Konghepenuyuu, cumnosuymoi, cogeuanus

HepBHo-mbiweynbie 5OJIE3HH

Pesonouusa CoBeta aKcnepTos
«KnuHunyeckuu MOHUTOPUHT NALUEHTOB
c 6one3Hblo MoMne ¢ NO3a4HMUM HaYanoM.
BnusaHue pepmeHTO3aMeCcTUTENILHON Tepanuu
HOBOIO NOKOJIEHUA Ha KJINMHUYEeCKue ncxoabl
y NauueHToB ¢ 6onesHbio Momne
C NO34HUM HA4YaAJIOM»

11 neka6pa 2022 r. cocrosiica CoBeT 3KCNEPTOB, B X0A€ KOTOPOro BeAyHIHe CHEIMAIMCTBI O0CYIMIH Psi
BOIIPOCOB MOHMTOPHUHTA W HOBBIX NMOJIXO/IOB K TePANMH NAIMEHTOB ¢ 0oe3HbI0 [loMme ¢ 1eblo JaabHeiimero

YJAyYlleHus: pe3yisTaToB JeyeHus B Poccun.

B cosewjanuu npunsiu yuacmue gedyujue cneyuanicmol
gedepanvubix yuenmpos: Kyues Cepreii UBanosnu, Hukm-
tiH Cepreit CepreeBud, 3axapoBa Exatepuna FOpbeBHa,
KmomrnukoB Cepreit AHaTonbeBnY, AlicaHoB 3aypOek
Pamazanosuy, Bamakmanze Hato dxxymb6epoBHa, Ky3eH-
koBa JllomMuina MuxaiinoBHa, MuxaiinoBa CBetsiana Bu-
tanbeBHa, KotmykoBa Haranbs [TaBmoBHa, KypoaroB Cep-
reit Airekcangposud, Kypymmnaa Onbsra BukropoBHa.

bonesns [Nomne, unu rnukoreHos 11 Tuma, oTHOCUTCS
K HacJIeACTBEHHBIM Op(daHHBIM OOJIE3HAM OOMEHa Be-
IIECTB, BRI3BAHHBIM ACOUIIMTOM JIM30COMAIBHOTO (bep-
MEHTa KHCJIOM ab(a-TIIIOKO3UIa3kl B pe3yIbTaTe MyTallun
B reHe GAA. JIng 6one3nun [Tommne xapakTepHa IIMpoKast
Bapra0eIbHOCTh KIIMHUIECKIX MPOSIBJICHHUI: OT TSDKEJION
deTabHO-HEOHATAIBHOM (DOPMBI 10 CTEPTHIX BAPHMAHTOB
C MeIUTCHHBIM TIPOTPECCUPOBAaHKEM Y IETEI CTapIIero BO3-
pacta M B3pOCIBIX C MIPEUMYIIECTBEHHBIM ITOpaXkKeHUEM
CKEJIETHBIX M ObIXaTeJbHBIX MBIIII. 3abojeBaHNe, KaK
IIPaBUJIO0, HOCUT IIPOTPECCUPYIOIINIA XapaKTep M3-3a I0-
CTOSTHHOTO HAKOILJICHHS TJIMKOTeHa B OpraHax M TKaHsIX,
B CBSI3U C YeM COOIIONCHNE MPUHITUIIOB ¥ IIPABUJI MOHM -
TOpPUHTA MAIIMEHTOB, OCOOCHHO IBUTATEIbLHOMN U JbIXa-
TeJIbHOM (DYHKIIMIA, IPUOOpPETaeT BaXKHOE 3HAUCHME.

Onupasich Ha pPe3yibTaThl pealbHON KIMHUICCKON
MMPAKTUKN 1 MEXIYHAPOITHBIN OITBIT, SKCIIEPTHI, TIPESICTAB-
Jstomne dhenepanbHbIe IIeHTphl Poccuu, coenanm ciemy-
OIIMe BEIBOMBI O TeMe « MOHUTOPHHT ITalleHTa ¢ 00Ie3-
Hblo [Tomrre ¢ mo3gunM Havdanom (BITITH)».

