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EOviko SikTUuO £€peuvag yia TNV avadei§n TNG YEVETIKAG BAONS TWV VEUPOEKPUAIOTIKWYV VOO WV
Alzheimer ka1 Parkinson, tnv avixveuon aIOmIoOTWY BIOSEIKTWY KOl TNV avATITUN
KOIVOTOUWYV UTTOAOYICTIKWY TEXVOAOYIWV KOl OEPATTEUTIKWYV OTPATNYIKWV OTn BAon Tng
1aTpIkig akpifeiag (BRAIN PRECISION, TAEDR-0535850)

TITAOZ NAPAAOTEOQY: Nevemiki avaAuon Whole Exome Sequencing yia Tnv avixveuon
YEVETIKWV aAAaywV oXeTICOMEVWYV e vOoo Alzheimer kail vooo Parkinson.

ENOTHTA EPIAZIAZ 3: BioXxnuiK6g Kal HOPIOKOG XOPOKTNPIOUOG Tou BioAoyikoU UAIKOU JE OTOXO ThV avadeiin Tng
YEVETIKNAG BAONG TWV VEUPOEKPUAIOTIKWYV VOowv Alzheimer kai Parkinson.
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Ceverik avaAuon Whole Exome Sequencing yia Tnv avixveuon
YEVETIKWV aAAaywV oXeTICOPEVWYV pE vOoo Alzheimer kal vooo
Parkinson.

NEPIrPA®H

H vooog Alzheimer (AD) kal n vooog Parkinson (PD) €ival o1 TTI0 KOIVEG VEUPOEKPUAIOTIKEG
aoBéveleg. H yeVETIKN TwV VOCWV auTWV gival e§aIpeTIKA TTOAUTTAOKN AGyw TnG eTEPOYEVOUG GUANG
Twv dlaTapaxwyv. H TToOAUTTapayovTIKr Kal TToOAUYoVISIaKr @UON TwV VOOWY QUTWYV €XEI ATTOTEAEDEI
EUTTOBIO OTNV £yKaipn didyvwaon Kal TTPoRAewn KIvOUvou eupaviong.

To APOE*4 atroteAei ToV IOXUPOTEPO YEVETIKO TTAPAYOVTA KIVOUVOU Yia eu@avion AD, evw HEAETEC
Genome Wide Association Studies (GWAS) £éxouv atrokaAuyel TrepioodTepoug atrd 30 emmITTAéov
YEVETIKOUG TOTTOUG €uaioBnaiag, o KaBévag atrd TOUG OTTOIOUG £XEl OXETIKA MIKPO PéyeBOg
emidpaong Kalr oI OToiol 0TO GUVOAG Toug €fnyouv povo 1o 30% TTEPITTOU TNG YEVETIKAG
dlakUpavong TnG voaou AD. Qg ek ToUToU éva HEYAAO HEPOG TNG YEVETIKAG SIOKUUAVONG TTOPAUEVEI
avegnynTo.

H PD aTtroTeAei kKai auTth gia TTOAUTTAPAYOVTIKH VOO0, JE PEYAAN YEVETIKA eTEpoyEveia, pe To 10%
TWV TEPITTTWOEWY PD va éxouv pevteAIkr KAnpovouikéTnTa. Ta yovidia TTou €xouv evoxoTroindei
Mo 1I0XUPG OTIC eVTEAIKEG Hop@ég PD trepidaupdavouv SNCA, LRRK2, PARK2, ATP13A2, PINK1,
DJ-1, VPS35 , DNAJC13 kai GBA. e autd kai oe GAAa yovidia, €Xouv €VTOTTIOTEI OTTIAVIEG
METOAAGEEIC pe Kupiapxn 1 UTTOAEITTOUEVN KANPOVOUIKOTNTA, ouxvad Péow Genome Wide
Association Studies (GWAS). EmirAéov, Koivég TTapaAAayég euaioBnoiag 6TTwg MoAupop@iouoi
MepovwHEVWY VOUKAeoTIBIWY (SNPs) éxouv avixveuBei o€ autd Ta yovidia, 1.X. oto LRRK2 kai
o1o SNCA. QoT1600, 01 YEVETIKEG TTAPAAAQYEG TTOU £XOUV EVTOTTIOTEI PEXPI TWPA, EITE KOIVEG EiTE
OTTavieg, €€nyolv YONIG €va PIKPO PEPOG TNG KANPOVOUIKOTNTAG TNG PD evw yia Tn CUVTPITITIKA
TAEIOVOTNTA TWV TTEPITITWOEWV PD n yeveTikn didyvwaon TTapapével aveTtiAuTh.

