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MAO1. TAYTOXPONEZ METAAAAZEIZ TON RET KAI FH FONIAIQN 2E AZOENH ME METAZTATIKO
DAIOXPOQMOKYTTQMA: ENA CASE REPORT

BaoW\ikA Staumavornovlou?!, ABnva Kapdaumela!, Nétpog MNamahééncl, AAEEavSpog-Aploteidng
Aadlwviatnc?, Nrewpyia Toipou?!, Ajuntpa Stedpdvou?, Avva Ayyelovon?

IEvéokpivodoyiko Tunua, A’ Madodoyikri KAwikr, Teviko Noookouegio Ad9nvwv Aaikd, Keévipo
EUNEIpOYVWUOOUVNG ortaviwv evéokpvikwy niadricewv ‘ENDO-ERN’, ESviko kat Kamodlotplako
Mavernotiuto Abnvwy, Adnva

20ykodoyikd Tunua, A’ Madoloyikri KAwikr, Tevikd Noookousgio Adnvav Aaiko, ESviko kot
Karobiotpiakd MNavemniotruio ABnvwy, Adhva

Ewcaywyn: Ta GaloxpwHOKUTTWHATA €(val OYKOL TOU HUEAOU Twv emvedpldiwv pe ouxvotnta
0,8/100.000 avOpwrto£tn oToV YeVIKO TANBUGOUO. Elval ekkpLtikol 0to 80-90% TwV MEPUTTWOEWV KoL
oxetilovtal pe MANBWP YEVETIKWV HETAANAEEWY, €iTe oTa MAaioLa YeVETIKWVY ouvdpouwv (30%) eite
oav oTtopadIKEC LopdEG (70%).

Ikomog: H mapouciaon 1tng mepimtwong piog aoBevolg 64 etwv, OSlayvwobeloag pe
oudotepoOmAcupa patloxpwpokuTtwpata To 2009 Ta omnoia e€alp£Onkav xelpoupykad e RO opla
kal ki67<1% (PASS=4). Ektote n acBevn¢ Sev eixe evdokplvoloyikny mapakoAolBnaon, €wg OTou
npoonABe 14 £Tn apyoTePA OTO LATPELO pe TTOANATTAOUC OYKOUG OTO OTILOOOTEPLTOVALO, TIVEULOVIKEG
Kal nratikég Sdeutepomnabdeic evromioslc. O oppovoAoyLlkOg €AeyxoG avedelfe petavedpivn kat
vopueTavedpivn mAdopatog 400 popéEC EPLOCOTEPO TOU AVWTEPOU pucLloAoyLkol opiou. H Blodia
plog ek Twv natikwy BAaBwv NTav cupBatr PE LETAOTATIKO GALOXPWHOKUTTWHA UE ki67<2%.
Me0Bodoloyia: [Mpaypatomolnbnke yevetiky avaAluon oe Oeilypa aipatog pe CentoCancer
aAAnAovylon (NGS-Based CNV avdaAuon).

AnoteAéopata: H aoBevrc éAafBe 6 kUkAoug xnueloBepameiag (CVD), pue mpoodo vooou OTIg
TIVEUMOVIKEG PBAABec. H yevetiki avdluon emPeBaiwoe tnv mapoucia etepoluyng UeTAANAENG
avtikatdotaong ¢.2370G>T p.(Leu790Phe) oto RET oykoyovidio, cupBato pe RET-oxetllopevo
daloxpwpokUTIWHA. H petdAAafn mou avixveubnke €xel meplypadel wg maboyovog kal
KANPOVOLE(TAL UE TOV AUTOOWULKO ETIKPATH TUTIO. EmunmpooBétwe, SlamotwOnke pia tautoxpovn
€TEPOlUYN METAAAOEN avTikatdotaong oto yovidlo ¢ doupapkng adudpoyovaong (FH)
(c.1127A>C p.(Gin376Pro), n omoia €xeL tafvounBel wg mBava maboydvog Kol KANPOoVoUELTal pe
OUTOOWWLKO UTOAewmopevo tumo. Ou opoluywteg €xouv auénuévo kivbuvo eudaviong
AElOpUOPATWONG KoL VEDPOKUTTOPLKOU KOPKLVWHATOG, WOTOCO0 £X0UV Tteplypadel mpooddtwe otn
BBAloypadia avaloyeg MePUTTWOELS A0BEVWV UE PALOXPWUOKUTTWAL.

Tupnepacpata: O yovidlakog €Aeyxog mailel MOAU oOnNUAVIIKO POAO oOTouG aoBevelq e
daloxpwpokuTtwHata. H mapoucia miBava naboyovwy petalAdfewv evoExeTal va cUUBAAAEL oTO
OUOXETLOUO YovoTumou-dalvoTuTou.
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NAO02. MEAETH THZ EKOPAZHZ TQN FONIAIQN NMOY IXETIZONTAI ME TH NEYPONAAZTIKOTHTA
2TH AIATAPAXH XPHXZHX AAKOOA KAI ANAAEI=ZH BIOAEIKTON ME MONTEAA TEXNHTHZ
NOHMOZYNHZ

EvayyeAia Aeydkn?, NwoAag NtoBpoAngt, NikoAéta MooyoAwou?!, HAiag Koutpopdvoc?3, EuBUpLog
Baow\érouAoc?, Avtwviog Aakavaing?, Mapia FafovAn?!, HAiog T¢aBEAac?

lIEpyaotripio Biodoyiag, Turuoa Boaoiwkwv Biodoyikwv Emotnuwv, latpikr SxoAn, ESviko ko
Kamodiotplako Mavemniotiuio ABnvwy, ABnva 11527, EAAabda

’A" Wuytatpiknn KAwikn, Noookousio «Awwvitelo», latpikny SxoAr, Edviko kat Kamobiotplako
Mavernotnuio ABnvwy, ABnva 11528, EAAada

3Department of Psychiatry and Psychotherapy, Psychiatric Services Aargou AG, 5210 Brugg-
Windisch, Switzerland

4Department of Medicine and Surgery, University of Milano Bicocca, Via Cadore 38, 20900, Monza,
Italy

Ewcaywyn: H moAumAokotnta tng Alatapaxnig Xpriong AAKooA (AXA) MPpOKUTITEL A0 YEVETLKOUG KoL
TEPLBOANOVTIKOUG TIOPAYOVTEC, HME Ta yovidia Tou QaAKOOALKOU HETABOALOMOU KOl TIG
veupodiafiBaotikég 0dol¢ va sival kpiowpa. H emavalapfavopevn xprion aAkooA emnpealel tn
OUVATTTLKA TTAQOTLIKOTNTA, AAAALOVTAG TIG AELTOUPYIEC TOU EYKEDAAOU.

ZKOTMOG: H peAETN auTh otoxeVEL 0TNV AVAAUCN TwV aAAAOYWV TNG YOVISLaKN G EKPOoNG O ATOUA
He AXA, LE OKOTO va TN UEAETN NG OUVELOPOPAC TOUC otnv AXA Kal OTOV EVIOTIOUO TiBavwv
Blodelktwv amokplong otn Beparmeia.

YAka kot pe@odoloyia: Itnv mpoomtikr UEAETN ouppeTeiyav 20 aoBeveic pe AXA kat 10 uyleig
HAPTUPEG. ATIO OALKO TtEPLDEPLKO Qlpa, TPV Kal PETA Tn Beparmeia, amopovwOBnke RNA (Qiagen
AllPrep RNA/DNA Mini Kit) ko peAetiOnke n yoviSiakr ékppacn 84 yoviSiwv mou oxetilovtal Pe
veupormAaotikotnta (RT2 Profiler for Human Synaptic Plasticity RT-PCR Array (PAHS-126ZA, Qiagen),
ouykpivovtag aoBevelc-paptupeg Kol acBevelq avTamoOKPLVOUEVOUG-UN QVTATIOKPLVOUEVOUG OTN
Bepameia. ZTn CUVEXEWD UE XPNON MOVTEAWV UNXAVIKAG HdBnong avalntibnkav ot mibavol
nipoyvwoTtikol/mpoPAentikoi BlodeikTeg.

AnoteAéopata: BpOnkav 35 anopubuiopéva yovidia otoug aoBeveic pe AXA o€ ox€on HE TOUG
HapTupEC. Ta EPHB2, EGR kol AKT1 Atav avénuéva, evw ta TIMP1, NCAM1 kot GRM2 pewwpéva. Ot
QVTATOKpLVOpEVOL otn Bepaneia eudavicav dtakpitd mpodid yovidlakng €kppaong Katd tnv
évapén. Metd tn Bepaneia, n ékdpacn 57 yovidiwv kavovikomnowBnke, evw ta NCAM1, GRM2 kot
BDNF mapouciaocav tn onuavtikotepn avakauyn. Ta EGR4, INHBA kat NCAM1 avadeixbnkav wg
ruBavol Blodeikteg ya tnv mpoPAsn emtuyiag tng Beparmneiac.

Tupnepacpata: Ta anoteAéopata autd Seiyvouv otL ta yovidiakd mpodih oto mepLdepPko aipa
UITOpOUV VO XPNOLUEVCOUV WE IPOYVWOTLKOL SEIKTEC yLa TN tpoyvwaon kal Bepameia tng AXA, av Kot
anatteitol meEPALTEPW EMUKUPWON.
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NA03. KEOANOMETPIKH FTENETIKH MEAETH MIAZ NEPINTQZHZ 2YNAPOMOY GORLIN TYNOY 1
NikOAaog Zidkach?, AnuAtplo¢ Xohalwvitng?, lwdavvng NamouAidng?, Tewpylog M. Xpovoog?,
Xpriotog Marldkngl?

I Movaba Stouaronpoowrtikic levetiknc A' Maibiatpikry KAwikn, latpikn SxoAn, ESvikd ko
Kamodiotplako Mavemntotiuto AGnvwv, Noookoueio Maidwv «Ayia Zopia», ABrnva

2 Epeuvntiko Maverniotnuiako Ivotitouto Yyeiag Mntépac Mawbiou kat latpikric AkptBeiac, EQviko
ko Kartobdtotplako Maveniotriuio Adnvwy, Adrva

3 Epyaotipto Opdobovrikric, OSovtiatpikr SxoAr, EQviko kat Karmobiotplako Mavemiotiuio ASnvwv,
Alnva

4 Access To Genome, Epyaotripto [eVeTikwv AvaAvoswy, Osooalovikn

Ewocaywyn: To oUvSpopo Gorlin amoteAel IO QUTOCWHATIKN EMKPATNTIKA Slatopayn Tou
xapoaktnpiletal and omAoeldry BACIKOKUTTAPIKA KOPKIVWUATA TOU SEPUATOC Kol 080OVIOYEVEILS
KEPATLVOKUOTELG OTOL 00TA TwV yvabwv. To cuvdpopo odeiletal og petallayeg ota yovidia PTCHI
(9922.32, TUmocg 1, 85% twv neputtwoswv) kot SUFU (10g24.32, Tumog 2).

ZKkomo¢: H mapouciaon tng KEGAAOUETPLKAG YEVETIKAG LEAETNG ULaG TiEpIMTWONG cuvdpopou Gorlin
tomovu 1.

YAko6 kot MeBoboAoyia: Kopitol 15 eTwv pe KAWVIKN elkova cuvdpopou Gorlin eAéyxbnke, HeTd amo
gyypadn ouvaiveon tTwv yovéwv, Le aAAnhovxnon OAwv twv e€oviwv (WES) oe deiypo DNA amo
atpa. Ta onuovtika supnuata emBefaiwbnkav PeE XPWHOOWHUATIKES UIKpoouoTolxieg uPnAng
gukpivelag (CMA). EmutAéov, pla mAdylo oktivoypadio kpaviou umePAnOn oe kepaAoUETPLKN
oavaAuon e To mpoypappa Viewbox4.

AnoteAéoparta: H yevetikny avaAuon avedelée pia etepoluyn €AAen 2.5 ekatoppupiwy BAcewy
oTNV XpwHoowpatikA Béon 9q22.32g22.33, ou neplthapPavel to yovidlo PTCHI, mou oxetiletal Ue
To cuvdpopo Gorlin tumou 1. H mAdyla kedbalopetplkr aktwvoypadia avedelée tnv vmapén ULag
OVOTOUIKAG avWHAALQG TOU TOUPKIKOU eduamiov Pe ocuvévwon twv kKAwoewbwv anoduvoswv. H
keDaAOUETPLKN avaAuon Sev avédelEe kamola AAAN oNUOVTIKA TTAPEKKALON Ao ToV pUGCLOAOYLKO
HECO Opo TwV OOopwv TOU OmMAaxvikou Kkpaviou, KkaBw¢ n aobevig epdavilel ATLEC
KPQVLIOTIPOOWTILKEC SlaTapayEG.

Zupnepdcpata: To TOUPKIKO edimmio otnv mopovca acBevy MOPOUCLATEL EKCECNLACUEVN
OVOTOULK avwuaAia pe ouvévwon Twv KAWOEWwV amodUoewv. AVWHUAALEC TOU TOUPKLKOU
eduniov €xouv avadepbel oe acBeveig pe ouvépopo Gorlin, wotdoo Stadpépouv popdoAoyikd anod
NV avwpaAia Tou apatnpeltal otn cuykekpLEVN aoBevn), TBavws Adyw cuveloPopag Kal AAAwWY
yoviSiwv mou nephapfavovtat otnv ektetapevn EAAeldn. H mAdyla kepaAopeTpikn aktivoypadia
UMopel va XpnoluomolnBbel o€ TEPUTTWOEL] KPAVIOTPOOWTILKWY KOl OTOUATOTPOCWTIKWY
ouvOpPOUWV MPOKELUEVOU va TiepLlypadoUV MANPECTEPA AETTTOUEPELEG TOU GaLVOTUTIOU TOUC.




£ . 4 Aopydvawon:
>
EAAHNIKH ETAIPEIA IATPIKHY. [ENETIKHY

from@enomic Findings ‘]5-17 T e
to Bedside Medicine REEREES

2024 . N Ao woxviTia
“".. e 2 } Edvicdv ko Kanodiatpiaxdv
m;ﬂ‘ TNavemaripoy Adnvov
AN i o MANTTES
' A

U lvout

MAO4. KAINIKH FENETIKH MEAETH NEPINTQZHZ ME MOANANANAA OZTEOAYZIMAAZTIKA ZYNAPOMA
KAI OAONTIKH ATENEZIA

Mupaoivn Xapakiwtn?, EAévn Koviapn?, Fewpytog M. Xpovooc?, Xpriotog MNarmtlakng?

IMovdaba Stouatonpoowrtikic levetikng, A’ Maiwbiatpikny KAwikri tne latpikic SxoAn¢ tou
Mavernotnuiov Adnvwyv, Noookoueio Maidwv «H Ayia Sopia», 11527, Avnva

2Epeuvnrtiko Mavenotnuiakd Ivotitouto Yyeiac Mntépacg, [lMoubiov kat latpikic AkptBeiog,
Xwpéueto Epeuvntiko Epyaotripto, Noookoueio Maidwv «H Ayia Sopia», 11527, AGnva

Ewcaywyn: H cuvOmopén SLopopeTIKWVY YEVETIKWY SLATAPAXWV OE EVa ATOUO Elval apKeTa mbavn,
oM@ omavia eivat n ouvomapén TOAMWV VEVETIKWV Slotopaxwv Tou ennpedalouv £vav
OUVKEKPLUEVO LoTO. MNapouolaletal pia mepmTwon yuvaikag pe MOAAATAQ YEVETIKA cUvOpoua
OO0TIKWV SUOTIAOCLWYV Kol 080VTIKAG amAaociag.

ZKkomoG: H avadelén tou yevetikol untoBabpou evog omaviou cuvOUaoHUOoU KALVIKWVY EKSNAWOCEWV.

YAkO - MeBodoloyia: Nuvaika 58 €Twv, UE ATOUIKO LOTOPLIKO OAlyoSovtiag, UTEPOOTWOEWV KOl
00TIKWV duomAacolwyv otnv e€ld mMAsupad tng KePaAng, mpoonABe yla yeveTikn ektipnon, H afovikn
Topoypadia £6ei€e €L EOTIAKEG QATIOTITAVWOELG TNG KATW PLVIKAG KOYXNG KOlL TOU PLVLKOU 00TOoU,
ToU UTOSOpPLOU LOTOU KpoTadka Kal PeETwTLaia, Kabwc kal e€E60Twaon oTov PeETWTLAio KOAmo. H
ANPn olkoyevelakoU LOTOPLKOU Sev amekAAUP e avtioToL o TEPLOTATIKA OOTIKWV SUCTIAAGLWY OUTE
KArmowou Babuol cuyyEvela PETAED TwV YOVEWV TNG, AV KAl KATAyovTav amod tov (6lo vouod tng
EAAGSag. Metd amd €yypadn ouvaiveon, o YeVETIKO UALKO amo Selypa aipatog dievepyndnke
VEVETIKN avaluon aAAnAouxnong oAwv Twv e€oviwv (WES).