BbiBoapI 00CYKIEHNSA OIEHKH IbIXaTeIbHOM (YHKINN
nanuenToB ¢ BITITH:

* TMIOAKJIIOUNTh K OIIEHKE KadecTBa CIIMPOMETPUN
y 6onbHbIX ¢ BITITH cnelmanucToB B 001aCTU OLIEHKU
JIBIXaTeTbHOM (DYHKIINN,

* IIJIS TIAIUEHTOB ¢ Oose3Hbio [lomIte BaxXHA OIleHKA
(YHKIIMM MBI BAOXA, TOCKOJIBKY BBIIOX IIPH 3110-
POBBIX JIETKUX B OCHOBHOM OCYIIIECTBIISIETCS TTACCHB-
Ho. [TukdnoyMeTpust He OCHOBHOM ITapaMeTp, TaK Kak
OLICHMBAET SKCIMPATOPHBIC MBIIIIIIHI;

* OIICHKA JIbIXaTeIbHOM (DYHKIIMM — ONMH M3 BaXKHEH-
IIUX KPUTEPHUEB OIICHKH TSKECTH COCTOSTHUSI O0JIBHO-
TO U OIIpeeIeHNs IIPOrHO3a XU3HH;

* JbIXaTeJdbHas HeJOCTaTOYHOCTh y 0onbHBIX ¢ BITITH
MOKET OBICTPO TIPOTPECCUPOBATH B TEUCHHE KOPOTKO-
ro Tepuoa BpEMEHU, UTO OMpPEnesieT BAXHOCTb pe-
TYJISIPHOTO MCCIIeHOBAaHUS (DYHKIINN TbIXaHMUS;

* B YUPEXKICHUIX IIEPBUIHOTO 3B€HA OOBIYHO ITPOBOIST
CITMPOMETPHIO TOJIBKO B TTOJIOXKEeHUH cuzsl. B mosoxke-
HUM nexa y 6oabpHbIX ¢ BITITH dyHKums perkux Mo-
KeT KapaIWHAIBHO OTINYATHCS OTHOCHUTEIBHO IT0JI0-
JKEHUSI CTOSI WA CHUS, YTO SIBIISICTCSI TIPOSIBICHUEM
IBIXaTeJIbHOI HEIOCTAaTOYHOCTH BCJICICTBHE ITOpaXKe-
Hug qnadparmel. Y manuenTos ¢ BITITH nmposenenue
CIUPOMETPUHU B TIOJIOXKEHUM JIeKa SIBJISICTCS 00s13a-
TEJIHOU TIPOIIeAYPO IS MCKIIFOUCHUS TpaBUTAIIA-
OHHOTO (baKTOpPa, YTO TO3BOJISIET CBOEBPEMEHHO 00-
HapYXUTh IbIXaTeIbHYIO HEIOCTATOYHOCTD;

* B HACTOSIIIIEEe BpeMsI MMEIOTCSI IIOPTAaTUBHBIC CITMPO-
METpPUYECKHe IPUOOPHI, KOTOPHIE MOTYT IIOMOYb
BpayaM B MOHUTOPUPOBAHUU COCTOSTHUS OOJIBHBIX;

* PEKOMEHAOBAHO U3MEPSTh MMKOBbI MHCIIMPATOPHbII
MOTOK (IeTu ¢ 6 JIET) C PeryIsipHOCTHhIO 1 pa3 B 6 Mec.

BoiBoIBI 00CYKIEHHS OLEHKH IBUTATEIBHOTO CTATyCA
nanuenToB ¢ BITITH:

* MpU IPOBEAEHUU TeCTa 6-MUHYTHOM X0AbObI HEOOX0-
IMO OPMEHTUPOBATHCS HA MUTHUMAJIbHYIO KITMHIIE-
CKM 3HAYMMYIO Pa3HUIY IIPOWIECHHON NMCTaHIINU,
KoTtopas coctaiisgeT 30 M;

* BaXHO BKJTIOYMTH TECT BCTABaHUSI CO CTYJIA M U3 TIOJI0-
JKEHUsI JieXKa B MOHUTOPHHT COCTOSIHMSI TIAIIMECHTA.
Heobxomnmo ommcaTth, KaK €ro BBHIIIOJHATh U KakK
MPaBUJIbHO OIICHMBATh B JMHAMUKE, MTOCKOJIBKY IT1a-
IIUEHT IO JiedeHM, Ha (poHe JIeYeHNS ¥ B KOHIIE Olle-
HOYHOTO TIeproaa OymeT MCITOIb30BaTh pa3HbIEe CITO-
COOBI MOIbeMa 1 BEITIOTHSTD TECT 32 Pa3HOE BpeMsI,;

