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2uvdépopo Down- Tu eivan;

OpLopog: To cuvdpopo Down (Tplowpia 21) eivat n o cuxvA XPWHOCWULKA avwpaAia otov avBpwrto, pe ocuxvotnta 1 oTig
660 yeVvVnOELC.

lotopko: O John Langdon Down mepléypae mpwtoc to ocuvOpouo to 1866.
Attioloyia:
* [MARpn¢ Tplowpia 21 (94%), Mwoaikiopog (2.4%), MetaBéoelc (3.3%).

*  Auénuévn mBavotnta pe TNV NALKIO TG LNTEPQAC:
e 1 otic 800 yia nAkieg 30-34,
1ot 270 ya nAkieg 35-39,

* 1 otic 50 yia nAkieg avw twv 45.




2Uvdpopo Down- XopaKTnNpLOTIKA

ZUXVOTEPQ XOPOKTNPLOTLKA:

Yriotovia, xapnAn avarmntuén, eninedo mpoowro, HUIKPA aUTLA, TTAAYLEG OXLOUEC ota BAEdapa K.aL.
duowkn e§€AEn:

* BeAtiwon puikol tovou pe TNV ALK, aAAd TTILO apyn VoNTLKN avarmntuén.

* To npoodokiuo {wnc eival 58,6 €tn, pe 25% va {ouv nepa amnod ta 62,9 £tn.




2Uvdpopo Down- XopaKTnNpLOTIKA

Kevtpiko Nevpiko Zuotnpa: Nontikr votepnon (Héoog IQ otoug eVAALKES: 24).
Kpavionpoowrnika XopaKTnPLOTIKA:

*  Bpayukedalia, nra pikpokedaia, XaAopo dEpua

*  Muwkpn HUTN HE XanAn pwikn yédupa.
Martia: KnAidec, puwmia (70%), otpaBlopoc (45%), katoppaktng otoug eVAALKeC (30%-60%).
Kapdid: Zuyyeveic avwpoaAiec (40%)

Avoconotntiké clotnua: AuEnUEVOC KivOuvog AOLLWEEWVY Kal UTOAVOCWY VOO UATWV.

AAAa xapaktnplotikd: Maxvoapkia (52% ayopla, 40% kopitola), Suohettoupyia Bupeoeldoug, avénuevog kivbuvog Asuyatpiog.
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2uvdpopo Edwards (Tpiowpia 18)- T elva;

Oplopog: H tplowpia 18 (20vépopo Edwards) opiletal we N XpwWHOCWHLKA avwpaAio pe mapouaoia tpitou xpwpoowpotog 18.
* Eivaw n 6eltepn mio cuyvn TPloWHLa P emtimtwon mepimou 1 otig 3.000 yevvnoeLC.

* [pooPBarieL cuxvotepa OnAuka (3:1).

lotopiko: Avayvwpiotnke to 1960

Attioloyia:

* Odeiletal og mANPN TPLoWHL 18 Adyw AdBouc otn SLoVoU XPWHOCWHATWY (CUXVOTEPA O€ UNTEPEC 232 €TWV).
*  MoVOoyoVvIOLOKEG METAAAAEELC 1) LWOAIKIONOC Umopel va 0dnNyrnoouv o€ NTiLeC LopdEC.

* YgnAotepog kivbuvog emavepdaviong o€ emopevn kunon (3,1% nmibavotnta).




2uvdpouo Edwards (Tpiowpia 18)- XapoKktnplotika

ZUXVOTEPA XOPAKTNPLOTIKA (250% TwVv acBevwv):

* Tlevikég: EAAUTAC epBpuikn kivnon, Mikpo Bapoc yevvnong (~2.340 g), AcBevrc kpauyn, TToAuSpauvio,
VOoNTLKA voTtEpnon, Yreptovia, emAnmtkol onaopotl.

* Kpaviompoowrikeg: MpoefExov io, 2Tevo HETWTO, XapunAd autid. Mkpoyvabia, ITevr) ulepwa.

e Akpa: Artovoia SepUATIKAC TTTUXN G 0To EUTTO SdxtuAo. YrtomAaoia vuxlwy, Kovto peydlo daxtulo
ntodLov (ouxva o paxlaia kKapyn), Zhypeva xépra pe emkaAvdn daktuAwyv, XapunAn Kopdpa oTLg
AKPEC SAKTUAWV (26 SayTtuAa).

