BioAoyia BeTikii¢ kareGBuvonc I Aukeiou
KEPGAaIO 6° - EMavaANTTIKES AOKAOEIC

1. Ze éva {wikd £idog o dimAoeidiig apiBuig Xpwpoowudrwy (2n) sival 16. Na
Bpeite TroIog givan o apiBP6g TwV XpWHOCWHATWY O GTropd autold Tou €idoug
TToU: a. ival TPICWHIKA, B. eival JOVOOWHIKE, Y. £XOUV ENAEIPN OTO XPWHO-
owya 5 kai 8. TapouaiGfouv pia avaoTpor} oo 2° {euydpi TWV OUOAGYWY
XPWHOOWHATWY TOUG.

2. >7ov QvBpwTro TrapaTnpolvIal apiBPNTIKEG XPWHOOWHIKES aVWHAAIEC TTOU
avagépovial Ot Trapoucia evoeg UTFEPAPIBLOU XPWHOOWHATOS, TPICWHIEC,

OMAG Kar o€ pia Bicaipn povoowpia oT1o QUAETIKG elyog Trou o@eileTal o€
EMeiyn evog Y. AIEPEUVIOTE OTIC TIAPAKGTW TIEPITITWOEIC EQV UTTOPE] VO
ouppei AGBog 0T YaueTOYEVEDT) TNG PNTEPAG 1] TOU TTATEPQ, KATA TNV TTPWTH
) 11 deUTEPN PEWTIKT} DiaipECT). ZUPTTANPWOTE TOV TTAPAKGTW TIVAKA.

MewTikég Siaupéoeic i1 2" 11 2"
Zuvdpopo Klinefelter (XXY)
ZUvdpopo (XYY)

Z0vSpopo TpimAd X (XXX)
Z0vdpopo Turner (XO)
Tpiowpia 21

3. 210 aKéAoueo YEVEQAOYIKO OEVIPO O aITGYOVOI £XOUV TIPOKUWE! EVW EXEI
TTponynBsi pia XpWHOCWHIKY perdAAagn. MNMoia Ba prropoloe va eival auTry; -

e

_ Kleinefelter, pepua - Turmer, pepuci
' axpopatoyic (Acktonicpdc) | expopatoyia (Aaktoviopdc)

4. 1o nmamka k0TTOPA TOU aVBPWITOU TOPAYETA IA TIPWTEIVN TIoU
arroteAgital amo 150 uwvdF,éa Kai pia TroAutremmdikh aAugida. To 50° kai To "|
150° apvogi eivar n TpuTTOQAVN, vy To 51° given n pebeiovivi. Ado
EPEUVNTEG PeAETOUV T oUoTaon dUo petalAaypévwy yovidiwy. O TipwTog
Trapartnpel 61 n TOAUTIETIOIKT) aAucida Trou guvTiBeTal ard To yovidio TTou
peAeTd amoteAeitan atmd Ta 49 TPWTA apivogéa, eV o SEUTEPOC 6T N TTOAU-
WETMOIKY) aAucida TTou cuvtiOetal amd 10 deUTepo petaAAaypévo yovidio i“
armoteAeital amd Ta Mpwra 149 apvogéa. Moieg mMOaviG PeTaAAGEEIC pTTopEi
va CUVERNCAvV OTO TIAPATTAVW YOVIdIO;




5. Mia yuvaika mdoyer amdé 1o oOvOpopo Turner xair BAETTEl KAVOVIKA TA
Xpwuara, evw n unrépa mg eivai dairovikiy. [éoca autoowpikd kal wéoa
QUAETIKA XpwHoowpara £Xel n yuvaika ota cwpamikd kotrapa; Na egnynoete
WG ONUIoUPYNBKAV O YAUETES Yia va YevvnBei auTtd 1o aropo.

6. ATré T0 YAUO QUOIOACYIKWY aToUwV YEVVIONKE éva aipoppo@INiKO ayopt HE
ouvdpopo Kiinefelter. Na BpeBouv o1 yovoTUTIOl TWV YOVEWV TOU Kai va
e€nynoere Tov TPGTTIO dpIoupyiag auTod TOU aTOPOoU.

7. H aipgoypwpdrworn eival gia povoyovidiaky aoBévela TTou pgavideral Katd
v 3" éwg Tnv 5" Sekaeria mg {wiig Tou avBpwtou. O ApioTeidng eivai 25
__ETWV_KAI ETTIOKETITETAL YEVETIOTI]_YIO VA_TOU_TTpoodiopicel_TRV_mBavoTnTa. va
gQ@avioe! TNV aoBEvela. ZT0 YEVETIOTH] BiVel TIG TITAPUKATW TIANPOPOPIES:
1. ATTé TNV OIKOYEVEID TG PNTEPOG HOU, TTACKOUV O TIamrodg KAl i pnTépa
Hou gvw o didupog adeAQOg TNG Kai N WiIKpr) adeA@r] TNG dev TTAOYXOUV.
2. AT6 v OIKOYEVEIQ TOU TTATEPQ POU, TIAoXEl povo 1 yiayid gou.
Na aTreikovioeTte T0 YevedAoyiké BEVIPO TNG OIKOYEVEIQG Kal va UTTOAOYIOETE
TNV TOavoTnTa Va ekdNAWOoE TNV acBéveia o ApIoTeidng.

