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METAANAZEIX







Eicaywyn

O1 aAAayEg oTnv akoAouBia Tou DNA
ovopadovTtal « JETAANAEEICY.

MeTaAAACEIC TTOPOUV Va dnuioupynBouv
UE TTOAAOUG OIAPOPETIKOUC TPOTTOUC.

O1 yeTaAAACEIC UTTOPOUV VA XWPIOTOUV O€
KATNYOPIEG JE BAON APKETA OIAPOPETIKA
KPITNPIA:



AlaxpopéC TwV MeTOAGEEWV

‘EKTOON

«ovidIoKEC pETAANGEEICY ovopddlovTal aAAayEC o€ PIKPO apIBuod
Baocewyv 1ToU £TTNPEAlOUV NOVO £va (1] kKavéva) yovidlo.

«XPWHOCWMIKES avwHaAiec» ovoualovTtal ol HETAAAAEEIC TTOU
ETTNPEACOUV PEYAAO TUNMA EVOG XPWHOOWMHATOG I Kal OAOKANpa
XPWHUOCOWHATA

KAnpovounoiuotnTa
O1 HETAAAACEIC TWV YEVVATIKWY KUTTAPWY NTTOPOUV VA
UETAPBIBAOTOUV OTNV ETTOPEVN YEVIA

O1 owparikEg PETAANACEIG, TTOU ATTOTEAOUV TNV TTAEIOVOTNTA
(apIBUOC CWHATIKWY KUTTAPWYV evijAikou avBpwTrou: 1013), dev
KAnpovououvTtal aAAQ €ival onNUAVTIKES YIa TNV UYEIa



AlaxpopéC TwV MeTOAGEEWV

DavoTuTToC

Mia peTdAAagn uTTopei va odnynoel o€ aAAayn
TOU aIVOTUTTOU N OXI, avaAoya PE TNV
EMMIOPAON TNG OTNV KWOIKOTTOIOUMEVN(-EG)

TTPWTEIVN(-£C)

ATToTEAEOUO
O1 yeTaAAaceic eubuvovral yia
Tn dnMIoupyia YEVETIKAC TTOIKIAOTNTAC
[TOAAEC KANPOVOUIKEG QOBEVEIEC
[TOAAEC TTEPQITITWOEIC KAPKiVOU



[evikEC EmMTwoelic MeTaAM&EEWVY

O1 yovidIakEC NETAAAACEIC YTTOPET Va Eival:
EmRAaBeic
OudETEPEC
Q@ENIPEC

O1 weEAuec HETAANAEEIC gival UTTEUBUVEC vIa TN:

o [eVETIKA TTOIKIAOTNTA
o  E&ENECN Twv €1dwv

(0e¢ TTAQiglo a. 90).



AITieC MeTOAGEEWV

O1 peTaAAagelg uTTopouV va opeiAovtal o€
ECWTEPIKOUGC TTAPAYOVTEC 1) OXI.

MeTaAAGgeIG TToU epgavidovTal alpvidla (Xwpig
EMPAVEC aiTIO) ovopadlovTal quTouareg. AUTEC
o@eilovTal o€ AAOnN:

21NV avtiypagr tou DNA R
2T0 OIOXWPIOHO TWV XPWUOCWUATWYV

O1 TTEPIBAAAOVTIKOI TTAPAYOVTEC TTOU UTTOPOUV
VA TTPOKAAEOOUV PETAAAAEEIC ovopalovTal
«ueraAAaéoyovor»




MeTAAXEOYOVOI TTOPARYOVTEC

AKTIVO[BOAIEC
AKTIVO[BOoAia-X
AKTIVO[3OAia-y
Koouikr) akTivoBoAia
YT1repIwdng akTIVOBOAia
XNMUIKEC OUCTIEC
Doppaldeilion
XPWOTIKEC (OPIOUEVEG)
ApPPWHATIKOI UOPOYOVAVOPAKEC
Kageivn
Kai mToAAEg AAAEG ouaieg TTou BpiokovTal o€ Kolva
YEWPYIKA, BlopgnNXaviKa Kal QapUOKEUTIKA TTPOIOVTA



¢ MeTOAGEEIC



[oVIOIOKEC METOANGEEIC

To VEO KWOIKOVIO PTTOPEI VO KWOIKOTIOIEI YIa:
To id10 apivocy. Kapia etTimrtwon (Z1IwTrnAR METAAAALN)
AANO apivogu

a.  Av T0 VEO QUIVOEU £XEI TTAPOUOIEG I01IOTNTEC ME TO APXIKO, N

MOPACN OTN OTEPEOOOUN KAl OTN AEITOUPYIa TNG TTPWTEIVNG
MTTOPEI va €ival EAAGXIOTN

b.  AvTo apIvogu BpiokeTal o€ KPIOIUO ONUEIO, TT.X. OTO EVEPYO KEVTPO
£VOG €VCUUOU, aKOUN Kal PiIkpn aAAayn pTropei va eAATTwoEl A va
MNOEVIOEI TV EVEPYOTNTA TNG TTPWTEIVNG

c.  Avnavrikataotaon odnynoel o€ aAAayn Tng SoUNgG TNG TTPWTEIVNG,
Oa eTnpedoel TN AsiToupyia TNG (OEC OPETTAVOKUTTAPIKI QvaIlia)

