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Euxapiorieg
AuTt] n dIMMAWWATIKA epyacia Ba ATav dUOKOAO w¢ Kal aduvato va OAOKANPpwOEi
Xwpic ™ PBorBeia pepikwy avBpwTtwy. Katrolol atrd auTtoug fTav CUVEPYATEG Kal
ouvadeA@ol aAAG Kal apKeTOi ATAV €KTOG TOU TTAVETTIOTNHIAKOU Kal ETTAYYEAUATIKOU

MOU XWwpou, 01 OTToiol WaTOCOo £TTal{av Tov oTToudaIdTEPO POAO.

ApXIkd, Ba ABeAa va euxaploTHow Tov K. Aatrovre, kabnynti tou lMavemoTnuiou
Oeooaliag, diuBuvtr Tou MMZ kai dieuBuvTr TNG MaicuTIKA G-I UVAIKOAOYIKAG KAIVIKAG
oto MavemoTnuiokd Meviké Noookopegio AdpIcag yia TV €UKaIpia va QOITACW O€
autd 10 MNMMZ, KaBwG €TTIONG KAl yia TNV AdEI TTOU POG TTAPEIXE yIa TA apXeia NG
NuvaikoAoyIKAG KAIVIKAG, TTOU ATaV ONUAvTIKG KouudT Tng epyaciag. Madi Tou £yivav
ol TTPWTEG oulNnNTACEIS YIa Tov OKOTTO Kal dlagoppwbnke 1o TTAGvo TnG gpyaociag. lMNa
Ta apxeia NG MNuvalkoAoyikKAG, MeyaAn ATav n Bonbeia TNG 18IKeudueVNG TNG KAIVIKIG
K. Zoukou. ‘ETreiTa, 6a nBeAa va suxapioThow Tnv K. M'epoPaaciAn, 81dAKTwp MEVETIKAG
kal ouvemBAéTouca auTtrig TG dIMAwMATIKAG. H K. MepoBaciAn Atav ekei yia kaBe
Brua kar kGBe atropia TTou NBeAe ammdvTnon Kal ATAV AQUTA TTOU PE KaBodriynoe o€

KABe Brpa TNG SIMTAWMATIKAG QUTAS £pYaaciag.

Akoéua, €va euxaplioTw avAkel otnv K. [piféa, avamAnpwrtpia kabnynrpia Tou
MavemoTtnuiou OeocoAiag, n oOToia Pag TTapPEiXe XPNOIMES OUMPBOUAEC yia TO
EPEUVNTIKO KopAT. ETTiong, katétmiv adeiag Tng, 666nke n duvatdtnTa yia Tpécfacn
oTa apxeia TG MNadIOTPIKAG KAIVIKNG. ZTAV avadnTnon Twv apxXeiwv kal dliepeuvnon
TWV TTEPIOTATIKWY TNG MaidiatpikAG KAIVIKAG, TTOAUTIUN RATav n Boribeia Tng K.
MixouAa, TTaididTpou TNG KAIVIKAG, TTou TTapd Tov ueyaAo @OpTO epyaciag Tng, O1€0eoe
XPOVO yia Tnv €0peon Kal €TTIAUCN OAWYV TWV ATTOPIWY TTOU UTTpXav. ETITTAéoy, éva
EUXApPIOTW avAkel otnv K. [aitavd, madiatpo-veoyvoAdyo, disuBuvTpia EZY kai
NeoyvoAoyikig kAIViking-MENN Tou MIFNA yia Tnv ddeia Tpéofaong oTa apxeia tng
NeoyvoAoyiKAG KAIVIKAG. & auTh Tnv KAIVIKR), onuavtikf Atav n Porbegia tng
€IOIKEUONEVNG K. Kag@é TTou Borbnoe oTov eviomioud Twv apxeiwv kal otn Alon
OPKETWV OTTOPIWV OXETIKA HE autd. TEAog, éva peydAo euxapioTw o€ OAO TO
vOONAeUTIKG Kal OI0IKNTIKO TTPOCWTTIKO TOU VOOOKOMEIOU, TTOU N UTTOMOVH Kal N

BonBeia Toug ATAV PEYAAN.

To YeyaAUTEPO OUWG EUXAPIOTW OPEIAW VA TO dWOwW, Kal gival TTOAU Aiyo o€ oxéon pe
QUTA TTOU HOU €XOUV TTPOOQEPEl, OTOUG OIKOUG HOU avBpwITouG TTOU XWPEIg TN
othpIEn, TNV Bondeia, Tnv evBdppuvon, TNV aydarn Toug Kal TNV TTioTn TOug O€ Péva
Oev Ba cixa @Taoel péxpl edw. Autoi ol AvBpwTTol gival TTPWTA ATTd OAA Ol YOVEIG Jou

Kwatag kal Pwreivr). Akdua, gival n adep@r) pou OAya, ol @ilol Jou Kal Ol GUYYEVEIG
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Mou. Ze autoUg Toug avBpwTroug PBpioketal Kal n EAeuBepia, TTou TG opeidw €va

EexwpIoTé Kal TEPACTIO EUXAPIOTW.

Mapia Avva M'epoyidvvn
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2uvropo Bioypa@iko
H ouyypagéag g mapoucag dITTAWUATIKAG EpYAOiag, TToU eKTTOVABNKE oTa TTACioIA
oAokApwong Tou NMMZ «BioAoyia TG Avarrapaywyrng» Tou TUAPATOS laTPIKAG Tou
MavemoTtnuiou Oecooaliag, Mapia Avva epoyidvvn, cival yevvnuévn otnv ABrva.
MeydAwaoe oTov BOAo ki ekei oAokANpwaoe TIG OXOAIKES 0TTOUdEG TNG. Eival atrégoitn
Tou TUAMaTOog MaieuTikrig Tou AAe€avdpeiou TexvoAoyikoU 1dpuuatog Oecoalovikng
ME PaBud TrTUXiou 7,25/10. TllpaypaTomroince Tnv TPAKTIK Tng AoKnon oTo

AxiAoTToUAcg10 Mevikd Noookopeio BoAou.

Kard 10 2015 éw¢ kar 2016 epydotnke wg paia otnv «Mpdtuttn MalguTikA-
lNuvaikoAoyikfy KAivikip BoAou MON IKE». MaAaidtepa a1rd 10 2008 €wg 10 2009 €gixe
epyacBei wG  ypPAUMOTEIOKN) UTTOOTAPIEN OTnv  €TTIXEIPNON  NAEKTPOAOYIKWV

eyKaTaoTadoewy, cuoTNUATWY acpaleiag Kal TTapakoAouBnong «ELSYVO».

AT 10 2009 WG Kal oAuepa, TTapakoAouBei aveAANITTWG TTANBOG CEIVOpIwY Kal
ouvedpiwv, OXETIKA YE TNV €mOTAUN TNG MaleuTikKAG Kai MuvaikoAoyiag Kabwg Kai
GANO TTaPEPPEPOUG YVWOTIKOU TTediou. ZuveyiCel va €UTTAOUTICEI TIG YVWOEIG Kal TIG
Oe€IOTNTEG TNG, KAl yI' AUTOV AKPIBWS Tov AGYO @oiTnoe KaTd TO akadnuaikd €Tog

2016-2017 oto NMZ Tng «BloAoyiag Tng Avatrapaywynig».
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lNepiAnywn
H OimAwpatikg auTt  €pyaoia  TTapousiadel Ta  ATTOTEAECUATA  KATAYPAPAG
TTEPIOTATIKWYV HE UTTOXPWHOOWHIKEG AvWHOAiEG aTTd Ta apxeia Tou MaveTTioTPIOKOU
levikou Noookopegiou Adpiocag kard Tnv  Treviaetia 2012-2017. H epyaoia
olapBpwveTtal o€ dUO Bacikd Pépn, TOo BewpnTikd Kal To €161KG. To BewpnTikd PEPOG
amapTieTal ammd Tov OPICKO Kal T aiTia dNUIoUPYIag Twv UTTOXPWHOCWHIKWYV
QVWHOAIWY oAAG kal attd TNV PBIBAIOYPOQIKN TTEPIYPAP TWV AVWHAAIWY TTOoU
evromriotnkav at1o [lMavemotnuiokd evikd Noookouegio Adpicag Tnv Tmapatmmdvw
TevracTia. AvaAUBnkav €TTioNg Kal  UTTOXPWHOOWHMIKEG QVWHAAIEG ME MEYAAN
ouxVvOoTNTA TTAYKOOHIWG KaBwg Kal GAAEG TTOU evToTTioOTRKAY KATA TNV £peuva. TEAOG,
N TTapoUca epyacia TTPAYMATEUETAI TIG TEXVIKEG avAAUONG TOU YOVIOIWPATOS OAAG KAl
TOV TTPOYEVVNTIKO éAeyxo. ETITTpooBeTa, oT0 €18IKO PEPOS avaAuovTal TOCO O GKOTTOG
NG £pyaoiag autig, n MeEBodoAoyia TTou akoAouBnonke ki ev TEAEI Ta aTTOTEAEGUOTA

TNG €PEUVAG, KABWG KAl TO CUPTTEPACHUATA TTOU TTPOKUTITOUV.
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Summary

This thesis presents the results of the documentation of cases with subchromosomal
abnormalities from the archives of General University Hospital of Larissa, during the
years 2012-2017. Its structure consists of two basic parts, theory and a section which
includes the methods and the results of the investigation that followed. In the
theoretical part, the reader can find the definition of subchromosomal abnormalities
and the causes of their creation. Furthermore, all the abnormalities that were found at
the General University Hospital of Larissa are described according to the
international bibliography. Subchromosomal abnormalities with high frequency are
also analyzed. Additionally, this thesis also mentions the analyzing techniques of
genomewide and prenatal testing. Finally, in the second part, the target of this thesis,
the methodology followed, the results of the investigation/documentation and the

conclusions are analyzed.
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lpéAoyog

Ol UTTOXPWHOCWHIKEG AVWHAAIEG TTapaTnpouvTal o€ TTooooTd 1 oTa 375 veoyévvnra
KAl €TTNEEACOUV TUAPATA TOU XPWHOOWHATOG TTPOKAAWVTOG DOUIKEG aVOKATATALEIG
o¢ autd. Ta aimia dnuioupyiag Toug cival TTOAAG Kai TTolkiAa. O @aivOTUTIOC TTOU
onuioupyolv eival  €€ioou  TTOAUTTOIKIAOG, ep@avifoviag woTdéo0  KOIVa  KI
emavalapBavopeva xapaktnpioTikG avaAoya Tnyv TEPITITWOn.

2Tn OIMMAWMOTIKA aQuTr] €pyacia TTapOUCIAZeTal N KaTaypa@r TTEPIOTATIKWY HE
UTTOXPWHOCWHMIKEG avwuaAieg oTo MavemoTnuiakd Mevikd Noookopegio Adpicag tnv
mevraeTia 2012-2017, o1o €10IKO HEPOG TNG EPYATIAG, eV OTO BEWPNTIKO N AVAAUTIKA
BiBAloypagiky avadAucon Toug.

To emoTnpovIKG evOIOQEPOV YIa AUTH ThV gpyacia gival o€ cuvageia pe 1o NMMZ aAAd
Kal e TNV 1I816TNTA TNG YpAgouoag we paia. Mapd tnv e€ENIEN TTou £xel TTapatnpnBei
OTOV TOMEQ TOU TTPOYEVVNTIKOU EAEYXOU, OI UTTOXPWHOCWHIKEG avWUAAIES Eival akOun
OUOoKOoAO va avixveuBouv. '’ autdv Tov AGYo eival €MITATIKA N avaykn TG MEAETNG
TOUG, KUPIWG ATTO ETTICTAMOVIKI GTTOYN, YIO TOV EUTTAOUTIONO TWV YVWOEWY, Ol OTTOIEG
TauTOxpova Ba TTPOCPEPOUV TNV DUVATOTNTA YIa KOAUTEPN CUNTIAPACTACH TWV MAIWYV

OTIG INTEPEG KAl TA TTAISIA PE UTTOXPWHOOWHIKEG AVWUAAIEG.
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Eicaywyn

2KOTTOG TNG £PYOOTiag AUTAG ATAV N KATaypa®r Twv eURPUWY, VEOYVWV Kal TTaIdIWV
ME UTTOXPWHOOWUIKEG avwpaAieg oTto Mavemmotnuiakd Mevikd Noookopegio Adpioag.
H péBodog TTou akoAouBABnke ATaV 1N KATAYPAQN TwV ATTOTEAEOUATWY TOU

KAPUOTUTTOU TWV ATOPWY PE TTABOAOYIKO QaIVOTUTTO Kal N €KOOON ATTOTEAECUATWV.

H apxn yia v didyvwon Twv UTTOXPWUOCWHIKWY avwHaAlwy &yive To 1970 pe tnv
Bonbeia Twv TEXVIKWV {wvwong. Puoikad eixav TTponyndei GAAEG ONPAVTIKEG
avakaAUWeIg atrd otroudaioug €TIOTAPOVES OTTwg 0 Mendel, o Flemming kai GAAoL.
2UVOTITIKA ava@épeTal n Bewpia OTI To KUTTAPO €ival N Baoikh povada (wnig. Akoun,
EYIVOV ONPAVTIKEG QVAKAAUWEIG OXETIKA PE TNV KANPOVOUIKOTNTA, TOV TTUPRvA TOU
KUTTAPOU, ToV apIiBud Twv XpwHoowudaTtwy Kal GAAa. OAa ta mrapatmdvw avrikouv
oTov KAGdOo TnG BloAoyiag TTou ovoudadeTal YEVETIKI Kal €ival N ETTICTAMN TTOU €XEl WG
QVTIKEIMEVO PMEAETNG TN BIOAOYIKA TTOIKIAOTNTA, TNV KANPOVOUIKOTNTA Kal Ta yovidla o€

CwvTavoug opyaviououg.

Ta BAuaTa TTOU £XOUV Yivel JEOQ O€ QUTOV TOV XPOVO €ival TTOAU peydAa. Znueio
oTaBud yia TNV £peuva TWV QVWHPOAIWY aTToTEAEl N e@elpeon EIDIKWV TEXVIKWV
avaAuong. O KapudTutTiog eival HIa oTtd TIG €EETACEIC TTOU OIEVEPYEITAl yia TNV
O1Ayvwon UTTOXPWHOCWHIKWY avwdaAiwy. ANEG TEXVIKEG avAAUONG €ival O HOPIAKOG
kapudTtutrog Kal n FISH. EkT6¢ atmd TIg TeEXVIKEG avAAuoNG yia Tnv eUpeon KATToIAG
avwpaAiag peTd Tn yévvnon evog TTaidiou UTTAPXEl KAl O TIPOYEVVNTIKOG EAEYXOG, TTOU
divel TNV yvwon Kal TV €TTIAOYH 0T yuvaika kal oto {euydpl yia TV TTOopEia TNG

KUnong.
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KepdAaio 1. Xpwuoowuara

1.1 Xpwpoowuiki Aopn

Ta xpwHOoWUATA EVTOTTICOVTAI OTOV TTUPRAVA TOU KUTTAPOU Kal €ival 46 0To oUVOAS
TouG. Ta 44 €ival auTOCWHIKA XpwuoowuaTta, TTou gu@avifovral oe 22 oudAoya
Ceuyn, kal Ta aAAa 2 gival QUAETIKA. ‘Eva BiAu dtopo €xel OUo X XPWHOCWHATA £VW
éva dppev atopo £xel éva X kal éva Y. OpdAoya xapaktnpifovial Ta XpwUOCWHOTA
TTou €Xouv idl0 PEyEBOG Kal OXNAMa Kal TTEPIEXOUV TNV idia YEVETIKA TTAnpogopia. Kabe
XPWHOCWUa atroTeAeiTal atrd Ta yovidla, QopEig TNG YEVETIKAS TTANpogopiag. ATTd Tnv
GAAn, aAAnAduopoa cival Ta yovidia TTou PpiokovTal OTIC QVTIOTOIXEG BECEIC TwV
OHMOAOYWY XPWHOCWHATWY Kal eAéyxouv Tnv idla 1810TNTa e Tov idlo i} SIOPOPETIKO
TpoTO (Alberts, et al., 2006).

KaBe yxpwupocwua atroTeAcital amd dU0 adep@PEC XPWUATIOEG, €va KEVTPOUEPIOIO
(TTpwTOYEVAG TTEPIOPUEN), TTOU ATTOTEAEI T OUVOECN TOU XPWHOCWHATOS Kal TO
Xwpilel oe dUo Ppayxioveg, TO PIKPO Ppaxiova p (petit) kai T0 pakpu Ppaxiova q
(quene). Avahoya pe Tn B€on Tou Kevipouepidiou OlakpivovTal TPEIG TUTTOI
XPWHOCWUATWY: a) Ta UETAKEVTPIKA, OTTOU TO KEVIPOUEPOG BpioKeETal GTN PECT TOU
XPWHOCWHATOG, B) T UTTOPETAKEVTPIKA, OTTOU TO KEVTPOUEPOG PBPIOKETAI O€ EKKEVTPN
Béon kal ol Bpayxioveg éxouv dlaPOPAE MWNAKOUG, Kal y) TA OKPOKEVTPIKA, OTTOU TO
KEVTPOWPEPOG PPIOKETAI OTA AKPA TOU XPWHOCWHATOS | aANIWG 0TO TEAOUEPOG. Ta
xpwuoowuarta 1,3,16,19,20 cival petakevrpikd, 1a 13,14,15,21,22 kai 10 Y €ivai
OKPOKEVTPIKA Kal T UTTOAOITTA UTTOPETOKEVTPIKA (Connor & Ferguson-Smith, 2004).
Mepiké& aKpOKEVTPIKA XPWHOCWHATA TTAPOUCIACOUV HIa EUTEPOYEVH TTEPIOPIEN. AUTN
BpiokeTal 0TA AKPA TOU XPWHOCWHATOG Kal dnuioupyei S50pu@dPoUG, UIKPEG TTEPIOXES

xpwpartivng' (Alberts, et al., 2006).

O1 deuTepoyeveic TTEPIOQICEIS €ival ETTIPPETTEIC 0 BPAUCEIS OTIC XpwHaTideS. 'Exouv
EVTOTTIOTEl 26 oTdvia €UBpaucTa onueia, Ta oTroia avixvevovral oto 5% Tou
TANBuopou (Connor & Ferguson-Smith, 2004). ATTd auTtd, €TTeIma aTTd €PEUVEG, €XOUV
EVTOTTIOTEI O PeEYOAUTEPO TTOOOOTO Ta TrapakdTw: FRAXA (13), FRA13B (14),
FRAT7H (15), FRA10B (16), FRA16B (16), FRA1H (17) kai FRA2G (17) (Burrow, et
al.,, 2010). MerafiBalovral pe HEVOEAEIO KANPOVOMIKOTNTA Kal OxedOv OAa
e@avifovial 0 AUTOOWHMIKG XpwuoowuaTta. Autd Ta oTravia eUBpaucTa onpeia
ouvrnBwg a@opolv To éva POVO OPOAOYO XPWHOCWHA KAl T TTEPICOOTEPA ATTO AUTA

Oev gpavifouv kammola KAIVIKA avwuadia. EEaipeon oe autd eivar 10 €UBpaucTo

! Xpwpativn: oUpmAoko TpwTeivv mupnvikod DNA
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OnNMEio O0TO XPWHOoWHA X, TO OTTOI0 OXETICETAI UE voNTIKA uoTépnaon. H popiakn Bdon
QUTWYV TWV €UBPAUCTWYV CNUEIWV QaiveTal va apopd TTAVAAAWYEIS TPIVOUKAEOTIBIWY,
ol oTtroieg éxouv TTOAAaTTAacIooBei TTépav e€vog Kpiolgou opiou. Ta 1Mo ouxva
eUBpauaTa onueia TapartnpolvTal, EPOCOV EI0AXO0UV GE OUYKEKPIMEVN KAAAIEPYNTIKN
ouaia, n otroia ovouddletal a@idikoAivn (aphidicolin). H a@idikoAivn eivalr avacToAéag

NG DNA tmoAupepdong (Connor & Ferguson-Smith, 2004).

Ta xpwpoowpaTa atroTeAOUVTOl €TTIONG OATTO EVEPYEG KOl HUN EVEPYEG TTEPIOXEG.
Evepyl Teploxfi eival euxpwpativn? evwd avevepyl n  erepoxpwpativn®. Ol
ETEPOXPWHATIVIKEG TTEPIOXEC PpiokovTal cuvhiBwg KOVTA OTO KEVTPOMEPIdIO Kal TIG
OeuTePOyEVEIC TTEPIOPIEEIC Kal atToTeAoUvTal attd eTTavaAapBavopeveg aAAnAouxieg
DNA. Tlepiéxouv Aiya yovidia kai  tToAAatmAacidlovral  apyoTepa  KaTd TOV
OImMAaciacud Tou DNA. ZTIG ETEPOXPWHATIKEG TTEPIOXEG N UTTAPEN EAAEIMUATOS 1
TTAcovaoudG YeveTIKOU UAIKOU Oev €TTnPeddel Tov @QAIvOTUTTO KAl Bewpeital wg
TTOAUMOPPIKG €Upnua. AVTIBETWG, n Onuioupyia OTTOINCONTIOTE AVWHAAIAG OTIG
EUXPWHATIKEG TTEPIOXEG PEPEI ONUAVTIKEG AANAYEG OTOV QAIVOTUTTO €vOG ATOMOU
(Alberts, et al., 2006).

H didipeon Twv KUTTApwv dlapopoTrolEiTal avaAoya PeE TO €idog Tou KuTTdpou. Ta
owpaTika KuTTapa (SITAocidr) kKUTTapa) diaipouvtal pe TN diadikacia TG YITwong evw
TA YOUETIKA (WApIo, oTTepuaTtol{wdplo: aTTAocIdy KUTTapa) ue Tn dladikacia Tng
Meiwong (Alberts, et al., 2006).

