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KEZAAAIO 6°
I. MeraAhdeic

EknaideuTikoi oTdxol:

MeTd Tnv oAokAnpwaon TNG HEAETNG auToU Tou KewaAdiou o padnTic Oa mpénel va pmopei:

*  Na avagpépel Ta €idn Twv HeTaAAGEewv, TOUC TAPAYOVTEC mOU TIC mpoKaAoUv Kai va
enefnyei Tov punxaviopd dnpioupyiag Toug.

*  Na ouoxeTilel ouykekpipéva €idn petaAAa€ewv pe kKAnpovopikéG aoOéveieg

* Na aiTiohoyei To yeyovoc 6TI woAAEC HETAAAGEEIC BeV EXOUV APVNTIKEC OUVETEIEC YId TOV
opyaviouo.

* Na divel rapadeiypara kai va avapépel TIC KUPIOTEPEC YEVETIKEC diatapaxég oTIC
aigoo@aipiveg Tou avBpwmou Kai oTov HeTAPOAIOHO

* Na divel rapadeiypara kai va avapépel TIC KUPIOTEPEC XPWHOOWHIKEC avWHAAIEC oTov
avlpwmo

* Na avayvwpiClel Tn cupPoAn TN €peuvag oTn diAyvwon TWV YEVETIKWY doOevelwv

*  Na e€nyei Tn ongacia TNG YEVETIKAC GUUPOUAAG oTnv mpdAnyn Kai Th Ocpameia YEVETIKWY
aoBevellv

*  Na e€nyei 0TI TOAAEC HopwEC KapKivou gival anoTEéAeopa PETAAAGEEWY OE OUYKEKPIPEVEC
KATnyopisc yovidiwv

e Na &€nyei To pnxaviopé dnpioupyiac XPWHOOWHIKWY avwiaAiwy

*  Na avagpépel TIC mIo onUavTIKEC aplOUNTIKEC avwaAieC mou dPopoUV Td AUTOOWHIKA Kdl

Td QUAETIKA Xpwpoowudarta oTov avlpwmo.
BipAio kaBnynth

1. Ta dropa pe aUvdpopo DOWN xapakTtnpifovral améd Tpiowyia Tou 21 xpwpoowpatog. Na
TEPIYPAYETE TOUC HUNXAVIOHOUC TTOU UTTOPOUV. VA TIPOKAAETOUV ThV TPIoWWid AUTA.

2. Tovei¢ pe pualoAoyiké paivoTuto améktnoav Ttaidi pe oUvdpopo Turner Kkai axpwyartoyia oTo
TPdoivo-KOKkKIvo. Na TepiypdyeTe Tov. HnXaviodé ou TpokdAeoe Tnv avwudAia auTh.

3. Abéyw onpeiakc peTdAAaing pia TpimAéta AGT Tng KwdikAC aAuaidag Tou DNA (m-RNA yovidiou),
gyive AGG. Mmropeite va poPpAéyeTe Tn HeTaPoAn oThv pwTeivn; TToia Ba ATav n amdvTnoh oag av h
id1a peTaAAagn apopolos TNV HeTaypapopevn aAucida;

4. T civar o1 olwThAéC PeTaAAdEeic kal TTola gival n PioAoyikA Toug ohuacia;

5. Tiari opiopévec aAAayég oTo YEVETIKO UAIKO dev €X0OUV Kapia emimTwon oUTe yid To ATOHO OTO OTI0I0
dnuioupyndnkav, oUTE Kai 0TOUG ATTIOYOVOUC TOU;

6. TiovopdleTai povoowyia; Na avagépeTte pia mepimTwan povoowyiac atov dvOpwTo Kai Tov
@aIVOTUTIO TTOU ThV XdpadKThpilel.

7. Tlwc Ba diayvwaooule Thv QAIVUAKETOVOUpid KAl TV dPETTAVOKUTTAPIKA avaipia o' éva Ppépog Kai
TWC og £va KuowopoUpevo Euppuo;

8. TTWg pmopouv va d1ayvwoToUV YEVETIKEC AODEVEIEC;

9. Na avagépeTe TIC 0pOIOTNTEC Kal TIG diagopég Tou Tapouaidlouv o1 HbA kai HbS.
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T ytropei va TpokaAéael, oTo yovidiako TTpoidv, n avrikatdoTaon piag PAoNng Kail TI QUVETIEIEC HTTOPEI
va £xel KATI TETOI0;

Na oupmAnpwosTe Tov Tivaka Tou akoAouBci:

ZYNAPOMO FYAO FAINOTYTIOZ

Turner

Kleinefelter

Down

Cri-du-chat

Na oupmAnpwoeTe Tov Tivaka Tou akoAouBei:

XAPAKTHPIZTIKO
ZAINOTYTIOZ

Emikpatéc n
UTOAEITTOUEVO
Tpomnog
KAnpovépunong

AAQIOUOC

®aivuAkeTovoupia

KuoTikA ivwaon

AlgoppoyiAia

B- BaAacoaipia

Ti amoTéAeapa £xel, 0To YovididKo TIpOioV, N TPodBnRKn A éAAsIyn Pdocwy;

Tari éva dropo, eTepoluyo yia Thv p-OaAacoaiyia, egeavilel Ama avaiyia;

TTéoa popia HbA pmopolv va oxnpariotouv amoé 40 ahuagideg a kai 20 ahuaideg p;
2. TI opeiAeTal N HEYAAN €TEPOYEVEID TWV CUPTITWHATWY TG P-Oaiacoaipiag;

TT60a yovidia, umeUBuva yia Thv oUvBeon Twv aAugidwy a Th¢ aipoogalpivng, Ba umdpxouv oe éva
omeppaTolwdplo Kal o TOGa Xpwyoowpara Oa eival katavepunpéva;

Amo 11 e€apTatal n papuTtnTta ThG a-Baiacoaipiag;
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Tari n éAeiyn yovidiwy a, yia Thv oUvBeon Twv aAugidwy a The aigoogalpivng, emhpedlel 6Aeg Tig
aigooPalpiveg Tou avBpwou;

Ti gival nh aipoogaipivn; TTota givar n doph evdg popiou aipoogaipivng: TTola €idn YuoioAoyIKWwY
aigogpaIpIvV UTTdpXouv oTov dvBpwo Kai Trold gival n opA Toug;

TTwcg pmopei va yivel n didyvwaon YeVETIKWY agbeveily;

T Ba pémer va yvwpilel o €181KAC MOTAHOVAC WOTE va eival g Béon va TApEXEl YEVETIKA
OUUPOUAR oToug eviIaQePOHEVOUC;

2.€ TI ATMOOKOTIEI N YeveTIKA kaBodAynon; TToTe cival amapaitnto va {nThOei;

Ti emMTUYXAVETAI HE TOV TIPOYEVVNTIKO EAEYXO;

Na mepiypdyeTte oxnuarikd tn
diadikacia pe Thv oTroid AuTO TO
dTopo pmopei va dwoel yapéTn
Tou Ba mpokaAéael Th yévvhon
maidioV ye Kleinefelter.
TTpwTn HEIWTIKA
diaipeon

AelTepn peiwTIKA
diaipeon

\
ofs
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TTwc¢ Ba e€nyoloaTte Thv Umtapén atopwy 48 XYVYY;

2 ¢ £vd HIKpO TTogoaTo avOpwriwy gpgaviletal o yovotumog XXXX. TTepiypdyTe oxXnuaTIKA TPOTTOUC
Tou Ba pmopoUaav va odnyhoouv ath dnpioupyia evdg JuywTou XXXX.

XpNnoIoTIoIWVTAG TOV TTivaKa TOU YEVETIKOU KWAIKA va HeTAPpdoeTe To THAKA Tou mRNA Tou
akoAouBcei:

TToia Ba Wtav n aAAnAouxia Twv apivoéwv oto memTidio av h U mou dcixvel To pEAOC avTikaTaoTaOei
amé G;

To kwdikovio The Aeukivng eivai CUU. Na ypdyeTe Ta duvartd kwdikoévia ou Ba pmopoloav va
TpoKUWoUV amd avTikaTdoTaon evog VoUKAEoTIdiou auToU Tou kwdikoviou Kal Ba mpokaioUaav
OIWTNAR PETAAAAEN.

O1 petahha€eic oto DNA ouppaivouv ae 6Aoug Toug opyaviopoUg. Tiari pia aAAayh The aAAnAouxiag
Twv VouKAcoTIdiwv evog yovidiou Tou DNA, dev £xel TdvTa w¢ amoTéAsopa TV TTapaywyn diag pn
AEITOUPYIKAG TIPWTEIVNCG;

TToiec Oa cival o1 ouvémeleg aTo yovidiako TIpoiov, av cupPpolv oThv pn KwdIkh aAugida Tou
avTiogToixou mRNA yovidiou, o1 aAAayé¢ TTou @aivovTal 0To axAud;

5 GAACTGTGGCCTA/CGAAGG/CCGA/AG/GGATATTAGCATAT................ 3’
— Y
EAAEIYH CcT

2.Thv ouvéxeid TapouoidleTal h aAAnAouxia Twy apivog éwv evdg TUAPATOC KATolou ToAuttemTidiou. H
TPWTN avAKel oTov «dyplo TUTTo». Ot dAAEC £xoUV TIPOKUYE! aTd auTOV AdYw HETAAAGE swv.