+ mKaya bopra BkiIoueHa B pa3Hble KIMHUYECKHE pe-
KOMEHIAIINK U TTOApa3yMeBaeT ONMMCcaHNe MallHeHTOM
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cBoero cocrossHusI. HeoOxommmo BKITIOUMTH KAy

Bopra «O1ieHKa ITepeHOCUMOCTH (PU3NIECKOI Harpy3-

Kd» B KIMHWYECKHE PEKOMEHOALIMU II0 OO0JIe3HH

[Tomrie rpu oLieHKe TeCTa 6-MUHYTHO XOAbOBI;

* TaKXe peKOMEHIOBAaHBI U3MEPEHUE MBIIIICYHOI CHITBI
mo MRC, tect Ha mombeM Ha 4 CTYIIEHBKU BBICOTOM
15 cm, komOuHMpoBaHHag 1poda [oBepca;

* peryJasipHOCTb IIPOBedeHUs TeCTOB — 1 pa3 B 6 Mec.
B cnyyae oTCyTCTBUS YXYIALLIEHUS TIPU CYOBEKTUBHOMN
OILICHKE TTaIlMEHTOM COCTOSTHHS Ha (hoHe (pepMeHTO-
3aMmectuTesibHOM Tepanuu (P3T) paccMoTpeTh BO3-
MOXKHOCTB ITIPOBEICHMS TECTOB 1 pa3 B rof.

BoiBoab1 00CyK1eHNsI 0MOMAPKEPOB MbIIIIEYHOTO MOPA-
JKeHHsl i Ja0opaTopHOro MOHUTOPHHIA NMANVEHTOB
¢ BIIITH:

* PEKOMEHIOBAHO OIIpeaeIicHUe YPOBHS KpeaTUHMOC-
(oxmHAa3kI, BO3PACT3aBUCUMOT0 ITOKA3aTeIIsI, [IO3TOMY
HEeOO0XOIMMO COOpaTh JaHHBIE IIJIST OTIpeeIeHUSI HOp-
MAaTHBHBIX 3HAYCHHNI ¥ U3MEHEHUsI YPOBHSI ITpH 3200-
JICBAHWM JUISI BO3MOXHOTO MCITOJIB30BAaHMSI B ITHA-
THOCTUKE W MOHMTOPHMHTIE IAIIMEHTOB C 0OJIE3HBIO
IMomre;

* PEKOMEHIOBAHO OIIpeieieHe TeTpacaxapria TITI0KO-
3bl B MOY€ — OHOTO U3 OUOMapKePOB, KOTOPHIi MPU-
MEHSIJICS TP MOHUTOPHWHTE ITAIIMEHTOB B MCCIIEI0BA-
Hun COMET, 4TOo MOXET IOMOYb IPU CIIOKHBIX
IUATHOCTUYECKUX CIIydasX TeTEPO3UTOTHOCTH WU
IIpH TICEBIOAS(PUIINTE AKTUBHOCTU (PEPMEHTA;

* HEOOXOIMMO IIPOBECTH IIPeaBAPUTEIbHBIC TTMIOTHBIC
HCCIeI0BaHUs YPOBHS TeTpacaxapuua TJIFOKO3bI
y IMAIlMeHTOB 0 TepaIrnuy 1 Ha (pOHEe TPty 1 BBISI-
BUTb, KaKWe CYIIECCTBYIOT KOPPEISIIUN, KOTOPBIC
BO3MOXHO OBUIO OBl MCIIOJIB30BaTh B JaJIbHEHIIIEM
B peaIbHOM TTPAaKTUKE;