AnoteAéopata: H  avaluon WES avédele o 5 yoviblo TIC  mopalAayEg:
1)CREB3L1(11p11.2)c.1523+3G>- oc opoluywtia (maboAoyikn/patiopa-splicing), mou oxetiletal pe
OUTOOWHOTLK UTIOAEUTOMEVN ateAr] ooteoyéveon tumou XVI, 2)SLCO2A1(3qg22.1-q22.2)
€.397+10T>C ot opoluywrtia (maBoloyikn/patiopa-splicing), mou OXeTIleETAL HE AUTOCWHUATLKA
UTTOAELTIOLEVN TtaXUSEPLLOTIEPLOOTEWON-UTIEPTPODLKN ooteoapbponabela,
3)SFRP4(7p14.1)c.958C>A:p.P320T oe opoluywtia (maboloyikn/mapepunveloLin-missense), mou
OXETIlETAL PE QUTOOWHATIKY UTOAemOuevn petaduolaky SuomAacia tumou Pyle, 4)LRP6
(12p13.2)c.3184A>G:p.11062V  (rmaBoAoyikr/mapepunvelolun-missense), Tou OXETI(eTal UE
OUTOOWMOTLKA ETUKPATNTIKY o08ovTikr ayevecio 7, kat 5)LRP5(11q13.4)c.1913G>A:p.R638H
(maBoAoyikn/mopepunvelolun-missense), TOU OXETI(ETAL HE QUTOOWHOATLIKA  ETULKPATNTIKA
€v8000TIKN UTLEPOOTEWON.

Tupnepacpata: H yevetikn avaluon €deiée otL n acBevig epdavilel t€coepa 00Te0SUOTIAACTIKA
ouvdpopa kal €éva oUVOpopo 0O80VTIKAG ayeveoiag. H Umopén TpLWV OQUTOCWUATIKWY
UTIOAELTTOPEVWY  OUVOPOUWY AOYW OpOlUYWTIOG OMAVIWY HETAAAAYwWY UTIOSELKVUEL LOXUPN
mBavotnta evog Kovou TIPOyOVoU TwV YOVEWV.
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NAO05. MEAETH THZ ENIAPAZHZ THZ BIOWIAZ TPOOEKTOAEPMATOZ ZTHN YTEIA TQON NEOITNQN
NOY TENNHOHKAN ENEITA ANO KYKAOYZ NPOEM®YTEYTIKHZ FENETIKHZ EEETAZHZ

Tatidva Xaptopoatoibou', Afuntpa Xplotodmikou', Kumaplooia KwotoyAou', Mdalopw Attodkn?,
Podia MdaAyapn', MaptéMa Matpwvia!, Qwtewvp XouAwapd', Robert Najdecki', EudyyeAog
MNanavikoAaouv™?

! Assisting Nature, Osooalovikn, Kévtpo Avarapaywyri¢ & [EVETIKG

I’ Mateutik) — FuvaikoAoyikny KAwikn A.M.0. Teviko Noookopueio OeaoaAovikne «ImmokpdteLoy,
Oeooalovikn

Ewoaywyn: Na tnv MNpospduteutikn levetkn E€€taon (MME) mpayuatomoteital Brodia tng
BAaotokuotng kot adalpouvtal 5-10 kuttapa tpodektodépuatog and 1o EUBPUO, yla YEVETLKA
avaiuon. H e€€AEn kat epappoyn tng MNIE maykoopiwg €xeL eyeipel mPOBANUATIOUO OXETIKA LE TNV
enidpaaon Tn¢ otnv avamntuén kat tnv e€EAEn Tou epBpuou.

ZKOTOG: 2TOXOC TNG LEAETNG NTav va e€eTaotel n emidpaon tn¢ Blodiag tpodektodépuartog epBpuou
OTNV UYELD TWV aIoyovwy £w¢ TNV NAKIO TwV 3 ETWV, CUYKPLTIKA LE TA TTALSLA TTOU yevvhRBnKav amno
KUKAoug ICSI.

YAKO: 3tnv mapoloo TPOOTTIKA MeEAETN mapatipnong 115 yuvaikeg, nAwiag 35-50 twy,
Tipoxwpnoav o€ KUKAoug urtofonBoupevng avamnapaywyns pe MrE kat 36 €€ autwv yévvnoav.
Me0Bodoloyia: Ta HALEUTIKA, veOyvika Kal matdlatpikd Sdedopéva cUAAEXOnkav TpoomTikd. Ot
UNTEPEC TWV TIOLSLWV CUUTIANPWOOV £V EPWTNUATOAOYLO OXETIKA HE TNV PUXIKN KOl CWHOTLKA
vyela KoL Ta veupoavamntuélaka otadla Twv matdlwy ya kabe xpovo we kat to 3° £1o¢ tn¢ {wNng
TOUG.

AnoteAéopata: ZuvoAkd, 44 maudld yevvnBnkav émerta anod MME. 3 veoyva (6.8%) eudavicav
ueiloveg ouyyeveic avwpaAieg, OMwe: ouyyevh Kapdlomabela Kol MUAWPLKY OTEVWON, OTEVWON
nuelooupntnpLkng cUUPBOARG kat udpovédpwon. Katd tov mpwto xpoévo avamntuéng, avadepbnke
Hio mepimtwon umotoviag Kal pia mepimtwon Amag uneptoviag o Ppédn, evw Katd to deUTEPO
€10¢ avadépbnke pio mepimtwon omacpol kAdpatog. OAa ta mawdld euddvicav mapoupola
XQPOKTNPLOTIKA LYElag, eunueplag Kal avantuéng pe ta madld and toug kUkAoug ICSI, evw dev
Kataypadnkav avantuélakd mpoBAnuata HEXPL TNV NALKI TwV 3 ETWV.

Iupnepdocpata: Zupnepacpatikd, n  Poia tpodektodépuatog dev  mpokaAel Suopevn
QIOTEAECLOTA OTOUG QMOyovouc. Kpivetal, wotdoo, amapaitntn n Mepatépw mapakoAoubnon
TOUG KAl 0 OXESLAOUOG HEYOAUTEPWYV TIPOOTITIKWY KAl TUXOLOTIONMEVWY UEAETWVY yla va e€axBouv
aodaAn CUUIEPACUATA.
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NA06. MH ENEMBATIKH MPOEM®YTEYTIKH FENETIKH ANAAYZH XPQMOzZQMIKQON ANQMAAIQN
TOY EAEYOGEPOY EMBPYIKOY DNA NOY MEPIEXETAI XTO KAAAIEPTHTIKO MEZO EMBPYQN ZTHN
EZQIQMATIKH TONIMOMNOIHZH, ME AAAHAOYXIZH ENOMENHZ TENIAZ (NGS).

Afuntpa Xplotdmikou?, Mapia FaAwtou?, Tatidva Xaptopatoidou?, Eun TiwoBou?, Kunaplooia
Kwotoylou?!, Podia MdAyapn?!, Owrtewvry XouAapd?!, Xplotiva lwkewidou!, Pavia Kakdavn?,
MdAopw Attodkn?, Poumept Naivtetokt!, Eudyyshog NarmavikoAdouv?

1Assisting Nature- Kévipo Avarmapaywyric & levetikric, Assisting Nature, OsooaAovikn.
2Aptototédeto Mavemotiuio Osooalovikng, 3o Turipoa TuvaikoAoyikniG laTtpikri¢ IMmoKpATELOU
Noookoueiou, Osooalovikn.

Ewoaywyn: H Sduvatotnta enegepyaciag elevBepou kuttdpwv epPpuikol DNA (cfDNA) oe
xpnowuornotnpéva péoa KaAAépyetag (SCM) BAaoTokUOTEWV apEXEL pia TiBavr) evaAAaKTIKA AUon
XPWHOOWUIKAG avaAuong Twv euPfplwv Xwplc TNV mopeppatikétnTta TOUu MOPAdooLaKkoU
TPOEUPUTEUTIKOU yeVeTIKOU eAéyxou (PGTA/PGTSR).

Zkomog epyaciag: H afloAdynon tou KaAALEPYNTIKOU UALKOU, OTIOU avammtuooovTal EuBpua otnv
eEwowpartikn yovipomnoinon (IVF), wg péoou avaAuong Twv XPWHOOWHATWY TIPOEUPUTEUTIKA.
YAwkd: To Seiypa (183) meptéAafe tnv avaluon 61 koaAAlepyntikwv pécwv (SCM), 61 BoPwv
BAactokvotng (TE) kat 61 euBplwv (WE) pe aveuTAOELOIKO/UWOaiKO amoTEAECUO TTOU TiponABav
arno nponyoupevouc IVF kUkAoug pe PGTA/PGTSR.

Mé£BodoMoyia: H pelétn Sie€nxOn otnv M.LY.A Assisting Nature kot N XpWHOOW LK aVAAUON TwWV
BoYwv, Twv eUPpUwV Kal ToU KAAALEPYNTIKOU HECOU avtioTolya £yve pe aAANAOUXLON EMOUEVNG
veviag (NGS).

AnoteAéoparta: H avaAuon XpWHOOWHLKWY OVWHAALWY 0TO KAAALEPYNTLKO HEoo (SCM) og ouyKpLon
ue tn PoYia BAaotokvotng-TE eixe gvalcBOnoia kat apvntkn mpoyvwotiki a&ia-NPV 100%
avtiotolya. AvtIBETWC, To KAAALEPYNTIKO HéEco (SCM) kat n Bloyia PAactokUotnG-TE Stédepav otnv
edkoTNTA (80%-4/5 yia 1o KaAAlepynTko péco/ SCM, 20%-1/5 yia Bogio BAactokuotng-TE) Kat
otn Betikn mpoyvwotikn agla -PPV (97,3%-56/58 yia 1o SCM, 91%-55/61 yia tnv TE) ava mhosdia.
Aglypata kaAAlepynTtikoU péoou amo 12 EuBpua acBevwv pe Looluylopévn kat apotlBaia petdbeon
OTOV KOPUOTUTIO TouG elxav 0% FPR (12/12) kat 0% FNR (0/1) avtictowa pe 91.66% (11/ 12) avtwv
HE TARPN avtloTtolyio ava pn LooluyLoUEVO XPWHOCWULKO TUAUA (EUPOG XPWULOOWHLKOU TUAHOTOC
35,5-172,8Mbp). Mntpikl 1 @AAou Ttumou empuoAuvon Sev avixvelBNKe og aAUTO TO ULKPO aplOuo
Selypatwy.

Tupnepacpara: To eAeUBepo euPpuikd DNA, tou TepLEXETAL 0TO KOAALEPYNTIKO PECO TWV EUBPUWV
oTNV €€WOWHUATLKN YOVLUOTIONON, UTTOPEL va €lval EVOEIKTIKO WG TTPOG TN XPWHOCWHLKY oUoTaon
QUTWV.
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NA07. BPE®OZ 3 MHNQN ME FTEQYPOMNAPEIKEDAAIAIKH YOOMNAAZIA TYNOY 1B

Mapia Miailou?, MNehayia ABavactddou?!, HAdvva Maviaddakn?®, Mapia Paiodkn?, Melayia
Bopyld3, rewpyio XprotonovAouv*, EAeuBepia MNamadomovAou?!

I Oaubratpikry KAwvikn, Mavemotnuiako leviké Noookouegio HpakAgiou

2Movada lMaiboaktivodoyiag, MNMaveniotnuiako Meviko Noookouegio HpakAgiou

3MawdoveupoAdyocg, HpdkAeio Kpritng

4Genotypos, SCIENCE LABS, ASrva

Ewoaywyn: H FedpuponapeykedpaAldikny YromAaoia tunou 1 B [Pontocerebellar Hypoplasia Type 1B
(PCH1B)] eivat kAnpovouikry vooog tou KNI kat ekdnAlwvetal ocuvABw¢ amod tnv yévvnon.
Xapaktnpiletat and ekpuAlon tng mopeykedpaiidag kal Twv MPOcOwV KEPATWY TOU vwTlaiou
HUEAOU HE CUUTTTWHATOAOYIO OTWG: KUK aduvapia, KOPULKN UTIOTOVIA, OLTLOTIKEG SLATAPOXES KO
poiloVCA OVATIVEUCTLKN aVETAPKELX. MeTaBLBAleTal LE AUTOOWLKO UTIOAELTTOLEVO TPOTIO KOl EXEL
Bavatndopa £kBacn otov mpwto Xpovo Lwng. MExpL onuepa €xouv meplypadel 82 dtopa pe
PCH1B.

Zkomog: Mapouoialetal appev Ppédog 3 pnvwv mou elonxdn otnv Mawdatpik KAwikn yua
Slepelivnon €KOECNUAOUEVNG CUYYEVOUG UTtoToViag, XapunAou Bapouc yévvnong kot SucpopdIkwv
XOPOKTNPLOTIKWY, OTIWG omiloBopikpoyvadia Kot ovrpng XELPOUAVTIKY YPAUUN AUdw.

O €Aeyxog yla vwtlaia puikn atpodia, puotoviky duotpodia kat cuvdpopo Prader Willi ntav
opvNTIKOG. To BpEdoC Katd tnv voonAeia Tou mapouaciaoce eneloddla MVIYHOVAG OTNV OLlTlon Kal
TOMoOEeTAONKE PLVOYACTPLIKOG CWANVAG.

YALkO-M£0060¢: AlevepynOnke petofoAlkdg Edeyxog opol, oUpwv Kot ENY kaBwc kat Mayvntiki
Topoypadia (MRI) eykeddou katl vwtiaiou puglov (NM). Me BAaon ta QMELKOVLOTIKA EUPHUOTA
{ntNBnke otoxeupévo Whole Exome Sequencing (WES).

AnoteAéopata: Ao Tov UETOBOAKO €leyxo Slamiotwbnke auénuévo opoBaiovikd ofL Kal 5-
vbpoutpurttodadvn oto ENY. H MRI eykedpahou £del€e pepovwpévn mpooBoAn tng mapeykepaiidag
He atpodia Tou KATW-£EW TUAMATOC TWV NUIodaLpiwv TNG Kal AeukoeykepalomdbeLla TOTUKA O€
OUMMETPIKNA Kkatavour. O NM amelkoviotnke ¢ducololoykog. To WES otoxeupévo oe yovidla
oxeTWopeva pe umonAaoia mapeykedpaiidag avédelée oe opoluywtia naboydvo mapaAiayri Tou
yovidiou EXOSC3, StayvwoTtiko tng PCH1B.

Tupnepacpata: H éykaipn Stdyvwon tng Bpedikng umotoviag mpolnoBETeL TNV owoTH cuvepyacia
TOU KAWVIKOU KOL OTIELKOVLOTH LOTPOU HE TOV €pyaotnplako yevetiotr). H epapuoyrny tou WES
ETUTPEMEL TN SLAYVWON OTMOVIWV YEVETIKWY VOONUATWY OE TIPWLIHA OTASLA PE OMOTEAECUQ TNV
KOAUTEPN CUUTITWLATIKY QVILLETWTILON KL TNV YEVETLKA CUUBOUAEUTIKN TNG OLKOYEVELAG.
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MAO8. MONOIONIAIAKH NAXYZAPKIA: MAPOYZIAZH AYO AZOENQN
Kuptakr KaBaAtgpou®, Mnveldnn Ipupvakn?, EAsuBepio Namadomnovlou’, Péla-lwdvva MouAdkn?,

lwavva Kwvotavtwidou', NavteAig Kwvotavtouldkng?, Rita Cerqueira®, HAtavva Maviadakn?
I Oaubratpikry KAwvikn, Mavemotnuiako leviké Noookouegio HpakAgiou

2 MaboevbokptvoAdyoc, HpakAsLo

3 revotuno¢ SCIENCELABS

4 Unilabs Genetics (CGC - Centro de Genética Clinica)

Ewoaywyn: Q¢ nmayvoapkia opiletat Asiktng Malag Zwpatog (AMZ) 295" EO yia tnv nAkia Kat to
dUMo tou tadLov. Itn coBapr] maxvoapkia o AMZ eival >35kg/m? kat otnv oA coBapry >40kg/m?
H Kowvi mayvoapkia eivat mMoOAUTIOPAYOVTLKA VOOOC, OXETI{OUEVN LE YEVETLIKOUG TTOAUOPDLOUOUG
Kol meplBarlovtikol¢ mapayovtes. H povoyovidlokn maxuvoapkio eival eEapeTikd omavio Kot
adopa <1% tng Maldikng maxvoopkiag,. Ta eAAelppota Tou utodoxéa 4 TG LEAQVOKOPTILVNG vV Kall
OTIAVLA, ATOTEAOUV TO TILO CUXVA LOVOYOVISLaKA OLTlal KoL QVTLOTOLXOUV OTo 2-6% TNG TPWLLNG
€vapéng maxvoopKiag.

