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VYpanbckuii rocy1apcTBEHHbIN MEAULIMHCKUNA YHUBEPCUTET, I'. EkaTepuHOypr

AnnoTtauus. Iesb: npoaeMoHCTpUPOBaTh KIMHUYECKUA ClTydall MAallMEHTKH C 1epeOpOBaCKyYISIPHOMA
OOJIE3HPIO ¥ TIOBTOPHBIMH  MPEXOSAIIMMH  HApYIICHUSMHA  MO3TOBOTO  KPOBOOOpAIICHUS,
OIIOCPEIOBAaHHBIMU  HACJICJICTBEHHOW TpoMmOodwmimmeli. Marepuaidbl uW  MeToAbl. [IpoBeneH
PETPOCIIEKTUBHBIA  aHanu3 uctopun Oonesnn mamumeHTkn  03.11.1986 roma  pokneHwus,
rocnutanusupoBanHol B I'bBY3 CO «lleHTpanbHas ropojackas kiuHHuYeckas OonbHuma Nel» ¢
JTMArHO30M 1IepeOpoBacKysipHas OOJIE3Hb, MPEXOAIIee HAPYIICHHE MO3TOBOTO KPOBOOOpAIICHHS B
OacceitHe mpaBoii cpeaHeit mo3ropoii aptepun oT 03.04.2023 r., mocTUIIEMUYECKHE SIBJICHUS HHCYJIBTA
B OacceiiHe mpaBoil cpeaHedl Mo3roBoil aptepuu. JlMarHo3 BepUGHIMPOBAH KOMIBIOTEPHOMH
tomorpaduei (KT) romosHoro mo3ra. OneHka TsDKECTH HEBPOJIOTMUYECKOTo Je(HIMTa MPOBOINIACH
no mkamam: NIHSS (NationallnstitutesofHealthStrokeScale), momuduuupoanHoi mkane PIHKUH,
uHaekcy MoounsHocTu PuBepmua. [Ipy 0ObEKTUBHOM U IONOJHUTEIBHOM OCMOTPE HMCIOIb30BAINUCH
MHCTpYMEHTaJIbHbIE, (PYHKIMOHAJIbHBIE, JJAOOpaTOpHble METOAbl uccienaoBanus. Pesyabtartsl. [lpu
MIPOBE/IEHUU KOMITJIEKCHOTO 0OCIIeZIOBAaHMS MALIMEHTKH ,a TaKXKe Ha OCHOBAaHUU 0030pa JIUTEPATypHBIX
JaHHBIX OBUIM COPMUPOBAHBI MPEICTABICHUS U Jajiee OMHCAHbI MYTAllUd B T€HAX, BIHUAIOLIUE Ha
CUCTEMY  KOaryJisllMOHHOTO TIeMOCTa3a, MPUBOJAAIIUE  MPEUMYIIECTBEHHO K  COCTOSHHIO
TUIIEPKOATYIISALNH, @ COOTBETCTBEHHO U SIBJISIOIINECS ITYCKOBBIM MEXaHHU3MOM B Pa3BUTHE TPOMOO30B,
UTPAIOIIMX OCHOBHYIO POJIb B BOBHUKHOBEHUH 11€peOpOBACKYIISPHBIX HAPYIICHUH.

KuroueBbie ciioBa: TpomOodwims, 1epeOpoBacKysipHbie 3a00J€BaHUS, KIUHUYECKUNU CITydai,

