Bloloyia MpocavatoAiopol M Aukeiou

Kepdalaio 6

MetalAageic

Tt ovpPaivel 6tav aAAAlel TO YEVETIKO VALKO: OL YOVISLAKEC
HeTaAAdEeLC kal oL alpoodalplvortdBelec, oL aplOUNTIKES Kal oL
SOUIKEC XPWUOOWULKES AVWUAALEC, KaL OL TPATIOL [LE TOUC OTTol0UG
yivetal n Slayvwon TwV YEVETIKWY AoBeVELWV.

1 Baotkol 6pot 2  Ei(bnpetoANdEswy 3 ToviSlakEC PETOANGEELG
4  Awoo@alplvottaBeLeg 5  PKU kat aAplopdg 6  AplBuNTIKEC AVWHOAIEG
7  DAopkEG avWHOAES 8  Aldyvwon 9  Zuykploslg

10  Autogleyxog

€ Baowol 6pot

Ot optopol autov Tov kedaAaiov ntovvtat cuxvd avtovolol. MABe toug oe opddeg: yoviSlakn HeTAAAAEN
KOL XPWHOOWHLKT) avwpaAla, olwmnAn kat ou8eétepn petdAAagn, povoowpia kat tpltowpia, EAAendn,
SutAaclaopoc, avaotpodn Kal LETATOMLON).

a-8alaccapia Awpoodatpvortddeta otnv onola eAattwvetal n cvvOeon Twv a-
aAvoi8wv tng atpoodatpivng. Odeidetal oxedov mdvta oe EAAeNN
evo¢ N teplocdTeEpWY and ta Técoepa yovibia a.

AwocalpvomrdOeLeg Tevetikeg aoBeveleg mov odellovtal oe HETAAAAEELG TwV YoVISIwY
IOV KWELKOTIOLOVV TIC TTOAUTEMTISIKEC AAVOIBEC TWV ALLOOHALPLVWV.

ANpLopog AcBévela ov odeldetat atnv EAAendn evdg ev{ipou anapaltntov yia
TOV OXNUATIOUO TNC XPWOTIKNG HeAavViVNG. T ATOMA TTOU TTATYOUV
Aelmel n xpwoTikN amd to §€ppa, Ta HaAALd kal TNV (pLda TwWV paTLwv.
KAnpovope(tatl ple auToowLKO UTTOAELTTOUEVO TPOTTO.

ApvioTrapakévtnon Me6080¢ mpoyevvntikov eA€yyou. Me BeAdva AapBdavetat and tov
AUVLIaKO 0AKO [LLKPT) TTOOOTNTA AUVIAKOU VYPOU, TTIOU TIEPLEXEL
epPpuikad kittapa. Tivetat and ) 12n éwg t 161 eBdopdda tng
kunong.
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ApoiBaia petatomon

Avactpown

AveumrhosLdn dtopa

APLOHPNTIKEG XPWHOOWHIKEG
avwpaAisg

Autopateg petaAlGEerg

B-Balaoccatpia

Fevetikn kaBodnynon

FoviSiakég petaAdEelg

AuthacLacpocg

DAOPKEC XPWHOGWHLKES
avwpalisg

AvTaAAay" XpWHOOWUIKWY TUNUATWY AVAUETA O U1 opdAoya
XpwHoowpatd. Aev Xdvetal yeveTIk VALKO.

Aok XpWHOOWHLKT) avwpaAia mov Snuovpyeitat and Bpavoelg oe
800 SladopeTikd onpela eVOC XpWHOOWIATOC KAL EMAVEV®OT) TOU
TUNUaTog voTepa amod avaotpodr). AAAAleL Tn Sldta&n Twv yoviSiwv
OTO XPWHOOWHA.

‘ATopla IOV TIPOKVTITOUV ATTO T1) YOVLOTION o 1N GUCLOAOYIKWY
YAUETWY Kat £xouv Teplooela 1) EAAenPT) pikpol aplOpov
XPWHOOWHATWV.

AANAQYEG 0TOV aplBpd TV XPWHOOWHATWY. [TpokVUTTTOUV KUplw amnd
un Staxwplopo katd tn pelwon.

MetaAAd&elg mov epdavidovral aipvibia péoa otov mAnBLopd, and
AdO1 katd TNV avtypadn tov DNA 1) katd Tov SlaxwpLlopd Twv
XPWHOOWHATWYV, XwpIg TNV enipaon petaAAa&oydvou mapdyovra.

AlpoodatpvomtdBela otnv omola eAATTwveTAl ) Ae(TIEL EVTEAWC T
ovvBeon Twv B-aAvoi8wv Tne atpoodatpivne. Odeldetal o TOAAEC
SladopeTikeg yoviSlakeg petaAAdEelc Kat kAnpovopeltatl pe
OQUTOOWLLKO UTIOAELTIOUEVO TPATIO.

Awadikaoia katd tnv omnoia e8ikol emotrpoveg Sivouv mAnpodopieg
oe dtopa, (euydpla Kat OLKOYEVELEC TTOU TTACYOUV Ao KATIOL
YEVETIKN aoB€veLa 1) £€xouv avénuéveg mBbavotnteg va tnv
epdavioovv. Ot mAnpodopieg Toug Bonbolv va mdpouvv anoddoelg,
KUP(WC VLA TNV ATTOKTNOT) VYWV ATIOYOVWV.

AM\ayég oe pkpd aplBpd Bdoewv evdg yovidiou: avtikatdotaon,
pooBnkn N EA el Baoewv.

AOULKT) XPWHOCWULKT) aVWUAA{d KATA TNV oTtold £va XpWUOCWULIKO
TUNUa emtavalapPdavetal 0To XpwHOowa.

AAAayEG 0Tn Sopn| €VOG 1) TEPLOGOTEPWV XPWHOOWUATWV. AAAG{ouV
TNV moodTnTa 1) T SLata&n tng yevetikng mAnpodopiag.
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Apsmavokuttaplky avatpia

‘EAAewpn (XpwWHOGWHLKA)

AN xopLakwv Aayxvwv

MetaAhagn

MetaAAa§oyovol TapAyovTeG

Metatoémon

Mn SLaxwpLopog

Movoowpia

Oudétepn petdAhagn

AlpoodatpvortdBela mov opelAetal og aviikatdaotaon Baong oto
yovibio tne B-aAvaoiSag. Ztnv €ktn B€on tng aAvoidag to
YAOUTAULVIKO 0€V avTikaBiotatat amo BaAivn kat oxnuatiletatn
atpoodatpivn HbS.

AOULKT) XPWHOOWULKY) avwpaAla katd Tnv omola Xdvetal YeveTIkod
VALkO, SnAadn) éva TUNHA XPWHOOWHIATOG.

MéeBo8oc¢ poyevvntikov eAéyyxov. AapBdvovtat epBpuikd kbTtTapa
and Tig mpoPoAgg (Adyveg) Tou xopiov, TN epPpuikng pepPpdvng mov
OUMHETEXEL OTOV OXNUATIONS Tou MAakovvTa. Tvetal tnv 9n €wg 12n
eBSopdda tng kvnong.

KdBe aAAayn oTo yeveTiko UALKO eVOC KUTTAPOU 1] £VOC OPYAVIOUOU.
Mrmopel va adopd €va yovisio (yoviSiakr) HeTdAAagn) 1) Turpata
XPWHOOWHUATWY KAl OAOKANPA XPWHOCWUATA (XPWHOCWLLKY)
avwpaAia).

[Tapdyovteg Tov TtepLBAAAOVTOC, OTIWC OPLOUEVES XNULKEC OVO(EC KalL
OKTLVOPBOALES, TTOU UITOPOVV VA TIPOKAAECOUY HETAAACEELG.

AOULKT) XPWHOOWULKY) avwpaAla tov eivat arotéAeopa Bpavong evog
TUNUATOC XPWHOOWHATOC KAL EVWOTC TOU 0 AAAO, N OpLOAOYO
XpwHOowHA.

To pawvopevo katd to onolo, ot Stdpkela tne pelwong, Sgv
Slaywpilovtat puolodoyikd Ta opdAoya Xpwpoowpata (1n HetwTik
Saipeon) N oL abeAdpég xpwuatideg (2n pewwtikn) Staipeon).
AnpovpyolvTal YAPETEG Pe aplOpd XpwHOOWUATWY LEYAAVTEPO 1)
HUKPOTEPO TOL GUCLOAOYLKOU.

