AAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAA
IIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIII

[TANEAAHNIO ~YNEAPIO

“AIEPEYNHZH I'ENETIKQN
NOZHMATQN TOY ANOPQIIOY
ME TIZ NEEZ TEXNOAOTI'IEZ
THZ TENQMIKHZ:
EZEAIZEIX KAI TTIPOBAHMATIEMOI”

A —
BIBAIO MNMEPIAHWEQN

&,
2
"\
‘%
L) \
; ""I\ W
I" (L)
) I
o MW @

3&4 CDSBPOU;lpl’OU 2024

Crowne Plaza Athens



MANEAAHNIO ZYNEAPIO
“AIEPEYNHZH FrENETIKQN NOZHMATQN TOY ANOPQrIIOY -
ME TIZ NEEZ TEXNOAOTIEZ THZ FTENQMIKHZ:
E=EAIZEIZ KAl MPOBAHMATIZMOI”

Crowne Plaza Athens

EAEYOEPE2
ANAKOINQ2EI2

EAO1-EAQ6



(@) e

MANEAAHNIO ZYNEAPIO , 7.
“AIEPEYNHZH FrENETIKQN NOZHMATQN TOY ANOPQrIIOY -
ME TIZ NEEZ TEXNOAOTIEZ THZ FTENQMIKHZ: .
E=EAIZEIZ KAl MPOBAHMATIZMOI”

2I[E

Crowne Plaza Athens

EA-01

ENTOMIZMOZ TQON ZHMANTIKOTEPQN MICRORNA THZ ZTAAIAKHZ :TOMATIKHZ
OrKOTENEZHZ MEZQ XTPATHIIKHZ TEQYPQZHZ FENETIKHZ KAI ENITENETIKHZ: BIO-
AEIKTEZ METABAZHZ AMNO TH AYZMNAAZIA EQZ TO AKANOOKYTTAPIKO KAPKINQMA

rkwtwvn 1.1?34, Baotkeiov £.%, XpoUoog .2, Mnarwlakng X.%34

"Movada Ztouatonpoowrtiknic levetikng, A’ Mawdiatpikn KAwvikn, latpikn ZxoAn, EQviko Kamodbtotplako lMa-
vernotruto Adnvwv, Noookoueio lMNaidwv «Ayia Sopia», Adrnva

2Epeuvntikd lMaveniotnuiako Ivotitouto Yyeiac Mntépac Mawdiov kat latpikric AkptBeiag, ESviké Kamodbi-
otpLako Maventotiuto AGnvwy, Adnva

3Epyaotrpto Mopiakrig levetikng, Kévtpo levetikrc «Kepaloyevetikr», Adnva

Trouatikn kat N'vadonpoowrnikn Xewpoupyikn KAwvikn, latpikn ZxoAn, ESviké Kamodiotpiako lNaveniotriuto
Adnvwv, Noookoueio «ATTIkOV», AGnva

2Konoz:

To akavBoKUTTapLKO KapKivwpa otopatog (AKZ) cuyKATaAEYETOL 0TI CUXVOTEPEG KaKONBELEG, Le oTaBepa
vPnAd mocootd BvnoludtnTag, e€attiog TG EMBETIKOTNTAG TOU Kot TG OYLUNng dtayvwong tng mAswodn-
dlag Twv aoBevwy. TUVETWG UTIAPYXEL AVAYKN TAUTomoinonG PLOSEIKTWY E8LKWV yLa T vOoo, aAAd Kal yla
TO TIPOKAPKIWVIKA oTadla, otav n KAwikn rapéupaocn Bewpeital kabBoplotikn. H épeuva €xel otpadel ota
microRNA mou puBuilouv tn yovidlakn ékppaon kal mBavwe Exouv SLayvwoTikn afla ta pun-puoloAoyLka
enineda Ttoug otov Kapkivo,. Exel mapatnpnBel amoppuBuion >230 microRNA oto AKZ, Sucxepaivovtag tnv
TOUTOTIOLNGCN TWV TIPAYUATLKA AVTLITPOCWITEUTLKWY HOPLWV yLa T vOoo. Me oKomo TOV EVIOTILOUO TwV ohua-
VTLKOTEPWV MicroRNA ota Stadopa otadla TG OTOUATIKNG KOPKIVOYEVEDNG TIPOYLOTOTIOLHCOHE [ in-silico
BlomAnpodopikr peAETn «yedUpwong» Mevetikng kot Emyevetikng (Gintoni et al. 2023).

YAIKO KAl MEOOAOZ:

Xpnotuomnolwvtag BLBAloypadikd Sedopéva dSnuioupyndnkav autooxESLA TTAVEA LE TA GNLOVTLIKOTEPO OYKO-
yovidLa kal oykokaTaoTaATIKA yovidia yla to AKZ, aAAd kat avtiotolya pe ta yovidia mou epdavilouv na-
Boloyikn €kdppaon ota mpwipa otadla, aflomolwvtag to «MovtéAo oTadLaKNG OTOUATLKAG OYKOYEVEDNG OE
xauotep» (Yapijakis et al. 2019). Itn cuvéxela mpayuatonolBnke avaluvon mpoBAePng microRNA/mRNA
otoxevonc. EmAéxBnkav microRNA mou otoxelouv Tautoxpova TNV MAELOVOTNTA TWV yovidiwv KABe maveA
(65-100%), evw onuelwvouyv avtiotpodn ekppacn oto AKZ, amo ekelvn TwV YoVISLWV-«OTOXWV».

AMNOTEAEZMATA:

H avdAuon yla to AKZ avédelée ta miR-34a-5p, miR-155-5p, miR-124-3p kot miR-1-3p, evw oL avaAUoELg TwV
TIPOKAPKLVIKWY KAl apXLKWV oTadiwv oykoyéveong ta miR-34a-5p, miR-124-3p, miR-1-3p, miR-125b-5p, miR-
147a, miR-146a-5p, miR-107, miR-155-5p kat miR-423-3p.

2YMMEPAZMATA:
Ta miR-34a-5p, miR-155-5p, miR-124-3p kat miR-1-3p eival ta edikotepa yla 1o AKZ, evw n anoppubuion
TOUG O€ apxLka otadla sival mbavotata evOELKTIKNA TNG EEEALENG ULaG TTPOKAPKIVIKNC BAABNG o€ KakonBeLa.
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TAYTOXPONH YNAP=H NAOGOIONQN MAPAAAATQN 2TA FTONIAIA LIFR KAl ARMC9 ZE
ANOBAHOENTA EMBPYA META ANO WHOLE EXOME SEQUENCING KAI ZTOXEYMENH
AAANHAOYXHZH SANGER

NikdAaog M. Mapwakng™?, Aavan BeAtpa?, @aidwv-NikoAaog TNAEuNG', NikoAéta ZeAévin’, XpLotaAév-
va ZogpokAéoug', MepwkAng MakpuBavaong', Joanne Traeger-Zuvodivou’

'Epyactripto latpikr¢ Mevetiknc, latpikn SxoAn, ESviko kot Kamobiotplako Mavemiotriuto Adnvawv (EKIA),
Noookoueio Maidbwv «Ayia Sopia», Adnva

2Epeuvntiko Mavemotnuiako lvotitouto MeA€tnc kat Avtiuetwriong Mevetikwv kat Kakondwv Noonudtwy
¢ Matdiknc HAkiacg, EBviko kat Kamodiotplako Mavemniotniuio ABnvwv (EKMA), AGnva

ZKOMOG epyaoiog

MapoucLlAleTal OLKOYEVELA LE 2 TEPUATIONOUC KUNoNG AOyw coBapwVv OKEAETIKWY Slatapaxwv, 6mou Slevep-
yROnke yevetikog EAeyxog ocupmneplhapBavopévou Whole Exome Sequencing-WES kal cToxeuuévou yovidila-
KOU €AEYXOU UE OKOTIO TN SLEUKPLVLOTIKI SLayvwaon Kal TV TTANPECTEPN YEVETLKA CUUBOUAEUTIKN.

YAwka ko péBodot

Zeuyapl (2a EadéAdLa) pe eAeUBOEPO OLKOYEVELOKO LOTOPLKO, AAAA LOTOPLKO SU0 TEPUATIOUWY KUNCEWYV, EU-
Bpuo-1 (17n eBdouada) kat EuPpuo-2 (13n efdoudda) Aoyw okeAeTIKwY dlatapayxwv mapanéudOnkav oto
Epyaotriplo latplkig MeveTikng yla yevetiko €Aeyxo. AntopovwBnke DNA amo Bodia dépuatog amoBAnbE-
VTWV eUPplwv. To éuppuo-1 napouciale apdotepomAcupn Bpdxuvon Unplaiov ootou Kat KVAUNG, EvOoun-
TPl avartuélokn kabuotépnon, Kovto Aalud Kol ehapuooTnKOV KApUOTUTIOG, OTOXEUUEVOG EAeyxog FGFR3
(apvntikd) kot WES. To €uPpuo-2 mapouaciale umepnyxoypadIlkd eupAUOTO aKpaviag Kal coBapwy oKEAETL-
Kwv Slatapaxwv Kat SlepeuvnOnke otoxeupéva e Sanger yla T mapaAAayeg Tou epppuou-1.

AnoteAéopata

210 €uPpuo-1 evtomiotnke ouoluyn nmaboyovog mapaAlayn c.756dup oto yovidio LIFR, oxetilopuevo pe to
OUTOOWHMLKO UTIOAELTIOMEVO ouvdpopo Stuve-Wiedemann/Schwartz-Jampel. EmumAéov, evtoniotnkav Suo
naBoloyikég mapaldayég oe etepoluywtia (popeia), ITGA8:c.2982+2T>C (Renal hypodysplasia/aplasia)
kat ARMC9:c.1515del (Joubert syndrome). Ot yovei¢ ntav ¢opeig yia tig mapaAlayég ota yovidia LIFR kat
ARMCY, evw oto ITGA8 Atav povo n untépa. Xto EUPpuo-2 evtomiotnkav o€ opoluywTtia oL moparAayEg
LIFR:c.756dup kot ARMC9:c.1515del avtictolya.

ZuunepaocpaTo

O oUvBeto¢ yovoTtumog tou guBpuou-2 e Baputepn KAWVIKN €lkOva Tpogku e amod tnv evOeAexn avAaAu-
on WES tou guppuou-1, n onola eival kaBoploTikn¢ onuaciag yia tTnv mAnpen dlepevvnon evog ocLvBeToU
dalwvoTUTIoU KOl TV amapaitnTn YEVETIKN cUUBOUAEUTIKN. Tal YEVETIKA voorpuata cuviBwg oxetilovtal pe
Slatapaxég evog yovidiou, wotdoo Pe TNV aAAnAoUxnon EMOUEVNC YEVLIAG ATMTOKAAUTITOVTOL EUPNUATA OE
€TULMAE0OV yovidla, Ta omola 0€ TMEPUTTWOELG ALUOMLKTIKWY OLKOYEVELWV Ba mpémet va Aapfdavovtat untodn
Kol va SlepeuvwvTaL.
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EOAPMOIH THX MEOOAOAOTNIAL AAAHAOYXHZHZ NEAZ TENIAZ TIA TO AIAXQPI-
2MO TQN FONIAIQN ANO TA WEYAOIONIAIA TOYz: TO NMAPAAEITMA TOY FTONIAIOY
CYP21A2

®DuAaktou Elpnvn’, TnAéung Paidwv-NikoAaog?, Kavakd-Gantenbein Xpiotiva', Zepteddkn ApaAia’
'Epyacotripto Mopiakrc Evéokptvodoyiag, Movada Evdokpivoloyiag, MetaBoAlouou kat Zakyopwdn AtaBn-
™, ENDO-ERN Kévtpo Eumeipoyvwuoouvng Znaviwv Evdokpivoloyikwv Noonuatwv Noookouegiov Maibwv
«H Ayla Zopia», A" Mabtatpikn KAwikn, latpiknc ZxoAnc E.K.I1.A.

2Epyacotripto latpiknc levetiknc, latpikn ZxoAn, EBviko kot Kamobdiotpiako Mavemniotiuio Adnvwv (EKMA),
Noookoueio Maibwv «H Ayia Sopia», Adrva

Zkondg Epyaoiag:

H pueBodoloyia tng aAAnAouxnong véag yeviag Ue short reads (SR-NGS) xpnolpomnoleital eupéwg otn Sla-
YVWON YEVETIKWY Voo UATwyY. Eva amod pelovektipata tng peBodou mapapével 0 avemtuxig SlaxwpLopog
TwV yovidiwv amo ta avtiotolya Peudoyovidla Toug e amoTtEAEoUa TNV avaykaldtnta epapuoyng tng oA-
AnAouxnong katd Sanger yla tn poplakn Slepelivnon autnig g katnyopiag yovidiwv. Mapddelypa amoteAel
To yovidlo CYP21A2 kat to Peudoyovidlo tou CYP21A1P. NaBoyoveg mapaAlayég oto CYP21A2 suBuvovtat
yla tnv Zuyyevn Ynepnlaoia Enmwvedpidiwv Adyw avemdpkelag tng 21-udpouldong. H kUupla pébBodog yla
v Slepelivnon tou CYP21A2 mapapével N aAAnAouxnon Katd Sanger. KOToOG TG mapouoag LEAETNG lval o
oXeOLAOUOG KoL EpapUoyr EVOC ETUKUPWUEVOU TIPWTOKOAAOU SR-NGS oto StayvwoTtikd €deyxo tou CYP21A2.

AoOeveic kaw M£Bobdou:

21 dtopa pe yvwoto yovotumo oto CYP21A2 (uéBodog avadopdc: aAAnAouxnon katd Sanger) urtoPfAn6n-
Kav 0€ €KAEKTIKO TTOAAamAaoLoopo tou CYP21A2 évavtl tou CYP21A1P (Long-Range PCR). Ta mpoidvta PCR
xpnotuornownkav yLa tnv npostolpacia tng BLBALodnkng pe Baon tig odnyieg tou Nextera XT DNA Library
Preparation kit kat urtoBARBnkav oe SR-NGS otnv mAatdpopua MiSeq (llumina). MNa tn BlomAnpodopikn ava-
Auon xpnotuomol)nkav ta poypdupata bwa-memz2, Varscan kot ANNOVAR.

AnoteAéoparta:
H SlayvwoTtikr aglomotia tou SR-NGS rtav 95,2%(20/21). 2e éva deiypa (4,8%) to SR-NGS aviyveuoe pa
Peuvbwg Betikn maboyovo mapaiiayn.

Tuunepaopara:

H epappoyr tou SR-NGS otov €éAeyxo tou CYP21A2 peLwVEL TOV XPOVO avAAuong KAl TO KOOTOG, TapouoLAleL
OHWG eAadpwC UIKPOTEPN SLaYVWOTIKN aflomioTia o€ oxéon He TNV aAAnAouxnon katd Sanger. Amatteital
T(POCEKTIKN avAAUGCN TwV anoteAeodtwy tou SR-NGS kal ebpappoyn tTng aAAnAouxnong Katd Sanger yLa thv
emBeBaiwon Twv eupnUATWV.
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SYMMNEPIDOPIKEZ KAI TNQIIAKEZ AIATAPAXEZ ZE MONTEAA NEYPOINQMATQIHZ
TYNOY 1

Atooviou K., lewpyavta E-M. , Navvouoag N-A., ZkouAakng E.
Ivotitouto Baotkri¢ Biolatpikric Epeuvacg, Epeuvntiko Kévtpo Bloiatpikwv Emiotnuwv "AAééavdpoc QAEutyk"

H Neupoivwpudtwon tomou 1 (NF1) eivat pia KAnpovopLKn YEVETIKA Slatapaxn LE LEYAANO EUPOG CUUMTWHUA-
TWV, CUUMEPAAUBAVOUEVWV VEUPOAOYLKWV KoL SEPUATIKWY OVWUOALWVY Kat Ttpodlabeon g yia veomAacia. H
NF1 pokaAeital amnd peTaAAdgelg oTo yovidlo Tn¢ veupoivwuivng (Nf1), xapaktnpiletal amnod peyain KAWLKA
TIOLKIAOTNTA, EVW HEXPL CAUEPO UTIAPXOUV EAAXLOTEG CUCXETIOELG HETAEL YyOVOTUTIOU Kal patvotumou. Mapo-
Ao 1ou 10 50-80% Ttwv tpooBePAnpEVWY TadLwY TTAPoUoLAleL EAAELUUATIKA LABNGoN, VAN, TIPOCOXN Kl
SlatapaxEG oToV UTIVO, OL UNXAVLIOHOL TTou SLETOUV TG TTOLKIAEG NF1-0XeTI{OUEVEG YVWOLAKES KAl oL UItePLdO-
PLKEC SLaTapaxEC TAPAUEVOUV ASLEUKPIVIOTOL. XPNOLUOTIOLWVTOG TO LOVTEAO TNG VOooU ot Huya Drosophila
melanogaster €xoupe Seifel OTL N anmwAeLa Tou €ALPETIKA cuvtnpnuévou opBoloyou Nfl yovidiou (dNf1)
o6nyetl og pelwpévo péyebog TNG ApocOPLAag Kol o€ EAAELLUATIKY LABNoN KoL Pviun, dtatapaxég otnv Ki-
VNTLKOTNTA KOL TOV UTIVO TIPOCOMOLATOVTAC CUMMTWHOTA TwV acBevwy pe NF1.

ZKOMOG epyaoioag:

H povtelomoinon tng KAWLKAG IoLkAoTnTaG tnG NF1 otn ApocodLAa KoL N CUCKETLON CUYKEKPLUEVWY UETOA-
AAEewV LEe CUYKEKPLUEVOUC palvoTuTiou , Xpnotpomnolwvtog dtadopetikd Nfl petaAAdypata mou pipouvtal
avBpwrmiveg LETOANAEELC.

YAwka kot MéBodou:
KaBlepwpéva mepdpata cupnepldpopag otn Apocoddda o cuvbuacoud pe GapUAKOAOYLKEG, YEVETIKEC Kall
TIPWTEOULKEG TIPOCEYYIOELG, KABWC KaL TEXVIKEC ATIEKOVLONG.

AnoteAéoparta:

Aladopetikeg petaAldatels tou Nfl yovidiou emnpedlouv SLakpltolg KUTTAPLKOUE KOl MOPLOKOUC HNXaVL-
OMOUG TIOU EUTAEKOVTAL OE CUUTEPLPOPLKEG SLATAPAXES TOU LOVTEAOU Kal TOavVWE oUUBAAAOUV ONUAVTLKA
otnv KAk owkihotnta tng NF1 acBévelag.

Tuunepaocparo:
H tautomnoinon yeveTikwy mapayoviwy mou tpornornolouv tou¢ NF1 dawvotumous Ba cuuBAAEL OTNV KATAVO-
non tn¢ NF1 maBoduololoyiag Kal o pLa o eEATOULIKEUUEVN BEPATEUTLKA TIPOCEYYLOoN YLla TouG aoBevelc.
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MEANAETH THZ ENEKTAZHZ GAA 2TO F'ONIAIO FGF14 ZE EAANHNEZ AZOENEIZ ME MNAPE-
FKEDAAIAIKH ATAZIA OWIMHZ ENAP=HZ

Kaptavou X.!, Mntpouctag A.!, Pellerin D.%3, Kovtoyswpyiou Z.', Iruzubieta P.>*5, Dicaire M-J.2, Danzi M.C.¢,
Koviapn X., ABavaoconoulog K., Navag M.", Ztedpavrg A7, Zuchner S.6, Brais B.28, Houlden H.3, Kapadnua I.1*,
Koutong.'™*  *ion ouvelwodopa

" Movada Neupoyevetikrig, A° NeupoAdoyikny KAwvikri, Noookougio «Atywvitelo», latpikry ZxoAn, EQviko kat
Kamodiotpiako Mavermiotruto ABnvwy, 2 Department of Neurology and Neurosurgery, Montreal Neurological
Hospital and Institute, McGill University, Montreal, QC, Canada, * Department of Neuromuscular Diseases,
UCL Queen Square Institute of Neurology London and The National Hospital for Neurology and Neurosurgery,
University College London, London, United Kingdom, * Department of Neurology. Donostia University Hospital.
Biogipuzkoa Health Research Institute. Donostia-San Sebastidn, Spain , * CIBERNED Centro de Investigacion
Biomédica en Red en Enfermedades Neurodegenerativas-Instituto de Salud Carlos Il (CIBER-CIBERNED-ISCIII),
Madrid, Spain, ¢ Dr. John T. Macdonald Foundation Department of Human Genetics and John P. Hussman
Institute for Human Genomics, University of Miami Miller School of Medicine, Miami, FL, USA, ? A" NeupoAo-
yikn KAwikny, Noookoueio «Awywntelo», latpikn ZyxoAn, ESviko kot Kamodiotpiako Mavemniotiuio ASnvwy, 2
Department of Human Genetics, McGill University, Montreal, QC, Canada

2KOMOZ EPTAZIAZ

H napeykepoaAdikn atasia oPung évapéng ival pla opdda veupoekPpUALOTIKWY SLaTapayxwy LE ETEPOYEVNA
YEVETIKN Baon. Zta téAn tou 2022, n enéktacn GAA oto yovidlo FGF14 tautomoleital wg ouxvr attia Twv
niapeykebaAdikwy ataflwv oPung évapéng kat anodibetal oe €vav véo tumo atagiag tn SCA27B. Ta KAWLIKA
XO0paKTNPLoTIkA TG SCA27B mepdapBavouv poodeutikn mapeykedpaAldikn ataio, mpwipa eMelcodIkA ou-
UITTWHOTA, KABETO TIPOG T KATW VUOTAYMO Kot LAAn/iAALy0. ZKOTO TNG apoVoag LEAETNG QTIOTEAECE I YEVE-
TIKN TauTtomoinon kat peAétn tng SCA27B os EAAnveG aoBeveic pe mapeykepaAdikn atasia oPung Evapénc.

