Kewmdnaio 6
Merndddteic

1. 'Evag yevenioTig Bprike 6T pia peTdAhagn oc €va yovidio dev eixe enidpuon
0TNV MOAUNENTIdIKA 0AuCidao mov KwdiKomolgiTal ond auTe. ZE TI piopei va
OQEIAETAI | CUYKEKPIPEVN peTAAADEn;

a. Zg €AAe1yn piag paonc.

B. Ze aAAayn oTo KwdIKOVIO EvapEng.

Y- Ze npooBrikn piag paong.

0. Ze €AAe1yn oAdkAnpou Tou yovidiou.

€. Z& avTikardoTtaon piag paong.

Zw0Tr anavnon eivai n €. (e MV QVTIKATAOTAOT) MPOKUTTEL VA OUVWVUHO Kw-
dikovio)

2. H ahAnhouyia Twv apivoE€wv: Glu - Cys - Met - Phe - Trp - Asp anoteAei Tprpa
piog quaoloAoyikic mpwTeivng. MpoodiopioTe Tov Tumo peTdAAagng, o omoiog £-
X€l w¢ anoTéAeopa TV aAAayn Tng aAAnAouxiag rj Tou apiBpou Twv apIvoEEwv
0¢ KaGBe pia and TI¢ mopakGTw perahhaypéveg mpwrEiveg. (ZupPouleuTeite
TOV MiVOKO PE TO YEVETIKO KWAIKA).

Guaiohoyikn MpwWTEivn Glu - Cys - Met - Phe - Trp - Asp

MetaMaypévn npwteivp A Glu - Cys - lle - Phe - Trp - Asp

MetaMaypévn npwieivy B Glu - Val - Cys - Ser - Gly - Thr

MetoAhaypévn mpwreivp T Glu - Cys - Met - Phe

MeTtaAAaypévn mpwreivn A Glu - Met - Tyr - Val - Leu - Gly

Moia givar n aAAnAouyio Twv alwTouXwv BAocwy TNG KWAIKAS aAuaidac Tou

DNA, n omoio kwdiKomoIlEi TN CUYKEKPIPEVR aAAnAouyia Twv apivoEEwv aTn Qu-

O10AOYIK MPWTEIVR;

Metahhaypgvn ipwteivn A: Opeidetal oe yovidlakn petdAhaén (avukatrdotaon
Baong) otnv TpITAETA MOU KWALKOTOLEL TO TPITO apvoiy. 210 popto Tou DNA ahAd-
(el pia Baaon kat 10 QuoloAoyIKO Kwdikovio ATG mou kwdikomolel T peBelovivn a-
viikataBiotatat aro 1o ATT (f} to ATC 1 1o ATA), MoU KWAIKOTIOLEL TNV LOOAEUKIVT.

MetaAhaypevn npwteivn B: Opeidetal og yovidiakn LeTAANQEN, OUYKEKPIUEVA OE
EN\ewn, Tou TETAPTOU VOUKAEOTBIOU 0V GUOLOAOYLKY) aAAnhouyia Tou DNA. Ang mv
TorAETa TGT, 1mou KwdIKOMOLEL T0 apvo&U KUOTEVT), AEIMEL TO TIPWTO VOUKAEOTIOIO HE
OUVETIELD va AAAAZEL N ahAnhouyia Twy apvo&Ewv oy MoAUnenudikn aluaida.

Metalhaypévn npwteivn I: Ogpeiketal oe yovidlakn LeTAAAAEN (avtikardaotaon
BAaong) oy TPUTAETA TIOU 0TI QUOLOAOYLKT) TIPWTEIVT KWBIKOTIOLE! TO TENMTO a-
pwvo&u (tpurttogavn). 21o poplo tou DNA aAhadel Wia Baom kat 10 QUOLOAOYIKO Kw-
dikovio TGG, mou kwdiKoTolel ™ TpuTToQavn, avtikarabiotaral and 1o TGA fj TAG,
TIOU KWOIKOTIOEL ANEN.

