYY | X*X*O
otn 2n XX XXX XXY XXXY XXO0 XXXX XXYY XXO0
peIwTIKA dixipeon o) X0 OXY OXX

No ummopeiTe vor oxe0IGOETE TN SIKYPAMMATIKA KITEIKOVION TNG YXUETOYEVEONG VI PUGIOAOYIKOUC
KOl JN QUOIOAOYIKOUG YOUETEG, VIO YVWPIOUOTO TIOU PBPICKOVTOI &€iTe 08 (QUAETIK& €iTEe o€
QUTOOWUIK& XPWUOOMUATA.

e ‘Etol ymopolv va IPoKOYouV:

-  OveurnhoeIBIK& G&Toux omd (QUOIONOYIKOOG YOVEIG, €EeTGloviag TNV TEPITITWGN N

dloXwpPIopoU, TTOU CUVERN €iTE OTN UNTEPX EITE GTOV TIATEPX.

- (UOIOAOYIKG XTOLO OO OXVEUTTAOEIOIKOUG YOVEIG. (Tor aveUTTAOEISIKG GTOUA VA1 OUVABWG

OTEIPX KOl OEV UITOPOUV VO YOVILIOTIOINOOUY, OAAK OTIG XOKNOEIG YIVETXI AOYOG YIo OEWPNTIKEG

OIXOTAUPWOEIG. )

MeTaANGEEIQ
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Nop&delyua 4: Aoknon 13, oeA. 107 oT1o oxoMKO BiIBAio

A6 TO Y&UO UYIOV OTOUWV YEVVAOBNKE Ve KOPITOI, TO OTTOI0 TIACXE! OO UEPIKN OXPWHATOWIK.
Na unodeigete éva mOavo pnxovioud mou pmopel va eEnynoel TN YEvvnon TOU CUYKEKPIUEVOU
amoyévou (Na unv AngOei umdwn n mepinTwon yoviSIaKAG HETAAAENG).

=  An&vrnon:

1n mepimTWON:
e ApoU TO KOPITOl TTEOXEl OO PEPIKA aXpwHaTOWIX (X5X?), N UYIAG UNTEPG eival eTepdluyn
(popEng, X2X3) yIot TN MEPIKA OXPWHATOWIX.
o A@oU amokAgieTal n TePIMTWGON YOVIOIGKAG WETGAGENG, OUVEBN HN JIoXWPIoUOS Kol
ONUIOUPYABNKOV UN PUOIOAOYIKOT YKUETEC KOl 0TOUC OUO YOVEiC:
= UN QUOIOAOYIKOC YAUETNG (N+1) TNG UNTEPOG (XBX3), amd PN SIXWPICUO TwV KXOEAPOV
XPWHOTIOWV KXTG TN 2N YEIWTIKA dixipean.
- Un Quolohoyikdg YauETNG (n-1) Tou MoTépa (Ue O QUAETIKE XPWHOOMUOTX), &IO N
JIGXWPIOUO TWV OUOAOYWV XPWHOOWUETWY KOT& TNV 1n A Twv adEAPOV XPWHATIOWV

KOT& TN 2n YEIWTIKA dixipeon.

P pauvoTuror: 3 Yying Yying @
P yovéTunoi (2n): Xay Xax3
Meiwon = yauETeG:
-  ®uoloAoyIKoi (n): X8, Y ® X8, x3
-2 MnA 1n (n+1, n-1) Xay, 0 Xaxs, 0
2> MnA2n(ntl, n-1) XX, 0&Y X2Xa, 0 & x?
AXt&YY, O A X2 & X3X?, 0
A6 FopETEG
x| Ix n+1 n+1
Msooqm(on A A9
X X X (X XX XX
n+1
Mn-Siaxwpioudg Alaxwpiopog 2n HEIWTIKA
LAY QOEAPV XPWHOTIOWV  Jixipeon
XPWUOOWUATWY
1n PEIWTIKA
Olxipeon

Mn-&o&xwpwuoq
aOEAPOV ) n+1
XPWUKTIOWV 5
n —
X X

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
307

n+1l
2n PEIWTIKA AQA AlA
Siodpeon " x| X/ X

<o}



60 KEPGAXIO

i

Meadgpaon

b Y

Mn-Si1oxwpPIouog
oOENPWV
. XPWHOTIOWV

Fouéreg
n+1 n+1

—{&
1) lg

AloXwpIoU6G 21 peiwTIKA
OOEAPWV XPWHOTIOWY  Jiaipeon

Mn-B1aXwpPIouOC
OMOAOYWV
XPWUOOWUATWV

1n YEIWTIKA
Olxipeon

2n HEIWTIKA
dixipeon

P Mn SiaxwpIouog
Soooones el [ onz
MEIWTIKA dIxipeDN
Guaioroyikoi Mn QuOIOAOYIKOT YOXMETE
X2Y VOETES no YIKOI YXUETEQ
AXD 6\
XX o Xa Y Xay 0 Xaxa Yy 0
®duoioAoyikog Xa
OIoXWPIoUOC X X350 Xs0
Mn dixxwpiouode | XAXA
ot 2n X8Xd X3X30 X3X30
HEIWTIKNA Sixipeon 0

e H yévvnon TOU OUYKEKPIUEVOU OTOYOVOU, KOPITGI TTOU TIXOXEI GO WEPIKA KXPWUAKTOWI

(X8X?), umopei va mpokdwel anmd TN olvinén Twv MREATEVW KN PUCIOAOYIKWV YOPETOV KXl

Twv 000 YOVEWV.

2n mepimTwon:

e No mpokdwyel KopiTol X80, mp&yux Tou onuaivel 6T m&oxel Kol and odvopopo Turner Ko

OO XXPWHAKTOYIC.

- X1n OelTepn mePIMTwaon n METAMOEN ouvéBn Kotk Tn omeppoToyéveon (1n A 2n

MEIWTIKA dIaipean) mou 00AyNoe GTNV MPAYWYH VoG apOoeVIKOU YRUETN XWPIC PUAETIKO

XPWHOOWUX, EVRD TO WEPIO ATV PUCIOAOYIKO (X9).

MeTaMGEEIQ
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r. Mo TI GOKACEIG TTOU QGVO(EPOVTHI OE IXYVWOTN ME QVIXVEUTEG.

Napadelyua 5:

O avixveuti¢ A amoTeAei cAMnlouxice B&oewv TTOU CUVOEETAI UE TO KEVTPOMEPIBIO Tou 210u
XPWHOOWUATOG, eV O aVvIXveUTAG B uPpidomolel (pUAOCTVOETO UTTOAEITTIOUEVO YOVIOIO TIOU
eudlveTal yio Pelwpévn avTiotaon évovtl Twv Aold@wEewv. O avixveutiq I ouvdéeTan pe TNV
oMnAouxia Tou emKkpaTolq yovidiou Tou euddvetal yia Tn vooo Tou Huntington ko evromi{eTa
o010 40 XPWHOOWUX, evid 0 A cuvdEeTOl Je aoAAnAouxic Tou yovidiou mou guBlveTal yiok TNV
KUOTIKM ivwon, To oTioio BPICKETAI OTO 70 XPWUOCWH.

A0 XPWUOOWUIKE TIXPROKEUKOUKTX

OWUATIKQV KUTT&PWYV

OTOPWY, TIOU PEAETABNKOV WG TPOC TN
o0vdeo TOUG ME TOUC TIGPOTIAVW
QVIXVEUTEG, TTIPOEKUYP AV T akOAouO:

TEOOKPWV

A

Maopia 3
Mix&ANg 2
Avopéag 2
EAEVN 2

B

1
2
1

Ap1Bu6G uBpIdoToINUEVWY UoPIWY
yix TO OIMTAOEIDES YoVIOIwUO K&OE oTOUOU

A
.
| ]
| ]
|

1

o. Na mpoodiopiceTe TNV MOV YEVETIKA VWUOAIC KXI TO YOVOTUTTO K&OE aTOMOU.

B. Avéloyn HEAETN TOPOXOKEUKOUOTOC XPWHOOWUATWV &vog akdun otduou E£deie OTI O
avixveuTig A ouvdéetal o€ 2 B€oelg, o B dev cuvdéeTal, evw o I ouvdEeTan 010 70 Kol 0 A
070 40 XpWHOCWHA. Ti €I00UC AVWHOAIX XXPXKTNPI(EI TO ATOUO QUTO;

&=  AndGvrnon:

0. XUupBoAiloupe XA TO UTTOAEITIOPEVO YOVIOIO VIO TN PEIWPEVN GPUVA EVOVTI TwV AoIdWEEWY (XA

TO QuOIoAoyIkO), H To emKkpaTég yia Tn vooo Tou Huntington (h To @uoioAoyikd) Kol K TO

yoVvidIo yioe KUGTIKA ivwaon (K To uaioloyiko).

>0vOpouo Melwpévn No6oog KuoTikA
Down GuUVa Huntington ivwon
; Méoxel AYA _ Vand Vard ) B
Maopia Tolowpia 21 XAXA - YyIAg hh - Yyiqg KK - AoBevng
Mix&Ang | duaciohoyikog XYY - MNéoxel hh - Yying KK - Yying
) ) XYY - Téoxel ) )
Avdpéag | Ducloloyikdg Kleinefelter hh - Yyiqg KK - Yying
AXA- YVIA N 3
EAEVN duaololoyiKA XX vaq Hh - Né&oxel K Y’YII']Q
(popeaq) (popeag)

B. O evromouog Tou avixveuTh Tou yovidiou TnG véoou Tou Huntington oTo 70 XpWHOOWUO KO

TOU QWVIXVEUTH TOU yovIdiou TNG KUOTIKAG ivwong 0To 40 XpWUOoWUO UTTOdEIKVUEl ipoIBaic

METATOON XPWHOOWUIKOU UMKOU PETGED TWV TIXPATIAVW XPWUOOWHETWV.
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A. Mo TI ’AOKAOEI TTOU QVOPEPOVTHI OE AVXCTPOPN.

e H avaoTpopn dnuioupyeital amd Bpadoelg oc 310 SIKPOPETIKG ONUEIR EVOG XPWHOOWURTOG

KO EMAVEVWON TOU THAUKTOG PETK KO VGTPOPN.

2> Koatg T Bpaloeic dlxommviol 4 @wopodieoTepikoi deopoi 3 -5 Kl KOT& TNV
enmavévwaon dnuioupyolvTau emiong 4.

-2 T v UTopECOouV UETG TNV avaoTPOPn Vo dnuioupyndoiv Eava pwopodIecTEPIKOI
Oeopoi 3 -5, nmpémnel To 3’ AKPO TNG XAUCIOXG EVOG TMRAUOTOG Vo eVWOET e To 5 &KPO
NG XAUCIOOCG TOU GAAOU THAMGTOG KO TO GVTIOTPO(O.

2> T va emTEUXOEl aUTO TIPAKTIKG, METK TNV XVXOTPOPA O GAUCIDES TOU TUANGTOG TTOU
QVOOTPAPNKE YPGPOVTOI QVTIOTPOPO Kol emmAéov Exouv OANGEEl BEoeig (n Tavw

OAUGCIOO YPAPETOI KETW KO N KETW YPGPETKI EMGVW).

AvooTpoPi
5 3’
T T||A|[CHC|IT||G|[A|[|C|IG|IG||C||AlIT||A||G
F~ ] PN N P oA e PN oA oA P e e A
3 AllAlT||GHG[AI[CIT]G||ClICI|G||TIA||T]||C
5
5 3" 5 =3 5 3
T|IT||A|[C C(|T||G||A|IC||G|IG|IC||A T||A||G
= 1 | N N oA = P oA A P — 1 =1 [~
AllA||T||G G||Al|C||IT|IG||C||C||G||T Al|T||C
3 5 3= =5 3 5
x_
5
3"
5 3
TI|T||A|{C T||A||G
— 1 N 1 =1 [~
AllA||T||G A||T||C
3 5

Eikévo: AvaaTpopn (E0wTEPIKOU) XPWUOCWUIKOU TUAUKTOG
WETE& aimé Bpadon o€ 000 onueix
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EpwTHOEL; — KK OELS

A. EPQTHZEIZ KAEIZTOY TYNOY

4 No BaAeTe o€ KIKAO TO YPXHHUO TTOU GVTIOTOIXET GTN OWOTH GXMAVTNON

f oTn ¢peA&aCN MTOU CUUTANPWVEI OWOTK TNV TTPOTKON:

1. NE’'10
FovIdIKES HETOMGEEIG uTTOPET VoL oUPBOoUV:
o. uo6vo og mepioxég Tou DNA mmou PETaYPGPOVTAL.
B. MOVO OTIC KWIIKER TTEPIOXKES TWV YOVIOTWV.
Y. Mo6vo ot mpodpouc mRNA.
)

0€ OAOKANPO TO YoVIDIWHG eVOC opyavIoHOU.

2. O1 HETOAAGEEIC EXOUV WG KTTOTEAEOUO:
o. TN OnuIoupyic KANPOVOUIKWV 0OOEVEIDV.
B. TN OnuIoUPYix YEVETIKAC TIOIKINOTNTOG.
Y. TNV EUPAEVION TTOAM®DV TIEPITTWOEWV KKPKIVOU.
)

OAO TG TIOPOTTIAVW.

3. XToUug amoyovoug KANPOVOUOUVTGI Of JETOAAGEEIG TTOU GUUBRIVOUY OTO:

. OWHOTIK& KOTTHPO. B. YEVWNTIK& KUTTOPO.
Y.  QUAETIK& XPWUOCOUKTO. 0. OUTOOWUIKA XPWUOOWUOTH.
4, NABB’18
H eikéva miapouaiGler Tig BEoeig 00 YETAAGEEWY oToV évax kKAwvo € C
Tou DNA. Av autd TO poplo DNA BpiokeTal oTOV MUPAVL €vOQ g g
emMONANIaKoU KUTT&POU TOU avBp@Tiou, TO KITTOPO aUTO: g g
o. O UETOPEPEI TIQ METOMGEEIC auTEC udvo oTar piok amd T © A
KOTTOPO TTOU B TTPOKIWOUV KOT& TNV GVRTTRPXYWYH TOU. ? m— ?ﬁ)‘}\df’ag
B. Ba peTaPEPE! TIG ETOANGEEIQ 0 OAG TO KUTTOPX TTOU B TTPO- L ﬁ
KOWOUV KOTG TNV GVOTTOPOYWYA Tou. 2 g
B 010pOWOoEl TIG HETOANKEEIG AUTEG UETE IO UEPIKER VEVIEC. T T
DNA DNA pe

0. 0Ba ouvbEoel vEo DNA oTov Tupnva. UETAAAEES
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5. Xe &va OIipoluEeVO PUTKO KOTTOPO avBp@IoU CUMBOivVEl HIc YOVIOIGKA UETGAGEN eEaiTiag TS
ENeIYNG evog voukAeoTIOiou. H HETGAOEN auTA:
o. 0o peTafIBaoTel oTOUG GTTOYOVOUG TOU OPYQVIOUOU.
B. Oa yeTaPIBaoTel o€ OAG TX KUTTOXPO TOU OPYCVIOUOU.
Y. Oa yeTaBiBaoTel oTa BUYTPIKG KUTTHEO TOU MUTKOU KUTT&POU.

0. Oev B peTaBIBaoTel Moubevé.

6. NABB’18
‘Evag aypoTng ABeAe var TipooTaTeloel TIG MNAIEG TOU OO VO OUYKEKPIUEVO EVTOUO TTOU TPWEI
QUM Twv 0&vTpwV. EpIEe 0T OEVTPO TOU VOl EVTOUOKTOVO TIOU OKOTWOE TO 98% TwV EVTOUWV.
H emBiwon Tou 2% autol Tou TANBUOPOU eVTOUWY TIOXVOTOTH OPEIAETAI:
o. 0€ yovidlx TTou TTPOEPXOVTOI artd GAAO €100G.
B. o€ oploPEVEG XNUIKEG ouaieg TTou TIpokG&Aeoav utrepalEnon Tou MANBuUoUOU.
Y. O€ YEVETIKN TTOIKIAOJOPQIC TTOU TTPOEKUWE ATTO TN PUAETIKA KVOTTXPOYWYI.
)

oTNV IKAVOTNT& TOUG VO TTPARYOUV TPOPH GO TO EVTOUOKTOVO.

7. NABA’18,A‘19
Moio amd 1o mapak&Tw AEN au&Givel T YeVETIKN TTOIKIAOUOPPIX TWV KUTTPWY;,
o. H évbeon EEvou DNA og Eva yovISiwUX.
B. H evowu&Twon Tou DNA amd Evav 16 0TO YoVIDiwua EEVIOTA.
Y. O1 yoVIDIOKEG HETOAGEEIC.
0. Hyovidiakn Ekppaon.

8. NABA’19

Ye éva KOTTOPO ouppaivel pioe HETRAOEN. Mola armd TIC MaPAKATW KAANAOUXIEQ GVTIOTOIXET OTN

owoTh oeIpG& TWV YEYOVOTWV TIOU GUVOEOVTOI HE TN METGANGEN OUTA, N oTmoixt UTOPEl Vo

EMNPEXOEI KATTOIOV XKPOKTAPG TOU KUTT&POU aUTOU;

o. ANMayR otnv aAnhouxic Twv Béoewv Tou DNA = cuvévwon TwV OGUIVOEEWV PE TNV
KOTGANAN OgIpG =2 EUPAVION VEOU XKPOKTAPC.

B. ZuvEvwon TwV OUIVOEEWV PE TNV KXTAANAN ogipd& = oAayR oTnv adMnAouxiot Twv Baoewv
Tou DNA - gu@Q&vion vEou XOPAKTAPO.

Y. Ep@A&vion vEou XOPOKTAPO = GUVEVWON TWV XUIVOEEWV PE TNV KATGAANAN oglip& = oAhayA
oTnv oAAnAouxia Twv B&oewv Tou DNA.

0. AMayA otnv aMnAouxic Twv B&oewv Tou DNA = eupavion VEOU XOPAKTAPX = CUVEVWON
TWV GPIVOEEWY PE TNV KAXTAAANAN ogIp&.
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60 KEPGAXIO

Mola b TIC MAPOKATW TTPOTEOEIC deV I0XUE! VIO TN DPETAVOKUTTOPIKA GVaIUTCK;
o. To epuBpokiTTOpa TepIExouv HbS avTi Tng HbA.

B. OgeikeTau og eMeiyelc N MPoabKeg BGoswv.

Y. To €KTo apIvoEl Tn B-axAucidag avTi YAOUTOUIVIKO OED givail Bahivn.

0

OpeileTal o avTIKAT&OTOON B&ONC.

NMABA'16
2e Eval avAANIKO &TopOo, €TEPOLUYO VIO TN OPEMTOVOKUTTOPIKA GvaIUiK, TTOOEG DIGPOPETIKOU TUTIOU
KINOOPAIPIVES UTTRPXOUV OTO €PUOPOKITTHPO;

o. Mix B. Alo Y. Tpeig 0. Téooepig

MAB A 20

H aupoopaipivn oToug cobeveiq TG dPemaVOKUTTOPIKAG avauuiag (HbS), dSiapépel amd TN
Qualoloyik aupoopaipivn (HbA) oe &va povo auIvoED Tng B-mmoAuTemTIOIKAG oAucidag. H
oANAOUXIO TWV KUIVOEEWY, OTO TUAUK TTOU TIEPIAXBGVEI TN dIapopd, gival:

HbA: H2oN - Bpeovivn - TIPoAivn - YAouTouIvikO 0&0 - yhouTauivikd o&0 - Auoivn - COOH

HbS: H2N - Bpeovivn - mpoAivn - Bakivn - yAouTauivikdé o0& - Auaivn - COOH

OMIVOEEX KWOIKOVIX

Ta KWOIKOVI yI' QUT& Ta OPIVOEER €ival OTIWG Bpeovivn ACU, ACC, ACA, ACG

oTOV JITAGVO TTIVOKOL. TIPOAIVN CCU, CCC, CCA, cCG
yAOUTOIVIKO 00 GAA, GAG

Ao To TOXPOTGVW UTTOPOUNE VO CUUTIEPGVOUUE Baivn GUU, GUC, GUA, GUG
oTI: Auoivn AAA, AAG

o. OTa JPemavoKUITTOPG N PETGANXEN BpiokeTan oTnv 6ydon B&on Tng aAAnAouxiog Tou DNA
owToU TOU TUAPKTOG JE TNV avTIKaT&oToon TNG A amd T.

B. N aAoiwpévn aAnhouxic €xel MPOKIWEl KAT& TN JIGPKEI TNG YETAYPOPAC PE TNV EICAYWYN
e U avTi TNG A pe amoTéAeoua v dnpioupynOei To kwdikovio GUG yia TN Badivn.

Y. N oMnAouxic Tou THAUGTOS DNA yio TNV KwOIKOTIOINGoN ToU TIEVTATENTIOoU O umopoloe vo
eivai: TGA - GGG - CAG - CTT - TTT.

0. To avTikwdikovio Tou tRNA mou Ba TomoBeTAcel TO OpIvOED BaAivn oTnV TTOAUTIEMTIOIKA
oAuaida gival To 3 -CAA-5

MABA’15
Mio ommAf avTIKaT&oTaon B&ong oTnv TpiTN B€on Oa Exel ueyaxAlTEPN EMNMTWON 0TO KWIKOVIO:
o. GTT B. ATT V. ATG 0. CCC
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13. ZTIg yoVIOIKES METOANGEEIQ TTPOOBAKNG, TTPOCTIOETA:

Q.

Y.

EVOL VOUKAEOTIOIO 0TNV KWIIKA GAUGTOXK. B. MIc TTEVTOLN 0TNV KWdIKA GAUGTOG.

Eva opIVOED oTN WN KWOIKA AUCidX. 0. &va voukheoTidlo oto mRNA.

14. 0vOeon un ASITOUPYIKAG MPWTEIVNG Eival TIOAVOTEPO V& TPOKAAEDE! N TTPOGOAKN:

a.

B.

Y.

evoc (elyouc VOUKAEOTIOIWV GUECWG TTPIV TO KWIKOVIO EVOPENG.
TPIOV (EUYDOV VOUKAEOTIDIWV OXUESWE TTPIV TO KWOIKOVIO EVOPENG.
evocg (elyoug VOUKAEOTIOIWY OTN PETAPPOLOUEVN TTEPIOXA TOU YoVIOioU KOVT& 0TO KwOIKOVIO

EVOPENG.
evoce (elyoug VOUKAEOTIOIWY OTN PETAPPALOUEVN TTEPIOXA TOU YoVIOioU KOVT& OTO KwdIKOVIO

ARENG.

15. H yeT&Ma&n pe mpoobAkn 3 dIcdoxXIKOV B&ocwv odnyei:

o. TAVTOTE O€ TIPOOONAKN evOC OIVOEEDC.

B. m&vtoTe o€ alENon Tou apIBPOT TWV KWOIKOVIWV.

Y. TIGVTOTE OE [N AEITOUPYIKA TPWTEIVN.

0. o€ amnoTéheopa Tou eEapTaTON ot TN BEon OmTou €xel GUMPET N HETGANGEN.
16.MNAB A 19

MpooBAKn 3 dixdoXIKWV B&oswv evidg MPoUT&PXOVTOG KWwAIKOVIOU UTIopEl va 0dnyAoel:

Q.

B.

Y.

0.

o€ OAMayN ToU BAUGTOCG TRITAETHG &0 TO ONWEIO E1I00YWYNAG KOI JETE.

o€ KwdIkOVIo AENG.

0€ TPOTIOTIOINGN TNG XAANAOUXICG TWV OXUIVOEEWV PE GTTOTEAEOUO N TIPOKUTITOUCH TTEMTIOIKA
OAUGIOO VO NV EPPAVICE KOUIC OUOIOTNTO UE TNV GEXIKN.

o€ oAy K&TTOI0U KITOKOTITOUEVOU E0WVIOU.

17.Noix amd TIG MOPOKATW HPETOXAGEEIC Bo emMOP&Oel TIEPIOCOTEPO OTNV TEAIKA TTOAUTIEMTIOIKA

oAUCIOO (0T OTMTOTEAECUOTH PTTOPET VO CUUTTEPIANPOET Uit PETAPBOAA OTNV TMOGOTNT TOU

moAuntenTIdiou Kal/f oTn OOUA Kail/A 0TN AeIToupyix);

o. ‘EMeipn 50 vOUKAEOTIDIWV OTOV UTTOKIVNTH.
B. ‘EMeiyn 4 voukAeoTIdiwv oTnv aAnAouxic TNG 3’ auETRPPAOTNG TIEPIOXAG.
y. ‘EMeiyn TpIV VOUKAEOTIDIWV 0TO JECO TOU TPITOU E0WVIOU.
0. Mia olwrmnAAR HETAAGEN 0TO TTPMTO EEWVIO.
MeTaMGEEIQ
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Av, 010 20 voukAeoTidlo TNG TPIMAETaG 3'TCAS’ Tou un Kwdikol kA@Wvou evog yovidiou Tou
kwdikorrolel tRNA, ouuBei yovidIiakA HETAMOEN avTiIKaTdoTaong Wi Baong amd C oe T, T6TE TO
tRNA mou Oa avTIoTOIXET 0TN METOXAOYUEVN QUTA TPITAETX Oa EXEI AVTIKWOIKOVIO:

o. 5 AUU 3 B. 3'UAA Y’ Y. 3" AAU &’ 0. 5 UUAZ

NAB A’19

Y€ EVO TIPOKOXPUWTIKO KUTTOPO EyIVE Piak avTIKAXT&OTOON B&ong oTo yovidio evog popiou tRNA pe
OTMOTEAEOUG TNV TPOTOMOINCN Tou avTIKwdIKoviou Tou 3" GAA 5 oe 3’ GAU 5'. H peTGAAGEN
OUTH JTTOPET VO EXEI WG KTTOTEAEOAK:

O. TNV mopaywyn evog menTIdiou HeyaAITEPOU HAKOUG GO TO (PUCIONOYIKO.

B. TN YN TEOYWYA TWV TEMTIOTIWY TK YOVIOIX TwV OTTOIWV TTEPIEXOUV TO KWwIKOVIO 5’CTT3’.

Y. TN dN ToeEaywyn Twv TENTIOIwY TX YOVIOIx TwV OTIOIwY TTEPIEXOUV TO KwdIKovio 5'CTA3'.

5. TNV Mapaywyr GUOIOAOYIKAG TTPWTEIVNG AOYw EKPUAIGHOU TOU YEVETIKOU KOBIKA.

Kot Tn o0vBeon Tng kwdIkAG aAucidag evog yovidiou, amévavTl amd Tnv TpIMAETa 3’ ACC 57,

mmou 6pile TO aIVOED TPUTTTOPAVN KAl XPNOIUOTIOINBNKE wg TTPOTUTIO, TIPOEKUWE N TPITAETK 5’

TAG 3’. To A&Ooc dev d10pOQOVETAI KO TO KITTOPO DIKIPEITAI.

i. X710 OuyaTpIkd KOTTOPO, TTOU OV TNPABNKE N GEXA TNG CUMTTANPWUGTIKOTNTAC Yia To {edyog
B&oewv A-C:

o. Um&pPxel CIWTINAR METAAOEN TOU Yyovidiou.
urt&pxel oudETEPN PETGANKEN TOU Yyovidiou.