Kwdikoévio A\gng

% [Npowpog TEpUATIOPOG TNG 0UVOEDONG TNG TIPWTEIVNG KATAOTPEPE!
(OxedOV) TTAVTA TN AEITOUPYIKOTATA TNG



[oVIOIOKEC METOANGEEIC

Av 0 apIBuOC Twv PAcewy eival:
3 ) TTOAAQTTAQOI0 TOU
L TlpooBnkn r EAAEIPN EVOG 1) TTEPIOCCOTEPWYV AUIVOZEWV
[MIBavry aAAayn oTeEPEOOONNG KAl apa AEITOUPYIOC
Oxi 3 1 TToAAATTAGOI16 TOU

% AAAayn TOu TTAQICiOU avayvwaong aTtro To ONUEIO auTo
KQl ETTEITA.

EvreAw¢ dlapopeTIkA doun Kal JEYEBOC TTPWTEIVNG
ATTO TO ONUEIO AUTO KAl ETTEITA

KataoTpo®r) ASITOUpYIKOTNTOC



MeTaA&Eeic Koo ACBEVEIX

O1 emBAafeic peTaAAageic odnyouv o€ TTpoAfuaTa on
AEITOUpPYIQ TOU opyaviouoU.

AIQ@QOPETIKEC METAANACEIC UTTOPEI VO TTPOKAAOUV TNV idia
aocBevela

ETepoyEveEId CUPNTITWHATWY
H otaBepotnTta TG aAAnAouxiac tou DNA eivai
arrapaitnTn yia tn dwn.

2U00WwpPeUOn JETAAAGCEWY odNnyeEl o€ KapkKivo r Bavarto (o€

QTOMIKO ETTITTEDO) KAl OTNV £COPAVION TOU €idoug (O€
TTANOUOUIaKO ETTITTEDO).

[MepioooTepo atrd 99,9% Twv peTaAAGCewy emdlopBwvovTal
aTTO TOV PHEYAAO apPIOUO €TTIOIOPOWTIKWY EVCUUWY TOU KUTTAPOU.



MeToAGEEIC TovIOiwV EviOuwy

O1 yeTaBoAikeg 000i €ival OIOTTAEYUEVEG OEIPEG
ATTAWY QVTIOPATEWY - OTAdIWYV, KABE eva aTTo Ta
OTToIa EAEYXETAI ATTO £va sv(upo( =TTPWTEIVN
KATAAUTNG)

[MTavw atrd 200 yeTaAAAgeIC TTou eTTNPEALOUV TO
METABOAIOUO (eTTNPEGCOVTAG GUVABWG TN
AEITOUPYIKOTNTA KATTOIOU £VCUMOU) €ival YVWOTEC

O1 KANPOVOUIKEC OBEVEIEC TTOU OpEIAOVTaIl O€
HETAAAGGEIG EVCUUWY KANPOVOUOUVTAI JE QUTOOWWIKO
UTTOAEITTOUEVO TPOTTO.




MeTaA&EEIC 000U DAIVUAXAGVIVNG

PaivulKeTovOYpia (PKU)

Ta opoduya atopa exouv TTANPN EAAEIYN TOU EVCUHOU TTOU PETOTPETTEI TN
@aivuAaAavivn (apIvogu KoIVO OTIG TPOYEG) O€ TUPOTivN (TTOU PTTOPET va
TTPooANPBei kar atrd TNV TpoPn). OI CUVETTEIEC €ival TTOANATTAEC:

o ZUoowpeuon TG gaivuAaiavivng dnuioupyei TPOBARPATA GTAV avATITUGN
KOl AEITOUPYIa TWV VEUPWVWY TOU eYKEQAAOU. [1poANYN gival duvaTr| Pe
diaiTa @TWYN o€ @aivuhaAlavivr, aAAd TTpoUTTOBETEI EyKaipn didyvwon.

o 'EAAEIYN TUPOCIVNG PTTOPEI VO 0ONYACEI O€ ETTITTAEOV CUUTITWPATA (TT.X.
MEIWMEVN YEAavivn TTOU ouvTiBeTal atrd Tupoaivn). NpdAnwn ue diaita
TTAoUCIa O€ TUPOaivn.

