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nara npuema 14.05.2025

Teneanornyeckuii anamues: nmpobany — XenmuHa 31 ner, ecTh MITaauIas cecTpa Io orily, BEposITHO
3p0poBa. Bpak pomurenei He coxpaHeH, HEKPOBHOPOACTBEHHDIH. HalmoHansHas NpHHAUIEKHOCTE —
pycckue. [lepBeli ciyyan B CEMbE,

Kano6b1: c1abocTs B HOTAX, CAMOCTOATENLHO He XOAHT, ¢1a00CTh B IICYax, clabocTs B KUCTAX.
AnamHe3: paHHee pasBHTHE 1O BO3pacTy, xouurT ¢ | roxa, B j/c oOpaljai¥ BHHMaHHE, YTO ILIOXO
npucesact, Gerana “He crubas B HOTH”, B [IKOJNE Ha (GU3KYIKTYpa OTCTaBaja OT CBEPCTHHKOB, ObLIO
THKENO HOAHUMATECA TIO JIECTHHIC, Y4CTO majana. Dmwiencuu He Opuio. 3peHHe M CIIyX COXPAHCHBI
I'emorpancdysus u TKM g auamuese otpHuaror. Onepammit ¢ obmmM Hapkosom Oblla B aHaMHe3e,
TIEPEHOCHIA YAOBIETBOPHTENBHO, SMH3040E 3/I0KAYECTBCHHOH I'MUEPTEPMUH HE oTMeyanw. KanoOsl
5ecroKoAT ¢ JeTCKOro caja-HavanpHoM ukonsl. llocne 10 ner yxyameHHe COCIOAHMA, CTAO THOKEIO
xomnuth, Ha momamuaem o6ygyedun ¢ 11 mer w3-3a usmueckux orpammdennii. C 12 jier yTpara
CNOCOBHOCTH K CAMOCTOSTEIBHOMY MCPEABHXKCHHIO, HCMONB30BANA KOMACKY, MO CaMOCTOAICILHO
nonsatk. [IpuMepHo ¢ 14 aer cnaboets B medax. CnabocTax B kueTsx npumepHo ¢ 15 ner. Cocrosnue
uporpecenpyer. Okono S mer Haszaj crana oGpaniarh BHEMAHHE HA ONBNIKY mpH pasrosope. OAbluKa
COXpAaHACTCS B TeueHHe TOCKeaHero rofa nociue nHesmonuu. Ceityac nounas HUBIJIL, monssyercs
OTKAILTUBATENEM.

Pe3ynibTaThl panee npoBexennoix neeaeposannii: KOK no 19228 Ex/i (2003), or 03.2023 340 Ex/x
DHMT 02.10.2023 npu3Haky [ICPBHYHO-MBIIIEYHOTO TIOPAKCHHA