MOJIOZION Bo3pacT, myTarus (akropa V Jlelinena
BBenenue

CoriacHo CTaTUCTUYECKUM TAHHBIM 3ApaBOOXPAHECHUS Poccun 3a 2020

roJiepeOdpoBacKyIApHbIX Oose3Hel Ha Tepputopun PO 3apeructpupoBano nopsiaka 6408 ciydaeB Ha
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100 000 toic. Hacenenus [1]. M3 Hux Ha manueHToB MoJio10ro Bo3pacta (18-45 net) okono 2,5-10% ot
BCEX OCTPBIX HapymeHuid Mo3roBoro kpoBooobpamenus (OHMK). 3naunMelii BKIIa[ IPUHOCUT BTOPOE
MECTO B CTPYKTYpE€ CMEPTHOCTH OT OoJie3Heil cucTeMbl KpoBooOpamieHus. Takas CMEPTHOCTH OT
uHCYNbTa B Poccuu octaercst oaHOMN u3 Hanbosiee BbICOKUX B Mupe (374 Ha 100 toic. Hacenenus) [1].K
(dakTopaM pricKa BO3HUKHOBEHHS 1IepeOpOBACKYIAPHBIX O0JI€3HEH CTOMT OTHECTU TMIIEPTOHUYECKYIO
00JIe3Hb, TUCITUMHIEMHIO, TEHETUYECKYIO MpPEIpacloOKEHHOCTh, CaxapHBbIH auaber, a TakKxke
HaIM4Yue B aHaMHe3e reHeTndeckoit Tpombodunu (Td),nockonbky npu TO nmpoucxoauT HapyIIeHHE
B CBepThiBaromie cucreMe KpoBH, [2]. [Ipu paccMOTpeHHM TE€HETHYECKU JECTEPMUHHPOBAHHBIX
pUYrH BO3HUKHOBEHUs TD crouT 0Opatuth BHUMaHKe Ha MyTaruio Jlelinena (F5), BcTpedaronryrocs
B TETEpO3UTOTHOH (opMe MpUMEpPHO B MoOMyJsuHeBporeineB B 5% ciydaeB Bcex T [3].
JlaHHasiMyTaIusB KOHEUHOM UTOTE€ Yepe3 ONpeAeaEHHbIM MEXaHU3M, O KOTOpOM OyAeT TOBOPUTHCS B
COOTBETCTBYIOIIEH YacTH, BBI3bIBAET OECKOHTPOJIbHOE 00pa3oBaHHE TPOMOOB, KOTOPOE MPHUBOIUT K
MIIEMUYECKUM UHCYJIbTaM [4].

Takum oOpa3oM, Hedbl Hameld padOTHl SBISAETCS BBIICHUTH BAXKHOCTh T€HOTHITMPOBAHMS
TCHETUYECKUX MYTallMid CHCTEMBbI KOAaryJBIIMOHHOTO remocrasa, mnpu 3aboneBanmsx [ITHMK Ha
IpuMepe MalMeHTKH MOJIO0r0 BO3pacTa.

MarepuaJjbl 1 METOABI

[IpoBenensl  creAyronMe HHCTpYMEHTanbHble ucciaenoBanus  (03.04.2023-06.04.2023):
KOMIThIOTEpHAsi TOMOTpadusi TOJOBBI, KOMIBIOTEpHAs aHTHOTpa(usi MaruCTPAIbHBIX apTepHil MIeH U
WHTpPAKpaHUAJIbHBIX apTEpHil, YIbTPA3BYKOBOE HCCIEIOBAHME BEH HUKHUX KOHEYHOCTEW— 0
pe3yibTaTam, NaToJOTUM HE BBISBIICHO.

Taxke  HEMaJOBOXHBIM  HCCJICJAOBAHHEM,  IOMOTAIOIIMM  PACCMOTPETh  MPUUYUHBI
BO3HUKHOBeHHUs peruausupyomux ITHMK, Obuto reneTnueckoe uccienoanue, nposojaumoe B 'AY3
CO «KnMHHUKO-TMarHOCTUYECKOM LIEHTpey, (Tabnuma 1).

Tabnuna 1 — Pe3ynbTrarel TeHOTHIHPOBAHUS TOTUMOp(HU3Ma B T€HAX CUCTEMBbl CBEPTHIBAHUS

KpoBH, prOpHHOIN3a U (POITATHOTO UK

BrisiBneHHbIM
Orxki. ITokasarens Hopwm.Bapuant
TeHOTHUI

T'envl paxmopa ceepmuleanus Kposu

! F5 (baxTop V cBepThiBanus kpoBu 1691 G>A) G/A* G/G
F7 (dakrop VII cBepTriBanus kpoBu 10976

! (@ P P P G/A* G/G
G>A)
F13 (pakrop XIII cBepreiBanus kposu G>T (Val

! @ P P P ( G/IT* G/G
34 Leu))

T'envi cucmemul pubpunonuza
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PAIl (aHTOTOHUCT TKAaHEBOTO aKTUBAaTOpa

I 4G/4G* 5G/5G
miazmuHoreHa 675 5G>4G)

Ienvt ghonammuoeo yuxna
MTHFR (metunen-tereparuapodonar-

! A/C* A/A
penykrasza 1298 A>C)

! MTR (meTronun-cunTaza 2756 A>G) AIG* A/A

OO6o3HaueHue: * - BBISIBJICHHBIN TOJMMOPHHU3M.