YAIKA KAl MEOOAOI

To UALKO TG ueA€tng amotélecav 160 acBeveic pe mpoodeutikn mapeykedaAldikn ataia kal Evapén Twv ou-
UMTWHATWVY HETA TNV NALKia Twv 30. OAoL ol acBeveic ntav apvntikot yla SCA1L, 2, 3, 6, 7, KaL KOTA mepintwon
yta FXTAS kat CANVAS. H peBodoloyia mou xpnotipomnolnOnke nepleAappave alvodbwth avtibpaon moAu ue-
paong (PCR, RP-PCR) kal avaAuon Twv MPoiovIwV TOCO0 0& MNKTWUA ayopolng 000 KAl O€ YEVETLIKO aVaAUTH.

AMOTEAEZMATA

TavutomoBnkav 19 acBeveig deikteg (12%) oL omoiol edpepav tnv eméktaon GAA tou yovidiou FGF14. H nAt-
Kla évapéng twv aocBevwy pe atafioa SCA27B ntav 60,5+12,3 £tn (eVpog: 34-80 £tn). Amo toug 19 BeTikolg
acBeveig oL 7 epdaviZav mpwipa eneLCOSLKA cupmtwpata (37%), oL 6 KABETO MPoG Ta KATW VUoTaypo (32%)
Ko oL 5 ZaAn/iAyyo (26%). EEL mepuMTWOELG £lx0V BETIKO OLKOYEVELOKO LOTOPLKO (32%).

ZYZHTHIH/IYMNEPAIMATA

Ao ta anoteAéopata TnG LEAETNG daivetat 6TL N SCA27B amoteAel cuXVA YEVETIKN altia Twv apeykedaAt-
Skwv ataflwv oPLung évapéng otov eAANVIKO TANBUGCUO. Ta GUVOALKA EUPHUOTO TNG LEAETNC OVAUEVETAL VA
oUUBAAAoULY oTnV €ykalpn SlAyvwon auTwy TwV AcBEVWY KoL 0TNV TTAPOXH €YKUPNG YEVETLKAG OUUBOUANC.



O

MANEAAHNIO ZYNEAPIO

ME TIZ NEEZ TEXNOAOTIEZ THZ FTENQMIKHZ:
E=EAIZEIZ KAl MPOBAHMATIZMOI”

Crowne Plaza Athens

EA-06
AMNOKPYNTOTPAMQNTAZ TH TENETIKH ZMANIQN NOZHMATQN ME TH XPHZH TE-
XNOAOIQN NGS

OvoudpLadng A.
Epyaotrpto latpikri¢c BlioAoyiac kot levetiknc, Tunua latpikrg, AptototéAeio Mavemiotruto Osooalovikng

ZKOmOG TG Epyaociag:

H epyaoia autn efetalel tnv epapuoyn Twv texvoloylwv alAnAouxiong emopevng yevidg (NGS) oe ouv-
Suaouo pe Sladopeg oTPATNYIKEG EVTOTILOMOU YOVISLWV PE OKOTIO TNV TAUTOMOINON VEWV UETAANGEEWY OE
OTIAVLA VOO Lot

YAwa kat M£Oodot:

Edapudobnkav texvoloyieg NGS (aAAnAoUxion e€oviwpatog, aAAnAoUxLon YOVISLWUATOG, YOVISLaKA TTAVEA)
o€ nepimou 500 dtopa MOV MACYOUV o oTavia Vvooruata. H avaAuon MKEVTPWONKE OE N CUVWVUEG
napaAlayég, evBEoelg 1 eAAeleLg kal o mapalAayEg o TEPLOXEC ouppadnG eEOVIWV LE oUXVOTNTA ULKPO-
TEPN TOU 1% OTOV YyeVIKO MANBUGOUO, Tou RTaV cUUPWVEC LUE TOV TPOTIO KANPOVOULKOTNTOG TOU KABE voon)-
HaTOG.

AnoteAéoparta:

Me tn xpnion texvoloywwv NGS, tautonol)Onkav vEeg LETAANAEELG KL OE OPLOUEVEG TIEPUTTWOELG VEQ YOVi-
Sla mou mpokadoUV omdvia voorpata. EmutAéov, ol texvoloyieg NGS enétpeav kat Tnv avaluon KAWLIKA
TIEPUTAOKWV TIEPUTTWOEWY OTLG OTIOLEC €lval TIBavo va hEPOuV MEPLOCOTEPEG QMO Uia KANPOVOUOULEVEG
SlatapoayeEg.

ZupnepacpaTa:
AuTA Ta yeveTikd dedopéva BeAtiwvouy Tn SLayvwoTikh akpiBela Kot Tn YEVETIKA CUUBOUAEUTIKN, KABLOTW-
VTOG SuVATA TOV TPOYEVVNTLKO EAEYXO KL TIG OTOXEUMEVEG Bepareiec.
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MANEAAHNIO ZYNEAPIO
“AIEPEYNHZH F'ENETIKQN NOZHMATQN TOY ANOPQIIOY -
ME TIZ NEEZ TEXNOAOTIEZ THZ FTENQMIKHZ:
E=EAIZEIZ KAl MPOBAHMATIZMOI” i

Crowne Plaza Athens

EP-01
ZYXNOTHTA EM®ANIZHZ CNVs ME KAINIKH ZHMAZIA ZE NPOTENNHTIKO KAl META-
FTENNHTIKO EMINEAO

BAttag i.!, Mniiouna M. ', MaAapakn X. 2, Bacltayswpyn A. 3, Yoavtn X. 3, Aouvilou E. 3
'MicroGenome, 161wtiké Atayvwaotiko Epyactrpto, 25n¢ Maptiou 55, 56429, Oscoalovikn
2Genotypos Science Labs M.S.A., IAloiwv 3-5, 11528, Adriva

3Bioiatpikn, Tunua Moptaknc¢ BioAoyiac & levetiknic, Aewe. Kneiolac 132, 11526, AGnva

ZKOTOG
ZKOTIOG TNG Ttapoloag epyaciag eival n Stepelvnon g ouxvotntag epudaviong CNVs pe KAWLk onuooia
(maBoAoyikad, mBavwe maboAoyikd, VOUS) og mpoyevvnTIKO Kol LETAYEVVNTLKO eTtinedo.

YAwka ko péBodog

Array-CGH nmpayuatomnotifnke og 1361 delypata mpoyevvnTikou Kal LETAayevvNTIKOU eAEyxou (1002 kat 359,
avtiotoya), pe tn xprion tng mlatdoppag Affymetrix CytoScan 750K array. Ta amoteAéopata avaAuOnkav
HE TO AoyLopLKO tpoypappa ChAS ver3.1 Affymetrix cUpdwva pe to Human Genome Assembly hg19. H aflo-
AGynon Twv EupNUATWY Tpaypatonolionke cupudpwva e tig Siebveic Baoelg Sedopévwv DECIPHER, OMIM,
DGV kat tn &tebvn BLBAoypadia.

AnoteAéopata

Ze 76 amnd ta 1002 (7,58%) deiypoata mpoyevvntikol €AEyXoU (apviakd uypo, Xoplakég AAXVES, Tpoiovta
amoPoAng) evioniotnKav eupnuata e KAWIKA onpacia rj/kot VOUS. To avtiotowo mooooto ota Seiypata
HETaYEVVNTIKOU eA€yxou NTav 21,17% (76/359). Z1o cUvolo Twv maboAoyikwy eupnudtwy (164), ta 84 ado-
povucoav Suthactlacpd kat to 80 EAAELUMA, HE HEYAAO TTOCOOTO TWV EUPNUATWY VA EVTOTI(ETAL OTO XPWUO-
owpa 15 (40,13%).

ZuunepaocpaTo

ZUVOALKQ, oL Suthactacpol katl ta eAAelppata epdaviouy tnv (dla katavoun HETAL Twv TaboAoyKwy eupn-
HATWV, TTAPOTL T EAAEippaTA €lval TiLo ouxva ocuvdedepéva pe maboAoyko KAWLIKO dalvoTtuTo. To TocooTo
TWV EVPNUATWY Ayvwotng KAWLIKAG onpaciog (0,80% kat 1,67% o€ POYEVVNTLKO KoL LETAYEVVNTIKO eMtinedo,
avtioTola) €lval ONUOVTLKA LELWILEVO OE OXEDN TIPOYEVEDTEPEG UEAETEG (5-10%), yeyovog ou SLkaloAoyei-
TOL Ao ToV KAAUTEPO XapaKkTNPLopo Twv CNVs, aAAd kal tn B€omion dteBvwv odnywwv yla tnv afloAdynon
TwV gupnuatwy. H dtayvwotiki aia Tou poplakou KopuoTUToU oTh Ttapoloa PeAETn ¢tdavel to 21,17%
HETAYEVVNTIKA, TTOOOOTO TIOU CUUPWVEL Le avtioTol eg PEAETEG, KATASEIKVUOVTOG TNV UTIEPOXH TG HeBo-
b6oloyiag og oxéon pe TOV KAAOLKO KApUOTUTIO aAAQ UTIOYpaUUilovTag Kol TOUG EPLOPLOOUE TNG TOOO OE
TIPOYEVVNTLKO OO0 KAl OE PETAYEVVNTIKO emimedo.
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MANEAAHNIO ZYNEAPIO , 7.
“AIEPEYNHZH FrENETIKQN NOZHMATQN TOY ANOPQrIIOY -
ME TIZ NEEZ TEXNOAOTIEZ THZ FTENQMIKHZ: .
E=EAIZEIZ KAl MPOBAHMATIZMOI”

Crowne Plaza Athens

EP-02
MOPIAKH MONTEAONMOIHZH KAI ZYZXETIZH TONOTYMNOY-MOAINOTYNOY 2E AZOENH
ME EZQAEPMIKH AYZNAAZIA ME ATKYAOBAEDAPO

AoUka A.1*3, Tkoutlavng A.%, BAaxakng A.5, Xpouoog I. 2, Narut{akng X.1>3

"Movadba Ztouatonpoowrtiknic levetikng, A’ Mawdiatpikn KAwvikn, latpikn ZxoAn, EQviko Kamodbiotpiako lMa-
vernotruto Adnvwv, Noookoueio lMNaibwv «Ayia Sopia», Adrnva

2EpeuvnTiko Mavemotnuiako Ivotitouto Yyeioge Mntépac Maitdiou kat latpiknc AkptBeiacg, EBviko Kamobt-
otpLako Mavemniotiuto ASnvwy, Adnva

3Epyaotrpto Mopiakrig levetikng, Kévtpo levetikrc «Kepadoyevetikr», Adnva

KAwvikn Ztouartiknc ko 'vadonpoowrnikrc Xelpoupytkrg, Odovtiatpikn ZxoAn, EQviko Karodiotpiako lNave-
motnuto Adnvwy, Adrva

SEpyacotrpto levetiknc, Tunua Bioteyvodoyiac, ZxoAn E@apuocugvnc BloAoyliac kat Blotexvoloyiac, MEwito-
VIkO lMavemniotiuto ASnvwy, Adnva

2KOMOZ EPTAZIAZ

H e€wdepuikn duomlaoia pe aykuloBAEdpapo kal oxlotia xeiloug/unepwag (AEC, OMIM 106260) ivat éva
OTIAVLO LUTOCWHOTLKO ETIKPATNTIKO cUVOPOLO, TToU TpoKaAE(TaL amod petaAlayég oto yovidio TP63 (3g28).
MNapouotaletal pia nepintwon aoBevoug pue AEC, otnv omola €yLve KAWVIKI KL LOPLOKI) YEVETIKA UEAETN.

YAIKA KAl MEOOAOZ

Kopitol 4 etwv epdavioe EnpodBaApuia, apatr tpixoduia, vPnAn unepwa (xwpig oxlotia), oAyodovria, ate-
An ovuyomAaoia, EKTETAUEVESG SLaBpwoeLg Tou SEPUATOC KUPLWG TOU TPLXWTOU TG KEDAARG KL TOU KOPLOU,
kaBw¢ kat urtoidpwoia. H An olkoyevelakoU LOTOPLKOU TPLWV YeVEWV Sev amokAAU e avTioTola mepLota-
KA e€wdeputkng SuomAaciag. Metd amo YeveTIKr) oUUBOUAEUTLKA Kal Eyypadn cuvaiveon, TpayLATOTOL-
Bnke anopovwon yevwuikou DNA amoé Seiypata oAtkoU aipatog tng acBevolg Kal TnG uylolE KNTEPAC TNG.
2Tn ouvéxela, SlevepynBnke peAétn aAAnAouxnong oAwv twv e€oviwv (Whole Exome Sequencing, WES) tng
aoBevoug. To mBavo maboAoyikd eupnua dtepeuvnBnke pe aAAnAouxnon Katd Sanger otnv acBevn KoL oTn
UNTEPQA tTNG. EMUmA£ov, €yLlVE CUOXETIOUOG YOVOTUTIOU-GOLVOTUTIOU LECW HOPLAKAG LoVTEAOTIOINONG.

AMOTEAEZMATA

H peAétn WES avébdelée otnv acbevn pia etepoluyn naboyovo onuetakn petallayn oto €6vio 14 Tou yovl-
6lou TP63: ¢.1799G>T (p.Gly600Val). H aAAnAouxnon katd Sanger emiBefaiwoe to epnua Kal €8eL€e OTL N
untépa tng dev dépel Tnv Lo mapaAiayn oto yovidio TP63. H poplakn povtelonoinon oto eninedo npw-
TEWIKNC Soung €6eL€e OTL N eLocaywyn Tou 1o oyKwdoug apvoéog BaAivng otn B€on Tng YAUKivng TipoKaAel
HLOL ONUOVTLKI TpLodlaotatn mapapopdwaon authg TG MPWTEIVLKAG TTEPLOXN G, ATIOUAKPUVOVTOG TN YELTOVLKA
avtutapdAAnAo a-€Aka, emnpealovtag £ToL ToV KAWVIKO datvotuTo.

2YMMNEPAZMATA

Ektipdral otL n acBevig dépet to ouvdpopo AEC Adoyw piag de novo auTOCWHATIKAG EMIKPATOUOOG UETOA-
Aayng oto yovidlo TP63, ou emnpedlel tn Aettoupytkr) Sopr tng mpwrteivng p63.
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MANEAAHNIO ZYNEAPIO
“AIEPEYNHZH F'ENETIKQN NOZHMATQN TOY ANOPQIIOY -
ME TIZ NEEZ TEXNOAOTIEZ THZ FTENQMIKHZ:
E=EAIZEIZ KAl MPOBAHMATIZMOI” :

Crowne Plaza Athens

EP-03
AIEPEYNHZH ZMNANIQN FENETIKQN NOZHMATQN ME AAAHAOYXIZH OAOY TOY TONI-
AIQMATOZ (WHOLE GENOME SEQUENCING, WGS)

Mntpakog A2, Koopd K. 7, Kékou K. !, Mapwvakng N. 2, 2Biyyou M. *, BeAtpa A.%2, TnAéung ®.N.", Lee H.3,
Song Y.3, ZopokAéoug X. !, MakpuBavaong . ', Traeger-Zuvodwvou I.P. *, T{étn M."

'Epyacothipto latpikrc Fevetiknc, latpikn ZyoAn, ESviko kot Kamodiotpiako lMavemniotriuto Adnvwv, Noooko-
ueio Maidwv «H Ayia Sopia», ASHva

2 Epeuvntiko Mavemniotnuiako lvotitouto MeAétnc kat Avtiuetwriong Mevetikwv kat KakonSwv Noonudtwy
¢ Mawdiknc HAklacg, EBviko kat Kamodtotplako Mavemniotriuio Adnvwy, AGnva

3 3billion Inc., Seoul, South Korea

ZKOMOG epyaoiog

Ol ontavieg maBnoelg emnppedlouv 3-4% Twv MALSLWV MAYKOOUIWG, HE TiEpLocoTePO aro 80% autwv va Be-
wpeltal oTL €XEL YEVETIKN attlohoyia. Me tnv avamtuén pebodwv avaluong 6Aou tou yovidltwpatog (aCGH,
WES) n dtayvwotikn anddoon €xel au€nbel ekBETIKA OUWC €va PLEYAAO TTOCOOTO TWV A0BEVWY TTAPAUEVEL
oakopa xwpic dtayvwon. To WGS duvntikd pmopel va auvénoel To mocooto Sldyvwong PECw ToUTomolnong
LVTPOVIKWV TIAPaAAQY WV, VOUKAEOTIOLKWY EMEKTACEWYV, SOULKWY TTAPAAAQYWV KOl TTAPAAAAywWVY ULToXovopL-
OKOU YOVLISLWUATOG. ZKOTIOC TNG HEAETNC NTav N afloAdynon tou WGS oe aoBevelg e omavia yEVETIKA VOO -
HOTO LE OLPVNTLKO TIPONYOUEVO YEVETIKO EAEYXO.

YAwka kot MéBodou

MeAetnBnkav delypata nepidepikol atlpatog anod 16 aobevelg pe omavia YEVETIKA VOOHLOTA KAl TOUG yo-
VELG Toug (trio analysis). Mpayuatonow)Bnke aAAnAouxion 6Aou tou yovidlwpatog o€ cuotnua lllumina
NovaSeq 6000 e to kit TruSeq DNA PCR-Free ota gpyactrpla tng etatpiag 3billion. AkoAouBnoe afloAdynon
TWV TIOLOTLKWV TIAPAPETPWY, oTolXLon Ue To yovidiwpa avadopdc (GRCh38), tautonoinon, Atpdplopa Kot
XOPAKTNPLOUOG TwV TtapaAAaywy He xprion Bacewv Sedopévwy, in silico epyaleiwv kat tng BLBAloypadiag.

AnoteAéopata

AlayvwoTiké anotéleopa mpogkue o€ 3/16 aoBeveic (18.75%). ZuykekpLéva, avixveuBnkav oL eTepOlUYES
e€wVIKEG mapaAlayEg: €.12694C>T oto yovidio KMT2D (Kabuki syndrome 1), c.436_458del oto yovidio H1-4
(Rahman syndrome) kat c.5614A>G oto yovidio CREBBP (Menke-Hennekam syndrome). Ze 5 akoun delypata
(31.25%) tautomoliBnkav etepoluyeg TaBOYOVEG EEWVLKEG TIUPAANAYEG E QLUTOCWLLKO UTIOAELTIOUEVO X
paktpa KAnpovounong, Sivovtag pun KATtoAnKTLKO ATOTEAECUAL.

ZuunepacpaTo

Emti tou mapovtog to WGS bev mpoodépel 0deAog Evavtl tou WES otnv mAelondia twv mepmtwoswv Adyw
ENeWP NG SeS0UEVWY yLa TNV KAWVLKE onpooia mapaAlaywy o€ pn KwSIKOTIOLOUCEC TIEPLOXEC TOU YOVISLWUA-
TOG, TNG AvAyKn¢ trio avaAuong, Tou uPNAGTEPOU KOOTOUG KAl TNG XAUNAOTEPNG HEoNG KAAUYNG.
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Crowne Plaza Athens

EP-04
MEAETH XPQMOZQMIKQN AAAATQN SE ANAPES ME AMOTYXIA AMOKTHZHZ AMO-
FONQN

TowéAa X.', Arapavionovdov M.', Zaxakn I.', KaAoporpakn M.!, Navtehd A.', Mapyapitn M.L.", Nako-
nouAog MN.7, KouBidn E.2, MavwAd KN."

'Epyacotripto Yyelopuotknc, PadtoBlodoyiac kat Kuttapoyevetikric, EKEQE «Anuokpttoc», AGnva

Tunua Kuttapoyevetiknc, latptko AtayvwoTtiko Kévipo « Qatvotumog

ZKOMOG:
H avadelén xpwUHooOWUKWY aANaywv o€ AVOPEG PE AMOTUXLO amoKTNOoNG amoyovwy Aoyw TpofAnudTwy
ovanapaywyngc.

YAwa kot MéBodou:

YAKO TG HEAETNG amotéAeoe Selypa mepidepikol aipatog 50 avépwv pe mpofAnUaTa avamapoywyng. 2
KaBe e€etaldpevo mpaypatonotnke: a) KapuoTuTiky avaiuon 25 petaddoewy nou enektddnke o 100
petadaoelg uroia pwoaikiopou B) poplakn kuttapoyevetiki avaiuon (FISH) pe tov tyvnBétn SHOX probe
(Cytocell,OGT) mou avixVeUEL TO KEVIPOUEPLSLO TOU X KO TIG XPWUOOWLKEG TIEPLOXEC Xp22.33, Yp11.32 Kkat
Yq12 og 150 pecodaaoikoug nmuprveg/acBevn.

AnoteAéopata:

O kapuotumog ATav pucloloyikog os 49/50 (98%) avdpeg, evw 1/50 (2%) napouciace o.Klinefelter (47,XXY).
Xpwpoowpikol moAupopdLlopol (ETEpOXPWHATIVIKY TIEPLOXA TOUAAXLOTOV SUTAAGCLOU UAKOUG Ao TOU OUOo-
Aoyou) 1/9/16qh+, 13/14/15pss, 21/22pss evtomniotnkav o 25/50 (50%) avdpeg, e ouxvotepo tov 13pss
(20%). MoA\artAoug oAU popdLopOUG (22) eixav 12/50 (24%). H cuxvotnta moAupopdlog TG ETEPOXPWHLA-
TWIKNAG TIEPLOXNG TOU XpwHoowpatog Y (Ygh+>xpl8 kat Ygh-<xp21) Atav 20%, pe uPnAdTEPO TOCOOTO OTNV
katnyopla twv kaB’€§v amofoAwv (23.1%). H FISH emiBeBaiwoe to emumAéov xpwudowpa X tou o.Klinefelter
evw avedeLte xapnAol Babuol pwoaikiopo XXY oe 3 emumAéov avdpeg (6%). O urtdAounol avdpeg (46/50)
napouvciacav ¢ucloAoylkd MpOTuTio UPBPLOLOMOU yla TO KEVTPOUEPISLO Tou X Kal TG TEPLOXEG Xp22.33,
Yp11.32 ko Yq12.