* PEKOMEHIOBAHO OIIpelesicHNEe YpOBHEN (DepMEHTOB
JIAKTaTAeTUAPOTeHA3bl, aJJaHMHAMUHOTpaHChepaskl,
acrmaprataMuHOTpaHcdepa3bl. B pamkax KiInHWYE-
CKUX CCIIEAOBAHUI SKCITEPTHI HAOIIOIAIN CHIDKEHHE
BIUIOTh IO HOPMAJIBHBIX petepeHCHBIX 3HAYCHUU
ypoBHe KpeaTnH(MOCHOKMHARHI, aTaHMHAMUHOTPAaH-
cdepaspl, acmapraTaMUHOTpaHC(epasbl, JaKTaTae-
TUAPOTeHA3bl Y HEKOTOPBIX B3POCIHBIX OOJIBHBIX, HO
B peaJIbHO IPAKTUKE 3TO MPOUCXOAMUT ITOCTATOYHO
penKo.
bonesns [Momme — KypabenbHass MUOMNaTUsI, IJIST KO-

TOPOI1 pa3paboTaHO IMaToreHeTnIeckoe jJeueHue. Corac-
HO KJIMHUYECKNM PEKOMEHAAIMSIM, peKOMEHIOBAHO IIPO-
Benenne ®O3T mpemapaToM anrimoKo3umasa aibda
MMaleHTaM ¢ yCTaHOBIEHHBIM nrarHo3oM BITITH c mensio
3aMeIJICHUST TIPOrPeCCUPOBAaHUS OOJIe3HU, YIyUIICHMUS
COCTOSTHUSI KOCTHO-MBIIIIEYHOM CUCTEMBI ¥ CTA0MIIN3aLINI
IBIXaTeJIbHOW (DYHKIIMU, ITOBBIIIICHUSI BHIXKUBAEMOCTH
1 YIUTMHEHUSI TIeprUoa MX XKU3HU J0 HACTYILUICHUS HEe00-
XOIMMOCTH B BEHTUJISILIAM JICTKUX W KPECJIe-KOJISICKE.

Kak moxa3bIBaoT JaHHBIC IUIMTEIBHBIX MEXKITyHAPOI -
HBIX KJIMHIYECKUX HAOJTIONeHN, Y HEKOTOPBIX IAIlIEHTOB

¢ 6ose3Hblo [TomIie MOXXeT HAOMIOAATHCSI CHUXKEHUE (-
dextuBHOCTH TIpoBonnMoii M3T mpemapaToM anriIiOKO-
3umasa anbga gepe3 ~3—5 jeT. BropmdHoe CHIDKeHUeE T10-
KazareJreid, IpeAroaraloliee CHIDKEHIE TeparieBTHYECKOM
3(HEKTUBHOCTU C TEUYCHUEM BPEMEHM, ITOTICPKUBACT
HEOOXOIMMOCTh TEPAITUH CJICAYIONIETO ITOKOJICHUS.

B mupe pa3paboTaH 1 3apeTUCTpUPOBaH HOBHI Bapy-
anT O3T nng nedenua 6osne3Hu [ToMrire — aBaITIIIOKO3H -
nasza ajibda, KOTopasi COAEepKUT YBETNUEHHOE KOJTMUYECTBO
MaHHO030-6-(p0c(haTHBIX OCTATKOB B CPABHEHUHU C aJITJIIO-
KO3M11a30i1 ajb(da, 4To yIIydIIaeT MOIIOIEHNE IIpelrapara
O3T xireTkaMU-MHUIICHSIMH 1 TIPUBOIUT K KPaTHOMY yBeE-
JIMYEHUIO KJIMPeHCa IJIMKOTeHA W IIOTCHIINATLHOMY YITyd-
IIEHUIO0 KIIMHNIECKUX NCXOHIOB.

by nipeacTaBieHbl M 00CYXIATUCh OMyOJIMKOBaH-
Hble TaHHble KimHu4eckoro mcciaengosanua COMET —
PaHAOMU3UPOBAHHOTO JBOWHOIO CJIEIOr0 MHOTOLEHT-
poBoro wucciegoBanusa IIl ¢da3er apdexTuBHOCTH
1 0e30ITaCHOCTY HOBOTO IIperapara aBajrIIoKo3uaas3a
ab(ha B CpaBHEHNH C aJIIIIOKO3MIa3011 anbda y MalMeHTOB
¢ BIIITH. B uccnenoBaHue BKIOUEHBI B3POCIbIE TTALMEH-
THI B Bo3pacte 16—78 siet, KoTophle HaOIIOAAINCH B TEUe-
HUE HECKOJIBKUX JIET.