AplOuUNTIKN XPWHOOWLKT) avwpaAla katd tnv omola Asimel éva
XpwHOowa: amno éva {evyog opdAoywv urtdpyet povo to €va (2n - 1).

MetdAAagn mov aAAddlet €va apvo&y, aAAd ennpedlet eAdxLoTa
0TePe0SLATAEN KaL TN AELTOVPYIKOTNTA TNG TPWTEIVNC. AeV TPpoKAAEel
BAAGPN otov opyaviopd.
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MAaiclo avayvwong

MpoyevvnTikog EAsyxog

ZwwnAf petdAAain

Z0vSpopo Down

Z0vSpopo Klinefelter

Zovdpopo Turner

Z0vSpopo pwvi Tth¢ yatag (cri-

du-chat)

Tplowpia

dawulketovoupia (PKU)

XPWHOOWHIKES AVWHOAIEC

O tpdmoc pe tov omolo n aAAnAovyia Twv Bdoewv xwplletal oe
Sladoyikeéc TpLadeg (kwdikdvia), Eektvwvtag amd To KwSIKOVLo
évap&ng. AAAGLeL dtav mpooteBovv 1 xabovv Bdoelg oe aplBpd mov
8ev elvat moAAamAdaoto tov tpla.

O €\eyyoc Tov e pUOL YLd YEVETIKEG AVWHAA(EG kaTd T SLdpkela
NG KUNONG, KE AUVIOTIAPAKEVTNON 1] e AT XOPLAKWY AdYVWV.

Avtikatdotaon Bdong mov 8ev aAAdlel To apvo&l: Adyw Tou
eKPUALOPOV TOV YEVETIKOU KWSLKA TO VEO KwBLKOVLO kwdikoroLel To
(610 apvoy. H aAAnAovyia Twv apivo&Ewy tng mpwteivng pévet (Sla.

Tplowpia 21. ZToV KApLOTUTIO UTTAPYEL VA ETIUTAEOV XPWHOCWA 21
(47 xpwpoowpata). Efvat n o kown aptpunTiki XpwHOOW LK)
avwpaAia.

AplOuntikn avwpaAia Twv GUAETIKWOV XPWHOOWHATWV: 47
XPWHOOWHATA, 44 AUTOOWIKA KAl Ta GUAETIKA XXY. Ta dtopa €xouv
EWTEPIKA XAPUKTNPLOTIKA APOEVIKOV ATOMOL Kal elvat oTelpa.

Movoowplia Tou GUAETIKOV XPWHOOWHATOG: 45 XpwHoowpata, 44
QUTOOWIKA Kat €va pdvo X (XO). Ta dtopa €xovv Gpatvotumo
BnAvkov atdpou kat eivat otelpa.

YUvSpopo mov opeidetal otnv EAAendr £vOC TUAUATOC ATIO TO
XPWHOoWHA 5. To KAGUA TwV VEOYEVVNTWYV TTOV TIACYXOULV HoLdlel pe
TO KAQpa TN ydtag.

AplOuNTIKN XPWHOOWULKT) avwpaAla kaTd Tnv omola urtdpyet eva
ETUTAEOV XpwHOoWHA: €va Xpwpdowua Bploketal oe tpla avtiypada
avtiya Vo (2n +1).

AoBévela ov odpeldetat otnv EAAendn Tov ev{OpOL IOV, 0TA
dUOL0AOYIKA ATOPA, LETATPETEL TO AULVOEL datvulaAavivn og
tupooivn. H patvudadavivn ovocowpevetal. KAnpovopeitat pe
QUTOOWLLKO UTTOAELTIOUEVO TPATIO.

AM\ayég mov adpopolv peydAo TUNHA EVOG XPWHOOWHATOG 1)
OAOKANPA XpwHOOWHATA. AtakplvovTal o aplOUNTIKES Kat SOULKEG.
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@ Ticival petaAAa€n Kau roLa L8N utTrapyouv

MetdAAa&n elvat kdBe aAAayr) 0To yeVETIKO VALKO £vOC KUTTAPOUL 1) £VvOC opyaviopov. Otav n aAAayn
apopd pikpo aptdpud Baoswv evdc yovidiov, piddpe yia yoviSiakn petdAAa&gn. Otav adpopd peyaiivtepo
TUAHUA VOC XPWHOOWHUATOC 1] OAOKATPA XPWHOCWHATA, UAGLE YId XPWHOCWILKY avowpdaAia.

eonites

[ |
FovidLakég XPpWHOOWHLKEG AVWHAAIES

avtikatdotoon Baong

AplOpuntikég Dopikég
TpocOnKkn Baoswv I l I |
, , ENeldn
EMewbn Bdoswy Movoowpieg Tprowpieg
2n-1 2n+1 SUTAAGLOCHAG
aAN&louv Aiyeg Baoslg

evoc yoviSiou Turner (X) DOW? €2 avooTPOWH

Tplowpta 13,18

Klinefelter (XXY) pETOTOTION

O xdptng tou kedaAaiov. Ot HOVOOWHIES KaL OL TPLOWLIES elval avevuTAoelSieg,
8nAadn amokAloelg amod tov puotoAoyikd aptOpo 2n.
Aev gival OAec oL petaAAageic BAafepic

Mua petdAAaén propel va pokaAel acBevela, pmopel Opwe kat va unv €xet kapia cvvemneta. Ot
HeTAaAAGEELS Snpovpyolv véa aAANASGpopda KAl AVEAVOUYV T YEVETLKN TTOLKLAGTNTA, IOV glval
amapaltnTn ya tnv eEEALEN TWV 0pYaAVIOUWV.

Mwg dnploupyouvtat

Autopateg petaAa€elg
epdavidovtat atpvidia péoa otov mAnBuopd, and Addn otnv avtiypadr) tov DNA 1) 6Tov
SlaywpLopd TWV XPWHOCWUATWY

MetaAAdEeig amod petaAAa§oyovous TapAyovTES

TipoKAAOVVTAL ATt XNILKES ovoieg 1) akTLvoBoAleg Tov TtepBAAAovVTOC
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MetaAAaEoyovol TapAayovTEG

Xnpkég oucieg
dopuaASelibn), OpLOPEVES XPWOTIKES, OPLOUEVOL APWHATLKOL KUKALKOL USpoyoVAVBpakec,
kadeivn

AxTtwoBoAisg

aktiveg X, aktiveg y, umeplwdng akTivoBoAla, Kook aktivoBoAia

Ot petaAAa&oydvol Tapdyovteg HmopovV va TTPoKAAEGoUVY Kat YoviSlakee LeTaAAdEelc kat Bpavoelc Twv
XPWUOOWHATWV, ENAad) SOULKES XPWHUOOWULKES AVWUAALEG.

O pnxavicpoi emdiopbwong

To kUttapo Stabétel emSlopOwtika £viupa mov evtomniovv kat 8LopOwVouV TIg TEPLOCOTEPES
BAAGBeg tou DNA. MetdAAa&n yivetat pévo n aAAayn mov Eedevyel and Toug UNYXAVIOHOoUg
emSLOpOwoNC Kat HEVEL HOVIA OTO YEVETIKO UALKO.

2 ToLa KUtTapa cupBaivouv

Zwpatika KoTTapa

e8w ovpBaivouv ol meplocdTepeg PETAAAAEELS, adol Ta KUTTAPA AUTA armoteAolV axeSov To
OUVOAO TWV KUTTAPWY €VOC TTIOAVKUTTAPOU 0pYAVLIOHOV. AV KANpovopoUvTal 0TOUC
aroyovouc. ITepvolv povo oTa KUTTAPA IOV TIPOEPYOVTAL LE UITwOoN amd To apxLko
HETAAAQYUEVO KUTTAPO

FevvnTikda kUTTOpO
8w ovpPaivouv avaioyikd ol Atydtepeg petaAAdgelc. MetaBiBalovtal pe Toug YapETES
OTOUC ATToYGVOUC Kat eVBUVOVTAL VLA TIG KANPOVOULKEC aoB€veLeg

Mote cupBaivouv

MeTaAAdEelg pmopovv va oupfouv og oroladnmote ¢pAon Touv KUTTapikov kUkAov. KdBe lbog dpwg €xet
TN 8IKN TOU «TUTILKT)» OTLYUT).
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EiSo¢ petaAAagng kat pdcn Tou KuTTaplkoU KUKAou

EiSo¢ MNote Nwg

Fovidlakég Kuplwg otn peaddaon. Am6é AdOn otnv avtypadn tov

HETAANAGEELG DNA.

