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Apdon «EpBAnpaTikég Opdoelig ot OINOEMATIKEG ETTIOTNMOVIKEG TTEPIOXEG ME  €101KO
evola@époV yia TV oUVOECN HE TOV TTAPAYWYIKO 10TO» ID 16618

EOviko SikTuO £€peuvag yia TNV avadeign TG YEVETIKAG BAONS TWV VEUPOEKPUAIGTIKWYV VOCWV
Alzheimer ka1 Parkinson, Tnv avixveuon aiomioTwWY BIOdEIKTWY KOl TRV avATITUSN
KOIVOTOUWYV UTTOAOYIOTIKWVY TEXVOAOYIWV KOl BEPATTEUTIKWY OTPATNYIKWY OTn Bdon Tng
1aTpikAG akpifeiag (BRAIN PRECISION, TAEDR-0535850)

TITAOZ NAPAAOTEQY: lNevemikn avaAuon BioAoyikoU UAIKoU e Texvoloyia targeted NGS
Sequencing yia TOV EVTOTTIOMO YEVETIKWYV TTOPAAAaYyWwV o€ yovidia oXeTI{ONEVA JE VOOO
Alzheimer kai véoo Parkinson

ENOTHTA EPIAZIAZ 3: BioxnHIKOg Kal HOPIaKOG XOPOAKTNPIOTHOG Tou B10A0YIKOU UAIKOU ME OTOXO TNV avadeién tng
YEVETIKNG BAONG TV VEUPOEKPUAIOTIKWYV voowv Alzheimer kai Parkinson.

YNEYOYNH EPEYNHTIKH OMAAA (POPEAZ): EMMANOYEAA AINAPAAKH / Movdda AIFENIA (ITE)

EAAGSa 2.0 EONIKO ZXEAIO ANAKAMWHE KAI ANOEKTIKOTHTAZ
EpBAnpatiké Sptoeig oe SiaBepanikéq EMOTHOVIKEG NEPIOXEG PE £131KO eEVBIa@EpoV yia TNV oUVSESN HE TOV
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CeveTikA avaAuon BioAoyikoU UAIKoU pg TexvoAoyia targeted NGS
Sequencing yIa TOV EVTOTTIONO YEVETIKWYV TTapaAAaywv o€ yovidia
oxeriopéva pe véoo Alzheimer kail vooo Parkinson

MNEPIrPA®H

H latpiky AkpiBeiag atroteAei pia véa TTpooeyyion yia Tn Bepatreia kal TPOANWN
aoBevelwv TTou AapBAvel uTTown TIG SIAPOPES PETAGU ATOMWY WG TTPOG TA YEVETIKA TOUG
XOPAKTNPIOTIKA, TO TTEPIBAANOV Kal Tov TpOTTO CwNG. H 1aTpikn akpifeiag aAAadel pidiké
TOV TPOTTO AVATITUENG Twyv Bepatrelwy. H oToXeupévn, €EOTOMIKEUPEVN TTPOCEYYION TNG
UYEIOVOUIKNG TTEPIBaAWNG €xel eupeia eTTIOpaON, atmd TN YOVIOIWHATIKA €wG TIG 1ATPIKEG
OUOKEUEG, KAl WG OTTOTEAECHO ONUIOUPYED VEQ ETTIXEIPNUATIKGE JOVTEAQ YIO ETTIXEIPHOEIG
o¢ 0A6kANpo Tov Topéa. MapdAAnAa, TTapéxel TO UTTORABPO Yia PEAETEG TTOU DIEPEUVOUV
TNV OAANAETTIOPACN YEVETIKWY TTAPAYOVTWY, TTEPIBAAAOVTIKWYV TTAPAYOVTWY Kal TOU
TPOTTOU CWHG OTOV OPYaVIOUO PAG KAl TNV ETTIOPACN AQUTWY OTN TTPOAYwWYH TNG uyeiag A
TNV avdmTuén acBeveiwyv. ZKoTrdg TNG TTapouoag Evétntag epyaciag ival n avamrugn,
TIPOTUTTOTTOINGN KAl €TMIKUPWON  AVOAUTIKWY  TTPWTOKOAAWV  Baciopévwy  oTnv
aAAnAouyion véag yeviag (NGS) trou Ba emITpETTOUV TN YEVETIKHA dIAyvwon aoBevwy P
vooo Alzheimer kai véoo Parkinson pe 1n xprion mmoAu-yovidiakou panel To otroio 6a
oupTTEPIAOBAvVE! Ta KATWOI yovidia Ta oTToia CUP@WVA PE TNV UTTAPXOUCO yVwWwaon Kal
01e0vr) BIBAIOYypagia €xouv ONUAVTIKI] CUCXETION ME TNV €kdAAwon Twv voowv. H
peBodoMoyia authy emiTpétrel TNV avixveuon SNV kai pikpwyv INDEL ota yovidia utrd
MEAETN.

Mopcia epyaciwv Kai TTpoddou:

A) ‘Exer oMokAnpwBei o oxedlaouodg kal n avdmTuén 2  OIAQOPETIKWY  POWV
BiomrAnpoopikig avaAuong atmo dedopéva NGS-WES, piag TTou atoxeUel oTnv avaAuon
TwV yovidiwv oxeTi(éuevwy pe TN véoo Alzheimer (Virtual Gene Panel yia tnv voéco
Alzheimer) kal piag TTou oToxeUEl 0TV AvAAuon TwV yovidiwv OXETICOPEVWYV UE TN VOOO
Parkinson (Virtual Gene Panel yia v vdéco Parkinson).

B) ZuvoAikd €xel ohokAnpwBei n avaiuon 16 deiyudtwv acBbevwv pe Avola/Alzheimer kai 1
oeiypatog aoBevoug pe vooo Parkinson.