Onmpasich Ha pe3yJIBTaThl KIMHUIECKOTO MCCIIeI0Ba-
Husg COMET, a Takke Ha peajbHYI0 KIMHAYECKYIO TTpa-
KTHKY, 9KCITEPTHI, IIPeACTaBISIoNINe heaepalbHbIC IIEHT-
pel Poccum, cpenanu craenyioliue BbIBOAbI IPU
obcyxnennn Borrpoca «®3T 6o.re3am ITomire HOBOro mMoKo-
JIeHWs1 ¥ KPUTEPHH ee HA3HAYEHUST»:

* roBops o HazHaueHur P33T npu 6o0ne3num [Tommne, Baxk-
HO TIOMHHUTH, YTO PeUb MIET O JICUCHUH KU3HECOXpa-
HSIOIIEM 1 O Tepalliy 10 XXM3HEHHBIM ITOKA3aHMSIM;

* B KauecTBe KputepueB apdektuBHocTr DP3T crenyet
OPMEHTHPOBATHCS Ha Pe3yJIbTaThl, (DaKTUICCKH OIIpe-
IeJICHHbIE B paMKax KIMHUYECKUX HCCIICIOBAHMUIA,
MPOBEICHHBIX I OLIeHKU 3(P(PEKTUBHOCTH U 0e3-
OITACHOCTH TIPEIIapaToB;

* KpUTEPHUM YXYIALIEHUS COCTOSTHUS IETeH M B3POCIIBIX
¢ BIIITH, nonygatomux 3T, BKITIOYAIOT KOMIUIEKC
Pa3IMYHBIX CUMIITOMOB M JIAOOPAaTOPHBIX TAHHBIX.
KiroueBoii kputepuii yxyaiieHus rmpu 6osie3nu Iom-
e — CHWKEHUE ApIXaTesIbHOM PyHKkumy Ha 15—20 %
OT MCXOTHOTO YPOBHSI IO Pa3HBIM IbIXaTeIbHBIM Te-
craM 0e3 BpeMeHHOTO orpaHmdeHmsI. HKHSIS rpadm-
1a HopMbI 60 % KMCHOAb3yeTCsl KaK rpaHuLa [JIsl Ha-
3HAUCHUS HEWHBA3WBHOW BEHTWISIIIUU JIETKHX;
YXYILIEHWE COCTOSIHUS MallMeHTa MOXET paccMaTpu-
BaThCSI KaK KPUTEPUIA IUTSI CMEHBI TepaIiu;

* Y ITAIIMEHTOB, TTOIyYalOIINX aBaJITIIOKO3MIa3y aabda,
OTMEUCHBI YAYUIIICHUE TbIXaTeJIbHON (PYHKIINN, MBI-
IIEYHOM CWIIBI, CHIDKCHUE YaCTOTHI HexXeJIaTeIbHBIX
WH(GY3UOHHBIX peaKklyii U 0ojiee HU3KUIT TUTP Hel-
TPaTU3yIOIINX aHTUTEI. B0O3MOXHO, 3TO CBsS3aHO
HEIIOCPEICTBEHHO C N3MEHEHNEM KOHCTPYKIIUH MO-
JIEKYJIBI, KOTOpast COAEPKUT B 15 pa3 bonbiie ocdart-
HBIX ¥ OM(ocdaTHBIX IMTaHIHBIX OCTATKOB;
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aBaJITIIOKO31Ia3a ajbda IpoaIeMOHCTPUPOBaIa K-
HUYECKU 00Jiee 3HAUMMYI0 3(D(HEKTUBHOCTD I10 CpaB-
HEHUIO C aJITJTIOKO3MIa3011, T03TOMY HAaMBHBIM ITaIl-
€HTaM HeoOXOomMMO Ha3HayaTh JiedyeHHUE OoJjiee
3 (HEXTUBHBIM IpeIapaToM;

