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2. Huarnoctuka I'DOP y nerei, ocoOEHHO MIIQJIIET0 BO3pacTa, HEPEIKO
3ama3pIBacT, T.K. ¥ 3U keny/ika U MUILEeBO/Ia HE SBISETCS pyTUHHBIM UCCIIEI0BAHUEM
pu kano0ax Ha Kallelb.

3. [Ipu coyeTaHUM TaKUX CUMITOMOB KaK CPBITMBaHUS U MPUCTYNOOOPA3HBI,
JUTUTENIbHBIN KallleNlb y TPYJIHBIX AeTel HE0OXOAMMO MOATBEPIUTH WK ONPOBEPTHYTh
['DP.

4. YcTaHOBIIECHHE JUAarHo3a y JaHHOTO peOeHka ObLIo 3aTpyIHEHO, Aaliee Mpu
MOSIBJICHUU JKajo0 Ha cpbIrMBaHus, nmposeneHo Y3U xemyaka u nuimeBoaa. [locne
Yero YCTAaHOBJICH COMYTCTBYIOIIMM JHMarHo3, OKAa3bIBAIOIIMN 3HAUYMMOE BIIHMSHHE
KOPPEKIIHIO TePaHH U MPOIECC BHI3IOPOBICHHUS MallMEHTA.
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AHHoTaumsl. B cTaThe onucaH KIMHUYECKHUH Cilyuyail pedeHKa ¢ MilaJieHYeCKOn
dhopmoit 60one3nn [lomme, BBIIBICHHOM B BO3pacTe S MeCsIeB KU3HU. PaccMOTpeHbI
OCHOBHBIC aCIICKThI 3IINJICMUOJIOTUH, ITaTOI'CHE3a, KIMHUKHU, JTUAIl'HOCTHUKHU U JICUCHUA
0one3nu [Tomre.

Annotation. The article describes the clinical report of a child 5 month-old with
the Pompe disease. The main aspects of epidemiology, pathogenesis, clinical picture,
diagnosis and treatment of Pompe disease are considered.

KiroueBble cj10Ba: KIMHUIECKUH clTydaid, 601e3Hb [lomme, rmrkoreHo3 2 tura,
KapaAnOMHUOIIaTHs.

Key words: case report, Pompe disease, type 2 glycogenosis, cardiomyopathy.

BBenenue

bonesup Ilomme — 3a0osieBaHME C ayTOCOMHO-PEIECCUBHBIM  THUIIOM
HaCJIEI0BaHMsI, T€H KOTOPOTo KapTHpoBaH Ha xpomocoMme 17025. Onucano 6omee 300
MyTaluil gaHHoro rena. Yactora BcTpeyaeMOCTH HaTojioruu B Poccuu Hem3BecTHa,
PETUCTPUPYIOTCS JIMIIL eIuHu4YHble ciaydad. CymmapHas dyactora Bcex (opm
3aboneBanus pacuenuBaetrcs kak 1:40 000 [1]. Myramus B rene GAA NpUBOAMT K
nedekty depMeHTa KHUCION alb(a-TIroKO3uaa3bl U 00YCIOBIMBACT HApPYIICHHE
pacUICIUICEHHs] TJMKOr€Ha U HAKOILJIEHUE €ro B JIM30COMAaxX M LUTOIUIa3ME MHOKap/a
(CoKkpaTUTENHLHON W TPOBOMSAIICH CHUCTEME), CKEJIETHBIX MBIIIIAX W TEYEHHU, UYTO
MIPUBOJIUT K HEOOPATUMBIM TOBPEKACHUSM OPTaHOB U TKaHEW OOJBLHOIO U ONpeeIsieT
KIIMHUYECKYIO KapTuHy Oosie3nu [Tomme [1;4].