Metahhaypgvn npwteivn A: Opeiletal o€ Yovidlakn HETAAAQEN, OUYKEKPIUEYQ OE
TipooBrkn voukAeotdiou e alwtouxo Baon adevivn, avapeoa oTo TPITO Kal 1o Té-
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TAPTO VOUKAEOTIDIO TG QuaLoAOYIKAG alAnAouyiag tou DNA, pe ouvénela va aAia-
(el n aAAnhouyia Twv apvogEwv oy TIOAUTIETTIAIKA aAuaida.

H aAAnAouyia Twv Bacewv e KwdIKNS aiuoidag eivat;

5'-GAA(r) G)TGTATGTTCTGGGAC-3".

3. 01 nopokATw peTaAAaypEVES aIpooQaIpiveES XapakTnpi{ovTal and OuyKEKPIPEVN
avrikatdoraon apivoééwv oTnv noAunenTidikr aAuvoida. Mwg mpayparonoiidn-
Kav o1 aAAay£g auTES; (ZupBOUAEUTEITE TOV MIVOKE PE TO YEVETIKO KwdIKa).

MeTtaAAaypévn AAuaida Ogon AvTikaraaTaon
aigoopaipivy aIgooPpaIpivng apivoZgog

Hb Hikari B 61 NAugivn — Aomapayivn
Hb | a 16 Augivy — FhouTtapivy
Hb D Ibadan B 87 Opeovivn — Avaivy
Hb G Philadelphia a 68 Aomapayivn — Augivn

Metahhaypévn apoagaipivn Hb Hikari: 2o pdplo Tou DNA yiua t B-aiuaida g
aioggaipivng akhalel pia Baon om BEan 61 kal 10 uoOAOYIKO KwdIKOVIo AAG (1
10 AAA), nou Kwdikorotei To apvo&u Auoivn, aviikataBiotatal and 1o AAT (1) o
AAC), ou kwdikorolel To apvo&U agmapayivn.

Metahhaypgvn aipoagaipivn Hb I: Zto popilo tou DNA yia v a-aiuoida mg
ayoopapivng alladel pia paon ot B£on 16 Kat 10 PuUOIOAOYIKO KwdIkovio AAG (1
10 AAA), nou Kwdikorolel To apvo&l Auaivn, aviikatoBiotatar and 1o CAG (1) to
CAA), mou KwdIKoToLel To apvogy yAoutapivn.

Metaihaypevn aipoopapivn Hb D Ibadan: Zto pdpio tou DNA yia ) B-aAuoida
m¢ aoogalpivng alialel pia paon otn B£on 87 Kal 10 pUOLOAOYIKG KwdIKOVLIO
ACG (1 to ACA), mou kwdikomnolei To apvoEu Bpeovivn, aviikatabiotatal ano 1o
AAG (1 To AAA), Tou Kwdikomolei To apvo&u Auaivn.

Metahhaypgvn aoagaipivn Hb G Philadelphia: Zto pépto Tou DNA yua v a-a-
Auaida e apoopalpivng akhalel pia Baom otn B£amn 68 Kal T0 GUALOAOYIKG Kwdi-
kovio AAT (1] To AAC), mou kwdikomolel To apvo&y aonapayivn, aviikatabioratat
arno 1o AAG (1} To AAA), Tou KwBIKOTIOIE] TO apvoEy Auaivr).

4. H aipoopaipivy C (HbC) dnpioupyeital and pia perdArain oTn Quaoiohoyikr
aipoopaipivy A (HbA). Ztnv 6n B€on Tng B-aAucidag Tng aipoogaipivng C u-
napxel o apvolu Augivn avri Tou yAoutapivikou o§€og (HbA). Me noio yeveTi-
KO pnxaviopo pmopei va epunveUTEi N avrikardotaon tou apivoé€og; (Zuppou-
AEUTEITE TOV MivaKa JE TO YEVETIKO KWdiKa).