? Euxpwpativn: HECODAOLKHA XPWHATIVN, N OTolo UTLAPXEL OE TIOWKIAEC EKTETAUEVEC KATAOTAOELS
* ETepoXpWHATIVN: N TILO GUMTTUKVWHEVN HOPF TNE XPWHOTIVAC
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Eikéva 1: H peiwon dnuioupyei Téooegpa avépolia atmrAoeldr KUTTapa evw N Jitwon Trapdyel duo

TauTtéonua dITTAOEIBN KUTTAPQ.

Eikéva 2: Emixiaoudg
TIpayuaToTTOIEITal aTTO apoIaia
avtaAAayrf TuNPATwV PeTagu Twy duo
MN adeAQUIV XPWHATIOWV.

H pegiwon TpayparoTtroigital oe dU0 oTAdIA, TN PEIwonN
| ko Il. e autd TrepidapBavovtal o1 €EAG QATEIG: N
TPOPACN, N METAPAON, N avagaon Kai n teAéeaon. H
TTPOYacn TEPINaUBAveEl Ta OTAdIO TNG AETTTOTAIVIAG,
Cuyotaiviag, Traxutaiviag, dirTAoTaiviag kai diakivnong.
210 OT1ddlo TnG diImTAoTalviag  TTapaTtnpEital  To
Qaivoyevou  ToUu  emixlaopou. O emXIaOPOG
onuioupyeital  £€mTeiTa amd  TO0 CEUYAPWHPA  TWV
OMOAOYWYV XPWHOOWHATWY, Ta oTroia avtaAAdoouv

TuApata Toug (Alberts, et al., 2006).
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1.2 Xpwpoowuikn Kuttapoyevetiky AvaAuon

KUTTapoyeveTIKR €ival «n PEAETN TNG OOMNG TWV XPWHOCWUATWY Kal ToU TPOTIOU WE
TOoV OTT0i0 auTtd KAnpovopouvtal» (Nussbaum, et al.,, 2011). Ta xpwupoowuaTa
MEAETWVTAI PE TN PONBEIO CUYKEKPIPEVWV TEXVIKWV XPWONG, Ol OTToiEG £MOPOUV OF
QuTa dNUIoCUPYWVTAG éva POVODIKO TTPOTUTTO EVOAAACCOOUEVWY OKOUPOXPWHWY KAl
QVOIXTOXPWHWY TAIVIWV  (Cwvwv). «O oxnUATIONOS TwV JwVWV OoQEiNeTal OTNV
KaTtavoun Tou eTTavaAauBavouevou diaxwploTikou DNA, Tou un eravaiapBavouevou
yevwuikou DNA kai evog ocuptrAéypatog DNA pe 6Civeg TTPWTEIVEG Kal I0TOVEG»
(Behrman & Kliegman, 2010)

AuTn n d1adikacia atroTeAEl TOV TPOTTO TAUTOTTOINONG TWV XPWHOCWHATWY aAAd Kal
dlapopoTroinong Toug atrd Ta uttéAoitra. Qg Taivia fj {wvn (band) «opideTal TO THAKA
EKEIVO TOU XpWHOCWHATOG TToU dlakpiveTal KaBapd atrd Ta diTAavd Tou avaloya Je

TN OKOTEIVOTEPN 1) QWTEIVOTEPN £vTact| Touy (T¢éTn & Toapouxd, 2015).

Ymapyxouv TpeIG BacikéG uéBodoI TTOU XpPnOIPoTTolouvTal yia Tn OIAKpIon TwV
AVEPWTTIVWY XPWHOCWHATWY. ApXIKA, €ival Ta XPWHOOWMPATA TTOU €XOUV UTTOOTEI
xpwaon Giemsa (Cwvwon G), TTou gival n TTo ouxvd XPNOIYOTTOIOUUEVN O€ KAIVIKA
epyaothpia. ‘Eva de0tepo TTPOTUTTO {Wvwong, cival N Cwvwaon Q. O wTeIvéG CWVES
Q avTtioToIixoUv oXedOV aKPIBWG OTIC OKOTEIVEG Cwveg G. AKOUN, uttdpxel kal n R
(reverse) {wvwaon TTOU XENOIYOTTOIEITAI, OTAV O€ KATTOIEG XPWHOOWHIKES TTEPIOXEG Ol
GAAeG Cwvwoelg dev divouv aATTOTEAEOUA KAAAG TTOIOTNTAG, OIOTI TO TTPOTUTIO TG R
gival eUKOAOTEPO va avaAuBei. EKTO¢ ammd autd Ta Tpia Bacikd TTPOTUTIa {Wvwong,
UTTAPYXOUV KOl KATTOIEG AAAEG CWVWOEIG TTOU OVAKOUV OTIG EIOIKEG KUTTOPOYEVETIKEG
TEXVIKEG. AUTEG gival n (wvwon C, n (wvwon uwnAng €ukpivelag Kai ol eUBPauCTEG
Béoeic. H Cwvwon C, 6mwg kai N Q mTou avaAubnke trapatmdvw, eival 1diaiTepa
ONMUAVTIKEG, KABWG  XPNOIMOTIOIOUVTAl  YIO TNV QVIXVEUON  ETEPOUOPQPICHWV
(Nussbaum, et al., 2011) (Alberts, et al., 2006).
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Eikéva 3: 1816ypaupa Twv XpwUoowHATwY Tou avBpwTrou Trou BagifeTal oTig TeXVIKEG Q, G kal R. Me
AeUKO xpwpa gival ol {wveg Q, G pe aabevr) xpwon. Me patpo xpwua gival ol (wveg Q kalr G pe xpwon
Kal R xwpig xpworn. Me ypauuwoelg gival o1 TTOAUPOPQIKES CWVEG.

Q¢ eTEPOUOPPICPAG XapakTnpifovtal ol dlapopég TTou eugavifovral oTn Jopoloyia
Kal To TTPOTUTTO Xpwong Twv Xpwuoowudtwyv. H lwvwon C, xpwuatifel kar
EMAOYAV TNV TIEPIOXA TOU KEVTPOMEPIDIOU Kal TIG XPWHOOWUIKEG TTEPIOXEG, TTOU
O1a0éTouv PbvIUN €TEpOXPWHATIVR, SNAADA TO XPWHOOWHIKG TuARuaTta 1q, 9q kai 164,
Tou PpiokovTtal diTTAa atmd TO Kevipouepidio, kal Tnv dvw Trepioxr) Tou Yq. H

ETEPOXPWHATIVN «EPPAVICEl OKOUPOXPWHN XPWON oTa WUn diaipoUueva (MECOPATIKA)
KUuTtTapa» (Nussbaum, et al., 2011).
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1.3 BaoIk KUTTOPOYEVETIKI) ovopaToAoyia

MNa TNV KaAUTEPN Katavénon Kal €TTIKOIVWVIA PETAEU TWV YEVETIOTWY OXETIKA PE TA

XPWHoOoWUATA, €XEl ETMIKPATACEl £va OoUOTNUA ovopatoloyiag. 210 ouoTnua autd

OVOHaTOROTEITAI APXIKA O APIBUOG TWV XPWHOOWHATWY. AKSOUN, dIATUTTWVOVTAl TO

€i00G TWV QUAETIKWV XPWHOCWHATWY, N TTapoucia UTTEPAPIBUWY XPWHOCWHATWY

N AaTTousia TOUG Kal Ol EKACTOTE XPWHUOOWHMIKEG AVAKATATAEEIG.

H apibunon twv

Cwvwv yivetal Pdaocel ouykekpigévwy onueiwv (landmarks) kai gekivd aotré 10

KEVTPOMEPIDIO Kal TTAvw, OTav TIPOKEITAI yia Tov HIKPpO PBpayxiova, kal amd To

KEVTPOMEPIDIO Kal KATW, OTav TTPOKEITAI yIa TOV peyaho Bpaxiova (Korf, 2012).

p (petit) Bpaxu okéAog ins (insertion) TTPOCONKN
g (queen) HokpU okENOG mos, / (mosaicism) HWOoaiKIOUOG
del (deletion) ENNEIMa t (translocation) HeTGBEON

der (derivative)

TTAPAYWYO XPWHOCWHO

dup (duplication)

OITTAQCIAC OGS

h ETEPOUOPPIOHUOG/ETEPODI +/- onAwvel TTPooOAKN-EAAEIYN,
owia otav ypdgeTar TPV - TOV
apIBUO TOU XPWHOCWHATOG
fra (fragile) euBpauaTo +/- TTPOOONKN-EAAEIYPNG

XPWHOCWWIKOU  TUAMATOG,
otav  ypagetar PeT&G TOV

apIBUO TOU XPWHOCWHATOG

ish(in situ
hybridization)

in situ UBPISICPOG

r (ring chromosome)

OAKTUAIOEIBESG XpWHOCWHA

inv (inversion)

avaoTpoyn

i (isochromosome)

I0OXpWHOCWHA

Mivakag 1: ZuvTopoypaQieg TToU XPNGOIKMOTTOIOUVTal VIO TOV XAPAKTNPIOHS TWV XPWHOCWHATWY Kal TwV
Zuvtopoypagieg amd ISCN 2013 (International System of

XPWHOCWHMIKWY avwuaAiwy Toug. Mnyn:

Human Cytogenetic Nomenclature)
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KepaAaio 2: XpwUOOWUIKES AVWUAAIES
XPWUOOWHIKEG avWHPOAiEG ovouddovtal ol  PETOANGEEIC TTOU  uicTavTal T
Xpwuoowuara 1600 OTOV OpPIBUG 600 Kai oTn dopr Toug. AlakpivovTal duo
KATNYOPIEG XPWHOCWHIKWY AVWHOAIWY: 0l UTTOXPWHOCWHIKEG (DOMIKEG) Kal Ol
apIBUNTIKES. O1 XPWHOOWHIKEG avwpalies gival duvaTtd va cupBolv €k véou KaTd TNV
youeToyéveon aAAd kal va kKAnpovounBoulv atrd Toug YOVEIG OTOUG atmoyovoug TOuG.
‘Exel amodeixBei Twg 10 50% Twv auTOUaTWY ATTOBOAWY KATA TO TTPWTO TPINNVO TNG

KUNONG OQEIAETaI O€ XPWHOOWHIKES avwpaAies (Behrman & Kliegman, 2010).

O @aIvoTUTTIOG €VOG OTOPOU KABWG Kal N KAIVIK TOU CUUTITWHOTOAOYia eival ol
Baoikoi TTapAyovTeEG  yia TNV TTAPOTIOMTIF} TOU O€  KOPUOTUTTIKO  €Agyxo.
MapadelypaTikd ava@épovial T0 XaunAd avaoTtnua, n oTeipdtnTd, TO I0TOPIKO
TTOAATTAWY QUTOPOTWY aTTOROAWY, N PeyAAn kaBuoTépnon TNG apxng TNG EMMRvVOU
pUCEWG OTA KOPITola, oI TTOAQTTAEC DIaNaPTIES, N TTapoudia au@IBOAWY yeEVVNTIKWV
opydvwy, n Tpoxwpnuévn nAikia TG PNTéPag KABwg Kal N onuavTikou Pabuou

avattuglaki kaBuoTépnan A n vonTikr kabuotépnon (Behrman & Kliegman, 2010).

2.1 Ap1OunTIKEG XpWHOOWHIKEG AVWHOAiEg

ApIBUNTIKEG XPWHUOOWHMIKEG aVWHAAiEG TTPOKUTITOUV KaTA Tn diaipeon Tou KUTTApPOoU
ATTO [N ATTOXWPEICHO TwV adepPuwyv XpwHaTidwy oTo oTddlo TNG avagaons. To idio
ATTOTEAECPA TTPOKUTITEI KAl ATTO T KABUOTEPNUEVN PETAKIVAON VOGS XPWHOOWHOTOG.
H mBavotnta va cupBei kAT amd 1a TTapatTtédvw auédveTtal 600 PeyoAwvel N nAIkia
TNG MNTEPAG KAl O€ PNTEPEG ME uTToBupeocIdiopd. ETiong, eival duvatd va cupBei
META atrd akTIVOBOAIQ i 10yEVH AOINWEN EVW EVUTTAPXEI KOI WG OIKOYEVNG TTPOdIABED
(Connor & Ferguson-Smith, 2004).

O1 apiBunTikéG avwpalieg xwpifoviar o€ dUO KaTnyopieg: o€ €uTTAoEIdieG Kal
aveuttAoeidieg. Qg euttAog1dicg opiovTal oI avwuaAieg TTou dnpioupyolv alNayég oTn
O€IPd TWV XPWHOOWHATWY Kal WG aveuTTAOEIdIEG AUTEG KATA TIG OTTOIEG TTPOCTIBETAI A
agaipeital éva Xpwuoéocwpa. Q¢ amoTéAeopa, oTig aveuttAogidieg TTapdayovtal dUo
KUTTOPQ, TO €va Me éva €TTITTAEOV QVTiVPAPO XPWHOOWHATOG, (PAIVOUEVO TTOU
ovopddetal TpiIcwpia (2n+1), kai To GANO e éva AiyoTEPO AvTiypa®o, TTou ovoudgeTal
Movoowyia (2n-1). TEAOG, uTTdpyouv Kal apIBUNTIKEG aVWHPOAIEG TTOU XapakTnpifovTal
Ww¢ TTOAUTTAOEIBIO KAl £XOUvV TTAVW ATTO TECOEPIC OEIPEG XPWHOOWHATWY (Zitelli &
Davis, 2009).
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MapadeiypaTta apiOunTIKWV XPWHOCWHIKWY aVWHOAIWY

=  Tpiowpia 21 4 ZUvdpouo Down : 47, XX +21

= Tpiowyia 18 A Z0vdpouo Edwards : 47,XY +18
»  Tpiowyia 13 A Z0vdpouo Patau : 47,XX +13

= 20vdpopo Klinefelter 47,XXY

Movoowuia 45,X

Eikéva 4: KapudTtutrog dppevog pe Giemsa-G-band. Me kOkkivo BeAdkI onueiwveTal n Tpicwpia 21-
ouvdpopo Down.

2.1.1 MwodikKiIopn6g

XpWUOOWMIKOG PwOodiKIopdg gival n TTapoudia dU0 N TTEPICOOTEPWY KUTTAPIKWV
o€IpWV O€ éva ATOMO, TTPOEPXOUEVEG aTTd €vav (uywTn (Connor & Ferguson-Smith,
2004). OuoiaoTIKA, TTPOKEITAI VIO TNV GTTOTUXIO TWV XPWHOCWHATWY va diaxwpIioTouv
QUOIOAOYIKA KaTA TN SIGPKEI TNG MITWONG, HE ATTOTEAECUA TNV TTPOCBNKN ] ATTWAEIN
OAOKANPWY XPWHOOWHATWY, @aIvopevo yvwoTd wg aveutthogidia (Taylor, et al.,
2014). «Av 0 un dlIaxwpIoPOG CUpBEi oTnV TTPWTN AUAGKWON Tou uywTou, Ol YIoOi
I0TOi TOU aTOUOU Eival TPICWWIKOI Kal Ol UTTOAOITTOI PHOVOOWIKOI. Av cuufei oTn
0eUTEPN AUAAKWON Tou UuywTOoU, TOTE TO €va TETAPTO TWV IOTWV €ival JOVOCWHMIKOI, TO
£va TETAPTO TPICWHUIKOI, EVW TO UTTOAOITTO €va OEUTEPO EXEI PUOIOAOYIKO KAPUOTUTTO.
Av 0 un dlaxwpiouds ouuBei apyd otn didpkeia TNG avaTTuéng Tou avBpwTrou, TOTE
MOVO Ta Buyatpikd KUOTTapa TTOU TTPOEPXOVTAl atmmd Tnv AvwuaAn ditwon eival
aveuttAocidn» (Tpiavta@uAAlidng & KouBdaton, 2009). Ze auTég TIG TTEPITITWOEIG, OTTOU
MOVO MIKPO TTOCO0TO TWV CWHATIKWY I0TWV €ival aveuttAoeIdEG, o1 emOPATEIS OTOV

QAIVOTUTTO Kal TNV avaTrTuén Tou atOuou gival TTOAU PIKPEG A OEV UTTAPXOUV KaBOAOU.
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O pwodikiIopog dlakpiveTal o€ dUO KATNYOPIEG TOV YEVIKO, TTOU €ival n TTapouadia dUo
l TTEPICCOTEPWY KUTTAPIKWY OCEIPWV O0€ OAOKANPO TOV Opyaviouod, Kai Tov
TTEPIOPIOUEVO, TTOU EVTOTTICETAI OE OUYKEKPIMEVN TTEPIOXA. ZTA TTPWTA OTAdIA TNG
EUPBPUIKAG avATTTUENG O PMWOAIKIOWOG eVvTOTICETAI OTIC KUACEIG O€ £va TTOO0O0TO 65-
70% (Taylor, et al.,, 2014). O pIKpdG apIBUdS Twv KUTTAPWY QUTWYV Kal n apyn
Olaipecn TOug, O€ OXEON ME Ta EUTTAOEIDIKA, €XEl OUXVA WG OTTOTEAECHO TN
QuOIoAoYIKH avaTTTugn Tou eufpuou. ATTé TNV GAAN, TTEPIOPICUEVOS HWOAIKIOHOG EXEI
EVTOTTIOTEI OTOV €yKEPAAO OTOV TTAOKOUVTA, OTIG yovadeg kal aAAou (Yurov, et al.,
2007).

Eikéva 5: A: O yevik6g pwoalkiopuég emnpeddel 1o €uBpuo kal Tov TTAakouvta. B: TMepiopiopévog
MWOodiKIONOG: @ualoloyikd KUTTapa (KOkKiva), TTaBoAoyikd (Trpdaoiva). C: MNepliopiouEVOS JWOaiKIoUOG
OTOV TTAGKOUVTA PE HOVO PIa TTABOAOYIKN Oglpd KUTTapwy. D: Mepiopiouévog Jwaodikiouog oTo EUPUO.

Kard 1n O1dpKkelad TG HITwoNng, n OUCAEITOUPYIO TPIWV HPNXAVIOPWY JTTOPE va
odnynoel o€ PWOaiKIopd: a) o areAAg dlaxwpIoPOg, OTTou N adeA@r XpwuaTidoa
QTTOTUYXAVEl va JIACTTACTEI e aTToTEAEOHA TNV UTTApEN dUO KUTTAPWY HE JOVOOWUIa
KAl TpIcwyia avrtioToixa, B) kaBuoTtépnon Tng avagaong, OTou Mia XxpwuaTida dev
KATA@EPVEI VO EVOWPATWOEI OTOV TTUPAVA PE ATTOTEAETHUA TV JOVOCOWHIa auToU Tou
XPWHOOWUATOG OTO éva KUTTOPO KOl Wi DICWHIG OTO AvTiOTOIXO XPWHOOWHA OTO
GAANO KUOTTOPO, Y) TTOAUTTAOEISIO, N avTiypa@r dnAadrn evog XPWHOOWHATOS, XWPIG

woTéo0 va katagépel va dlaxwploTtei (Taylor, et al., 2014).

To €idog Tou pWOAIKIOPoU KABWG Kal Ol KAIVIKEG ETTITITWOEIG Tou e€apTwvTal ato
TToANOUG TTapdyovTeg. Kupiwg mepiAapBdvouv 1o TToU Kal To TTOTE KATA TNV avaTITUgn
EMQAVIOTNKE QVEUTTAOEIBIO KAl KOT ETTEKTACN MWOAIKIONOG, Kal €V TEAEI av n

aveutrAogidia auTr) ptropei va TToAAatTAaciaoTei (Taylor, et al., 2014).
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TENOG, KABE XPWHOCWUO TTEPIEXEI YOVidla HE BIAQOPETIKA TTANpoYopia To KaBéva Ki
€701 TO ATTOTEAEOMATA TOU PWOAIKIOPOU €ival eKTETAMEVA Kal POVADIKA yia KABe

mepitrtwon (Taylor, et al., 2014).

2.1.2 Xipaipa

H Omapgn dUo KuTTapiKwy oelpwy ot éva ATOUOo, ETTEITA OTTO CuyXwveuon oUo
olapopeTIKWY CuywTwy, ovoudletal xidaipa. Mrropei duwg kai va dnuioupyndei
£TTEITA ATTO YOVIPOTIoiNoN Tou wapiou pe duo otreppaTolwdpia (Connor & Ferguson-
Smith, 2004). O kapudtumdg TOoug €xel oucoTtaon XX/XY. Ta dropa autd dev
TTapouacialouv ouvABwG KATTOIO KAIVIKG XapakTnpIoTIKG aAAd uttdpxel TBavotnTa va

MNV £xouv Yovo pia opdda aipatog (TpiavraguAAlidng & KouBdron, 2009).

Eikéva 6: Xipaipa oTov TTAGKOUVTQ, N OTToi0 TTPOKAAEITAI OTTO GUYXWVEUCT TWV TPOPORAACTWY TOU
VEKPOU €ufpUoU (Ta KUTTAPA TOU APPEVOG VEKPOU KUNAUATOG OTTEIKOVI(OVTAl PE WTTAE XPWHA) Kal
Tpo@oBAacTWY atré 1o {wv BAAU €uBpuo (Ta KUTTapa artreikovifovTtal Je pod XPWHA).

2.2 YIToXpWHOOWHMIKEG AoHikéEG AvwpaAieg

O1  UTTOXPWHOOWWIKEG AVWHOAIEG €TTNPEACOUV TUAPOTA TOU XPWHOOWHOTOS KOl
TTpokaAoUv Oouikég avakatataéelg o€ autd (Nussbaum, et al, 2016). 2mn
BiBAloypagia ava@épovtal Kal w¢G OOPIKEG avwpuaAies. O dUo autoi O6pol gival

OTTOOEKTOI KAI XpNOIMOTIoIoUVTal £€iITOU OUXVA.

O1 UTTOXPWUOOWUIKEG AVWUOAIEG €ival OTTOTEAEOPO XPWHOOWWIKAG Bpalong atrd
KATTola aitia OTTwG akKTiveg X, XNMIKG péoa Kal PETETTEITA AavBaouévNG ETTAVEVWONRG
TOUG 1 OTTWAEIAG TOuG. 2uvhbwg, TOo XPWHOOWMIKA TPAMOTO TIOU  Ogv
ETTOVAOUVOEOVTAI 0€ XPWHOOWHA UE KEVIPOUEPOG Eival aoTabr kal xavovral. ETiong,
XPWHUOOWWIKEG avadIaTagelg uTmopouv va dnupioupynBolv attd dvico SI00KEAIOHO

(emyI0a0POG), ME QTTOTEAECPO Ta TTPOIGVTA TTOU Ba TTPOKUWOUV aTTd TN MEIWTIKA
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Olaipean va gival £€vag yauéTng e EAAEIMPA Kal Evag JE DITTAACIOOUEVO YEVETIKO UAIKO
(MapBeviou, 2008).

