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6.1 T ovoudlovral METAXANGEEIG Kol TI UVABWG Snuioupyody;

lo¢

B e 01 aMoyég oTnv cAAnAouxio Tou DNA*1 ovopGZovTo [T iaNetas .

e Anuioupyolv cUVABWG Eva BIKPOPETIKO PAIVOTUTIO, BV KX
2> oUuTO EEXPTATAI OO TOV TPOTO e TOV omoio N aAayf emdpd oTo yovIdIaKO TTPOoIdY,

dnAadA oTnV TTPWTEIVN.

6.2 Me 1010 KPITAPIO KX GE TIOIEG KAXTNYOPIEG KATOTXOOOUV TIG METXAAGEEIC OI YEVETIOTEG;

e To KpITAPIO €ival n EKTOON TNG GARYAG™*2.
- TovIOIOKEG METONGEEIG. APopolv aMayYEG o PIKPO

opIBU6 BAoewv*3, oTIQ OTToiEQ CUMPQIVEL:

v’ avTIKAT&OTOON, TPOGOAKN i ENEIY.

2> XpPWUOOWUIKEG OvWHOMEG. APopolv OMAYEQ o€

MEYORAUTEPO TUAMG TOU XPWHOOWUXTOG* 4,

6.3 Moieg ivai 01 EMMTWOEIG TWV METAKAAGEEWY;

o 01 yeTOANGEEIC:
- OUPB&MouvV  0Tn  dNMIoUPYIG  YEVETIKAG
TMOIKINOTNTOG oTOV TANBUGUO.
- eublvovTal yia:

v" TIOMEG KANPOVOUIKEG GOBEVEIES Kol

v' TIOAEG TTEPITITWOEIC KXPKIVOU.

6.4 2€e oI KUTTOPO CUUPBAIVOUV HETOAGEEIG KO TIOIX EIVXI N ONUXOIX TOUG;

o MeTtaMaEeliq pmopolv v oupBodv o€ OTOIOBATIOTE CWUGTIKO f YevvNnTIKO KOTTOPO €vOQ

opyavIouod.
o MOVO o1 METOMGEEIC TWV YEVWNTIKOV KUTTGPWY PITopolv vor PETOBIBaoTodv amd Tn pix
YEVI& OTNV EMOPEVN*S,
o 01 HETOANGEEIC OTO CWUATIKG KOTTHOOK:
- €iVal ONUAVTIKEG VI TNV UYEior Kol
- amotedolv TNV TAEIOVOTNTX TwV UETOAMGEEWY, dedouévou OTI 0 EVANKOG OpYavVIGUOG

amoTeAeiTal amd 1013 epiTou CWHOTIKE KITTRE.

*1 1 aro RNA Twv RNA iwv.

*2 070 YEVETIKO UAIKO DNA.

*3  ge OmoIGOATTIOTE TEPIOXN TOU YOVISIDUOTOC, EITE KWOIKOTOIET EITE OV KWOIKOTOIE TOWTEIVN.

*4  Evvoel, ToUu yeveTikoU UAIKOU. Aiokpivovtan o€ OOMIKEG, Ol Omoieq a@opolv oMayn oTn O0oun Kai
0PIBUNTIKEG, 01 0IOIEG APOPOUV GAAYA OTOV 0PIBLO TWV XPWLOOWUKTWV.

*5 Ko @po eival UTEUBUVEG VIO TIG KANPOVOUIKEG XOOEVEIEG.

KOYBAT2O0ZXZ XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
131
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H uedétn Tnc dpemorvoxvTTAPIKNC ocvoauioe omotedel otaxtud otnv Kotovonon Twv

Ly avIoucv dnpovpyiog Ty uetoAAkewy

Ti avakGAugav o L. Pauling Kol o GUVEPYATES OXETIKA E TN OPEMAVOKUTTAPIKA AVXIMIK;

e H OPEMOVOKUTTOPIKA OVXIYIG ATV N TIPMTN YEVETIKA GoBEvEIR TTOU odun

BPEOBNKE OTI EIVOI KTTOTEAEOUO GUYKEKPIUEVNG YOVIDIOKAG METRAAGENG.

e O L. Pauling kau o1 ocuvepyGreg Tou (1949) avak&Auwoav OTI n

algooPpaIpivn TWV evnNAIKwY, HbA, SIEPEPE OTA PUGCIOAOYIKG GTOUX OF

OXEON JE EKEIVO TIOU EMAOXOV GO OPETTAVOKUTTOPIKA QVOIMICK.

- H HbA amoteAgitou amd 4 moAuneENTIOIKEG GAUGTOEG, dUO & K1 U0 B.  gisnpoc

MoG evromileTai n d1xpopd& oTn HETEAAXYUEVN aioopaipivn HbS, ME ’05, ‘10

o0 OPEINETOI KXI TIOIEG EIVAI 01 GUVETIEIEG GO TNV GANGYR QUTA;
e H Jdixpop& evromiletal oTo 60 auivoEd Tng B moAumenmIdIKAG oAucidag, Omou TO

yAouTapiviké o&0 avTikaBioTaTol armd Baivn.

- H pyetalaypévn aipgoopaipivn cuuBoAileTal we HbS.

e H oMoy oTn oKoAouBIio: TwV GUIVOEEWV EiVal GMOTEAEOUN MIGG YOVISIGKAG METGAAGENG*
oTNV TPIMAETCL TTOU KWOIKOTIOIET TO YAOUTOUIVIKO OEQ.
-2 21NV KWOIKA ohuoida Tou DNA oMGLel pioe B&on Kol To pUGIOAoYIKO Kwdikovio GAG, TTou

KwOIKomolel To YAOUTopIVIKO 0D, avTikaBioTatal amd 170 GTG, TOU KwOIKOTOIE TN

Baivn.
5 '3 & O 5 3 5 O
G C G P G C G <
A—> T—> A—> ®u0|vov||fo K T—> A —>* —> 6 gAeTaAAavgevo
G c G 60 auIvoED G C G 0 XUIVOED
3 5 3 O 3 5 3 O

e AuTA n HETGMOEN:
- 00nyei o cMayA TNG OTEPEOBIATAENG TNG KIYOCPAIPIVNG, N OTIOIX
2> €xel wg amoTéAeoua TNV OAOGYR TNG MOPPAG Twv EPUOPOKUTTRPWY, TX OTOix, OF

ouvOnKkeg ENEIYNG oEuyovou, TIBIPVOUV XOPOKTNPIOTIKO OPEMAVOEISES OXAMK.
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60 KEPGAXIO

Ti mpoBAAUGTA TIPOKAAOUV TOX SPEMAVOKUTTOPX TwV 0ioBevwv pe HbS;

Tot OpeNMaVOKITTOPX:
- eunodilouv TN PUCIOAOYIKA KUKAOPOPIG TOU QiTOG OTC
TPIXOEIDN ayyeia, ONUIOUPYWVTAG TTPORBAANOTY
v' oTov OMARVO K&l 0TOUG TIVEIOVE,
-2 KOTOOTPEPOVTOI TOXOTEPX OO TX (PUOIOAOYIKE, UE

OUVETTEIX TNV EUPEVION CUUTTWURTWY XVAIUIGG.

Mol eival T XXPOKTNPIOTIKG TWV GOOEVOV KOl TwV POPEWV YIX Tn OPEMRVOKUTTOPIKN
OVAIITOK;
e 01 xoBeveig ue OPEMAVOKUTTAPIKA avaluic (Bsps):

- s&ivar  oudluyol Vi TO PETOXMOyuEvo  yovidlo  Tou

OUMBOAILETON pE PBs.
-2 nap&youv aigoopaipivn povo HbS kai kx@6Aou HbA. ’
o Ta eTepdluya aTopa (popeicg, BPs):
2> &xouv &val QUOIOAOYIKO B* Ko Evor PHETHANXYUEVO Ko Ogev
EUPAVI(OUV TO CUUTITWUOTO TNG OBEVEING.
- epavilouv dpeNAvVWON TwV ePUOPOKUTTEPWY TOUug UOVO OE

OoUVORAKeS PeY&ANG ENeIYNG o&uydvou, Omwe o UYPOUETPO peyahliTEPO amd 3000 p.

Yaapyovv woAot duxpoperikoi TOIoL Yordrkorv petaAdenrv

Ti O¢gixvel To TRPEIEIYUK TNG SPEMAVOKUTTAPIKAG QVAXIUICG 0 OXEoN UE TIC HETOAGEEIC;

o To mop&OElyUt TNG OPETOVOKUTTOPIKAG QVOIUicG OgiXvel OTI Jick a’gBEVEIR UTTOPET Vo €IV
QTTOTEAEOUO AVTIKATROTOONG Wicg Ovo oo To SioekaToppipiax Béoeig Tou DNA!
- AMoyn auTtol Tou TOTIOU OVOUKIETOI QVTIKKTROTRON BAONG, KO UTTOPET Vo €XEl TTOIKIAX
QMOTEAECUOTO OTNV TIPWTEIVN TTOU TOXPAYETOI OTIO TO AXVTIOTOIXO YOVIdIO.
- TNV MePIMTWON ToU N SIKPOPETIKA TPITAETX TTOU TIPOEKUYE KWIIKOTIOIET TO 1010 OpIVOED
(oUVOVUPO KWOIKOVIO) dev OMGTEl N oKoAOUBI TwV GUIVOEEWV OTNV TIGPAYOUEVN

mpwTEivN.

*  H OpEeMavoKUTTOPIKA QVOIUIX KANPOVOUEITOI [UE€ GUTOOWUIKG UTTOAEITTOLEVO TPOTTO. XTIGC GOKNCEIG LE TO
ypouua B ouuBoliouue 10 QuGIoAOYIKO OAANAGLIOPPO YoVvidio, TTOU KWwOIKOTTOIEI TN (UaIoAoyIK: 3
aAUCIOQ, EVW WE TO B3 TN METOAOYUEVN B dAUGION. EOW TO YP&UUX B XPNOIUOITOIEITAI YIX TO (PUGIOAOYIKO
EMKPATEG AAANAOLOPPO YOVidIO.
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6.10 Moleg gival ol MOAVES EMMTMOEIG KO TNV AVTIKATAOTARON HIKG BA&ong;

e JXTIC TIEPICOOTEPES TEPITITOOEIC, UIK QVTIKAT&OTAON P&oNg OnUIOUPYEl Wi TPITAET TTOU
KwOIKOTTOIET EVOx BIPOPETIKO AUIVOED KOl KATG GUVETTEIO HIck )AAOYUEVN TIPWTEIVN.

> EQv TO JIGQOPETIKO GpIVOED BpiokeTal oTO evepyd KEVTPO evog ev{Upou N KOVT& o€

QuTo, TOTE UTIBOTEWHO o

v\ umopel vo EAXTTWOET N Kol vax ASV;?DVO KEVTPO ‘

.

Yy

pNOeviGOEl n evepyodTNT& TOU,
W >

> Y& GMeC MPWTEIVEG N ETGAAGEN uMoPET var 0dnyRoel oe ahayr} TNG BOPAG* 1 Toug.

onAadn n IKVOTNTO

KOT&GAUGNC avTIOP&OEWV.

v" [1.X. N HbS oTn dPEMAVOKUTTOPIKA GVAIICK.
2> X GMeQ TEPIMTMOOEIG PIX GVTIKATAOTOON B&ONG PTTOPET VO JETOTPEWEI EVAX KWOIKOVIO,
TTOU KWwOIKOTIOIET K&TTOI0 OiIVOED, o€ KwdIKkOVIO AENG, e amOTEAEGUO TOV
V' TepUaTIONO 00vOeEONC TNG MOAUTIEMTIOIKAG OAUGIBOC.
e JTIC TEPIOOOTEPEC OMO QUTEG TIC TIEPIMTWOEIC KXTXOTPEPETXI N AEITOUPYIKOTNTX TNG

MPWTEIVNG.

Moieg ivail o1 MBavEG emmTWoeIg &b TNV MPOGOAKN A ENeIYN B&oEWY;

e ANayEg oTov aplOud Twv BAOEWV EXOUV WG KMOTEAEOUO TNV EUPAVION HETOAAYHEVWV
POIVOTOTIWV.
e H mpocBAkn A EMNelwn SIQOXIKDY B&ocwv 0 aPIOUO TTOAMOIAGOIO TOU TPIX ONUIOUPYET,

avTioToIXa TTPOGOAKN A EAEIPN GPIVOEEWY 0 av&AoYo aipIOUO oTNV TTOAUTIENTIOIKA GAUCTO,

- Tou pmopei*2  vat  oMAGLel ™

AEITOUPYIKOTNTA TNG.

e H mpooBAkn A éMeiwn B&oewv oe apIOPo

OIpOPETIKO TOUu TPIX A Twv MOAATAGGIOV

TOU, TOTE.

2 n oMnlouxic TV aUIVOEEWV*3 Oev

eupavilel TAEov opoIdTNTEG pE TNV

OPXIKA*4.

O —H—=H4 400 OO - >
OOCCCrTOONOH>

Oo—-H444>oNKoo 4>
*

OOO—H-H—H> 000>

PO®CCC>»OO0C>

Eikéva: EMepn Béong

*1  Kail TNG AEITOUPYIKOTNTAG TOUG.

*2  E@v ouuPel avaueoa oe SIKO0XIKE KwOIKOVIO, TOTE OEV YIVETAI avadIiATaén Twv KWOIKOVIWV UETK TO
onueio TNG UETEAAENG, 0UTE OAAGLEI ONUAVTIKG N dAAnAouXia TwV aUIVOEEWV.
Eav 6uwg ouuBei péoa o €va KwOIKOVIO, TOTE YIVETOI XVOOIXTOEN TOMIKX, |E TTOIKIAEG EMIMTWOEIG.
Mropei vor dnuUIoupYRoE! AKOUN Kol KwdIKOVIO ARENG.

*3  yI0( TO TUAUO UETK TN UETAAAGEN, AOyw AVABIGTOENG TWV KWOIKOVIWV.

