INVITRO

®PNo
Mon: My
Bospacr: 48 net
NH3: 999999999
[aTa B3aTus1 obpasua: 07.07.2022
[JaTta noctynneHuns obpasua: 07.07.2022
Bpau: 30.07.2022
[aTa neyaTtu pesynbTaTa: 30.07.2022
NccnepoBaHue PesynbTaT KoMMeHTapuit
BonesHb MapKMHCOHa, CM.KOMM M3meHeHue konuinHocTy reHoB PARK1 (SNCA), PARK2 (Parkin),

KOMIJIeKCHas
ANArHOCTMKa, Y.M.

PARK5 (UCHL1), PARK6 (PINK1), PARK7 (DJ1), PARK8 (Dardarin) n
ATP13A2, a Takke natoreHHbIX BapnaHToB reHa SNCA p.A30P u
LRRK2 p.G2019S obHapy»eHOo He 6bi10.

Pe3ynbTaT npunaraeTcs Ha oTAeNbHOM bnaHke.

BHMMaHVe! B 311eKTpOHHOM 3K3eMnnape 61aHKa Ha3BaHUE UCCNEeN0BaHNs COAEPXKMUT CCbINIKY Ha CTpaHuLy canTta
http://www.invitro.ru/ ¢ onucaHnem nccneaoBaHus.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCYJ/1bTauusa cneunasncra.
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M.M. / Noanuck Bpaya


http://www.invitro.ru/

Onucanmne PE3YJIbTATOB UCCJICAOBAHUA
MH3 999999999

®.1.0., 1973 1. p., obcnenoBancs B OO0 «HezaBucumas nadoparopusi UHBUTpO»
C IENIBI0 aHaJIM3a HATMYHSI YACThIX MYTaIliii, OTBEYAIOIIEM 33 Pa3BUTHE
HacyeacTBeHHOU (hopMbl Ooste3Hn [TapkuHcoHa (KOMIUTEKCHAsI TMArHOCTUKA - TIPOQITH

Ne 77701).

B 3akiro4eHnn UCIOIb3YIOTCS CIEIYIOIUE TEPMUHBL:

I'oMo3uroTHoe cocrosiHue (HOCUTENBCTBO) — COCTOSIHUE, IIPU KOTOPOM 00a reHa B nape (Bce reHbl
y 4elloBeKa MapHbIe) SBISIIOTCA JIM00 HOPMAIbHBIMU, TM00 MyTaHTHBIMHU.

I'eTepo3uroTHoe cocTosiHue (HOCUTENBCTBO) — COCTOSIHUE, KOTJJa OJIUH I'€H U3 apbl HOPMaJIbHBbIi,
a BTOPOil — HECeT B cebe MyTaIuio.

Bone3nus Ilapkuncona — 00HO U3 camvix pacnpoCmpaHeHHbIX Hellpooe2eHepamuenvlx 3a001esanutl, nopasxcarowee 1-
2% Hacenenus u passusaroujeecsi 8 OCHOSHOM nocie 65 nem. [lannoe 3ab0re8aHue Xapakmepusyemcs OMMUPAHUEM
00amuno6bix HEUPOHOE 8 YePHOU CYOCMAHYUU, OOHAKO C NPOSPECCUPOBAHUEM COCMOSHUS 8 NPOYecc HelupodezeHepayuu
NOCMENeHHO BOBIEKAIOMCS 6ce OMOebl 20J108H020 Mo32d. [Ipyeoll 8adiCHOU NAMOMOPHOI02UYECKOU XAPAKMEPUCHUKOL
bonesnu Ilapkuncona sensiemcs 6HYMpPUHeUPOHAIbHbIE DEIKO8ble OMI0NCEeHUs, KOMopble HA3blearomes meavyamu Jlesu u
npeocmagisniom coool OMA0ANCeHUs. ANbPa-CUHYKIEUHA U OPY2UX HEUPOHATbHBIX OENKO8.

Knaccuueckumu nposenenusamu 6onesnu Ilapkuncona a6iar0mes mpemop, mMvlideurds pueuoHOCmy U OPAOUKUHE3Us.
Jannas mpuada maxdice MOACEM COYEMAMBCSL C OPYUMU HEBPOIOSULECKUMU NPOSLENEHUSMU.