ATPIOX TYTTIOZX:-gly-leu-ileu-lys-glu-

TIETTTIAIO 1:  -gly-leu-ileu-ileu-glu-

TIETTITIAIO 2:  -trp-leu-ileu-lys-glu-

TTETTTIAIO 3:  -gly-leu-arg-lys-glu-

TTETTTIAIO 4:  -glu-leu-ileu-lys-val-

TIETTTIAIO 5:  -glu-met-ileu-lys-glu-

TTETITIAIO 6:  -glu-leu-ileu-lys-ileu-

Na ypdyeTe Thv aAAnAouxia Twv {euywyv Pdoswv Tou avTioToixou THAKATo¢ DNA og kdBe mepimTwon
Kdl vd EVTOTIIOETE ThV HETAAAASN TTou £xel oupuPei o kABe mepimTwon.

Na evTomioeTe Ta apivoléa, Ta KWAIKOVIA TWV OTIOIWY HE ATTAR avTikaTdoTdon pmopolyv va
HeTaTpatmolv o KwaiKkovia ARENG.

2.¢ Hopto DNA mou éxel Tnv aAAnAouxia voukAgoTIdiwyv TTou akoAouBci, cuuPaivel avacTpopn Tou
THAHATo¢ Tou ohusiwveTal. Na EavaypdyeTe To HOpIo WOTE va @aiveTdl h aAAayh Tou Ba £xel oupPei
oTnv aAAnAouxia Tou.

5’ ATACGATTCCGATGCATGTG?;\CACAGTAG.......CAGT/;CAGTAGACTAGACTAGACAGA 3’
3’ TATGCTAAGGCTACGTACAC';!'GTGTCATC........GTCA';I'GTCATCTGATCTGATCTGTCT 5’

e —
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TToieg ouvémeieg Ba pmopoUos va éxel KAmola yovidiakh HeTAAAagn oTnv TeploxXhA ToU UTTOKIVNTH £VOG
yovidiou;

TToie¢ ouvémeieg Ba pmopoloe va éxel Hia yovidiak peTdAAa&n otnv mepioxh Tou DNA Tou
avTigToixei atnv 5 apetdppaoTn meprtoxh evoc mRNA;

TToieg ouvémeieg Ba Pmopoloe va éxel pia yovidiak HeTAAAaEn o eowvio evd¢ acuvexXoUg yovidiou;

2 & Told epIoXh Tou yovidilaTog, moTeUeTe ' Ti Ba éxouv oudpei peTAAAGE €I¢ TTou £xouv od
OUVETTEIA Th Helwpévn oUvBeon aAucidwy P, oTa dTopa Tou TTdoxouv amod p-Balacoaipia;

Na avagpépeTe TEVTE TEPITITWOEIC YEVETIKWY avwiaAily, TTou xapakthpilovTal amod diavonTikA
kaBuaTtépnon; TTola ival n yeveTIKA avwyaAia g KaBe mepimTwon Kai va e§NYACETE To phxaviopd
dnpioupyiag Touc. Na avagépeTe Tov TPOTIO e Tov 0Toio UTmopoUpe va diayviaoupe KAOe pia.

H peTaypagn evag yovidiou dnpioupyei MRNA Tou éxel wg TéumTo Kwdikovio To UAU.

a. Na ypdyeTe TO AVTIOTOIXO AVTIKWAIKOVIO

B. Moieg yovidlakéG PETAAAGEEIC UTTOPOUV VA JETATPEWOUV TO KWOIKGVIO AUTO 0€ KWOIKOVIO ARENG;
y. Moleg yovidiakég JETAAANGEEIS UTTOPOUY Va SNUIOUPYITOUV GUVWVUNO KWOIKOVIO;

TT60a xpwpoowpara Ba £xel o kKABe KUTTAPO TOU YUAAOU TOU £va TPIOWHIKO, £vd HOVOOWUIKO YUTO
pamavioU; TTéoa xpwuoowparta Ba éxel évag KOKKOC yUphG amoé éva TpimAoeldéc KUTTApo Tou idiou
puTOU, dedopévou 6T To pamavdki d1aBéTel 18 (elyn XpwHoowHdTWY;