AANQIOUOC
‘EAA&IYN TOou evCUUoOU ouvBeong TNG MeEAQvivNG.
o 'EAAEIYN TNG XPWOTIKAG 0€ dEPUA, HaAAIA, KOpn o@BaAuoU.
ETepoyEveEia CUPTITWUATWYV:
o TlavreAng EAAEIYN evepyOTNTAG TOU £VCUMOU Kal Apa JEAaviIvVNG N
o Meiwpévn evepydtnTa Tou €vCUUOU (XaunAQ eTTiTTEda PEAavivNg)




Alpoopaipivn

H KUpla TTpwTEIvn TV €PUBPWYV AIMOCPAIPIWY
2 XNHa OQaIPIKO

4 TTOAUTTETTTIOIKEG OAUCIOEC ava TTPWTEIVN

Mia oudada aipng ava TTOAUTTETTTIOIKA aAuaida
3 €idn aipoo@aipivng aTov AvepwTro:

o 200Taon: ayy,
o Evromon: Kupia aipyoc@aipivn euppuou. <1% oTtov evrijAika

o 2U00Taon: a,f,
o Evromon: Kupia aipoo@aipivn eviAika

o 200Ta0n: a,0,
o Evromon: Asutepelouoa algoo@aipivn evAAIKa (MIKPA TTooOTNTA).



MeTaAGEEIC AIHOCPAIPIVIDV

[MANBOG PETAAAGGEWV Eival YVWOTEG yia TO YOVidIa TwV
aigoc@aipivwv. Movo yia To yovidlo Tng B aAuacidag
yvwpiloupe TTavw atro 300.

H coBapdtnTa TwV ETITITWOEWY TWV JETAAAAGEWV
ecapTatal atro 1n 6€on TN METAAAAENG:
2.0Bapa TTpoANuaTa: HETAAAAEEIC O€ Kpiolun BEon, 10iwg
KOVTA OTO onueEio TTpoadeong TG aiung

‘Hma avaipia i EAAEIYN CUPTITWHATWYV: METAOAANACEIC O€
TTEPIOXEC NN ONMUAVTIKEG YIa TN AEIToupyia.

O1 HETOAANGCEIC TWV AIMOCPAIPIVWV 0dNYOUV O€
QIMOO@AIPIVOTTABEIEC, TT.X.:
@aAaggoaiuia: EAaTTWUEVN oUvBeon a N B aAucidag (a- f B-
BaAaocoaiyia)




X-OANXCOAKIPI

2TOoV avBpwTTo uttdpyxouv 2 yovidia (4
OAANAGUOPPA) TTOU KWOIKOTTOIOUV TNV a aAuagida

NG algoo@aIpivnG.

H a-BaAacoaiyia ogeiAeTal oxedov TTAVTA O€
TTANPN EAAEIYPN EVOC N TTEPICTOTEPWYV
OAANAOUOPPWV.

H coBapdtnTa TwV CUUTITWHATWY £CAPTATAI ATTO TOV
apIOUO TwWV aAANAOUOGPPWYV TTOU AciTTouV (1-4)

‘EAAEIYN TWV AAANAOUOPPWY AUTWYV ETTNPEACE
TN OUVBEON OAWV TWV AINOCPAIPIVWY, KABWG N
aAuCIda a UTTAapXEl o€ OAOUC TOUC TUTTOUG.



B-OACOXIPI

[TpokaAgital atro TTOIKIAIQ JETAAAACEWV:
AVTIKATOOTAOEIC, EAAEIYPEIC 1 TTPOOBNAKEC BAoEwY

H Baputnta TToikiAel avaAoya Pe To €id0G TNG METAAAACNG:
2.0Bapn avaipia (TravreAng EAAeIwn aAucidag B kal apa HbA)

HmoTepn avaipia (eEAGTTwon ouvbeong B aAucidag — PEIWPEVN
moootnTta HbA).

KANPOVOUEITAI JE AUTOCWWMIKO UTTOAEITTOPJEVO TPOTIO
25% mBavoTnTa KAnPovounong TNG VOOOU aTtrd 2 YOVEIG POPEIC



YUNTTITOUOTO KOI AVTIMETWTTION

Erspoluya arouda - @opEic
‘Hma avaiuia
Augnuévn ouvBeon HbA, (dlayvwaoTIKOG dEIKTNG)

Ouoluya aroua
2.03apn avaiyia

2€ OPIOUEVEG Tremewoslg au¢non NG HbF uttokaBioTa
MEPIKWG TNV EAAEIWN HDA

AVTIJETWTTION JE OUXVEG METAYYIOEIG.
% TpOBANMA UTTEPPOPTWONG OPYAVIOHOU PE OidNnpo
@ePATTEIa JE PAPUOKEUTIKN ATTOCIONPWOTN.