Zkomog: Mapouaotalovrat 2 madid, nAkiag 13 kot 15,5 etwv pe moAU cofapr moayuvoapkia. H
OVOEKTLKOTNTA TNG MAXUOOPKIAC 08 SLaTPOodIKOUC TIEPLOPLOOUC KoL ACKNON OE CUVOUACUO HE TNV
€vapén autnc ano tnv mpwtn vnmakn nAwkia, EBaAe tnv umtoia TNG LOvVoyovISLOKN G TaxuoapKiag.
YAk6-Me0BodoAoyia: Zntribnke WES emikevtpwpévo oe yovidla oXeTW(OUEVA UE HOVOYOVLSLOKN
Tayuoapkia.

AnoteAéopata: AcBevig 1: etepoluywtng moaboyovou moapallayng oto yovidio SIM1, mou
KANPOVOLE(TAL UE OCUTOCWHLKO ETUKPATNTIKO TPpOTo. To yovidio SIM1 €xel kaBoploTikd poAo otnv
avantuén tou UuToBaAduou Kal €UTTAEKETOL OTn PUBULON TWV OMOLOCTATIKWY SlEpyAcLwY,
ocuunepAaUBavopévnG TNG EVEPYELOKNG LOOPPOTILOG, TOU CWHATIKOU BApPOUC, TNG OPEENS KAl TWV
veupoevOoKpLVIKWY Aettoupylwyv. AcBevig 2: etepoluywtng naboyovou mapailayng tou yovidiou
MCR4, ou KANPOVOUELTAL KOl UE QUTOOWHLKO ETILKPATNTLKO TPOTO. To yovidlo MCR4 kwdkorolel
Tov urtoboxéa 4 TNG LEAAVOKOPTILVNG TTIOU EUTTAEKETAL OTNV PUOULON TNG EVEPYELOKNG OMOLOOTAONG
Kall TNG 0peén¢ otov urtoBaAapo.

Tupnepacpata: H xprion t¢ texvoloyiag véag yeviag aAAnAouxnong DNA amotelel xprnotuo
epyaleio otnv aviyveuon €€aLPETIKA OTIAVIWY OXETWOUEVWY HE VOOOYOVO TIOXUCOPKLA yYoviSiwy,
npoodEpovtag £Tol KAAUTEPN SuvatdTNTA OVILUETWIILONG TNG VOOOU Kal CUUBOUAEUTIKNAG oTnV
OLKOYEVELQL.

——
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NA09. BPEQOZ ME NENETIKH AIATNQXH XYNAPOMOY BARDET-BIEDL 4

Katepiva AvayvwotomovAou?!, Avtiydvn Moulomoulou?!, Mapia AABavou?!, Xpriotog Fafaidg?,
AvSpopdxn Mntowwvn?, Avaotdotog Kamoylavvng?, EAévn Opuaipad, lwdvvng Aoukadc?
INeoscreen, Epyaotrpto Moptakri¢ Atayvwotikic, ASiva,

2Nepoldoyiko tunua laow Maidwv, Adrva,

3latpikn SxoAn EKMA, ASrva,

Touéac Qapuakeutikic Xnueiag EKMA, Adnva

Ewocaywyn: To ouUvdpopo Bardet-Biedl (BBS) avhkel OTNV OLKOYEVELX TWV KPOOOOMOOEWWY, WE
TIOAUCUOTNHATIK CUUUETOXH Kot €mumoAaopo petafd 1/125. 000 kot 1/175. 000. Nopatnpeitat
HEYAAN KALVLKN KO YEVETIKN etepoyévela. TouAdxlotov 22 yovidia €xouv avixveuBel (BBS1 €wg
BBS22) w¢ umevBbuva yla to ¢GawvoTumo Tou ouvdpopou. Xapaktnpiletal amd mayuvoapkia,
ueAaxpwotikn apdiPAnotpocidonabela, €€w-afoviky moAudaktulia, ovwpoAlE vedpwy,
pobnolakd mpofARuata Kat urmoyovadotpodlkd umoyovadlopd otoug appeves. KAnpovopeital
KUPLWC UE AUTOOWLKO UTIOAELTIOUEVO XOPAKTHPA.

ZKomOG-YAKO: Neplypadetal PpedoC 2 UNVWV PE OTMELKOVIOTIKA EUpUOTO VEPPAOBETTWONG Kall
moAuSaktuAia. MpwTto madl uyelwv yovEéwv e €AeUOEPO OLKOYEVELAKO LOTOPLKO. levvnOnke
teAewopnvo petd amo K.T. pe Bapog yévvnong 3.430yp. Itnv KUNon oAwyauvio. MNoapatnpndnke
e€adaktuAia 6e€lov 5° SaKkTUAOU AKPOU TTOSOC, VUOTAYUOG KAl AUENUEVO CWHATOMETPIKA. ‘Ha
umotovia.

Me0BodoMoyia: Mpaypatonow)Bnke avaluon Tou yovidlwpatog He whole genome sequencing.
AnoteAéopata: AviyveuBnke oto yovidlo BBS4 os ouvOetn etepoluywrtia €va EAAelUpa peyEBoug
6,2kb (g€ovia 3 kat 4) kat pia onuetakni mapaAlayn (€.332+5G>A, eoovio 5), n onoila cOUPwWvA PE
v in silico BlomAnpodopikn avaiuon, mbava odnyei oe anwAela §6tn patiopatod. H aAAnAouxion
Tou c.DNA, énetta ano anopovwon RNA, oe delypa mepidepikol aipatog tou matdlou, €6el€e OTL N
napaAdayn ¢.332+5G>A mubavad odnyel otnv anwAela tou €oviou 5.

Tupnepacpata: H avaluon WGS oénynoe oe ypriyopn diayvwon Bpédoug pe ovvdpouo Bardet-
Biedl 4. Avixveuoe 600 oTtAVLEC YEVETIKEG AAAAYEG, N Mia K TwV SUO AOyw peyEBoug dev NTav ebLkToO
va aviyveuBel Baocel ouvnBwv texvikwy, Sivovtag tn SuvatoTNTO OTNV OLKOYEVELD TIOPOXNG
OTOXEUMEVNG VEVETIKAG OUMPBOUANG KOl ETAOYWV YL OLKOYEVELAKO TIPOYPOUMOTIONO. To
OUYKEKPLUEVO TIEPLOTATIKO amoTeAel omavia popdr tou cuvdpodpou Bardet-Biedl kat umootnpilet
TN oNUAVTIKN SlayvwoTikr) cuPBoAn tou WGS oTa OTtAvLaL YEVETIKA VOOHLLOTAL.

——
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NA10. ®AINOTYNIKH ETEPOTENEIA ZE AZOENEIZ ME AMAAEIWH TOY EZONIOY 2 2TO F'ONIAIO
IFT74 YYNAOEMENO ME NOzO TQN KPOZiQN

Ewprivn  Tplavtadpuldkn!, MNavaywtng MdAloupoc?3, Navaywrta MNpwtonanmnd®, Avdpgag
Kuptdkou®, OdAeta MNamadolpn®, Mapia Apyupol?!, ABpadu HAla!, Xpiotog Mnvd’, Awwhia
ABavaociou®, OAya paddkoud, ABnva Osobdociouv?®, Mdola EvayyeAibou®, Kapoliva Iiopdvn?®,
Jodia Oupavn®

Moabatpikn KAwikn, Noookoueio Apyiertiokorro¢ Makaptoc Ill, Opyavioudc Kpatikwy Yrinpeotwy
Yyeiacg, Nevukwoia, KUnpoc

2latpikri SxoAn, Mavemniotriuto KUnpou, Aeukwoia, KUmpog

3Mawbonveupovoroyikny KAwikn, Noookousio Apytertiokorto¢ Makdptoc Ill, Opyavioudc Kpotikwy
Yrinpeotwv Yyeiacg, NAevkwoia, KUmpoc

MNabiatpikd Kévipo Hrato¢, aotpeviepoloyiog kot Atatpoprc, Noookoueio ApxLETIOKOTTOC
Makdaptioc I, Opyavioudc Kpatikwv Yrnpeoiwv Yyeioag, NAeukwolia, KUmpog

>Mawboevdokpivodoyikry KAwvikrj, Noookoueio Apytertiokorto¢ Makaptoc Ill, Opyavioudc Kpatikwv
Yrinpeotwv Yyeiacg, NAevkwoia, KUmpoc

*Movdaba Evtatikric NoonAsiac Neoyvwyv, Noookouegio Apyientiokortoc Makdptoc Ill, Opyaviouoc
Kpatikwv Yrnnpeotwv Yyeiag, Nevkwaoia, KUmpog

"Moudoyeipovpyisy Kivikry, Noookoueio Apyiemiokomoc Makdaptoc Ill, Opyaviouoés Kpatikwv
Yrinpeotwv Yyeiacg, Aevkwoia, KUmpoc

8KAwvikn levetikic kat MetaBoAikwv Noonuatwv, Noookoueio Apxlemiokorto¢ Makdptoc i,
Opyaviouoc Kpatikwy Yrnnpeotwv Yyeiag, NAevkwaia, KUrmpog

STunua KuttapoyeVvetikic ko Fevwuikric, Ivotitouto NeupoAoyiac kot [evetikric KUmpou, Asvkwoia,
Kbmpog

Ewocaywyn: H vooog Kpooowv OXETI(ETAL PUE TIOAUCUOTNUATIKEG EKONAWOELG TIOLKIANG BaputnTac.
XApn OTLG CUYXPOVEG YEVETLKEG TEXVIKEC, avayvwpl{ovtal CUVEXWCE TEpLocOTEPA UTIELBUVA yovidLa,
onwg 1o IFT74. H mpwrteivn mou kwdlkomolel elval HEPOG Tou cupmAéyuartog IFT-B, To omoio
Stadpapatilel oNUAVTIIKO pOAO OTNV OPYAVWON KOL AELTOUPYLA TOU KUTTAPOOKEAETOU OKTIVNG TWV
KPOOOWTWYV KUTTAPWV.

ZKomoG: H meplypadr) tTng GaLvoTUTILKAG ETEPOYEVELOC 0 aoBeveic pe kowvn HeTaAagn oto yovidio
IFT74 kot n avadel€n g xoAOoTAONC KOL TOU LKTEPOU WG EKONAWOELG TOU KALWVIKOU GpACUOTOC.
YAkO: Nepiypadovrtal tpelg acbeveic mou aflohoynbnkav amod tn VeOyvikn nAkia Adyw
OVOTIVEUOTLKAG SUOXEPELAC KOl OLTLOTIKWY TIPOBANUATWY. XTov TPito aoBevy 0 IKTEPOG NATav
KUPLOPXO CUUTMTWHO OO TIG MPWTEG HEPEC LWNG.

Me0BodoAoyia: Alepelvnon LE ATTELKOVIOTIKEC, LETABOAIKEC KOl YEVETIKEG HeBOSOUG.
AnoteAéopata: Kal ot tpelg aoBeveic Bpebnkav opoluywtec yio andAswpn tou £€oviou 2 oto
yovidlo IFT74. Ot 8o €€ autwv elval KUTPLAKAG KOTOYWYNC, XWPLC LOTOPIKO OUYYEVELOG OAAG
TIPOEPXOUEVOL amo TNV Sla meploxr). O Tpitog aoBevrg, CUPLAKAG KATAYWYNG, Elval amoyovog
YOVEWV PE cuyyévela SeuTtépou PBabpol. Ol okeAETIKEC EKONAWOELG evtaBnKayv e TNV TApodo Twv
UNVwv evw otn deltepn Sekaetia avamtuxBnke aptnpLakr UTEPTAON OTOV LEYaAUTEPO aoBEVN.

——
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Tupnepacpata: Metaldagelg oto yovidilo IFT74 euBuvovtat yia vooo Twv kpooowv. O Gpatvotumog
TIOLWKIAEL TO0O o€ 00Beveilg pe SLOPOPETIKEG UETAAAAEELG, 000 HeTOEL O aoBevwv PE TV Sla
HeTaAa€n. H ocupmtwpatoloyio adopd SLadopeTKA CUCTHUOTA: OVATIVEUCGTIKO, LUOCKEAETLKO,
Kapdlayyelako, vedpoloylkd, oupomolnTiko, odpBaAud. H xohootaon Kal o (Ktepog, mapodtL
OUVOVTWVTAL 0€ AAAEG SLOTAPAXEC TWV KPOOOWV, SEV €X0UV KaTaypadel HEXPL OTLYUNG O 0.0BeVEi(g
HE METOANGEELC Tou IFT74. H OALOTIKA OVTLUETWIILON KAl N YEVETLKNA SLEPEVUVNON ETLTPEMEL TNV
KateuBuvouevn mapakoAolBnon kot Bepameia, evw TAPAANAQ ETUTPEMEL TNV OTOXEUUEVN
YEVETLKN CUUBOUAEUTLIKA.
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NA11l. NPQTH EKAHAQIH OZEIAX NEKPQTIKHXZ EFKEMAANOMAGEIAZ ITA MAAIZIA AOIMQ=HZ
COVID19 ZE BPE®®OX ME METAANAATH 2TO TONIAIO RANBP2

lwavvng  Twvwwtdkng!, Evayyehia  Aoapdaupdvn?, Ale€dvbpa  ®Douvtouldkn!, Tlewpyia
XplotoroUAou?, EAsuBepia Manadonovlou?, Stavpovla HAla?

IMovdba Evtartikrc Ospaneiog Maibwy, Mavemiotnuiaxo Meviko Noookoueio HpakAgiou, HpdkAgio
Kpntng

2Genotypos Sciencelabs, ASiva

3latpeio KAwvikrig levetikng, Maubtatpikn KAwikr, Maverniotnuiako evikdo Noookoueio HpakAegiou,
HpakAeto Kprtng

U lvout

Ewoaywyn: H yevetikn ofela vekpwtikn eykepadomnabeia (OMIM ID: 608033) yapaktnpiletal amno
gunaBela otnv gpdavion emelcodiwv mou mupodotouvtal and AOWEELG KoL TTPOKAAE(Tal amo
eTeEPOlUYEG PETAAAAEELC TOu yovidiou RANBP2 mou KANpOVOUOUVTOL PE QUTOCWHLIKO ETKPOTH
XQPOKTAPA.

ZKomoG: H meplypadr onaviag nepintwong Bpédoug Le YEVETIK eUTABEL KOl ELPAVION TIPWTOU
eneloobiov ofelag vekpwtikng eykedpalomabelag Adyw Aoipwéng COVID19.

YAk6 — Me0Bodoloyia: Mpokewtal yia Bpédog BRAU 10 pnvwv He gUMUPETO amod 3nUEPOU Kol
otadlakn EKMTwon Tou eruméSou ouveldnong - kwpo ota mAaiola SdtamiotwBeloag Aolpwéng
COVID19, mou Siekopiodn StaowAnvVwHEVO. ATIO TO OLKOYEVELOKO LOTOPLKO avadEpeTtal Bavatog
UNTPLKOL Belou amo punviyyoeykedaAitida oe vamiakn nAtkia. H payvntiki topoypadia eykedpalou
avédelle oldnua-aLLopPAYIKN) VEKPWON TwV BaAdpwy apudw Kal PUKPOTEPEC TTOAUEOTIAKEG BAAPBEC
oe ¢aLd kalL Asukr ouaia, euprpata ou €6soav TNV uTtovola ofelaG VEKPWTIKN G eykepaomabelag.
To Bpédocg €AaPe to 10 24wpo voonleiag Bepameio pe evbodpAEPBla y- odatlpivn, avaotoléa
LvtepAeUKivng-6 (tocilizumab) kat pulses oteposldbwv. Ze deiypata sykepaiovwrtiaiov vypol mpo
Kall LETA Beparmeiag, evtoniotnkayv maboAoyikd emineda vTtepAEUKIVNG-6 UE ONUAVTLKY HELWON TTPLV
To TéAOG tnG Bepameiag edpoddou. Metd tnv amocwAnvwon, to Bpédog euddavice onUAVIKA
VEUPOAOYIKA €AAsippaTa, eVvw €va pAva apyotepa avedelfe pikpn oAAd epdavh KAWLKA Kal
QUTELKOVLOTIKN BeAtiwon..

AnoteAéopata: AlevepynOnke aAAnAouxlon eéwviwv OAwv twv yovidiwv Ttou acBevolg Kot
avixveubnke n maboyovog mapoaAlayr ¢.1754C>T, p.(Thr585Met) oto yovidio RANBP2 oe
etepoluywtia. H petaAlayn p.Thr585Met amoteAel Tn ouxvoTEPA KATAYEYPAUMEVN OTA EAAXLOTA
ONUOCLEVUEVA TTEPLOTATIKA.

Tupnepacparta: H mpwteivn RANBP2 amotelel cuotatikd Tou TTOAUTIPWTEIVIKOU CUUMAOKOU TwV
TIUPNVIKWV Topwv puBuilovtag tn Slakivnon popilwv petafl TUPAVA-KUTTOPOTMAACUATOG, TN
pLtoxovdplakn Stakivnon kat tTnv mpo-pAsypuovwdn onuatodotnon. H kataotpodikr lkOVA TG
vooou eival mbava anotéAeopa oxL ansuBeiag §pdong Tou Aoluoyovou mapayovia oto KNI aAAd
Hallkng €kAuong Kat maBoAoyLkng SpAong KUTTAPOKIVWY, KUpiwg IL-6.