Hcmopuyecku 6onesns Ilapkuncona paccmampuganacs Kak cnopaouyeckoe 3a001e8anue, 00HAKO HaA Ce20OHAWHUL
Oenv doxaszano, ymo 00 15% cnyuaes pazeueaiomcs 8 c6a3uU ¢ pa3iudnbIMu eenemuyeckumu abeppayusmu. Ha oannviii
MomeHm uzgecmuo o 18 eenax, mymayuu 6 KOmopsix Mo2ym Gvl3bi8ams pazsumue donesnu [lapkuncona.

Aymocomno-oomunanmuuvle popmul accoyuuposanvt ¢ mymayuimu @ eenax PARKI (SNCA; moueunas mymayus
A30P u oeneyuu u oynauxayuu eerna), PARKS (LRRK2 mymayus G2019S). Aymocomuo-peyeccugnvie popmbl 6613618a10MCsl
2omoszueomuvimu mymayusimu ¢ cenax PARK?2 (Parkin), PARK6 (PINK1), PARK7 (DJ1) u ATP13A42.

Taxace cywecmgyem pso J1OKYCO8, USMEHEHUs 8 KOMOPbIX MO2YM YEeiuuusamv pPUCKU paszeumus 6001e3HU
Tlapxuncona.

B o6pasue JIHK o6cnenyemoro npoBeieH MOMCK YaCThIX MyTalluil B FeHax,
IPUBOSIIUX K MOsBIIEHUIO Oosie3Hu [lapkuHcona.

I'en MyTauust Ilosry4yeHHBIH pe3yJbTar
RK1 (SNCA,; alpha- W3MmeHeHrne KOnmuitHOCTH MyTaius He BBISBIICHA
synuclein)
PARK2 (Parkin) V3MeHeHrne KONUHOCTH MyTaiiusi He BbISBJICHA
PARKS5 (UCHL1) V3MeHeHrne KONUHOCTH MyTaliusi He BbISIBJICHA

PARKG (PINK1) V3MeHeHne KOMUIHOCTH

MyTanus He BbIIBJICHA

PARKY (DJ1) V3MeHeHne KOMUIHOCTH

MyTanus He BbIIBJICHA

PARKS (Dardarin) V3MeHeHne KOMUIHOCTH MyTaltusi He BbISIBJICHA
ATP13A2 N3MeHeHne KOMMUHOCTH MyrTanus He BbISIBJICHA
SNCA Toueunas myranus A30P MyTanus He BbISIBJICHA
LRRK?2 Toueunas mytarnusa G2019S | MyTtanus He BbIsIBJIeHA




Takum 06pa3oMm, uccjieJOBAHHBIE MYTAIIUU He BbISIBJICHBI.

[Tonyuennslii pe3ynbrar He HcKIodaeT co 100% TOYHOCTHIO HACIEACTBEHHBIN
xapaktep Oosne3nu [lapkuHcoHa y oOcieayemMoro (Tak Kak 3a00JI€BaHHE MOXKET OBITh
00yCJIOBIIGHO JAPYTMMH, OTHOCHUTEIIBHO PEIKO BCTPEYAIOIIMMUCS MYTAlUSIMH), HO
CHUKAET €r0 BEPOSITHOCTD.

Ecnmm moxHO mpeamonarath MMEHHO HACJEACTBEHHYIO (opMy 3a00eBaHuS,
I[EJIeCO00pa3HO PEIIMTh BOMPOC O TMPOBEACHUM HSK30MHOTO CEKBEHHPOBAHUS,
TTO3BOJISIONIETO MMPOBECTH OJTHOBPEMEHHBIN MOUCK MYyTaIMi B OOJIBIIIOM YHCIIe TeHOB. B
OO0 «HezaBucumas nadoparopuss MHBUTPO» nanHoe uccienoBaHue B HACTOSAIIEE
BpEMs HE IPOBOAUTCS

K.Mm.H., Bpau-reHeTHK ML.IL. / Ilogmuck Bpaya