*4  ATOAEIX AEITOUPYIKOTNTOG TNG MPWTEIVNG.

MeTaANGEEIQ
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C T TAGT C EMEWH> C T A G C
G A ATTZC G - [A-T] G AT C G O1 KupidTePOI TUTOI  YOVIOIKWY
(_J UeTOAMGEEWY eivar n EMNelwn, n
TPOCONKN KOOI N OVTIKATAOTOON
C TTAGTC MNPOSGHKHS> C T G T A G C %’“‘757“’“”,00 api6LOU BAogwv.
GAATCG + [G-C] GACATLGCGCG poos{rs orl ITpOKSI/JEJVE)U Vo
TEPIYPAWOUNE I UETAAAGEN,
G J OUXVE OVOPEPOLITTE 08 OIAAOYEQ
C mou oQopolv «B&oeIgr N «(elyn
Baoewv» n «VOUKAEOTIOION,
C T T A G C ANTIKATAXYTACH C T A A G C EVWOMVTOC OTNV MOAYUOTIKGTATO!
G AATT CAG [T-A]2[A-T] G ATTTGCG «ZE0YN VOUKASOTISIwV».

O1 petaA\aéeig dev etvon wavrote fAacBepe

2€ Tl KIMTOTEAEOUG 0ONYOUV 01 HETXANGKEEIC;

e Q1 iepioodTEPES PETOANGEEIQ:
- 0dnyolv g KMOTEAEOUO TTOU OEV EIVAI EUVOIKO VIO TOV OPYQVIOUO.
- Bewpolvtal emPBAXBEIg, emeldn £xouv 0OPBAPEG EMTTMOOEIG OTOV OPYAVIGUO.
o  MepIkEC OUWG METOMGEEIG EUPAVI{OUV TTAEOVEKTNUA.
2> Xwpig TIC HETOAMGEEIG Ba TrEPIOPI{OTAV N YEVETIKA MOIKINOTNTX Ko n €EEMIEN, OTwg Tn

yvwpiloupe ofuepa, dev Oa gixe oupPei.

Ti yvwpileTe yia TIG pn eMPBAXBEIC JETHAGEEIC; NOX VO(PEPETE TTXPADETY LT,

o TloAMEG Opwg Ogv givan emMPBAXBEIC Ko XPOKTNPI(OVTAI WG OUDETEPES.

2> TN ToP&IEIYUR, HETOAMGEEIG Tou 0dnyolv*1 oe oAy EvOG UOVO GXUIVOEEDG UTTopEi v
EXOUV EAGIXIOTN EMIOPOON OTN OTEPEODIXTOEN KOI OTN ASITOUPYIKOTNTA TNC TTPWTEIVNC.

o 01 aAayég™1 mou cupPBaivouv o’ Eva yovidlo Kol dev 0dnyoldv oe aAayR TNG GAANAOUXIOG
TWV GPIVOEEWV*2 TN SNUIOUPYOUNEVNC TTPWTEIVNG, AOYw EKPUAIGHOD TOU YEVETIKOU KMOIKA,
OVOGLOVTOI GIWTTNAEG.

e AMoayéc oTnv aMnlouxio Twv Béoewv mapaTnpoldvTal 6x1 névo oe meploxég Tou DNA mou

METOYPAPOVTAI (YOVIdI) OAAG KOl OTIG UTTOAOITIEG* 3,

*1 A6 avTIKKT&OTOO).
*2  00nyolv o€ GUVWVULO KwAIKOVIO.
*3  [laAaxioTEPO UTTOAGYI{OV OTI KATEAGUBOVOY TO 95% Tou yeveTikol UAIKOU.
MpOoPATEC EPEUVEG XXPTOYPAPNONG TOU AVOPWITIVOU YOVIDIWUKTOG TIG UTTOAGYIoOV 0TO 65 - 75%.
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Jlo101 TapoyovTEG TPOKAAOVY peToANKELG:

6.14 Moleg ETONGEEIC OVOUGIOVTOI GUTOUKTES KOl TIOG TPOEPXOVTAI;

o  O1 HETHANGEEIG TTOU EPPAVICOVTXI XIPVIBIX UEGK aTOV TANBUOUO OVOUGIOVTOI XUTOUOTES,.
e Oewpeital 6TI MPOEpXoVTal armd A&ON:
=2 KOT& TNV QVTIYPOQPRA (Twv Gwpwv YEWNTIKOV KUTTGPWV) A

- KOT& TO SIGXWPIOHO TWV XPWHOCWHUATWY.

Mool mepIBAANOVTIKOT TIOPAYOVTECG TIPOKXAOUV METAANKEEIC;

o Oleg o1 HETOMGEEIG DEV ONUIOUPYOUVTOI UTOUOTA.
e [loMoi TlmoI peTaMGEEWY Pmopolv var TPokANBolV amd MaPA&YoVTEG Tou TIEPIBAAAOVTOG,
TTOU OVOPG&L{OVTOI METOXAMGEOYOVOL. X' auToUG EPIANXUBAVOVTOI:
= JdiGpopol TiTolI AKTIVOBOAI®YV, OTIWG:
v' N X KAl N y-0KTIVOBONIGK, N KOGUIKIA, N UTEPIRING.
> JIGPOPES XNMIKEG OUOIEG, TTOMEG amd TIC OTTOIEC BPIOKOVTAI O YEWPYIKK, BIOUNXQVIK&
KO POPUOKEUTIKA TIPOIOVTO, OTIWG:
v N QOPUOASEUDN, OPIOHEVES XPWOTIKES, OPWHATIKOI KUKAIKOI UDPOYOVAVOPOKEC,

GKOMN KA N KAPEIVN.

Nog To KITTOXPXK TTPOOTIOOUV VX DITNPHOOUV OTKOEPR TNV XAANAoUXik BEOEMV TOUC;

e To KOTTOPO TPOoOoTTAOET Vo dlaTneRael TNV ocAMnAouxioe B&oewyv, KOVTPX oTIC BAGRES amd Toug
HETXANGEOYOVOUC TTOPAYOVTEG.

e Ta KOTTOpo TEpIEXOUV TGPa TOMG éviupga* mou avayvwpilouv TiIC PBA&BES Kl
emodlopbmvouv To DNA.

-2 MepioodTepo amd 10 99,9% Twv AxBWY TNG AVTIYPRPAC Tou 510pBWVOVTXI £TCI.

*  MLX. TO €MOI0POWTIKK EVIUUOL.

o Axpepéc‘eupivr]c DNA 9 Ta voukAeoTidia mou

ngpqpopcp[()nr\\ﬁl T0 MOAUHEPGON Aeimouv cupmAnpwvovtat

HOpIO TOU ' pe emdlopBwtikr) olvBeon
m ch o no}\uugpdonc.

© Mia vourhedon

Tépvel oe SUo onpeia

v alvoida tou DNA
mou uréotn ™ BAGRN
Kal agaipel To Trpa
’ DNA
€ TO GQAAMQ. deopdon

@ HDNA Seopdon
EMAVEVWVEL TO EAVBEPO
Gakpo Tou véou DNA pe 1o
nialié DNA. H ahuaida

Sev napouacialel méov Keva.

NoukAeaon

MeTaMGEEIQ
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CRISAVES

Meyahog apIBuog aodbeveiwv oTov GvOpPwITo Eival KMOTEAEOHX

METOANGEE WYV

Mol o@eiAeTal N HEYXAN ETEPOYEVEIX TWV CUUTITWHATWY G€ XTOUX TTIOU TTRGXOUV OO MEPIKES

OUXVG ENPAVIIOPEVEG OBEVEIEC TOU BVOPWMTIOU; ME ‘20
o Mepikég auxva eUPaVI{OPEVEG KOBEVEIEG* L TOU aVOPWTTOU OPEINOVTOI G HETOMGEEIS.

e Q1 epioo6TEPEG deV gival AOTENEOUA EVOG HOVO TUTIOU HETGAAGENG.
2> MMopel Vo €ival GTTOTEAEOHUO AVTIKATOOTEOEWY, EMEIPEWV A TTPOGONKWV JIXPOPETIKOT
op1Ouol Baoewv.
2> AUTO €xel ooV GmMOTEAEOUR TN HEYGAN ETEPOYEVEIR*2 TWV CUUTITWUATWY GVAUESK OF

GTop TToU I&aXoUV oo TNV idI oBEVEIQ.

TeveETIKEG DIXTOPAYEG OTIG CEp00Qatptves Tov avbpddmov

Moix EiVal T XXPAKTNPIOTIKK TNG KOPIOG TTPWTEIVNG TWV EPUOPHOV KILOCPXIPIWY;

e To €epubp& CUUOOPUIPIC TIEPIEXOUV KUPIWG TNV - -
) o cAucidoa B ahucida
TIPWTEIVN KIJOOPAIPIVN.
o K&Be poplo agoopaipivne (Hb):
> EXel OPAIPIKO OXAMC OTO XWPO KA
- amnoteAeiTal amd 4 moAunenTIOIKEG aAUGTdEC, Ove

duo 6oIEG.

V' Ka&Be aAuaida TEPIEXE! I OUGIO XING™3.

B oAuoidar o cxhuGida

Eikéva: Mépio augoopaipivng A

*1  KoIV& XOPOKTNPIOTIKA TwY GOOEVEIDV XUTWV: @K @3 W @
o) CUXVE ELPOVI(OUEVEG,
B) opeirovTai o UETOANGEEIG,
Y) EUPAVIIOUV ETEPOYEVEIX CUUTTTWUATWY QVAUECK 08 ATOUN TTOU MTAOXOUV QIO TNV idI aGOEVEIXL.

*2  AITiEG ETEPOYEVEIRG CUUTTTWUATWY TWV XOOEVEIWY XUTWV:
o) OeV €ivo AITOTEAEOUN EVOG UOVO TUTOU UETAAGEN (TOOGOAKN, EAAEIWN, AVTIKATXOTXON),
B) enmnpealeTal dIGPOPETIKOG 0PIBLOG BAOEWY,
Y) o1 uETOAGEEIG ouuBaivouv O JIGPOPETIKG onei Tou yovidiou. @I W @

*3  Opyavikn évwon OOKTUAIOEIBOUG UOPPAG TTOU PEPEI GTO KEVTPO TNG 0idnpo (onueio mpoadeonc Tou O2).
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6.19 Moloug TAMOUC PUGIOAOYIKMOV KILOCPAIPIVIDV CUVAVTEUE OTOV AvOPWIO;

S ‘EuBpuo " Euppuo
\\\
loviporoinon 8 eBoouadwv 41 eBdouGdwWV evAAIKaG
Klpia aapoopaipivn Gower 1 2 (o2
-> ZioTaon Gower 2 2 aze2 HOF = aay2 HDA = oz
EMKOUPIKEG XINOOPXIPIVEG HbA2 2 202 HbF 2> a2y2
. Portl >
- 3goToon O = A HbA = o2 HbA2 = 0d2
TovIOIKN EKPPOon/puduog
yovidlo a-opaiIpivng Exkppaderar !!! Exkppaderon 1! Exppaderan Il
yovidio B-opaipivng A&V eKPPALETAI ExkppaleTa ExkppadleTon 1!
yoviolo y-opaipivng ExkppaleTa Exkppaderon 1! ExkppaleTa
yovidlo 8-opaipivng A&V eEKPPALETAI ExkppaleTa ExkppaleTa
yovidio e-0Qpaipivng Ekppaderan Il Aev EKPPALETAI A&V EKPPALETAI
yovidio {-o@aipivng Ekppaderon 1! A&V eEKPPALETAI Aev eEKPPALETAI

g % 3
O 1
T 40 !
> |
3 |
s |
5 30 |
[ |
s 20| 8 |
€ |
3 ‘k 5 | .
~N 0 8 e ———
6 12 18 24 30 36 T 6 12 18 24 30 36 42 48
yévvnon eBOou&oeg

Eikévo: H petaBoAnl TnG OUYKEVIPWONG Twv MOAUMENTIOIKWY OAUCIOWY o, B, y Kol 0 Twv
QUUOGPAIPIVIV TOU OVOPWITOU, TIPIV KO UETK TN YEVVNON TOU
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O1 HETOAGEEIC 0T YOVIOI TWV XAUGTOWV TWV KINOCPAIPIVWV KXI O1 EMITTAMOEIC TOUC,.

T yovidix mou KwdIKoToloOv TIG GAUGIOEC TWV QIMOOPAIPIVOV  EUPAVI(OUV TTOMEQ

HETOAGEEIG, TTOU 0dNYoUV 0T dNUIOUPYIC AINOCPAIPIVOTIAOEIDY.

- Y10 yovidio Tng moAumenTIOIKAG oAucidag B Exouv PBpebel mepiocdTEpee amd 300
OIPOPETIKEG HETOMGEEIG.

E&v pIot HETGAMGEN €MNPEGTEI AUIVOEEX ONUOVTIKG VIO TN ASITOUPYIKOTNTO TNG TTPWTEIVNG,

OMwg QuUT& TIOU PPIOKOVTAI KOVT& oTnv TePIoX TPOGdEoNG TNG «iung, OnuIoUPYEITAI

ooBaPO TMEPOBANUX YICK TOV OPYOVIGUO.

Yr&pxXouv OpwG Kol PETOANGEEIG TTou TIepvolv oXedOV AmapATAPNTES f TTOU Onuioupyolv

pOVO ATMO GVAIMIX.

- TEToleq €ivail oI YETOAMGEEIG TTOU Gpopolv oe TEPIOXA TNG GAUGIOXG TTOU Oev EIVai
ONUAVTIKNA VI TN AEITOUPYIO TOU Jopiou.

Mia oo TIC cOBXPOTEPES KIPOOPAIPIVOTIGOEIES Vol N BXAXCOXIYIX, TTOU OPEINETOI OE

ehaTTwpévn olvOeon €ite Twv & €iTe Twv B KAUCIOWY KOl 0DNYEI QVTIOTOIXK O O- KOI [B-

BoAXOoaIYICK.