Crniupomerpus 04.09.2023 XKEJI cuaa 0,94 1 (20%), ®IKEJT 15% o1 10.0KHOTO

JaKTaT | TIHPYBAT A0 Harpy3kH 2,11 vvons/x u 0,37 Mmmors/n

Jlaitonnszanusa X-XpoMOCOMBI: OTPHUIATENLHO

ckpunuHr 6.ITomme: oTpHIaTENLHO

Ocmorp 14.05.2025: poct 165 oM, Bec 65 Kr. B HeBpOJOrH4YeCKOM CTaryce: KOHTAaKIHA,
OpMEHTHPOBAHA, KOTHHTHBHOIO Je(HIMTA HET, ABMKEHHE 1V1a3 110 BEPTUKANY ¥ TOPU3OHTAIIH B IIOJIHOM
ooseme. ITtosa, mucrarMa HeT. CnaboCcTH MHMHYECKOH MYCKyNaTyphl HET. SIBHBIX “yBCTBHUTENBHBIX
HapylieHnil HeT. THmoTpodMy MBI 11/1e4, HpEeAMIeynit, kucreii, Genep, ronenei, cron, m. EDB ciabo
uanemapyercs. Tomyc wenun cHukeH. ITaccuBHBIH oObeM IBHKEHHH B cycraBax OrpanHyeH B
JTOKTEBBIX, KOIEHHBIX, roneHocTonmbix cycragax. Cuna menumn (no MRC) crubareny meu cust 36 jiexa
16, pasrubaresnm men cuus 36, OTBeACHHE TIeda 26, crubanue npeiedss 16, pasrndanne npearneybs
26, pasrubanne xucty 36, pasrubauue manbies kucti 36, crubanme xucty 36, crubanne nanbueB
kicTu 36, passenenue nansues 36, nporHBonocTapneHue Gonsiioro nansna kuet 36, crubanue Geapa
cus 06, crubanue 6eapa nexka 06, npuseactue Oeapa 16, otenenne Geapa 16, pasrubanue ronenH 006,
crubanue ronenu 06, TeubHOE crubanne CTONE! 26, mozjomBenHoe crubanne cromsr 46, pasrubanue
najgbues cromel 36, pasrubamme OGompumioro uanema crombi 36, Pedmexcel OuummmranbHeie,
KapriopajuaibHele, KOJNeHHbIe, axuioBbl abs. [TaTomoru4eckux KHCTERRIX M CTONHBIX 3HAKOB HET.
Muoronnteckux henomenos net. Juchonun, nuzaprpuy, aucharuy Hetr. Xons6a Ha NATKAX M HOCKAX
HEBO3MOMXHA, CAMOCTOATE/IbHOM X0a6081 HeT. TpeMop nanbles BHITAHYTHIX PyK: HeT. KoopiauHaTopHbe
1pOGEI BHINOIHACT YAOBIETBOPHTENBHO. KpbLIOBHAHBIX IONATOK HET.

Pesyibrarsl uccefoBanni, nposegennnix 8 MI'HIL:

MIIC-nanens “Muonarun’: BeiABICHE HEOAHOKDPATHO ONMMCAHHBIA panee kak narorennsid (HGMD_ID
CMO013805) pBapsaHT HYKICOTHIHONH [OCIENOBaTENbHOCTH B 9K30oHe 4 roHa FKRP
(chr19:46756276C>A) B reTepO3AIOTHOM COCTOSHUH, IpUBOAsIHit K Muccenc-3amene (NM_024301.5:



