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T1 gival To Xpwuoowua?

To xpwpdowpa eivou pia opyavwpevn dopry DNA ko mpwteiviv mou Ppioketot
ot kuttapa. Eivou éva povadiko koppdtt DNA mov meptlapdvel moAAd yovidia
Kol XAAEC akoAovBieg voukAeoTidiwv. To Y pwWHOCWHATX TTEPLEXOVV TIC
oUVOEJENUEVEC TPWTELVEC, OL OTTOLEG XPTOLIEVOUV YLt v cuokeudoouv to DNA ko
v eA€yéouv TIg Agttovpyieg tou. H A¢én xpwpoowpa mpogpyetat amd tig AEelg
XP WO KO GO KL TO OVOUX TTOU 0bEIAETAU TNV IOLOTNTA TOU XPWHOCWHATOC
VO XPWHOTICETOL TTOAV €VTOVX ATTO I8LAUTEPES XPWOTIKES OUTIEC.

Ti1 €ival 0l OOUIKEC XPWUOTWMUIKES
AVWUAAIEC?
O S0OUIKESG XPWHOOWHIKES AVWHOALES efval aAAayeg ot SO €VOG 1) TTEPLOTATEPWV

XPWHOOWHATWYV. AUTEC Ol XAAy€G popel vor apopolv pepikd yovidia 1) eva peydAo
TUNHO TOU XPWHOCWHATOC.




H EAAsewpn, SnAadn n anwAsila YEVETLKOU UALKOU

AIBIMAEZHGO ) (A]B[CJEJXZIHIO

O SuTAACLaACHOG, SNAadn N ertavaAnPn evog XpWHOCWHULKOU TUAOTOG OTO
XPWHOOCWHO

ABITITAENZHG) =—— (A BT BT [AE(Z[H]O)

H avaoctpodn Snuoupyeital ard Bpavoelg o U0 SLadPopeTIKA onUeia EVOG
XPWHOOWHOTOG KOL ETTOLVEVWON TOU TUNHATOG LoTEPA ATto avaotpodn

ZHQO) =————) AACBEXCZHO
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H gAAsewdn, SNAadn N armwAsLla yevetlkoU UALKOU ¥
ABIMAEKZHG =— (ABICEXZ[HIO
O dutAaocLacpog, SNAadn N sTtavadAndPn EVoc XpWHOCWHULKOU THAMOTOC 6TO ’L
XPWHOCW Lo £
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H avactpodn Snuioupyeital ano Bpavosilg os V0 SLadpopeTIKA CNUELA EVOC :ﬁ.'

XPWHOCW OTOC KOL ETIOVEVWON TOU TUAMATOC UoTtepa artd avaoctTtpodn L
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ABICAIECZHG) =) (AACBEX(ZIHIO
H petatomion sival anotéAeopa Bpavong evog TUAHATOG TOU
XPWHUOCWHOTOC KOL OTN CUVEXELA EVWONG TOU O€ €val AAAO Un opdAoyo ~
XPWHOCWLLOL 3
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[ 'eveTikd 20vopoua

20uvopouo ‘KAduo tne I'drog’

To ovvopopo Kraua g I'drog (Cri du Chat ,Cat Cry ot yoAAK Kot oy yALKY|
avtiotowya BiPproypapia) amoterel Lol GAVIO YEVETIKT dlATAPOYT KOL OVOKOAVQONKE
10 1963 anod 1o yevetiot) Jerome Lejeune ot ['oAlia. Ovoudotnke KAduo g I'dtag,
oo TO YOPUKTINPIOTIKO TOIPLYTO KA TOV VEOYEVVITMOV TOV PEPOLY TO GLVOPOLLO, TTOV
TPOCOUOALEL TOAD LE VIOVPIGHLOL UIKPTC YATOS. X0VOVALETAL LE VOT|TIKT] VOTEPNO),
YOUNAO HVTKO TOVO KOl GLYVES ETUTAOKEC GTN YEVIKOTEPT VYELQ TOV ATOLOV TTOV PEPEL TN

cuvopoun.