*  Owpakag Kat KotAid: Kovto otépvo, OpudaroknAn 1 SLaxwPLOHOC TWV KOWALOKWY LU WV.

* Kapdlakég avwpalieg: Meookolhlakn emkolvwvia, Avolytog aptnpLlakog mopog.

s




2uvdpouo Edwards (Tpiowpia 18)- XapoKktnplotika

duoikn e§€ALEN:

* Ta veoyva eival aduvapa pe eploplopévn eniBiwon (50% neBaivouv tnv npwtn eBdopada)
* Mobvo 5%-10% emiBLwvouv Tov MPWTo XPOVo e coBapn vontikn uoTtépnon.
* Oool enBlwvouy, avantuooouv EAAXLOTEG KLVNTLKECG | YAWOOLKECG SEELOTNTEC.

*  IMAVLEG MEPUTTWOELS TBlwoNG Avw Twv 10 eTwv.
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2uvoépopo Patau (Tpiowpia 13)- Tu eivan;
Oplopog: H tplowpia 13 opiletal we N XpWHOCWHLKA avwpaAia pe mapouaoia tpitou
XpWHoowuatog 13.

* Eilval n deltepn 1o ouxvn Tplowpia pe emtimtwon nepimou 1 otig 5.000 yevvnoeLg.

lotopko: Meplypadnke apxlkd to 1657 amod tov Bartholin kat avayvwpiotnke to 1960 Adyw tNG
TPLOWHLAC TOU XpwHoowoTog 13.

Attioloyia:
* Tplowpia 13, cuvABwc Adyw pn SLaxwpLopov XpwWHOCWUATWV.

*  Auénuévocg kivbuvoc og peyaAltepn UNTPLKA NALKiaL A tponyoUpevn kKUNON KE TpLlowuia 13.




2uvdpopo Patau (Tpliowpia 13) - XapaKtnpLotika

KUpla XopaKtnpLotika:

Kevtpiko Neupiko Zuotnpa: AteAng avamtuén npooBlou eykepaAou Kal ontikwv/oodppnTikwy veupwy, Emelcddia damvolag
otn Ppedikn nAwia.

EvkédaAog: Holoprosencephaly (eAAtn¢ avarmntuén mpooBlou eykeddaAou), ToBapn vontikr) uoTEpnon, 2MACUOL,
MuwpokepaAia.

Npoowno: Zxwotieg xeihoug kot utepwac (60%-80%), uikpodpBaAuia, koAoBwpata ipLdac.
Xépla kat Modia: MoAudaktuAila, oteva KuUpTa vixLa, cUyKappn SaktuAwy.
Agppot: ALLOYYELWHOTO LETWTTILKNG KAl LVLOKN G TLEPLOXAC.

Kapdid: Zuyyeveic avwpoaAieg (m.X., LECOKOLALOKI ETILKOWVWVLA).




2uvdpouo Edwards (Tpiowpia 18)- XapoKktnplotika
duoikn e§€ALEN:
* Méon emPiwon: 7 nUEPES.

* 91% neOaivouv pEca GTOV IPWTO XPOVO.




[ 4 ' .
Tprowpia 8- TL ewva;
OpLopog:
* To oUvdpopo xapakTnplleTal Amo HWOAIKLONO TPLOWLOG 8 Kol PUGLOAOYLKWV KUTTAPWV.

* H avwpaAn kuttapikni oslpd ouxva e€adaviletal amno ta AspdokutTapa Pe TNV NAWKIA Ko avixveUeTaL o€ WVOBAAOTEG
Sd€puartoc.

* NAApNG tplowpia 8: Zuyva Bavatndopa os mMpwio otadla
lotopiko: Exouv avadepBel mavw amo 100 meEPUTTWOELC.
AttioAdoyia:

* Hmnapouocia enMUTALOV XpWHOCWHATOC 8 0€ £vVa TTOGOOTO KUTTAPWV
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Tplowpuia 8 - XapoKTNPLOTIKA
ZUXVOTEPA XOPAKTNPLOTIKA (250% TwVv acBevwv):

Npoocwmno: Maxld xeiAn, BabLd tormoBeTnUEVO PATLA, TIPOEEEXOV LETWTTIO, UTIEPTEAOPLOUOC, OTPAPBLOUOC,, TpoeEExovTa
QUTLA UE TtaxV TtTeEPUYLO, pikpoyvabia.

