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EA-01

AMOKPYNTOIPADOQNTAZ METAAEZ TONIAIAKEZ ANAAIATAZEIZ :TON KAHPONOMIKO KAPKINO ME
EPTANAEIA BIONAHPO®OPIKHZ

Amootolou M., Manabavaciou A., AsAhatola B., Mevdpivou E., Mavvoukakog A., KwvotavtomovAou E.,
Qwotripa O.

Epyaotriplo Moplakng Fevetikng tou AvBpwmou, EKEQE Anudkpitog, ABriva, EANada

Ikomdg: H aflohoynon tng Slayvwotikng amodoong mévie BlomAnpodoplkwv epyadeiwv avixveuong
MEYAAWY yoviSlakwv avadiatdafewv oe 94 yovidla mpodidbeong oe KaAonBelg Kal KakonBelg Oykoug,
xpnolpomnolwvtag dedopéva endpevng yevedg aAAnAolxnong amod mavel yovidiwv, og eEetaloevoug e
Loxupn uroPia KAnpovouLkng mpodldbeong otov Kapkivo.

Opada peAétng kot MéBodou: Apyikd, aflodoynBnkav ta umoAoylotikd epyoaieia Codex2, CoNVaDING,
DECON, NextGENe kat panelcn.MOPS oce 151 6eiypata eAéyxou (9 Betikd kot 142 apvniikd yla
avadiatdatelc). AkohoUBwg, avaluBnkav 1322 dtopa pe EVOeLEn eAEyXou yLo KANPOVOLLKH TtpodLdBecon otov
Kapkivo. MpayuotomowBnke n avixvevon twv avoadlatdfewv yla Oha to yovidia BlomAnpodopilkd,
Xpnoluomnolwvtag Ta névte epyaleia. Ta supriuata emPefatwdnkav avetdptnta e MLPA.

AnoteAéopata: ITa BeTikd Selypata eAéyxou, To 88,9% (8/9) twv avadlataewv aviyvelBnKe amd Ta MEVTE
epyaleia, evw pia avadiatagn Sev aviyveuBnke amd kavéva (evaitodnoia 88,9%). ta apvntikd Selypota
eAéyxou dev avixveuBnkav avadlatdlelg (eldikotnta 100%). Itnv UTo e€€tacn opdda, otnv omola eixe
niponynOei éAeyxog yla TG avadlatdéelg twv yovidiwv BRCA1/2, to 8,5% twv e€etaldpevwy (113/1322)
€depe naboydvo naparlayn o kamolo yovidio mpodidBeong. Ot avadlatdgelg avriotolyovoav oto 8,9%
(10/113) tou cuvolou Twv mapoAlaywv Kot evtomiotnkav ota yovidia ATM, BRIP1, MSH2, NF1, PALB2,
PMS2, SDHB, SMAD4 kal VHL. Oktw aviyveuBnkav ano oAa ta epyoleia, pia povo amo to CoNVaDING kat
pio amoé oAa mAnv tou NextGENe. ZuvoAika aviyveuBnkav 13 avasdiatagelg, 10 emiBepfaiwbdnkav pe MLPA,
evw TPELS NTav Peudwg Betikéc. To 90% (9/10) avtwy oxetilovtay e Tov GatvOTUTIO TWV 0loBEVWV.

Jupnepaopara: H PlomAnpodoplky aviyveuon oavadlotdéewv He TN OUVOUAOTIKA XPron TEVIE
TIPOYPOUUATWY aTOTEAEL ypriyopn, OELOTLOTN KOl OLKOVOWULKA TIPOCEYYLON, aufAvovtag Tn SLoyVWOTIKN
anodoaon otn YeVETIKN Slepelivnon mpodldBeong Tou Kapkivou.
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EA-02

ANAAEI=ZH NEOZYZTATOY NANEA microRNA ZIEAOY lNA TH MH ENEMBATIKH ANIXNEYZH TOY KAPKINOY
ZTOMATOZ AMNO THN NPQIMH AIHOHZH EQZ TO ZTAAIO IV THZ NOzZOY

rkwtwvn 143, Bao\eiou 2.3, Xpovoog I'.2, MNamtldkng X.2%3

1 Movada Stouatonpoowrnikn¢ evetikng, A’ Maubiatpikn KAwikn, latpikn ZxoAn, E.K.M.A., Noookoueio
MNaidbwv «Ayia Zopio», ASHva

2 Epeuvntiko Maveniotnuiako Ivotitouto Yyeiac Mntépac MNatdtou kot latpiknc AkptBeiac, E.K.M.A., ASnva
3 Zrouatikn kot N'vadonpoowrnikn Xepoupyik) KAwikn, latpikn SxoAn, EKMA, M.I.N. «Attikovs, Adnva

ZKOMOG: To akavOOoKUTTOPLKO KapKivwpa otopatog (AKE) aviutpoowrelel TNV £KTN OUXVOTEPN VEOTIAAOLQ,
pe apetafAnta uPpnAn Bvnowotnta (Ewg 70%), kuplwg Adyw odung diayvwong mou amnodidetal ota
OCUUMTWHOTIKA TIPWLLO OTASLIa Kol ota XpovoRopa, eMeUPATIKA SLOyVWOTLKA TPWTOKOAAQ. IKOTIO TNG
napoloag HEAETNG amotédece o eviomiopdg microRNA oléhou, elbikwv ywo To AKE, pe Suvatotnta
a€LOTILOTNC aViXVELGNG TOU Ao TO MPOCUUMTWHATLKO 0TAdLo TNE MpwiUng Stnbnong.

YAwkd kot M€6060og: Alomolwvtog to BlomAnpodoptkd povieho Mevetikrq/EmLyeveTIknAG TG ouadag Hag e
Suvatotnta aviyveuonc l6ikwv microRNA yia to AKZ kal avd otdbdlo oTopaTIKAG oyKoyeveong (Gintoni et
al.,2024), evtoniotnkav microRNA rtou otoxelouv >65% twv Kuplopxa eUMAEKOUEVWY OYKoyovLSiwv oto AKZ
n/kat >65% twv yovidiwv mou urnepekdpAlovtal XAPAKTNPLOTIKA Ao TO LOTOAOYLKO OTASLO TNG MPWLUNG
dNBnong £wg to péTpla Stadopomotnuévo Kapkivwpa, e un LeAeTnuéva podid Ekdpaong otnv acbévela.
Ta técoepa pokumtovia microRNA peAetiOnkav melpapatikd pe RT-gPCR o€ oieho 31 acBevwv pe AKE kait
31 paptiupwv. AkoAoUBNos oTATIOTIK avaAucon Kal cuvluaoTikn afloAdynon SlayvwaoTikng anodoong
(ROC/AUC/Youden’s-Index).

AnoteAéopara: Mapatnpndnke onUAVTIKA pelwéVn Ekdpaon Twv microRNA otov oieho aoBevwy évavtl
UYLWV paptUpwy, Le To miR-181d-5p va napoudtalet pelwon kotd 67,1% (p<0.001), to miR-484 katd 48,9%
(p<0.001), To MiR-185-5p katd 48,7% (p=0.008) kaL to miR-20b-5p katd 27,4% (p=0.026). H xprjon Toug wg
ouvbuaoTiko Taveh emédelfe  Slayvwotiky akpifela 95.4% (p<0.001) kot e€aipetikd uPnAn
gvalobnoia/elbkoTNTA, MAPAPEVOVTAG AVETINPEQOTN oo tn cuxvotnta aAkooN/kamviopatog, tov Baduo
Stadopomnoinong twv oykwv (G1-G3) kat to otddlo tng acBevelag (I-1V) (p>0.100).

Tupnepaocpata: Ta miR-181d-5p, miR-484, miR-185-5p kat miR-20b-5p SUvavtal va amoteAécouv AveA
uypns Plogiag ywa tnv pn-emepfotikn avixveuon tou AKZ oe omoiodnmote otadlo kal PBabud
Sladopomnoinong, pe xprion 0,5mL olédou.
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EA-03

H ZYMBOAH TOY PGT-A 2TA KAINIKA ANOTEAEZMATA TQN PGT-M KAI PGT-SR — ANAAPOMIKH ANAAYZH
ENOZ KENTPOY.

Xplotomikou Afuntpa, TplavtadUAlou  TpravtaduAlog, NaumAwtiou  Ayyeliva, AlappokomoUAou
MatoUAa, Kumpwwtn Tliva, AAylavvn EAévn, ApBavitng Kwvotavtivog, Afpou Katepiva, AtapavtonoUAou
Kwvotavtiva, Aaumouon Avaoctaocia, Atdon Mapia, Mat{akou lwavva, Mevtitto Navou, MmtiAAlag Nikog,
Owovopou Awpa, Ouidtapg  Apteutg, Mamnd Aavan, Mmotlakn Awpa, Zappry Avva, ZkAaBwAld Edn,
Iniupou AAs€avdpa, Toayaha ABnva, Tosvekibn odia, Xaviln ImupldoUia, KaAlépyn Bavia, ApBavitn
Katepiva, Makpn Xplotiavva, Nikntog Epwtag

Institute of Life, IAXQ

Ikonod¢ Epyaociag: H edpappoyr tou mpoeudUTEUTIKOU YEVETIKOU gAEyXou aveUuTAOelSIAwV (PGT-A) Sev
CUVLOTATOL 0€ OAOUG TOUG KUKAOUG IVF AOyw TepLOpLOEVNG TEKUNPLWONG WG TIPOG TN BEATIWON TN KALVLKAG
€KBaong otnv eEWOWHATLKNA yoviomoinon. AlepeuvrOnKe €AV 0 TAUTOXPOVOG TIPOEUDUTEUTIKOG EAEYXOG yLa
povoyovidlakd voonuata (PGT-M)r Soutkég avwpaAieg (PGT-SR) kal aveumAoeldia aufdvel Ta KALVIKA
TOOOOTA eMLTUXiAG.

YAwa Kot péBodoL:Avadpopikr) MeAETN povhpoug epppuopetadopag (2015-2025) oe 1605 kUkAoug IVF:
PGT-M+PGT-A (112), pévo PGT-A (1247), povo PGT-SR (104), povo PGT-M (136). Ot opddeg PGT-M+PGT-A,
PGT-M kat PGT-SR eixav younAotepn péon nAkia omd tnv opddo povo PGT-A. ITATIOTIKA avaAucon Ue
Student’s t-test kat Fisher fj x*- ta ebopéva mapouvotdlovral wg % A pécog 6pog £ SD.

AnoteAéopata: H mAslovotnta Twv KUKAwWV PGT-M adopoloe aUTOOWHLKA emikpatouvta (42,4%) ko
umoAewnopeva (36,5%) voorpota. e yuvaikeg <35 etwv, o aplBpdg Boduwv Atav uPnAotepog oToug
KUKAoug povo PGT-A, xwplc Stadopéc otig Aoumég nAKLaKkEG opddec. Ta mocooTd oveumAosldiag Sev
Slédepav petatld twv opddwv. H mubavotnta amdktnong TOUAGXLOTOV €VOG HetadEpoiuou guBpluou
MELWVOTAV ONUAVIIKA HE TNV avnon tng nAlkiag, avefaptntwe TUMOU KANPOVOUNONG HLOVOYOoVLSLAKOU
voonuatog. e nAwkieg 240 etwv, oL KUkAoL PGT-M/SR+PGT-A eixav xapnAdtepn mbavotnta
geuPpuopeTadopdc Evavtl TwV KUKAWV HOVo PGT-A, e OpLOUEVEC EEALPETELG OE GUYKEKPLUEVEG NALKLOKEG KOl
KANPOVOULKEG UTTOOASEC.

Tupnepdopata: Ta dedopéva umootnpilouv tn cuvduaotiki xprion PGT-A pe PGT-M/SR yia tn BeAtiwon
™G KAWVIKNG €kPaong oe emleyuévoug aoBeveic. Qotoo0, oe yuvaikeg 240 eTWY TO TOCOOTA UETADEPTLUOU
eUBpUoUL TapapEVOLV XAUNAOTEPA, UTIOYPAUUIlOVTAG TNV OVAYKN TIEPOLTEPW HEAETWYV YLA TNV TEKUNPLWON
™G KAWLIKAG aglag tou PGT-A.
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EA-04

MEPA AMO TA KAAZIKA TONIAIA: BIONAHPO®OPIKH ANAAYZH AEAOMENQN NGS ZE'EANHNEZ AZOENEIZ ME ALS

Kaptdvou X.1, HAdSou B.Y, Kovtoyewpylou 2.1, PaydZog N.%, Aolmng 0.2, Bpayvdg A.2, Inupomovlou |1, Metpdkn M.L,
Koviapn X.!, Aptoteidov 3.3, KopomoUAn E.3, Aamdvte A3, ZoUBelou B3, Pévtlog M.3, Kamdkn E.3, Ndvac M.},
MakpuBavdong N.%>8, stepavric A.3, Kovtong I.*" Kapasrpa I.**

*{on ouvelodpopd

1 Movada Neupoyevetikng, A’ Neupohoyikry KAwikr EKMA, Awywvritelo Noookopeio

2 Epyaotiplo Alpatoloyiag, 16pupa latpoBlodoyikwy Epeuvwy tng Akadnuiag ABnvwy, IIBEAA

3 A’ Neupoloyikn KAwikn EKMA, Awywvrtelo Noookopeio

4'16pupa latpoflodoyikwv Epguvwy tng Akadnuiag ABnvwv

5 Epyaotiplo latpikng Mevetikng, latpikr xoAn EKMA, Noookopeio Naidwv «H Ayia Zodia»

6 Department of Genetic Medicine and Development, Medical School, University of Geneva, 1211 Geneva,
Switzerland

2KONOz EPTrAZIAZ

H mAayia puatpodikn okAfpuvon (amyotrophic lateral sclerosis, ALS) elval pla veuposkdUALOTIKN Slatapaxn Ue Evapén
otnv evAAikn {wn, Tou xapaktnpilletal anod mPoodeUTIKA AMWAELA TWV KLVNTIKWV VEUPWVWVY. Elval yvwoto ot petal
TWV VEUPEKDUALOTIKWY VOONUATWY UTIAPXEL YEVETIKA ETUKAAUYN. ZKOMO TNG Mapolodas MEAETNG OMOTEAECE N
BlomAnpodopikn availuon Sedopévwv aAAnAolxnong véag yevidg (next generation sequencing, NGS) yoviSiwv mou
oxetilovral pe dAa veupoekpUALOTIKG voorpata og EAAnveg aoBeveig e ALS.

YAIKA KAl MEOOAOI

H pehétn mepl\apPave 353 EAAnveg aoBeveig-Oeikteg pe StaBéoipua KAWIKA Kot Snuoypadika dedouéva. Ta
anoteAéopata TNG BlomAnpodoplkig avaAuong twv yovidiwv mou oxetilovtal pe tnv ALS éxouv emefepyaotel Kat
Sdnuooteutel og mponyoluevn epyacia. Ztnv napoloa HeAETN ta Sedouéva NGS enefepydoTnKay MEPALTEPW YLOL TNV
tavtomnoinon maboyévwy f mBavwg madoydovwy mapalaywy Kol o yovidio mou eUmAEKOVTAL TNV KANPOVOULKA
VEUPOMADOELQ, TN OMACTLKA apanAnyia Kat Thv avola.

ANOTEAEZMATA

MNaBoyoveg 1 mbBavwg maboydveg maparhayEg Tavtomnolonkav os 5 aobeveig (ATL3, N=2- UBAP1, N=1- ERLIN2, N=1-
PRNP, N=1). AfileL va onuewwBei otL 0 aoBevig pe tnv mapalayr oto yovidio ERLIN2 édepe emiong maboyovo
napaAAayn oto yovibio SQSTM1. OL 5 autol acBeveig NTav apvnTikol yla tnv enéktoon tou yovidiou C9ORF72 kal gv
£depav evblapeoeg emavaAnPelg oto yovidio ATXN2. OAeG OL TEPUTTWOELG TAV OTIOPASIKEC. EMOUEVWG, TEPA ATTO TOUG
71 aoBeveig mou EAafav apxlkd yevetikn Stayvwon (20,1%), ol mévte emmAéov acBeveic mou tautonolbnkav otnv
napovoa LEAETN avgnoav Tn cuVoALK SlayvwoTikn andédoon oto 21,5%.

ZYZHTHIH/IYMMEPAZIMATA

Ta eupAuATA TNG LEAETNG anocadnvilouv MEPALTEPW TN YEVETLKI APXLTEKTOVLKA TNG ALS otov EAANVIKO TANBUGCUO Kot
umootnpiouv tnv unoBeon OtLyovidia mou eumAEkovTal oe GAAA VEUPOEKDUALOTIKA Voo aTa Urmopel va supBaAAouv
otnv avamntuén tng ALS.
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EP-01

ZQMATIKH METAAANAZH Q2 TYXAIO EYPHMA ZE NAIAIATPIKO AZOENH KATA TH AIAPKEIA ANAAYZHZ ME
AAAHAOYXHZH TQN EZONIQN TOY FrONIAIOMATO2

Melas Marilena, Mathew Mariam T., Mori Mari, Jayaraman Vijayakumar Jayaraman, Sarah A. Wilson, Sarah
A., Martin Cortlandt, Jacobson-Kelly Amanda E., Kelly Ben J., Magrini Vincent, Mardis Elaine R., Cottrell
Catherine E, Lee Kristy

The Steve and Cindy Rasmussen Institute for Genomic Medicine, Nationwide Children’s Hospital, Columbus,
Ohio 43215, USA

Zkondg Epyaociag: H aAAnAouxnon véag yevidg npoodépsl uPnAd Babuod kAAuPng otnv yoVISLWHUOTIKN
avaAuon. Yrapyel n Suvatotnta aviyveuong YovVISLWUATLKWY EUPNUATWY Tou eival tuxaia n dsutepeliovta
O£ OX£0n HE TNV apxtkn EVOelEn KAWLIKNG e€€taon . H epunveia kat n Slaxeiplon KAVIKA ONUAVTIKWY TUXAiwv
YOVISLWUATLKWV EUPNUATWY AMOTEAEL ONUOVTIKO {ATNHO, W6iwg oTov maldlatpikd mMANBUCUO. H pelétn pog
neplypadel évav appeva acBevy nAkiag 16 pnvwv pe vontikn kaBuotépnon, eykePaALKEG avwaALeg,
TPOOSEUTIKN HikpoKedaAia, avamtuilakn Statapayr, Kol LETWITLOLN KPOVIOCUVOOTEWON).