8. ATr6 10 yapo 800 arépwv JE {ma CUPTITORATA avaigiag, yevvrjdnkav duo
maidid. To 1° madi mdoye and coPapr a Balacoaipia kal gival opéag TG
B Bahacoaipiac. To 2° aidi eivan Qopéag g SPEMAVOKUTTIAPIKAG avalpiag.
o. INéoa yovidia urdpyxouv oTo yovidiwpa Twv epudpwv AIooPaIPIWY TOU
2° raudio Trou eival uTre(Buva yia T ouvBeon ¢ HbA otn @don G1 kai
Téoa arrd auTtd exgpalovrar;

B. Na Bpeite Toug YOvOTUTIOUG TWV YOVEWYV TWV TIAIBIWV KAl VO UTTOAOYIOETE
v mMOavéTTa To 3° TTaIdi TOUS VA TIAOXE! Kai amro Td €i6n avaipiwy.

9. Na-BpeBei 11 Traidid Ba yevvnBouv-a1mrd 1o YaUo VoG QUOIOAOYIKOU QVTpa e
iola yaANid, Tou OTT0IOU O TTATEPAG EIXE OYOUPd, PE HId YUVAIKA TTOU TIACYE!
arrd ouvdpopo Down kai £Xel iola paAlid evw o Trarépag Tng ixe oyoupd. H
pnTépa TG yuvaikag oev d1aBETel 1o yovidlo Tou eival uTTEUBUVO yia Ta
oyoupd paAAid. To yovidio Bpiokeral o1o 21° Xpwpdowyd Kal T0 yovidio yia
Ta ioia gaANid gival emkparé.

10. Na BpeBei 11 maidid Ba yevvnBoUv amd 1o yapo aréuwv ge Bpaxu@alayyia
Kai oTiypa (Feopéag TnG B Balaocoaipiag). Ta yovidia eivat aveEdprnra, evw
TO yovidio TTou gival utrevBuvo yia T Bpaxueahayyia gival Bvnoiyévo auto-
OWHIKG UTTOAEITTOPEVO.

11. 'Eva dtopo £xel puaioloyiko apiBud XpwHOCWHATWY OTOV KAPUOTUTIO TOU,
Ouwg gu@aviCer diavonrikn kaBuotépnorn. Na eppunvelosTe TO @aIVOTUTIO TOU.

12. Ta arroteAéopara piIag €GETAONG yid QIJOCQAIPIVOTIABEIEG €Beiav OTI )
HbA2 Atav ot @uolohoyika emritreda, n HbF epgavifetar ot pikpég moodTh-
1eG, N HbA arrouoidler evreAwg kai n HbS gpgaviletal e 1000016 85-97%.
Me Baon Tta mapamavw dedopéva va diayvwoeTe aITd TIoId aIOC@AIPIVO-
TTA0eIa TTAOXEI TO ATOUO Kai va SIaTUTIWOETE TO GEVAPIO YE TO OTTOIO TTPOKU-
TITEL QUTI] 1] AIHOCQAIPIVOTTADEI;




13. Ta yovidia TTou KwBIKOTIoI0UV Ta £v{upa TIOU OXAUATI(oUV Ta avTlyova Twv A,
opédwv aiparog Bpiokovial oto 9° {elyog OUOAOYWY XPWHOTWHATWY. To
yovidlo Trou eivar UTIEGBUVO yia T oGvBeoT Tou ev{lpou Trou dilaaTd TN phe
ot tyr Bpiokerai 010 12° {eliyog OHOAOYWY XPWHOCWHATWY.

‘Evag Gvdpag pe opada aipatog AB kai Qopéag TG GUIVUAKETOVOUPIOG QEPEI
oc 6Aa Ta Gwpa YeEVWATIKA Tou KUTTapd, apoifaia petarémon HeTagld
THNHATWY TWY XPWHOOWUATWY 9 Kal 12, oTa OTroia TTEPIEXOVTA TA TTAPATIAVW
yovidia, SlaTnpwviag @uCioAoyiké gaivotumo. O Avdpag autdg OTTOKTA HE
yuvaika opddag aiparog O, pe QUOIOAOYIKG KAPUGTUTIO TIOU TIGOXEl OTO
QAIVUAKETOVOUDIO TOUG TTaPaKATW aTToyovoug:

~ 1° Traibi_pe @UOIOAOYIKG KkapuGTUTIO, OpdBa aiatog A KAl QUOIOAOYIKO
QAIVOTUTIO WG TIPOG Th PAIVUAKETOVOUPIU

2° TTaudi pE PN PUOIOAOYIKG KapudTUTIO Kot opdda aiparog AB .
a) va TTapoucidoeTe 6AoUG Toug TNBavols TPETIOUG |E TOUG OTFOIoUG pTropei va ;
el TIPOKUWEI N apoifaia peTaTomion

B) va TTAPOUCIACETE TN SIOCTAGPWOT KAl TOUG YOVOTUTIOUG TWY TraIdIwV !
y) N yuvaika Tepipéver kai 3° raidi pe Tov idio avipa. Moia eivar n mBavemTa H J |
10 TTCISi AUTO va Eival KOPITOT PE QUOIOAOYIKG QUIVOTUTIO KOl KAPUOTUTIO; -