Moix ivai Tax KOPIX XXPOKTNPIOTIKG TNG B-O0AXCOXIMIOG;

OpeileTal o eAATTWHEVN 00vVOEDN TWV B XAUCIDWV.

XapakTneileTol omd peydAn erepoyéveia*L, dnNAadN TMPOKOAEITOI OO TTOMG OIGPOPETIKG
€i0N HETOMAEEWY, OTIWEG QVTIKATROTROEIG, EAEIWEIC KO TIPOOOAKES BEOEWV.

Ta CUUNITOHOTO TNG KOOEVEING DIPEPOUV WC TTPOG TN BAPUITNTAR PMETRED DIPOPWY KTOMWY
KO OXETICOVTAI PE TO €100G TNG METGAAGENG TTOU TG TTPOKAAEL.

T CUUTITOUOTA JUTTOPET VO KUPXIVOVTOI GTTO:

- ocoBaph avaipia (TavTeARG EAEIYN TOAUTTETITIOIKAG GAUGIOOG B, ouven®g Kol HbA) Ewg
- AyoTepo coBapf avaidic (EA&TTWwon odveeong TOAUTENTIOIKAG GAUCIOOCG B, OUVETMG

olUvBeon HbA og TOAD pikpf TOoOTNTX).

Moix eivan Tax KOPIG XXPAKTNPIOTIK& TWV 6eOeV@V e ouoluyn B-00AXGOXIMIK;

Ta opoluya*2 &TOa e B-Oahacoaipio: eppavilouv coBapn avVaIpio* 3,

> H avTigeT@OMmOoN YiVETQl UE OUXVEG METAYYIOEIG, 01 Omoieq OpWG
OTOOIOK&  Onuioupyolv  TPOPBANUE, Adyw UMEPPOPTWONG TOU
opyaviopod pe oidnpo.

2> To mPEOPBANUR OUTO CVTIUETWITICETOI HPE (POPUARKEUTIKA Oaywyn

(axmmocIdfRpwon).

YTo opoluya GTopG TIPOTNPEEITOl 0t TOMEG mepimTwoel adénon Tng HbF, n omoiax

UTTOKOOIOTG JEPIKDG TN AsiToupyia TNG HDA.
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*1 Abyw TwV JIXPOPWV TUMWYV UETOAAEEEWY, TX TTAOOAOYIKA (UETOAYUEVD) YOVidIX KANPOVOUOUVTOI WG
MTOAOTAG 0AANAGLIOPPX YOVidIa.
i 5t Kouio fj LKA > pi00 uérp/cxﬁusyd}\n) 200 ueyaAn n mAnpng p300 i

emidpoon eniopoon emidpoon

*2 01 aoBeveig Exouv yovoturo BB.
*3 ool Kol T OUO UETOAOYUEVD YOVIOIX UTTOAEITOUPYOUV 1 EXEI AVOXOTOAEI N AEITOUPYIKOTNTX TOUG

Mol eivail Tor KOPIX XKPAKTNPICTIK& TwV POPEWV TNG B-00AXCOXIMING;

Ta eTepdluya GToUa (Popeig) eupavilouv AMA avaipio Ko augnuévn oldvBeon HbA2, n
oroia amoTeAET BIYVWATIKO OETKTN.

e H xoB&veix KANPOVOUEITAI UE KUTOCWHIKOG UTTOAEITTOMEVO TUTIO KANPOVOUIKOTNTOG.

-2 Juveng, 6Tav Kol ol 90 yoveig sivan popeig (BB) TN aobéveing, o KivOuvog eupaviong

NG B-BaAacoaipicg oToug amoydvoug givail 25%.

3 TIOIEC TIEPIOXEC TIOPATNEEITAXI N  aUENUEVN OUXVOTNTX TWV (QOpPEwv TwV PB-

QIPOOPXIPIVONIXOEIDV KXI TTOU OPEINETAI QUTO TO YEYOVOG; ME’07, ‘12
e H ouxvoTnTa TV £TEPOIUYWY OTOUWY UE OPETTAVOKUTTOPIKA avaipia i B-BaAaooaipion ivai

auEnuévn oe TIEPIoXES OTIoU EPPAVIIOTAV EAOVOOIX, OTTWG:
-2 ol xpeg TNG Meooyeiou, TNG AUTIKAG Kol AvaToAKAG APpIkAG Ko TNG N.A. Adiag.

e H aqu&nuévn ouxvoTnTo OPEINETOI OTNV KVOEKTIKOTNTA TWV POPEWV GTNV TIPOCBOAA amd TO
MAGOU®OI0 (TPWTOLWO) TTOU TTPOKOAET TNV EAovooial, eMeIdA T EpUBPG aIPooPAipI& Toug dev
€UvVooUV TOV TTOAOTTAGGIXOUO TOU TTAGOUWOIOU.

- Juven®g n TPOOTaoia TTOU TTPOCdIdEl N HETAAMAEN WC TTPOC TNV EAOVOOIO KTTOTEAET &V
TMAEOVEKTNUX, Gpol Toug mopéxel auEnuévn mooavotTnTa emPBiwong Kol dUVaTOTNTO

QVATIOPRYWYAC.

Mol eival T KOPIC XKPAXKTNPIOTIKX KOl TTOIES Ol EMTITMCEIC TNG K-OXAXCOXIUING;

e H a-6ahacoaipio opeNeTal 0 ENXTTWUEVN 0UVOEON TWV & GAUGTOWV.

e T yovidix TToUu KwdikoToloUv TNV TOAUTIEMTIOIKA GAUGIOx o €ivail DIMAK, dnAGdRA uTTGpXouV
000 yovidix o o€ K&OE OOAOYO XPWHOOWHOL.

e H o-Bahxooaipion €ivail amoTEAEOUN, oXedOV 0e OAEG TIC TIEPITITWOEIG, ENNEIYEWV OAOKANPOU
TOU YOVIOiou TTOU KwOIKOTIOIET TNV TTOAUTIEMTIDIKA GAUCTOG .
- E@boov oe k&Be GTOPO UTIGPXOUV OUVONKG TECOEPX YOVIOIX &, EAAEiYEIQ uTTopolV Vo

onuioupynBolv o€ éva, 000, TP, A Kol TECoEPX od XUTG TO YOVIDdIXK.

- 000 mepIooOTEPO* yovidix o Agimouv, TO0O PBaPUTEPX E€iVal T CUUTTOUOTA TNG

K0BEVEING.
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o H éMewn yovidiwv o emnpedlel OAeG TIC GIPMOOPAIPIVEG TOU ovOp®TOU, €mMeEdA n -

TTOAUTIEMTIOIKA GAUGION EIVOI CUOTATIKO OAWV TWV XIOCPAIPIVQV.

*  AuTO dnAWVEl ETEPOYEVEIO! CUUTTTWUATWV.
v To yvpIoua gival [Un HOVOYOVIBIOKOG XOPOKTHPOG (TTOAUYOVISINKGG).
v Ta «€TEPOLUYO GTOUN VIO K-BXAXOOXIUI EXOUV YOVOTUITO aa_ _ Kou N OIaoTaupwon £Tep6lUywv
OIPEPEI IO AUTH TWV UOVOYOVIOIXKWY XAPXKTAPWY KO OIGKPIVOUUE TREIG TTEPITITWOEIG:

MeroA\déers o€ yovidx sov xwdixosowdv évivux dyuovpyotv Tig buxtaparyés Tov
petofoliopod

Ti yvwpileTe yix TIG METABOAIKEG 000UG OTOV GvOPWITO;

e 01 yeTaBoMKEG 0d0i oTov GvBpPwWITO akoAouBoUv OpIoUEVE OTAOIK, KABEVA amd TO OTTOI
eAéyxeTan amd éva Eviupo.

e ‘Exouv meplypa@ei mepimou 200 dIoTapoxES Tou JETKBOAIGHOU, o1 omoieg apopolv KUpiwg TN
AeIToupyIKOTNTO EVIOPWV.

e H dnuioupyia PeTOMGEEWY 0E yovidiok TTOU KwdIKotolodv KA&mola ommd auTd Tow EVIUMG
TIPOKGAET DIGPOPEG KANPOVOUIKEG OOOEVEIEG OTIWG N POIVUAKETOVOUPIX KOI O GAQIoNOG, Ol

oTToieq KANPOVOUOUVTAI UE GUTOOWUIKG UTTOAEITTOPEVO TUTIO KANPOVOUIKOTNTAG.

AlxTpo®i
) ¥ :
AloxTpopi —» OavUAXAavivn IE) Tupocivh —» EVé'(},“ eoa Iz) Mehavivn
(] mpoiovTx @
douvulkeTovoupio ANQIOpOG :
i Adpavoroinon eviipou E1 Adpavormoinon eviiuou E2
i Zuoowpeuon gaivuohavivng ‘EMeign yeAavivng

Moix eivai To XKXPAXKTNPIOTIKA KA 01 EMTMTMOEIG TNG PAIVUAKETOVOUPINRG (PKU);

e H @oIvuAkeTovoupicl €ival it ooBEvel, N OToix TPOKGAEITal omd TNV ENAEIYNn™ ToU
ev{0pou, TToU OTO PUOIOAOYIKG GTOUX LETATPETEI TO XMIVOED PAIVUAXAQVIVN o€ TUpOaivn,
- UE QTMOTEAEOUO TN GUOCMPEUCN PAIVUAGAGVIVNG.

e XTX &TOPO TTOU €ivai OOIUYX VIO TO UTIOAEITIOPEVO UETOAMOYUEVO YOVidIo:
- ToPeUTOdIlETAI N GVATTITUEN KO ASITOUPYI TWV KUTTAPWVY TOU EYKEPRAOU, UE OUVETIEIX

Tn divonTIKA KBuoTEPNoN.
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e E&v n oaoBéveix avixveuBel vwpig, KoT& Tn veoyvikn nNAIKIK, TOTE n eUQAvIon Twv
OUUTITWPATWY TTOU OXETI(ETAI UE QUTAV UTTOPET VO ormoPeuxOei ye Tn xpnolyormoinon, €@’

6pou {wNG, KATGAANAOU SIITOAOYIOU UE TIEPIOPICUEVN TTOCOTNTO PAIVUASAGVIVNG.

e KANPOVOUEITOI UE GUTOGWHIKO UMTOAEITTOPEVO TUTIO KANPOVOUIKOTNTAG.

Moix eival Ta KIPIX XKPAKTNPICTIK KO O1 EMITITWOEIC TOU XAPIOHOU;

OgeileTan o ENelyn™ evog ev{UPoU, TO OTOI0 EIVAI AMXPXITNTO VI
TO OXNUOGTIONO TNG XPWOTIKAG MEAGVIVNG.
=2 Xt GToua Tou TAoxouv ommd oApIoUo umdpxel EAAEIPN TNQ
XPWOTIKAG:
v' oTOo DEPUQ,
v’ OTo JOANIK KQXl
V' oTnv ip1da Tou oPpOaAUOU.
o Euopavilel eTepoyéveia, ONAadN GANG GTOUK EUPAVIOUV:
-2 mavteA EMelyn evepyoTnTog Tou eviiyou,

- UeEIwPEvn EVEPYOTNTA.

o KAnpovouEiTal e GUTOOWHIKO UTIOAEITIOUEVO TPOTIO.

XPWHOOWUIKES XVWUOAIES

Moieq xANYEC OVOUGIOVTOI XPWHOOWHIKESG GVWHOAES, TTWG &yive duVaTA N av&Aucr TOug,

O€ TIOIEC KAXTNYOPIES DIXKPIVOVTXI KO TTOIEG EIVAI Ol EMMTWOEIC TOUG;
of  O1 VANt cival GANXYEG OTNV GKOAOUBI K&l OTOV GPIBUO TWV BACEWV OTO YOVIOIWU

20¢
0pIoHOG evog OpyavIopoU.

o 01 yeyaAeg og EKTOAN OAAYEG aTOTEAOUV TIC XPWHOCWHIKES XVWHGAIEG.

e H av&Auon TWV XPWUOOWUIKOV XVWUXAIOV £yive SUVATA Ue TNV vATTUEN TEXVIKWV PECWV
TTOU EMITPETOUV TNV TTXPXTAPNON KOI TN AETITOPEPA MEAETN TWV XPWHOOWUATWY.

e AloKpivovTal O€:
- apIOUNTIKES, OTAV CUUPBXIVOUV GANRYEC OTOV GPIBUO TWV XPWHOOWHUATWY.
- OO0pIKEG, OTOV CUMBCIVOUV GAGYES 0TN DOURA TWV XPWHOCWHRTWV.

e 01 aMayég auTEQ Exouv oUVADWE WG GMOTEAEOUR TNV TPOTOMOINGCN TOU (PAIVOTUTIOU TOU
oTOUOU.
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Or_apbunmiés ypwpoowpikés avwuoics eivor omotédsoux Aoblovv oty pewwoniks
dxipeon

M®G dnuIoupyoTVTAIl 01 KXPIBUNTIKEG XPWHOOWHIKESG AVWHOAIES;

e Av KaT& Tn OJIGPKEIX TNG MEIWTIKAG dixipeong Oev TIPAYUGTOTOINOET PUGCIOAOYIK&G*L O
OIGXWPIOUOC TWV OUOAOYWV XPWUOOWUATWY A TwV OOEAPOV XPWHATIOWY, EVa PpaIVOUEVO
TTOU OVOUGIETOI UN-OIXWPIOUOG, TOTE ONUIOUPYOUVTOI YOUETEG UE GPIBUO XPWHOCWUETWY
peyaAdTEPO*2 1 MIKPOTEPO*3 TOU PuUCIONOYIKOU.

e H yovigomoinon Twv Un QUGIOAOYIKOV YOXUETMV, TTOU TTPOKUITITOUV, JE PUOIOAOYIKOUG YOUETEG
£xel WG amoTéAEoUR TN BNUIoUPYIa (UYWTOU e «AXVOXOMEVN» TOGOTNTX YEVETIKOU UAIKOU, TO
0TI0i0 BEV AVOTITUCOETOI (PUGCIOAOYIKA.
2> To &Touo TOU TPOKUMTOUV Ko &xouv Tepicoeio*4 f EMelwn*5 pikpold oplOuol

XPWUOOWUKTWY OVOUGIOVTOI AvEUTTAOEION.