Tuunepaopara:

H uPnAn cuxvotnta moAupopdLopwy onweg ta uPnAd ntocootd Ygh+/Ygh- otnv katnyopla twv kab’€€wv armo-
BoAwv pmopouv va ennpedlouv TV cLIEVEN KAl TO SLAXWPLOUO TWV XPWHOCWHATWY KATA TN Uitwon Kal va
08NyNoouV 0 XPWHOOWHLKN avwHaAia Tou epufpuou pe amotédeopa maAlivépoun kunon/auvtopatn amno-
BoAn. To pucLloAoyLko TPOTUTIO UPBPLSLCHOU YA TIG XPWHOCWMLKEG TIEPLOXEC Xp22.33, Ypl11.32, Y12 mpémel
va erPeBoalwbel kot o peTaPAOELS YLA TOV ATIOKAELOUO LOOTUYLIOUEVWY XPWHUOCWULKWY AAAOLWOEWVY OTIWG
HETAOE0ELC KOL avaoTpOodEC.
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Crowne Plaza Athens

EP-05
2YNAPOMO EAAEIMMATOZ 10922.3-g23.2: AYZKOAIEZ 2TH 2Y2ZXETIZH TONOTY-
NOY-QAINOTYMNOY ZE MPOTENNHTIKO ENINEAO

NaAawoAdyou A.™*, Mntpakog A. 2*, Aalapog A.", Nanaxpiotodn X.!, MNavrou A., T{étn M.2, Malpou A.’,
Kavapakng E.!

'Genesis Genoma Lab, levetikn Atayvwon, KAwikn levetikn & Epeuva, ASnva

2Epyacotrpto latpiknc Mevetikrg, EKIMA

* loOTIUN OUVELOQOPA TWV CUYYPUPEWY 0TI UEAETN

To ouvdpopo eAAeippatog 10g22.3-g23.2 (OMIM #612242) amoteAel pia omavia XpwUHoowukn dlatapoyn
TIOU OXETLIETAL E TIOIKIAEG VEUPOOVATITUELOKEG SLATAPAXEG, ATILA WG BapLld vonTikh voTtépnaon, Sucuopdikd
XOPAKTNPLOTIKA, KapSLaKES avwHaAieg, patBoinmomnodia k.a. Meplypddetal olLkoyEVELD e GALVOTUTILKA UYLA
atopa mou dpEpouv to EAAElpa 10922.3-g23.2 KoL TpEXouca KUNnon Ue EuBpuo dopéa tou eAAEippOTOC KoL
ouvadn urnepnxoypadlkd eupruata.

Kuodopouoa oe 8idupun kinon mapanéudOnke yla yeVETIKO EAeyxo AOyw UTEPNXOYPADIKWY EUPNUATWY
patBoinnonodiag kat avénuévng auxevikng dtadavelag oto va EUPpuo. Ao TO OLKOYEVELOKO LOTOPLKO TIPO-
€kue OTL N olkoyévela €xel aAAa dUo uyw) didupa maldld 9 etwv kat n adeAdn tou matépa €xeL coPfapn
avarttuélakn voTtépnon pe papuakoavBektiki erttAndia kot patBoinmomnodia. NpaypotonolBnke LopLakog
kapuotumog kot Whole Exome Sequencing otnv tacxouvoa adeAdn Kal LOpLOKOG KAPUOTUTIOC 0€ OAQ Tl UTIO-
Aouta LEAN TNG OLKOYEVELOG KAL OTO QUVLAKO LYPO TWV EUPPLUWV.

Zta Vo €uPpua, otnv MACYoUCA, 0TOV GALVOTUTILKA UYL TTATEPA Kal o€ €va amnod ta Suo vyl modld avi-
XveLBnke ENAelupa pey€EBoug 7.3Mb, To omoio eivat umevBuvo yia to cuvEpopo eAAeippatog 10g22.3-g23.2.
ITnVv mAcoxouoa eVIonioTnke eniong n mbavwg maboloykn mapaiiayn ¢.697G>T (p.Asp233Tyr) oto yovidlo
PCDH19, to omoio oxetiletal pe emmAnmrikn eykedalonabela kot mapouotdlel uAocUVEETN KANPOVOLLLKO-
NTa Tou ennpedlel pévo ta BnAea atopa. H mapailayn autr ev evtoniotnke otov adeAdo tng.

Zupudwva pe ™ BBAloypadia to cuvdpopo eAAeippatog 10922.3-g23.2 napouotalel mARpn SLelcSuTIKOTN-
Ta HE TolKIAopopdia otnv ékdpaon, evw dev €xouv avadepBel vy atopa-popeic. H mapouvcia tou supn-
HOTOG O€ UYL ATOUO OTNV OLKOYEVELA OAAQ KOl O€ EUPpUO UE uTtEpnXoypadLKA euprpata KaBLotd SUoKOAN
TN YEVETIKA CUUBOUAEUTIKN Kal tn Staxeiplon tng kKUNong.
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Crowne Plaza Athens

EP-06
2YNOETEZ XPQMOzZQMIKEZ ANQMAAIEZ ZE ANOBAAANOMENA EMBPYA

Toapouxd', E. KouBidn', X. Katoidn', A. Aalapog’, K. Zdakiavoudng?, A. Mavrou’, K. MNavrog?,
N. MakpuBavaong?, E. KavaBakng', A. Mavpou’

'Genesis Genoma Lab, levetikn Stayvwon, KAwvikn Fevetikn kat Epevva, AGnva

2KAwvikn «léveatg Adnvwvy, ABnva

3EQVIKO Kt kKamodLoTpLako Mavemniothiuio Abnvwv

Elcaywyn:
ZUVOETEG XPWHOOWULKEG AVWHAALEG avixveLovTaL O€ TTOGO0OTO 5-7,7% Twv amoBAnOeviwv euPplwv pe na-
B0oAoyLKO KaPUOTUTIO.

ZKOMOG:
Alepelivnon NG ocuxvoTNTAC TWV CUVOETWVY XPWHOCWUIKWY avwuaAlwy os amofAnBévta EuBpua mpwTtou
TPLUAVOU KUNONG.

YAw6/M£0oboc:

MpayuatonoliOnke KAAOOLKN KUTTAPOYEVETIKA avaAuon o€ 554 Seiypata amoBAnBéviwy epBplwv. H péon
NALKIA TV EYKOWV HE EUBpUA HE OTAEG XPWHOOWULKES aVWHOALEG ATav 39,1 £Tn, EVW TWV EYKUWV UE EY-
Bpua pe oUVOETEC XPWUOOWULKEG avwaAieg Atav 40,6 £tn, pe péon nAkia kunong 9 efdouadeg kal 8 eBdo-
HASEG, avtioTolya. ZTIG MEPUTTWOELG UE KAPUOTUTIO 46,XX payHaTomolnOnke EAeyX0G UNTPLKAG TTPOCULENG
yla va arnocadnvioBbel edv Ta KUTTApa ATOV UNTPLKNAC 1 EUBPUTKAG poéAeuong. Kapudtumog neptdepikov
atlpatog yovéwv INTABNKE OTLC IEPUTTWOELG AVIXVEUONE SOULKWV XPWUOCWULKWY avwHaAlwyv. H meptypadn
TOU KapuoTUTiou €yve Ue Baon to ISCN 2016 kot ISCN 2020.

AnoteAéoparta:

H kuttapoyevetikn avaluon ntav emttuxng o€ 392 delypata mou peAetnOnkav (mocootod emnttuyiag 70,76%).
65% eixav xpwHoowuLKR avwuaAio kot 35% eixav ¢ucloAoylkd KapuOTUTIOG. ATIAEG XPWLOCWLLKEG OVWHLAL-
Aleg aviyvevutnkav o€ 91,2% kot meplAapfavav tnv tplowpia (69,40%), 45,X (20%), Tnv tputhosldia (4,30%),
Vv tetpamnioeldia (3,50%), Ti¢ SoukéG avwpaAies (2,80%) kot ToV LWOAIKLOUO (2,40%). ZUVOETEG XpwHO-
OWMLKEG avwHaAieg aviyveutnkav o€ 9,80% kal adopovoav Tnv SUTAN kat TPUTAR aveurThoeldia (72%), Tov
HWoalklopd SutAwv avwpoAlwy (20%), tnv moAurhoeldia o cuvduaouo Ue Tplowpia (4%), kot tnv SopLKA
avwpaAio oe ouvduaouo pe tplowpia (4%). Ou yuvaikeg 35-39 kat 46-54 etwv gpudavicav to LeYaAlTEPO
TIOOOOTO AMAWY KoL CUVOETWV XPWHUOCWULKWY OVWUOALWV.

Zuunépacpa:

AltamiotwOnke OtL T EUPPUA PE CUVOETEC XPWHOOWILKEG AVWUOALEG TTpOEPXOVTaL A0 HEYAAUTEPNG NALKLOG
yuvaikeg kot arnofaiAlovtal katd LEco 6po ula eBdoudada vwpitepa, oe oxéon Ue Ta EUPpua e amAEG Xpw-
HOOWULKESG AVWUOALEG.
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MANEAAHNIO ZYNEAPIO
“AIEPEYNHZH F'ENETIKQN NOZHMATQN TOY ANOPQIIOY -
ME TIZ NEEZ TEXNOAOTIEZ THZ FTENQMIKHZ:
E=EAIZEIZ KAl MPOBAHMATIZMOI” i

Crowne Plaza Athens

EP-07
MEAETH ZNANIQN FrENETIKQN GAINOMENQN NMOY NEPINAEKOYN TH ZA®H FENETI-
KH AIATNQZH TOY 2YNAPOMOY LI-FRAUMENI

AeAAatoAa B.", AmootoAov M.', Traeger-Zuvodivo 1.P.2, T{€tn M.2, KwvotavtornouAou E.', Navvoukdkog A.’,
Pdwothpa P.’

'Epyacotripto Moptiakrc levetikrc tou AvBpwrou, INMPETEA, EKEDE «Anudkpitoc», Adriva, EAAabda
2Epyaotriplo latpiknc Mevetikng, EKMA, Noookouegio lMaibwv «H Ayia Zopia», Adrva, EAAada

EIZATQrH:

To kKAnpovoulkd cuvdpopo Li-Fraumeni mpodlaBétel yia tnv epdavion moAAamAwyv popdwv KakonBewwv Ue
OUXVOTEPN OTLC Yuvalikeg, TNV kakonBela Tou paotou. Odeiletal oe maboyoveg mapaliayEg tou yovidiou
TP53, ue éva mooootd acBevwyv va efnyeital and eavopeva pwoaikiopol. Qotdoo, 08 KATIOLEG TIEPLUTTW-
oelg elval mBavo va aviyvevovtal apaAAayEg Tou yovidiou TP53 oto aipa Twv atopwyv Adyw EMIKTNTWY
dawopévwy (T.x. KAwVLKN alpormoinon).

2Konoz:
H Stdkplon twv yapetikwy nopallaywv tou yovidiou TP53 mou npodlabétouv oto cuvdpopo Li-Fraumeni
KOl TWV ETUKTNTWV davouévwy ou SLEmouv to yovidlo TP53.

YAIKA KAl MEOOAOI:

MeAetBnkav tpelg acBeveig (A) pe Sldyvwon kapkivou tou pootou ota 28 (A3293), 40 (A3620) kal 67
(A4475) €tn, otig omoleg ixav avtiotoiywg avixveubel ol maboyodveg maparAayeg c.658T>C, ¢.527G>A kal
¢.857A>C tou yovidiou TP53. OLavwTtépw MePUTTWOELS SlepeuviOnKav MepALTEPW AOYwW amouaiag LoTopLkou
oupPatoul pe to ocuvdpopo Li-Fraumeni  untoiag pwoaikiopol. ArntopovwBnke DNA ano Selypa nepidept-
KoU aipotog (pecddepua), oléAou (Lecddepua) kat BUAaka Tpixag (e€wdepua), To omoio avaAlBnke oToxeL-
HEVA VLA TIG CUYKEKPLUEVEC TTapOAAYES, LEOW aAAnAoUxnong Katd Sanger.

AMNOTEAEZMATA:

OwmapaAlayég ¢.658T>C kal ¢.527G>A nou eixav avixveuBel pe ouxvotnta aAAnAoudpdou ~25% otig acBOe-
veilg A3293 kat A3620, ftav napouoeg o€ SU0 PAACTIKEG oTIRASEC (LecObepua Kal eEwdepua), YeEyovOog TTou
KaTadeLKVUEL TNV UTtAPEN LWOAIKLOPOU Kal eMIBEBALWVEL TN YEVETIKN SLdyvwaon Tou cuvdpopou Li-Fraumeni.
AvtiBeta, n c.857A>C amouciale amno tov BUAaka Tpixag Kat mBava anoteAel mpoidv KAWVIKNAG aLlonoinong
Kol OXL KAnpovopoUevn mopaAiayn.

2YMMEPAZMATA:

Ot mapaAAayég Tou yovidiou TP53 eival amoppola MOAAATTAWY YEVETIKWY PalVOopEVWY, T omola eival on-
HOVTLKO VO TAUTOTOLOUVTAL WOTE va Slakpivovtal Ta dtopa eKelva mou €xouv auénuévn nmpodldbeon oto
mAaiolo tou ouvépouou Li-Fraumeni.
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Crowne Plaza Athens

EP-08
H XAPTOTPAM®HZH TQN TONIAIAKQN NAPAAAATQN XE 7.587 EZEETAZOMENOYZ ME
NAPANOMIMH NA KAHPONOMIKO KAPKINO

AyLavvitorntouAog K., Notoka K.!, KatoéAn N.', Ntoyka X.', ToouAog N.’, Nené I., MniouZapéAou A.!, Toaovong
r.', NanaBavaciov O.', pnyopadng A.", Nanainong K.2, Natoidnoulog 1.3, Mapkonoulog X.4, Bevi{élog B.5,
TowprodyAou A.6, Baothakn-Aviwvartov M., ABavaoiadng H.2, Zenanaddkng I.°, ToupoutoyAou N.3, Podovikn
lwongidov'’, Zodia KapayswpyorovAouv?, lwavvng MmroukoBivact, Pwtewv) NavAidouv®, Anuntprog MatBai-
062, Koupapravou Avva'?, XpiotorntouAou ABnva'®, Eiprivn NMamadomnouAouv’, lewpylog NaoclovAag

'Genekor latpikn A.E, AVnva, 2(EUROMEDICA levikn KAwvikny Ogooalovikng, Oecooaiovikn

SAlaBaAkaviko Osooaldovikng, Osooaldovikn, “latpiko Kévtpo Auapouaiou, ABnva

*Noookoueio Metropolitan, AGnva, ¢ Aytog Aoukdc Osooalovikng, Osooalovikn

’Noookoueio Metropolitan General, Adnva, 2Noookoueio Mntépa, AGiva

IAZQ Oeparmteutnplo & Epeuvntiko Kévtpo A.E., Adrva, *°Nocookoueio Osayéveilo, Osooadovikn

HBLokAvikny Oecooalovikng, Oeooalovikn, 1*Fevikd Noookoueio Pobou, Pobog

Bllavermotnuiako Mevikd Noookoueio «ATtikovs, “«Aytoc Avépéac» levikdo Noookoueio Matpwv

ZKOMOG epyaoiag:

O KANPOVOULKOG Kapkivog adopd mepinmou 10 10% twv Slayvwopévwy Kapkivwv. H yevetikn Stepeuvnon
TOU KANPOVOULKOU KapKivou eivat onuavtiki kabwg evdéxetal va BonBnoet otn AqPn KAWIKwY amodAacewv
OTWG OTNV KAWVIKNA TtapakoAolBnaon, tnv BepameuTikn) TPOCEyylon Kal otnv Heiwon kwduvou avamtuéng
VEWV KakonBelwwv. H ebapuoyn tng texvoloyiag tng aAAnAouxnong enopevng yevedg (NGS) emutpénel tnv
TaUTOXPOVN avaAuon TIOAAWV SELYUATWV Kal YoVISiwv. ZKOTOC TNG LEAETNG amoteAel n Slepelivnon tng yeve-
TIKAG MpodLaBeong oe €eTA{OUEVOUG UE TIAPATIOUTTH YL KANPOVOULKO KOPKIVO .

YAwa kot M€0odog:

JuvoAKka, 7.787 efetalopevol mapanéudOnkav ylo TOAUYOVIOLOKO YEVETLKO EAEYXO, TO XPOVLKO Slaotnua
2020-2023, oto €pyactiplo tng Genekor Kol MpayUOTOTOLONKE TIOAUYOVLOLAKOG YEVETLKOG EAEYXOG LE TNV
xprion NGS. Ano toug eetaldpevoug 4.167 Slayvwotnkav Ue KopKivo paotol, 492 pe kapkivo wobnkwyv,
151 pe kopkivo maxéog evtépou, 148 pe kapkivo mpootdtn, 522 Atav uvyeieg pe BeBapnUEVO OLKOYEVELOKO
LOTOPLKO Kapkivou evw 2.107 eixav aAAo Tumo Kapkivou n dev umnpxe n mAnpodopia.

AnoteAéopata:

T019.9%(1.511/7.587) twv e€etalopevwy Epepav taboyovo mapaAlayr). ZuyKekpLuéva, 10 43.6% (659/1.511)
Twv aoBevwv Eédepav aboyovo mapallayr) o€ KATOLO KAWLKA onpavtiko yovidio (BRCAL: 11.2%, BRCA2:
10%, APC: 3.6%, PALB2: 3.4%, MSH2: 1.8%, MLH1: 1.5%, MSH6: 1.5%, PMS2: 1.5%, RAD51C: 1.5%, RET: 1.3%,
CDKN2A: 1%, RAD51D: 1%, MEN1: 0.8%, TP53: 0.7%, CDH1: 0.7%, CDK4: 0.2%, PTEN: 0.2%, VHL: 0.2%).
Meta&u twv SltadopeTikwy TUTIWV TTaBoyovwv mapaAAaywyv TTou avixveuBRKav, onUAVTLKO TocooTo (6.7%,
59/982) avTIpOOWMEVOUV UEYAAEC YEVWILKEG OVASLATAEELC.

Tuunepaoparo:

O mARPNG MOAUYOVLSLAKOG YEVETLKOG EAEYXOC €lval amapaitntog yla tTnv KataAAnAdtepn KAWLKA Slaxeiplon
TwV Popéwv naboyovwy maparaywv. EmumAéov, ot mAnpodopieg mou Aapfdavovtal ivol GnUAVTLKES YLo TOV
KaBopLopo Tou KvdUvou avamntuéng kakonbeLag Kat ota urtoAouta LEAN TNE OLKOYEVELQS TwV eEETALOUEVWV.
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Crowne Plaza Athens

EP-09

H EOAPMOIH THZ AAAHAOYXHZHZ ENOMENHZ FENIAZ (NGS) ZE AZOENEIZ ME MO-
NOIONIAIAKO :AKXAPQAH AIABHTH AY=ANEI THN AIATNQZTIKH AKPIBEIA KAI ENI-
TPENEI THN ANATNQPIZH ZMANIQN YNOTYMNQN MODY

Meptlaviav Avvu, @ulaktou Elprivn, Bacolhakng lwavvng, Kavakd-Gantenbein Xpiotiva, Zepteddkn Apaiio

ZKOMOG:
H nmapoucioon Twv amoteAECUATWY ToU YEVETIKOU eAEyxou 323 aoBevwv pe KAk urtodio Movoyovidia-
KoU Zakyopwdn Atapntn (MZA) MODY katd to dtdotnua 2019-2023.

AoOeveic kaw M£Bobdou:

EAEyxOnkav pe aAAnAouxnon enopevng yeviag (NGS) oe otoxeupévn opdada yovidiwv GCK, HNF1A, HNF4A,
HNF1B, INS, ABCC8, KCNJ11, NEUROD1, CEL, PDX1, APPL1, WFS1, INSR, 279 EAAnvec acBeveic oL omoiol TTAn-
poluoav ta kptipla MODY: veapn nAwia epdaviong ZA, apvnTika

OVTUTOYKPEQTIKA QUTOAVTIOWHATA, ATOUCL0 KETOEEWONG KAL OLKOYEVELOKO LOTOPLKO ZA. MNa tnVv aviyveuon
anaAeiPewv n duthaclaopwv epapuootnke n puebodoloyia MLPA. Zapadvta téooepel (44) aobeveig pe
Amia umtepyAukatpia cuppatr pe GCK-MODY eAéyxOnkav pe aAAnAovxnon katd Sanger tou yovidiou GCK.

AnoteAéoparta:

To ouVOALKO TT0C00TO SLayvwong avABe oto 32% e ouxvotepoug untdtuTioug toug GCK, HNF1A kat ABCC8
MODY. ZuvoAwd n cuxvotnta twv dtadopwv unotuntwv MODY Atav GCK (17.6%), HNF1A (8.2%), ABCC8
(4%), HNF4A (1.43%), HNF1B (1.43%) akoAouBoUevn anod omaviotepoug umtotumoug onws KCNJ11 (1.07%)
kat INS (1.07%). AvixveuBnkav 3 Styovidlokég meputtwoelg aobevwv (GCK-ABCC8, HNF4A-KCNJ11, HNF1A-
HNF1B) evw 5 aoBeveig pe ZA ébepav eTepoluyeg mapaAlayEG o cuvOpPOULKA yovidla MZA.