——
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AAO1. EPrOOEPANEIA TIA TENETIKEZ MYOMAGEIEZ: EMAPMOIH EPFOOEPANEYTIKQN
NMAPEMBAZEQN 2E AZOENEIZ ME KAHPONOMIKEZ MYONAOEIEZ KAI MEAETH TH2
ANOTEAEZMATIKOTHTAZ TOYZ 2THN BEATIQ2ZH THZ KAOHMEPINHZ AEITOYPTIKOTHTAZ

Muptw Matdya Mrakapdkn®,0soddvng Aouvpundng?

1 Epyovepaneutpla, lNavemniotruto AUTikAi¢ ATTIKAG
2 Jtpatiwtikog NoonAeutrig, 251 leviko Noookoueio Aepomnopiog

Eloaywyn-ZKomog: Ol KANPOVOULKEG HUOTABELEG, TTOU TMEPNAUBAVOUV HLa TIOWKIALDL YEVETIKWV
MUKWV Slatapaywy, emnPedlouv oNUAVTKA TNV KaBnuepvr Aettoupyia kat tnv moldtnta {wng Twv
000gvwv. AUTEG OL KATOOTAOELG oUXVA 08nYyoUV O TPOOSEVUTIKN MUIKN aduvapia Kot EKPUALOUO,
TIOU QTALTOUV OTOXEUUEVEC BepameuTIKEG Tpooeyyioelg. H epyoBepamneia €xel avadelyBel wg pia
Kplown mapéupacn, e 0TOXO TNV EVIOXUON TWV AELTOUPYLKWVY LKAVOTHTWVY KoL TNG avetaptnaolag ot
AToMA PE KANPOVOULKEG LUOTIAOELEC.

YAKO-M£BoSoL: Ae€nxOn puia ohokAnpwuévn BLBAoypadikn avalntnon XpnoLlLonolwvtas BACELS
debopévwy. TupnepA\ndObnkav peAéteg mou adopoloav TOCO TALSLATPKOUE 000 Kal EVAALKEG
TANBUOUOUG VLA VA TIOPEXOUV LaL EUPELD ETTLOKOTINGN O SLAdOPETIKES NALKLOKEG OMASEG.

AnoteAéoparta: Ot LEAETEG KATESELEQV UE CUVETIELQ OTL OL TAPEUPACELS EpyoBepareiag BeATIwVouV
ONUAVTLIKA TG AELTOUPYLKEG LKAVOTNTEG Kal tnv molotnta {wnAG o€ 0oBevelG Ye KANPOVOULKES
pHuomadBeleg. OL TeXVIKEG ekaideuonG MPOCAPUOOCTIKOU €EOTIALOUOU KoL EE0LKOVOUNCNG EVEPYELAG
Atav Wlaitepa amoTeAeOUATIKEG 0T BeATiwWoN TNG CUUUETOXNG OTLG SpACTNPLOTNTEG KABNUEPLVAG
{wN¢ Kal otn Helwon ™ kKomwong. Ou aokAOELS UUIKAG evOUVAUWONG, TIPOCAPUOCUEVEG OTLG
OTOULKEG aVAYKEG, €6el€av BeTikd amoteAéopata otn dlatrpnon tng HUikAG Aettoupylag Kal otnv
kaBuotépnon tng e€EALENG TNG aduvapiag.

Tuunepaocpata: To EUPAUATA UTIOYPAUUL{OUVY TOV KpiloLpo pOAo NG epyoBepaneiag otn Staxeiplon
KAnpovoulkwyv puomaBewwv. H efatoulkeupévn ¢uon ™G €pyobeparmeiag EMITPEMEL OTIC
napeuPaocelg va oxedlalovral edikd ocUpPwva Pe tn coPfapotnta NG HUIKAG PAABNG KAl TLg
HOVOSIKEG QvAYKEC TOU aoBevoug, WEYLOTOTMOLWVIAG €£TOL T AELTOUPYLKA QTOTEAECUATA.
JUUTMEPAOUATIKA, n €pyoBepamneia avadekvuetal w¢ IWTIKAG oONUAcioG CUOTATIKO OTN
Slemotnuovikn Slaxeiplon Twv KANPOVOULKWY LUOTaBeLwV, TPoodEPOVTAG ONUAVTIKEG BEATLWOELG
otn AEToupyLki avegaptnaoia Kot tnv motdtnta {wng Twv npooBePANUEVWVY ATOUWV.

——
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AAO02. TENETIKO ANOTYMNQMA THZ KOINIOKAKHZ ZE AZTAGOEZ NEPIBAAAON.
AANEELOG Maupoudng, ZTapativa Tpayava
MNawbiatpikn KAwvikn, I.1.N.TpirtoAncg, Apkadia

Eltoaywyn: H kol\lokakn eivat maBoAoylkd cuvEpopo, OTo omoio n Kataotpodr tou BAevvoyovou
TOU AEMTOU eVTEPOU OdeIAETAL OE HOVIUN UTIEPEVOLOBONGLA OoTNV MPWTELvN TG YAOUTEVNC.

IkomoGg: MeAétn tng duolomaboloyiag tng vooou kot aAlAnAemibpoon twv TEPLBAANOVIIKWY
TP AYOVIWV.

YAkO-M£BoSoL: AvookOmnon €emMloTnUOVIKWY apbpwv amd 1o Stadiktuo kal mapakoAouBnon
HaBONUATWV o0& KAWVIKO eTtimedo mou adopouv TN vOoo. XwpLg KaVEVA TIEPLOPLOUO.

AnoteAéopata: Oswpeital n mpwtn ekdnAwon otav elodayovial otnv Silawta tou PBpédoug
TIPAywya TNG YAOUTEVNG. ZUXVOTEPN EUdAvVIon HETOED 6 LNVWV Kal 2 €TwV HE enintwon 1/300. To
2-5% twv ouyyevwv 1ou BaBuol €Xouv CUUMTWHUATIKY eviepomnabela and yAoutévn, evw to 10%
£€XOUV QOUUMTWHATLKN Kotaotpodr tou  BAevvoyovou tou Aemtol eVvIEpou cupfartr) UE TN vOoo.
H vooog cuoyxetiletal pe oplopEva AEUKOKUTTOPLKA avTlyova Tou avBpwrou HLA Kol CUYKEKPLUEVA
Twv HLA-DR3 kot HLA-DR4. H nAwkia évapéng tng vooou avapeoa ota Atopa Tn¢ idtag umoopdadag
HLA moLkiA£L KAl ETUTOXUVETAL ATTO AOTABELC TAPAYOVTEG, OTIWCE LILOL XELPOUPYLKH eEMEUPBaON KOLALAC,
KUNon, XPNon avitlBlotikwy N pia tuxaio dtappoikn cuvépourn. MIKPOOKOTILKA, N aVOOOAOYLKNA
OTAVTNON TOU OPYQAVIOHOU 0T YAOUTEVN TIPOKAAEL atpodia Twv Aaxvwy, UTEPTTAACLO TWV KPUTTTWY
Kal kataotpodr tou embnAiov emidpaveiag tou Asmtov eviépou. Ot BAaBec adopolv Kupiwg oTo
€YKUG TUAMO TOU AETITOU EVTEPOU KOL EMEKTEIVOVTAL O€ TIOLKIAO HKOG TOU. TEAELWVOVTAC, UTIAPXEL
auénuévn enimtwon oe maldld Ye avemapkela IgA avocoodalpvng n coakxapwdn dwapntn oe
oUYKPLON KE Ta AAAQ uyLA TtadLa.

Tupnepaocpata: H KOWALOKAKN AmOTeAEL YEVETIKO VOO A e KaBopLoTikn e€EALEN TO TtePIBAANOVTIKO
uTtoBabpo, to omoio mpodlabETel Toug apdyovteg enidpaong kat aveALEng tTng vooou.

——
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AA03. NEOTNO ME MEPIKH TPIZQMIA XPQMOZQMATOZ 11q, ENAOMHTPIA KAGYZTEPHZH
AY=HIHZ, AYZIlENEZIA MEZOAOBIOY, YMONAAZIA NAPETKEDAAIAAZ, ZIYITENH KAPAIAKH
ANQMAAIA KAI IAIAZON NPOZQMEIO.

Avtiyévn NauvAdkn?!, Anurtplog Nektdploc latpou?, Awatepivn Maptvorovlou?, Mapiva
seipavidou?, Nrewpylog Tetlipidngt, MaySainvn Ztépmn?

Neoyvoldoyiko Tunua, Movada Evratikric NoonAeiag Neoyvwv EZY, [levikd Noookouegio
Oeooalovikng Imtmokpatelo, OsooaAovikn

Ewcaywyn: H pepwkn tplowpia 11q eivat po omavia XpwHoowkn Statapayr mou xapaktnpiletal
ano kabuotépnon tNg avénoncg, VEUPOOVAMTUELOKN UOTEPNON, KPAVIOTIPOOWTIKEC aVWHUAALEG,
Slapoptiec Tou eykedpAAou Kal OUYYeVEIC KapSLOKECG avwpalieg. O cUPPATIKOC KAPUOTUTIOC
emPeBawwvel ™ Slayvwon UeEPKNG Tplowuiag 11g, evw n  avaAuon XPWUOCWHLKWY
HULKPOCUOTOLYLWV TIAPEXEL TIPOOHETA OTOLXELO OTN CUOXETLON YOVOTUTIOU-PALVOTUTIOU.

Zkomo¢: H mapouciaon meplotatikoU Pe TOANQTIAEC CGUYYEVEIG OVWHOALEG KOl UEPLKN TPLOWHIA
XpwHoowpatog 11q.

YAkO - MeOodoloyia: e Seutepotdoko yuvaika, nAkiag 40 etwv, Slamotwvetal otnv 22"
eBdoupada kunong evbountpla kabuotépnon avénong. Itig 26 efdopadeg aviyveleTal umonAaacia
napeykedaAibag kat ouvotivetat MRl eguBplou  Kal  opvioTmAPOKEVINGN, TOU Oev
nipaypatonotnonkav. Neoyvo appev yeVIETAL HETA amd Siapkela kunong 38 efdoudadwv kal 3
NUEPWVY, HE KOLOOPLKA TOUN. To veoyvo eival PIKPO ylo TN SLAPKEL KUNONG, €XEL TIPOTETELN
HETWTOU, KaBilnon Baong pwvog, xaunAn nmpdéoduon wtwv Kot ooxeoBouBwvoknAn.
AnoteAéopata: ATO TOV ATEIKOVIOTIKO €AEYXO aveupioketal duoyeveoia pecoloBiou, urmomAaoia
napeykedaAiidag kal pecokapdia. O KApUOTUTIOC TOU VEOYVOU TTIAPOUGCLATEL LUEPLKN TPLOWHLA TOU
xpwuoowpatog 11qg, 46,XY,der(8)t(8;11)(8q11-8q12::11g21-qter). H un  wooluylopévn
XPWHOOWULKA avadlatagn mpoépxetal anod LoolUYLOUEVN XPWHOOWHULKN avadidtaén mou dpépeL o
TIATEPOLG TOU VEOYVOU, WE LETABEON OVAUECO OTO XPWHOCWHA 8 KAl 0TO XPWHOowHA 11. O unTpLKog
KapuOTUTIOG NTAV GUGCLOAOYLKOC.

Tupnepacpata: Mia YEVETIKN avwWUOALQ TTOU KATEANEE O HEPLKA TPLOWUIO TOU HaKPOU OKEAOUG
TOU Xpwpoowuatog 11, avixvelBnke o veoyvo pe TTOANATIAEG oUYYEVELG avwualieg. MapoAo mou
OTO TIEPLOTATIKO N MEPLKA TPLOWMLA €lval MATPLKAG TMPOEAEUONG, TO VEOYVO mapouciale KAWVIKA
XQPOKTNPLOTIKA TNG Tplowpiag 11q, onmwg auth meplypddetal otn BiBAloypadia. O cuyKPLTIKOC
YOVISLWUATIKOG UBPLOIOUOG pE PLKpoouoTolxie¢ Ba ouvéBale onuavtikd otn Slepevuvnon tou
TLEPLOTATIKOU.

——
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AAO04. MAPOYZIAZIH ENAIAMEPONTOZXZ MEPIZTATIKOY NEOINOY ME MIKPOEAAEIMA ZXTH
XPQMOzZQMIKH NEPIOXH 5¢q31.3 NMOY ZXETIZETAI ME TO ZYNAPOMO PURA.

Apladvn MamadomovAou, Ithouavr Koutor, Awkatepivn MaptwvomovUAou, Mewpylog Tetlipidng,
lwavvng Kwtolog, MaydaAnvn Itépmn

NeoyvoAoyikd Tunuoa kat Movabda Evratikric NoonAeiac Neoyvwv EZY, leviko Noookoueio
Innokpartelo Oeocoadovikng, OsooaAovikn.

Eloaywyn: H mpwteivn PUR-a €xel kaBoploTikd poAo otn veupoavamtuén tou eykedalouv. BAAPNn
tou yovidiou PURA (purine- rich- element- binding protein A) éxelL w¢g amotéAeopa TV ekdNAwon
coBapwV VEUPOAOYLKWY KOl OVOTTIVEUCTIKWY dlatapayxwVv. AGBeVeiG e ULKPOEAAELLO OTNV TTEPLOXN
5g31.3, €xouv ta (6l GALVOTUTIKA XOPAKTNPLOTIKA HE To ouvdpopo PURA, sival opwg Tio
emBapupévol Aoyw ¢ PAAPNG TTEPLOCOTEPWV YELTOVLKWV YOoVISILwV.

Zkomog: MNeplypadn MEPLOTATIKOU VEOYVOU LIE GUYYEVH UTIOTOVIO KOl OTIOLOHOUG KOlL TIPOYEVVNTIKN
Stayvwon ocuvdpdpou pikposAeipatog 5q31.3.

YAk6-Me0BodoAoyia: Neoyvo appev yevvrnOnke amnod | TOKo UNTEPA e TIPOKANGCT TOKETOU LETA QTTO
Stapkela kunong 37 eBSopadwv Kat 4 nuepwv. MpoyevvnTika dlamotwOnkav auEnUEVN QUXEVIKN
Swadavela, Bpayukedalia, 6e€Ld aopTiko TOLo Kal umtonAacia tng napaykedaiidbag otov umépnyxo
B emunédou. AkoAoUBNoE MEpATEPW EAEYXOC UE QUVIOTIOPAKEVTNON KAl LOPLAKO KOPUOTUTIO HE TN
uéEBodo FISH. To amotédecpa NAtav  PIKpogAewa otnv  mepoxn 5q31.2931.3 (chr
5:136,571,048 142,378,017) pe yovoturo arr (hgl9) 5931.2931.3 (136,571,048 142,387,017)x1.
AnoteAéopata: To veoyvo £ixe SUCHOPPLKA XOPAKTNPLOTIKA LE LUOTIAONTIKO TIPOCWTIELD, TIPOEXWV
HETWTO, UTIEPTEAOPLOUO Kal emikavBo. Metd tn yévvnon eudavioe umotovia KeviplkoU TUTIOU,
OTIACHUOUC, QVOITVEUOTIKA KOl OLTLOTIKA TpofAnpata. ASyw TwV €MAVOAQUBOVOUEVWY ATVOLWV
KEVIPLKOU TUTIOU, €XpNIE OVATIVEUCTLKAG UTIOOTAPLENG UE EMEUPATIKO KAL N EMEUPATIKO UNXAVIKO
aePLOUO o€ OAn t Sldpkela tng voonAeiag tou. To nAektposykebaoypadnua Atav maboAoyLko,
EVW N Hayvntiki topoypadia tou eykedpdAou aveédelEe UTIOMAAOTIKO HECOAOBLO, SlatapaxEg
HUEAlvwong kat Slevpuvon twv umapaxvoeldwyv xwpwv. To Bpédog amePfiwoe oe xpovoAoylkn
NALKIQ TEOOAPWY UNVWV AOYW OVATIVEUOTLKAG OVETIAPKELAG.

Tupnepacpata: To cUvdpopo PURA kat eldikdtepa cUvSpopa ou oxetilovtal Pe PKpoeAAeipata
Tou ouvépopou PURA eilval yevetikd voonupoato mou peAetiOnkav tnv teAeutaia Sekaetia.
Elbikotepa n petaAAaén otnv meploxn 5931.3 eival e€alpetikd onavia kat oxetiletal pe Suopevn
npoyvwon.