ApBpnTikeg Kuplwg otn pelwon. A6 pn Staxwplopd twv

XPWHOCWHLKEG OUOAOYWV XPWUOOWUATWY 1) TwV

avwpalieg a8eAPp WV xpwHaTISwv.

Dopkég Ye OAn TN Sudpkela Tov Amo Bpavoelc Twv

XPWHOCWHLKES KUTTAPLKOU KUKAOU. XPWHOOWUATWY KAl AavBacuévn

avwpalieg ETIAVEVWOT) TWV TUNUATWV.
Mpoocoxn

Mtua peTdAA €N o owpatikd KUTTapo Sev mepva ota tawdid, 6co coBapn| kL av elvat yia to Slo to
atopo. I'a va kAnpovounBel, mpemnel va urtdpyeL ota yevvnTika kOTTapa kat va Bpebel oe yapetn
mov Ba yovipomownOel.

® lMovidiakeg petaAAa€elc

O yoviSlakég petaAAdéelg aAAalovv tnv aAAnAovyia twv Bdoewv evdg yovidiov. Yrdpyouv tpla ei8n:
avtikataotaoct), tpootnkn kat EAAewdn Bdoswv. H ovvénela eEaptdtat and to tt aAAdlet cto mRNA
KaL, TeAkd, otnv aAAnAovyia Twv apvo&éwy tne mpwteivng.

Avtikatdaotacn Bacng

AAAALeL €va povo kwdikdvio.’OAa ta voAoura StaBalovtal kavovikd. YIapXouv TEooepa ev8eXOUeEVa:

ZwwrnAn petaAlagn
TO VEO KWOLKOVLI0 KwdLkoTtoLel To (810 apvo&y, A0yw Tou ekdUALCHOU TOV YEVETIKOU Kwdika. H
TpwTeivn 8ev aAAdlet

Oubétepn petdAAagn

aAAddel eva apvo&y, aAAd ) oTepeoSIATAEN KaL 1) AELTOVPYIKOTNTA TNC TIPWTEIVNC
ennpedlovtat eAdylota
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AANayr) apIvoEE0G HE CUVETTELEG
TO V€0 apvo&V aAAdlel Tn otepeoSLATaén kat Tn Aettovpyla TG MPWTEVNG, 0w 0T
SpemavokuTTapikn avatpia

Mpdwpn Afi§n
TO KWS8LIkOVL0 YiveTal Kwdikovio AneEnc (UAA, UAG 1) UGA). H ovvBeon otapatd vwpitepa kat
n oAvumentidikn aAvoiSa Byaivel pikpotepn

MpooOnkn kat EAAewdn Bacswv

O yevetkog kwdikag StaBaletal avd tpelg Bdoelg, ovvexdpeva, xwplc va mapaleimetal kapia. I avtd
petpdel méoeg Bdoelg mpootiBevtal 1y xavovtat.

ApLOpog mou Sev eivat moAAarmrAdoto Ttou 3
aAAddlel to mAaiolo avayvwong. Ao To onpelo Tne HETAAAAENG kal petd aAAdlovv 6Aa ta
KwSkovLa, dpa Kal Ta apvo&eéa. Zuyvd epdavidetal vwpitepa kwdikovio ANéng

Tpeig Stadoxikég Baoelg R MOAAATTAAGLO TOUG

TpooTiBevTal 1) xdvovtal €va 1 teplocotepa apvogea. To mAalolo avayvwong 8ev aAAdalet
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Eva mapadetypa: T maBaivel to idto mRNA og k40 mepintwon

MNepintwon mRNA(5" - 37) Mentido TuaANage

®ducloloyiko AUG GAG CCU UAC UGA Met—Glu—Pro—Tyr To kw8kdvio UGA eivat
kw8kdvio AnEng.

Avtikatdotaon,  AUG GUG CCU UAC UGA Met—Val-Pro-Tyr "Eva apivo&l StadopeTiko.

aAlayn

apLwvo€€og

Avtikatdotoon, AUG GAG CCC UAC UGA Met—Glu—Pro—Tyr Ta CCU kat CCC

olwmnAn KwSLKoToLlovV kat Ta §Vo

mpoAivn. Kapia aAAayn.

AvTiKaTAoTOCN,  AUG GAG CCU UAA Met-Glu—Pro To UAC éywve UAA,
mpowpn ARgn KwSkOVLo ANENG.
Mikpdtepn aAvoida.
MpocOnkn plag AUG GGA GCC UUA CUG A..  Met—Gly-Ala-Leu-Leu..  AAAAleLTo mAQioL0
Bdong avayvwong kat OAa ta
EMOUEVA AULVOEEQ.
‘ENAewdn pioag AUG AGC CUU ACU GA.. Met-Ser—Leu-Thr.. XdaBnke to G tou GAG.
Bdong AANAGLeL To TAaiol0
avayvwong.
‘EAAeWn TPLWV AUG CCU UAC UGA Met—Pro-Tyr Xd6nke to GAG. Acinel éva
SLadoykwv apLvo&, to mAaiolo pévet
Bdoswv (8lo.

KOATTO yLa TIG 00K OELS

Ye kaBe doknon ypdpe mpwta to mRNA YwpLopEVo og Kwdlkovia, armod to AUG w¢ To KwSLkdvio
ANENG. Kave petd tnv aAdayn kat §avayxwpioe TG fdoeig oe TpLddeg amd tnv apyn).’Etot paivetat
apgowc av AAAaEe éva kwdkdvio 1 0AdkANnpo to TAaiolo avayvwong.

To KAAOLKO TTaPASELYHA: N SPETAVOKUTTAPLKNA avatpia

To 1949 o Linus Pauling kat ot ouvepydteg Tov avakdAvpayv 4te n atpoodatpivn Twv atopwy Pe
Spemavokuttapiky) avatpia Stadépet and tn dpuotodoyikn. Alya xpdvia apydtepa o Ingram £8ei&e 4t
Sladopd Bploketal oe €va poévo aptvo§l: otny £ktn B€on g B-moAuvnentiSikng alvaciSag to
YAOUTAULVIKO 0&V €xel avTikataotadel amo BaAivn.
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H attia elvat pia avtikatdotaon fdong oto €kto kwSikdvio Tou yoviSiov Tne B-aAvoiSac: otnv Kwdikn

aAvoiSa to GAG yivetat GTG. To petaAlaypévo aAAnAdpopdo ouvpPBoAiletat B° kat n awpoodalpivn mov
nipokvmtel HbS.

To £kTo KwdKOVLO Tou Yyovidiou tng B-aAucidag

®ducloloyiko yovidio (B) MetaAAaypévo yovidio (B°)

Kwdwkn aAuoida 5" GAG 3~ 5° GTG 3~
DNA
Mn kwdikA 3° CTC 5° 3° CAC 5°
aoAucida DNA
mRNA 5 GAG 37 5° GUG 3°
Apwogu otn B- TAouTaptvikd o&y BaAivn
aAucida

Mpoooxn

To peyebog g petdAAa&nc Sev Selyvel to péyebog tne ovvenelag. H aAAayr) plag povo Bdong
urtopel va elvat olwmnAr), prmopel dpwe Kat va aAAdleL Tn otepeoSLataén pag mpwteivng Kat va
nipokaAel coBapr) acBevela.

@ AWOGPALPLVEC KOL ALHOGPALPLVOTTAOELEG

KdaBe poplo apoodatpivng amoteAeltal amod téooeptg moAvmentiSikég aAvaibeg, avd Vo (Sleg."OAeg ol
duolodoyikég atpoodatpiveg Tov avBpwmou £xovv 8o a-aAvcideg. AtadEpouv oto Sevtepo {evydpt.
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OLalpocatpivec tou avlpwirou

Awpoocyaipivn AAucidseg MoU th cuvavtape

HbA 9B H kVpla atpoodatpivn twv
evNAlKwV.

