Aoknoeig Ko tpoBAfjpata oto 6° KedpdAano

Aoknon 1"

MNapakatw mapatiBevral ot aAAnAouxieg apwvoléwv twy nentidiwv X kat Y. To mentidio X dnut-
oupynObnke amod tnv ékdppacn tou yovidiou X Kot To MeNTIOW Y amnd tnv EKPpacn Tou HeETaANQYUE-
vou aAAnAduopdou tou Y. Ot aAAnAouyieg Twv apwoéwv twyv mentidiwv moapatiBevial onwg
npoékuav ano tv petadppaocn twv MRNA Twv yovidiwv X kat Y.

Atvovtal ta kwdikovia: asn = AAU, lys = AAA, pro = CCC, gly = GGG, phe = UUU, ile = AUU.

X nentidlo:  H;N-met-asp-pro-val-ser-pro-val-asn-lys-pro-met-ser-glu-his-trp-COOH
Y nentiblo:  H;N-met-asp-pro-val-ser-pro-val-gly-phe-ile-met-ser-glu-his-trp-COOH

Na dei€ete pe molou €idoug petdAAagn Unopel va mpokUPEeL To HeTOAAQYUEVO AAANAOLOPdO;

Acknon 2"

Mua atdpvidia alhayry oto DNA evog XpWHOOWHATOC TOU avBpwIou UMopel, Katd Kkavova, vo Te-
PACEL 0 PEANOVTLKEG YEVLEG av N aAlayr auTr cUUPEL o€ ouykekpLUEva KuTtapa. Mola sival au-
T4,

Aoknon 3"

YroB<toupe 6tL og pia yuvaika cupfaivel pn opoAog SLaXwWPLOUOC TwV GUAETIKWY XPWHOOWHA-
TWV KATA TN SLAPKELX TNG TTPWTNG UELWTIKAC dlaipeong yla TNV mapaywyn evog wapiou. To waplo
yoviuormoleital amnod éva ¢puololoyiko oneppatolwapto. MNola eival n avapevopuevn mbavotnta we
npog to GpUAO;

Aoknon 4"
210 m\aiolo Bploketal éva tunpa DNA oto omoio cupBaivel avoaotpodr TOU TUAUATOC LE TNV €-
vtovn ypadn. Nota Ba eival n aAAnAouxia twv BACEWV LETA TNV avaotpodn);

5% - CAGC|TTACCAGTT CGA A - 3
3 -G T CGIAATGGT|IC AGCT - 5§
Aoknon 5"

Ta mapakATw yeyovota cuveRnoav 6tav aktlvoBoAnBnKe To YEVETLKO UALKO VoG KuTtdpou. Ta
YEYOVOTA QUTA XWPLG CUYKEKPLUEVN OELPA Elval:

I: MetafoAn otn doun pag mpwieivng

[I: MetafoAn otnv moAumnentidiky aAAnAouyia

[ll: MetaBoAn o€ pLa Kuttaplkn Aettoupyia

IV: MetaAAagn

Mola eival n cwotrn dtadoxn Twv yeyovotwy;
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Acknon 6"
H peAétn twv aAAnAopdpdwv evog yovidiou umtevBuvou yla Tnv ocUVBEon ULOG OPUOVNG, TIOU OTTO-

teAeltal ano pia mentdikn aAvoida, €dwoe Tig mapakdtw aAAnAovyieg Twv e€wviwy Tou pn KWoL-
KoU KAwvou tou DNA.

QuaotoAoyika aAAnAouoppo
3 CGTACGGCATACCATTACGAACTCAACTCGAAATTCTY

H mentidikni aAvaoida tng opuodvngc: H,N - met - pro - tyr - gly - asn - ala - COOH
AkoAouBouv tpia StadpopeTikd petaAlaypéva (umoAewmopeva) aAAnAopopda

1lo 3CGTACGGCATACCATTACGAAGTCAACTCGAAATTCTY

|N
o

3CGTAGGGCATACCATTACGAACTCAACTCGAAATTCTY

CGTACGGCATCCATTACGAACTCAACTCGAAATTCT ¥

|

1. Na npocdlopioete yla KABe pia amod TG TPELG MEPUTTWOELS TWV UETOAAAYUEVWVY YOVLSLWV TO
€(60¢ TNG HeTANAAENG KaL TO amOTEAECUA OTNV MEMTLOIKN aAuaida.