A1tioAoyio

To cOvdpopo mpokHmTEL OTOV VILAPYEL ATOVGIO EVOC GTUAVTIKOV TUNLLATOS TOV
YEVETIKOU DAIKOV GTO £val amd Ta 2 YPOUOCOHUOTO 6TO 5° (EVYOC Kol Yol TO AOYO
avTO ovoualeTal Kal ‘XHvopouo Tov 5 ¥pOUOCOUATOG.



20vopouo ‘Noonan’

To ovvdpopo Noonan €yel mpet to 6voud tov amd thv Dr Jacqueline Noonan, i omoia,
™G TOO0KAPO10AOYOG 6€ vocokoueio tov HITA, mapatnpnoe 0Tt ToAAQ Tondid pe
OTEVMOOT TNG TVELUOVIKNG apTNPLog ELYOV YOUNAO AVACTNUO Y10 TV NATKIO TOVS KOl
ToPoLGiaCoV TOVTOYPOVA TOUPOUOL YOPAKTIPLOTIKA TOV TPOoswmov. To 1963 £ywve
TPOTT TEPLYPAPT] TOL GLVOPOLOL KO ATTO TOTE VEEG TEPIMTOOELS TALOIDV UE GUVOPOLLO
Noonan avayvopilovtor o€ OAO TOV KOGLO.

A1tioAoyio

Ta aitio Tov TpokaAobv T0 GHVOPOLO dev etval akpiPag yvootd. [Ipdcpatec
EPEVVEC ATTOOTIO0LV TNV dATAPAYN OVTN GE YOVIOIOKOUC TTOPEYOVTES TTOV
GLVOEOVTOL TOV GLVOEOVTOL LE TO (EVYOS YPOUOSHOUAT®Y vovuegpo 12. Otav éva,
ool YEVVIETAL LE TO GUVOPOLO OTO TIC HIGES POPES EIVAL KANPOVOULOVUEVO Ao
TOLG YOVEIC Ko TIG AAAEC MIGEG etval Tuyaio. Tvyaiec petaAdacelc oxetiCovron e
™V avénuévn niikia Kbnone.



2 vvopouo ‘Patau’

To cOvopopo Patau, emiong yvooto o «Tpioouia 13», eivor pio 6dvia xpoOUOC® UKD
dlatTapayn, Kotd TNV omoio To ATOUO YEVVIETAL UE £VO EMTAEOV YPOUOCOUN 6TO 130
Cevyoc. To emumAéov YpOUOCOUO TPOKOAEL TOAAATAL COUOTIKA KOL VOTTIKE EAATTOUOTOL,
KUPIOG KOPOIOKES AVOLOAES Ko VELPOAOYIKA eAAEinpata. IIpdToC Tapatpnoe 10
cLVOPOLO 0 YaALoG uotkdc Thomas Bartholin to 1656, aALd 1 xpOUOGOUIKT GVGT] TOV
emPepormdnke and tov Dr Klaus Patau to 1960, Tpog tiunv tov omoiov mpe To GVOUA TO.

Artioroyia

AMOYEC OTIOC LETATOTLOT YEVETIKOD DAIKOV 1 VTLAPEN EVOS OKOUOL YPOUOCDLUOTOC
UTOPOVV VO TPOKAAEGOVV TO GUVOPOLLO.



2 0vopouo ‘Down’

To oOvdpopo Down (podépeton Ntdouv) (1] cAriwg Tpiowpia 21 1§ Tpiowpia G)
TEPLYPADEL LA XPWHLOCWKT] VWAL, TTOU TTEPIKAELEL EVO GUVOAO XOPAKTPLOTIKWY,
T OTIO {0 UTTAPYOUV €K YEVETIG 0TOUC POPEIC TNG YEVETIKNG auTtiS PAAPBN G kot ebopovv
TOPEKKAICELG 0TI CWHATIKT] SLETTAXGT), TN VOT|TIKT] otvATTTUEN Kot TV PUXOKOLVWVIKT)
eE€ALET) TOUG.