HbA, 58 Y€ Hkpd 0000 TO OTOUG

gVNALlkeS. AVEAVETAL OTOUG
dopelc tne B-Oaracoarpiag.

HbF AyVy H aipoodatpivn tov epPpiiov.
YToUC eVNALKEC UEVEL OE€ TTIOAD
HKPO TTOC0OTO, TIEPITIOU 1%.

HbS S

Yta dtopa pe to aAAnAdpopdo BE.
ITpokaAel Spemdvwon Twv
epLBPOKLTTAPWYV 0€ CLVBTKEC

agPBs

gAAenprnc o&uyovou.

AwpoodpatprvorntdBerec ovopdlovtal oL yeveTikeéC acbéveleg mov odpeilovtat o peTaAAAEELC TwV
YoviSiwV Tou KwSLKOTIOLOVV TIC TTOAVTIEMTISIKES AAVGISEC TwV alpoodalpvwv.

ApPETAVOKUTTOPLKN avaLpia

HbA HbS

Glu - Val
6n 0£on ¢ B-aAuoidag

PUoLOAOYIKO £puBpokUTTapo SpemavokutTapo
Slokoelbéc oxApa o ouvOnkeg EMelng ofuydvou

H aAAay1) evic apvoggog aAAdlel tn otepeodidtaén tng awpoodpatpivng kat, pali tne,
TO OY1La TOV EPUBPOKVTTAPOU.

Attia

avtikataotaon Baong oto yovibio tng B-aAvoidag. Tynuatietat HbS avti yia HbA

TumaBaivouv ta epuBpokitTapa

oe ouvOnkeg EAAerdng o&uydvou Ttalpvouy XapakTnPLOTIKO SPEMaVOElSEC oA
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ZUVETELEC

Ta Spemavokvttapa epnodilouvv Tn dpuolodoyikn kukAodopia Tov alpatog ota TpLyoeLdn
ayyela. Kataotpedovtal emiong ypnyopdtepa amo Ta puoloAoyikd epubpokuTTapd, Ue
arotéAeoua avatpia

Ouoéuya dropa (B°B*)
ntdoyxovv.’Exouv HbS kat kaB6Aov HbA

Etepbuya dropa (BB°)
elvat popelc kat 8ev epdpavidovv Ta cuuntwpata tne acbevelag. Apendvwon epdavidovv
Hévo og ouvBnkecg peydAng EAAendhng o&uyovou, .. og VPOPETPO MAVw ard 3.000 m

KAnpovépnon
AUTOOWLLKT) UTIOAELTTOUEVT)

B-6aAacoatpia

Xapaktnpiletat and eAattwpévn ovvBeon N TANpnN EAAebn Twv B-aAvoibwv, dpa kat tng HbA.
Eudavilel peydAn etepoyevera: opeidetal og moAAd StadpopeTikd £i8n yoviSlakwv petaAAdEewy, 6mwg
avtikataotdoelg, eAAelelc kal mpooBnkeg Bdoewv, oTo yovidio tng B-aAvoiSac. Ta yoviSia mov
guBvvovtal yla tnv achévela eivat SnAadh) moAAanAd aAAnAopopda. I'’ autd ta cupmTwpata
SladEpouv oAU and dtopo oe dtopo: and ooBapr) avatpia, 0tav ot f-aAvoibeg Aelmouv evieA®S, WG
nrotepn, 0tav anmAwg cuvtiBevtat Atydtepeg.

Opoduya atopa

epdavidouvv cofapn avatpia. AvTipetwrileTal e ouyVEC HETAYYIOELC AlATOC, TTOU OUWE
VTEPHOPTWVOLV TOV 0PYAVIOUO pe albnpo. O albnpoc amopakpUVeTaL e PAPUAKEVTIKN
aywyn (amoodnpwaon)

AUVEnon tng HbF
ota opoluya dtopa ocuvvnBwe avEdvetal n HbF, mov untokabilotd ev pépet trnv HbA mou Aelmet

Etepoluya atopa
elvat dopelg, pe Nriia avapia. Exovv avénpévn HbA,, mou anoteAel Stayvwotiko Selktn

KAnpovopnon
AUTOOWILKT) UTIOAELTTOUEVT)
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Mati oL Yopeig eival cuxvoi otn Mecoyelo

Ot dpopeic e SpemavokutTapiknc avatpiac kat tne f-6alacoatpiac stvat avBektikol otV
gAovooia, ylati ta epuBpokittapd toug 8ev euvoovV ToV TOAAATTAACLAGHS TOU TTAACHwS{oV TToU
v mpokaAel. Te meploxeg omov epdavi{dtav eAovooia, Omwe oL Xwpeg tng Mecoyeiov, TS AUTIKNG
kat AvatoAkng Adpikng kat tng NotioavatoAikng Aclag, auto NTav mAeoveKTNa eMBlwong kat
avanapaywyng.’Etot av&nnke ekel n ouxvotnta Twv eTepOlUywV ATOHWV.

a-Oalacoaipia

Ta yoviSia tov kwSikorolovv Ty a-aAvoida eivat SutAd: vrtdpyovv 8o og kdBe opdAoyo xpwpdowua,
SnAadn téooepa oe kaBe Suthoel8éc kUtTapo. H a-0adacoatpia opeidetal, oxed0v og OAeC TIG
TEPUTTWOELS, 0 EAAePn 0AdKkANpov yoviSiov a.’Oco meploodtepa yovibia Aelmouv, Tdoo Bapitepa

elval ta ovpmTwpata.

4 yovidia a 3 yovisSua a 2 yovidSua a 1yoviSio a 0 yovidwa a

- -
] [] ] () [

(] [ ] [ [

Vaums Vemm? Vamms

——— em == ——— mm=n ——— mmma

TS
] [} ] () [} ] () [ ] () []
] 1 1 [ 1 L] () [ ] [ [
Vemm Vamm? Vamms Vemm? Vamms Vemm? Vamms

(PUCLONOYIKO Aelme1 Aelmmouv 2 Aelmouv 3 Aelmouv 4

| .
600 TepLocoTEPA Yovidia Asimouy, téco Bapltepa Ta cupTTWHATA
Eva Sumhoel8éc kutTapo €xel téooepa yovidia a. H Baputnta tng a-8alacoatpiog

g€aptatal anod to mdéoa Aelmouv.

Emedn n a-aAvaoiSa elvat cuotatikd OAwV Twv atpoodalpvwy, n A e Tne emnpedlel OAeC TIC
apoodatpiveg tov avBpwmou: tnv HbA, tnv HbA, kat tnv HbF.

Mpoocoxn

Mnv umnepdevelc Tig Vo aobeveleg tne B-aAvaoibag. Ztn Spemavokuttapiky) avatpia aAAdleLn
roLoTNTaA Tn¢ aAvaoidag: éva apvo& eivat Stadopetikd, mdvta and tnv (Sta petdAAagn. tn B-
Balacoapia aAAdlel n moodTnTa: cuvtiBevtatl Aydtepeg 1) kabBdAov B-aAvoidec, amd moAAEC
SladopeTikég petaArdEeLg.

© DPawulkeTovoupla Kol AAPLEHOC

[ToAAEg yeveTikég aoBéveleg odeldovtal oe petaAAdelg yoviSiwv mov kwdikomolovv evdupa.’Otav to
gvlupo AelmeL fj 8ev Aettovpyel, n avtiSpaon mov kataAvel Sev yivetal: ) ovoia mov npene va petatparnel
OLOoOWPEVETAL KaL TO TIPOLOV SV apdyetalt.
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dawulalavivn

Mpdé&popn oucia

évlupo

x > Tupocivn
¢vlupo
+> MeAavivn

dawulketovoupia
n @awvuvlohavivn cuoowpevEeTal

ANPLopOG
Sev oxnuotilstal pelavivn

Kat otic 8Uo acBeveleg to mpdPAnua elvat éva €vlupo mov Aelmel.

DawvulkeTovoupla KAt AAPLEHOG

Kpttrplo

T Aetmmer

TummpokaAsl

KAnpovopunon

Tutnv Eexwpllel

®dawulketovoupia (PKU)

To €v{ulo IOV ETATPETEL TO
apvo&l patvulaiavivn oe
Tupoaivn.