s Gonesnu Ilomme xapakTepHO Iporpeccupyromiee TeueHue. Briaensior
MH(PaHTUIBHYIO (MJIAJIEHYECKY10) (OPMY CO CTPEMUTEIIBHBIM CMEPTEIIbHBIM UCXO0M
Ha TIEpBOM TOJy >KM3HU U B3pociayro ¢opmbl. KinHudeckue mnposiBICHUS
MJIaJieHYeckoi popMbl O60JIe3HU yare MaHU(PECTUPYIOT B TIEPBBIE MECSIIHI KU3HU U
MPOSIBJISIIOTCSA ~ CJIENYIONMMU  TPU3HAKAMM:  TsDKenas, OBICTPO  HapacTarolias
MBIIIEUHAs CJIa00CTh, T€HEPATM30BAHHAS MBIIIIEUHAS TUIIOTOHUS (CHHAPOM «BSIJIOTO
pebeHKay), 3aiepkKKa IBUTATEIILHOTO Pa3BUTHSI, YacThle WH(OEKIUU JbIXaTEIbHbIX
CUCTEM, JbIXaTelbHas HEJIOCTATOYHOCTh, HAPYIICHUS IbIXaHWUS BO CHE, TsDKelas
KapJUOMETaliisg U KapJUOMHUOMATHs, CeplieyHasi HEeJOCTaTOYHOCTh, MPOOJIEMbI TpH
KOPMJIEHUH, T€IaTOMETajus, CIUIEHOMETallusi, Makporiioccus [3;6].

Jmarnoctuka Oone3nm Ilomme BKIIOYaeT ACTANBHBIA aHAMHE3 KaK CEMbBH
(cityuau cMepTH B paHHEM BO3pacTe, MUOTIATUUU U T. 11.), TaK U 3a00JI€BaHUS C YUETOM
JaHHBIX O0O0CIIeIOBaHUS B TNEPHOJ BHYTPUYTPOOHOrO pa3BuTus (runeprpodus
MHOKap/aa, HapyuieHus putMma cepaua y mioga) [1]. bonesusr Ilomne siBisercs
MEPBUYHO-MBIIIIEYHBIM  3a00JieBaHUEM, MaHU(DECTUPYIOUIUM  M30JIUPOBAHHOMN
runepkpearHuHkruHazoi (runepKK) (mepcuctupyromas runepKK — cocrosinue, npu
kotopom ypoBeHb KK B cbiBOopoTke KpoBM B 1,5 pa3a mpeBblIIA€T BEPXHUU
JIOTYCTUMBIH TIpeJie]l B HOpME), TIOITOMY BaXKHO 0OpaIraTh BHUMaHUE Ha TIPOSIBIICHHE
KIIMHAYECKUX TPU3HAKOB B COYETAHWUM C TIOBBIIEHHEM B KPOBU YPOBHEH
kpeatuHpochokunazel (KOK) u makratnernaporenassr (JIAD) [1;3].
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bonesnp Ilomme 3anuMaer ocoboe MecTo cpeau 3aboieBaHUM, KOTOPHIE
clielyeT BKIIOYHUTH B TudPepeHnranbubiii quardos npu 6eccumntomuoin runepKK B
CBS3U C TE€M, UYTO 3TO €JUHCTBEHHAs] MOSCHO-KOHEYHOCTHAS MHUOIUCTPOQUS, M
KOTOpOH pa3paboTaHbl M JOCTYNHBI NATOTEHETUYECKasl Tepanus MU METOJuKa
PYTMHHOW MAaJIOMHBA3MBHOW JMArHOCTUKU IyTEM H3MEPEHHs aKTUBHOCTU alib(da-
ITFOKO3HK1a3bl B CyXOM IisiTHE KpoBH [2]. B 2015 roay 6omne3ns [Tommne cTana nepBbiM
JIM30COMHBIM PACCTPOMCTBOM HAKOIUICHMS, PEKOMEHIOBAHHBIM JJIsI BCEOOIIEro
CKpUHMHTa HOBOPOXJEHHBIX CeKpeTapeM MUHUCTepCTBA 3/IPABOOXPAHEHUS U
coruanbHbiX ciayx0 CHIA. CkpuHuHT HOBOpOkAeHHBIX Ha [lomne npoBoautcs B 20
IITaTax U HECKOJIBKUX CTpaHax Io Bcemy Mupy [5;6].