O1 UTTOXPWHOOWHIKEG/OOMIKEG avwaAieg BlaipouvTal o€ 100JUYICHEVEG KOl N
Ioofuyiopéveg avakaTaTdéelg. O 1I00CuyICHEVEG avaKaTaTAEEIS dnuioupyouvTal oTav
OUVOAIKA Ta XpwuooWaTa SIaB8£TOuV TN CWaTH TTO0OTNTA YEVETIKOU UAIKOU KOl QUTEG
givar o1 avaoTpo@ég Kal ol peTaBéoelg. O1 pn  100JUYICPEVEG  AVAKOTATAEEIG
onuioupyouvTal, 6TaV UTTAPXEl TTEPICTOTEPO ] AIYOTEPO YEVETIKO UAIKO O€ OXEOn ME TO
QUOIOAOYIKO Kal XwpilovTal oTa ICOXPWHOCWHATA, Ta €AAgippaTa, Ta SAKTUAIWTA
XPWHOOWUATA, TOug OITTAACIOONOUG, TO XPWHOCWHATA-OEIKTEG Kal Ta OIKEVTPIKA

xpwpoowuata (Nussbaum, et al., 2011).

2.2.1 AvaoTpo@ég

Ommwg NAdn  €xel avagepbei oI avaocTpoPEéEG AVAKOUV  OTNV  KATnyopia  Twv
I00CUYIOUEVWY avaKkaTaTagewy. AvaoTpo®r cuuBaivel 6tav TTpayuatoTrolouvTal dUo
Bpavoeig 010 XpwHUOOWHA Kal autd €xel wg ammoTéAeapa Tnv aviaAlayrn BEcewv

METOEU TwV dUO auTwV TUNUATWY (Nussbaum, et al., 2011).

O1 avaoTtpo@éc xwpilovtar o€ OUO KATNYOPIEG: TIC TIAPOKEVIPIKES Kal TIG
TTEPIKEVTPIKEG. ZTIG TTAPAKEVTPIKEG Oev TTEPIAAUPBAVETAI TO KEVTPOUEPIOIO Kal Ta dUOo
onueia Bpavong umdpyxouv oTov idlo Bpayxiova. AvTiOeTa, OTIC TTEPIKEVIPIKEG TO
KEVTPOMEPIDIO TTEPIAaUBAvETal, KAl Ta onueia Bpadong poipdlovrtal Kal oToug dUo
Bpaxioveg (Nussbaum, et al., 2016). AGyw TOU OTI OeV AEITTEI KOPMPATI TNG YEVETIKNAG
TAnpoopiag, dev TTapoucidleTal ouvABwe aAAayh oTov QaIvOTUTTO Tou aTéuou. O
KivOuvog Ouw¢ dnuioupyiag PN 1I00pPOTTNUEVWY YOUETWY augdveTal (Nussbaum, et
al., 2016).

2710 O0TAdIO TNG PEIWONG, OTTOU YiveTal N £VWOn TwV OJOAOYWY, UTTAPXE! N TTIBavoTnTa
EMTTAOKNAG TWV AVOOTPOPWY, PE ATTOTEAEOUA va ETTEABEI avicoppoTTia Kal dnuioupyia
Bpoyxou. Mia akéun CUVETTEIQ TWV QVAOTPOPWV Eival n atmotuxia ouleugng Twv

XPWHooWUIKWY Bpaxiovwy (Nussbaum, et al., 2016).

>& TTAPAKEVTPIKA aAvaCTPOQr) PTTOPEi va TTpoKUWouV BITTAACIOoPOi Kal eAAEiEIG Kal
EIDIKOTEPA MIO XPWHATIOO HPE OUO KEVIPOMEPN Kal £va OKEVTPIKO XpwHOOoWHA. €
QUTEG TIG QvVAOTPOYEG o1 atréyovol Oev  €ival QUOIOAOYIKOI Kal ouvhBwg Oev

empiwvouv (Nussbaum, et al., 2016).
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Eikéva 7: Anuioupyia TTOPAKEVTPIKAG KaI TTEPIKEVTPIKAG OVAOTPOPNAG.

ATTé Tnv AAAn, o€ TTEPIKEVTPIKA avaoTpo@r) OnuioupyolvTal OITTAQCIACMOI  Kal
eMAeipelg, émema atmo Tov avwuaAo emixiacué atov Bpdyxo. Ta KOPPATIa TToU £X0UV
oimAaciactei A @épouv TNV €AAEIpn, PBpiokovTal ATTOMOKPUOMEVO QTTO TO OnuEio
Bpauong kal dITAacIacpoU TOUG Kal O OXEON ME TN QualoAoyikr) Toug B€an (Connor
& Ferguson-Smith, 2004) (Korf, 2012).

O1 TexVvIKEG TTOU XpPNOIPOTTOIoUVTal YIO TNV Qavayvwpion TwV TTOPAKEVTPIKWYV
avaoTPOPWV €ival Ol TEXVIKEG Cwvwong kal n FISH evw o1 TTEPIKEVTPIKEG HE

KUTTOPOYEVETIKEG EBOOoUG (Nussbaum, et al., 2011).

2.2.2 MeTaBéoeig

MeTaBéoeig TpayuarotroiolvTal OTav yivetal aviaAAayr YEVETIKOU UAIKOU PETAEU TwV
XPWHUOOWUATWY, OUVABWG PETAEU un opdAoywy XpwpoowudaTtwy (Nussbaum, et al.,
2011). AvmihapBavéupacte Tnv UTTapén MIag METABeOnG HE TR dnuioupyia  un
I00CUYICUEVWY YAPETWYV KOTA T MEIWON, Ol OTTOI0I £XOUV OV ATTOTEAECUO AUTOUATN
amoBoAl 1 TTaIdi  pe  ouyyeveic avwpaAieg (Korf, 2012). O1 petabéoeig
KaTnyoplotrolouvtal o€ dU0 KATNYOpPIES, TIG apoIBaieg YETABEOEIS Kal TIG PETOBEOEIG

Robertson.

O1 apoiBaieg petaBéoeig dnuioupyouvTal £mmeiTa ommd Bpavon TunudTwy o€ dUo
XPWHOOWUATA Kal apoifaia aviaAAayr auTwy Twv TUNUATWY. ZuvhRBwg TTPOKEITal yIa
000 pn oudAoya Xpwuoowuarta Kal EpOcov n avtaAAayn €ival apoifaia, TTapauEveEl

id10¢ Kal 0 apIBPOG Twyv XpwuoowudTtwy (Nussbaum, et al., 2011). Autd etmiong
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ovopddetal Kal iIcoCuyiopévn peTaBean. Autol Tou TUTTOU oI PETABEOEIG gival Ol TTIO
ouvnBiouéveg oe Ceuydpia Pe OUO 1 Tpeic autopaTeg ammOBOAEC Kal O Ayovoug
avdpeg oe oxéon Me Tov yevikd TTANBuoud (Nussbaum, et al., 2016). Ouwg uTTApxEl
Kal n moavaTnTa va dnuioupynBouv YaPETEG UE AVIOOPPOTTIa OTO YEVETIKO UAIKO av O

OlaxwPIoUOG Toug KaTd Tn ueiwaon eival AavBacouévog (Korf, 2012).

O unxaviouog TNG d1aipeaNS XPWHOCWHATWY e 1I00CuyIouéVN HETABEDN gival ApKETA
TTEPITTAOKOG. KaTtd Tn peiwon eutrAéKovVTal TEOOEPA XpWHOoWUATA, Ta dUO gival autd
TTou €xouv avtaAAdEel yeveTIKO UAIKO Kal Ta GAAa dUo cival Ta opoAoyd Toug. ZT0
otadlo TG avagacng | ol TpéTOI dlaxwpiopoU eival TToAANoi. Apxikd, av o
OlaxwpPIoUOG yivel Je Ta opdAoya va gival 0To £va KUTTAPO Kal Ta XPWHOOWHATA JE TO
avTaAAQYHEVO YEVETIKO UAIKO 0TO AAAO, TOTE Ba TTPOKUWOUV YAUETEG TTOU €iTE Ba gival
QUOIOAOYIKOI €iTE avadIOTETAYUEVOL. 2TNV TIEPITITWON aAUTH, Ol YOUETEG Ba gival
YEVETIKA €CI00PPOTTNUEVOL. AV OUWG Ol YOUETEG €XOUV éva QUOIOAOYIKO Kal éva
avadIaTayuEévo XpwHOowHa Ba £xel oav aTTOTEAEOHUA TN dNMIoUpYia TNG YEVETIKNAG
avicoppoTriag. ETITTAE0V, YEVETIKA avICOPPOTTIa UTTOPEI va TTPOKUWEl OTAV KATA TOV
OIaXWPICUO TPia XPWHOCWUATA HETAPEPOVTAl OTO éva KUTTOPO (TPIoWHIa) Kal éva
OT0 AAAO (povoowpia) i o oTTévia OTav Kal Ta TEooEPa TOTTOBETOUVTAl OTO éva
KUTTAPO. ZTIG TTEPITITWOEIC QUTEG TO OTTOTEAECHA TNG YEVETIKAG AVICOPPOTTIAG ival
TTOAU ooBapo (Korf, 2012).

METATO-
IIIZH

—

Awvthogdég pe
wooluylopévn petatdémion

£ 7 7
I

Kavovikd dimhoetdég

u v L n.v ™ v
s — — Kavovikdg Tapé€tng pe
Yapétng 1coppomnuéVN

i & £1€
Mn-160ppONNUEVOL YAHETES pETATOTION

Eikéva 8: Apoiaia HETOTOTTION KAl O1 YEVETIKEG TNG ETTITITWOEIG.
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H &GAAn katnyopia Twv PeTaBécewy gival autég TTou ovoudlovTial PETaBECEIS KaTh
Robertson. lMApav 10 évoud TOUug ammd TOV YEVETIOTH) Robertson 1mou peAEéTnOE
avakatatdéeic oe Tmovrikia (Korf, 2012). Eivar o1 10 OUXVEG XPWHOCWHMIKES
QVOKOTOTALEIG OTO  €i00C TOU QvOPWTTOU KAl  «a@OpPoUv OUO  OKPOKEVTPIKG
XPWHOOWUATA, T OTTOIA EVWVOVTAI KOVTA OTNV TTEPIOXT TOU KEVTPOUEPIDIOU TOUG UE
TAUTOXPOVN ATTWAEID TWV PIKPWY Bpaxioviwv Toug» (Nussbaum, et al.,, 2011). To
ATTOTEAECUA Eival JOVOOWHia YE 45 XPWHOOWHPATA, EK TWV OTToIwY To éva atrd autd
EXEI UTTOOTEI HETABEOT, N oTToia £X€l dnUIoupynBei atrd Toug dUo PeydAous Bpaxioveg
U0 XPWHOCWUATWY. H aTTwAsIa Twv PIKpWY Bpaxlioviwyv Oev gival onUavTIKr Kal dev
TTapouciddel avwpalo @aivéTutro. Ol KaTNyopieg Twv JETOBECEWY AUTWY gival dUO: Ol
MOVOKEVTPIKEG Kal O WeUBOKEVTPIKEG. H kKaTnyopia kaBopifetal amd 10 YEPOG TTou

£YIVE N Bpauon o€ £va aKPOKEVTPIKO Xpwudowpa (Nussbaum, et al., 2011).

O1 Mo ouxvég petaBéoelg kKatd Robertson eival o1 (13;14)(q10;910) ka1 n (14;21)
(910;910). H petéBeon (13;14) (q10g10) éxel TTooooTd cuyvéTnTag 1/1.300 kai gival n
MO OUXVH aVAKOTATAEN OTOUG avBpwTToug. AKOUA, €XOUV EVTOTTIOTEI KOPUOTUTTOI UE
44 ypwpoowuata Kal petaBéoelg katd Robertson 139 149, TTOU 0 QAIVOTUTTOG OEiXVEl
QUOIOAOYIKOG. Z& QUTEG TIG TTEPITITWOEIG €XEI YIVEI AVTIKATACTAON TWV QUOIOAOYIKWY
XPWHoowUdTwy 13 Kal 14 e Ta avtiypaga TTou @épouv Tnv YeTdBeon (Nussbaum, et
al., 2016).

Eikéva 9: Kapudtutrog BrAeog. Znueiwveral pe KOKKIVo ueTdBeon Robertson ota xpwpoowyuata 13, 14.

AKOua, OTTWG £Xel ava@epBei, 0 PAIVOTUTTOG TWV ATOPWY HE 1I00JUYIoHEVN HETABEDN

gival puaoloAoyIKOG Kal Ta ATOUA TToU TV QEPOUV gival aTTAd Qopeig. € autolg GUWG
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e@avieTal auénuévog Kivouvog TTapaywyng un 100CUYICHEVWY YOUETWY Apa Kal
atmoyovwy. O Kivouvog yia Toug atmoyovoug alAadel avaAoya e TNV JETABECN Kal TO
QUAO Tou Qopéa. O kivduvog petadoong autdveral KaTd TTOAU O€ YUVQAIKEG- QOPEIG.
Ooov, agopd Tnv ueTdbeon Robertson (14;21)(g10;g10) eivai utretBuvn yia éva 5%
TpiIowuiag 21 3 aAAiwg cuvdpduou Down (Nussbaum, et al., 2016).

2.2.3 looxpwpoowuaTa

looxpwpOoWUa AéyeTal TO XPWHOCWHA TTOU TTAPOoUCIAlel EAAEIUPG Tou Bpaxiova oTo
éva okENOG evw 01O AAAO O Bpayiovag €xer dimhaoiaoTei (Nussbaum, et al., 2011).
To 1ooxpwudowua oOnuioupyeital kartd Tn Olaipecn Tou KUTTdpou, OTav TO
KEVTPOWEPOG dlalpeiTal oTov eykKAPolo dova Kal OxI oTov €TTIUAKN, OTTWG CUMBaivel
Quaoioloyikd (MapBeviou, 2008). EmiTAéoV, 1I00XPWHOCWHA TTPOKUTITEI dTAV YivETAl
Bpauon TWV I00XPWHATIOWY Kal TTPOCKOAAOUVTAI TTAVW OTO KEVTPOMEPIDIO (Connor &
Ferguson-Smith, 2004).

Eikéva 10: Anuioupyia 1I00XpwWHOCWHATOG.

‘Eva dtopyo pPE QUOIOAOYIKO QPIBUO XPWHOCWHATWY, TToU OPWS TO £va  Eival
ICOXPWHOOWHA, £XEI HEPIKI) HOVOOWIO Kal JEPIKN TPIOWWIa. ZTov éva Bpayiova Tou
ICOXPWHUOCWHATOG €VTOTTICETaI €va PHOVO QvTiypa@O TOUu YEVETIKOU UAIKOU (MEPIKA
Movoowyia) evw oTov dAAov Tpia avtiypaga (pepkn Tpiowpia) (Nussbaum, et al.,
2011).

TéNog, TO 100XpWHOCWHA |1 (XQg) eival To 1Mo ouxvé Kal PpiokeTal oTO HEYAAO
Bpaxiova TOoU X XPWHUOOWMATOG. |OOXPWUOOWHOTA €VTOTI(OVTOlI OUXVA O€

TTEPITITWOEIG OYKWV Kal algatoAoyikwv kakonBeiwv (Nussbaum, et al., 2011).
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2.2.4 ENAgippara

‘EAAeIgpa ovouddletal n atroudia TUNUATWY TOU XPWHOCWHATOG, N OTToia TTPOKAAEI
XPWHOOWWIKN avicoppoTria. O1 eAAeiYeIg TEiVOUV va €XOUV QAIVOTUTTIO PE CWHATIKEG
avwHaAieg kal pabnolakég duokoAieg (Lissauer & Clayden, 2011) kal avixveuovTal O€

ouxvéotnta 1 o1ig 7.000 yevvnoeig (Nussbaum, et al., 2016).

O1 eAAeipelg TpokUTITOUV ATTO BpaUCHa KOVTA OTO TEAOMEPOG KAl TA KOMWATION TTOU
XwpiCovtal, dev emmavacuvdéovtal. ‘Eva ammd autd xdveral Kar To GAAO KaTaARyel va
yivel TeEAopépog. AuToU Tou €idoug eAAgipelg ovoudlovtal akpaieg. ETriong, utrdpyouv
ol evdIdueoeg eMAciyelg, ol oTToieg dnuioupyouvtal ammd duo Bpaucuata oe éva
Bpaxiova. ZTn GUVEXEIA, TO TUNAMA UE TO KEVTPOUEPIDIO EVWVETAI UE TO AKPAIO KOMUATI
Tou XpwuoowpaTtog (TplavraguAlidng & Koupaton, 2009). EmimmAéov, pTtTOpE
KOMMATIA TWV XPWHOCWHATWY va aAAdEouv atrd Tn QuUOIOAOYIK) Toug BEan PExP! Kal
180° poipeg (Korf, 2012) dnAadn pe 1I00{uyIoPEVN AvaoTPO®A A Kal PE 1I00CUYIOUEVN

METABEDN.

Eikéva 11: Anuioupyia eAAeipaToG.

Ta eAeippaTa avixveuovtal povo pe FISH kail Texvikég wvwong uPnAig EUKPiIvelag A

MIKPOOUOTOIXIEG PE TN XPNON EI8IKWY AVIXVEUTWYV, Adyw TOU PIKPOU TOUG UEYEBOUG.

‘Eva 1TOAU yvwoTd ouvdpopo, TTou ogeiletal e EAAelyn givar To oUuvdpopo Cri du
Chat, 10 01T0i0 OVOUGOTNKE KAT AUTOV TOV TPOTTO AGYyw TOou KAGUATOG TOU pwpou. To
ENAEIMPA UTTAPXEI OTO HIKPG Bpaxiova TOU XPWHOCWHATOS 5 Kal XapakTnpietal atmmo
PEYYOPOTTPOCWTTEIA, UTTEPTEAOPIOUOS, XOaUNAN TTPOCEUON QUTIWY, HIKpoyvalBia K.d.
(MapBeviou, 2008).
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Eikéva 12: KapudTutrog BAAE0g. ZnNUEILVETAI PE KOKKIVO XPWHA EAAEINPA OTO XpWHOOWUA 5.

Eikéva 13: Neoyévvnto pe ouvdpopo Cri-du-chat.

2.2.5 AaKTUAIWTO Xpwpéowua

AAKTUNIWTO XpwHOoWHa dnuioupyeital amd duo priypata otoug dUo Ppaxioveg Tou
XPWHUOOWUATOG KOl ATTd PETETTEITO OUVEVWON Twv OUO €AeUBEPWVY AKPWV ME TN
onuioupyia evog dakTuliou. Ta OUo TeAiKA Akpa OuvhBwWG META ATTO QPKETEG
dlaipéoeig xavovtal, aAA& uTTapXEl Kal N TBavoeTnTa TTPOOKOAANCAG TOUG OE KATTOIO
GAAO Xpwpoowpa (Tpiavta@uAlidng & KouBaron, 2009). H éAAeiyn XpwpaTivng atro
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Ta dU0 auTtd dakpa uTTopei va TTpokaAéoel aAlAayég otov @aivoTutio (Korf, 2012).
YTTApXEl ouxva MITWTIKN aoTdbeia e€aimiag Twv adep@wy XpwuaTidwy, TToU KAtd Tn
o1dpkela NG avageaong dnuioupyolv Kailvoupyia BpalouaTa, Kal autd Je Tn oeipd
TOUG €TTAVOCUVOEOVTAl SNUIOUPYWVTAS KalvoUpyloug SaKTUAIOUG. H ouxvoTnTa Toug

Oev eival peydAn kai evromiovral o€ Aiya kuttapa (Korf, 2012) (Nussbaum, et al.,
2011).

Eikéva 14: Anuioupyia SakTUAIWTOU XPWHUOCWHATOG.

AGKTUNIWTA XpwuoowuaTta €xouv Bpebei oe OAa T XPWHOOWPATA TOU AVOPWTTIVOU
opyaviouou. ‘Eva éx1 ouxvd aAAG onpavTiko EAAEIPa gival auTto OTo Xpwuoowua X.
O kapudTutiog civarl 46,X, r(X) pe €éAelyua kKalr ota dU0 GKpa Twv PPaxioviwv Tou
XPWHOOWUATOG.

2.2.6 AitAaciaopoi

AITTAQo100POG O€ £va XPWHOOWHA TTPOKUTITEI ATTO TNV TTPOCOAKN TUAPOTOG YEVETIKOU
UAIKOU. AuTé ptTopei va cupBei pe emyiacuod r avico diackeAIOPO KaTd Tn peiwon. Ol
OITTAACIAC YOI PTTOPEI VA TTPOKAAECOUV OAAAYEG OTOV QPAIVOTUTTO TOU OTOPOU OAAG dev

gival T0o00 coBapég o€ oxEon PE aUTEG TTOU TTPOKOAOUV Ta eAAgippaTa (Nussbaum, et
al., 2011).
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Eikéva 15: Anpioupyia ditrAaciacuod.