O1 KwOIKEUOUOEG TTPWTEIVIKEG TTEPIOXEG TOU YyOVISIWMATOG (exome), €ival Ta KOoAUTEPQ
XOPOKTNPIOPEVA Kal TTIo dlaTneNUEVA THAKATA TOU YOVISIWUATOG KAl N TNy TWV TTEPITOOTEPWYV
TTapaAAQYWV TTOU £XOUV EVTOTTIOTEI HEXPI ONPEPQ Kal gival UTTEUBUVEG yia TIG MevTeAIKEG aaBEveIEG.
‘ET01, n avdAuon Tou €§WPATOG aTToTEAET éva TTI0 EAKUCTIKO Kail AlyoTepo datravnpd oT1éxo yia Tnv
avayvwpion oTTaviwy TTapaAAaywv he Jeyain emmidpacn otn vooo.

2KOTTOG TNG TTapouoag Evétntag epyaciag gival n avdAuon KAIVIKWY delypdtwy acBevwyv ye AD
ka1 PD pe tn xprion ¢ peBodoloyiag Whole Exome Sequencing o€ TAat@dppa aAAnAolyiong
lon Torrent S5 (Thermofisher). H dicupupévn yeveTikrp avdAuon oAOKANpou Tou egwpatog Ba
EMTPEWEI TNV AVABEIEN TNG YEVETIKAG PAONG TwV VEUPOEKPUAIOTIKWV véowv Alzheimer kai
Parkinson kai 1o TTpoodIopIoud PEPOUG TNG EAAEITTOUCAG KANPOVOUIKOTNTAG TWV VOGWV QUTWV.
ATTWTEPOG OTOXOG €ival N avadeign véwv BIOBEIKTWV CNUAVTIKWY OTNV TTPWIYN didyvwaon Kai Tnv
AVATITUEN VEWY ECOTOUIKEUPEVWV BEPATTEIWV.

Mopeia epyaciwv kai Tpoddou:

A) ‘Exel oAokAnpwBei o oxedIaoPOG Kal N avatTuén TTpwToKOMwY etreepyaaiag KAIVIKWV
OelyaTwyv aoBevwv pe vooo Alzheimer (AD) kai n vooco Parkinson (PD) kal TTpwWTOKOAAWY
aAAnAouxiong KAIVIKWV delyudTwy pe Tn peBodoAoyia NGS-WES oTtnv TTAaT@opua aAAnAouxiong
lon S5 XL (ThermoFisher).

B) 'Exouv ohokAnpwBei o1 diadikacieg TTpounBeiag Twv avTidpaoTtnpiwyv Kal avodwaoiywyv Whole
Exome Sequencing - WES (nAekTpovikdg diaywviouog).

') Exel mpaypaTtotroinBei NGS-WES o€ ouvoAikd 21 kKAIvIKG deiypoTa acBevwyv. 'Exel oAokANpwOEi
n BlromAnpo@opiky avaAuon GuvoAika 16 deiypota acBevwov pe Avola/Alzheimer kai 1 deiypa
aoBevoug pe vooo Parkinson.

EAAGTa 2.0 EONIKO IXEAIO ANAKAMWHE KAI ANOEKTIKOTHTAZ
EppAnpatikég dpaoeig oe SiaBeparikég EMOTNHOVIKES NEPIOXEG PE E15IKO eviapépov yia Tnv olvdeon pe Tov

napaywyiko 1010, ID 16618
Kwdikog npagng: TAEDR-0535850




' P Ve ) xpnpatoddmon
EMGBG 2 ¢ Evpwraikig Evwang

B e EONIKO EXEAIO ANAKAMWHE T v
BRAINPRECISION KAl ANGEKTIKOTHTAE NextGenerationEU

ANAAYZH THZ NOPEIAZ YAOMNOIHXZHZ THZ EE

Yyeortoonog Kol avartuin apoTokoAAmV aiinrovyions NGS-WES oty nhat@éppa
aiiniovyong Ion S5 XL (ThermoFisher): 'Eyet ohoxdnpwBel mn  avamtoén
TPOTOKOALOV amopdvmong yevopkov DNA pe ypiion tov QIAmp DNA Blood mini kit
(QIAGEN) o¢ Khvikd detypoto mepipeptkol aipatog.