Y. To mRNA mou TGP&YETOH OmO Tn METAYPGPR TOu Yyovidiou KwOIKOTIOIET (PUCIONOYIKA
OAUTIENMTIOIKA KAUGIOQ.

0. To mRNA mou map&yeTal QMo TN PETARYPOPR Tou yovidiou Ba mepIExel TPOWPO KwOIKOVIO

ARENG.

ii. Ta 000 auTé& KOTTapa Bo dlipeBolv, To yovidio Ba avTiypael xwpic A&Bog kol B
mpokJWouv TEooePa KOTTOPX. 2€ EVa &l UT& Ta TEOOEPO KUTTHPOL:

UTT&PXEl CIWTTNARA JETAANGEN OTO CUYKEKPIUEVO YOVidIO.

uTT&pxel OUDETEPN PETGANKEN OTO CUYKEKPIUEVO YOVIdIO.

B mapdyeTal TTOAUTTENTIOIKA OAUCTOO PE EYOADTEPO PMAKOC OXTTO TO PUGIOAOYIKO.

o < ® @

OTO OUYKEKPIPEVO YoVidio Ba dnuioupyndel mpdwpo KwdikdVIo AAENC.
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21.

22,

23.

NABB 17
To omoTEAEOUO MIOG METGMOENC ot éva KOTTOPO €ival n o0vOeEon MHIGG TPWTEIVNG ME
OIXPOPETIKO auIVOED oTn B€on Tou apivo&Eog Auaivn (lys). MNa va amavTACETE OTNV €pMOTNON VO
XPNOIUOTIOINCETE TOV VAKX PE T KwdIkOvIo Tou MRNA. Moio apivo&d eivan mBavoTeEPO Vo
TommoBeTNOET 0TN BE0N TNG Auoivng Kol Mol alwToUxoG B&on UETOANGXONKE;

AMINOZY AZQTOYXOZX BAZH

o. AomopTikd o0 (asp)  Adevivn
B. AomoapTikO 0&0 (asp)  Oupivn
y. MeBeiovivn (met) Adevivn
0. MeBelovivn (met) Quuivn
MAB A’'20

H kwdikA meplox) evog yovidiou &xel uAkog 102 voukAeoTidio. XTar 102 VOUKAEOTIOIK
OUNTTEPIAGUBGVOVTOI TO KWOIKOVIX EVOPENG Kol ARENG. MoI0 ammd Tax MAKPAK&TW O ummopoloe v
eival To mMOavOTEPO amMOTEAEOUO TNC ENEIYNG €vOG VOUKAEOTIDIoU oTn B&on 76 Tng KwOIKAG
TEPIOXAG;

o. Aev Ba UTIAPXE KOWIo EMTIOPAGN OTO TTOAUTIETTIOIO.

B. O umApxe emidpoon YOVO OTNV eVePYRA TIEPIOXA TOU TIETTIOIOU.

Y. Oo ummipxe cAayn oTnV cAMNAOUXIG TWV TTPOTWY VOUKAEOTISIWV.
0

Oa urApxe Moy TNV XAMNAOUXIG TWV 8 TEAEUTAIWV XUIVOEEWV.

NAB A’20

JToug avBpwroug, N WUikA duoTpopia Duchenne (DMD) mpokoAeiTal omd PETOAAAEEIC OTO

yovidio DMD mou kwdikomolel T TpwTeivn ducTpopivn. To yovidio DMD mepiéxel 79 eEovia. e

oployévoug ooBeveig, eppaviletan OIMAaoicopde Tou e€wviou 2. E&v o apiBude Twv

VOUKAEOTIOIWV 0TO OIMTAGOIOUEVO EEWVIO BICIPEITAI OI TPIX, Eval TMOXVO AMOTEAEOUG VAL

o. To wpigo mRNA, dev Ba epi€xel kwdikOVIo ARENG.

B. To pAKog KaBevog amd Ta 79 eEMVIa B UENOET KATE TPI VOUKAEOTIDINK.

v. H mpwrteivn mou Ba mpokdwel amd Tn PETEPPOON o gival pakpUTEPN MO TNV MPWTEIVN
duoTpoPivn ToU BpiokeTal o Evax &ToUo Xwpeic DMD.

0. H duoTpoivn auTwV TWV aoBevv Ba TTXPOoUCI&ael P GAGYA GuIVOEEDC oTNV arAANAouXia

oc oUyKpIon YE TNV K&XVOVIKI duaTpoivn.

MeTaMGEEIQ
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24, Y& K&Be PuOPIO AIOCPAIPIVNG UTTPXOUV:

o. 0o €idn moAumenTIOIKAG GAUGIOOG Kol dU0 HOPICG AilNG.

B. 000 €idn moAuTenTIOIKAG CAUCTIONG KO TEOGEPD OPIC XiNG.
Y. TEooepa €idn MOAUTTENTIOIKAC GAUCTONG Kol 000 MOPIC aiung.
0

TECOEPO €10N TTOAUTIETTIOIKAC AUCTOOG KO TEOOEPO HOPIC KiuNG.
25.ME enav. '15
Kata Tnv evAAikn {wh, N KipIa aigoopaipivn uylodg avBpwrtou givail n:

o. HbS B. HbA2 Y. HbA 0. HbF

26. A6 mOoeQg yeveTIKES BETEIQ EAEYXETOI N GUVOEDN TWV KIPOCPAIPIVIV OTOV &vOPWIIO;

o 2 B. 4 Y. 5 0. 6
27.ME 04

To yovidio mou €ivai uttelBuvo yia TN B-OoAacoaipio:

o. €ivai uttoAeiméuevo puAoolvOETO. B. Exel MOMATIAG AMNAOUOPPXL.

Y. €ival EMKPOTEG AUTOCWUIKO. 0. eival EMKPATES PUAOCGUVOETO.
28.NMABA’'16

NEx aAMNASOPOPP dNUIOUPYOUVTXI JE:

O.  MN OI0XWPICUO OUOAOYWY XPWHOCWUATWY.

B. kAwvoroinon evég véou yovidiou o€ Evav TANBUOUO.
Y. MeT&AAa&n oto DNA evog yovidiou.

0. Tn dnuioupyia evog véou pauvoTdmou omd To 1010 To DNA.

29. H yey&An eTepoyeveia TNG B-OxAXCOXIYING OQEINETAI:
0.  OTO METOAOYUEVO UTTOAEITTOUEVO OAANAOUOP PO B°.
B. oTO PETOAYPEVO UTTOAEITIOPEVO GAANAGIOP PO [BS.
Y. oTnv nopoucict 500 HETOHAXYUEVWV dAMNAOUOPPWY e og Evar GTOWO.
0. OTNV TePOUsIa: TTOM®@V PETOMOYUEVWY UTTOAEITOUEVWY OANAOUOPPWY YovIdiwv og &va

MANBuou6 avBpwIWV.

30.MABA’18
JTIC KIJOOPAIPIVES KTOUOU POPEX B - DAAXCONKIYING avIXVETOVTAI:
o. 2 €idn MOAUTTETITIOIKWY GAUGTOWV. B. 2 A 3 €idn MOAUTIEMTIOIKOV GXAUGIOWV.
Y. 3 €idn moAuTIEMTIOIKWY GAUGTOWV. 0. 4 A/ 5 €idn MOAUTTEMTIOIKMOV GAUCIOWV.
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31.

32.

33.

34.

35.

NABB 17

Q¢ mpog To yovidix Tou euBlvovTal yia Tn olvBeon TnG o TOAUTIEMTIOIKAG GAUGCIdOC TNG
AIYOoPAIPIVNG, KABE PUOIOAOYIKOC aVOPMITIVOCG YRUETNC TIEPIEXE:

o. 000 amd auTG T YoViOIX, TO Ve UNTPIKAG KOl TO GANO TTTPIKAC TTPOEAEUONC.

B. 000 amd auTd Tax yovidla, €iTe Ko Tae OU0 PNTPIKAG, €iTe Kol Tar OU0 TATPIKAG TTIPOEAEUGNC.

Y. Evo amd auTG Tor yovidia, EITE UNTPIKAG, €ITE TIATPIKAG TPOEAEUONG.

0. E&va amd auT& Ta yovidld, VI TIQ YUVAIKES TIAVTK UNTPIKAG TTPOEAEUONC KA VIO TOUC &VTPEG

MA&VTX TTATPIKAG TTPOEAEUONC.

H a-6cAacoaipiok:

o. oQeiAeTal oe TPOGONAKN, EMNeIPNn A AvTIKAT&OTOON PB&oewv PECK OTO Yyovidlo TNG o
moAuTTeENTIOIKAG OAUCTOOG.

B. emnpe&lel Tn olvOeon Twv alyooPaipivwov HbA, HbA2 ko HbF.

Y. QVTIUETWITI(ETOI e &moaIdnpwon.

EKONADVETAI KUPIWG o€ TIEPIOXEG OTIWG 01 XWpPEL Tne Meooyeiou.

Mola amd TIG MAPAKATW TTPOTAOEIG BEV APOPG TNV K-OXAKCOXKIUIX;

o. Eivau amotéAeopa ENeIPNg oAoKAAPOU TOU YyoVvISiou «.

B. Mmopodlv va dnuioupyndolv eMeipelg oe Eva, duo, TPIa A TIEPICTOTEPX YOVIDIX O.

Y. T &TOPO Y O-O0AKOOIUIO EUPOVIIOUV AVOEKTIKOTNTA OTO TTPWTOLWO TNG EAOVOTING.

0. H éMeipn Tng a-aAucidag emnpediel OAEQ TIC KIJOOPXIPIVEG.

Mo To XOPOKTAPK BoAXGOoXIJicK:

o. lox0el 6TI gival HOVOYOVIDIOKOG XOXPOKTAPKC.

B. 10x0€el OTI XXPOKTNPI(ETOU OTTO ETEPOYEVEIK CUUTTTWUGTWV.

y. 1ox0el 0TI opeileTan o€ oUvBeon TpomomoINUévNe o A B xAUCIdOC KIPHOCPAIPIVNG.

0. 1ox00ouV OAG TOL TTOPOTTAVW.

MNAB B '16
MNéoo €idn TMOAUTENTIOIKWY CGAUCIOWYV CIPMOOPAIPIVOV CvIXVETOVTaIl 0E Eva GTOUO (POPEX

OPETMAVOKUTTOPIKAG GVAIMING;

o. 3eidn. B. 4 €idn. Y. 5 €idn. 0. 2 €ion.
36.ME enav. ‘17

Moo yovidiak TNG B aAuoidag Tng HbA ekpp&lovTal oe Eva ASuPOKUITTAPO;

o 1 B. 2 Y. 4 0. 0
MeTaMGEEIQ
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NABA’16

Ooov apop& TNV PAIVUAKETOVOUPIXK, N €mMoOpaon Tou JIKITOAOYIOU PTTOPEl va emnpedoel To
PaIvoTUTIO:

. Twv eTEPOlUYWV XTOHWV.

B. Twvopoluywy yix TNV EMNeEIYn Tou avTioToixou ev{duou.

Y. MOVO TwV QOPEWV TNG BOBEVEIDG.

0. Twv euPplwv.

NMABA’'18
>To0 GTopoe TToU T&oXouv ard paivuAkeTovoupio: (PKU), amouaci&lel To €viupo o&elddon Tng
QAIVUAGAQVIVNG TO OTIoi0 MPETOTPEMEl TNV QaIVUAGAavivn og Tupooivn. Ta PKU vAmoa Ba

avanTi&ouv ooBapr vonTiKA KXOUGTEPNGON, EKTOG OV TREPOVTAI UE TPOPEG:

o. mAololeg o€ Tupoaivn. B. PTWXEG OE TUPOGIVN.
y. mAodolec o POIVUAXAGVIVN. 0. PTWXEG 0€ PAIVUAGAQVIVN.
NnABB'17

YTov &vOpwto N PKU (paiIvUAKETOVOUPIG) €IVal PIX GOBEVEI TTOU OPEIAETOI OTN OUCAEITOUPYIO
evog evliuou oTo BAPX A, oTnv amhomoinuévn cAnAouxic avTIdP&oewy TToU oikoAouBel. Emiong

N AKU (0AKOQTITOVOUPIR) OPEINETOI OTNV GVATTOTEAEOUOTIKOTNTA €VOG evilpou oTo BAPG B.

A B
(Qowudohaviv = Tupooivn = ... o o S = (00, + H.0

‘Eva &ropo pe PKU, mavTpeietan Evar &topo pe AKU. 01 aoBéveleq akohouBolv Tov 1610 TOTO
KANPOVOUIKOTNTOG K&l 01 OUO YOVEIQ €ival QUIYEIQ WG TTPOG TIC 1010TNTEG auTéC. Molol €ivail ol
QVOUEVOUEVO! PAIVOTUTION VI T TTIOIK TOUG;

o. OAa Tox moudic B eivail &PPWOTH.

B. OAx To moudIG Ok €ival PUOIOAOYIKA.

y. Mo amd To maidik Toug Ba Exouv PKU ko Tor &AM piod AKU.

)

Eva otan 0ek&E maudik Ba €xel Tooo AKU 600 ko PKU.

NneE’'12

O aAPIoPOG OPEIAETAI OE YOVIDIO:

0. OUTOOWWMIKO ETKPOTEG. B. PUAOCUVOETO EMKPATEC.

Y. OGUTOOWMIKO UTIOAEITTOUEVO. 0. (PUAOOUVOETO UTTOAEITTOUEVO.
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41.NABA’15
To yeveTIkd UNKO Twv QUTOV TTEPIAXUBGVEI YOVIDIX YIG TNV TRPOYWYA XAwPoPUAANG. H XpwOoTIKA
OUTA TTOPA&YETAI KAT& TN OIXPOoPOTIOINGN TWV XAWPOTIAGCTWY, €’ 600V TO PUTO JEXETAI PWTEIVA
evépyeln.. AUTO amoTeAET Evar TP &OEIYUO VIO TOV TPOTIO TToU TO TTEPIB&GAAOV:
o..  0dnyel oTn dnuIoupPyia HETOXANGEEWV.
B. emnpe&lel TNV EKPPAoN yovidiwy.
y. 0dnyei oTnv eppavion evog vEou €idouc.
)

eMOP& 0€ OPICPEV €10N PUTWV Kol OXI 0 GAACK.

42, 31OV TIOXPOKATW TIVOKX POIVOVTOI TO GTTOTEAEOUATO OO PIck EPEUVA, OTNV oTToia ordpol ard TO

1010 pUTO avamTUXONKAV K&TW GO JIPOPETIKEG CUVONKES BEPUOKPAOING KOI UYPOOIOG.

Oepuokpaoia: 20°C OepuoKpaoia: 200C
Molo  oupméPaGUC  umopsi Vot YXeTIKA uypaoia: 20% YXETIKA uypaoio: 95%
} . 3 3 Fovotumog | ®auvétumog | Movétumog | dauvoTuToq
TPOKUYEI, VI TO GUTO QUTO, aTd TIG
. ) AA KOKKIVGL &vOn AA AEUKG GvOn
TTANPOPOPIEG TOU THVOKQ;
Ax KOKKIVO &vOn Ax AEUK& GivOn
oo AEUK& &vOn oo AEUK& &vOn

To XpWUO KKBOPILETOI ATTOKAEIOTIKG OO TIG YEVETIKEG TTANPOPOPIEC.

o

B. TOMG XXPOXKTNPEIOTIKG OEV KANPOVOUOUVTXI.

Y. MeTalé&Eeic ouppaivouv pévo O6Tav To UTO VaNTUOCETHI 0 XXUNAEG BEPUOKPOOIEG.
0. Ymé&pxel aMnAemidpaon YETAED TEPIBEANOVTOG KO KANPOVOUIKOTNTAG.

43. TaPETEG PE YN PUOIOAOYIKO pIOUO XPWHOCWUGTWY UTIOPET VO TIPOKIWOUV KOTG:
o. Tnv avtiypagr Tou DNA. B. TIG MEIWTIKEG DIXIPEDEIC.

y. Tn yecodgoon. 0. TN peTaypapl Tou DNA.

44. O1 un QUOIOAOYIKOI (N+1) YRUETEG UTIOPET VOL EIVOI TTOTEAECQK:
o. MOV KoT& TN PEIWTIKA dixkipeon.
B. uNn @uolohoyikol dIxXwPEIoHOU TwV XOEAPLV XPWHATIOWV.
Y. 4N guolohoyikod diaxwpIouold TwV OPMOAOYWY XPWHOOWUATWV.
0

OAWV TWV TTOPATIAVW.

MeTaANGEEIQ
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45, E&v koaT& Tn Olodikaoia TnG peiwong ouuPei pn-Oloxwpioydg oe va (elyoq OUOAOYWV
XPWUOOWUGTWY, O TIPOKIYOoUV:
o. 000 YOUETEC e 23, EVOG PE 22 KOl EVAC UE 24 XPWOOWMUOTA.
B. 000 yopéTeg e 22 Kol 000 Ye 24 XPWHOOHUATA.
y. 000 youéteg pe 21 ko 000 pe 25 XPWHUOOHUATC.

0. 000 youéTeg e 22, Evag pe 21 Kol Evac e 25 XPWHOOWMUNTA.

46.NABB’'16
Av 0 un dioxwplondg ouupaivel otn peiwon Il kard TN JIGPKEIX TNG YXUETOYEVEDNG, TTOI0 B
eival To TEANIKO GTTOTEAEOUC OTO TEAOG TNC PEIWONG;
o. Or piooi yopéteg Ba givai n + 1, Kol ol &AAoI picoi Ba givan n - 1.
B. To 1/4 Twv yauetwv B givai n + 1, To 1/4 O €ivan n - 1, Ko 10 1/2 Oax giva n.
Y. Oa undpxouv 3 emMMAEOV YOUETEG.
)

ADo amd Toug youéTeg B eivan amhoeldeic ko 000 Ba eivai dimhoeldeig.

47.NABB’17
MeTaED TwV KUTTGPWY &vOg opyaviouol evromioTNKaV KOTTOPO PE JIPOPETIKA TOCOTNTX
YEVETIKOU UNIKOU, OTTWG POivVOVTOI TIPOKETW.
K1 48 X 108 {elyn B&oswv
K2 24 X 108 (elyn B&oewv
K3 15 X 108 {elyn Baocwv
K4 12 X 108 Celyn B&oewv

To KOTTOpo K3 mou mepIEXel N avauevouevn moodTnTa DNA, umopel va iva:
0. OWPOTIKO KOTTOPO TIoU JeV £xel OAOKANPWOEI TN WITWTIKA Tou dixipean.

B. oveumhoeIdIKOg YOUETNG.

Y. QVEUTTAOEIDIKO CWUATIKO KITTHPO.

0. KOPKIVIKO KOTTOPO.

48.TABA’18
Mooo uopicc DNA umn&pxouv o€ &va OWUOTIKO KOTTOPO KOT& Tn PecOPaon Kol PETR Tnv
avTIypa@n Tou DNA, evog avBp®TIOU TIOU EPPAVILEI OTOV KOXPUOTUTIO TOU TPICWHIC;
o. 47 B. 90 Y. 92 d. 94

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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49.MABA’'19
Av o JimAoeldAC aplBudg evdg QuTIKoU opyaviopol eival 2n=12, mOOK XPWHUOOMUAT
OVOMEVOVTOI O€ EVOl UOVOOWMIKO, 0 VO TPIOWMIKO, 0 EVa TETPOOWMIKO KOl Eva TPITTAOEIDES
PUTO, AVTIOTOIX;
o. 11,13,14,18 B. 11,13, 15, 18
y. 11,13,14,36 0. 11,13, 15, 36

B50.ME emav. '03

H Tpiowpic 010 210 XPWHOOWUG TOU AvOPOTIOU TIPOKAAET TO 0UVOPOUO:

o. Klinefelter. B. Turner.
y. Down. 0. Cri-du-chat (pwvA TnG Y&TOQ).
51.MABA’19

H autia Tou cuvdpouou Down siva:

o. 0 uNn dioxwpIouog Hovo oTn INTEPXL.
B. 0 N SIGXWPIOUOC UOVO OTOV TTATEPC.
Y. 0 JIMAXOIONOS XPWHOOWUXTOC,.

0. 0 un dIoXwpPIoPOS A HETATOTTION 0 KATTOIO YOVEX.

52. A6 d0o yoveig e Ppualoloyikd aplBud XPWHOCWHUGTWY YevwABNnKe Taxidi pe odoTaon XXY. O un-
OIoXwpPIoNOG BeV UTTOPET VoL OUVERN KOTG TO OXNUKTIOUO:
O. TOU WapPIou OTNV TTPMTN YEIWTIKA OIxipean.
B. Tou wapiou oTn dedTEPN WEIWTIKA dixipean.
Y. Tou omepuaTolwapiou TNV MPMTN YEIWTIKA dixipean.

0. Tou omepuaTolwapiou oTn dedTEPN PEIWTIKA diipeDN.

53. A6 PUCIONOYIKO TTATEPD KO UNTEPQ TIOU OV BAETEI TO TIPAOIVO KO KOKKIVO XPWHX, YEVVABNKE
naidi e olvopopo Klinefelter mou BAEMEl TO MP&OIVO K& KOKKIVO XPWHG. AUTO OEINETAI 0TO OTI
gyive A&Boc:

o. 0TnVv 1n YEIWTIKA OIKIPEDN TOU TIATEPX.
B. 0TN 2n JEIWTIKA dIXiPEDN TOU TTATEPC.
y. oTtnv 1n peiwTikA dixipeon TN UNTEPGG.
0. 0TNn 2n PeIwTIKA SIipEON TNG UNTEPOG.

MeTaANGEEIQ
322



60 KEPGAXIO

54, And &vdpa pe yovOoTuTIo XAY KOI YUVOIKK e YovOTUTIO XAX™ yevvABnke maidi e yovoTumo XeXoY,

O un dioxwpPIoPOS CUVERN KOT& TO GXNUOTIOUO:

O. TOU WOpiou OTNV TPWTN PEIWTIKA dixipeon.

B. TOU wapiou otn delTePN PEIWTIKA diIXipeDN.

Y. TOU OTTEPUATOlWOPIOU OTNV TTPWTN UEIWTIKA dixipean.

0. Tou onepuaTolwapiou otn delTepn PEIWTIKA dixipean.

55. ME ouoy. '14

O apIBUOS TWV PUAETIKDOV XPWHOOWUATWY 0€ Evat OWNATIKO KOTTOPO evOC aTOUOU Pe aUvOpouo

Klinefelter givai:

. €81 (6) B.

TEooepa (4)

Y.

TR (3) 0. ouo (2)

56. And 600 uyieic yoveic yevvNOnke maudi e olotaon XYY. O un dioxwplouodg ouvéPn KTk TO

oxXNUOTIONO:

o. TOU wopiou oTNV MP@TN PEIWTIKA dixipean.

B. Tou wapiou oTn delTePN PEIWTIKA dicipeon.

Y. TOU OTTEPUATOlWOPIOU OTNV TTPWTN UEIWTIKA Sixipean.

0. Tou omepuaTolwapiou oTn delTEPN MEIWTIKA dixipea.

B7.21Tnv  eIkOvor  ameIKOViIleTal

XPWUOOWHIKA VWA,

H  ouykekpiyévn

P

XPWUOOWUIKA

OVWUOANICL UTTOPET VO OPEINETOI OTO

KN SIoXWPIoUO:

¥

3 esaaland = S

9,

)
1

nEua a3y

¥
i i( Ji
A 8
e ¥ ¥ 4
/5 ?% iIv 6
bh TORE { G 0
sE s " ﬁﬁ

0. TWV OPOAGYWYV XPWHUOOWUATWY OTNV TTPWTN MEIWTIKA JIKIPESN OTOV MTATEPQ.

B. Twv adeAPOV XpwuaTidwv, oTn delTepn PEIWTIKA dIXIPECN OTOV TTATEPX.

Y. TV xOEAPOV XPWHOTIOWY, 0TN 0e0TEPN YEIWTIKA OIXIPEDN OTOV TIATEPX A OTN UNTEPC.

0. TWV OUOAOYWV XPWHOOWUGTWY OTNV TIPWTN PEIWTIKA JIIPESN OTOV MATEPN ) OTN UNTEPX.

58.ME 07

To GTopo Tou &axouv amd olvdpopo Turner £€XoUv 0TOV KXPUOTUTO TOUG:

B.

. 45 XPWHOOWHUATO.

Y. 47 XpWUOOWUGTO.

0.

46 XPWUOOWUATO.

44 XpWUOOWUGTO.
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59. Xe &var KapUOTUTTIO CPOEVIKOU axveUTTAOEIDIKOU EVANKOU avBPpOTIIVOU KTOMOU:

o. Maparnpolue € dEAPES XPWHUATIOES YIX TX XPWHOOWUOTX 21.