14. AVTpaG PE aypwyaTOWia TTaVTPEUETAl YUVAIKA HE QUOIOAOYIKY) OpaOT), EVW
Kavévag amd Toug dUo Bev TIGoxel amd KuoTikh ivwaor. QaTtéoo, n unTépa
TOU GvIpa ETTAOXE Kal QMo ayxpwyatoyia kai amd KUOTIKI ivwor, eV o
TTaTéPac Tou &ixe QUOIOAOYIKT GpacT) Kai ATAV QOPENS TNG KUOTIKAG iVong. li
ATO TRV GAAR PEPIG, N PNTEPA NG yuvaikag Emacye atmd KUOTIKNA vwon Kal
dev ATav aoBevig 1} POpEAG axpwHaTowiag, VK O TIAaTépag g EiXe GuUoio-
AoyiKr} 6pacn kai dev firav aoBeviig 1} POpEag TNG KUCTIKIG VoG, : i {
d. Vo BPEiTe TOUG YOVOTUTIOUG TOU AvTpa Kali TNG yuvaikag '

__B. Troia i BavoTnTa va yevwnlei 3 mou Ba mdoxel kai armo Tig 2 acbeveieg;
Y. va UTTODEICETE £va PnXaviopoé Trou va egnyei T yéEvvnon ayopiol pe kuot-  {f
Kr} fvwon Kai Qopéd TG axpwiaTowiag armd Toug TTapaTravi Yoveig.

15. Na oupTrAnpWOETE TOV THVAKA TTOU AKOAOUOET w.
XapakTnpioTiko Uf:;ﬁ'ﬁ:go Mn;z?'lg:rglcn < DaivéTuTTOoC R
AA@IOpOC
®daivulkerovoupia
KuoTikn ivwon Il#
Aigoppo@ihia B
B-8aAacoarpia , II

AyxovdportrAaoia

Aipoppo@iAia A ||

Oikoyevrig
utrEpXoAnaTepolaipia




16. Z10 YpwHOoWHA 3 TOU AVOPWTITOU UTIAPXE! I yeveriki) Béon A1, oty
omroia PTropolv va edpagovral Ta alnAdpopea A Kai A, Trou gAéyyouv Hia
I316TNTA. ZT0 Xpwpéowpa 21 uTdpxel pia yeveriki] Béon A2, otnv oToia
pTTopoUv va edpadovral Ta aAMnAdpopga yovidia M kai g, TTou eAéyyouv Hia
GAAn 1816TTa. Avipag pe yovéturo AAMp @épeE apofaia PETATOTON TToU
agopd oTiG VeVETIKEG Béoeig Al kai A2. H yuvaika Tou £XEl QUOIOAOYIKO Ka-
PUGTUTTO Kai YovOTuTIo AApp. Mool pTropei va givai ol TBavoi yovoTuTiol Ty
amoyévwy Toug; Motor atré auTtolg £Xouv QUGI0AOYIKO KApUOTUTIO;

17. O KapuGTUTIOG A aviikel gt €va ayop! pe To oUVDOPOO QWVT) TNG YATaAC,
£V() 0 KapuotuTiIog B avrikel oTov TraTEPA TOU ayopiod. O TaTEPAG TOU
iS00 €ival QaIVOTUTIIKA QUOIOAOYIKGG, EVWD 1) UNTEPT TOU gival yovoTutika

~ Kal QaIVOTUTTKA Quaioloyikr). Na eppnveloeTe T YEVVI|OT] TOU ayopIoU Kai

va uTroAoyigeTe TV MOAVOTNTA AUTOI 01 YOVEIG va QTTOKTAOOUV UYIEG TraIdi.
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18. Na kavere T dlaoTalpwon avapeoa o évav Gvdpa Tou gival popéag g
" SPETTAVOKUTTOPIKIG QVaIliag Kai O€ i yuvaika n oTroia gival gopéag TG B
Balacoaipiag. Mola gival n QavoTuTKr avaloyid Twy amoyovwy;

19. Kar@ TV TIpaypaToTioinon YEVETIKOU EAEyXOU OE 4 GTOHA EYIVE emidpaon 3
SIQPOPETIKGIV Hopiwv avixveutwv (A1, A2, A3) perd amé amodidragn oTto
DNA TwV HETAQACIKWY XPWHOTWHATWY TwV CWHATIKWV KUTTdpwv Toug. O
apiBpdS Twv UBpISoTIONOEWY Yia KaBe QVIXVEUTH TTOU TTPOCDIOPICTNKE OTO
XPWHOCWHIKG TIapaokelaopa Tou kdBe ardpou @gaivovial GTOV TIaPAKATW
Trivaka:

AVIXVEUTHG aropa
1° (apoeviko) | 2° (BnAuko) | 3° (apoevikd) | 4° (BnAuKo)
A1 2 2 2 -
A2 1 2 2 1
A3 2 4 - 2

O aviyxveuTric A1 uBpidotoiei To peraAAaypEvo yovidlo yia Tr HEPIKT) aXpwia-
Toyia OTO TIPACIVO Kal OTO KOKKIvo. O avixveuTiig A uBpidoToiel TNV TTEPIOXN
TOU KEVTPOHEPIDiou 0To XpwHOowHa X, eV 0 aVIXVEUTr g A3 uBpidoTroiEl TO
peraAaypévo yovidio yia Tn @aivuAKETovoupia. Na Bpeite Toug yovoTuTIoug
Twv 4 arépwy. Na Bpeite Tpv mBavetnTa va yevvnoel uylEG ayopt amo 1A
TrapaTavw dropa. Na aimoAoyoETe TiG ATTavINOEIS 0ag.