Onucanye KIMHUYECKOr0 HA0JII0/IeHUSsI

Co cnoB nanueHTKu oHa 3abonena octpo 1 uronst 2019 roga, y He€ OTMEHAIUCh ClIEAYIOIINe
XKaloObl: B JIGBOM HOre, pyKe MOSBUIOCH OHEMEHHE, HEJIOMOTaHue, MOTeps UyBCTBUTEIBHOCTH,
3aTpy[HEHHAasl TOABIKHOCTh. M3 00LIero cOCTOSIHHA OpraHu3Ma - OJEeTHOCTh, TOJIOBOKPYKEHHE,
noMyTHeHHue paccynka. [lanuenTka Obuta rocimtanusupoBana B 'Kb Ne33 r. ExkarepunOypra.

[Ipu mocryruieHnn ObUT  BBICTABICH KIMHUYECKHH JUArHo3: WIIEMUYECKUH HHCYIbT
HEYCTAaHOBJICHHON ATHOJOrMM B TncuxoBereratuBHoM cuuapome (IIBC) or 01.07.2019 c¢
neBoctopoHHUM remumape3oM. NIHSS 3.Pauxun 2. Puepmupn 12. 'mnepronuyeckas Oone3Hp 3
cTanuu (HEKOHTPOJIUpyemasi), CHHAPOM KapIUaJIrusl.

B nesponocuueckom cmamyce: Co3nanne scHoe. Ounenka mno 1mkane NIHSS 2.
MeHuHreanbHble 3HaKU OTCYTCTBYIOT. J[BurarenbHas cdepa: mapes B JIeBOM Hore u pyke 2-3 Gaa.
PaccTpoiicTBO 4yBCTBUTENBHOCTH MO TeMUTHIY. Pediiekchl: cyXoXuibHblE pe(eKChl CHUXKEHBI B
neBoii Hore. [laTonoruueckue peduiekcol: cumMnToMbl babuHckoro ciesa.

CrycTst HEKOTOpOE BpeMs ALIMEHTKA TOBTOPHO MEPEHECA €11€ HECKOIbKO PELUANBUPYIOLINX
NPEeXOAIMX HapylIIeHHH MO3roBoro kpoBooOparenus. [Ipu cOope aHamHe3a ObUIO BBISBICHO, YTO
oHM mipomszonuiu vepes 1,5 roma (06.12.2020) u nocnenyronuit uepe3 mecsi (08.01.2021) —mipu sTom
CUMIITOMOKOMIUIEKCC ~MOMEHTa TIEepBOTO BO3HUKHOBEHHsS ocTtaica npexHuMm. [locnennss
rocruTanu3anys Obiia yepe3 2 rox u 3 Mecsia ot nocneaHero peruansa (03.04.2023) 8 I'bY3 CO
«enTpanbHas ropoackas knuaudeckast 6onbHuma Nely r. EkarepunOypra.

Ilpu nocmynnenuu 6w 6vicmasien Kiunuveckutl ouaenos: llepeOpoBackynspHas OO0€3Hb.
[Ipexomsiiee HapylmieHHE MO3TOBOTO KpOBOOOpamieHuss B OacceliHe TpaBOM CPEeIHEH MO3rOBOM
aprepun ot 03.04.2023 1., ocraTouyHBIE SBICHHS HIIEMHUYECKOTO HHCY/IbTa B OacceifHe MpaBoit
CpeAHel MO3TOBOHM apTepHH: JEBOCTOPOHHSS IeMHUTUIIeCTe3HUs, IEBOCTOPOHHUI remumnapes 4,5 6anna
NIHSS 2 6anna, Pankun 2 6amra, Pusepmua 12 6amios.