¢.826C>A, p.(Leu276lle)). Boissnen neoqHOKpaTHO ONHCAHHBIA paHee kak martoreHsit (HGMD 1D
CM062723) BapuaHT HYKICOTHJAHOH  TOCIEHOBATENLHOCTH B JKk30He 4 rema FKRP
(chr19:46756418G>A) B reTepO3UroTHOM COCTOSIHHH, IPHBONANIMIL K Muccenc-3amene (NM024301.5;
¢.968G>A, p.(Arg323His)). Bapuantsl B rede FKRP 8 roMO3HIOTHOM H KOMIAYH/I-T€TepPO3UTOTHOM
COCTOAHHN Onucansl y maimenTos ¢ Muscular dystrophy-dystroglycanopathy (congenital with or
without impaired intellectual development), type B, 5 (OMIM: 606612), Muscular dystrophy
dystroglycanopathy (limb-girdle), type C, 5 (OMIM: 607155), Muscular dystrophy dystroglycanopathy
(congenital with brain and eye anomalies), type A, 5 (OMIM: 613153). Iy6uma mOKpbItas TOIKH X30.
ITo coBokynmocty cBeienni JaHHEIE BAPUAHTEI CIENyel PACUEHUBALE KAK TIATOreHHsIe. JUIs YIOYHeHHs
LHC~/TpaHC- 0M0MEHHs HaliIeNHBIX BAaPHAHTOB PEKOMEHIYETCS TPOBECIH CerperalOHHbBI AHau3
(cexBenuponanne 1o Courepy s (opmare Tpro). BBIABICH HE ONMCAHHBIE paHee KAK MATOTEHHbI
BAPMAHT HYKJICOTHIHOH IIOC/ICAOBATENLHOCTH B Ok30He 6 rena COLG6A3 (chr2:237378971G>C) B
FETEPO3MIOTHOM COCTOMHHH, TPUBOASIIHH K IMOABICHUIO TIPEXICBPEMEHHOI'0 TEPMUHAPYIONIETO KOIOHA
(NM_004369.4: ¢.2162C>G, p.(Ser721Ter)). Bapuante: & rene COL6A3 B TOMO3UTOTHOM M KOMITAYTI
[CTEPOSHTIOTHOM COCTOAHMM ONMMCAHE] y naienTos ¢ Dystonia 27 (OMIM: 616411). Bapuants! B rexe
COL6A3 B rOMO3MIOTHOM, KOMIUAYH/-TETEPO3UTOTHOM U TeTEPO3MIVITHOM COCTOSHMH ONHCAHLI Y
narpentoB ¢ Ullrich congenital muscular dystrophy 1 (OMIM: 254090), Bethlem myopathy 1 (OMIM:
158810). [my6una moxperrus Touxu x40, Broporo matorensoro, BeposirHo HATOFEHHOIO BapuanTa
HCONPE/ICICHHOrO0 KIMHUYECCKOro 3HadycHus B reHe COL6A3 ue BpiapneHo. B rene COL6A3 onucans
NPOTAKCHHBIE — NencuMm/HHCepUny. McnompsyeMslit I MOMCKA  BapMAaHTOB  HYK/JTEOTHIHOIM
IOCICZIOBATE/IbHOCTH METOM HC TO3BOJISCT BBHIABIATL NPOTSKEHHbIC AENAGMHH M Aymukanpu. Ilo
COBOKYNIHOCTH CBE/ICHUH JAHHBI BApMAHT CNENYel PACIEHNBATS KAK BAPMAHT HEONPEACICHHOIO
KIMHAYECKOro 3Ha4€HUs, KOTOPEIH, 1TeM He MEHee, MOKET HMETh OTHOWIEHNE K (heHOTHNY NALHEHTA B
CiTy4ac TIONyYeHHs IOTIONIHATENbHBIX TOATBEPKAAIONIHX JTAHHEIX.

3akmiouenue: quarkos TloscHO-KOHEYHOCTHAR MbIICUHAS AUCTPOYUS (AUCTpOIHKAHONATHS), THA SC,
acCounMpoBaHHas ¢ TeHoM FKRP (OMIM #607155, MKB-10: G71.0, Tum wsacicaoBanus
ayTOCOMHO-PELeCCHBHBIH), IPEANONaraetcs Ha OCHOBAHUA JTAHHbIX AHAMHE33, KiIHHHYECKOTO DCMOTPA,
/1a00pPaTOPHBIX, HHCTPYMEHTAILHBIX, MOJIEKYJISPHO-TEHETHYECKHX MCCIIEI0BAHHIL.

Lmc-/ tparic- nonoxenye BaApHaHTOB He YCTAHOBNEHO, 663 GHoMarepuaa 060ux ponMresneil yCTaHOBUTE
HCBOSMOXHO, COOTBETCIBCHHO, JIHAIHO3 MONIEKYIAPHO-TCHETHUCCKHMH MeTosaMu (OpManbHO He
MOATBEPKCH, HO y4UTHIBAS KIMHHKO-AHAMHCCIMYECKUE JAHHBIC 1 TO, 9TO BAPUAHTEI pAHEe OTHCAHEI
KaK TTATOTCHHBIC, MOMKET CYMTATHCA BBICOKO BEPOATHBIM. B XauecTBe 10NONHATENBHOO MOATBEPAKICHH
BOBMOMHO J00OCIEA0BaHME UHCTPYMEHTANLHEIMA MeTomaMu: MPT muim Oenep M ToneHe# ¢ Leibio
BBIABICHHA XaPaKTEPHOIO L1aTTepHa NOPaXKeH A MBILII B AKCHATBHEIX CPesax (CM. peKoMeHIAIHH).
HaHusix 3a Kay3aTMBHOCTL BapuaHra B reHe COL6A3 B reTcpo3uroTHOM COCTOSHHMH HE HOCTATOYHO
(RBICOKAA 4acToTa B NOMYNSUMOMHBIX §a3aX NAHHBIX B TETEPO3HTOTHOM COCTONHHH, B TOM YHCITE,
BCTPEYAICS CPEIM B3POCIIOr0 HACEICHMA).