——
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AA05. NEOINO ME ZYITENEZ METAKOAO — KAINIKH EKAHAQZH TOY ZYNAPOMOY GOLDBERG-
SHPRINTZEN MEGACOLON

lwavvng Kwtolog, ABavaoio Wwud, Atkatepivn MaptivortouAou, Avtiyovn NauAdkn,
NamnadomnovAou Apladvn, MaySaAnvn Itépmn

Neoyvoldoyiko Tunuoa kot Movada Evtatikric NoonAeiag Neoyvwv EZY, Inmokpdteto [eviko
Noookoueio @sooalovikng, Osooadovikn

Eloaywyn-ZKkonaog: To cuvépopo Goldberg-Shprintzen megacolon amoteAel plo e€alpeTIKA OTAVLAL
YEVETIKN Slatapaxr mou pokaAsital amd pHeTtaAAdlelc oto yovidio K1F1BP kal kKAnpovoueital pe
OUTOOWHOTLKO UTIOAELTIOUEVO TPOTO. Xapaktnpiletal amd ouyyevéC UeyAKoAo, Suopopdlkd
XOPOKTNPLOTIKA TOU TIPOCWTIOU KAl VONTLKH uotépnon. Eva mooootd eudavilel datapaxég otnv
(pLda TOU PaTLOU, OXLOTIO UTIEPWAC KoL KOVTO avaotnua. H Stdyvwon Baoiletal otnv KAWVIKI ElKOVA
emBeBalwveTal e YoVvISLOKO EAey)O.

YAk6-Me0BodoAoyia: Neoyvo dppev ou yevvrnOnke amo 4°TOKo UNTEPQ PE KOLOAPLKA TON), LETA
ano Sudpkelor kunong 35eB6 ,SlakopioBnke otn MENN EZY tou Immokpateiou Nocokopeiou
Oeoocalovikng to TETapto 24wpo {wngAdyw EVIovou HETEWPLOOU KoAlag kat aduvapia amoBoAng
unkwviou. To veoyvd mapouciale emiong HkpokedpoaAia, umotovia, 6LAlov TPOOWTELD Ko
KPOVIOOUVOOTEWON. ATO TO OLKOYEVELOKO LOTOPLKO, OL Yovei¢ eival ¢opeic Sladopetikwv
napoAlaywv oto yovidlo K1F1BP. To mpwrto TéKVO TNG OlKoyévelag Sleyvwobn pe ouvépopo
Goldberg-Shprintzen megacolon evw ta dA\a SUo Tékva eival vyld. EYLVeE amelKovioTIKOC EAeyX0G
Tou veoyvol Kal akoAouBnoe kolootopia kot Bloyia opBou, n omoia emiPePaiwoe tn vooo
Hirschsprung. Eylve yoviSLakog €AeyX0G OTO VEOYVO.

AnoteAéopata: To VEOYVO XELPOUPYNONKE ylol TO CUYYEVEG UEYAKOAO KOl O YOVISLOKOG EAEYXOG
emPBeBaiwoe tnv Umapén twv maboyovwv mapallaywv (cvoxétion pe ocuvdpopo Goldberg-
Shprintzen megacolon) tou K1F1BP, o€ cuvBetn etepoluywTtia oTO VEOYVO.

Tupnepacpata: To cuvépopo Goldberg-Shprintzen megacolon ival onavia yevetikn Statapayn,
WOoTO00 N avaltnor ToU Of TEPUTTWOEL VEOYVWV HE OUYYEVEG HEYAKOAO, €161KA 6TV QUTO
ouvduadletal e TA AOLTA XAPAKTNPLOTIKA TOU CUVOPOUOU, ElvVaL ONUAVTLIKY TO0O yLa T TPOYvVWon
000 KOlL YLa TN YEVETLKN kKaBodrynaon Tng OLKOYEVELAG.

——
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AA06. NEOINO ME YMNMOOYPOEIAIZMO, IAIAZON MNPOZQMEIO, KONTO ANAITHMA AOIQ
MAPAAAATHZ ZTO T'ONIAIO GNAS

lwavvng Kwtowog, Anuntploc latpol, Awkatepivn Maptivomovlou, Aptadvn Mamadomoulou,
Avtiyovn NauvAdkn, MaySaAnvr ZTépmn

NeoyvoAoyiko tunua kot Movada Evratikric NoonAgiag Neoyvwv EZY , Inmokpdteio Noookoueio
Oeooalovikng, Osooalovikn

Eltcaywyn/Zkondg: Napalayég oto yovidio GNAS tou xpwpoowpatog 20 oxetilovral Ue epdavion
Pevbdolnonapabupeoctdiopot la, b, Ilc kot YPevdoPeudolnonapabupeoeldlopol TOU
KANPOVOLLOUVTOL HE OLUTOCWHLKO ETKPOTH Xopakthpa. Qalvoturmikd xapoktnpilovtal ano Kovio
ovaoTnua, Kovio Aalpo, moxuvoapkia, BpaxudaktuAia, ATLA-HETPLO VONTLKA UOTEPNON KL AAAQ.
Emiong mapatnpeitat  avtictacn otn  &pdacn SladOpwv  OpPUOVWV  HE  QTIOTEAECUA
urtonapaBupeoeldLopnd, utoBUPeOeLSLOUO, uTIoyoVaSIoUO KL GAAAL.

YAwko/MeBobdoloyia: Neoyvd dppev mou yevwnOnke amd 1° toko pntépa pe KT petd amo AK
36w+2d, Stakopiotnke t 5" wpa {wng¢ otn MENN EZY amo IStwtik KAWIKR Oscoalovikng Aoyw
TAPOSIKAG TaXUTIVOLOG. AVTIUETWITIOTNKE EMUTUXWE HE KN EMEUBATIKO UNXAVIKO AEPLOUO yla TPl
24wpa. H untépa maoyel and Peuvdoimonapabupeoelopnd la kot umoBupeoelSIoUO UTIO aywyn.
FovISLOKOG EAEYXOC OTN UNTEPA KOL OTN UNTPLKA ylayld avédelfe mapaAiayr ¢.305>T oto yovidlo
GNAS. To veoyvo gudavilel 1blalov npoowrneio (kabilnon Baong pwvog, Koviog AALUOC, TIPOEXOV
HETWTO), UNKOC owuatog <10" EO, 6pxelc mou PnAdadlovtat evtoc Twv BouBwvikwy mopwv. Tn 140
nuépa Lwng StamotwOnke uPnAn T TSH (40miu/L) ontote 1€0nke og aywyn pe AsBobupolivn. H
napaBoppovn Bpebnke emiong avénuévn aAAd pe duololoyka enineda acBeotiov oe OAn
voonAeia. Yriepnxoypadikdg EAeyxog eykedalou, kKolliag xwpig maboAoykd eupruata.
AnoteAéopata: AOYw OLKOYEVELAKOU LOTOPLKOU, PaLVOTUTIOU KOL EPYOOTNPLAKWY EUPNUATWY EYLVE
YOVLSLOKOG €AEYXOG OTO VEOYVO Kal avixveUTnKe o€ etepoluywtia n mapaAAayn c.305>T (n bla pe
UNTEPA KoL ylayld) oto yovidio GNAS. Eywve Slacuvdeon pe matdo-evOOKPLVOAOYIKO TUAMA yla
mapakoAovuOnon.

Tupnepacpata: To yovidio GNAS sudavilel yoveikr anotunwon. Otav n mapaAAayr evrorniletal
OT0 UNTPWKO aAAAAlO, Omw¢ otn Ok Hag TeEPUTTwon, avauévetal  GavoTumog
Peuvbolnopabupeoeldlopov la. H avixveuon tng¢ mapoaAlayng €lvol onpOvTikh TOCO ylo TN
POYVWON Kol TN owoTr mapakoAolOnon Tou veoyvou 000 Kal yla TN YEVETIKA kaBodiynon tng
OLKOYEVELQC.
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AAO07. NEPITPA®H NEPINTQIHI NEOINOY ME TPIZQOMIA 21 KAI MAPOAIKH ANQMAAH
MYEAONOIHZH

Awatepivn MaptwvornovAou, Aptadvn MamadomovAou, Anuntplog latpou, ABavacia Wwud,
Zovavn Koutor, MaydaAnvn Ztépmn

NeoyvoAoyiko Tunua- MENN EZY, I.N. Innokpdteio OsooaAovikng

Eloaywyn: H tplowpia 21 eivat n cuxvotepn XPWHOOWHLKN avwioAia pe enintwon 1/700 yevvnoelg
. 2€ éva T0o0oTo 40% bev gpdavilel coBapég ouyyeveic avwpaAies. Mia omavia aATOAOYLKA
avwpoAia mou epdaviletal oe autiv TNV opada eival n mapodikny Asuvxalpio 1 mopodikn
nueholmepmAaoTikn dtatapayn.

ZKOTOG: ZUCXETIOUOG TNG TPLOWHLOG 21 e pia omavia atpatoloyikn dtatapaxn.
YAk6-MeOodoAoyia: Neoyvd dppev, YeVnUEVO OO TPWTOTOKO UNTEpa 38 etwv, pe AK=40
Bdouadeg, pe kowoaplkn toun , Slakopiotnke otn MENN amd WOWTKO paleuthplo Adyw
BpopPorneviag kal GAVOTUTILKWY XAPOKTNPLOTIKWY cuvdpopou Down. Ta CWUATOUETPLKA TOU
veoyvou ntav otnv 50" EO. Adyw umofuyovaluiag téBnke oe xopriynon ofuyovou. To veoyvo
eudavile  ocoPapry OpopPorevian  (<20000/ mm3)  HE  VEVIKEUMEVEC TIETEXELEC  Kall
nnatoonmAnvopeyaAia. O €Aeyxog Aolpuwéng ( ouyyevoug f TEPLYEVVNTIKNAC) ATAV OPVNTIKOG .
AnokAelotnke n mBavotnta veoyvikng aAloavoonc BpopPomneviag kat IntROnke TANPNG
avooodalvotunog. Metayylotnke 25 GopEG e aLUOTETAALN, GPEOKO KaTEPUYUEVO TAGOUA Kall
xopnynonke y-adaipivn.

AnoteAéopata: Tnv 9" nuépa t€0nke n Stayvwon ofelag peyakapuoBAactikng avatpiog (M7) kat
geklvnoe xnueloBepameutikd oxnua .0 Kapuotumog Tmepldeplkol aipatog emiPeBaiwoe v
Tplowpia 21. H poplakn avaiuon avedetée 17,5% datumna CD34+CD45 evw 0 HOPLAKOG KAPUOTUTIOG
yla petdAAagn tou yovidiou GATAL Rtav apvnTkog. Metd tnv oAokArpwon tng Beparmeiag o véog
avoocodalvotumog nTav BeAtlwpévog kat otadlakd anokataotabnke kat n OpopuPormevia.
Tupnepacpata: H mopodikr LUEAOUTEPTAAOTLKA VOCOG OXETL(ETAL e cUVEpOUO Down Kot TIPEMEL
va tiBetatl otn dadopikn Sdyvwon veoyvwy Tou mapouctdlouv onpeia Kal CUUMTWUATA TTOU
TIAPATEUTIOUV OE oUyyevr Asuxaluia. H avixveuon petdAAa&ng tou yovidiou GATAL umopel va
XpnotuorotnBetl yla tnv avayvwpLon tng EAAXLOTNG UTIOAETOUEVNG VOOOU.

——
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AA08. KAINIKH KAI TENETIKH MEAETH NEPINTQ2ZHZ ZYNAPOMOY ANENAPKEIAZ MEF2C
Anurtplog Aurmitkag!, Xplotodopoc MNatlakng 4, Mapia Itédal, EAeva Opuoipa3, Kwvotavtivog
Itpatdknc?
IASTREA HEALTH, latpeio levetikrig, EvS/ytac kot SupuBoulsutikic, ASnva
2AITENIA, Tevetikn & latpikn AkptBeiac, IMBB, ITE, HpakAsto, Kpritn
3Epyaotripto latpikri¢ Mevetikrg, EKMA, ASnva
“DNABIOLAB, HpdkAsto, Kpntn

SOEALEIN e BANTTERY

Ewocaywyn: H avemdpkela MEF2C eival omavia €mKPOTAC, OQUTOOWLLKA KOl VEUPOAVATTUELAKN
Swatapayn pe eupl paoua dpatwvotunwy. MpokaAeital amd PeTaAAAelg, KUplwe eAAelpeLg, oTo
yovidio MEF2C. O petaypadikog mapayovrag MEF2C puBuilel tnv Asttoupyla TOU LLUOOKEAETLKOU,
KapSlayyelakoU, VEUPOAOYIKOU, KPOVLIOTIPOCWTTLKOU KOL AVOOOTIOLNTLKOU cuoThatog. Ot acBeveic
eudavitouv kaBoAikr avamrtuilakn KabBuoTtépnon, UTIOTOVIiA, OTEPEOTUTIKEC KLVIOELG XEPLWV,
HELWHEVN SlovonTikn avamtuén pe dtwyxn 1N avumapktn ophia Kot Statapaxeg cupunepldopdc.
Mepimou to 80% Twv acBevwv epdavilel eMIANMTIKEG Kploels. H Bepaneia e€atopikeVeTal AVOAOYWC
TWV CUUMTWHATWV.

ZKkomoG: Avadelfn tng oupBOANG TNE YEVETLKAG LATPLKAG OTOV CUCXETIOUO TWV KAWVIKWY dedouévwv
LLE TOV YOVOTUTIO UE OKOTO TNV uPnAdTePN KAWVLKA uTtoyia, TNV euatobntomnoinon, t Stepelivnon
TOU YEVETIKOU alTLOU KoL TNV EEATOUKEUEVN Beparmeia.

YAk6-Me0BodoAoyia: OnAu 16 eTwv 0To PACHA TOU AUTIOHOU e KaBuotepnuévn avantuén Adyou,
ovamtuélakn, VONTIKA Kal KWNTK KaBuotépnon UE €vopén CUUMTWUATWY HETA TNV YEvvnon.
Mpayuatomondnke ANPn totoptkol, amopovwon DNA amd kuttapa mepldpeplkol OpPOTOC Kot
aAAnAovyLon OAwv twv e€wviwv (WES). To anotéAeopa emPeBatwbBnke KoL €yve EAEYXOG YOVEWV
he Sanger aAAnAouxLon.

AnoteAéoparta: AvixvelBnke otnv acBevn n de novo maboyovog f mbavov maboyovog apaliayn)
€.230A>G (p.Glu77Gly) oto yovidio MEF2C, cUudwva pe adyoplBuoug taflvopunong kot mpoBAedng
kKaBwg dev €xel avadepBel otnv debvn BLPAloypadia.

Tupnepacpata: H opyavwpévn kataypadr O MOYKOOWULO TUMESO TWV UETOAAAEEWY TIOPEXEL
TAnpodopieg Mou cUPBAANOUV OTNV TIPOYVWOTN, OTNV TANPECTEPN QVILLETWTIILON KAl TNV YEVETIKA
OUMBOUAEUTIKA TNG OLKOYEVELAG.

——
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AA09. T-ZAPKOTAYKANOIAGEIA ME TAYTOXPONH BAPHKOIA AOIQ METAAAA=ZHZ THZ
KONNE=INHZ-26 ZE POMA NHNIO: NEPITPA®H NEPINTQZHZ

DAwpa TUdn?, lwavvng-PadanA Zdpkog!, Kuptakh Kékou3, Natdoa Kopwva?, Mapia Biyyou®,
Muptw MovAou?, Ayyehikry KohtaAé€n?, Kwvotavtivog Boudpnc?, Avaotacio KoviSapn?

1B’ Naibiatpikny KAwvikry EXY, TNIMA M&A Kuptakou, ASHva

2 NeupoAoyikd Tunua, FNMA M&A Kuptakou, Adrva

3 Epyaotnpto latpiknc levetiknc, EKMA, ASnva

4 lvotitouto Yyeiag tou lMaibiou, AisvBuvon Mevetiknic, ASHva

Eloaywyn: O 1l6puTikég taBoyoveg mapaAAayEC mapatnpouvTal Le UPNAR cUXVOTNTA O KAELOTOUC
nmAnBuopoucg (Pouad), omwg n mapaiiayn c.848G>A tou yoviSiou TNnG y-capkoyAukavng mou sivat
umevBuvn yla ™ Zwviwaio Muiky Avotpodia tuomou R5 (LGMDRS5)(MIM#253700). Emiong, n
naBoyovog mapalayn c.71G>A (GJB2; NM_004004.6) tng Kovve€ivnc-26 eival WOPUTIKN OTOUG
Popua.

Zkomog: Meplypddetal n mMpwIn MeEPIMTWON, anNd 000 yvwPLloupe, Popd vnmiou pe TAUTOXPOVN
unapén y-oapkoyAukavomndBelag pe Bapnkoio Adyw mapaAlaywv TnG Kovveivng 26.

YAKO: MpokeLtal yla viaTio 3 eTwv, Poud, pe 1otoptko Bapnkotag Kot yoveig pe 2° Babud ouyyEvelag.
ElonxOn Aoyw RSV Aolpwéng avamveuoTikoU, auENUEVWY TILWV NIATikwV ev{Upwv Kat CPK (26.286
U/1). Artd TNV aVTIKELMEVIKN e€€TAON TTOPOUCLAlEL uTtepTtpodia yaoTpokvnuiwy kot Aopdwon.
Me0Bodoloyia: H aoBevig avtlpeTwiotnke Ye umepevudatwon Kal aAkaAomoinon olpwv, MPOC
amoduyn vedplkng BAABNC. AlamotwOnke mtwon Twv THwV TG CPK, xwplc opwe emavadopa oe
dUOLOAOYIKEC TLUEG. O KapdLoAoyIKOG EAeyxog NTav xwplc mtaboloyikd eupripata. H CPK Twv yovéwv
Atav €viog ¢uclohoylkwv opiwv. Eywve veupoAoylkr ekTipnon tng aobevoug kal Intnbnke
OTOXEUMEVOC YEVETIKOG EAEYXOG 0apKOYAUKAVOTIAOELWY, UE BETIKO AMOTEAECHA, OTIOTE AKOAOUONOoE
TIEPALTEPW YoVISLaKOG EAeyxog Bapnkolag.

