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MYTANIA G2019S I'EHA LRRK2 Y ITATOI'EHE3I
XBOPOBH MAPKIHCOHA

Cocunubka Anacracis CepriiBHa

3100yBay BUINOT OCBITH 2i KypcC

Cxpunnuk Bikropis OJiekcanapiBHa

3100yBay BHINOI OCBITH 2i KypC

3t MmeauyHUN HaKyJIbTET

Byiunina Okcana /IMutpiBHa

MaricTp, CTaplivii BUKIaaa4d

XapKiBChbKUI HAI[IOHAIbBHUIM MEIMYHUIN YHIBEPCUTET, Y KpaiHa

Beryn: XBopob6a IlapkiHcoHa Hapas3l € Japyroi 3a CTyHNEHEM MOIIMPEHOCTI
3aXBOPIOBaHHSAM Yy CBITI Ticis XBopoOu AdbireiimMepa. HaiiBumumii piBeHb
3aXBOPIOBAHOCTI CIIOCTEPIra€ThCs y BIKOBIHM IpyIi cTapiie 65 pokis [2].

AxrtyanpHicTh: CyuacHa  MeIWMIMHA  PO3TJISIa€  3aXBOPIOBAHHS  SIK
MYJIbTU(PAKTOPHE, TOOTO T€, M0 3AJIEKUTH B/l KUTbKOX MPUYUH OJHOYACHO. 30Kpema,
HayKOBLl BBa)XXalOTh, LI0 HAWOUIbII HMOBIPHUMH NPUYMHAMHU 3aXBOPIOBAHHA €
MOETHAHHS TeHeTUYHUX (PaKTOPIB 3 BikoM marfieHTiB. bimsbko 20-25% Bcix BUTIAIKIB
MOB’SI3aHO 3 TEHETUYHUMH MYTAlisIMH, a HasBHICTh XBOPOOMW y OJIM3BKOTO pojauya
30UIBIIIYE MOXJIMBICTH 3aXBOpIOBaHHSA y 2-2,5 pa3u. 30Kpema, OIHIEIO 3
HaWUTMOMIMPEHIUX MpuuuH € myTaiii reny LRRK2.

Mertoro Haior JociiiKeHHs € ot poai myTtaniv reny LRRK 2 y marorenesi
xBopooOu [lapkincona.

OG6’exTOM noCTiKEHHS € 0cobu 3 XBopoOoto [TapkiHcoHa.

KimrouoBi momentn: XBopoGa Ilapkincona (XII) - me mporpecuBHe
HeWpoJileTeHEpaTUBHE  3aXBOPIOBAHHA, SKE  MPOSBISETHCS  4Yepe3  3arudenb
nodaMiHEPTriYHUX KJIITUH TOJOBHOTO MO3Ky. Oco0inBa HEIOCTATHICTh TaKUX
HEHWPOHIB y YOPHINA CyOCTaHIlli CepeTHbOr0 MO3KY, IO MPU3BOAUTH J0 pereHeparlii
TaKUX HEHPOHIB, 1 B 0a3aJbHUX TaHIJIsAX 3aXBOPIOBAHHS, SIK MPABUIIO, IPOSBIISAETHCS
MOTOPHUMH Ta HEMOTOPHUMHU CUMIOITOMaMu [3].

Myranii B reni LRRK2 (;iokyc PARKS8 xpomocoma 12pl12). HacnimyBans
BiIOYBAETHCSA 32 AyTOCOMHO-IOMIHAHTHUM MUIIXOM (TOOTO JTOCTAaTHBO OJHIET KOMil
MYTaHTHOT'O T'€Ha BiJ] OJJHOTO 3 0aTHKIB), 1 3aJICKHUTh BiJ BIKY naiieHTa Hopmansuuii
I'€H CKJIaJlaeTbes 3 51 ek30Hy 1 koaye 0110k AapaapuH (6iabiie 2500 aMiHOKUCIOTHUX
3anumkiB). Excrpecis Oiika BiiOyBaeThbCs y TOJIOBHOMY MO3KY, HAOUTBIIIE MICTUTHCS
y YOpHIM cyOCTaHIlli CepeTHLOTO MO3KY Ta ImyTaMmeHi. Cam 010K € pepMEHTOM, KU
Mae 1Bl (opMHU aKTHBHOCTI: TpOTEiHKiHA3HA (TOOTO BIAMOBIMAE 3a TPHETHAHHS
docdary n1o mosiekyn OuIkiB) Ta akTuBHICTH [ T®a3u (Biamnosigae 3a riaponiz ['TO)
[1].