Akpa: Zuykopn SaktuAwv (20-50), BaBLéc mMAaAAES/TTATOVOEG, TIEPLOPLOUEVN EKTACH QYKWVA.

Zwpo: MakpU¢ Kopuog, okoAlwon, avwpoAilec wponAdtng/otépvou, otevi Askavn, SuomAaoia Loylou.
Avarntuéloka:

*  MéyeBoc ocwHATOG, ATIO UIKPOOWHO EWG PNAO.

e 'Hmua éwg coBapr vonTiki UOTEPNON, KAKA CUVTOVLOTLKH LKavOTNTa.

AN\ ZupmTwortoL:
*  Kapblakég avwpalieg, vedppo-oupntnplkég SuomAaoieg. /

* Jmavidtepa: avatlpio, puehoduomiaoia, emiAnyia, cuyyeveig Oykol.
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Tplowpuia 8 - XapoKTNPLOTIKA
ZUXVOTEPA XOPAKTNPLOTIKA (250% TwVv acBevwv):

Npoocwmno: Maxld xeiAn, BabLd tormoBeTnUEVO PATLA, TIPOEEEXOV LETWTTIO, UTIEPTEAOPLOUOC, OTPAPBLOUOC,, TpoeEExovTa
QUTLA UE TtaxV TtTeEPUYLO, pikpoyvabia.

Akpa: Zuykopn SaktuAwv (20-50), BaBLéc mMAaAAES/TTATOVOEG, TIEPLOPLOUEVN EKTACH QYKWVA.

Zwpo: MakpU¢ Kopuog, okoAlwon, avwpoAilec wponAdtng/otépvou, otevi Askavn, SuomAaoia Loylou.
Avarntuéloka:

*  MéyeBoc ocwHATOG, ATIO UIKPOOWHO EWG PNAO.

*  'Hma €éwcg coPapr vonTLKr UOTEPNON, KOKA OUVTOVLOTLKI LKOVOTNTAL.

AN\ ZupmTwortoL:
*  Kapblakég avwpalieg, vedppo-oupntnplkég SuomAaoieg.

* Jmavidtepa: avatlpio, puehoduomiaoia, emiAnyia, cuyyeveig Oykol.
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Tplowula 8 - XapaKTNPLOTLKA
duoikn e§€ALEN:
* HooBapotnta tng vontikAc votEpnong kabopilel Tnv mopeia.

* Aev umtapyxel oadrg ouoxETon GavoTUTOU Kol TTOCOOTOU TPLOWULKWY KUTTAPWV.




20vépopo Tputhocediog kat Mwoaikiopoc Aurthosidioc/
Tputhoewdiac- T eiva;

OpLopoc: H tputhostdia eival n mapouosia piag akopn MARPOUG OELPAC XPWHOOWHATWY (69 avti 46). EktipdTol otl
geudaviletal oto 2% Twv cUANAYPewy, pe TNV MAsloPndia va odnyel o amofoléc.

AttioAdoyia:
* To 69% TwV MEPUMTTWOEWV OPEIAETAL OE TTATPLKA XPWHOCW AT
* JuvnbBEotepol pnxaviouot:

* Auoneppia: Elcodog Suo oneppatolwapiwv oTo wAPLo.

*  Authoeidég Qaplo: Anotuyia pelwTikng dlaipeong.

* Juyxvotepa KapuatunoL: 69,XXY (60%) kal 69,XXX.




2uvdpopo Tputhoewdiac kKot MwoaiKLGUOC
Autdosidiac/ Tputhosdiac- XapaKTnpLoTIKA

Pawoturiikéc MopdEc:
1.A00 matpka/Eva UNTPEKO oct: KaAd aventuypévo EuBpuo. MeydAog mAakouvTag.

2.A00 punTpka/Eva matplko oet: Enidpaon otnv avantuén tov epBpuou pe HakpokedaAla Kot pULKPOG
TIAQKOUVTOC.

ZUXVOTEPQ XOPOKTNPLOTLKA:

Avamntuén: Avcavaloyn kaBuoTtEpnaon, TILO EVIOVN 0TO OKEAETO MAPA 0TO KEPAAL.

