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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 SikTUuO £€peuvag yia TRV avdadei§n TnNG YEVETIKAG BACNG TWV VEUPOEKPUAICTIKWY VOOWV
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: lNeveriki avaAuon Whole Exome Sequencing yia Tnv avixveuon
YEVETIKWV aAAaywv oxXeTI{OpEVWYV pE vooo Alzheimer kai vooo Parkinson.

ENOTHTA EPIAZIAZ 3: BioxnuIKOg Kal HOPIaKOG XOPOAKTNPIOTHOG Tou B10A0YIKOU UAIKOU ME OTOXO TNV avadeién tng
YEVETIKNG BAONG TwV VEUPOEKPUAIOTIKWYV voowv Alzheimer kai Parkinson.
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leveTik avaAuon Whole Exome Sequencing yia Thv avixveuon
YEVETIKWV aAAaywV oXETI(OUEVWY PE vooo Alzheimer Kal vooo
Parkinson.

MNEPIrPA®H

H vooog Alzheimer (AD) kai n véoog Parkinson (PD) cival o1 10 KOIVEG VEUPOEKPUAIOTIKEG
a0Béveieg. H yeveTiKi Twv vOowv auTtwy gival eEaIpeTIkK& TTOAUTTAOKN AOYyw TNG ETEPOYEVOUG GUONG
TWV dIATAPAXWV. H TTOAUTTOPAYOVTIKY) KAl TTOAUYOVIBIOKH QUAON TWV VOOWV QUTWY £XEI ATTOTEAETEI
EUTTOdI0 O0TNV £ykaipn didyvwon Kal TTPORAewn KivoUvou eu@aviong.

To APOE*4 atroteAei TOV I0XUPOTEPO YEVETIKO TTapdyovTa KIVOUVoU yia eupavion AD, evi) JEAETEG
Genome Wide Association Studies (GWAS) éxouv atrokaAUyel TrepiocoTepoug ato 30 eITTAéOV
YEVETIKOUG TOTTOUG €uaiobnoiag, o KaBEvag atmd TOUG OTTOIOUG €XEl OXETIKA MIKPO HEyeBog
eTTidpaong kai ol otroiol 0T0 OUVOAS Toug e&nyolv povo 1o 30% TTEPITTOU TNG YEVETIKNAG
dlakupavong g vooou AD. Q¢ ek TOUTOU €va PEYAAO PEPOG TNG YEVETIKAG SIAKUUOVONG TTOPAMEVEI
avegnynro.

H PD arroTteAei Kal auTr pia TTOAUTTAPAYOVTIKI) VOOO, JE PEYAAN YEVETIKY eTepoyévela, e To 10%
TWV TEPITMTWOEWV PD va £xouv pevteAIKr) KAnpovouikoTnTa. Ta yovidla TTou £€Xouv evOoXoTToInoEi
M0 1I0XUPA OTIG PeVTEAIKEG pop@ég PD trepihapfdvouv SNCA, LRRK2, PARK2, ATP13A2, PINK1,
DJ-1, VPS35 , DNAJC13 ka1 GBA. Ze autd kai ge GAAa yovidia, €xouv evToTTIOoTEl OTTAVIES
METOANGEEIC PE Kupiopxn 1A UTTOAEITTOMEVN KANPOVOUIKOTNTA, ouyxvd péow Genome Wide
Association Studies (GWAS). EmirAéov, koiveég TTapallayég euaioBnaiag 6Trwg MNMoAupop@icuoi
pepovwpévwy voukAeoTIBiwv (SNPs) €xouv avixveuBei oe autd Ta yovidia, 1.x. 010 LRRK2 kai
oto SNCA. QoT1600, 01 YEVETIKEG TTAPAAAQYEG TTOU £XOUV EVTOTTIOTEI MEXPI TWPA, EITE KOIVEG EiTE
OTTAvIEG, €ENYOUV WOAIG éva WIKPO WEPOG TNG KANpovopikéTNTag TG PD evw yia Tn GuUVTPITITIKA
TAEIOVOTNTA TWV TTEPITTWOEWV PD n yeveTikA didyvwan TTapapével avettiAuTn.