H avtikatdotaon tou apvoEEog unopei va epunveutel wg yovisLakn petdAlatn
0TV TPITAETA MOU KWAIKOTIOIEL TO EKTO QUIvOEU. ZT0 uopio tou DNA aihadel pia Ba-
0T Kat T0 QUOLOAOYIKO Kwdikovio GAA (1] To GAG), TIOU KWBIKOTIOIEL TO YAQUTAWVIKO
ofu avtikataBiotatal and 1o AAA (1) To AAG), mou KwdLKoToLel TN Auaivn.
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5. H Constant Spring gival pia noBoAoyikr avBpwmvn oipoapapivn. H ohuaida a
NG aipoopaipivng auTii¢ anoteAeital ano 172 apivo€a (n aAuoida a TG Qu-
gioAoyikig aipoopaipivng €xel 141 apivoi€an). Zrnv mipoopaipivn Constant
Spring 1o 1420 apivo&u eivar n yAoutapivn, evew dAAEG naparAayEg Tng £Xouv
otn 9€an 142 oepivn 1 Auaivn.

a. Neprypayre Tov TUMO TNS aAAayii¢ n onoia pnopei vo dWaEl Te paivaTuno
Tng Constant Spring.

B. Me moio Tpomo dnpioupyri@nkav Ta apivo&€a Tng 8€ong 142 omig mapaAlayEg
g Constant Spring;

g. Me dedopgvo 611 n okohouBio Twv apive&Ewv omo Tn BEon 143 £wg TRV 172
gival id1o Kai yia TiIC TPEIS auTES napaAhayEg Tng mipoapaipivng Constant
Spring, T cupnepaopata Byaivouv yia To £idog TG peTAAAOENS MO OUVERY;
(ZupPouAeuTeiTe TOV MIVOKA PE TO YEVETIKO KWHIKA).

a. H aAkayn n oroia propei va dwoel QUTGV TO GavoTuUTIo E(val Pia YOVIOLaKT) LETAA-
Aaén (avTikatdotagn Baong), onote 10 KwdKAVIO TIou Kwdikorolel Anén (TAA N
TAG 1) TGA) avtikaBiotatat and 1o CAA (n 1o CAG), pe OuvenEeld va KwdIKOTOLE-
TaL To apwvofu yhoutaulviy kaw va ouvexidetal n petappaan.

B. Ta apvoEéa g BEong 142 otig mapahhayeg g Constant Spring dnuloupyn-
Bnkav aro yovidlakn Hetalhagn (aviikataotaon Aong). 10 popto tou DNA
aAAadel pia BAon Kat To QUOLOAOYIKO KWOLKOVLO, TIOU KwdIKOTIOLEL TN ANén, avtl-
kataBiotatal and to TCA (1 to TCG) mou KwdKoTOoLEL T} 0gpivn, 1) ard 10 AAA
(1 T0 AAG), Tou Kwdikorotel T Augivr). AuTO €xel WG OUVETEL va ouvexileTal
T HETAPPAaN.

v. To auunépacopa mou Byaivel eival 6L €ylve yoviblakn petdAhagn (aviikatdotaan
Baong) oto popto tou DNA pévo oty TPUTAETA TOU KwdIKOTIOlEL ATEN 0T Qu-
OL0AOYIKT awoopalpivi i To 1420 apvolu oty apoopaipivn Constant Spring.

6. Molo ano TI¢ NOPOKATW MPOTACEIS TOU APOPOUV TO PAIVOPEVO TNG OVEUNAOEI-
diag eivar AdvBaopgvn Kai yiaTi :
0. OpeikeTal ouviBWS 0TO PN dlaXWPIOPO EVOC {EUYOUS OPOAOYWV XPWHOOW-
paTwv Katd T peiwon.