H ApemavOKUTTOPIKN AVOIUIX

H TTpwTn aoBEveia TTou attodEiXTNKE OTI OPEIAETAI O€
METAAAOEN

OweileTal o€ aAAayn oTnv aigoo@alpivn Twv evnAikwyv HbA
(Pauling 1949).
H tTaBoAoyikn aipoc@aipivn cupBoAiletal HbS

H aipoo@aipivn atroTeAEiTal atro 2 «a» Kal 2 «B»
TTOAUTTETTTIOIKEC AAUCTIOEC.

H diagpopad evrotrifeTal 0TO 6° apIvogu TNG B aAuacidag

H diagpopa ogeileTal oe aAAayr piag Baong TTou aAAadlel To
KwoIkovio GAG oe GTG.



H ApemavOKUTTOPIKN AVOIUIX

H JETAAAQEN auTr) odnyei O€:
AAAayr} Tou 6°V apivocEog TnNG B aAuacidac.
Y116 ouvOnkec EAAEIPNC oCuydvou auTd odnyeEi o€:
% AAAayn TNG oTEPEDDIATAENG TNGS AIMOO@AIPIVNG, OONYEI OF:
AAAayn TNG , 00Nnyei o€:

[MpoBARpaTa o€ Opyava, T1.X. OTTANVAG, TTVEUUOVEG
TaxuTepn KATaoTpoPr) (OPETTAVO-)EPUOPOKUTTAPWY
Avaiuia

ATopa ouoAoya yia Tn petaAAagn (B°) eugpavifouv Tnv acBeveia
o€ Bapia popen. ATopa £TEPOCUYA (POPEIG) EUPAVICOUV CUUTITW-
uata pévo o€ ouvenkeg peyainc EAAeIWnc ocuyovou (>3000m)


Mutations/sicklecell.jpg
Mutations/sickle_cell_01.jpg

Avaipiec kKol EAovooix

H ocuyxvotnta Twv opéwv B-8alacoaiyiag, OTTwc Kal
OPETTAVOKUTTAPIKAC AVAIMIOg, €ival QuCnUEVN O€ TTEPIOXEC OTTOU
ep@avi(oTav eAovoaia:

Meoodyeiog

AuTik kal AvatoAikr AQpIKn

NoTioAvaTtoAikry Acia

Ta epuBpokUTTapPa ATOUWV PE B-Balacoaluia Kal OPETTAVOKUTTAPIKN
avaipdia v EuvoouVv TOV TTOAAATTAACIAOUO TOU TTPWTO{WOU TTOU
TTPOKOAEI TNV eAovoaia (TTAacPwdIO0)

AVOEKTIKOTNTA TWV POPEWV OTNV EAOVOTIa

H mTpooTacia Adyw PETAAAAENG TTPOCDIdEI TTAEOVEKTNMA ETTIRBIWON KAl
avaTrapaywyng.

EmiAoyny Tou petaAAayuévou yovidiou Aoyw TTEPIBAANOVTIKNG TTiEONS (OEC
KEQAAQIO 3 YEVIKAG TTaIOEIOC)



WUIKEC AV ONES



XPWUOOWMUIKEC AVWUGAIEC

Eival ol yeyaAeg o€ EKTaan aAAQYEC TOU YEVETIKOU UAIKOU.

Evw ol yovidlakEG peTAAAAEEIC atTaiTouv avAAuon TS aAAnAouyiag Tou
DNA yia va avixveuBouv, ol XpWHOCWHIKEC avwdalieg, Adyw upeyéBouc,
QVIXVEUOVTAI EUKOAOTEPQA, UE TEXVIKEC TTAPATIPNONS KAl AETTTOUEPOUG
MEAETNG TWV XPWHUOCWHATWV.

Xwpilovtal O€:
ApIOUNTIKEG XPWHOOCWHIKEG AVWHOAIEG
o ANNaYEC OTOV APIBPO TWV XPWHOCWHATWV.
o AvixveuovTal JE TNV aTTAr] HEBODBO aTTEIKOVIONG TOU KAPUOATUTTOU (KEYP. 1)
AOMIKEG XPWHOOWHMIKEG AVWHMAAIEG
o AANaYEC 0Tn dOMN EVOG 1 TTEPICTOTEPWYV XPWHOOWHATWY
o AVIXVEUOVTAI JE XPWOEIG XPWHOOWHATWY TTOU dnMIoupyouv (WwVeg

Odnyouv ouvnBwc oe aAAayEC aTO GAIVOTUTTO.