2. Eva aAAo petalaypévo aAAnAopopdo Tou yovidiou MopaoKEVOOE TN MAPAKATW TEMTIOIKNA
aAuoida pe avikataotacn pog Baong. H,N- met - pro - tyr - gly - asn —ala — trp - ser - COOH
Na ypaete tnv aAAnAouyia tou yovidiou otn pun Kwdikn aAucida Kal va mpoodlopioete to £160¢
NG HeTAAAAENG.

Acknon 7"
ITOV AvOPWIO, UEPLKEC YEVETIKEG 0.00€veLleg TTOU odeilovTal o LETAPOAEG TOU YEVETIKOU UALKOU

kataypadovtal otov mivaka. Na katatdatete (pe avfouoa oslpad) TI¢ aoBEVeLlEC AQUTEC e Baon TNV
£€KTooN TNS aAAayNG TOU YEVETIKOU UALKOU TIou MpoKaAel n avtiotown BAAGSN.

1. petwvoBAacTwua

2. SPEMAVOKUTTOPLKN avalpia

3. ouvdpopo XXX

4. tplowpia 21

5. cuv6popo dwvn TG YATag

Acknon 8"
210 mapokAtw TURUa DNA undpxel n aAAnAouxia Twv Kwdkoviwv ou mepLEXEL TNV TAnpodopia

yla tnv ouvBeon evog nevranentidiou.

5 CACAATATG AAA CGA TTT CAC TAA CCCTAT 3’

3" GTGTTATAC TTT GCT AAA GTG ATT GGGATA 5’

Ztnv aAAnAouxia tTwv Kwdlkoviwv mou mepLéxetal n mAnpodopia yia tTn cUVOEON TOU TTEVTIATIENMTL-
6lou (avolktod mAaiolo avayvwong) dev mapepBaAlovtol Ecwvla ylati To KUTTApo HECO OTO OToio
UTTAPXEL aUTO TO TURUA DNA gival mpokapuwTiko. Katd tnv avilypadr ToU GUYKEKPLUEVOU TUAUA-
TOG KOl CUYKEKPLUEVA KT Th oUvOeon TNE kKwSIKAC aAuaoidag otav avilypddetat to 10° voukAeo-
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Ti610 tomoOeteital Bupivn (T) katd mapaBaocn NG APXAG TNC CUUMANPWHUATIKOTNTAC. META TO TE-
Aog NG avilypadnig To apxko KUTTapo KAvel Stadoxikd Suo Slalpécelg omoTe mapdayovial TECoE-
pa KUTTapaA. 2€ MOoQ amnod ta tEooepa kKUTTapa dev Ba cuvtiBeTal To CUYKEKPLUEVO TIEMTIOW0; ALTL-
oAoynote tnv anavinon oog. (No BewproeTe OTIG EMOUEVEC AVTLYPAdEC AUTOU TOoU TUatog DNA
Sev mapafLaletal o Kavovag TG CUUIMTANPWHATIKOTNTAG)

Acknon 9"

‘Evag yeveTlotn¢ Bprke OTL pia avBpwrivn aoBévela mpokaAeital amod pio pet@AAagn mou kAnpo-
VOUE(TOL WG UTIOAELTTOUEVOG XaPaKTPaG. To petaAayuévo aAAnAopopdo meptéxel pia EANewdn
¢ Bupivng otnv B€on 25 amno to onueio évapéng tng petadpaong tou yovidiou. To yovidio Bpli-
OKETOL 0TO X Xpwuoowpa. Mapakdtw nmapatiBetal n aAAnAovyia tou DNA yla tv KwdLKr meploxn
ToUu dpucLoloyikoU yovidiou .

QDuolohoyiko yovidio DNA:

5’- CC ATG TTA CGA GGT ATC GAA CTA GTT TGA A CTC CCA TAA AATT - 3.

Na anmavtioete oTIg akOAOUBEC EpWTHOELG:
o. Mooa apvolea mepLEXeL N HETOAAQYEVN TTIPWTELVN;
B. Ta atopa molou pUAOU eival TEPLOCOTEPO TOAVO va epdavicouV TNV acBEvela;

Acknon 10"
Katd tn ocuvBeon tng kKwdikng aAuoidag evog yovidiou, amévavtl anod tnv tputAéta 3° ACC 5°, mou

0pLle TO apLvoEL TpunttodaAvn Kol XpnolonoBnke wg mpoTtumo, MpoékuPe n TputAéta 5° TAG 3'.