Npoowmno: YriepteAoplopog, pikpodpBaipia, xapunAn pwikn védupa, SUCTIAAOTIKA AUTLA, HKpoyvabia. TN
Akpa: JuvdaktuAila (30-40 daxtulo)
Kapdua: uyyeveic kapdlomabelec (kolAtokd/KoATiILkA EAAElppaTa).

Fevvnuikd Opyava: MikpodoaAia, kpupopyia, uneprdacio kuttdpwy Leydig.




2uvdpopo Tputhoewdiac kKot MwoaiKLGUOG
Autdosdiac/ Tputhosdiag

Duowkn EEAEN:

MARpng Tputhoswdia: EpBpuikog Bavatog i mpwipn veoyvikn Bvnolpuotnta (Héytotn emBiwon: 5 pAveg).

Mwoaikiopog: EnBiwon pe Puxokvntiki KABUOTEPNON, ACUUUETPLO CWHUATOC, KOVTO avAoTNMaA, ETUANYLaL.




2Uuvopopo e€artiac EAAeLPNC Ttou 3p- TL eivay;

OpLopog:

* To oUvdpopo Ttou tpokaAeital amod pepkn dtaypadr) Tou Ppaxeoc OKEAOUG TOU XPWHOOWHOTOC 3
lotopko: AvadEpOnke mpwtn dopd amo toug Verjaal kat De Nef to 1978.

Attioloyia:

Fevetikn Baon: Mepkn Staypadn tou Bpaxeoc okEAOUC TOU XPWHOCWHATOC 3.

MetapAntotnta: Znueio Bpavong ouvBwc oto 3p25, aAAd pmopel va TIOLKIAAEL.

ZuXVOTNTA: ITLC TIEPLOCOTEPEC TIEPLMTWOELC, N Staypadn ival de novo




2UvOpouo e€artiac EAAELPNC TOU 3p- XapOoKTNPLOTIKA

ZUXVOTEPQ XOPOKTNPLOTLKA:

e Avamrtuén: MpoyevvnTLKn Kol LETAYEVVNTIKA KABUOTEPNON AVATITUENC.

* Nontikq Anodoon: ZoBapn ewc Bapld vontikn avamnnpia, umotovia.

* Npoocwmno: Mwkpokedaia, emninedo vio, cUvodpuc, eMIKAVOLEC MTUXEC, MTwon BAedapwyv, KOVTEC BAEPAPLKEC OXLOUEC,
npoe&Exovoa PVIKN YEDUPA, LULKPN LUTN LE AVESTPAUUEVO pouBoUvia, SUCTIAQCTIKA AUTLY, HIKpoyvaBia, OTpOapUEVEC

TPOC TA KATW YWVIEC TOU OTOUATOC.

* Akpo: Metaafovikn ToAuSaKkTUAla xeplwv (omtavia odLwv).




2Uuvdpopo e€attiac EAAeLPNC TOU 3p- XOpOKTNPLOTIKA
duoikn e§€ALEN:

MNeploplopevn dtapketa {wng, oAl uTtapyxouv avadopec evnAikwyv aioBevwv




2Uuvopopo e€artiac EAAeLPNC Tou 5p- TL eivay;

* [vwoTto Kal we "ouvdpopo tou KAAapatog tng yatag" (5p15.3). MpokaAeitat ano peptkn dStaypadn Tou Bpaxeog okEAOUC
TOU Xpwpoowpatog 5 (5p)..

lotopko: AvakaAUdpBnke amo tov Lejeune to 1963.
Attioloyia:
210 85% TtwVv nepuTtwoswv spdaviletal de novo, evw oto 15% odeiletal o€ pn LOOPPOTIN UETATOTLON QIO TOV YOVEQ.

Zuxvotnta: 1 og 15.000 £w¢ 1 o 50.000 yevvnoeLc.




2UvOpouo e€artiac EAAELPNC TOU 5p- XapoKTNPLOTIKA

ZUXVOTEPQ XOLPOKTNPLOTIKA :
Avamntuén: NpoyevvnTikn KoL LETAYEVVNTLKA KBUOTEPNON AVATTTUENG

Nontiki Antodoon: ZoBapr avamtuélakn KaBUoTEPNON, XAPAKTNPLOTIK KpOuyn ooV yatac Adyw avwiuaAng
avamntuéng Tou Aapuyya

Npocwmno: ZTpoyyYUAO MPOCWTTO, UTIEPTEAOPLOMOC, ETUKAVOLEC TITUXEC, OTPAPBLOUOG, OTPOUUUEVEC TIPOC TA
KATW YWVIEC LOTLWV KOl OTOHOTOC, HikpoyvaBia, xapunAd tomoBetnuéva Kot SUCTIAQOTIKA QUTLA

Kapdia: Juxva kapdlakd eAAeippota (LeCOKOWMOKO/LECOKOATILKO EAAELULLO, OVOLKTOC OPTNPLOKOC TTOPOC).