——




T

20. ‘Eva TPAPA PIag TTPWTEIVNG amoTeAeiTan ammd Ta TTapakarw apivogéa:
HoN ... phe —ala —ile — trp — met - gly ... COOH

Na Bpeite Troleg yovidlakég peraMdgelg (pia oe kGBe TepiTrTwon) EiXe wg
amoTEAECHa TN BNUIoUPYId Twv TIAPATIAVW PETAAAQYUEVWY TPWTEIVWV (va
OUUBOUAEUTEITE TOV TIVAKA PE TO YEVETIKG KWOIKA):

a) HzN ... phe — ala — thr — trp — met - gly ... COOH
B) HaN ... phe — val — ser — gly — trp - ala ... COOH
y) HaoN ... phe — cys — tyr —leu —asp - gly ... COOH
8) HoN ... phe — ala — ile - COOH

~¢)HoN ... phie — ala = met — ile - trp — met - gly ... COOH

21. 510 £MOpEVO YEVEGAOYIKG BEVIPO, TO ““paupiopéva’ aropa TAoXouv amo
HEPIKT axpwuatoyia oTo kokkivo. EGv Bswpricoupe o1t dev oUVERN KATToId
yovidiakr HeTGARagn, a) va Seigeig 6T éva ammd Ta dropa Tou amrelkovifovTal
070 YEVEQAOYIKG SEVTPO, BEV PTTOPET va £XEN PUOIOAOYIKG QaIVOTUTIO Kat B) va
ypAWEIC TOV TOAVO QAIVOTUTIO QUTOU TOU GTGHOU KAl VA TOV EPUNVEUOEIG.
Edv To GTopo Tou Bprikeg Sev aAAael pauvoTuTro, va TEPIYPAYEIS Eva Unxa-
'VIOpG TTou Ba e§nyEl TOUG QUIVOTUTIOUG TWV ATTOYOVWY TOU.

22. Atropovwenke 1o 16° {edyog XpWHOOWHATWY atré 5 SIAPOPETIKEG OHGOEG
avBPWTTIVWY CWHATIKWY KUTTAPWY TIPOKEIPMEVOU va YIVEl YEVETIKOG EAEYXOG
Tou agopd oTnv o Bahacoaipia. T cuvéxeia oTo DNA éyive emidpaon e
TNV TIEPIOPIOTIKN EvBOvOUKAEGon A Trou avayvwpiler povo ma ahAnAouyia
péca o€ KGBe yovidlo a kai TIpotkuyav Ta Trapakdrw Tpfpara DNA (cupre-
pihapBavovtal kai oA6kAnpo 1o DNA Tou 16% Xpwpoowuarog) yia Kade pia
a6 TIC TIEVTE OAdEG KUTTAPWIV: '

OpGada KUTTApWV 1" | 2n 3" 4" 5n
ApiBpoc TpnpdTwy | 3 6 12 10 4

Na eEnyrioETe TOIEG ATTO TIG TIAPATIGVW OUADEG KUTTAPWY QVIIKOUV OF ATOHd
Trou Trdoyouv amd a Gaiacoaipia. Na eEnyroeTe o€ TToI0 QACT} TOU KUTTAPI-
koU KUkAou Bpiokovral Ta kGTTapa TnG kGBe opddag. Na egnyrioeTe eav eival
SUVATOV KATIOIEC AT TIC 5 OHASES KUTTAPWY va TIPOEPXOVTAl aimo To b0
dropo.

23. H mBavétnTa va yevvnBei amdéyovog pe olivdpopo Turner eival peyaAdTe-

poc¢ 61av aupPei AdBog a) oty peiwon | g pntépag, B) ot peiwon Il Tou
Tratépa fi o y) peiwon 11 g pnrépag; Na amoAoynoeTe TNy amavinon cag.




24. Aivetar Tpfjpa Baktnpiakod DNA pe yovidio Trou KwOIKOTTIOIET éva HIKPO
TeTTioIo. 10 TURpa autd Tou DNA cuvéBn avaoTtpo@r} Tng aAAnAouxiag Twv
d300 aAucidwv peTagly Twv duo Bpaloewv, 6TIWG AUTEG opifovial amo Ta
BEAN:

1. 5 —GCTATAAATITATATCGCGTlAAGGTGTGlCGCATTGTCGC- 3’
2" 3° —CGATA'ITFAAATATAGCGCAT TTCCACACTGCGTAACAGCG— 5
Na ypaweTe T0 TIETTISIO TIOU TIAPAYETAI PUOIOAOYIKA, KABWG Kai TO TETTTIOI0
TTou TTapdyeral Yerd v avaoTtpo@r). Na ouppouleuteite Tov Trivaka HE TO

VEVETIKO KWOIKA.