B. NoapaTtnpolue EAeIPN AWV TWV KOEAPOV XPWHKTIOWY TOU X XPWUOCWUKTOG.

y. MoapaTtnpodue EAeIWN TWV dUO KOEAPOV XPWHATIOWY XUTOOWMIKOU XPWHOCWUKTOG.

0. Noaparnpolue 92 adeApéc XpwPaTideg o 23 (lyn dIMAXOIKOUEVWY XPWHOOWUKTWY.
60.MABA’16

AIVETOI TO TIXPOKEIUEVO YeEvEXAOYIKO OEVTPO OTO OTOI0 TK PAUPIOUEVO OUUBOA DNAWVOUV I

omnévia puAoolvdeTn aiobévela. To Gropo -2 gival oTeipo.

Q.

ii.
.

1) s(O— ]

T TN TTY,
. De

1 2

Méoo avTiypopo TOU YOVIOIOU TTOU TTPOKOAET TNV GOBEVEIG UTTREXOUV OTO OWUATIKG KUTTOPO

ToU IlI-2 KaTé TNV SIGPKEIC TNV HETRPAONG

1 B. 2 V. 3 5. 4
Méoa uopix DNA uniGpxouv aTov KapudTuTio Tou Il1-2;
46 B. 45 Y. 92 0. 90

61. Ta GTOMX TTOU PEPOUV KATTOI0K QOMIKA XPWUOCWUIKA VW UOAIG:

.

B.

Y.

0.

EXOUV TEVTO DIGPOPETIKA TOGOTNTH YEVETIKOU UMKOU armd Tt pUCIOAOYIKE GTOUOL.
EXOUV UTTOXPEWTIKG TTPOoKIWEl amtd AGOOG KaT& TN JIGPKEIX TNG AVTIYPRPAG.
EXOUV 46 XPWUOOWUOTC 0€ KEOE OWUATIKO TOUG KUTTXPO.

0ev M&OXOUV KO KOWion koBEveIaL.

62. ME’'06

To olvdpouo pwvh Tne yaTog (cri-du-chat) opeileTal o€:

. VOOTPOPH eVOC XPWHOOWUIKOU TUANKTOG.
B. OPIBUNTIKA XPWHOCWHMIKA VWU,
Y. ENelyn evoc TUANKTOS TOU XPWHOOWUKTOS 5.
0. OudETePN UETGANGEN.
MeTaMGEEIQ
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63. ME'05

Y& XPWHOOWUIKA GVWUOAI OPEINETAI:

. 0 aApiouoc.

Y. n BaAcooaipic.

64. NE emav. '05

60 KEPGAXIO

B. N KUOTIKN ivwon.

0. TO 00VOPOPO PwVN TNG YETAG.

H XpwUOOWHIKA vWUOAIX TTOU GAAGLEI TNV TOGOTNTO TOU YEVETIKOU UAIKOU EVOG KUTTGPOU EIVQI:

. N avaoTPOPn.

Y. N METOTOTMION.

B. 0 JIM\oIOoUOC.

0. n auoIBaio yeTaromon.

65. 210 akOAouBo popio DNA cupBaivel avaoTPOPRA TOU THAUKTOS YE TNV EVTOVN YPOOL.

CAGCTTACCAGTT CGA
GTCGAATGGTC CAGT CT

To amoTé\eopa B giva:

5 -
37 -
o 5 ° -
37 -
B. -
Y. -
0. -
66.NAB A '20

C
G

A G C
T C G

-TGGTAA-GTZC
-ACCATT-CAG
- T G G -

- T T C CA-CA

2 c C TT - C
- T GGT - CAG
- T T cC - G C

- 3
- 5

G A -
C T -

AVTpOQ TTOU (PEPEI EMKPUTESC (PUAOCUVOETO YVMPIOUO OTMOKTR, HE YUVOIKO TIOU (QEPEI TO

OVTIOTOIXO UTTOAEITTOUEVO YVOPIOU®, VIO TOU €PQavilel TO QaIvOTUTIO TOU TIXTEPX TOU.

Evdexouévwg:

o. VO EXEl GUPBET yovIOIGKA HETAAMGEN 0TO X XPWUOOWHG TOU OTTEPUATOlWOPIOU.

B. vo €xel yivel avaoTpo® 0To X XPWHOOWUK TOU OTTEPUATOIWXPIOU.

Y. V& EVTOTIOTEI KATTOION JETXTOTIION OTOV KOPUOTUTIO TOU TITEPX.

0. va& evrommoTel K&molo EMEIYN OTOV KAXPUOTUTTO TNG INTEPTG,.
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67.MAB A ‘20
Moix mMOavOTNT €XEl Evaig GVTPOC ME (QPUOIOAOYIKO KOPUOTUTIO VO KANPOVOUAOEl &va
PUAOGUVOETO YOVidIo T TOV TTOTEPG TOU;
o. 0% B. 25% Y. 50% d. 100%

68.MABA 19
DuoloNoyIKG OTO KOAXUTIOKI, Tow yovidlx wax Ko vir Bpiokovtal oTo id10 (euyGpl OPOAOYwWY
XPWHOOWUGTWY. BpEONKAV OUWS PUT OTX OTTOIC T YOVIOIX PETKBIBXIOVTHI AVEEGPTNTA.
Mol XPWHOOWUIKA avwUaAic O urmopoloe va e€nyAoel TNV aveEGPTNTN HETARiBoon;

o. MeTtaromon B. AvaoTpo®A V. AimAaoioopdg 0. ‘EMepn

69. Xe KopudTUTIO EVOG avBpwITOU, TTOU EAAPON amd Gwpa
yewnTmik&  KOTTOp&  Tou,  evromifovial 000  pn
QUOIOAOYIK& 3 Kol 21 XPWHOOMPOTX TIOU (PEPOUV

opoIBaic ueTATAMION, OMTWES PAIVETOI OTNV EIKOVO.

o
O1 yop€Teg ou mapdyel To GTOUO, Mo GwPa KITTHPX (:‘l>
B
A

TToU PEPOUV TN PETATOTIION:
/ ’ <~—Gene 2

Xpwpdowpa 21

o. €ivail 6A0I PUCIONOYIKOI.

B. T050% pEpel TNV AUOIBXIC HETOTOTTION.

OO )0

Y. T0 25% pépel puaioloyika 3 Kal 21 XpwUOODUOTA.

-— Gene 1
0. TO 25% pévo, pEpel A&OOC YEVETIKA TTANPOPOPIO. Xpwpbowya 3

70. ZToVv GvOPWTIO, UEPIKES YEVETIKEG OODEVEIEG TTOU OPEINOVTQ

oe HETOBOAEC Tou yeveTIkol UNKOU KoToyp&povtanr otov 1. PETIVOBAGOTWUN

THVOKO. 2. OPEMOVOKUTTUPIKA KVIUIX
3. o0vopopo XXX

4. Tpiowpic 21

H kaTéraén Twv aobevelwv auTwy, ue B&on TNV EKTaoN TNC

OMOYAG Tou yeveTikoU UAIKOU TIoU TIPOKOAET N avTioToIXN

5. 60vOpPOUO PWVA TNG YETOG

BAGRN, eivai (ue alEouoa oelph):
«. 1-2-3-4-5 B. 2-1-4-5-3
y. 2-1-5-4-3 0. 1-2-5-3-4

71. MeyohlTepn moodTNTA yeVETIKOU UMKOU EXEI TO KOPITOI TTOU TIOXEI OTo:

. (PXIVUNKETOVOUPIOK. B. T0 00vOpouo Turner.
Y. Tnv Tpicwyia 13. 0. TO 00VOPOMO «PWVIA TNG YETOG.
MeTaMGEEIQ
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72.TIE emawv. '08
To euBPUIKE KITTOPX, TTOU AXUBEVOVTAI E TNV KUVIOTIKPORKEVTNON, XPNOIUOTIOIOOVTOI YIG:
o. Tnv avéAuon DNA.
B. TN BloxnuIkA av&Auon opIoUEVWY TIPWTEIVOV Kol eVIIPwY.
Y. TN JI&yvVWon XPWHOOWHIKOV XVWUOAIWV.
)

oA TOL TTOPOTTEVW.

73.NMABA’19
H BloxnuIKA EETaon £D€IEE OTI 0 OBEVAC TOXPAYE! Witk N PUOIONOYIKA TTPWTEIVN.
AuTO ouvABwC oPeINeTAI 08 ANOYEG:
. OTNV XANAOUXICK TWV UOVOUEPWV OTNV TTIOAUTTETTIOIKI XAUGCTOCK.
B. oTnV MOIKINIGK TWV XVOPYRVWY LOPIWV TOU 0pYyovIouoU.
Y. OTOV GPIBUO TwV KTOPWY GVOPAKX OTO HOPIX TWV OXKXXPWV.

0. oTnv aAMnAouxio Twv Jovouepwv oTo DNA.

74. H d1&yvwon TnG OPEMAVOKUTTOPIKAC avaiuiog oe Eva EUBPUO PTopeEi va yivel:
O e avixveuon Tou JeTOAayYUEVOU aAANAOpop®OU Bs (LopIakA diGyvwaon).
B. Me BloxnuikA avixveuon Tng HbS.
Y. Me doKIyaoia OpeMdvwong.

0. de 6Aoug Toug Iapam&vw TPOTTOUG.

75.ME 12
AcBEévelx TTou UTIoPET Vo SIYVWOTET PE KXPUOTUTIO EIVall:
0. N QAIVUAKETOVOUPIOL. B. N OPEMOVOKUTTOPIKA QVAIMIXK.
Y. n B-BoAaooaipic. 0. To oUvdpopo Cri du chat.

76.Xtov GvOpwrio, n JOI&yvwaon MIKG Tuxaiag OOUIKAG XPWHOOWUIKAG OVWUOAicG TOTou

QVaOTPOPAG, TToU dev 0dNYeEl o€ VEO PAIVOTUTIO, UTIOPET VO YIVE! [E:

o. MEAETN KapuoTUTToU. B. OUVIOTIPOKEVTNON.
Y. Bloxnuikf dOKIPKOIx. 0. av&AUON QIPOTOG.
77.NMABA’16
H TexvikA diGyvwaong Tou 60t kkoAOUBACOUE I TOV EVTOTTIONO XPWUOOWUIKAC XVWUOAING EIVAI:
o. PCR. B. BioxNMIKA dOKIUGOICK.
Y. KOPUOTUTIOG KOI MEAETN XPWUOOWUKTWY. d. OUVOUNONOG TWV B Ko Y.

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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78.

79.

80.

81.

NABA’'16
Mia: SiayvwoTik ) HEB0JOG yia TNV Eykaupn OI&yvwon ToUu KOPKIVOU TOU TTPOOTATN €IVl Kl O
UTTOAOYIOUOG TNG OUYKEVTPWONG Tou avTiyovou PSA oTo aiya Tou e€eTai{devou oTOUOU. ZE TTOIx

KOTNYOPIC DIGYVWOTIKWOV UEBOOWV KVAKEI 1N OUYKEKPIUEVN OIXOIKOOTK;

o Moplakn diGyvwon. B. ov&Auon KapuoTUTIOU.

Y. Broxnuikn av&Auon. 0. MIKPOOKOTTIKA TTOPATAPNON.

ME ouoy. '06

To yovidia TTou evepyoTTolodV (PpUGCIOAOYIKG TOV KUTTOPIKO TTOAMKTTAXCINOUO:

O €IVOI T OYKOYOViDIC. B. gival T pUOUIOTIKG YoVidIX.

Y. €ival T TTPWTO-0YKOYOVIDIKK. 0. EIVOl TO OYKOKOTXOTOATIKG YOVIDICK.
NMABA’16

Y& MEPIMTWOoN KOTOOTPOPAS f odMayAC TUAKATOG Tou DNA, mapdyeTal n mpwTeivn p53 n omoix
OVOOTEANEI TN MITWTIKA Olaipeon Kol evepyotiolel pnxoviopolg yio Tnv emdiépbwon Tou

koareoTpauuévou DNA A TNV amdnTwon Tou KUTT&pou. To yovidio yix Tnv mopaywyh Tng p53

gival:

o. OyKoyovidlo. B. OYKOKOTOGTOATIKO.
Y. TIPWTO-OYKOYOVidIo. 0. KO(PKIVIKO yovidio.
MNAB A’19

Mn QUOIOAOYIKG XPWHOOWUOTX CUVOVTOVTOI CUXVE OE Aeuxaiuieg. AGON OMwe PETKTOTIIOEIQ
gival OUVOTOV Vo TOTTOOETACOUV EVOl TIPWTO-OYKOYOVIDIO KOVTG OE OIPOPETIKEG PUBUIOTIKEG
meploxég. Molo amd Ta MaPaK&TW Ba prmopoloe vow €xel CUMPET, WOTE VO K&VEI TOV KOPKIVO
ePIoo0TEPO EMOETIKO; TO TPWTO-0YKOYOVidIOo €I0AXON YETG aro:

o. TOV UTTOKIVNTH TOU yovidiou TNG IVOOUAIVNG.

B. Evav ouveX(WG EMTAYOUEVO UTIOKIVNTA.

Y. TOV UTIOKIVNTA €vVOG OYKOKXTOOTOATIKOU yovidiou.

0

TOV UTTOKIVNTHA €vO¢ yovIOiou TTou KwOIKOTIOIET EMJIOPOWTIKO EVIUO.

82.NMABA’16
AcBéveieg Tou ouvABwe opeilovTal oe EAeIPN 0AdGKANPouU yovidiou givai:
o. KUOTIKN ivwon kol ENeiyn eviiuou ADA. B. o BANXOOXIIO KO PETIVOBAKOTWICK.
Y. o BaxAaooaiyion Kol B OoAacooaiyic. 0. OAPIONOG KO POIVUAKETOVOUPICL.
MeTaMGEEIQ
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83.

10.

11.

12.

60 KEPGAXIO

MAB A’20

Moix B ATV pI &Gueon OuveEmelx yio &va KOTToPO, Tou QEpel MI PETaAayuévn DNA
TToOAUMEPGON, N oToia £xel x&oel TNV IKavOTNTo emMdIOPOBwoNg;

o.  Aduvapic OAOKANPWONG TOU KUTTOPIKOU KUKAOU.

B. ‘Evav uynAoTePO apIBUO HETOMGEEWY KOTA TN JIGPEKEIX TNS QVTIYPRPAC.

Y. Anuioupyic KopKivou.

0. Aduvapia avTiypa@ng Tou DNA.

Na xopokTnEIoeTe Pe X (owoTd) f ue A (A&O0G) TIC TXPAKXTW TIPOTROEIC:

O1 peTaANGEEIQ dnuIoupyolV EVa DIPOPETIKO PAIVOTUTIO. ()
ME enmav. '15
O1 peTOMGEEIC OTO OWPOTIKG KOTTOPX evog opyaviopol peTaBIB&IOVTaI 0TOUG amoydvoug Tou.
()
‘OAeg o1 HETAAGEEIQ METURIBGIOVTAI GTIO TN MIG YEVIR OTNV GAAN. ()
O1 HETOMGEEIG DIGKPIVOVTXI GE YOVIDIOKES KO XPWHOOWHIKEG GVWHOAIES, YE B&on TNV EKTaoN
NG oAayAC. ()
H yeveTIKA TIOIKINOTNTA OTO BAKTAPIK EEXCPAAIETOI YOVO HECW TWV YOVISIGKWV HETAXAMGEEWV.
()

MEeTOMGEEIC TOPATNPOUVTAI OVO OTIC TIeploxEC Tou DNA TTou KwdIKOTIOI00V TPWTEIVEG. ()

H oMoy TNG oTepe0dIRTRENG TN KIOGPAIPiVNG HbA 0T OPEMAVOKUTTOPIKI QVAIUICk OPEIAETI

0€ MI HETGANOEN. ()
H OPEMOVOKUTTAPIKA GVAIUIO OPEIAETAI OE UIX XPWHOOWMIKA AVWHOAI. ()
NE’'03

To GTOPC TTOU TIRGXOUV GO OPETTAVOKUTTRPIKA avaipic maxpd&youv pévo HbA. ()

loveig, popeic Tou UTTOAEITTOPEVOU GAANAOLOPPOU [3S YIa TN OPETIAVOKUTTHPIKA GVAIUIX, EXOUV

50% mOavOTNTO VO AITOKTACOUV TIOIOT UE DPETTAVOKUTTOPIKA VAIUTCK. ()
O1 popeig Tou UTTOAEITTOUEVOU GAANAGIOPPOU Bs yIok TN OPEMAVOKUTTOPIKA QVaIUia, EXOUV PECK
OTQ EPUOPG TOUCG CKIJOOPAIPIC KO TN PUGCIOAOYIKA GliOoPaIpivn A Ko TNV TTOOAOYIKA S. ()
H OpeNMavOKUTTAPIKA avaipion eival Eva €id0g BOXAXCOXIUIGG. ()

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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13. H mpooBAKN TPIWV dIadoXIKWV B&oewv oTo €EMVIO evOg yovidiou UTOPET Vo TTPOKHAEDEl ThV
QVTIKOT&OTOON EVOC pIvOEEDC amd dUO0 VEX oTNnV TTOAUTIEMTIOIKA GAUGTOX. ()
14. To yeyovog OTI 0 YEVETIKOC KWOIKOC €IVaI EKPUAIOUEVOG PEIWVEI TNV TIBXVOTNTA EUPEVIONG TWV
EMTTOOEWV HIOG JETEAOENC. ()
15. EExiTiag picg PETAMOENG, O yovOoTUTOG €vOQ CwHGTIKOU KUTT&pou oe &vav  &vOpwto

METABAAONKE ammd Aa 0e ack. H ouykeKpIuEvn PETGAGEN O KANPodoTNOEl oe A Ta KOTTOPO

mou B poKUJWouv armd To KITTRPO auTO. ()
16. Aev untGipxel KaUIG xgBEVEIR TIOU VoL OPEIAETOI O OUDETEPN YOVIOIOKA HETAGAAGEN. ()
17. 01 emdIoPOBWTIKOI UNXAVIOHOT (EVIUUK) OPOUV GITOKAEIOTIKG KOTG TNV QVTIYPGPI). ()
18. ZTo epuBP& KUPOOPAIPIG TWV EVNAIKWVY UTTGPXOUV &, B, ¥ K&l O AUGiOEC. ()

19. H peyG&An €TEPOVEVEID TWV CUUTITWUGTWY, HETOED TWV XTOMWY TTOU TTEOXOUV OO PIK YEVETIKA
0oBEVEIN, OPEINETOI OTNV TTREOUGCTC TTOMATIAOV GANAOUOPPWY TTOU UTIGPXOUV YIG TNV 6oBEveIx
oUTA oToV TANBUOWO. ()

20. Ta yovidlor OTa OTToick OPEIAETAI N OPEMOVOKUTTOPIKA ovaidion Kol n B Bohaooaiyion ivai
OAMNAOUOPQQ. ()

21. H aupoogaipivn F BpiokeTou povo ota EPPPUQ. ()

22.Evag  QUOIOAOYIKOG avOp@Tivog Youétng mepiéxel 000 yovidio yio TNV o-0AUGIdOT TNG
QIMOOPAIPIVNG. ()

23.H OBohaoocipio opeileTal oe pelwpévn olvbeon, €ite Twv o €iTe Twv B GAucidwv TNg
alpoopaipivne HbA. ()

26. O un-01xxwpPIouo6S cupBaivel KaTé Tn dIGPKeI TN avTIypapAg Tou DNA.

27. H povadikf povoowuia mou Bpédnke otov GvOBpwrio eival To alvdpopuo Turner.

()
()
28. MovoowuIK& eival To &TOUa TTou §xouv o€ K&Oe KITTaPO Toug HOVO Eva XPWUOOWUO. ()
29. Tpiowpia givai n GMoPEN TPIMV EMITTAEOV XPWUOOWURTWV. ()

()

30. Mia apIOUNTIKA XPWHUOOWUIKA GVWUOAIX UTTOPET VO OPEIAETOI GE UTOUOTN JETGANKEDN.

MeTaMGEEIQ
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31. H avaoTpo@n €Xel 0V GTTOTEASOUG TNV GTTWAEIX YEVETIKOU UNIKOU. ()
32. 2100 &TOPO PE (QUOIOAOYIKO QaIvVOTUTIO Oev TIXPATNPEOUVTHI XPWHOOWHIKES OVWUOAIEG OTOV
KOPUOTUTIO TOUG,. ()
33.’Eva puAOGUVOETO UTTOAEITTIOEVO YOVIBIO UTTOPET VO EVTOTTIOTEI 0E GUTOOWHIKO XpwHoowpa. ()
34.0Aeg 0l DOHIKES XPWHOOWHIKEG VWHUGAIES UTTopoUv Vo d1IayvwaBolv he Tn JEAETN KapudTUTIOU.
()
35. (OEDE '03)
FeveTIKEG avwuaAieg Tou avBpwrou, émwe To olvOpouo cri-du-chat kKol n OPEMAVOKUTTRPIKA
avaiuia, €ival OuvaTd va diayvwoBolv pe TNV amoudvwon KUTT&PwWY TOU OPYQVIOUOU Kol TN

dnuIoupyict KXPUATUTIOU. ()

37. T OYKOKOTOOTOATIK& YyOVidIt evepyoTtololv TOV KUTTOPIKO TTOAGTTAGCIOUO OTNV TTEPITITWON
enmoUAwon MANyv. ()
38. H ouvnb&éoTepn XPWHOOWHIKA OVWUOAIX TTOU ONUIoUpyel Eval OyKoyovidio €ival n PeTaTomMmOonN.
()

39. Mo va ekdNAWOET KapKivog, Ba TTPEMel OAEQ 01 AMAPAITNTEG HETOMGEEEIG Vo cucowpeuBolv aTo

810 KOTTOPO. ()

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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+ No avrigToixioeTe Toug 6poUC TToU avayp&povTal otn oTAAN | pe TIg évvoleg i TIC PPAOEIQ TTOU

avaypaeovtal atn otnAn Il. Mo To okomd auTd va yp&weTe dimAa amd k&Oe yp&uua TNG oTHANG |

TOV OXPI1OU6 Tou Taupiclel amd Tn otAANn Il (m.x. 1..a).

1.
I Il
A ... B-OaxAaooaipic 1.  AvTIKaTGOTOON YAOUTOMIVIKOU 0EE0C axmmd BaAivn
B. ... Dopéag B- BAXOONIPIG 2. 'EMeiyn HbA
r. ... APEMAVOKUTTOPIKA avaidia | 3. Au&énuévn olvbeon HbA:
2. I Il
A L o-OaxAaooaipio 1. ‘EMepn A mpooBnkn B&oewv
B. ... APETOVOKUTTOPIKA avaidian | 2. AVTIKGT&OTAONG MGG B&oNg
r.oo.... B-Bohaxooaiuio 3. 'EMe1yn oAdkAnpou yovidiou
Ao AANQIOUOG
3. I Il
A .. Aveurhoeidiac | 1. X0vdpouo Turner
B. ... EMeipn 2. 20vdpopo cridu chat
r. ... Tplowpia 3. X0vdpouo Down
4, MEenav.’'19 B1
Na avTioTolxioeTe Ao T oToIXeix TNG ZTAANG | TOU TXPAKETW TTIVOKO JE TX OTOIXEIC TNG ZTAANG
Il. Emonuaivetan 0TI k&moioe aToixeia TNg XTAANG Il avTioTOIXI{OVTOI O TTEPIOGOTEPH QMO &V
oToixeio Tng ZTAANG 1.
ZTANN | ZTAAN Il
1. ... cri-du-chat o. ‘EMeipn yovidiou
2. e PETIVOBAGOTWUG B. ‘EMelyn evlipou
3. OAPIONOG y.  EMNeyn THAPOTOG XPWHUOOWUOTOC
4. ... Turner 0. 'EMeiyn XpwuooOuoTog
5. . o-OaAacoaipiok
6. ... PKU
Mov&dec 6
MeTaMGEEIQ
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Kotd Tn dIGyvwon YEVETIKOV MOOACEWY XPNOIUOTIOIOOVTI CUYKEKPIUEVES UEBODOI OIGyvwanc.

Me Bé&on auTh TN yvQ@aon, Vo JETRQPEPETE GTO TETPAOIO OKC TN OWOTH GVTIOTOIXIK K&OE apIBuol

(1, 2, 3, 4) Tng ZTAANG |, ye Eva povo amd Tao yp&uuaTa (A we E) Tng ZTAANG 1.

ZTAAN |

ZAAN I

‘Eva Euppuo 14 eBdou&dwy mou
1. ... EAEYXETQ VIO TNV TIOAVOTNTO VO

eupavioel o0vdpopo cri-du-chat.

AuVIOTIOPOKEVTNON
Ko av&Auon

aMnhouxiog DNA.

‘Eva €uBpuo 10 eBdoucdwv mou

2. ... ENEYXETAU VIO TNV THIOAVOTNTX VO

nGoxel armd oudluyn B OAXCOXIUICK.

AQWN XOPICK®V
AOXVDV KO HEAETN

KopuoTUTTOU.

‘Eva EuBpuo 13 eBdoucdwv Tou

AUVIOTIOPOKEVTNON

3. ... EAEYXETO VIO TNV TIOAVOTNTO VO Kol BloxnuIKA
eUPavioel KUGTIKA Tvwon. av&Auon.
Eva €uBpuo 10 eBdouddwv Tou AAQWN XOPIKK®OV

4, .. EAEYXETO VIO TNV TOAVOTNTO VO

eupavioel o0vdopouo Down.

AXXVDV Kol oiv&AUon

aMnhouxiog DNA.

AuVIOTTOPOKEVTNON
KO MEAETN

KopuoTUTIOU.