Hesponocuueckui  cmamyc(06.04.2022):  Co3HaHue sSCHOE, MCHHHTCAJIbHbIC 3HAKH

OTCYTCTBYIOT. 3peHHe CyObeKTHBHO He HapymeHo. Jlumo cummerpuuno. CiyX CyOBEKTUBHO

coxpaHeH. ['noranue u ¢oHamus coxpaHeHbl. JIEBOCTOPOHHSS TeMHTHUIIECTe3Us. JIeBOCTOPOHHUI
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reMunapes3: B BEpXHEW KOHEYHOCTH 10 3—4 OayyioB, B HWKHEH KOHEYHOCTH 3 Oamna (pu 3TOM
MAIMEeHTKa CaMOCTOATENIbHO X0UT). ToHyC U Tpoduka HEe u3MeHeHbl. Peub - nmpaBuibHas. [lanuenTtka
OpPHEHTUPOBAHA B COOCTBEHHOM JTMYHOCTH, MECTE U BPEMEHH MPABHIIBHO.

Pe3yabTaThl cc/ieIOBaHUS U UX 00CYKIeHUE

[lepen Tem kak roBOpPUTb O BCEX MYTAHTHBIX (DAKTOpax CBEPTHIBAEMOCTH CTOUT OTMETHUTb
HECKOJIBKO BaKHBIX MOMEHTOB B KOAryJISIIMOHHOM remMocTrase. Y KoaryJslMOHHOIO KacKaJa €CThb JIBa
OCHOBHBIX ITyTH Hadaja Mpolecca: BHEIIHUHA MTyTh, KOTOPBIH aCCOIIMUPOBAH C BBIJICICHUEM TKaHEBOTO
TPOMOOIUIACTH Ha(YTO MPOUCXOAUT OOBIYHO NIPU TpPaBMax), U BHYTPEHHUH IyTh, MPU KOTOPOM
IIPOMCXOJUT KOHTAKT OTPHULATENIHO 3apsKEHHOro KojulareHa Oas3ainbHoi MemOpasbl cocyna c¢ XII
dakropom (pakTop Xaremana)[18].

W3 myranuii TEeHOB CHCTEMBI (DAKTOPOB CBEPTHIBAHWS KPOBH Y HAHHOW MAalMEHTKH ObLia
oOHapyxeHna mytauus B reHe F5 (dakrop V cBepteiBanus kposu 1691 G>A) [16]. B Hopme ren F5,
KOAMPYIOUIMHA CBepThIBAIOLIMM (akTop 5, pacnosiaraercs B IEpBOH XpoMocome. AKTHMBHPOBAHHBIN
TpomOuHOM F5 sBnsieTcs GemKkoM, KOTOPBIM peryaupyeT KOaryJsiHi0 KPOBH, SBISISICH KO(GaKTOPOM
Ipu TpeBpanieHny npotpombuna B TpoMOuH 10 dakropom (F10) [13, 14]. Ho npu manHON MyTanuu
IpoucxXoauT 3aMeHa ryanuHa (G) Ha agenuH (A). Takas nepecTpoiika MIpUBOAUTK 3aMEHE aprMHUHA Ha
IIIyTaMUH B aMMHOKHcaoTe 506. D10 ycTpanser cat pacuieruienus ArgS506 i akTHBUPOBaHHOIO
oenka C B ¢axktope V u ¢axkrope Va, B pe3ynpTaTe 4Hero HE MNPOUCXOAUT HX pa3pylleHUE.
[TocneacTBusl yCUIMBAIOT NPOKOATYJISIHTHYIO POJib (pakTopa Va M CHUXKAIOT aHTHUKOArYJISIHTHYIO POJIb
¢dakTopa V (mpoakuenepuna)[19]. B pesynabrare uero BO3HHUKAET COCTOSHUE THUIEPKOAryISILMU U
MOBBILIEHHUS CKIIOHHOCTH 00pa3oBaHus TpoMOOB [5, 15].