Amo oplopevoug dev Bewpeiton aoBevela, dedopevou 0Tl Ta dtopa e cuvdpopo Down
dev umodepouv atd autd. AAAOL TAPAYOVTEC TTOU QWEGVOUV TNV TOXVOTNTA YEVVIOTG
moudov pe oUvdpopo Down amoteAovv 1) YEVVIOT) TPOTYOULEVOU TTAGYOVTOC TS0V
o0 TOUG (810U YOVEIC Ko | TEPIMTWOT) €VaG YovEaS Vo eivau popgag Tov MetaBetikov
ouvdpopov Down. To ocuvdpopo mapatnpnOnke yix mpwtn dpopd otd tov Bpetoavod
ytatpo John Langdon Down (€€ ou kou ) ovopasia tov), 6tav to 1866 mpooee OTi TOAAL
dTopa, doxeta petaéL TOuC, Tou Ppiokovtay ae diddopa IOPUHAT, €YoV TTOUPATTATIOLX
£EWTEPIKA YOPAKTI|PLOTIKAL.




AitioAoyix

Kdarola atopa pe auvdpopo Down €xouv pev to PpuctoAoyiko apldpd twv 46
XPWHOCWUATWY, XAAX aveupiokeTou éva THipa (Bpoyiovag) mAgovalovtog
XPWHOCWUATOC 21 TTPOCKOAATUEVO TTAVW OE GAAO XpwHOowHa (petdBeon). Tetolx
HeTdOeoT TUIHATOG TOV XPWHOCWHATOG 21 €iva cuvnfeotepn TPOG TO XPWHOCWHA
14 KU OTIOVIOTEPA TTPOG TO XPWHOCWHA 22 1] dAA0. 'ETol evw 0 cuvoAikog aplOpdc
XPWHOCWHATWYV €ivotl GUGIOAOYIKOG, TO THILO XUTO TOU XPWHOCWHATOC 21 UTIAPYEL 3
bOPEG 0TO YEVETIKO UAIKO TWV KUTTAPWY OUTWYV TWV ATOPWY, L€ CUVETTELN TNV
gkONAwaCT TOU GUVOPOHOU.



>Uvopouo ‘Prader Willr’

Y uvdpopo Prader-Willi ) PWS (cuvtopoypadio) sivat pio omévia yevetikn Statopoym)
KOTA TNV OO EMTA YOVIOLK VI XPWHOCWHA 15 SLorypAPOVTAL OYETIKA LLE TO TATPIKO
xpwpoowpa. Ieprypadnke yio mpwtn dopd to 1956 oo tov Avopea Prader.
Xoapoxtnplotikd tov PWS eivou xainAd¢ puikog TOvog, KOvTd avAo TN, EAALTIG
oeEovaAikn avamtuén, VONTIKES avamnpieg, mpoPANpata cupmepLdopag, Kol VX XPOVIO
aioOnpa ¢ meivag mou pmopei va 0dnynoet ag vePLOAIKO PoarynTd Kol oUTEIATTIKT YIX
TN (W] TNG TOVoAPKING.




2.0vopopo “Turner’

To oOvdpopo Turner(emiong yvwotd wg Tevetikn Suoyéveon kaAumtel Siddbopoug
Opoug, Twv omoiwv 1 povoowpia X (Staypadr) evog oAdKANpov XpwHoowHaToC X)
etvau n o kowvn. Etvau piot Y pwHOOW HIKT) ovaToporyT) OTIC YUVALKEG, OTIV OTTOio TO
oUVOAO 1] HEPOG €VOC atd TaL X pwpooWuaTa pUAoL Agimel. (o1 dvOpwToL Kavovikd
£XOUV 46 XPWHOCWHATA, €K TWV OTOIWV TX dUO eivat T GUAETIKA