AnoteAéopata: O yeveTIKOG €AeyxoC MUKWV Suotpodlwv aveédelfe tnv WOputikn Taboyovo
napaAlayn c.848G>A o€ opoluywTtia, XAPOAKTNPLOTIKA TNG Y-COPKOYAUKAVOTIAOELOG TIOU €XEL
StamotwBel kal oe dAAoug Popd mAnBuopoug otnv Eupwrn. O MEPALTEPW YEVETIKOG EAEYXOG
Bapnkoiag avédelée tnv maboyovo mapaAdayn c.71G>A; p.(Trp24*) tou yovidiou GJB2 ot
opoluywrtia .

Tupnepacpara: I KAELoTOUG MANBUGUOUG, OTtwg oL Popd, pe tnv evdoyauia tdlaitepa cuxvn, elvat
duvatév o odawotunog evog acBevoulg, va SikaloAoyeital OxL HOVO amd TOV €AEYXO HLOG
OUYKEKPLUEVNG opadag yovidiwv aAAd va XpeLAleTaL ETEKTACN TOU YEVETIKOU €AEYXOU Kal o€ AAAQ
yovidia.
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AA10. MH ANOzOZ EMBPYIKOZ YAPQIAZ ME AITIONOTIA ZNANIA DE NOVO METAAAA=ZH
ZYNAPOMOY NOONAN

Awatepivn MapTtwvomovlou, Mapiva Zeipavidou, Zilovavr Kouton, ABavacioa Wwud, Anuntplog
latpoV, MaydaAnvn Ztépmn

NeoyvoAoyiko Tunua- Movada Evtatikric NoonAgiog Neoyvwv EZY, leviko Noookoueio ImmokpateLo
Oeooalovikng

Eltoaywyn: O pn dvooog euBpuLkog UOPWTAC OXETIIETAL UE CUYYEVELG AVWHOALEG KL QTOTEAEL pia
ocoBapn datapaxn tou ¢pacuatog tou cuvdpopou Noonan. To cuvdpopo €xel emimtwon 1: 2500
YEVVNOELG, KANPOVOUELTAL PUE TOV AUTOOWHLKO ETILKPATOUVTA XOPAKTHPA KAl OXETI{ETAL e TIPOWPO
TOKeTO, 8Lalov mpoowmeio, ouyyeveic kapdlomabeleg, Statapaxeg tng AEUdou Kol HaBnoLaKES
SuokoAiec.

ZKomoOG: H KAWVIKA onuooia TG avayvwplong oTAviwy EMUTAOKWY Tou cuvdpouou Kal n BornBela
otnVv TeAKn dtayvwon Ue TV e€EAEN otV aAANAoUXLON KWSLKOTIOLOUGWY TIEPLOXWV .
YAk6-Me0BodoAoyia: Neoyvo MpwTOTOKOU UNTEPOG YEVVNUEVO LE KALOOPLKT TOUR AOyw EUBPULKOU
U6pwra TNV 34" Bdopada , pe TMOAUAUVIO , HN GvVOONG aLTloAoyiaG, OQVTIUETWIETAL HE
Bwpakomapakeévtnon Kot pnxovikn urmootnptén. O €éAeyxog Aolpwéng nTav apvntikog. H e€étaon
TOU TTAEUPLTLIKOU LYpOoU €8¢eL€e SLibpwpa. ZTAABNKe MARPNG EAeyxog yla Sleukpivion tng attioAoyiag.
Me tnVv évapén ¢ EVTEPLKAG GLTLONG MO poucLAOTNKE XUAOBWpaKag Kal xopnynobnke oktpeotidn pe
otadiakn BeAtiwon. To veoyvo €AaPe e€ltriplo 2 UNVEG UETA O KOAN YEVIKH KATAOTOON HE
HOYVNTIK €YKEPAAOU XWPLG TTABOAOYLKA €UPNUATA, AKOUOAOYIKO Kal odpOaApoAoyiko €Aeyxo
dUGCLOAOYLKO KOL EV OVOLLOVI) TOU YEVETIKOU gAEyXoU. DOVOTUTIKA TO POVO UTIOTITO EUPNUA ATAV N
XaunAn npocduon wtwv Kat pia petpiov Babpol otévwon MVEUUOVLKAG TEPLPEPLKOU TUTIOU.
AnoteAéopata: AviyveUuBnke oe etepoluywTtio N VOUKAEOTIOWKN avtkatdotacn ¢.731C>G oto
yovidlo LZTR1 oto xpwpoowua 22. MNpokettal yio moapavonuatiky aAayn ( p.Ser244Cys). To
geupnua 6ev BpEBnke oToUG Yoveig dpa mpOKeLtal yia de novo PETAAAAED.

Tupnépacpa: H mpoyevwnTikn Slepelivnon KAWVIKWY KoL €EPYAOTNPLOKWY EUPNUATWY UTOPEL va
BonBrosL otnV aveLPECH OTIAVLWYV TIEPLITTWOEWV N Avooou Udpwra, va tebel cuvtoua n Stdyvwon
KOl L€ TN YEVETIKN OUPBOUAEUTIKN va 600¢el katevBuvoN yla MPWLUN TTOPEUPACN OTLG OLKOYEVELES
TWV MAOXOVIWV.
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AA11l. ZIYIXETIZH YNOMAAZIAZ/AMOYZIAZ PINIKOY OITOY ME ANEYMNAOEIAIEZ KATA TO
YNEPHXOINPA®HMA 1°Y TPIMHNOY KYHZHZ

2aBBag Apyupidng, EAeva XatlnayyeAn

Mateutikn fuvatkoAoyikny KAwvikn, Noookoueio Apytentiokornog Makaptog I, Acsukwoia, KUmtpog

Eltoaywyn: H unmonmAaocia i anouacia Tou pvikol 0otou amnoteAel untepnyxoypadikd Seiktn Katd To
unepnxoypadnua 1° tpyunvou KUNONG, O Omolog €xelL CUCXETLODEL Kuplwg PE TNV Tapoucia
aveumdoeldiag kat elSIkOTEPA TNG TPLOWLaG 21 (Down’s). ExeL emiong cuoxeTLoBel pe TV mapoucia
AAAWV aveUTIAOELSLWYV OTIWG TPpLowpia 18, 13, aveurhoeldieg dUAoU aANG pmopel va aveupeBel kal
og ouxvotnta nepimou 1% o€ eUTTAOELSIKEC KUNOELG, KUPLWG adpLkavikng mpoélevonc. Mmopet va
OTOTEAEL HEUOVWUEVO UTtEPNXOYPOPLKO eUpnua | va cuvdualetal e AAAOUC UTEPNXOYPADLKOUG
Seikteg OnMweg auvénuévo maxog auvxevikng Siadavelag, maboloyikn porp dAeBwdoug moépou N
avemnapkela tplyAwywvog BaABidac.

ZKOTOG: H OUOXETION XPWHOOWULKWY OVWHOALWY HE TNV uTtomAacia 1 anmAacia pwikol 00Tol w¢
HEUOVWUEVO EUPNUO KOL OTNV TIOPOUCIO AAAWV OXETIKWV UTIEPNXOYPADLIKWY SEIKTWY, KOTA TNV
Slevépyela umepnyoypadnpatoc 1% tpuurivou KUnone.

YAk6: 1058 kunoelg mou umoBAnOnkav o umepnyxoypddnua 1°¥ tplunvou KUnong oto Tunua
EuBpuopuntpkng latpikng tng Mateutikng TuvaikoAoywkng KAwikng tou Noookopeiou
Apyxlemiokomo¢ Makaptog Il Aeukwotag, petagy 01/01/2019 kot 31/12/2021.

Me0BodoAoyia: Avadpopikr LEAETN KUNOEWV TIOU SlayvwodnKayv e UTIOMAACLA 1} AMAaoia PLVIKOU
0oToU pe Baon o mpwtokoAAo eE€taong Tou Fetal Medicine Foundation, ite w¢ pEPOVWUEVO 1) LN
gupnua Kal urtoBAnBnkav os e€€taon mMPoyevvnNTIKAG Stdyvwong (apviomapakévinon) n e€€taon
eAelBepou euPputkol DNA, avaAoywc TG EMAOYNC TOUC KATOTILV YEVETIKNC OUMBOUAEUTIKAC.
AnoteAéopata: JuVoAlka 83 Kunoelg Stayvwaobnkav pe unomAaoia/amAacia pvikol 00ToU Kotd
NV UTO e€€taon mepiodo, ek Twv omoiwv 53 w¢ pepovwpévo evpnua Kat 33 pe mapoucia GAAwv
OXETIKWV UTIEPNXOYPADIKWVY SEKTWV. ZTNV OpAda pe PePOVWHEVN umonAacio/anAacia to 55%
Atav adpkavikng kataywyng, 10% aoctatikng kot 35% Aeukng Gulng. H péon untpkn nAkia ntoav
Ta 26 xpovia kot uPnAo e§atoukeuevo pioko tplowpiag 21 oto 15% twv meputtwoewv. To 55%
eneleée va untoPAnBel oe ef€taon eAevBepou guPpukol DNA, to 15% O€ QUVIOTIOPAKEVTNON KO
0 30% avopov ewg Olevepyela umepnxoypadiUatog eUBpUKWY avwuoAlwy. To TOo0oTo
XPWUOOWHULIKWY OVWHAALWY oTnV opdda autn Atav 5% (tplowpia 21). Ztnv opdda pe mapoucia
AAAwv uTtepnxoypadkwv detktwy, To 15% Atav adpkavikng GuAng, to 5% aclatikig kat to 80%
AeUKAG GUANG, Pe pEon KNTPLKN NAKia ta 35 xpovia kot UPnNAO €EATOULKEVUEVO pLOKO TPLOWHLOG
21 oto 90% twv TEPUTTWOEWV. To 80% twv mneputtwoswv enéleée va umoPAnBel oe
apviwomapakévinon, to 10% oe efetaon eAlevBepou euPpuikol DNA kat 1o 10% avapovr yla
Slevépyela unepnxoypadnUaAToS EUPPUIKWY avwUaAlwy. To TOGOOTO XPWHUOCWULKWY OVWUOALWY
otnv opdda avtn ATav 65% (kupilwg tplowpia 21).

Tupnepaocpata: H unomhaocia/amAacio pwikol ootol amoteAel évav umepnxoypadiko Seiktn
XPWHOOW UKWV OVWHOALWVY 0 OMOL0G W LEUOVWHEVO EUPNUA TUYXAVEL OTLG TIAELOTEC TIEPUTTWOELG
SL0POPETIKAG AVILUETWIILONG OE OXEON LLE TNV MOPOUCLA KAl AAAWV UTEPNXOYPADLKWY SELKTWY,
kaBwg duvatatl va anoteAel dpualoAoyikr) mapallayn KUplwG 0€ YUVALKEG APPLKAVIKAG KOTOYWYNC.
OLyuvaliKeg TIou ETUAEYOUV OUXVOTEPO TIPOYEVVNTIKN SLAyVwon (OVIOTIApOKEVTNON) AVI|KOUV OTNV
Katnyopla auénuévou e€QTOUIKEUIEVOU PLOKOU, AUENUEVNG UNTPLKAG NALKLOC KAl TTapouoiog AAAWV
UTTEPNXOYPOPLKWV SEIKTWV.
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AA12. TENETIKH AIEPEYNHZH THZ AINOAYZTPO®IAZ ME WES
Xapihao¢ KwotovAag!, lwdvva Mmovunal, ABavaocio Sesoog?!, Stéhog Tiykag?, Kpuotalévia

Ahe€avdpakn3, AAe€avpa Mnapyuwta?, Bata Aapmadidpn?, lwavvng Nrewpyiou?

IEpyaotripio latpikric levetiknc otnv KAwikn lMpaén, Tunua latpiknc, SxoAn Emotnuwv Yyeiagc,
MNavemnotiuto lwavvivwy, lwavviva

2Evbokptvodoyikny KAwvikn, Tunuo latpikrg, SxoAn Emotnuwv Yyeiag, Mavemotiuio lwavwivwy,
lwavviva

3B’ Xewpoupyikri KAwvikri, Apetaisio Noookoueio, Tunua latpikrig, SxoAn Emtotnuwv Yyeiag, ESviko
kat Karrodtotpiako Mavemniotriuio ASnvwy, AGnva

IKAwvikry EvSokptvodoyiac kat MetaBoAikwv Noowv, Turipo latpikric, SxoAn Emotnuwv Yyeiac,
Maveniotnuio Oecoaliac, Naptoa

°B’ MaSodoyikry KAwvikn, Tunua latpikrc, SxoAr Emotnuwv Yyeiag, ESvikS kat Kamoblotplakd
Mavemniotnuio ASnvwy, lMNaveriotnutako Mevikdo Noookoueio «Attikov», AGnva

Ewocaywyr: Ot Autoduotpodiec amoteAoUv pia opdada omaviwv Slatopaywv, HE HeEYAAN
ETEPOYEVELQ, TIOU EMNPEAIOUV TNV KATAVOWN Kal TN Aettoupyia Tou Amwdoug Lotou. To peyaio
dalvoTuTKO gUpoCg Tou epdavilouv, oe ocuvduaopo PE TNV TEpLOpLOpRévn SlaBéoun yvwon,
KaBlotouv tn Sldyvwon Toug HeEYAAn pokAnaon. Xtn StayvwoTtikn Stadikaocia, wotoco, daivetal
WG Uropel va cupBaiel n aAAnAovyion tou cuvoAlou Twv e€wviwv (WES).

ZKOTOG: IKOTOC TNG MEAETNG elvat n afloAdynon tn¢ StayvwoTikng afiag tou WES og mepUMTwoeLg
OTOHWV HE KAWVIKO dpatvoturo Autoduotpodiag.

YAkO: AvaAuBnkav 31 maoyovteg kal xpnowuomnow)dnke DNA, mou anopovwinke ano nepldpepLkod
atpa.

MeBoboloyia: Ou ouppetéxovieg, adol £6woav TNV evumoypadn ouvykatabeon Toug,
urtoBAnNBnkav oe ANPn mepudepkol aipartog, e€aywyry DNA kot yevetiky avaluon WES. To
TIPWTOKOAAO UEAETNG TIOU Xpnolpomolionke eivat to DNA Prep Exome2.0 Plus Enrichment kat
Mitochondrial DNA, lllumina kat n aAAnAouxlon paypatonolifnke oto yevetikd avalutr NextSeq
1000, lllumina. H BomAnpodopiki avalucon €ywe Pe TNV Xpnon twv aiyopiBuwv GATK kat
ExomeDepth, oe kwdwa R. H epunveia twv mapaAllaywv mpaypatonow|Bnke Ue tnv xprnon
AoylopikoU Franklin by Genoox kat n afloAdynon twv eupnUATwy €ywve BACEL TwV KpLTnplwv Tou
ApepikavikoU KoAeyiou Mevetikig kat Novidwwpatikns (ACMG).

AnoteAéoparta: And ta 31 dtopa ota omola npaypatonotiOnke WES, ota 19 (61%) Bpednke mwg
€depav kamola onpelakn mapaliayrn. And TG mopaAlayEg autég, oL 6 (32%) elval véeg un
KOTAYEYPAUUEVEG OTLG BAOELG SESOUEVWV.

