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. AMYLOID & TAU PATHOLOGY
(ALZHEIMER'S)

Apdon «EuBAnpaTikég Opdoeig ot OSIABEPATIKEG ETTIOTNHUOVIKEG TTEPIOXEG ME  €10IKO
evola@épov yia Tnv oUvdeon e TOV TTOPAYWYIKO 10T6» ID 16618

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 BioAoyikou uAikoU pe TexvoAoyia targeted NGS
Sequencing yIa TOV EVTOTTIOMO YEVETIKWYV TTOPAAAAywV o€ yovidia oXeTI(OpEVA PE VOOO
Alzheimer ka1 véoo Parkinson

ENOTHTA EPIAZIAZ 3: BioXxnuiK6g Kal HOPIOKOG XOPOKTNPIOUOG Tou BioAoyikoU UAIKOU JE OTOXO ThV avadein Tng
YEVETIKNAG BAONG TWV VEUPOEKPUAIOTIKWYV VOowv Alzheimer kai Parkinson.

YNEYOYNH EPEYNHTIKH OMAAA (POPEAZ): Movdda AIFENIA (ITE)
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MeveTikK avaAuon BioAovikoU UAIKOU pe TexvoAovia targeted NGS
Seguencing via TOV EVTOTTIOUO VEVETIKWYV TTAPOAAAYWV CE Yovidia
oxeni{opéva ue voéoo Alzheimer kai vooo Parkinson

NEPIrPA®H

H latpiki AkpiBeiag atroTeAei pia véa Tpoaéyyion yia Tn Bepatreia kal TTpOAnwn acBeveiwy TTou
AapBaver uttéown TIG SI0QPOPEG PETALU ATOPWY WG TTPOG T YEVETIKA TOUG XOAPAKTNPIOTIKA, TO
TeEPIBAAAOV Kal Tov TPOTTO Cwng. H 1aTpikh akpiBeiag aANdler piikd Tov TPOTTO avaTTuéng Twv
BepaTtreiwv. H oToxeUpPEVN, ECOTOUIKEUNEVN TTPOCEYYION TNG UYEIOVOUIKAG TTEPIBaAYNG €xel eupeia
emidpaacn, amd Tn yovISIWHATIKN €W TIG IATPIKEG OUCKEUEG, KAl WG ATTOTEAEGHA dNUIOUPYED VEQ
ETTIXEIPNMATIKA HOVTEAA VyIa ETTIXEIPNOEIG O OAOKANPO Tov TOopéa. MMapdAAnAa, TTapéxel To
uTToRaBpo  yia peAETEC TToU  OlEPEUVOUY TNV OAANAETTIOPACT  YEVETIKWYV  TTAPayOvTwY,
TTEPIBAAAOVTIKWV TTAPAYOVTWYV Kal ToU TPOTTOU WAG GTOV OpyavIoUS YAG Kal TNV £TTIdpACN AuTwyv
aTn TTPoaywynA TNG uyeiag f Tnv avamTugn aobevelwv. ZKOToG TnG TTapouoag EvoTnTag epyaaiag
gival n avattugn, TTPOTUTTOTTOINGN Kal ETMKUPWGON AVOAUTIKWY TTPWTOKOAAWY Baciopévwy oTnv
aAAnAouxion véag yeviag (NGS) mou Ba emTpéTTouv Tn yeveTiKr diIdyvwaon aoBbevdv Pe vooo
Alzheimer kai véoo Parkinson pe Tn XxpAion moAU-yovidiakou panel To otroio 8a cuptrepiAapBavel
Ta KATWOI yovidia Ta otroia cUP@wva Pe TNV uttdpyxouca yvwon kail d1ebvr) BiBAIoypagia £xouv
ONMAVTIKA CUOXETION PE TNV EKONAWON Twv voowv. H peBodoAoyia autr| emTPETTEI TNV aviXveuon
SNV kai pikpwv INDEL oTa yovidia uttd peAETn.

Mopcia epyaciwv Kal TTpoodou:

A) Exel ohokAnpwOei o oxedlaouds kal n avdamTuén 2 SIapopETIKWV POWV BIOTTANPOYPOPIKAG
avaAuong atré dedopéva NGS-WES, piag Tou otoxeuel aTnv avadAuon Twv yovidiwv OXETICOUEVWV
pe TN vooo Alzheimer (Virtual Gene Panel yia Tnv véoo Alzheimer) kal piag mmou oTtoxelel otnv
avaAuon Twv yovidiwv oxeTifopevwy pe TN véoo Parkinson (Virtual Gene Panel yia tnv véoo
Parkinson).