To AdBog Sev SlopBwveTal Kal To KUTTApo Statpeital.

o. Tt Ba oupPel otnv moAumentiSikn aAucida nmou Ba mapaxbel oto BuyaTpLKO KUTTAPO, IOV SeV
™PNBNKE N apxn TNG CUMMANPWHATIKOTNTAS yLa To (eVyog Baoswv A-C;

Ta 6uo auta kuttapa Ba dalpeBouv, To yovidlo Ba avtiypadel xwpic Aabog kal Ba mpokuouv

Téooepa KUTTaPA.

B. TLBa cupPel ota T€ooepa autd KUTTAPA, 0cov adopd otn cUVOeoN TNG MOAUTIENMTLOKN G AAUGi-
bdag;

Aoknon 11"

O un SLoXwpPLOPOC £lTe TWV OUOAOYWV XPWHOOWHATWY, gite Twv adeAddwv Xpwpatidwyv Tou 21ou

{eVyouc otov avBpwMo, Umopel va. 0dnyrnaceL aTo OXNUATIOMO N PUCLOAOYLKWY YOUETWY KOL KOT

ETEKTAON O€ YEVVNON TPLOWHLKWY ATOUWV

o. Na efnynoete ylati, evw yevviouvtal atopa pe tplowpia 21 (ouvépopo Down), Sev €xeL yevvn-
Oel kal meplypadel moTé ATopo pe povoowpia 21.

B. Na efnynoete oe mola dpaon ¢ LELWTIKAG Staipeong av cupPel pn Staxwplopog ivat peyalv-
TeEPN N MBavotnTa va epdaviotouV TPLOWULKA ATOUA;
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Acknon 12"
Mia yuvaika sival dopéag tou yoviSiou k ou mpokalel KuoTikf ivwon kat tou yovidiou X* mtou

TipokaAel alpoppodhia. E€stdotnkayv ta wapla TG Kal Eva and autd Bpébnke va eival dpopéag
Twv yoviSiwy K, X* kot X%

o.. Mg moLo pnxoviopo dnuoupynbnke auto to waplo;

B. Elvat duvatov amod tn yovipomnoinon autou tou wopiou e puctodoyikd oneppatolwaplo, va
yevvnOel atopo pe alpoppodhia kat cuvdpopo Klinefelter;

Aoknon 13"
Amo tnv mapakdatw aAAnAouxia tou pn Kwdikol KAwvou evog yovidiou, mapayetal GuoloAoYIKO
TENTLS10.
DNA: 3" ..CGTACGGCATGTTATGGCGAACTCAACTTT.. 5
Eva petaAdaypévo aAAnAopopdo tou yovidiou mou dEpeL pia yovidlokr HeTaANagn mopdyel To
TIAPAKATW TEMTIOLO0.

H,N — met — pro — tyr —asn — thr — ala — trp — ser — COOH

o. Na ypayete tnv aAAnAouyia tou DNA tou petalaypuévou aAAnAopopdou.
B. Na opioete Tov TUMO TNG LETAANAENC

Acknon 14"
l. & KAPUOTUTIO EVOG avBpwTtou Tou eAdOn amod awpa yevwnTKA KUTTOPA tou, evtomnilovtal SUo

un puololoyika 3 kat 21 mou pépouv apotBaio HeTaTONION, ONWG PalVETOL OTNV ELKOVAL.

E =" &
/’ ——Fovu’.étozh_ E

Xpwpdsowpa 21

—-— lToviSio 1
Xpwpoowpa 3

a. Molo gival To MOCOOTO TWV PUCLOAOYLKWY YOUETWVY TIOU TIOPAYEL TO ATOMO Ao dwpa KUTTapa
TIoU PEPOUV TNV UETOTOTILON;

B. MNolo ival To TOCOO0TO TWV YAUETWVY TTou PpEpouv AavBaopEvn YeVETIKN MAnpodopla;

Y- MoLo €ilval To TOCOOTO TWV YOUETWYV TTOU GEPEL TNV QOB LETATOTILON;

Il. 210 Xpwuoowpa 3 Bpioketal n yevetikn 6€on Movidlo 1, omou edpalovtal ta aAAnAopopda A
A, TTIOU gA€yxouV pLa LIBLOTNTA (UE ETUKPOTI 1 UTTOAEUTOUEVO XOPOAKTH PO AVTIOTOLXO) KOl OTO XpW-
poowpa 21 Bploketal n yevetikn 6€on Movidlo 2, omou edpalovtal ta aAAnAopopda M i W, ou
eAEyxouVv pia AAAN WBLOTNTA (LE ETKPOTH 1) UTTOAELTOUEVO XOPAKTHPA avTioToL a).

