MauuenT: OBPA3EL
Bo3spacrT: 56 n.

Mon: X

[Oarta B3ATuaA:

[aTta BbINONHEHUA:

NeHeTUYecKkne nccnepgoBaHus

AHanua

MN3meHeHne KONMMMHOCTN reHOB
PARK 1 (SNCA), PARK2 (Parkin),

leHoamarHocTuka 6onesHu MapkuHcona PARKS (UCHL1), PARKG (PINK1),
PARK? (DJ1), PARKS (Dardarin) n BonesHb lNapkmMHcoHa — 04HO U3 camblX HacTbixX

(konunuectBo konuii reHoB PARK 1
ATP13A2, myTtaumu B reHax SNCA n
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ATP13A2, a Takke naToreHHbIX
LRRK2) BapuaHToB reHa SNCA p.A30P u
LRRK2 p.G2019S o6Hapy»xeHo He
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Pe3ynbmam Kommernmaputi

Y naumeHTa He 6b110 06HapPYXEeHO U3MEeHeHUs
konuHocTtu reHoB PARK1 (SNCA), PARK2 (Parkin),
PARKS5 (UCHL1), PARK6 (PINK1), PARK7 (DJ1),
PARKS (Dardarin) n ATP13A2, a Takke NaTtoreHHbIX
BapuaHToB reHa SNCA p.Ala30Pro n LRRK2
p.Gly2019Ser. [1aHHbI pe3ynbTaTt CHWKaeT

BEPOATHOCTb HAcNeACTBEeHHbIX hopM GonesHu
[Napk1MHCOHA, HO HEe UCKMYAEeT KX, TaK Kak
O0CTaTo4HO Gonblioe KOMUMYECTBO cryyaes

HacneacTBeHHou 6onesHu MNapkMHcoHa
npencraBneHbl TOYeYHbIMU NATOreHHbIMU

BapuaHTamu. B cBSA3u ¢ 3TMM Npu coxpaHeHun

NoA03pEHUs HA HACNEACTBEHHYIO hopmMy GonesHu
[NapkuHcoHa pekoMeHayeTcsi npoBefeHne
NGS-TecTupoBaHus c 06a3aTenbHbIM BKIIOYEHNEM B
naHenb reHa GBA. OTpuuaTenbHbIv pedynbTaT He

UCKNYaeT y nauneHTa amarHo3 cnopagunyeckom
HonesHu MapknMHCoHa, YTO CBA3AHO C TeM, YTO
HacneacTBeHHble dopMbl 6onesHu MapkuHcoHa

cocTaBnsoT okono 10% Bcex cnyyaes.

HelpoaereHepaTMBHbLIX 3a00eBaHNIA, Knaccu4ecku
nposiBnslIeecs TPEMOPOM, MbILLIEYHOM
pUrMaHOCTLIO M GpaavknHesmen. [laHHaa Tpuana
TaKke MOXeT CoYeTaTbCs C ApYIMMu

BbIMo HEBPOMOrM4eCKMMUN NPOABNEHNSMMU.
Ha gaHHbIi MOMEHT 13BecTHO 0 18 reHax,
NaToreHHbIe BapyaHTbl B KOTOPbIX MOTYT BbI3blBATh

passutue 6onesnun MapkMHcoHa.
AYTOCOMHO-AOMWHAHTHbIE hOPMbI aCCOUMMPOBAHbI C

naTtoreHHbIMu BapuaHTamu B reHax PARK1 (SNCA;

BapuaHT p.Ala30Pro v geneumv 1 gynnmkaumm reHa)
PARKS8 (LRRK2, naToreHHbii BapuaHt
p.Gly2019Ser). AyTOCOMHO-peLleccrBHbIE DOPMbI
BbI3bIBAOTCH TOMO3UIOTHBLIMU NATOreHHbLIMU
BapuaHTamu B reHax PARK2 (Parkin), PARK6
(PINK1), PARKY (DJ1) n ATP13A2. BapuaHTbl B reHe
PARKS (UCHL 1) accoumnvpoBaHbl ¢ NOBbILWEHHbIM
puckom pasBuTus 3abonesaHus.
[pencraBneHHble JaHHbIE U MHTEPNpeTaUus

pEe3ynbTaToB COOTBETCTBYIOT PEKOMEHAALMAM
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