ZuunepacpoTaL:

H yevetikn dtayvwon sival onpavtikn kabwg dtadpopetikol umotumot MODY amnattouv dtadopeTikég Bepa-
TLEVUTIKEC TIPOOEYYLOELG, anmoTteAwvTog mapadelya EATOUKEUEVNG LATPLKNC. H peBodoAoyia tou NGS auéa-
VELTA TTOCOOTA HOPLOKNG SLAYVWOoNG, LELWVEL TOV XPOVO KOL TO KOOTOG SLAYVWONG KOL ETITPETIEL TNV OVAYVW-
pLon oTavIoTEPWV UTtotuTtwv MZA. H xprion moAuyoviStakwy TtaveA (yovidia MZA kat cuvdpopika yovidia)
Slvel v duvatotnta €ykalpng SLayvwong ATUTIWY TIEPLITTWOEWY, TIPOYVWOoNG tT¢ eEEALENG TNG vVOOOU Kall
YEVETIKNG OUUPBOUAEUTIKAC.
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MANEAAHNIO ZYNEAPIO

“AIEPEYNHZH F'ENETIKQN NOZHMATQN TOY AN@PQFIOY
ME TIZ NEEZ TEXNOAOTIEZ THZ FTENQMIKHZ:
E=EAIZEIZ KAl MPOBAHMATIZMOI” :

Crowne Plaza Athens

EP-10

ANANTY=H NPOEM®YTEYTIKOY FENETIKOY EAEMXOY (MNTE) NMA MNOAAANAEZ ENAEI-
ZEIZ AMO MIA BIOWIA, ZTO EPTAZTHPIO IATPIKHZ FENETIKHZ (EIT): ANO THN NAPA-
MOMMH ZTHN KAINIKH EOAPMOTIH 2021-2023

Mapa 0., Kakoupou I., BpettovU X., Xat{npBaocadavng Z., Koopd K., MakpuBavaong M., Traeger-Zuvodivol
I.P., ZodokAéoug X.
Epyaotrpto latpikrc Mevetikng, latpikn ZxoAn, EQviko kot Karmodiotplako Maverniotriuio Adnvwv

ZKOMOG epyaoiag:

H alomoinon tng véag texvoloyiag kot BlotexVoAoyilog oTnV UTINPECLA TNG YEVETLKAG SLAYVWOTLKAG yLaL EVTO-
TUWOUO Kal petadopd otn uNtpa eUPpuwv amod IVF, pe okomod TNV yEVvNon UYLWV VEOYVWV oTa TAaiola tou
MNre.

YAwka — MéBoébog:

210 EIl, Ta otddia ano tnv naparmnounr) tou (euyaplou yia MIE péxpl tnv KAWLk ebappoyn neplthapBdavouv:
1.Evnuépwon/cupBouleuTikn yiao Suvatotnteg/meploplopou MNIE yla to aitlo mapamourng, cUoTacon EMUTAE-
ov eAéyxwv dopeiag (alpoodatpvondbeleg, CF, SMA, FRAXA, XpWHOOWULKES avadlatatelg), aflohdynon LotpL-
KoU/avarmopaywyLkou LoTtoptkol Kot ribavr) cUoTacn GUUTANPWHOTIKWY YEVETIKWY EAEYXWV.

2.2xedloopo¢ otpatnykig tou MNIE katd nepiotaon (EAeyxog cuyyevwy 1) DNA amé mponyoUpevn KUNon, 1Un
OVOTITUCCOUEVWY EURPLWV KAl LELOVWHUEVWV OTIEPUATOlWAPLWV).

3.Avantuén mpwtokOAwv MIE pe apxlkd oTddlo tov MoAAATTAACLOOUO OAOKANPOU TOU yoviSlwpatog o€ Blo-
iec BAOOTOKUGTNG TIOU EMUTPETEL TOV EAEYXO TOAAATIAWV EVOEIEEWV, LOVOYOVISLOKWV/XPWHOCW LKWV, TAUTO-
xpova 1) Sladoxikad, ebapuolovrag avaluon YeVETIKNG ouvdeong He STRs, aAAnAolxLon kotd Sanger kot aCGH.
O oxeblaopodc, avamtuén, emkUpwon Kat KAWVIKN ebappoyn Twv npwtokoAAwv MNIE yivovtat faoel kateuBu-
VTN PLWV 08NyLwV Kot cuotApatog tolotntag (ISO 15189).

AnoteAéoparta:

Katd 1o dtdotnua 2021-2023, mpaypoatornotiBnkav cuvoAkd 128 MrE oe 109 Zevyadpla (159 StadopeTikég
Stayvwoelg MIE yia 31 povoyovidlakd VOoAUOTA, LOTOoUUBATOTNTA, XPWHUOOWULKEG AVWUAALEG). ATO au-
ToUG, eAéyxBnkav Stadoxikd otnv dla BoPia oe 24/128 MIE, povoyoviSlakd VOO KoL XPWHOCWLKN
avwpaAia, o 1/128 awpoodatpivonadela kat lotocuppatotnta, o 1/128 atpoodatpivonadeta kat CF kot
o€ 1/128 CF, Wilson kat ARPKD. ZuvoAtkd, avaAuBnkav 765 éufpua amno ta onola 729 (95%) édwoav amno-
TéAeopa.

Tuunepaopara:

H evéelexnc Slepelivnon TOU OLKOYEVELAKOU KoL OVATTApOYWYLKOU LOTOPLKOU, N epapuoyr) TG cUyxpovng ye-
VETIKAG SLOYVWOTIKAG Kal N Suvatotnta EAEyXOU MEPLOCOTEPWY VOOHUATWYV OE ULa Lovo Bloia anoteAolv
Vv BEATIOTN TIPAKTIKN oTnV €dapuoyr tou ME.
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“AIEPEYNHZH 'ENETIKQN NOZHMATQN TOY ANOPQIOY -:
ME TIZ NEEZ TEXNOAOTIEZ THZ FTENQMIKHZ:
E=EAIZEIZ KAl MPOBAHMATIZMOI” i

Crowne Plaza Athens

EP-11
FENETIKH AIEPEYNHZH EAAHNQN AZOENQN ME NOzO CHARCOT-MARIE-TOOTH ME
AANHAOYXHZH NEAZ FTENIAZ- KAINIKOTENETIKEZ ZYZXETIZEIZ

Tlepnetlng X.!, Kovtoyewpyiou Z.', Kaptdavou X.', Kdviapn X.', Pévt{og M.?, Avayvwotou E.2, Kokkdtng .2,
Xpovn E.3, ZoUBeAov B.2, Navag M.?, Koutong I."*, Kapadnpa I.'* *ion ouveicpopd

"Movada Neupoyevetikrc tng A' NeupoAdoyikrc KAwvikrc EKIMA, Atywvriteto Noookoueio

2A' NeupoAdoyikn KAwvikrc EKIA, Atytvriteto Noookoueio

3Neupoloyikn KAwvikn, Mavemniotiuto Matpwv

2KOMNOzZ THZ EPTFAzIAZ

H kAnpovoulkr KNtk Kat atodntikr moAuveupondBela,(Charcot-Marie-Tooth CMT) amoteAel tnv cuxvo-
TEPN QLTLOL KANPOVOULKWY VEUPOTIABELWV Kal TIPpOoUCLAleL eUpela GALVOTUTILKA KOL YEVETLKI) ETEPOYEVELA UE
neplocotepa anod 100 sumAekopeva yovidia, n mAeloPnodia Twv omoiwv, ota emBePalwpUéEvVa TIEPLOTATLKA,
eudavilel povoPnodla cuxvotnta. To mMARB0G KAl N cUXVOTNTA TWV EUTTAEKOUEVWYV YoviSiwv duoxepaivouv
TNV yevetikn Sldyvwon twv acBevwv. Zkomodg tng napoloag epyaciag, eival n peAétn EAAvwy acBevwv pe
moAuveupomnabela, He xpron tng uebddou aAAnAovxnong tou kwdikomolov yovidiwpuatog (Whole Exome
Sequencing, WES).

YAIKO/MEGOAOAOTIA
ZuvoAlka peAetiBnkav 32 acBeveig deikteg, apvntikot yia CMTI1A. NpaypatomnowiBnke WES pe texvoloyia
IONTORRENT kat emiBefaiwon twv eupnudtwy pe aAAnAovxnon katd Sanger.

AMOTEAEZMATA

AvixveuBnkav maboyoveg mapaliayég oe 19 amnod toug 32 aoBeveig (19/32, 59,4%) nmou Stapolpalovral o
14 yovibLa. O€TIKO OLKOYEVELAKO LOTOPLKO UTIHPXE 0TOUG 6 oo toug 19 aoBeveig (31.6%). Ao 10 GUVOAO TwV
napoaAdaywv, ot 3/19 (15,8%) eivat véeg, xwpig SnAadn avadopd péxpL Twpa Toco otnv BLBAoypadia 600
Kal og SLebveic Baoelg dedopévwy.

2YMMEPAZMATA

H anodoon Siayvwong tou WES (59,4%) eivat cupfatr pe aviiotoleg HEAETEG AAAWYV xwpwvV (30-70%). OL
TIEPLOCOTEPEC TtaPAAAAYEG KaTtaypadnkav ota yovidia SH3TC2 (5) kat GJB1 (2). H mAelopndia twv yeveTtt-
Kwv Stayvwoewv (10/19, 52,6%) adopolv amopueAUVWTLKH VOOO. Ta amoTEAECUATA TG TAPOUCAG LEAETNG
OUVELODEPOUV OTNV TIEPALTEPW XapToypddnon yovidlakwy tapaAlaywyv mou oxetilovtal pe tTnv vooo CMT,
oTNV EAANVIKNA ETKPATELA, KoL avadelkviouy tnv ocnuacia tou WES otov dlayvwotikd alyoplBuo datapa-
XWV, TIou Yopaktnpilovtal amod auvfavopevn KALVLKNA KoL YEVETIKI ETEPOYEVELA, OTwE N CMT, oto mAaiolo Tng
LOTPLKAG akpLBeiag.
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Crowne Plaza Athens

EP-12
ANIXNEYZH NEQN NAPAAANATQN APIOMOY ANTIFTPADQN (CNVs) TQN HBA KAI HBB
FTONIAIQN ZE ETEPOZYITQTEZ KAI MAZXONTEZ ANO OAAAZZAIMIKA ZYNAPOMA

Kékelou M., Xaoavidng X.!, Toavt{aAn O©.", NteAdkn E.E.", Mnioutou E.', Yavti E.", Mniaou M.?, KupLao-
nouAog MN.", Oeodwpidov 2.2, Kopvnvaka B.2, KaveAAakng Z.4, Owkovopou I.5, Meoivn A.°, AnponovUAou M.7,
MnaAacomnovAovu A.’

lEpyaotrpto levetikrg-Kuotiknc lvwoncg, Movada Meooyetaknc Avawuiac, INA Aaiko

Movabda MpoAnyng Meooyetakrc Avawuiag, TNO InmokpdteLo

*Epyaotrpto MAnBuoutakou EAEyyou, Movada Meooyetakric Avauuioac, TNA Aaiko

‘Movaba MNpoAnync Meooyeiakrc Avatuiog, Kapauavdaveio Noookoueio lNMaidwv Matpwv

*Movaba MNpoAnync Meooyeiakrc Avaiuiog, levikd Noookoueio AapLoog

®Movada lMNpoAnyYnc Meooyetakrc Avaiuiacg, levikd Noookoueio Ayptviou

"Movada Meooyetaknc Avawuiac, INA Aaiko

2KOMNOzZ THZ EPTFAzIAZ

ZKOTOG NG epyaociag eivat n dtepelvnon mapaiiaywv aplBuou aviypdadwv twv HBA, HBB yovidiwv ot me-
PLOTATIKA £TEPOIUYWTWV KAl TTACYXOVTWYV arnd BoAacoaluikd cUvOpoUa, TwV OTIOLWV 0 YOVOTUTIOG TTOPAUEVEL
adLleuKkplvioTog KATOMLIV TG avaAluong poutivag pe T cuppatikég pebddoug (hybridization probes, GAP-
PCR, HRMA, Sanger sequencing).

YAIKA KAl MEOOAOI

MeAetOnkav 59 Selypata DNA pe tn puébodo MLPA (multiplex ligation-dependent probe amplification).
XpnotuornowiBnkav ta kit SALSA® MLPA® Probemix P140 (HBA), P102(HBB), MRC Holland kat akoAouBnoe
fragment analysis otov avaAutr SeqStudio™ GeneticAnalyzer (Thermo-FischerScientific). Ta amoteAéopata
avaAuBnkav pe to mpoypaupa Coffalyser.Net™.

AMOTEAEZMATA

Ze cUvolo 59 Seypdtwy, 43 delypata Sev epdavicav mapaAlayEg, evw o€ 16 avixveuBnkav 10 mopalAayEg
aplBpoU avtypadwv Omwe avadEpovtal mapaKATw:

Yuotolyia HBB:

e aocuvexng ENewdn og etepoluywtia

e sviaia EANAewn og etepoluywrtia

e SumAaclaopog mou meplhapBavel SUo abikta cupmAéypata B yovidiwv: éva pe
Vv napaAiayn HBB:c.93-21G>A kal éva pe tn ducloloyikr) aAAnAouyia.
Zuotolyia HBA:

e 4 eAAeielg SladopeTikol peyEBoug

e SUMAACLACUOC OANG TNG cuoToLXiag

® 0pOluyOoC TPUMAACLACUOC anti-a3.7/ anti-a3.7

AVOAUTIKA TOL AOTEAECOTA TTAPOUCLALOVTAL OTOV TIVOKAL.
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IYNAEIMOT IATPIKON FENETIITON EAMABAT
HELLENIC ASSOCIATION OF MEDICA

Crowne Plaza Athens

Nivakag: AnoteAéopata AvaAuong CNVs

. Msvs'eog FovéTutrog Ap.
FovéTtutrog CNV Kal gidog Fovisial HETE TRV mEpIo
daivoTutrog (MéBOBOI avdAuo | TrapaAAlay p L IthalD Kataywyn
. . TEPIOXEG avdAuon TOTIK
pourTivag) n ¢ (kb, CNV v
range)
Bt ) [ HBE: HBB Delstion | B, pseudor | “aor, gnuy | 202 1 Suplakn
BaAacoaipia 2wt ~7.2 B .
HBB:
HBB:
) - HS40,Z, | ¢.93-21G>A
Evdidueon B HBA | duplication a2, fw.t 3265 2 EMNVIK
faAaooaipia c.93-21G>A - o1. HBM HBA:
fwt aaao/aa
Erep6Zuyn o et Deletion | HS40, ¢, Al 2260/2 .
BaAaocoaipia ek ~257 a2, al 257 . B
?/aa ’ --laa
Erepéluyn a° HBA: Deletion | HS40, ¢, HBA: 226012 ,
BaAaooaipia HBA ~257 a2, al 257 1 EMnviki
?/aa ’ --laa
Aipooc@aipivo et Deletion Al e
TréBe1a H HBA ~98 a2,a1 report 2 EAAnvikn
?/-a3.7 ’ --[-a3.7 ed
. 0 HBA: . HBA:
5;‘)‘%‘:}:::‘ < Hea | Deleton a2,a1 330 1 EMNVIK
H ?/aa ’ --laa
. 9 HBA: . HBA:
e vea | Ooelen | Heio.C s | 1| e
?/aa ’ ’ --laa
‘Hiria HBB: duplication | LCRE: HBB Non
eTepoluyn B i HBB %y, %y, o, report 5 Poud
8ahacoaipia C.93/5V1tG>A >174.3 pseudp, B gVB"g™ ed
HBB:
) HBB: c.118C>T/w.
E;’f:g:;“ig HBA | duplication | a2, af tHBA:anti- = 2561 1 EMnVIKA
M c.118C>Tiw.t a3.7/ anti-
a3.7
HBA:02 downstrea
. Poly(A) [PA2 . m of exon 3 Non
E;;ﬁgf;’o‘{l“ ig AATAAA-> | HBB Df'%'g” Downstrea | “including | report | 1 EMNVIKA
M AATGAA)/aa : 3'HSH1, ed
HBB:?/w.t OR51V1
ZYMNEPAZMATA

Itnv napouvoa epyacia mpaypatonowBnke avaluon CNVs twv yovidiwv HBB, HBA og 59 deiypata. Avixveu-
Onkav 10 mapaAlayEg. Tpelg amo Tig avadlatalelg dev ival katayeypapeveg otig Stebveig Baoelg dedopé-
VWV, EVW Ta onpeia Bpavong toug, Sev €xouv Tautomolnel.

O duthaolaopog tng cuotolyiag tou HBB yoviSiou amoteAel omavio eupnua. tn dtebvn BLBAloypadia umap-
XOUV TPELG LOVOV avadopEG, K TwV OMoiwv povo pia elvat avtiotolyn, dnAadn nepthappavel Svo abikta
ouMmAEyata HBB yovibiwv, evog dpucloAoylkoU Kal evog apaAAayUéVou.

H avdAuon CNVs péow tng MLPA amoteAel taxeia, aflomiotn Kot olkovoulkr péBodo Lolaitepa xproLun otn
YEVETIKN avaAuon Twv BaAacoatpikwy cuvdpopwy. Mapéxel tn Suvatotnta Slayvwong adleuKPLVIOTWY Te-
PLOTOTLKWYV KOl OUVELOPEPEL 0TN SlatuTIwon opONRG YEVETIKAG CUMBOUAEUTIKNG KAl 0TNV €TULAOYN KATAAANANG
BEPATMEUTIKAG IPOCEYYLONG.
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Crowne Plaza Athens

EP-13

OAPMAKOTONIAIQMATIKH 2ZYZIXETIZH THZ ANTANOKPIZHZ XTHN TAKPOAIMH ZE
EAAHNIKO KAI AITYMTIAKO NMAHOYZMO AZOENQN NOY AAMBANOYN ANOZOKATA-
ITAATIKH OEPANEIA KATOMIN METAMOZXEYZHZ NEDPOY

ZiapoyAovu .Y, Aakoupévtag .Y, Totpwvn A.", Koukidn Z.X.', Kot{apouvpdatoyAou K., Mevépvou E., NMana-
ocwtnpiov M.%, Natpwog I.nN.w%3

"Laboratory of Pharmacogenomics and Individualized Therapy, Department of Pharmacy, University of Patras,
School of Health Sciences, University Campus, 265 04, Rion, Patras, Greece.

2Department of Genetics and Genomics, United Arab Emirates University, College of Medicine and Health
Sciences, Al-Ain, Abu Dhabi, United Arab Emirates.

3Zayed Center for Health Sciences, United Arab Emirates University, Al-Ain, Abu Dhabi, United Arab Emirates.
“Department of Nephrology, University of Patras, Patras, Greece

H takpoAiun anotelel éva GAPUAKO TTOU XPNOLLOTIOLEITAL OTNV OVOCOKATACTAATIKY) Beparmeia yla tnv mpo-
Anwn NG andppPng HooxeL LATOC KAl Spa WE AVIAYWVLIOTAG KAACLVEUPIVNG, WOTOGO Ol POPUAKOKIVNTLKEG
dLotTNTEC TNG ouXVA epdavilouv uPNAS Babuod etepoyévelag HETAEL aoBevwVv.

Anatteital ouyvn mapakoAouBbnon TnG GapUAKOKLVNTIKAG TOU GpapUaKkopopiou Kal pooapuoyeg Tng Sooco-
Aoylag yla va emiteuxBel To eMBUUNTO OVOOOKATAOTOATLKO BEPATIEUTLKO AMOTEAECHA Kal va arnodeuxBolv
TIaPEVEPYELEC. MOAUAPLOUES LEAETEG £XOUV TOVIOEL TN onuacia Twv ToAu HopdLopwy ota yovidia CYP3A4 kal
CYP3A5 010 HETOPOALOUO KL TN CUYKEVTPWON TNG TAKPOALUNG 0TO aipa.

QoT000, AUTEC OL LEAETEC SEV UITOPOUV VA €NYOOUV TTANPWCE TNV ETEPOYEVELA TIOU TIOPATNPELTAL OTNV OVTA-
TokpLon. Q¢ ek TouTou, elval anapaitnto va dtepeuvnBolv GANOL TAPAYOVTEC TIOU UTOPEL VA EMNPEACOUV
TNV avtamnokplon otnv TakpoAipn. H mapovoa épsuva e€etdlel moAupopPLOUOUG O yovidla mou eUTTAEKO-
vtal T6oo oto petaBoAlopod onwg eival to CYP3A4, CYP3A5, CYP2C19, 6c0 kat yovidia mou Kwdikomolouv
npwrteives-petadopeic ABCB. MapdAAnAa eetdotnke n cupBoAn twv PXR, POR kat IL2 g EAANveC kat Alyu-
Ttloug aoBeveig katomy petapodoyxevong vedpou.

O XOpaKTNPLOUOG TOU YOVOTUTIOU €yLve He HEB0SO aAAnAoUxnong Katd Sanger Kol KATATUNONG WE TIEPLO-
PLOTIKO €v{upo. AKOAOUBNOE OTATLOTIKA aVAAUON Kal EAEyXOC GUOXETLONG TWV YOVOTUTIWYV KE TNV To AdyO
TDM/D pe tn Sokun Kruskal-Wallis. A€loonpeiwta elval To AMOTEAEGUATA GUGKETLONG TIOAUOPPLOUWY TOU
CYP3A4, CYP3A5 kat PXR pe TNV avtamokplon Twv aoBevwy otn BepameuTikn aywyn.

JUUMEPACUATLIKA, yla TNV e€atopikeuon kal tn BeATioTonoinon TG avoooKataoTaATikn¢ Bepameiag kabwg
KoL yLa Tnv eAaxLotomnoinon Tou KivdUvou epudaviong TolkoTnTag, KpLveTal onuavtikn n dSte€aywyn nepatté-
pw PeAeTwyY Tou Ba e€eTdlouv ToV aVTIKTUTIO KAl AAAWV BECEWV TOU YOVISLWUATOG KABWE KAl TNV EMLPPON
AAAWV TTOPAYOVTWV OTIWGE T CUYXOPNYOUUEVA bAPLOKAL.
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Crowne Plaza Athens

EP-14
AIATNQZTIKH ANOAO3H WES 3E ASOENEIZ ME $MANIA NOZHMATA ITH BOPEIA EA-
NADA 3E AIASTHMA ENOZ ETOYS

Mapia AABavou’, XpucoUAa Ntdiou’, AvBoUAa Xatinkuplakidou?!, AAé§avdpog Aapnponoulog!, Acnui-
va Matavton?, EAlcodfet Atapavii?, Mapia @wtouAakn?, Xpnnotog ToakaAidng®, AOnva BépBepn’
Movada levetikng, A” Mateutikn FuvaikoAoyikn KAwikn, NGO lMarayewpyiou,@sooalovikn

2B’ OpVaAuoloyikn KAwikn, Aptototédeio Mavemniotriuio @sooalovikng.