MIpeACTaBICHHBIC TaHHBIC KITMHUTIECKOTO NCCIIeI0BA-
HUSI TIOKA3bIBAOT, UTO KIIMHNIECKast TMHAMUKA COCTO-
STHUS TIAIIMEHTOB TIPU TIEPEKITIOYCHUM C aJITITIOKO3M-
Ia3bl ab(a Ha aBAJIMIFOKO3MIAa3y aabda CTAaHOBUTCS
boJiee CYIIECTBCHHOM: YIydIIaeTCsSI MaKCHUMAaJIbHOE
IaBJICHUE BIOOXa, BBIIOXA, CTaOWIM3npyercs: opcu-
pOBaHHAasl XXN3HEHHAs] eMKOCTb JIETKUX M IPYTHUE T10-
KazaTtenn. HeoOXxomnmo peryasspHoe U TOJITOCPOTHOE
npuMmeHeHne PO3T, 4TOOBI CTAOMIU3UPOBATH WU
VIYYIIATh COCTOSTHHE MAIllMEeHTa; CTAOMIN3aIIns CO-
CTOSTHMSI TAaKXKe CUUTACTCS JOCTATOUHO 3(PDEKTUBHBIM
ITOKa3aTeJIeM.

DKCIIEPTH OTMEYAIOT HEOOXOAMMOCTb COXPaHECHMUS

OIHOBPEMEHHON TOCTYITHOCTH aJITTIOKO3MAA3bl U aBajl-
[NIIOKO3UIAa3kl alb(da B TeUeHHE ITePEeXOTHOI0 IMepruoaa
BHEIPEHUS IIpelrapara HOBOTO ITOKOJICHHUSI, TaK KakK
IIpY TIEPEKITIOYCHNH C OMHOTO IIperiapara Ha IpYyroil He
HUCKITIOUCHBI aHA(PMIaKTOMIHBIC peaKIINU, ¥, BO3MOXHO,
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aspx?routingGuid=62dc44e5-1640-47fc-befb-c4ac06957cbl.

. Kitunuueckue pekomeHgauuu «bosnesnp [Tommne». OnobpeHo

Hay4yHo-nipakTueckm coBetoM Mun3npasa P®, 2019.
HoctymHo 1o: https://cr.minzdrav.gov.ru/recomend/317_1.
Diaz-Manera J., Kishnani P., Kushlaf H. et al. Safety and efficacy
of avalglucosidase alfa versus alglucosidase alfa in patients with late-
onset Pompe disease (COMET): a phase 3, randomised, multicen-
tre trial. Lancet Neurol 2021;20(12):1012—26.
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I10 ITOKa3aHUAM 6y,Z[CT HEoOX0AUMO IIPOAOJIKHNTD JICHCHUEC
MAalKMeHTa aJrJII0KO3UIa301i aan)a.

DKcnepThl B 3aK/II0YeHHE MPUIILTHA K CJIeIyIomeMy KOH-

CeHcycy:
1. ITpoBecTr aHaIM3 PEKOMEHIAIII 1 OITyOTMKOBAHHBIX

JMAHHBIX 10 UCITOIb30BAHUIO IBIXaTeIbHBIX ¥ MBITIICT-
HBIX TECTOB C IIEJIBIO OTIPeAeICHUSI HEOOXOMMMBIX KpH-
TepHeB I OICHKM YXYAIICHUSI COCTOSTHUS TTalleH-
TOB, cTpagawluux 6oae3Hbo [Tomre.

. PaCCMOTpCTB HEe00XOAUMOCTb BKIIIOUEHU S Inpeajao-

JKEHHBIX MpoLeayp MOHUTOPUHTA U TecTOB B Poc-
CUiiCKMEe KIIMHNYECKE peKOMEHAAIINY 110 00JIE3HU
ITomrte.

. [IpoBectn aHanuM3 ypoBHEU KpeaTHH(GOCGHOKMHAZHI

N Te€Tpacaxapuaa IiitoKO3bI AJIdd ONPEACICHUA NX POJIN
B MOHUTOPHMHIC ITAlITMEHTOB C o0ones3nbio [Tomrre.

. [IpoBomuTh 0OydeHME Bpadcii B paMKax KYypCOB

110 HEPBHO-MBIIIIEYHBIM 00JIe3HSIM Ha 0a3e Meauko-
TeHETUYECKOT0 HaydYHOIo IIeHTpa. BKaounTh 06Cy-
XKIaBIIMecd TmapaMeTpbl MOHUTOPUHTA MALlMEHTOB
¢ 6ose3HbIo [TomIie, B TOM 4mciie pe3yJIBTaThl KIIMHU -
yeckux ucciegopanuii mo M3T, B Kypc 1o HEPBHO-
MBILLIEYHBIM 00JIe3HSIM, B 0JI0K 110 601e3Hu [Tomme.
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