B mHactosimee Bpemsi €QMHCTBEHHBIM CIHENU(DHUESCKHUM CITOCOOOM JICUCHUS
6onesnu [lomme sBasieTcst pepMeHTO3aMeCTUTENbHAS Tepanusl (ITyTeM BHYTPUBEHHOTO
BBEJICHUSI peKOMOMHAHTHOM KHUCJION MIMKO3Ua3bl YesnoBeka). C MOMEHTa BHEIPEHUS
B MPAKTUKYy JAHHOW Tepamuu CMEPTHOCTH npu Oosie3nu [lomne cHuzumace Ha 79%.
YcraHoBiaeHo, 4YTto  anbda-Thaoko3ujaza  ainbda  BOCIHOJIHAET  AKTHUBHOCTD
JU30COMATBHONU KHUCIION alib(a-TaroKo3uaa3bl, YTO MPUBOAUT K CTaOWIM3AlUUA WIIH
BOCCTaHOBJICHUIO (DYHKIIUU CEPJICYHON U CKEJIETHBIX MBIIIII (BKJIIOYAs IbIXaTEIIbHBIE).
PexoMeHI0BaHHBIN pEXUM JTO3UPOBAHUS ANTIIIOKO3Ua3bl albda: 20 MI/Kr mMacchl
Tella OJAWH pa3 Kaxible 2 HEIl B BUJE BHYTPUBEHHON WMH(]Y3UHU, KOTOPHIE ClIEIyeT
MPOBOAUTh C TIOCTENECHHBIM YBEIMYEHHEM CKOPOCTH BBEACHHUSA IIpernapara.
OddextuBHOCT, P33T 3aBUCUT OT (GOPMBI U CTAIAUM 3a00JEBAHUS: IS MOTYyYCHUS
JyYIIUX PE3YJIbTATOB BAXKHO HAYMHATH JICYEHUE KaK MOKHO paHbIue [1].

Heab uccienoBanusi — AEMOHCTpAIUs KIMHUYECKOTO ciydasi HH()aHTHUIHLHOM
(dbopmbl rMkoreHo3a 2 tuna (6osie3nu [lome).

MarepuaJjbl 1 METOABI UCCIET0BAHUS

[Ipoananu3upoBaHbl JaHHBIE aHAMHE3a, HWCTOPUM OOJIE3HU, BBITUCHBIX
SIHUKPHU30B, & TAKKE 3aKJIFOUCHUH ITPOBEICHHBIX UCCIICIOBAaHUN U KOHCYJIbTALlAM.

Pe3yabTaThl HCCIe10BAHUS U UX 00CYXK/ICHHUE

[TammmenT A. (18.06.2020 roma pokaeHHs) pOAUICS OT OJM3KOPOJACTBEHHOTO
Opaka (MaThb W OTEI| ABOIOPOJHBIC OpaT m cectpa). PebeHok ot VI GepemeHHOCTH,
npoTekana Ha (OHE OTATOIIEHHOTO aKyMIePCKOro aHamHe3a (OJIM3KOPOICTBEHHBIN
Opak), B 2012 r cpounsie poasl (Maibuuk 370poB); 2014 T cpouHbie pobl (MAIBYUK)
— ymep B Bo3pacte 1,5 mec (cymoporu); 2015 r - cpouHsie pojibl, ymMep B 8 mMec —
uHpeku. kapauT (co cioB marepu oHa Hocutens LIMB), B 2017 r u B 2019 r —
MenuIHCKU abopt. HacTosiias 6epeMeHHOCTh Ha (DOHE XPOHUYECKOTO JIepMaTHUTa,
HocutenbcTBa  [[MB-undexuun BHe  oOocTpenus, aHemuu |  cremneHw,
tpomOoruTonenuu. Poaer IV, camocrositensHble, B cpoke 37-38 Henenb. Bec npu
poxaenuun 3650 1, poct 53 cM. Ouenka mno mmkaine Amnrap 6/8 6. I'pymnoe
BCKapMJIMBaHUE J0 HACTOSIIIETO MOMEHTA.

