KEDAAAIO 6 METAANAZEIZ

Opiouoi

» Meralialeic= allayés otnv alinlovyio too DNA mov dnuiovpyodv molréc popéc éva
O10POPETIKO POIVOTVTTO

» Tovioiaxéc= uetadloleic otic omolieg vwapyel orroyn oe wiKpo apiBuo facewv, oo
ovupaivel avtikotaotooy, Tpootnkn n EAletyn

> Xpouocouikéc = ustolAoeis moo opopody UeYALDTEPO TUNUO. TOV XPDUOTDUOTOS.
Aéyovral kKou YpwuUoTWUIKES AVWOUAAIES

> Apemavoxvtrapiky avaipio= yevetikn aoOévelo amotéleauo. YOVIOIOKNG UETAAAOENS

» Avuxardcrtacny facnc= allayn otnv vmdpyovoa allniovyio too DNA mov Eyer oo
OTOTEAEGUO, TNV QVTIKOTOGTOON UI0G POONS THS aAlniovyios omo uio. ALy

» IlpocOnxny facnc (-ewv)= aliayn otnv ailniovyio tov DNA mov éyxel oav amotéleouo
™V TPOoONKN LLOS ) TEPIGTOTEPDV OLODOYIKMOV PATEDY GTHV DIGPYOVEO, OAANLOVY IO

» Ellewyn faonc (-ewv)= arlayn otnv alinlovyio too DNA mov éyet oav amotédeouo. v
EAeIYn oG 1] TEPLOTOTEPWV OLADOYIKDV PAGEDY GO TV DTAPYOVGO. OAANAOVY IO

» Ovoétepec= UETOALALEIS TOV OEV EYOVY GOPOPES ETITTWOELS GTOV OPYOVIOUO (UN
emPlofeic)

» 210nnléc= alloyés Tov ocoufaivovy oe Eva YovIOLo Kal EYOVYV GOV OTOTEAEGLLO VO, UV
0ALOLEl T aAAnlovyia TV auivoleéwy THS ONUIODPYODUEVHS TPWTEIVHG, AOYW EKPVAIGUEVOD
VEVETIKOD KWOIKO,

»  Avtopares= uetoiralerc mov gupoviCovrar Copvika ueoo o€ Evo tAnBoouo eite amo
AaOn koza v oviypoapn tov DNA eite amo 166y oto droywpiouo twv ypwuocwuctwy

» Metallaloyovol Tapayovtes= mopayovies Tov TEPIPAALOVTOC (XUIKES OVOIES 1]
0KTIVOPoAleS) TOV TPOKOLOVY UeTOALGLELS

» f-Ociacoaiuio= ouada cofopmv auocpolpivoradeiny Tov TPOKALODVTIaL OO O1GPOPO;
glon yoviolokv uetaAlalewv (ovtkordotooy, Tpootnkn n éElleryn Pacewv) Kor 00nyodV
o eAattouévn adbvleon twv f 0G0V THS ALLOTPALPTVHG

»  a-Oalacoauio = ayuoopoipivoraleio wov Tpokaleital awo eAleryn ovvnbwg
O0AOKANPOD TOV YOVIOIOD TOV KWOIKOTOIEL TV TOAVTETTIOIKY QADTLOO. 0. THS OLUOTPOLPIVHG
Kol ETNPEALEL OAEC TIC QUOCPOIPIVES TOD OVOPWTOD

»  Dawvviketovovpio (PKU) = acbhséveio mpokalovuevy amo élreryn tov eviduov
UETATPOTTNG THS POLVDAGAGVIVIG T€ TOPOTIVY

»  Aloicuoc = opeiletal oe EAe1yn evivUov OTOPOITHTOV OTO CYNUATIOUO THS XPWOTIKHG
uelovivy

> Ap10unTikéc ypopuocwuikéc avaualicc = ailayéc otov apifuo tmv ypwuocmucTwy

> AOUIKES YPWUOCOUIKES AVOUALIES = OLAAYES TTH OOUN TWV YPDUOTWUATDV

> My o1oaympiouoc= Qarvouevo Kota T UEIWTIKY O10IPECH OTOD TO, OUOAOYO.
APOUOTWOUOTO, /] 01 QOEAPES YPWUOTIOES OEV OLOYWPILOVTAL ONULOVPYDVTOS YOLUETES UE
TEPLOTOTEPO, 1] ALYOTEPO. YPOUOTDUATA. AT TO PDOLOAOYIKO

»  AvevmAdoelon = atouo. oo Eyovy EAleLyn 1 TEPiooeLo, UIKPOD oplOUOD YPWUOTHUATDV