B) XuvoAikd €xel oAokAnpwBei n avdluon 16 deiyudtwyv acBevwv pe Avoio/Alzheimer kar 1
ociypatog aoBevoug pe vooo Parkinson.

ANAAYZH THZ NOPEIAZ YAONOIHZHZ THZ EE

lNa 10 OKOTTG TNG OTOXEUMEVNG YEVETIKNG Blepelivnong aoBevwv pe vooo Alzheimer kal vooo
Parkinson oxedidotnkav 2 TTOAU-yovidiakd panel Ta oTroia agopolcav Og yovidla TTou
oxetiCovtal Ye TO aAIVOTUTTO TOU a0BevoUGS Kal TNV AITia TTAPATTOPTIAG KAl Ta OTToia CUPPWVA JE
TN Tpéxouoa BIBAloypagia Kal yvwaon Katéxouv onuavTtikd pdAo otnv mTaboyévela TnG ekAoTOTE
vooou. Ta panel autd BacioTnkav ota 2 Virtual gene panels 1Tou gixav avatrtuyxBei katd 1o £pyo
EAIAN, kai emkaipotroi@nkav pe emtmA£ov yovidla 0TTwg autd Kpibnke atrapaitnto Bdoel TG
UTTAPYXOUOCOG YVWONG.

Virtual Gene Panel ywa tnv voco Alzheimer

APP CHMP2B CSF1R DNAJC5 DNMT1 EPM2A GRN ITM2B MAPT NHLRC1
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NOTCH3 PRNP PSEN1 PSEN2 TARDBP TBK1 TYROBP UBQLN2 VCP XK

Virtual Gene Panel ywa thv vdoo 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 oAokAnpwBei o oxedlaopog kai n avdamtugn 2 JIAPOPETIKWY POWV BIOTTANPOPOPIKNG
avaAuong, pia TTou oToxeuel oTnv avaAuon Twv yovidiwv Ttou Virtual Gene Panel yia tnv véco
Alzheimer kai pia TTou aToxeuel aTnv avaAuon Twv yovidiwv Tou Virtual Gene Panel yia Tnv voco
Parkinson. O1 oToxeupéveg poég BIOTTANPOPOPIKAG avAAUCNG ETTITPETTOUV TNV ETTIONUEIWON aTTd
oedopéva NGS-WES mmapaAdaywv oTa yovidia TTou cupTtrepiAapBavovrtal ota Virtual Gene Panel
yla K@Be karnyopia voéoou pe xprion Tou Aoyiouikou lon Reporter 5.20.8.0. H agioAéynon kai o
XOPOKTNPIONOS TwV TTapaAAaywy TTou avixvelovTal Yiveral Ye Tnv Xpron €101kol aAyopiBuikoU
ouaTpaTtog otnv TTAateopua VarSome Clinical Saphetor), oUpgwva pe Baoeig dedopévwv Kal
UTTOAOYIOTIKG POVTEAQ yia TNV TTIPORAEWN TnG TTaBoyovikeTnTag, TNV olvdeon TNG TTapaAAayng e
TOV QaIVOTUTIO, TNV CUXVOTNTA EU@Aviong oTov TTAnBuouo k.a. (ClinVar, GnomAD, Clingen, NCBI
Conserved domains, Mutation Taster, OMIM, dbSNP k.a). H TeAIkr| aloAdynaon Twv eupnudTwyv
akohouBei Tig cuoTaoelg Tou Apepikavikou KoAeyiou laTpikig Mevetikig — ACMG (Richards et al.,
2015).

Katd tnv 1mepiodo avagopds mapeAnednaav cuvoAikd 21 kAivikd dciypata (TTepIQepIKO aiua)
a0BeVWV PE VEUPOEKPUAIOTIKA VOO aTA. ZUYKEKPIYEVA TTapeAnPOnoav 20 deiypata acBevwv Pe
Avoia | Tpodpourn poper autig, kal 1 deiyua acBevry pe voéoo Parkinson. e mpwTtn @don
Tpayuatotroidnke n avaluon Twv OBelyudTtwy autwv pe Tnv peBodoroyia WES (BAéme
Mapadotéo: MeveTikh avdAuon Whole Exome Sequencing yia Tnv avixveuon YEVETIKWY aAAaywv
OXeTgépevwy pe vooo Alzheimer kai voco Parkinson). Ev ouvexeia, mpaypatotroiiOnke
BiotrAnpo@opikr avéAuon pe Ta otoxeupéva Virtual Gene Panels. ZuvoAikd €xel oAokAnpwOEi n
avadAuon 17 deiypdatwyv. Avauévertal n rapaAapr emmmAéov 50 KAIVIKWY OelyudTwy.
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