Ha 4 cytku xusnu nepeseneH B OIIH, rae nmaxomwmiica ¢ 18.06 mo 21.06 ¢
muarHo3oM: "llepeOpasibHasi WIIEeMHST CpPeAHEW TSHKECTH, OCTPBIA  MEPUO.
CyOsnuHANMaNIbHBIE KPOBOUBIUSHUS | CTEEHH C 2X CTOPOH C pa3psHKEHUEM.
KpoBousznusinue B KOXy Jidila, KynupoBaHbl. CHHIPOM TNOBBIIIEHHON HEPBHO-

435



VI Mesicoynapoonas (76 Beepoccutickas) HayuHO-npakmuieckas KOH@epeHyus.
«AxmyanvHbie 60NPOCHL COBPEMEHHOU MEOUYUHCKOU HAYKU U 30PAB0OXPAHEHUS)

pedaexTopHOn BO30YAMMOCTH. Heonaranbnas KENTyXa, KyIIMpOBaHa.
[Tatonoruueckas yobutb maccel Tena. Kapnuomuonarus. @OO. HK 0. UMBII". B
poanome npuBUT npotuB renatuta B. OT Baknuuanuu bIK meguuuHckuii 0TBOA.

[To pesynbTaTam HeoHaTaibHOrOo CKpUHMHTra 01.07.20 BBISBICHO CHUXEHHE
KOHIIEHTpAI[M CBOOOJHOIO KapHUTHHA, auetuikapHutuHa. Ha Dxo-KI' (23.06.20):
HE3HAYUTEIBHOE YTONIIEHHE MUOKapaa. Y peOeHKa OTMedalics [IHaHO3 HOCOTYOHOTO
TPEYTOJbHUKA ITPU KOPMJICHUHU TPY/IbIO, OBICTPO UCTOIIAIICS IPHU COCAHUHU.

B koniie Hos0ps 2020 rona rocnuTalu3upoBaH B JHEBHOW CTallMOHAp Ha 0ase
Hetrckoro ropoackoro kapauonoruyeckoro nerrpa 'AY3 CO AI'KB Nell. B xoxe
oOciieoBaHUSl OTMEUaJICS CHHIPOM IIMTOJIM3a, BBIABICHA THIEPTpOdUIecKas
KapAHMOMHUOMATHS CO CHU)KCHHEM COKpaTHTeNnbHOM crnocoOHocTH. [IpoBoammack
Teparus aTeHOJIONIOM, PEKOMEHI0BaHa KOHCYnbTanus reseruka. 23.11.2020 — cnana
KpoBb Ha Jnu3zocomanbHbie Oone3nu (MIICI1, 6Gonesnnr Ilomme). PexomenmoBaHo
MIPOBECTU IOBTOPHO HEOHATANbHBIM CKPUHUHI + KapHOTUIMPOBAHUE, HA3HAYCHA
reMocTa3zuorpaMma — MaTh Ha OCMOTP U CJIauy aHAJIN30B HE SIBUJIACH.

B nexabpe 2020 r peberok rocruranuzupoBan B ctarmoHap JI'Kb Nell mo
noBoay OPBU. 3arem 12.12.20 pebGeHOK mepeBefieH B KapIHOPEBMATOJIOTHMUECKOE
otrnenenue 'bY3 CO OIKbB Nel c¢ sxanobamu Ha IMaHO3 HOCOTYOHOTO TPEYTOIbHUKA
Ipyu TUla4€ U KOpMJIGHUM. Manbuuk ObUI  KOHCYJBTUPOBAH HMMYHOJIOTOM,
HEBPOJIOTOM, TPOJOJDKEHA Tepamnusi HemocTaroyHocTu kpoBooOpamieHus (HK),
MOJIyYeH pe3yiabTaT MOJEKYISPHO-TEHETHUYECKOTr0 HCCIEAOBaHUs, MOATBEPKICHA
oonie3np [lomne - akTuBHOCTH PepmeHTa anbda-riaroko3uaaszsl 0,13 MMob/n/dac
(HOopMa > 2.32 MkMouib/ii/yac). PeOeHKy Mo KM3HEHHBIM TOKa3aHHUSIM HEo0Xoauma
dbepmenT-3amectutenbHas Tepanus (DP3T), HampaBieH Ha TOCHUTAIM3ALUAIO B
otaenenre meauuuHckon renetnky PJIKb ®I'AOY BO PHUMY um. H.U. ITuporosa
M3 PO nnsa nanmumainuu 3T ocHoBHOrO 3a00sieBanns — Maiio3aiim 20 MI/KT B CyTKH.