ANAAYZH THZ NMOPEIAZ YAONOIHZHXZ THX EE

MNa 10 OKOTTO TNG OTOXEUMEVNG YEVETIKNG dlEpeUivnong acBevwyv pe vooo Alzheimer kai
vooo Parkinson oxedidotnkav 2 TToAU-yovidIakd panel Ta oTroia agopoucav o€ yovidia
TTOU OXETICOVTaI PJE TO GAIVOTUTTO TOU a0BEVOUG Kal TNV aITia TTAPATTOUTING KAl TA OTToix
ouhewva e TN Tpéxouaa BIBAIOypa@ia Kal yvwon KATEXOUV ONUAVTIKO PpOAo OTnv
TTaBoyéveia NG ekdoToTe vooou. Ta panel autd Baciotnkav ota 2 Virtual gene panels
TToU €ixav avatrTuxBei kata 1o épyo EAIAN, kai emkaipotroindnkav ue eTTITTAEOV yovidia
OTTWG AuUTO KPIBnKe atTapaitnTo BACEl TNG UTTAPXOUCAG YVWONG.

EAAGSa 2.0 EONIKO IXEAIO ANAKAMWHE KAI ANOEKTIKOTHTAZ
EpBAnpanikég Spaceic o€ S1aBEPATIKEG ENIOTNHOVIKESG NEPIOXEG HE E15IKO EVIIAPEPOV VIO TNV OUVSEDN PE TOV

napaywyikoé ioto, ID 16618
Kwdikog npaEng: TAEDR-0535850




Me Tn xpnuarodétnon
¢ Eupwmaikiig Evwong
NextGenerationEU

BRAINPRECISION KAI ANQEKTIKOTHTAL

Virtual Gene Panel ywa tnv voco Alzheimer

APP CHMP2B CSFIR DNAJC5 DNMT1 EPM2A GRN ITM2B MAPT NHLRC1

NOTCH3 PRNP PSEN1 PSEN2 TARDBP TBK1 TYROBP UBQLN2 VCP XK

Virtual Gene Panel yia tnv vooo Parkinson
ARSA ATP13A2 ATP1A3 C190rf12 CHCHD2 COASY CSF1R DCTN1 DNAJC6 FBXO7
FTL GBA GCH1 GRN LRRK2 LYST MAPT OPA3 PANK2 PARK7
PDGFB PINK1 PLA2G6 PRKN PRKRA PTRHD1 RAB39B SLC30A10 SLC39A14 SLC6A3
SNCA SPG11 SPR SYNJ1 TAF1 TH TUBB4A VPS13A VPS35 WDR45

‘Exel oAokANpwOEei 0 oxedlaopdg kal N avatrTuén 2 SI0QoPETIKWY POWV BIOTTANPOPOPIKAG
avaAuong, uia TTou oToxelel oTnv avaAuon Twy yovidiwyv Tou Virtual Gene Panel yia tnv
vooo Alzheimer kai pia TTou aToxevel oTnv avdAuon Twv yovidiwv Tou Virtual Gene Panel
yia Tnv vooo Parkinson. O1 otoxeuuéveg poEg BIOTTANPOPOPIKAS avaAUoNG ETTITPETTOUV
TNV emonueiwon amd  dedopéva NGS-WES tapaAdaywv oTta  yovidia  TTou
oupTtrepidauBavovtal ota Virtual Gene Panel yia kd6e katnyopia vooou ue xprion Tou
Aoyiouikou lon Reporter 5.20.8.0. H a&loAdynon Kai 0 XapakTnpIopog Twy TTapaAAaywyv
TTOU avixvelUovTal yivetal Pe TV xpnon €i0IkoUu aAyopiBuikoU OUCTAUOTOS OTnV
mAat@opua VarSome Clinical Saphetor), cupowva pe Pdaceig dedouévwy  Kai
UTTOAOYIOTIKA MOVTEAG yia TNV TTPORAewn Tng TTaboyovikoTntag, Tnv ouvdeon TG
TTapaAAayng Pe Tov QaivoTuTIo, TNV ouxvoTnTa eu@daviong otov TAnBuoud k.a. (ClinVar,
GnomAD, Clingen, NCBI Conserved domains, Mutation Taster, OMIM, dbSNP k.a). H
TEAIKN agloAdynon Twv eupnudTwy akoAoubBei TIG cuaTaoelg Tou Auepikdvikou KoAeyiou
latpikAg MeveTikhgc — ACMG (Richards et al., 2015).

Katda tnv 1repiodo avagopds apeAi@bnoav cuvoAikd 21 kKAvikd deiypaTa (TTepIQepIKO
aipa) aoBevwv PE VEUPOEKPUAIOTIKA VOONMATA. ZUYKEKPIEVa TrapeAnednoav 20
Ociyparta acBevwv e Avola 1 Tpddpoun popen autig, kai 1 deiypa acBevr) e vooo
Parkinson. Z& TpwTn @A&on TpayuatotmoIndnke n avadiluon Twv dEIYUATWY QUTWV PE TNV
peBodoroyia WES (BAETte MapadoTéo: NeveTikn avaiuon Whole Exome Sequencing yia
TNV avixveuon YEVETIKWY aAAaywv OXeTICOPEVWY PE vooo Alzheimer kai véoo Parkinson).
Ev ouvexeia, TpayuaTtotroinke PiorAnpo@opikr avaiuon pe 1a oToxeupéva Virtual
Gene Panels. ZuvoAika €xel oAokAnpwBei n avdAuon 17 deiypdtwy. Avauéveral n
TTapalafn emiTAéov 50 KAIVIKWV OEIYHATWV.
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