‘Exer oloxAnpwbel o oyedoaopds, 1 avdmrtuén Kol TPOTLTOTOINGN  OVOALTIKOD
TPp®TOKOAAOL aAlniovyons NGS-WES oce mhateoppo oAiniotvyiong lon S5 XL
(ThermoFisher). To mtpmtdKoAro Tepthapufavel 1) T Katackevn PiAtodnkdv pe ypnon
tov kit Ion AmpliSeq™ Exome RDY (ThermoFisher), mov kaAdntel mepinov 33Mb
aAnrovyias. H texvoloyia otoxevel oty alAniovynon >97% g kwodwonorodcag
aAnAovylag (e€ovikég mepoyéc) (Whole Exome Sequencing) pe v yprion g
nhoteoppag aAinrodywong lon S5 XL (ThermoFisher). H e&étaom avt) etvon
oXEOIOGLEVT] DOTE VO AVIXVEDEL CNUELNKEG LETAALAEELG KO KPEG EAAEIYELS/E1GO0YEG. 1)
OTOl(10M TOV OVOYVAOGEDV TOV TOPAYOVTOL KATO TNV GAANAODYNOT Kol XOPTOYPAPT O
oto yovidiopa avaeopds GRCh37/hgl9 pe to Aoyiwoukd Torrent Suite 5.18.2. iii)
EMONUEIDOT TOV TOPOAAAYDV GTO GUVOAO TV YoVidiwv otoymv Tov WES pe ypnon tov
Aoywopkov Ton Reporter 5.20.8.0. iv) a&oAdynon Kot yopokpiopd TV TApUAALy®V
OV OVLVEDOVTOL LE TNV XPNOT EOKOL OAYOPOUKOD GUGTHUATOS GTNV TAATOOPLLOL
VarSome Clinical (Saphetor), cOppova pe aoelg 0e00UEVOV Kot VTOAOYIGTIKG LOVTEAQL
v TNV TPOPAEYN THG TABOYOVIKOTNTOC, TNV CUVOEST TNG TAPOAAAYNG LLE TOV POVOTVTO,
mv ocvyvotta gpedviong otov tAnbovoud k.a. (ClinVar, GnomAD, Clingen, NCBI
Conserved domains, Mutation Taster, OMIM, dbSNP «k.a). v) tehkn] a&oldoynon twv
gupnuatov 1 omoia akoAovBel T cvotdoelg Tov Aupepikdvikov KoAeyiov latpukng
I'evetikng — ACMG (Richards et al., 2015). H e&étaon avtn eivar oxedlacpévn mcte va,
aVYVELEL CNUEINKEG LETOAAAEELS Kol IKPESG EAAEIYELG/E1GO0YEC.

[MpopnqOBero  avridpactnpiov ko ovorooipov: Aevepyndnke miektpovikdg
SyOVIGHLOG He okomd TN mpoundeia aviwpaocpiov kot avaiwsipov Whole Exome
Sequencing — WES. H npopnfeta tov avarosipmy oAokAnpodnke otig 21/5/25.

Eq@oappoyn npotokorimv arinrovyiong NGS-WES oty mhat@oppa ariinriovyiong
Ion S5 XL (ThermoFisher): Katd v nepiodo avapopds mapeinedncov cuvorka 21
KAMvikd  delypata  (mepipepikd aipa) acBevdv HE VELPOEKPUAIGTIKG VOOTLLOTOL.
Yvykekpyéva Tapeedncav 20 delypata ac0evav pe Avota 1) TpOSPOUN LOPPT OVTNC,
kot 1 detypo aoBevn pe vooo Parkinson. [paypatomomOnke aropdvoon yevouikov DNA
and T0 cVVOAO TV detypdtov. [lpaypatorombnke n katackevy| PpAodnkov WES yia
10 oOHVOLo TV detypdtov. ‘Exelt odokinpwbei n aAiniovyion NGS tov cuvorov TV
delypaTev mov Exovv moapaAnedel, evd £xel mpaypatonomBel Brominpopopikn avdivon
Kot a§loAdynon o€ cuvolikd 17 detypata. Avapéveton n taporoafr) emmiéov 50 KAVIKOV
OEIYUATOV TPOKEIUEVOL VL GLYKEVIPWOEL Evag 1KavOS apBpdg KAWVIKOV OEYHAT®V O
omoiog Ba emrpéyer va mpaypotomomBovv pEAETEC dlepevvnong VEOV ThovOV
atomafoyoveov Yovidlmv Kot YEVETIKOV TOPUALALYDV GTIC VIO HEAETT VOCOLG LE GKOTO
TO TPOGOOPICUO HEPOVG TNG EAAEITOVGAG KAPOVOLIKOTNTOS TOV VOGHY OUTMV.
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