YAwka ko M£Bodot: Asiypata nepideplkol aipatog tou acBevolc Kol TWV YOVEWY Tou UTIoBANBnkav os
aAAnAouxnon twv e€oviwv Tou yovidlwpatog (whole exome sequencing trio analysis) oto lvotitouto latplkng
FoviStwpatikng tou Nationwide Children’s Hospital (Columbus, Ohio).

AntoteAéopata: H afloAoynon Twv eupnuaTwy avédelfe tnv mopoucia §Uo maboyovwy PeTaAAGEEwY oToV
aoBevr) akohouBwvtag TG 0dnyleg Tou Apepikavikou KoAleyiou latplkig Mevetikng Kot MovVISLWUOTIKAG
(ACMG) (PMID:25741868). H mpwtn nAtov Mot €K-VEOU METAAAAEN oto yovibio PPP2RIA (c.773G>A,
p.Arg258His), n omoia oxetiletal pe to clvSpopo Houge-Janssens 2 (OMIM #616362) kot epunveVEeL TO
KAWVLKO datvoturo tou aoBevolc. H Seltepn Atav pa «hotspot» petdAAafn oto yoviSio CBL (c.1111T>C,
p.Tyr371His), n omoia avixvelBnke pe ouxvotnta mapoaAAaypévou arinlopopdou (VAF) 11%, elpnua
CUMBATO HE OWHOTLKN METAANAEN oTo Selypa mepipepikol aipoatog. H poplakn avaAuon evaAAaKTIKOU
LOTOU, OUYKEKPLUEVA TWV ETUONALOKWY KUTTAPWY TNG TOPELAG Tou aobevoucg, umodnAwvel 6tL n CBL
peTaAagn evdéxetal va avtlotolXel oe KAwVIKO MANBUOUO KUTTAPWVY TToU TiepLopileTal ota AeukokUTTAPA.

Tupnepaocpata: H mapoloa epyacia ovadelkvUeL TG KAWVIKEG, EPYOOTNPLAKEG, KOL EPUNVEUTLKES
TMAPAUETPOUC TTOU TIPETEL Vo AndBoUv undyin oto MAaiolo avixveuong PLOG CWHATIKAG LETAAAQENG KATA TN
Slevépyeta kKAWIKNG oAAnAouxnong Twy €oViwy TOU YOVISLWHATOG € TaSLATPIKO aoBevn.
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EP-02

A MOLECULAR SENESCENCE GENE SIGNATURE THAT DISCRIMINATES RESPONDERS FROM NON-RESPONDERS TO
IMMUNOTHERAPY IN MELANOMA

Pavlos Pantelis'™ Dimitris Tremoulis>2" Konstantinos Evangelou?, Orestis Ntintas3, Panagiotis Bakouros4, loannis V. Kostopoulos?,
Dimitris-Foivos Thanos?, Dimitris Veroutis'> Sophia Magkoutal> Gerry Liaropoulos3, Dimitrios Skaltsas3, Dimitris Kletsas®, George P
Chrousos’-829, Dimitris Thanos® Qurania E Tsitsilonis?, Russell Petty5, Dimitris Vlachakis”1%12 Timokratis Karamitros?, Vassilis G.
Gorgoulis35,10,13#

1.Molecular Carcinogenesis Group, Department of Histology and Embryology, Medical School, National and Kapodistrian University
of Athens, 11527 Athens, Greece.

2. Hellenic Pasteur Institute, 11521 Athens, Greece.

3. Intelligencia Inc, New York, NY 10014, USA.

4. Flow Cytometry Unit, Department of Biology, National and Kapodistrian University of Athens, 15701, Athens, Greece.

5. Ninewells Hospital and Medical School, University of Dundee, DD19SY Dundee, UK.

6. Laboratory of Cell Proliferation and Ageing, Institute of Biosciences and Applications, National Centre for Scientific Research
“Demokritos”, 15341 Athens, Greece

7. University Research Institute of Maternal and Child Health and Precision Medicine, Medical School, National and Kapodistrian
University of Athens, 11527 Athens, Greece.

8. UNESCO Chair on Adolescent Health Care, National and Kapodistrian University of Athens, 11527 Athens, Greece.

9. University Research Institute, Choremeion-Aghia Sophia Children's Hospital, 11527 Athens, Greece.

10. Biomedical Research Foundation, Academy of Athens, 11527 Athens, Greece.

11. Laboratory of Genetics, Department of Biotechnology, School of Applied Biology and Biotechnology, Agricultural University of
Athens, 11855 Athens, Greece.

12. Algorithms and Bioinformatics Group, Informatics Department, Faculty of Natural, Mathematical & Engineering Sciences,
Strand Campus, King's College, London WC2R 2LS, UK.

13. Faculty Institute for Cancer Sciences, Manchester Academic Health Sciences Centre, University of Manchester, Manchester
M20 4GJ, UK.

*Equally contributed

Immunotherapy has significantly improved cancer treatment. However, it is not efficient in all cancer patients,
rendering the need to further delineate the differences at the molecular and cellular level among responders and non-
responders. Unresponsiveness to immunotherapy has been attributed to dysfunctional immune cell states such as T-
cell exhaustion and anergy, while the contribution of cellular senescence still remains unproven. In the current study
we investigated the potential involvement of cellular senescence in immunotherapy response in melanoma patients.
To this end, we developed a senescence gene signature, termed SeneVick, determined its biological significance and
thoroughly validated it, using in silico and guideline experimental approaches. By comparing SeneVick with the state of
the art senescence signatures, SenMayo and Fridman, Senevick turned out superior in detecting senescence. When
SeneVick was subsequently implemented in silico data from 65 melanoma patients that underwent immunotherapy as
a first line treatment, it was found significantly enriched in immune cells of non-responders irrespective of their age, in
relation to responders. Moreover, it was efficient in demarcating senescent from exhausted and anergic immune cell
populations. These findings were confirmed in clinical material from melanoma patients showing that non-responders
exert a sufficient increase in senescent immune cell populations in the peripheral blood. Overall, our data support
cellular senescence of the immune cell compartment within the tumor microenvironment as a potent determinant of
the response to immunotherapy and imply strategies for accurately eliminating or reversing immune cell senescence,
as promising approaches to improve the outcome of immunotherapy.
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EP-03

MNPOFENNHTIKH METAAAAZH 2TO GNAS KAl METATENNHTIKH AIATNQZH CRANIOFRONTONASAL
DYSPLASIA: MPOKAHZEIZ 2TH FENETIKH ZYMBOYAEYTIKH

Brjtrag Inupog, Mnioumna Mapia, Aouilou Elprvn, KwvotavtouAdkng MavteAng, Tlavakng Kwvotavtivog
Institutes:

(1) Department of Molecular Genetics, In Vitro Labs, Athens, Greece

(2) Department of Molecular Genetics, Cardea Medical, Athens, Greece

(3) EmbryoMitriki, Chania, Greece

(4) Genotypos Science Labs M.S.A., Athens, Greece

H mpoyevvnTikr yevetikn Stayvwon, cupneplapfavouévou tou WES, edpappoletal OAo Kal TEPLOGOTEPO TA
televtaia xpovia Kol prmopel va amokoAUPeL YeVETIKEG apoAAayEG TTOU ev&EXETAL va oxetilovtal e
avantuélakd cuvépopa. Qotdoo, N epuNnVeia Twv PHeETAAAAEEWY OYVWOTOU KAWVIKNG onuaotag (VUS) kot n
aLOTILOTN CUOYXETLON YoVLSloU—daLvoTUToU TtapapevouV Wolaitepa SUOKOAEG.

Konon 23 eBéouddwv mapoméudbnke yla yoviSLWHATIKA KAl XPWHOOWULK avalucn Adyw
uTEpNXOYPADIKWV EUPNUATWY (UTIEPTEAOPLOUOC, UTIOMAGIA PLVIKOU 00TOU, UTIOTIAQOTLKO HEGOAOBLO KoL
UTTOAELTOPEVN avaATTTuén). O KAAGLKOG KOl O LOPLOKOC KapudTUTIOC NNTav duactodoyikol, evw To WES avédele
€1ePOlUYWTLKN LETAAAOEN oTo yovidlo GNAS, n onola talvoundnke wg mbavwg nadoyovos. O emakoAoubog
€Aeyxog yoveéwv £6¢el€e OTL N untépa NTav ¢opéag Tng (6Lag HeTAAAAENG, KAL N YEVETIKA OUUBOUAEUTIKNA
KOTEANEE O ATILAL AVOLEVOLLEV KALVLKI) ELKOVOL.

1 40 gBdopnadeg yevvnOnke BNAU vEOYVO LE UTIEPTEAOPLOUO KOL KPOVIOGUVOOTEWGH, EUPHHATO TIOU
oénynoav otnv KAWLk unoyia tou cuvdpouou Craniofrontonasal Dysplasia (CFND — OMIM#304110), to
orolo odeiletal os petalafelc tou yovidiou EFNB1 (OMIM#300035 — Xql13.1), kAnpovopeital pe
dUAooUVEETO ETIKPATH TPOTO Kal gpdavilel cuxva Baputepo davotuno o BRAea etepdluya ATOUa OF
oUYKpLON ME apoevikA nuiluya. Katd tnv enavektipnon twv 6eSopévwv tou mpoyevvntikou WES,
gvtomniotnke oto yovidio EFNB1 petdAAagn ayvwotou KAWLIKAG onpaciag, n onoila kAnpovoundnke and tov
natépa o nuuywtia. H katnyoplomoinon kat n cupBoAr TG CUYKEKPLUEVNC TtapaAdayr G oTov GavoTumo
TOU VEOYVOU 8gV UTTOPOUV va TeEKUNPLwBoUY ue BAon éva UEUOVWUEVO TIEPLOTATIKO.

To TePLOTATIKO OVASEIKVUEL TNV TOAUTIAOKOTNTA KOl TIC TIPOKANOCELG TNG TIPOYEVVNTIKAG YEVETIKAG
OUMPBOUAEUTLKAC, TNV avayKn LSLaitepa MPooeKTIKAG epunveiog Twv VUS, KaBw¢ Kal Toug EPLOPLOUOUG TNG
TIPOYEVVNTIKNG UTIEPNXOYPAPLKNG eKTIHNGNG, N omola dev eival mavtote og B€on va amokaAUYEeL To AN PES
davotumikd pAaopa cUVOETWY YEVETIKWY CUVEPOUWV.
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EP-04

VALUE AND ADVANTAGES OF GENOTYPE VS PHENOTYPE-DRIVEN WGS/WES ANALYSES

Horianopoulou M! and Kambouris M*?

1MedCare Polyclinics & Diagnostic Center, Athens, Greece; 2Sidra Medicine, Doha, Qatar

Genotype-driven WGS/WES analyses offer advantages over phenotype-based variant interpretation, in
determining causality of Genetic disorders. Phenotype-driven analyses rely on predefined observable clinical
traits, introducing biases, limit diagnostics to pre-determined conditions, and reduce sensitivity for rare and
atypical presentations. Clinical, Allelic & Genetic Heterogeneities, Penetrance and Mosaicism complexities,
further complicate successful DNA Diagnostics.

We present two cases of Phenotype-driven WGS/WES analyses that failed to identify the respective
offending gene defects. The first, despite detailed phenotype description of a rare post-natal overgrowth,
mild-to-severe intellectual disability, joint hypermobility, hypotonia, behavioral issues, seizures, and
kyphoscoliosis, syndrome, the offending “Likely pathogenic” DNMT3A chain termination variant was only
identified after utilizing Genotype-driven analyses on the same data by interpreters with proper
Clinical/Medical Genetics experience. The second case, despite detailed clinical description of normal
mentality, severe congenital truncal hypotonia, severe scoliosis, short stature, ataxic gait with jerky walking,
and finger/toe deformities syndrome, another phenotype analyses failure, probably due to non-compatibility
of disease indexing in OMIM [Arthrogryposis, Loss of Proprioception], not included in phenotypic
symptomatology. Genotype-driven analyses of same data identified both offending “Likely Pathogenic”
PIEZO2 splice site compound heterozygous mutations. Retrospective clinical patient examination identified
both OMIM indexed features as parts of the patient’s clinical presentation.

Genotype WGS/WES analyses advantages also detect novel gene/variant—disease associations without
requiring prior phenotypic assumptions, valuable for rare diseases, complex traits, and conditions with
variable expressivity or incomplete penetrance, with challenging or misleading phenotypic classification.
Genotype-driven variant interpretation also facilitates pleiotropic effects identification, uncovering single
variants influencing multiple phenotypes.
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EP-05

MH ENEMBATIKOZ NPOFENNHTIKOZ EAENXOz XPQMOZIQMATIKQN ANEYMAOEIAIQN ZE ENAEYOEPO
EMBPYIKO DNA ZTO AIMA THZ EFKYOY (NIPT) ME TEXNOAOTIA X TOXEYMENOY EAErXOY ZE EAAHNIKO
EPFAZTHPIO

AoUvaBn N., Xivn B., Pevtapn A., Aalapn A., BeAtooapiou B.
Medicover Genetics, ABrva, EAAGSa

Ewoaywyn: H pn emeppatikn mpoyevwntiky e€étoon (NIPT) pe xprnon kukAodopouvrocg suBpuikol DNA
(cfDNA) éxeL uLoBeTnNBel €UPEWC yla TOV TIPOYEVVNTIKO EAEYXO XPWHOCWHUATIKWY OVEUTIAOELSLWV TOU
guBplou. H afloAdynon tng amodoong o TMPOAYUATIKEG CUVONKEG gpyaoctnpiou eival onUavtiki yla Ty
ermuPBeBaiwon tng aflomiotiag tng e€€taonc. Itoxevoape va cuvoicoUpE OAEC TIC TIEPUTTWOELG uPnAol
KWWOUVOU ylot KOLVEG TPLOWHIEG, aveumAoeldie¢ Twv PUAETIKWY YXPWHOOWHATWY, KOBWG KOl KOWwv
MLKPOEAAEUTTIKWY CUVEPOUWY TIou Kataypddnkav amo Tnv elcaywyn tg e¢€taong Veracity® NIPT otnv
EAGSa.

M£0060¢: Ta avaAuBévta Selypota HNTPKOU aipatog uttoBAROnkav o amouovwon MAACUATOC Kol
e€aywyn) cfDNA pe autopoatonolnuéveg Sladilkaoieg. AkolouBnoe mpoetolpacio BLBALOBNKWY Ko
EUMAOUTLOHOU XpnoLuomolwvtag To Kt Veracity® (Medicover Genetics), kat oAAnAoUxLon otnv mAatdopua
llumina. Ta emBePalwpéva eplotatika uPnAou Kivduvou Tagvopndnkav wg aAnbwce Betikd (TP) N Yeudwg
Betika (FP).

AnoteAéopata: Katd tnv nepiodo 2023-2026 avaluBOnkav cuvoAikd 3.818 Seiypato pnTplkol MAACHOTOG.
E€nvta £€L meplotatikd kataypdadnkav wg uPniol kvduvou kal Baoel Twv Slabéoipwy emPeBalwWTIKWY
£€eTAOEWVY KOl TWV peTOyeEVWNTIKWY dedopévwy tafvoundnkav wg TP:56, FP:10, FN:0. And autd, tplavta
névte adopoloaV OQUTOOWHATIKEG aveumAoeldleg [T21:28, T13:3, T18:4], €vieka QVEUTIAOELSIEG TwV
DUAETIKWV XpWHOOWHATWY [X:2, XXX:3, XXY:3, XYY:3], kat évieka mBavou UNTPKOU HWOOiKLoMoU N
Slotapaywv aptbpol aviypadwv oto Ypwpocwpa X [TP:6, FP:5]. Metafl Ttwv HIKPOEAAEUTTIKWY
ouUVSPOUWY, EMTA YopoKTtnplotnkav w¢ pn mAnpodoplakd yla tnv meptoxn 22qll.2, ek Twv omolwv
ermuPBefaiwbnkav Suo nmeplotatikd EAeWP NG Kat Tpia SUTAACLaoHoU, evw Kataypadnkav Suo Peudwg BeTikd
TLEPLOTATIKA YL TO cUVSpopo 1p36.

Tupnepaopata: H sumelpia amo tnv mpoaypatiky KAWIKN ebopuoyn tng €étaong Veracity® NIPT Seiyvel
otaBepry LYNAN amodoon otnV KABNUEPLVH TPOKTIKY, ME afLOTILOTN QVOYVWPELON KOWWV gUPpuikwy
aVeUTIAOELS LWV Kal Xwpig mapatnpnBeioeg Peudweg apvnTIKES TTEPUTTWOELS OTNV AELOAOYOULEVN KATnyopia.
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EP-06

H ZHMAZIA THZ ENIBEBAIQZHZ 2TO NGS: TO NAPAAEITMA TOY FONIAIOY KCNH2

YeBaotidou 3., Xivn B., AouvapBn N., Pevtapn A., Aalapn A., Qwrtiou E., BeAlooapiou B.
Medicover Genetics, ABrva, EAAGSa

IKkoma¢ epyaciag: H texyvoloyia short-read sequencing NGS, €xeL meploplopévn aflomotia otnv avaAuon
nieploxwv pe vPnAo mooootd G/C BAcEwv. YMAPXOUV OUWG TIEPUTTWOELG TIOU EUPHUATO OF OQUTEG TLC
Tieplox£cg ev pmopouv va ayvonBouv, onwg yla mapadetypa oto yovidio KCNH2, ou eplhappavetal otnv
Alota ACMG pe ta Secondary Findings yovidia kat €xet upnAn KAWIKN onpacio oe KapSLOAOYLKES TTABNOELS,
OMw¢ To oLVSpopo Long-QT. OLmAoloLeg oe GC meploxég (GC-rich) Tou yovidlou meplopilouv tnv alomiotia
Twv NGS avaluoswv Kot auédavouv tnv mbavotnta va xabel pia moAuTiun Stdyvwaon.

YAwa kou MéBobdou: Mpayuatonowibnke otoxeupévn avaiuon NGS kat aAAnAoUxion o mAatdopua
llumina. Ta eupnuata enmBeBoalwdnkav pe Sanger Sequencing.