MeTtafl TWV YAUETWY TOU AVIPA EVTIOTILOTNKE YAUETNC TTOU PEPEL Eva GUGLOAOYLKO XPWHOCWHA 3
Kal éva 21 ou PEPEL TNV PETATOTLON.
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a. Nooca aAAnAopopda tou Movidiou 1 kat Movidiou 2 umdpxouv ¢’ AUTOV TOV YAUETN;

lll. O avdpag eival etepdluyog yla TG Suo BLOTNTEC Kal €xel yovotumo AAMu kat n ouluyog Tou
eudavilel Tov UTIOAETOPEVO ALVOTUTIO KOt yla TIG U0 BLOTNTEC Kal €XEL PUCLOAOYLKO KOPUOTU-
nto. Exouv amnoktrioet Vo mawdia: To mpwto 1I-1 £xel pucloAoylkd KapudTUTIO Kal mikpatr Gpatvo-
TUTTO yLa TG SU0o W8LoTNTEG. To deltepo II-2 €xeL Tov emikpath davotumo yla Tnv Wotnta (A) Kat
UTTOAELTTOMEVO yLa TNV (1) OpwE PEpeL pn GUCLOAOYLKO KAPUOTUTIO TTOU CXETLIETAL PE TN HLETATOTL-
on (xpwpoowpata pe petatomnion) 3-21. Na Seifete Toug mBavoU g yovoTuTouG Twy Tatdlwy.

Aoknon 15"
MNapakatw Sivetal TuRpa tou lou e€wviou tou yovidiou yla tn B-aAucida NG atpoodalpivng

HbA. KaBe tuniua npoépyetal anod Stadopetikd aAAnAopopdo.

Fovidio B1: AAAAAAATGGTGCACCTTACGCCAGAGGAG TTTTTTTACCACGTGGAATGCGGTCTCCTC
Fovidlo B,: AAAAAAATGGTGCACCTTACGCCAGTGGAG TTTTTTTACCACGTGGAATGCGGTCACCTC
Fovidio B3: AAAAAAATGGTGCACCTTACGCCAGTAGGAG TTTTTTTACCACGTGGAATGCGGTCATCCTC

Fovidio B4: AAAAAAATCGGTGCACCTTACGCCAGAGGAG TTTTTTTAGCCACGTGGAATGCGGTCTCCTC
Av gilval yvwoTo OTL To MPpwTo apvol tTng B aluacidag dev eival n pebelovivn, va Bpnte:

L. TIOLO QIO TA. TOPATTAVW yovidia By, B, B3, Kat B4 €lval to puactodoyiko tng B aluacidag tng HbA.

B. to €id0¢ TN yovidLlakng HeTAA NG yLla Ta uTtoAouta maBoAoyika yovidia.

Acknon 16"

Alvetal akpaio TUALO TOU XpWHOoWHATOC 21:
5 GTGAGTCATAAGAATTYZY
33CACTCAGTATTCTTAAY

Noa unodeifete Tov TpoOMO TNG avaoTPOdNG TToU Bal EXEL GOV ATTOTEAECHO TO TIAPATIAVW TUHMO VO
KOBETAL QIO TNV TEPLOPLOTIK EvOovoukAedaaon EcoRl.

Aoknon 17"
MNwg pmnopet va mpokuPel Luywto avBpwrou pe povoowpia oto 13 {evyog XpWHOOWHATWY. Mrto-
pel amo auto to (uywTto va avantuxOel ATOHO TOU OMOLoU KATIOLOL Ao TouG YauETeg Ba eival ¢pu-
oloAoyLkoi;

Acknon 18"
Ytov avBpwmo n PKU (patvulketovoupia) eival pia aoBévela mou odeiletal otn ducAettoupyia

€VOG evlUov oto Bripa A otnv amAomnolnuévn aAAnAouyia avtidpdoswv ou akoAouBel. Emiong n
AKU (aAkamtovoupia) odeiletal otnv avamnoteAeopATIKOTNTA EVOC VIUOU oTo Bripa B.
A B

QawuvAahavivn = twpooivy 2 ... P ... P ... 2 C0,+H0
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‘Eva atopo pe PKU, mavtpevetal éva atopo pe AKU. Ot aoBéveleg akoAouBoulv Tov (8lo tumo kAn-
POVOULKOTNTAG Ko oL SUO YOVELG Elval aULYELG WG TTPOG TG LBLOTNTEG aUTEG. MoloL elvat oL avape-
vopevol palvotumol yla Ta modld Toug;

Aoknon 19"
Mia yuvaika eival etepoluyn yla €va {elyog auToowWULKwY aAAnAoudpdwv yovidiwv (cupBoAt-
opog A/a) kat ya éva Levyog dpuloouvdetwv alAnAopopdwv (cupPoAiopog A/S).