ApPIOUNTIKEC XPWHOOWHIKEC AVWUONIEC

AnuioupyouvTal WC ATTOTEAECUA TOU
(PAIVOUEVOU TOU «MN-O10XWPICHOU»
Kata tn dI1dpKela TNG PEiwoNg Eva eUyoC
OMOAOYWYV XPWHUOCWHATWY (OuvnBEDTEPO) N
AOEAPWV XPWHATIOWYV OtV dlaxwpileTal
L Anuioupyia YOUETWY PE 1 TTEPIOCOTEPO I
AIYOTEPO XPWHOC WA
[[oVIhOTTOINON ME PUOIOAOYIKO YOUETN OONYEI
o€ CUYyWwTO pE AaBog TToooTnTa DNA
To CuywTo 0EV AvaATITUCOETAI PUOIOAOYIKA



Eidn Ap1OunTIK®V
XPWHOOWUIKWV AVWUOCAI®DV

Movoowuyia
H atrougia evog XpwHOOWHATOG

Eivar ouvnOwg Bavarngeopa:

Ta QUTOOWUIKA XPWHOCWHATA TIPETTEI VA UTTAPXOUV O€ OUO OOCEIG VI
owaTn avamTugn. (Ta QUAETIKA, TTPOPAVWG, UTTOPOUV VO UTTAPXOUV O€
€va uOVo avTiypago)

Tplowpia
H 01Tapén evog eMITTAEOV XPWHOCWHATOC

AveutrAocidia
H 1Tepiocoeia r} EAAeiwn pikpou apiBuou

[MToAuTTAOELIOIC

H emitTA€ov TTapouCia eVOG 1 TTEPICCOTEPWY OAOKANPWYV OET (N)
XPWHOOWHATWY, TT.X.: TPITTAOEIOEIC ] TETPATTAOEIOEIC OpYyAVIOUOI



AUTOOWUIKEC APIOUNTIKEC
XPWUOOWUIKEC AVWUOAIEC

H BaputnTa TWV CUUTITWUATWY TTOIKIAEI
avaAoya Je To pJeyebog Tou ETTITTAEOV
Xpwpoowuatog. Ooo PEYaAUTEPO TO
XPWHOOWHA, TOOO TTEPICCOTEPA YOVIOIQ PEPEI
KAl Adpa TOOO TTIO 0OBaPa Ta CUUTITWHATA.

Me og1pa BapuTnTaG, Ol TTIO KOIVEC UOPPEC
TPIOWWMIAC oTOV AvOPWTTO Eival:

Tpiowpia 13

Tplowpia 18

Tpiowpia 21 (ocuvdpopo Down)



> 0vopopo Down

Eival atrotéAeopa un-olaxwpliouou,
ouvnBEoTeEPA KATA TN dNUIOUPYiIa TOU wapiou,
OTTavIOTEPA TOU OTTEPUATOlWapiou.

H mBavornTta eupavionc aucaveTtal e TNV

NAIKia TG uNTEPQC.

KUpla @aIVOTUTTIKA XOPOKTNPIOTIKA:
KaBuoTtépnon otnv avartuen

AlavonTik kKaBuoTépnon
Aucuop@iec 0TO TTPOCWTTO (UOYYOAICUOG)



DUAETIKEC ApIOUNTIKEC
XPWUOOWUIKEC AVWUOAIEC

2uvopouo Klinefelter
[ovorummoc: XXY
PaivéTuttoc: ApoevIKO OTEIPO
2nuEiwan:
o Ta XapaKTNPIOTIKA eugavidovral HETA TNV epnpeia

2uvopouo Turner
[ovorurro¢: X0 (povoowuia X)
QaivoTuTtToC: ©OnAuUKO OTEIPO
2NUEIWan:
o ATToucia OEUTEPOYEVWYV XAPOAKTNPIOTIKWY QUAOU
o H povadikn (Biwoiun) yovoowpia otov AvepwTro




AoUIKEC XPWHOOWMIKEC AVWUOAIEC

O1 aAAayEg 0Tn OO EVOG XPWHOCWHATOG UTTOPEI VA
KQAUTITOUV PEPIKA HOVO Yovidla N va EKTEiVOVTal O PHEYAAO
TMAMA TOU XPWHOCWHATOG

OI XpWHOOWUIKEC aVWMAAIEC opeilovTal o€
METAAAQEOYOVOUGC TTAPAYOVTEC (XNUIKEG OUTIEC N
QKTIVOBOAIEQ)

AOUIKEG XPWHOOWHIKEG AVWHOAIEG UTTOPOUV va
onuioupynBouv Pe dIAPOPOUG UNXAVIOUOUG, TT.X.:

©pauon TUAUATOG EVOG XPWHOCWHATOGS Kal TTavn
AavBaopuevn eTTavaKOANON PTTOPEI va 00NYNOEl O€ EAAEIYN,
METATOTTION ) AAAN avadidTagcn

ATIOTEAECHA TWV OOUIKWY XPWHOOWHIKWY aVWHaAIWV ival
aAAayr) oTnv TToooTNTA N TN OIATACN TOU YEVETIKOU UAIKOU.