B. ZTa KUTTOPO UNAPXEI £va EMMAEOV XpwHOOWYA.

Y. ITo KUTTOpO Un@p)el £va AIyOTEPO XPWHOOWHA.

8. ITa KUTTapa ASIiNEl THHPA EVOC XPWHOOWHATOS.

H AavBagpévn gival n 0 eMeldn n anouaia TURUAToS XPWwHOOWHATOS EiVal dOopIKN
XPWHOOWHIKT avwpahia (EMAewn) kat 6t apBunTkn onwg 1 aveunioeidia.
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7. 0 nopakdTw mivakag napouoialel Tov apiBPo TWV XpWPOOWPATWY O£ KUTTApa
Tou avBpwnou. Moia and Tig oTRAEC A £wc E gival owoTn;

A B r A E
ZuywTo 46 23 46 46 46
Kutrapo yapérne 23 23 46 23 23
ZWpPaTIKOG KUTTOPO OTOPOU povoowpikou 46 45 45 45 45
ZWHPATIKG KUTTOPO GTOPOU TPIOWHIKOU 47 47 47 47 24

2W0Tn eivatn otmAn A.

8. Moo Ba eival To amoTEAEoPa OTAV NPWTEIVA MOU MAPAYETAI OE MPOKAPUWTIKG
KUTTUPO av 010 Yovidlo mou TNV KW3IKoNoIEi yivel avTikaTdoTaon piag paong;

Q. LTV NePMmTwaon 1mou 1 avilkatdotaon €xel w¢ anoteheopa 1 dnuoupyia pag
OIAPOPETIKAC TPITAETAC, 1 ornoia Opwe Kwdikonolel 1o B0 auvoil (ouvwvupo
KwOIKOVID), Dev aAAalel np akoAouBia apvoEEwy atny napayopevn rMpwreivn.

B. ZT1¢ MePO0OTEPES OUWS MEPUTTWOELS N AVTIKATACTAOT) EXEL WE AMOTEAETHA TN
Onuloupyia pag dlapopeTIKAC TPIMAETAS, 1) omoia KwdIKOToIEl AANO auvoEl pe
OUVETIELT TN OUVBEOT plag aAAaypeEVNS MPpwTeivng. Eav i petaAAagn emnpealel a-
HIVOEEQ OMUAVTIKA yia T AEITOUpYIKOTNTA NS MPWTEIVNE, T0TE dnuloupyeitat
0oBapo MpPOBANUa yla Tov opyaviopo. Av n LeTahAagn enmpeddlel apvogga mou
QapopoUV TIEPLOXT NS TIPWTEIVNG TIoU dEV ival ONUAVTIKN Yia T AEltoupyia Tou
Hoplou, T0TE Tiepva axedov anapatmpnm n onuwoupyel Hovov frua npoBAnuata.

Y. Z& ENQXLOTEG TEPUTTWOELS 1 AVTIKATACTAOT QUTH UMOPEl va PETATPEYEL pia Tpt-
NMAETA DNA 1 omoia avToTol el 0€ KWAIKOVIO TIOU KWwAIKOTIOIE KATIoWw apvoil oe
TPUMAETA TOU AVTIOTOIKEL OE KWAIKOVIO ANENG, e CUVETIELD TO TYNUATIONO WKPO-
TEPNC KAt U AELTOUPYIKIG MPWTEIVNS.

0. H avtikataotaan unopei va PETaTpEPEL TV TPUTAETA MOU QVTIOTOIXEL OTO Kwol-

KOVIO ANENG 0€ KwdIKOVIO TIoU KWAIKOTIOIE KATIOW0 apvoEy, |ie OUVETIELD TO OXI)-
HaTIONG PEYaAUTEPNG Kal OuVriBwG Un AEITOUPYIKNG TIPWTEVNC.