xpwpoowuora). Kavovikd n yvvaika éxet 2 ypwpoowpota X, tAA& 6To cUVSpopo
Tépvep éva omd aUTA T GUAETIKA YPWHOCWUATA EAAEITTELT) EXEL AIAAEC AVWHLXALEC. Z€
LEPIKEC TEPUTTWOELG, TO EAAEITOV XPWHOOWUA EIVOL TTXPOV GE PEPIKA KUTTAPA XAAL OXL
o€ aAda. Epdavidetou pio dopd o€ k&Be 2.500 YEVVIIOELS KOl TO GUVOPORO eKSNAWVETAL
e Stxdopouc TPOTOUC. YTAPXOUV YUPAKTIPLOTIKES PUCIKES AVWHXALEG, OTIWG TO
YOUNAS avaotn e, 1 S10ykwor, o eupuc Bwpakag, n xanAn ypopun tpyoduiog, to
YOUNAG auTid. Ta kopitola pe To GUVEPOUO XUTO €X0UV KATTOLK XX PXKTNPLOTIKN
yevvntikr SuoAsitovpyia (Un wpipes woOBnikeg), n omoia 0dnyei otV apnvoppolx
(ammovoia eppnvoppoikol KUKkAoL) kot o otelpotnte. To cuvdpopo mripe To dvoud Tou
o6 tov Xevpu Tépvep, eévay evdokpivoArdyo tng OkAoydpa, o omoiog to mepieypobe to

1938.




20VOPOLO ‘Y TEPMI0-KOAPOLO-TIPOCOTIKO’

MpOKeLTaL Lo €va Ao Ta cUXVOTEPO CUVOPOL, TO OTIOLO UIMOpPEL va TtPooBAAEL TTOAAOTTAQ
Opyaval KoL CUCTAMATO OTIWC TO Kopdlayyelako (ouyyeveic kapSLlakeS avwpaAieg) kot to
avoooToLnTLko (ouvdpopo Di George). Mmopei va mapouctacBouv dSuokoAiec otn olton
Kol pLvOAOALOL LE 1) XWwpPLC oxloTial UTIEPWOC. 2TLC EAADPOTEPEC TOU HOPDEC UTOPEL va
TIOPOLLELVEL AOLAYVWOTO, EVW OE TILO COPAPEC TIEPUTTWOELG UTTOPEL va PAAEL o€ KivOuvo TN

{wn tou matdLov.

Altiodoyia

O Adbyoc¢ yia atov omoio odeideTal To GUVOPORO AUTO ivou 1)
£AAenn TOU YPWHOCWHATOC 22.



>UvOpouo Klinefelter

To 2uvdpopo Klinefelter emionc eivaut pua xpwpoowpuxn avwpoio. To cvépopo oauto
CUVOVTATOL AITOKAELOTIKK 0T aryoploe. Kord tnv ednPeio tar orydpla mapovaoidlovv
xopoxtnplotikd OnAvkov ko Nontikn Yotépnon. Ztnv kAaooikrn tov popdn epdovietot
e KapuoTumo 47 , XXY dAA& uTtdpyxouv Kot TopaAAay€¢ 0o apouvatdlovtol
emimA£ovta X kot Y XpWHOCWHATA.




> UvOpouo EVBpauotou X

To OVOpA TOU TTPOEPYETAL ATTO EVA XAPAKTNPLOTIKO «GTTAGILO» GTO XPWHOCWHX TOU
durov X, kau Bewpeital - petd to cuvopopo Down - i) cuyvotepn cutiot Nontiknic
Yotepnong otov avBpwmo. [Tpokettal yia €va yevetiko voonpo mov cuvifwg eivou
Boputepng Lopd1ig 0TOUC AvOpeS ot OTL OTIC YUVAIKES Kol TTIPOKOAEiTow ord BAGPN
OUYKEKPIIEVOU YOVISIOU 0TO YpwHOSwx TOU GUAOU X, GTO ONPEIO TTOU TXPATNPELITAL TO
ondoipo. O meplocOTEPOL AVOPES TTOU KAT|POVOHOUV TH HETAAANEN TTOPOUGIA{OUV EKTOG
oo TNV motkiAov BaBpov Nontikn Yotépnon kol xapaktnploTikd TPpOocweio Tov
TEPLANUPAVEL GTEVO Kl LoKPU TTPOCWTO, LEYHAX KA TIPOEEEXOVTO NUTIH KL
TPOYVOOLGUO.







