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KQAIKOZ NPA=HZX: TAEDR-0535850

Apdon «EpBAnpaTikég dpdoeig oe SIABEUATIKEG ETTIOTNHUOVIKEG TTEPIOXEG ME
€101KO evOIAQEPOV YIO TNV OUVEEDT ME TOV TTAPAYWYIKO 10TO» ID 16618

EOviké OikTuo £peuvag yia Tnv avadei§n TnG YEVETIKAG Bdong Twv
VEUPOEKPUAIOTIKWY vOowv Alzheimer kai Parkinson, tnv avixveuon
agIOOTWY BIOBEIKTWY KOl TNV AVATITUSN KAIVOTOMWY UTTOAOYICTIKWYV
TEXVOAOYIWV KOl BEPATTEUTIKWY OTPATNYIKWYV OTn BAon Tng I1ATPIKAG
akpifeiag (BRAIN PRECISION, TAEDR-0535850)

TITAOZ MAPAAOTEOQY: lNevetikr) AvdAuon Nooou lMapkivoov.

ENOTHTA EPIAZIAZ 3: AvATITUSN KUTTAPIKWV Kol {WIKWV HOVTEAWYV, KOBWGS Kal VEWV BIOSEIKTWV
Yid TIG VEUPOEKPUAIOTIKEG aoBéveieg Alzheimer kai Parkinson.

YMNEYOYNH EPEYNHTIKH OMAAA (POPEAZ): AEQONIAAZ X TEQANHZ / TEQPIIA KAPAAHMA (EKIA)
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MeveTikn AvaAuon Nooou MNMdapkivoov.

EE3. Mapadotéo Mevetikn AvaAuon Nocou Mapkiveoy.

2YNTOMH MNEPIFPA®H / EIZArQrH

2Komag Atav va avaAuBouyv og Osiypata achevwy pe NIMT pe upnAn mbavotnta
YEVETIKOU UTTOBABpOU TTaBOYOVES YEVETIKEG TTAPAAAAYES. AlAPOPES YEVETIKEG
TTPOCEYYIOELG XpnoloTolouvTal.

ANAAYZH THZ NOPEIAZ YAOINOIHZHZ THZ EE

JUVOAIKA, £yive EAeyxog o€ 127 deiypata yia HETAAAGEELS oTo Yovidlo SNCA (A53T
Kat A30G) pEow oToXeUPEVOU eAEyxou pe RFLP. Bpébnkav 8 etepoluyeg
peTtaAAagelg A30G kat 4 A53T.

'Eywvay 62 teoT yia HETAAAAEELC 6TO Yovidlo GBA, 33 £k TwV omoiwV HE vEa HEB0OO
aAAnAouxiong 6Aou Tou yovidiou. Bpgbnkav 4 atopa Betikd yia etepoluyn GBA
HETAAAAEN.

‘Eywvav 58 teot yla mapaAAayég apdpou avitypagpwy [Copy Number variants
(CNVs)] ota yovidia SNCA, PRKN, PINK1, PARK7 kat ATP13A2 pe tnv pébodo
MLPA kat Bpébnke o€ pia povo mepinmtwon CNV oto yovidio tng PRKN.

‘Eyivay €K Twv evovtwy 19 avaAuocsig pe WES, omou Bp€bnke pia etepoluyn
HETAAAaEN oto GBA, pua etepoluyn oto PLA2G6, éva VUS oto FUS, pia etepoluyn
oto GCH1, kabwg kat cuvOeTeC eTEPOlUYEG HETAAAAEELG oTtnV PRKN Kat 6to
PINK1 (amé pia o€ kabe mepimtwon). Ot mbavwg madoydveg mapaAAay£g oto
PLA2G6 kat oto FUS Bewpeital 0Tt dev £Xouv oXEon HE TN VOOO.

JUVOAIKA, amo 127 delypata (o€ PEPIKA TPOKELTAL Yia evamopeivavta Oslypata
amo 1o mpoypappa EAIAN) mpoékuye YEVETIKN OlAyvwon TToU OXeTi{eTal P
YeveTIkn goppn NIM o€ 20 meplotatikd. H mAnpo@opia auth avaptinke oto
ouotnpa g lotooeAidag tou EAIAN Kat £ylve GXETIKN EMIKOVWVIA PE TOUG
aoBeveig yla tnv Kolvotoinon Twyv amoteAsopdtwy. To id1o £yive Kal PE Ta
apvnTIKa amoteAéopartd.