I. Eva A@wpo yevvnNTIKO KUTTOPO AUTAG TNG YUVALKOG AmOUovVWwONnKe Kol OAOKANPWOE TN UELWTLKA
Tou Slaipeon, upLoTAPEVO PN SLoXWPLOUO TwV adeAdwV XpPWHATIOWV EVOC OUTOCWLKOU XPWLO-
owpaTtog Kata ) Heiwon Il. Na tpoodlopioete tnv mbavr yovidlakn cuotachn Twv TEcodpwv Ou-
YOATPLKWYV KUTTAPWY, W Ttpog Ta (evyn yovidiwv A,a kat A,S.

Il. Eva Awpo yevvNTIKO KUTTAPO QUTAG TNG Yuvaikag amopovwonke Kol oAokANpwoe ¢pucloAoyLka
TN UEWWTLKA Tou Slaipeon. To éva amo Ta TEcoepa BuyaTpLKA KUTTOPO TIOU TIPOEKUYPE SLOMLOTW-
Onke OtTL epLéxeL Ta SUO emikpatr aAnAopopda A kat A. Moo cuvduaouo aAAnAopdpdwy yovi-
Slwv A,a kat A,8, Ba €xouv Ta umtoAouta tpia KUTTAPQ;

lll. Eva dwpo yevvNTIKO KUTTAPO QUTAE TNG YUVALKOG AmOUoVWwONnKe Kal OAOKANPWOE TN UELWTIKN
Tou Slaipeon, UPLOTAPEVO PN SLaXWPLOUO TwV GUAETIKWY XPWHOCWHATWY KOTd tn peiwon I. Na
npoaoblopioete TNV TBavr) yovidlakr clOTAoN TwV TECOAPWY BUYATPLKWY KUTTAPWY, WG MPOG Ta
800 Lelyn yovidiwyv A,a kat A,S.

Aoknon 20"

TUAMA TOU ULIKPOU PBpaxiova Tou XpWHOOWUATOC 5 petatomniletal oto peyaio Bpaxiova tou xpw-
pHoowpatog 14. O palvoTumog TOU ATOMOU €lval KAVOVIKOG. Av UTTAPXEL €va LOvo avtiypado Tou
HKpoU Bpaxiova Tou xpwpoowpatog 5 odnyetl o cri du chat, av €xel tpla avtiypada to Euppuo
Sev emiBlwvel. To ATOUO WE TN LETOTOTILON QITOKTA TSI E ATOUO TIOU £XEL GUGLOAOYLKO KapU O-
tuTto. Mola eival To AVOPEVOUEVO ATTOTEAECUATO WC TIPOC TOV GOLVOTUTIO KOL TOV KOPUOTUTIO;

Aoknon 21"

c c H ewova mapouotalel Tig B€oelg U0 pPeTaAAAEewY OTOV €va KAWVO TOU
,? S DNA. Av autd to poplo DNA Bpioketal otov mupnva evog emibOnAtakou
g g KUTTAPOU TOU avBpwrou, To KUTTaPO auTo:

G A

¢ — "T\ veradese O B peTadEpeL TG peTAAAAEELG AUTEG HOVO OTAL ULOG aTtd TOL KUTTAPOL TIOU
T G Ba mpokUPouV KATA TNV avamapoywyr) Tou.

é é B. Ola HETADEPEL TIG u%TOLM('IEELC og OAa Ta kKUttapa mou Ba mpokuPouv
A A KQTA TNV avomapaywyn tou.

T ¥

Y. 00 810pBwoEeL TIG HETAANAEELG OIUTEG UETA OTTO LLEPLKEG YEVIEC.
UNA DNA 6. 6o ouvB£oeL véo DNA otov muphva.
peTaAAageig
Noa SlkaloAoyrOETE TNV AMAVTNOK CAG.
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