Mov&deg 4

6. I
A L Y0vdpouo Down 1.
B. ... APETOVOKUTTAPIKA avaipio | 2.
... daIvuAkeTOVOUPIX 3.
4,

Mpoodiopioudg HbS oTa epuBPOKITTHRPO
AUVIOTIGPOKEVTNON, HEAETN KOPUOTUTIOU
AAQWN XOPICKOV ACXVQV

METpnon ouykévtpwong eviiuou

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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+ AIGTOENG

1. Oeswpoluye TO yovidlo TOU €AEYXEl TNV KOTOOKEUN TNG B-MoAUTENTIOIKAG OAUCIONG TNG
oiooPaipivng. Now TOTTOOETAOETE TG TTXPOKATW YeyovoOTa Ye TNV KOAOTEPN OuvaT oXAANAouXia
TTOU CUVERNOQV:

o. ApxiCel va heTayp&eeTal Tpomomoinuévo mRNA.

B. ‘Eva tRNA @pépvel oTo pIBOCWUG TO KATAAANAO axpIvoED.

Y. MeTa@EpeTal oTOUG 10TOUG HEIWUEVN TTOOOTNTA OEUydVOoU.

0. MNoparnpeital AMG avaiyio 0TO KOPITOl.

€. Xe Gwpo yevwnTikd KOTTaPO Onuioupyeital Evar AavBoopévo kwdikOvio aTo yovidlo Tng B-
moAuTTeENTIOIKAG AUCTOOG TNG KIPMOCPAIPIVNG, HE KVTIKATAOTOON EVOC VOUKAEOTIOIOU PE &AANO.

oT. H Ttpomomoinuévn B-moAuTeEMTIOIKA GAUCIOX TTOU OUVTIOETOI EUBUVETAI VI TNV HEIWPEVN
mp60deon 0EUYOVOU Kol TNV aoT&BEI TNG KIPOCPAIPIVNG.

{. Hyuvaika auTh ommoKT& KOPITol TTOU PEPEI TN HETRANGEN.

n. Mix yuvaika ATav pEAOC olkoyévelag Tou (oloe oe Teploxf] e eAovoaian Kol ue pey&ho

TTO000TO OTOUWY TTXOXOVTWY OO EAOVOOIK.

B. EPQTHZEIZ ANOIKTOY TYTNOY

4+ AvakAnonc:

1. No0 opeileTal N Aoyl TOU OXAUGTOS TWV EPUOPOKUTTEPWY OTC &TOUG TIOU TIGOXOUV OO
OPETIOVOKUTTAPIKA QVAIYIC;

2. NE’'06
Y& TIOIEC TIEPITITWOEIC Ol YOVIOIOKEG METOANGEEIC Oev eivan emPBAXBEIQ yix Tov avOpOMIVO
opYavIouO;

3. MEenav.’'06
Molol mop&yovTeg UMopolv Vo dP&OOUV WG PETHANGEOYOVOI KOl e TTolo TPOTTO T KOTTOPO
QVTIMETWTTI{OUV TIC XAYEQ TTOU ePpavilovTal omd Tn dpd&aon Toug;

4. e moia mepimTwon N HbA2 amoTeAei diaxyvwoTIKO deikTn;

MeTaANGEEIQ
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11.
12.

13.

14.

15.

16.

17.

18.

19.

60 KEPGAXIO

Mol ot opoluya &Topa e B-OaAacoaipio spgavileTan adgnon Tng HbF;

ME enav. '04

Moti T &Topax Tou TI&RoXouv amd  B-Ochaooaiuion TIPOUCIAloUV  PEYGAN  ETEPOYEVEIX
OUUTITWNETWY;

Me 07

e KA&moleg TePIOXEG, OMou ePPaVI(OTOV TTRAXIOTEPX N €AOVOOIX, N ouxvoTnTa eTEPOlUYWV
OTOUWY PE OPETTVOKUTTOPIKA QVAIPic Kol B-OaAaooaupion ivan augnuévn. No autiohoynoeTe TNV
amé&vTNon ooc.

ME enav. '04

Mot To0 GTOPO TTOU TIGOXOUV AT PAIVUAKETOVOURIX eppavi(ouv dixvonTiK KaBuoTEpnoan;

ME enav. '15 B3

Me molov TPOTIO KANPOVOUEITAI N PAIVUAKETOVOUPIX (Uov&ada 1); ATTO TI TIPOKOAEITOI (IOVEOER 2);
Me molov TpOTIO PUMoPOolV Vo AImoPeUXB00V TO GCUPTITOPOTO TNG aoBEVEInG (Uovadeg 3);

Eival duvaTdv of aplOunTIKEG A Ol OOUIKEG XPWHOOWUIKEG OGVWUGANEC Vo opeilovTal o€
auTOUOTEG HETAANGEEIC;

Mol N yovoowuia eivail cUVABWES BavaTNPOPOC VI TOV OPYAVICUO;

MNocg OnuioupyolvTal YOPETEG PE OPIBUO XPWHOOWPATWY MPeYaAITEPO R MIKPOTEPO TOU
(PUOCIOAOYIKOU;

Noo €EnyAoeTe vIoT, To &TOUO OTXX OTOI €XOUV OUMBEl uoIBAieq WETATOTTIOEIG, eUPavi{ouv
KivOuvo amOKTNONG KIMOYOVWY PE XPWHOOWMIKES VWU XAIEG.

ME enav. '04

Molx givail N onuooia TNG SIGYVWOoNS TWV YEVETIKOV XVWURAIQV;

ME enav. '05

Moleq ouGdeg GTOUWY EiVal AMXPAITNTO V& {NTAGOUV YEVETIKA KXBOJAYNGON, TIPIV TTPOXWPHOOUV
oTNV GMOKTNON GIToyOvVWY;

ME enav. '04

Moleg TeXVIKEG pog Oivouv Tn duvaToTNTa JIGyvwong TnG OPEMOVOKUTTOPIKAC OGVXIPIGG o€
EVAMKO &TOPO TTOU TTGOXOUV O qUTH;

NE 06

M®C MPOKITITOUV TO OYKOYOVIDIX KO TTWC OXETICOVTOI UE TNV KXPKIVOYEVEDN;

NE’08

MoOG avooTEMETAI N OPEON TWV OYKOKATXOTHATIKOV YOVIOIWY KO TTOIEG EIVAI O GUVETTEIEG GUTAGQ
TNC AVAOTOAAG;

MoTi T ATOPO JE HEARYXPWHOTIKA ENPOSEPUIC EUPAVI{ouv TOAMATAGOI ouxvOTNTO EUPAVIONG

KOPKIVWV TOU DEPUATOC;

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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+ Kpiong - ouvduaopol - odykpiong:

1. Q Eivail n OpemavOKUTTOPIKA GVaIUic: TTEPITITWON:

0. IJOOPAIPIVOTIROEING; B. B-Oaxhaooaipicg;

2. @ [lolég JIGPOPES evTOMI(OVTOI OVEUESO OTX GTOMX TTOU TIGOXOUV OO OPETTVOKUTTOPIKA

OVOXIPIO KO OTC PUOIOAOYIKA O€ YEVETIKO KO pOXIVOTUTIIKO €TTITEDO;

3. @ NoT yio eETAAMOEN, TTou UMopEl vao cUPPBEl 0TO evepyd KEVTPO, EXEI OOV QIMOTEAEGUO TN

METXBOAA TNC evepydTNTOG TOU ev{lou;

4, & T T0mog yovIdIoKNAG METAAGENG o€ Eva YOVIdIO UTIOPET VO TTPOKOAEDEI TNV EMPAKUVON TNG

avTioTOIXNG TTPWTEIVNG;

=  AnGvtnon:

MpoodAKN B&oewv og apIBUO TTOAKTTAKCIO TOU TPIC.
MpoaBikn A apaipeon B&oewv o aPIBUO PN MOMOITAGGIO TOU TPIC, TTPOKAAET AVaOIGTOEN
TWV KWOIKOVIWV.

MpoaBikn, apaipean A avTIKaT&oTaon Ba&ong A B&oewv 6TO KwdIKOVIO AGENS

5. & T 10moc yoviIdIoKAG WETGMOENC o Eva yovidlo PTopel vor TPOKOAESEl TN Bpdxuvon TG

avTIoTOIXNG TTPWTEIVNG;

=  AnGvtnon:

Apaipeon B&oswv oe apIOUO TTOAXTTAGOIO TOU TPIO.

MpocBAKn A apaipeon B&ocwv oe aPIOUO PN TTOMOTIAGGCIO TOU TPIG TIPOKOAET avadIGTOEN
TWV KWOIKOVIWV Kol UTTopel vow dnuioupynoel vEo kwdikoviou AGENG TPoOwP .

Anuioupyia kKwdikoviou AGENG TPOWPX, AOYWw TPOOOAKNG, GPAIPEONS A CVTIKATEOTOONG
Baong f Baoewv o€ K&TOI0 KWOIKOVIO.

MpooBAKN TPIMAETOG, N omoiax amoTeAei KwdIkOVIO AGENG, ovaueoax oc d00 JIdOXIK&
KWOIKOVIQL.

MpocBAKN TPITTAETAG, N oToi dev amoTeAEl KwdIKOVIO ARENG, NEOK 0 EVO KwOIKOVIO UTTOPET
VO TIPOKOAEDEl avadIGTOEN TWV KWOIKOVIWY TOTIK& Kol WMmopel vor dnuIoupyRoel véo
KwdIKoviou AMENG MPOWPE.

MpooBAkn, apaipeon N ovTiKaT&oToon PB&ong A P&oswv oTo KWIKOVIO Evapénce. H

HETEPPOON Ba EeKIVAOE! oo Eva EMOUEVO KWOIKOVIO EVapENG.

MeTaMGEEIQ
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@ T OBa Onuioupynoel peyaAdTePo MPOBANUG 0TO TIPWTEIVIKO YovIDIakO TIPoIoV, N ENAEIYN HIOG

B&ong A TPIV ouvexOueEVWY BAOEWV OTO YOVIdIO TTOU TO KWOIKOTIOIET;

NABA’16
e TUAPO DNA, To ormoio amoTeAel TUAUG WETOPPAlOPEVNS TTEPIOXAG Yovidiou, oupPaivel n
TTXPOKETW KAACYA:
GPXIKG TENK&
TACACACAAACGGGG > TACACACAAACGGGT
Eivar duvatd n ohayn auth voe MHN mpokahéoel aMayEG 0T ASITOUPYIKOTNTO TOU OPIOU TTOU

Ba mapaxOel amd TNV MaPAT&vVW TPOTOTOINUEVN YEVETIKA MANPoPopi; (Ewg 30 AEEEIQ)

= Anévrnon:

10.

11.

o JIWTNAEG HETOAMGBEEIC, OUDETEPEG HETOAKEEIG

(& Ta dopikG yovidiax Tou ormepoviou TNG AGKTOING Z, Y Kai A, avoAUBNKoV HOPIGKE Ko

OUYKPIONKaV Tol TTEMTIOIKK TIPOIOVTOL TOUC, 3
YRR P N OUOIOmT(X, lovidlo Z | Tovidio Y | Movidio A
WG TPOC TNV GUIVOEIKA Toug oloTaon, o2& GMnAouxia

N [0) 0, 0,
000 OlxpopeTIKG oTeAéxn E. coli tou BoRgY 100% 98% 95%

OMIVOEEWV 100% 100% 98%

empBepalwpéva avamTiooovTal oe AakToln.

M®C dIKXIOAOYOUVTAI T KTTOTEAECUOTO TTOU TTXPOUCIG{OVTOI OTOV TTIVOKCK;

(& Eivan duvaTov pio JeTGANGEN, N otoia Bev emnpedlel TNV oAMnAouxio Twv VOUKAEOTIDIWY

EVOC EUKOPUWTIKOU yovidiou, Vo TTPeUTIODIEI TNV EKPPOON TOU CUYKEKPIUEVOU YoVIdiou;

COE®EB'16 B3

Mia aoMnAouxioc DNA kwdikorolei Aertoupyikfy mpwteivn amd 230 apivoéa. 1o DNA autd

Eyivav HETOANGEEIQ TTou emnpedlouv JIRPOPES TEPIOXES TNG KWOIKAC aAUCIOOG i PUOUIOTIKEC

TIEPIOXEC Tou yovidiou. Mo KaBepiot ammd TIC THPOKETW TIEPITITWOEIG, VO TTEPIYPAWETE TO PEPOG

Tou DNA mou peTaMéxOnke. (Eva evdexduevo oe K&Oe mepinTwaon).

o. Mapdyetar MRNA, To omoio dev PTTopEel va deOUEUTET 0TO PIBOCWHC.

B. Aev nmapayetan mRNA, yiaTi n RNA moAupep&an dev UMOPET Vo GipXIoE!l TN JETRYPOPI.

y. TMNopéyetar kovovikoU peyEOoug pn AeIToupylkd TOAUTIETTIOID, AOYW OVTIKOTAOTHONG
OMIVOEEDG.

0. MoapayeTan moAuTienTiolo TTou amoTeAsiTal amd 100 axpIvoEEa.

C & Nog uropsl va €ENynBei N PoodAKN 1ou auIvOEEDS dIPOPETIKOU amd pedeiovivn og pIo

moAuTTENTIOIKA XAUCTIDQ, KOTG TN UETEPPOON Tou Kwdikoviou Evapéng 5'AUG3’;

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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12.

13.

18.

(#" e moix onpeia Tou yovidiou TPEME! Vol CUMPET pic YovIDIoKN METGANGEN, YI Vo 0Onynoel oe
TTOIOTIKA oAy TOU TTPWTEIVIKOU TTPOIOVTOG KO GE TTOIX YIGk TIOOOTIKA JETKBOAR;

& ZuyKpivovTag To YOVIDIT TTOU EAEYXOUV TO XPWHO TNG XPWOTIKAG OTA KITTXPX TNG ipIdHG KA
T yovidioe TIou eAéyxouv Tn olvBeon Tng DNA deoupdong, oe moic ard Ti¢ dU0 TEPIMTWOEIQ
OVOUEVETE VO UTTGPXEI MEYOAITEPOG OPIOUOG METOANRYUEVWY OANAOUOPPWY GTOV GvBPWITIVO

opYOVIouO;

. @ NaTi N opdluyn B-Bahaooaiuion dev eival EUPAVAS KOT& TN yévvnon Tou TT&GXOVTOG GTOUOU,

OMG EKONADVE! TO CUUTITWHOTE TNG KAT& TN SIGPKEIX TOU TTPWTOU £TOUC {WNAC;

. @ [100 OPEIAETAI N ETEPOYEVEIN CUUTITWHATWY TNG B BXAKCOXIUING;

. Q. Ynapxel mepinmTwon 000 &TOUC UE TOV idI0 YOVOTUTIO VO EUPAVIIOUV DIPOPETIKO PAIVOTUTIO;
.O& NABB’'18, NE’'21 NEO

Mg pmopel vao €ENyndei n €TEPOYEVEIX CUUMTWPATWY OTa GTOUO PE OAPIOUO; A®oTe Tnv
eEAYNORA 00¢ EEKIVWVTAG GO TO UOPIGKO MITTESO KO PORVOVTOG WEXPI TO PAIVOTUTTIKOG. (WEXPI
50 AEEeig)

& pnyopiou, ZKaBOAG

‘Exel diamoTwdel mMwg T GTOPG TIOU TEOXOUV GO (POIVUAKETOVOUPIG, €XOuv OUVABWG IO

oVOIXTOXPWUO dEPU amd Toug TTPWTOU BaBuol cuyyeveic Toug mou dev TI&oxouv. No dwoeTe

Mot AOYIKA epUNVEI TNC TIXPATIAVW TIXPATAPNONG.

&  An&vrnon:

19.

e H pehavivn ouvtiBeTon omd evOIGUESHK TIPOIOVTX TnG Tupooivng. ‘Evag (puololoyikog
opyavIouog eExoPaAilel TNV TUPOaivn pe dUo TPOTIOUG:
. JIOTIMVTAC TIG TTPWTEIVEG TTOU AXUBEVE! e TN SIGTPOPR KOl
B. METATPEMOVTACG TNV PAIVUAXAGVIVN GE TUPPOGIVN.

o To GTOMG PE PAIVUAKETOVOUPIO OeV UTTOPOUV VO K&VOUV TN UETATPOTH AUTA. Mo auTd Exouv
OXETIK& PEIWPEVN TTOOOTNTO TUPOOIVNG KO KT OUVETIEI OUVOETOUV EAXPPOC UEIWUEVN

moooTNTO PEATVIVNG.

Cé NABA'20
O oAQIOPOG €ival PICk UTTOAEITTOUEVN KOXTXOTAON N OTTOI £XEl YEVETIK& KITI KO OPEINETAI OTNV
ENeIYN K&ToIwV omd T EVIUUOC TTOU CUMMETEXOUV OTN BIOXNUIKA 000 UETATPOTIAG TNG TUPOGIVNG

o€ pehawvivn.

MeTaMGEEIQ
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AGo amd Ta Eviupa TNG BloxnuikAG 0dol TNG TUPOOCIVNG €ival N OIKOYEVEIX | olkoyéveia ||

TUpoolv&on, n ormoia eAéyxetal amd TO yovidio TYR oTO D__O D__.

xpwudowua 11 kou eivar umedBuvn yia TO UETABOAIOUO TNG

TUPOOIVNG KO&I N VTOTTGXPWHUIKA TXUTOUEPGON, N OTIOIx EAEYXETAI ;ME

oo To yovidlo DCT o710 Xpwpdowua 13 Kau gival urredbuvn yio To

METXPBOAIONO TOU VTOTIOXPWUIOU

?

O1 oikoyéveleg | kat Il Tou yeveaxhoyikoU OEVTPOU Oev EXOUV KOUIOX OUYYEVIKA OxEon METAED
TOUC Kol 0 K&Oe OIKOYEVEID UTTPXEl EVOl JOVO EAXTTWUCTIKO YovidIlo YIx T EVIUNQ TToU
OuPpETEXOUV OTN PBroxnuikh 0d6. H oikoyévelx | €xel Evav yio, 0 omoiog €ival aAPIKOG
eExTiog TNC ouoowpeuong Tupooivne. H untépa TNg olkovévelag Il m&oxel anmd aApioud
eENITIOG TNG OUCCWPEUONG VTOTTOXPWHIoU. Mol €ival N mMBavOTNTH V& YevvnOel aAPIkO TO

TTXIOT UE TO EPWTNUATIKO;

o 0% B. 25% Y 33,3% d. 50%

ii  K&moio amd To pUOIOAOYIKG GTOUG TOU yeveahoyikoU DEVTPOU eival eTePOlUYL 08 VO A KA
ot 000 yovidia Tou aA@iopol. EEnyAoTe yiaTi Ba €xouv puOIoAoyIKO paivoTuto; (UExPI 60
AEEEIQ)

¢~ NABA'15 yovido A yovibio B

Eva ouykekpIpyévo &vbog eivail L 1

KOKKIVO AOYWw HIOC XPWOTIKAG €viupo A &viupo B

yix Tn olvBeon TnNg OTmoing pépto 1 l pépio 2 l pépLo 3

anaiTodvTal 000 JIGPOPETIKE  [éxpwho) (éxpwpo) (kéKkKVO)

Evlupa. To yovidio A kwdikoTiolel éva EvIupo TTou KaTaAlEl TN HETOTPOTTA TOU GXPwUOU popiou 1

oe &va OelTepo &xpwuo poplo 2. To yovidio B kwdikomolel éva Ev{UPO TIOU KOTOADEN Tn

METKTPOTIA TOU POPIOU 2 GTO YOPIO 3 HIGG KOKKIVNG XPWOTIKAG.

Kai Toe 900 Eviupa TPETEI V& AEITOUPYACOUV OTE VO TTOPOXOET N KOKKIVN XPWOTIKNA (EIKOVK TTOU

okohouOei).

o. Eotw éva apiyég ouTtd pe Aeukd Gvbog mou mapdyel un AsiToupyikd To €viupo A A un

AeiToupyikd To €viupo B ko Eva apiyée @uTd pe kOKKIvee &vBn. Moiol givair ol mOavoi
YOVOTUTTOI TWV GTOUWV GUTOV;

AIOOTRUPQOVETOI GUIYES GUTO e Aeukd GvBog TTou Tapdyel Un AeIToupyiké Ko To Eviupo A
Kol To €vlugo B pe apiyég guTtd pe KOKKIva GvOn. No Bpeite pyéow OIXOTORUPWOEWY TNV
mOavOTNTK OTOUC avapevOeEVoUC ammoyovoug TnG F2 va mapaxbolv guTé pe KOKKIVa: &von

KO QUTG e ASUKG Gvon.

&  Andvrnon:
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o. To apiyég Aeukd @uTod Exel yovoTumo AABR A aaxBB (mapdyetan Eva EvIUPOo PN ASITOUPYIKO)
KOl TO GipIYEC KOKKIVO puTO AABB

B. H dixoTadpwon givai P: o3B3 X AABB,
otnv F1 o1 amméyovol £xouv yovoTuro AaBpB kai n dicoTadpwon givai AaBB X AxBB ko
otnv F2 mpokimnTouv 9/16 puTh ue kKOKKIVa &von (1AABB, 2AaBB, 2AABB, 4AxBB) kol 7/16
PUTK pe AeuKda &vOn (20aBB, 2AaBB, 1AABR, 1aaBB, 1aopp)

21.(é NABB’'17

22.

23.
24,
25.

To Si1Gypapua ameikovilel TNV dIdoxn avTIOPGOEWY TToU @ _V, @ _W> @ _Y> @
AopBG&vouv xwpo ot Eva PBAKTAPIO, OTO OTOI0 T

OMIVOEER TTOPGyoVTOl TO v amd To GANO pEow TNG lX lZ

0p&aNg OUYKEKPIPEVWY eEVIOPWV. @ @

Ta voluepa 1-6 amelkovilouv OIGPOPETIKA OPIVOEER, Ta ypGuuaTa V-Z amelkovi(ouv
Ol1apopeTIKG Eviupa. OAax Tow axpIvOEEX gival avaykaio oTnv emBiwon. To apxikd oTEAEXOC TOU
BakTneiou omaitei povo 1o opIvoEd 1 oto OpenTikd UMKO. Eva peTaMayuévo oTEAEXOQ
BakTnpeiwy, Ba ymopoldoe va empBinoel 6Tav TTPOoTEBOUV T GUIVOEEX 1, 2 kol 5 oTo OpemnTIKO
TOU UNIKO. MNoia Eviupa AsiTTouv 070 HETOXAOYUEVO OTENEXOC;

® & Xkou 19

Na e€nynoeTe, oo moix KOTTopa Oa armoovooupe oAIkO wpino MRNA yia Tnv mapaywyr Tou
ev{ipou Tou PETOTPEMEl TO AUIVOED PAIVUAXAQVIVN OE TUPOGIVN omd YEVETIKG TPOTTOTIOINUEVX

BakTAPIX Ko &rmd 1ol Tou evl(pou Tou gival urrelBuvo yia Tn olvBeon Tng peAavivng.

@ NéTe Eva apoeEVIKO GTOUO EPPOVILEI 0TOV KXPUOTUTIO TOU 47 XPWUOOWUXTC;
@ Nog pmopel va mpokiwel &topo XXY;
& No e€nynoeTe Tolog amd Toug duo N dIcXwPIoUoUC Eival O EMIKIVOUVOG, KAT& TNV 1n A TN

2n JEIWTIKA dixipeon.

&  An&vrnon:

26.

e O un dioxwpPIoPOC KAT& TNV 1n YEIWTIKA dicipeon €ivai o o emKivouvog agol dnuioupyel
uN @ualoloyikolg yapéteg KaTd 100%, ev KaTd Tn 2n KaTé 50 %.

e EEAYnON uE JIYPOUUGTIKA KITEIKOVION YXUETOYEVEDNG.

C O un dIGXWPIOUOG €ITE TWV OUOAOYWY XPWUOOWHGTWY, EITE TWV GOEAPOV XPWUAKTIOWV TOU
210u {edyoug oToV GvOPWITO, UTTOPET VO 0ONYNGTEI GTO OXNUOTIOUO PN PUCIOAOYIKOV YRUETWV KA

KOT' EMEKTON OE YEVVNON TPIOCWUIKWV GTOUWV.

MeTaMGEEIQ
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o. Na e€nyfoete yioTi, evd yevviolvTal &Toua pe Tplowpioe 21 (olvdpouo Down), dev Exel
yevvnOei moTé &Topuo Ye yovoowpia 21.
B. Noa e&nynoete oe moiax GG&on TNG MEIWTIKAG dixipeong, ov cUPPBEl pn dioxwplouds, sival

peyohdTepn N mMOAVOTNTA VO EPPOVIOTOOV TRPICWUIKE GTOMO.

27. C Miox yuvaika givai popEn Tou YoviSiou YIa ThV GIJOPPOPIAIG.
T1 €idoucg XAMNAOPOPPO O TIEPIEXOUV OI YRPETES TNG, EGV:
o. €IVaI PUOCIONOYIKOLT;
B. &xouv mpokiwel oo un dixXxwpIioud oTNV TIEWTN MEIWTIKA diIxipeon;

y. &xouv mmpokOwel armd pn dioxwpioud otn dedTepn YEIWTIKA dIxipeon;

28.CMNABA’18
No dwoeTe 000 MXPADEYUATN, MO T OTMoix Vo TTPOKUTTEl OTI dev €ival 0pBn n ppdon: "XTov
GvBpPwWITo N MapoUsia 2X XPWUOoWUGTWY Kabopilel To ONAUKO pUAO".

29. C Evag opyaviopog €xel 2n=8 xpwuoowuaTa. Molog Ba €ivail 0 apIiBPOS TWV XPWHOOWHUGTWY
OTOUC YOUETEG, oV DeV Yivel PUOIOAOYIKE O dIaXwpIou6g evog (elyoug OpoAOYWY XPWHOOWURTWY;

30. (& Nwg pmopei va e€nyndei n yévvnon moidiol pe oudGda aiuaTog O, amnd yoveic ue A oudGdo
aiuaTog 0 vag Kol AB 0 GAAOG;

31. C e pio avaoTpoPn OAa Tor yovidia sival TPOVTA. TATi N avaoTPoP BewpeiTal PETGANKEN;

32. C’Eva Xpwuoowuo og EVO CWUOTIKO KUTTOPO MTaBAivel avaoTpodr o Eva Tou &kpo oTo 1/3 Tou
OUVOAIKOU PAKouG Tou. Mooa yovidia B emnpeaoTolv amd Tn HETGAAEN; Now XITIOAOYACETE TNV
amn&vTnon oog.