AnoteAéopata: Mapouoialovtal SUO TEPLOTATIKA. XTO TIPWTO TEPLOTOTIKO BRAU dATopo, 56 etwvy,
napanéuddnke pe vmoia Long-QT, xwpic otabepo kAWIKO umtoBabpo. Zto NGS evtomiotnke n mapaliayn
c.2762del (p.Gly921AlafsTer53) oe GC-rich meployn, pe xapnAn kaAun (18x). H mapaAiayn emiBePfaiwdnke
pe avetaptntn pEBodo Sanger sequencing, umodelkviovtag Paypatikdo NGS slpnua pe upnAn KAWIKN
onuaoia. ¥to Seltepo meplotatikd OBAAL dtopo, 13 etwv, mopanéudOnke pe oplakod Long-QT oto
kapSloypadnua. 3to NGS evtoniotnke n napavonuatikr mapaiiayr c¢.3055A>C (p.Thr1019Pro) og GC-rich
nieploxn, He uPnAotepn kGAL PN (112x), aAd Sev eruPefalwdnke.

Tupnepaoparta: MNapott kot ot Vo maparlayég Bpédnkav oe GC-rich meploxég, povo n pia emiPeBatwbdnke,
OKOUN Kol pe TOAU xaunAotepn kahudn. Ta supnpata umoypapuilouv OtL otolxeio molotntag (quality
metrics), 6nw¢ to BaBog SLaPACUATOG Ao HOVA TOUG SV eyyuwvTal aflomiota anoteAéopata og GC-rich
TEPLOXEC, Kal n aveEaptntn emiBePaiwon kpivetal amapaitntn, Kupiwg oe yovidia UPNANG KAWVLKAG
onpaoiag, onwe to KCNH2, to onoio 6ev oxetiletal anmapaitnta Le EekABapn KALVIKN €LKOVAL.



“TENETIKH ZTHN YTEIA:
AIATNQZH KAI NEEZ ©OEPAIIEIEZ”

z grE E O TIANEAAHNIO ZYNEAPIO /

14&15 Maprtiov 2026 Ap@iBarpo Cotsen Hall

EP-07

EOAPMOIH MOPIAKOY KAPYOTYNOY zE AEITMATA MNPOTENNHTIKOY EAErXOY KAl MPOONTIKH
ENZQMATQZHZ AANAHAOYXIZHZ

MNavtaln E., Kovtog X., Aeyatou H., Kdtoopn M.
Genomedica

ZKomag epyaciag H afloAoynon tng SlayvwoTikng cUBOANG Tou poplakol Kapuoturmou (array-CGH) otov
EMEUPATIKO TPOYEVVNTIKO EAEYXO KaL N SLePeUVNON TNG AVAYKNG OUUTTANPWHLOTIKWY LOPLAKWY TEXVIKWYV YLol
TOV TIEPALTEPW XOPAKTNPLOUO SOUKWY XPWHOCWHULKWY OVWHAALWV.

YAwa kat MéBodol AvaAuBnkav deiypata opviakol uypol Kot TpodoBAGoTn Tou mapanepuddnkav yla
npoyevwnTkn Sldyvwon Adyw maBoloylkwv UTEPNXOYPADLKWY EUPNUATWY 1 auénuévou Kvduvou
XPWUOCWHLKWV OVWHALWY. H avaAuon payHaTtonoltiOnKe oto epyactnplo pog kot mepthappavet dsiypata
mou e€etdoTnKav amno 1o 2008 £wg kot onuepa. O HopLOKOG KApuOTUTIOC SlevepynBnke e texvoloyia array-
CGH, xpnotpomnowwvtoag apxka mAatpoppeg BAC-array (BlueGnome) kat otn cuvéxela oligo-arrays (Agilent
Technologies). Ta supniuata tafvounbnkav cUpdwva pe TIG KateuBuvtnpleg obnyieg tou ACMG kot
aflohoynBnkav oe cUVSUAOUO LE TA UTIEPNXOYPOAPLKA SESOUEVA KOL TO KALVIKO LOTOPLKO.

AnoteAéoparta H avaluon avédelée puikpoeAAelPEeLg KAl UKPOSMTAACLACGOUG KALVIKIG ONUAGCLAC, OL OTIOLEG
Sev ATav aviYVEUOLUEG LE TOV CUUBATLKO KUTTOPOYEVETIKO £Aeyx0. Ta eupraTA CUVERAAQV OUCLOOTIKA OTH
SLOYVWOTIKI) TIPOOEYYLON KOL OTn OTOXEUMEVN VYEVETIKN OUMPBOUAEUTIK Twv yovéwv. MapdAAnAa,
gvtoniotnkav mapallayég aBéBatng KAWVIKAC onpaciog, avadelkviovtag TIG EPUNVEUTIKEG TPOKANGCELG TTOU
XapakTnpllouv ToV TPOYEVVNTIKO EAEY)XO.

Tupnepaocpata O PopLAKOC KAPUOTUTIOG TpoodEpel UPNAR gualoBnoia otnv aviyveuon XPWHOCWULKWY
peTaAAaywy, woTtooo Sev tapexel Aemtopepr MAnpodopio oxeTkA pe T Sopn Twv avadlatdéswv, Omwe yLo
napadelypa avaotpodeC N LooluylopéveG UeTatomioslg, kabBwg kol Ta akplpry onuela Bpavong. H
EVOWMATWON TeEXVOAoYLwY aAAnAoUXLoNG oToV SLayVWOTIKO aAyOpLOUO avapEVETAL VA ETUTPEPEL TTEPALTEPW
MOPLOKO XOPAKTNPLOUO ETUAEYUEVWV TIEPLOTATLKWY, EVIOXUOVTOG TN CUCXETLON YOVOTUTIOU—(ALVOTUTIOU KoL
BeAtiwvovtag TN SLayVwoTIKN akpiBeLa oTov TPOYeVVNTLKO EAEYXO.
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EP-08

TAYTOMNOIQNTAZ TO FENETIKO AITIO ZE AZOENEIZ ME IZXYPH YNOWIA KAHPONOMIKOY KAPKINIKOY
2YNAPOMOY MEzZQ THZ AAAHAOYXHZHZ ONOKAHPOY TOY FONIAIQMATOZ

AsMoatdha B.!, Anootodou M.Y, NamoBavaciou A.l, Mevdpwou E.}, Traeger-uvodwvol I.P.2, TZétn M.?
Xaxtng MN.3, Nnavvoukdkog A.r, KwvotavtonovAou E.}, Dwothipa ®.!

1. Epyaotrplo Moplakng levetikng tou AvBpwrou, INMPETEA, EKEDQE «Anuokpitog», ABAva, EAAGSa
2. Epyaotnpto latpikng Mevetikrig, EKNA, Noookopeio Maibwv «H Ayia Zodia», ABrva, EAAGSa

3. lvotttouto Baokng Bloiatpikng Epeuvag, E.KE.B.E. «AAEEavdpog DAEULYK», ABrva, EANada

ZKONOZ: H og Babocg yevetikn Slepelivnon eMAEYUEVWY OYKOAOYLKWV 0OEVWV LLE Loxupr urtoPia YEVETLKNG
npodidbeong, oL omoloL MapPAREVOUV AdLAYVWOTOL, ETA TO CUMPBATLKO SLayvwoTiko éAeyyxo (moAuyoviSlako
TLAVEA PEOW EMOUEVNG YEVEAG aAANAoUXNoN Kat MLPA).

AZOENEIZ KAl MEOGOAOI: Mia acBevig (A) 34 etwv pe ekatovtadeg adevwpata, SLAyvwaon TUTIKN Yo TNV
olkoyev adevwpatwdn nmoAumodiacn (yovidio APC), kal dUo acbeveig (B, ') pe kakonBeLa TaxEog eVIEPOU
npwv Ta 40 €TN KAL OLKOYEVELOKO LOTOPLKO YOOTPEVIEPLKWV OYKWYV, €LKOVA TUTIKN yla To cUvSpopo Lynch
(yovibla MLH1, MSH2, MSH6, PMS2), avaAUBnkav pe aAAnAouxnon oAOKANPOU TOU YoVISLWUATOC, LETA TOV
0PVNTLKO TTOAUYOVLSLAKO ToUC €heyxo. Npayuatomolndnke otoixlon Seopévwy e To yoviSiwpo avadopdg
hg19 kot eumAoUTIONOG pe TTANpodoplieg and Baoelg dedopévwy pe To Aoylopikd ANNOVAR. H Stahoyr Twy
TapaAAaywV ETUKEVTPWONKE 0 CUYKEKPLUEVA Yovidla BACEL ATOULKOU KO OLKOYEVELAKOU LOTOPLKOU.

ANOTEAEZMATA: AviyveUBnkav oL maBoyovol mapaAAayég ¢.1408+729A>G kal €.2458+976A>G ota yovidia
APC kaL MSH2, otoug aoBeveig A kal B, avtiotolya, ol omoieg, Baoel BLBAloypadlag, TPoKAAOUV [N KOVOVIKO
MATLOMO KO TIPOWPO TEPHUATIOUO TWV QVTIOTOLXWV TPWTEivwy. ITNV acBevr) I tautomolnBnke n mapaAiayn
€.942+3A>T, n onoia £xeL amodelyBel otL mpokaAel anadowdn tou géoviou 5 Tou yovidiou MSH2, kal dev
ovIxveuBnke pe to mavel yovidiwv Aoyw emavoiappoavopevng aAknAouyiag adeviviwy oTo LVTPOVLO 5.

IYMNEPAZIMATA: H yevetikn Slepelvnon atopwv pe oxupn uroPia KAnpovoulkng mpodldbeong otov
KOPKivo, CUXVA ATOLTEL TNV EVOWHUATWON KOLVOTOMWY TEXVIKWY, OTOXEUOVTAC OTNV avixveuon ¢olvopévwy
o yvwota yovidia, mou Stadelyouv NG SLOyVWOTIKNAG avaluong poutivag. Xtnv mapouod UEAETN, N
oAAnAoUxnon oAOKANPOU TOU YOVISLWHUATOG amoKAAUPE TN YEVETIKA altiot KAl OTIC TPEL OLKOYEVELEG,
eNMnpedlovtag TNV KALWVIKN Slaxeiplon Twy eEeTalOPeVWY Kal TNV MPOANYN TWV CUYYEVWYV TOUG.
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EP-09

TAYTOMOIHZIH MIA NEAZ, A:TAGOYZ, MAPAANATMENHE AIMOZIQ®AIPINHZ (Hb Thessaloniki), £THN
MAKEAONIA

Mmnoutou Eudpooivn, Mamavépéou NikoAaog, Mavtliou levoPeéda, BAaydakn EuBupia, Bulavtiadng
ANEEaVEpOC, Xaoavidng Xprnotog, Anpomnouiou Mapia, MntaAaconouAou Ayyelikr), Osodwpidou Itapatia

1. Epyaotrptlo levetikng, Kévtpo Eunelpoyvwpocuvng Alpoadatpvortadbelwy, M.N.A. Adikod

2. Topéag BloAoyiag Kuttdpou & Bloduoikng. Tuiua Bliodoyiag, xoAn Ostikwy Emtotnuwy, EKMNA
3. Movada NpoAnPng Mecoyelaknig Avatuiag, Irutokpatelo Noookoueio, O@eaoalovikn

4. Movada Meooyelakng Avatuiog, Inmokpdateio Noookopeio, AMO

5. Kévtpo Epnelpoyvwpoouvng Alpoadatpvortadbeiwy, M.N.A. Adikod

Ikomog: Ou  owpoodalplvomdBele  amoTteEAOUV TO  OUXVOTEPO  «povoyoviSlakd»  voonua. H
OMOTEAECUATIKOTEPN OTpOTNYLKN TPOANYNG tng vooou eival n avixveuon ¢opéwv pe oOTOXO TOV
T(POYEVVNTIKO €Aeyxo puBplou.

YAwkad & MéEBodou: 2to mAaiolo eAéyyou Tou TMANBUCUOU, TPAYUATOTIOLONKE OLUOTOAOYLKOG KoL
pHopdoAoyLkOg EAeyxog Tepldeplkol aUpaToCg, BLOXNULKOG €leyxog alpoodatpivng (HPLC), uétpnon twv
eTunéSwv deppltivng opou Kal SokLpr toomponavoAng (aviyveuon aotabolg awpoodatpivng). AkoholBnoe
vevetikn avaluon (HRMA, Sanger sequencing) kat avahuon poBAedn doung in silico (Dynamut2, Alfafold3).

AnoteAéopata: H véa mapoldayr tng a-odatpivng, HbThessaloniki (NM_000558.5(HBA1):c.260T>C),
OVIXVEUTNKE og eTepoluywTtia. JUVEUACUOC TWV EVPNUATWY TNG YEVETLKAG avAAUONC Kal Twv aAyopiBuwy
npoPAePng doung Dynamut2 kat Alphafold3 €6&1€av 0tL To apvogiko kataAouno Leu86 avtikabiotatal ano
TOo KatdAowno Pro mou Swatapdcoel tn Sour, ME QMOTEAECUO TNV Tapaywyr umnepaoctabolg popiou
(cUpdwva Kot pe TNV SokLur LoompomavoAng). H ATLa LKPOKUTTAPWON Kal UTIOXPpwHia Tou efetalopévou,
elval emiong evdelktik mapouciog aotabol¢ alpoodalpivng, O UKPEC TOCOTNTEG (MopoAAayn Tou
vyoviSlou HBA1). AeSopévou OTL n ouvtpodog tou eetalopévou mapouciaos GUCLOAOYIKO ALUOTOAOYLKO
dawotumno, Sev unodekvietal kivbuvog yla To {euydpl va yevvnoel adi maoyov anod a- Balacoaiuia. H
avaAluon LEAWV TNG TUPNVIKAC OLKOYEVELOG avixveuoe cUvBetn etepoluywtia (aParmaa/aaThessaloniki),
oTn UnTépa tou efetalopévou, Xwpilg epdavr KAWIKA sUpAUATA, EKTOG O NATILOL HKPOKUTTAPWON Kol
UTIOXPWHLAL.

Tupnepaocpara: H véa mapalayry Hb Thessaloniki (Bewpntikd umepaotabdng) dailvetal va €xeL ATLES
ETIMTWOELS OTN AELToUpyia TwWV €pUBPOKUTTAPWY (OULUATOAOYIKA guprpaTa €EETAlOUEVOU KAl TTUPNVLKAG
olkoyévelag). H ueAhovTikn avixveuon atopwv Ue ouv-kAnpovounon tng HbThessaloniki pe aAMeg maboydveg
napaAAayég Twy yovisiwy HBA pmopet va eival Bondntikr otn yeveTiky cupBoudeutikr. MapdAAnAa, n
xpnon alyoplBuwv umoAoylopol oxécewv OSopng-Asttoupyiag pmopel va evioxUOEL TNV KAvVOTNTA
MPOBAeYP NG AELTOUPYLKOTNTAC VEWY TTOPAAAOY WV TTOU aVLXVEVOVTAL.
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EP-10

ZYZXETIZH NAPAAAATQN 2TO FONIAIO THZ AHSP, ME TH AIAOOPONOIHMENH AIMATOAOTIKH EIKONA
ETEPOZYTQTQN a- OAAAZZAIMIAZ

Itapo Méyku, MnadacomouAou AyyeAikr), KoAALa Mavayouda, MmoUtou Eudppocuvn
(1) Epyaotrplo levetikng, Kévipo Eumelpoyvwpoouvng Alpoodatpivornabeiwy, M.N.A. Aaiko
(2) Topéag Mevetikng & Bloteyvoloyiag. TuRua BioAoyiag, IxoAr Otikwy Emotnuwy, EKMNA

Ikomd¢ Epyaociag: Zkomo tng mapoloag epyoociag anoteAel n Slepelivnon GUCKETLONG TAPOAAAYWY TOU
yovidiou tng AHSP (NG_046852.1) e tov allatoloyiko ¢avotumo etepoluywtwy a-8akacoatpiag, kabwg
KoL n BeAtiotomoinon pebddou capwong Tou yovidiou, mou otnpiletal oe availuon tHENG pe uPnAn
gukpivela (HRM), pe otoxo tov €leyxo HeyaAou oaplBuol Selypdtwyv, pe taxltnta, svalobnoia Kot
aélomiotia.

YAwka-Mé£Bodou: EmiléxBnkav 19 Seiypata etepoluywtwy yla tnv mopaAAayn PolyAl (HBA2:c.*+94A>G). Ta
Selypata katnyoplomolndnkav oe umoopddeg Pacel twv gpubpokuTtoplkwv delktwv MCV kot MCH.
Mpaypatonow|Bnke amopovwon DNA, PCR kal nAektpodopnon o€ TAKTWHA ayapolng yla EAeyXo TG
OTOTEAEOHUATIKOTNTOG TWV EKKWVNTWV TOU oxedldotnkay. ETMKOAUTITOUEVEG TEPLOXEG TOU Yyovidiou,
copwbnkav pe avdluon High Resolution Melting (HRM) kal mpaypoatomnow|nke emupefaiwon twv
EUPNUATWY HEow aAAnAolxLong Katd Sanger.

AnoteAéoparta: H avaluon twv Selypdtwy aveédelée tpelg maparlayég: Suo oto ecwvio 1 (5258G>A kat
5214G>A) kot pia oto e€wvio 3 (5762G>T). OL oudetepeg aparlayeg 5258G>A kat 5762G>T, evtomniotnkay
oe £va Seilypa kot oe Vo Selypata amd SladopeTikec UTTOOUAdEG, avTiotolya. H Un XapaKTnplopévn
napalhayr) 5214G>A svtomniotnke o Téoospa Selypota, ek Twv omoiwv ta Tpia mapoucialov oUENUEVES
TIHEG MCV kot MCH.