Tupnepacpara: To WES anotelel éva onuavtikd KAWIkO epyaleio, Tou pmopel va aflomolnOet otn
Slepelivnon tng yevetkng Baong tng Autoduotpodiag. Zadwe uneptepel o€ oxéon Ue ta panels
TIEPLOPLOUEVOU aplBuol yovidiwv, divovtag tn duvatdotnta mpoodloplopol VEWV yovidiwv Kal
napoAAaywv mou Sev ATAV aKOUn oadng n CUCXETLON Toug e Tn Autoduotpodia.
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AA13. EYPYTEPO ®AZMA KAINIKOY MAINOTYNOY ZMANIAZ AIATAPAXHZ MIKPOEAAEIMMATOZ
12p13.33 - NEPITPA®H NEAZ NEPINTQZHZ

staupoUAa Wwvn?, Eupavounh Mavwldkog?, Ewprivn Tooutoou?, EAeva Opuoipa’
Mabiatpoc-Ebikevdeioa otnv latpikr Mevetikn, Kaaudra-Adrvo

2KAwvikoc-Epyaotnplakoc levetiotric, ATG-Access-to-Genome, Clinical-Laboratory Genetics, Adriva
3SErmugAntoia A’ Maubiatpoc-Tevetiotpia, Movaba Meooysiakic Avawuiac, [eviké Kpatiko
Noookoueio Adnvwyv “T. Tevvvnuatag”, AGniva

IKaOnyntpia latpiknc revetiknic, latpikn SxoAn EKMA, ASrva

Ewcaywyn: To ocuvdpopo pikposAAsippatog 12p13.33 eivat pia moAv onavia Slatapoyh Tou Aanw
GKPOU TOU Bpox€oG OKEAOUC TOU XPWHOOWHATOG 12 pe molkilo ¢atvotumo, mou mepthapBavel
eldlkn  katnyopia yAwoowkng OSwatapaxnc (ampafia Adyou), avamtuélakn koabuotépnon,
npoPAnuata cupneplpopdg Kat AT 1 anovra SucpopPLKA oToLyela

Zkomog: H mapoucia véag mepimtwong 12pl13.33del kot eupltepo HACHA YOVOTUTIKWV-
dALVOTUTIKWY CUCXETIOEWV TOU OUVOPOUOU

YAkO: Mpokettal yla appeva aoBevi nAkiag 12 Twv mou yevvnOnKe PETA amo TeEAELOUNVN KUNON
omo yovelg un ouyyeveic petafl TOug, UE amoucia AOyou, HETPLA VONTIKN KOL KLVNTIKN
KaBuOoTEPNON, VEVIKEUUEVN UTIOTOVIOL KOL LOTOPLKO ETUANTITIKWY OTOCUWY, Kpulopxloag Kot
ouyyevoug koapdlomadBelag (HeookoWlakn emikowwvia). Xtnv kAWK €f€taon mnapouciale
npoyvoBlopd avw yvabou pe aduvapia oUYKAELONG TwV XEWEWV Kol OlEAOppoOLd, QVWHAALEG
obovtwy, epPublopévouc opBaApoUG, oTpaBLopo kal xapunAn 6€on wtwv.

MeBodoloyia: Tnv KAWVIKN e€€Taon Kol TAPOKALVIKO EAeyXo aKOAOUONOE YEVETIKOC €AEYXOC ME
HopLako kapuotumo (array-CGH) (Agilent Technologies 8X60K G3 ISCA V2 microarrays).
AnoteAéoparta: H avaAuon Tou YeVETIKOU UALKOU Tou a.cBevoug £€6eL€e TNV mapouaia evog de novo
eMelppatog peyéBoug ~2,6 peyaBdcswv  TNG  XPWHOOWUATIKAG Tepoxng 12p13.33
(chr12:230,421_2,873,676) mou meplhapPavel 15 katayeypapuéva yovidia otn Bdaon dedouévwv
OMIM, amo ta omoia yvwotn¢ KAWIKAG onpaciag sivat ta yovidta WNK1 (*605232), CACNA2D4
(*608171) kot CACNAIC (*114205).

Tupnepacparta: Xtn PiPAoypadia €xouv meplypadel meplmou 28 MePUTTWOEL; GUVEPOUOU
12p13.33del pe mowkido veupoavamtuélakd ¢atvotuno, avaloya mbavwg pe to péEyeBog Tou
eMEUPOTOC 1 N KOOOPLOPEVEG ETILYEVETIKEG eTLOPAOELS. AucpopdLKA oToLxela mapatnpnBnkav
070 60% TWV MEPUTTWOEWV, OTIWG ONUELWONKE Kal otov acBevi pag. H Aemtopepng kataypadn kat
YEVETIKI avAAUON VEWV TIEPLOTATIKWY Bal CUVELODEPEL TNV KATOVONGCN TWV KALVIKWV GOLvVOTUTIWY
Kal oTnVv kaBodrynon Twv acBevwv Kal TWV OLKOYEVELWV TOUG.
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AA14. 2YNAPOMO NOAYKYZTIKQON QOOHKQN KAI YOTONIMOTHTA: O POAOZ TQN EXOSOMES
KAI TQN MH KQAIKOMNOIHTIKQN RNA

Tlwptliva Toemavi!, Xpriotog Atdyvng?

IMovaba Evratikric Oepaneiog Maibwv, Meviké Noookoueio Maibwv MevtéAng, ASiva

’Movada Evratikrc Osparnciacg, eviko Noookoueio Noonuatwv Owpakoc «H Swtnpia», Adiva

Eltoaywyn: To ZUvSpopo MoAukuoTtikwv QoBnkwv gival n cuxvotepn evookpLvoAoyLKkn dlatapaxn
OTLC Yuvaikeg avamapaywylkng nAkiag. AmoteAel gl TOAUCGUGOTNUATIKY) VOGO TIou ekOnAwveTal
ouvABWC PE CUUTTTWHATA OTIWCE N aKU, 0 SacUTPLXLOUOG, oL Statapaxes wobulakloppnéiag kat n
uTtoyovipotnta. H umoyovipotnta anoteAel to ouvnBéotepo AOGYO TIOU OL YUVAIKECG KaTadpEUYyoUV
otnv avalntnon Tpkng Bonbelag kat tibetal n dtayvwon.

ZKOmOG: H ouox£Tion TG £kPpacnG TOU YOVISLWHATOG, TWV eXxosomes Kal TG CUYKEVTPWoNG miRNA
ota BloAoyka uypd, He TNV epdavion vmoyovipotntag oto 2MNQ.

YAlk6 — MeBoboloyia: Avalitnon HETA-OVAAUCEWV KOl CUOTNHOTLKWY OVOOKOTIHOEWV TNG
teAevtalag mevractiog otic Baoelg Sedopévwyv Pubmed, Cochrane kat MEDLINE.

AnoteAéopata: Ta exosomes GEPOUV HAKPOUOPLA OTIWE MPWTEIve, Autidia kat miRNA ta omola
evrtornilovtal o€ auENUEVN OUYKEVTPWON OTOV 0PO TOU AHATOG, 0TO BUAQKIKO UYPO, OTA KOKKLWEN
KOTTOPA, OTO UNTPLKO YAAQ KOl OTO OAALO TwV Yuvalkwv He XMQ. Tuykekplpévol Tumot miRNA
daivetalva eivat avénuévol ota Blodoyika vypad (miR-18b,miR-146a,miR-135a,miR-93,miR-21) evw
aAMa miRNA evtonilovtol oe pkpotepn ouykévipwon (miR-320a, miR-92a, miR-92b, miR-323-3p)
OTLG Yuvaikeg pe 2MNQ og ox€on He Tov vyl MANBuouo.

Tuunepaocpata: Ta Exosomes mailouv onuavtikd poAo otn pubuion tng ékdppaong yovidiwy, tnv
avamntuén Twv woBUAAKLWYV Kal TWV wapiwv, Tn yovipomnoinon, tTnv epdutevcn Tou euBpuou kat tnv
ETUTUXNMEVN gyKUOoUVN. H ocuykévipwon tTwv miRNA cuoxetiletal pe tnv avamtuén tou ZMNQ kat
™G emakoAouBn¢ umoyovipotntag. lMNa autoug toug Adyoug péAeL va e€akplBwBel o poAog Toug
OTOUG TIABOYEVETIKOUG UNXAVIOMOUG Yla va UMOPECOUV va Xpnolpomnolnfolv wg Plodeikteg otn
Slayvwon kal otn Bepameia tov cuvdpopov.
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AA15. EQDAPMOTrEZ TOY IYITHMATOZ CRISPR/CAS9 ITH OEPAMEIA THZ MYIKHZ AYITPO®IAZ
DUCHENNE

Xpriotog Atdyvng?, T¢wptliva Toemavi?

IMovdba Evratikric Oepaneiac, Mevikd Noookousio Noonudtwv Owpakog «H Swtnpio», Adrva
’Movada Evratikrc Osparnciac Maidwv, Meviko Noookoueio Maidwv MevtéAne, ASHva

Eloaywyn: H puikn duotpodia Duchenne (Duchenne Muscular Dystrophy- DMD) amoteAel pia
coPoapn yevetikn Slatapaxn mou xopoktnpiletal amd mPoodeuTik eKUALON TWV HUWV Kal
oxetiletal pe petaAdatelc oto yovidio tng Sduotpodivng. To yovidio DMD ebpdaletal oto
XPWHOoWHA X Kal anoteAeital and 79 s€wvia mou Kwdikomololv TV npwteivn duotpodivn. H
texvoloyia CRISPR/Cas9, n omoia mpoodEpel akpiBeLlo 0Tn YEVETLKN TPoOmormnoinan, €XeL avoiget
VEOUC SpOUOUC YLa TNV AVTLETWTLON TS DMD.

Ikomog: H mapouoiaocn tng spoppoync tg texvohoyiag CRISPR/Cas9 otnv mpoomndbela
QVTLUETWTILONG TNG DMD.

YAk6 — MeBodoloyia: Mpayuatomoltibnke avalitnon avaokoTiKwV apbpwv Kol EPEUVNTIKWY
HEAETWV SNUOCLEVPEVWY OTNV aYYALKA YAWOOoO OTLG NAEKTPOVIKEG Baoelg dedopuévwy «PubMed» &
«Google Scholar». EmAéxtnkav £EL apBpa tn¢ teAeuTaiag mevraetiag mov nrtav dtabéoipa os MANpPEG
Kelpevo.

AnoteAéopata: H DMD mpokaAeital amo HeTaANA€elg (amalolpEg, avtlypadEG Kol ONUELOKES
HeTaAAAgelg e€wviwv) mou Slatapdooouv To avolxtd TAAiolo avayvwong tng duotpodivng, Ue
OTOTEAECLO TNV TTAPAYWYH KN AETOUpYIKWV PwTeivwyv. To ouotnua CRISPR amoteAsl pla ospad
ano emavalapBavopeveg alAknAouyiegc DNA ota Baktrpla, evw to Cas9 eival pa mpwteivn mou Spa
w¢ «poplakd PaAid» kat puropel va koPel to DNA, emtpénovtag tnv tpomormnoinon tou DNA pe
okpiBela kat anotedeopatikotnta. To CRISPR/Cas9 pmopel va amokataotroel Tn Aettoupyio Tou
yovidiou tng duotpodivng HEow amopdakpuveong, ELcaywyng Kat emavaniatosiwong e€wviwy.
Tupnepacpata: H xprion tng texvohoyiag CRISPR yia tnv avamtuén nmibavwy Bepamelwy yla tn
uuiky 6uotpodia Duchenne efeliooetal tayvtata. Mapd tnv mPoodo OpwE, TAPAUEVOUV
ONUAVTIKA £PWTAUATA CXETIKA HUE TIG TLOAVEG AVOOOAOYIKEG AVTLOPAOELS KAl TIG AVETIOUUNTES
TIAPEVEPYELEG. MExpL To 2021, umnpxav 35 KOTOYEYPOAUUEVEG KAWVIKEG OOKIUEC ME Xpnon
CRISPR/Cas9 yia tn Bepancia Sltadpopwv acBevelwv otnv apeplkavikn Bacn Sedopévwy, aAld
Kala oXETKA He T DMD.

——
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AA16. DYANOZYNAETH AIATAPAXH THZ NOHTIKHZ ANANTY=HZ TYNOY RAYNAUD-CLAES ZE OHAY
AZOENH

Adpoditn Kaumoupdkn!, Kwvotavtiva Kooupd!, Aavdan BeAtpd?, NikoAao¢ Mapwvakngl?,
NwkoAétta Zehévin!, BaoWeia XplotoSouldkn?!, Daidwv-Nwkoh aog TnAéunc?, Euvlaumia
Toevtepibou?!, lwdavva-Paxn\ Traeger-uvodwvol?!, XpuotaAléva IodokAeéouc!, MeptkAAG
MakpuBavaong!

IEpyaotripio latpikric Mevetikrc, latpikr SxoAn, ESviko kat Kamobiotptlako Mavemiotruto Adnvav
2Epeuvntikd Mavemotnuiako Ivotitouto MeAETne kat Avriuetwriiong levetikwv kot KakonGwv
Noonuatwyv tnc Moawdiknc HAkiag, EBviko kot Kamodiotpiako Mavemniotnuto AGnvwy

Ewoaywyn: To cuvdpopo Raynaud-Claes oxetiletal pe mapalAayég tou yovidiou CLCN4 kot amoteAel
duloouvdetn Swatapaxn TG vontikng avamtuéng. O mapaAlayéc CNCN4 sudavilouv mARpn
SlelodUTIKOTNTO KO TIOLKIAN €KPPACTIKOTNTA O APPEVO ATOPO Kol ateAn SielodutikdTtnTa pE
TIOWKIAN ekdpaoTikOTNTO 0€ BAEa ATOMAL.

ZKomoG: levetikny dlayvwon, mapakoAouBbnon kot cupBouleuTtikr) aoBevolg mou mpoonABe oe
NAia 12 pnvwv pe emtAnPia kat Ppuyokvntiki kKabuotépnon.

YAkO: To kopitol mapouociale Ama SUCUOPGIKA XaPAKTNPLOTIKA (Tukva $pudla, BAedapikég
OXLOMEC TIPOG TA KATW, opald SOVTLA, HAKPU MIPOCWITO), YEVIKEUUEVOUG TOVIKOKAOVLIKOUG OTIOLOUOUG
(maBohoyikd nAektpoeykedpaloypadnua), umotovia, Puxokvntik kKabuotépnon (kaBioe
oautovopa 11 pnvwy, amouaoia Adyou), ue maAvépounon o nAkia 5 pnvwv, oplakn UKpokedpaAia
(3n EO) kat maBoloyikr) poyvnTikn topoypadio eykedalou pe anwAela AEUKAG ouaiag.
Me0Bodoloyia: AlevepynBnke aAAnAouxnon Twv €€OVIKWV TEPLOXWV TOoU yoviSiwpatog (Whole
Exome Sequencing).

AnoteAéopata: O éleyxog amok@Aupe e€tepoluyn voukAeotldiky mapaAAayr, €.2152C>T, oto
€€ovio 12 tou yovibiou CLCN4, mou avapévetal va odnyel otnv avtikatdotoon p.Arg718Trp.
Jupdwva pe ta KpLtipla tou Apepikavikou KoAleyiou latpikng MFevetikAg kot MOVISWWHATIKAG
xapaktnpiletal Naboyovog. Metd tov €AeyX0 TWV YOVEIKWVY SELYUATWY amokaAUudOnke Twg n
napaAdayn eupdaviotnke €k véou otnv aoBevn. Ze emaveAeyxo o€ NAKIA 5 €TwV Kal PETA Ao
TMapeUPAOELS, TO KOpLToL MEPTIATAEL AVEEAPTNTA, XPNOLUOTIOLEL ETILDWVALLOTA VLA VAL ETILKOLVWVA OEL,
eKTEAEL AMAEG eVTOAEC, amoAapBavel tn ouvipodld Twv okelwv tnG. OL omacpol eAéyxovtal e
dapuakoBeparneia.

Tupnepacparta: Ek véou mapallayég tou CLCN4 oxetilovtal pe Bapu dawvotumo ota OnAea,
TLAPOUOLO UE T Appeva. H peydAn KALWVIKA ETEPOYEVELD daiveTal va oxeTIleTOL UE TN YEVETLKN BAAPN
kal 6ev duvatal va amokAeloTel Bavr) eUMAOKA NG amevepyomnoinong tou Xp.X, avadelkviovtag
NV onuaocia tng £yKalpng MapAOUI G KAl ETUAOYAG KATAAANANG SLAYVWOTIKAG TIPOCEYYLoNG.
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AA17. MAPAANATEZ TOY IFONIAIOY CNOT3 - MIA ANAAYOMENH ONTOTHTA ME NOAAA
nPOIQNA
Adpoditn Kaumoupdkn!, Kwvotavtiva Kooupd!, Aavdan BeAtpd?, NikoAaog¢ Mapwvakngl?,

(oU lvotrtol

NwkoAétta Ielévin!, BaoWeia Xpiotobouhdkn?!, @aidwv-Nikédaog TnAéungl?, Euvlaumia
Toevtepibou?!, lwdavva-Paxn\ Traeger-fuvodwvol?!, XpuotaAléva IodokAeéoug!, MeptkAAG
MakpuBavaong!

IEpyaotripio latpikric Mevetikric, latpikr SxoAn, ESviko kat Kamobiotptlako Mavemiotruto Adnvav
2Epeuvntiko Mavemotnuiako Ivotitouto MeAETne kat Avtiuetwrione levetkwv kot KakonGwv
Noonuatwv tnc Maidikric HAwiag, EGviko kot Kartodtotplako lNaveniotriuto Adnvwv

Elcaywyn: H auToowlLKn ETUKPATAC dlatapaxr TG VONTIKAG avamntuéng pue ouvodn kabuotépnon
Aoyou, dlatapaxéC auTLoTIkoU daopatog kal Sucpopdieg mpoowrou (Intellectual Developmental
Disorder with Speech delay, Autism and Dysmorphic Facies - IDDSADF) nepleypadnke mpwtn popd
10 2019 kot cuoxeTileTal pe eTePOlUYEC tapaldayEg Tou yovidiou CNOT3 (xp.19q13).