Taxxe oOHapyxeHa wMyrtauus reHa F7,pacnonoxenHsl B Jokyce 13q34(¢pakrop VII
cBepThiBaHusi kKpoBu 10976 G>A), HocsAmeM MPOTEKTHBHBI XapakTep B OTHOIICHHH K
runepkoarynauuu. B Hopme VII dakrop cBepThiBaHMsA (IIPOKOHBEPTHH),IPEACTABIAIONNI COOOM
CEpUHOBYIO MPOTEa3y, MPH MOBPEKICHUH COCYIOB CBsi3bIBaeTCs ¢ TKaHeBbIM (paktopom Il (TFA), uto
aKTUBHpYeT npokoHBepTuH. OOpa3zoBaBmmii komiuiekc TFA-F7 B cBoto ouepenpb akTuBupyer yxe X
(F9) u X (F10) dakropsl cCBepThIBaHHUS, YYaCTBYIOIIME B MPEBpAIlEHHE MPOTPOMOMHA B TPOMOUH
[6],Tarke ecTh JaHHBIEO TOM, YTO JAHHBIM KOMIUIEKC MOXET Takke 00J1aJaTh HEreMOCTaTHUECKUMH,
curHasibHbIMU cBoiicTBaMu[20].A mpu myranuu F7 10976 G>A ymensbiiaercs puck oOpa3oBaHUs
TpoMmOa.

XI ¢akrop ceprhiBanus (puOpuHaza) — mnpodepMeHT CHUCTEMBI KOAryJslMH, OCHOBHOM
¢byHKIHEH KOTOpOro sBJseTCs O0O0pa3oBaHHWE «CLIMBOK» MEXKIY JU3WUHOM M TJIIYTAMUHOM B
(UOPHUHOBBIX BOJIOKOH JIPYT C JIPYyrom, nenas (UOPWHOBBIA CTYCTOK OoJyiee TUIOTHBIM, MPOYHBIM U

YCTOWUYMBBIM K JIecTBUIO (pepMeHTOB (pribpmuommsa [7]. Cama xedubOpuHaza mpeacTaBiIseT coO0oit

OCIIKOBBIM TeTepoauMep CcyOobenuHUI] A u B, sKcmpeccupyemblii KJIE€TKaMH KOCTHOTO MO3Ta H
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ME3CHXUMAIBHOW JIMHUH, OTIMYAIOMUNUCS CBOeH (YHKIMEH TpaHCTIIyTaMHHA3bl, KaTaIU3UPYIOIICH
peakuuu cmmBaHus nentuaos[21]. Ilpu myranuum F13 mpoucxoaut 3aMenieHne ryaHuHa Ha TUMUH,
YTO NPUBOJAUT TAKKE M K AMUHOKHUCIOTHOM 3aMeHe BajuHa Ha JeHIuHB 34 nosnoxxeHuu. JlaHHas
3aMeHa MEHSeT AaKTUBHOCTb JTOro (QepMeHTaMu, CHWXasg e€, MO03TOMy He oOpa3yercs
(GYHKIMOHATIBHBIN TPOMO, OBBIIIAS TEM CAMBIM PUCK KPOBOTEUEHUH.

[TomuMoO cBepTHIBarOIIEH CUCTEMbI B KPOBU MMEETCs Takxke cucreMapudpuHonmnsza. Hanbomnee
BOXHBIM (EPMEHTOM 3TOH CHCTEMBI, pACIICIUIIOMUM (UOPHH, SBISETCA IJIa3MHH, KOTOPBIH
obpazyercs M3 Iula3MuHOreHa. Karanutudeckoe npeBpallleHMe IUIa3MUHOI€HAa B IUIA3MUH
OCYLLIECTBIISICTCA AEHCTBUEM TKAaHEBOI'O aKTHBATOpa Iula3MuHoreHa. Ho momumo aktuBaTopa B KpOBH
HAXOJUTCS TaK)Ke M MHTMOMTOpP TKaHEBOro akTuBaropa mazmuHorena (PAIL), cnocoOHBIAyTrHETATH
WJIH TIOJTHOCTHIO TIPUOCTAHABIIMBATE TIpoliecc pudbpuHommu3a [8].