9. No oxnparigere To owaoTa {euyapia:
0. Zuvdpopo cri du chat 1. TpiIowpio QUAETIKWOV XpwPooCWPATWY
B. Zuvdpopo Klinefelter 2. TpIowpio QUTOOWNPIKWY XPWHOCTWRATWV
Y. Zuvdpopo Down 3. HOVOCWHIO QUAETIKWV XPWHOOWHATWY
5. Zuvdpopo Turner 4. EAAegn
a~»4,pg~>1,y—>22>3 >3

10. Noieg anoé TIC MUPUKATW YEVETIKEC avwpaAiec propolv va aviXxveuBouv pe tn
BoriBeia Tou kopuoTunou; Na aimiohoyrioeTe Ty andvrnoi ooc.
0. ApEnavoKuTTapIKi avaipia
B. Zuvdpopo Klinefelter
y. Zuvdpopo Down
6. ®avuAkeTovoupia
€. B-8oAaooaipia
oT. Zuvdpopo Turner.
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Me 1 BoRBela ToU KAPUOTUTIOU HIOPOUV va avixveuBouv ta ouvbpopa: B.
Klinefelter, y. Down kat ot. Turner, 1ou oQelovial 0€ apBUNTIKES XPWHOOWLIKES a-
VOPOMES. ZTOV KAPUATUTIO Twv atépwy nou rdoyxouv anod ouvdpopo Klinefelter epga-
videtal €va eTUMAEOV QUAETIKO X Xpwpoowpa ata XY dtopa. Ta dtopa HE oUVOPOHO
Klinefelter £xouv QuUOIOAQYIKO QPIBUO QUTOOWHIKWY XpwHoowHdTwV (44) kat Tpia gu-
AETIKA Xpwpoowpata (XXY) avii Tou guolohoyikou {euyoug XY. 210V KapuoTurno Twv
atdpwv nou macyouv arno ouvdpopo Down, 0g OAEC OXEDOV TIG TIEPUTIWOELS, EPPA-
videtal £va ernA£oy xpwpoowua oto 210 (eUyog TWV QUTOOWUIKWY XPWHOTWHATWY.
ZTOV KAPUOTUTIO TWV atopwy Tou Tiaoxouy and avvdpopo Turner gpgaviletal Eva gu-
AeTIKO X Ypwpoowua. Ta atopa ge guvdpopo Turner £Xouv GUALOAOYIKG aptBuo
QUTOOWHIKWV XPWwHOOWHATWY (44) aAAd povo Eva XpwHoowua X ano 1o (euyog Twv
PUAETIKWY Xpwpoowpdtwy (X0).

11. Moieg and T NOpaKATW SOPIKES XPWHOTWNIKES QVWNAAIEG EXOUV WG OMOTE-
Aeopa Tnv aAhayn Tou mooou TNS YEVETIKAC mAnpogopiag; No aitioAoyrfjoeTe
NV andvrnor oag.

a. EAAsIgn

B. avaoTpo@n

y. dimAaoiaopag

6. apoifaia peTaromon.

Ot DOUIKES XPWUOOWHIKES QVWHUAAIES TIOU £XOUV WE ATIOTEAEONA TNV aAAayr] Tou
NogoU G YEVETIKNAC MANPoQopiac eivat n a. EAAEIPN, oIV OMoia £XOUHE anWAELQ
YEVETIKOU UAIKOU, KQt 0 Y. SIMAOOIQOPGG OTOV OTIOI0 EXOUNE eMavainyn evog tun-
patog 010 XpwHOoWUa.

O GAAEC DOUIKES XPWHOOWUIKES QVWUAMES EXOUV WG ATIOTEAECUA TV aAXayT) o
diata&n e mAnpogopiag ota xpwuoowpata. H B. avaoTpogn dnuloupyeital and
Bpavoelg oe dU0 DIAPOPETIKA ONUEIN EVOC XPWHOOWUATOS KAl 0T OUVEXELD EMAVE-
Vwaon TOU TURHATog UOTEPQ ano avaatpogr. 2mv 8. apoifaia PETATOMON EX0ULE «a-
VIGAAQYT)» XPWHOOWUIKWY TUNUATWY avaueaa oe yn opoAoya XpwHoowuata.