25. ATté Jguydpr 0To omoio N yuvaika €xel aijoppo@IAia yevvriOnkav, amo
didupn kinon d0o diagopeTikwV JUywTWY, £va TTadi pe oUvdpopo Turner kai
aipoppo@IAia kai deutepo Taidi pe olvdpopo Kilinefelter kai kavoviki Tmgn
aipato¢c. Na Bpeite Toug yovotimoug Twv yovéwv Kai Twv Tradiwv. Na
UTTODEICETE TO PNXaAVIOUO TTou pTropel va Enynoel T yévvnon Twv dIdupwyY.
YTroBétoupe 6T Ta BNAUKA dTopa e aipoppo@iAia emMouv, YeEyovog TTou Oev
oupBdivel oTRV TTPAYHATIKOTATA.

26. 'Eva Ceuydpi oo omoio o Gvdpag rirav O opada aiparog kai r yuvaika AB
opdda aipgarog, amoktnoe éva TTaidi pe O opdda aipaTog ToU E€iXE KAVOVIKO
aptBud xpwpoowudrwy. AmroreAel n opdda aiparog Tou Traidiod £vBeign ot
PTTOPET va pnv €xel TraTépa Tov avopa Tou feuyaplol; Na egnyfoeTe Pe Troiov
TPOTTO UTTOPE! VA TIPOEKUIPE 1) OPAda aipaTog Tou GUYKEKPIPEVOU Traibiol. Na
pnv AGBeTe UTOYN TNV TEEPITITWOT TNG YOVIOIOKIG HETAAAENG.

27. Téoo o MNwpyog 6co kai n Mapia, n 0UCuyog Tou, TTaoYXouv amd Ama

‘HopYR a-Balacoaiiag, KaBug Kai oToug dUo AeiTrel TO éva aTré Ta TECOEPQ

yovidia Ta utredBuva yia T oUvBeon Twv a aAucidwyv NG aipoo@aipivng.
Ymrapyxel moavétnTa éva Traidi Tou {euyapiod autold va pnv TTAoXE! amo a-
B8ahagoaryia; Eav vai, méon eival autri n mBavoTnTa;

28. Mia yuvaika e HEPIKI| aXpwUaTowia Kai Kavoviko apiBpo XpwHOOWHATWY
mravtpedeTal ye avipa pe glvdpopo XYY Trou dev ep@aviel HEPIK aXpwia-
Toyia. Bpeite Toug TMOAVOUG @aIVOTUTIOUG Kai YOVOTUTTOUG TWV QITOYOVWV.

29. To TapakdTw yEVEGAOYIKG OEVIPO avaTraploTd Tov TPOTIo KANPOVOUNong
NG aioppo@ihiag B (9UAOCUVDETOG UTTOAEITTOUEVOG) OE HIA OIKOYEVEIQ. 2TO
petaAAaypévo aAAnAdpopeo Trou eival utrelBuvo yia Tnv acBévela, aAAadel
éva {e0yog voukheoTidiwv kai dnpoupyeital aAAnAouyia TTou avayvwpicel n
EcoRl. To amoréAecpa gival 10 QuUOIOAOYIKO aAAnAduop@o va pnv Koperal,
ot avtiBeon pe 1o peraAAaypévo aAAnAduopgo. Atropovwoape DNA ammd
aropa ¢ 3™ yeviag kai pe PCR khwvoTromoape 1o Tpripa twy 3000 kb trou
TrepIEXE! TRV aAAnAouyia Trou avixveleTtal n HeTAANagn. Xpno1goTroovTag Tny
EcoRI ota kAwvoTroinpéva TURpara KG0e aropou TTAipVoOUPE TA TTApaKATW
amoTeAéopara:

11: TuRuara 3000 kb, 2000 kb, 1000 kb I3: uAuara 3000 kb
2: Turuara 3000 kb, 2000 kb, 1000 kb 4 Tpfupara 2000 kb, 1000 kb




Na BpeBolv oI YOVOTUTIOl TWV aTOHWY TOU YEVEAAOYIKOU OEVTPOU. Mola eivai
n meavéTnTa 1o Traidi 115 va eivan aydpi TIou va TTAoXE! amd TV acBEveld;
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30. To TropakdTw YEVEQAOYIKO SEVTPO QVAQEPETAI OF Hia VEUPOAOYIKF] VOOO
a6 TNV ool TTACXE! povo o 112. Aé cwpaTika KITTapa OAWV Twv HEAWV
NG oikoyéveiag amopoviBnke DNA kai pe PCR TIOMATTAQCIGOTNKE TUNHA
Tou yovidiou prkoug 330 {B Trou oxetiCeTal pe TV agBéveia. 3 OUVEXEID
gyive emidpaor oTo Tpoiov Tng PCR e1BIKAG TEPIOPIOTIKAG £vOOVOUKAEAOTG
kot (PEoWw NAEKTPOPOPNOTG Kal XPriong €18IKOU QViXVEUTT]) TIPOYE TA TUNHO-
TQ TTOU QaivovTal OTOV TrivaKa:

Y10 SikAwvo Tpfpa DNA prikoug 330 B TToU aTTOHOVWBNKE, CNUEIWVETA HE
BEAog n Béon avayvwpiong Trou k6Bel n TNE, kabwg Kai ol moavég BEoeig A,
B kai I uBpIdoTToinong Tou &idikou aviXveutri DNA prikoug 25 VOUKAEOTIBIwY -
otnv aiuoida li. ‘

Atopa " 12 i1 112
Mrkn Tunuarwv oe g8 | 330 330 330 -
- 300| 300] 300

Me Bdon Ta TURPATA TIOU @aivovTal OTOV THVOKQ CITOTEAEOHATWY, OF Trold
amd Tic mBavég Béoeig A, B, I uBpidotoisitan o avixveutrig; Na Bpefre Tov
TUTTO KAPOVOUNGTS TOU YOVISIOU Kai VA YPAWETE TOUG YOVOTUTIOUG OAWY TWV
QTOMWV TNG OIKOYEVEITG.

H 12 kuogopei kai 3° Taidi. Metd a6 Afyn UBPUIKWV KUTTAPWY TIOU £YIVE
kard ™ 13" epdopdda TG Kunong, SICMOTWENKe 6Tl TO KUOPOPOUUEVO
¢éuBpuo eivar ayopl. O1 yoveig BEAouv va pdBouv v 1o Traidi Ba Taoyel ammod
v aoBéveia. Na o okotré auté ato DNA Tou epBplou payparoTroménkav
ol Trapamavw diadikaoic. Me Troio TpéTIo SiamoTwOnke ot 1o éufpuo Ba
givan ayopr; NMwe Ba diamoTwoel eav To EuPpuo Ba TTGoXe! i OX;

' M.E.
" <«———300CB. ——f>i<—30 (B.>»
il
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31. To TapakdTw yeveahoyiké Sévipo avagéperal oTnv acBéveia Tay Sachs,
pia JETABONIKT) VEUPOAOYIKY) EKQUNOTIKI} Slatapayr} n omoia ekdnAWVETal
ouvrBwg 6Tav TO VEOoyVvO @TAcEl TNV nAIKia Twv 6 pnvwv. H acbévela au,
ot £va ONUAVTIKG TTO000TO TWV AoBeviv, opeileTal ot PeTdAAagn oTo 11°
amé Ta 14 €wvia Tou yovidiou TTou kwdIKoTolEl TO £viupo g§afapividdon A
(hex A) kai e5padetan oTo 15° Xpwpdowya. ZTa aoBevry Gropa epgavigeta
pndevikA evepydtnTa Tou eviipou. Mpokepévou va diamoTwlei eav 1o 112
veoyévvnto Traoyel, amopovaveral DNA amd 6Aa Ta dropa g OIKOYEVEINS
KOl KOBETal HE KATGAANAN TreplopioTiKh evBovoukAedon. Ta TpRpara Trou
TTPOKUTITOUV Blaywpifovral ye Baon To péyeBog Kat To QOpPTIo TOUg HECW TG
NAEKTPOPOPNOTG Kai TG XProng €idikou aviXveuTr|. [a kGBe Gropo evroTio-
VIOl TA THAPATA TTOU QaivovTal OTOV Trivakda.

9 3 4 234
l . 4k.bp s et SRR
4 712 4 kbp|== — — |

1 kbp = 1.000

i {etyn Baoewv

Na e€nyioere Tov Tp6TIO KAnpovopnong g acgbéveiag. H veoyévwnrn Kopn
Ba doyel 1 0x1. Na aITIOAOYT|OETE TIG ATTAVINOEIG OAG.

A6 TNV avaAuon Tng alAnAouyiag oTn QUOIOAOYIKN Kai oTn PETAAAQyUEVN
TOAUTTETITIOIKE aAucida Tou hex A Traparifevral T0 TAPAKATW TUIHATA TIOU
KWwSIKOTIoloUVTal aTrd TNV avTioToIxn TepIoxr Tou 11% e§wviou Tou yovidiou.
duoiohoyiko éviupo:  HoN...ile-ser-tyr-ala-pro-asp....COOH

MetaAaypévo éviupo: HoN.. . ile-ser-ile-deu-cys-pro....COOH

O1 avTIOTOIKITEIC AUIVOEEWV KAl KwdIKoViwv e BAOT) TO YEVETIKG KWOIKA Eival
ser: UCU, tyr: UAU, ala: GCC, pro: CCC, CCU,

asp: GAC, ile: AUC, leu: UUA kai cys: UGC

Na rpoodiopioeTe To €idog TG HETAAAENG.