E1dn Aopikwv

XPWUOOWUIKWV AVWPOAIQV
‘EAAgIyn

ATTWAEIQ YEVETIKOU UAIKOU

[lapaoelyua: 2UvOpouo PwvN TNG YATAG
‘EAAEIYN TUAMATOC TOU XPWHOOWMPATOC 5:

o AlavonTikil KaBuoTépnon
o XOAPOAKTNPIOTIKO KAQUQ VEOYEVVNTWYV

AiITAaci10o0u06G6
EtTavaAnyn TUNUATOG XPWHOOWNATOG

AvaoTtpoon

@paucon o€ dUo onuEia, avaoTpoPn Kal ETTAVOKOANGON
XPWHOCWHWMIKOU TUNMATOG
KartaAnyel o€ aAhayn TnS dIATacng Twv yovidiwv




E1dn Aopikwv
XPWUOOWUIKWV AVWUOAIQV

MeTatotrion

©pauaon THAKATOG XPWHOOWHATOG KAl ETTAVAKOANGN 0€ AAAO,
Un ouoAoyo, XpwHoowua

[lapaddeiyua: Apoifaia HETATOTTION
AvTaAAay XPWHOOWMIKWY TUNMNATWY JETAEU Un ouOAoywv
XPWHOOWHATWY

o A€ XAVETAI YEVETIKO UAIKO
DucioAoyIKOS QaIvVOTUTTOC (CUVABWCG)
o I'Ip,c')B)\r]Pa 0TO {EUYAPWHA TWV OMOAOYWV XPWHOOWUATWY OTN
uEiwon
Anuioupyia un QUOIOAOYIKWY YOAMETWYV
AugnuEvog KivOuvog attoyovwy PE (0OBapOTEPEG)
XPWHOOWHMIKESC AVWMAAIEC






Aldyvwon MeveTikwv AoBeveiwv

H yvwaon TN uong Kal TwWV UNXAVICHWY dNUIOUPYIaC TWV YEVETIKWYV
aoBeveIwV ETITPETTEI TNV AVATITUEN NEBODWYV BIAYVWONC TOUC.

O1 d1ayVWOTIKEC NEBODOI ETTITPETTOUV TNV QVIXVEUCT OUYKEKDIUEVWV
YEVETIKWYV AVWHAAIWY

270 MEAN MIOG OIKOYEVEIQG

21OV TTANBuC 6

H xpnoiuotnTa Twv ueBodwyv autwy gival TTOAAATTAN:
‘Eykaipn d1ayvwaon utropei va dwaoel Tn duvaTtoTnTa aywyng Tmou Ba
eNaXIOTOTTOINOEI TIG ETTITTAOKEG TNG aoBevelag (1r.X. PKU)
[MpoyevvnTikA diayvwon divel Tn duvatoTnTa dIAKOTING TNG KUNONG (o€
TTEPITITWAON TTOAU ooBapnS acBEveiag)
EVTOTTIONOC TWV QOPEWV PIAC YEVETIKNG AOBEVEIOC ETTITPETTEI TOV

TTPOOdIOPICUO TNG TTIBAVOTNTAC YEVVNONG ACOEVWY ATTOYOVWY.



MEBodOI eveTIKNC AIGyvwoNC

H di1dyvwon YEVETIKWY Q0BEVEIWV UTTOPEI VA ViVEl
E TOUC £CNC TPOTTOUG:

Mop@oAoyiKa

TT.X. MEAETN TOU KOPUOTUTTOU KATA TOV
TTPOYEVVNTIKO EAEYXO

Bioxnuika

LE OIAPOPEC BIOXNMIKEC OOKIUATIEC
Mopiakd

uE avaAuon TG aAAnAouxiac tou DNA.



[TXPOXOEIVUAT

[eveTIKNC AIGyvwong

H PKU avixveuetal Bioxnuika, e UTTOAOYIOUO TNG
OUYKEVTPWONG TNG GaIVUAQAQvivnG OTo aiua.
[TpoyevvNnTIKOG EAEYXOC YIa TNV PKU £xel HEIWOEI
ONMAVTIKA TIG TTEPITITWOEIC dlAVONTIKAG KABuoTEPNONG.

H OpeTTavoKUTTApPIKNA avaldia, Aoyw d1€COodIKNG TNG
MEAETNG, UTTOPEI VA aVIXVEUOEI JE TTOANATTAOUC TPOTTOUG:

1.  Mop@oAoyika, atrd 10 oXNua TwV EPUBPWYV AINOTPAIPIWV
o€ ouvOnkeg EAAEIYNC 0Euyovou
. Bioxnuika, ue avixveuon tng HbS ota epubpokuTTapa.
3.  Mopiakd, ue evioTTionuO Tou peTaAAaypévou yovidiou B°



[eveTIKN KaBodnynon

["eveTIK) KaBodrynon ovoudaleTal n TTapoxn TTANPOPOoPIWY aTTo €10IKOUG
ETTIOTNUOVEG OE:

ATtoua Zeuyapia OIKOYEVEIEG
TTOU TIAOXOUV 1 £XOUV AUGNUEVEG TNIBAVOTNTEG VA EUPAVIOOUV KATTOIA
YEVETIKI aoBéveia.