Yuoowpevetal datvulaiavivn.
Epmodiletat n puoloAoyiki
aVATTUEN Kat Aettovpyla Twv
KUTTAPWYV Tou eykedAAov, He
anotéAeopa SLavonTIK
kaBuotépnon.

AUTOOWHIKY) UTTOAELTTOUEVT).

Ta cupntwpata arodpevyovral,
av n acBévela SlayvwoTtel
gykalpa kat to maldi akoAovbroet
aro oAU vwplc StattoAdyLo pe
TIEPLOPLOUEVT) TTOOOTNTA
dawvviaiavivng.

Fovidio kat repiBaiov

Biohoyia I Aukeiou, KepdAato 6 | 14/30

ANQLopog

"Eva €v{upo amapaitnto yla tov

OXMNHATIOUS TNG XPWOTIKNG
pueAavivne.

AelmeLn xpwotikn amd to 8€ppa,
TA HOAALA Kal TV (pda Twv
HOTLWV.

AUTOOWHLKY) UTTOAELTTOUEVT).

Epdavilel etepoyevela: oe
OplLOpEVa dTopa 1 evepyoTnTa TOV
gv{Upov Aeimel evteAwg, oe AAAA
elval petwpévn.

H dawvviketovoupia Selyvet étL o dawvdtumog Sev e€aptdatat pdvo and tov yovotumo. To maidi el
To (810 petaAAaypévo yoviSio oe 6An tou tn {wn. Me TNV katdAAnAn Statpodr| dpwe ta
ovpntwpata 8ev ekdnAwvovtat. I’ autd €xet téon onpacia n 8tayvwon oto veoyvo.



@ ApOPNTIKEC XPWHOCWHLKEC OVWHOALES

311 pelwon ta opdAoya xpwpoowpata xwpilovtat otnv 1n Staipeon kat ot adeAdég xpwpatibeg otn 2n. Av
0 Staywplopdg Sev yivel owotd, dpavépevo mov ovopdletal pn StaywpLopog, TpoKUTTTOUY YAUETEC e
€va XpwHOowua mepLocdTEPO 1 £va ALyOTEPO ATIO TO PUCLOAOYIKO.

1n pswwtik Swaipeon 2n pewwTiki Swaipson YOHETEG
24 ¥PWHOOWHOTO
/ 24 (n+1)
/ \ @ 24 (n+1)
Sev xwpidovral
Ta opdAoya
/ @ = (n i 1)
AwPOo YEVVNTIKS KUTTUPO \

£va oo ta 23 {elyn opdAoywy 22(n-1)

22 XPWHOCWHATO
Mn Staxwplopog otnv In petwtikn Stalpeon): kavévag yapetng dev elval

duoloroyikdg. Aslyvetat pdvo to {eviyog ov Sev Staxwpiletat.

1n pswwtikd Swaipeson 2n pewwTiki Swaipson YOUETEG

23 xpwpooubpam
24(n+1)
8£v xwpidovtat
w
/ @ 22(n-1)
AWPO YEVVNTIKO KUTTUPO

¢va amd ta 23 {elyn opdAoywy 23(n)

23 XPWUOOWHOTO

Mn Staxwplopog otn 2n pelwTikn) Staipeon, oto €va and ta §vo kUTTapd: ot ool
yauéteg elvat puolodoyikol.
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Mn SLaxwpLlopocg evog Jelyouc, o€ £va AwPO YEVVTIKO KUTTOPO Tou avOpwirou

Kpttiplo Ztnv 1n pewwTikn Swaipeon

Tidev xwpiletar  Ta §V0 OPOAOYA XPWHOCWHATA
Tou {evyoug.

Fapéteg mou 2 pe 24 ypwpoowpata (n + 1) kat 2
TTPOKUTITOUV pe 22 (n - 1).

ducloloyikol Kavévag.

YOUETEG

Tuéxero Kat ta 8o opdAoya

yapétngn +1 Xpwpoowpata tov {evyoug.

Zuywtd,petdtny 2n+112n-1.
yovigotroinon

HE PUOLOAOYLKO

yapétn

Z1tn 2n pElWTIKN Saipeon

OL 8V0 aberdég xpwpatibeg evog
XPWHOOWUATOC.

lpue24 (n+1),1pe22 (n-1) ka2
pe 23 (n).

Ot puoot.

Avo (Bla Ypwpoowpata, Tig dvo
adeAdpéc ypwpatideg.

2n + 1, 2n - 11) puotodoyikd 2n.

Otav évag pn puoLloAoykog yapétng yovipomnon el pe dbuotodoyikd, To Quywto €xel «AavBaopevn»

TTO0ATNTA YEVETIKOV UALKOV KaL 8ev avantiuooetal GuoloAoyikd. Ta ATopa TTou TTPOKUTTTOUY €X0UV

nieplooela 1} EA enhn pikpov aplBpol XpwHoowpdTwV Kat ovopdlovtat aveurtAoedn.

Tplowpia (2n +1)

UTTAPYXEL €VA ETIMAEOV XPWHOOWHA. ZTOV AVOpWTTOo 47 XpWHOCWHATA

Movoocwpia (2n-1)

Aelnel éva xpwpdowpa. Ztov avBpwmo 45 ypwpoowpata. Eivat ouvnbwe Bavatndopa, yrati

TA XPWHOOWHATA KAl Ta yoviBla Ttpémel va vrtapyovv oe SUo avtiypada yia va avartuybel

owoTd To LLYywTo

AVWHAALEC GTO AUTOCWHLKA XPWHOCWHATA

To cVV8popo Down (Tplowpia 21) elvat 1 TTLO KOLVT) APLOUNTIKT] XPWHOOWMKT avwpaAia. ZTov kapudTumo
TWV ATOUWYV UTTAPXEL £Va ETITAEOV XpwHOoWHA 21, dpa oVVOALKA 47 xpwpoowpata. Ta dtopa epdavitovv

KaBLOTEPNOT OTNV AVATITUEN, XAPAKTNPLOTIKEC SuoHopdleC 0TO MPAOoWTO Kat SlavonTikh kabuoTtépnon.
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47, XX, +21 tpia xpwpoowpata 21

1

2 3 4 5

woHono N
6 7 8 9 10 1 12
1l (]| il (¥ | an (¥ |
]| ]| ] ] ] 1 1]
13 14 15 16 17 18
T
an an ‘'anm an ll
] " LI ]
19 20 P21 22 XX

______

TXNUATIKOG KAPUVOTUTIOC KOPLTALOU e cVVEpopo Down. OAa ta dAAa {evyn elval
ducloloyikd.

To eTUMAE0V XPWHOOWA TIPOEPXETAL ATIO 1) SLAXWPLOUO TWV XPWHOOWHATWY Tou 21ov {eliyoug Katd Tov
OXNUATIOPO TWV YAUETWV. Anpioupyeltal wdplo, kat otavidTepa omeppatolwdplo, pe §¥o xpwpoowpata
21. H yovipormo(non tou pe GpuoloAoyikd yapetn Sivel uywto pe tpla xpwpoowpata 21. H mbavotnta
yévvnong tawslov pe ouvdpopo Down av§avetatl pe tTnv nAkia tng untepag.

Tplowpieg €xovv Bpebel kat yia ta xpwpoowpata 13 kat 18. Ta dtopa avtd €xovv BapiTepa CUUMTWUATA
amo ta dtopa pe ovv8popo Down, yati Ta xpwpoowpata 13 kat 18 eivat peyaAvtepa and to 21 kat
TIEPLEXOVV TIEPLOCOTEPA YoVviBLa.

AVWHAALEC GTA (PUAETIKA XPWHOOCWHATA

46, XX 46, XY 47, XXY 45, X
I Is Ils U
v v
X X XY X XY X
uUoLoAoyIKO OnAuko (PUOLOAOYLKO PO EVIKO cUvdpopo Klinefelter oUvdpopo Turner

44 QUTOCWWLKG KAL OTLG TECOEPLS TTEPUTTWOELS

To Y kaBopilet To apoevikd dtopo. I' autd to dtopo XXY elval apoevikd Kat To ATOpO
He €va pévo X BnAuvko.
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Z0vépopo Klinefelter kat cOvSpopo Turner

Kpttiplo

Kapuodtutrog

EiSo¢
avwpalAiog

Dawvotumrog

Xapaktnplotikd

A6 Toloug
YOUETEG PTTOPEL
va TPoKUYEL

Mpoocoxn

Zovdpopo Klinefelter

47, XXY: 44 auToowIKd kal Tpla
GUAETIKA XpWHOOWHATA.