3B’ NeoyvoAdoyiknry KAwviknn & MENN AlG, NG lManayswpyiou, Osooaovikn

A’ Naudtatpikn KAwvikn A, TNO Manayewpyiou, Osooaiovikn

Elcaywyn

MéxpL onuepa €xouv rieplypadel mepimou 8000 StadopeTikd omAvia vooruata Kat £XouV tautomnolnBel oxe-
606v 7000 oxetilopeva yovidla. O yeveTikog €deyxog pe tn pebodoloyia Next Generation Sequencing (NGS)
eudavilel uPnAn SlayvwoTik amodoon, EMITPEMOVIAS TOV TEPUATIONO TNG SLayVWOoTIKAG 0dUCOELA TWV
a0Bevwv e oTtavieg TaBnoEeLG.

ZKOTOG

H napovoa peAétn napouotdlel tn dtayvwotikr anodoon tou Whole Exome Sequencing (WES) og maldla
Kol EVAALKECG LUE OTAVLEG TTABNOELG, TTOU TtaPATEUPONKAV yLa YEVETLKO EAEYXO OE TETAPTOPAOULO VOOOKOUELD
™¢ B. EAAGSaG o€ Staotnua evog £TouG.

AcBeveic — pebodoloyia

2N HeAETn oupunepAndOnoayv 229 acBeveig, matdld katl evAALKES, TTou TtapartéudOnKkav yla YEVETIKO EAEYXO
OTO XPOVLKO Stdotnua 06/2022-06/2023,eite amnod 1o EEwtepikd latpeio KAwikAg Mevetikng tou Noookopei-
ou,ite amo LaTpoUg TOKIAWY L8KOTATWYV TTou epyalovtal oe SNUOOLEG I LOLWTIKEG Sopég. OL altieg mapa-
TIOUTIAG TaglvounBnkav og 15 katnyopleg.

AnoteAéopata

2€ Moo00To 59.8%(137/229) aviyveutnkav maboyoveg i mibavwg naboyoveg maparlayEg, mou oxetiloviav
AQuUECO UE TO aitio maparnounic. Aéka anod toug 137 acBeveig epdavilav mapariayeg aplBuol avtypadwv
(Copy Number Variants), mou aviyveutnkav pe tn pebodoroyia NGS. H uPnAotepn Stayvwotikn amodo-
on(85.7% kat 76.5% avtiotowa) moapatnpnOnke oTig KATNyopieg Twv oKEAETIKWY SUCTIAACLWY KOl TNG VO-
NTKAG UOTEPNON. Z€ TTOCOOTO 14.9%(34/229) Twv ao0BeVWV aVIXVEUTNKOV TIOPOAAAYEG AYVWOTNG KAWVLKAG
onuaociag, yla tig onoieg ouotnBnke mepattépw Slepevvnon (Ue EAeyXo AAAWV UEAWV TNG OLKOYEVELAG, AEL-
TOUPYLKEG LEAETEG KATT). ApvnTikoO amoteAeopa eEAafav 58(25.3%) acBeveig, oTtoug omoioug cuotnBnke ena-
vavaAuon twv dedopévwy oe 2-3 xpovia.

Zuunépacpa

H StayvwoTtiki anddoon tou WES og aoBeveig pe omavieg mabnoelg otn B. EAMASa mAnoaletl to 60% Kkat
elval mapopota pe tnv andédoon nmou avadépetal otnv Latpikn BBAloypadia, T6co o eAANVIKO MTANBUGCUO,
000 Kal 0€ TANBUOUO AAAWV XWPWV.
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Crowne Plaza Athens

EP-15
ANIXNEYZH AAKTYAIOEIAOYZ XPQMOZQMATOZ 7 ZE AZOENH ME XPONIA AEM®O-
KYTTAPIKH AEYXAIMIA

KouBién EAcaBet’, Kadoporpakn Mapiva?, XapaAdapmnoug lwavva', MnoOAapn Afpntpa’, ZTAHATONOU-
Aovu Avaotacia?, Bacthakonoulog Oeo0dwpogd, Mnoutoikag Mlewpylog!, AavéouvAakn Mapia', AvayvwoTto-
nouAog lwavvng'

Hatpikd Atayvwotiko Kevipo «Datvotumog», Katexakn 40A, ABnva

2Epyaotrpto Yyelopuaotkrc, PabdioBiodoyiac kat Kuttapoyevetikrig, EKEDE «Anuokpttoc», Adnva
*Awpatodoyikn KAwikn, FTNA «Aaikd», Adrva

ZKOTOG

Ta SaktuAloeldn xpwpoowpata (ring chromosomes) lval OTAVIEG KUTTAPOYEVETIKEG AVWUAALEG TTOU QVL-
xvevovtal o€ <10% TwV aLLATOAOYLIKWY KakonBewwv. ZuvABwg amoteAouV TUAA cUVOETOU KOPUOTUTIOU Kall
oXeTLlovTal Ue Kok mpoyvwon. H cuxvotntd toug otn Xpovia Aspdokuttapikn) Asuyatuia (XAA) eivat oA
HKpn (6.8%), pe TV mAeloPndia avtwy va pogpxeTal amo to xpwuoocwua 7 (15%). Neplypddetal neplota-
TIKO a00evoUg pe SAKTUALOELSEC XpWHOOWHA 7 WG KAWVLKA povApn aAAoilwon.

YALkA kot M€B0Sog

Avbpag 81 etwv mopanéudOnke oTo pyaoTtiplo HE SepUaTIkEC eviomioelg kal urmtopio MikpoU Agudo-
KuttaplkoU Aspdwpatog (SLL). MpayuatonoliOnke avoocodalvoturiky avaluon LUEAOU TwWV 00TWV E TN
XPon KUTTOPOUETPLlag pong. AlevepyrnOnke KAQOLKOG KOPUOTUTIOC LUEAOU TWV 00TWV Kol avaAluBnkav 22
petadaoels. O kapuodtunog neplypddnke pe Baon to ISCN 2020. Mpayuatonolitnke mepattépw EAEYXOG UE
TEXVIKEG poplakng Kuttapoyevetikng (FISH) pe tn xprion txvnBeTwv €L81KWV yLa TIG XPWLOOWLKEG TIEPLOXEG
7922931 kat 7922936. MeAetibnkav 200 pecodaoikd kKUTTapa kat 10 petadAcels yia kabe tyvnOETn.

AnoteAéopata

O avooodalvotumog £6etée ewkova cuppatn pe XAA. O KAAOIKOG KApUOTUTIOG AOKAAU Y E TNV Umapén KUT-
TapLkol KAWVOU TIou xapoaKtnpiletal amd SaKTUALOELSEC Xpwpoowua 7 (46,XY,r(7)(p22922)[13]/46,XY[9]).
H peAétn e FISH emiBefaiwoe TNV XpWUOOWULKN TIPOEAEUON TOU SAKTUALOELSOUC XPWHUOCWHOTOC KOL TNV
ENEWPN TWV XPWHOOWULKWY TtEPLOXwV 7931 kat 7936.

ZuunepaocpaTo

To SaKTUALOELSEC XPWHOCWHA 7 WG HOVPNG KUTTAPOYEVETIKN aAdoiwon sival ordvia otig XAA. H xpwpo-
CWHLKN Tteploxn 7923-->7qter gUMEPLEXEL CNUAVTLKA OyKOKATAOTAATIKA yovidia (POT1, SHH, EHZ2) kal n
ENewn Toug daivetal va oxetiletal pe TNV MABoyEVELX TNG VOOOU Kal T YEVETIKA aotabela. O cuvbuaouodg
avooodalvOTUTIOU, KAQOLKN G KOL LOPLOKNAG KUTTOPOYEVETIKNG E(val onUAvTLKOC yia tn Stadoplkn dtdyvwon
¢ CLL amo to SLL, aAAd kal yio Tnv tpoyvwaon kat tn Beparmeia.
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EP-16
KYTTAPOTENETIKH ANAAYZH KAAAIEPTEIQON ENMATOMENQN NMOAYAYNAMQN KYT-
TAPQN (iPSCs) MOY NMPOEPXONTAI ANO INOBAAZTE:Z AEPMATOZ

Zelévin N.T, KOAAwag A2, ZodokAéoug X.!, Manaotepavakn @.%3, Matoa P.%, Traeger-Zuvodivou I.!
lEpyaotrpto latpikrc Mevetiknic, latpikn ZxoAn, ESviko kot Kamodiotpiako Mavemiotriuio ABnvwv, Noooko-
ueio Maidwv Ayia Zopia, AGnva

2Epyaotrpto Kuttaptkrc kat Moptakric NeupoBioAoyiac- BAaotokuttapa, Ivotitouto lNaotép, Adnva
SMovaba BAaotikwv Kuttdpwv kot Teyvoloyia KuttaptkoU Emavampoypauuatiouou, Ivotitouto Maotep,
Adnva

ZKOMOG epyaoiog:

Ta emayopeva moAuduvapa BAaotokuttapa (iPSCs) MPOKUTITOUV KATOTILV EMAVOTTPOYPOAUUATIOUOU TIANPWE
S1abopOTOLNUEVWY CWHATIKWY KUTTAPWY, Hia IdLoétnTa mou ta kablotd npoottd 1biwg og 6tL adopd nOkd
SI\AUUaTa Tou avakUTITouV Je TN xprnon euppuikwy BAaotikwv Kuttdpwv (ESCs). Ta iPSCs Statnpouv tn
Suvatdtnta tng Kuttaplkng dlaipeong kat dtadopomoincng Toug os KUTTapa onoltacdAmote ano tig 3 BAa-
OTIKEG oTLPAdEC emutpémovtag tn duvatdtnTa HEAETNG KAl AvATTUENG VEWY PapUAKOBEPATIEUTIKWY TTPO-
oeyyloewv yla dtadopeg vooous. H vooog Parkinson amoteAel pia amod T voooug oTOXoUG Kol Eva oo Ta
TPOPBANUATA TIOU TIPETIEL VAL OVTILETWTILOO0UV otnVv xpron iPSCs, TMapaUéVEL N TOPOUCLa XPWULOCWLLKWY
QVWHOALWV o€ pokpdg Slapkelag KaAALEpyeleg iPSCs.

YAwka kot MéBodou:

IvoBAdoteg 6€épuatog and 15 avipeg Kal yuvaikeg, acBeveig kal paptupeg, nAtkiag 38-51 eTwv enavarnpo-
ypappatiotnkav og iPSCs, BACEL CUYKEKPLUEVWVY TIPWTOKOAwY (doi: 10.1016/j.cell.2007.11.019) kot ako-
AoUBNOoE KUTTAPOYEVETIKH AVAAUCH XPWUOCWUATWV.

AnoteAéoparta:

XPWHOOWHULKEG avwaAieg TavtomnoBnkav o€ 4 Seiypata, 3 acBevVwyY Kal EVOS LAPTUPA KaL TEPIAQBAvVoUV
Tig 47,XY,+3; 47,XY,+17; 46,XY,inv(X)(p11.3q12); kat 47,XX,+20,der(1),add(1)(g25). EmavaAndn tng KutTapo-
YEVETIKNG aVAAUONG OE VEEG KOAALEPYELEG LKPOTEPNC XPOVLKNCG SLAPKELAC, TWV KAWVWV TIOU ELXE EVTOTLOTEL
XPWHOOWHMLKA avwloAia, avédelfe otL 3 otig 4 sixav puaoloAoyLko Kapuotumo. Movo oTn pila eviomiotnke
N (610 XpWHOOWULKH aVWHOALY, YEYOVOC TTIOU UTTOSEIKVUEL OTL 0 KAWVOC TIPOEKUE OTLG OPYLKEG KUTTOPLKEG
Slapéoelg kal, mopoucialovtag MAEOVEKTNUA, E6paLWONKE.

Iuunépacpa:

Ta euprpota TG HEAETNG ival cupdwva pe tn Stebvr BLBAloypadia kal evioxUouv tnv Bewpla tng Apeong
OUOXETLONG TNG NALKLOG TNG KOAALEPYELOG UE TNV EUDAVION TWV XPWHOOW UKWV avwHaAlwy. H Kuttapoyeve-
TIKA avaAuon tTwv KaAAlepyewwyv iPSCs, amoteAel anapaitnto otadlo katd tnv afloAdynon TnG KATaAAnAo-
NTAC KAWVWYV WG LOVTEAWV  Slepelivnong VOO UATWV.
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Crowne Plaza Athens

EP-17
AIEYPYNONTAZ TO OAINOTYNO TOY ARID1B: ZYNAPOMO COFFIN-SIRIS ME BAPIA
ANAIMIA KAl NEYPOANANTY=IAKEZ AIATAPAXEZ

Mnvakakn Ztedpavia-Nikn', Mapwakng NwkoAaog M.2, ThAéung Daidwv-NikdAaog', Kooud Kwvota-
vtiva', Kapmnouvpadakn Adppoditn’, lewpytadov EAococaBet®, Ashanopta MoAuévn®*, Kattaung Aviwvng4,
Traeger-Zuvodwvou Joanne'

lEpyaotrpto latpikric Mevetiknc, latpikn ZxoAn, ESviko kat Kamodiotpiako Mavemotnuio AGnvwy (EKTA),
Noookoueio Maibwv «H Ayia Sopia», Adrva

2Epeuvntiko lNMaveniotnuiako Ivotitouto MeAEtng kat Avtiuetwriiong levetikwv kot KaekonSwv Noonhudtwv
¢ Mawdiknc HAkiacg, EBviko kat Kamodtotplako Mavemniotniuio ABnvwv (EKMA), AGnva

A’ Naudtatpikn KAwikn Maverotnuiov Adnvwy, Noookoueio Maibwv «H Ayia Zopia», EGvikd kat Karodt-
otpLako lMavemntotiuto ASnvwy, Adnva

‘I.N.Maidbwv «H Ayio Zopio» Kévtpo Eunsipoyvwuoouvnc ERN-EuroBloodnet, AGnva

ZKOTOG TNG TapoUoag EpYACLag Eival N cUCXETLON TOu veupoavartuélakol ouvdpopou Coffin-Siris pe Tnv KAL-
VLKN €lKkOVa avaluiag, omwe xapaktnplotnke oe acBevr), otov omoio ditevepyrBnke Whole Exome Sequencing
— WES Kol OTOXEUMEVOG YEVETIKOG EAEYXOG.

YAwka kot Mé€Bodot

Appev 2 punvwv pe ocofapn avaipia (Hb 6,7 gr/dl), Sucpopdieg mpoowrnou, mAaylokepalia, Suadayia,
kpupopxla kat povrpn opdaikn aptnpia napanéudOnke oto Epyaotrplo latplkAg FEVETIKAG YLO YEVETIKO
€Aeyxo. AntopovwBOnke DNA amno nepidepko aipa tou acBevoug kal ebappootnke WES. Itn cuvéxela mpay-
HOTOTIOLONKE OTOXEUUEVOC YEVETIKOG EAEYXOC, LE aAAnAouxnon Sanger, o€ DNA nepidepikol alpatog Twy
YOVEWV TOU 0.0BevVOoUG, yLa TNV HEAETN TPOEAEUONG TNG TTAPAAAQYNG.

AnoteAéopata

Ztov acBevn aviyveuBnke oe etepoluywtia pLa véa maboyovog mapaAlayr c.4102C>T, p.(GIn1421*) oto yo-
vidlo ARID1B, T0 omoio oXETIIETAL UE TO AUTOCWLKO ETILKPATEG oUVSpopo Coffin-Siris 1. And Tov OTOXEUEVO
VEVETIKO EAEYXO TWV YoVEWV SlamiotwOnke n ek-véou (de-novo) mpoéAheuon tn¢ mapaAlaync.

ZuunepaocpaTo

MNpoodateg peAéteg, emiBePfaiwoav nwe to ARID1B Stadpapatilel onpaviikd poAo otnv atpomnoinon. H pet-
wUEVN ékdpaocn tou ARID1B Slatapdccoel tn Aettoupyia tou cupnAokou SWI/SNF ota atpomnolntkd BAacto-
KUTTOPA, KATAOTEAAOVTOG TNV €Kbpaon BACIKWY QLLOTIONTIKWY Yovidiwv. H avixveuon kat n mepattépw Ot-
gpevuvnon tng mapaAlaync oto ARID1B otov acBevr) eMETPEPE TN CUOKETLON TOU KAWVIKOU XOPOAKTNPLOTLKOU
™G avaluiag pe to ev Adyw cLvOpopo, KATL TTou Sev eixe meplypadel Ewg oripepa. Av Kol n tapatrnpenon Kot
Kataypadr TN KALWVIKAG ELKOVOG EVOG aoBeVOUG Elval Ta MPWTAPXLIKA onpeia mou kateuBUvouv TN Sldyvwon
€VOG VOO LATOG, OE KATIOLEG TIEPLITTWOELG N AAANAOUXNON EMOUEVNG YEVLAG, N evOEAEXNC avaAuon Twv edo-
HEVWV KOLL N TIPOCEKTLKN afLloAOYyNoN TWV EUPNUATWY ETILTPEMOUV TOV EVTOTILOUO YEVETLKWY EUPNUATWY TIOU
SkatoAoyouv MANPwWGE TNV KAWVLKE €LKOVA TOU acBevoUg.
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MANEAAHNIO ZYNEAPIO

“AIEPEYNHZH F'ENETIKQN NOZHMATQN TOY AN@PQFIOY
ME TIZ NEEZ TEXNOAOTIEZ THZ FTENQMIKHZ:
E=EAIZEIZ KAl MPOBAHMATIZMOI” :

Crowne Plaza Athens

EP-18

ONTIKONOIHZH KAl ANAAYZH TOY AIKTYOY AAAHAENIAPAZHEZ TQN NPQTEI-
NQN NOY ZXETIZONTAI ME B-KYTTAPQN TOY MNMAIKPEATOZ KAI AIAZYNAEZHZ
TOY INZOYAINQOMATOZ KAI AIABHTH TYNOY 1

MavvioonouvAog NikoAaog?, Zidepidou Mapia’
IHellenic Mediterranean University Greece Dep. Of Nutrition and Dietetics
2Metropolitan College Greece Dep. Of Health

O kapkivog aAAd kal o cakxapwdng dtafntn tumou 1 cuyKATaAEYOVTOL OTLC VOOOUG LE TO LEYAAUTEPQ TTOCO-
otd gudaviong maykoouiwg. Avalntwvtag o mAnBuouLokeS Kat BBAloypadikég Baoelg Sedopévwy mapa-
TNPELTAL HULKPOG ETMULMOAACUOG TNE TAUTOXPOVNG apouciag Twv duo mabnoswv adol Sev €xel SnuooleuTtel
HEXPL ONUEPA KATIOLOU €160V EPEUVA CUCKETLONG TWV avVadEPOUEVWY ACOEVELWV.

ZKOTIOG TNG mapouoag PeEAETNG eival, n urtoAoylotikn (in silico) mpoaoéyylon yla tov evtoniopo mbavig ouv-
beong tou Zakyxapwdn Aafrtn tumou 1 (T1D) ue to WvooUAivwua, otoxevovtag o avadelén mbavwy Kot-
VOTOLWVY HopLlakwV SELKTWV oL omoiol Ba pumopolv va xpnotponotnfolv wg MPoyvVwoTIKOL, SlayvwaoTikol Kal
€€eAIKTIKOL WG TIPOC TNV VOO0, EVIoXVOVTAC TNV avamntuén evog golden standard yia tnv kaBe voco. lNa tnv
Sle€aywyn Twv anoteAeoUATWY EYLVE Xpron KATAAANAwY aAyopiBuwv, Bacewv S€SOUEVWV UE TEKUNPLWUE-
vn BLBALOBNKN yoviSiwy Kol TPWTEIVWV.

Eldikdtepa, xpnotpomowBnkav ot Baocelg Seopévwyv PubMed, Orphanet, NORD, MeSH, OMIM, DisGeNET,
UniProt, IntAct yla tnv avtAnon nmAnpodoplwv oXeTWOUEVWY YoVISIwV/MPWTEIVWY UE TIC VOooUC. Me To
Cytoscape 3.4.0. €ylve 0 UTTOAOYLOMOG KAl N QTIELKOVION TwV OXETWOUEVWY yovISiwv UE TIC avadepOUEVEG
MaBRoELg KoL TNV HUETAEY TOUG EKDPACTIKI) CUCXETLON. 2TO MPWTO BAUA TNG EPEuvag €YLVE N GUAAoyN TANpo-
dopLWV yLa TIG TTIAYKPEATIKES KUTTAPLKEG vNoilde( (islet cells) (Orphanet, PubMed), kataypadn evaAAaKTIKWY
ovopaolwy yovidiwv/mpwteivwv mou oxetilovtal pe 1o T1D kot To wvooulivwpa (NORD, MeSH, PubMed)
Kat avalntnon yovidiwv/mpwtelvwv mou oxetilovtal pe tig avadepoueves moabnoelg (OMIM, DisGeNET,
UniProt). Zto 6€UTEPO TUAMA TIPAYLOTOTIOONKE OTITLKOTIOINGCN KAl avaAucon Tou mpwTteivikol diktuou PPIN
Twv acBevelwv T1D kat voouAwvwpatog (IntAct, Cytoscape).