28.12.2020 pebeHOK roCIUTAIU3UPOBAH B OT/ICJICHUE MEIUIIMHCKON Te€HETUKHU
PIAKE ®I'AOY BO PHUMY wum. H.U.IluporoBa MunzapaBa Poccumu, B xoxe
KOHCUJIUyMa YTOYHEH auarHo3 "JlerenepaTtuBHOe 3a00j€BaHUE HEPBHON CUCTEMBI.
['mukoreno3 2 Tuma, OOYCIOBJICHHBIA TE€TEPO3UTOTHBIMU MyTanusiMu reHa GAA
(bone3nus Ilomme). Bropuunblii Muonatudeckuid cuniapom. [uneprpodudeckas
HeoOcTpykTuBHas kapaunomuonatusi. BIIC: OAIL HK 0-I". B xone koHcuinyma ObU1
HazHaueHa O3T - armroko3uaasa anbgha. Haznauena 6azucHas Tepanus: J€BOKapHUTHH
Ha 2 Mec, YpPCOAE30KCUXOJieBasg KHCIOTa, AaTeHOJION, KanTompui, TpomOo-acc,
BEPOIITUPOH.

C 09.02.2021 o 12.03.2021 maxoauiics B crauuonape JII'Kb Nel 1 ¢ nnarnozom
«OcTpbIit 00CTPYKTUBHBIA OPOHXUT, CpeIHEN TSKECTH, MOBTOPHBIN »nu3on, bOC 5
O0aioB». 3a mepuoj] MpeObIBaHUS B CTAllMOHApPE COCTOSIHUE PeOEHKa OCTaBaloCh
TSOKETBIM  0e3 TosIokuTeNbHOW nuHaMuku. Coxpansumich npusHaku HK 2 A,
cocTtosiHue o0 (POHOBOMY 3a00JIEBAHUIO C OTPHUIIATEIIBHON TUHAMHUKOM, OTCTaBaHHUE B
MOTOPHOM Pa3BUTHHU, BbIPAXKEHHAs MBIIIEYHAs] TUIOTOHUS, AMIETUT YJIy4YIIUICH,
Iuype3 CHUKEH. 17151 maibHENIIero Je4eHus MaJIbuUrK NEPEBECH B HEBPOJIOTHUECKOE
otaeneare OJIKDB Ne 1 mns ®3T anbha-riaroko3uaa3on.
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HauGoee 3HaurmMbie TaHHbIE TA0OPATOPHO-UHCTPYMEHTAIBHBIX HCCIIEIOBAHUN
narenta: 26.11.2020 r: JIAI 1,2 = 13 ME/mi (N 90-180), tpononus = 0,583 Hr/mu
(N 0-0,176). AJIT, en/n (N 13-45): 02.12.20 = 124, 07.12.20 = 118, 09.02.21 = 183,
10.02.21 = 148, 12.02.21 = 144, 15.02.21 = 129, 17.02.21 = 125, 26.02.21 = 134,
04.03.21 =116, 11.03.21 = 95. ACT, en/n (N 9-80): 02.12.20 = 229, 07.12.20 = 224,
09.02.21 = 308, 10.02.21 = 241, 12.02.21 = 233, 15.02.21 = 278, 17.02.21 = 280,
26.02.21 = 359, 04.03.21 = 290, 11.03.21 = 265. Harpuitypernueckuii nentug B
(15.02.21) 689,1 nir/mi - moBbitieH. Tpomonus 1 (24.02.21) 0,73 ar/mi(aopma 0-0,10).
Pentrenorpadus OI'K (26.02.21): BumumMblie OTaEIbI JETKUX HE 3aTeMHEHBI. PeHTreH-
Npu3HaKu pacmmpenus rpanun cepana. KTU 72,2%. (puc. 1). Ilokazarenu Oxo-KI' B
JTUHAMUKE MPECTaBICHBI B Ta0uIIe 1.

Tabmmma 1
IToxazarenu Oxo-KI' B nuHaMuKe
JlaTa KIP, | KCP, qu’ MIKIL, | 3CJIK, 3akioueHue
MM MM %) MM MM

HesnauurensHoe yronmenue muokapaa. ®OO. CokpaTuTeabHas

23.06.20
dbyukims (CD)-N.

06.07.20 61 JDK He3HaunTENnpHO yBEIWYEH. Y TOJILIECHHE

Mmuokapaa. @OO.