33.CNE’'18 B3
2T0 akOAOUBO OXAPG 2 ameIKoVI(ETl TO MEUTTO (ElYOG OPOAOYWY XPWUOOWURTWY
evog avBpwmou. No mpoadiopioeTe To €i00C TNG METAMAENG (povadeg 2), Tnv
00OEvVEI TTOU TIPOKOAET N ETAAOEN aUTH (MOVAIEG 2), KXBMG KOl TO GAIVOTUTIO TOU
avOpwIToU ToU TN PEPE! (MoVEIES 2). OXAH 2

Movéoeg 6

34. & Ipnyopiou, ZKABOAC
Ta TepIo0OTEPH ATOPC TTOU PEPOUV KETIOI0K PETATOTTION A AVOGTPOPRA EUPAVIIOUV PUCIONOYIKO
QaivoTuro. Exel ouwg PBpedei mwg mepimou oto 10% TETOIWV TIEPITTWOEWY EUPAVIOVTAI
OpIoUEVO TTOONOVYIKG XOPOKTNPIOTIK&. MKe Ba umopoldoaTte vo €ENYAOETE TO yeyovog ouTo,
0edopévou OTI O TTOPATIGVW XPWHOOWMIKEG VWUGAIEG gival ywoTO Twg dev PETABAAOUV TN

OUVOAIKA TTOoOTNTO TOU yeveTIkod UNIKOU;
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=  Andvrnon:

Mriopei K&ToIo amd Ta ONUEIX OTK OToIck £0TICE TO XPWHUOOWUG, UE GMOTEAECUO TN
METATOMON A TNV GVOOTPOPH €vOC TUAUGTOC TOu, VO BPIOKETOI OTO €0WTEPIKO €VOQ
YoVIOiou. & TETOIEG TIEPITITMOEIC, OTIWE EIVAI PUCIKO, TO YOVIOIO GUTO COPAVOTIOIEITOI, KKXBWG
EVva TUANOX TOU METOPEPETI 0 &M TiEploxn Tou YyovidiwuaTog. ‘ETol pmopel va
onuIoupynbel Evag opyaviopog, 0 omoiog o K&ToIa YovIOIoK B€an Tou Ba pEPEl HOVO Eva
AeIToupyikd cAANAOUOPPO.
> Yuxvé n ToeOTNTK TNC TPWTEIVNC TOU OUVTIOETO! GO Eve ASITOUPYIKO GAANAGLOPPO
EMAKPEKEL VIK VO UTIOOTNEIEEI TN (QUOIOAOYIKA QVANTUEN TOU OpPYyovIouoUd, omoTe Ogv
EKONAWVOVTOI TTPOPBAAUTO.
> Av 6UJWC N MOOOTNTA TNG TPWTEIVNG TIOU TOPAYETAI OO TO HOVODIKO AEITOUPYIKO
OANAGLOPPO €VOG YoVIOioU OV EMAPKEL, TOTE EKONAMVOVTAI TTPOBAANGTA.
Emiong, pmopei va TUXEl 0 OPYavIOUOG Voo PEPEl Eva HOVO AEITOUPYIKO GAANAOUOPPO OE
KGTTOI0 YOVIDIOKA B€0N TOU, KO JIO JETOTOTIION | GVXOTPOPN VO TO KATKOTPEWEL. TOTE EiVal
oAU mBavo va dnuioupynBolv mpoBAAUaTa. To 0elTeEPO QUTO evOEXOUEVO EIVAI PUOIKK
TOAD o amiBavo, YIGTI T JIRPOPO GTOUX, YIC TN CUVTPITITIKA TTASIOWNQIC TWV YOVIDIGKLV
B€oswv TOUC, KOl TO OUO OAANAGuOPPG eivai AsiToupyik&. Eivan Aoimdv oméivio  PIc
METATOMON A GVXOTPOPR, V& TUXEI VO KATXOTPEWE! KATTOI0 omtd Tot Afyok AANAOUOPPX, YIG

TQ OTT0iC: OgV UTTGPXE! KOl TO OeUTEPO PUTIONOYIKO GAANAGLIOPPO.

35. C YniGpxel mepinTwaon va EXel 0 YoVOTUTTOG EVOC GTOUOU Kol T TRTok kAANAOop P [A, 1A, |
36. C ME emav. '02

No meplyp&yete TIC OOUIKEC XPWMOOWMIKEG GVWHUOANES TOU &XOUV WG OIOTEAEOUO TNV

oVOOIGTAEN TNC YEVETIKAG TTANPOPOPING. (uovideg 6)

Moleg eival o1 MOKVES CUVETIEIEC VI T GTOUX TIOU TIC (PEPOUV KOI TIOIEG EIVAI VIO TOUGQ

omoyovoug Toug; (uovédeg 4)

37. C Moieg OOUIKEG XPWHOOWUIKEG ovwUOAieg dev oxeTilovtal pe ohayn oTnv moodTNTa Tou

yeveTIKoU UNIKOU Kol TI ETITMTWOEIC EXOUV VI TOV &vOPWTIO;

38. 6 Na avapépeTe:

Q.

§
Y.
0

KOTNYopPieg HETOAMGEEWY TTOU TPaTNPEITAI EANEIYN YeEVETIKOU UNIKOU,
OUYKEKPIMEVD YWWOT& TTXPAOETYUATO TETOIWV HETAAGEEWV.
TO UNXOVIOUO UE TOV OTI0I0 dNUIOUPYOUVTOI GAAG KO

TOV TPOTIO € TOV OTT0I0 PTMOPOUV VA dioyvwaBolv.

=  AnGvtnon:
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B.
Y.
0.
3. a.
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Y.
0.
4. «.
B.
Y.
0.

39.C Am6 OnAukd &TOu®, TIOU TGOXOUV oo JIGPOPES
YEVETIKEQ kODEVEIES, ATTOUOVWONKOV CWUATIKG KOTTOPO

TTOU BPIOKOVTOI OTNV aPX TOU KUTTOPIKOU TOug KUKAOU.

No Ta€lvopnoete Tao KOTTOPO QuTd KoT&  (pBivouoa TOvBpopo Turner
oclp&, ye Béon Tov apiBud deo&upIBovouKAEOTISIWY TTOU Tpiowpica 18
TIEPIEXOUV GTOV TIUPAVA TOUG,. 20vdpopo cri du chat

60 KEPGAXIO

EMeipn B&oewv

B-0chaooaipicy, APIOUOS

MeTaAa&oyovol TapdyovTee, A&ON KAT& TNV aVTIYPO®H

Av&Auon DNA, Bioxnuikn 0OKIJXoi

EMeIpn oAdkAnpou yovidiou

o-Bo0AoOAIT, PETIVOPAGOTWUG

MeTaAa€&oyovol TopayovTeg (XKTIVOPBOANEG, XNUIKEG ouaieg) A AGON Koat& Tn
OIGPKEIO TOU KUTTOPIKOU KUKAOU (Bpai00EIq KO XIMTMAEI TUAPATOG)

MeAETn kapuoTdmou - {wveg Giemsa

EMeIpn xpwpoowuikod TUANGTOG

>0vOpouo pwvA TNG Y&Tag (cri-du-chat)

MeTaAa&oyovol TopayovTeg (XKTIVOPBOANEG, XNUIKEG ouaieq) A AGON KaTd Tn
OIGPKEIO TOU KUTTOPIKOU KUKAOU (Bpai00EIq KO OITMAEIC TUAUOTOR)

MeAETN kapuoTimou - {wveg Giemsa

EMeIYn oAOKANPOU XPWHOCHUATOG

YGvopopo Turner (LOVOOWHIX)

lovigomoinon gualiohoyikoU (n) e PN PUOIOAOYIKO YOUETN (N-1), 0 uNn GUGCIOAOYIKOC
YOPETNG ONUIOUPYEITAI IO N PUCIOAOYIKO SiaxxwpIouo, €iTe evog {elyoug oUoAOYwWV
XPWUOOWUGTWV €TE eVOCG (elyoug adEAPDV XPWUKTIOWV

MeAETN KapuoTiTIoU

APETIAVOKUTTAPIKA OVOIIO

X0vopopo Down

Tpiowpia 13

o-OaxAaooaipiok

40. Ze TOIEG TIEPITITOOEIG O PAIVOTUTIOG, VIO £V TUXXKIO XOPOKTNPIOTIKO, KaBopileTan amd Tnv

Omap&n evog povo aAAnhoudppou yovidiou;

=  Andvrnon:

o  DUNOOUVOETK YOVIDIOk OE OPOEVIKG BTOMKK

e >0vdpouo Turner

o Y& OOMIKEG XPWHOOWHMIKEG avwaAiee, 6Twe oTnv ENelyn TuAPaTog (Cri-du-chat)

o [MBavOV OTIQ UETATOTTIOEIG KO QIOIBXIEG ETATOTTIOEIG (OTOUG ITOYOVOUR)
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e XTOUC OMMAOEIOEIQ OPYAVIOUOUG, TI.X. MOVOKUTTHPOUG EUKXPUWTIKOI KO BOKTAPIN

e Jeiolg

41. Tpotol dIGyVwong TWV YEVETIKWV KOOEVEIWV:
=  AnGvtnon:
o MeAéTn KapuoTUmmou
o Bloxnuikég doKiuaaieg
e Ava&Auon Tng asAnAouxiog Tou DNA (popiaki didyvwon, PCR)
o Me uopia avIXVEUTES (4° KEPAAXIO)
o Mg HOVOKAWVIK& QVTIOOUOTX (8° KEPKAXIO)
42, C Aivovtail ol géBodol digkyvwong dIapOpwy KANPOVOUIKWY GOOEVEIDV KOl HIOG GPIBUNTIKAG
XPWHOOWUIKAG GVWHOAIG:
o. PBloxnuIKA doKIYXoix B. popiakn d1&kyvwon (avéAuon DNA-PCR)
y. OoKiuooio dpenGvwaong 0. MEAETN KapudTUTIOU
Not GUUTTANPWOETE GTOV TTIVOKG TTOU GikoAouBei TIG peBoddoug (a, B, v, 0), ME TIC OTIOIEC YIVETHI N
OI&yVWOonN TwV GoOEVOV f POPEWV TTIOU AVAYPXPOVTAI:
. . | Xe unTépa
2e € uo | Xeveoyvo P
MBp Y (OPEX)
davulkeTovoupia
APETIOVOKUTTOPIKI VOO
B-OaAacoaipio
Y0vopouo Down
43.C 20
Eva {euyGpl amop&oloe TN OIGKOTIA TNG eyKUpoolvNng o€ TEPITITWOoN Tou To EUBPUO eupavile
OPETIAVOKUTTAPIKA ovaIdion A aioppo@INic. Ko ol duo dev eupaviiav coBapd mPOBANUa
QVaIPiae, A& N YUVAIKG ATOV QOPENG alopPoPIAiae. EMong kal o 6Uo eUQEavIoRV BETIKA TN
OoKIyoaiae dpend&vwaongc.
Ye moleg eEeThoelq Ba TPEmel vor uTToBANOel n &ykuog Tou BpiokeTal otn 14n eBdoudda TNG
EYKUPOooUVNG TNG K&I E TTO10 TPOTIO Ba avixveuToUV o1 MOAVES 0oOEVeEIEG;
MeTaANGEEIQ
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44, (& Xkou'20
O&Noupe Vo eAEyEoUE TOr YOVIDIO TTOU KWOIKOTTOI00V EVa ONUAVTIKO YOVIOIBKO TTPOIOV.
A6 mola KOTTOPO UTTOPOUNE VO OTIOMOVIMCOULE:
o. To umelBuva yovidia yia aovéAuon DNA (uoplaki diGyvwon);

B. TO yOVIOIGK& TTPOIOVTX VI BloXNUIKA OOKIUKOIC;

45, & Eva uyiEg TeuyGipl, UE OIKOYEVEIOKO I0TOPIKO VIO OPETTAVOKUTTAPIKA GVAIMIR, {NTOUV YEVETIKNA

OUMBOUAA yIa TNV ammOKTNoN amoyovwy. Ti MAnpoopieg Ba PEME! va ToUug dWOEI O YEVETIOTAG;
= Amavrnon:

O YeVETIOTAC TIPETTEI VO TOUC EVNUEPDOE YIKK:

® TN OUYKEKPIUEVN YEVETIKA OOEVEIQ.

®  Tn ouxvoTNTX EPPAVIONG TNG.

e TOV TPOTO PE TO OTIOI0 KANPOVOUEITAI.

® TIQ EMMTWOEIC OTOUG XOBEVEIC.

e TOV mMOOVO TPOTO Beparmeing TNG.

e TNV mMOavVOTNTX ATOKTNONG 0ioBeVOlC ATTOYOVOU.

e TN OUVATOTNTO TIPOYEVVNTIKOU EAEYXOU Kol DIGKOTIAC TNE KUNang.

e TN OUVATOTNTK aXMOKTNONG UYIoUg aroyovou.

46. @ Eva avOp®1Ivo KITTOPO EVEPYOTIOIEITGI PUOIOAOYIKG YI Vo dnuioupyAoel vEa KOTTopa. No
eENyAoeTe o yovidia Ba evepyormoinOolv yi va TIPAYUGTOTTOINOE N KUTTOPIKA diaipean Kol
TTOI VIO VO VOXOTOAEI.

47. No avopEPETE Wia TIEPITITWON, OTIOU N PETKTOTTION £XEI DUOUEVES ATTOTEAEOUX OTO KTOWO TTIOU TN
QEPEL.

&  Andvrnon:

e H peraTomon dnuioupyeiTal amd padon evog TUANATOG TOU XPWUOOWUNKTOC KOl Evwaon Tou
TMAMGTOC 0€ GAAO UN-OHOAOYO XPWHOOW UK.
-2 XTIC YETATOTIOEIC OV XGVETHI YEVETIKO UANIKO KO TOX &TOUO TTOU TIC PEPOUV EUPAVIIOUV
OUVABWS PUGIOAOYIKO PAIVOTUTIO.
- EE&xipeon o’ auTO OmOTEAE N PHETATPOTIN TWV TIPWTO-OYKOYOVISIWV OE OYKOYOVIDIX, TTOU
MTTOPET V& EIVOI TO GTTOTEAEOUO ETATOTTIONG TOU TIPWTO-OYKOYOVIDIOU KO OXETI(ETOI PE

TN dNUIOUPYIX KXPKIVOU GTOV 0PYQVIGUO.
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48.

49.

50.

@ [E enav. '01

No TTeplyp&YeTe TG OXETI(ETXI N PETATPOTIA €vOC (PUGCIONOYIKOU avOPWOTIVOU KUTT&POU OE
KOPKIVIKO JE EVO: &) TIPWTO-0YKOYOVidIO, B) OYKOKATXOTHATIKO yovidlo.

@ ME’'11

No e€nynoete yiam T &TOUG TTOU TIXOXOUV OO UEAAYXPWUOGTIKA &npodepuict euPavi{ouv

TTOMOTIAGOIO CUXVOTNTO KXPKIVOU TOU OEPUATOCG O€ OXEON UE T (PUCIOAOYIKG XTOUC.

& Tpnyopiou, ZK&PBOAC

01 mep1oa0TEPEG MO TIG KANPOVOUIKEG OBEVEIEC OTIQ OTToieq EXouPEe avapepOel, opeilovTal oe
TTRXOOAOYIK& OAANAOHOPPO UIKG CUYKEKPIUEVNS YOVIOIOKAG B&onc (m.X. N OPEMAVOKUTTOPIKA
QVOIPIC, N KUOTIKA Tvwon K.&.). XTnv mepIimTwon OJwg TNG UEARXPWHOTIKAG Enpodepuiag, N
ooBéveln  pmopel vor TIPOKANBel AOyw Omouciog Tou QuUOIoAOYIKOU OAANAOUOpPQOU, VIO
omolovOATIOTE O OXTW OIPOPETIKEG YOVIOIOKEG BETEIC. Kol 01 oXT® KwOIKOTIOIOOV Yo EVIUP
TO OTIOIX GUMMETEXOUV GTNV QVTIUETOIION TWV BAKBOY TTOU TIPOKAXAET N UTTEPIWING KKTIVOBOAIGK.
Otav amnouci&lel évar omolodATOTE amd Ta VUM UT& oI BAGBEQ OV QVTILETWITICOVTXI
EMTUXWG, YEYOVOG TTOU 0dNYEl 0TN CUCCWPEUON PEYGAOU opIOUOU HETOMAEEWY OTO KITTHPX TOU

O0€puaTog. Auo amd To mapamGvw Eviupa Oa Toe ovoudaooupe A Kal B.

Eotw 671 vag Gvdpag gival popéag evog aBoloyikol aAnAOUopPouU YIa To EVIUlO A, evi gival

ouo6luyog v To Quolohoyikd aMnAOuoppo Tou eviiuou B. H olluydg Tou sivai popéag evog
naBohoyikod oMnAOpoppou vyioe To Eviupo B, evid sivar opdluyn Yix TO  (QUOIONOYIKO
oMNAOpopPo Tou eviipou A. Moia gival n mMOavOTNTA yiak k&Oe Toudi MoU Bt AMOKTACOUV VO

niGoxel amd HEAXXPWHATIKA ENPodepuic; Na xITIOAOYAOETE TNV GMAVTNON 0GC.
AmévTnon:

O yovéTumog Tou Gvopa eival AaBB, evw Tng yuvaikag AABR. ‘Eva moudi pmopel vow maoxel ormd
MEARYXPWUATIKA Enpodepuian povo av €xel K&molo amd Toug akdAouBoug yovoTumous: aaBB
AoBB A aoaBB. K&vovtag To TeTpdywvo Tou Punnett, Ba diamoT®oeTe Mwg To (EUYGPI QUTO
OTTOKAEIETAI VO OMOKTAOEI Taudl e KGTOI0 Omd TOUGQ TPEIQ THPOM&vVw maboAoyikodg

yovoTumoug. Emopévwe, n {ntolpevn amd Tnv &oknon moavoTnta givai 0%.

MeTaMGEEIQ
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. AZKHZEIZ - MPOBAHMATA

1. Q Aivetan TUAMG TNG KWOIKAG cAucidag DNA:
-~ CTG-AAG-TAT-CAC-TAA-GCT-CGC -
o. [Moieg yovIdIaKES ETOAGEEIC MIG BGong TIpokaAolv Tpodwpen AREN;
B. Méoo uikpdTEPN O €ivail N TTOAUTIETTIOIKI XAUOTOK;
y. [Moio and Ta mopandvw PETOPPA{OPEVO KWOIKOVIO €ival IO €0KOAO VO OMGEEI eExITiog

MIGC GVTIKXTXOTOONG KO VO ENPaVIOTET TIPOwPN AAEN;

2. «C Aivetanl n oMnAouxio Baoswv TNG KWIIKAG XAUGIDNG BAKTNPIKKOU YOVIDIOU TTOU KWwJIKOTIOIET

Tn olvBeaon evog oMyoTeENTIOOU, TO OTIOI0 KTMOTEAEITAI OO 7 GUIVOEED:

5 AGTCATGCCCCTTGGGAAAATGATCTGACAGT 3
o. No yp&wete TNV oMnAouxia TwV cUIVOEEWV TOU OAIYOTIEMTIOIOU TTOU KWJIKOTIOIEITAI omd TO
yovidlo.
B. MNoix peT&AMOEN piag B&ong oto yovidlo JIKKIOAOYEI TNV TRPOywyrR OAyoTIEMTIOOU e

aMnhouxio HoN-met - pro - leu - gly - lys-COOH;

3. TMEenav. 05
AivovTal Tpio KWOIKOVI EVOG TUANKTOC Yovidiou amd va uopio DNA eukapuwTiKoU KUTT&POU,

TTOU KWAIKOTIOI0UV TN GUVOEDN evg MEMTIOIKOU TUANGTOG MING TPWTEIVNG, Kol n dielBuvon TnG

HETAYPOPNG.
A\uoida 1 ... ACA AAG ATA ... ehe(Oegpo UdpOEUAIO
AAuoidx 2 ..TGT TTC TAT ...
<

AigdBuvon PeTaypapng
o. No opioete Tar GKkpa 3’ ko 5’ Twv mopandvw oAucidwv DNA Kol va oITIOAOYACETE TNV
omn&vrnon oog. (uovédeg 5)
B. Noa yp&weTe TNV ahnlouxia Twv B&oewv Tou TUAPGTOg Tou MRNA mou mpokimTel amd Tn
METOYPOPR, ONUEIOVOVTOG T GKPG 3’ Ko 5’ Kl Vot aITIOAOYAOETE TNV GMAVTNON 00G.
(uovéideg 7)
y. Toio éviupo KaTaADEI TO HNXOVIOUO TNG METRYPOPAG KOl TTolx givail n dp&on Tou PET& TNV
POCOE0NA TOU OTOV UTTOKIVNTA; (uovéideg 7)
5. T emMMTMOEIG UTTOPET V& EXEI OTN ASITOUPYIKOTNTO TNC MPWTEIVNG, N 0TI &V TPOTIOTIOIEITAN,
n mPOoBAKN TPIWV JIXOOXIKDV PB&ocwv Tou Oev Kwdikomololv KwdIkdvIo ARENG A MIGG

B&ong, JETOED TWV TTXPATIAVW KWIIKOVIWY; (uovéideg 6)
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=  Andvrnon:

a.

Aluoida 1 5'... ACA AAG ATA ...3’ eAe(Bepo udpo&iAio

Ahuoida 2 3...TGT TTC TAT ..5’
e K&OE TOAUVOUKAEOTIOIKA OAUCIOX TO TPWTO TNG VOUKAEOTIOIO &xel Ik eAelBepn
PWOPOPIKA ouGda ouvdedepuévn atov 5 AvBpaka TNG TMEVTOING TOU KOl TO TEAEUTQIO TNG
VOUKAEOTIOIO Exel eAelBePO TO UOPOEUNIO TOU 3’ &vBpOKa: TNG TTEVTOING Tou. I’ auTd TO Adyo
QVOPEPETAI OTI O TTPOCAVATOAMOUOCS TNG TTOAUVOUKAEOTIOIKAG arAucidag eivan 5’ 2 3.
20pWVa e TO JOVTEAO TNG DITANG ENIKGIG, OI dUO AUGIDEG givail avTITTAPGAANAEG, ONAGDK TO

3’ GKPO TNG MICG EIVOI KITEVAVTI &0 TO 5’ &KPO TNC GAANG.

H oAMnAouxia Twv B&oewv Tou THANGTOS Tou MRNA mou mipokiTmTel siva:
mMRNA 3...UGU uUUuC UAU ..5
- H petaypa@n yvivetal pe katelbuvon 5= 37, GUUTTANPWUGTIKE Ko QVTITAKEXAANAG TTPOC
TN METOYPAPOUEVN OXAUGTDX, N OTTOIc OVOUGIETAI N KWOIKA.
> Y0ppwva Kol pe Tn OledBuvon TG METOYPoPAC, N OAUCION TIOU IKKVOTIOIET TIG

npolmob&oeic auTég eival N ahucioa 1.

Yx0AIKO BIBANo, og\. 36, 37.

H npooBnkn TpIwv SIGdOXIKWY B&oewv, TOU OeV KwIKOTIOIOUV KwOIKOVIO ARENG METOED TwV
MOPAMAVEW  KWOIKOViwY, ONUIOUPYET  QVTIOTOIXG: TIPOCOAKN &vOC auIVOEEog oTnV
TOAUTTENTIOIKA OAUCIOX, TTOU PTTOPET VOt AAGEI TN AEITOUPYIKOTNTG TNC.

H mpoobAkn picg B&ong, WETOED TwV MOPOMAVW KWOIKOVIWY, TIPOKOAET avadIGTHEN TWV
KWOIKoViwV. H oAAnAouxict Twv apIVOEEWY OTNV TTOAUTIEMTIOIKA OAUCIOO OEV EUPAVICElI TIAEOV
OUOIOTNTEC ME TNV OPXIKA KOl EMNPEGIETAI N KOTXOTPEPETOI N AEITOUPYIKOTNTG TNG

MPWTEIVNG.

4,  Tovidio MPOKKPUWTIKOU KUTTAPOU KWAIKOTIOIET (QUOIONOYIKA TPWTEIVN TTIOU KMOTEAEITAI GO

moAuntenTIOIKA aAuaida 200 apIvoEEwy. Molol TOTIol YoVIOIKWY JETOAMGEEWY UBOVOVTAI YIX TIQ

MTXPOK&TW GANRYEG 0TN 00VOEOA TNG;

.

B.

Y0vOeon aAuoidag pe 160 apIvoEEn, opola pe T 160 oTn oeIp& GUIVOEER TNG PUGCIOAOYIKAG.
Y0vBeon aAucidag pe 160 apIvoEEn, €K Twv omoiwv Ta MPp@Tx 120 eival oI Pe To
QVTIOTOIX TNG PUGCIOAOYIKAG.

YOvBeon aAuaidag pe 10 emmAEoV GpIVOEEX YETG TO TEAEUTQIO TNG PUCIOAOYIKAG.

Y0vOeon oAucidag pe 210 ouIvOEER, €K Twv OToIwV T TPWTK 180 eivan OuoIx Pe T

QVTIOTOIX TNG PUGCIOAOYIKAG.
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5. C Aivetal To Mopak&Tw popIo wpikdou MRNA Tou KwdIKoTolel Eva TIETTIOIO.

