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I'enomuarnoctuka 6osne3nu [lapkuHcoHna O6HapyxeH M3menenue
MaTOTC€HHBIN BAapUAHT: KOIUMHOCTH T'€HOB
TeTepPO3UTOTHAS PARKI1 (SNCA),
OYTUTMKANWs TeHa PARK?2 (Parkin),
PARK2 (Parkin) PARKS (UCHL1),
PARKG6 (PINK1),
PARK7 (DJ1),
PARKS (Dardarin) u
ATP13A2, a Taxoke
MaTOIrCHHBIX
BapHUaHTOB I'€HA
SNCA p.A30P u
LRRK2 p.G2019S
o0HapyxeHO He ObLIO
V nanumenra oOHapyxeHa rerepo3urotHas ayminkanus reaa PARK?2 (Parkin). Bonesus [TapkuHcona npeacrapiseT
c000i1 0JTHO U3 CaMbIX YaCThIX HEHPOAEreHepaTUBHBIX 3a00JI€BaHUN, KJIACCUYECKH MPOSBIIAIOIIEECS TPEMOPOM,
MBILICYHOH PUTHAHOCTBIO M OpajukuHe3ueil. JlanHas Tpuasa Takke MOXKET COYETAThCS C APYTHMH
HEBPOJIOTUYECKUMH IIPOSIBICHUSIMH.
HW3BecTHO, uTo 0K010 10% manuenToB ¢ Ooxe3nsio [TapkuHCOHAa HMEIOT HACIEACTBEHHBIH aHamMHe3. Ha maHHbIi
MOMEHT M3BECTHO O 18 reHax, MyTaluu B KOTOPbIX MOT'YT BbI3bIBaTh pa3BuTue Oosie3Hu [TapkuHCcoHa.
T'omozuroTHsle nenenuu u gyminkanun rena PARK2 (Parkin) BBI3BIBAIOT ayTOCOMHO-PELIECCUBHYIO PAHHIOKO
¢dopmy Goneznu [Tapkuncona (Hagano cumnromatukd B 30-40 net). Kpome aToro, mpu HeKOTOpBIX GopMax
TeTepO3UrOTHBIX MyTalllii ¥ TOMO3HTOTHEIX abepparuii CHMITOMATHKA MOXKET BO3SHHKATh B PAaHHEM JETCTBE
(roBennnbHas popma 6onesznn [lapkuncona). O6braro PARK?2 — acconnunpoBantas hopma 6onesnu [lapkurcona
XapaKTepU3yeTcsl MeUICHHOW TPOrpeccueil U OTIIMYHBIM OTBETOM Ha JieBozpomy. Kinanyeckuit heHoTHn
MAIMEHTOB C JaHHOM MyTanueil He omnuuM ot ciaydaeB PINK1- u DJ-1- acconuupoBanHoii 6one3nu [TapkuHcoHa.
BrlIsiBieHHBIN MaTOreHHBIH BapuaHT HACIeIyeTCs 0 ayTOCOMHO-PELeCCUBHOMY THITy. Pa3zBepHyToe
3aKiIroueHue B cooTBeTcTBUM ¢ pekoMeHaanusiMu HGVS u EMGQN MoxeT ObITh BBICIAHO 10 3aIpocy.
IIpencrasneHHble JaHHBIE H HHTEPIPETALUS PE3YJIbTATOB COOTBETCTBYIOT pekoMenaauusiM American College of
Medical Genetics, a Taxoke European Molecular Genetics Quality Network.

HUcnoanntemn: O6pazen O.b.
IMoanuch UCIOJHUTEIS:

Jarta BpIIaum pedyabTata: 24/07/2025

IMeuatn OpraHusanuu

Baxxno! ®opmar pesyibTaTa UCC/ICI0BaHUs MOXKET OTIMYATHCS B 3aBUCHMOCTH OT 110J1a, BO3PAcTa M PErMOHa BHIOJHEHHUS. JIuer Ne 1 u3 1
HuTepnperaius pe3yabTaToB He SIBJIACTCS AMArHO30M, 3aKJIIOYEHHUE 110 Pe3yJIbTaTaM JAHHOTO MCCIIEI0BAHMS JaeT Jeyalluii Bpay.