beutn  oOHapykeHbl ~ MyTalMM TeHOB  (OJAaTHOTO  IMKJIA,  ACCOLMUPOBAaHHBIE C
IPEIPacHoIOKEHHOCTBIO K IOBBIIEHHOMY cojepxkaHuto romonucrenHa (I'Ll) B kpoBu —
runiepromonicrendemun  (I'TLH). HeGmaronmpusaraeie 3¢dexter [ mocturarorcs neiicTBueM
HECKOJIbKUX pa3jMYHbIX MEXaHM3MOB, TaKMX KakK TuIepakTuBanus N-MeTi-0-acrapTaTHbIX
peuentopos, aktuBamus T0ll mogodHoro perentopa 4, HapylICHUE PETyJISLUN KaIbIUEBbIX KAaHAJIOB,
MOBBIIIEHUE AKTMBHOCTH HUKOTHHAMMJIAJACHUHANHYKICOTUA-(PocdaT-okcuia3bl M IMOCHIeayrolee
yBEeJIMUYEHUE NPOAYKINU aKTUBHBIX ¢opM kuciopona (ADK) [17]. [loBeienHas npoaykuus (ADPK)
npu I'TI] cBA3aHa C MOBBIIIEHHON IKCIPECCUEN Psia MPOBOCHAIMTENBHBIX [IMTOKMHOB, BKIto4das [L-
1,6,7, TNF-a, MCP-1. Bce 3T MexaHu3Mbl CHOCOOCTBYIOT BO3HMKHOBEHHIO aTE€POCKIEPOTHUECKUX
MOBPEXJICHUH COCY/I0B, HAPYIIEHUIO COCYIUCTO-TPOMOOLIMTAPHOIO reMocTas3a - HHpapKT MUOKapAa,
UHCYIbT, aHeBpusMma aopthi[9, 10]. Haumbonee wyacToii U pacHpoCTpaHEHHONM MPUUYUMHON
Bo3HUKHOBeHU [Tl sBisercs CHUXKEHHE aKTUBHOCTM WJIM K€ IIOJIHAasg yTpaTa aKTUBHOCTHU
dbepmentoBS-,10-metunentereparuapodonarpenykrazsl  (MTHFR), wmetnonuncunraszesr  (MTR),
BCJIE/ICTBHE MYyTalluU TeHOB ATHX (hepmentos [11, 12].

3aki0ueHue

Takum 006pa3oM, Mpu CpaBHEHUU PE3YJIbTATOB, MOJYYEHHBIX HHCTPYMEHTAIBHBIMU METO/IAMU,
C pe3yJbTaTaMu T€HOTUIIMPOBAHMSI, CTAHOBUTCS SICHO, UTO MPH LIepeOPOBACKYIISIPHBIX 3a00I€BAHUAK Y
NAIMEeHTKH MOJOAOro Bo3pacTa Haubojiee MOKa3aTeIbHBIM C TOYKM 3PEHHUS M3Y4YEHUS MaTOJIOTUU
SBJIIETCS HMEHHO TEHeTHYecKoe wuccienoBanue. Ha oOCHOBaHMM TOMYy4YEHHBIX JaHHBIX ObBLIO
MIPOaHAIM3UPOBAaHA COBOKYIHOCTh T€HETUYECKUX MYTAIlMi, KOTOpPblEe pa3HOHAIPABIEHHO MPOSBISIIN
cBou 3(PQeKTsl B BO3HMKHOBEHHU HApYIICHUH CBEPTHIBAEMOCTH KpPOBH. BOJBIIMHCTBO MyTaIuii
CKJIOHHBIK YBEJIMUEHHUIO pUCKAa TPOMOO30B, OHAKO €CTh U T€, YTO CIIOCOOHBI YMEHBIIATh 3TOT CaMbIi

pUCK TpoMOOOOpazoBaHus, MOBBIIIAs YyXKE€ YAaCTOTy KpoBoTedeHHi. Ho Tak kak y HalMeHTKH

Ha0II0amach CKIIOHHOCTE K penuauBupyronmm [THMK, To MoHO TTpUITH K BBIBOJTY, UTO Hanbojee
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3HAYMMBIM HCCJICIOBAHUEM IIPU PsAJIC TATOJOTHM CHCTEMBI CBEPTHIBAEMOCTH KPOBHU OYAET SBIATHCS
MMEHHO TEeHOTUIMPOBAHUE, TO3BOJISIONIEE CJIENIOBATh TEHJCHIMSAM  IEPCOHATU3UPOBAHHON
MEIWIIMHCKOW TOMOIIM, JUisi OoJieeé paHHEH TIOCTAaHOBKM JHWAarHo3a, a CJeI0BaTelbHO, U

MUHHUMHU3UPOBAHUSA HOCJ'IC,Z[CTBPIfI.
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