UUAGAUAUGCGGAAUAAACAAGCGAACGUACUUAAGCCA
Na ipoodiopioeTe Tot Gkpa Tou MRNA.
Av TO avTioTOIXO TUAMG TOU yovidiou, armd To omoio TipokUnTel TOo MRNA, Korei ue EcoRl, B
eival OUVATA N KAWVOTTIOINOK TOU 0g BAKTAPIO;
Moio TOmog peT&ANGENG Tou yovidiou, omd TO OTO0I0 PETAYPEPETAI TO THPEATAVW UOPIO

MRNA, &xel ooV AMOTEAEOUN TNV TTRPAYWYA €VOC ONYOTIETITIOIOU UE OKTM GUIVOEEQ;

6. CNEopoy.’ 16 OEMA A

To TuANa BakTnEiokod DNA Tng eIkOVaG 2 TepiExel yovidio TTou KwdIKotolel oAiyoTienTidlo. To

id10 TUAMA DNA TnG €IKOVAC 2 UTTOPET VO KOTIET JE Witk TIEPIOPIOTIKA €vOOVOUKAE&an A n omoia

avayvwpilel TNV oAnAouxia Kol KOBel HeETaED G-G, OTIWG POIVETAI 0TNV EIKOVA 3.

A1,

A2,

A3.

A4,

Ahucido | GGATCCTAGATGCCTGAAACGTACATCCGGATCC
Ahuacido Il CCTAGGATCTACGGACTTTGCATGTAGGCCTAGG
Eikova 2
y ¢ y
5’ GGATCC 3
3’ CCTAGTG 5’
Eikéva 3

No yp&yete TO TUAMG Tou PBoakTnpiockod DNA mou Ba mpokOwel pet& Tn dp&on TNg
TEPIOPIOTIKACG evdovoukAedong A (povadeg 4). Na onuelwoeTe Ta 5 Kol 37 GKPo Twv
oAucidwv (Hovéadee 4).

Movédeg 8
&* Na e€nynoeTe moiax amd TIg aAuaideg | A 1 eivan n KwdIkA acAucida Tou yovidiou.

Movédeg 5
No ypayeTe Tov apiBud Twv t-RNA mou Ba xpnaoiyomoinBodv yia Tn HeT&@paon Tou m-RNA
TTOU TTPOKUTTEI MO TN UETAYPOPR TOU yovidiou TNG eIKOVOG 2 (uovadeg 2). N ypaWeTe T
QVTIKWOIKOVIX PE Ta owoT& GKpot Twv duo TTPWTWV t-RNA 1ou XpnoiyomolAOnKav (Wovadeg
4).

Movéodeg 6
&* Av oupBei avTikaTdoToon B&ong oTo 30 VOUKAEOTIOIO TOU 20U KWwSIKOVIOU TNG KWOIKAG
oAuoidag Ko n kutooivn (C) avTikaTaoTadel pe youavivn (G), moia Ba gival n eminTwaon Tng
METGANOENG UTAG OTO YOVIDIOKO TTPOIOV;

Mov&deg 6
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7. @ Aivetal To MOPAK&GTW THAPX DNA:

o ahuoida: 5'-AACCACATGAATTCAATCCCAGGACCCTGATTT-3’
B oAuoida: 3'-TTGGTGTACTTAAGTTAGGGTCCTGGGACTAAA-S

MveTal QVTIKKT&XOTOGN TOoUu EvaTou VoukAeoTIOiou (G) amd T oTnv o otAUGIOX TOU TTOPOTTGVW

TMAUGTOG. MNolEg UMOPET Vo €ivail 01 EMMTWOEIC TNG TTPONYoUUEVNG METAAMAENS, OV TO TTRPATIAVW

TuAUG DNA giva:

o. Yovidlo BaKTNEIoU TTOU KwOIKOTIOIET VOl OAIYOTIETTIOIO;

B. TUAMC yovidiou BAKTNPIOU TTOU KWOIKOTIOIET Tot 9 TEASUTHION GUIVOEEX MIGG TIOAUTTETTIOIKAG
oAUGIOOG;

Y. TUAWG DNA mAcouIdiou Tou XPpnoIYOTIOIEITaI OTNV TEXVOAOYIa Tou avaicuvduaouévou DNA wg
POPENG KAWVOTIOINONG KO KOBETOI PE TNV TTEPIOPICTIKA EVOOVOUKAEGon EcoRl;

No vivel Xpion Tou YEVETIKOU KWOIKKX.

8. dnaBB ‘11
H peAétn Twv oMnlopdppwyv evog yovidiou, umelbuvou yix Tn olvbeon MG opudvng mou
orroTeAEITal oo pio TEMTIOIKA aAUoIOR, EDWOE TIG MAPOKETW GAANAouxieg Twv eEwViwv TOU YN
KwOIKOU KAwvou Tou DNA.
duaciohoyikd aANASUOPPO ToU yovIdiou:
I CGTACGGCATACCATTACGAACTCAACTCGAAATTCT %

H menmidikA ahuoida Tng oppdvng: HaN - met - pro - tyr - gly - asn - ala - COOH

AKoAouB0oUV TPICK DIXPOPETIKA UETAAGYUEVD (UTTOAEITTOPEVR) GAANAOLOP PO

i. 3 CGTACGGCATACCATTACGAAGTCAACTCGAAATTCT Y
i.h 3 CGTAGGGCATACCATTACGAACTCAACTCGAAATTCT %
ii. ¥ CGTACGGCATCCATTACGAACTCAACTCGAAATTCT %

No mpocdiopioeTe, Yo KAOE Wi omd TIG TPEIG TEPITITOOEIS TWV METOAMAYUEVWY yovIdiwy, TO
€100¢ TNG METAMOENG KOl TO GTTOTEAECC OTNV TIEMTIOIKA GAUGTOXK.
Evat &AO PETOANOYUEVO GAANAOUOPPO TOU YoVIDIoU TTXPAOKEIOGE TNV TIXPAKETW TTOAUTIETTIOIKA
OAUGIOC.

H2N - met - pro - tyr - gly - asn - ala - trp - ser - COOH
No yp&weTte TNV oAAnAouxia Tou yovidiou 0Tn PN KwoIKA otAuoida Kol Vo TIPoadIopioeTe To €100G

NG METGANXENG.

MeTaANGEEIQ
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9. CMEopoy. 15 OEMAT
>V eikova 1 mapouaoiGleTal To MRNA ou TPOKUMTE! o TN PETAYPAPN TOU yovidiou Z evog

BakTnpiou. To yovidio Z KwdiKoTTolel Evax OAIYOTIETTTIOIO.
Eikéva 1 5GUUCAAUGUACCAGUGGCUGUAAGCAGC 3

M. No yp&wete Tn un KwdIKA AUcidx Tou yovidiou Z ormd Tn METARYPOPA TOU OTIOIoU TTPOKUTITE
T0 MRNA TNng eIKOvaG 1 (HOVEIES 2) KAl VO ONUEIDOETE TOV TIPOCKVATOAIOUO TNG (MOVAOEQ
2). N aITIoANOYAOETE TIC AMAVTAOEIQ 0OC (Mov&deg 4).
Movédeg 8
2. N ypawete TNV oMnAlouxia Twv ouIVOEEWVY TOu oAlyoTemTiOiou Tou TPOKOMTEl amd TN
peT&ppoon Tou mRNA TNG eikovag 1.
Movédeg 5
Mio ueETGAOEN Tou €yive oTnV KWIIKA aAucida Tou yovidiou Z odAynoe otn olvBeon evocg

diopopeTIkod MRNA, TO OTI0I0 KTIEIKOVI(ETAI OTNV EIKOVKX 2.
Eikéva 2 5GUUCAAUGUACCAGUGACUGUAAGCAGC 3

3. Na evromioeTe TNV oAay TTou £yive oTnNV KwdIKA cAUGida Tou yovidiou Z (Mov&Oeg 2) Kol Vo
OVOUG&OETE TOV TUTTO TNG METAAMAENS (UoVADEG 2).

Movédeg 4

4. N yp&yete TNV oAMnAouxiot TwV OUIVOEEWY TOU OAIYOTTIEMTIOIOU TIOU TPOKOTTEl amd TN

pet&ppoon Tou MRNA Tng €IKOVaG 2 (Hovadeg 4). Mola eivan n ouvémelx TNG METRAGENG

oTN ASITOUPYIKOTNTO TOU OAIYOTIETTTIOIOU (MOVADER 4);

Mov&ideg 8
AIVOVTXI O TXPOKATW QVTIOTOIXIOEIG KWOIKOVIWY KO GUIVOEEWV IO TOV YEVETIKO KMDOIKOK:
CAG: MNouTapivn, CUG: Aeukivn, UGG: Tpunrmro@avn, UAC: Tupooivn
10. C OE®E '14 ri

Aivetan TuAPo DNA @uolohoyikod yovidiou mou kwdikomolel 8 auIvoEEa evOg (puoioloyikol
menTIGiou.

5'..... ACG-GAC-ACC-GAG-CTT-TGG-GAT-CTT ..... 3’
Mio yovIBIOKN HETGANGEN TTPOK&GAESE TNV ANy TNg aAAnAouxicg ae:

5'..... ACG-GAC-ACC-GAG-CTT-GGG-GAT-CTT ...... 3’

Moap& TN PETAMOEN mou &yive, Oev umAPEe oMayf oTnv aAnlouxia Twv auIvoEEwv Tou
menTidiou.
o. @ [6T1e piot ETGANGEN TOu TUTTOU «QVTIKAT&OTOON B&ONG», OTIC GAANAouUXieg evog yovidiou

TTOU METAPPAIOVTXI 0E GUIVOEER (EEMVIO) UTTOPET:
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(i) vo Oewpeitan empBAKBAG; (i) Vo NV Bewpeital emPBAXPAC;
Movéodeg 6
B. & [poodiopiote e&v n oMnlouxicc Tou DNA Tou @uolohoyikol yovidiou, Tou OiveTal,
amoTeAel THAPX TNG KWOIKAG A TNG N KWOIKAG OAUCIOXC.
Mové&deg 10

11. & pnyopiou, ZKAKBOAQ

To yovidIio X KwdIKOTIOIET Vo HIok pwTeivn peyéBouc 100 apivoEEwy. YmoBEoTe OTI eEaITioG evoc

omawvioTaTou A&Boug, K&molo ommd To popia RNA mou mPokITTouv amd Tn UETOYPAPA Tou

yovidiou auToU, HETUPEPONKE OTO KUTTXPOTTAGOUG XWPEIC Vo OAOKANPWOET N wpipavon Tou. Amd

TO «avOUOA0» auTd RNA dev amouakplvOnke Eva eomvio 10 B&oewv TO omoio BPIoKETHI PUETRED

TOU TPWTOU Ko Tou OelTepou Kwdikoviou Tou. H aAAnhouxia Tou eowviou eival: «5’

AUGAUGAUGA 3'». Moiax b TIG MHPOK&TW TPOTROEIG EIVAI OWOTH;

o. A6 TN YET&PPaOn auTol TOU «av@pohou» RNA Ba TTPOKGWE! pIo TPWTEIVN HEYGAGTEPN Ot
100 auIVOEEQ.

B. AmO TN PETEPPOON OUTOU Tou «avduahou» RNA Ba MPoKIWe! PIok TTPWTEIVN PIKPOTEPN oMo
100 auIVOEEQ.

y. Aev propodpe va mpoBAEWoule To HEyEBOC TS TTPWTEIVNC TTOU B0t TIPOKUYEL.

No aiTioAoyAoETE TNV OMEVTNORA 0XG.
=  AnGvtnon:

JWOTA €ival N am&vrnon Y.
Aev pmopolpe va TIPOPAEWoUpE TO PEYEBOG TNG MPWTEIVNC TTOU Ba POKIWeEl. O YEVETIKOG
KMOIKAC eival auvexnC. OAat Tar VOUKAEOTIOIX Tou MRNA, pe «BANG TPITAETOG», Eival (UE ap1Bpolg
uTTodEIKVUIOVTOI T DIGPOPT VOUKAEOTIOINN):

2> «AUG - 123 - 456 - 789 - ... »,
H oAMnAouxia Tou avwpaAdou mRNA Ba giva:

> «AUG - AUG - AUG - AUG - A12 - 345 - 678 - 9 ... ».

(Mg umoypGuion UTOOEIKVUOVTOI TO VOUKAEOTIOI TOU E0WVioU)
H av@uoin mpwTeivn Ba £xel TEGOEPIC PEOBEIOVIVES OTN OEIPG. XTN CUVEXEIX B0 ETOPPAOTOUV TX
KWOIKOVIX
2> «A12 - 345 - 678 - 9 ... », QVTI TWV PUOIONOYIKDV
2> «123 -456 - 789 - ... ».
KaTé ouveEmela, To «BAua TPIMAETAG» Tou avwuaAou MRNA Oa gival TEAEIWG JIPOPETIKO o
ouTo Tou Puolohoyikol MRNA. KaBmg dev yvwpiloupe TNV akpiBA oAAnAouxict Tou ¢puaciohoyikod

MRNA, dev pymopolpe vo EEPouE ToIG EIVaI T KWOIKOVIK « A12 - 345 - 678 - 9 ... ».
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2> Kamolo and autd& umopel va eival Kwdikovio ARENG. XTnv mepImTwon ouTth omd Tn
PETGPPOION Tou av@polou MRNA Oo mpokOwel pi TPwTeivn pIkpdTEPn omd 100
OMIVOEEQL.

- Eivau 6pwg e&ioou mBavd mweg ol TPIMAETEG Tou ovwpuohou MRNA Oo Tlxel vo
kwdikomololv yia meplocoTepa amd 100 apivoEEa. Kabwe ayvoolue MARPWGE TOIEG EIVAI
ol TPIMAETEG Tou avpohou MRNA, dev gival duvaTdv var TpoBAEWouPE o Tol BEon

MTTOPET VO BPIOKETOI K&TTOI0 KWwdIKOVIO ARENG.

12. @ Aivetai n mMapaK&TWw GAMNAouxio euKxPuwTIKOU DNA mTou TTepIEXE! YOVIOIO KO KWwOIKOTIOIET EVa

oAlyorTenTidio:

5 ATTCGACTATAGCCTATGCACCGGTACGAACATGATCCATTTCTCGAACCGG 3
3 TAAGCTGATATCGGATACGTGGCCATGCTTGTACTAGGTAAAGAGCTTGGCC 5

TTEPIEXEI UTTOKIVNTA ME XAANAOUXIGH 5 TATA 3
3 ATAT 5
Ko oc)hMnAouxieg ARENG TNC HETAYPOPAG e aMnAouxice 5 ATTT 3°
3 TAAA Y

o. Mol axAucida eival N pn KwdlikA; AITIOAOYAOTE TNV GM&VTNON OGC.
No yp&yete TNV achnAouxioc Tou MRNA 11oU TPOKUTITEL.

Y. To avTIKwOIKOVI he Tn oeip& mou EAaBav HEPOC KTk Tn olvBeon Tou oAlyorrenTidiou siva:
UAC, GUG, GCC, UGU. Me 0Oedouévo OTI pecoAafei oT&dIo wpiyovong, Vo ypogei n
oMnAouxia B&oewv Tou MRNA mou amoTeAei TO €0MVIO Kol O 5 Kol 3 uETAPPAROTES
TIEPIOXEG.

0. ‘Exete otn di16Oeon oag 000 TTEPIOPIOTIKES EVOOVOUKAEROEG:

TNV Mspl ou avayvwpilel TNV caAnAouxio
5 CCGG 3
3 GGCC 5" ko kKOBel PeTa&l Twv 2 C Kal
TNV Taql mou avayvwpilel TNV caAnAouxio
5 TCGA 3
3" AGCT 5" kau kOPBel peTa&l Twv Baoswv T Ko C.
Molx TEPIOPIOTIKA EVOOVOUKAEGON €ivai KATOXANAOTEPN YIG TNV KAWVOTTOINGN TOU TTOPOTMRV®
yovidiou; AITIOAOYAOTE TNV GN&vTNoR 0GG.

€. [olo Ba gival To amMOTEAEOUO OTNV EKPPaON auToU Tou yovidiou av n 21n B&on TNG KwOIKAG

ahuoidag avTikaTooTaBel ye G (A T) Koo peT& TNV 8n B&on TNG KWOIKAG GAUCIONG Vivel

nmpooBnkn C.
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13.MAB B '16

MNopakdTw OiveTou THAWG Tou lou €Ewviou Tou yovidiou yia TN B-cAUCIda TNG QIPOOPAIPIVNG

HbA. K&Be TuAPO TPogpxeTal armd SIPOPETIKO XAANAOUOPPO.

lovidio B
AAAAAAATGGTGCACCTTACGCCAGAGGAG
TTTTTTTACCACGTGGAATGCGGTCTCCTC

lovidio B2
AAAAAAATGGTGCACCTTACGCCAGTGGAG
TTTTTTTACCACGTGGAATGCGGTCACCTC

lovidio B3
AAAAAAATGGTGCACCTTACGCCAGTAGGAG
TTTTTTTACCACGTGGAATGCGGTCATCCTC

Movidio B4
AAAAAAATCGGTGCACCTTACGCCAGAGGAG
TTTTTTTAGCCACGTGGAATGCGGTCTCCTC

o. ‘Eva amd Ta mapandvw yovidia B1, B2, B3, kal B4 gival To puOIoAoyIKO TNG B aAucidag TG
HbA. Na evTomioeTe Mol0 €ivail auTo.

B. No dei€ete T0 €id0¢ TNG YOVIOIGKAG METGAANXENC YIok T UTTOAOITION TTOKOOAOYIKG YOVIdICK.
=  AnGvtnon:

o. To yovidio B eivau 1O Qualoloyikd TG B aohucidag. Eival To mp®dTo €EWVIO Gpo PEPEI
5 aueT&ppaoTn TEPIOXA, KwdIKOVIo Evapéng ATG Kol 0TO 70 (QUGIOAOYIKO KwOIKOVIO TO
GAG.

B. To yovidio B2 €ivail To YETHANGYUEVO TTOU TIaPGyEl TNV BS cAuGiOa. To 7° KwOIKOVIO EXEI TN WN
Quololoyikfy TpIddx GTG oTnv omoia €xoupe Tn PB&on T ovTi TNG (PUGCIOAOYIKAG A.
AvTikaTGoToon Tou {elyouc A-T pe T-A.

To yovidio B3 pépel yovIDIaKN PETGANKEN, dNAadA TPOooOAKN Tou {elyoucg A-T péoa oTo 7°
KwdIKOVIO. Exel aMGEel To MAXIoI0 avayvwong (To BAuG TRIMAETAG) Kol N AREN Tou yovidiou.
To yovidio B4 pEpel yovIOIoKA UETAAGEN, OnAadA TPoobnkn Tou lelyoug C-G péoa oTO

KWwOIKOVIO EVOPENG. Aev UuTIGPXEl KWAIKOVIO EVaPENG
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14. ® NE’'17 OEMAA

TNV eIkOva 4 divovtal TPeIG (3) VOUKAEOTIDIKES axMnAouxieg, ol oToieg amoTeAOlV TUAKO Tou 1ou

eEwviou TPIOV JIGPOPETIKWY oMnAoudppwyv Tne B-ahucidag Tng HbA. H B-athucida Tne HbA

amoTeAeiTal and 146 auIvoEEX Kol OIvETal OTI UPIOTATKI UETKUETAPPAOTIKIA TPOTTOTIOINON KT

TNV OTTOIX KITOUGKPUVETGI TO TIPWTO KXPIVOED amtd TO AMIVIKO GKPO.

Al

A2,

A3.

AAAAAAATGGTGCACCTTACGCCAGTGGAG
TTTTTTTACCACGTGGAATGCGGTCACCTC

AAAAAAATCGGTGCACCTTACGCCAGTGGAG
TTTTTTTAGCCACGTGGAATGCGGTCACCTC

1 x AAAAAAATGGTGCACCTTACGCCAGAGGAG™ ™ \
TTTTTTTACCACGTGGAATG CGGTCTCCTC\(B)
Eikéva 4
Mol a6 TIg ’AMNAouXieg TNG EIKOVOG 4 avTIOTOIXET OTO PUGIOAOYIKO Yovidio TNG B-aAucidng
e HbA kol moI 0TO Yovidlo s TNG OPETIOVOKUTTOPIKAG avaiudiag; (uovédeg 2) No
QUTIOAOYACETE TNV amévTnon oac. (Uovadeg 3)
Mové&odeg 6
H oMnlouxia Tng eikdvag 4 mou ammopével o urmopoldoe Vo avTIOTOIXEl O€ yovidio Tou
TTPOKOAET B-Bahaaoaipic; (Movadeg 2) No aiTIOAOYACETE TNV anévTnon ooG. (Wovideg 3)
Mov&deg 5
H aMnAouxia [l Tng eikévag 4 sivan TUAPG evog popiou DNA, Tou avTIyp&PETAI O MIX

JIXGAX QXVTIYPOPAG, OTNV OTTOI CUMMETEXOUV TX £EAC TTPWTAPXIKE THANOTA:

i) 5 AAAUGGU 3, ii) 5 CUCCUC 3 «ai iii) 5 ACGCCA Z

. Na evromioeTe av n B€on Evapéng Tng dIXGAGC avTIVPapNG BpiokeTal oTn BEon X A
oTn 6&on Y. (uov&deg 3)

B. Mol aAucida (A A B) oTn JIXGAG GvTIVPOQPACG GVTIVPRPETOI CUVEXHDC KOl TTOIX
aouvexwe; (ovaodeg 3)

Y. Molo amd To MPWTHPEXIKA TUAWOTX TNG aouvexolg oAucidag ouvTiOETOI TIPWTO;
(uovédeg 3)
(27O TORPOMAVW EPWTANNTY OEV ATTXITEITOI XITIOAOYNOT).)

Movédeg 9

A4.Toiol o1 MOvoi yovoTUTION TwV GIOYOVWY TIOU TTPOKUIMTOUV omd TN SIoTaUpWwon Popsa B-

BXNXOOXIUIOG PE POPEN DPETIARVOKUTTUPIKAG avaiuiog; No yp&wete oto TeTPAdIO 00 TNV
KOTGAANAN SicoTalpwon.

Mov&deg 5

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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15. CNE 14

Aivetal TuAPo DNA TO 0T10i0 KWOIKOTTOIET TK OKT® TTPWTO KUIVOEEX TOU TTPWTOU douikol yovidiou

TOU oTrepOoViou TNG AGKTOING.

AGCTATGACCATGATTACGGATTCACTG oAucida l.
TCGATACTGGTACTAATGCCTAAGTGAC ahuoida ll

Al. Na evrorioete TNV KwOIKA oAucida. (Hovado 1) Na onueIoETE TOV TIPOCAVATOAIOUO TWV

A2,

A3.

AA.

AS5.

oAuoidwv. (Mov&da 1) Na aiTioAoyAoeTe TNV am&vTnof oag. (Hovadeg 4)

Movéoeg 6
No ypbwete 1o TUAUK Tou MRNA mou Ba TpoKIWel omd TN UETAYPGPA TOU TTHPATIAVW
TUAPGTOG TOU YOVIOIOU Kol Vo OpiceTe Ta 5’ Kau 3’ Gkpot Tou. (Movéadeg 2) Now aiTioAoyRoeTe
TNV anévrnof oog. (Hovédeg 3)

Movédeg 5
Na yp&wete 1o TUAUK Tou MRNA oTo omoio Oa ouvdeBel N PIKPA PIBOCWHUIKA UTTOMOVADX
KOTG& TNV EVOPEN TNG METRPPGONG.

Movédeg 2
H @uoioloyIKA TTPWTEIVN, TTOU TMOPAYETAI OO TNV EKPPOON TOU TMPMTOU SOMIKOU yovidiou
TOU omepoviou TNG AaKTOlNG, amoTeAeiTal amd 1024 auivoEEa. Mix yovIOIGKA UETGANGEN
QVTIKOTGOTOONG MGG Bdong oTo mopomévw TuAnM DNA odnyei otTnv mopaywyh HIoG
nmpwteivng pe 1022 opivoEEa, SNAXDA HIKPOTEPNG KoT& D00 auivoEéa. No eEnyAcETE pe
TT010 TPOTIO UTTOPET V& CUUPBET auTO.

Movéodeg 6
Miot yovIDIoKA PETGAGEN TTOU GUVERN OTO PUOUIOTIKO Yovidio Tou omepoviou TNG AaKTHING
odnyei otnv mopaywyn evog Tpomomoinuévou MRNA. To mRNA ouTtd @épel TEOOEPIG
emmA&ov 01000xIKEQ Baaoelg ueTa&ED Tou 3ou Kol 4ou Kwdikoviou Tou. Na eEnyAoeTe moix Ba
gival N ouvénela oTnv mopoaywy Twv eviiuywv Tou PeTaPBoAilouv TN A&KTOLN, O6TOV TO
BakTAPIO avamTUooeTal o€ OPENTIKG UNKO axmouoic AaKTO{NG kol YAUKOING.

Movéoeg 6

16. ® MNE opoy '13

To

TPOTO KANPOVOUNONG Picg aoBEvelng, TTou oPpeiAeTal

0€ YOVIOIOKA PETGANGEDN.
Noo digpeuvAoeTe Tov TPOTIO KANPOvOUNoncg Tng I
3 4

Al.

TTOUPOKATW YEVEXAOYIKO OEVOPO amEIKoVilel TOV

2

000EVEING  OUTAC KAVOVTOG TIQ  KOTGAANAEQ
OIOTAUPWOEIG.