32. Y70 TAPAKATW YEVEAAOYIKG SEvTpo, HE €18IKO ixvnBetnuévo avixveutri DNA
TTou uBpidoTiolel To peTaAhaypévo TTaBoAoyikd yovidio ot KUTTapa Trou Bpi-
oKoVTal 0TV apyni TNG pecdeaong, mpoomadolpe va pdBoupe av 10 EUPpuo
[12 8a Traoxel. O avixveuTrig uBpidoTrondnke pia gopd ota aroua 11 kai 112
Ko Kapia ora aropa 12 xai 111, Ze woio ouptrépacpa Karahiyets; Na pnv
AGBeTe UTIOWN TNV TTEPITITWON HETAAAOENG.
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33. $TNV OIKOYEVEIQ TG OTTOIAG Ta PEAN PE XPWHA TTACKOUV Mo £va voonua
VEVVIONKE £va KOPITO! TO OTIOIO EKTOG QTT6 TO VOOTHA auTo, £Xel KAl CUVOPOUO
Turner. MTopei T0 VOO VA £iVAI UTIOAEITTOUEVO QUTOOWHIKOG; Edav teMikd 1O
voonua eivai uToAeITopEVO QUACCUVBETO, TTWG Pmopei va e§nynBei n ouvl-
Tapen TOU VOOTijaTog Pe TRV aveutrAoerdia oto kopitot Hi2;

! "
-y 2
1 \./2 L 3 MBS, —OS
— . — =
l O
3 4 5

Zﬁv&po{m Turner

34. To TTapakaTw OXfIa TTApousIadel TNV TTpwToTayr| Souf HIag TPWTEVNG
kal TNV TENIK OTEPEOBIATAgH TNG, TIPOKEIPEVOU VA pa wg Eviupo. Oa uro-
pouoe pia PETGAAGEN avrikatdoTaong oto Tunua Tou DNA Tou KWOIKOTTOIE
TNV TIEPIoxr A Tou £viUpou va KaraoTpéwel To Kwdikovio Agng; Oa pmmopoloe
pia JETGAAGEN avTikaTtdoTacong oTo onpeio B va eAatTioe A va pundevioel v
KATAAUTIKR IKQvoTNTa Tou eviipou; ©a pTropoloE pia HeTGAAagn avTikatdoTa-
ong oTo TuRpa Tou DNA 110U KWBIKOTIOIEN TNV TIEPIOXT| XT TOU EVEUHOU VA Ka-
TAOTPEWE! TO KWOIKOVIO MIENG; Oa prropoloe pia HeTGAAagn TTpoodnkng evog
voukAgoTiSiou oTo Tufpa Tou DNA TTou Kwdikotrolel TV TiEpIoxr I Tou evii-
HOU va eAQTTWOE! 1] va UNdEVvioEl TV KQVOTNTa kardAuong Tou ev{Upou; Oa
HITOPOUCE HIa paTaMagn avTikardoTacng oro Tpfjpa Tou DNA Ttou KWdIKO-
rolel TV Trepioy] I Tou evfupou va eAaTTwoel fj va undevioer v KATAAUTIKA
IKQvOTNTA Tou £vUpou. Oa PTTopoloE pia BETGAAQEN avTIKATGOTAoNG OTO THA-
pa Tou DNA Trou kwdikotrolel TNV TepioX A Tou eviipou va EAQTTWOE! 1} va
pNSevioel TNV KATAAUTIKY} IKQVOTTTA Tou €Vvilpou; Oa PTropouoE pid peTadAAagn
avTikardaTaong oto Tufjua Tou DNA Trou kwdikoTrolel v Trepioxr E Tou
gvUpIoU VA EAOTT(IOE! 1 Va PNdEvioel TNV KATaAUTIKY IKavOTNTA Tou EVEULOU;

N g~ . B COOH
’ A ) : iy

.. Evspyd
KEVIPO
eviiuou

[ o bTnTE XETAAUING ToU eViBRsy
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35. Mia yuvaika pe 10Topiko 2 armofoAwv ameuBivonke o€ £va BIOAOYO YEVETI-
oTr, TTPOKEINEVOU va TN cupBouledoer yia Ta TBava evoeXOpeva PIag ETTOUE-
vn¢ oUMnyng. O yevenioTrig, HETA TN Afyn Tou KapudTuTIod NG, dlIamioTwoE
6Tl o€ OXEOT] UE T QUOIOAOYIKG XpwipoowpaTa 2 Kat 3 1} yuvaika iXe Ta €1Ko-
vi{épeva. Me Baon ¢ TTANPOQOpIEG TTOU TIaPEXE! N EIKOVA TWV XPWHOOWHA-
TWV VO QTTAVTI)OETE OTA EPWTHHATA:

. 010 gival TO €i80G Trg PETAAAAENG TTOU £XEI UTTOOTEI 1 Yuvaika Kol yiari;

B. yiati 0 gaivoTuTIOq TG Yuvaikag giva QUOIOAOYIKOG;

Y. N yuvaika pWTNOE TO YEVETIOT) Trola fTav n meavr| aimia Twv 2 amoBoAwy.

T moTeGeTE OTI ATTAVINOE O YEVETIOTIG Kai yiaTi; IioTedeTe 6T KABE PEANOVTIKT)
aTTOTTEIPA TEKVOTIOINONG Oa £XEI TO D10 ATTOTUXNHEVO ATTOTEAECHA KQI VIATH;

P~ CEENDENEE oo

Xpwpoo et

~
o

(oz)

(
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Xpmpoeathjporve
Tuvaikae
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36. 'Eyive £AEyX0G QIHOCQAIPIVIOV HE NAEKTpPO@Opnon Ot deiypa aiparog 5
evnAikwv arépwv (1-5) kal Ta amoTeAéopaTa KaTaypa@oviali OTovV TIapaKAaTw
Tivaka. 2e kGBs oTriAn ameikovileTal n B£0T] TWV AIHOCQAIPIVWY KABe aTépou
o710 TEAOG TNG NAEKTPOPOPNONG, EVW JITTAC ONUEIWVETAl 1] AVTIOTOIXN Qifo-
oQaipivn og KGBe BEon.