Ev katakAeiSt, and ta 448 yovidia, ta 17 epmAékovtal kat ota §U0 VOO AT, EVW TTopaTnpnOnKe n ouv-ek-
dpaoTikn cuoxétion petafL Twv yovidiwv TLR2, ABCC8, SLC16A1, HNF1A, HADH, PTPRN kat INSR. Emutpo-
00étw¢, mapaAAnAa pe TNV avalntnon Twv oXeTOoUeVWY yovidiwv e€nxBeL n mAnpodopia oplopévwy miba-
vwv urtoPndwv Bodelktwy yLa Tig avoadbepOUeVeS OO OELC.
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MANEAAHNIO ZYNEAPIO
“AIEPEYNHZH F'ENETIKQN NOZHMATQN TOY AN@PQFIOY
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Crowne Plaza Athens

EP-19
TAYTOXPONH 2YNYMNAP=H NOzOY KRABBE KAl ZYNAPOMOY EAAEIMMATOZ MNEPIO-
XHZ 15911.2 2E A2OENH NOY MEAETHOHKE ME WES

BeAtpa A2, TnAéung D.N.%, Koopa K., Kokkwou E.3, Pons R.3, Traeger-Zuvodivou I.P.}, ZodpokAéoug X.!
lEpyaotrpto latpikrc Mevetiknic, latpikn ZxoAn, ESviko kot Kamodiotpiako Mavemiotriuio ABnvwv, Noooko-
ueio Maidbwv «H Ayia Sopio»

2Epeuvntiko lMaveniotnuiako lvotitouto MeAEtng kot Avtiuetwriiong levetikwv ko KaekonSwv Noonhudtwv
¢ Mawdiknc HAklacg, EBviko kat Kamodtotplako Mavemniotiuio ABnvwv (EKTMA), AGnva

A’ Moabiatpikn Mavenotnuiakn KAwikn, latpikn ZxoAn, EQviko kot Kamodiotplako lMavemiotriuto Avnvawy,
Noookopueio Maibwv «H Ayia Zopia»

ZKOMOG epyaoiog

MNeplypadetal n mepintwon Bpédpoug nAkiag 7 pnvwyv mou mapanéudOnke yia aAAnAouvxnon eNOUEVNC Ye-
vidg (WES) Adyw umtotoviag koppou, urteptoviag akpwv, WKK kat eupnudatwy and MRI evEeLKTIKWY yLa VOGO
Krabbe.

YAwka kot Mé€Bodot

AlevepynBnke WES otov acBevr) oe cuotnua lllumina NextSeq-500 pe to kit IDT xGen Exome Research v2.
OAa ta otadia tng BromAnpodoplkng avaluong mpaypoatornodnkav otnv mAatdpopua VarSome Clinical.
ErunpocBeta xpnotpomnoiBnke 1o alyoplBukoé cvotnua ExomeDepth yia tnv éupeon avixveuon mapaA-
Aaywv aplBuol avtypadwv ota dedopéva tou WES. AkoAoUBnoe PeAETn TNG olkoyévelag pe aAAnAouxnon
Katd Sanger (LeA€tn tou e€oviou 4 tou yovibiou GALC), MLPA (kit P446-yla TNV HEAETN TOU aplOuou Twv
avtlypadwv Tou yovidiou GALC) kaBwg kat pe MS-MLPA (kit ME0O28-PW/AS) yLa tnv LEAETN TOU aplOpoU Twy
avtlypadwv Kal Tou potunou Pebuliwong tng meploxng 15q11-q13.

AnoteAéopata

Ané 1o WES tautomowiBnkav ot mapaAlayég GALC:c.393G>A, DEL:Chr16:88,401,076_88,417,092 kal
DEL:Chr15:22,803,458 23,218,111 ot etepoluywtia otov acBevr). MeAéTn TOU TPOTUTIOU KANPOVOUNGNG
Twv apaAlaywv €6eLée otL n mapaAlayr) GALC:c.393G>A Atav MatpLkRg MPoEAEUONG KAl TO EAAELLUA TWV
e€oviwv 11-17 tou &iou yovidiou Untpikng, umodelkvuovtag oUVOETN eTepoluywTia yla tov acBevr. To €A-
AElUpa oTo XpwHoowa 15 dev tautomoliBnke otoug yoveig omote Bewpeital 0Tl epdaviodnke ek vEou oTov
aoBevh. H acuumtwpatiky adeAdn dev édepe Kapia €K TWV TPLWV TTAPAAAAYWV.

ZuunepaocpoTo

H tautdxpovn avixveuon onueLlakwy apailaywy kat mopailaywyv aplBuou avilypddwv kabiotatat edikti
He tn xpnon tou WES kot katdAANAwv BlomAnpodoplakwyv epyaieiwv auédvovtag onUavTikd tn SlayvwoTl-
k) armodoon tng peBddou kat emitpénovrag tnv arnokdAun moAAamAwy yevetikwv BAaBwv ldIkd o cUVOe-
TOUG GaLVOTUTIOUG OTIWE AUTOL TTOU oUXVA Kataypddovtal o€ VEUPOAVATTTUELOKA VOO LaTAL.
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Crowne Plaza Athens

EP-20
2YTKPITIKH ANAAYZH EMMAOYTIZMOY FONIAIQN NOY ZXETIZONTAI ME TA AYTOA-
NOzA NOZHMATA TOY TAZTPENTEPIKOY 2YZTHMATOZ

Pooou HAéktpa?, Z16epidov Mapial
IHellenic Mediterranean University Greece Dep. Of Nutrition and Dietetics
2Metropolitan College Greece, Dep. Of Health

ZTov avBpwrivo opyaviopo, epdavilovtal Stadopol Hnxoviopol avantuéng autoavoowv aoBeveLwY LE TO
YOOTPEVTEPLIKO cUOoTNUA va Ttallel ONUAVTIKO POAO O€ OPKETOUC amd auToUC. To YOOTPEVTIEPIKO cUOTNUA
EUMAEKETAL OTN SLatripnon tN¢ OloLO0TACNE TOU OVOCOTIOLNTIKOU KOl TN CUUMETOXH TOU QUTOVOOU EVTE-
PLKOU VEUPLKOU GUCTAUATOG.

Mtua Baolki Aeltoupyia Tou gival eKelvn Tou VIEPLKOU BAEVVOYOVOU TIOU QTIOUOVWVEL TO TIEPLEXOLEVO TOU
EVTEPOU amod TV KukAodopia Tou aipatog. & KATOLEG TEPUTTWOELS, N BAevvoyovog SlatapAcoeTaL TPOKA-
AwvTog anoppuBuLon TNG SLameEPATOTNTOG TOU EVIEPOU Kal Bewpeital Baclkdg mapAdyoviag TNV EVEPYOTOL-
non tTng AUTOOVOGiaG. ATO TA TILO CUXVA AUTOAVOOA TOU YOOTPEVTEPLIKOU CUOTAMATOC lval n KolAlokakn, o
AwaBAtng tumou |, n vooog Crohn kat n Autodvoon lotpitida.

Availntwvtag oe mAnBuoutlakeg kot BLBAoypadkég Baoelg Sedopévwy mapatnpeital mwg dev €xel dSnuoot-
eUTEL HEXPL ONUEPA KATIOLOU E(60UG €pEUVA CUOXETLONG TWV avadePOUEVWY aoBeveLwY N EUdAVIONE KOWVWV
YoVLSLwV PETAEY KoL TWV TECOAPWYV AUTOAVOOWV. ZKOTIOG TNG apoloaG LEAETNG elval, N UTTOAOYLOTLKH TtPO-
o€yyLon evtomiopoL mBavrg yovidlakng ocuvéeong Twv poavadepBEVIWY VOO UATWY TAUTOXPOVWG.

MNa tnv dte€aywyn Twv anoteAecpdTwy Xpnotponolionkav ot Baoelg Sedopévwv PubMed, Orphanet, NORD,
MeSH, OMIM, DisGeNET, UniProt, IntAct yia tnv dvtAnon mAnpodoplwv oXeTOPEVWY YOVISLWV Kal TpwTEl-
VWV LE TLG vVOooUG KaL To Cytoscape 3.4.0. yLo ToV UTTIOAOYLOUO KOlL TNV QTTELKOVLON TWV OXETI{OUEVWV YoVLSiwV
UE TIC mpoavadepBeioeg mabRoelg kal tn HLeTAEL Toug ekdpaoTikr) oxéon. Ano ta 109 yovidia, ta 6 epudavi-
Covtal kat otic 4 mabroelg (PTPN22, NOD2, CTLA4, TP53, KRAS, IL6) pe onuavtikd polo atnv epdavion /Kot
Vv €€EALEN TwV auTtodvoowy, Selkviovtag mibavn kown Baon avamtuénc.

H peAétn autr) eumAouTilel o€ HOPLOKO ETIMESO TO KOO YEVETIKO UTIORBABOPO TWV TECCAPWY AUTOAVOCWY
000EVELWV KL TIG YEVETIKECG SLapopomoLNoELg LETAELY TOUC TTou 0dnyel otn SlakpLtr avamtuén Toug.
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Crowne Plaza Athens

EP-21
H APAZH TQN METAAAAZEQN MISSENSE TH NOZO AATZIXAIMEP: IN SILICO
ANAAYZH ME XPHZH MOPIAKHZ YNAEZHZ (MOLECULAR DOCKING)

Meppakog - HAomepéag Nétpog?, Z1depibou Mapial, Aswvng Mrewpyrog?
IHellenic Mediterranean University Greece Dep. Of Nutrition and Dietetics
2National and Kapodistrian University of Athens

3Metropolitan College Greece Dep. Of Health

H véoog tou AAtoxdlpep mpokalet BpaxunpoBeopn anwAeLla UvhAungG, n onola propet teAikd va e€eAiyBel o
voonpotnta kat Bvnolpdtnta. Ot avaAUoELg YEVETIKAG S€opeuonG amokKAAU P av OTL T AUTOCWLKA Kuplap-
xo yovidia APP, PSEN1, PSEN2, ABCA7 kat SORL1 cuvdéovtal Aueca Ue T VOGO Tou AATOXALUED.

ErmumAéov, avaluoelg oAokAnpou tou yovidtwpatog GWAS dnuiolpynoe €va LOVTEAO TwV akOAouBwv yovt-
Slwv vPnAou kwvduvou yla tn vooo tou AAtoxatpep: ABCA7, BIN1, CASS4, CD33, CD2AP, CELF1, CLU, CR1,
DSG2, EPHA1, FERMT2, HLA-DRB5-HLA-DRBD1, MEF2C, MS4A6A/ MS4A4E, NALE, NME8 PTK2B, SLC24A4,
SORL1 kat ZCWPW1. Me Baon Tig yoviSLaKEG LETAAAAEELS, UTIAPXOUV TPELG TUTIOL TNG VOGOU TOU AATOXALUED.
O tUmnog 1 Alzheimer mpokaAeital anod petalddgelg oto yovidio APP (Amyloid Precursor Protein), o tUmog
3 npokaAeital and petaAAdels oto yovidlo tng mpecevidivng 1 (PSEN-1) kot o TUmog 4 mpokaAeital ano
HeTaAAAgelg otnv peoeviAivn Suo (PSEN-2) yovidia. H mapouoa épeuva adopd tnv avalntnon bappakou
Héow mpoypappatog Computer Aided Drug Design (CADD). Ta StaBéoipa pdpuaka mpoodépouv Hévo ou-
UMTWHOTIKA avakoUdlon otoug acBeveic.

ZKOTIOG QUTAG TNG €peuvag eival n Slepelivnon NG eMidpaong Twv MAPATIAVW HETAAAAEEWVY OTNV EVEPYEL-
oK 6pAon Tou MPWTEIVIKOU CUUTTAEYUATOG KaL E TN OELPA TOU VO SLEUKPLVLOTEL TIEPALTEPW O UNXOVLIOUOG
naBoyéveong. Q¢ ek TouTou, oL ektiunoslg CADD eival Wdlaitepa xprolpeg yia tn Stepelivnon tTwv KateuBu-
vOUeEVWY oLV eTWV MOANAAWY oToXwV (MTDLS) w¢ amoTteAeoUATIKOU TPOTIOU BEATIWONG TNG AMOTEAECHATL-
KOTNTAC TNG Beparmeiag yia Tn vooo tou AATOXALUEP Kal AAAEG TTOAUTTAOKEG KATAOTACELG.

Ze aUTA TN PEAETN, eoTidoape otnv mpwteivn PSEN-1 kat T petaAAdgels tng ou Bplokovtal kovtd otnv
evepyo meploxn. Ta ddpuaka ToU XPNOLUOMOLoUVTAL ML TOU TAPOVTIOG KATA TNG VOOOU TOU AATOXALUEP
(Donepezil, Rivastigmine, Galantamine, Memantine kat Suvorexant) cupumAokomolionkav Ue TG peTaAAay-
HEVEG LopdEC TNE TPWTEIVNG XPNOLUOTIOLWVTOG LopLakn cuvdeaon.

MNapatnpnBnke OTL TEooePL LETAANALELG €6eLE0V LEYAAEG QTTOKALOELG OTNV EVEPYELA SECUEUONG OE OUYKPL-
on Ue ta cuumAoka PSEN-1 dyplou tumou, cuykekpluéva, Met139lle, Tyr256Ser, Val261Phe kat Val272Ala.
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Crowne Plaza Athens

EP-22
H KAINIKH ZHMAZIA TQN FENETIKQN AEIKTQN 2TA MEZEFTXYMATOIENH NEOTAA-
ZMATA

Nanakwota AAe§avépal, AvOoUAn-AvayvwaotonoUAou Dpaykiokn?, Mayxaipa Aovilal, KupialoyAov Ava-
otaolog?, MyyaAn Anuntpa’, Pidov EAévn®

ITunua revetikric Noookoueiov TFAONA «O Al0OZ ZABBAZ »

2B' Mporntatbevtikn MadoAoyikn KAwikn, M.I.N.«ATTIKON»

3Tunua Bloiatpikwv Emtotnuwv, ZxoAn Entotnuwv Yyeioc kat Mpovotac, Mavemiotruto Autiki¢ ATTIKAC
“T'eviko Noookoueio HpakAgiou BeviléAeto-Tavavelo

H yovidiakn evioxuon, Snuoupyia moAAamAwy avtypddwv evog mpwTtooykoyovidiou, anoteAel évav amo
TOUG KUPLOTEPOUC UNXAVLIOMOUG VEOTIAACHOTIKAG €€AAAQYNG KaL TTapaTnpEeital o€ TTOAAG veEOTAAOUATA LUE
XOPAKTNPLOTLIKOUE QVTLITPOOWITOUG TO VeEupoBAdoTtwia, To kaAd Stadoponoinuévo (WDLPS) kal to amodia-
dopomnoinuévo Autoodpkwpa (DDLPS).

2Konoz:
H a&loAoynon t¢ yovidlaknig evioxuong wg deiktn yla tn Stdyvwon Kat tTnv akoAouBbn avtlpueTwrnion aobe-
VWV UE VEUpOoBAaoTWHATA KAl AUTOCOPKWHOTA.

YAIKA KAl MEOOAOZ:

Ze BLOMTKO UALKO 71 Selypdtwy yla emaAnBeuon tng Stdyvwong wg “veupofAdctwpa” kat o€ 53 wg “Auto-
oAapKwHa”, Tpaypatonolionke yevetik avaluon pe tn peBodoloyia tou ¢Bopilovtog in situ uBpldlopov
(FISH), ota oykoyovidia NMYC kat MDM?2 avtictoya. EmutAéov o€ 46 ano ta 71 "veupoBAaoctwpata” epoap-
Hootnke Kal PCR poplakn avaiuon yla mepaltépw emniBefaiwon tou anoteAéoUaTod.

AMNOTEAEZMATA:

Fovidlakn evioxuon avixveutnke og 11 amo ta 71 delypata anod ta "veupofAactwuata” kat oe 20 amnod ta
53 "Autocapkwpata” yla ta yovidta NMYC kat MDM?2, avtiotowxa. Ita 46 MEPLOTATIKA TTOU €POpUOOTNKAV
kot oL Vo pebodoloyieg umtripée emaAnBevon kat emiBeBaiwon Twv AMOTEAECUATWY OE TTOCOOTO 98,6% TwWV
Selypdtwy.

2YMMEPAZMATA:

1. H napouoia yovidlakng evioxuong tou NMYC oykoyovibiou, xapaktnpilel ta veupofAactwpata Kol Oew-
peital alomiotog SeikTng yla T BepameuTiki SLACTPWHUATWON TWV acBevwv.

2. H ebpeon yovidlakng evioxuong tou MDM2 oykoyovidiou amotelet deiktn dtadopodidyvwong LeTay
KaAd Sladopornotnuévwv/amodlopopomotnuEVWY ATOCOPKWUATWY oo AUTWHATA ) AAAEG AUTTOKUTTOPLKEG
KakoNBeleC UE CUVETELA TN SLOPOPETIKN BEPATIEVTIKN AVILUETWTILON, TOGO OE O,TL adopd OTN XELPOUPYLKNA
T(POCEYYLON 00O KAl OTNV avAaykn mpooBnkng cuoTNUATIKNG Bepamneiog r/kal aktivobeparmneiag.

3. H emhoyn tng evdedelypévng pebodoloylag YEVETIKNAG avAAUONG YL TNV EUPECH YEVETLKWVY OAAQYWV, XOL-
POKTNPLOTLKWYV YLOL CUYKEKPLUEVA £16Nn veomAaoiag, e€éaodalilel afloOMLIOTOUC TPOYVWOTLKOUG Kol SlayvwoTl-
KoUG Oeikteg Le apeon alomoinor) toug mpog 0deAOG Tou oyKoAoyLkoU a.oBevouc.
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2I[E

Crowne Plaza Athens

EP-23
MOPIAKH MEAETH TCF4 ITONIAIOY Z2E EAANHNEZ AZOENEIZ ME OWIMHZz-ENAP=H2z
ENAOOHAIAKH AYZTPOOIA KEPATOEIAOYZ TOY FUCHS

Netpn N.Y¥, Aakouph I.%, AtapavtortovAov A.¥, Karmog N.2, Apoutoag K.2, Méoxou M.M.?, KpoUning X.**
1Epyaotrpto KAwviknc Bioynueiac ko Moptaknc Atayvwotikng, Attiko Mavemiotnuiako Noookoueio, latpikn
2x0An, EBviko kat Kamodtotplako Mavemniothuio ABnvawy,

2A” OpSaAuodoyikn KAwvikry, Noookoueio I. levvnuartac, latpikn ZxoAn, EBvikd kat Karodiotpiako lavert-
otruto Adnvwv

tequal contribution e-mail: ckroupis@med.uoa.gr

2Konoz

H evdoBnAtlakn Suotpodia tou kepatoelboug tou Fuchs (FECD) amoteAel pio KANPOVOULKN), apudoTEPOTAEL-
pn, MPOoOJeUTIKA €eALOGOUEVN KAl pn-avaotpeéPiun dtatapaxr. Exouv evoxomownBet moAupopdLopol Tou
DNA oe moAAd yovidia, petatl twv omoiwv 1o TCF4 oto xpwuoowua 18q mou kwdikomolel Eévav petaypadiko
napayovta Mpwteivng E2-2, o omolog eUmMAEKETAL 0TN PUOULON TNG KUTTOPLKAG avamntuéng kot dtadoporoi-
NoNG OTOV KEPATOELSN. ZKOTOC TNG MOPOUoOG UEAETNG lval va SLEPEUVACOUE TTEPALTEPW EVA LVIPOVLKO
onueio evéladépovtog oto TCF4 yovidlo, TNV €MEKTAON TNG TPWVOUKAEOTIOIKAG emavainyng CTG18.1 kat
VQL ETIEKTELVOUUE TIPONYOUUEVN SNUOCLEVEVN UEAETN HaG, TTOU eTREBALWVE TN CUCKETLON EVOG LVTPOVLKOU
onUeLakoU VOUKAEOTLSKkoU TtoAupopdlopou (SNP) oto idlo yovidlo (rs613872) pe tn voco otov EAANVLKO
mAnBuaopo.

MEOOAOI

ArnopovwBnke DNA amo nepldeptko aipa, oe opada 36 EAAAvwv acBevwv pe FECD (kAlpaka Krachmer >2)
Kal 58 uylwv atopwy, KAToTY €yypadng cuykatdBeong, Le avaloyn Katavour o nAkia kat ¢puAo.
AvarmtuxBnkav in-house péBodot: STR kal Triplet-repeat primed (TP-PCR) pe avdAuon Bpauoudtwy o€ yeve-
TIKO avaAutr ABISeqgStudio yla tnv tpwvoukAgoTidik emavaAnyn kabwg kat real-time gPCR melting curve
analysis otnv mAatdpopua LightCycler(Roche) yia tov moAupopdlopd rs613872. H otatiotikn enefepyaoia
TWV AMOTEAECUATWY TIpaypatomnol)Onke pe to SNPStats.

AMOTEAEZMATA

H uéBodog avixveuong tng EMEKTAONG TNG TPLWVOUKAEOTIOKAG emavaAnyng CTG18.1 emkupwOnke EMApPKWC.
Q¢ maBoloyikn enéktaon opilovtal ot TpuTAétec>40, pe Baon tn Siebvn BLBAloypadia. 20 amnod ta 36 Seiy-
pata twv aobevwv Fuchs (56%) BpeOnke va €xouv TOUAAXLOTOV €va 0AAAALO E ETIEKTOON, OE OUYKPLON ME
Hovo 3 aro toug 58 uyleig paptupeg (5%)[oddsratio=17,62(95%C.1.=1,68-7,59)]. H cuxvétnta tou aAAnAiou
kwdUvou G tou TCF4 auénBnke oe 40% oe aoBeveig pe FECD oe olykplon pe 17% o€ vyl atopa [oddsratio
=3,59(95%C.l.=1,68-7,69)].

2YMMEPAZMATA

Agdopévou OtL 1o 58% Twv acBevwyv pe FECD eixav éva eUpog 2-4 aAAnAopopdwv Kivduvou kot otoug dUo
YEVETIKOUC TOTIOUG, CUUTEPAiVOUUE OTL To TCF4 yovidlo cuvOEETaL LOXUPA KL OTATLOTIKA CNUAVTLKA LE TNV
oyung évapéng popdn tng FECD otov eAANVLKO MANBUGoUO.
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Crowne Plaza Athens

EP-24
ENAOMHTPIO ITPEZ, XAMHAO BAPOZ FTENNHZHZ KAl MPOQPOTHTA: FENETIKOI KAl
MEPIBAAAONTIKOI MPOAIAGEZIKOI MAPATONTES

Towavtig X.0.", Znadn A.E.»2, ManadonouvAou Z.}, BAdaikou A.M.>34, XovépoU B.5, Manadonouvlog I.¢, Tow-
vn K.7, Ayakidou E.7, NMaunavog A.2, Zyoupou A.5, ®iAiov M.34, 20ppou M.’