H yeveTik kaBodrynon eivai IDIAITEPA GNUAVTIKN YIA OPIOPEVEG
KOTNYOPIEG ATOUWV:

Popeic YEVETIKWYV a0BEVEIWV

ATONO PE OIKOYEVEIAKO I0TOPIKO YEVETIKWY ACOEVEIWV

[Muvaikec avw Twv 35 €Twv (BA. cuvdpouo Down)

[Muvaikeg e TTOAAATTAEC ATTOBOAEC

Baoiko1EPOG OKOTIOG TNG YEVETIKNG KABOONyNnong €ival va FonBnaoel

TOUG €VOIAPEPOUEVOUG VA TTAPOUV ATTOPATEIS YIa
TNV OTTOKTNON ATTOYOVWV.
TNV MBOav dIaKOTIN PIAG KUNONG, XWEIS TTPORANUa otn untépa.
2TNV aTTOPACN AUTA CUXVA EUTTAEKOVTAI KAl AAAEG TTAPAUETPOL:

o KoIVWVIKES o OPNOKEUTIKES o HOIkEC



[eveTIKN KaBodnynon

TI xpeialeral va yvwpilel Evag TTIOTAUOVAG, TTPOKEIMEVOU va
OUMBOUAEWEI TOUG EVOIAQPEPOUEVOUC YVIA LI TUYKEKPIUEVH YEVETIKI)
aoBéveia;

Tn ouxvotnTa ENPAVIONG TNG

Tov TPOTTO KANPOVONNOHG TNG

TIG EMTITWOEIS TNG

Toug TPOTTOUG AVTIMETWTTIONG TNG

[Mapadelyua:
[Moia n mOavoTnTa Yévvnong atToyovou PE OPETTAVOKUTTAPIKA
avaipia atré dUo yoveic eTepdluyoucg yia To yovidio BS; (25%)

AV 0 YEVETIKOG ETTIOTIUOVAG DIATTIOTWOEI augnuEvn TBavoTnTa
YEVVNONG OTTOYOVOU [E YEVETIKI a0BEvela, TOTE CUUPBOUAEUEI TN
OIEVEPYEIQ TTPOYEVVNTIKOU EAEYXOU



[TpoyevvnTiKOC EAeyx0C

AUVIOTTAPOAKEVTNON

AfQYn auviakou uypou atrd ToV auvIako odKo JE BeAova.

To apviakd uypo TTepIAapBAvel EURPUIKA KUTTAPA, TTOU JTTOPOUV va
XPNOIYoTTOINOO0oUV:

o [a avdhuon DNA

o Na Broxnuikry avadAuon (11.X. evCUPWV)

o la TN EAETN TOU KOPUOTUTTOU, UOTEPA aATTO KaAAIEpyEIa (YIaTi;)

[MAgovekTAUATA:

o Ao@alng

o ACIOTTIOTN — KAPUOTUTTOC (XPWHOCWHATA) KAANG TTOIOTNTAG.

o Auvatornta avixveuong Tavw atrdé 100 yeVETIKWY avwPaAiwy

MelovéKTnUQ:
o AuvaTtotnta e@apuoyng YETa 1n 121 ¢fdouada (kal wg Tn 16M)




[TpoyevvnTiKOC EAeyx0C

AQWN XOPIOKWY AQXVWV

Xopio ovouadletal N euPPUIKA HEPPPAVN TTOU CUUMPETEXEI OTO OXNMATIOUO TOU
TTAQKOUVTQ

A\GXVeG ovopAadovTal HIKPEG DAKTUAOEIDEIG TTPOEKBOAEG £TTIBNAIOKOU 10TOU
(HepBpavwv)

Ta epBpuikda kUTTapa Tou AapBAavovtal aTro TIG XOPIAKESG AAXVEG
XPNOIUOTTOIOUVTAI YIA:

o AvaAuon DNA

o Bloxnuikoug eAéyxoug

o 'EAeyxo KapuoTUTTOU

[MAeovekTAUATA:
o Mo €ykaipn diayvwaon (e@appoyr Kata tnyv 91-12" ¢fdouada)

MeloveEKTnUA:
o NiyoTePO acPaAic (TTpoBARuaTa 0TO ~1% TWV TTEPITITWOEWV)
o NyoTePO aCIOTOTN (XEIPOTEPN TTOIOTATA XPWHOCWHATWYV).