Jupnepaopata: H pn xapaktnplopévn mopoaiiayn 5214 G>A aviyvelTnKe Kupiwg o Seiypata pe mapopola
OLLLOTOAOYLKH ELKOVOL. [0 TOV OKPLRECTEPO XAPAKTNPLOUO TNC, amalteital Stepevvnon peyalutepou aplduol
Selypdtwy otov eAAnVIkd TANBuouo. H peBodoroyia HRM, wotdoo amodeixbnke katdAAnAn yla toxeia
avaAuon TOAwV SEyPMATWY HE LKOVOTIOWNTLKN gualobnoia Kot emavaAnyiuotnta. MakpompoBeouog
OTOXO0C TOPOMEVEL N KABLEPWON MLOG YpNyopns, autopatomolnueévng kot LPNnAng euvaiodbnoiag
peboboloyiog avaluong tou yovidiou AHSP, wavrng va edpapuootel oe PeydAng KAlMoKag avaluon
Balaooatpikwy acBevwy Kal va eVowUaTwOel 08 APYLTEKTOVIKN YEVETLKNAG CUUBOUAEUTLKNG Yl {euyapla
udnAou kwbdlvou.
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EP-11

FENETIKH AIEPEYNHZH ANTANAKAAZTIKHZ ENMIAHWIAZ
Zeoo€ AL, KwotolAag X.}, MroUuna 1.1, MapkoUAa 2.2, Tewpyiou 1.1

Epyaotiplo latpikig Tevetikic otnv KAwik Mpd€n, TuAua lotpikig, IxoArl Emotnuwv Yyeiog,
MNavemiotAuLo lwavvivwv

ZNeupoloyikr) KAwikh, TuARpa latpikic, IxoAr Emotnuwy Yyeiag, Mavemotipuo lwavvivwy

IKomog epyaoiag: MNeplypadr EUPNUATWY YEVETIKOU EAEYXOU OE OLKOYEVELX LE UEAOG TIOU TIAOXEL ATO
ermuAnyia mou mupodoteital and tnv enadr KE VEPO, LA OTIAVLA LOopdr) avTavaKAAoTIKAG eTuAndiag.

YAwka kot M£0060og: AvSpoc 20 sTwv e EMIANTTIKEG Kploelg mou mupodotolvtal and tnv enadn Le vepo
npoonABe yLa yevetiko €Aeyxo. Mpaypatonow|Bnke APn totopikol, anopdvwon DNA amo nepldepikod aipa
Kot aAAnAoUxNnon e§wviwy, PETA oo TNV evunoypadn cuykatdBeon tou acbevr).

AkoloUBwg, £ywve avdaluon Slaxwplopol otoug Plodoykol yoveig kat oe SUo abdépdla, péow
aAAnAouxnong Katd Sanger. INUELWVETAL WG 0 adepdog eudavilel emiong emAndio kal datapaxn g
VONTIKN avamtuéng, evw ta uTtoAouna HEAn Sev €xouv avtiotolyo ¢patvotumo.

AnoteAéoparta: H yevetik avaluon avédelfe o nuluywtia tnv mapaiiayn ¢.731T>C (p.Phe244Ser) oto
yovidlo SYN1. H mapaMhayr) dev €xel kataypadel o faoelg dedopévwy Kal xapaktnpiletal wg mapaiiayn
apEBaing kKAWikNG onuaotiag (VUS) cupdwva e Ta kpltrpla tou Apeptkavikol KoAeyiou latpikig Mevetikng
kot NoviSltwpatikng (ACMG).

H (8la mapaAdayn tavtonowOnke o etepoluywtia otn UNTéPa Kal TV adepdn, kabwg kal o€ nuluywTtia
otov adepdo.

Mapallayég oto yoviblo SYN1 €xouv cuoXeTloTel pe puloouvdetn popdn emAnPiog tumou | pe moukiln
paBnotakn duckoAia kat dtatapaxn cupnepipopds (OMIM: 300491).

Jupnepaopata: H emAndia oto vepd sival £vag e€apeTIKA OTIAVLIOG TUTOG AVTOVAKAQOTIKNG emAnioc. H
napovoa mepinmtwaon SLteupuvel To GACHO TWV TAPAAAAYWY TIOU EUITAEKOVTAL O€ QUTH TNV KATAOTAON.

MapdAAnAa, umoypappiletal o Kplolog pPOAOG NG avaAuong SLaXWPLOPOU OTNV €PUNVELD OTIAVIWY
TapaAAaywV, KATASELKVUOVTAC TIWG OL OLKOYEVELOKEG LEAETEG UIMOPOUV VA EMNPEACOUV AUEDQ TNV aKpiBeLa
NG YEVETIKNG SLdyvwong.

TEAOC, T EUPNUOTA QUTA OvVadelkVUOUV EMioNG Tn onuooia Ttng YEVETIKAG CUMBOUAEUTIKNAG Kal TOU
olkoyevelakoU eAéyxou oTic GuAooUVEETEC eTANieg, akoun Kot amoucio eudavwv KAWVIKWY EKONAWOEWV
otoug dopeig.
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EP-12

FENETIKOZ EAEFXOZ AZOENQN ME QAINOTYMO AINOAYZTPO®DIAZ 2TON EAAHNIKO NAHGYZIMO

KwotovAog X.}, Zeocé AL, Mrovuma L.}, Tiykag 2.2, AAe€avdpakn K.3, Mrapywwta A4 Aaumadidpn B.°,
rewpyiou 1.1

1Epyaotnpo latpikng Tlevetkng otnv KAwiwkn Mpaén, Tunua latpikng, xoAn Emwotnuwv Yyelag,
MNaveniotAuLo lwavvivwv

2EvSokplvoloyikn KAwvikn, Tunua latpikig, 2xoAn Emotnuwv Yyeiag, Mavemnotipo lwovvivwy

3B’ Xelpoupyikn KAwikn, Apetaielo Noookopeio, latpikiy ZxoAn, EBviko kat Kamosiotplako Mavemniotiuo
ABnvwv

4KAwwkny Evlokplvohoyiag kat MetafoAwkwyv Noowv, Tunupa latpikng, 2ZxoAn Emotnuwv Yyelag,
Maverotrpio Osooaliag

S5AtapBntoloyikd Kévipo, B’ Mpomawdeutiky Maboloyiky KAwikr, Moavemotnuiakd Fevikd Noookopeio
«ATTLKOV», latplkn ZXoAn, EBviko kal Kamodiotplakd MNavemniotrpio ABnvwy

IKomac¢ epyaociag: Mehétn kot aflohdynon tng SlayvwoTIkAg aflag Tou exome sequencing o€ MEPUTTWOELS
OTOPWV HE KAWVIKO datvoturo Atmoduotpodiag.

YAwa kat MéBodog: tn peAétn cuunepndBnkav 81 acBeveig pe pawvotumo Autoduotpodiag, oL omoiol
umoBAnOnkav oe APn mepidepikov aiparoc, amopovwon DNA Kot yeveTikr avaiuon péow aAAnAouxnong
efwviwv (exome sequencing — ES), Hetd Tnv evumoypadn cuykatdbeor Toug.

AnoteAéoparta: Ao ta 81 dtopa ota omnola paypatonotnonke ES, ota 29 (36%) aviyveuOnkav mapaAAayEg
o€ 20 yovidia tou cuvadouv pe Tov KAWVIKO GavoTtumo. Amo Tig 29 StadopeTikég maparlayEg, oL 6 (21%) Sev
elval katayeypappévec os Baoelg Sedopévwy.

Tupnepaocpata: To ES amoteAel éva onuaviikd kAwikO epyaleio, mou pmopel va aflomownbel otn
Slepelivnon g yeveTIkng Bdong Twy dlatapaywyv tou petafoliopol, onwe n Autoductpodia, n omola
gudavilel yeveTikn Kot GpaLvoTUTILKI ETEPOYEVELQ.

H tautomnoinon pn katayeypapuévwy mapoAhaywv unoypapilel tTn cupBoAr Tou ES oTov EUMAOUTIONO TNG
UTIAPXOUCOC YVWONG OXETIKA LE TO YEVETIKO UTOPBaOPO TWV PETUPROALKWY VOOHUATWY Kal aVOSELKVUEL TNV
QVAYKN YLO TIEPOUTEPW AELTOUPYLKEG LEAETEC KOl GUVEXN ETLKOLPOTIOINGN TWV BAcEwY SedOUEVWV.

TEAOC, TO AMOTEAEGHATA TN MO poUCAC LEAETNG UTtooTnpilouv TNV €viagn Tou ES otnv KAWVIKA TIPOKTLKN WG
SlayvwoTtikn e€€taon MPWTING YPOUUNRG ot emAeyuévoug acbBeveilc pPe UMOMTO yevetkd umdPabpo
petapolikwy Stotapaywv. MaAlota, cadwe Uneptepel o oxéon We Ta panels meploplopévou aplBuol
yoviSiwy, divovtag tn duvatotnta mpoodloplopol VEWY YoviSiwy Kol TapoAlaywy mou Sev elval akoun
oadnG N CUCKETLON TOUG LE QUTEG TLG KATAOTAOELG.
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EP-13

FENETIKH AIATNQZH MEZQ WGS ZMNANIOY NEPIZTATIKOY AAPENOAEYKOAYZTPOOIAZ AOIQ AMOIBAIAZ
IZOZYTIZMENHZ METAGEZH2

AvayvwotonoUlou AL, ANBavol M.}, FaBaidg X.2, snAwtou M.2, Mochel F.3, Aoukdg 1.2
INeoscreen Epyaotriplo Moplakic Alayvwotiknic, ABriva
27" Neupohoyiky KAwvikrj, Noookopeio AXEMA A.N.O, Oscoalovikn

3Reference Center for Neurometabolic Diseases, La Pitié-Salpétriére Hospital, Paris

ZKOMAG: Aldyvwon OTIAVIOU TIEPLOTATLKO APPEVOC ATOMOU 37 ETWV UE KALVIKA, BLOXNMLKA KAL OTTELKOVLOTIKA
gupnuata cupPatd pe adpevolevkoduotpodia (ALD) pe BeTIkO OLKOYEVELAKO LOTOPLKO (TAOYXoUCA PUNTEPQL
Tou amneBilwoe) ald pe apvnNTIKO YeVETLKO €heyxo WES.

YAwa ka MéBodot: Npaypatomnolifnke yeveTikr avaluaon e tn xprion WGS.

AnoteAéopata: Méow WGS aviyveluBnke apolfoia Looluylopévn UETATOTION METAE) TWV HOKPWVY
Bpaxwovwy twv xpwpoowpdtwyv X kat 4: seq[GRCh38] t(X;4)(g28;q21.21). MNpayuoatomolBnke KAAGLKOG
KOpUOTUTIOG Ttou emiBePaiwoe tnv avadiatagn auth. ZUpdwva pe tnv avaluon WGS, to onueio Bpaviong
OTO XpWHOOWHA X EVTOTIOTNKE O0TO e0wVLo 5 Tou yovibiou ABCD1, evw oT0 XpwHoowia 4 og Slayovidlakn),
un kwdikomolovoa reployn. To onpueio Opaviong oto xpwpoowpa X odnyet mbava oe Stakomn tou yovidiou
ABCDI1, pe amotéAecuo TtV mapaywyn Koppévng (truncated) mpwrteivng, kat mbavd oe omwAeLld TG
Aettoupykotntag g (loss-of-function).

Jupnepaopata: Ta suprpata tou WGS, odnynoav otnv emiBeBaiwon tng yevetikng Stdyvwong tng ALD,
ovadelkviovtag pe akpifela to onpeio Bpavong evtdc tTou yovidiou ABCD1 wg tov miBavo HopLako
puNxaviopo mou e¢nyel Tig KAWVIKES ekdnAwoelg Tou aoBevoug, Sivovtag tn Suvatotnta otov acBevr) va AdBeL
MEPOG ot KAWLIKA Sokwny ¢paong Il oe kévtpo avadopdg tou eEwteplkol. H ouykekpluévn mepimtwon
avadelkvUel TN onuaoia g akpLpoug xaptoypddnong Twv onueiwv Bpalong o€ SOULKEG XPWHOOWLKES
ovadlatdatelc péow WGS yla tn S1ayvwon OMAVIWY YEVETIKWY VOO UATWY. AuTO mapéxel tn Suvatotnta
OTOXEUUEVNG YEVETIKNG OCUUPOUAEUTLKAG OTNV OLKOYEVELD, KOOWC Kal TPOoPacnG O OTOXEUMEVEC VEEG
BepaTEUTIKEC ETILAOYEC.
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EP-14

XPQMOzZOMIKEZ ANQMAAIEZ 2E ANOBAANOMENA EMBPYA ENEITA AMO EzZQIQMATIKH
FONIMOMNOIHZH

Xplotiva Katoidn?!, XapoUla ToapoUxa?, EAcdBet KouBidn?, Aéavdpo¢ Adlopog?, Awwa Tpumisn?,
Kwvotavtivog Navtog?, Kwvotavtivog Idakiavoudng®, Apéhia Mdvtou?, Mavaywwtng AvtoakAic?, Mapia
TZétn', Eppavounh KavaBdkne?, Aptadvn Mauvpou?, MepwAnc MakpuBavdongl>®

1EpeuvnTikd Epyacthplo — Epyactriplo latpikrg Mevetikig «Xwpéueto», ABAva, EAGSa
2I5lwtikd Epsuvntikd Epyaoctfiplo Genesis Genoma Lab, ABrva, EAA&Sa

3KA\vikA e€wowpatikig yoviponoinong Méveotg ABnvuwv, ABrva, ENMAsda

“Tevikd Noookopeio «Ale€dvSpar», ABAva, EAGSa

516pupa latpoBloloyikwv Epsuvwv tng Akadnuiog ABnvwv (IIBEAA), ABrva, EAGSa
5TuAua latpkrg Mevetikic, latpikr) oxohr Navemotnuiov Meveung, Meveun, EABetia

Elwcaywyn: H avpikr umoyovipotnta Kat n emovalappavopevn amotuyia epduUteuong amoteAolv KUPLEG
evbeifelg yla TNV edappuoyn TNG TEXVIKNG EEWOWUATIKAC Yovipomoinong ICSI. Apdileyopevo {Rtnpa amotelel
1N GUOYXETLON TNG TEXVIKAG ICSI pe Tov augnpévo Kivouvo yLa XpwUOOWLKES avwaAleg oto EuBpuo.

IKomo¢: O okomog tn¢ mapovcag HeAETNG NTav va StepeuvnBel edv n ICSI oxeTiletol pe XPWHUOCOWLKEG
ovwpalieg og amoPfAnBévra Euppua.

YAWKO: ZUuVoALKG avaAuBnkayv 270 delypata anod anoPfAnBévia éuppua mpwtou TpLpnvou. H péon nAkia twv
Yuvalkwyv Atav ta 40 £tn.

MeBobdoloyia: H yevetik avdluon Ttwv OSeypATWY TPOYUATOTIOONKE E TEXVIKEG OUMPBOTIKNAG
KUTTOPOYEVETIKAG ] LOPLOKAG YEVETIKNAG.

AnoteAéopata: Ano ta Selypata mou avaAuBnkav, to 38% eixe PpuOLOAOYLKO KAPUOTUTIO, EVW OTO 62%
QVIXVEUTNKOV XPWHOOWULKEC avwHaAiec. Ta éufpua mou mpoEpxovtay ano Guaikr) cUAANYN adopoloav
10 28,5% TOU CUVOALKOU OPLBUOU, LLE TIG XPWIOOWHIKEG aVWHAALEG va aviyveuovtal oto 77%. AvtiBeta, To
71,5% twv euPplwv mponABav amno texvikég urtofonBolevng avanapaywyns, LETAEL Twv onoiwv oto 60%
OVLXVEUTNKOV XPWHOOWHULKEG AVWUOALEG. ZUUDWVA IE TO LATPLKO LOTOPLKO TWV {EUYAPLWY, TIPONYOUEVES
anoBoAég avadépbnkav o 121 Teuydpla, HETALU Twv omoiwv oto 60% twv eUPplwv avixveuTtnkav
XPWHOOWHMLKEG avwaAieg. H avbpikr unoyovipdtnta adopoloe 129 euydpla, and ta onola 1o 44% eixe
Buwoel meploodtepeg amo pio anoPolég, evw oto 45% Twv eUPpUWV AVIXVEUTNKOV XPWUOCWHULKEG
avwuoAieg.