'Epyacotripto BioAoyliac, Tunua latpikrg,ZxoAn Entotnuwv Yyeiac, MNaveniotiuto lwavvivwy, lwavviva
2Tunuo revetiknc, IN.A.«AAeéavdpar», AGnva, *Epyaoctripto Bioxnueiacg, Tunua BioAoyikwv E@apuoywv Ko
Texvodoyiwv, ZyoAn Ermotnuwv Yyeiac, Mavemotriuto lwavvivwy, lwavviva

4lvotitouto Bioiatpikwyv Epeuvawy, 16puua Texvodoyiac kat Epsuvac (ITE), lwavviva

*Epyaotrpto BioAoyiag,ZxoAn Ostikwv Emtotnuwv kat Teyvodoyiag, EAAnvikd Avoikto lMaverniothuto, MNatpa
*Movada Evtatikri¢c NoonAegiag Neoyvwv, IN.A.«AAeéavdpa», Adrva, A’ Neoyvoldoyikn KAwikn kat Movadoa
Evtatikrc Oepaneiac Neoyvwy, Tunua latpikrg, 2xoAn Emtotnuwv Yyeiag,A.11.0., Oscoadovikn

ZKkomog epyaciag: To xapnAo Bapog yevvnong (XBr)kat n mpowpotnta Bewpouvtal deikteg evoounTpLag EK-
Beong o€ otpes. H €kBeon o€ O0TPECOYOVOUC TTAPAYOVTEG KATA TNV TPWLLN KUNON Umopel va odnynoeL oe
aAayég otn Asttoupyia Tou afova umtoBaAdpou-unoduong-emvedppldiwv kal va avénoel Tov kivbuvo eu-
daviong mpoPAnudTwy vyeiag otnv evAAkn {wr). ZKomog eival va LeAeTnBel n cuoyEtion tou XBI pe yevett-
KOUG, ETLYEVETIKOUC KOl ULTOXovEpLakou SelkTeg Tou cuvdEovTal e To oTpeC.MeAeTBnkav mapaAayEgkot
ToAuHopdLopol yovidiwv ou eUMAEKOVTAL OTNVATIOKPLON OTO OTPEG, TNV AVOCOAOYLKH ATtOKPLON KOl TNV
npowpotnta (yovidia SLC6A4, MBL2 kat FKBP5),to potifo pebuiiwong 18 kal 27 Bécewv CpGoTOUC UTIOKL-
vNTECG TwV yovidiwv FKBPS5 kat SLC6A4, avtiotowa, kal urtoAoyiotnke n HetaBoAn tou aplBuol avtypadwv
ptoxovéplakot DNA (mtDNAcnh).

YAwka kat MéBodou: ArtopovwBnke DNAamo repideptko aipa 88 XBI/mpowpwv veoyvwy Kat 47 VEOYVWV-UOP-
TOpwv. OL moAupopdLlopol/maparayég pehetnOnkav pe TagMangenotypingassay kat PCR-RFLP, n avaAuon
Twv eTunédwyv pebuliwong e pyrosequencingCpGassay kat n petafoAr tou mtDNAcn aviyveuBnke pe qPCR.

AnoteAéopata: Zta XBl/mpowpa veoyva og oUYKPLON LE TA VEOYVA-UAPTUPEG: a) nrapaAlayr rs1800451
(MBL2) ntav o ouyvn, B) 5 (FKBP5) kat 8 (SLC6A4) BéoelcCpGepdaviocav vPnAotepa emnineda pebuAiwong
katy) o mtDNAcn Atav uPnAdtepog.

Tupnepacpara: H eUpeon aflomiotwy Selktwv mou oxetifovrtal pe to XBI, TV mpowpdTtnTa KoL To EVOOUN-
TPLO OTPEC Unopel va BonBbnoeL otnv eEATOULIKEUUEVN EKTINGN TOU KLVEUVOU yLoL avemiBUunTes eKBACELG TNG
KUNGONGKOL OTO OXESLOOUO OTOXEUUEVWY TIAPEUPACEWV.
H peAétn xpnuatodotibnke amod tnv EAAGSa kat tnv Eupwnaikn Evwon(Evpwnaikd Tapeio Mepibepelakng
Avamntuéng)ota mAaiolatou Emixelpnolakol Mpoypappatog « AVIaywvioTIKOTNTA, EMXEpNUATIKOTNTA Kol
Kawotouia»,(ENAVEK), EZMA 2014-2020 (MIS 5047236).

34



O -

MANEAAHNIO ZYNEAPIO
“AIEPEYNHZH F'ENETIKQN NOZHMATQN TOY ANOPQIIOY -
ME TIZ NEEZ TEXNOAOTIEZ THZ FTENQMIKHZ:
E=EAIZEIZ KAl MPOBAHMATIZMOI” i

Crowne Plaza Athens

EP-25
AzZIONOIHzH THz AIATNQZTIKHZ A=IAZ TOY WES ZE MNAIAIA KAl ENHAIKEZ

KwotoUAag Xapidaog!, Mriovpna lwavva?l, Aadiag Napnc?, Nkudka Katepival, Zeooé ABavacia’, Mouvota-
kA EuBaAia’, Ntaiou XpuooUAa?, AapnpomnouvAog AAEEavdpog?, Mlewpyiovu lwavvng!

Maveniotiuto lwavvivwy, Tunua latpiknc, Epyactipto latpiknc Mevetiknc otnv KAwikn Mpaén
2Noookoueio "Mamayewpyiov”, Movada EVETIKAC

2KOMOzZ EPTAZIAZ

H epyaoia autr amookomnel otnv afloAdynon tn¢ StayvwoTikig atiag tng aAAnAouxiong Twv e€wviwv Tou ou-
volou Twv yovidiwv (Whole-Exome-Sequencing/WES) og matdid kat eVAAIKEG pe eupl GavOTUTIO 0 OmoLog
KALVIKA KOl YEVETLKA TLOavOV va CUCXETLIETAL UE KATIOLO OTIAVLO VOGO,

YAIKA KAl MEOOAOI

ZUMEXOnkav 192 Selypata ek Twv omoiwv ta 163(85%) eivat maidiatpikd kot ta 29(15%) and eviAkes. Ta
Selypata tafvoundnkav o EMIUEPOUC KATNYOPLEC CUUPWVA UE TIG KAWVIKEG TTAnpodopieg oe Nedpoloyika/
CAKUT, Nedpoloyikad, Evbokpivohoyikd, NeupoAoyikd, Atpatoloyikd, Kapdloloyikad k.d. OAoL oL UHHETEXO-
vteG untéypaav Evtuma cuykatabeong yla AnPn Selypatog alpatog Kot emakoAouBng YeEVETIKAG avaluong.
To MPpwTOKOAAO PEAETNG TTOU XpNOLpomolOnke yla tnv aAAnAouxLlon Twv KwSLKOTIOLOUCWYV TIEPLOXWV LECW
eumAoutiopol (DNA Prep Exome2.0 kat Mitochondrial) kat n aAAnAouxion mpaypatomnowBnke pe lllumina.
H BlomAnpodopikr) avalucon €ywve He TNV xprnon tou aAyopibuou GATK. H afloAdynon twv mapailaywv
npayuatonolndnke Baoet Twv kpttnpiwv ACMG.

AMOTEAEZMATA

Amo ta 192 atopa ota onoia payuatonoliOnke WES ota 67 Bpébnkav nwg épepav SNVs r} CNVs. Molo ou-
ykekplueva 8 meputtwoelg CAKUT(12,5%), 16 deiypata vedppoloykwv voonuatwy (61%), 8 mepUTTWOELS V-
SoKpLVOAOYLIKWY Voo UATWY (32%), 32 delypota veupoloylkwy voonudatwyv(42%), 1 Seiypa atpatoAoyikov
voonuatog (12,5%) kat 4 delypata cuyyevwv avwpaAlwy (50%) épepav Eva i meplocotepa taboyova SNVs
i CNVs ta omola emiBefaiwvay Ta GovoTumKA XOpaKTNPLOTIKA TwV a.oBevwv.

2YMMEPAZMATA

To WES amote)el €va onUavTikd KALVLKO EPYAAELO TNG LATPLKNC YEVETIKNC KAOWE LUE AUTO UTTOPOULE VL EVTO-
TilooU e TNV yeveTikn BAGBN mou cuoxetiletal e omavia vooruata pe eupl GAaopa GavoTUTILKWY XOPAKTN-
PLOTIKWV. H KAk alo Tou WES ota matdLlatplkd voouato umtodnAwveTatL Kat and tnv tkavotnta Slayvw-
oNng Tou 35% TwV OTIAVLWY VOONUATWY TIOU LEAETAOOUE O€ ELOLIKEG KATNYOPLEG.

35




O -

MANEAAHNIO ZYNEAPIO
“AIEPEYNHZH F'ENETIKQN NOZHMATQN TOY ANOPQIIOY -
ME TIZ NEEZ TEXNOAOTIEZ THZ FTENQMIKHZ:
E=EAIZEIZ KAl MPOBAHMATIZMOI” i

Crowne Plaza Athens

EP-26
ANIXNEYZH MAPT H1 ANAOTYNOY ZE EAAHNEZ AZOENEIZ ME METQNOKPOTA®IKH
ANOIA

MuAwva A., MouAomoUAou A.L X. Kopog?, DAwpou-Xatlnyltavvidou X.!, MNanactedpavonovAou B.2, Aviw-
véAlou P.2, Ayyehomoulou 0.2 NanatpiavtaduArov I.2, Ztedpavig A.%, Nanayswpyiov .2, Kpounng X.’
Epyacotripto KAwiknc¢ Bloxnueioag kot Moptakrc AtayvwaoTtikic, Attikovilavemniotnuiako Meviko Noookoueio,
latpikn ZxoAn Mavemniotnuiov Adnvwv

latpeio Nontikwv Alatapaywyv -Eraviwv Avolwv, A’ Maveriotnuiakn NeupoAoyikn KAwikn, Atytvriteto Nooo-
kouelo, latpikn ZxoAn Mavemotnuiov AGnvwv

ZKOMOG:

H petwmnokpotadikn dvola (Frontotemporal Dementia, FTD) eival to i6lo ocuxvn pe tnv vooo Alzheimer’s og
atopa nAtkiog <65 etwv. Metalu twv moAAwv yovidiwv mou evéxovtal otn vOoo €ival Kal to YoviSloMAPT
(microtubule-associatedproteintau)kat amoteAeital anod 16 swviata onoia petaypddovral oe 3R/4R oo-
HopdEg, avaloywe eav Stabétouv 1o e€wvio 10. MetaAAdéelg oto yovidlo nélatdpaln tng ducoLoAoyLKAG
avaloyiag 3R/4R Loopopdwy -Kal KATA CUVETELX TNG LOOPPOTILOC TWV UIKPOOWANVIOKWVTWY VEUPLKWY KUT-
Tapwv-0dnyouv oe FTD. Zkomog tng epyacioag Atav navamntuén pebodoloyiag avixveuoncMAPT DNA ma-
paldaywv o€ EAAnveg FTD aoBeveig pe tig peBodoloyie¢cDNA Sequencing kat MLPA kat n afloAdynon twv
gupnuatwyv og FTD aoBevelg.

YAwa kot péBodot:

Apxkd amopovwOnke DNA pe High Pure Template Kit (Roche) amné nepidepiko aipa 20FTD EAARVwyY acBevwy,
HETA armo gyypadn evnuepwUévn ouykatdBeor tous. Meta tnvPCR evioyxuon, akoAouBnoe Cycle Sequencing
(BigDye Terminator v1.1)kat aAAnAouxilon otov SeqStudio yevetikd avoaAutr(Thermo ABl)kaBw¢ katMLPA
puEBobdocyla aviyveuon tuxov peyaAwv DNA avadiatatewv(MRC Holland).Ta anoteAéopata avaludnkav e
ta npoypappataChromas, NovoSNP kat Coffalyzer.

AnoteAéoparta:
Zta 10 amnd ta 20 Ssiypoata, avixveuBOnkavol idleg 5 kalonBelg mapaAAayEg, -2 WTIPOVIKESG (rs75242405-
rs1800547) kal 3 cuvwVUEG e€wVIKEG(rs1052551-rs1052553-rs17652121)-oL omoieg anoteAoUvV HEPOG TOU
amAotumnou H1.

Tuunepaoparo:

210 50% Twv FTD acBevwv aviyveuBnke o MAPT H1 amAdtumogo onoiog cuvdéeTal e auvénueévn ekdpaon
¢ 4R LoopopdnG N omoia CUVSEETAL TILO LOXUPA OTOUG ULKpooWwANViokouc.MNepattépw otoxoamoteAein ava-
Auon meploocotepwy detypdtwy FTD EAAAvwy acBevwvwote va anokaAudOel emakplpwg o poAoctou amio-
TuTou Hlotnv avamntuén umoTUMWV TNG VOCOU.
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Crowne Plaza Athens

EP-27
XPHZzH ENINEAQN NMPOITPANOYAINHZ NAAZMATOZ A THN ANIXNEYZH KAI AZIONO-
FHZH PGRN METAAAAZEQN ZE EAAHNEZ AZOENEIZ ME METQNOKPOTA®IKH ANOIA

MouAomouAou A.", Toivyka X.!, MuAwva A.", Ziuo0dng A.", NanaoctedpavonovAov B.?, Kopog X.2, Toavtia-
An 1.3, NanatpravragpuAdou .2 Ztedpavig A2, Manayswpyiov 2.2, Napaockevdg .3, Kpodmng X.*
lEpyaotrpto KAwviknc Bioynueiac ko Moptlaknc¢ Atayvwotiknc, Attikov lNavemiotnuioako Meviko Noookoueio,
latpikn ZxoAn Mavemniotnuiov Adnvwv

2A’ Mavenotnuiakn Nevupodoyikn KAwvikn, Awywviiteto Noookoueio, latpikn ZxoAn Mavemiotnuiov ASnvwy
3B’ Mavemotnutakn NeupoAdoyikn KAwikn, Attikov Mavermiotnuiako levikdo Noookoueio, latpikn ZxoAn Mave-
motnuiov ASnvwy

ZKOMOG:

H petwnokpotadikn avola (Frontotemporal Dementia, FTD) eival to i6to cuxvr pe tnv voco Alzheimer’s
o€ dtopa nAkiag <65 etwv. Metagl twv MoAAwV yovidiwv mou evéxovtal oTn VOoO €ival KoL To yovidlo tng
nipoypavoulivng (progranulin, PGRN). To mpoidv tou eival évag ekKpLVOUEVOC tapdyovtag 593 apwvoéwy o
omoliog odnyel oe veupoekdUALON TOU EYKEPAAOU OE TIEPUTTWOELG LELWHEVNG CUYKEVTPWONC ToU. H pelwon
uropet va aviyveuBel eUKoAa Kol 0TO MAAOUA KAl VA 08NYAOEL OTNV TIOPATIOUT TWV A0OEVWV OE YEVETLKNA
avaAuon kat afloAdynon Twv HETAAAAEEWV.

YAwa ko péGodot:

2e 50 FTD aoBeveic eAdOn aipa petd amod éyypadn evnUEPWHEVN CUYKATADEST) TOUG. XTO TTAACUA, EYLVE
HETPNON Tpoypavoulivng (nEBodog ELISA, Adipogen) kal oto amopovwBeév DNA, yevetikr) PGRN avdAuon pe
aAAnAouyLon otov SeqStudio yevetiko avalutr (Thermo ABI) kaBwg kat MLPA pébBodo yla avixveuon tuxov
pueyaAwv DNA avadiataéewv (MRC Holland). Ta amoteAéopoata avaAlBnkav pe ek poypappota (SPSS/
Chromas/NovoSNP/Coffalyzer).

AnoteAéoparta:

Ye 6 aoBeveic aviyveuBnkav maboyevetikeg null petaAddels, o 4 mapavonuATkeG (utd afloAdynon) evw
41 Atav apvntikol yla onotadrmote aAAayry cto PGRN yovidlo. Ot HETPAOELS TTpOoYypaVvOUAivnG TIAACUATOG
Twv 41 apvntikwv aoBevwv apoucialav KAVOVLKA KOTOVOUN Kal SLEPEPAV OTATLOTIKA Ao TouG 6 BETIKOUG
aoBeveig pe cut-off 6plo 106,2 ng/ml(p<0,001).

Tuunepaoparo:

FTD aoBeveig pe vPpnAa enineda npoypavoulivng dev dpépouv PGRN petaAldéelg pe 95% olyoupld evw
aoBeveig kAtw Tou cut-off oplou, MapamEUmovTal G€ YEVETIK AVAAUCN WOTE VA UIMopouV va wdeAnbolv
oo TG avadUOUEVEG DEPATIEUTLKEG TIPOCEYYLOELG TNG EEATOULKEUEVNG lOTPLIKAG, lte pe yoviSlakn Bepa-
nela elte pe avriowpata avtl-coptidivng. EmutpooBeta, n aflohdynon evolapéowy EMTESWV TTPOYPAVOUAL-
vnG MAAopaTog Unopet va BonBrioel otnv ektipnon tng maboyévetlag VUS petalddaéewv tou yovidiou.
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EP-28

MEAETH NMOAYMOP®IZMQN TQN TONIAIQN F2(rs1799963), F5 (rs6025), MTHFR
(rs1801133, rs1801131) NOY IXETIZONTAI ME TON KINAYNO EM®ANIZHZ ©POMBO-
DINIAZ

fpapavn Owpan, ApakoUAng N.
Ouada KAwvikrc @apuakodoyiag kat @apuakoyovidiwuatikrg, Tunua Qapuakeutikng IxoAng, ZyoAn Entotn-
Hwv Yyeiag, EQviko kot Kartodiotplako lMavemniotiuto ABnvwy

2Konoz

H mapoloa peAEéTn amookomel otnv kataypadn TnG cUXVOTNTOG KATAVOUAG AUTWY TWV TTOAUHOPPLOUWY OE
eva Selypa Kavkaoiwv amo t NotwoavatoAik Eupwrn. E€etdotnke n oxéon petafl tng ouxvotntag TWv
oAAnAopopodwv kat tou GpuAou. Ta suprpata cuykpiBnkav pe GAAoUG eupwMAikoU¢ MANBUCGUOUC aAAd Kol
HE TtayKoouLo Sedopéva.

YAIKA KAl MEOOAOI

ZTnv épeuva cuppeTelxav 860 eBEAOVTEG ATIO TOV VOTLOAVATOALKO KAUKAGLO TANBUOUO, AVOPEG KAl YUVALKEG.
To DNA €€nxOn amo delypata oAlkoU aipatog Twv atopwy aUTwy, TwV omoiwv n nAwkia kupowotav ano 18
€wg 89 eTwv. O PoobLlopLlopdg Tou yovoTuTou mpaypatonolidnke pe tn xprion Kasp-PCR. H peAétn emuke-
VTIPWONKe otnV avAAuon TNG KOTOWVOUAG TWV YOVOTUTIWYV Kal TwV aAAnAdpopdwv autwyv tTwv ToAupopdL-
OHwV. TEAOG, MPAYHUATOTOLNONKE OTATLOTIKI) AVAAUCH TWV ATOTEAECUATWY TwV SeSOUEVWV.

ANMOTEAEZMATA KAI ZYMMNEPAZMATA

Ta eupnpata €8eL€av OTL SV UTIAPXEL OTATLOTIKA oNUAVTIKN Sladopd oTNV KATAVOUN OE KAVEVAV A0 TOUG
TIOAUOPPLOUOUG TToU peAeTONKav peTafl avdpwy Kal yuvalkwv eBehovtwy. Ta anoteAéopata autd dev
QTOKALVOUV LE TIPONYOUEVEG EPEUVEG OXETIKA HE TNV KATAVOUNA TNG CUXVOTNTAG AUTWY TwV TIOAUMOPdL-
OHWV. TNV Tapoloa UEAETN, yla TouG TIOAUMOPdLOMOUG rs1799963 kat rs6025 ol meploodtepol EBENOVTEG
Atav opoluyol ya to dpuctoroykd aAAnAopopdo, untodekvuovtag xapnAn mbavotnta Bpoppwong. Ocov
adopa T peTtaArdgelg tou MTHFR, n peAétn autr) umodnAwvel uPnAOTEPO ETULITOAACO 0TOV UTIOTTANBUCUO
Tou voTou Kaukdoou, aAAd n CUCXETLON TOUG e ToV Kivduvo Bpopufwong amattel mepattépw Stepevvnon.
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Crowne Plaza Athens

EP-29
2YZXETIZMOZ METAZY TOY ZXETIKOY MHKOYZ TQN TEAOMEPQN KAI TOY MITOXON-
APIAKOY MNEPIEXOMENOY ME BAZH TON AEIKTH MAZAz 2QOMATO2

MouotakAn E., Znkomoulog A., 2eoo€ A., Mniobvuna I., Zaxapiov A. , lewpyiou I.
Mavemnotiuto lwavvivwy, Epyactrpio latpikrc Mevetikng otnv KAwikn Mpaén

ZKOMOG:

ZNUOVTLKEG LETAPBANTEG TTOU EMNPEAIOUV TNV TIOLOTNTA KOL TN AELTOUPYLIKOTNTA TOU OTIEPIATOG KAl UTOPEL val
EMNPEACOUV TNV AVOTTOPAYWYLKA UYELQ KAl TN yovipHotnTa Twv avépwyv nepAapfdavouy to LAKOG TwV TEAO-
HLEPWV KL TO ULTOXOVOPLAKO TtEPLEXOUEVO. H €peuva oToxeVEL va Slepeuvnoel TOOVEC CUCKETIOELG LETAEY
QUTWV TwV SU0o peTafAnTwy Kol tn oxéon e To Seiktn Halog cwuaTod.