Teopernyeckuit remerHueckmii pPHCK Jis  TOTOMCTBa npobadma (s CIy4ac IOATBEPKACHHS
KOMIIayH/1-T'€TCPO3HIOTHOTO COCTOAHUA BapHAHTOR B rewe FKRP y mpoGanza), ecau Gymymmii napTHep
Oy/ieT HOCHTE EM TIATOTeHHBIX BAPHAHTOB B reHe FKRP, BHICOKMil 1 cocTaBiser 50 %, Lenecoobpasua
KOHCYILIANMA BpAYa-TeHETHKA TIPH INIAHHPOBAHMY OEpeEMEHHOCTH.

3aboneBanHe  XapaKTepuayercss MPOTPECCHPYIOISH  MBILCUHOH c1aBocThio W TUIIOTOHHEH,
PCHMYINECTBEHHO MPOKCUMAaJILHLIMH, BOB/IEYEHHEM CEPIAEYHO-COCYINCTON U IBIXaTeNbHOM cHeTeM. B
HAY4HOH JINTEPATYpe OTMEYAETCH, YTO NAUMCHTHI, KOMMIAYH/I-TeTEPO3HTOTHBIE TIO Bapuanty ¢.826C>A
MMEIOT bonee panHuit 1ebroT 3a60MeBanuA 1 Gonee TSKeN0E TCYCHHE.

3abonmepaHie He MMEET B HACTOALIMA MOMEHT STHOTPOMHON M IATOreHETHYECKOM TEpanvu, JieueHue
CAMIITOMATHYECKOE, TpeOyeT MEXIHCUMIUIMHAPHOTO [IOAXOHA W JIOMDKHO OBITH HamnpaslIeHo Ha
HPO(MHUITAKTHKY H KOPPEKIIHIO BOSHUKAIONHX OCIOKHEHMIL,

OO0muit nporHo3 3aBHCHT OT THKECTH CHMIITOMOE.

Hudopmanus o KIMHHYECKUX HCCITEA0BAHMAX noctynHa Ha cante https://www.clinicaltrials.gov/
Pexomenjosano:

1) MPT mumm Geaep u roneneld B pexumax T1 u T2 STIR, TONBKO aKcualbHBIE cpe3bl (06A3aTEAbIbT
OPHTHHAJIEI CHUMKOB Ha JIUCKE, (IICHIKE HIIH B BHAC 3/1EKTPOHHOTO APXHBA, MOKHO BBICTALH apXuB Ha



ICKTPOHHYIO 1104TYy PETHCTpaTyphl), BRIMONHATE B JIITY mo Mecry >KHTEILCTBA WIH, BO3MOXKHBIC

ansrepHatusbl, 1'Kb um, B.M. Bysnosa, UncrutyT Bensrumesa, ®TBHY HUU Pesmaronorun um. B.A.

Haconosoit, MKHIL[ um. A.C.Jlorunora, ®I'bBHY “PIIHH” w np. (MOpAAOK BLIMONHEHHA U

BOSMOKNOCTD TTONYYCHHS HAUPABASHHA YTOYHATH HELOCPCACTBEHHO B MECTE npoBeacHus w/ uim JIITY

0 MECTY JKHTENBCTBA) ¢ 1ensio AubQepeHIMalbHOM JIMArHOCTUKM, BBIABIEHNUA XapakTepHOro IS

JIMCTPOIIIMKAHONATHIA 11aTTEepHA NOPAaXeHHs MBILILL;

2) Cexsennposanue no Cenrepy B popmate “rpro” (Marh, orcll, Ipoban/T) Ha BapuaHTH B IeHe FKRP,