ZupnEpAoHATA: ITNV TTAPOUCA EPEUVA N TIPOXWPNHEVN NALKLO TNG UNTEPOG KAL TO LOTOPLKO TIPONYOUUEVWY
amoBoAWY CUCXETIOTNKAV HE OTOTLOTIK ONUAVIIKOTNTA HE TNV UTAPEN XPWHOCWHULKWY OVWHOALWY. H
texVIkn ICSI §ev cUOXETIOTNKE PE TNV UMAPEN XPWHOCWHLKWY avwuoAlwy og amofAnBévia éuppua, Kabwg
Ol XPWHOOWWUIKEG avwUOAieg BpEBnkav va lval, OTATIOTIKA CUXVOTEPEG O EUBPUO TTOU TTPOEPYOVTOL ATTO
duatkr sUANNYPN, elpNU TTOU evEeXOUEVWE avTavokAd tn Stadikacio ertthoyng eppplwv.



https://www.google.com/search?q=%CE%8A%CE%B4%CF%81%CF%85%CE%BC%CE%B1+%CE%99%CE%B1%CF%84%CF%81%CE%BF%CE%B2%CE%B9%CE%BF%CE%BB%CE%BF%CE%B3%CE%B9%CE%BA%CF%8E%CE%BD+%CE%95%CF%81%CE%B5%CF%85%CE%BD%CF%8E%CE%BD+%CF%84%CE%B7%CF%82+%CE%91%CE%BA%CE%B1%CE%B4%CE%B7%CE%BC%CE%AF%CE%B1%CF%82+%CE%91%CE%B8%CE%B7%CE%BD%CF%8E%CE%BD&sca_esv=d4f2f2587599d6c9&biw=1517&bih=674&sxsrf=ANbL-n4EO_tFmW-ZawEk8_eOdTXNu7bQbA%3A1771093513544&ei=Cb6QadLzIISPxc8P5IWP4Ao&ved=2ahUKEwig4JDHzdmSAxXFAtsEHV3cLLgQgK4QegQIARAB&uact=5&oq=biomedical+research+foundation+of+the+academy+of+athens+%CF%83%CF%84%CE%B1+%CE%B5%CE%BB%CE%BB%CE%B7%CE%BD%CE%B9%CE%BA%CE%B1&gs_lp=Egxnd3Mtd2l6LXNlcnAiT2Jpb21lZGljYWwgcmVzZWFyY2ggZm91bmRhdGlvbiBvZiB0aGUgYWNhZGVteSBvZiBhdGhlbnMgz4PPhM6xIM61zrvOu863zr3Ouc66zrEyBhAAGBYYHkj5L1DdA1jpLnACeAGQAQCYAa4BoAGeDqoBBDAuMTS4AQPIAQD4AQGYAgigAqYIwgIKEAAYRxjWBBiwA8ICCBAAGIAEGMsBwgIIEAAYgAQYogTCAgUQABjvBcICBRAhGKABwgIGECEYChgqmAMAiAYBkAYIkgcDMS43oAfjIbIHAzAuN7gHngjCBwUyLTQuNMgHQ4AIAQ&sclient=gws-wiz-serp&mstk=AUtExfDBE5RAUEiBVt8b60xsn3YkeX6kLUxhE1c0tZQrykXy_hSWenbGfqnpo_g_zU_gxM9k5VMbrqwIsePPJWi165L64ssnJBV7l5v-8teDICSTWJ0rrHDGHIWY0hnMAOVQHbgujvgNM6kYeLeAqhs5e5EjxMu6yLLClHux-2EVVXni3sQEIzXKAibNRlqArk7v04LsuVm11z-4UVHOfL17rcevMQfIbOilsRUJgT2xg73onFL67vs5iuxIee_qjiQmYBpUl1bEI37LD7YUJMh3PuFnYurCMTaz3_PNPzAI2YEaig&csui=3

“FENETIKH STHN YTEIA:
AIATNQSH KAI NEES ©EPATIEIES” L= l

S IE 5 O TANEAAHNIO SYNEAPIO A\ 2

14&15 Maprtiov 2026 ApgiBgarpo Cotsen Hall

EP-15
O POAOZ TOY miR-21-5p XTHN EKDYAIZTIKH NOZO TQON APOPQIEQN
Kuptakdkn 2. &, MmaAnc X.}, Toélou A.L, ManaBavaciou 1.1

! Epyaotiplo Kuttapoyevetikic kot Moplokfc levetikig, TuApa latpikic, SxoA Emiotnuwv Yyeiog,
Mavemniotulo Osococohiog

Ikomnog epyaoiag: H ooteoapBpitida (OA) eival pia xpovia ekdUALOTIK VOOOC TwV apBpwoswv e
ETILYEVETIKOUC UNXAVIOUOUC va cupPBaArlouv otnv ekdnAwon tng. MoAA&d miRNAs mMOU GUUUETEXOUV OTN
duaolohoyikr avamntuén Kat Aettoupyeia pag apBpwaong mapouoialouv Sladopomolnuévn €kbpacn oToug
OA 1oToUG, PeTaty auTWwV To MiR-21-5p, avadelkvUovTag TNV EUITAOKK TOUG OTNV aLTLOTIoB0YEVELA TNG VOCOU.
Jtnv mapouoa HeALTn SlepeuvnBnke o poAo¢ tou mIiR-21-5p otov 0oTeo0pBpLTikd GaVOTUTIO TWV
XOVOpPOKUTTAPWV.

YAwa ko péBodog: Kuttapa apbpikou xovdpou amopovwbnkav amnod 15 acbeveig pe mpwtomabri OA katl
amo 8 vyl ATopa XwpPLis Lotoplko apBpikwv mabrnoswv. H ékdppaon tou miR-21-5p peAetOnke pe RT-qPCR.
AtevepynBnke BlomAnpodopikn avaluon xpnolomnolwvtag T Baoelg Sedopévwv miRTarBase, EnrichR kat
STRING ywa tnv oflohdynon twv yovidiwv-ctoxwv Tou miR-21-5p, TwWvV €UMAEKOUEVWY BLOAOYLKWV
Slepyaowwv kot Tou Oktlou aMnAenmidpaocng mpwrteivwyv. AkoAolBnoes emuoAuvon Twv OA
XOVOpOKUTTAPWY HE €LOIKO avaoTtoAéa Tou miR-21-5p kal MPoodloplopdg NG EKPPaAonG Twv yovidiwv-
otoXwv SOX5, SOX6 koL GDF5 pe RT-gPCR. H kuttapikr Blwolpdtnta twv xovdpokuttdpwv OA
nipaypatono|dnke pe tn $pOopilovoa dokaoia Resazurin.

AnoteAéopara: Mapatnpndnke avEnuévn ekppaon tou miR-21-5p ota OA o€ clyKpLoN UE Ta GUCLOAOYIKA.
H BlomAnpodopikn avaiuon avédeife 50 yovidla-otoxoug tou miR-21-5p, petall twv omoiwv to SOX5, SOX6
KoL GDF5, Ta omoia epmAékovtal atn n puBuLon Tt avamtuéng tou apBpikol xovdpou Kal th Stadopomnoinon
TWV XOVEPOKUTTAPWV. X€ KUTTAPLKO eMinedo, n peiwaon tng Ekdpaocng tou miR-21-5p ota OA xovdpokUTTapa
enédepe avénon tng Ekdpaong tou SOX5 kat GDF5, evw mapdAAnAa mapatnpndnke avénon tnG KUTTAPLKNG
Buwouotntag Twv OA xovSpoKUTTAPWV.

Tupnépacpa: Ta amotedéopatd pog £6s€ov mwe n Helwon tng ékdpacng tou miR-21-5p, to omolo
unepekdpaletal ota OA yovSpokuTtTapa, autavel tnv ékbpacn yovidiwv mou pubuilouv tnv avamtuén tou
apBpikol x6vépou KaBwWE KAl TNV KUTTOPLKA BLWOLLOTNTA TWV XOVOPOKUTTAPWY, OVASELKVUOVTAG LA VEQ
Bepameutikn oTpatnyLkn yla tn Bepaneio acbevwy pe ooteoapbpitida.
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EP-16

MEAETH NOAYMOPOIZMQN 2zE TIONIAIA THX OAOY ENIAIOPOQIHZ NER 2XE AZIGENEIZ ME
NEODOPOKYTTAPIKO KAPKINO

Tatopidne A, Makouvtic AL, Owdou E.2, T{wptlng B.3, Zapapd M.2

1. TuRua Bloxnueiag kat Bliotexvoloyiag, XxoAn Emotnuwy Yyeiog, Mavemniotiuo Osooaliog
2. Tunua latpikng, ZxoAn Emotnuwy Yyeiag, MNaveniotiuo Osooaliag

3. Navenotnutakr OupoAoyikn KAwikn, Mavemniotnuiako Mevikd Noocokopeio

Adploag, Tunua latpikig, ZxoAn Emwotnpwv Yyeiag, Navenotruio Oscoaliag

IKkomo¢ epyaciag: O vedpokuttoplkog kapkivog (RCC) mapouotdlel auvavopevn EMMTWON MAYKOOUIWG.
MoAupopodlopol ota yovidia XPC kot XPD, cuotatikd tou povoratiol emiblopbwong voukAeotibiwv
(Nucleotide Excision Repair, NER), emnpedlouv tnv svatocbnoia os Stadpopouc TUMOUC KapKivou. Itn
BBAloypadia uUTIAPYOUV QVTLKPOUOUEVA guphuata, evw &ev €xouv avadepBel avaloyeg HEALTEG OTOV
£AANVLIKO TTANBUOWO.

YAwka ko pEGodot: Avalucoape 67 acBeveig kat 40 vyl dtopa (opdda eAéyxou) yla Toug moAupopdLopolg
XPC-PAT tou XPC yovidiou, rs1799793 (e€wvio 10) kot rs13181 (e€wvio 23) tou XPD yovidiou.
Mpaypotonow|Bnke amopuovwaon yevwulkol DNA, smidektikr) evioxuon pe PCR Kal Xprion TEPLOPLOTIKWY
€v6OVOUKAEQOWV YLa TN YOVOTUTUKI avaAuon. AKoAoUBnos CUCYXETLON LLE TIG

KAWVIKOEPYOLOTNPLOKEG TIAPAUETPOUC KL OTATLOTLKN eMefepyaoia e To mpoypaupa R 4.4.

AnoteAéopata: O yovotumog 344/344 (+/+) tou XPC-PAT moAupopdlopol GUCXETIOTNKE UE ONUOVTLKA
MEWWHEVO KivOuvo yla vedbpokuTtapko Kapkivo (OR=0,134, p=0,016). H moAumapayoviikr avaiuon
emPBePBaiwoe 6TL n mapoucia Tou MoAupopdLlopol oe etepoluywtia 1 opoluywTtia cuoxeTiletal pe
MELWHEVO KivOuvo gudaviong vedpokutTapkol kapkivou (OR=0,261, p=0,025). OL Vo moAupopdlopol Tou
yoviSiou XPD 6ev aveédelav OTATIOTIKWG ONUAVTIKEG CUCYETIOELG. H OTATIOTIKI) AVAAUGCT KALVIKOLOTOAOYLKWV
TIAPAUETPWY, OTIWG TO HEYEDOG TOU OYKOoU, 0 Babuog kakonBeiag katd Fuhrman Kal o LoTOAOYLKOG UTIOTUTIOG
Sev aveSELEE OTATLOTIKWG ONAVTLKEG CUCYETIOELG e TOouG e€eTalopevouc oAU opdLopouc. H peyalutepn
nAia (avw twv 262 etwv) cucxetiotnke pe vPnAotepo Pabud kakonBeiag katda Fuhrman (OR=16,936,
p=0,017), evw avadelxBnke pia TAon cUCKETIONG TWV BNAEWY ATOUWY UE UN-GLOUYOKUTTOPLKO LOTOAOYLKO
unotuno (OR=25,482, p=0,025).

Tupnepdopara: H mapovoa HeAETn KatadelkvUel ylo Tpwtn ¢opd otov eAAnvikd mAnBucud tov
TPOOTATEVUTIKO pOAo Tou XPC-PAT moAupopdlopol otov vedpoKuTtaplkd kapkivo. Qotoco, xpelalovral
TIEPAULTEPW UENETEG O€ LEYAAUTEPO APLOUO SELYUATWY YLA ETUKUPWON TWV AMOTEAECUATWY HOC.



“TENETIKH ZTHN YTEIA:
AIATNQZH KAI NEEZ ©OEPAIIEIEZ”

Z §rE 5 O TTANEAAHNIO SYNEAPIO

14&15 Maprtiov 2026 Ap@iBarpo Cotsen Hall

EP-17

FENETIKEZ EZETAZEIZ IE AAIEZOAO: H KPIZH MOY MAHTTEI TOYZ EAAHNEZ AZOENEIZ ME KAPKINO TOY
NMNEYMONA

MetpomovAou E., KakaBoUAn I., MmtiAn X., Zaxwidn @., Bpotoou Mm., HAlormouAou 2., Navou E., Donoghue-
Nadali J., OAwpevtiv A., Zravakng N.

A-Lab Kévtpo Moptakn¢ Blohoyiag kot FoVISLWHATIKAG

Zkomag: O kapkivog Tou mveupova (KtN) anoteAel tnv KUpLa attia Bavdtou and kapkivo Taykoouiwg Kot
™V TPitn ouxvotepn awtia otnv EAAGdSa. ZrApepa, untdpyouv 11 Blodeikteg yia tov KtM (EGFR, KRAS, ALK,
MET, ROS1, BRAF, RET, HER2, NTRK1/2/3), oL omoiol tpocd€pouv GNUAVTIKEG EMAOYEC YL TNV dopUoyn
£€ATOUIKEVUEVWY BepameuTikwy mpooeyyioewv. Qotdco, otnv EAGda, n mpdoPaocn twv acbevwv oe
OMOKANPWUEVO HOPLAKO EAEYXO €lval TEPLOPLOUEVN, KABWG TO €BVIKO aodaALOTIKO TAUEIO KAAUTITEL TOV
€Aeyxo HOVO yla Tpelg amo autolg (EGFR, KRAS, ALK), Le OUVEMELD TNV UELWHEVN Qvixveuon KAWVIKA
oNUAVTIKWV PeTaAaéewv (KIM). H acupdwvia autr dnploupyel avioOTNTEG GTNV UYELOVOULKN TiepiBaAdn
auéavovtag tn Bvnolpotnta. Autd KOBLOTA EMITAKTIKA TNV avaykn yla ofloAoyncn tou Sleupupévou
popLakou gA&yyou.

YAwa&MeEBobdoL: Ta €tn 2023-2024, ol petaAldgelg ota mpoavadepBévta yovidia aviyveuBbnkav oto
£pyooTPLO LOgG eite pe Tt xprion mavel Tplwv (3) elte 51 yovidiwv.

AnoteAéoparta: Juvollkd peletnOnkav 110 aobeveic pe KtN. And autoug, ot 40 emélefav EAeyxo UE TO
navel 3 yovidiwv (opada A), evw ol 70 eméAe€av to maveA 51 yovidiwv (opdada B). Itnv opdda A, KIM
aviyvelBnke oTo 15% TwWV MEPUTTWOEWY, EVW OTNV opdda B oto 48,5%. ElSkotepa, otnv oudda B, 10 24,2%
Twv acBevwy édpepe KIM oe éva amod ta 3 yovidla, evw emumAéov 24,2% mapouciaocs METAAAALELS ot
gvamnopeivavta yovidla, ol onoieg Ba eiyav Stadopetika xabel.

Tupnepaopata: H katavonon tng onuaciag tng Slelpuvonc Tou PLopLaKoU TAveA sival KaBopLoTikr yla Thy
mapoxn akpLlpoug kat e€atoplkeupévng Bepareiag os aoBeveic pe K. O oAokAnpwpéVoc EAeyXog amoteAel
Baowkd MuAwva TG €EATOULKEUEVNG LATPLKAG, N oTola elval anapaitntn yla tnv mapatacn tng enpiwong
Twv aoBevwv.
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EP-18

AIEYPYNZH TOY OAINOTYMIKOY (®AIMATOZ TOY TONIAIOY MTM1: H KAHPONOMIKH ZMNAZTIKH
MAPAMAHTIIA (HSP) Q2 ZMANIA EKAHAQZH THZ MYOZQAHNAPIAKHZ MYOMNAGEIAZ.

Koéviapn X2, Kovtoyewpyiou Z., PaydZog NY, Kaptdvou X.}, Avayvwotou E.2, Méne I* NaowovAag I'.%, Kapasipa .Y,
Kovutong .Y

*lon ouvelodopd

1 Movada Neupoyevetikng, A' Neupoloyikr KAwvikn, Awywvritelo Nocokopeio, EOviko kat Kamodlotplakd
MNavemniotiuto ABnvwv, ABrRva, EAAGSa

2 Neupoloyikr) KAwvikr, 401 Meviko Itpatiwtikd Noookopeio ABnvwy, ABrva, ENMGda

3 A’ Neupoloyikn KAwikr, Awywvritelo Noookopeio, EBviko kat Kamodiotplako Maveniotr o ABnvwy, ABrva, EAMGda
4 Genekor Medical S.A., ABrjva, EAAada

IKOMOAG gpyaciag: H dpuloolvdetn puoowAnvaplakr puomnabeta (XLMTM), pia coBapr) ouyyevig puomabela sival
anotéAeopa mapallaywyv oto yovisio MTM1. Ot yuvaikeg dpopeic mbBava mapouvoldlouv aduvapio dkpwv TotkiAng
Baputntoag. Npoobeteg ekdNAWOELG MEPAAUBAVOUV ACUMMETPN aASUVALA KAl OKEAETIKA QCUMUETPLO, QVATIVEUOTIKA
npofAuata, aduvapia npocwrou, PAedpapontwon Kot opOaApomAnyia. Stnv mapovoa epyacia meplypddetal pa
olkoyévela 800 yuvalkwy amo tnv EAAASa e mupauldikr) onueloloyia, ToU MPOCOUOLATEL LE ELKOVA KANPOVOULKAG
omootikAg mapamnAnyiog (Hereditary Spastic Paraplegia, HSP) otnv acBevr &eiktn, oL omoisg dépouv maboyodvo
napaAAayn os etepoluywTtia oto MTM1.

YAw@ kot M£Bodou: Nuvaika 41 €TwV Pe TIPOOSEUTIKY OTOOTIKOTNTO KATW GKPWYV, TOPOTEUPONKE ylo MTEPALTEPW
aflohdynon, HeTA amd apvntikdo €Aeyxo WES yia muBavry HSP. Katd tnv emavegétaocn, Stamotwbdnkav Ama
BAedapontwon, vuotayuog otpodng BAEUUATOC, KABETOG VUOTAYUOG, adUVapia TIPOCWTIOU, KEVIPOUEALK) aduvapia
Avw Kol KATw akpwv, kolthomobdia kat apupodaktudia. H veupoamelkovion avedelée nmia atpodia tou eykedaAikol
dlool kat tou mapeykedaAbikol okwAnka. To nAektpoveupoypddnua avédelée pnkoeaptwpevn afovikn
0LoONTIKOKLVNTIKY TtoAuveupormdOeta Kot to HMI puomadntikd eupfpato. H pntépa thg aoBevol epdavile nrdtepo
dawdtuno.

AnoteAéopata: Metd amo emavavaluon tou WES cupmepilapBavopévwy yovidiwv puondBbelag, evtomiotnke n
yvwotr maboyovog mapaidayr c.1262G>A, p.(Argd21Gln) oto yovidio MTM1 ot etepoluywtia otnv acbevr deiktn. H
niapaAlayr BpEOnke va cuyKANPOVOUE(TAL LUE TOV GALVOTUTIO OTNV OLKOYEVELQ.