2.2.7. XpwpoowMaATA-AEIKTEG

Eivar TTOAU pikpoU peyéBoug xpwupoowuaTta, Ta otroia dUCKOAa avixveuovtal Kal
Xapaktnpifovral amd HWoaiKIoNd. Ta XpWHOCWHATA-OEIKTEG GUVHBWS CUVUTTAPYXOUV
ME QUGIOAOYIKA XpwHOCWHATA Kal yia To Adyo autd ovoudlovtal kal utrepdpiBua
XPWHOCWUATA 1 UTTEPAPIOUA SOUIKA avwHaAa xpwuoowpata. Eivar dUokoAog o
EVTOTTIOMOG KAl O XOPAKTNPIOUAS TOUG OKOUA KAl PE TEXVIKEG UYNANG EUKpivEIag Adyw
MeyEBoug. ETTopévwg, N TEXVIKA TTou XpnoldoTrolgital sival n FISH. MeydAou peyéBoug
XPWHOCWUATA-OEIKTEG UTTOPOUV VA £XOUV YEVETIKO UAIKO aTtTd TOV évav A KOl ATTO TOUG
OUo Bpaxioveg, 0dNYwWVTAG O€ AVICOPPOTTIA TWV YovIdiwv TToU BpioKoVTal O€ QUTEG TIG
mepioxég (Nussbaum, et al., 2011) (MapBeviou, 2008). H TTpoyevvnTiKA cuyxvétnTa de
Novo dnNUIoUPYIaG aQUTWY TWV XPWHOCWUATWY £xel uTToAoyioTel 6T gival 1 ota 2500
(Nussbaum, et al., 2016).

2.2.8 AIKEVTPIKA XPWHOCWHATA

Ta SIKEVTPIKA XpWHOOWHATA €ival TTOAU oTrdvia. AngioupyouvTtal atmd Tn ouvévwan
THNHATWY  JIAQOPWY  XPWHOCWHATWY A amd TUAUATO TwWV XpwHaTidwy evog
Xxpwpoowuatog (Nussbaum, et al.,, 2011). Eivar xpwuoowpuara TTou €xouv Ta
KEVTPOUEPN TOUG AAAG €xouv evwBei Ta dkpa Toug Kal TTapdAAnAa €xouv xaoel Ta
OKEVTPIKA TOUG TURAUaTa. AUTd Ta Xpwuoowpuata Ba ptmopolv va eival otabepd
€QPOoOV adpavoTroiNdei TO €va KEVTPOMUEPEG 1 O KIVACEIG TWV  KEVTPOPEPWV
OuvTOVIOTOUV OTOV €va OTTO TOUuG OUO TTOAOUG TOU KUTTAPOU KATA TO OTAdIO TNG

avdageaong.
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2€ QUTA TNV KaTtnyopia katatdooovTal Kal Ta WeUudODIKEVTPIKA xpwuoowpaTa. Ta 1o
ouvrnen WeudOodIKEVTPIKA XPWHOOWHATA €ival Ta QUAETIKA KAl TA AKPOKEVTPIKA
(Nussbaum, et al., 2011) (MapBeviou, 2008).

Eikéva 16: Anuioupyia SIKEVTPIKOU XPWHOCWHATOG.
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KepdAaio 3. 2uvopoua YmoxpwHOOWUIKWY AvwuaAiwyv
270 TTapov kKepdAailo Oa avaAuBouv BiBAloypa@ikd Ta ouUvdpoud, TA OTToia
EVTOTTIOTNKAV ~OTA  ATTOTEAEOUATO  TOU  KOPUOTUTTIOU  TWV  KOTAYEYPAMMEVWY
TTEPIOTATIKWY, KABWG KAl oUVOPOMA yia Ta OTroia UTTAPXE uttowia Utrapéng. TEAoG,
avaAuovTal Kal GAAa oUvOpoua TToU £XOouvV TTOAU PEYAAN ouxvotnTa eu@Aaviong Kai

gival eVOEIKTIKGA TWV UTTOXPWHOCWHIKWY AVWHAAIWV.

MNovISIWNATIKA aTroTUTTWOoN

Movidiwpatik  atrotTmwon (imprinting) €ivar 10 @aivépevo TnG €KOpaAcng Twv
yovidiwv avaAoya e Tn yoveikn TTpoéAsuon. Qg i TO TTAEIOTOV, TTPAYUATOTIOIEITAI
£K@paon N PN ékepacn Kal Twv dU0 aAANAONOPPWY OTOUG QUTOOWHIKOUG YEVETIKOUG
TO6TTOUG. H yovIdiwuaTikKA atmoTuTtwaon €xel amodeixBei o1 eTnpeddel Tov QaIvOTUTTIO
avaAoya e TNV acBéveia TTou QEPEl TO ATOUO PE XOAPAKTNPIOTIKO TTapddelyua Ta
eMemTikd oUvdpopa Prader-Willi kai Angelman. O Adyog Onuioupyiac Tng
aTroTUTIWONG KATA TNV YAUETOYEVEDT €ival o1 dla@opég TNG MEBUAIiwoNG o€ opiouéva
yovidia (Connor & Ferguson-Smith, 2004) (Nussbaum, et al., 2011) (Korf, 2012).

3.1 20vdpopo Prader-Willi

Eikéva 17:  Zuvdpouo
Prader-Willi oe ayopr 9.5
XPOVWV JE  TTOXUCOpPKIa,
UTTOYOVOOIGNO, MIKPA XEpIa
Kal TTodla TToU  Ndn  €xel
MIKPR diatrAaon Kal
avaTrTuglokr kabuoTépnan.

H avwpaAia ammotdmwong yovidiwv OT0 XPWHOCWHA 15 TTPOKOAE IO YEVETIKN
olatapayn, To ouvdpopo Prader-Willi (Wattendorf & Muenke, 2005). XapakTnpieTtal
OTTO VEUPOYEVETIKEG, VEUPOUETABOAIKEG Kal veupowuxikéG aAlayég (Rocha & Paiva,
2014). YtrohoyiCetan 611 €xel ouyxvotnTa 1 ota 10.000 pe 20.000 CwvTta veoyva (Bittel

34

Institutional Repository - Library & Information Centre - University of Thessaly
03/09/2024 16:06:34 EEST - 18.225.72.231



& Butler, 2005) kai 611 TrTaykoopiwg TTédoyouv 350.000 pe 400.000 avBpwTrol (Rocha
& Paiva, 2014).

To ouvdpopo Trapoucidletal oto 70% Twv aoBevwVY PE €va opaTO PIKPOEAAEIUPA OTO
15911-13 maTpIkAg TTpoéAeuons. ‘Evag akdun punxaviopog, Tmou gival utrelbuvog o€
000076 20-30% Yia TO oUvOpouOo, Eival n povoyoveikr dicwpia (Nussbaum, et al.,
2016). Ztnv TTepiTTTwon auth, 0gv uTTApxel EAAeIuPa aTo 15 aAAd epgaviovTal Kal
Ta 800 Xpwpoowuata 15 kKAnpovounuéva atrd T punTépa. H nAikia Tng untépag €xel
AueaN EMTTWON O0€ AUTO Tov Pnxaviouod. ‘Eva Tpicwpikd €uppuo Ba utropoloe va
OTTOKTACEI Eavd @QUOIOAOYIKO aPIBUO XPWHOOWUATWY HECW TOU QAIVOPEVOU TNG
emdIOPBwoNg TNG TpiIowuiag (trisomic rescue) €xoviag OUwWG oav ATTOTEAECHA TN
povoyoveikh diowyia. ATopo pe PWS TTpokUTITEI OTAV TO XOAUEVO XpwHOoWHa gival
autéd Tou Tratépa (Zitelli & Davis, 2009). ETriong, évag HIKPOS aplBUds aoBevwov €XEl
KAnpovounoel 1o Xpwudowpa 15 kal atrd Toug dUo yoveic Xwpig Kapia EAAEIWn, aAAG
£XOUV UNTPIKA HEBUAIWON og BIGPOPOUG YEVETIKOUG TOTTOUG OTNV KPICIUN TTEPIOXT TWV
XPwHoowudtwy 15. TéAog, ummdpyxouv aoBeveic oe TTo000TO 5% TTOU €u@avifouv
KATTOIO aVWHOAIQ 0TO KEVTPO TOU YOVISIWMATIKOU eviuTtiwpaTtog (Nussbaum, et al.,
2011).

To vyovidio Tng MIKPAG piIBovoukAeorpwTeivng N (SNRPN) Bpioketar otnv
XPWHUOOWMIKA TTEPIOXA QUTA Kal €ival TO TTPWTO YOVIBIO TTOU €XEl avayvwpPIoTEl va
oxeTiCeTal pe 1O TTAPATTAVW oUvdpopa (Rocha & Paiva, 2014). Emiong, cival autd
TTOU XPNOIYOTToIEITaI WG €TTi TO TTAgioTOV OTNV TEXVIKA FISH yia Tnv avixveuon Tou
PWS.
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Eikéva 18: AtreikoviovTal Ta JETAPACIKA XPWHUOCWHATA KOaTd TNV didpkeia Tng FISH pe Toug €181koug
avixveutég SNRPN kai 15qter. lMpdoivn koukida: 15qgter avixveutrig, KOKKIvVN Koukida: SNRPN
QAVIXVEUTAG. To GoTTpo BEAOG UTTODEIKVUEI TOV UBPIBICUS TOU KOKKIVOU QVIXVEUTH).

To ouvdpouo XapakTnpietal atrd TTOIKIAG KAIVIKG CUUTITWPATA. To ATtouo TTou
TTAOXEI €ival UTTOTOVIKO, KAVEl adUvaueS BNAAOTIKEG KIVIOEIG KOl DUCKOAEUETAI OTNV
KATATTOON. AUTO TTPOKAAEI APKETA OUXVA ETTEICODIA TTVIYUOVNAG KAl AuTd YE Tn oEIpd
TOUG MTTOPEl va TTPOKAAECOUV QvaATIVEUOTIKA TTPoBAfpaTa. To TPOcwWTTO E€ival
ETTITTEDO PE OTEVO KAl TTPOEEEXOV HETWTTO KAl AETTTO Avw XEiAog. O aTTOXPWHATIONOG
givar ouviBng. O aoBevig ouviRBwg éxel CavBda f avoiXTd KaoTava JOAAIG, UTTAE PaTIO
Kal euaicBnto oTov AAI0 avoixToxpwua &épua (Zitelli & Davis, 2009). EmitTAéov, €xel
MIKPA Avw Kal KATW akpa. Ta £Ew yevvnTIKA épyava gival UTTOTTAAOTIKG Kal YTTopEi va
TTapaTnEnBei Kpuywopxia oToug APPEVES. 2TnV OWwiun TTaidIkf nAIKia n uttoTovia
BeATioveTal, evwy ep@aviel uttep@ayia  Kal  TTaxuoapkia Adyw diatapaypévng
Agitoupyiag Tou uttoBaAduou (Goldstone, 2004) (Wattendorf & Muenke, 2005). H
KATOVOUR TTEPIOTIOU AITTOUG gival IDIAITEPA €VTOVN OTO KATWTEPO TURKA TOU KOPUOU,
OTOUG YAOUTOUG Kl OTO €yyug TUAMA TWV AKpwv. H gupavion Tou OaKXapwdoug
dIaBATN €ival mMOavr wg PiIa TITITWON TNG TTaxuoapkiag. Ta atopa pe Prader-Willi
éxouv TTpoBAAuaTa cuvalioOnuaTikiAg aoTadeiag e éviova Eeomdopata opyng. O
O€ikTNG vonuoouvng Toug Kupaivetal petagu 20-80 pe péoo 6po 10 50 (Connor &
Ferguson-Smith, 2004). Etriong, €xouv kaBuoTtépnon oTnv opiAia Kal TTOAU ouxvda
méoyouv atmmo otpafiopo (Wattendorf & Muenke, 2005).
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H petaxeipion tou ouvdpduou e€aptatal amd TNV KAIVIKA €ikova Tou aTtéuou. ‘Eva
maidi pe PWS Ba Tpémel va  TrapakoAoubBeitar amd  egeidikeupévn  opada
eTTayyeApaTIV uyeiag. Authy Ba TTpETTeEl va CUPTTEPIAQUBAvEl o@BaApiaTpo yia Tnv
QVTIMETWTTION TOou OTPARICHOU, evOOKPIVOAGYO yia Tn diaxEipion Tou utToyovadiouou,
évayv e€e1dikeupévo TTaidiatpo Kai TEAOG Evav AoyoBepaTtreuTh yia BeATiwaon TG ouIAiag
(Wattendorf & Muenke, 2005).

Eikéva 19: Ameikovion tng 15911.2-q13 mepioxng. H mepioxy Tou PWS (UTTAE Xpwpa) TTEPIEXEI MIO
ogIpd OTTOTUTTWHEVWY YovIBiwv, Ta oTToia eKppAalovTal povo atré 1o TraTpIikd avtiypago. H teploxn
Angelman (pol xpwua) TepIEXel 2 aTTOTUTTWPEVA Yovidia Ta OTToia eKppPAlovTal yovo aTTé TO UNTPIKO
avtiypago cuptrepiAapBavopévou kai Tou UBE3A yovidiou, TO OTTOIO €ival aTTOTUTTWHEVO OTO KEVTPIKO
VEUPIKO OUOTNUQ, Kal PE PETOAAGEEIG TTou odnyouv oto Angelman. ExkatépwBev Tng TeEPIOXAG
€VOIOQEPOVTOG UTTAPXOUV HN OTTOTUTTWHEVA Yovidia (LW xpwua), Ta oTroia ekppdaldovTal T6C0 atmd 1o
pNTPIKG 600 Kal ammd To TaTPIKG avTiypago. Zuvron eAAeippatra Tng PDS/Angelman TeploxAg TTou
TpokoAoUvTal ammd avaouvdouaoud petafl Ceuywv TUNUOTIKWY OITTAACIOOUWY OTTElKovifovTal [E
TPACIVO XPWUA aTTO KATW.
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3.2 Zuvdpopo Angelman

Eikéva 20: Kopital 4 xpovwv pe auvdpopo Angelman.

To ouvdpopo Angelman (Angelman Syndrome, AS) gival €va yeveTiké gUvOpoUo TTou
onuioupyeital oTo Xpwudowpa 15. To TTo000T6 cuyvéTnTag gival 1 ota 15.000 {wvTta
veoyvd (Margolis, et al., 2015). Auté TTou To XapaKkTnpilel ival To adikaloAdynTo yéAIO
(Korf, 2012).

To 70% Twv atopwv Angelman €xouv éva HIKPOEAAEIUPA OTO Xpwudowpa 15 oTn
Cwvn 15911-13 pnTpIkng TTpoéAcuong. Ouwg, O0TTwg Kal oto Prader-Willi, ytmopei va
MNV UTTAPXEl EAAEINPO OTO XpwHOowa 15 aAAd povoyoveikry diocwpia, TTou aTnv
TePITTTwon Tou Angelman o@eihetal otnv UTTapén dU0 TTATPIKWY XPWHOCWHATWY. H
TTOTPIKA MOvoyoveik Sicwiia avixveuetal o€ €va TTo000T0 7%. 'Evag dAAog
uTTEUBUVOG PNXavioudg cival n PeTdAAagn Tou yovidiou Tou Angelman oT0 gvepyod
aAANAGPOP@O e TTooooTo ouxvotnTag 3% (Nussbaum, et al., 2016). TéAog, Eva 5%
o@eileTal o€ PeTAANAEN OTO KEVTPO TOU yovISIwpaATIKOU eviuTtwpaTtog (Margolis, et al.,
2015) (Nicholls & Knepper, 2001) (Horsthemke & Buiting, 2006). To yovidio TTou £xel
avayvwploTei wg utrelBuvo yia 1o Angelman o€ pepikoug aoBeveig eival To UBE3A
(Korf, 2012) (Margolis, et al.,, 2015). To UBE3A yovidio PBpioketal oTn Treploxn
armmoTuTtwong 15g911.2-q13 kal cuyxva ek@pdadetal JOvo atrd To PNTPIKG AAANAGUOP®O
OTO KEVTPIKO VEUPIKO ouoTnua. YTreuBuveg yia trepitrou 10% Twv TTEPITITWOEWV ME

ouvdpopo Angelman eival o1 PNTPIK& KANPOVOUNUEVESG HOVOYOVIBIOKEG HETAAAGEEIG.
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KAIVIKG XapaKTnEIoTIKA Tou AS cival To adikaioAdynTo xaudyeAo/yENo, dBUoKoAia ) Kal
TAQPNG atroucia Adyou, cofapry KaBuoTEpNon CWHATIKAG AVATITUENG, VEUPIKEG HN
ouvtoviopéveg Kivioelg (Korf, 2012). Emiong, €xel OUCHOPQIKO TTPOCWTTEIO, Kal
MEYAAN yvaBo (Gelehrter, et al., 2003). Mepikoi aoBeveic EAkovTal atrd 10 vepod, £XOUV
QUTIOTIKA CUPTTEPIPOPA Kal gival UTTEPKIVNTIKOI. ‘Exouv vonTikr] otépnon, TTaBoAoyiké
nAekTpoeyke@aloypdenua (Connor & Ferguson-Smith, 2004), oTTaoPOUG KAl CUXVA

TTdoyouv ato emANTITIKEG Kpioelg (Nussbaum, et al., 2011)

3.3 Zovdpopo DiGeorge

Eikova 21: AocBeviic 9 xpovwv ue

ouvdpopo DiGeorge, TToU gupavicel yoKpU
KOl QOUMPMETPO TTPOCWTTEIO, MIKpoyvabia,
0QBaAUIKS uTTEPTEAOPIOHO K.G1.

To ouvdpouo DiGeorge, yvwotd kai wg Velo-Cardio-Facial Syndrome (VCFS)
(uTTEPWIO-KAPDIO-TTPOCWTTIKO  OUVOPOWO) €ival TO TIO YVWOTO  HIKPOEAAEITTTIKO
ouvdpopo (MapBeviou, 2008) pe ouyxvotnta 1 ota 4000 {wvta veoyva (Jonas, et al.,
2014) (Nussbaum, et al., 2016). To ouvdpopo auTtd eTTnPEAlel OAQ T CUCTHPOTA TOU
avOpwTTivou  opyaviopoUu  kKal  éxouv  Kataypa@ei  TouAdyiotov 180  KAIVIKG
XOPAKTNPIOTIKA. Anuioupyeital amd éva PIKPoEAAEIMUa oTov ueydAo Bpayiova Tou
XpwHoowuatog 22 otn {wvn q11.2 etnpeddovtag onuavtikd 40 yovidia (Shpintzen,
2008). z¢ éva 000010 90%, TOo EAAEIpa dev KAnpovouEiTal atmd Toug yoveig aAAd
onuioupyeital ammé de novo petdAAagn (MapBeviou, 2008). ZTnv TePITTTWON OPWG TNG
MeTARiBaoNG, KANPOVOUEITAI JE QUTOOWHIKA €TTIKPATA KAnpovouikétnta (Shpintzen,
2008).
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To ouvdpouo DiGeorge CUGCXETICETAI UE TTOIKIAEG VEUPOWUXIKES dlaTapaxEg. Atoua
TTou TTdoXouV gu@avifouv o€ £va PHEYAAO TTOOOCTO QUTICHO, dlaTapaxr EAAEIMUATIKAG
TTPOCOXNAG, UTTEPKIVNTIKOTNTA Kal ayXwdn diatapaxn. TéAog, éva 30% atmd £pnBoug
kal eviAikeg Trapouaidlouv oxiCoppéveia (Jonas, et al., 2014). AANeG KAIVIKEG
ekONAWOEIG €ival ol ouyyeveig kapdlomdbeleg kal Tavw ammd 15% Twv veoyvwv
TTapoucidfouv TeTpadoyia Fallot (Shpintzen, 2008). YteuBuvo yia Tov Kapdiakd
@aivoTutto oto VCFS ¢gival o etepoluywtng Pe 1O yovidlo TBX1 (Merscher, et al.,
2001). Axépa, TTPOKOAOUVTAI VEOYVIKOI OTTOCHOI AOYyW UTTOTTApaBUPEOEIBIoUOU,
UTTOTPOTTIACOUCEG I0YEVEIG KOl WUKNTIOIAKEG AOINWEEIG, O OTToieg o@eilovTal O€
atmmAagia Tou Bupou adéva, kaBuoTépnon oTNV AVATITUEN, AVWHAAIEG QOPTIKOU TOEOU
KAl QUOHOPQIKO TTPOCWTTEIO PE UTTEPTEAOPICHO, UTTEPWIOCXIOTIA, AVTIHOYYOAOEIDEIG

BAe@ApIKEG OXIOPES KAl IXBUOUOPPO OTOUA.

H didyvwon Ttou ouvdpduou yivetal pe FISH kal GANEG epyaoTnPIOKEG TEXVIKEG.

MpoAnWwn Tou cuVOPOUOU TTPAYUATOTTOIEITAI UE TTPOYEVVNTIKN dIdyvwan.

Eikéva 22: Texvikn FISH og dtopo pye VCFS (8€€1d) ouykpivopevn pe @ualoloyikd dropo (apiotepd). H
FISH ota defid deixvel éva poévo avriypa@o Tou Xpwuoowuatog 22, tou éxel 1 @Bopifov orua
(avixveuTig control) o ox€éon YE TO PUOIOAOYIKO TTOU £XEl 2 OAPATA O€ KABE XPWHOOWUA (AVIXVEUTAG
control kal avixveuTrg €1I8IKOG yia Tn TTeEpIoxh 22911.2).

H KAIvIKiQ oupTiTwpatoloyia Tou ouvOpduou uTTopei va  dlaxelpioTei Pe TNV
QVTIUETWTTION TNG €KAOTOTE TTABNONG. Na 70 Adyo auTtd, n TTPAYVWON YIa Ta Kapdlakd
voonuata, TIg dlatapaxEG oTnv opIAia Kal To avoooTroinTikG cuoTnua ival KaAr. H
TAEloyn@ia Twv veoyvwy e DGS/VCFS el @uUOIOAOYIKA £TTEITA ATTO AVTIMETWITION
TWV KOPSIOKWY vOoonuAatwy. Ta avoooAoyIKA TTPOBAARUATA UTTOXWPEOUV PE TOV XPOVO

OAG Kol Ta  €VOOKPIVOAOYIKA  €ival ETTAPKWG QVTIMETWTTIOINO PE TN OWOTA
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QPAPMOKEUTIKA xopAynon. TéAog, ol diatapaxeég Tou Adyou £xouv KaAf ékBacn WeETA

atmd Xelpoupylikr emEPRaon aAd kal AoyoBeparreia (Shpintzen, 2008).

Eikéva 23: Xpwuoowua 22.