TTwc givar duvatov va yevvnBei Tpimtho-X yuvaikad pe aipgoppo@iAia, dTav Kaveic amod Toug Yoveic ThG
dev tdoxel amd Tnv acBéveia auTh;

O1 aipoopalpiveg Tou avagpépovral oTh aUVEXEId XapakTnpilovTal amd CUYKEKPIKEVN avTIKATAaTAGN
apivoEwv oe KAmold atéd TiIC TOAUTIETITIOIKEG ahuaideg. T TpoKAAEoe TIC aAAayEC auTEG;

METAAAATMENH AAYZIIAA OEZH ANTIKATAITAZH
AIMOZZAIPINH AIMOZZAIPINHX | AMINO=EOX AMINOZ=EOZ

1.| Apoogaipivn M, BooTwvng a 58 10TIdivh — TUpOTivh

2.| Aigoagaipivn D, Ivdovnaiag a 116 TAoutapiviké oU — Auaivn

3.| Agoogaipivh Zupixng p 63 IoTidivn — apyivivh

4.| Aigoagaipivh D, Punjab p 121 AouTapiviké oU — yAoutapivn




O1 yovidiakég HeTAAAGEEIC opeilovTal o avTiKaTdoTaon, mpooORKN R EAAEIYN VOUKAEOTISiwWY oTo
mRNA.

a. ZOQ>XTO

b. ANAOGOZ

O1 yovidiakég peTaAAGEeIc eival To KUPIOTEPO aiTio dnpioupyiac VEwv aAAnAoHOpYwWY.
a. Z>XTO
b. ANAGOZ

O1 yovidiakég HETAAAGEEIC pokaAoUv au§non TNC YEVETIKAC mOIKIAGTNTAC Ot OAd Ta €idn Twv

opyaviopwy.
a. ZOQXTO
b. ANAOOZ

TTolo¢ Oa cival o @aivoTumog evog avBpwmou mou £xel 21 Teuyapia opdAoywy XpWHOCWHATWY,
Tpia 21 xpwpoowyara Kar Ta QUAETIKG XXY':

a. Oa cival puoioAoyikog avdpacg e ouvdpopo Down.

b. Oa civai avdpac pe ouvdpopo Kleinefelter.

c. Oa civar avdpac pe ouvdpopo Kleinefelter kai ye olvdpopo Down.

d. Oa cival yuvaika pe ouvdpopo Down.

‘Eva npwTtocppavilépevo, peTaAlAaypévo, umoAcimOHEVo Yovidlo oc avBpuimivo yapéTn amokAcicTal
va eKPPAaocTei 0To dTopo mou Oa mpokUYel and To uywTo mwou Oa SnUIOUPYROEI 0 OUYKEKPIHEVOC

Yapérng.
a. ZO3TO
b. AAGOZ

Mia yovidiaki HeTAAAAGEN Pmopei va emhpedoel HOVO TN AEITOUPYIKOTNTA TPWTEIVWY.
a. ZOQXTO
b. ANAOOZ

To yovidio mou gival ureUBOuvo yia Th oUvBeon TN IVOoUAivhg oTov avBpwmo cival aouveXEG.
Mia avTikatdotaonh paong oc autd, mou Oa éxel oav amoTEAsopa Hia pn oiwrhphR HETAAAAEn, Oa
éxel we amoTéAsopa Thv aAAayl TnG aAAnAouxiac Twv apivoféwv oTnv moAurenTISIKA aAucida
mou Ba dnpioupynBsi.

a. ZO>XTO

b. ANAGOZ

Mia wepinTwon aoBéveiac oTov avlpwmo wou oweiAeTal oe yovidiakR HeTAAAaEn cival n
SpEmavoKUTTAPIKA avaiyia.

a. ZO>XTO

b. ANAOOZ

ZTov avOpwmo o pn owoToc diaxwpiopoc Tou 18ou eUyoug XpWHOOWUATWY TPOKAAE To
oUvdpopo "pwvh TnG yarac".

a. ZOXTO

b. NAOOZ



10.

11.

12.

13.

14.

15.

16.

17.

18.

TToia aropa spgavifouv avOeKTIKOTNTA oTNV £Aovooia;

a. AUTd Tou tdoxouv amé a h p-Baiaccaiyia.

AuUTd Tou eivar eTepoluya yia Thv a i p-Baiacoaipia.

Ta eTepoluya yia Thv p-Oalacoaipyia i Th dPETAVOKUTTAPIKA avaiyid.
Ta eTepoluya a -Baiacoaipia i Tn dpeTAVOKUTTAPIKA avaiyia.