Jupnépaopa:Ta eupAuatd pog emBeBatwvouv ot n mapoarhayn ¢.1262G>A, p.(Argd21GlIn) oto yovisio MTM1 propet
VO OUCXETLOTEL pe palvotumo HSP. Anatteital mepaltépw €Aeyxog adldyvwotwy kooptwyv HSP yia mapaiiayéc MTM1
ylot Tov TIBavO EVIOTIOUO EMUTAEOV TIEPLOTOTIKWY Kl yla va SlamiotwOel katd nocov o pawvotumog HSP adopd povo
OTN OUYKEKPLUEVN TtapaAlayn. ZUCTAVETOL €MioNG AEMTOUEPNG KAWIKN afloAdynon €TepOluywV YUVOLKWV ylo va
peAeTnOel kaAUTEPA TO ddopa tng XLMTM Satapaxic.
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EP-19

AIEYPYNZIH TOY KAINIKOY ®OAZMATOZ THX LRSAM1-IXETIZOMENHZ NEYPOMAGEIAZ: AEAOMENA AMO MEAETH
2EIPAZ NEPIZTATIKQN ZTON EAAHNIKO NMAHOYZMO

Koviapn X.%?" Kovtoyewpyiouv Z.Y", Tlepnetlrc X.}, Kaptdvou X.}, Avayvwotou E.3, Moupdtoylou B.%, Kokotng .3,
ZoUBelou B.3, Ddkag N.2, Auyepou Z.%, Pévtlog M.3, Stedavig A3, Kapadnpa I. ¥, Kovtong .Y

*lon ouvelopopa

1 Movada Neupoyevetikig, A' Neupohoyikny KAwikn, Awywvritelo Noookopeio, EBvikd kat Kamodiotplako
Mavemnotiuio ABnvwv, ABriva, EAAGSa

2 Neupoloyikr) KAwvikr, 401 Meviko Itpatiwtikd Noookopeio ABnvwy, ABrva, ENMGda

3 A' Neupoloyikny KAwikn, Awywvritelo Noookopeio, EBviko kat Kamodiotplako Maveniotipto ABnvwy, ABrva, EAMGda
4 Movada Moptakng levetikng, Tuiua revikig Biodoyiag, latpikn 2xoAn, Navemnotiuo Natpwv, Ndtpa, EAAGSa

ZKOMOG gpyaciag: H voooc twv Charcot-Marie-Tooth (CMT) tumou 2P, gival amoTtéAECUO EMKPATNTIKWY KOL OTIAVIWG
UTIOAELTIOUEVWY TTapOoAAQywV 0To yovidlo LRSAM1. Xapaktnpiletal and Amia afoviki moAUVEUPOTIAOELa KUPLWG TWV
KATW AKpwv Pe TokiAn nAtkia évapéng. Qotooo, avadEpetal GavoTUTIKI TIOLKIAOUOpdLa, OMWG ATUTIEG EKONAWOELG
ME TAPKLWOOVIOMO, Kupilwg aloBntikr veupomdBela pe deopdwoelg kat umepCKatpia, Kabwg Kal emMeLCOSLAKEG
aLoOnNTNPLOKEG SlatapaxEg. ZTNV mapouoa pyacia mapouotalovral ol KAWIKEG ekSnAwoelg 8 EANVwVY acBevwv pe
napaAlayég oto LRSAM1, evioxUovtag to cUVOETO KAWVIKO dpacpa TnG Slatapaync.

YAwA kat Mé£Bodoi: Kata tov €Aeyxo 55 meputtwoewv UMOMTNG agovikng CMT pe NGS, eviOTiCOUE ALTLOAOYLIKES
napaAlayeg oto LRSAM1 og 5 aoBeveig-6eikteg Kal 3 MAOXOVTEG CUYYEVEIC TOuG. H pia olkoyévela €depe TNV yvwoth
naBoyovo mapalhayr] c.2075A>G, p.(His692Arg). Ot umtdAouteg 4 OLKOYEVELEG £ixav KoLV yewypadLkr TTpoEAeuan Kot
€depav tnV bla mpoodata mepleypappévn mapaidayn c.2134_2145del, p.(Asp712_GIn715del).

AnoteAéopata: Ol meplocotepol aoBeveic (5/8) ekdnAwoav Slatapayxn Badlong we Mpwto cUuNTWUA (LECOG 6POC
nAwiog évapénc=38,3+14,7, cvpog, 13-58 £tn). Tpelg acBeveic ixav apywg atodNnTIKn Kol TEVTE 0LOONTIKOKLVNTIKN
afoVLKN veLPOTIABEL, £VOG €K TWV OTOLWVY LE EVPHAKATA NAEKTPOUUOYPAPHAHATOC KLVNTLKAG VEUpwVOTtabelag. OAot ot
aoBeveig elyav CMT score <10. H CPK BpéBnke auénuévn o 3 aoBeveig pue uPnidtepo CMT score. MapKLvooviopdc,
untoprowwdng/dAowwsdng eykedpadikn atpodia kat BA&Beg T2 otn Aeukn oucia mapatnpendnkav os 2 acBeveic. Ofeiag
€vapéng eMeloobLOKA NUUTAPEDN Kal Npwmnatetnoia Slamotwdnke oe 2 aoBevelg.

Jupnépaopa: Ta dedopéva pag emiPefalwvouy tn dawvoturikhy mokilopopdia tng CMT2P kat untodnAwvouv éva
mOavéd davopevo Tou puTH OXETIKA Pe TV tapalayn c.2134_2145del. Ot dtumeg ekSNAWOELS LE TTAPKLVOOVLIOUO 1
ETIELOOSLOKA VEUPOAOYIKA OUUIMTWHUATO UTTOPEL val elval maparAavnTikeg, oAAd n cuvimapér Toug pe veupondBela Ba
TPETEL va 08nyel og yeveTiko €leyyo Tou LRSAM1.
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EP-20

KAHPONOMIKOZ KAPKINOZ 2THN EMOXH TOY NGS: H MPOZTIOGEMENH AZIA TOY AIEYPYMENOY EAEIXOY
ZTON IN'YNAIKOAOTIKO KAPKINO

lepeutadou @., Ayyédawa K., ZavidonouAog I., Meplotoudng X.,
Ziyaha M., ABaveé A.
«LIFE CODEv, 161wtk AtayvwoTiko latpiko Epyaotriplo

ZKOMOAG: IKOTOG TNG mapouoag HEAETNG eival n afloAdynon tng KAWIKAG aflag tou yoviSlakol eAéyxou o€
ATOMO UE TIPOCWTILKO 1/KOL OLKOYEVELOKO LOTOPLKO KakonBelag kat n Stepelivnon tng mpootiBéuevng agiag
Tou Sleupupévou TIoAUYOVLELAKOU EAEYXOU OTNV UTTOOUASA YUVOLKOAOYLIKWY KOKONBELWV.

YAwka ko pEBodot: AvaAlBnkayv 491 dtopa e LOTOPLKO SLadopwv TUTIWV KapKivou. ATIOHOVWONKE YEVETIKO
UALKO Kal ipaypatornotnfnke aAnAouxnon véag yeviag (NGS) Twv KwSIKOmoLouowy IEPLOXWVY YoviSiwv tou
oxetilovtal pe KANPOVOULKO Kapkivo. H BlomAnpodoptkr avaAluon mpayLaTomo)OnkKe e TILOTOTOLNEVOUG
aAyopiBuoug tng JSI SEQUENCE pilot (version 5.3.3) kat n afloAdynon Kat Tagvounon Twy mapaAlaywy [e
v Bdon dedopévwy Franklin genoox cuudwva pe ta kptipla ACMG.

AnoteAéopata: SUVolikd, maboydveg/mbavwg naboyoveg mapalayeg avixvelOnkav oto 18,5% (91/491)
Twv e€etalopévwy. Naparayég ota BRCA1/BRCA2 avtiotolyoloav oto 4,5% (22/491) evw oto 14% (69/491)
avixveuBnkav mapoAlayeg oe GAAa yovidia uPnAou 1 petpiou kwwdUvou. e 11 MEPLOTATIKA EVTOTIOTNKE
cuvumnapén mopordaywv os SU0 SlopopeTka yovidla. TNV UTIOOUASA TWV YUVALKOAOYLKWY KOKonBelwy, Kot
METOEU Twv OeTikwyv OelypMATWY, MOALG OTO 26% TWV TEPLOTATIKWY OVIXVELONKAV KALVIKA ONUOVTIKEG
niapaAAayég ota yovidia BRCA1/BRCA2.

Tupnepaopata: Ta amoteAéopata enBepotlwvouy TNy omoudaldtnta Tou yovidlakoU eAéyxou, 16lwg ot
OLKOYEVELEG e BePapnuévo LoToplkd. O evtomiopog popswv maparlaywyv o yovidio uPnAol f petpiou
KWWOUVOU, ETUTPETEL TNV OTOXEVUEVN TIapakoAoUBnon, éykaipn Sldyvwon, AnPn MPOoANMTIKWY HETPWY KoL
EVNUEPWON TWV UTIOAOUTWV HEAWV TNG OLKOYEVELAG. Emumpdobeta, Ta sUpAUATA OTO TIEPLOTATIKA [LE
YUVALKOAOYLKO KapKivo avaSelkvUouv TNV avaykn epappoyng SLeupupévwy TTOAUYOVISLOKWY TTAVEA TTEpav
Twv yovidiwv BRCA1/BRCA2 kaBwg n mpooéyylon autr aufavel onUovIKA Tn SLOyVWOTIKY anodoon Kol
EMNPEGLEL OUCLOOTLKA TN YEVETIKI CUUBOUAEUTIKA KoL TNV KAWVIK Slaxeiplon Twv acBevwv.
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EP-21

MH XAPAKTHPIZMENEZ MAPAAAATEZ APIOMOY ANTIFPADQN (CNVs) 2TO FONIAIO CFTR: ANADOPA MEPIZTATIKOY
Meplotoléng X., Maupidou E., Kapaylavvng 2., lepeptadouv @., AiBaveé A.

«LIFE CODE», 18lwtikd Alayvwotikd latpko Epyaotrplo

Elcaywyn: H KuoTikr) lvwon gilval cuTooWwHLKE UTTOAEUTOMEVN VOOOC, TTou odeiletal o maboydveg/mbavwg maboyoveg
napaAlayég tou yovidiou CFTR, kol amoteAel To ouxvOTEPO KANPOVOUOUUEVO voohpa otnv EAAGSa. Av kal ot
TIEPLOCOTEPEG MEPUTTWOEL; odeilovtal oe onuelakeg TopallayEg N UKPEG evOEoelg/Slaypadég, ot mapaAlayeg
aplBuol avtypddwyv (Copy Number Variants, CNVs) amotedoUv omavia aA\G KALVIKA GnUavTikn Katnyopia, n omnoia
ouxva Sev aviyveVETAL OTOV SLAYVWOTLKO EAEYXO poUTivag.

ZKOMAOG: H mapouciaon kot poplakn Slepelivnon VoG Un XapakTnplopévou SutAacloopol Tplwv e€wviwv oto yovidlo
CFTR, o omoiog aviyvelBnke Katd Tn SLAPKELA LOPLOKOU EAEYXOU e AAANAOUXNGON EMOUEVNG YEVLAG (NGS).

YAwa kat MéBodol: Muvaika 33 etwv, 0To MPWTO TPiUNVO KUNONG, XWPIS avadepOUEVO TTPOCWTTLKO, I OLKOYEVELAKO
LoTopLKS TIPOCAHABE yLa TPOYEVVNTIKO EAEYXO KUGTLKAC ivwong. Mpaypatomnow}®nke aAknhouyxnon véag yevidg (NGS) yia
™V avixveuon onuelakwy mapaAlaywv kot CNVs. Ta anoteAéopata tng avaiuong Twv CNVs eniBeBawwbnkav kot pe
™ uébobo MLPA.

AnoteAéoparta: AvixvelBnke SmAaoLlacpog nou epthapPfavel ta e€wvia 10—12 tou yovidiou CFTR (legacy exons 9-11
avtiotowa), xwpl¢ tnv mapoucia GAAwv maboyovwv i mbavwg moaboyovwv mapoAhaywyv. O CUYKEKPLUEVOC
Sumlaolaopdg dev evtomiotnke otn 6ebvr BiPAloypadia | oe dnuooteg Baocelg Sedopévwy Kat, cuudwvaA PE TA
kpttipla ACMG, taflvopeital wg mopoadiayr] ayvwotou KAWIKAG onupaciog (VUS). Mpoypappatietal éAeyxog tTwv
MEAWV TNG OLKOYEVELAG yLa TN Slepelivnon TNG KANPOVOULKOTNTAS TN TTapaAlaynG.

Supnepdopoata: H avayvwplon véwv CNVs oto yovidlo CFTR, kaBwe kat n cwoth taflvounon toug, Ba cupBdailouv
otV KaAUTEPN Katavonon tg vooou kat Ba odnyriocouv o véoug Tpomoug poPAedng kat Bepamneiag, KaBwWG Kat ot
£YKUPN KOL TILO EUTIEPLOTOTWHEVN YEVETIKA CUUBOUAEUTIKN KoL KOT EMEKTAON UYELOVOLLKY dpovtida yla Toug acBeveic
KOLL TLG OLKOYEVELEG TOUC.
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EP-22
H FENETIKH APXITEKTONIKH TQN XHAOEIAQN: AEAOMENA ANO MEAETEZ ZYZXETIZHZ TONIAIQMATOZ
Idoovac Aepuitlaknct, AAéEavSpoc OvoudpLadng?

! Epyaotrplo lotoloyiag kot EpBpuoloyiag, TpAua lotpkig, IxoAry Emotnuwv Yyeiag, Aplototélelo
MNavemnotrpo Oeooalovikng

2 Epyaotipto latpikrc Blohoyiag kat Mevetikig, TuApa latpkig, ExoAR Emotnuwv Yyeiag, ApLoTtotéAelo
Mavemniotrplo Oecoalovikng

ZKOMOG: Ta xNAosLdn amotedouv pia oAUTTAoKN Statapayr) Tou odelAeTal o UTIEPTIAPAYWYI] CUVSETIKOU
LoToU e oadn YeVETIKN podldBeon Kal évtoveg PUAETIKEG SLadOpOMOLNCELS 0T ouxvoTnTa UdAVLONG.
ZKOTIOC TNG MAPOU A EPYAOLAg ElVOL N TAPOUGCLOCN TWV YEVETIKWY TOTIWV TIOU £€XOUV CUCXETLOTEL LLE TN VOOO
HEOW HEAETWV OUOYETLONG YoviSLwpatog (genome-wide association studies, GWAS).

YAwa ko péBodot: Mpayuatonolbnke ekTtevng avaokomnon tng Siebvoug BLBAloypadiag pe Eudaon oe
GWAS kot peta-avaluoelg mou adopolv MANBUCHOUE SLadOPETIKNG YEVETIKAG KATaywyng. AvaAuBnkav
HovovoUKAeoTISIKOL TIoAupopdLopol Kol Ta Topakeipeva yovidia 1 pn kwdlkég RNA meploxég, evw
ETUXELPNONKE CUCXETLON TOUC UE YVWOTA LOVOTIATLA (VWwonG.

AnoteAéopara: Navw amno 20 SLakpLtol XpWHOCWHLKOL TOTIOL £X0UV OVAYVWPLOTEL LEXPL ONUEPA WC YEVETIKA
ouoXeTI{OpevOL PE TNV gpdavion xnAosldwv péow peAeTwv GWAS kol peta-avalloswyv o mMANBUoUoUg
SL0POPETLKNC YEVETIKAG KaTaywynS. MeTtafl Twv KaAUTEpa XAPAKTNPLOUEVWY yoviSiwy mepllapBdvovral ta
NEDD4 kal ITGA11, Ta omoio eumA£KOVTAL QUeSA 0T pUBULON TN onpoatoddtnong TGF-B kol Tng opydvwaong
™G e€wkuTttaplag Bepéllag ovoiag, kabwg kat to PHLDA3, apvntikog pubuiotig tng Akt pe onpavtiko polo
oTov €AeyX0 TNG oUVOeoNG KOAAQYOVOU Ao Toug voPAAoTeG. EmumAéov, yovidia onwe ta GLIS3, LSP1, EPDR1
KoL NRG1 éxouv cuoyetiotei pe Slepyaoieg mou adopouv tn Sladopormnoinon wopAactwy, tn dAeypovwdn
OmOKPLON KOl TN HUETAVAOTEUON KUuTtapwv. Oplopévol amd tou¢ moAupopdlopolg svtomilovtal o pn
KWOLKECG TIEPLOYEG TOU YOVISLWUATOG, UTIOSEIKVUOVTOG Evav eTLMPOoOeTo pUBULOTIKG pOAO OTn YoviSLaKh
€kdpaon Kat oL LOVo Apeon SoULKH eMibpaon o€ MPWTEIVEG KATA TOV OXNUATIOUO TwV XNAOELSWV.

Jupnepdopata: H kotavonon Twv YEVETIKWY OUCXETIOEWV Tou mpokUMTouv and GWAS mpoodépel
TIOAUTIUEG YVWOELG YLO TOUG HOPLOKOUG HNXAVIOHOUC TNG VOoOoU Kal duvatal va CUMBAAEL oTnV avamtuén
OTOXEUUEVWY, ECATOULKEUUEVWY BEPATIEUTIKWVY TPOCEYYIoEWY OTO PEAAOV.
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EP-23

O POAOZ TOY KAAZIKOY KAPYOTYIOY 2TH AIATNQZH XPQMOZQMIKQN AIATAPAXQN: AEAOMENA TOY
EPFAZTHPIOY FrENETIKHZ ZTHN MEPIOXH THZ ANATOAIKHZ MAKEAONIAZ & OPAKHZ

AwBatneg Kwvotavtivog-OsogpuAaktog!, Mmaitdag ABavdaoiog-PagpanA’, KaAoyrpou Avactacia', Mmaptmiva
Mapia’, MoAuxpovidou Zovia-Baokn!, Kaoipog Anuntpiog?, Boutetdakng Avtwviog?, Mavtaddkng EAdopopoc?,
XatZnuani ABavdcotoc?, TplavtadpuAridou EABipa?, Zravortoviou lwavva®, ToouBaid Eppavouéia®, MardloyAou
Avva®, MamaloyAou Anpnitplog?, Kouthdkn-Kouptn NikoAgta®, AtaAtdpng @sodwpog' & Mapivakng NikoAaog'

"Epyactnpto levetkng, Tunua latpkng, Mavemotnuakod Mevikd Nocokopesio AAeEavBpoUToAng, AnpoKpitelo
Mavemiotnulo Opdakng

Navemuotnuiakn MNawdatpikl KAwikn, TuApa latpikng, Mavemotnuako Mevikd Nocokopeio AAe€avdpoUuToAng,
Anpokpitelo Mavemiotiplo Opdkng

SNeoyvoloytko Turua & MENN, Mavemiotnpiako Fevikd Noookopeio AAe€avdpoUToAng

4B’ Mavemotnuiakn Maboloyikn KAwikn, Tunua latpikng, Naverotnuiakd Mevikd Nocokopeio AAeEavdpoUTioAng,
Anpokpitelo Mavemotpio Opdakng

SMavemotnuiak MuvaikoAoyiki-Mateutikr) KAwikn, Tpnpa latpikig, Mavemotnuokd evikd Noookopsio
ANeEavdpoUToAng, Anuokpitelo Mavemotipio Opakng

ZKomoGg: O KAQOIKOC KAPUOTUTIOC amoTteAel BACIKN KUTTAPOYEVETIKNA HEBODO yla TN dlayvwon XPWHOCWHIKWY
AVWHOAWY Kal TN dlepelivnon avamapaywylkwy TPoBANPATwWY. ZKOTOG TnG tapoloag 24£tol¢ avadpouLkAg
€peuvag (2002-2026) eival n Ttapouciacn Twv ATOTEASCUATWY TWV KUTTAPOYEVETIKWY EAEYXWV OTo Epyaoctriplo
Mevetkng tou TunRpatog latpikig, AMNO, apgxovtag emONUIOAOYLKA Kal KAWVIKA dedopéva yiad TNV TEPLOXN TNG
AvatoAiknc¢ Makedoviag-Opdkng.