12. EEoiTiag plog Xpwpoowpikig petdAAadng mov ouveéBn Katd Tav napaywyrn
TWV YapeTwyv, éva {guydpr yévvnoe €va naidi mov oTn XpWPOOWHIKA TOU OU-
oraon nepiExovrav 1 X ka1 2 Y xpwpoowparta (XYY). Na unodei&ere tnv mBa-
vij peTaAAa€n nouv cuvepn.

Ma va yevvnBei Qtopo mou 1 gUoTadn Twv QUAETIKWY XPWHOOWHATWY Tou Elval
XYY, npénel 0 natépag va €xel DWoeL duo Y XpwHoowHaTa Kat n pntepa eva X. Au-
16 pnopel va ouppel pe €va Kupiwg Tporo: H mpwtn WElWTIKN dlaipean katd
OTEPUATOYEVEDT YivETAL Kavovikd, aAAd 0TO €va OTIEPUATOKUTAPO 2nG TaENg (auto
TIOU TIEPIEXEL TO Y XpwHOoWHAa) eV yiveTal anoXwplopog twv duo adeApwv xpwpa-
Tidwv Tou Y XpwHoowpatog, katd m deutepn HEWTIKNA diaipean, PE anoTEAEONA
myv TIapaywyr evog TEAKOU PEWWTIKOU TIPOTOVTOS TOU MERIEXEL BUO Y XPWHOOWHA-
Ta. AV QUTO TO OTEPUATOlWApPLO YOVILOTIOMOEL €va GUALOAOYIKG waplo, To {UYwTo
mou Ba npokUYel Ba €xel auataon XYY.
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13. Ano 1o yapo duo uyiwv aropwv yevviiOnke €va KopiTol To onoio maoyer and
pepiki axpwpatoyia. Na unodeifere €va mBavo pnyxaviouo nou pmopei va -
Enyrfioel TV yévvnon Tou ouyKekpipgvou amoyévou. (Na pn AngBei undyn n
NEPIMTWAN yovidiakig peTaAAaing).

lNa va yevvnBel kopitol mou raoyel and aypwypatoyia mPEMEL UOIKA 0 EVAg YOVE-
ag va PEPEL TO OXETIKO UTIOAELTOPEVO aAANAOLOP@O. O Yovéag autdg dev Propel rna-
pa va eival o0 BnAukog (av frav 0 apoevikog Ba to eE€ppale), 0 onoiog eival TePO-

Zuyog (X*X%). To kopitol Hmopei va €xet yovaturmo X2X, i X°0, Tpdypa mou onuaivet

011 aoxet kat and ouvdpopo Turner kal and axpwpatogia). Zmv nNPwIn NEPIIWon

TIPETEL va OUVERNOAV dUO LETAANGEELS. Kal 0 apoevIKOS YOVEQS AOYW |n aroywpl-

opou (elte otnv 1n eite om 2n pewTtikn diaipeon) va E0WOE YAUETN XwPIG PUAETIKO

XPWHOOWHA Kal 0 BNAUKOS YapEMS (AGYW un anoXwplopou ot 2n HEwTKn diaipe-

on, 010 X XpwHoowua rnou €l 10 a AAANAGHOPQO) va £0woe yauétn pe duo X°

(XX") xpwpoowpata. £ deUTEPN MEPIMTWON 1 LETAAAEN CUVERN KATA TN OTIEPUA-

Toyévean (1n 1 2n pelwTikn dlaipean) Tou 0drynoe oy rnapaywyr evog apoevikou

YapET XWPIS QUAETIKG XPWPGOWUA, EVK TO WAPILO fTav GUALOACYIKO (X%).
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