*1  Kat& TN uEiwan uE QUOIOAOYIKO OIoXwPIoUO, TOOO TWV OUOAOYWY XPWUOCWUATWY (1n UEIWTIKA
dIxipean), 600 Kol Twv GOEAPWV XPWUOTIOWV (2n WEIWTIKA OIXipedn) ONUIOUPYOUVTOI YOUETEG UE
(PUGCIOAOYIKG 0p1BU6 (N = 23) XPWUOOWUKTWV.

*2  n+1 S n-1 w5 2n+1 &S 2n-1

f i \ {elyog opoAGYwV {elyog oJOAGYWV f 3 \
'\\'?:/ XPWUOOWUETWY 1n XPWHOOWUKTWV '\!\&,ja
/ \ HEIWTIKA /

P Nn-61axwPIcUO
. /_:\\ dlxipeaon .
/ @ q}
A~ 2n
kr/ MEIWTIKA

-BIoXWPIGUOG diaipeon

NN
@Movmonoinon

[en+1]  [2n+1] [on-1]  [on-1]
Eikéva: Mn-010xwpI1ouoG adeAp@V XpwUATIOWV Mn-010XwPICOC OUOABYWV XPWLOGWUATWY
& yovipomoinon Ue pUGIOAOYIKO YXUETN & yoviuoroinan ue puaioAoyikd yauéTn
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Eikova: Mn-016XwpIou66
OUOAGYWV XPWHOOWUATWY

& AOEAPWV XPWUATIOWV
TWV QUAETIKWOV XPWUOOWHETWV Headpaon
XY ToU GBVOpO

%"
=
=
=

us:lwon
MN-010XWPICHOG

HN-010XWPICHOG

W 0

O R AEOIONI IO

Y

{uywTt& (2n+1, 2n-1)

Q
-

Mola €10Nn aPIOUNTIKWYV XPWHOCWHIKAOV AVWUOAIOV YVWPILETE KO

TTOIX EIVAI TO XXPXKTNPIOTIKE TOUG;
e H amouoia evog HOVO XPWUOOMUKTOS OVOURIETOI HOVOOWUI* L,

- JuvABwg BavaTNPOPOg Yia ToV 0PYaVIOUO, OI0TI e (el iele[n] loe o MVIAR (¢@Y o)l [v @ o1V

MEPIEXOUV, UE eEaipeon™2 T QPUAETIKG, TIPETIEI VX UTTGPXOUV o€ duo «dOCEIG», YVIX VX

eExoPaAIoTEl N owoTh Av&TTUEN Tou {UYWTOU!

o H Omapgn evog emmAEOV XPWUOOWURTOSG OVOUGIETAI TRICWI*3,

o O1 apIBUNTIKES XPWHOOWMIKEG AVWHOAIEG ONUIOUPYOUVTOI OTO GUTOOWWUIKG | OTO PUAETIKG
XPWHUOOWUOTO.

*1 2n-1 &TOUO, UE EVO XPWUOOWUO AlYyOTEPO OITO TO (PUGIOAOYIKO.
*2  gmpBiwvouv uévo Ta XO &roua, moté 1ol YO.
*3  2n+1 aTOouq, UE EVO XPWUOOWUO TTEPICOOTEPO KITO TO (PUCIOAOYIKO.

Moix eivai To XXPAKTNPIOTIKG TOU ouvdpopou Down; ME 08

To oUOvdpopo Down (Tpiowpice 21) €ival n O KOIVA OpIBUNTIKA
XPWHUOOWUIKA GVWHOAIG.

e Toa GrToua ue olvdpouo Down guavilouv:
- KoBuoTépnon oTnv GVAamTUén,

- XGPOKTNPICTIKEG BUOUOPPIES OTO TTPOOWTIO KKl
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- diavonTiKA KaBuoTépnon

e  JTOV KOPUOTUTIO TWV GTOUWYV TTOU TI&ROXOUV, 0€ OAEQ OXEDOV*L TIG TIEPITITWOEIG, EMPAVI(ETOI

gva emmAéov Xpwuéowux 21.

Mog dnuioupyeiTai To olvdpouo Down (Tpiowiia 21);

e H Umopgn evog emmAéov 210U XPWHOOWUGKTOC EivVail

QTOTEAEOHO PN-OIOXWPIOHOU TWV XPWHOOWHGTWY TOU gg 3‘ ’K El ﬂh 'b Kﬁ‘ﬂl

210u {elyoug KOTG TO OXNUKTIONO YOPETMV OTN Peiwon.

> ANpIOUPYEITAI WEPIO, KU OTIGVIX OTIEPHATOLWEPIO, “ ﬂl dn ARAG 4D €8 §y ax

JE OUO XPWHOOWMUOTK 21.

- H yovigoroinorl Tou He &V QUOIONOYIKO YAWETN AR X5 X% Aaa) Ak Yo

dnuioupyel oTo {uywTd TPIoWIK 21. i/ LY
e HmBavoTnTa yévvnong naxidiod*2 ye Down oxeTI(ETAI Y TNV NAIKIK TNG YUVXIKOG.

2> MnTépa NAIKiag 45 TV Exel heyaAlTEPN MOAVOTNT GO UIGk UNTEPK 19 ETMOV.

*1  Ynapxel mepinTwon 1o emMMAEOV XpwUOOWUO 21 va eival «KOANUEVO» O Evar UEYOAUTEDO XPWUOOWULX
KO VO Un Yivel QVTIANTITO KOTA T UEAETN TOU KXPUOTUITOU.
*2  To a0l ue alvoporo Down Umopei va givail apoevikd i BNAUKO.

6.34 Toix eival T XXPAKTNPICTIK& TNG TRICWHIGG 13 Kal TNG TPICWHING 18;

o ANEQ OXETIKG OUXVEG QpIOUNTIKEG XPWHOOWMIKEG QVWUOAIES, TTOU G(POPOUIV T KUTOCWHIKG

XPWHOCMUATX €ival N TPICWHI 13 Kol N TPIowi 18.

Mn @uaioAoyikd

> Ta G&TOpa TOU  TIROXOUV avBp@mvo wépio pe 24 !\x
) ) 7 Q\! XOWHOOWUOTX (N+1) //.::'!
eHPAVIlouv BoplTEPXK L. é i j‘\,\ i ;\;
‘ .
OUMTITWUOTX OO EKEIVA TOU \\L \ 5/,, \ i \ ~7
, , \i <A\
ouvopouou Down, mOavov - e

eMeIdN TA XpwUoowuaTo 13 \

kou 18 eivon ueyoAlTEPQ O W

HEveBOG  Kau  TEPIEXOUV DUGCIOAOYIKS AVOP@TIVO

TIEPIOOOTEPT YOVIDIXK. onIEPHATOLWAPIO uE 23
XPWUOOMUATX (N)

TpiowuIkd avBpwMIvo UywTd
ue 47 XpwUooWUaTo (2n+1)

Eikéva: SxnuaTioués {uywTol ue TPIoWwUix
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Mol gival Ta XXPAKTNPIOTIKG Tou ouvdpopou Klinefelter;

o ApIBUNTIKES XPWHOOWHMIKEG GVWUOANES TTPATNPOUVTOI KO OTO PUAETIKG XPWUOOMUATA.
o To &roua ue oOvdpopo Klinefelter: KX
> Exouv (puUaCIoAOYIKO opIOuod QUTOOWMIKWV xx Y\x )\)’\ XX
XPWHOCWUATWV (44) Kou Tpio QUAETIKG, To XXY, oavti AR AR AR AR AR AR RX
TOU QuaioloyikoU (edyoug XY.
2> &xouv  eEWTEPIKK  XOPOKTNPIOTIKG  GPOEVIKOU AR RR KR LR
aTOHOU, EiVal OUWG OTEIPA. KR XX XX XK ® RA

e  To XKPOKTNPIOTIK& TOU OUVOPOUOU EUQAVI{OVTHI HETE TNV £PNBEiX.

Mol givai T XXPAKTNPIOTIKG TOU ouvdpopou Turner;

e Toa GrToua ue olvdpouo Turner:
- £EXouv (PUOIOAOYIKO OPIOUO QUTOOWUIKWV XPWHOOWUATWY (44), oM& pbévo Eva
XPwHOowWUa X, ard To {edyoq TWV PUAETIKOV XPWHUOOWUGTWY (XO).
- Oev eupavilouv JEUTEPOYEVA* XOPOKTNPIOTIK& PpUAOU, TTap’ OAO TToU EXOUV PAIVOTUTIO
BnAUKOU aTOPOU, KO VOl OTEIPA.

e AuTA sivai n HOVAdIKA HOVOOWHIt TTou €xel Bpedel aTov GvBpwITO.

Mn @uaioAoyiko
avOpWMVo waplo ue 22
XPWUOOMPOTH (N-1)

2 N 648 BB 51 80 ux wa

W D v [ 12

PUGIONOYIKO OVBPG & Ah ad %% BR &R
omepUaTOL0&PI0 e 23 Wik hh & % 8% &
XPWUOOMUOTX (N) %&rﬂ, ,@Ga 3%

Movoowpikd avepwmvo {uywTd
pe 45 xpwuoowuaTa (2n-1)

Eikéva: SxnuaTioués {uywTol Ue LOVOOWUI

*  Exouv 0TABOC Ko YEWWNTIKG Opyover MaudIKAG NAIKIOG, N TPIXOQUIG OTIC evOEDEIYUEVES TTEPIOXES, UN
OIUOPPWAON AEKAVNG YIX TOKETO, PwWVA MTAIOIKNG NAIKIXG.

MeTaANGEEIQ
146



60 KEPGAXIO

O1 bopkeés ypwpoowpiés avapa\iss dcAAK{oVY T HOPPOAOYIX TWY Y PWDUOOWUXTEV

Ti gival 01 dOUIKES XPWHOOWHIKEG AVWUOAAIES,

TWE TPOKITTOUV, TI MPOKOAOUV KX TIWC SIMIOTWVOVTAI;
e Eival ocMayég otn SoURA evog A TIEPIOCOTEPWY XPWHOOWHETWV.

- 01 JOMIKEC OGAOYEG OTO XPWHOOWUK UTTOPET V& xpopolv HEPIKE yovidia ) éva peyaho

THANX TOU XPWHOGWUOTOG.

e Eivail amoTéAeoua:
- JIGPOPWV UNXOVIOUWV KOXT& TN OIGPKEIO TOU KUTTOPIKOU KUKAOU.

v T.x. n 6paldon TUAUGTOC amd Eva | TIEPIOOOTEPO XPWHOOHUAT Kol N AXVEOHEVN
emovévwon umopel v odnynoel oe ENelwn, peTaTomon A &AM avadI&TaEN Twv
yoVIOIwV 0TO XPWUOOWUC.

- NG 0pdiong METAKAGEOYOVWY TTOPOYOVTWY, OTIWG EivVal 01 KTIVOBONEG KOl 01 BIGPOPES

XNMIKEG OUOTIEC.

o [Ipokaholv dAOYA:
- oTnv moooTNTA A
- 01N JIGTAEN TNG YEVETIKAG MANPOPOPIRG OTA XPWHOOMUKTK,
e AIGMOTOVOVTOI PE XPWON TWV XPWUOOWHATWY PE TEXVIKEG TTOU dnuioupyolv {wveg, 6Mwg

{wveg Giemsa.

6.38 Eidn OOMIK®V XPWHOOWHIKOV GVWHOAIOV KOXI TK XKPOKTNPIOTIKX TOUG.

Tamog XXpOKTNPIOTIKG
e An@Aelx yeveTIKoU UNIKOO.

o [1.x. ENelyn TUANGTOG O0TO XPWHOOWUK 5.

ENepn
(THAKOTOC) - XGvdpopo pwvA TNE yaTag (cri-du-chat):
ne’18 - To KA&UO TWV VEOYEVWNTWYV WOIGEl ue KAGUa TNG Y&TaG (cri-du-chat).

- Epogavilouv diavonTiKA kabuoTépnon.

Am\ooioopds | © EnmavaAnwn evog Xpwuoowuikod TUANKTOS 0TO XPWHOCWUO.

e Anuioupyeitan  omd  Opaloelg o OUO  DIGPOPETIKE  oOnueit  evog

AVI(')I(ET‘:)Lol(pﬁ XPWHOODUATOG KOI EMOVEVWON TOU TUAMGTOG UOTEPG KIMTO GVAOTPOPH.
e 00nyei oe aAayRA TNG JIXTRENG TWV YOVIBIWV 0TO XPWHOCWHX.

Metoneniont © Anuioupyeital ond Bpadon evog THANKTOG TOU XPWHOOMUGTOG Kol Evwon

ME '09 TOU TUAPGTOG 0 GANO UN-OUOAOYO XPWHOOW UK.
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Tamog XOPOKTNPIOTIKK
e AVTOMOAYAR» XPWHOCWUIKQV TUNUGTWY METAED UN-OMOAOYWV XPWHOOWHRTWV.
) 2> Aev XGVETOI YEVETIKO UNIKO KOl TO &TOMGK TTOU TIC (PEPOUV EUPAVI(OUV
ApoiBaia . . .
, oUVABWE PUGIONOYIKO PAIVOTUTTO.
METATOMION ) ) . . ) )
6L S - Kivduvog amdKTnoNG omoyovwv HE XPWHOOWMIKEG XVWHOAIEG, €meIdN
’ KoT& TO (EUYGPWUG TwV XPWUOOWUATWY OTN MEIWTIKA dlxipeon
TIPOKUTITOUV KQI N-(PUCIOAOYIKO! YOUETEG.