Qoo

Ma Tn yévvnon ayopiol pe oUvdpopo Down:
umelBuvn eival Tavra n UnTépa.
umeUBuvo¢ cival TTdvTa o TTaTépag.
ouvhBw(¢ eival uTreUBUVOC 0 TTaTépag.
OUVABWCG eival ureUBuvn n pnTépd.

ao oo

Xe éva wdplo TG yuvaikac umdpxouv:

a. Téooepa aAAnAdpop@a yia Th oUvBeon Twv aAugdidwy a The aigoogalpivng, amd dUo oe KABe éva ad
Ta avrioToixa oléAoya XpwHoowuara.

b. dUo aAAnAbpoppa yia Th oUvBeon Twv aAucidwy d TN aipoapaipivng, £éva o KABe éva amod Ta
avrtiogToixa oddAoya xpwipoowpdaTrd.

c. 0Uo ahAnAduopea yia Th oUvBean Twy aAucidwy a TNC didooYalpivng o€ £va Xpwudowpd.

éva aAAnAopopyo yovidio.

o

Mia Tov mpoyevvnTIKG £AEYX0 XPNOIHOTOIOUHE:

Ta yeveahoyikd dévrpa

OTOIXEid TTOU OUYKEVTPWYOULE, HETA améd ProxNHIKEC Kal AAAEC e€ETAOEIC TWY YOVEWV.
Th HEB0JO TNC ApVIOTIAaPAKEVTRONG R TNG ARYNG XOPIAKWY AaXVWV.

KUTTapa Tou veoyvoU Ta oTroia utopdAAoupe oe didpopeg e€eTAoEIC.

ao oo

H @aivuAkeTovoupia kai 0 aA@IoHOC HmropoUv va diayvwoToUv HE Th HEAETN TOU KAPUOTUTOU €VOC

aréyou.
a. ZQ>XTO
b. ANAOGOZ

Mropei va yivel mpoyevvnTIKA diayvwaon Tou ouvdpopou "ewvin Tng varacg", péow TnG HEAETNC
TOU KApUOTUTOU Tou elPplou.

a. Z>XTO

b. ANAGOZ

H petdAAafn mou Ba mpokAnBei and avTikardoTaon Paonc oc Kawolo Kwdikdvio ARENG pmopei va
cival oiwrnpn.

a. ZOQXTO

b. ANAOOZ

O1 petahAaeic oupPaivouv o oUXVA Ot TEPIOXEC TOU YOVISIWHATOC TOU BEV AVTIOTOIXEI OF

yovidia.
a. ZO>XTO
b. ANAGOZ

To avBpumivo yovidiwpa wepiAapPavel oykoyovidia Ta omoia Adyw peTaAAafewv pmopei va
peTaTpanolV 0 mPWTO-0YyKoyovidia.

a. ZO>XTO

b. ANAGOZ
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To peTivoPpAdoTwya cival Hia HopYh KApKivou mou o@eiAeTal oTnv EAAEIYN €VOC

OYKOKATAOTAATIKOU Yovidiou.

a.
b.

MeTaAAa€eic Twy yovidiwv mou KwdikomoloUv Ta emidlopOwTikd év{upa mpokaAoUv Th

Z0>TO
AAOOZ

peAayxpwiatikii Enpodeppia, mou eival pia popph KapKivou.

a.
b.

H apviorapakévrnon oc oxéon e Th ARYn Xoplakwv Aaxvuyv pac divel Tn duvaroTnra mwio

Z0OXTO
AAOOZ

£€ykaipng diayvwong XpWHOOWHIKWY avwpaAiwy oto £uppuo.

a.
b.

b
c.
d

Z0>TO
AAOOZ

. H diayvwon yeveTikiv aoBeveiwv oto éuppuo pmopei va yivel:
a.

HE TN HEAETN TOU KAPUOTUTIOU.

He didpopec Proxnuikég d1adikaagieg

He avdAuon Thg aAAnAouxiag Touv voukAegoTidiwy
He O0Aeg TIC TponyoUpeveg d1adikaagieg.

H 3iayvwon Tng dpemavoKUTTAPIKAG avaiydiac Pmopei va yivel:

a.

b
c.
d

He HEAETN TOU KAPUOTUTIOU

He ProxnHIKO EAEYX0 TNG OUYKEVTPWANG Tou ev{UpoU TToU Hag eviiagépel
EVTOTIIONO ToU HeTaAAaypévou yovidiou

He oTro1adAToTE atod TIG TTponyoUHeves HeBodoug.