Movéodeg 8

MeTaMGEEIQ
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A2. Moia givai n mMOavoTNTA TO eMOMEVO TTUdT TwV YOVEWV 1, |2 var €ivai aydpl Kol vor TRoxel oo
TNV 0xoBEveIx aUTA;

Movédeg 6
H mopandvw cobéveia givail GMOTEAEOUG QVTIKATAOTRONG WIS B&GONG, N oTToic dNUIOUPYET JEOKK
OTO Yyovidlo Tnv oAnlouxic, mou avoyvwpilel n mepIoploTikh evdovoukAedon EcoRl. To
QuoIoAoyIKO yovidlo dev €xel TNV oAAnAouxia ouTh. Mo Tov evTomond TWV PETXAXYUEVWV
yovIOiwv T JEAN TNC olkoyévelag UTToR&AOVTOI o€ yeveTIKR eE€Taon. Mo To okomd auTod, amd
OWMOTIK& KOTTOPO K&OE PHENOUG TNG OIKOYEVEING, GmmopovmBNkayv T TUAUGTa DNA, T oTmoic
TTEPIEXOUV TO XAANAOPOPPO YOVIOIT TIOU EAEYXOUV TNV MAKN TUNUGTwY DNA,

GOBEVEIR. ITO THANKTO QUTE EYIVE EMBPOON e TNV~ ATOMX _ 0 (elyn Baoewy,
METG TNV eMmidpaon TNG EcoRl

EcoRI. To amoTeAéopoatar QUTAG TNG €mMdpaong 11 5500
OIVOVTXI OTOV TTXPOKATW TTIIVOKX. 12 2500 2000 500
A3. Mg B&on To yeveahoylkd 0EVOPO Kol To OEDOPEVT 1 2500
TOU TIOPOM&VW TIVOKK 0 Tolov  TPOTIO 112 2500
KAnpovounong TnNg GOBEVEIRG  KOTOANYETE; 13 2000 500
(Mov&da 1) Nox aciTIOANOYACETE TV GMGVTNON GOKC. 14 2500 2000 500
(uovédeg 10)
Movédeg 11
C NE emav '12 OEMA A A Y
3T0  TOPOKATW  JIGYPOUU 3 !
QMEIKOVI(ETAI N QUOIONOYIKA ‘% .
UETGBOAA OTO TOOOOTO TWV \g§ E
TOAUTIEMTIOIKWY  OAUCTOWV  TWwV é‘g '
AIPOCOXIPIV@Y  HDA, HbF kot  © E' E
E 1
HbA2 Tou avBpwrmou amnd Tnv % !
EUBPUIKA NAIKIX Kol PET& TN = E
yévvnon Tou. EUBPUIKA NAIKICX +r’])\IKTO( METG TN yEvwnan -
A1.Molo €i00C MOAUTETITIDIKAG reévvnon Xpovog
oAuoidag avTioToixel oe KaOeuid omd TI¢ kaumiAeg |, I, Hl ko IV (uové&deg 2); Na
QUTIOAOYACETE TNV amGvTNORA 00¢ (UoVEdES B).
Movédeg 8

A2. To amTOTEAEOUOTO PICG EEETAONC GHPOTOC 0 Evav eVAAIK EDEIEavV OTI 01 aioapaipiveg HbA,
HbF ko HbA2 €ivan oe Quololoyiké emimeda. Moox yovidia ivan umelbuva yio Tn odvBeon
™ HbA og éva owuaTikd KOTTaPOo oTn ueTdpoon (Movadeg 2); Na auTiohoyfoeTe Tnv
an&vrnon oog (Jovadeg 4).

Mov&deg 6
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18.

19.

A3.

AA.

ME

& AiveTal To MOPAKGTW TUAPX DNA TTou TepIEXEl To KWOIKOVIC TTOU KwOIKOTTOI00V Ta EMTH

TPOTAK XUIVOEER TNG PUCIOAOYIKAG B-MoAuTENTIOIKAG aAuaidag TNG HbA.

5..GTG CAC CTG ACT CCT GAG GAG .. 3
3..CAC GTG GAC TGA GGA CTC CTC ..%5

5CTGAGYT
3 GACTCY
KG&Oe oAuoida peTa€l Tou C Kol Tou T (Mg KaTelBuvon 5 =3 ). H aMnlouxic mou

H nieplopioTiki evdovoukAedon Ddel avayvwpilel Tnv aAAnAouxio Kol KOPel
avayvwpilel n Ddel Bpioketan oto mopandvw TUAPo DNA. And éva &TOUO (QOPEX TNG
OPEMAVOKUTTPIKAG QVAIMIGG amopov@Bnkav TUAUGT DNA, TTou TTEPIEXOUV T KWOIKOVIK TO
omoict KwdIKOTOIOUV TG EMTE TTPMTA KPIVOEER TNC B-TTOAUTTENTIOIKAG GAUGTONC. ZTO THAMKTX
ouTG emdpdoaue Me TNV TIEPIOPIOTIKA evOovoukhedon Ddel. Moo TuAuoTo DNA
Ol1xpopeTIKOU puAKoug Ba mMpokUwouv petd Tn dpdon Tng Ddel (povéda 1);
Noa auTiohoyAoeTe TNV am&vTNoR 0ag (Movadeg B).

Movédeg 7
No mepiyp&yete TIC OIGdIKKOIeG dIGyvwoNng TNG OPETIAVOKUTTAPIKAG QVAIMIG KOXTX TOV
poyevvnTIKO EAeyxo Tn 0EKaTN eBOoUGda TN KUNoNG.

Movéoeg 4

18 A2

‘Evag &vOopog e TPio: yovidio TToU KwIKOTTOIOUV TNV G-TIOAUTTEMTIOIKA GAUGTON TNG GIPOCPaIPIVNG

OOKT& O00 TXIdI& pe Wi yuvaika Tou ¢épel 000 yovidix Tou Kwdikotololv TNV -

moAuTIENTIOIKA OAUCTIOO TNG ipooPaipivng. EGv To mp@wTo MaIdi Tou yevvABnke Qp&pel povo Eva

YOVidIO TTOU KWJIKOTIOIET TNV G-TIOAUTIEMTIOIKA OXAUCIOO TNC GIOoPAIPIvVNG, TTOIX N THOAVOTNTA TO

0e0TEPO TMIdI VO €XEI PUOIOAOYIKO YOVOTUTIO KOI PAIVOTUTIO;

Aev anouteiTan n dixTimwon Twv vopwv Tou Mendel. Movédeg 5

EVOeIKTIKA om&vrnon (oUUQwve ue  TIG  EVOEIKTIKEG 0(1 aT

anmovtRoelg TnG KEE TEA 2018):

o [ o |
H povn koatavourl cAANAOUOPPWY OTN UNTEPR, WOTE VO I qu CXIT

i

EXOUME T VOIEVOUEVT OTTOTEAEOUOT EIVANL:
| Tp@TO

“ moxidi

MNocooTd 25%.

Q AGo Gropa pe a-Bahacoaipion BEAOUV Vo armoKTACOUV amdyovo. Aedouévou 0TI 0To Eval XTOUO

Aeimel éva yovidio o Kol oto GAo &Topo Aeimouv 800 yovidiax o, vo Bpeite Toug mOavolq

yovOTUTIOUC EVOG QXTTOYOVOU.

MeTaMGEEIQ
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20. 6

QMOTEAEGUOTO TG VEAUGNG TwV TOMwv Koo Twv | AWNG | 97% | 2,2% | 0,8%

60 KEPGAXIO

ZTov  akOlouBo - mivaka - @aivovtal T [ EvAhikeg | HbA | HbA2 | HbF HbS

Mwpyogq 2% | 55%

TTOOOTATWY KINOOPAIPIVNG 0 6 EVAMKX GTOpO. T NoToioL 75_% 2% | 0.8% 22:2%
amoTteAéopaTa €0eifav 6T o  TGvvng  €ivail Mapio - 2% |1 0,8% | 97%

ommOAUTWC PUOCIONOYIKO &TOUO.

0.

€.

oT.

EAEvn 75% | 1% | 0,2% -

BaoiAng | 94% | 5,2% | 0,8% -

No amavTAoeTe oTIg €EAC EPWTAOEIC:
Moia givail N popIakh oloTaon Twv aipooPaipivwv HbA, HbA2, HbF;

A6 ol agBEveia I&axel 0 MNOPYOQ KAl TIOI TO CUPTMITOPOTA TNG;

MOC QVTIMETWTTIETAI N CUYKEKPIPEVN GOBEVEI KO TIOIEC O CUVETTEIEC TNG BEPATTIEING;
Ti OEIXVOUV Ta XMOTEAECUATX VIO TO BXGIAN OXETIKG PE TNV KATGOTOON TNG UYEIGC TOU;
An6 moiax agBéveia axel N Maopick, ToU OPEIAETOI KO TTOIO TG CUMTITWUGTE TNG;

Ye T Olopépel o pauvoTumog TNG NaTahice armd Tng Mapiag;

Mol ogeileTal N oBEVEID TTOU TTOPOUCIGLEl N EAEVN;

&  AndGvrnon:

oL

oT.

«O1 aIooPAIPIVES TOU EVNNIKOU ... (AIyoTEPO oo 1 %) TNg HbF.» (Zx0Aikd BiBAio ogA. 93)

0 Mwpyog mapoucidlel movteA ENelwn HbA. To yeyovog OTI TTpoUsI&lel Kol au&nuévn
o0vbeon HbF onuaivel 611 &oxel omd B-Oahaooaipio. «H B-OAXOOXIPI XKPAKTNPILETHI
amo ... TN Aeiroupyia TNg HbA.» (Sx0Aik6 BiBAio agA. 93)

To GMOTEAEOUGTH OXETIK& e TO BaaiAn deixvouv auénuévn oldvBean HbA2 oe oxéon e TIg
(QPUOIONOYIKEG TINEQ. H al&non TNG OUYKEKPIMEVNG CIPOOPXIPIVAG TOPATNPEITAI  OTK
eTEPOLUYN GTOUC, OTO G&TOUO ONAGOA TOU €ival POPEIC B-OAXCOXIUING KOl GTOTEAET
OIyVwoTIKO O€ikTn. O BaoiAng mMapouci&lel OUVETIWG AT OVXIPIG Kol Ogv EKONAWVEI T
OUNTITOUOTA.

H Mapia méoxel amd dpeMaVOKUTTOPIKA avaidia. «To 1949, o Linus Pauling ... yévo HbS,
Ko KxBOAou HbA.» (3xoAiké BiBAio ae). 89-90)

H Noatohia €ival QopEng OPETIARVOKUTTAPIKAG avaiuicg, OIOTI eKTOG ammd TN (PUOIOAOYIKNA
aigoopaipivn HbA mapdyeTal ot epUOPOKITTAPG TNG Kol TTOoAOYIKA aipoopaipiv HbS
(22,2%). «Tow eTEPOLUYO KTOUG (POPEIR) ... peyaAiTEPO ammd 3.000 m.» (ZxoAiké BiAio oeA. 90)
H av&Auon Twv TTOCOTATWY TWV KIMOCPARIPIVOV OTOV opyavioud TnG EAEvng deixvouv peiwon
OAWV TWV KIPJOOPARIPIVOV. KOIVO XKPOKTNPIOTIKO TNG 0U0TRONC OAWV TWV KIOCPXRIPIVIOV TOU
avOPWITOU EIVAI N TTXEOUCIX TWV & GAUCIOWV. YUVETIWG mMOavOTaT N EAEvn méoxel omd o
BoAaxooaipict. «Tax yovidiok TTOU KwOIKOTIOIOUV ... T OUUTITOPATA TNG KOOEVEING.» (ZXOAIKG

BiBAio oeA. 93-94)

KOYBATZO0ZXZ XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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21. & Aivetal Eva PHOVOTIGTI XNMIKOV avTIOp&oewv (METKBOAIKA 006G) oTov GvOPWTIO OTToU JE TN

ouppeToxn 000 eviipwv E1 ko E2 mapdyetal n ouoia Z El E2

X >Y > Z

OTIWC PAIVETAI OTO OXAMCK:
T évlupa E1 ko E2 kwdikomoloOvTal omd To eMKPATA yovidix A Kol B avrioToixa. To
UTIOAEITTOMEVO YOVIOIOK & KO B €ivail HETOANGYHEVOE GAANAOUIOPPX KO KOT& TNV EKPPAON TOUG N
mmoAuTTenTIOIKA GrAUCTO TTOU TTAPGYETOI 0€ KGOE TTEPIMTWON, 0ev ival AeiToupyikA. Ta d0o {elyn
TWV oAANAOUOPPWY PBpiokovTal o OIPOPETIKG (elyn OMOAOYWV XPWHOOWPATWY. H un
TOPAYWYA TNG ouoiag Z €XEl OOV QMOTEAEOUX TNV EUPAVION UIKG 00BaPAC aoBEveEIg OTOV
GvBpwTo. NOt aIMAVTAOETE OTIQ TIXPAKATW EPWTAOEIQ:
o. Nwg ovou&lovral ol PETOANGEEIC TIOU 0dnyolv OTNV MOPAYWYA TwV PN AEITOUPYIKWV
TTOAUTTENTIOIKWV GAUGTIOWV; ZE TIOIOUG KATNYOPIES DICKPIVOVTA;
B. Avdpoag eTepdluyog MaVTPEDETOI YUVKIKG YE yovoTuTio AcBB.
Noa Bpebei n mBavOTNTH GmOKTNONG TaiS100 TTOU EPPAVILEI TNV KOBEVEIQ.
Y. Avdpog eTepdluyog TaVTPEUETOI XPPWOTN YUVAIKA.

Noa Bpebei N mMBavOTNTO Vo yevvnOei KOPIToI TTOU TTGOXEl o TNV KOOEVEIGK.
=  AnGvtnon:

o. O petoAGéeic mou odnyolv OTNV TOPOYWYAR TWV OUYKEKPIUEVWY MN  AEITOUPYIKWV
TTOAUTTETTIOIKWY GAUCTIdWY, YivovTal o€ emimedo YovIOiwV Ye KIMOTEAEOUG TN dNUIOUPYI TWV
UTTOAEITIOHEVWY GAANAOUOPPWY O KO B KO OVOUGLOVTOI YOVISIGKEG UETOANGEEIG.
AIGKPIVOVTXI 0€ QVTIKATXOTAXOEIG, TTIPOCOAKEG KOl ENNETPEIG BROEWV.

B. Eva &TOopO TOU eppavilel TNV aoBEvel, Oev TMAPAYEI TNV OUCIK Z, GTOTEAEOUO TPIOV
TEPITITMOEWV:

i Mn mapaywyn Tou eviipou E1: aaBB, aaxBf3

ii. Mn mapaywyn Tou eviiuou E2: AABB, AxBB

iii. Mn mapaywyn Twv evlipwyv E1 kai E2: aaxBB

P: AaBp X AcBB
lFoxpéteg: AB, AB, oB, a3 | AB, B
Andyovor: AABB, AABf, AaBB, AaBpB, AaBB, AaBj, aaBB, aaB

MBavoTNTH yévvnong maidiold Tou eppavilel TNV aobévela auTh eivan 2/8 R 1/4.

y. H &ppwotn yuvaika umopel va €xel yovoTutioug aaBB, aaBB, AABRB, AaxBRB, aaxfBB
P(1n): AaBB X aaBB > Amdyovor: AaBB, AaBpB, aaBB, aaBp

MBavoTNTA yYEvvnong maidiol TTou ePpavilel TNV aobéveix auTh givai 2/4.

MBavoTNTX YEVWNONC KOPITOI00 gival 2/4 (XX X) XY — 2XX:2XY).

‘ETol n mBavoTNTO YEVVNONC &pPwoToU KopITolol eival 2/4 x 2/4=4/16=1/4.

To 010 10x0€l KOl I TNV INTEPX PE yovoTuTio AABR.

MeTaMGEEIQ
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P(2n): AaBB X aaBB = Andyovoi: AaBB, AaBB, aaBB, aaBp, AaBB, AaBB, caBB, PP
MBavoTnTa Yévvnong maidiol pe Tnv aobéveia auTh gival 5/8.
MBavoTnTa Yévvnong &ppwaTou Kopitalol eival 2/4 x 5/8=10/32=5/16.
To id10 10X0€l Kl YIo TNV UNTEPX Ye yovoTumo Acfp.
P(3n): AaBB X aaBp = Andyovor: AaBB, Aapp, caBp, aaxpp

H mBavoTnTa yévvnong maidiod mou eupavilel TNV aobéveia auTh ivan 3/4.

‘ETol n mBavoTNTR Yévvnong &ppwoTou Koplitolol gival 2/4 x 3/4=6/16=3/8.

lox0el 0 20¢ vouog Tou Mendel Tng aveE&pTnTnNg MeTaRiBaong Twv yovidiwv. Emiong Ta 800
(elyn TwV cAANAOPOPPWY EIVAI AUTOCWUIKE, YIXTI N ovapopd oe eTEPOTUYO GVOPO KTTOKAETE
TNV mMOavVOTNTK K&ToIo (elyog AANAOUOPPWY Vo gival QUAOOUVOETO. XTn (PUAOCUVOETN
KANPOVOUIKOTNTO TOX OPOEVIKA GTOPO BewPoUVTal AmAoEION apol Exouv Eva X XPwWUOOWU

OTO YOVOTUTIO TOUG K&I WG EK TOUTOU OEV €IV OUVATO VX €IVal ETEPOLUYCL.

22. C OEDE 05

270 20 (e0yoC XPWHOOWUATWY HIKG YUVAIKOG EVTOTTI(OVTOI TO ’AANAGUOPPO Yovidiok A Kol d. XTO

210 (e0yog XPWHOOWUATWY ToU 010U GTOUOU eVTOTIIOVTOI T GAANAOHOPP O Yovidiax E Kai €.

No mpocdiopioeTe TNV MOV yovidiakr oloTaon (wg mpog Ta yovidia A, d Kal E, €):

.

TWV YOUETWY TIOU TIPOKUMTOUV GO PN-010XWPIOHO TWV OMOAOYWV XPWHOOWUETWY Tou 210U
(elyouc.
TWV YOPETOV TTOU TTPOKUITITOUV Ommd UN-dIoXWPIoUO TwV XPWHUGTIOWY eVOC XPWHOOMUATOG

TOU 20U {elyouq.

23.ME enmav. '11

Aivetal To Mopak&Tw dikAwvo Yopio DNA, mou kwoikotolel Eva TIEMTIOI0 TO OTIOIO ASITOUPYET WC

Evlupo. Xto popIo auTd oupPaivel YETEANGEN TIPOOOAKNG TPIWV (3) SIOOXIKWY VOUKAEOTIOIWV
(5’-GAT-3").

X Y

ATATGTTGTCCAéATCAGAACCTGAGTTCCAkTAGCCAG
TATACAACAGGTCTAGTCTTGGACTCAAGGTTATCGGTC

. Av n mpooOAkn cupPei otn B€on X, va eEnynoeTe moleg Ba eival o1 ouvéneleq: oTn doUA Tou

ev{ipou (Movadeg 5) kKo aTn AeIToupylkOTNTA Tou eviipou. (uovadeg 2)

Movéodeg 7

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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r2.

r3.

Av n TpooOAKN cupBel otn B&on Y, va eEnynoeTe moleg O givai ol cuvémeleg oTn doun Tou
evlipou. (uovideg 5) H mopamévw HETAMOEN Exel eA&XIOTN €MIOPOON OTN AEITOUPYIKOTNTX
Tou evi0pou. MK XKPaKTNEIZETH QuTA N WETAMOEN; (uovadeg 2) No e&nyfoete Tnv
an&vTnon oog. (Uovadeg 2)

Mové&deg 9
& Xt d0o aToua mou moxouv amd olvdpouo Klinefelter &yive av&Auon Tng oAAnAouxiog
TwV B&oewv Tou DNA TWV QUAETIKOV XPWUOCWUATWY TOUC. XTO TMPWTO &GTOMO N ov&Auon
£0¢e1&e Tpeig dDIaPOopPETIKES aAMnAouxiee B&oewv DNA. 210 delTEPO GTOMO N avGAuon £delée
000 movopoldTuTIEC Kol dio O1xopeTIK oMnAouxion B&oewv DNA. No e€nyfoete Toug
mOavolg pnxaviopolc oUPPWVa JE TOUC OTOIoUC YEVWAONKOV To GTOPO OUT o
(PUOIOAOYIKOUG YOVEIG.

Movédeg 9

&  An&vrnon:

ri.

r2.

Aol To THAUG TOU popiou KwdlKotrolel Eva menTidlo, To omoio AsiToupyel wg &viupo, Oa
mepIEXEl KWOIKOVIO EvapENg Kol KwdikOvIo ARENG.

AlxB&lovTag Tov Mevw KAWVO, ommd aploTepd TTPOC Ta JeEIR, oUVAVT® KwOIKOVIO EVOPENS
KwdIkol KAwvou 5’-ATG-3’ Ko ouvexilovtag e PBAUG TPITAETOG, OUVEXMDC KOI N
EMKOXAUTITOUEVH, OUVAVT® KwOIKOVIO AHENG KwdIKoU kKAwvou 5’-TAG-3’ 610 110 KwdIKOVIO.
AT ATG TTG TCC AGA TCA GAA CCT GAG TTC CAA TAG CCA G

H mpoobnkn, didoxIKWV B&oewv e apiBud TOAMATAKGIO TOU TPICK, dNUIOUPYET GVTIOTOIXOK
TPOCONAKN GPIVOEEWY 0E avAoyo apIBud oTnv moAumenTIOIKA aAucida. AuTo cuppaivel OTav

N TPIMAETA 5'-GAT-3’ PooTEDET AVAETH OTO KWOIKOVIAL.

AT ATG TTG TCC AYGA TCA GAA CCT GAG TTC CAA TAG CCA G

AT ATG TTG TCC AGATGA TCA GAA CCT GAG TTC CAA TAG CCA G
AT ATG TTG TCC AGA TGA TCA GAA CCT GAG TTC CAA TAG CCA G
Av n mpooBnkn cuuPei otn B€on X (Y), TOTE MPOOTIOETO PYEOK 0TO 40 KwOIKOVIO 5'-AGA-3’
KQI TIPOKGAEITOI TOTTIIKA avaOIGTOEN, e XTTOTEAEOUO VO dNUIoUPYEITal Evar KWAIKOVIO AGENG
5’-TGA-3’ o10 50 KwdIKAVIO.

AuTO €xel WC AMOTEAECUC TOV TEPUOTIONO olvOeong TNG MOAUTIEMTIBIKAC OAUGIOOG KOl TNV

KOXTXOTPO®R TNG AEITOUPYIKOTNTOG TOU eVIUOU.

Av n pooBnkn cuuPei otn 6€on Y (Y), TOTE MpooTifeTal y€oa 0To 100 KwdIKOVIO 5'-CAA-3’
KO TTIPOKGAEITOI TOTTIKA GVOXOIKTOEN, PE GTOTEAEOUG V& ONUIOUPYEITAI Eva VEO KWOIKOVIO
MEng 5’-TAA-3’ 010 110 KwdIKOVIO, evd To 100 KwdIkOVIO 5'-CAA-3’ PETATPEMETNI OE 5'-
CGA3'.
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AT ATG TTG TCC AGA TCA GAA CCT GAG TTC CYAA TAG CCA G

AT ATG TTG TCC AGA TCA GAA CCT GAG TTC CGATAA TAG CCA G
AT ATG TTG TCC AGA TCA GAA CCT GAG TTC CGA TAA TAG CCA G
Me Oedouévo OTI Mapamavw PETGANAEN ExEl EAGXIOTN EMIOPXON OTN AEITOUPYIKOTNTK TOU
evliuou, n ahayn oto 100 KwdIKOVIO 00fynoe otnv oMoyl Tou 100U aGuivo&éEog oTnv
oAuoidx TOU TTETTIOIOU PE Evar GANO, OAAG Dev eTTNPENGCE TO evepyd KEVTPO Tou ev{UUOU KAl
TN AeIToupyIKOTNTG TOU.

Mio TETOION ETEANEN XOPAKTNPIZETOI WG OUBETEPN.

Tow &roua pe odvopopo Klinefelter €xouv puoiohoyikd apIOUO XUTOOWUIKWY XPWHOOWUGTWY

(44) kou Tpix PUAETIK, Tax XXY, avTi TOu uaoloAoyikol (elyoug XY.

ol 7290

PUAETIKQWV XPWHOOWUKTWY TOUG. 10 &TOHO 10 Groyo 20 GTOO

O1 odeApég XpwuaTideg €&xouv idIx aMnhouxice B&oewv Tou DNA Twv QUAETIKQWV

Amelkovilw T PUAETIKG XXY Twv 800 aTéuwv. H
YPOUPOOKIooN amodidel TIG OIGPOPETIKES 1 101G

oMnAlouxieqg Twv B&oswv Tou DNA Tw

<

XPWUOOWUKTWY TOUC Kol amodidovTal e idIc YPOUUOOKIooN.

Tot opOAOYO XPWHOCWUKT, TO OTTOIx €ivail UNTPIKAG TTPOEAEUONC TO VOl KO TIXTPIKAG TO

GANO, Exouv JIPOoPETIKA aAnAouxion B&oewv Tou DNA TwV QUAETIKOV XPWUOOWUATWY TOUG

Kol omodidovTal Pe SIPOPETIKA YPXUUOTKION.

210 MPWTO G&TOUO N avaAuon €deie TPeIC DIXPOPETIKES aMnAouxieg B&oswv DNA. Auto

UTTIOPEl VO GUBET OTAV:

- Un QUOIOAOYIKOG YopETNG (n+1) Tng unTépag (XX), o omoiog MPOEKUWE ombd [N
OIOXWPIOHO OUOAOYWV XPWHOOWUATWY KOT& TNV 1n PEIWTIKA dIxipeDN, YOVIUOTOINONKE
oo PUOIOAOYIKO YOXUETN (N) TOU TTATEPX, O OTIOIOG TTEPIEIXE TO PUAETIKO XPWHOCWHX Y.

- QUOIOAOYIKOG YaPETNG (N) TNG MNTEPXG (X), YOVIUOTIOINONKE GO Un PUCIOAOYIKO YOUETN
(n+1) Tou MATEPXK, O OTIOIOC TIPOEKUYWE GO UN SIKXWPIOHO OUOAOYWY XPWUOOWURTWY
KOTG TNV 1N PEIWTIKA dIXipEON Kol TTIEPIEIXE KO Tt OU0 PUAETIKG XPWHOOWUOTO XY.

210 0elTEPO GTOMO N av&Auon £0eIEe OUO TIAVOUOIOTUTIEG K&I Hick DIPOPETIKA arAAnAouxiat

Baoswv DNA. AuTd pmopei v oupBei oTav:

= un QuoIoAoyIkOG YauéTng (n+1) TG unTépoag (XX), o omoiog TPOEKUWE omd [N
OIGXWPIONO TWV OOEAPOV XPWUKTIOWY KXT& TN 2N WEIWTIKA dIaipean, yoviuomolnonke
oo PUOIOAOYIKO YXUETN (N) TOU TTTEPX, O OTIOIOG TIEPIEIXE TO PUAETIKO XPWHOOWUX Y.