"Eva emimA€ov pUAETIKO
XpWHOoWUA.

EEwTEPLKA XOPAKTNPLOTIKA
aPOEVIKOV ATOUOV.

Ta dtopa eivat otelpa. Ta
XUPAKTNPLOTIKA TOL OUVEPOOU
epdavilovtat petd tnv edpnPeia.

Qdplo XX kat onteppatolwdplo ',
N waplo X kat oreppatolwdaplo
XY.

KOATo yLa TIG AOKAOELS

Zovdpopo Turner

45, X (ypadetat kat X0): 44
AQUTOOWULKA Kat €va puovo X.

Movoowpia. Elvat n povadikn
povoowpia mov €xelL Bpedel otov
avBpwrro.

dawvdtumog OnAvkov atdpov.
Ta dtopa elvat otelpa kat Sgv

epdavidouvv Seutepoyevi
XAPAKTNPLOTIKA Tou HUAOU.

Tapetne pe X kat yapetng xwplc
GUAETIKS XpwHOoW .

O aplBpdC TWV XPWHOOWHATWY OTOV KAPLUOTUTO Selyvel apeowg To e(80¢ TG avwpaAiag: 47
onuaivel tplowpia, 45 povoowpia. Metd Page molo {evyog €xeL To TTPOPANUA. AV TA XPWHOCWHATA
elval 46 kat To dtopo aoyel, okePou Sopkn avwpaAia i yoviSiakr petdAAagn.

"Eva omeppatolwdpto XY pokUTTeL HOVo amo pn Staxwplopod otnyv In petwtikn Staipeon, yati ta X
kalY elvat Ta «opOAoya» TIOU ETPETIE VA XWPLOTOVV eKel. ATIO U1 SLaXwpPLOO 0T 21) TTPOKUTTTOUV
omneppatolwdpta XX 1 YY. 1o wdplo, o pn Staxwplopdg ivelt XX kat otig §vo Slalpgoelg.

€D AOIKEG XPWHOCWHLKEC AVWHOALES

OLSopkEG XpwHOoWIKEG avwpalieg elval aAAayEg atn Sopr) evOg 1) TTePLOGOTEPWY XPWHOOWHATWV.
Mropel va adpopovv Alya yovidia 1) €va peydAo TUNA TOU XPWHOGWHATOG. Anptoupyodvtal 6tav ta

XPWUOOWHATA OTIAVE, e TNV eMiSpacn HeTAAAAE0YOVWY TTapaydVTwy OTwe ot akTivoBolieg kat Stadopeg
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XNULKEG 0UO(EG, KAL TA OTTAopEVA dkpa XdvovTal i evevovTat Eavd pe Stadopetikd Tpomo. To anotéAeopa

elvat aAAayn) otnv mocotntTa 1) otn Stdragn tng yevetikng mAnpodopiag.

®duocloloyikd A|(|B|C|D|E|F K|/L|[M|N
v

EAAewdn A|B|D|E|F

AutAaclacpog AlB|C I C|ID|E|F

Avactpowh AlB|ElD|C|F

Meratémion AlB|c|D| |K|L|M|N|EJF

Aporaia alBlc|p|m|n| [k|L]|E]F

petatémon , ,

8500 pn opdAoya XpWHOCWHOTO

xévetat to tpfipa C

to C urtdipyet SUo Popéc

to CD E evwvetal avamoda

10 E F og dA\\o xpwpdowpa

avtaAoyn EFpe MN

KdBe ypdppa elvat €va TUNRa XpwHooWUAToS. Me pol onpeLwvovTaL TA TUAUATA TTOU
dAAa&av B¢on 1 aplBuo.

Ta €16 TWV SOUPLKWV XPWHOCWHLKWV AVWHAALWV

Avwpalia

‘EAAeWdn

AuTAacLOGHOC

Avaotpopn

Metatoémon

ApoiBaia
petTaToOMIoN

TuoupBaivel

Xdvetal éva Tunua Tov
XPWHOOWUATOG.

"Eva XpWHOOWUIKO TURHA
enmavaAapfdvetat oto
XPWHOoWUA.

To xpwpdowpa ondel oe Vo
onuela kat to ev8lApeoso TUua
EVWVETAL EAVA AVESTPAUUEVO.

"Eva TURUa XpWHOOWUATOC OTIdEL
KAL EVWVETAL 0 AAAO, U1 OHOAOYO
XPWHOOWUA.

AVO pn opdAoya XpwHooWHATA
avtaAAdooouy Tpnpata.
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TuaAAadel

H moodtnta: Atydtepo yeveTikd
VALKO.

H moodtnta: meplocdtepo
VYEVETIKO VALKO.

H 8udtaén twv yoviSiwv oto
XPpwHOoWUA.

H 8tdtaén twv yoviSiwv.

H 8udtagn. Agv xdvetat yevetiko
VALKO.



Zuvdpopo pwvn tng yatag (cri-du-chat)

Odeidetal otnv EAAenpn evig TUNHATOC aTto TO XpwHOowa 5. TTpe To dvopud tou amd to KAGUA Twv
VEOYEVVNTWYV TIOV TTACYOVV, TTOU HoLAdeL e To KAApa tng yatag. Ta dtopa epdavidovv StavonTikn
kaBuotepnon. O apBpdg Twv XpWHOOWUATWY Toug elvat GuotloAoyLkdg, 46.

O apolBalec HETATOTIOELG KaL OL ATTOYyOVOoL

Y1 apolBaieg petatomioelg 8ev yavetal yeVeTiko VAKO. ' autd ta dtopa mov Tig pépouv epdavidouvv
ouVNBwC puGLOAOYLKO PpatvoTuTto. Exouv Spwe Kiv8uvo va amokTHoouV anmoyovoug e XPWHOOWULKES
avwpaAieg, yati katd to {Euydpwpd TWV XPWHOOWHATWY 0T HELWTLKT) Stalpeor oxnuatilovtat kat pn
duotoloyikol yapetec.

Mpoocoxn

"I18tec Ag€eig, AANo péyeboc. H eéAAendn Baoewv elvatl yoviSiakn petdAAa&n kat 8ev paivetat otov
kapuotumo. H xpwpoowpikn EAAendn eivat Sopikr) avwpaAia: xdvetat oAdkAnpo Tuipa
XPWHOOWHATOC. AvTioToLya, 0 SuTAacLlaopog e8w onpaivel emavaAnyn evog XpwHOTWULKOU
TUNUATOG Kat 8ev €xeL oXEoM e TNV avTypadr) tov DNA.

@ Awdyvwon YEVETIKWY 0GOEVELWV

H 8tdyvwon Twv YEVETIKWY a0OEVELWYV ETIITPEMEL VA EVTOTILOTOVV £YKALPA TA ATOWA TTOU TTAGXOUV KaL Ot
dopelg, kat va eheyxbel o uPpuo mpv and tn yévvnon. Livetal pe Tpelg opddeg TeXVIKWV:

MeA£tn Tou KapuoTUTIOU
QTTOKAAUTITEL TIC APLOUNTIKES KAL TIC SOULKEC XPWHOOWKES avwpaAiec. Aev Selyvel TIC
YoVIBLaKEC LETAAAAEELG

BloxnHikEG Sokipaoieg
EAEYYOUV HLa TPWTEVN 1) TNV evepyoTnTa evoc ev{OpOov, TT.X. TO (80¢ TG alpoadatpivng ota
epuBpoKVTTAPA 1} TN CUYKEVTPWOT) TNE datvuAaAavivng oto alpa

AvdaAuon tng aAAnAouxiag Twv Bacswv tou DNA

N poplakn Stdyvwon). Evtomnilel to (6to to petaAAaypévo yovidio

Mevetikn kaBodrynon

Elvat pua Stadikacia katd tnv omola edikol emiothpoveg Sivouv mAnpodopieg oe dtopa, (guydpla Kat
OLKOYEVELEC TIOV TIAOXOVV ATtd KATIoLd YEVETIKN aoB€veLa 1) €xouv avénuéveg mBavotnteg va tnv
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epdavioovv. Ot mAnpodopiec avtég toug Bonbovv va tdpouvv amoddoelg, Kuplwe yLa TNV AmOKTNO LYLWV
amoyovwv. AmevBivetal Kupiwg oe:

1 Atopamou elval popeig yeveTikwV aoBevelwv.
2  'ATOMO L€ OLKOYEVELAKO LOTOPLKO YEVETIKWV A0DEVELWV.
3 Tuvailkeg nAkiag 35 eTwV Kat Avw.