3.4 £ovdpopo Phelan McDermid

To ouUvdpouo Phelan McDermid (PMS) oOnuioupyeital amd pia EAAelpn oTO
Xpwuoocwua 22 otnv meploxn 22913.3. Avayvwpiletal wg VveEUPOAvaTITUEIOKNA
dlatapaxn Kal ep@avietal atravia, ye uoAig 600 TTeEPIOTATIKA KATAYEYPAMMEVA WG TO
2015. Ze auth TV Trepioxn BpiokeTal To yovidio SHANKS, 10 oTroio €ival utretBuvo
yla Tn yéveon ouvdyewv Kal Tn veupoguaololoyia (Harony-Nicolas, et al., 2015)
(22913.3, 2017).

To ouvdpouo Trapoucidalel eupl @QACUO  QAIVOTUTTIKWY  XOPOKTNPEIOTIKWY TOU
TTPOCWTIOU, Ta OToid OUOKOAEUoUV TNV KAIVIKA Oldyvwaorn. Ta Ououop@IKa
XOPOKTNPIOTIKA TOU TTPOOWTIOU OTa dtopa pe 10 PMS cival ouviBwg peydAeg
BAepapikég OXIOUEG, KaBICnon pIVOG Kal XapakTnpioTikG Trnyouvi. Etriong, Ta droua
ME PMS é€xouv diavonTikr Kal avamTugiakr KaBuoTépnon, auTiopd, atroudia N
KaBuoTépnon Adyou aAAd kai utrotovia. O auTiopdg aveupiokeTal o€ éva TTOOOOTO
80% aAAG uTTApYOUV Kal TTEPICTATIKA TTOU TTAPOUCIAZOUV AUTIOTIKEG DIOTAPAXES KAl
MTTOPOUV VA XOPAKTNPICTOUV WG ATOPA PE dIaTapaxEG auTIoTIKOU gacopaTtog (Autism
Spectrum Disorders: ASD) (Soorya, et al., 2013). To 1985 éyive n TTpwTN avagopd
amd Tov Watt aAAd o1 emméueveg dekaeTie¢ ATAV QUTEG TTOU CUVOECAV TNV KAIVIKN

oupTITwHaTtoAoyia pe To ouvdpopo (Harony-Nicolas, et al., 2015).
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Eikéva 24: Atopa pe ouvdpopo Phelan-McDermid. Alakpivovtal Ta Kolvé Kai TTolKiAa SUGHOP@IKA
XOPAKTNPIOTIKA TOU TTPOCWTTOU.

To ouvdpouo dnuloupyeital ETTEITA aTTO EAAEIPN OTNV AKPEN TOU UEYGAou Bpaxiova Tou
XPWHOOWUATOG 22, ATTOTEAEOUA TNG akpaiag A evdidpeong EANEIYNG, 1I00PPOTTNHEVNG
 MN METATOTTIONG, TOU DAKTUAIOEIBOUG XPWHOOWHATOS 1 Kal Jwodikiopou (Phelan &
McDermid, 2011) (Harony-Nicolas, et al.,, 2015) (Soorya, et al.,, 2013). v
TASIOWN@ia Toug, Ta ATtoua TTou @Epouv PMS  €xouv akpaieg €AAEIYEIG, OI OTTOIEG
KaTd KOpov gival de novo Kal TTaTpIKAG TTPoEAEUONG. AKOUN, OTO TTAQICIO EPEUVWIV TOU
PMS, éxel umrooTnpixtei OTI avaloya pe 1O PéyeBog TNG €AAElwng, Kal dpa Tou
YEVETIKOU UAIKOU, au&davetar n mlavétnta gu@dviong ASD (Harony-Nicolas, et al.,
2015).

A6 Ta 90 yovidia TTou uTTOPOoUV Va dlaypa@ouV WG ATTOTEAECHA TWV AVAKATATAEEWY
omnv Trepilox 22913.3, 10 SHANK3 oxeriCetal oto peyaAutepo Pabud pe TG
VEUPOOUUTTEPIPOPIKEG €TTIOPAceIg Tou PMS. AgiCel va onueiwBei 611 o1 de novo kai
KAnpovounuéveg petaANGéeig Tou SHANKS €xouv evioTrioTel 0€ GTOUA UE AUTIOTIKA
olatapaxrn. AOyw Tou TTOIKIAOU @aIvOTUTTOU TTOU ETTIOEIKVUEI TO PMS, dev UTTApPXEI
KATTOIO YEVIKA ypauur Beparreiag TTou avTatrokpivetal o€ OAa Ta TTEPICTATIKA KAl N
QVTIMETWTTION  TOU  KOaBevog  eaptatal  amd 1 PBoplutnta TG KAIVIKAG

oupTrITwparoAoyiag (Harony-Nicolas, et al., 2015).

42

Institutional Repository - Library & Information Centre - University of Thessaly
03/09/2024 16:06:34 EEST - 18.225.72.231



3.5 Zovdpopo Beckwith-Wiedemann

Eikéva 25: MakpoyAwaooia o€ veoyvo 4 unvwv e auvdpouo Beckwith-Wiedemann. H didyvwon éyive
oUvTopa PeTd T yévvnon Je BAon Ta KAIVIKG XapaKTNPIGTIKG TTOU €ival N aKPoowia, N HoKpoyAwaaia,
N Ou@AAOKAAN, Hia €udIGKPITN YPAUMA OTOov auTi oTa JefId KAl  VEOYVIKN) UTTOYAUKaiuia. Agv UTTPXE
opyavopeyoAia. O KapudTUTTOG ATAV QUOIOAOYIKOG Kal POpPIaKEG UEAETEG €0eiav uTTopeBuUAiwan aTo
KCNQOT1 yovidlio.

To ouvdpopo Beckwith-Wiedemann (BWS) emrnpeddel TTOAAG pépn TOU CWHPATOG.
XapaKTNPIOTIKA TOU gival N UTTEPAVATITUEN, N TTPOdIABEON 08 GYKOUG KAl Ol CUYYEVEIG
ouoTtrAacieg. Maidid pe BWS éxouv uwnAn mlavotnTa eueaviong dia@épwy TUTTWYV
KOPKIVIKWV Kal PN KAPKIVIKWY Oykwv. EIdIkéTEPQ, PTTOpOUV va ava@epBolv évag
TUTTOG KapKivou Tou ve@pou (Wilms tumor) kai Tou Amratog (nmratofAdotwua). Ol
Oykol epgavi¢ovral 010 7.5% Twv TTaIdIWV PE TO OUVOPOUO Kal JETA TNV nAIKia Twv 8
ETWV O KiVOUVOG €EPQAVIONG UEIWVETAlI ONUAVTIKA. Zg& €Keivnp TNV NAIKia €TTiong
MEIWVETAI Kal N Taxeio avdamTugn TTou TTapoucialouv Ta atopa pye BWS kard tnv
eMBpuIKA kai TNV TTaIdIKA nAIKia. Qg evAAIKEG TeivOuv va €Xouv QUOIOAOYIKO UYOG.
Zuxva ekdnAwvovTtal pakpoyAwaoaia kal uttoyAukaiyia (o€ mooooTtd 30-50%). AkOua
TTapaTnPEiTal oPaAoKAAn, BouBwvokAAn kai n d1IGoTacn Twv 0pBwV KOIAIOKWY HUWV
(Nussbaum, et al., 2016).

MNa TG TTEPICTOTEPEG TTEPITITWOEIG TOU CUVOPOUOU OPEIAOVTAI YEVETIKEG AVWMOAIEG
oT0 Xpwuoowua 11p15.5 1mou OXeTICOVTal PE TN YEVETIKN ékppacn. EmimmAéov, n
avwpaAn peBuAiwon ettepPaivel aTNV QUOIOAOYIKA €KQPACT OPICUEVWY YOVIDIWV HE
OaTTOTEAECPA TO TTAEOV XOPOKTNPIOTIKO TOU OUVOPOUOU, TNV UTTEPAVATITUEN. Z& €va
000010 20% uTreUBuvn €ival n  povoyoveikn Olowpia TTATPIKAG TTPOEAEUONG
(Beckwith-Wiedemann syndrome, 2017) (Shuman & Weksberg, 2011).

H diaxeipion Tou cuvdpduou TepIAapfavel Bepatreia yia TIG EKAOTOTE ETTITTAOKEG,

OTTWG N OM@PAAOKNAAN Kal n uttoyAukaiyia. MTTopei va XpeiaoTouv €IBIKEG TEXVIKEG

43

Institutional Repository - Library & Information Centre - University of Thessaly
03/09/2024 16:06:34 EEST - 18.225.72.231



oitiong aAAd kai AoyoBepatreiag e€autiag TnG pokpoyAwooiag. Etiong, utropei va
XPelaoTel  xelpoupyiky €mEUPBaAcn yia apkeTéG amd TIC AGAAeG TTABAOEISC TTOU

euaviovtal, OTTWG yia TTapadelyua o1 dykol ota veppd (Nussbaum, et al., 2016).

TENOG, €xel atmodeIxOei OTI 01 TEXVIKES UTTOPONBOUPEVNG avaTTapaywyrng auedvouy TIg
meavotTnTeEG €UPAviong Tou cuvdpopou. H IVF (in vitro fertilization) aAAd kai n
EVOOMNTPIO OTTEPUATEYXUON KOTEXOUV TO 1-2% OAWV Twv YEVWAOEWV Ot TTOAAEG
XWPeS. MeAéteg €xouv OeiCel OTI o1 TEXVIKEG uTTOBonNBoUEVNG avaTTapaywyrng £Xouv
xpnoiyotroinBei 10 pe 20 @opég Mo ouxvd O KUNOEIG TTOU €ixav oav atmmoTEAEOHa
veoyvo pe BWS oe axéon e TIg KovipoA. O1 mBavoTnTeg EPQAvIong Tou ouvOpouou
MeTd ammd IVF utroAoyietar 6T gival 1 oTigc 4.000 Gpa TpeIG QOPEC PEYAAUTEPN

mOavoTNTa ATTOKTNONG TOU GUVOPOUOU O€ OXE0N UE TOV YEVIKO TTANBUGUO.

3.6 Auocpopeia Dandy-Walker

H duopopgia Dandy-Walker emrnpeddel TNV eyKEQAAIK) avATITUEN KAl TNV TTPWIKN
OIaPOPYWON TNG TTAPEYKEPAAIDAG, THAKA Tou eyke@AAoU TTou KaBopilel TNV Kivnon.
To KeVTPIKO TUAMO TNG TTAPEYKEPAAIDAG, 0O OKWANKAG, aTToucIddel 1 gival TTOAU JIKPOG
Kal TotroOeteital AavBaouéva. Ta Taparmmdvw odnyolv ouxvd O€ KIVNOIOKA
TPoBAAMaTa, Ofuara couvToviopou, tu@uiag, O1GBeong Kal AGAAEG VEUPOAOYIKEG
OuoAciToupyieg. Ta OCUPTITWHATA AUTA gu@avifovtal Ndn amd T yévva aAAd
avaTTuooovTal KAl KOTA TOV TTPWTO XPOVo CwAG. MepPIKEG TTEPITITWOEIG EUPaviCouV
udpoke@aAia kai pakpoke@aAia. MpoBARuara oxeni¢dpeva pe TNV UdPOKEPaAia R
eMTTAOKEG TNG BepaTreiag ival ol ouxvoTepeg aitieg BavaTtou yia Ta dropa pe Dandy-
Walker.

Maidid pe duopopia Dandy-Walker éxouv kaBuoTepnpévn avaTTugn, HE Eueacn oTIg
KIVNTIKEG IKAVOTNTEG OTTWG TO MUTTOUCOUANMA, TO TTEPTTATAMA KAl TOV CUVTOVIOHO
KIviijoewv. AKOUN, TTapaTtnpEital cuxvd Puikp Suokauyia, JEPIKA TTapaAuon Twv KATW

AKPWV Kal CTTACHOI.

H duopopeia gugavidetal Kupiwg o€ atopa pe Tpicwpia 18. ETriong, oxeTifetal pe
eMeiYeIg N SITTAOCIACUOUG CUYKEKPIMEVWY XPWHOOWHATWY. TEAOG, HETOANGEEIC o€
oplouéva yovidia eival uttelBuveg yia TN Suopop®ia auth. oAAoi yeveTikoi Kai
mepiBaAlovTikoi TTapdyovteg diadpauartifouv onpavtiké poAo otnv  mBavéTnTa

eppaviong Dandy-Walker (Dandy-Walker malformation, 2017).

3.7 Zuvdpopo Prune Belly

To ouvdpopo Prune Belly (PBS) sival pia otrdvia ouyyevhg diatapayr. To ouvdpouo

TEPIYPAPNKE TTPWTN Qopd 10 1839 aAAG 0 6pog Prune Belly Syndrome etmivor}Onke
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amd Tov Osler apydtepa. H aimioAoyia Tou ouvdpduou eival dyvwoTtn Kal ol
TTEPIOTOTEPOI TTOU TTACKOUV aTTO AuTO, €XOUV CUCXETIOTEI Kal PE AAAES dlaTtapaxEg
OTTWG OKEAETIKEG, KAPOIOKES, TTVEUMOVIKEG AAAG Kal yaoTpeviePIKEG. To aUVOPOUO
emnpedler 3.8/100.000 dppeva Cwvta veoyvad Kail  gu@avifouv  Tpia  Bacikd
XOpakTNEIoTIKG autig Tng diatapaxng. AuTd eival n kpuywopxia, n €AAewn n
QVETTAPKEID TOU KOINIOKOU JUOGG OAAG KAl O aVWHOAIEG TOU  KATWTEPOU
oupoyevvnTiKoU cuoTAUaToG. Ta aydépia TTAcKouv oE TTooooTO 95% evw Ta KOPITOIX
3-5% (Kheir, et al., 2017).

H &iayvwon Tou ocuvdpduou Baciletal oe UTTEPNXOYPAPIKG cupriuata. MepioTatikd
TToU éxouv emReBaIWBEi, evtoTrioTnKav £TmeiTa atrd uttépnyxo otnv 11" péxpl kal TV
14" ¢Bdouada KUnong. Baoikd dlayvwoTIKA UTTEPNXOYPAPIKA €UPAUATA  TTOU
MTTOpOUV va TTpoidedoouv yia 10 PBS €ival o au@itrAcupol udpooupnThpEeS Kal N
udpovEéppwaon, N OIOYKWUEVN Kal PE AETTTO TOIXWHO OUPOdOXOG KUOTN Kal TO
oAlyduvio (Hassett, et al., 2012) n TTVEUNOVIKI UTTOTTAQCIA, O AOKITNG KAl N VEPPIKA
duotrAaacia (Carr, 2015).

H avriyetwmon e€aptdral Kai kKaBopiletar atmd Ta KAIVIKA KOl UTTEPNXOYPAPIKA
eupnuara kai givar povadikh yia kabe éva ammd autd. Kard 1n didpkeia TnG KUNONG
XPEIACeTal 101aITEPN TTPOCOXI ME APKETA CUXVI UTTEPNXOYPOPIKN TTapakoAoudnon Tou
oUpPOYEVVNTIKOU COUCTHAUATOG TOU veOyvVoU KABWG KAl Tou auviakou uypou (Carr,
2015).

Eikéva 26: Appev veoyvo pe PBS, 1Tou TTapouacidlel KAAOOIKK €IKOVA aTTouCiag KolAlakoU PuoG.
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3.8 AcBéveia Werdnig Hoffman—NwTtiaia Muikr) Atpogia 1

H ouxvétnta tng acoBéveiag eivar 1/10.000 10 Xxpodvo pe PeyaAlTepn ouxvoTnTa
eupaviong ota ayoépla. H acBéveia apyifel va eu@avifeTal TpIv TOUG €¢I TTPWTOUG
MAVES CWNG. ZoBapn YUK aduvaia ep@avideTal OTOV KOPPO TOU CWHATOG KI ETTEITA
ETTEKTEIVETAI KAl OTA GKpa. AnuioupyouvTal TTPORAAUATA TN OITION KAl APKETA ouXVvd
TTapoucidfouv avatrveuoTIKA TTpoBARuata. O1 acBeveic dev PtTopouv va kKaBioouv

XWPIG UTTOOTAPIEN eV OEV TTEPTTATOUV TTOTE.

H aoBéveia xapaktnpifeTal ammd QUTOCWHIKA UTTOAEITTOUEVN KANPEOVOMIKOTNTA Kal
TIPOKAAEITAlI aTTd OPOJUYWTIKES EAAEIWEIG OTO yovidio 5q12.2-g13.3. Ta TTepIcodTEPA
TadId he TRV acBévela eBaivouv TTPIV TNV NAIKIa Twy 2 €Twv aAAd n emIRiwon Toug

eCapTdTal Ao TN duvaTdTNTA TNG AVATIVEUOTIKAG AEITOUpYiag.

H didyvwon kaBopileTtal atmmd Tnv €¢€Taon Kal Ta KAIVIKA €upAuatd g, 1o I0TOPIKO
Tou a0BevoUg aAAG emifefaiwveTal pe poplakd kapuotutro (Werdnig-Hoffmann
Disease, 2012).

3.9 Z0vdpopo Scalp-Ear-Nipple

To oUvOpouo auTd XapaKkTnpieTal aTTd BUCHOPYIEG TOU KPAVIOU, TWV QUTIWV KAl TWV
OnAwv. ATTO exkei TTAPE Kal To Gvoud Tou, To oTToi0 gp@avideTal kal wg SEN syndrome,
a1Td TO AKPWVUHIO TWV AEEEwV auTwyv. H ouxvoTnta Tou ouvdpduou gival AyvwaoTn
MIOG Kal €xouv avagepBei TTOAU Aiya TreploTatikd. Ocwpeital 6T 0 TPOTTOG

MeTaRiBaong gival HE AUTOCWHMIKK ETTIKPATH KANPOVOMIKOTNTA.

Ta XOpPAKTNEIOTIKA TOU CUVOPOUOU UTTOPEI va TTOIKIAOUV avAueca OTA PEAN MIOG
OIKOYEVEIAG KAl OTTAVIA Ba eP@avioToUV dUCHOPYIES Kal o€ AANa €PN TOU CWHATOG.
Neoyvd e 10 oUvOpopo SEN yevviouvTal pe atmAagia PEPIKWY TUNUATWY Tou
TPIXWTOU TNG KEPAANG. MTTopei va Acitrel dnAadr TuAua dEpUATog Tou Kpaviou, KATI
TTOU pOIGdel pe TTANyN, Kal Kata Tnv TTaidikh nAikia apxifel va emouAwvetal. Ooov
a@opd Ta QUTIA TOU ATOMOU HME AUTO TO CUVOPOMO, UTTOPEI va gival PIKPA PE KAion
TIPOG TA TTIOW KAl JE avWUAAN open yevikd. H akorj Toug gival guaoloAoyikr]. To dAAo
XOPOKTNPIOTIKO autoU Tou Ouvdpduou Eeival or BnAég, o1 oTroieg WTTOpPEl va
atrouciddouv 1 va éxouv €lo00AKkA. ETriong, ptropei va uttdpxel TTARPNG atrouaia

MaoTiaiou 10TOU.

To oUvdpopo SEN ogeiletal otn petdAAagn tou KCTD1 yovidiou. To yovidio autd

gival utTelBuvo va TTapéxel TTANPo@opieg yia Tn dnuioupyia TTPWTEIvNG, n oTroia
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eAéyxel TN Spdon Twv yovidiwy TTou eUTTAEKOVTAIl OTNV aVATITUEN Tou £EWOEPUATOG.
To e€wdepua eival uttelBuvo yia Tn dnuioupyia Twyv MOAAIWY, TWV VUXIWY, TOU

OépuaTog Kal Twv dovTiwy aTo €uPRpuo (Scalp-Ear-Nipple syndrome, 2017).
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KepaAaio 4. Texvikéc AvaAuong
4.1 KapudTutrog

H peAETN TWV XPWHOCWHATWY YiveTal KATd Tn d1aipecn ToU KUTTAPOU OTO OTABIO TNG
METAQAONG Kal N OTTeIKOVION auTwV KATA OeEIpd WIKPOTEPOU WEYEBOUG ovopdadleTal
KapuoTuUTToG. 210 OTAdI0 autd, Ta XpwHoOwHaTa €XOuv TO WHEYIOTO [aBud
OUCTTEIPWONG Kai yia To Adyo auTod gival eUKOAN N atmoTUTTWoN Kai N avayvwon Toug
(Alberts, et al., 2006). Akoua, Ta T-Aeu@OKUTTOPA TOU TTEPIPEPIKOU QiPATOC gival Ta
KataAAnAGTepa yia Tnv  avdAuon Twv XPWHOOWMATWY. Mtropolv Ouwg va
XpnoigotroinBouv Kal KUTTapa atmmd Tov JUEAd Twv 00TWYV, TO APVIOKG uypo, TIG
XOPIaKEG AdyveG KaBWG Kal KUTTapa KaAAlEpynuéVWY IVOBAGOTWY Tou OEPUATOG
(xproiuo péxp! kai duo uépeg petd Tov Bavaro) (Connor & Ferguson-Smith, 2004). H
TEXVIKA avAAuGn TOU KaPUOTUTTIOU TTPOUTTOBETEI PAEBIKO aiua NTTAPIVIOWEVO yia TNV
ammoQuynl TNG OUYKOAANONG, KATI TTou Ba  oTauatoucse Tov OIOXWPICHO Twv
Aepgokuttdpwy (Connor & Ferguson-Smith, 2004). Metd 1t ouAAoyr}, Ta A€ukd
aIoc@aipla TTPETTEI va eI0axB0oUV 0 KAAAIEPYNTIKO BPeTITIKO UANIKO, TO OTTOIO TTEPIEXEI
Kal avTIBIOTIKO, TTEVIKIAIVR, yIO TV ATTOQUYR QVATITUENG MIKPOOPYAVIOHWY KAl EKEI
TIPOKAAEiTal N dIEyepon} Toug woTe va diaipeBouv (Nussbaum, et al., 2011). ‘ETreita pe
N XPAON XNMIKWY oucIwv (KOAXIKiVN), N POA TOU KUTTAPIKOU KUKAOU OTANATA OTO
OTAdIO TNG HETAPAONG OTTWG £xEl TTpoava@ePBei. Ta KUTTapa eTTwdalovTal o€ UTTOTOVO
O1dAupa odnywvTag Ta 0TN AUON Kal €V TEAEI ATTEAEUBEPWON TWV XPWHOCWHATWY. €
auTté 10 OTAdIO TTPOCTIBETAI PovipoTToINTIKG diIdAupa aiBavoAng/ogikol o&Eog Kal Ta
XPWHOCWUATA ETTICTPWVOVTAI O€ AVTIKEINEVOPOPES TTAAKES. MeTd atrd auTd To OTAdIO
aKoAouBei n TexvikA Xpwong pe didAupa Giemsa, n dnuioupyia (wvwyv Kal TEAOG n

PpwTOoYpPAPNON TOUG.