) M 5
Opauon ﬂ MSTO(TOITIOT] @ Xt srorrolwon
..................................... KOl YOETEG
A[lA A
Zelyn oPoAOYWV
XPWUOOWUETWY |V|8Iw0n
l' A “.. ' '..:
[ °V'U°"°"’7°’7’ G)uoiaxa\}moq Mn (plj.6i'6};OVIKOQ «d)uo'l.axaymoq» chu;’:'T'l"].é VI
ME pUGI0AOYIKO VOUETNG YORETNG (WE emMAEOV YOETNG ENeIYN
Youemn VEVETIKO UAIKO)
ZuywtoH:
daivoeTumog - duaiohoyikog - Mn @uaioloyikog i = DucioAoyikog - Mn ¢uacioloyIkog

KapudTumog - OuoIoAoyIKOG - Mn @uaioloyikog i = Mn @uoiohoyikdg i = Mn ¢puacioloyikog
TOmog AoXA 2>A ->B >T
A: EmmA§ov yeveTIkO UNIKO oo peTaTommon
B: MeTaromion I:’EMeIyn
Eidog AMOQyA 0TV TOGOTNTX
XPWHOOWUIKAG | yeveTiKoU YEVETIKAG
OVWUOAIG UAIKOU MANPOPOPIXG
Movoowpia + b mrmeneseneseeseseere e seearaeeeaee e e e e arasaneean et naeaenenas
Tpiowio + + * g oUTA T €10N XPWHOOWUIKWY AVWUOAIWY TTOONYEITAI
EMeiyn + + Bpalaon, mou mBavov va ouuBei m&vw g yovidio.
AITAGOIOUOG + T eemmusmsssssseseeeeerrsssssssssssssssssEEEESSEESersessssssssssssSEEEEeeeeeesssssssses
Meraromon* ) %
(& ouoiBaic)
AvoaTpopn * - -*
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Tix em1TedypaT TG EpEVVG 0T TEVETIKT OUVEIOQPEPOVY 0Ty arvetvéy pebodarv yix

dukyvwon Ty yevetikory aofeverry

6.39 e T pog Bond& n dIGYVWON TWV YEVETIKWV GXOOEVEIWY;

e 2XTov 000 TO OUVOTO TIO EYKXIPO EVIOTIOUO YEVETIKWV CGVWUOAIQV OTG GTOMK TTOU
eEeTGlovTal.

e  XTOV EVTOTIONO TWV POPEWV YEVETIKWV KOBEVEIQV.

e XTOV TIPOOJIOPIONO TNG MOAVOTNTAG ENPAEAVIONG UIGG YEVETIKAG XOOEVEING GTOUG GTTOYOVOUG

MIOG OIKOYEVEING, OTNV OTTOIx £XEI TIKPOUCINOTET N KOBEVEICK.

6.40 Timpooépel N Eykaipn SiGyvwon HIKG YEVETIKAG ACOEVEING;

o [lpoopépel TN SuvaTOTNTA:
- oxedioopol KOTGAMNANG OepameuTIKAG GYWYAG, £TOI WOTE V& EAXXIOTOTIOIOUVTOI Ol
EMMAOKEG TNG BioBEvelng, Omwe T1.X. oTnv PKU.
- JdiakomAg TNG KONnong, otnv mepinTwon OI&kyvwong YEVETIKOV GVWHUOANOV KOT& Tn

OlevEpyeia TTPOYEVVNTIKOU EAEYXOU.

6.41 Me nolo oKOTIO TIPXYUOTOTIOIEITON O EAEYXOC VIO TOV EVTOTIONO TWV MORVIOV POpPEWY;

e O é&heyxog vyix TOV evromiopd Twv MOaV@V QPopEwv, ONMWG OTIC TEPITTWOEIC TNG
OPETAVOKUTTAPIKAG OVAIMIG KO TwV BOAXCOXIUIQV, TTPOYUGTOTOIEITAI [UE GKOTIO
- Tov umoloyioué TNg mOavOTNTHG OnuIoUpyicg omoyOvwy TIOU TIGOXOUV oo

OUYKEKPIPEVEG KANPOVOUIKEG diOBEVEIEC.

6.42 T UMOPET VO TTIPOYUOTOTIOINOET N SIGYVWON TWV YEVETIKMV KOOEVEIDV;

e H JIGyvwon TwV YEVETIKQWYV XOOEVEIWV UTIOPET VO TTPOYUGTOTIONNBET:
- Me Tn YeAETN TOU KaPUOTUTIOU, OTTWE YIK TTRPGDEIYHO KOTX TOV TTPOYEVVNTIKO EAEYXO.
-2 Me diGpopeg BIOXNUIKES DOKIUOTIEG™ 1.
-2 Me Tnv av&Auon*2 Tng aMnAouxiog Twv B&oewv Tou DNA (popiaki diGkyvwon).

*1  MéEtpnon Tng:
v OUYKEVTPWONG N TNG EVEPYOTNTAG EVGG YoVISIoKOU MPOIGVTOG, MM.X. EVOG ev{UuOU,
v’ OUYKEVTPWONG VoG METABOAIKOU TTPOIGVTOG, MM.X. TOU GMIVOEEOC POIVUACAQVIVN.
*2  Ava&Aucn TnG acAAnAouxioG Tou «UmmorTou» yovidiou Ko GUYKPION UE EKEIVN TOU UYIOUG yovidiou.
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Z0v3pouo f KoBEveIx Mé6odog AoBéveia MéBodog
Down (Tpiowuic 21) K:ggé\:ﬂ?ou daivurkeTovoupia(PKU) Dﬁl\\\l/,f\x?gg’l-?e ) g(’)%ggé;g
Pateau (Tpiowuia 13) - - AApiou6g — - — o -
Edwards (Tpiowuio 18) - - KuoTikA ivwon - - — -
Klinefelter - - APETAVOKUTTOPIKA QVOIUIa - - - -
Turner - - a-6aAaooaiuio - » - - -
cri-du-chat - - B-8aAacooauuio - - — ., -
PeTivoBAGOTWUO - - AigoppopiAior A — oy - -
AluoppopiAic B - - - » -
EMeipn al-avriBpuyivng - - - -

6.43 T[oieg pEBOdOI epapudlovral yix Tn didyvwon TnNG PKU Kal TNG OPEMOVOKUTTXPIKAG

QAVAIIOG;
e 0 £AeyX0Q VIX TN PRIVUNKETOVOUPIO TIPOYUOTOTIOIEITAI € UTIONOYIONO TNG OUYKEVTPWONG TNG

PAIVUASARVIVNG OTO QIO TWV VEOYEVVNTWV.

- H epapuoyq ToU TIPOYPKUUATOC EAEYXOU TWV VEOYVWV VIO TN (QAKIVUAKETOVOUPIX EXEI
HEIOOEI ONUOVTIKG TIG TTEQIMTWOEIC dIvoNTIKAG KOUoTEPNONG amd QUTA TNV KOBEVEIQ.

o 0 éAeyxog yia Tn dIGyvwaon TNG OPEMRVOKUTTOPIKAG XVXIYIXG YIVETXI E TIOMEG TEXVIKEG.

- NopaTtApnon TNG HOPPOAOYIG TwV EPUBPOV KIUOOPAIPIWY 0g CUVOAKES EANeIYNG Oo.

v' 3TNV nepinTtwon Omou To &TOUO TMROXE!, To EPUOBPOKITTHPN TIAIPVOUV OPETTAVOEIDES
oxAuc (DoKIpooia dpen&vwaonc).
- MMpoacdiopioudg™t Tng aupoopaipivng HbS ot epuBPOKITTHPEO.

- Evromopég Tou yeTadayuévou yovidiou fBs.

H yeveuiky xoBobrjynon pedver tig wbxvoTyTEG ATOKTHONG ATOYOVWIV UE YEVETIKES
oavapahieg

Ti €ivai n YEVETIKA KxB0dyNon Kol MG CUPPBGAEI OTNV GITOKTNON UYIWV GITOYOVWY;

o AlIBSIKOOI KOXT& Tnv ormoia €10IKOi EMOTAPOVEG*2 Bivouv TANPOPOPIEG 0 PELOVWUEV
GTopC, (EUYRPIO KOI OIKOYEVEIEG TTIOU TIROXOUV OTO KGTIOI YEVETIKA ooBEveia | €xouv
QUEnuéveg MOAVOTNTEG VO TNV EUPAVIOOUV.

- 01 MANPOPOPIES CUTEC EIVAI ATTOPAITNTES VI TOUG evdIpEPOUEVOUG, YIOTI TOUg BonBolv

oTn AN amoPp&OEWY, KUPIWG OXETIK& UE TNV KITOKTNON KMOYOVWV.

*1  Bioxnuikn OOKIUOOIOK.
*2  [gveTIOTEG.
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Moéte eivou oe B€an va cUUBOUAEWE! O €IBIKOG EMOTAUOVOG TOUG EVOIXPEPOUEVOUG VI HICK

YEVETIKA 0l0OEVEID:;
e O eldIkO6G emoOTAPOVAG sival oe B&on vo GUUBOUAEWE! TOug eviIapePOUEVOUG, UOVO OTOV

OIOETEl TO KTTOPAITNTO GTOIXEIC TTOU TOU EMITPETOUV VO YVwpPILel:
TN OUYKEKPIPEVN YEVETIKA GOBEVEIX,

TN GUXVOTNTO EUPAVIOAG TNG,

TOV TPOTIO* e TOV 0TT0i0 KANPOVOMEITAI,

TIG EMTTWOEIG OTA XTOUG TTOU TTROXOUV GO QUTA,

N0 20 20N 2 2

TOUG TPOTIOUG KVTIMETWITIONAG TNG K.G.
e Ay, yia mop&delyuc, diamotwOei 611 d00 urmownPiol yoveig eival eTepOluyol yio TO yovidio [Bs,
TOTE 0 oUuPBouAog Toug MAnpopopei OTI untGpxel 25% mMOAVOTNT VO AIMTOKTAGOUV TIGIdT TTOU

niGoxel ammd OPEMAVOKUTTAPIKA avaipion (Oudluyo yio To yovidlo [3s).

Ti €ival amaxpaiTnTo Vo K&VOURE OTOV UNMEPXEl QUENUEVN MOXVOTNTX TO EUPBPUO VO TIGOXE!

QMO KATTOIX YEVETIKI OVWHOANICK;
e Av unGpxel aquEnuévn mMOavOTNTK TO EUPPUO VO TIEGOXEI MO KATTOIK GVWUGAK, TOTE gival

QMOPAITNTN N JIEVEPYEIX TIPOYEVVNTIKOU EAEYXOU.
2> Me B&on 1o GmOTEAEOUOTO TOU TIPOYEVWNTIKOU €AEyxou KOAOUVTOI Ol YOVEIQ VO
KITOPAOicoUV, OTNV TTEPITITWON TTOU TO EUPRPUO TIROXEl om0 COPAPN YEVETIKA VWU,

Tn diokotA TNG KGNong.

Moleq opdideg ATOUWY TIPEMEl VX axmreuBivovTal o€ €101Kk00G TIPIV TEKVOTIOINGOUY; ME '09

o [lap' OTI yeveTIkA kaBodAynon upmopei va {NTAooUV 6AoI O UTTOWAPIOlI YOVEIQ, UTTGPXOUV
OM&OEG aTOUWY 01 OTIoIEG gival amaPAiTNTO V& areuBuvBolv oe €101KoUg TIPIV TTPOXWPNOOUV
oTNV MOKTNON amoyovwy. X' auTé TIEPIAGUBAVOVTA:

- ATOUCG-POPEIG YEVETIKWYV QODEVEIQV.
- ATOUG UE OIKOYEVEIXKO I0TOPIKO YEVETIKWV QOOEVEIQV.
- Tuvaikeg nAIKiag 35 eT@V KOl Gvw.

- Tuvaikeg e MOMOTAEG XITOBOAEG.

* 0 1Tp0IMO¢ KANPOVOUNONG UIKG XOBEVEING (EMKOATAG-UTTOAEITOUEVOC, XUTOOWMIKOG-PUAOOGUVOETOC) BonO&
OTOV TTPOGOIOPIONUO TNG MOAVOTNTAG EUPAVIONG UIKG YEVETIKNG XOBEVEIRG OTOUG XITOYOVOUG.
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Me ToV TPOYEVVYTIKG EAEYYO UTOPOVY VX EVTOTIITOVY YEVETIKEG orvapoMes otex Eufpvo