H OIoypauuaTIKG OmEIKOVION TNG (MUOIOAOYIKAG KOI N (QUGCIOAOYIKNG YXUETOYEVEGNG KPIVETAI
AMXPAITNTN 08 GOKAOEIG TTOU 00¢ {NToUV «No €ENyYROETE TOUG MOXVOUCG UNXOVIGHOUG OUUPWVE, UE
TOUG 0MMOIoUG YEVWABNKAV TOX ATOUX QUTG XITO (PUGIOAOYIKOUG YOVEIG». AUTH mOdIOETOI AETTOUENWG
otn uebodoAoyia.

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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24.

25.

® MNEouoy.’16  OEMAT
| 1O

YTV eIkdva 1 ammeikovileTal To yeveahoyikd dEvOpo 1 > 3 1
OIKOYEVEIONG OTO  OTIOI0  HEASTGTON O  TPOTIOQ Il —D
kAnpovounong piog aobéveiag. Ta &roua 13, 14 kau 112 1 2
méoxouv. O1 aivoTumol Twv otopwy 111 Ko 112 gival g 1

. ]

&yvwaTol. 1 2 Ekévo 1

. Av oto yeveaxhoylkO O0&EVOpPO TNG EeIKOvaG 1 peAeT&Ton o TPOMOG KAnpovounong Tng
PAIVUAKETOVOUPIOG, Vo Bpeboldv o1 yovoTumol Kal ol gaivoTurol Twv otéuwy 11 ko 112
(uovadeg 4). Nax auTioAoyRoeTe e AGYIa i JE BIOTRUPWOEIG TNV KXITAVTNOR 006G (Uovadeg 4).

Movédeg 8

2. Av oto yeveaxhoylkO 0&vOpo TNG eIkOvag 1 peAeT&Ton o TPOmog KAnpovounong Tng
OXPWHOTOWING OTO MPAOIVO KXI GTO KOKKIVO, Vo BpeBolv 01 YovOTUTION KO Ol paIVOTUTION TWV
atopwyv 111 Ko 112 (povédeg 4). Na cutiohoyRoere pe Aoyix /i PE OIXOTAUPWOEIC TNV
anévTnon oag (Lovadeg 4).

Movédeg 8

FoviyoTioleiTal PpuUOIoAoyIKO waplo Tou BnAukol aTouou 111, ye omepuaTolwdplo TOU KPOEVIKOU

oTopou 112 mou amelkovilovtal oTnV eIKOVa 1. KaTé To oxNUOTIoUd Tou omrepuaTolwapiou auTol

0ev &yive JIXWPIOUOG TWV (PUAETIKOV XPWHOCWHATWY KXTX Tn 2n MEIwTIKA OSiaipeon. To

QUTOOWUIKG TOU XPWHOOMUOTX JIKXWPIOTNKAV PUCIONOYIKA.

3. Noo BpeBolv o1 mOAVEC XPWHOOWMIKES avwUoAieg oTn o0oToon TwV  QUAETIKOV
XPWHOOWUGTWY 0TO {UYyWTO TIOU UTTOPET V& OnuioupynBel (povéadeg 2). Now aiTiIoAoyoeTe TNV
an&vtnon oag (Movadeg 5).

Movéodeg 7

4. Noio Ba eival To GUAO Tou aToOPou Tou Ba pokdwel amd To {UywTd, 0e KaBepion amd TIQ
mMOAVEG TTEPITITWOEIC TOU EPWTANNTOG '3;

Movéodeg 2

® NE enav. '17 12

MepIkEG PopES eival dUVOTOV vor GUUPBET U SIGXWPICHOG XPWHUOOWUGTWY 08 VAV (PUOCIOAOYIKO
YOVEQ, TTOU Bt Exel WG AMOTEAEOUO VAV GveUTTAOEIDIKO amTdyovo. ZUXvV& 0 GpaIvOTUTIOq TOU [N
(PUCIONOYIKOU GTTOyOVOU ETITPETIEI OTOUC YEVETIOTEG VO TIPOGOIOPIOOUV OE TIOIO YOVEX KOl KOXT& TN
OIGPKEIX TTOIG MEIWTIKAG dIXipeong oUVERN 0 un JIGXWPIoUOC.

Y& i OIKOYEVEIG TTOU Kol Ol dUO Yoveig €xouv (pUOIOAOYIKO OITTAOEID KOPUOTUTIO, O GvOPOC
niapoucialel ENeIpn Tou eviiuou A AOyw Tou OTI givai oOIUYOQ VI TO UTTOAEITTOUEVO YOVidIo TToU

kwdikorolel To &viupo auTd. To yovidio evromileTal 0TO Xpwudéowua 21. H yuvaika Tou, Tou
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eival eTepdluyn, mapdyel 100 povadeg Tou evilpou A. O yiog Toug €xel o0vdpouo Down Kal
napdyel 200 povadeg Tou eviluou A.

Y€ ToIoV YOVEX OUVERN 0 PN JIGXWPICHOS (MOVEIES 2) KOl 0 TTOIX YEIWTIKA diipeon; (MovEdeg
2) Na autiohoyfoeTe TNV amévTnon occ. (Movadeg 4)

Mov&deg 8

® ME enav. '09
Noo OIGKPIVETE TEPIMTMOEIC KOT& TIC OTIOIEC €Ival OIUOPPOPIANIKO TO Taudi, TIOU OITOKTG
(PUOIOAOYIKOG &vOPOG E PUOIONOYIKNA YUVOIKX, TNG OTTOIRG O TATEPAG EIVAI AIOPPOPIAIKOC. Ol

YOVEIG K&l TO TIKIOT €XOUV PUOIOAOYIKO KapuoTuTTO. (MoV&deg 13)

C e yix oméviae epimTwon, Gvopag ouddag aipaTog O Kol YUVAiKe ouGdag AB yévvnoav maidi
ouddag aipatog O. Na €€nynoete To amOTEAEOUO AxB&vVOVTOG UTIOWn OTI 0 &vOpaig €ivail O

TTPOYUATIKOG TATEPGG.

C Ta &Topa pe odvdopouo Down givail evepyd oeE0UNIKG. EXEl KATaYPaPET N yévvnon moidiol pe
(PUOCIOAOYIKO KOPUOTUTIO KO paivoTutio ammd ‘“‘yoveig” pe olvdpopo Down. Na eEnyhoeTe, TG

umopei va mpokdwel puoloAoyiko Taidi ormd Toug “‘yoveiq” auTolg Kol o€ TI TooooTO.

@ AiveTan yovidio BaKTNPIoKoU KUTTGPOU TTOU KwOIKOTTOIET VO TIEMTIOI0 e dAMNAouXia:

5" CGAAGATGGAATTACGGTTCTACTAGCTGGC 3°
3" GCTTCTACCTTAATGCCAAGATGATCGACCG 5°

0. And méox GPIVOEER ATTOTEAEITON TO TTEMTIOIO TTOU KWOIKOTTOIEITAI GO TO TIXPATIAVW YOVidIo;

B. Xto TUAMG awTO Eyive MPooBAKN oTnV KwdIKA axAucida Tou DNA Twv Bdoewv 5 AGA 3 . H
METGANEN auUTA 00AYNoe o€ JIGKOTA TNG TPwWTEIVOooUvOeong oTo TUAUG auTd. Me Béon
aUTA Tt 0EDOPEVT VO TTIPOGDIOPIcETE TIC MOXVEG BECEIC TTOU EYIVE N TTPOCHOAKN QUTH.

y. X210 TUAMG auTd Eyivav d0o Bpadoelg, N MPMTN avépueoa oTo 8o Kal 90 (elyog BEOEWY KOl N
0elTepn avaueoa oto 200 Kal 210 (elyog B&oswy. To 0WTEPIKO TUAUG avaoTPEPETAL. Nox
ypGwete TNV oMnhouxicc Tou DNA mou Oa mpokdwel PET& TNV OVOOTPOPRA KOl VX
TTPOCDIOPICETE TNV EMNTWON TTOU B £xel N HETGAMAEN KUTA OTO TEMTIOIO TIOU KWJOIKOTIOIEITA

ord To MaPaNGvw yovidio.

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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30.

31.

CNABB’16

AIVETOI KPOIO TUAUG TOU XpwUoowuoTog 21:

............... 5GTGAGTCATAAGAATT &

............... ICACTCAGTATTCTTAA Y
Now utodeiéeTe TO €idoC TNG PETAMAENG TTOU B Exel OOV AMOTEAEOUC TO TTRXPATIAVW TUAMK VO
KOBeTal armd TNV TIEPIOPIOTIKA evOovoukhedon EcoRl, xwpig va peTaAnOei n moodtTnTax Tou DNA

TOU XpwHoowuaTog 21.

é ME’'15 OGEMAA
Xtnv elkévae 2 Oivovtal 000 [N OPOAOYK QUTOOWUIKA XPWHOOWUOTO €VOQ KUTT&POU, TO
XPWHOOWUO A Kol TO XpwuOowua B. 2e k&Oe Xpwudowua ameikovileTal N oahMnAhouxic Tou DNA

TTou uti&PXEl 0TO &KPO TOU.

Xpwudowpua A

Eikéva 2 ‘l' .
L INEICGATCTA KK
Xpwubowua B
.......... IGANG CTAGAT

T

EoTw OTI 08 KOXOEVH Gmd TH XPWUOOWUAT TNG EIKOVOG 2 ouuPaivel Bpaldon oTa onueic mou

O€ixvouv T PBEAN. XTn OUVEXEID TIPOYUOTOTIOIEITOI CHOIBXION PETRTOTION TWV OKPAIWV

OKIGOUEVWY TUNUATWY aVEUESH OTO XPWHOOWH A KOl 0TO XpwHOowuao B.

Al. No yp&yeTre OAa T MOOVE XPWUOOWUOGTK TOU Bo mpokJwouv MPeET& TNV opolBaic
METATOMION, WE TIC ovTioToIxeG oMnAouxieg DNA (uovéadeg 4). Noo onueIDosTE TOUQ
pooavaToAopolg dAwv Twv popiwv DNA mou mpokdmTouv (Uovadeg 2).

Movéoeg 6

Mio a6 TIC MTaxpamm&vw aPoIBaieg YETATOTTIOEIG ViveTal o (UywTO, ard TO OTI0I0 TIPOKUTITEl EVOG

eVANKOG &vOpWTIOG ME QUOIOAOYIKO PaIvoTUTIO. XTOV A&vOpwmo ouTdv ouuPoAiloupe TO

XPWHOOWU A TTOU EXEl TNV METAMOEN WG XPWHOOWUX o KOl TO Xpwudowpa B mou éxel Tnv

METEANGEN WS XPWHUOOWUGK B.

A2. No yp&wete 6A\oug Toug mMOavolg YouETeg auTol TOU EVAMK®, XPNOIMOTIOIOMVTOG TOUG
OUNBOAIOUOUC TWV XPWHUOOWUGTWY, OTTWC 0OC EXOUV DOBEI.

Movéoeg 4
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A3. K&Oe yauETNG TIou TMPOKUTTEI OTO €PWTNUX A2 YOVIUOTIOIEITAI YE PUOIOAOYIKO YOUETN. Na
eEnyfoeTe TI TOCOOTO TwWV GmoyOvWY Ba Exel PUOIOAOYIKO PaIvOTUTIO (Uov&deg 5) Kal TI
TTO00OTO TWV GITOYOVWY B £XEI PUOIOAOYIKO KOPUOTUTIO (UOVAOEG 4).

Mové&deg 9

A4. Na e€nyfoeTe TO €100¢ A TAX €i0N TWV JOPIKWV XPWHOCWHIKOV XVWHOAIWY, TTOU olyoupa B
Exel K&BE amdYyovog PE UN PUOIOAOYIKO KOPUOTUTIO.

Mové&deg 6

= An&vrnon:

Al.
e [IOOVE XPWHOOWMUATO O
- 1n mepinTwon: 3 . ACGGATLNNApYcER 5°
L TGCCTAUNE:NNAE 3’
- 2n mepinTwon: I ACGGAT X RNXTNR 5°
3" TGCCTA AT-NNANY 3’

e [IOOVE XPWHOOWUOT PB:

- 1n mepinTwon: 5 L. ATA .XaR 3°
3 ... TATCHNCRY 5°
- 2n mepinTwon: 5 ATALNcqNeY 3°
3" ... TATKZ.YE 5°

A2. A6 Tov eVAANIKO GvBPWIO HUE PUOIOAOYIKO QaIVOTUTIO Kol yovoTumo AxBPB mpokUTTouV Ol
MOVl YOUETEC:
- AB, AB, aB, af

2 IXAMG PE KMOIBAICE UETATOTTION KAI YOUETES TTOU TTHPAYOVTXI.

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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Zelyn opoAOYwv

XPWHOOWHUETWV

[eSVEA T[S
TOmog AoXA

Fovipormoinon
JE PUOIONOYIKO

Opaion

______________ f

- DuoIoAoyIKOG

A
....................... 'S

Meiwon

ApoiBaia
JeTATOMION

- Mn @uaioloyikog
- Akai B

s
)

- Mn @uaoiohoyikog
- AKkal B

Sxnuoc:
ApoiBoio
UETATOMON
KO YOIETEG

- Mn @uaciohoyikog
>T

.......

YOUET
A
ZuywTo:
davoTumog - ®uacioAoyikog - Mn @uoloAoyIkOG i > Mn @uaoloAoyIkOG i = DUGIOAOYIKOG
KopudTtummog - ®uciohoyikog - Mn @uololoyikbég > Mn Quaiohoyikdg > Mn QuGIoAoyIKOG
Tomog AoXA - Akai B 2> Akai B >T
A: EmmAEoV YEVETIKO UNIKO amd PETATOTION B:'EAN\e1yn I AgoIBaioe HETTOTION

A3. A6 Tn SIXOTAUPWON TWV YRUETWV (arm&vtnon A2) e Gpuoioloyiko yaxuétn AB TIPoKUTITOUV Ol
améyovol, OTIWE PAIVOVTAI OTO TIPATTGVW OXAU.
e To moooaTd TWV amoyovwy Tou B Exel PUOIOAOYIKO PaIvOTUTIO givail 50%.
- To &Topo pe yeveTikA oloTtaon AABB £xel 000 (elyn PUCIOAOYIKWV XPWUOOWURTWY.
> To &Topo ue yeveTikq olotoon AcoBPB, yiox k&Oe (e0yoq XPWUOOWUGTWY, EXEl Eva
(QPUOIONOYIKO KO EVOX N (QUOIOAOYIKO XPWHUOOWUX, OA& €xel PUOIOAOYIKO (PaIvOTUTIO
OTIWEG KPIBWE KAl VI TO &TOUO TTOU dOONKE OTNV EKPWVNON.
> To &ropa pe yeveTikn odoTaon AABB Kai AaBB, &xouv un @uaolioAoyikd paivoTumo apol

T POUGCIGIOUV TOUAGXIGTOV ENEIYN XPWUOOWUIKOU TUANKTOG.

e To MO0OOTO TWV KITOYOVWY TTOU B £XEI PUGIOAOYIKO KXPUOTUTIO Eivail 25%.
- To &Ttouo pe yevetikn alotaon AABB £xel d0o (elyn pUOIOAOYIKWV XPWUOOWUATWY KOl
EXEl PUCIONOYIKO KapudTUTIO.
2> To Grouoe pe yevetikn olotoon AcxBB, AABB kol AaxBB dev €xouv (QuUGIOAOYIKO
kapudTUTTO, OIOTI

TOPOUCIGIOUV OOUIKEG XPWHOOWUIKEG OVWUOAIEG, Ol OTToieg
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OICKPIVOVTOI KOT& TN MEAETN TOU KOPUOTUTIOU, YE TTOPATAPNON TWV XPWOTIKWV (WVOV

Giemsa.
A4,

e To &Touo ue yeveTikA oloTaon AABPB éxel:

> emMnAEOV YEVETIKO UNIKO oo ETRTOMION TUAUKTOG OO TO XPWUOOWHXK A KX

2> ENelyn THANOTOG GiTTd TO XPWHOOWK B.

e To &Touo pe yeveTikA oloToon AaBB éxel:

> emMnAEOV YEVETIKO UNIKO o PETRTOMION TUAUKTOG &6 TO XPWwUOoWwH B Ko

2> ENeyn THANOTOG GTd TO XPWHOOWHK A.

e To &Topo e yeveTikn oloToon AaBB £xel apoIBaica PETATOMION.

Cé ' NABB’'16

H pehétn kapudTUTTOU €vOC GVOPQL, E
QUOIoAOYIKO QauvoTuTio, €0elEe OTI T
Gwpa  yevwnTIK& KOTTHPG& TOou  (EPOUV
odoiBaicc petaToémon  3-21,  onwg
Qaivetal oTnv elkdéva. H Bpadon Exel
OUMBEl OTO oNUEix TTOU PAIVOVTXI UE TO
ypGuPaTa A 010 Xpwudowua 3 kol B oTo
xpwudowua 21, émwe deixvouv Ta BEAN
O0TO OXAUO KOl GVTIOTOIXOUV OE TTEPIOXEQ
TTou dev €XOUV Yyovidia. XTo Xpwuoowua 3

BpiokeTau n yeveTik 6&on Gene 1, 6mou

a C—)
A _BH

/-’D -— Gene 2

]

Xpwpoowpa 3

Xpwpoowpa 21

Gene 1

11}

—

A
v

(N HNNE )0

edpalovtal Ta GAANAGHOPPG A A A, TTOU eAEyXouv PIa 1I016TNTK (UE EMIKPATA A UTTOAEITTOUEVO

XOPOKTAPO QVTIOTOIXK) Kol 0TO Xpwuodowuo 21 PBpioketal n yeveTiki 0€on Gene 2, 6mou

edpalovtal T OAMNAOUopPa M A Y, Tou €A&yxouv HI GAN 1010TNT (UE EMKPOTA A

UTTOAEITTOUEVO XOPOKTAPO QVTIOTOIXX).

i. MeTa€l TWV YOUETWV TOU GVTPO EVTOTIOTNKE YOUETNG TIOU (EPEl EVal (PUGCIONOYIKO

XPwUOowua 3 Kol Eva 21 Tou pEPEI TNV PETATOMION.

2TO YOUETN VI Ta yovidia Twv 000 yeveTIkwv TOTIwV Gene 1 ko Gene 2 1ox0€l 6TI:

BpioKOVTaI OE OWOTH TTOOOTNTA.

o < w2

dev UMGPXOUV TO yovidia TTou apopolV To Xpwudowua 3.
dev UMTGPXOUV TO YoVvidIa TTou apopolV To Xpwudowua 21.

Bpiokovtan 000 aMnAduoppa Tou Gene 1 Kol ENeIpn Tou Gene 2.

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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O = W R

Eav omepuaTolwdplo mou @Epel To 000 XPWHUOOWHUAT 3 Kol 21 pe Tnv ouolfaia
METATOMON YyoviuoToindei pe pualooyikd wéplo, o armdyovog O pEPE!:

MN QUOIOAOYIKA JIXTOEN TNG YEVETIKAG TTANPOPOPING.

EMeIyn aAAnhoudppou Tou Gene 1 i Tou Gene 2.

TTAEOVOOUG YOVIOTWV.

(PUGCIONOYIKA TTOOOTNTK Kol OIXTOEN TNG YEVETIKAG TTANPOPOPIGC.

0 &vopag eival eTepOlUYOG YIG TIG dUO 1010TNTEG Kol €XEl yovoTuTIo AAMU Kol n o0uy6g Tou
EUPOVICEI TOV UTTOAEITTOPMEVO QAIVOTUTIO Kol yIx TIG dU0 1010TNTEC Kol €XEl PUCIONOYIKO
KapuoTuTO. EXouVv aimokTAoEl 000 maiIdI&:

To mp®T0 II-1 €XEI PUOIOAOYIKO KOPUOATUTTIO KOl ETTIKPOTA PAXIVOTUTIO YIX TIC 800 1010TNTEG.

To delTepo 1I-2 €xel TOV EMKPATH GAIVOTUTIO VIG TNV 1IDI6TNTX (A) K1 UTTOAEITTOUEVO VI TNV
(W) BPWC PEPEI N PUCIONOYIKO KXPUOTUTIO TIOU OXETI(ETAI UE TN METATOTION (XPWHOCWUKT
Je petaTomoaon) 3-21.

Na 0gi&eTe Toug mBavolg yovoTUTTOUC TWV TIXIDIMV.

33. & 'Eva (euyGpl doulelel o TIUPNVIKO EPYOCTROIO TIPOYWYNG NAEKTPIKAG eVvEPYEIG. H yuvaiKa

eupavitel BPaxUOKKTUNG Kol yvwpilel 6T eival popéag auToowuikol Bvnalydvou yovidiou, To

0TI010 HUWC KANPOVOUEITOI WG EMKPATES YIX TNV edPAvion TNG BpoaxudakTuliag. O olluyog TG

eival amOAUTA UYIAG.

Q.

B.

Y.

Molor gival ol yovOTUTIOl TWV YOVEWV;

Mol gival N mMBavOTNTH Vo ATTOKTAGEI TO (eUYGPI KOPITOI PE BPOXUDXKTUNIC;

Mop’ Oheg TIC mpoon&Oeleq Toug, To (euy&pl dev pmopoloe va amokTAcel Taidi, apol n
MNTEPG €ixe ouvexeig amoPoAEG. Mo Tov Adyo auTd {ATNOE yeveTik oUUBOUARA. Mola eEETaoN
{ATnoe Kal ol eEAynan moavoloyeite 6T Edwae 0 YeveTIoTAG 0To (euyGipl;

TNV MEAETN TNG OUYKEKPIYEVNC TTePITITwoNG 0ev 1IaXUouv o1 avaAoyieg ToU TPOKUTITOUV oo
TOUG vOuoug Tou MEvTeA. Xe TTOIEQ TTEPITITOOEIC EPUPEVIONS KANPOVOUIKWY XOPOXKTNPIOTIKWY

dlaxpopotolodvTal o avaAoyieg TTou TTPoKUTITouV ard Toug NOuoug Tou MEVTEA;

= AnGvtnon:

o. ‘Eotw B TO yovidio mou oe oudluyn KaT&oToon odnyei oe mpoéwpo B&vaTo Kol oe eTepoluyn
KOT&OTOON 08 BPAXUDAKKTUAI. TOTE 0 YOVOTUTIOG TNG MNTEPQG O eival BB Kol Tou TaTEP
BB
B. Am6 Tnv diaoTalpwon Twv yovéwv P: (MnTépa) Bp X BB (MaTépac) MovoTumol amoyovwy:
BB, BB dauvoTumol amoyovwy : maidi pe BPaxudaKTUAIK, uyiEg moudi MpokimTel OTI TAIdI pe
MeTaANGEEIQ
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BPoxudKTUNIK TpokOMTEl pe mMOavoTNTa %2. To va ivau KopiTol | ayopl eival Eva
aveEXPTNTO Yeyovog ool To Yovidlo TNG BPOXUSKKTUAIGCS EIVAI KUTOOWIKO KO EUPAVI(ETA
pe mMOavOTNT ¥2. Apak N OAIKA MOAVOTNTK V& TTPOKUWEI KOPITOI PE BPAXUDKKTUAIG ival 72
* 15 OnAodn Ya.

Epooov 1o euyapl €ixe MPOwPES amoBoAEG, 0 YeVETIOTAG Bax (ATNOE KXPUATUTIO OTO EURPUO
mou amoPARBnke. MBavoTaTa TO EUPpuo eival oudluyo yix To B yovidio (BB) k&Ti mou
pmopel vor ouvéERel eEaiTiag HETXAGYAC (BITTAcOIOUOG Tou yovidiou B), oToug yapéTeg TNG
MNTEPOG, N METOANOYA TOU yovidiou B OTOUG YXUETEC TOU TOTEPX. H epyaoia Toug OTO
upNVIKO €PYooTGOI0 TIPOOIOETEl yIok Eval TETOI0O OUMPBGY a@ol n PadIEVEPYEIX EIVal
METOANOEOYOVOG TTRPAYOVTOG. MIBaVE OUWG Vo EXEl VIVEI KO UN JIXXWPIOUOC OTIG OEPPES
XPWUOTIOEG 0T Peiwan Il KaT& TNV YXUETOYEVEDN TNG UNTEPOCG OTO XPWHOOWUX TIOU PEPEI
TO Yyovidlo B Kal To EUPBPUO VO ePPAVIlEl EMITAEOV KOl TPIOWMIG. X K&BE mepIMTWON, O
KopuoTUTIOC TOU eUPPUoU Ba aMOKXAUWEI TOUG UOPIGKOUG PNXOVIGUOUG TTOU TTPOKGAOCUV TIQ
oTTOBOAEC.

O1 avarhoyieg Tou TIPOKUTTOUV &mmd Toug VOoUg Tou MEVTEA dIpOopOoTToIoUVTXI:

i. YTOUG OIMAOEIDEIC OpyavIouoUG,

ii. TNV MOAUYOVISIKN €EXPTNON €VOC XOPOKTNPIOTIKOU,

iii. TNV emnpealduevn omd To mePIBAANOV EUPAVION TOU XKPAKKTNPIOTIKOU,

iv. 3TN YITOXOVOPIGKA KANPOVOUIKOTNTA,

V. YT0 TTOMOTTAG GAANAOHOPP O YOVIDIKK,

Vi JTO OUVETTIKPOTA KO XTEAWG EMIKPATA YOVIidIK,
vii. Y10 Bvnolyova yovidid,

viii. 21N dIcoTodpwaon eAEyxoU,

iX. 2T QUAOOUVOETX YOVIOIKK,

X. 2T QUAOETTNPEX{OEV YOVIDIO

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
371



60 KEPGAXIO

MeTaANGEEIQ
372