‘Emreima, katd Tnv avaAuon Toug evroTrifovTal Kal avaAuovTal 16 petapdaoels (8 amo
KaBe kaAAiEpyela) atmd kKaBe deiyua. MeTplolvtal Ta Xpwpoowuata o KABE pia Kai
eAEyxovTal Ol (WVWOEIG TOUG. ATTO aUTEG €TTIAEyovTal 4 yia AeTTTopepr] avaAuor). Me Tn
Xpnon video-kAauepag, n €IkOva atrd TO HYIKPOOKOTIIO HPETAPEPETAI O NAEKTPOVIKO
uttoAoyIoTH Kal Pe €10IKA TTPoypApuaTa €TTEEEPYOTiag €IKOVAG, TA XPWHOOWHATO
diardooovTal cUPQWva JE To pEYEBSS Toug, apiBuolvTtal Katd ¢euyn atod 10 1 éwg TO

23 kai avaAuovtai (MapBeviou, 2008).

48

Institutional Repository - Library & Information Centre - University of Thessaly
03/09/2024 16:06:34 EEST - 18.225.72.231



Eikéva 27: KapudTtutrog @uaioAoyikoU atéuou, ToV OTToio £XEl TTPOCTEDE ATTEIKOVION TOU TTPWTOU
Xpwuoowuatog (xpwaon Giemsa).

4.2 Mopiakég KapuoTutrog

O poplakdG KAPUOTUTTIOG 1] CUYKPITIKOG YEVWUIKOS UBPISIOPOG € HIKPOOUGTOIXIES
(array CGH 3 aCGH) cival pia pé6odog 1mou ekTOG Twv PEYAAWY aveuTtAOEIBILY Yia
Tapadelyua ouvdpopo Down, ptmopei va avixveloel eAAgipuaTta, dImmAaciacuoug

(CNVs) peyéBoug>2.000 Ceuyn BAacewv o€ OA0 TO yoviIdiwpa Tautdxpova.

O1 Texvikég FISH Tng HOPIOKNAG KUTTOPOYEVETIKNAG Bacifovial oTov CuvOUACUO
TEXVIKWY  HOPIOKAG  YEVETIKAG KAl  KUTTAPOYEVETIKAG  YyIO TNV QviXveuon
CUPTTANPWHATIKWY AAANAOUXIWY VOUKAEIKWY 0gEwv in situ TTAvw OTO HETAPAOCIKG
XPWHOCWUA 1} 0TOUG KUTTAPIKOUG TTuprves. H dlakpiTikn Ikavotnta TG FISH 6uwg

meplopiCeTal ota 10 Mb TTEpiTTOU.

MNa va pyn xpeiddovtal JETAPACIKA TTOPACKEUAOUATA UYWNANG TTOI0TNTAG aAAG Kal yia
va BeAtiwBei n diakpITIKA IKAvOTNTa Twv avaAlcewv n Solinas-Toldo kai ol
OUVEPYATEG TNG QVETTTUEQV PIO CUCTOIXIO TTAEYUATOG, N OTTOIO XPNOIUOTIOIE WG OTOXO
NG uPpIdoTToinong, avTi Yyl Ta KAVOVIKA METAQPACIKA XPWHOCWUATA, KAAWG
KaBopiopéva TuApaTa yovidiwpatikol DNA totmmoBetnuéva o€ oteped uttoabpo. H
MEBOBOG auTr) €MITPETTEI TNV QUTOPATOTIOINUEVN AVAAUCN YEVETIKWY avadIaTAEEWY
OTTWG MIKPEG EAAEIYPEIS Kal TTOAAOTTAQCIAOUOUG yovidiwv (Solinas-Toldo, et al., 1997).
O Veltman kai o1 guvepydreg Tou Trepiéypayav €va 1oimm DNA, oTo OTT0io €XeEl

TOTTO0eTNOEI pIa opdda 77 €IBIKWY UTTOTEAOUEPIKWY QVIXVEUTWYV YId avOpWwITIVO
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XPWHOOWUATA, WOTE va XPnoIdotroinBouv w¢ oT1dxol yia avadAuon pe Tn péBodo
aCGH. To duvauikdé @doua Twv Adywv crjuaTtog Tou AauBAvovTal JE QUTEG TIG [N
KUTTOPOYEVETIKEG HEBOOOUG cival oxeddv Tévie @opEég uywnAoTepo yia T CGH
ougToIXiog OUYKPITIKA e Tn oupfatikp CGH, yeyovog tmou emTPETTEl KAAUTEPN
TooOoTIKA afloAdynon Twv yeveTikwy avadiataéewy. O1 TToAaTTAAcIaouoi Kai ol
EMEIYEIGC  PIKPWV  TTEPIOXWYV TOU  YovIDIWUATOG TIoUu dev  evioTTri(ovTal  UE
XPWHOOWUIKEG avaAuoelg, avayvwpifovTal dueca e Tn HEBOBO auTr Kal PHE UYWNnAn
OIOKPITIKA IKAVOTNTA avdAoya PeE Tov aplBuo Twv TUNuaTtwy avBpwtivou DNA T1TOU
éxouv TOoTTOBETNOET TTAVW OTO TOITT. H 10XUG¢ Kal n amAdTATA TWV PIKPOCUGCTOIXIWV

QUTWV TIG KAVOUV IBAVIKEG YIa eQapuoyEG pouTivag (Veltman, et al., 2002).

H didyvwon yivetalr ye tnv ouykpion tou DNA 110U avaAuetal ye €va DNA eAéyxou.
To DNA atropovwveTal atrd I0TOKAAIEPYEIEG A OAIKO aipa Kal uBpidoTTololvTal uTrd
ouvOnkeg kataoToAig  (Cot-1 DNA) Tmdavw 0€  QUOIOAOYIKA  UETAQPACIKA
TTapaokeudopata. A@ou AneBouv eikdveg, uttohoyifovtal ol Adyol @Bopiopou
(6€ikTNG TNG évTaong @BoPICHOU TWV BEIYHATWY avAAUONG TTPOG Ta deiyuaTa EAEYXOU)
yia KEBe XpwHOOWHA. TN OUVvEXEID oxedIdleTal éva dIAYPAUMa ToUu PECOU TTPOGIA

KATA UAKOG KABe xpwuoowpaTog (Patrinos & Ansorge, 2008).

Eikéva 28: H kitpivn évdeign ota mpoid CGH avTtirpoowTrevel TNV KAtdoTaon 1I00ppOoTTiag yia Tov
apIBud avTypaewy TwV XpwWHoowUATWY. Eva avwTtato 6pio (KOKKIVO) XPNOIUOTTOIEITAl IO VO OPIOTEN N
auénon Tou XPWHOCOWHMIKOU UAIKOU, €V €va KATwTaTo OpIo (TTPACIvo) epunveleTal WG ATTWAEIA
XPWHOCWHMIKOU UAIKOU.
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4.3 FISH (Fluorescence In Situ Hybridization-®8opifov In Situ
YBp1d10uoGg)

Eikéva 29: Epappoyn Tng pebddou FISH og xpwpoowuaTa.

H FISH gival a1 TIg onuavTiKOTEPES TTAEOV £pyaoTnPIOKEG HEBOSOUG oToV KAGSO TNG
KuTTapoyeveTiKAg (Zitelli & Davis, 2009).H Texvikn autr eival 101K 0TV avixveuon
XPWHUOOWHIKWY  AVWHOAIWY  OOMIKWV/UTTOXPWHUOCWHIKWY KAl GPIOUNTIKWV.
EidIkoTEPQ YpnoiuoTroieiTal 6Tav oI AAAeg pEBodol dev éxouv Tnv OuvaTdTNTA Vva
EVTOTTIOOUV UTTOXPWHOCWHUIKEG QVWMOAIEG OTTWG Ta €AAgiypaTa, O PETABEOEIC N
oTToIECONATTOTE AAAEC MIKPEG aAAayéC oTa xpwuoowuarta (Behrman & Kliegman,
2010). Emmiong, n FISH é€éxel @avei 18iaitepa xproiun otn didyvwon Kapkivou
(Gelehrter, et al., 2003). Katd Tig d10yVWOTIKEG £CETATEIG POUTIVOG XPNOIUOTTOIOUVTAI
TTAPACKEUAOPOTA JETAPAONG KAl HECOPACIKOI TTUPAVEG OAIKOU aipaTtog, IVOBAACTWY,
MUEAOU TwV OCTWV, EVW YIA TOUG TIPOYEVVNTIKOUG €AEYXOUG XPNOIMOTTOIOUVTAl
METAPAOIKA TTOPOCKEUAOUATA AUVIOKUTTAPWY KOl XOPIAKWY MIKPOAGXVWYV, META OTTO

kaAAiépyeia (Patrinos & Ansorge, 2008).

H FISH Baoiletar otn déopeuon (UBPIBOTTOINCN) CUPTIANPWHATIKWY POVOKAWVWV
ONUAoUEVWY HOPIwWV VOUKAEIKOU o&éog(probes) oe kaBnAwpuévo kal atrodiatayuévo
DNA-0TOX0 a1rd YETAPATIKA XPWHOOWMATA ] OAOKANPOUG UECOQACIKOUG TTUPFVEG.
Katd tnv uBpidotroinon, o avixveutAg d1ElcdUEl 0TO UNIKO-OTOXO Kal UBPISOTTOIEITAI JE
TO CUPTTANPWHATIKO Tou Po6pIo, PE atToTEAEOUA va dnuioupyeital dikAwvo DNA pe 10
OEOPEUPEVO QVIXVEUTH] KAl TO TTPONYOUHEVWG MOVOKAWVO WPOplo oT1éxo. Metd Tnv
OTTOPAKPUVON TOU [N OECHEUPEVOU QVIXVEUTH HE €vTovn €KTTAUCT, TA OTTOTEAéOUOTA
eceTadovTal PIKPOOKOTTIKA. O1 avixveuTéG aviXveUOVTal EUKOAA O€ EI0IKA WIKPOOKOTTIO

AOyw NG pBopifoucag ouaiag (Zitelli & Davis, 2009). H cApavon Twv €10IKWV QUTWY
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avixveutwyv DNA yivetal e XnUIK& TpoTToTroinuévVa VOUKAEOTIOIO TTou €xouv dueEon
@Bopifouca dpdon 1 eBopifouv EteiTa aTrd TNV TOTTOBETNON VOGS HOpIoU avagopag

TTOoU Kal auTo gival ¢Bopifov (Gelehrter, et al., 2003).

YTTApxeEl Mo TEPAOTIA TTOIKIAIG aTTO dIAPOPETIKA apXIKA UAIKA, 6TTwg didgopol oTdXOl,
avIXveuTéG Kal diadikacoieg arjpavons. O avixveuTAG OUVOEETAl O€ XPWHOCWHATA TTOU
givar oto 01AdI0 TNG METAPaong aAAd £xel Tnv duvatoTNTa va OouvOEeBEl Kal e TOug
TTUpNVESG TNG Headpaong. Etiong, o avixveuTAg PTTopEi va gival avixveuTrg-Koapidlo
TTOU XPNOIUEUEl O€ PIKPO TUAKO povou avTiypd@ou DNA yia TTapddelypa éva KOPUATI
OUYKEKPIUEVOU yovidiou aAAd Kal yia OTTOIOOATTOTE KAAOHO XpwHoowHIKoUu DNA.
AkOua, «O0 QvIXVeUTG MTTopei va eivar a- 1 B- OopupopikdG QVIXVEUTAS Yia
emmavalapBavopeveg DNA aAAnAouxieg, OTTWG auToi TTOU AvVEUPIOKOVTAI TNV TTEPIOXNA
TOU KEVTPOMEPIBIOU TOU XPWHOCWHATOG, i UTTOPEI va gival £vag aviXVveuTn g €10IKOG yia
emavolapBavopeveg DNA aAAnAouyieg O0TO TEAOPEPEG AKPO TOU XPWHOCWHATOG»
(Zitelli & Davis, 2009). O1 a- dopuPOPIKOi AVIXVEUTEG €ival yia TNV TTEPIOXH TOU
kevipopepidiou. O DNA O0opu@oOpIKOi QVIXVEUTEG TNG OIKOYEVEIDG O- AVIXVEUTWYV
XPNOIUOTTOIOUVTAI YIA TNV EUPECH TWV aVTIYPAPWY VoS XpwHoowuaTtog (Nussbaum,
et al., 2011). TéAog, UTTAPXOUV KAl Ol AVIXVEUTEG OAOKANPWY XPWHOCWUATWY TTOU
amapTi¢ovtal atrd éva oUvoAo aAAnAouxiwv DNA Ttrou uBpidotrolouvtal o€ GAO TO

XpwHOoWA.
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KepaAaio 5. poyevvnriko¢ EAsyxog
O oT10x0g TOU TIPOYEVVNTIKOU €AEyxou eival n €ykaipn Oldyvwon TTaBoAoyiKwyv
QVWHAAIWY TOU eUBpUOU Kal ETTEITA N OWOTH evnuépwon Tou euyapliol OXETIKA UE
TV QVTIMETWTTION TETOIWV KOTAOTACEWY. O TTPOYEVVNTIKOG €AEYXOG XwpileTal o€
ETTEPPRATIKO Kal PN ETTEPPATIKO. ETTEURATIKES TEXVIKEG €ival N AUVIOTTOPAKEVTNON KAl N
AWN XopIakwy AaXvwyv Kal ol un eTeupaTikég gival o uttépnyxog kai 1o cell-free DNA
test (Nussbaum, et al., 2016).

O1 ouyvoTepeg evdeitelg TTpoyevvnNTIKOU eAéyxou gival n nAIKia TNG pnTépag (TTavw
atd 35 €Twv), yoveig he 100fuyIoPévn PETABEDN 1 NWOAIKIOKO, TTPpoNyoUUEVO TTaIdi
ME XPWHOOWWIKA avwpoAia 1 utmmapgn AGAoU  PEAOUG TG  OIKOYEVEIAG  ME
XPWHOOWWIKN avwpolia, ouyyevAg Olatapaxry Tou HeTaPoAiopou, Traidi e
QuAooUvdeTn VvOoo, 10TOPIKO ME avolkKTEC PAABec Tou Kevipikou Neupikou
2UOoTAMATOG, avwaAia SIATTAaoNG Tou €URPUOU GTOV UTTEPNXOYPAPIKO EAEYXO, BETIKO

Bloxnuikoé TeOT, augnuévn auxevikn diagaveia (Avtwviou , et al., 2007).

5.1 Apviotrapakévrnon

Eikéva 30: Aiadikaoia auvioTTapakéVTNoNnG.
H apviotmrapakévinon mpayuartotrolsital  Tnv. - 16™-20"  ¢Bdopdda kUnong  Kai
TTOPATTEPTTOVTAI KUPIWG UWnAOU KIvOUVOU KUNOEIG, OTTWG YIa TTAPGOEIYHO YUVAIKEG UE
nAIKia avw Twv 35 xpovwy, TTponyoUuevo TTaIdi UE XPWHOCWHMIKES AVWMHOAIES 1
QUAOCUVOETEG YEVETIKEG aoBféveleg kKaBwg kal av aveBpebei AFP (a- eufpuikni

TpwrTeivn) atov 0pod TNG PNTépag (Nussbaum, et al., 2016).
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H apviotrapakévinon eivalr pia TTEPRATIKA TEXVIKA Kal O Kivduvog autduatng
atroBoAAG gival 1%. ivetal ye TNV elcaywyn piag BeAGvag atrd TO0 KOINIAKO TOIXWHO
OTNV apviakni KoIAGTNTa pe Bonbeia uTTEPNXOoU yia TNV atmmo@uyn TPauUaTIooU Tou
eEUBpUOU. ZKOTTOG eival N avappdenon apviakou uypolu Trepitou 20cc yia Tnv
KaAAIEpyela Tou. H TexVIKN yiveTal TTAVTA YE YEUATN TV OUPODOXO KUOTH, KATOTTIV
TOTTIKAG avaloBnaiag Kal avTionyiag Tou onueiou eicaywyng g BeAGvag. To apviakd
UypPO CUAAEyeTal O€ €IBIKA OTTOOTEIPWHEVA PIOAIDIO KAl OTN CUVEXEIQ €GETACETAI PE TIG
KUTTOPOYEVETIKEG peEBOdouUg (Aviwviou , et al, 2007) (Levene, et al., 2006)
(Nussbaum, et al., 2016).

5.2 Aq@n XopI1aKwV Aaxvwyv

Eikéva 31: Aiadikagio Afyng xoplakwy Aayxvwv-CVS.
H Ajyn xopiakwv Aaxvwv (CVS) i aAiwg Tpo@oBAdoTng yivetar OTTwg Kal n
QuVIOTTapaKEVTNON We TNV BonBeia Tou uttépnyxou. H gicodog Tng BeAdvag utropei va
yivel péow Tou TpaxAAou evw ouvnBEéoTepn gival n dIAKOIAIOKK €i00d0¢ Kal AWn TNG
TPo@OBAGCTNG. H AN yiveTal OTIC apx£G TOU TTPWTOU TpIPAvoU WeTagl tng 10™ kai
13" eBdouadag (Nussbaum, et al., 2016).

O1 evdeigeig yia CVS cival 0 auénuévog KivOduvog yia €u@Avion XPWHOOWHMIKAG
avwuaAiag, n NAIKia TG PNTéPag avw Twv 35 £TWY, O1 YOVEIG va gival Qopeic KATToI0G
XPWHOCWWIKNAG avwuaAiag, TTponyouuevo TTaIdi HE XPWHOOWHMIKN avwHaAia Kabwg

Kal N avixveuon YETABOAIKWY VOO UATWV.

Ta TTALOVEKTANATA TNG MEBADOU QUTAG €ival TTOAG. ApXIKG TTpayuaToTrolEiTal oTo 1°
TPIMNVO TNG KUNONG PE EUKOAOTEPN TNV BIOKOTTH KUNONG O€ TTEPITITWON TTABOAOYIKWY

EUPNUATWY KOl MPIKPOTEPN WUXOAOYIKN eTTiTTTWon oTo Ceuydpl (Nussbaum, et al.,
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2016) (Avtwviou , et al., 2007). ZnuavTiKé OUWG PEIOVEKTAMO TNG TEXVIKAG QUTAG €ival
n Ummapén MwoaikiopoU Pe TT0000TO 1% TTOU PTTOPEl va odnynoel o€ ap@iBoAo
OTTOTEAECMA. Z€ AUTH TNV TTEPITITWON CUCTAVETAI apvioTrapakévinon. O kivduvog
auTOPaTNG atroBoAnG eival 2-5% petd atmé TN ANwn xoplakwy Aaxvwy (Nussbaum, et
al., 2016).

Mpiv Tnv AAwn, amapaitnteg evépyeleg eivar n diatmiotwon Ummapéng epPBpuikou
TTAAROU aAAG Kal N HETpNon Tou Kepaloouplaiou prikoug (CRL) yia Tnv akpifA nAIkia
Kunong. H Aqyn Tpo@oBAdoTNG ue dIAKoIAIOKN €i0000 atraITei KAAr avTionyia oTo
onpeio €106d0u TNG BeAdVOG, KAl OUVEXOMPEVN UTTEPNXOYPAPIKA TTapakoAoubnon.
A@ouU kaBopioTei TO onueio elcaywyng TNG PeAOvVAG, €I0AYETAl UEXPI TO ONUEIO TTOU
£XEl TTPOKABOPIOTEN yIa TN Afwn Tou TPOo@OoRAacTIKOU 10TOU Kal YiveTal avappopnon
Tou. H BeAdva gival CUYKEKPIPMEVOU PAKOUG Kal XWPNTIKOTNTAG. AQou yivel N Afyn 10O
Ociyua TotroBeTeiTal o€ €10IKA TPUPBAIa pe €10IKG uypd yia TNV ouvTipNon TOU WOTTOU

va €EETAOTEI PHE KUTTOPOYEVETIKEG EBOOOUG (Levene, et al., 2006).