4 Tuvaikeg pe MoOAAatA€g artoBoAEg.

MpoyevvnTikOg EAEyXOC

T'a va eAeyyBel to éuBpuo yxpetdlovtat 8ikd tov kitTapa. AapBdvovtal pe SVo Tpdmoug:

( XOPLOKEG AGXVEG )

( OHVLOTIOPAKEVTHON )

8n 9n 10n 11n 12n 13n 14n 15n 16n 17n
eB&opdda tng kunong

H AP xopLakwv Aaxvwv propel va yivel vwpltepa and Tnv apvionapakevTnon.
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Apviomrapakévtnon Kat An XopLaKwv Aaxvwyv

Kpttiplo

TuAapBadvetat

Moéte yivetal

Tuiavalvoeig

ylvovtat

Tiva Bupdoat

Apviomrapakévnon

Mikpn) TTOCOTNTA APVIAKOV VYPOU,
He BeAdva, amd Tov apviako odko.
Méeoa 0To VYpPO UTTAPYOLV
euBpuikd kuTTApQ.

Amé ™ 121 €w¢ N 161 efSopdda
™G KUNONG.

AvdAuon DNA kat Bloxnpikn
avAALOT OPLOUEVWY TIPWTEIVWV
kat evQuwv. Metd amnd
KAAALEPYELA TWV KUTTAPWY,
SLAyvwon XpWHOCWUIKWV
AVWUAALWV PE KAPLOTUTIO.

Elvat o o StadeSopévog tpdmog
SLAyvwong Twv XpWHOCWIIK®V
AVWUAALWY TIPLY ATt T1) YEVVYNON.
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AQPn XopLakwyv Aaxvwv

EpBpuikd kdttapa amd tig
nipoPoAgc (Adyveg) Tou xopiov,
™G eUPpPUikNG pepBpdavng mov
OUUETEXEL OTOV OXNUATIOUO TOU
TAaKkoUVTd.

Tnv 9N €wg 12n efSopdda tng
KUNOMNC.

MeA£Tn Tov KAPUATUTIOU,
Bloxnuikeg avaAvoelg kat
avdAvon DNA.

To MAeoVEKTNA TNG elvat dTL
ylvetat vwpltepa.



Ao mapadeiypata

ALdyvwon TG PALVUAKETOVOURLAG KL THG SPETAVOKUTTAPLKAG avaLpiag

Zto épBpuo

210 veEOYVO

®dawvulketovoupia

EpBpuikd kutTapa, petd and
apvIoTapakevTno”n 1 Andn
XOpPLaKwV Aaxvwv: avaAvon DNA
yla To petaAAaypugvo yovidio kat
Bloxnuikn avdAuvon mpwteivav
Kat evQOUwV.

YmoAoyLlopdC TNC CUYKEVTPWONC
™c pawvvAaiavivng oto aipa.
Evtomiopdc tov peTaAAaypeEvou
yovi8iov (avdAvon DNA, PCR).
"EAeyx0¢ TNG evepyoTNTAG TOU
ev{Opov pe Bloxnpkn avdAvon.

KOATTo yLa TLG 0GKNOELG

Bloxnuikn oktpacia ) avdAvon DNA.
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ApEmMAVOKUTTAPLKE avalpia

EpBpuikd kottapa, amd Anyn
XOPLAKWV AQXV@V 1|
AVIOTIAPAKEVTTOT): AVAAUOT)
DNA yua to yoviSio B kat
Bloxnuikeg avaAvoelg.

Tapatipnon g popdodoyiag
TWV epLBPOKUTTAPWY OF
ouvBnkeg EAAendnc o&uydvou
(Sokpaoia Spemdvwaonc).
[TpooSloplopog tng
awpoodatpivng HbS ota
epuBpokvutTapa. Evtomniopog tov
yoviSiov B (avdAvon DNA, PCR).

Pwta mpwta Tt el§oug petdAAaén €xeic. Xpwpoowpiky) avwpaAia (Down, Klinefelter, Turner,
cri-du-chat): daivetat otov kapudtumo. FoviSiakn petdAAagn (Spemavokuttaptki avapia,
Balacoapieg, dpawvviketovoupla, AAdLOPOG): 0 kapudTumog elvat GuoLoAoyIkog, XpetdleTat



© Zuykploelg

FoviSLakég HETAAAAEELG KAl XPWHOCWHLKEG AVWHOAALES

Kpttiplo

TuaAAaeL

Eidn

MNwg

mpokKUTTouV

Kapuotumog

‘EK@paon oToug
OTTOYOVOUG

Fovidiakég petaAAagelg

Ot alwtovyec Bdoelg evog
yoviSiov.

Avtikatdotaon, mpoobnkn i
éAAewpn Bdoswv.

Amo AdBn otnv avtiypadr Tou
DNA, katd tn peoddaon.

Agv Sakpivovtat.

YuvnBwe 8ev ekdpalovtal oToug
TIPWTOVC Atoydvoug, ylati katd
kavdova Snuovpyovv
UTTOAELTTOPEVO AAANASOpdO, TTOU
ekdpdaletal pdvo og opdluyn
KATAOTAO.
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XpWHOCWHLKES AVWHOALEG

"Eva TURUA XpWHOOWUATOC 1)
O0AOKANPO XPWUOOWHA.

AN\ayécg otov aplopo
(apBuntikec) 1) otn Soun
(BopLkER) TV XPWHOTWUATWV.

Ot aptBuntikéc amd Adon kuplwe
oTn peiwon. Ot SopLkeC og OAN TN
Sldpkela Tov KUTTAPLKOU KUKAOU.

YuvnBwc elvat opatéc.

Ekdpalovtal 0Toug TpwTtoug
amoyovoug.



MeTtaAAGEELG OE CWHATLKA KOL OE YEVVNTIKG KUTTOPO

Kpttiplo

Méte yivovtal

T e rola KUTTAPA

Mowa kUTTOpa
emnpeadovtatl

KAnpovopouvtat

PéMog otnv
e€£MEn

2 € CWHATIKA KUTTAPA

Y1tn peoddpaon § otn pitwon.

Y€ GAOUG TOUC TUTIOUC CWHATIKWY
KUTTAPWYV: VEVPLKA, ETONALAKA,

nmatikd K.d.

To KUTTAPO 0TO OTTo(0 EYLVE M
HETAAAAEN Kal Ta BuyaTpikd Tov.

‘Oxt.

Kavévag. Xavovtal pe tov Bdvato
TOU atdpou.

ZwwmnAn koL oudétepn petdAAagn

Kpttiplo

Apwvo&u

AAAnAouyia
OMLVOEEWV TNG
TPWTEIVNG

MNaoti dev
UTTAPXEL
GUVETIELO

ZwtnAn
Aev aAAdlel.

‘I81a pe TN GuoLoAOYIKY).

ASyw Tov ekPUALGOV TOV
YEVETIKOU KWSLKA.
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Z& YEVVNTIKA KUTTAPO

ZuvnBwe otn pelwon, aAAd kat
TPV 1) LETA aTTO AUTH V.

YTa dwpa YyeVVNTIKA KUTTapd.
MetaBiBalovtal 0Toug YAUETEC.

‘OAd Ta KVTTAapa Tou anoydvou
mov Ba pok VP EL.

Nat. EvBvvovtat yia tig
KANPOVOUIKEC A0DEVeLEC.

AvEAvouv Tn yeVETIKY)
TOKIAOTNTA, TToV elvat
arapaitnTn yla tnv eEEALEN.