» Movocwuio= omovaio I uovo ypwuoowuotos

» Tpiocouioa= dmopln 1 emmléov ypwuooouatos

» 2vvopouo Down= (i wpiowuia 21) vmopln 1 emmiéov ypwuoowuarog 21
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Tpiowuia 13= dmopln 1 emmiéov ypwuoowuarog 13(Xdvopouo Patau)
Tpiocowuio 18= dmopln 1 emnléov ypwuoowuaros 18(Zvvopouo Edwards)
2vvopouo Klinefelter = dmapln 3 pvietikwv ypowuoowuarwv, XXY
2vvépouo Turner = dmapln uovo 1 pvietikod ypwuocmuatog, XO
‘Eletyn= amwlelo yeveTikod vAikoD
2vvopopuo cri-du-chat= éldetyn tunuaros tov ypwuoowuarog 5
ATAAGIOGUOC= 1] EXOVAINYN EVOS YPWUOTOUIKOD TUNUOTOS TTO YPDUOTHDUC
Avaetpopi= onuiovpyeitor amo Opadoeis oe 2 O10pOoPETIKC, CHUELD. EVOS XPWUOTOUATOS
K01 ETOVEVOTH TOV TUNHUOTOS TTOD TPOEKDYE DOTEPO, OTTO OVOATTPOPH TOD
» Meratomon= amotéieouo Opadons evog TUNUATOS TOV YPDUOTOUATOS KOL UETETELTO,
EVOOTS TOD G€ GALO U1] OUOLOYO YPDUOTDUO,
»  Aporfaio petatomion= aviailoyn xpwuUocOUIKOY TUNUCTWOY GVGUETO OE 1] OUOAOYO;
XPOUOTOUOTO,
»  Apviomopokévrnen= Inyn amo tov auvioko ooko, ue tm fonbeio felovag, wirkpns
TOGOTHTOS OUVIOKOD DYPOD TO OTOLO TEPIEYEL EUPPVIKC KDTTOPA Y10 YIVEL AVAADON
»  Oykoyoviola= yovioio. wov cyetiloVviol UE TNV KOPKIVOYEVESH KL TPOEPYOVTAL OO
YOVIOLO, TTOD DTLEPYODY PLGLOAOYIKG, GTO YOVIOLWUO, (TPWDTO-0YKOYOVIOLAL)
»  OyKOKATOAGTAATIKG YOVIOIO= YOVIOLO TTOV EAEYYOVV THV KOTTOPIKI O1OIPEDT],
KOTOOTEALOVTAS TV OTAV YPELOLETOL
> ITlpwto-oykoyoviolia =yovioio, Tov EVEPYOTOLOVY TOV KUTTOPIKO TOALATAGTIACUO OTAV
eVl OmopaITNTOC (). EMODAWON TPODUATOV)

VVVVVYVYVYYVY

TPINOYKAEOTIAIKH EITIEKTAXH

* H pootovikn duotpo@ic, QUTOGOUIKN EMKPOTAG LOPPT LVTKTG OVGTPOPIS, 0PeileTal GE AVEAVONEVO
amo YeVId o€ YeEVIO aplOUd EMOVOAYEDY GUYKEKPILEVMV VOUKAEOTIOIMV TOV 00MYEL G€ EMOEIVOON TV
countopdtev ond yevid o€ yevid. To yovidto DMPK ¢ M.A. tomov 1 givar oto ypopodcopa 19 kot
enpaviletl emavarnyelg g tpumhétoc CTG (5-37 emovalnyeic= puotohoyikod dtopo, 50-2000 eravainyelg =
acBévewn). To yovidto ZNF9 g M.A. thmov 2 givar 610 ypopdsopa 3q kot epeoavilel ETavalyeLS Tov
CCTG (75-11000 gravaiqyelg = achéveln).

* To ocOvopopo Tov evBpavcstov X (Bpavon TUNUATOS TOL X GE CLYKEKPULEVEG GLVONKEG) elval
QLAOGUVOETY EMKPATNG LELWUEVTG OLEIGOVTIKOTNTOG (LY vOTNTa petdAraéng 1/2000 dvtpeg & 1/259
yovaikeg, mepiotatikd acBévelag 1/4000 yovaikeg) yevetikn avopaiio, aitio dtovontikng kabvotépnong (20
o€ GLUYVOTNTO 0iT0 HETA TO cLVOpPoUo Down) opelddevn 6e peydho aplBpd eTovVOANYEDV TG TPUTAETOG
CGG orto yovidio FMR11ov X ypopocodpatog 0¢on 927.3 (am6 146.699.054 b.p. émg 146.738.156 b.p.).
dvcroroykd dropo = 6-31 emavarinyets, Evoiapeon Covn = 40-60 emavainyetg, [Ipo petdAratn = 55-200
emovoinyelg ko [TAnpng petdAraén = 230- ndve and 1000 eravarnyelc). H petddoon tov gvbpavctov X
GLYVA ALEAVETOL ATTO YEVLY GE YEVIAL.

Avtpeg pe evBpavoto X (mov 1o petafipdlovy o OAeg TI KOPES TOVG) EXOVV cLUTTOMOTE. [VVaiKeg
QOPEig TETOL0V YOVIdI0L €iTe £YOVV HEPIKH CLUUTTMOUATA TNG AVOUAAiNG EiTE Eival PUOI0A0YIKES (ATOGIOTNON
1oV 2% X) ko to petaPipalovv katd 50% otovg y100¢ mov gpavilovv kabvotépnon kat kotd 50% oTig
KOPEG TTOL €1TE £Vl PUGIOAOYIKEG 1| £0VV KOBVOTEPNON AALL LIKPOTEPT OO QLT TOV AYOPLOV. AVIPEg Kot
youvaikeg pe mpo-petdArialn sivor uololoyikol mvevpatTikd aAAd pEavilovy TPOOOEVTIKA KIVITIKEC-
vonTikég aAloyég. Mepikd moudid e po ETEKTOoT) TPOUETAAAAENG EXOVV HOONGLOKES SOVCKOMES, SLoVONTIKY|
kabvotépnon Kot ovopaAiec avTioTikol TOTOV.
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Ioropixa ocTotyeia

e 1956 Ta durhoegdn kvTTOPO TOL AVOpDOTOV TEPIEYOLV 46 Ypowpocmdpoto (Levan & Tjio)
e 1956 Ot youéteg tov avOpdmov mepiéyovy 23 ypopoocoduate (Hammerton & Ford)
e 1959 Ileprypagn TG TPOTNG YPOUOCOUIKNG avopaiiog, cvvopopo Down (Lejeune)
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