ZKomag: Tautomnoinon, afloAoynaon kot kataypadr mapailaywv CNOT3.

YAWKO: 2 appeva Atopa xwpig ouyyevikn oxéon petal toug (Mivakag 1).

MeBoboAoyia: AAAnAoUxNnon Twv £€0VIKWY MEPLOXWV Tou yoviStwpatog (Whole Exome Sequencing
- WES).

AnoteAéoparta: O de novo avixveuBeioeg mabBoyoveg mapaAlayeg mapouatdlovtal otov Mivaka 1.
Tupnepacpata: H edappoyn WES OSleukoAUvel tnv  tautomoinon aocBevwv |IDDSADF
avadelkvuovtag TN GaLVOTUTILKN ETEPOYEVELA TNG VOOOU.

Nivakag 1: KAWVIKA XopakTnpLoTika Kot apoAAayEC acBevwv

AcBevig 1 2
Fevetikn napaAlayi CNOT3 c.169C>T, p.(Arg57Trp) c.196del, p.(Val66*)
HAwia 6UNVWY 4eTWV
MAnpodopieg oxetikég e tnv KUnon | 35*, IUGR, uSpovédppwon, patBoinmonodia 39*, ko
Bapog/UuYog cwpatog <3"EO K
Neupoavantu§LakEG StatapayEg WKK WKK
Yrotovia AUTLOTIKG oTOLKELO
Kedaln MakpokedaAia «cloverleaf skull» 97" EO,
TPLYWVLKO TpoowEeio + +
Eupl pétwmo + +
MikpEG BADAPLKEG OXLOUEG + KOl TTPOG TA TTAVW +
OoAwTH UTtEpWOL + +
XapnAn npocduon wtwv + +
peyaAn mpoobla mnyn, capkwdn xeiAn
kaBilnon Baong pvog anokataotabeioa
pakpoyAwaoaoia
AKOOAOYLKOG EAEYXOG Bapnkoia —kwdwon AP n/a
Akpa Kovtd 8aktuAa, Amia cuvSakTuAila 1°V-2°Y BpayU 2° 8daktuAo AP kATtw
SaKTUAOU KATW AKPWV AKpPOU
OupPOYEVVNTIKO cUOTN L Kuoteoupntnpiki maAwdpounon V Babuol, un K
AettoupyLkog AP vedpoc
Baoomeikog untoomadiag
NOUTA XOPOKTNPLOTLKA 21evog OwpaKkag, LECOKOLALOKN ETILKOWVWVLA 0]
MRI eykeddarou AudotepomAeupa KPOTADLKA UYPWLATAL, n/a
€UMEYEDEC KOWALAKO cUOTNUA UE ULKPN 4" KolAla

WKK: Wuyxokivntikn kaBuotépnon, kd: katd ¢uon, n/a : Aev éxel Slevepynbel
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AA18. NEA NMAGOIONOz METANANA=H TOY TONIAIOY DICER1 ZE MIA NEA AXOGENH ME AYO
AIADOPETIKA EIAH ZTPQMATIKQN QOOHKIKQN OFKQN KAI MTOAYOZQAH BPOMXOKHAH
Adpoditn Polumou!, lwdvva lepwvupdkn?, Mapio Tepoyidvvn?, lwavvng MNavoywrtidng?,
Kwvotavtivog Stpatdkng® 4>, Todia Kahavtapidou®, Mekrnopévn Némmal’

I Movaba Evéokpivodoyiac ko MetaBoAikwy Madrioswv twv Ootwv, B' Mpontaibeutikn MadoAoyikn
KAwikn, EQviko kat Kamodtotplako Maverniotiuio Adnvwy, IN.1.N. «Attikov», AGniva

2 B' Epyaotrpto MadoAoyikrc Avatouikric, ESviko kat Karodtotpiako Mavemniotriuto Adnvav, M.1.N.
«AtTikov», M.I.N. «Attikov», ASnva

3 latpikrj Mevetikn kat latpikr AkptBeiac, Ivotitouto Mopuakric Blodoyiac kat BioteyvoAoyiac (IMBB),
ITE, HpakAeto Kprtng

4 ASTREA Health, ASrva

° latpeio levetikric, evikd Noookouegio «Eppiko¢ Ntuvdv», ASva

6" Mateutikri kat MuvaikoAoyikny KAwvikn, ESviko kat Kartodiotplako lMaverntotriuto ASnvawvy, M1.1.N.
«AtTikov», AGnva

7" Navermotnuiaxry MadoAoyikry KAwvikr, I.N.N.G.A. «H Swtnpia», AGiva

Ewoaywyn: To oUvSpopo DICER] gival omaGvio QUTOCWHULKO ETIKPATEG OUVOPOLO, TToU odelleTal OE
OTIEVEPYOTIOINTLKEG METAAAAEELC TOU OpwvUpou yovidiou kat TpodlaBétel otnv eudavion
KaAONBwv Kal KakonBwv veomAaocwwv. To TAEUPOMVEULOVIKO PAdotwupa BOswpeital 1o
XOPOKTNPLOTLKO TOU CUVOPOLIOU, VW €XOUV TEpLYpad el TTOANEG EEWTIVEULIOVIKEG EKONAWOELG, OTIWC
0 OyKog amo kuttapa Sertoli-Leydig woBnkng kat n moAvolwdng BpoyxoknAn. Ot KOKKLOKUTTAPLKOL
OyKolL woBnkn¢ anoteAovv MOAU omavia ekSnAwon.

Nepintwon aocBevolg: Muvaika 18 etwv, PE OTOPLKO N Tofkng moAuolwdoug BpoyxoknAng,
npoonABe oto TEM altiwpevn KOWALOKO AAyog, SLatapaxEG TOU KATAUAVIOU KUKAOU Kol KALVIKN Kal
gpyaoctnplakny unepavdpoyovatluia. O amelkovioTkog EAeyxog aveédelle supeyédn pala 20,6&k.
OTNV apPLOTEPH KOl MIKPOTEPN Mala 5,6ek. otn 6e€ld wobnkn, mpokaAwvtag amodpakTikd
dawopeva kat ackitn. H totoloyikn e€€taon avedelée audpotepomAeupo Oyko amod kuttapa Sertoli-
Leydig, evw PETEYXELPNTIKA N uTtEpavdpoyovalpia utoxwpnoe. Adyw tng Stdyvwong autig, aAld
KOlL TOU LOTOPLKOU TNG UNTPLKAG Belag pe paBdopvoocdpkwpa WATPAG o€ maldiki nAtkia, T€OnKe n
urtoia tou ouvdpopou DICERT kat n acBevig umePAnOn os yevetikd €Aeyxo. Tpla €tn apyotepa,
O€ QTELKOVLOTIKO €AeyX0 aveBpédn véa pala otn de€Ld woBKn, OV LOTOAOYLKA TOUTOTOLONKE WG
VEQVIKOU TUTIOU KOKKLOKUTTOPLKOG OYKOC.

AnoteAéoparta: Mpokettal yla nepintwon acBevoug pe moAuolwdn BpoyxoknAn kot SUo TUTMOUG
OTPWHOTIKWY OYKWV wobnkwv (apdotepomieupo¢ oOyko¢ amod kuttapa Sertoli-Leydig kat
KOKKLOKUTTOPLKOG OYKOG), TToU oUVBETOUV TN Sldyvwon tou cuvépopou DICER]. O yeveTikog EAeyxoG
€6elfe pla véa amevepyomolntiki LeETAAAaEN oto e€wvio 16 (c.2685dupA, Phe.896llefs*5).
Tupnepacpara: To ocuvdpopo DICERL ekdppaletal pe mAnbwpa pawvotunwv. H aoBevig pag, mAnv
¢ moAvolwdoug PBpoyxoknAng kKol tou oOykou amd kuttapa Sertoli-Leydig, mapouociaoe kat
KOKKLOKUTTOPLKO OYKO woBnKng, mou €ival oAU OTAVIO CUCTOTLKO TOU GUVSPOUOU, EVW OKOUN
onaviotepn elval ouvumopén 2 OTPWHOTIKWY OykKwv wobnknc. Elval ocadng n avaykn
gualoOnTomnoinong oTNV €yKalLpn avayvwplon Tou cuvepoUou, yLa TN HElwan TNE voonpoTnTacg Kal
Bvnrtotntag Kal tn BeAtiwaon tng mowotntag {wnc.
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AA19. H IHMAZIA THZ KAINIKHZ KAI MOPIAKHZ AIATNQzHX AXOENH ME ZYNAPOMO
RUBINSTEIN-TAYBI 1

Eulaumnia  Toevtepibou, Kwvotavtiva  Koopda, Adpoditn  Kaumoupadkn,  NikoAaog
Mapwakng, Qaidbwv-Nikodaog TnAéung, Avoaotdolog Mntpdkog, Mapia TZeétn, NikoAéta
Zehévin, Baoleia XplotodouAadkn, lwavva-PaxnA Traeger-Zuvodivou, MeptkArg MakpuBavaong
Epyaotrpto latpikrc revetiknig, latpikn ZxoAn ESvikou kat Karmodtotplakou Maverniotnuiov AGnvwy,
Adrva

Ewoaywyn: To oUvépopo Rubinstein-Taybi pe emimtwon 1:100000 - 1:125000 yevvroELg
XAPOKTNPLlETOL OO TUTILKO TIPOCWTIELD, TIETAATUCHUEVOUC QVTIXELPEC KAl péya SakTtuAoug todwy,
XAUNAO avaoTnua Kol LETPLA WG aofapr) VONTIKI) UCTEPNON).

Zkomog: Mapouciaon tNG dLayvwoTikn pooméAacng acBevr) He KAWLKA Sldyvwon ocuvdpopou
Rubinstein-Taybi 1.

YALKO: OAAU veoyvo 7 NUEPWY, LE LOTOPLKO TIAELOKUOTLKWY VEPPWV, EVOOUNTPLAG UTTOAEUTOUEVNG
oVATTUENG Kal TPOWPOTNTAC KATA TNV KAWLIKA e€€€taon mapouciale TOAANATAEG GOUYYEVEIG
OVWUOALEC. Ze autég meplhapBavovtav pikpokedalia, kabilnon Baong pwvog Kal MpoExouoa
oTtuAiba, pikpoyvaBia, okadoeldnc Bwpakag, TEMAATUCUEVOL AVTIXELPEG Kal PEYA SAKTUAOL KATW
AKPpWV AUPw HE ywviwaon. Ao tov KapSLoAOYLKO KL OTIELKOVLOTLKO €Aeyxo Slamiotwonkav avolytog
BotaAelog MOpog (bapuaKeUTIKI) CUYKAELON) Kal uSpovEdDpwaon LE OMOCTPOYYUAWUEVOUG KAAUKEC
oplotepou vedpou.

Me0BodoMoyia: Kotomiv ektipnong amd KAWIKO yevetiot amodaciotnke n Siepevvnon pe
KOPUOTUTIO KOL OUYKPLTIKO YEVWHLKO UPplSlond oe  Mikpoouotolyiec (Microarray-based
Comparative Genomic Hybridisation — array-CGH), Adoyw vmoyiag yia cuvépopo Rubinstein-Taybi,
oL omoiot Atav apvntikol. Baoel tou kKAvikoU dawvotimou, o EAeyxog cuvexiotnke pe aAAnAolxnon
EMOWPEVNG YEVIAG — avAaAuon OAwv Twv eéwviwv tou yoviblwuato¢ (Whole Exome Sequencing —
WES).

AnoteAéopata: AvixvelBnke n mBavwg maboyovog apaliayr) ¢.2689C>T p.(GINn897*) oto yovidilo
CREBBP o€ etepoluyn kataotaon. O CUYKEKPLUEVOG TUTIOG TtapaAAayNG EXEL CUCYKETLOTEL HUE TNV
€UPAVLON TOU OUTOCWHLKOU EMLKPATOUG ouvdpopou Rubinstein-Taybi 1 (MIM#180849), onote n
KAWLKN SLayvwon eruPeBoalwdBnke popLaka.

Tupnepdacpata: H ektipnon amod KAWLIKO YEVETIOTH TAPAUEVEL KABOPLOTIKAG onUaciog ywa tnv
KaBodrynon Tou YeVETIKOU €AEyXou Kal TNV emiteuén poplakng Sldyvwong o€ oAoéva Kat
TIEPLOCOTEPQ TEPLOTATLKA. H eupeia epappoyn, n ouvexng avamntuén kot BeAtiwon tou WES kat Twv
epyaleiwv BromAnpodoplkng avaluong kablotd moAuTtiun tn péEBodo auth, kabwg auvfavel ta
ooooTA SLayvwong ouvdpouwy ou Ba StEAaBav tng SLayvwong UeE KUTTOPOYEVETIKEG LeBOSoUC.
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AA20. H OEMEANIQAHZ A=IA THZ AKPIBHZ TENETIKHZ AIATNQZHZ 2TH FENETIKH 2YMBOYAETIKH:
TO NAPAAEITMA THZ X ®YAOZYNAETHZ YNOAEINMOMENHZ AAPENOAEYKOAYZTPODIAZ

Eulaumnia Toevteuibou, Kwvotavtiva Kooud, BacWeia XpiotodouAdkn, Adpobditn Kaumoupdkn,
Aavan BéAtpa, Xpuotaléva ZodokAéoug, lwavva-PaxnA Traeger-Zuvodwvou, MNepkAng

MakpuBavaong

Epyaotrpto latpikrc revetiknig, latpikn ZxoAn ESvikou kat Karmobdiotpiakou Mavermiotnuiov AGnvwy,
Adrva

Ewcaywyn: H duloouvdetn UTTOAELTIOUEVN adpevolevkobuotpodia (X-linked

adrenoleukodystrophy — X-ALD) eivat ek¢dpuAloTiKy vOOOG HE TOWKIAO KAWVIKO ¢dAcpa Tou
nepthappavel emvedpldlakn avendpkela, puelonadela kat eykepaAikn ALD. Mapdtlt puloouvdetn
UTIOAELTIOMEVN, TEPLTOU Ol WMIOEC yuvaikeg ¢opeic oe Pabog xpovou avamtuooouv onueia
HueAomaBeLag.

ZKomoG: H avadelén twv wdeAelwV TNG LOPLOKNE SLAyvWwaonG yLa Tov acBevr] Kal TNV OLKOYEVELA TOU,
HEow Tapouciaong meplotatikou X-ALD.

YAkO: Adeldéc dppevog acBevr) 36 etwv e Asukoduotpodia mpoonABav yla YEVETIKA
oupBouleuTikn mpo tekvomoinong. O aoBevrg deiktng eixe eAeUBepPO TEPLYEVVNTIKO KL OTOULKO
LOTOPLKO €wC T 8 £€tn. EkTOTE, Tapoucsiale MPOoodeUTIKA EMIOEWVOUUEVEG SLOTOPAXEC YPATTTOU
Aoyou, Slatapaxeg ouumnepldopag KL amo 13 etwv aduvatolos va emTEAECEL OXOALKA KaBrikovta.
14 eTwv epdavios atafia Kal xpnoLLOToLoUCE TIEPUTATNTHPA VIO TN LETAKIVNOT) TOU amo TNV nAKia
Twv 18 etwv. Ita 15 £€tn Stayvwotnke pe emAngia, evw OTn HOyvNTIK Topoypodla eixe
SlamiotwBel Aeukoduotpodia.

MeBoboloyia: AvaAucon pe aAAnAoUxnon €MOPEVNC YEVLAG OAWV TWV €€WVIWV TOU YOVISLWHATOC
(Whole Exome Sequencing — WES) Tou acBgvn kal 0ToxeUUEVOG EAEYXOC TNG UTIOAOLTTNG OLKOYEVELAG,
€Tl OETIKWV EVPNUATWV.

AnoteAéopata: AviyveuBnke n mbavwe maboyovog mapaAayn c.22dupC p.(Arg8Profs*187) oto
yovidlo ABCD1 oe nuiluyn katdotaon, n omoia oxetiletal pe tnv gudavion dpuloouvdetng
UTtoAemopevng adpevoleukoduotpodiag 1 adpevopveloveupondBelag pe Evapén otnv evhAKo
{wn (MIM#300100). ErturtAéov, o €Aeyxog Twv 2 adeAdwv ATav eVOELKTIKOG dopeiag.
Zupnepacpata: To WES obnyet oe akplpn Stdyvwon yeVETIKwY voondtwy, BeATiwon TG LATPLKAG
TIAPOKOAOUONGCNG KAL TNG YEVETIKI G CUUBOUAEUTIKNC XPOVIWY acBeVwY, AAAA KL TWV AOLUTWV HEAWV
NG olkoyévelag. ELIka og vooruata mou mapExeTal SuvatdtnTa MPOoYyEVVNTIKOU EAEyXOU, OTIWG N
X-ALD, n Suvapikn tng olkoyévelag LetafAarAeTal amo tnv afefatdtnta yia to pEAAov o€ évav Lo
BEATLOTO OLKOYEVELAKO TIPOYPAUUOTIOUO.
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