Ta idia dropa TpoanABav pe Tuxaia oeipd (K, A, M, N, =) oe dAho epyaoTripio,
omou £yive £Aeyxog o1o DNA owpamkwVv Toug KUTTAPWY YIO TOV EVTOTIIOUO
aAnAopdpwy yovidiwv g B aAuaidag, e TN Xprion KAtdAAnAwv 1xvnoeTn-
HEVWV QVIXVEUTWV yia To aAAnASpop@o B® kai yia To BS. O avixveuTrig yia T0 B®
uBpIdoTroinBnke pe 170 Seiypa DNA Twv arépwv K, M, N. O avixveutig yia 10
B¢ uBpidoTroINBnKe pe To deiypa DNA Twv atépwy K, A. Eival yvwoto 611 pévo
10 dropa N xpelaleral kan e@appodel aywyn amooidnpwong.

Xpeiddetar va TautotroinBolv Ta amoreAéopara Twv 800 gpyaotnpiwy. oio
amd Ta Seiypara 1-5 vopifere 6nt avnioToixel e KABe éva aropo K-= kai 010G
o mMBavég/oi yovoTutiog/ot kGBe arépou;




HbA

HbF

HbS

HbA,

37. Aiverai To Trapakdarw SikAwvo DNA 10 omroio TrEpIEXEI CUVEXEG YOVIDIO TTOU
KWOIKOTTOIEl ONYOTTETTTIOIO.

aAugida 1 ACGGTCACATAAGGTCAGGCATTAGC
ahucida 2 TGCCAGTGTATTCCAGTCCGTAATCG

HoN-peBeioviviy — Auoiviy — Balivn — apyivivn — pebeiovivni-COOH
Na rpoodiopiceTe 10 €i60G TNG HETAAAAENG AITIOAOYWVTAG TNV ATTAVINOT] 004G,

38. Aivetal 1o TTapakdTw yevealoyikd dévipo (oyxripa 1) Tou arreikoviel Tnv
kAnpovounon g B Balacoaigiag o€ pid OIKOYEVEIQ:

& quté 1o TuRa DNA Tpayparomolsitan HeTGAAaEn n omoia dev UeTaBAAAel
TOV apiBuo Twv VoukAgoTISiwv Tou. H perdAAagn €xerl ouvémeia Tn oUvBeoT) TOU
TTAPAKATW OAIYOTIETITIOIOU.

I




a. va ggnynoete Troia eival np mBavotnTa 1o dropo i1 va givar opoduyo yia 1o
(QUOIOAOYIKO YOVIDIO TTOU OXETICETaN PE TNV TTapaTTdvw aoBEvela.

B. ol Boxnuikég €&eT@oElg oTo dropo 4 €dei§av uUOIOAOYIKG ETITTEDN OAWY
TWV aipooeaipiviov. Etriong, mpayuaroTroinBnke av@Auon KapuoTiTiou oToug
yoveig I3 kai [14. Z1a rapakdiw oyripara (2 kai 3) divetal n ATEIKOVIOT Yia 2
Zelyn oudAoywv XpwHOCWHATWY OE éva armd Ta oTroia edpadetal To yovidlo
via Tn B aAucida g HbA. Na Bewprjoete 6Tt Ta umdlorra (edyn opoAoywv
XpwHoowpdrwy Twy yovéwv 3 kai 4 eivai puotoloyika.

Na avrioToixioere 1a oxiparta 2 kai 3 pge 1a droya 113 kai 114 kar va egnynoeTe
—T0V-TTafoloyiké @avéTutio Tou arépou-li1,-yia-Tnv-aobéveia-Tng B Bahacoal- —
piag. Aivetan 6T dev €xel oupBei yovidiakr] HeTGAAagN, OUTE KATTOIO PUIVOUEVO - ||I

un dlaxwplopou kard Try didpkela Tng Heiwong oToug yoveig I3 kai l14.

(]
" 1Mo Zevyog . N 110 Zelyog
opo)\évw,v ‘ OHOAGYWY
XPWHOOWHATWY 45, Celyog XPWHOOWHATWY 150 (euyog
OUoASYwWV OHoASYwv
XPWHOOWUATWY XPWHOCWUATWY
- yovidiakr} 8éon yovidiaxr| 8éon
 yia v B-aAuaida yia TV B-aAucida L]
Il - MgHbA  — _mgHbA —5 |
' Ixfua 2 FyApa 3

39. e d0o adéhgia pe olvdpopo Down Tpayuaromoifdnke avaAucn Twv
Baoewv Twv XpwuoowudTtwy 21 kal Bpédnkav Ta €€Ag; 210 £va TTaidi Ta dUo
amrd Ta Tpia Xpwuocwuara 21 Bpédnkav TavopoloTutida, eV 0To GAAO Traidi
Kavéva amd Ta Tpia xpwpoowpata 21 dev fiTav TAvopoISTUTIA KATToIo GAAO.
Na g€nyfoete Ta amoteAéopara. |