KXPKIVOC

O Kapkivog gival ATTOTEAEOUA AVEGEAEYKTOU
TTOAAQTTAQCIACOUOU TWV KUTTAPWYV EVOC I0TOU TTOU:

2 xnuaridouv pada KUTTApwWV (OyKol)
MeTavaoTeUouVv OTO Aipa (AEUXAIUIEQ)

O Kapkivog gival (OXEOOV) TTAVTA ATTOTEAET A
OWMATIKWY METAOANACEWV.

O Kapkivog TTpoKaAEiTal OXI aTTO Hid, AAAG aTTO
OUCOWPEUCT METAAANACEWV.

O kapkivog gival atroTEAEoUa AAANAETTIOPAONG
YEVETIKWV (KANPOVOUIKWYV) Kal TTEPIBAAAOVTIKWY
(METAAAQCOYOVQ) TTAPAYOVTWV.



KapKIvog Kol MeTOAAGEEIC

H ocucowpeuon JETAAAAEEWY TTOU 0DNYEI OTOV KOPKIiVO
OlEUKOAUvVETAI aTTO dUCAEITOUpPYiIa TwV evUUWY £IOIOPOWONG
Tou DNA, T1.X.:
Ta KUTTAPA ATOPWY PE HEAQYXPWHATIKA ¢npodepuia cival avikava
va emdlopBwaoouv BAARec ato DNA 1TOU TTPpOKOAOUVTAI ATTO THV

UTTEPIWON AKTIVOBOAIa, AOYWw METAAAAENGC TWV YOVIOIWV TWV
OXETIKWV ETTIOIOPOWTIKWYV €VCUPWV.

% ATOUA PE HEAQYXPWUATIKA §NPODEPIa EPPaviCouV
TTOAAQTTAGCIO OUXVOTNTA KAPKiIVWY TOU OEPUATOG.

EKTOG a1ro 10 Yovidia twv EmidiopOwrikwy evUUwY, OUO
KUPIEC KATNYOPIEG YOVIOIWYV EUTTAEKOVTAI OTNV KAPKIVO-YEVEDN:
TO OYKOYOVidIa KAl TO OYKOKATATTAATIKA Yovidla

2TIG TTEPIOCOOTEPEG TTEPITITWOEIG KAPKIVOU EUTTAEKOVTAI Kal OI 2
QUTOI TUTTOI YOVIDIWYV, TT.X. KAPKIVOG TOU TTAXEOG EVTEQOU.




OyKOYOVIOIXX

Ta TTpWTO-0YKOYyOoVidIa €ival JIa KATNyopid YovIdiwV TTou
UTTAPXOUV (PUCIOAOYIKG OTO YOVIOIWMA.

O pOAOC TWV TTPWTO-0YKOYOVIDIWV €ival N EVEPYOTTOINON
TOU KUTTAPIKOU TTOAAQTTAQCIOCMOU, OTTOU AUTO €ival
ATTOPAITATOC (TT.X. ETTOUAWCN TPAUUATWY).

Y110 OPIOUEVEC OUVONKEC, TA TTPWTO-OYKOYOVidIa
LETATPETTOVTAI OE€ OYKOYOVidIa TTOU UTTEPAEITOUPYOUV,
0ONYWVTOC O€ AVECEAEYKTO KUTTAPIKO TTOAAATTAQCIQCUO.

H JUETATPOTTI) EVOC TTPWTO-0YKOYOVIOIOU O€ OYKOYOVidIo
gival ouvnbwcg atTroTEAECUQ:

[ovIOIOKNAG METAAAACNG
XPWHOOWWIKAG avwuaAiag (ouvrBwe JETATOTTIONG).



OYKOKOTXOTOATIKG TOVIOIX

Ta OYKOKATAOTAATIKA yovidla €ival Jia KaTnyopia yovidiwyv TTou
UTTAPXOUV (PUCIOAOYIKA OTO YOVIOiWHa

O pOAoG TOUG €ival AvTIBETOC TWV TTPWTO-0YKOYOVIDiWV: EAEYXOUV
TNV KUTTOPIKN OlAipED, KATAOTEAAOVTOC TNV, OTTOTE XPEIACETAI.

MeTaAAGceIC (OuvnOws TTARPNG EAAEIWPN yoVIdiou) TTOU
adPAVOTTOIOUV TO OYKOKATAOTAATIKA yovidla, odnyouv o€
QAVECEAEYKTO KUTTAPIKO TTOAAATTAQCIOOUO

Kapkivoyéveon

[Mapdadeiyua:

To peTivoBAGcTWUA (KOPKIVOSG TOU ap@IBANCTPOEIDOUG) Eival
ATTOTEAEO A EANEIYNG EVOC OYKOKATAOTAATIKOU Yovidiou oT1o 13Q