Emouvdntetal eVOEIKTIKA OXETIKO TTapddeLypa amod £va apvnTiko (To TPwTo) Kat 2
BeTika anmoteAéopata (to 2°PLAG26 kat To Tpito GBA) amo tnyv 1otoceAida Ttou
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ouotnpatog (https://registry.neuropmnet.gr/referrals). Ta apxeia pdf mou eivat
EVOWHATWHEVA AVolyouVv Kal TTEPLEXOUV TIC EMONHES ATTAVTACELS ATTO TIG
EMPEPOUC YEVETIKEG EETAOELC.

A6 ToV GUVOUAGOHO TWV TIEPALTEPW YEVETIKWY EEETACEWY YA TNV HETAAAAEN
A30G o710 yovidio SNCA, Kat tnv avaAucn TwV KAIVIKWY OTOIXEIWY TwV
TEPIOTATIKWY, TTPOEKUWE KAl N TAPAKATW ONHOGiEuon, TTOU EMOUVATITETAL.

The novel p.A30G SNCA pathogenic variant in Greek patients with familial
and sporadic Parkinson's disease. Alefantil, Koros C, TsamiV, Simitsi AM,

Kartanou C, Papagiannakis N, Bozi M, Antonelou R, Maniati M, Hauser AK,
Varvaressos S, Bonakis A, Lourentzos K, Makrythanasis P, Papageorgiou SG,
Proukakis C, Potagas C, Gasser T, Koutsis G, Karadima G, Stefanis L.Eur J Neurol.
2025 Feb;32(2):e16562. doi: 10.1111/ene.16562.PMID: 39878395

O gPmAOUTIOHOG TNG HOVABIKNG TTAYKOOHIWG KOOPTNG TWVY ACBEVWY HE TNV OTIAvLa
A53T petdAAagn oto SNCA yovidio odnynoe o€ evola@epouca PHEAETN TTOU
avEAUGCE (PAEYHOVWOELG OEIKTEG TEPIPEPLKOU Aipatog. Xtnv ONPOCiEuon auth,
pvnuoveuetal to Brain Precision (emouvantetat).

Koros C et al. Peripheral Immune pattern in a genetic cohort of p.A53T alpha-
synuclein carriers. Parkinsonism Relat Disord. 2025 Jun;135:107853.
PMID: 40328209

EmmA£ov, MpoEKUWayv ol TAPAKATW AVAKOWVWOELG.

Genetic study of copy number variants in Greek patients with early-onset
Parkinson’s disease

Nikolaos Ragazos', Chrisoula Kartanou', Zoi Kontogeorgiou', Nikolaos
Papagiannakis?, Christos Koros?, Athina Simitsi?, loanna Alefanti?, Matina
Maniati®, Georgia Xiromerisiou*, Iro Boura®, Cleanthe Spanaki®, Leonidas
Stefanis?3, Georgios Koutsis', Georgia Karadima"™ EAN_2025

* Equal contribution

Genetic study of copy number variants in Greek patients with early-onset
Parkinson’s disease

Nikolaos Ragazos', Chrisoula Kartanou', Zoi Kontogeorgiou', Nikolaos
Papagiannakis?, Christos Koros?, Athina Simitsi?, loanna Alefanti?, Matina
Maniati®, Georgia Xiromerisiou*, Iro Boura’, Cleanthe Spanaki®, Leonidas
Stefanis?3, Georgios Koutsis", Georgia Karadima' ESHG_2025
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FENETIKH MEAETH TMAPAAAATQN APIOMOY ANTIFTPA®QON ZE EAAHNEZ
AZOENEIZ ME NOZO TOY IMAPKINZON MPQIMHZ ENAPEHZ