Oudstepn
AANGLeL.

Aladepel o€ €va aApLVog.

To véo apvo&L 8ev ennpedlel
OUCLACTIKA TN 0TEPe0SLATAEN Kal
TN AELTOVPYIKOTNTA TNG
mpwteivngc.



Apemavokuttapiki avatpia kal B-0alacoapia

Kpttiplo

MetdAAagn

TiaANdleLotn
B-aAucida

Awpoocpartpiveg

®dopseig

EMovooia

APETAVOKUTTUPLKE avalpia

Mia oUYKEKPLUEVT)
avtikatdotaon Bdong oto yovidio
™c B-aAvoibac.

"Eva apvo&u: Baiivn avtiya

YAOUTAMLVIKO 08V oTNV 61 B€0M.

Txnuatiletat HbS.

Xwpic ovpntwpata. Apemdvwon
Hovo og peydain eEldendn
o&uyovou.

O popelc elvat avBekTikol.

Biohoyia I Aukeiou, KepdAalo 6 | 26/30

B-8aAacoalpia

[ToAAEC SLadopeTIKES
HeTaAAd&elg tou (Slov yoviSiou:
avTIKATAOTAoELC, TPOoONKeC,
eAelelc fdoswv.

H moodtntd tng: eAaTTwHEVN
ovvBeon N MANENG EAAeldN.

Ayotepn 1) kaboAov HbA.
Avénuévn HbA, otoug dopelg,
avénuévn HbF otoug opdluyoug.

"Hria avatpia.

O popelc elvat avBekTikol.



B-8alaccaipia kal a-0alacoatpia

Kpttiplo B-8alacoauia a-0aAacoatpia
Aluciba H B-aAvoi8a tng aipoodatpivng. H a-aAvoi8a tng aipoodatpivng.
Eibog Mikpecg aAAayég ooV aplBuo 1 Yxebov mavta EAAenhr oAOKANPOU
HETAANAENG otnv aAAnAovyia Twv Bdocewv Tov  Tou yovidiov a.
yoviSiov.
MatiSlapépouv  Tati opeldetal oe MOANEC Tati Stadépet o apdpde Twv
Ta oupTTWHaTA SladopeTikeg yoviSlakeg yovi8iwv a mov Aelmouv.
HeTAAAGEELC (TOAAATTAG
aAAnAdpopda).
ANeg Avtavetaln HbA, ota etepoluya Emnpedlovtat 6Aec, ylatin a-
alpocpaLpiveg Gropa katn HbF ota opdluya. aAvo(Sa elvat cvoTATIKO OAWYV

TWV ALLOohaALPLYWV.

Elovooia [TpoobiSel avBekTIKOTNTA OTOUC Agv tpoodibel avBekTikOTNTA.
dopelg.
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€@ Autogleyxocg

1. H §pentavokuttapikn) avaipia opeidetal oe:

~

npoaBnkn plag Bdong
avtikatdotaon piag Bdaonc

a

B

v
8

EAAEW)T) TUNHATOC XPWHOTWHATOC

£va emMA£0V XPWHOoWHA

2. Mua avtikatdotaon Bdong mov 8ev aAAddetl to apvodV ovopddetat:

a) ouBétepn HeTAAAAEN
B) olwmnAn petdAAagn

V) autépatn petdAAagn
8) apotBaia petatdmion

3. H mpooOnkn piag Bdong peoca otnv kwdiki meployn evog yovidiov:

a) 8V €XeL TTOTE CUVETELEG

B) aAA&letl pévo €va apvogy

V) aAAdlet to mAaioto avdyvwong and ekeivo To onpeio kat petd
8) mpooBétel éva apvo&l ywpic AAAN aAlayn

4. H awpoodatpivn HbA, amoteAeital and tig aAvoideg:

5. H a-0aAacoatpia emnpedldet 6Aeg Tig atpoodatpiveg Tov avOpwmov eneldn:

a) odelAetal o avtikatdotaon Bdong

B) n a-aAvaiba elval cuoTatikd OAWY TWV ALLochALPLVEV
v) To yoviSio a eivat pulooiivéeto

8) vmtapyet éva pévo yovidio a

6. Ztn pawvvAketovoupia cucowpeveTaL:

a) tupooivn

B) ueAavivn

)
V) dawviaiavivn
8) HbS
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7.’ATOpO pe kapuoTuTIOo 47, XXY €)XeL:

a) ovv8popo Turner

B) oUv8popo Down

v) ovvSpopo Klinefelter
)

8) ouv8popo cri-du-chat

8. H povadikn povoowpia mov €xet Bpebel otov avBpwmo eivat:

a) to ovv8popo Down

B) to ouv8popo Turner

v) To oUv8popo Klinefelter
8) n tplowpia 18

9. Xe £€va Awpo YEVVNTLKO KUTTAPO TOL avOpwov ylvetatl in Staxwplopdg evog {evyoug oOAoywY
otnv In pewwtikn Swaipeon. Ilpokvmtovv:

a) 4 yapéteg pe 23 XpwHoowHaTa

B) 2 yapétec pe 23,1 e 24 kat 1 pe 22
V) 2 yapéteg pe 24 kat 2 pe 22

8) 4 yapeteg pe 24

10. To cVUV8popo pwvr ¢ yatag (cri-du-chat) opeidetal oe:

a) TPLOW I TOV XPWHOOWUATOG 5

B) ENAenhr) TUAATOC TOU XPWHOOWHATOC 5
V) avaotpodr) 0To Ypwpdowpa 21
)

8) avtikatdotaon Bdong

11. Ze towa Soptkn) avwpaAia Sev xavetat yeveTiko VALKO KAl TO ATOO €xeL cuVNOwWG GpUCLOAOYLIKO
dawvotumo;

a) EAAewpn

B) AtmAactaopog

v) ApoBala petatomion
)

8) Kapla amd auteg

12. € 0X£€0T) JLE TNV AUVIOTIAPAKEVTNON, 1) ANYPN XOPLAKWV AAXVWV:
a) ylvetat apydtepa otny kKUnon
B) yivetat vwpitepa, tnv 9n ¢w¢ 12n eBSopdda
y) 8ev erutpénel avdAvon DNA
)

8) ylvetat petd tn yévvnon
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AmavtnoELg

1. B) 210 £€kT0 KWIKAVL0 TNC KWIKNG aAvoiSag to GAG yivetat GTG kat To YAOUTAULVIKO 0EVD
avtikaBiotatat and BaAiivn.

2. B) Odelletat otov ekPUALOUS TOU YEVETIKOU KWSIKA. ZTNV 0uSETePn TO ApLVOEY aAAdlel, aAAd n
pwTteivn Aettoupyel.

3.v) O kwdwkag StaBdletat avd tpeig Bdoeic. Mia Bdon mapandvw petatornilel GAeg TI¢ eEMOPEVEC
TPLadeq.

.¥) H HbA, av&avetat atoug dpopeic tng B-Baiacoarpiag kat amoteAel Stayvwotikd Seiktn.

. B) HbA, HbA, kat HbF €xouv 6Aeg 8o a-aAvoiSeg.

. V) AelmeL to €vlupo Tov petatpénet tn dpavuAaiavivn oe Tupoacivn.

. V) 44 autoowpikd kat ta GuAetikd XXY. EEwTepikd YapakTnpLoTIKA apoeVvIKoy aTtOHov, oTelpo.

. B) 45 Ypwpoowpata, pe €va povo X. Ot dAAeg povoowieg elvat Bavatnddpeg.

© 00 N o OB

. v) To éva kittapo maipvet kat ta Vo opdAoya, to dAAo kavéva. Kavévag yapgtng Sev elvat
duoloAoykog.

10. B) Etvat Soptkn) Xpwpoow k) avwpaAia. O aptdpdc twv xpwpoowpdtwy eiva 46.
11. y) To dtopo Suwg éxet kiv8uvo va amoKTHOEL ATIOYOVOUC e XPWHOOWULKES AVWUAALEG.

12. B) H apviortapakgvtnon yivetat and tn 12n €wg t 161 efdopdda.

Inuewoelg Biohoyiag ITpooavatoAiopon I Avkeiov. KedpdAato 6.
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