AAAa: Yriotovia otnv matdikn nAKio tou avtikaBiotatal and umeptovia, UTIEPKLVNTLKOTNTA.




2UvOpouo e€artiac EAAELPNC TOU 5p- XapoKTNPLOTIKA
duoikn e§€ALEN:

ErmBiwon: 6.4% Ovnopdtnta otnv modikn nAwkio (90% otov mpwTto Xpovo).

Zwn Kot Avamntuén:

* Eav anouvoldlouvv coBapec avwpaAiec opyavwy, To tpoodokipo {wnc umopei va ivatl pucloloyLko.

*  Me gykalpn ekmaibeuon Kol UTTOOTNPLKTIKO TEPLBAAAOV, OpLopEVA TTALSLA PTAVOUV KOLVWVLKO-KLVNTLKO €TMinedo 5-6 €Twv.
* To Ae€lAdylo kal n erkovwvia BeAtiwvovtal pe tTnv nAkia (50% >10 eTwv EMIKOWWVOUV UE TIPOTACELC).

NpoBAjuata Yysiag:

2ition: AuokoAiec Aoyw kakou BnAacpou.

Avanvon: Xpovia pHéoa wtitida Kol amwAeLa okonC.

Opaon: Muwria, otpafLopoc, avwpaAleg omTikol veUpou..




2uvdpopo g€artioc dSumAaclacpou tou 15qg- T elva;

OpLopog:

* [evetkn Statapaxn Aoyw Sduthactlacpol TN MEPLOXNE TOU XpwHoowHaToc 15q, mou ennpedlel Stddopa cuoTApATA TOU
CWHATOC

lotopwkad: Exouv avadepBei 30+ mepumtwoElc.

Attioloyia:

AutAaoLoopog TG epLoXng Tou 15q (ouxvotepa petaéy 15921-15923).
MpokaAeital cuvABwc armod petatomnioelg amod yovéa-popEa PETATOTILONG.

H KAWVIKA €lKOVA €ivail GUVETIAG, AVEEAPTNTWCE TNEG EUTAOKNCG AAAOU XPWHLOCWHLOTOG.




2Uuvopopo eéartiac SutAaoctacpou tov 15g-
XopaKTNPLOTLKA

ZUXVOTEPO XOLPOLKTNPLOTLKA :

Avantuén: MNpoysvvnTikn KoL LeETAYEVVNTIKA KaBuotépnon avantuéng (15%-60%).2maviwg napatnpeital
PNnAo avaotnua (11%).

Nontikn Amtédoon: ZoBapn-Bapld vontikn avarnnpia (92%).Yrotovia, emAnyia, xapaKtnpLoTIKA TOU
$dAopUaTOC TOU QUTLOMOU.

Npdowno: MNpoetExovoa putn, papdld pwvikn pida (96%). Kovtad kot otpappéva mpog ta katw PAEPapa,
ukpokedpaAio, mrwon PAeddapwv. Makpu kot Eviovo iATpo, Hikpoyvabia, pnopéva payoula.

Kapdid: Zuyyeveic kapdlomaBeleg (79%).
IKEAETIKEG AVWHaALeG: ApaxvodakTtuAia (75%), kapmrtodaktuAia (100%)

Iriavieg Avwpaiec:F'evvntikeg: Kpuopyia, umtomAooia peydAwv xelA\ewv atdolou.




2uvdpopo e€attiac SutAaoctacpou tou 15q-
XopaKTnNPLOTIKA

duokn e€€ALEN:

Odvartol cuxva Aoyw:
Zuyyevwv kapdlomabeLwv.

AvVamVEUOTIKWY AOLLWEEWV 1) TIVEL HOVLOG oo elopodnon.

* MeyaAUtepog yvwotog emPlwoac: Avdpac 27 ETwV HE VONTLKA avarmnpia.
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Smith's Recognizable Patterns of Human

T Malformation, 8th Edition
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