YAwa kot MéBobot:

ZuAAoyn dedopévwy amo 82 dvdpeg mou uTtoBANBNKav og eEWOWUATLKN Yoviporoinon. OL Avtpeg avamapa-
YWYLKNG NAkiag katnyoplomoidnkav cupdwva pe to deiktn palag cwpatog (BMI) o puacilohoyikol, utép-
Bapol kat maxvoapkol. O TPoodLoPLOUOG TOU OXETIKOU UAKOUG TWV TEAOUEPWV KaL TOU pLtoxovoplakol mepL-
EXOUEVOU EYLVE Ue TN MEB0SO TNE ToooTIKNC aAucldwTn avtidpaong nmoAupepaong (gPCR).

AnoteAéopata:

Ta eupuaTa UTTOSELKVUOUV APVNTIKI) CUOXETLON UETOED TOU OXETIKOU UAKOUG TWV TEAOUEPWV Kol Tou BMI
TOOCO YLO TNV KAVOVLKN 000 Kal yLa tnv uttépPapn opdda. AvtiBeta, mapatnpnbnke BETIKI CUCXETLON YLO TNV
naxvoapkn opada, umtodelkviovtag mbavr oxeon HeTaly TG ptoxovoplakng uyeiag kat tng datrpnong
TWV TEAOUEPWV. Ta ATOTEAECUATA NTAV OTATIOTIKA CNUAVTLKA JOVO yLa TV maxvoapkn opdda. EmutAéoy,
mapatnenNOnKe apvnTIKr) CUCXETLON UETAEY TOU UAKOUC TWV TEAOUEPWY KOL TOU ULTOXOVOPLOKOU TIEPLEXOUE-
VOU TOOO OTNV KOWOVLKA 000 Kal otnv untépBapn opada, urmtodeikvuovtag OTL N XapnAoTepn ULtoxovoplakn
TIEPLEKTLKOTNTA UIMOPEL va cUVEEETAL UE LaKPUTEPA TEAOUEPN.

Tuunepaopara:

Ta anoteAéopata pavepwvouy pia aAANAEemidpacn HETAEL TOU PNKOUG TWV TEAOUEPWV TOU CTIEPUATOG KO
TNG CUYKEVIPWONG TwV ULtoxovdpiwv wg mpog to BMI. H yvwon autwv Twv cuoxeticewv Ba punmopoloe va
BonBnoeL otnv e€Aynon opLoUEVWY aTto TIG ALTLEG TNG AVOPLKN G UTIOYOVIOTNTOG.
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Crowne Plaza Athens

EP-30
ENINEAA EKDPAZHZ TQN FONIAIQN FTO, FOS KAI ALKBHS 2E KOKKQAH KYTTAPA TQN
QOOHKQN KAI 2YZXETIZH TOYZ ME HAIKIA, BMI KAl PCOs

Zeoo€ A., Mnovpna l., KwotoUuAag X., MouotakAn E., Mkuaka K., Zapadn E., MyxanAiéng 0., lewpyiov 1.
Epyaotipto latpikric levetikng otnv KAwvikn Mpaén, Tunua latpikng, SxoAn Emtotnuwy Yyeiag, Mavemiotriuto
lwavvivwy

ZKomog epyaociag:

Na SiepeuvnBet av ta enineda ékppaong twv anopebulacwv tng N6-peBuladevooivng, ALKBHS kat FTO,
kaBwg Kkat Tou yovidiou FOS, evéxovtal otn ynpavon tTwv wodnkwv. H ékmtwon tng wobnkikng Aettoupyiog
€lval To KUPLOTEPO TPOPBANKA TNG AVOAITAPAYWYLKAG YPAVONG TWV YUVALKWY Kot N arnocadnivion Twv Unxavt-
OHWV TIOU 08nyouV o€ auTnV €XeL LeyaAn Bloilatpikn onuacia. Ztnv mapovoa peAETn poodlopilovtal, ota
KOKKWON KUTTOPO YUVALKWY, Ta ETtinMeSA EkPPOoNG AUTWV TWV YoVISiwv o€ oxeon Ue TNV NAKLa, Tov Agiktn
Mdalog Zwpatog (BMI) kat to ZUvépopo MoAukuoTtikwv QoBnkwv (PCOs).

YAwa kot MéBodol:

Ao ta kokkwdn KUTTOPA, TTOU amopovwinkav and wokuttapa 14 yuvalkwv rmou umoPAndnkav o eEwow-
HOTLKA Yovipomoinon, éywve e€aywyn RNA, amod to omoilo otn cuvéxela, Héow avtiotpodng petaypadnc,
ouvtédnke cDNA. Ta enineda ékppaong Twv umd HeAETN yovidiwv mpoodlopiotnkayv pe tn LéEBodo tng mo-
00TIkAG aAuodwtng avtidpaong moAupepaong (qPCR).

AnoteAéoparta:

H ékdpaon twv yovidiwv FTO kat FOS pewwvetal pe tnv avénon tng nAkiag, kaBwg Kot oTig Yuvaikeg pe
PCOs. Entiong, otig unAotepeg Tineg BMI, ta entineda ékdppaong téco tou FTO 600 kat tou FOS teivouv va
HewwvovTal. TéNog, Ta enimeda Ekdppaong tou yovidiou ALKBHS & petadAlovial onpavtikd, pe tnv nAkia
TWV yuvakwy, to PCOs kat to BMI.

ZupnepacpaTa:

Ta anoteAéopata pag Sivouv pia mpwtn evOEIKTIKA €lkOva yla tnv Tibavn oxéon twv yovidiwv FTO kat FOS
HE TNV woBnkiKkn yRpavon, To PCOs kat evdexopuevwg to BMI kal pmopoUv va amoteAécouv Tnv adetnpia yLa
TIEPALTEPW HEAETN TOU BEPATOC, UE OTPATOAOYNON LEYAAUTEPOU OPLOUOU YUVALKWV.
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Crowne Plaza Athens

EP-31

SYNAYAZTIKH MEOOAOAOIIA MPOTEPAIOMOIHZHEZ TONIAIQN/NPQTEINQN BAZEI
AEAOMENQN GWAS KAI TOY ANAKATAZKEYAZMENOY NPQTEINIKOY TOYZ AIKTYOY:
E®APMOIH TH MEAETH THZ PYOMIZHZ THZ APTHPIAKHZ MIEZHZ

Toapé E-N.I.7, KAana M.L.", Mooxovag N.K.»?
"Epyaoctrpto MetaBoAikri¢c Mnxaviknc ko Zuotnuikn¢ BioAoyiac, ITE/IEXMH, Matpo
2Epyactnpto Fevikng BloAoyiacg, Tunua latpikng, Mav/uto Matpwv

2Konoz:

JKOTOC TNG pyaciog Atav n avantuén pebodoloyiog npotepatonoinong yovidiwv/mpwteivwy, mou oxetilo-
VTOL JE TTIOAUTIAPAYOVTIKA Vooruata, cuvduadlovrtag kpltrpla mou otnpilovtal o dedopéva GWAS kal tnv
TOTIOAOYLKN) AVAAUGH TOU QVTIOTOLYOU TIPWTEVIKOU S1kTUOoU. O cUVSUACUOC TTEPLOCOTEPWYV XAPOKTNPLOTIKWY
yla Tnv mpotepatlonoinon avéavel tnv aglomiotia Twv anoteAeoudtwy. H peBodoloyia mapouaoidletal oto
mAaiolo g avaAuong tng puBULONG TN aptnplakig niieong (PAM).

YAIKA-MEOOAOI:

Xpnolwomnolwjoape tn peta-fdon PAM tou epyaoctnpiov mou amobnkevel dedopéva GWAS kat e-QTL Sia-
oUVOEOVTAC Ta LE TO OVIOAOYLKO Siktuo yovidlakng mAnpodopiag tou avBpwrmou [1] péow tng peta-faong
MpwteVikwv aAAnAerudpdacewv PICKLE (www.pickle.gr). To Steupupévo mpwrteivikd diktuo tng PAN ava-
KaTaokeudotnke amnod ta dedouéva GWAS npooBETovtag Ta 1o cUVIOUA UOVOTIATLA TIOU SLCUVOEOUV TIG
GWAS-nipwreivec o€ eviaio diktuo. H peBodoloyia mpotepatonoinong yovidiwv/mpwTeiviv oTnpixtnke oTov
ouvbuaouo TpLWV KPLTtNpilwv: To MPpWTo adopd otnv Katdtaln Twv yovidiwv Bacel cuvduaoTikwy debouE-
vwv GWAS, evw ta dAAa Suo Bacilovtal otn B€on Twv MPWTEIVWY 0TO SLEUPUEVO TIPWTEIVLKO SLKTUO YEVIKA,
KOl WG TPOG TLG ipoTepatomolnpéves GWAS-ripwteiveg, eldikotepa. TeAKA, oL TpWTEiveC LepapyxoLvTal BAoEL
TOU aplOpoL TwV KPLTNPLwY TTOU LKAVOTIOLOUV.

AMNOTEAEZMATA:

Ao T 2508 mpwrteiveg oto Sleupupévo Siktuo g PAM, mpotepatonow}Bnkav 335. Mepinou ta 2/3 ival
MPWTEIVEG TOU Yapaktnplotnkav oxetllopeveg e t PAM péow tng Slelpuvong ToU MPWTEIVIKOU SLKTUOU.
Movov n ESR1 kavorotel 0Aa ta kptrrpla kot 125 wkavormotouv duo. OL MpWTEIVEG, TTOU CUUMTANPWVOUV TNV
npwtn dekada eivat ot: INSR, PTN11, CDK6, CSK, NOS3, SH2B3, ATP2B1, FES, FINC.

2YMMEPAZMATA:
H mpotewvopevn peBodoloyia mpotepatomnoinong wnopel va epappootel yia tnv availuvon dedopévwv GWAS
Kl AAAWV TTIOAUTIOPOYOVTLKWY VOO LATWV.

XPHMATOAOTHZH: H2020 AIDPATH_#101016909
[1] Tsare E-P, Klapa MI, Moschonas NK (2024). Human Genomics (https://doi.org/10.1186/s40246-023-
00565-6).
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EP-32

MEAETH ZYIXETIZHZ TQN ZHMEIAKQON NOYKAEOTIAIKON NOAYMOPO®IZMQN
rs1800795 KAI rs1800629 ME THN EM®ANIZH NOAANANAHZ 2KAHPYNZHZ ME TH ME-
©0AO THz KASP PCR

Napov ., ApakoUANG N.
Ouada KAwvikri¢ @apuakodoyiog kot Qapuakoyovidiwuatikng, Tunuo Qapuakeuvtikic, SxoAn Emotnuwv
Yyeiag, EKTIA.

Elcaywyn

H attiodoyia tng NoAAamAng ZkAnpuvong (MNZ) mapapével Ayvwotn €wg Kol CAUEPA, woTooo daivetal va
EVTOTIETOL CUOXETION METAEL TTEPLBAAAOVTIKWV TTOPAYOVTIWV KOl YEVETLKWY O paAAaywV, N omoia evoExeTatl
va kaBopilel Tnv evalodnoia epdaviong Tng vooou.

ZKOmOG epyaciog

Ztnv napoloa KUEAETN, otnv omola éAafav pépog 200 eBehovtég aoBeveig pe NI kal 207 eBeAOVTEC LAPTUPEG
amno tnv EAAGSa, dlepeuvnBnke n cuxvotnta epdaviong SUo moAupopdlopwy o€ yovidla mou oxetilovtal pe
Vv dAeyuovn (rs1800795-1L6, rs1800629-TNFa) kat €xouv cuoxetiotel BLBALoypadIkd Ue TNV EudAvion TNG
vOoou o€ MANBUOHOUG AAAWY XWPWV.

YAwka kat MéBodot

ZUAAEXBNKav ta delypata oALkoU aaTOC oo TOUG CUMUETEXOVTEG Kol akoAoUBNOE N AmouoOvVwWaon ToU YEVE-
TIkoU UALkoU (DNA). H Tautomoinon Twv YyovoTtumwy yLa Toug uto Slepelivnon YEVETIKOUC TTOAULOPPLOUOUG
€yve Ue tn néEBodo tng KASP PCR Kal mpayUaTOToLW)OnKe N OTATLOTIKI) AVAAUGH TWV ATOTEAECUATWV.

AnoteAéopata

Ao TNV OTATIOTIKA avAAUCN TNG KATAVOUNG TWV YOVOTUTIWVY YL TOUG UTTO HEAETN TTOAULOPPLOUOUG HETAEY
TwV MANBUOHWY TWV acOEVWVY KOl TWV HOPTUPWVY SEV EUPAVIOTNKE KATIOLO OTATLOTLKA ONUOAVTIKO OUTOTEAE-
oua (p value>0,05).

Tupnepacpata

Me Bdon ta otolela tng mapovoag LEAETNG POLVETAL VA LNV UTIAPXEL CUCYXETLON METAELU TWV TIPOC UEAETN
oAU popPLOpWV Kal TG epdaviong tng M oe aoBeveig and tnv EAAASa. Mepattépw HLEAETEG, O€ LEYAAUTEPO
Selypa mAnBuopou amattouvtal yla va eMBERALWOOUV TA EUPAHATA AUTA KOL VO TIOPEXOUV ETILITPOCOETEG
TAnpodopieg avadopLkd e TOV pOAO TwV UTIO PEAETN TTOAULOPpdLOMWY oTNV epdavion tng MN2.
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EP-33
MH OIKOFENHXZ NAPAKENTPIKH ANAXTPO®H inv(5)(q15g23.2) XTON EAAHNIKO
NAHOYZIMO: «AOGQOZ» MOAYMOP®IZMOZ H EYPHMA ME KAINIKH ZHMAZIA;

KapkaAéton M.!, Aayov M., PounoAa M., Nepoutoou P. ', BeAtooapiov B.2, Mavtalidng I.!
Tunua revetiknc kot Moptaknc¢ BioAoyiacg, OutAog Bloiatpikrc
2Medicover Genetics Greece

ZKOMOG epyaoioag:
H Sitepelivnon tng KAWVLKAG ONUACLOG TNG TIAPAKEVTPLKAG aAvaoTPodr g 0TO LaKpU OKEAOG TOU XPWUOCWHOTOG
5, inv(5)(q15023.2) kaBwg Kal n yewypodlk KATAVOU TwV €TEPOIUYWTWYV 0TOV EAANVIKO TTANBUGUO.

YAwka kot MeBobou:

O &VIOMLOMOG TNG TIOPAKEVTIPLKAG avaoTpodnG MPOEKUYPE KATA TOV KUTTAPOYEVETIKO €AeyX0 TepLdEPLKOU
atpoatog 7105 e€etalopevwy. OL KUPLOTEPEG aLTieC mapaToumnig adopouv o€ SLEPEUVNON UTIOYOVILOTNTOG,
arnofBoAwv, StatapaxEg EPURVoU pUCEWS Kal TPoBARMATO VATITUENG. H XpWHOOWUATIKY avaAucn Tpay -
TomolwBnke oe kapuotuno nepldepkol aipatog uPnAng avaluong pe GTG {wvwon (GTG-high resolution
QAS 6-7) ue edappoyni ouUBATIKWY HEBOSWV KUTTAPOYEVETIKNG. A TNV XPWUOCWUATIKH OVAAUCH UE ULKPO-
ocuotolyieg (CMA) oto yevwviko DNA dU0 ek Twv eTepoluywTwyV Xpnotuomnolndnke n mlatdopua tng Agilent
SurePrint G3 ISCA v2 CGH 8x60K.

AnoteAéoparta:

210 oUVoAo Twv 7105 atopwyv mou e€etdotnkayv Bpebnkav 7 dtopa, Ye pn mpodavr) cuyyévela, Gopeig tng
TIAPAKEVTIPLIKAG avaotpodng inv(5)(q15g23.2), to omnoilo avilotolxel o€ M0o0oTO Mepimou 1 %o kal adopd
070 41% TOU GUVOAOU TWV TIOPAKEVIPLKWVY avaoTPodwV (17 TapakeVIPLIKEG avaotpodeq) yia To (blo deilyua
e€etaoBEvTwy. OL tepLooOTEPOL ETEPOLUYWTEG Ttapouaialav eite umtoyovipuotnta eite mpoBARpaTO OTEPUQ-
Toyéveong evw avédepayv LOTOPLKO amofoAwv tou {elyoug 1} TOU OLKOYEVELAKOU Toug TePLBAAAOVTOC Kol
Kataywyn amno tnv Kevtpikn kat Bopelodutikr) EAAGSa.

Tuunepaoparo:

H nmapakevtpkn avaotpodn inv(5)(q15q23.2), dpaivetal mwg amoteAel Lo ApKETA KO XPWUOCWHOTLKA
avadidtaén otov eEAANVIKO MANBUGUO pe cuxvotnta 1 ota 1000 dtopa nepimou. O yewypadlkOg EVIOTILOUOG
dOopEWV OE VO CUYKEKPLUUEVO YEWYPADLKO TOEO EVOEXOUEVWE TIOPATIEUTITEL 0€ PalvOpEVO Tou pUTH Ao
€va koo mpoyovo (founder effect). H mapouaoia tng ev Adyw avaotpodng Ba umopoloe va OXETIIETAL PE
auénuévn mBavotnta anoBoAwv r umtoyovipotnTag, aAAd Adyw Tou pikpoL deilypatog Sev eival Suvatov va
nipokUPouv aodaAr} OTATIOTIKA CUUTMEPACHATAL.
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EP-34
ZMANIA NMEPINTQZH NEOrNOY ME NOAAANAEZ XPQMOZQMATIKEE AIATAPAXES

MAoupung N.:, BeAlooapiou B.2, Kapanavov 2.2, Zpupvakn MN.3, Aakavadn 1%, Indakakn K.
'Medisyn —Suvetaiplouoc Epyaotnplakwy latpwv

2MedicoverGenetics— Kévtpo latpikn¢ Mevetiknic ko FoviStwuatikrig

Maibo-evéokptvoAoyoc - I51wTiko latpeio

‘Mabiatpoc — 161wTikO latpeio

I61wtikd Epyaotnpto Biortadodoyiac MikpoBioAoyiog

Zkomog epyaoiag: H Stepelivnon Twv MOAAATTAWY XPWHOCWHATIKWY Slatapoxwy o€ veoyvo pe uhnAn FSH,
HLKpoKedaAia, uTtoBUPEOELSLOUO KAl YEVIKN vwBpoTnTa.

YAwka kot MéBobou:

H kuttapoyevetikn avaluon npaypatonolitnke o€ kapuotumo nepldepkol aipatog uPnAng avaluong Ue
GTG lwvwon (GTG-highresolutionQAS6-7) e ebappoyn cuppatikwy PeBOSwWY KUTTAPOYEVETIKAG. Mo tnv
XPWHOOWMATIKA avaAuon Ue pikpoouotolyieg (CMA) oe yevwvikd DNA xpnolpomolndnke n miatdpopua
SurePrintG3 ISCAv2 CGH8x60K microarray (AgilentTechnologies) kat n avdAuon Twv amMOTEAECUATWY EYLVE
HE To €l61KO Aoyloptko Agilent CytoGenomics 5.2.1.4 (Genome Assembly NCBI Build GRCh38/hg38).

AnoteAéoparta:

Ze OAeC TIC peTadAOELG TOpATNPAONKAV @ TIEPIKEVIPLKN avaoTpodn oTo XpwHoéowua 5 pe mbava onueia
Bpavong ta pll tou pikpoUL Bpaxiova kot 22 tou peyalou Bpayiova, PeTaTomion HETOED TWV XPWUOCWUA-
Twv 10 kat 15, pe mBava onueia Bpavong ta q25.2 otov peyado Bpayiova tou xpwuoowuatog 10 kat q15
ETLONG OTOV HEYAAO Bpaxiova TOU XPWHOOWHATOG 15, petatomnion PeETall Twv XpwHoowHATwyY 12 kat 14, pe
mBava onpuela Bpavong ta ql0 otov peydlo Bpaxiova Tou Xpwpoowuatog 12 kat g10 emiong otov peyalo
Bpaxiova Tou xpwpoowpatog 14. MBavoloyeitat emiong kat pia 2n avaotpodr) oto xpwuoécwpa 21 [inv(21)
(g21922.2)], n omoia Aoyw UikpoU peyéBoug, dev pmopoloe va emiBeBalwbel mapd povo Ye tnv xprion aA-
AWV HOpPLOKWV TEXVIKWV. OL KAPUOTUTIOL TWV YoVEWV eival dpuctoloykol. H avdAluon CMA avédel€e peplkod
evllapeoo ENAELUpO peyEBoUG 2.4Mb oTo paKkpU OKEAOG TOU XpwHoowpatog 15 otnv eploxn g21.1, émou
ebpalovtal 21 yovidia OMIM amnd ta omoia 11 eival maBoyova.

Tuunepaopara:

Fevvnuéva ATopa E TETOLA TIEPUTAOKOTNTO OTOV KAPUOTUTIO ATTOTEAOUV TTOAU OTIAVLEG TIEPUTTWOELS KAL XPN-
fouv blepelivnong pe moANamAég peBodoloyieg, mpokelpévou va SleukpvioBel, av ota mMoAAamAd onueia
TOUNAG TwV avadlatdéewyv umtdpxel anwAela [ SUTAACLAOUOG YEVETIKOU UALKOU, i} av Slatapdoostal n A€L-
Toupyla yovidiwv mou sivat Suvatd va cuoXeTLoBoUV e ToV KALWVLKO patvoTuTto. ITnv mapoloa MEPLTTWon n
€€ETOON TOU VEOYVOU HE KUTTOPOYEVETIKN KAl OVAAUOH E ULKPOOUOTOLXIEC amoKAAU P e EAAELUUO OTO OTtOL0
ebpalovtal onUavTIKa yovidia, n anwAela Twv omolwyv EXeL w¢ anotéAeopa tov taboloyikd patvétumo. Zu-
{nteltaL n cuoxEtion yovotumou-dalvoTuTou.
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