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I'enopnarnoctuka 6onesnu [lapkuHcoHa

3MmeHeHne KOnmuiHOCTH

renoB PARK1 (SNCA),

Jara B3saTus GuomMaTepuaia: /lata mocTymieHus B jaGopaTopuio:
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N3meHnenue
KOITMIHOCTY I'€HOB

PARK?2 (Parkin), PARKI (SNCA),
PARKS PARK?2 (Parkin),
(UCHL1), PARK6 PARKS (UCHL1),
(PINK1), PARK7 (DJ1), PARKG6 (PINK1),
PARKS (Dardarin) u PARK?7 (DJ1),
ATP13A2, a Takxke PARKS (Dardarin) u
[aTOTE€HHBIX BAPUAHTOB ATP13A2, a Taxoke
reHa SNCA p.A30P u [aTOr€HHBIX
LRRK2 p.G2019S BapHaHTOB T'¢HA
oOHapyXeHO He OBLIO0 SNCA p.A30P u
LRRK2 p.G2019S

o0OHapy>KeHO HEe OBLIO
V nanumenra He 6bU10 0OHapYx)eHo u3MeHeHus KonuiiHocTu reHoB PARK 1 (SNCA), PARK?2 (Parkin), PARKS (UCHL1), PARK6
(PINK1), PARK7 (DJ1), PARKS (Dardarin) u ATP13A2, a Takoke natorenusix BapuantoB reaa SNCA p.A30P u LRRK2 p.G2019S.
Bonesns ITapkiHCcoHa IpeacTaBisieT cOO0H 0JJHO M3 CaMbIX YacThIX HEHPOEereHepaTHBHBIX 3a001eBaHHMH, KIIAaCCHYECKU
MIPOSIBIISIOIIEECS] TPEMOPOM, MBIIICYHON PUTUTHOCTEIO U OpaquKiHe3nel. [laHHas TpHUaga TakKe MOXKET COUeTaThesl ¢ JPYTUMU
HEBPOJIOTHYECKIMH IIPOSBICHUSIMH.
H3BecTHO, uTo oxoio 10% manuenToB ¢ 6one3Hbio [TapkuHcOHa UMEIOT HAacIeACTBEHHbIH aHaMHe3. Ha JaHHBII MOMEHT U3BECTHO O
18 renax, MyTanuy B KOTOPBIX MOTYT BBI3BIBaTh pa3BuTHE Oosie3Hu [TapkuHCOHA. AyTOCOMHO-IOMHUHAHTHBIE ()OPMBI aCCOLMHPOBAHBI
¢ myranusmu B reHax PARK1 (SNCA; roueunas myrtauust A30P u nenenyn u gyrmmkanuyu resa ), PARKS (LRRK2 myranus
G2019S). AyrocoMHO-perieccHBHBIE (YOPMBI BBI3BIBAIOTCS TOMO3UTOTHBIMU MyTanusmu B renax PARK?2 (Parkin), PARK6 (PINK1),
PARK?7 (DJ1) u ATP13A2. Myrauuu xe B rene PARKS (UCHL1) acconunpoBaHbl ¢ TIOBBIILIEHHBIM PUCKOM Pa3BUTHS 3a001€BaHUSI.
OTpuuaTebHBIl OTBET HEe HCKIII0YaeT quarHo3 oonesnu Ilapkuncona. HazHaueHue Tecta peKOMEHI0BAHO P HATMYUH CEMEHHOTO
aHaMHe3a Oosie3HH [TapKHHCOHA, a TakKe B HEKOTOPHIX PaHHHX CIIOPAJMYECKHX CIydasx 3aboneBanus. [IpencraBieHHble JaHHBIE U
HMHTEPIIPETALHs Pe3yIbTaToOB COOTBETCTBYIOT pekomeHaanusaM American College of Medical Genetics, a Taxoke European Molecular
Genetics Quality Network.
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IMeuatn OpraHusanuu

Baxxno! ®opmar pesyibTaTa UCC/ICI0BaHUs MOXKET OTIMYATHCS B 3aBUCHMOCTH OT 110J1a, BO3PAcTa M PErMOHa BHIOJHEHHUS.
HuTepnperaius pe3yabTaToB He SIBJIACTCS AMArHO30M, 3aKJIIOYEHHUE 110 Pe3yJIbTaTaM JAHHOTO MCCIIEI0BAHMS JaeT Jeyalluii Bpay.
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