O1 KwOIKEUOUOEG TTPWTEIVIKEG TTEPIOXEG TOU  YOVIDIWMATOG (exome), €ival Ta KaAUTepa
XOPAKTNEIOHEVA KAl TTIO SIATNPNMEVA TUAMOTA TOU YOVIOIWUATOG KAl N TNy TwV TTEPICOOTEPWY
TTAPAAAQYWYV TTOU €XOUV EVTOTTIOTEI PEXPI CAPEPA Kal ival uTTEUBUVEG yia TIG MevTeAIKEG aTBEVEIES.
‘ET01, N avAAuon TOU EWPOTOG ATTOTEAET £va TTIO EAKUCTIKO Kail AlydTEPO datTavnpd GTOXO Yia TV
avayvwpion oTraviwy TTapaAlaywy Pe ueydAn emmidpaon otn vooo.

2KOTTOG NG Tmapoucag Evotnrag epyaadiag gival n avdAuon KAIVIKWY delyudTtwy acBevwv ye AD
kair PD pe tn xprion 1ng pebodoAoyiag Whole Exome Sequencing ae TAat@épua aAAnAouxiong
lon Torrent S5 (Thermofisher). H dicupupévn yeveTikr] avdAuon oAdkAnpou Tou e€wpatog Ba
EMTPEWEI TNV avAdeIEn TNG YEVETIKAG PACONG Twv VEUPOEKPUAIOTIKWY voowv Alzheimer kai
Parkinson kai 10 TTpoadIopICHO PEPOUG TNG EAAEITTOUCAG KANPOVOUIKOTNTAG TWV VOOWYV QUTWV.
ATTWTEPOG OTOXOG €ival N avadeign véwv BIOBEIKTWV CNUAVTIKWY OTNV TTPWIUN didyvwaon Kai Tnv
avaTTuén vEwv eEATOUIKEUPEVWV BEPATTEIWV.

Mopcia epyaciwy Kal Tpoddou:

A) ‘Exel ohokAnpwbei o oxedlaouodg Kal N avamTuén TTPWTOKOAwWVY €TTEEEPYATiag KAIVIKWV
OelyuadTwy aoBevwv pe vooo Alzheimer (AD) kai n véoo Parkinson (PD) kai TTpwTOKOAAwY
aAAnAouxiong KAIVIKwV delyuaTwy pe Tn peBodoroyia NGS-WES otnv mAat@opua aAAnAolyiong
lon S5 XL (ThermoFisher).

B) 'Exouv oAokAnpwbei o1 diadikacieg Tpoundeiag Twv avtidpacTnpiwv kal avalwoiywv Whole
Exome Sequencing - WES (NAeKTPOVIKOG SlaywVIoUOG).

M) ‘Exel rpaypaTtotroinBei NGS-WES o€ ouvoAikda 21 kAIvikd deiypara aoBevwv. 'Exel ohokAnpwOei
n BioTAnpogopiky avdAuon cuvoAlika 16 dciypata acBevwov pe Avola/Alzheimer kar 1 deiyua
aoBevoug pe vooo Parkinson.
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2xedlaopog Kal avarmrTugn TPWTOKOAAwv aAAnAouxiong NGS-WES oTtnv
mAat@éppa aAAnAouxiong lon S5 XL (ThermoFisher): 'Exel oAokAnpwoei n
avaTrTuén TTPpwTokOANoU atropdvwong yevwuikou DNA pe xprion tou QIAmp
DNA Blood mini kit (QIAGEN) o€ KAIvIK& deiypaTa TTEPIPEPIKOU AiaTOG.