5.3 Ymepnxoypda@nua
To utrepnxoypdenua civar onuavtikd yia Tov €AeyxXo TnG TTopeiag TnG KUnong.
KaBopilelr Tnv nAikia TG kUOnong kar PBonBdel otn didyvwon TTaboAoyiKwv

10U

KaTaoTacewv. To UTTEPNXOYPAPNUA TOU Tpiunvou petagy e 11" kai 1301
eBoouddag cival ammd TIC MO ONUAVTIKEG EETACEIS KATA TN OIGPKEID TNG KUnong. Ta
onMavTIKOTEPA onueia TTou e€eT@lovTal gival n auxevikr dia@Aaveia, To PIVIKO 00TO, N
por] Tou QAeBwdoug TTOpPoU Kal N AsIToupyia Tng TPIYAWXIVOG. EKeivn Tn Xpovikn
TTEPIOBO TO UTTEPNXOYPAPNUA TTPETTEI VO CUVODEUETAI KAl OTTO GAAEG £PYOOTNPIAKES
€EETAOEIC VIO TNV ATTOTEAECUATIKOTEPN DIAYVWON avWHPOAIWY. TETOIEG EETATEIS gival N
PAPP-A kai n hCG. Z1o 2° tpiunvo TnG KUnong Tnv 20"-24" ¢Bdoudda yivetal To
utrepnxoypdenua tou B’ emmmédou. AUuTO eAéyXel TNV avaTtopia Tou euppuou. TEAOG,
o1o 3° Tpiunvo xpeldleTal éva UTTEPNXOYPAPNUA Yia Tov éAeyxo Tou BloQuaikoU
TTPOQIA AAAG Kal EAEYXO yia TNV KAAr AsIToupyia TNG EUBPUOTTAAKOUVTIAKAS Hovadag,

10U dievepyeital TNV 32" pe 34" eBdoudada (Aviwviou , et al., 2007).
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5.4 Cell-free DNA test

Metd TIg 7 €Bdouddeg KUNONG, oTOV 0P TNG yuvaikag evroTrideTal euBpuikd DNA, 1o
oTToi0 PpioKeTal €AeUBEPO OTO KUKAOQOPIKO CUOTNUA TNG yuvaikag kal 6yl oTov
TTUpfiva KATTOI0U KUTTAPOU. YTToAoyiCeTal OTI TNV KUKAOQOPIA TNG yuvaikag UTTApYEl
2-10% ¢€AeUBepo euPpuikd DNA, TO OTTOI0 TTPOEPXETAI ATTO TOV TTAOKOUVTA TOU
eUBpUOU, eTTOMEVWG KUTTOPA TNG TPOYORAACTNG. To yeyovog OTI uTTApxEl EUPPUIKO
DNA oTtnv aigatikr] KukAogopia TngG yuvaikag divel v duvatdtnta avadAuong tou
XWpig TNV avaykn yia eTepPatiki Texvikn. To Cell-free DNA test éxel peydAo TooooTd
aKkpielag eTavovtag 10 97.7% OTNV AViXVEUON TWV UTTOXPWHOCWHIKWY AVWHOAIWY
(Lefkowitz, et al., 2016) (Scott, 2017).
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A. Zko1rég

2KOTTOG TNG pYAciag AUTAG gival N KAataypagrn Twy URPUWY, VEOYVWY Kal TTAIDIWY UE
UTTOXPWHOOWHIKEG avwuaAieg oto MavemoTnuiokd evikd Noookopegio Adpioag
(MFNA). To dciypa eAqpBn atmd 10 gpyaoTtiplo KuttapoyeveTikng kal Moplakng
["EVETIKAG TOU VOOOKOMEIOU KAl TTEPIAAUPBAVEI TOV KOPUOTUTTIKG EAEYXO OTIG TTAPATIAVW

Katnyopieg katd tnv mevrasTia 2012-2017.

B. Mé0od0og ka1 YAIKO

B1. MéBodog

H péBodog 1Tou akoAouBrbnke ATAV N KATAypA®H TWV TTEPICTATIKWY O€ EUBpua,
veoyvd kal TTaidid, TTou TTapaTTEP@OnKav yia KapudTutto Tnv Treviaetia 2012-2017
amoé Ta apxeia Tou epyaaTtnpiou KuttapoyeveTiKAg Kal MoplakAg [eVeTIKNG Tou

Noookopgiou aAAG Kal TTEPAITEPW DIEPEUVNOT) TOUG OTIG AVTIOTOIXEG KAIVIKEG.

MNa Tnv TPoOcBacn oTa apxeia Tmapaxwpenénke adesia amd Toug apuddious Twv

QVTIOTOIXWV TUNHATWV:

2TO €PYACTAPIO KUTTOPOYEVETIKAG Trapaxwprnbnke a&deia amd Tnv K. Toélou,
OleuBuvTpia Tou epyaoTnpiou  KuttapoyeveTikAg Kal Moplakig TeveTikAg Tou

VOOOKOEioU Kal kaBnyATpia latpikAg IMeveTikAg Tou MNaveTmioTnuiou Ocooaliag.

MNa ™ MaieuTikn-IuvaikoAoyikr KAIVIKR) a1td Tov K. Aatrévte, dieuBuvTh TNG KAIVIKAG,
kaBnynti MaieuTikg-IMNuvaikoAoyiag Tou MavetmioTnuiou OecoaAiag Kal dieuBuvTr) Tou
NMnvz.

Na 1 Neoyvohoyiki KAIVIKAR-MENN até mnv K. laitavd, Taidiarpo-veoyvoAoyo,

dieubuvTpia EZY kal veoyvoAoyikng KAIVIKIIG-MENN tou MNINA.

Téhog, otnv Maidiatpikr) KAIvik atmdé Tnv K. MpiBéa, avamAnpwTpia kabnynTpia

MaidiaTpikrg-NeoyvoAoyiag Tou MavemoTnuiou @ecoaliag.

B2. YAIk6

To apxeio KapuoTuTTIKOU €A€yxou ATav KaTayeypapuévo oe dUo BIBAia, 1o éva
mepieixe Ta €t 2011 €wg 2016 kai TO AAAo Tou €toug 2017, Kal TrEPIEiXAV
OTTOTEAEOPOTO KAPUOTUTTWV OTTO OAEG TIG KAIVIKEG TOU VOOOKOMEIOU, KOABWGS Kal
Ociypara TTEPIOTATIKWY OTTO €EWTEPIKOUG aoBeveig, TTou eixav Trapatmep@dei atrd

1I01TEG 10TPOUG. Ta BIBAia Trepicixav TIG £€1G OTNAEG:
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e QOPIOUS unTpWoOU (AM)

e nuepounvia TTapaiaBng deiyuarog
e OVOMATETTWVUNO

e TTAPATTIEUTIWV IOTPOG

e KAIVIKA

e QITIO TTAPATTOPTIAG

e KOPUOTUTTOG

« TOpEio

A6 1a BIBAia autd kataypdwaue Ta TePIOTATIKA a) TNG MaidiatpikAg KAIVIKAS (M/A),
B) Tng NeoyvoAoyikig kKAIvikAg (N/I 4 Neoyvd), y) Tng MENN, &) Tng MNuvaikoAoyikng
KAIVIKAG (CYN/KH), €) Toug E€wTepikolg AoBeveic kal oT) Ta EEwTtepikda laTpeia TnG
Maiwdiatpikng (E.1 T/A) kai Tng MuvaikoAoyikng (E.1 TYN/KH). ZuvoAikd, Ta TepioTaTikd

TTOU KaTeypdgnoav Atav 507.

MNa v KaAuTePN KaTaypa®n aAAd KiI eTTeEepyaaia Toug, dnuioupynénke éva Eyypagpo
UTTOAOYIOTIKWYV QUAAWV Excel, 6émou kataxwpndnkav TTeEPIOTATIKA OTTO  TOUG

TTAPATTAVW TOMEIC TOU VOOOKOWUEIOU PE Jop@oTToinan TTou Ba avaAuBei TTapakdaTw.

Ooov agopd Toug eEwTePIKOUG aoBeveic kateypd@noav TTaIdIATPIKE, VEOYVOAOYIKA
KOl YUVAIKOAOYIKA TTEPIOTATIKA. 2XETIKA MPE Ta TeAeutaia, oOTnv €peuvd  Hag
oupTTEPINGBapE povo 6oa apopolaav aTTOROAES, TTAAIVOPOUES KUNOEIG/EKTPWOEIG KAl
vekpd éuBpua. Ta deiypata TTou avaAlbnkav he epyaoTnplokEG peBGdoUg ATav 10TOI,
Oépua, aipa Kal o€ PEPIKEG TTEPITITWOEIG OAOKANPO TO KUNUa. ‘ETreima armd tnv diaAoyn
AUTWYV TWV TTEPICTATIKWY, atrd Ta 507 TToU CUVOAIKA €iXav EVTOTTIOTEI, KaTaAypaPnKav

oT1o Excel TTou dnuioupyndnke Ta 286.

2710 Excel TTou dnuioupynBnke uttdpxouv Tpia uTToAOYIOTIKG QUAAG: ‘EuBpua, Neoyva,
Kal Maidid. 10 @UANO TwV veEOYVWV EI0AYAUE TIG €E1G OTAAEG: AUgovTa apiBud (A/A),
Huepounvia, Kwdikdg, Ovopartemwvupo, @DOAo, KAivikA, Aimia, AToTéAeopa
(Puoiohoyikd/ MabBoAoyikd), Kapudtutrog, Mepiypagn, Mapatnproeig. 210 UAAO TG
Maidiatpikng, utTapyouv ol idieg OTAAEG pe Ta Neoyvd pe pia TTapatrdvw OTAAN, auth
™G HAKKiog. 210 @UAAO pe Ta 'Epfpua utmdpyxouv o1 TTOpokdATw Aioteg: A/A,
Huepopnvia, Kwdikdg, Ovopaterwvupo, Aimia, Amotéleoua, Kapudtutrog,

Mepiypaen, Napartnproeig. Emegnynuatika:

Kwdikég Ovopartog (K.O.): Ta ovouata Twv atopwy £XOUV ATTOKPUPTED Kal aTn B€on

TOUG £XEI PTTEI €VOG JOVADIKOG apIBUOG TTOU QVTIOTOIXEI O€ OCUYKEKPIPMEVO ATOWO.
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Aimia: ‘Exouv kataypa@ei 0TTwg ATav KaTtayeypapuéva ota PiBAia pe emmpdobeTa
oToIxEia amd Toug QakéAoug Twv KAIVIKwY. OpIoUEVES TTANPOYOPIES TTOU ATAV OTA
aiTia TTapaTTouTIfG ToTmoBeTABnKav o€ €101k oTAAN «MMapatnprocig». MNa mapadelyua
oe 60a TePIOTATIKG €yive e€étaon FISH, auth cival kataxwpnuévn otn oThAn Twv

Mapatnpriccwy kai 0x1 ata AiTia.

KapudTtutiog: 2Tn oTAN auTr £X0UV KATAYPOQPEI TO ATTOTEAECUATA TWV TTEPICTATIKWV

OTTWG ATAV KaTaxwpnuéva OTo apxEio.

Mepiypa@n: e autr T OTAAN €xoude €I0AYEl TNV ONUOCIOAOYIO TWV KAPUOTUTTWY ME
Baon 10 d1EBVEG oUoTNUa ovopaTohoyiag atrd 1o ISCN. MNepiypd@oupe Tov apiBusd Kai

TN SOMN TWV XPWHOCWHATWY KAl OVOUATOTTOIOUNE Ta oUvOpoua.

MNa mapdadeiyua : 46,XX,del(22)(q13,3) OnAu pe euaololoyiko apiBud XpwHoowudTwy
Kal éAAEIPUa oTov PeyAAo Bpayxiova Tou XpwHoowuaTtog 22. O KapUOTUTTIOG aUTOG
uttodeIkvUEl To ouvdpopo Phelan McDermid (chromosome 22, 2017).

MapaTnpAoEIG: 21N GTAAN AuTh Kataypd@ovTal av UTTAPXAV OTOIXEId TwV yovéwv, N

TEXVIKA FISH aAAG kai TTéoa KUTTapa E€TAoONKav.

I. ATroteAéopara

M. AvdAuon MNaBoAoyiKwV TTEPICTATIKWYV
Katémv €épeuvag oc  BIBAIOYPA@IKEG TTAPATTOUTTEG Kol OTo  OIEBVEG ouoTnua
ovopatoloyiag  OTnv  KUTTOPOYEVETIKA  Tou  avBpwtrou  (ISCN)  éyive  n

ATTOKWOIKOTTOINCN TWV KAPUOTUTTIKWY ATTOTEAECUATWV.

Ta mepioTaTiké TTOU KaTeypdapnoav ato Excel, Atav cuvolikd 286.

2UVOAIKa MaBohoyika | YTTOXPWHOOWHIKEG
TTEPIOTATIKA Avwpalieg
‘EpBpua 13* 1 1
Neoyva 91 24 4
Maidia 182 17 9

Mivakag 2: AvaAuon 1TTaBoAoyikwv TTEPIOTATIKWY. Avaypd@ovTal Ta ZUVOAIKA TTEPIOTATIKA, TTOCA Eival
TTaBoAOYIKA Kl TTOI0 JE UTTOXPWHOOWHIKEG AVWHOAIEG.

*AT6 Ta 13 TTEPIOTOTIKA €UBpUwv TNG MaleuTikrG-MUVaIKOAOYIKNG KAIVIKAG, YOvo Ta 3 PTTOpEcav va
avaAuBouv Adyw péAuvong Twv BEIYUATWV.
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Maisutikn-I'uvaikoAoviKA

MaBoAoyikoi KapuétuTtrol

MeproTartika

45,XX,der(13;14) (g10;q10)

21ig 18/11/2013, mrepioTtaTikd TnG MNuvaikoAoyikng kKAIvikAg (K.O. E3) ue
IOTOPIKO 3 aTTOBOAWV TTaPATTENPONKE yia KapudTuTro. O atToBOAEG
OTTWG PaiveTal aTrd To apxeio yivoTav Tnv 7" - 8" eBdoudda kunong. To
Ociypa ATav 10706 Kal TO atToTéAeTPa TTABOAOYIKO. ATTO TV avaAuon
TOU KapudTuTtrou dIatmoTwenke ot To dciyua Atav atmmd BnAu éufpuo.
To éuBpuo autd £pepe QUTOOWHIKA Hovoowuia Adyw apoifaiog
MeTaTéTMONG TWV onueiwv Bpavong (q10;q10) oTo pakpu OkEAOG KABE
Xpwpoowparog 13 ko 14. H perdBeon auth civar PeTABEON

Robertson.

Mivakag 3: AvaAuon tTaBoAoyikou TTepioTaTikou oTh MaleuTiki-IuvaikoAoyIKr KAIVIKH.

TTEPIOTATIKOU.
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NeoyvoAovikni

MaBoAoyikoi KapuéTuTrol

MeproTarTika

46,XX,del (22)(q13,3)

21g 12/6/2012, tapatméuebnke yia kapudtutto BAAu (K.O. N6) e€aitiag
EMPEVOUCAG UTTAORECTIAINIOG. ZUYKEKPIMEVA, CNTABNKE KAPUOTUTTIKOG EAEYXOG
yla 10 ouvdpouo DiGeorge. To oOciyya mou AR@Bnke ATAV qipga Kal TO
atmmotéAeopa Bynke TTaboAoyikd. To veoyvo autd dlayvwoTnKe Pe oUVOPOUO
Phelan McDermid, 1o oTroio @épel éva PIKPOEAAEIUPA oTO pEYGAo Bpaxiova Tou

XPWHOOWUATOG 22 0TN TTEPIOXN q13.3.

46,XY,gh+

znig 21/1/2013, mapaméuebnke yia kapudtutmo dppev (K.O. N19) katotmv
TTpoyevvnTIKAG didyvwong Bpaxéwyv akpwy. To deiyua 1Tou TTapbnke ATav aiua.
O kapudTuTTOG UTTEDEIEE TTOAUMOPPICUO OTO  HAKPU  XPWHOOWHO  €VOG

XPWHOOWUATOG.

46,XX [19]/ 46, XX, fra (16) (q22) [14]

Zng 21/7/2015, mapaméuednke yia kapuotutmo BAAu (K.O. N60) veoyvo pe
101Glov TTpoowTTEio, XapnAl Tpdoeuon wTwv, Bpaxlu TpdyxnAo, OKOAiwaon,
eCadakTuAia. To Oceiyya TOU AAPONKE NATAV qiga Kol TO QTTOTEAEOUA
TTaBoAoyiké. O KapudTUTTOG UTTEDEICE Xipalpa hE Eva eUBPAUCTO XPWHOoWUA

16 OTN PIO KUTTAPIKN O€IPd.
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NeoyvoAoviki

46,XY, ish del(15)(q11.2)(SNRPN)

21 11/8/2015, mapaméuebnke yia kapudtutro appev (K.O. N61) veoyvd e
utroTovia  kal  kpuyopxia. To odeiyya Tou  ARPONKe nAtav  aiua.
Mpayuatotroi®nke avaiucon  FISH pe €dikd avixveuti SNRPN yia 10
ouvdpopo Prader-Willi kail To atrotéAeopa RTav TaBoAoyiko. To dppev veoyvo
€iXe QUOIOAOYIKO APIBUO XPWHOCWHATWY OANG PE MIKPOEAAEIUPA OTOV PEYAAO

Bpaxiova Tou xpwuoowpaTog 15 otnv TTeploxn qll.2.

Mivakag 4: AvaAuon maBoAoyikwy TrepioTaTikwy atn NeoyvoAoyikr] KAIVIK-MENN. Avaypd@ovtal o TTaBoAoyIKOG KapudTUTTOG KaBWG Kal 01 TTEPIYPAPES TWV

TTEPIOTATIKWV.

Maidiarpikni

MaBoAoyikoi KapudTuTtrol

MepioTaTika

46,XY,9qh+ / 46,XX,9qh+

1)2nig 11/6/2012, rapaméu@bnke dppev (K.O. M9) pe pakpokepaAia, didTaon
peTWwTTOU, 1IB1GJoUca eAiKwoN Kal XaunAA TTPOo@UON WTwV. AKOUA, €ixXe Yivel
KapuOTUTTOG OTOUG YoveEiG e TNV untépa va éxel 46,XX  (QuoloAoyiko
ATTOTEAECUA) KAl TOV TTATEPA VA PEPEI TO 010 aTTOTEAECUA PE TO TTaIdi, dnAadn
46,XY,9gh+.

2)Z11G 28/8/2012, Trapatréu@Onke appev (K.O. M18) pe petaBoAikry aAkGAwaon.
3)Ztnv 1/4/2013, Trapattéu@bnke BAAu (K.O. M41) 10 eTwv pe Kovid avaoTnua.
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Ainig 23/9/2013, mmapatéueinke dppev (K.O. M64) pe emreioddia ammwAsiag
ouveidnong.

Ta deiypaTa TTou TTAPOnKav yia avadAuon atmd Ta TTapaATTavw TTEPICTATIKA Tav
aipga. To KAPUOTUTTIKO ATTOTEAECHA ATAV QUOIOAOYIKOG aPIOUOS XPWHOOWHATWY
OAAG  evTOTTiOTNKE  AUENON TNG ETEPOXPWHMATIVIKAG TrEpIoXAs 9gh+ oTo

Xpwuoéowua 9.

21 21/2/2013, mapatméuebnke yia kapudtutto BnAu (K.O. M36) 7,5 etwv ue
ATTIa vonTiKA oTépnon, 181IAfoV TTPOCWTTEI0, KOVTO avdoTnua Kal acd@eia
BnAwv. To Ociyua ATav aiga Kal To atmmoTéAecua TTaboAoyikd yia oUvOpouo
Turner pe pwoaikioyo*. O kapudTuTTog UTTEdEILE povoowuia oto 93% oTnv

Maidiarpikn 45X/46XIr(x), (93%I/7%) TIPWTN KUTTAPIKN O€Ipd KAl QUGCIOAOYIKO apIBUS XPWHOOWHATWY UE TTOC0OTO

7% pe éva BAKTUANIOEIBEG X XpwHOoWA.

*AUT) N avwWUOAia KaTaTAooETAl OTIC APIOUNTIKEG XPWHOOWUIKEG AVWHOAIEG
TTOU avaAUoVTal EKTEVWG O AAAN DITTAWMATIKY Epyacia. 2Tnv TTapoloa epyaacia
ava@EpeTal AOyw Tou SOKTUAIWTOU XPWHOCWHATOG, TTOU OTTWG £XEI avapepOEei

TTAPATTAVW, AVAKEI OTIG UTTOXPWHUOCWHMIKEG AVWHOAIEG.

Zng 16/12/2013, mapaméuebnke OnAu (K.O. M76) amdé ta E.I T/A yia
KapuoOTUTTO AOYWw uTrowiag yia ouvdpouo Turner. To deiypa Tou A@enke Atav
. ] aigya. To atrotéAeopa ATav TTABOAOYIKO Kol SIOQOPETIKG aTTd TNV APXIKA
46, X, i(x)(q10) icoxpwpocwua Xq
uttoyia. O KapuodTUTTOG UTTEDEICE PUOIOAOYIKO OPIOUS XPWHOOWHATWY OANG uE

ICOXPWHOCWUA YIa TO EYAAO Bpayiova Tou EVOG XPwWHOOWHATOG X.
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Maidiarpikn

46,XY inv (6) (p12q24)

1)Znig 18/9/2015, mrapatréuednke dppev (K.O. M127) yia KapuldTUTTO KOl TO
Ociypa 1ToU AAPONKE ATav aipa. Ta aiTia TTapaTTouTIiG Tou ATav TroikiAa. ‘Hrav
UTTOTOVIKO, €iXe MIKPOKEQOAIQ, MIKpoyvabia, PIKpoo@BaAuia Kal oI pagéc Tou
Kpaviou ATav SIOTETAYUEVEG. TO OTTOTEAECUA TOU KAPUOTUTTOU HTaV TTAB0AOYIKO
ME QUOIOAOYIKO apPIBUSG XPWHOCWHATWY AAAA PE TTEPIKEVTPIKA avaoTpo®r OTO
Xpwuoowpa 6.

2TIG 6/11/2015, €€€TAOTNKE KAPUOTUTTIKG KAl N PNTEPO TOU TTAIBIOU Kal £QEPE
TNV id1a UTTOXPWHUOCWHIKY avwuaAia e 1o TTaudi. O TTatépag gixe GUOIOAOYIKO
KapuOTUTTO PN yvwpifovtag TNV nuepopnvia egéraong tou. H idia mmapouaiade
YEVIKEUUEVN UTTOTOVIA, €iXE UONMUA, BOAWTA UTTEPWA, PIKPOOPOOAUia, TTpoEXoV
METWTTO KAl PEYAAN TTpdoBIa TTNyH.

2) £nig 17/02/2016 e€etdotnke BRAU 6 etwv pe K.O. M138. AiTio TTapaTTOuTIAG
ATav TO XAUnAd avAoTnUa Kal TO QTTOTEAECHO TOU KAPUOTUTTOU £0¢€IEe
TTEPIKEVTPIKI] AVOOTPOPI OTO XPWHOCWHA 6, OTTWG Eixe TTPOKUWYEI KAl ATTO TOV
TTPWTO €Agyxo oTig 20/10/2015. Eng 23/11/2015 €€eTGOTNKE KAl N PNTEPA TOU

TTaidiov Kai gava oTig 17/02/2016, 1o ammoTéAeoua ATav 10 id1o pe Tou TTaIdIoU.