VBeanuenue nmonoctu JDK.
Pacmmpenus npaBbIx Kamep
HeT. BeipaxkeHa rutnieptpodus
creHok JOK. Camxenne COD.
MutpanbHas perypruTamus
(MP) 1 ct. TpukycnunanpHasi,
MyJbMOHAJIbHAS perypruTaius

16.11.20 | 30 21 59 | 11-15 11

(TTIP) 1 cr.
10-14- i 3HauuTenbHas runeprpodus
07.12.20 | 28 20 57 12 10-12 wuoxapaa JDK 1 DK

['uneptpodus muokapaa
000UX KeTyJ1I0YKOB (00JIbIIIE
JIX). Pacimmmpenue monoctu
JOK. Canxenne CO
MHOKap/a. /[Ba BTOpUUYHBIX
toueuHsix JIMIIII. MP 0-1
cTern. AopTanbHas
peryprutauus (AP) 0-1 crern.
['uneprpodust Mmuokapaa
000UX KeTyJTI0YKOB (00JIbIIIE
JIX). Pacmupenue nojaoctu
JDK. MP 0-1 cremn. AP 0-1
cren. CO muokapzaa B
npeaenax N

15.12.20| 32 24 | 50

241220 | 34 23 64
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14-17- 3HayuTeapHas TUIepTpodus
12.02.21| 31 22 58 15 10 wuoxapa JDK 1 ITK,
He3nauurenbHoe yBennueHue
14-17- nosioctu JIK co cHuxeHueM
17.02.21| 31 22 58 15 10 ero C®. HeznauntensHoe
pacmupenue JIKA. MP 1
crenenn. AXJDK.
3HAUYUTETBbHOE YTOIIEHNUE
crenku JIK ul K.
He3naunrtensHoe yBennueHue
25.02.21| 31 22 58 15,5 10,1 | monoctu JDK, cHMKEeHHE €ro
C® - 6e3 quanamuku. MP 1
CTENEHU. Y CKOpEHUE
kpoBoToka Ha JIA. JIXJDK.

Puc. 1. Penrrenorpadus OI'K (26.02.21). Rg-npu3Haku pacuupeHus rpaHull cepaia

BbiBoabI:

1. bone3np Ilomne y manmeHTa 3amoo3peHa B BO3PACTE B 5 MECAILEB, YTO
TOBOPUT O HACTOPOKEHHOCTH Bpadeil o MOBOIy ATOTO OpdaHHOTO 3a00JIeBaHUS.

2. PaHHee NposBIEHUE CUMITOMOB U UX MPOTrPECCUPOBAHHUE XAPAKTEPHBI JIS
MJIaJICHYE€CKOW (OPMBI TaHHON HO3O0JIOTHH.

3. bnaromapsi CBOEBpPEeMEHHOW IIOCTAHOBKE JMArHo3a, pPEOCHKY BOBpEMS
WHUILIMUPOBAaHA HeoOXoauMas (epMeHT-3aMeCTUTENbHAsT Teparus, YTO SBISECTCS
MPOTHOCTUYECKU  OJArompusiTHBIM  (akTopoM 1 JadbHEWIIEro  TeUCHUS
3a00J1eBaHUA.

4. Cno)XHOCTM ~ JTMarHOCTHKHU oonesnn  Ilomme 00yCIIOBJIEHbI
muddepeHaTbHbIM TOUCKOM B PSIIY HEUPOMBIIIEYHBIX M MHUTOXOHJIPUATIBHBIX
OoJie3HeH, a TakKe ¢ KIMHUKO-TEHETHYECKUM mnoJuMopduzMoM 3abosneBanus. [Ipu
ATOM HanmOoJiee BaXKHBIM JIJIs MPOTHO3a M KaYeCTBa KU3HU TMallMeHTAa SBJISICTCS paHHEe
Hayajo TATOTCHETUYECKOW Tepamnuu. YYUThIBas BBIINICU3IIOKEHHOE, a TaKke
MpUHUMAasT BO BHUMAaHUE OIBIT JPYTUX CTpaH, CJIeAyeT pPacCMOTPETh BOIMPOC O
BBejieHnU B Poccuu ganHOTO 3200J1€BaHUsl B HEOHATAIBHBIN CKPUHUHT.
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