YAk6 kat M€Bodot: Ztn peAETn cupTiepARdONnKav 521 aocBeveic ou UTTORANBNKAV G€ KUTTAPOYEVETIKO EAEYXO HE
™n pEBOSO TOU KAAOIKOU Kapuotutou, edappoloviag KAMIEpYEld KUTTAPWY, OCULA\OYN HETAPACIKWY
XPWHOOWHATWY KAl TEXVIKEG Xpwong {wvwyv GTG (G-banding) kat CBG (C-banding).

AnoteAéopata: PucLOAOYIKOC KApUOTUTIOC Kataypadnke o 459 acBeveic (88,1%), Un taboyoveg maparayeg oe
14 (2,7%) kat TaBoAoyLKOC KapuoTuTIoC o€ 48 Ttepumtwoelg (9,2%). Ztnv maboAoyikn katnyopia, kKupiapxo evpnua
ntav to Zuvdpopo Down (n=22), wg eAelBepn aplBuntikn avwpaAia (tplowpia 21). H mAsloPnoia avtwy Twv
SlayvVWOoEWV TIPAYHATOTIOONKE oTNV NAIKLAKN opdda 0-2 etwyv, emBefaiwvovtag Katd 75% tnv apxikni KAWIKNA
uttoPia. Asvtepo oe ouxvotnta nAtav 1o 2UvOpopo Klinefelter (n=11), kupiwg kata tn Odlepelivnon INg
UTtoyoVLHOTNTAC, VW Kataypadnkav kat 10 SopIKEG avwpaiieg (EMNeleLg, HETaBETELG, AvaOTPODER).

Jupunepdopata: H peAétn emPBeBalwvel TNV KAWVIKN XPNOLUOTNTA TOU KAACIKOU KAPUOTUTIOU otn dldyvwaon
APLOUNTIKWY XPWHOCWHLIKWY QVWHOALWY Kal 6TNV agloAdynon avamnapaywylkwy poAnudatwy. Epdaocn divetat
oto 2Uvdpopo Down, To cUXVOTEPO YEVETIKO VPN, avadelkvuovtag tTnv bPnAn dtayvwotikn agia tng pebodou.
Tautoxpova, a&loAoyeital n xapunAn cuvelopopd TNE EEETACNCG OE TIEPLOTATIKA AUTIOHOU KAl VEUPOAVATITUELAKWY
dlatapaxwyv, ta omoia xpndouv edpappoyn alnAolxnong emOPeEVNC Yeviag. TEAog, n Kataypadr auvtwyv Twv
OedopuEVWV TTapEXEL TIOAUTIUN ETIONULOAOYIKN €lKOVA YA TN YewypadlK TtEPLOXN, EMIBERALWVOVTAC TOV KAiplo
pOAo tou Epyaoctnpiou Mevetikng otn yeveTikn dtdyvwon Kat otn dnpooia vyeia tng mepLoxnc.
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EP-24

NPQTA AEAOMENA AMNO THN EDAPMOTH TOY EYPQMAIKOY NPOrPAMMATOZ «SCREEN4CARE» ITHN
EANADAA

KapaBeodwpou A.*2, ABavaciou A.}, Kiptoou A.%, Nahaunpivou A.3, Aepeptlidou E.4, Apoyoltn E.3, Kwtolog 1.2,
ABo&omovlou M.3, Maptivortolhou A.°, NamadonovAou A.%, PAAANG A3, ZepaviSou M.>,
Tevtlpidng I'.5, Katadpuywtng 2.2, Avayvwotornovlou A.28, Twtnplddng A.%, Itépnn M.%, ToakaAidng X.3, BépBepn A.2

1."Evwon Znaviwv AcBevwv EAAGSag, ABrva

2. TuAua Fevetikig maviwv Noonudtwv, INO Mamnayswpyiou, Osccalovikn

3. B" Neoyvoloyikn KAwvikiy AMO, TNO Mamnayswpyiou, Osccalovikn

4. A’ Mateutiki-Tuvatkohoytkn KAwvikn ANO, TNO Nanayswpyiov, Oecoalovikn
5. NeoyvoAoyiko Turpa & MENN EZY, TNO Imnokpdtelo, Oecoalovikn

6. Epyaotriplo Neoscreen, ABrjva

Eloaywyr): OL onmAvLeg YeVETIKEG TaBNOeLg TNG TMALSIKAC NALKIOG ocuvS£ovTal e CNUAVTLKA voonpotnta,
kaBuotepnuévn Slayvwon Kot auénpévo Puxokowvikd ¢optio yLa TIG OLKOYEVELEG. O VEOYVIKOG YEVWLKOG
€Aeyxo¢ amoTeAEl TAOTLKI, KALVOTOMO TIPOCEYYLON YLaL TNV EYKOLPN AVIXVEUON KAL QVTLLETWIILON VOO LATWY
NG TALSIKNAG NALKLAG TIPLV TNV EKSHAWGH CUUIMTWUATWV.

Zkomog: H mapouaiaon tng edapuoyng tou eupwmnaikol npoypaupatog « SCREENACARE» otn xwpa (ag Kol
Twv Sedopévwy amod ta npwta 200 veoyvd Mou evtaxdnkav otn LEAETN.

YAwko: Neoyvd pe ductoloyikd dawvotumo, kabwe Kal veoyva Tou voonAsvovtal otn Movada Evtatikig
Oepaneiag, Aoyw mpowpotntag i dAAou maboloyikol datvotumou, ota Nocokopeia Mamayswpyiou Kot
Imnokpdtelo Osocaovikng.

MeBoboloyia: MpaypaTomoleltal YeEVWHULIKOG €Aeyxog kot avalucn 245 yovibiwv mou oxetilovtal pe
OMaAvieg, SuvnTikA OepameVoleg YeveTikee mabnoslc tng matdlkng nAwkiag. Aappavetat £yypodn
ouykataBeon Kkal amo tou¢ SUo yovelg, oL Omolol EVNUEPWVOVTAL EKTEVWG amo tnv Epfpuopntpikn,
Neoyvoloyikn kat evetikn opada.

AnoteAéopata: Katd Toug MpwToug TPELS LAVEC bAPUOYNG TOU TIPOYPAUUATOCS, CUUUETEXaV >200 veoyva
arnod ta U0 VOoOoKOMELD. Oa MAPOUCLACTOUV AVOAUTIKA T TIPWTO EUPHHATO, CUUTMEPIAAUPBAVOUEVWV TWV
naboyovwy 1 mBavwe maboyovwy YEVETIKWY Tapallaywy, TwV KALVIKWY EVEPYELWV TTOU dpopoAoynBnkav
KOLL TNG amoS0oXNG TOU TTPOYPAHUUATOC QO TLG OLKOYEVELEG.

Tupnepdaopara: H Aotk ebappoyn TOU VEOYVLKOU YEVWULKOU EAEYXOU UIMOpEL va eTUTaXUVEL TN SLdyvwaon
KoL va eTutpEéPel €YKALPEG, OTOXEUUEVEC MOpPeUPACEL;, PeAtuwvovtag TNV £KBacn Twv acBevwv Kot
g\attwvovtag TN dLayvwoTiky odUooela Twy Slwv Kal TwV OLKOYEVELWYV Touc. MapdAAnAa, n tekunplwon
NG 0X€0NG KOOTOUG-OMOTEAECUATLKOTNTOC Ba evioyUoeL T oultnon ylo LEAAOVTLKNA VTN TOU VEOYVIKOU
YEVWHLKOU EAEYXOU OTLC TTOALTIKEC SnudoLag vyeiag.
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EP-25
AMNOTEAEZMATA FTENQMIKOY EAENXOY ®OPEIAZ ZE 1200 AEITMATA WHOLE EXOME SEQUENCING

Zampn E.1, Kiptoou A.1, NikoAétog 2.2, Nevtibng A.2, KapaBesodwpou H1,3, ABavaciou A.3, Katadpuyuwtng
2.1, Zwtnptadng A.4, KpiBapd A.2, BépBepn A.1

1. Tunua Fevetikng Imaviwv Noonuatwy, INO Nanayswpyiou, Oscoalovikn
2. lvotitouto MAnpodoptkng kat ThAemkowwviwy, EBvikd Kévtpo Epeuvag « AnpokpLtog»
3."Evwon Inaviwv AcBevwv EANGSag, ABrva

4. A’ Mateutikn-fuvaikoAoyikn Khwvikn ANG, NGO Mamnoayswpyiou, Oscoahovikn

Elcaywyn:0 yevwuikog €heyxog dopelag (carrier screening) amoteAel faoiko epyaAelo TIPOYEVVNTIKNG KO
QVATIOPOYWYLKAG YEVETIKAG. Mapéxel mAnpodopieg o unoPndloug yoveig yla tTnv mbBavotnTa OMAvVIWY
KANPOVOULKWV VOONUATWY OTOUG OIOYyOVOUG TOUG KOl ETULTPETEL TNV TAPOXN €EATOMLKEUUEVNG YEVETLKNG
OUUBOUAEUTLKNAC oTa {euydpla.

ZKOMOG: ITOXOG TNG MEAETNG ATAV N EKTIKNON TNC cUXVOTNTAG TTABoyOVWY TTAPAAAAYWV YLOL AUTOCWHLKA UTIOAELTOUEVEG
Kal X-pulooUvdeteg voooug og eAANVIKO MANBUoWO, xpnoLpomolwvtoag éva panel 1335 yovidiwv amoé to Mackenzie’s
Mission — Reproductive Carrier Screening (Version 0.111). To Mackenzie’s Mission panel anoteAel Alota yoviSiwv yla
avaTapaywyLKn YEVETLKN avixveuan dopéwv, mou nptoupyndnke armd To OUWVU O OUCTPAALAVO TIPOYPAUUA LLE OTOXO
™V poAnin coBapwy YEVETIKWY VOGN UATWV.

YAKO: AtevepynOnke avaluon oe dedopéva 1200 acBevwy mou untoBARBnkav oe Whole Exome Sequencing yla Zmavia
Noorpata oto TuRua Fevetikig tou INO Mamayswpyiou.

MeBodoloyia: Ta dedopéva aflohoyrBnkav yla maboyoveg kat mbavwg maboyoveg mapallayEg, TO00 ONUELAKEG, OGO
Kol XpWHOOWHIKA eMeippato/Suthaciacpouc. Ta ¢idtpa mou ebappodotnkav mepleAduBavay, petafd GAAwv, TN
ocuxvotnta aAAnAopopdou (MAF) <5%, TIC Kataxwprnoelg w¢ maboyovo/mboavwe maboyovo elpnua otn Bdaon
S6edopévwy ClinVar kat tnv taflvopnon cbpudwva pe ta Kpieriptoo ACMG (American College of Medical Genetics and
Genomics).

AnoteAéopata: MNapouaotdletal n cuxvotnta ¢opelag ya pio vooo, kabwe Kat yia SUo 1 MEPLOCOTEPEC VOOOUG.
EmutAéov, mapouataletal n mbavotnta evog (euyaplol yLa TNV ammoktnon maldlol mAcXovTog amno €va TOUAAXLOTOV
OUTOCOWULKO UTIOAELTIOMEVO N X-puloouvdeto voonpua.

Jupnepaopata: Ta anmoteAéopata avadelkviouV TNV amodoTIKOTNTO TOU YEVWHILKOU gAEyxou $opeLag Kot TNV avAayKn
XApa€ng MOALTIKWY LYelag yla TNV MPOANYN TWV OTAVIWY YEVETIKWY voonuatwy. O éeyxog dopelag emtpénel ota
leuyapla va e€eTAlOUV TIC AVATIOPOAYWYLKEG ETMAOYEG TOUC Kol va AQUBAVOUV TEKUNPLWHEVEG amodACELS yla TOV
TIPOYPOUUOTIONO TNG KUNONG Toug. Mépav tng evbuvauwong twv urmoPndlwv yovéwyv, €£locou onuavTikn €ival n
KOLWVWVLKN KOl OLKOVOLKN Stdotoon tou eAéyxou dopeiag, 6£€60UEVOU TOU AVTIKTUTIOU TWV OTIAVLWY VOO UATWVY 0TNV
OLKOYEVELQ, TNV KoWwvia Kal Thv olkovouia vysiag.
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EP-26

XPHZIMOTHTA THZ FONIAIQMATIKHZ AAAHAOYXHZHZ ZE AAIATNQZTA 2MANIA NOZHMATA: MEAETH 2E EAAHNIKH
OMAAA AZOENQN

Zhang E.1,2, Kiptoou A.3, BépBepn A.3, Auyouatidou-ZapBomnovlou M.4, ImnAwwtn M.5, MavAidou E.6 , Zadelpiou
A.7 , Matauton A.8 , Kataduywwtng 2.3, Gold W.9,10,11 , Christodoulou J.1,2,12, Kaur S.1,2

1. Murdoch Children’s Research Institute, Royal Children’s Hospital, MeABoupvn, AuotpaAia

2. Tunua Mowdatpkng, MNavemnotiuio MeABoupvng, MeABoupvn, Auctpahia

3. Tunua revetikng Znaviwv Noonudtwv, l'evikd Nocokopelo Manayswpylov, Osooalovikn, EAAASa
4. latpikn 2xoAn, AplototéAeto Navemiotipo Oeagoalovikng, Oscoalovikn, EAMGSa

5. Tuua Neupoloyiag, AplototéAelo Mavenotuio Oecoalovikng, Osocahovikn, EANGSa

6. Tuua AoyoBepareiag, Mavemniotiuto lwavvivwy, lwavviva, EAAGSa

7. A’ Nawdiatpikn KAwikn, 2xoAn Emotnuwy Yyeiag, Aplototéleto Navemniotiuo O@scoahovikng,
@eooalovikn, EAAGSa

8. B’ OpBaipoloyikn KAwikn, ZxoAn Emotnuwyv Yyeiag, ApLototéAelo MNMavenmioTipLo

@eooalovikng, Osooalovikn, EAAASa

9. Faculty of Medicine and Health, University of Sydney, 2i6vei, Auotpalia

10. Molecular Neurobiology Research Laboratory, Children’s Medical Research Institute, The
Children’s Hospital at Westmead, Zi6vei, Auotpalia

11. Molecular Neurobiology Research Laboratory, Kids Research and Kids Neuroscience

Center, Zi6vei, Avotpalia

12. Victorian Clinical Genetics Services, Royal Children’s Hospital, MeABoUpvn, Auotpalia

Elcaywyn-ZKomog: Ynapyouv mepimou 10.000 SLakpltég omavieg mabnoeLg, ek Twv onolwv £wg Kot to 80% £xouv
YEVETIKA attlodoyia. Mapd tnv nmpdodo otig texvohoyieg aAAnAouyxnong, mepimou 1o 50% TwV ATOUWVY TTAPAUEVOUV
YEVETIKA adldyvwota. To yeyovog autd oUUPBAAAEL O L TIOPATETAREVN «SLOYVWOTIK 0dUcoela», emBapuvovtag
ONUOVTIKA OLKOVOULKA KOL CUVALOONMATIKA TLG OLKOYEVELEG KAL TO CUCTAUOTA UYElag. 2TOXOG TG MEAETNG €lval n
avénon tou Slayvwotikol TocooTtol Ot ATopo peE adldyvwota Omavia VOoHuaTa, HEoW TG TRUTOMOoINoNG Kot
aflohdynong véwv mopoAhaywv o€ ywwotd yovidla vooou kabwg Kat vEwv urtoPridblwy yovidiwv, He KpLtik avaiuon
Twv dedopévwy aAAnAouxnong kat edapuoyr mponyuévwy multi-omics mpoceyyloswv.

Mé£Bodou: Mponyuéveg texvoloyieg aAAnAolxnong (whole genome/exome sequencing, long read sequencing)
£DAPUOOTNKAV OE OLKOYEVELEG TIOU SeV giyav mponyouuévwe ultoBAnOeil oe yevetikd éleyxo. Ta mapayopeva Sedopéva
avaAUOnkav LEow TNG MAATHOPUAG seqr. EMmAEoV, oXeSLACTNKAV EENTOMKEUUEVES AELTOUPYLKES LEAETEG OE KUTTAPLKA
Kot {wIKA LOVTEAQ YLa TRV ETIKUPWON VEWV YEVETIKWY EUPNUATWV.

AmnoteAéopata: JUVOALKA, eVTAXOnkav otn MEAETN 15 OLKOYEVELEG HE ASLAYVWOTO OTIAVLO VOOH AT, €K TWV OTolwv
oTLg 10 €xel oAokAnpwOel N yoviSLwpaTtiky avaAuon. Fevetikny Stayvwon emtelxOnke oe 3 olkoyeveles. Yropnoleg
TapaAAQYEG EVIOTILOTNKAV OE EMUTAEOV 5 OLKOYEVELEG, EK TwV omoiwv oL 3 adopolv véa yovidia. Ekteveic AeLtToUpYIKEG
peléteg Bplokovtal og e€EALEN yLa TV emPBePaiwon Twv utoPndLwY EUPNUATWV.