6.48 Me noleg ueBOdouc AXUPBAVOVTOI CUSTATIKA TOU EUPBPUOU, KXTX TOV TTPOYEVVNTIKO EAEYXO KOl

TWE XPNOIUOTIOIOUVTAI VI TOV EVTOMIGUO YEVETIKWV QVWHON®V;
e Me TNV QUVIOTIGPAKEVTNON* AXUBAVETOI OO TOV QUVIGKO

o&ko, Pe TN PoNndeix BeAOvag, MIKPA TMOOOTNTA OHVIGKOU
uypol. Méoa og auTO BpiokovTal EPPPUIKE KUTTOPO.
-2 To KOTTOPO QUTE PTToPodV Vo xpnolporoinBody yia:
v"1nv avéAuon DNA Ko
v TN PBIOXNUIKA OVAEAUON OPICUEVWY TTPWTEIVOV KAl

evlipwy, onwg oTnv TEPITTWOoN ™Mg

PUIVUAKETOVOUPIGG.
- Emiong, GoTepa amd KXMIEPYEIX, TO EUPPUIKE GUTA KITTOPO XPNOIUOTIOIOOVTXI YIG TN
JIRYVWON XPWUOOWUIKDOV GVWUON®V, e MENETN TOU KXPUOTUTIOU.
- H apvionapakévinon mpayuoTonoleital omd Tnv 12n-16n €Bdouddax Tng KINong Kol
armoTeAEl Evav aoPaAf Ko aIOTMOTO TPOTTO JIKYVWONG TWV YEVETIKWY GVWUGAIDV.
-2 Me auvioapakévTnon Umopei va eheyx0ei n Gmapén mepioodTepwy amd 100 yeveTIKWV
QVWUONIDV.
- H auvioapakévtnaon, oe oxéon Ye TN AQEN XOPIGKOV AGXVQV, oG divel Tn SuvaToTnTa
TTOPAOKEUNS XPWHOOWHATWY KOXAUTEPNG TTOIOTNTOC.
o EvoMakTIKA HEB0BOG TIpoyevvNTIKOU EAEYXOU €ivai N AGYN XOPIOKOV AXXVOV* .
- [MpayuaTomolsiTal cuVABwWS TNV 9n-12n eB3OUGO. 1
-2 MeplhapPBavel TN AqWN  €UBPUIKOV  KUTT&PWY omd TIQ
TTPOEKPOAEG (AGixveg) TOU XOpiou (EUBPUiKA peUBP&vN TOU
OUMETEXEI OTO OXNUOTIONO TOU TTAGKOUVTX).
2> Ta KOTTHPO omd  TIC XOPIGKEG A&xvec dmopolv Vo
xpnoiuotoindodlv:

v' 1000 YIOX TOV EAEYXO TWV XPWHOOWUATWY (KXPUATUTTOR)

v' 000 KOl VI BIOXNHIKEG GVOATOEIG
v' ko avéduon DNA, 0riwg oTn dPEMOVOKUTTOPIKA GVAIUIG.
- AvTifeTa, N AQYN XOPIoK®V AaXxvwv divel Tn SuvaToTNTO o EyKaipng di&kyvwonc.
e YTV TepimTwon OI&yvwong, Ye Tov TTPOYEVWNTIKO EAEYXO, COPBXPWV YEVETIKWV OVWUOAIQWY

gival duvaTA N SIKKOTIR TNG KONONG Xwpig va dnuioupyei MPOBANUX UYEIRG 0TN UNTEPG.
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O_xopivog smpoxechetton oowd petoAAdsers yovbiorv mov eldyyovv Tov KvTTapikd
ToMTAxo1000 10

6.49 Tloix EIVaI T XOPAKTNPIOTIK& TOU KXPKIVOU KOI OE TTOIX KUTTAPO dNUIOUPYEITA;

e O KOPKIVOG  XopoKTnpitetal  amd  Tov  oveEENEYKTO
TTOAOMAXCIONO TWV KUTTGPWYV evOC 10TOU, T OTTOToK:
= oxnuUaTi{ouv N&TEG KUTTEPWYV (KXPKIVIKOI OYKOI)
- JeravooTredouv OTO iy, OmMwg OTIG OIGPOPES HOPPEG

AEUXOUIUIQV.

o Bd&oel peleTv, 0xedOV OAEG O HOPPEG KAPKIVOU TIPOEPXOVTOI MmO UETOAGEEIG

(PUGIOAOYIK®YV YOVIDOIWV CWHOTIKWV KUTTRPWY.

M6ool TOmo! yovidiwv OXETICOVTOI IE TNV KAXPKIVOYEVEDN KOl

TI IPOKOAET TOV KXPKIVO O€ YEVETIKO EMIMEDO;
e Yn&pxouv 800 TOTOI YOVISIWY TTOU OXETI(OVTOI JE TNV KXPKIVOYEVED.

- T OYKOYOVIOI KOl TO OYKOKOXTOXOTOATIKG YOVidIGK.
o JXXETIKEG €peuveg 00Nyolv OTO CUUTEPOOMO OTI O KXPKIVOG O€ YEVETIKO €mMimedo €ivai To
OTOTENEOICK:
-  METXTPOTAC TIPWTO-0YKOYOVIDIWV OE OYKOYOVIdIQ.
- &mouciG AEITOUPYIKOTNTOG OYKOKATOGTOATIKWOV YOVIDiwV.

- adpavoroinong Twv Ynxaviopmv emdidpbwaong Tou DNA.

Molx eivai To XXPAKTNPIOTIKE TWV OYKOYOVIBIWV KO

TIOC OXETI(OVTQI PE TOV KXPKIVO;
e To oykoyovidia «TpogpxovTal» armd yovidix Tou UTIRPXOUV (PUGCIOAOYIKG OTO OvOP®ITIVO

YOVIDIWUX KOl OVOUGIOVTOI TIPWTO-0YKOYOVIdICK.

-2 TN moio AOyo Opwg To KUTTOPO VO PEPEI YOVIOIO TG OTTOI KATW OO OUYKEKPIUEVEQ
OUVOAKeS B 0ONYAGOUV OTNV KATOOTPOPH TOU;

- BpéBnke 6TI OAX T TIPWTO-OYKOYOVidIG €xouv TTOAD onuUAvTIKO POAO OTN (PUGIOAOYIKA
AEITOUPYIX TOU KUTTGPOU, EVEPYOTIOIWVTGCG TOV KUTTOPIKO TOMOTAGOIOUO, oF
TIEPIMITWOEIC TTOU GUTOG Vel amapaiTNTOG, OTMWG 0TNV EMOUAWGCN TPXUNETWV ™.

-2 Opwg didpopa €idN PETOAMGEEWY, TTOU PTTOPET Vo TTPOKANBOoUV amd peTaAMaoyodvoug
MTOPAYOVTEG, HETOTPETIOUV TGO TIPWTO-OYKOYOVIDIX OE  OYKOYOVIdI, T&  OToic
urrepAeiToupyolv ko odnyoUv TO KOTTOPO 0O€ OVEEEAEYKTO TTOAOTAXCIGOUO KOl

OnuIoupyice KaPKivou.
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- H petaTpotnh evog TPWTO-0YKOYOVIOIOU 0€ OYKOYoVidlo UTIOPET VoL EIVAI TO OITOTEAEOUG

MIOG  YOVIOIGKAG METGAMOENG A  HIGG XPWHOOWUIKAG OVWMOAIG, ouvnBéoTepa
peTOTOMONG.
& AVATITUEN, AVTIKKTXOTAON POXPUEVWY KUTTEPWV.
TTPWTO-OYKOYOVidIO
OO
METAAMOGEN TTOMOTIAG avTiYpaP o METOTOTIION TOU YoVIdiou
MEoQ 0TO yovidio TOU yovidiou o€ VEX YeVeTIKA BEon

OYKOYOVidIOo

OVEEEAEYKTOC KUTTOPIKOG

l

K&TWw b vEO EAeyx0

 /
JOEERIOC DO N SO
véog

UTTOKIVNTAG
‘ \ 4
unsp-gyspvﬁ ) (PUOIOAOYIKA
mpwTEivN-eMmaywyEag Q 0 MEWTEIVA-Emoy WG
KUTTOIPIKAG S1aipeang 0 KUTTOPIKAG SIIPEDNG

moAamAcoIcoudC eAEYXOUEVOG KUTTOPIKOG TTOAMOITAGCIOGOUOC

1

?
%

© ©
N SO
© ©
Eikova: MeT&AAGEN mMPwTO-0YKOYOVIGioU O OyKOYovidIo
To xpwp6owuax GINGSEAPEIQL. /_9\ )

O1 ueratomioeic Oev UETABGAAOUV TNV TMOOOTNTX TOU =} g =
yeveTikoU UAIKOU Kou €101 ouvnBwg Oegv  emnpe&louv TN 3 % T
AEITOUPYION TOU KUTTGPOU KOl TOU Opyaviouol. H ueTaTpomnn %“g x
OUWG, TMOWTO-OYKOYOVISIWV OE OYKOYOVIdIX, UITOPET VO OPEIAETAI g 3 @
0E KAMOIX XPWUOOWUIKA XVWUOGAIX, oUVNOEOTEPK UETATOMION.

Eva OXETIKO TTAXPAOEIYUX KTEIKOVI(ETI OTO TTXPOKATW CXNUO.

Miox uop®R ASUXQILIOG OPEIAETOI KUPIWE OTN WETATOOIA TOU =)
mPWTOo-oyKoyovidiou ABL og oykoyovidio. To ABL e0p&leTail 01O

xpwuoéowuo 9. Eva GiAAo yovidio mou ovoudleton BCR edpaleTtanr  ABL BCR

070 XPwUOoWUX 22. Opalon Twv XPWUOOWUATWY 9 Kol 22
UEDO OTO TTXPATTAVW YOVIOIX KOl ooIaior HETATOTION TwV OUO
OKPOIWY TUNUATWY TOUG, €XEl WG OITOTEAECUO TN OnUIoUPYi

TOU AEYOUEVOU XPWHOOWMATOG DINXOEAPEIR. 2TO XPWUOOWUX QUTO £0P&IETOI Eva UBPIOIKG YoVidio BCR -
ABL, mou €xel 0paan oykoyovidiou. OTav n UETATOMON CUUBET 0 KATTOI0 AeUPOKUTTOPO, N UBPISIKA MPWTEIVN
BCR - ABL ouuB&AAel aTov aveEEAEYKTO TOAATTAXGIOGLO TOU, 00NYWVTAG OTNV EUPAVION AEUXXIUING.

KOYBAT2O0ZXZ XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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Mol eivai TO XXPAKTNPIOTIKX TWV OYKOKATXOTOATIKWV YOVISIWY Kl

TTWC OXETIOVTXI UE TOV KOPKIVO;
o Tx OYKOKOTGOTOATIK& yovidiax* eivau yovidiax Tou eAEyXouv Tnv KUTTOPIKA dixipeon,

KOTXOTEMOVTEG TNV, OTIOTE Eival aMXPAITNTO.

-2 H avaoToAl TNg 0p&ong Toug ToU Eival oUVABWG amoTEAEOUR METGANXENG, Kupiwg
ENeipng  yovidiou, o@aipel aomd TOo KOTTRPO TN duvaToOTNTG  EAEyXOU TOU
moMamAcoIopol Kol 0dnyei o€ KXPKIVOYEveDN.

2> XOPAKTNPIOTIKO  TTOPGOEIYUG  OmOTEAET O  KOPKIVOG TOU  Giu@IBANOTPoEIdolq

(PETIVOBAKOTWHK) TTOU Eival GITOTEAETUO ENEIYNG EVOG OYKOKATOOTOATIKOU YOVIOIOU.

OYKOKOTOXOTOATIKO METOAQYUEVO
yovidlo OYKOKOTOOTOATIKO YoVidIo

l Qumo)\oler’] 1 MeTOAOYUEVN
° TTPWTEIVN-KATAOTOAENQ x MN-AEITOUPYIKA

l KUTTOPIKAG dIxipeong l TPWTEIVN
eAEYXOUEVOG KUTTHPIKOG QVEEENEYKTOG KUTTOPIKOG
TTOAOTTAGCIOOUOG TTOMOTAXGIOUOG

*  Eival  (QUGTIOAOYIKG  yovidiol /—\ W’
0TO aVOPWITIVO YOVISIWUO. "~d/

Eikéva: MeTGAGEN OyKOKXTXOTOATIKOU yovidiou

M®g oxetifovrain ol unxoviouoi emdidpdwong Tou DNA pe Tov KXPKIvo;

e 01 BA&GBeg oToug unxaviouolg emdidpbwong Tou DNA odnyolv o aUENUEVN oUXVOTNTC
eUPGVIoNS KOPKIVOU.

e [lx. T&x &TOMO TIOU TGOXOUV OTO HEAYXPWUOTIK &nNPodepuic
eUPavVi{ouv TTOMATAGOIX OUXVOTNTX KXPKIVWV TOU JEPUOTOG, KUPIWG
OTIC TIEPIOXEG TTOU EKTIOEVTAI OTNV GKTIVOBOAIX Tou AMNIoU, oe oxéon pe
TO PUOIOAOVYIKK KTOMO.

-2 H aobéveian auTh dnUIoupyeiTal Gmd avikavoTnTa emdidpbwong
BABOV TOU TIPOKaAOUVTOI ammd TNV UTIEPIMON OGKTIVOPOAIX, Adyw

METGMOENG TwV yovIdiwv TOou KwdIKomololv To EMOIoPOWTIKK

éviuya.

MeTaANGEEIQ
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Molx eival Ta KITIX TNG MOAUTIAOKOTNTOIG TOU KOPKIVOU;

O KapKivog OXETI(eTal Ye GAaYEG 0TO YEVETIKO UANIKO. EvToUToIg 88V KANPOVOUEITOI WG OMAOG
MevOeNKOG XAPOKTAPAG, OAMG gival  OmOTEAEOUG  GAANAETTIOPOONG  YEVETIKDV KOl
TTEPIBAANOVTIKDV TTHEXYOVTWV.
H moAUTIAOKOTNTO TNG KOOEVEING AUTAC OXETICETAI JE TOX TTPOKETW XITIOK:
2> 0 KopKivog, oe ovTifeon He TIG KANPOVOUIKEG oBéveleg, OeV TTPOKOAEITON OO Mix
HETGMOEN, GMG GO TN «CUGOWPEUCT)» PKETMV YEVETIKWV CAAXYWDV OTO KITTOPO.
v 01 JETOMGEEIC QUTEQ  €ival  QMOTEAEOUG  OIGKPOPETIKOV  TEPIBOAOVTIKOV
METOANXEOYOVWY TTOPOYOVTWY, OTTWC N OKTIVOBOAIG i XNMIKEG OUGIEG.
- X1n dnuioupyic K&OE €I00UC KXPKIVOU OUPHPETEXOUV OUVABWS TOOO TG OYKOYOVIdIX 0G0
KO T OYKOKOXTOOTOATIKG YOVidIK.
v T TOPGROEIYUN, OTOV KOPKIVO TOU TTOXEOG EVTEPOU PBPEOBNKE OTI CUMUETEXOUV

OPKETR YOVIdIx Kol Twv 00 TOTWY, Ta OTToIx £XOUV UTTOOTET HETOAAGEEIG.