Hapaszi Bimomo mpo 600 MOXIMBUX MyTaliil TeHy, 3 SKUX 19 SBISIOTHCS
NaTOTeHHUMH. Maibke BCI BOHM BHUHHKAIOTH B PE3yIbTaTi aJlbTEPHATHBHOTO
cmaiicuary. Bci mytamii OyayTh TpH3BOAWTH 10 TOPYIICHHS (DepMEHTaTUBHUX
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byHKIii O11Ka, 30KpeMa, KiHa3Ha akKTUBHICTB 301blIyeThest pu MyTanii G2019S (GS)
ta ' Tdda3na akruBHicTh ipu MyTarlii R1441C [1], [3].

B Hamomy Bumnajky BaxinBoro € mytaiis GS, ajxe BoHa BUsBISIETbC Y 20 %
cimeritnux (opm xBopobu [lapkincona. BinOyBaeTrhcsi 3amiHa TIIIMHY HA CEPUH Y
no3ulii 2019. B pe3ynprari MyTalii y mari€HTiB Bii0yBa€eThCs 30UTbIIEHHS KIHA3HOT
aKTUBHOCTI JapAapuHy, MOPYIICHHS PEerysimii MakpoayTodarii, 10 Ipu3BOAUTH J0
HAKOMMMYECHHS TOKCMYHMX OUIKIB, 30KpeMa 1 a-CUHYKJIEiHy, SKUH TOYHMHaE
arperyBatucs, popmyroun Tuibl JIeBi (1o € xapakrepauMm Mapkepom XII) [3].

OkpiM 1pOTO, MyTallis MPU3BOIUTH 0 MITOXOHJpPiadbHOI AUCHYHKIII, amKe
MOPYIIYETHCS il KOMIUIEKCY JUXaJIbHOTO JIAHIIOTA, BIJOYBAETHCA 3POCTAHHS
OKCHJIATUBHOTO CTPECY, 10 MPU3BOJAUTH A0 HEAOCTATHHOI'O HAJAXOMKEHHS €Heprii y
nodaMiHepriuyHi HelpoHu [4].

Jlana MyTallis reHa TakoX IPU3BOJIUTH 10 HeMpo3analeHHs, aJ[)ke MIKpPOTTiajabH1
KJITUHU BUAUISIIOTH HIUTOKIHM, SIKI CTUMYJIIOIOTBCS Yepe3 KiHa3Hy aKTUBHICThH T'€Ha.
BianosigHo, Helipo3analieHHs TAaKOX MOMIKOKY€E f1odhaMiHEpTiuHl HeHpoHu [3].

Crin 3a3HaunTH, 110 MyTaIlis rena ¢pochopuitoe Rab-611ku, siki BIAMOBIIaI0OTH 3a
TPAHCIIOPT CHHANTHYHUX BE3UKYJ. BiamoBimHO, 1€ MPU3BOIUTH 0 HEJOCTATHHOTO
BUJIICHHSI HEHPOTpaHCMicTepiB, 30KpeMa 1 nodaminy [3], [4].

Takoxx BaxiauBuM € (¢akt Toro, 1o Mmytauiss G2019S  chpuse
HEHpoJIereHEpaTUBHUM MpOoLecaM y MOEAHAHH] 3 MyTallsIMM 1HIIKUX FeHIB. 30Kpema,
HasBHICTHh MyTaIlii y reni GBA moxke J1071JaTKOBO MiJCHITIOBATH IIPOIIECH arperairii a-
CHUHYKJICIHYy uepe3 TOpYIIEHHS J30COMaTbHOTO KIIPEHCY, M0 MPHU3BOAUTH 0
nporpecii cumntomiB XII [1].

BucnoBok: 1. JloBeneHi HaMu MOJEKYJISIpHI MEXaHI3MU BKa3ylOTh Ha Te, IO
mytanis G2019S reny LRRK?2 mae mpsimuii BIiMB Ha MOTOpPHI Ta HEMOTOpHI
cumnromu XII.

2. Bapro nigkpecautH, mo reH LRRK 2 ¢i3uyHO Ta reHeTnyHo B3aeMoji€ 3
inmmu reHamu XIT (GBA, PARK2, MAPT), mo Ttakox BKOTpe BKazye Ha Te, IO
€KCIIpecis FeHa 3 TaTOTeHHUMH MYTallIIMH BUKJIMKA€ HEHPOTOKCUYHUN €(DEeKT
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