46,X del (x)(p11.2)

2ng 11/4/2016, 6RAu (K.O. M143) €§wTepIKOG a0BOeVAG PE XAUNAG avaoTnua
TTAPATTENPONKE yIa KapuoTutTto. AAPONKE aiga Kal TO ATTOTEAECUA  TOu
KOPUOTUTTOU ATAV TTABOAOYIKO UE UTTOXPWHUOCWHIKY avwuaAia. O apiBudg Twv
XPWHOOWUATWY ATAV  QUOIOAOYIKOG, OAAG UTTAPXE EAAEINPa OTOV  PIKPO
Bpaxiova Tou X xpwWHOCWUATOG OTN TTEPIoXn pll.2.

Mivakag 5: AvaAuan TTaBoAoYIKWY TTEPICTATIKWY TNV MaidiaTpIkr KAIVIK.

TTEPIOTATIKWV.

Institutional Repository - Library & Information Centre - University of Thessaly

03/09/2024 16:06:34 EEST - 18.225.72.231

AvaypdgovTal 0 TTaBoAoYIKOG KOPUOGTUTTOG KABWG KAl Of TTEPIYPAPES TWV

65




2. MopaTTOPTIH TTEPICTATIKWY YIA EAEYXO CUYKEKPIPEVWYV OUVOPOUWYV
ME ATTOTEAEC A QPUOIOAOYIKO.

OAa T TTIEPIOTATIKA TIOU €XOUV  KOTaypagei, Trapatméu@obnkav  yia avaAuon
KAPUATUTTOU £EAITIAG TOU PAIVOTUTTOU TTOU TTapouadiadav (aiTia TTapatrouTTig) 1 Adyw
YVWOTAG avwuaAiag ouyyevikoU TTPOoWTTOU. ApPKETA aTmd TA TTEPIOTATIKA QUuTA
OTOXEUAV, ECAITIAG TOU QPAIVOTUTTOU, O€ CUYKEKPIYEVA OUVDPOUA YIO TA OTToid yIvOTav
TIGC TTEPIOCOTEPEG QOPEG Kal avaAuon FISH, pe apketd ammd autd va €xouv
Quaioloyika atroteAéopata. Adyw Tou @aivOTUTTIOU TOUG Kal TnG UTToyiag yia
OUYKEKPIUEVO OUVOpoMOo, afiel va avagepBbouv, TTapOTI TO ATTOTEAEOUO PyNAKE

QUOIOAOYIKO.

= [epioTatikd TG N/T KAIvIKAG oTIg 14/2/2012 pe K.O. N3. To veoyvd rtav BnAu
KAl TTapaTTé@ONKe Adyw Bapldg yevikeupévng utrotoviag yia éAeyxo Prader-
Willi kar Werdnig Hoffman. To atmmotéAeoua Tou KapuOTUTTOU ATAV QUOIOAOYIKG
46, XX kal To amrotéAeoua tng avaAuong FISH apvnTiko.

= [lepiotarnikd 1nG N/I' KAIvikig oTig 10/4/2013. 'Htav dppev K.O. N24 ue aitia
TTAPATTOUTIAG USPOKEPOAIQ, PMAKPOKEPOAIQ Kal Kpuywopxia. ZTAABnke dciyua
va eheyxBei yia ouvdpouo Dandy-Walker. To amroTéAecua ATAV QUGCIOAOYIKO
46, XY.
2nig 23/7/2013 €yive erav@AnWn Tou KOPUOTUTTOU WE Ociypa TTou oTAABNKe
amd v /A kAivikA, autr] TN @opd ME aiTioAoyia TTApaTTOUTIAG CUGTOIXN
Kpuwopxia, 181afov TTpocwTreio, BouBwvoknAn ota de€Id Kal udpokepalia. O
éAeyxog agopouce ¢avd 1o ouvdpouo Dandy-Walker. To amotéAeopa ATav
Kal TTdAI QuOIoAoYIKO 46, XY.

= [epiotanikd ™G N/ kKAivikAg oTig 25/7/2014 pe K.O. N42. To veoyvo Atav
dppev, cixe Bwpakikl duaTtAagia, axovopoTTtAagia Kal TTapATTEUPONKE yia
éAeyxo Tou ouvdpouou SEN (Scalp-Ear-Nipple Syndrome). To deiypa dev
KaAAIEpYNBNKE yiaTi €ixe dnuioupynBei TTAYUA Kal n TToodTNTA ATAV TTOAU Aiyn.
To veoyvo atreBiwoe.

= [lepiotarikd TG N/T KAIvIKAG oTig 16/12/2016. K.O. M185. 'Hrav dppev veoyvo
Kal UTTApXE uTttowia yia ouvdpopo Prune Belly. To amoTtéAeoua nTav
Quaioloyikd 46,XY.

» [epioTarikd Tng M/A kAivikng oTig 21/8/2012. K.O. M17. 'Hrav BnAu pe kavéva
QQAIVOTUTTIKO XOPOKTNPIOTIKO KAl AiTI0 TTaPaTTOUTING. To deiyua oTAABNKe yia
éAeyxo utTap¢ng tou ouvopopou Beckwith-Wiedemann. To ammotéAeoua Tou

KapudTuTTou NTAV QUGCIoAOYIKS 46,XX.
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=  [lepioTarmikd tng MNM/A kAivikng oTig 8/4/2014. K.O. 88 To veoyvo ftav BrnAu
Kal 0gv  UTIPXaV qiTia TTaPATTOPTIAG oUu@wva pe 1o apxeio. To dciyua
OTAAONKE yia éAeyxo Tou cuvdpouou Angelman. Aev UTTAPXE OTTOTEAECUO
KapuoTUTTOU OTa apxeia, Tapd pévo 1o atmotéAecpua Tng avdAuong g FISH

TTOU ATAV APVNTIKO.

A. AuoKOAigeg OTNV £pEuva Kal OTN CUYYPAPR THG EPYyAciag

O1 BUOKOAIEG TTOU QVTIMETWTTIOTNKAV ATAV APKETEG. APXIKA, dEV UTTHPXE OMOIOYEVEIQ
OTn YPO®N TWV ATTOTEAEOUATWY TOU KAPUATUTTOU Kol XPEIAOTNKE £PEUVA OE APKETEG
BIBAIOYPOQPIKEG TTAPATTOPTTEG AANG Kal DIEPEUvNON TWV QAKEAWV VIO TTEPICCOTEPES

AETTTOUEPEIEG.

EmmAéov, ekTO¢ ammd T1a apxeia Tng MN/A KAIVIKAG, Ta OTToia ATAV O& NAEKTPOVIKH
Mopon, OAa Ta uTtéAoITTa ATavV O€ EvIUTIN. AUTO TTPOUTTEBETE TNV AQPIEPWON
TEPIOTOTEPOU XPOVOU O KABE TOPEQ KAl TTEPIOTATIKO XWPIG OETIKG, apPKETEG POPEG,
atmmotéAeapa. MoAAG atrd auTd Ta apyeia cixav eANITTA OToIXEIQ TwV TTEPICTATIKWY 1
MepIKA ammd Ta TrEPIOTATIKG TTOU avalnTABnkav &ev UTTApXav. XapakTnpIoTIKO
Tapadelyua ATav PHEPIKA aTTd Ta TTEPIOTATIKA Twv E.l TnG MN/A, Ta otToia dev rTav O0TO
NAEKTPOVIKO apPXEIO KAl XPEIAOTNKE O £AeyX0g TwV BIBAIwY Twv E.I TI/A, aAAG ouUTe ekei

gvrotrioTnkav. To idl1o cuvéRn Kal o€ TTEPICTATIKA TWV AAAWY KAIVIKWV.

TéNOG, IO akOPn duokoAia Tmou éxpnle peydAng TTpocoxng Atav n dlaAsukavon
OPICUEVWV TTEPIOTATIKWY WG TTPOG TO BABPO CuyyEvelag Twy aoBevwy, dedopévou Ot

oTéAvovTal Kal dgiyhaTa yia avaAuon KapudTUTTOU aTTd TOUG YOVEIG.
TETOI0 TTEPIOTATIKA €ival:

i.  ZTg nuepounvieg 8/6/2015 kai 22/9/2015 €xouv onueiwOei TTEPIOTATIKA PE BidUPa
veoyvd otn NeoyvoloyikA kKAIviKA. Ta Tpwta oTig 8/6/2015 eivan didupa veoyva
MOVOXOPIOaKNG KUNONG PE OUVOPOUO EPPRPUIKAG WETAYYIoNG. To éva gival dppev
veoyvo pe K.O. N58 kai o GAAo BnAu pe K.O. N59 . Kair ta dU0 éxouv
TTaBoAoyikd kapuoTutro, 46,XX /46,XY o oTToiog uTrodeIkvUEl OTI €ival XipaIPEG.
Ta deutepa oTIg 22/9/2015 givar TTaAI S1a@OPETIKOU QUAOU PE TO APPEV VEOYVO VO
éxel K.O. N63 kal o BAu K.O. N64. ZTa aiTia TTapatmouTiig Oev avagépeTal
KATTOI0 KAIVIKO eUpnua Kal Ol KAPUOTUTTOI TOUG UTTOOEIKVUOUV HWOAIKESG XiUAIPEG.
Mo avaAuTik& 10 dppev veoyvo £xel kapudTutto mos 46,XX [18]/ 46, XY [12] kai

TO0 BAU mos 46, XX [24]/ 46, XY [6]. NoyIkd, cupTtrepaiveTal OTI TIPOKEITAI YIA TA
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idla povoxoplakd didupa epocov Ta emiBeTa €ival idIa Kal OTIG U0 TTEPITITWOEIG
Kal agpouU Kal Ta OUo JE BAon Tov KapudTuTro €ival Xipaipeg. O KapudTUTIOG TOUG
OHWG dlaPEPEl WG TTPOG TN YPAPr Kal Tov OUUBOAICUO Kal &ev avaypd@eTal Tl
TPOKEITal yia €mavoAnTmKO éAeyxo. Ta Toug Trapatmdvw Adyoug €xouv
KataxwpenBbei wg EexwpioTa TTepIoTATIKA 0TO EXcel.

i. M TTapouola TEPITITWON gival auTh oTIG NUepounvieg 20/11/2012 kar 17/1/2013
otn Nadiatpik KAIvIkr. ZTnv TpwTtn nuepopnvia pe K.O. M28 1o mraudi givai
BriAu 8 eTwv e vonTikn KaBuoTépnon kal otnv AAAn pe K.O. M35 eival BRAu pe
dlatapax£ég Adyou Kal Kivnong. Kal oTig U0 TTEPITITWOEIG TO OVOUOTETTWVUHO TOU
TaidioU gival id10. AoYIKA, CUPTTEPAIVETAI OTI TTPOKEITAI YIA TO iBI0 ATOMO Kal OTI N
OeUTEPN KAPUOTUTTIKA avaAucon €ival  €mavaAnTmTikr. Egaimiag opwg  Twv
OIAPOPETIKWY QITILOV TTAPATTOMTIAG KAl aTToudia €TTEENYNONG ETTAVOANTITIKOU

eAEyxou, £Xouv Kataypa@ei wg dUo SIOPOPETIKA TTEPIOTATIKA.
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2uurmrepaouara
Ta deiypyata mou  Kateypd@noav Kal avaAubnkav o€ auTh Tn SITTAWMATIKY £pyaaia
nTav ouvoAikd 286. Ta TtraBoloyikd TreploTaTikG Atav 42. Amd autd, 14 cixav
UTTOXPWHOOWHIKEG avwlaAieg, 1 evtotmioTnke oTnv MuvaikoAoyikry KAIVIKA, 4 oTnv

NeoyvoAoyikn kai 9 atnv MNaidlaTpikn.

ZUykpLon GuoLloAoyLlkwv Kot Ttal@oAoyLlkwv
TLEPLOTOATIKWY OTLG KALVLKEG
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‘EuBpua Neoyva Nadla

ATIO auTA Ta OTTOTEAEOPATO CUMPTIEPAIVETAI OTI T TTEPIOTATIKA TNG Maudiatpikig (9) ue
UTTOXPWHOOWHMIKEG avwHaAieg ATav TTapatmmdvw amd Ta OITTAACIa atmd autd TNng
NeoyvoAoyikAg (4), yeyovog Tou ouvadel kai pe TNV BiBAioypagia, KoBwg
UTTOXPWHOOWHIKEG OVWHOAIEG OTTAVIO AVIXVEUOVTAI TIPIV TO TIPWTO TOUAAXIOTOV
e€aunvo Cwng evog TTaidiol. Autd o@eiletal oTnv EAAEIYn TTaBoAoyIKoU @aIvoTUTIOU
£wg ekeivn Tepitrou TNV nAikia Tou TTaidiou (Helgeson, et al., 2015). Etriong, 10
yeEYovog OTI  TTOPATTEUTTIOVTAl VIO  TTPOYEVVNTIKO €AEyXO HOVO  YUVAIKEG JE
OUYKEKPIUEVOUG ETTIBAPUVTIKOUG TTAPAYOVTEG OTTWG N NAIKia, TTponyouuevo TTaidi pe
XPWHOCWHUIKN avwloAia K.A. aTToTeAED aiTIo yia Tnv un éykaipn didyvwaon Tadiwyv Pe
UTTOXPWHOCWHIKES avwuaAieg. ETTiTTAéov, TTPETTEl va ava@epBoUV Kal Ol TTEPITITWOEIG
OTTOU £XEI AVIXVEUTEI KATTOIO XPWHOCWHIKA avwuaAia Kal Katommv evnuépwaong Kai
Tou {euyapioU atmo@acioay va Pnv S1akOWouv Tnv KUNaon, Je amoTéAecpa TN yévvnon

TTaId10U0 PE XPWHOCWWIKA avwuaAia.
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Neplotatikd pe YIOXPWHOOWULKEG AVWLAALEC
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Nawdlatpikn) KAk Neoyvohoytkn KAwikn

Akoéua, 6cov agopd Ta atrotTeAéoparta he kapuoTtutro 46,XX il 46,XY 9gh+, agiCel va
avapepBei OTI €ival Autd TTOU KaTaypa@nkav HeE Tn HEYAAUTEPn ouxvoTnTa OTA
TTEPIOTATIKA. AVOAUTIKOTEPQ, EVTOTTIOTNKAV 4 TTEPICTATIKA HUE OIAPOPETIKO QAIVOTUTTO
otnv Taidiatpik  KAIvikf). Akoun, kapudtumog 46,XY,gh+ avixveubnke oe 1
VEOYVOAOYIKO TTEPIOTATIKO, aPoU gixe TTponynOEi TTpoyevvnNTIKOG EAEYXOG KAl EiXE PAVEI
OTI TO £uPpuo cixe Bpaxéa dkpa. OTTwG TTpoava@épdnKe, To ATTOTEAEGUA auTd Eival
TTOAUHOPPICHOG. O TToAUpOopPYIoHSS, ue Bdon Tn BIBAIoypagia, cival ol diapopés oTn
Hop@oAoyia TwV XPWHOOWHATWY aAAd ae @ualoloyikd TTpoTutro. O TTIo yWwOoToi
TToOAUpOPQIoUOI gival TO péyeBog Tou Y, TO HEYEBOG TNG ETEPOXPWHATIVAG TOU
KEVTPOMEPIDIOU, TTOAUMOPQIOMUOI Twv GopuPOpwWY Kal Ta €UBpaucTa onueEia. ZTo
OUYKEKPIUEVO TTEPIOTATIKO O TTOAUUOPPICHOG apopd SIEUPUKPEVN ETEPOXPWHATIVN OTO
XPWHOCWUa 9, n otroia £xel UTTOAOYIOTE OTI p@avifeTal o€ éva 6-8% Tou TTANBUGCHOU
(Nogueira Belangero, et al., 2009). H dicupupévn TEpOXPWHATIVN TTIO AVOAUTIKG dev
TTapouoiddel TTaBoAoyIKO @aivoTutto. Opwg, QaiveTal TTwG CUOCXETICETal HE TNV
avdpikf uttoyoviudtnTa (Nogueira Belangero, et al., 2009). Qotdo0, hepikd atd Ta
TTEPIOTATIKA TTOU KaTaypd@nkav E@epav TTABOAOYIKO @aIvOTUTIO, YIa TTapadelyua
MHOKPOKEQPaAAia, dIATAON UETWTTOU, 1IDIACOUCA €AIKWON Kal XaunAf TTpdoeuon wiwy,

emeIoddia atTwAEIog ouveidnong, Kovié avaoTnua, JETABOAIKA aAKGAwWOT.

Emiong, cival a&ia avagopdg 2 trepiotatik@ otnv Maidiarpik KAIVIKA HE KOpUOTUTTO
46,XY inv (6) (p12g24), dnAadA TTEPIKEVTPIKA avaoTpo@r) 010 Xpwuodéowua 6. Me
Baon tnv mpdéoarn BiBAloypagia (Nussbaum, et al., 2016), yvwpifouue OTI Ol

avaoTpo@Eg ouviBwg dev TTPoKAAOUV aAAayr oTov @aivoTutro. QoTd00, OTO éva aTTd
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TA TTEPIOTATIKA TTOU KATAYPAWANE, O QAIVOTUTIOS Twy TTaidiol ATav TTaBoAoyikdg. To
Taidi ATAvV UTTOTOVIKO, €ixe MIKPOKEPAAia, piIKpoyvalia, piIKpoo@BaAuia Kal o1 pagEg
Tou Kpaviou ATav diatetayuéves. Oaoov agopd 1o GANO TTEPICTATIKO TTAPATTEUPONKE

AOGyw xapnAoU avaoTruaTod.

Akoéua, 6cov agopd Ta TepIoTaTIKG TNG MNuvaikoAoyikAg atrd Ta 13 OUVOAIKA TTou
kataypdenkav avaAubnkav povo 3 Adyw POAuvong Tou OeiyaTOS TWV UTTOAOITTWV.
A6 autd povo éva ATav TTaBoAoyikd Kal €iXe UTTOXPWHOCWHMIKA avwpaAia. o
OUYKEKPIMEVA, O KAPUOTUTTOG aTTd Tov I0TO TTou avaAubnke £0e€ige 45,XX,der(13;14)
(910;910), dnAadn upetdBeon Robertson. AuTto TO ATTOTEAECHA £PXETAI VO OCUMPWVACEI
ME TNV BiBAIoypagia, kaBwg ol peTabéoceig €xouv ammodeixBei 611 ptmopouv va

TpokaAéoouv autouarn atrofoAn (Korf, 2012).

Emiong, evrotrioTnkav OUVOAIKA 3 UTTOXPWHOCWHIKEG AVWHOAIEG TTOU O@EIAovTal O€
EAAeIwn. Auta eival To ouvdpouo Prader-Willi, To ouvdpopo Phelan McDermid kai éva
éEMeippa otov pIKpO Bpayxiova Tou X xpwuoowuartog 46,X del (x)(p11.2). Me Bdaon
v BIBAIoypagia o1 eAAeipelg Teivouv va TTAPOUCIACOUV CWHOTIKEG AVWHOAIEG
(Lissauer & Clayden, 2011). O1 Aéyor TrapatmouTrig cuvddouv pe Tnv BIBAIoypagia
KaBwg 010 éNelppa 46,X del (x)(p11.2) To TTaIdi TTapatréu@OnKe yia KApuoTUTTO Adyw
XaunAoU avaotiuatog. Ocov agopd 1o TTEPIOTATIKO a1rd TN NeoyvoAoyikh TTou
dlayvwobnke pe ouvdpouo Prader-Willi, gixe mapatmepeBei e€aitiag kpuwopxiag Kai
UTTOTOViaG TOU VeEOyvou, Ta oTroia €ival ammd Ta BooiKd KAIVIKG XOPOKTNPIOTIKA

veoyvou e ouvdpopo Prader-Willi (Goldstone, 2004).

YTOXPWHOOWULKEG AVWHOALEG TWV e€eTalOpEVWV
KAwiKwv tou NINA kata ta €tn 2012-2017.

H MoAuvpopodiopol
B AvaotpodEg

B ENeipparta

B MetdBeon

M [coxpwuooWHA

=AM
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ZUMTTEPOOUATIKG, N €KOOON OTATIOTIKWY aTToTEAEOUGTWY dev ATavV duvaTh egaitiag
EANITTWOV OTOIXEIWV yIa TOV TOTTO yévvnNong TWV VEOYVWV I TTola TTEPIOTATIKA €ixav
TTaPATTENPOE atrd AAAO VOOOKOWEIO TNG TTEPIPEPEIOG A akOua Kal 1I81WTIKH KAIVIKE. To
i010 10XUEl KAl yIA TA PAIEUTIKA TTEPIOTATIKA O10TI dev yVwpifouue TOV TOTTO KATOIKIOG
Twv yuvaikwyv. OAa T1a Taopamdvw atmoTeAolv AGyoug yia Tnv avaykaidtnta
NAEKTPOVIKNG Bdong dedopévwy, OTToU Ba KATAYPAPOVTAl AETITOPEPWG TA OTOIXEI
Twv a0Bevwyv. H Bdaon autn gival kaiplag onpaciag 1600 yia Ta TTapaTTavw, 600 Kal
yia Tov dlaXwpIoHS TWV aoBevwy, dIOTI N HEYAAUTEPN DUCKOAIQ TTOU AVTIMETWITIOTNKE
oTn JIMMAWWATIKA auTr epyacia ATav n karavonon Tou Babuou cuyyévelag PETAgU

TOUG.

TéNog, Tépa amd TN oUoTaon nNAEKTPOVIKAG Pdong dedopévwyv, TrpoTeiveTal
TEPAITEPW EPEUVA TWV  UTTOXPWHOCWHIKWY avwuaAiwy oty EAAGDa, kKaBwg
utTTdpyxouv akéua TToANG TTedia TTpog digpeuvnon. H Tapoloa SITTAWMATIKY Epyacia
ATaV YI TTPOCTIABEIO KATAYPAPAG AuTOU ToUu KAAdOU, O 0TToiog XPrdel TTEPICTOTEPNG
£épeuvag Kal €kdoong OTATIOTIKWY OTTOTEAECUATWY, TA OTIoI0 WG KAl ORuEPA

evToTTICOVTaI OTTAVIA WG Kal KABOAOU 0ThV XWpPa PaG.
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