TOIXWHO TIOXEOC

KUTTOPIKES QUENUEVN QVATITUEN TIOAUTIODX QVATITUEN KOPKivoU
OMOYEG: KUTTaPIKN dIXipEDN
DNA  svepyomoinon adpavoroinon adpavorioinon 20u
oAayEG: oykoyovidiou OYKOKOTXOTOATIKOU yovidiou OYKOKOTXOTOATIKOU yovidiou

KOYBAT2O0ZXZ XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
157



60 KEPBAXIO

AIEYKPINIZEIZ - EMIZHMANZEIZ & OEMATA YNAYAZMOY - 2YTKPIZHZ

6.55 XOykpion TWV YOVISIWV YO TIC & K&I TIG B TOAUTTENTIOIKEG ahuaideg TnG HbA.

KpitApio Fovidio o Fovidia B
Auo  leGyn  oMnloudppwv P B
Ap16p6g yovidiwv oto idlo  Celyoqg ¢ ,\Eg\?:éiwv Cedyoq GAMNAOLOPPLV
OANAOUOPPW 6 . .
THOHOPPLY XPWHOOWHATWY < B o MovoyovIdIGKOG X POKTAPOG
Mn HovoyoVIBIGKOG XKPOKTAPAG
dauvoTumog O UTIOAEITIOUEVOG  PAIVOTUTTOG * ES%I&?Q&H ﬁoe)\i%\(?ligamn;gzgz\é%
uno)\smpusvou epavilel BaplTEP CUUMTWHO- YVOPIOUG, GPOD EXOUV KOTOYODET
~ TpOTIOG T, 600 TIEPICOOTEPD & YOVIdIGK 6V a,n() 300  SINPOPETIKES
ST Aeimouy METOANGEEIQ TV B yoVIdiwY
JuppeToXA >e OANx TO €i0n (QPUOIOAOYIKMV L
otic Hb AIPOCPAIPIVOV * 2T doun povo TG HbA

6.56 X0yKpIon XPWHOCWHIKWV GVWHOAIOV KXI YOVIOIGK®OV HETOXANGEEWY.

P P ) XPWHOOWUIKEG GVWUONIES
Kpitipio FovIOIOKEG NETOAAGEE! _ _
piThe GH el ApIOUNTIKEG AOUIKES
E0poG GANOXY@V | ® OTO VOUKAEOTIDIK orov O(F,)'e“o Twv| e omn éoun’ Twv
XPWHOOWUGTWY XPWHOOWUATWY
Ap16uog e 1 yovidio A KavEVa
yovidiwv TTou (un kwoikomoloUoEeg o TIOM& yovidix
ennpe&{ovral MEPIOXEQ)
MapaTipnon . Sevel . gVl OPOTEG HE OTTIKO MIKPOOKOTIO KX ME
oAOy @V EV EIVOI OPOTES xpwon (Giemsa) - PeAETN KaxPUOTUTIOU
e and A&BoG KAT& TNV KQT& TN peiwon, amd un * Koma T mirwon 1
. , B . b ™ ueiwon, omd
MpokomTouV - avTiypopn Tou DNA A OIOXWPIOUO  OUOAOYWV AGBOC 1
TPOKOAOUVTON | o € auTicG  pETOMGED- XPWHUOOWUATWV n ETOMAEOYOVOU
yOVWV TopoyovTwy GOEAPDV XPWUATIOWV HETO! v S
TXPRYOVTEG
. o ENMelyn
° . .
gév:)lm.nxomon HIOG HOVOOWUIES > olvdpopo
e ouBETe > empi@vel H6vo TO pwvri NG
nAN, PN olvdpouoTurner, (X0) yaTog
Eidn BAKN L EM JeTaTomon,
[ ] -
nspgol(;]'(gé'dzs(i'\t'_m TPIOWWIEG o qpoIBaic
He apITH : - 21 (Down), 13, 18 METOTOMION
2 3fmoloioTou 3 - Klinefelter . ;
2 >A<T0U3 oquTpocpn‘
o JIMAOIOOUOG
B . . o TX OTTOTEAEOU T OUXVG
ouvnBuwg dnwioupyerTal eva SUPOVI{OVTOI OTOUG  OTToyovou
EmmTdoeiq UTTOAEITIOUEVO YOVIDIO (0g owuaTIKA f o S yovous
S (av o1 XPWUOOWUIKEG OVWUOAIEG
YEWNTIK& KUTTOPX) p ..
EUPOVIOVTAI O€ YEVVNTIKG KUTTOPX)
e avé&Auon DNA (PCR)
Aigyvwon Bloxnuikég  upéBodol  awvixveuong | ® MEAETN KaPUOTUTIOU
0UCIWV KOl EVEPYOTNTOG eVIiPWY
MeTaANGEEIQ
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6.57 XOykpion B-OoACOXIUIG KOI OPEMAVOKUTTAPIKAG VAIMIGG

KpitAhpio B-OANAXZAIMIA APEMANOKYTTAPIKH ANAIMIA
lEnEs P v" TlooOoTIKA v" ToIoTIKA
QILOOPAIPIVOTIXOEING
otHESIVE(HE TS B | MapaTnesital peiwpévn oivlson | v MoapaTnpeital oAayn otn
TTOAUTTENTIOIKEG A EMenpn Sy
O0AUOIOEG;
MNoodTnTal HbA oTox v' Tepiéxouv piIkpOTEPO OGO N Eégffgﬁ\égﬁfg VO(UVC;\TlianﬂV
EPUOP& aIOTPAIPIC kKaBO6Aou HbA amd 1o Kavovikd ¢U0|0Ao\<(|Kﬁq Hb,A
. P . v' ZTnV odoluyn KaT&oToon evog V' XTnVv opoluyn KATGOTOON
N0 EHER L UTTOAEITTOMEVOU YoVvIdiou evog axBoAoyikol yovidiou s
ETepoyéveia
OANAOUOPPWY KX v Nai v Oxi
OUUTITWUATWYV;
TOmog yovISIoKNAG v' AVTIKXT&OTOON, TTPOOONAKN, v ) L
METGAMOENG ENMeIpn Béong N B&oswv L CggTaon Baong
P v' 3TNV MePIOXA TOU UTTOKIVNTA v' AVTIKOGT&OTOON HIGG BAoNg
TZ[;:( nglsq gﬁs%fs; v' Y& TEPIOXEC TToU eMNPEGIOUV TNV OTO YOViOIO, TTOU TTPOKOAET
P oﬂglou(é wpidavon Tou mMRNA TNV GVTIKXTGOTOON TOU
YST(XM(XESIQ . v' Y& mePIOXEC TToU eMNPEGIOUV TN yAouToIvikol o&€og amd
H S peT&ppoon Tou mMRNA Bohivn
gaai) OXnuaToq , v" Nai, o€ ouvOAKeg ENEIYNG
EPUBPOV v' Ox OEUYBVOU
XIJOOPKIPIWV; v
v Ta OpEMOVOKUITTHPO
IKaV6TNTOX v’ AnuIoUPYEITO! TAEGVAOUX OAUCTOWY gUMOBICOUV TN PUCIONOYIKN
P p TOU KXTOKPNUVI{OVTOI UECK OTXX KUKAOPOPIC TOU GHIGTOG OTG
KUMg:p(;?jlagIS?g\?pwv £PUBPOKUTTOPX, KATOOIKAIOVTAG T TPIXOEION ayyein KA
e o€ ypnyopo bavaro dnuIoupyolv MPOBAAUGTY O
OIGPOPO OPYAVEL
. v IIAvIK, EVK OIOTTOI0UVTO
MeToyyioeig v Noi voAyTIG Xpnoid
v" [po0deuTIKN WXPOTNTA Ko OIOYKWON
onmAnva v P . ) P
. P . Metdé 10 6° VX XTTO TN yevvn-
v ',AV oev VIVOUV HETQYYIOEIG ELI pavidouy an napamgngml O(WZAYUTIKI%
IKTEPO, LUIKN XOUVOUION KO OKEAETI- (szx Ui JE OTANVOUEY O
KEG OAOYEG Kol TEBaivouv aTTd v To Groua supavijouv
UOAUOVOEIG, KATAYUOTO KO KAPOIXKEG suouoeg oi(x” O('glc,‘ BOKTNPIGKES
XOPOKTNPIOTIK& — appubuieg, mpiv and 1o 100 €106 TNG LIOADVOEIC KOl EXONAGDVOUY
E&ENEN c0BEveIng NAIKIOG T0UG KpioeIg arméppaéng ayyeiwv
v' AV yivOVTOI KOVOVIKG Ol IETAYYIOEIC, G G avy

0 BavaTog emEpXeTal aTnV 30
OEKOETIO, EVW UEXPI TOTE TOPATN-
PoUVTaI KXPOIGKESG appUBuieg, evdo-
KPIVEIG OUCAEITOUPYIEG, AVETAPKEIN
TOYKPEXTOG KOl KATXOTPOPN NITATOG

v’ JUXV& 0 OTTARVOG UIKPOIVE! KOl
YiVETOU XTPOPIKOG ,
MTORPATNPEITOI KIUXTOUPIX KOl
EKTTTWON AEITOUPYEIRG VEPPWY

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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6.58 XUyKpion TWV XPWHOOWHIKOV GVWHGAI®V, WG POC TO TOTE SUUBAIVOUV Kol TTOU OQENOVTA.

XpWHOOWHIKEG AVWUOATEG

Kpitipio oPIOUNTIKEG OOMIKEG
Zg TOIX OTIYMA TNG | ¢ UMTOXPEWTIK& OTN PET&POON Tng 1ns P p .
{WNG TOU KUTTGPOU A TNG 215 YEIWTIKAG dIXIPEDNG * ?;'IL?ISL?TTGOLSUOTIVHH ™6 wng
ouppaivouy; (pouvopevo un dixxwpliouod) P
Mmopoiv va givai o L . J
MOTEASOLGK o) vpu, oo A}aen KOTG TO éla)gwploucz. o) vail, Exno 6|(3((popogq pnxavi-
o) QUTOUATEV €ITE OJOAOYWV XPWHOOWHUATWV EITE OMOUG KOTG TN JIKPKEIC TOU
P 0OEAPWV XPWHATIOWV KUTTOPIKOU KOKAOU
METOAGEEWY;
B) yeTOAMGEOYOVWV P ,
MOPOYOVTWV: B) &xi(ouvnBwg) B) vau

6.59 Alxpopéc HETAED TTPWTO-OYKOYOVIDIWV, OYKOYOVISIWV KOXI OYKOKOTXOTAATIKWV YOVIOiwV.

Kpitipio MpwTo-0YKOYOVIdITK OYKOKO(TO,(OTOO‘T'KO( OykoyovidIx
YOVIOIX
, " p
Elﬁqq v' DUCIONOYIKG YOVIDI OTO GvOPMTTIVO YOVISTWHG Mn,(pUOIOAOV'KO(
yovidiwv yovidIc
v 0 v 0
Evepyonqlouv TOV v EAyxouv Tov YnepAngoupvouv,
KUTTOPIKO KUTTOOIKG odnyoulv TO
P TTOAGTAGCICOUO, 6TV P p KOTTaPO 0€
PoAog P P TTOMOTAGOIOUO, P
eival amapaiTnTO (T.X. P p AVEEENEYKTO
. B KOTXOTEMOVTEG TOV, L
enmoUAwon TPOUPATWY, P b P TTOMOTTAGOIGOUO
. OTaV gival amapaiTNTO P
aVAMTUEN) KOl KXPKIVO
V' MeTOTPEMOVTOI OF v' AvooTéMeTal n dpdon
OYKOYOVIdIX, oo TOUg, oUVABWC ard v' MpokdmnTouv amd
MeTGAMaEn YOVIOIGKA METGAGEN A ENEIYN yovIdiou Kl METOAMGEEIQ TwV
XPWHOOWUIKA GVWUOAI, odnyei To KITTOPO o€ oyKoyovIdiwv
(ouvABwg peTaTodmMmIoN) KOPKIvoyéveon *

v o*my.  peTIVOPAGOTWHG  (KOXPKIVOC — au@IBAnoTposidodc), omd  EMAelwn  evoc
OYKOKOTAOTOATIKOU YoVIOiou (armo To uey&Ao Bpoxiova ToU XpwUOOWUATOC 13).
e XTn Onuioupyicc K&Oe €I00UG KOPKIVOU OUUUETEXOUV TOOO TG OYKOyovidlx, 600 KOl To
OYKOKOTOOTOATIKG YOVIOIX (TT.X. KOPKIVOG TTOXEOC EVTEPOU)
o O KOpPKIVOG €ivail TTOTEAECUG XANAETIIOPAONG YEVETIKMOV KX TTEQIBXANOVTIKWV TIXPAYOVTWV

& Mnxaviopoi mou pokoAolv alEnon TNG YEVETIKAG TTOIKINOHOPYING o€ Evav TTANOUOHO.

o MeTOAGEEIG.
Tuxaio JIGTOEN TWV {EUYWV XPWHOOWURTWY KXT& TN JETAPOoN TNG 1S yelwTIKAC dicipeong
(avoupépeTan 0TO 20 VOO Tou MEVTEN) OTOUG BVTEPOUG EUKHKPUWTIKOUC opyaviouolc.

e Tuxaiog ouVOUGONOC TWV YXUETWV KATG TN YOVIUOTIOINGN.

o Emyioopog kata TV mpdépaon | Tng peiwong.

e METOOXNUOTIONOG UE TTAOUIOIO OTO BAKTAPICK.

e [eveTIKA Tpomomoinon ormd Tov &vOpwTo e PUTR Kol Lok (9° KEPRAXIO).
MeTaANGEEIQ
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FeveTIkEQ aB&veleg TOU KANPOVOUOUVTAI E AUTOCWUIKOG UTTOAEITTOMEVO TPOTIO.

B-Baxhaooaipic.

APETAVOKUTTOPIKA QVXIUICK.

PauvulKETOVOUPICK.

AAQIouOG.

KuoTIKA ivwon.

KANPOVOUIKI aVETGPKEIX TOU 6XVOCGOAOYIKOU GUOTAUXTOG.
Mop®n euuonuaTog, Aoyw EMeIWNnG AAT (90 Ke@&AaIO).