‘Exel OAOKANPpwOEi 0 oXedIOOPOG, N AVATITUEN Kal TTPOTUTTOTTOINCN AVAAUTIKOU
TTPpwTOoKOAAOU aAAnAouxiong NGS-WES o mAat@dpua aAAnAouxiong lon S5 XL
(ThermoFisher). To TpwTOkoAAo TTEPIAaPPBAvel i) TN KaTtaokeur BIBAIOONKWY UE
xprion tou kit lon AmpliSeq™ Exome RDY (ThermoFisher), 1Tou KoAUTITEI
mepitrou 33Mb aAAnAouxiag. H texvoAoyia oTtoxeuel otnv aAAnAouxnon >97%
TNG KwdIKoTToIoUoag  aAAnAouxiag (egovikég  Treploxég) (Whole Exome
Sequencing) Pe TNV xpAon TG TAATOopuag aAAnAouxiong lon S5 XL
(ThermoFisher). H e¢€taon autr] gival oxedlaopévn WOTE VA AVIXVEUEI ONUEIAKES
METOAAGEEIC KAl PIKPEG EANEIYEIG/EIODOKEG. (i) OTOIXION TWV AVOYVWOEWV TTOU
TTapdyovTal Katd Tnv aAAnAouxnon Kal XapToypdenon oTo yovidiwpha avagopds
GRCh37/hg19 pe 10 Aoyiopikd Torrent Suite 5.18.2. iii) emonueiwon Twv
TTapaAAaywyv OTO0 oUVOAO Twv yovidiwv oTtoxwv Ttou WES pe xprion Tou
Aoyiopikou lon Reporter 5.20.8.0. iv) agloAdynon Kai XapokTnEiopud Twv
TTAPAAAQYWV TTOU QVIXVEUOVTAI PE TNV XPEAON €I0IKOU aAyOPIBUIKOU OUCTAUATOG
otnv TAaT@éppa VarSome Clinical (Saphetor), cUupewva pe Baoelg dedopévwv
Kal UTTOAOYIOTIKG POVTEAQ yia TNV TTPORAEWn TNG TTaBoyovikdTNTag, TNV oUvOEon
TNG TTAPAAAQYAG ME TOV QAIVOTUTTO, TNV ouxvOoTNTa £UPAvIoNg OoTov TTANBUCUO
K.a. (ClinVar, GhomAD, Clingen, NCBI Conserved domains, Mutation Taster,
OMIM, dbSNP k.a). v) TEAIKA agloAdynon Twv EUpNPATWY N OTToI0 OKOAOUBEI TIG
ouoTdaoelg Tou Apepikavikou KoAeyiou latpikig Mevetikig — ACMG (Richards et
al.,, 2015). H €¢étaon auth cival oxedlaouévn WOTE VA AVIXVEUEI ONUEIAKES
METOAAGEEIC Kal MIKPES EAAEIYEIG/EIODOXEC.

MpounBeia avridpaoTnpiwv Kal avaAwdoigwyv: AlevepyriBnke nNAEKTPOVIKOG
OIaYWVIONOG WE OKOTTO Tn TTpounBeia avTidpaoTnpiwyv Kal avaAwaoiywv Whole
Exome Sequencing — WES. H trpounéeia Twv avaAwaoiywyv oAoKAnpwOnKe oOTIg
21/5/25.

E@appoynn mpwTokKOAAwWV aAAnAouxiong NGS-WES otnv mAar@dépua
aAAnAouyxiong lon S5 XL (ThermoFisher): Kard tnv mepiodo avagopdg
TTapeAPONoav ouvoAiKa 21 KAIVIKG OciypaTa (TTEPIPEPIKO aiya) aoBevwyv dE
VEUPOEKQUAIOTIKA VOONAUATA. 2ZUYKEKPIMEVA  TTapeAn@Onoav 20 deiypata
aoBevwyv pe Avola 1 TTPOdPOMN Hop®r autng, Kal 1 deiypa acbevr) pue vooo
Parkinson. MNMpayuatotroin®nke amoudvwon yevwuikou DNA atré 1o guvoAo Twv
oeiypdtwy. MpayuaTtotroindnke n kataokeur BiBAIoBnkwv WES yia 10 gUvoAo
Twv OelyuaTwyv. 'Exel ohokAnpwOei n aAAnAouxion NGS Ttou cuvoAou Twv
OEIyUATWY TTOU €XOUV TTAPAANQBEi, vy €xel TTpaydaToTToINOEl BIOTTANPOPOPIKN
avaAuon kal agloAdynon o€ ouvoAikd 17 &ciypata. Avapéverar n TrapaAapn
emmmAéov 50 KAIVIKWV OelyudTwy TTPOKEIJEVOU VO OUYKEVTPWOED €vag IKavog
apIBUOG KAIVIKWYV OelyudTwy o oTroiog Ba emTpéwel va TTPAyuaToTToinfouv
MEAETEC Bigpelivnong VEWV TTIBAVWY aITIOTTaBoyOvwy yovidiwv Kal YEVETIKWV
TTApOAAayWV OTIC UTTO UEAETN VOOOUG PE OKOTTO TO TTPOCDIOPICUO PEPOUS TNG
eAMAEITTOUOAG KANPOVOUIKOTNTAG TWV VOOWV QUTWV.
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