NikoAaog Payalog1, XpuooUAa Kaptavoul, Zwn Kovroyewpyioul, NikOAaog
Mamaylavvakng2, Xprnotog Kopog2, ABnva Zpiton2, lwavva AAegpavin2, Mativa
Maviatn3, Mewpyia Enpopepnoioud, Hpw Mmoupab, KAsiw Imavakn5b, Aswvidag
Jtepaving?,3, Newpylog Koutongtl*, Mewpyia Kapadnpal* *lon cuvelogpopd
ENE_2025

EVW EYIVE KAl OUYYpa®@n ONUAvVIIKNG avackomnong yla tov poAo Ing a-
OUVOUKAEivNG otn vooo MapKivoov, avagepovtag, HETAEU AAAwWY, Ta CXETIKA
YEVETIKA O£OOHEVA TTOU £XOUV TTPOKUYEL ATTO TO £pYO.

a-Synuclein in Parkinson's Disease: 12 Years Later. Vekrellis K, Emmanouilidou
E, Xilouri M, Stefanis L. Cold Spring Harb Perspect Med. 2024 Nov
1;14(11):a041645
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AoBevr¢ #PN77621: Napartoprr) yeveTikwy efgTactwy yia véoo Parkinson
#2401057762101

Kuwbuée napansumricos 2401057762101
Hyuspopnvia napanoymne 05/01/2024

KuwBuwas aoBevoug PNT7621
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Tautonoinan Inusaxic MetaAhalng ato SNCA lovibio
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AcBevric #PNB6939: MNaparropmn yeveTuauv eEETaoEWY yia wooo Parkinson
#2401058693901
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AdgBevric #PN40988: Napamounr| yeveTikwy eEeTAgEwV yia vooo Parkinson
#2310184098801

Lrogeia napanounic

KwSuog mapaneunmikos 2310184098801
Hyepoynvia napanounig 18/10/2023
Kubixog aoBevoug PN409ES
Napanéymuwy arpéc ZAXOY AOHNA (AINNHTEID)
EkéTaon Eanaopévor yeveriog EheyXoc oTa yovisia SNCA, GBA, Parkin (yia CNVs e MLPA) ko EAevxoq e WES
EpyacTipia avahuang
* Lewesweneo ANETIL
+ NeupoRichoviar - ATINHTE
» EAAnyws Kfvrpo FoviSsgugmunc - IBEAA

Eyypapo TapaTouTig

VL0SSTNON EMTPOTAC Y1t Sievépyei EAfyXOu

Mvwuobotnon entponng Eyxpiveral

AnoteMiopata

E&étaon

Eqniaapuévos yeveTks, Eheyxoc oTa yovidia SNCA, GBA, Parkin (yia CNVs ue MLPA) kau Eheyxoc HE WES

Tautonainan Inuewaxic Metarhatng oto SNCA lovisio

Anotéheopa SNCA Apvntucs

Anotéheopa efftaong

PNAOGBBIE65.pdf
Biroypavia

Bev éxer mpoaTeBei PBMoypapia oXeT ue Ta anoTeAéopaTa TG eEETaonc
Tavutonoinon Inuewrnc Metalratng oo GBA lovise

Bfoypagia

Lev éxe mpocTede ffoypagia oxETue) JE Ta anoTEAiouaTa T 5o,

Ecnanyévoc yeveTssc EAEYOC OT0 yovibio Parkin fyaa CNVS jue MLPR)

Anotihecua Parkin ApvrTwcec

Naparmpriceic Iro DNA Tou Seivparroc nou peheifnee, Sev 1 g o w
yoviSua PARKT, ATP13A2, PINK1, SNICA ko PARK2

AnoTiAsopa ek Taong
‘BAA0GE8 ot

Bfloypapia

fev éxe npocTeBel Pifloypagia oxETue) e Ta anotekiopara e eTaonc

Whale Exome Sequencing
Anotihecycx WES Bemued

Naparmprioas Avyvesne o ETEpoluywria maSoyivor napalhays oTo yovisio GBAT oxenlaumvn p aubivo xiviuno
SHPAMOTY, 500U Parkinson CUHPWA HE Ta CrpEprd SeSoysva

Anoriksopa sbitaonc
PINA0088 WES

Bfloypapia

Lev oye npocTrte. PENOYPAG CXETIT] S TG STOTEASTAT TNC EETaoTC
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