&~ & TIOIEC TIEPITITWAOEIC Ol YOVIDIOKES METOMAEEIC dev EKONAWVOVTAI OTO QAIVOTUTIO TOU
OTOMOU TIOU TIG KANPOVOLIES;

ZIWTINAEG.

OudETepe.

EkT6Q yovidiwv.

2e E0QVIC.

Y€ MEPIOXEQ TIOU AMOCTIWVTOI PETK TN HET&PPOON.
Otav dnuioupyolv popéa.

OTaV 0 XOPAKTAPOG EIVOI PN UOVOYOVIBIBKOG.

Otav emnpedleTar amd To mepIB&Aov, T.X. oTnv PKU.
MBavov otnv 3" Ko 5 apeTGPPOOTN TTEPIOXA.

&* Tporol SIGyvwong HIKG YEVETIKAG XOBEVEIXG.

o AIGpOopPeS BIOXNUIKEG OIXOIKXOIEC.
e Av&Auon Tng aMnAouxiog Twv B&oewv Tou DNA - pébodog PCR (JopiakiA diGyvwon).
o MeAETN KXPUOTUTTOU. (1° KEPGRAXIO)
- Xe MEPIMTOOEIG TTOU TTPOKUTITOUV QIOYOVOl UE OOMIKEG XPWHOOWMIKEG GVWHONIES (TT.X.
EMelyn) amd yoveic ye pualoloyikd GaIvoTuTIO.
e MOpPIX QVIXVEUTEG. (4° KEPRAXIO)
o MOVOKAWVIK& OVTIOQUOTH. (8° KEPKAXIO)

MpwTeiveg TOU TTRPEYOVTOI O HEYOAITEPES TTOOOTNTES, KATW OO MAOOAOYIKEG KATXOTKGEIG.

HbF, oe agBeveig e oudluyn B-Bahaooaiyio.
HbA2, og popeig B-OaAxoonIPiag.
HbS, o aoBeveiq e opdluyn dPEMAVOKUTTOPIKA CVXIMTCK.

&6 Nox dwoeTe TOPAOETYMATO HETAKAGEEWV TTOU VX £XOUV WC KITOTEAEGUO LUETKBOAEG OTO

YOVIOIOKO TIPOiOV O TTOIOTIKEG KO 3. TOCOTIKEG.
o. ToioTikEg METOPONEG oTO YyovIdIoKO TPOIdV (ONAadA oTnv moAuTENTIOIKA OAUCIOO A TNV
mpwTeivn).
o APETIOVOKUTTHPIKA QvVAIYi — TpoTIOTIoINUEVN TTOOAOYIKA alpoopaipivn HLS,
- Aoyw Tpomomoinuévng olvoeonc B aAucidwv.
o MeTaMAEEIC KOVTG 0TO evepyd KEVTPO evlipou.
e  MeTaM&EEIG KovTd 0TO anueio MPdadeang TNG Aiung.
o  MeTaMA&EEIC TToU TTPOoKaAOUV TTPOWEN AREN.

KOYBAT2ZO0X XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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B. MoooTikég PETABOAEG oOTO yovIdiokO TPOIOV (ONAXDA oTnv TOAUTEMTIOIKA QAUGIdG A TNV
mpwTeivn).
o O Kol B-Bohaooaiyion — peiwuévn odvoeon A ENeIwn HDA,
2> Aoyw peiwpévng olvBeong A EMeIYng o A B aAuciOwv vTIoTOIXOL.
daivulkeTovoupia (PKU) - peiwpévn olvBeon A ENeIwn eviipou.
ANQIONOG - pelwpévn alvBeon A ENewn evliuou.
KAnpovouIkf avooohoyikf avenmdpkela — Peiwuévn olvoean f EAeiwn ev{Ouou ADA.
Ainoppo@Nia A ko B - peiwpévn olvBeon A EMNeIYn TN avTIopoppo@INKAG mpwTeivne VI
f IX avTioToIXOK.
e KuoTikA ivwon - peiwpévn o0vBson f ENeIYn TTPWTEIVNG Twv EMONAIGKOV KUTTPWVY TOU
mvellovaL.
e Mop®N UPUOANATOG — pelwPEvn o0vBeon A EMNeIYN TG TTPWTEIVNG al-avTIOpuwivng (AAT).
o PeTIVOBAGOTWHO — KXPKIVOC TOU aUPIBANCTPOEIBONG
> ENeIYNC TOU OYKOKATHOTOATIKOU YOVIOIOU KOl TOU TIPOIOVTOG TTOU KWOIKOTTOIE.

& MMolol mapayovTeg QUEGVOUV TNV TMOAVOTNTA KXPKIVOYEVEDNG;

o AuEnuévn €kBeon oe PETOANXEOYOVOUC TTOPBYOVTEG.

2> MeTaANGEEIQ 08 TTPWTO-0YKOYOVIDIG KOXI 0E OYKOKATOOTHATIKA YOVIDIXK.
2>  MeTaAGEEIG o€ yovidia TToU KwdIkoToloUv eMSIOPOWTIKG EVIUMG.
KANPOVOUIK GVETTPKEI TOU OVOCOTIOINTIKOU CUGTANGTOG. (8° KEPAAXIO)
Epapuoyn yovidiakAC BEpaTEIng. (8° KEPEAXIO)

HAikia.

KAnpovouikétnta (mpodikBean) .

Eva KOTTOPO “Tiipvel’” evTOAR v dixipeOEr. Moix yovidix O evepyorioinbody;

MpwT0-0yKOYOVIOIK
o TovidIo yiot EVIUPO QVTIVPOPAG
FOVIdIO VIO I0TOVEG KOl GAAEG TIPWTEIVEG

Me mroioug TPOTTOUC UTOPET VX YIVEL N dIXYVWON TOU KXPKIVOU;

MeAETN KopuoTUTTOU (T1.X. PETIVOBAKOTWKK)

AvéAuon DNA (uopiakn diGyvwon)

XpAON HOVOKAWVIK®V GVTIOWUGTWY (WG KvOCODIRYVWOTIKG) VIO KXPKIVIKE QVTIYOVK
Bloxnuikf SOKIUXOIX VIO KKPKIVIKG GvTIyOVQ

Me mroioug TPOTTOUC Eivai BUVATA N OEPAITEI TOU KXPKIVOU;

Me HOVOKAWVIK& GVTIODUXTO
e Me IvTeppepoveq
e Me yovidiakr Oepameio

&* A0Oéveieg TOU OPeIAOVTaI 0E ENNEIWPN KATIOIOG TIPWTEIVNG.

o AlpoppodiNiac A = mapdyovtag TAENS VI (ke®. B)
Algoppo@INia B = mapdayovrog mAENG IX (ke®. 9)
e AIBATNG = IVOOUAIVN (opuovn) (ke. 8)
MeTaMGEEIQ

162



60 KEPGAXIO

daivulkeTovoupia = Eviupo  (Kep. B)

ANQIoPOG = Eviupo  (KEP. B)

o-0ahaooaipion 2 o cAucidoa TNG augoopaipivng HbA  (keg. 6)

B-0ahacoaipia = B aAuoida TNG aipgoopaipivng HbA  (keg. 6)

AVETTEPKEIX TOU 0ivooOoTTOINTIKOU CUOTAPGTOG = éviuuo ADA  (Kep. 8)

KuoTIKA ivwon = mpwTeivn Twv eMONAIGKOV KUTTGPWY Tou Tveldove (K. 8)

Mop®n (TTveupoviko() EUPUOAPGTOS = i1 AvTIOPUWIVN (ke®. 9)

KapKivog = TPWTEIVN OYKOKOTOOTOATIKOV YOVISIWV i KOI TwV EMOIOPOWTIKOV YOVISiwvV
(ke®. 6)

AxovopomAcoia = auénTikA opudvn  (KeP. 9)

é* Nwg umopel v €Enyndel n €TEPOYEVEIR TWV CUUTITWHATWY, OVAUECK OE KTOMO TIOU

m&oxouv amod TNV 101X YEVETIKA KOBEVEI;
MNvwpiloupe, MWC 0 PAIVOTUTIO] evOog GTOUOU €ival amoTEAEoUO TG GAANAeTidpaong NS

yeveTIKAG o0oTaong (YovOTUTIOG) KO TWV TTEPIBOANOVTIKMV TTRPOYOVTWY.

AnAad GAINOTYMOX = TONOTYMNOZ + NMEPIBAAAON
Apx, OTov 000 GTOUG, OV Kol €xouv Tnv 10100 oBEveIx, EUPAVI(OUV ETEPOYEVEI

OUNTTITWHETWY (ONAXDA JIGPOPETIKO PAIVOTUTIO), GUTO UTTOPET VoL OPEIAETA:

- ¢&ite og JIRPOPETIKO YyovoOTUTIO, DNACOK DIpOPETIKA PUCN TNC YEVETIKAG GAAGYAG,
- ¢&ite og JIKPOPETIKESG emMOP&OEIG oo TO TIEPIBGANOV.

A. Qg mpog 10 yovoTUTIO:

Eival duvaro og dIpOPETIKG GTOUO VOX:

i. €xel ouupel DIPOPETIKO €I00G YOVISIKNAG WETGAMOENG (avTIKaT&oTOGN, TIPOOBAKN A
ENeIpn).

ii. €xel ouyPei 010 €idog yovIdIGKAG UETAAGENG, MG va €xel EMNPEXOTEl JIGPOPETIKOG
ap1OuoC B&oewvy.

iii. €xel ouuPei 1010 €id0C YOVIDIGKAG WETGANGENG, OGAG G JIPOPETIKG onueia Tou 1dIou
yovidiou.

iv. &xel emnPexoTel DIPOPETIKOC axpIOUOC GAANAOUOPPWY YOVIDIWV.

01 B-6c\acoaiyieq: 210 yovidio TNG B moAuTENTIOIKAG GAUGIOOG Exouv Bpebel ePIoOOTEPES

a6 300 JIGpOPETIKES UETKANGEEIC.

2> E6v pix peTdMOEN emnpedlel GUIVOEEX ONUOVTIKG VYIG Tn ASITOUPYIKOTNTO TNG
mpwTeivng (iii), 6MWG TG TTOU BPICKOVTOI KOVTG GTNV TIEPIOXA TTPOCDEONG TNG GiNG,
TOTE dnUIoUpyeiTal coBapd MPORANUC.

2> H B-BoAcooaiuion XXPAKTNPEIETAI QO HeyGAn eTepoyEvelr, OIOTI TIPOKOAEITRI ammd
OICPOPETIKG €10N YOVIOIGKWY METOMGEEWV (i) KO €TNPEEAIETAI DIXPOPETIKOG xpIOUOg
Baoewv (ii).

-2 To CUPTTITOPOTO TNG KOBEVEIBG DIGPEPOUV WG TIPOS TN BoPUITNTH YETRED DICKPOPETIKWV
OTOPWY KO UTIOPET Vo KUPaivovTal oo coPapr avaiuic (MARPNg EAeIpn aAucidwv B),
€wg ANiyoTePO COBOPA avaipic (ueiwuévn odvoean).

01 a-8ahaooaipiec: Eivar amoTéAeoua, oxedOv og OAEG TIQ TIEPITITWOEIG, ENEIYEWY OAOKANPOU

TOU Yovidiou (iv) TTou KwOIKOTTOIET TNV TTOAUTIENTIOIKA GAUCTOX .

- E@o6oov, oe K&Be &TOUO UTIGPXOUV OUVOMK& 4 yovidia o (2 edyn oAnAopdppwv),
eMeiypeig ymopei va dnuioupyndoiv oe 1, 2, 3 A Kl 4 ormd GuT& T YOVidIG.

- 0oa mepiocdTEPN YOVIdIa AgiTTouv, TO0O BAPUTEPX EIVAI TX CUUTITOPOTA TNG KOOEVEING.

O cA@iopoc: Epgpavilel eTepoyévera (i, i, ii)

KOYBATZOX XPHXTOZ, M.Sc. Mopiakng BioAoyiag, Bioxnuikog
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2> AMa &Topo eupavitouv TavTeN] ENelyn evepydTnNTog Tou eviiuou, evid GANG
eUPavilouv Pelwpévn evepyoTnTa.

O KOPKIVOG: Aev EIVOI I XXPOKTNPIOTIKA YEVETIKA GoBEveix, OGME& OXETI(ETXI pE TNV
KANPOVOUIKOTNTO (TTP0dIAOEAN), OPEINETHI 0 PETOHANGEEIQ KO EPPAVILEI ETEPOYEVEIQX.
>  Mrnopei va gival armoTEAECO:

v' UETKTPONNAC EVOG MPWTO-OYKOYOVISIOU OE OYKOYOVidIO,

v" avaoToAAG TNG dp&ong evoC OYKOKATAOTOATIKOU yovidiou,

v" BAaBav oToug unxaviopodc emdidopdwong Tou DNA A

v" ouvdUOOUOG OAWV TWV TTHPATIVW.

B. Qg mpog To mEPIBAANOV:

e JTOUG (POPEIC TNG OPETAVOKUTTOPIKAG OVAIPIOG TTPOKOAEITOI dpeMGvwan, UOVO 0 CUVOAKEG
HeY&ANG EMeIpNe o&uydvou, 6Twe o UWOPETPO PeyaAdTePO amd 3.000 pETpa.

e JTOUC ooBeveic omd PAIVUAKETOVOUPIX, v N oobéveix Exel SIyVWOTEl amd Tn VEOYVIKA
NAIKIK, TOTE N eUPEVION TWV CUUTITWPATWY UTTOPET V& GmoPpeuxOei ue Tn xpPnolyoroinon
KaT&ANAou SixiTohoyiou.

o O KOPKIVOG €ival amOTEAECHG GAMNAETHIOPAONG YEVETIKMDV KO TTEPIBXANOVTIKWV TIOPXYOVTWV.

MeTaANGEEIQ
164