Jupnepaopata: H cuvduaotikn aflomoinon mponyuévwy texvoloylwv aAAnlolxnong, SleBvwv cuvepyaolwv Kal
multi-omics avaAUoswv cUUBAANEL OUCLAOTIKA oTNV alénon Tou SLoyvwoTikoU TocooTol o adlayvwoTta omavia
voonuata. H mpoc£yylon autr eVIOXUEL TNV KATAVONGON TNG HOPLAKNG TAOOYEVELAG, TIPOAYEL TNV avakaAudn vEwv
YOVISLwV Kol SnULoUPYEL TTPOOTITIKEG YLol EENTOMLKEU UEVEG BEPATIEUTIKESG TTAPEUPATELG KAL YEVETLKI) CUUPBOUAEVUTIKY.
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EP-27

FENETIKOZ EAETXOZ AZOENQN ME ENAOTENEIZ AIATAPAXEZ TOY METABOAIZMOY

MovAou M.1, AikoyAou-T{avetdtou E.1, Ndkog Mmipnog M.1, Skéma H.1, Tkipykwvoudng M.2, Mwpaitou M.3,
KoAaA€€n A.1

1 AlebBuvon levetikng, Ivotitouto Yyelag tou Natdol
2 EBvikd Npdypappa NpoAnmtikot EAéyxou Neoyvwy, lvotitolto Yyeiag tou Maldiol
3 AleBuvon Evlupoloyioag kat Kuttapikig Asttoupylag, lvotitouto Yyeiag tou Mawdlov

ZKOMOG: AELOAOYNON QITOTEAECUATWY YEVETIKOU €AEyXOU (1) veoyvwy pe TaBoAoyLIKA EUPHLATA OTO TTAALOLO TOU
EBvikoU Mpoypappatog MpoAnmrikou EAEyxou Neoyvwv (E.M.M.E.N.) kot (2) acBevwy e TABOAOYLKO QULVOYPOUA
mou mapanéudOnkav and tn Atevbuvon Eviupoloyiag kat Kuttapikng Asttoupyiag tou IYM.

YAwo kot MéBodou:MapanéudOnkav 351 acBevelg kot HEAN TwV olkoyevelwv. O EAeyxog €ylve KATA Tepimtwon Ue
aAAnAouxnon Sanger 1 Whole Exome Sequencing (WES).

AnoteAéopata:Atayvwotnkav 33 acBeveic pe pawvulketovoupla, 6 pe yahaktolatuio (GALT, GALK, GALE, GALM), 15
pe avemdpkela adudpoyovaong akulo-CoA péong alloou (MCADD), 12 pe voco Gaucher (GBA), 3 pe voco Pompe
(GAA), 2 pe peBulpalovikr) ofuoupia/opokuotivoupia tUmou cblC (MMACHC) kat 2 pe avemdpkela adudpoyovaong
akuho-CoA Bpayeiog alloou (SCADD). EmurtAéov, amo ta 68 veoyva pe avénuévo Immunoreactive Trypsinogen (IRT), 8
Slayvwotnkav Pe KUOTIKH vwon.

Mepovwuéva dlayvwaotnkav aoBeveig Le:

BAevvomoAuoakyapidwaon tumou Il (cuvSpopo Sanfilippo, MPS IIl)
Avendpkela apthoouAdatdaong A (ARSA)

Avendpkela adudpoyovaong akulo-CoA oAU pakpag aAuoou (VLCAD)
Avendpkela udpoupebuloyhoutapuA-CoA Audong (HMG-CoA)
Avendpkela 3-peBulokpotovulo-CoA kapBofuldaong (3-MCC)

Nooo Niemann-Pick

Avendpkela avoywyaong Stdpomntepldivng (DHPR)

MouTtapikni ofuoupia tumou 1 (GA-1)

>UvSpopo Fanconi-Bickel (FBS)

Nooo ooung olpwv odpevdauou (MSUD)
BAevvoMmidwaon tumou i

Mukoyoviaon tumou IXa

Avendpkela looBoutupul-CoA eldpoyevaaong
JUGTNUATLKA TPWTONABOG AVETAPKELA KAPVLTIVAG
Olkoyevn g urtepxoAavatuia tumou 2

Juyyeving Statapayr YAukoluAiwong tumou IIW
KAnpovouLtkn xpovia maykpeatitida (HCP)

TéNog oe 8 aoBeveic Pe MOOONOYIKEG TIUEG OTO PBLOXNULKO ENeyX0 €vOOYeEVWY SLATAPAXWV TOU HUeTABOALOUOU Sev
erupepalwbnke n Stayvwon.

Jupnepdopata: H dueon yevetikr Slepebvnon acBevwv pe Bloxnuikn €voelén yla evdoyeveic Slatapayxég tou
petaBoAlopou sival kaBoplotiki yia tnv erPefaiwon tng Slayvwongc, TNV mPOyvwon Kal Th OTOXEUUEVN BEPATTEUTIKN
QVTLUETWTTLON.
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EP-28

SATB2-2YZXETIZOMENO ZYNAPOMO zE AZOENH ME MIKPO ENAOTONIAIAKO EAAEIMA MOY ANIXNEYOHKE ANO
AANHAOYXHZH OAOY TOY FONIAIQMATOZ (WGS)

Mntpakog Avaotdolog, TnAéung @aidwv — NikoAaog, BeAtpd Aavan, ZBiyyou Mapia, Mnpdvtlog Owuadg, Kaormipn
Yodia, Zapavtn Zuoévn, Kapmoupdkn Adpoditn, Koopd Kwvotavtiva, Kékou Kuplakr, TodokAéoug Xpuotalléva,
MakpuBavaong MeplkAng

(1) Epyaotrplo latpikig Fevetikng, latpikn ZxoAn, EBviko kat Kamodiotplakd Navemotrpo ABnvwy, ABriva, EAAada

(2) Epeuvntiké Mavemiotnulakod lvotitouto MeAétng Katl Avtipetwriiong Mevetikwy kot KakonBwv Noonpdtwy tng
MNawdikn g HAkiag, ABrva, EAAGSa

(3) TuRua Fevetikng latplking kat Avamtuéng, latpikn ZxoAr, Navemotipo Fevelng, MNeveun, EABetia

(4)16pupa latpofloroyikwy Epeuvwy tng Akadnuiog ABnvwv, ABrva, EAAGSa

IKOMOG TG epyaociag: To SATB2-cuoxet{Opevo oUvdpopo (SATB2-associated syndrome) elval pla omavia
TMOAUGUOTNUIKY Slatapayr Tou TpPoKaAsital amd etepdluyeg mapaAlayég oto yovidio SATB2. OuL aoBeveig
xopoaktnpifovral and veupoavamtulakég kat cuunepldopLkeg Statapaxeg, Statapaxn AOyou, avwHAALEG TNG UTIEPWAG
KL TwV 080VTWV, SUCUOPLKA XOPOKTNPLOTIKA KOl OKEAETIKEG AVWHAALEC. 2 aUTA TNV epyacia mapouctdloupe acBevn
UE £éva amo Tta pLkpotepa evboyovidlakd eAAeipata mou €xouv avadepbel €wg onuepa kot mapabEétoue Aemtouepn
Teplypadr TwV KAWVIKWY TOU XOPOKTNPLOTIKWV.

YAw@ kot MéBodou: Aydpl 3 stwv pe umotovia, Ppuxokvntiky kabBuotépnon, omacTiKOTNTA KATW GKPpWV, XapnAo
owpaTiké Bapog kat Vog, Suodayia, petaBoAikn Statapaxt, AVoooaVENAPKELA, USPOKAAN Kot TaBoAoyKd EupraTa
OTN HOyvNTIKA Topoypadia eykeddlou mapanéudOnKke yla yevetiko éleyxo oto Epyaotrplo latplkig Mevetikng tng
latpkng ZXoAnG tou EKMA. Tevwuikd DNA amopovwBnke amd AeukokuTttapa MEPLEPLKOU ALUATOC UE TO POUTTOTIKO
olotnua QiaSymphony (Qiagen, Feppavia). H npostotpacia tng BLBAL0OnKNng mpaypatonotifnke pe to kit TruSeq WGS
PCR-free (lllumina, HNA). H aAAnAoUxnon mpayuatomnolndnke os mlatdpopua lllumina NovaSegX. H BlomAnpodopikn
ava@Auaon, cupneptAapBavopévng Tng otoixtong pe to yovidiwpa avadopds, TS Tautonoinong mapallaywy Kat tou
XOPOKTNPLOPOU Toug, mpayuoatonolinke otnv mlatdopua Varsome Clinical (Saphetor, EABetia). Ot mapaAlayEg
talvopnonkav cbudwva pe ta kpeiplo ACMG.

AnoteAéopata: AvixvelOnke etepoluyo ENelpa peyéBouc 50 Kb mou mepthappavel ta e€wvia 7-10 tou yovidiou SATB2
(seq[GRCh38]2¢33.1(199303987_199353986)x1) kat xapaktnpiletatr wg MBavwe Maboyovo (0.9). EvdoyoviSiaka
eMeiparta tou SATB2 £xouv avadepBel £éwg onpuepa o 4 acBeveic, pe TN HUIKpOTEPN va TtephapPBavel ta e€wvia 8—10.
TNV mapouoa epyacia mapoucldloupe Pkpd evEoyoviSLako EAelupa twv e€wviwv 7—-10 tou yovidiou SATB2 oe acBevr
pue SATB2-cuoyetilopevo oUVOpopo Kal TapoBEtoupe Aemtopepn meplypadr Twv KAWIKWY XOPAKTNPLOTIKWY,
ETIEKTELVOVTAC TO GALVOTUTIKO GACHA TOU GUVSPOOU.



“TENETIKH £THN YTEIA: /N
AIATNQEH KAI NEES. ©EPATTEIES” 1 =3 }

z§rE E O TIANEAAHNIO SYNEAPIO /

14&15 Maprtiov 2026 ApgiBgarpo Cotsen Hall

EP-29

MPOTFENNHTIKOZ EAEMXOZ ZE KYHZEIZ POMA ZE 1AIQTIKA EZEIAIKEYMENA IATPEIA EMBPYOMHTPIKHZ
IATPIKHZ — NOMIKEZ KAl HOIKEZ NMPOKAHZEIZ, MEPIOPIZMOI KAI IAIAITEPOTHTEZ

Avaotaocomnouiou ME., 2apAn B., AvactacomnouAog A., Avactacdmnoulog M., ZapAng I..

InEmbryo, NpétuTmo latpeio MpoyevvnTtikng Atdyvwong kot EpBputkol EAEyxou

ZKONOZ: Ou mAnBuopoil Poud otnv EAAGSO KAl oTO £EWTEPLKO QMOTEAOUV OPASEC OVAYVWPLOUEVNG
EUOAWTOTNTAG KL OL KUNOEL( TOUG TEKUNPLWHEVA w¢ uPnAou Kkwvduvou. EAéyxovtal, HETALU GAAWv,
TANUUEARG TapakoAoUONnon, Helwpévn mpdoPacn oe latplkég AopEG, HELWHUEVO HopdWTIKO emimedo,
auénuéva mooootd avnAikwy KuARoewv, oAAA Kal evdoyapiag.

YAIKO KAl MEOOAOZ: E¢stdotnkav ovadpoptkd 50 KUNOELS LE TNV UNTEPA 1) KaL Toug SUo yoveig Popud kotd
Sk Ttoug SnAwon, ol omoieg¢ mapoakohouBnBnkav ota mAaicla Ttou [MpoyevvntikoU TOug eAEyxou.
AlevepynBnkav efetdosl amd OAo 1o Pdopa MpoyevwnTikou EAéyxou, oupmepAapfavopévwy
Ynepnxoypadnuatog Auxevikng Awadadvelag. B’ Emutédou, Doppler, Blodioag TpodoPAdaotng,
Apviortapakévtnong, NIPT, kot eAéyxou o-Teot. MopaoxeOnke avalutikr, oAAG Kol £€elSIKeUpPEVN
JUMPBOUAEUTLKA OTOU amoLthOnKe.

AMNOTEAEZMATA: Kataypddnkav peydla TOCOOTA pn Tpoogéheuong oava s€étaon, Slaitepa KoTd TO
Yriepnxoypddnua Auxevikic Awadavelog (11-14 eBdopadec). ZulntBNKE TO OLKOYEVELOKO LOTOPLKO OF
TEPUTTWOELG evdoyapiog, aAAd Kol OLKOYEVELOKNG emLBapuvong oe ouyyevelc AMeA. Tautomol)Bnke n
ovelpeOn YVWOTWV TOpayOvVTwy KIvdUvou. Kataypddnke eMUTAEOV TO KOLVWVLKO LOTOPLKO, N TIPOCEAEUON UE
MEAN TNG OLKOYEVELAG TOUC N/Kal Tov ouvipodo, N EKTIUNON TwV gUPNUATWY, N KOTAVONCNH TNG
OUUPOUAEUTIKAC LETA TNV e€€taon. Mpokeévou va avoktnBei kabe Suvatr mAnpodopia Sievepyndbnke
ETITAEOV TIEPLOTAOLOKOC EAEYXOC avaTopiag oe KABe Yrepnyoypddnua mépav Twv KAWVLKA eVOESELyEVWY,
(16-36 eBSopadwv).

ZYMMEPAZIMATA: H Juppouleutiki Katd tov Mpoyevwntukd EAeyxo Kunoewv Poud Slatpéxel mMoANEC,
KOTaXWPNHUEVES BLBALoypadIkd, NOLKEG Kal VOULKEG TIPOKANCEL. O TPOMOG KOWWVIKNG {WHG UTIOYOPEUEL
OUXVQA NBLKEC TIPOKTIKEG, EVOEXOUEVWE KAl KOTA Tapakapdn tng BoUuAnong tng eykuou. TEAog, el8IKA o€
KUNOELG avnAikwy, ol armodAcelg LeTd TNV ZUMPoUAeUTIKA evdéxetal va Aapupavovtal kab’ umépBaocn twv
MOPPWTIKWVY KAl KOWWVIKWY SUVATOTATWY TOUG.
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EP-31

FTONIAIAKH METATPOMNH KAI MQZAIKIZMOZ 2TO FONIAIO SBDS: AIATNQZITIKEZ MPOKAHZEIZ ITON
MPOTENNHTIKO EAENXO

BéAtpa A 12, Kaprtoupdkn AT, TnAepng -®O-N -2, Mnipdvtlog 0'2, 3Biyyou M -2, Mntpdkog A 2, Kaomtipn 27,
Tapavtn 2, Koopd K, Kekot K, MakpuBavaorc N 134, JopokAéouc X.

"Epyaotriplo latpikng levetkng, lotpikr ZxoAn, EOvikd kal KomoSiotpliakd Mavemotiuio ABnvwvy,
Noookopeio MNaidwv «H Ayia Zodia», ABrva, EAAGda

2 Mavemotnuako Epsuvntikd lvotitovto MeAétng kat MpoAnng Mevetikwy kat Kakor@wv Noohpdtwy tng
Mawdikng HAwkiog, EBvikS kat Kamodiotplakd Mavemniotipo ABnvwyv, Nocokopeio Naidwv «H Ayia Zodiay,
ABnva, EM\ada

3TuAua Mevetikng latptkng kat Avamtuéng, latpikr 2xoAn, Navenwotrpio M'eveing, MNeveon, EABetia

4'16pupa Blotatpkwyv Epsuvwy tng Akadnuiag ABnvwv, ABriva, EAAaSa

ZKOMOG: To QUTOOWUIKO UTOAEmOpevo oUVOpopo Shwachman—Diamond (SDS) xapaktnpiletalr omod
€EWKPLV TIAYKPEATIKA AVEMAPKELA, SUCAELTOUPYLO TOU HUEAOU TWV OOTWV KL OKEAETIKEG AVWHAALEG. TNV
TAELOVOTNTA TWV TEPUTTWOoswY odelletol os yovidlakr HeTatponr avdpeca oto SBDS kat to SBDSP
punxaviopoc mou Suoxepaivel Tn popLakn dtayvwon, LaLTEPO O TIPOYEVVNTLKO TALGLO.

YAwa kot MéBodot: MpaypatomnolBnke MPOYeVVNTIKOG YEVETIKOG EAeyX0G AOyw maboyovou mapaAAayng
(NM_016038.4:¢.460-1G>A) otn unTtépa Kat aAAnAouxLWV poepXOUeVWY amo to Peudoyovibio otov matépa
(mapaMayég c.66T>C, c.70G>A kot €.128+266G>A). EpPpulkd DNA amé kUTtopa opviakol uypou
umoBAnBnke oe PCR kat aAAnAoUxnon katd Sanger tou yovidiou SBDS, mpokeipévou va dlakplBouv ol
napallayEg tou yovidiou amo TG aAAnAouyieg tou Peudoyovidiou. EmumAéov, ebappdotnke avaluon RFLPg
(Restriction Fragment Length Polymorphisms) yia tnv ektipnon ocUvBetng etepoluywTtiog

AnoteAéoparta: O mpoyevwwnTikog EAeyxog amokdAupe etepoluywtia yla tig mapoaAlayeg SBDS:c.141C>T,
€.183_184delTAinsCT, c.201A>G kat ¢.258+2T>C. H avaAuon RFLP unédeiée ouvBetn etepoluywTia yLa Tig
oAAayéc c.183_184delTAinsCT kat ¢.258+2T>C, xwpi¢ wotdoo va UMOopel va TPoodloplotel av QUTEG
evrornilovral otov i6lo 1} o StadopeTikoV KUTTOPLKOUG TANBUGUOUG. H KATOVOLI KOL OL OXETIKEG OVOAOYLEC
Twv aAAnAopdpdwv Twv mapaAlaywy ATav EVOELKTIKEG LWOAIKIOMOU. Ta EUPAUATA AUTA UTIOSNAWVOULV
yoviSlwpatiky aotaBela otn 8éon tou SBDS kal umootnpilouv TNV mBavotnta eudAviong yeEyovotwv
YOVLOLOKNG UETATPOTIAG €K VEOU (de novo) KaTd Tn YaUETOYEVESN 1 TO TPWLLA OTASLA TNG EUPPUIKNG
avamntuéng.

Tupnepaocpata: H spappoyry oAOKANPWHEVWY AVOAUTIKWY Tipoosyyioewv mou AapBavouv umoyn tnv
napepBoAn Pevdoyovidiwy, Tn YoviSLOKA LETATPOTIA KOL TOV HWOIKLOMO lval amapaltnTn yla Ty akpLpn
Slayvwon, tnv opbr yevetlkn CUMPBOUAEUTIKA Kal Tt ARNYN TEKUNPLWHUEVWY KAWLKWY anodAoswv oe
OLKOY£VELEG TIOU UTIOBAANOVTAL OE TIPOYEVVNTIKO €AEYXO YLa TO oUVSpopo SDS.



