Mia mpoodatn ( Matog 2023) pelétn n omoia Snuootevtnke oto The Lancet
Neurology* emiBeBaiwvel 6tL n mMabBoAoylK) CUCCWPEUUEVN A-CUVOUKAELVN , €va
Baoiko maboAoyoavatoutko (pathology) xapakinploTiko tng vooou tou Napkivoov
(NM) pmopel twpa va aviyveuBel pe e€€taon tou ENY.

H peAétn autn n omola mpayuatonolnke ota mAaiola tou Parkinson's Progression

Markers Initiative (PPMI) mepleAappove 1123 oCUUUETEXOVTECG TOU evTAaxOnKav
peta€l louliou 2010 kat loudiou 2019, amno toug omoloug 545 eixav NI, 163 tav
UYLELG LAPTUPEG, 54 NTAV CUUUETEXOVTEG LE OPVNTLKA oTtlvOnpoypadriuata Bactkwy
vayyAlwv eykeddalou (DAT-SCAN), 51 yapaktnpiotnkav pe npodpoun vooo kat 310
Atav vyleic popeig (LRRK2 & GBA variants).

To véo teoT, yvwoTo we alpha-synuclein seed amplification assay (aSyn-SAA),
€6¢elée evaloBnoia yia T vooo tou Napkivoov 87,7% (95% Cl 84,9-90,5) kat
€16IKOTNTA YLA UYLELC pApTUPEG TToU ayyilel to 96,3% (93,4-99,2). Ta supnuata
emion¢ avadelkvuouv SLapopEg LETAEL TwV MapKIVOOVIKWY UTIOTUTIWY OAAA Kal
HETAED TWV ATOUWV PE TIAPAYOVTEC KIVEUVOU yla TNV EUdAvion tng vooou,
TILPEXOVTAG €Va VEO EPYAAELD YLO TIPOOEYYLOELG LATPLKAG akpLBelag, Eykatlpn
avixveuon, mpwiun mapepBacn Kat BeEATLWUEVO OXESLACUO KAWVLKWY SOoKLUwVY. OL
ouyypadeic mapouasiacav eviunmwaolakd Se6ouéva oe oxEon e TN SlotapaxEC n TNV
AN PN anwAsla 6odpnong kat popeic petaAAaéng oto yovidio LRRK2. H avaAuon
Sléyvwoe pe akpifeta vooo oto 99% (274 amod 278) Twv ATOUWV PE aMWAELN
oodpnong kat ormopadikn NIM (xwplc yvwoTtr) altloAoyLKy YEVETIKN LETAAAAEN). To
TIOCOOTO TWV BETIKWY AMOTEAECUATWY NTAV XOAUNAOTEPO OE ATOMA LLE VOOO
Mapkwoov kot LeT@AAagn LRRK2 [68% (83 amd 123)]. Ta BeTikd amoteAéopota ATav
emniong xapnAotepa og atopa pe ornopadikn NIM xwpig oodpntikd ENelupa (78%). Ta
atopa pe NM, petaAlaén LRRK2 kat pucloloyikn tkavotnta 6odhpnong ATav akoun
Alyotepo nibavo va epdavicouv Betika anoteAéopata. Auto loyue Wblaitepa yla Tig
yuvaikec. Movo 1o 12,5% twv OnAukwv o€ autdv Tov TAnBuouo (Ttpelg amno 24)
gudpavicav BeTIkO TeOT. e aoBeveiG pe vooo Tou MNAPKIVOOV TTOU CUUHETELXAV OTO
PPMI kat cuvaiveoav otn peta Bavarto Blodia, eiyav amoavreg (14) OeTiko TEOT Kall
avtiotolya £6e€av TUTIKA TTABOAOYO-AVATOLKI) ELKOVO CUCCWPEVONG TTABOAOYIKNG
0-0UVOUKAETVNG otov eykEdaAo. O LovadLkog TETOLOG CUUMETEXWVY aoBevn g o dev
€6¢elée Betika amoteAéopata avaluong nrtav popéag petd@Aaéng LRRK2 pe

Statnpnuévn 6odpnon.

Ta ev Aoyw amnoteAéopata utodnAwvouv otL dev oxetilovtal OAeg ol
TIEPUTTWOELG E CUMMTWHATOAOY A MApKIVooV e TN cucowpeucon AAda-
OUVOUKAEIVNC Kat OtL ldikdTtepa ot popeic ¢ mapaAlayn¢ LRRK2, umopel va unv
gudavilouv avtiv tnv maboloyoavatoutkn (pathology) diepyaocia. Ta dedopéva
ouTa avoiyouv véouc dpopoug Epeuvag pog Bepareieg mou 6a weAncouy
nieplocotepa atopa pe NM. Oa enitpéPouy mionc To oXESLOOUO TILO OTOXEUUEVWV
HEAETWV O oX€on Ue TIG Slepyaoieg Kat TG LETABOAEG O€ KUTTAPLKO KAl LOPLOKO
emninedo nou eudavilovral otn voco tou MapKvoov Tn oXeTWOMEVN UE TN METAAAAEN
LRRK2, KATOLEG IO TLG OTOLEG UTTOPEL VAL (VAL TIPOCTATEUTIKEG EVOVTL TNG



SuoAelToupylag TNC a-CUVOUKAEIVNG Kot TN emakoAouBnc tofikng Spaong
TIPAYOVIWVY Tou 0dnyouv otnv MNapkvoov.

Me tnv aSyn-SAA gAéyxBnkav emiong vy Atopa mou €xouv evtaxBel oto PPMI
oAAd epdavilouvv auénuévo oxeTko kivéuvo va avamtiéouv vooo tou Mapkivoov
AOYW YEVETIKWY LeTaAAALE WY, anwAelag 6odpnong i Stayvwopévng Slatapaxns
ocuuneplpopag umvou REM (RBD). Ta meploocotepa ATopO Ue 00PPNTIKO EAAELUUOL
[88% (16 amo 18)] 1 RBD [84% (28 amo 33)] £6e€av Betika amoteAéopata. 25 (8%)
ard 310 dopeic (14 and 159 [9%] LRRK2 kat 11 and 151 [7%] GBA) ftav Betikot. Ot
ouyypadeic cuVEKpLVaV eMioNG Ta anoteAéopata e orvonpoypadnuata
uetagpopéa vronapivng (DAT-SCAN) Baoikwv yayyAlwv eykepaiou. QG yvwoTto
SuoAettoupyia (Lelwpévn MpdoAndn) TOU CUCTAUATOCG HETAPOPEQ VIOTIAUIVNG
QVTLOTOLKEL LE EKUALON TOU VIOTMAULVEPYLKOU CUCTAATOC, XOPOKTNPLOTIKO TG NI,
OKOUN KAl O€ TPOKALVLKO oTtaddlo. Mdvo nepinou to 30% Twv atOpwyV o€ Kivéuvo yla
NI pe Betikod aSyn-SAA TeOT €ixav EMiONG CNUAVTIKO VTOTIAULVEPYLKO EAAELUA. AUTO
TO gVpnUa urmtodnAwvVeL OTL n aBoloyia tng a-cuvoukAgivng Ba pnopouoe va
aviXveuBel pe autr tnv HEBodo vwpitepa amo oO,tL GalveTAL TO VIOTAULVEPYLKO
ENeLLa pe TNV amewkovion DAT-SCAN, enektelvovtog To mapaBbupo oTo onolo pmopel
va eival duvatn n mopEUPacn He MPOANTTIKEG Bepareieg
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