3) IlepBuuHbie KOHCYIBTALMM W THCMAHCEPHOE HAOIIONEHHME CIEIYIONIHX ClCUHAIHCTOB IO MECTy

KHTENLCTRA:

- Bp4ya-HEBPOIOra (eKeroJHo, OLCHKA HEeBPONOrHYECKOTO CTATYCA, MOHHIOPMHL COCTONHHAL),

- BpaYa-TPaBMATONOrd-OpTONeNa/ Bpaya-Xupypra (exerofHo, OLEHKA COCTOAHHA: JAe(OpMalHif
CKeNeTa, KONTPAKTYp CYXOXMIMM, CHMINTOMATHYECKOE JICYCHHE W OPTOME/IMYEcKas MOJUICPKKa 110
[I0Ka3aHHAM);

- Bpaua-myIsMOHONIOTa (€XKErofHo, KOHTPOIs (YHKIMH JeTKHX, Tpo(riakTuka HH(CKIHA HHKHAX
NBIXaTENBHBIX IyTeH; oueHka (yHkimit BHEmHero abixanus (OBJI) mexa m cunus, ras’oB Kposw,
oNucoMHorpadus ¢ UENbI0 ONEHKM HAaIMYMi HOYHOM IHIIOBEHTHNALMH, PElIeHue BOIpoca o
HeoOGXOMMMOCTH CUMIITOMATHYECKOH Tepamin, Moxer ObITe moxazana BiPAP-repanus));

- paua-repanesra/ BOLL (MoHu10pUHr 06IIEro COMaTHYECKOTO 3(0POBbs);

- ppaua-kapauonora (korTpons IKI, OXOKI' exerouHo, pucK KapAuOMHOTIATHH );

- Bpaga-racTpOSHTEponora/ Bpaya-AMETONOra (ONEHKa JHeTHI, pHCK auc(arku), HEODXOAMMO
u3berare Kak roJoJlaHus, TaKk ¥ H3OBITOUHOH MacChl Tel1a;

- Bpawa-SHAOKPHHONOIA (KOHTPULIL YPOBHSA BHT. /I, KOppekis Lpy HEOOXOMUMOCTH);

- Bpaya TI0 MEIMUMHCKOH peabumiMTalmM, Bpaua (pusndeckodl u peabuiHTalOHHON MEAHIIHHEL,
Bpaua o JsieveGHOM (UIKyIBTYpe WM APYIOTO CNIGLMANHMCTA, BBINOIHSAIOWEr0 QYHKUHIO
CTICIMATIMCTA 110 MEAMLMHCKON peaGuINTAINK; MOKAa3aHbl PErYIAPHEIE YMEPEHHbIC (DH3HUCCKUEC
HATPY3KH TMOA KOHTPOIEM ClLCLMaiMcTa (B pamkax JI®K), mpux 3TOM cleayer usberath
MHTEHCHBHBIX M YPE3MEPHBIX (QH3HYECKHUX HArPY3OK;

- MEMLITHCKOTO TICHX01013, [PH HEOOXOAHMOCTH.

Yacrora KOHCYIGTaUMii B pamMKax IHCITAHCEPHOIO HAOIIONEHHs ONpEEseTCs HellOCPEACTBEHHO

BPAYOM-CIIEIMATHCTOM, B 34BHCHMOCTH OT KITMHHYECKOTO CTaryca.

4) PaccMOTpeTE BOMPOC O KOHCYIBTAIHK/ IOCUMTANM3AIAK Bpavya-HEBPOJIOra (peiepajbHOro LEeHTpa

(nanpumep, HepsHo-MbImednsi nentp I'BY3 MKHL sm. A.C.Jlornnosa JI3M, ®I'BHY “PLIHH") ¢

HenbIo 06CYKIeHHs BONPOCOB CHMITTOMATHYECKOTO TeYeHHs 1 peabuInTaluM,

5) [MnaHoBBIC OMEPATHBHBIE BMELIAIC)IbCTBA CONPOBOXKIAIOTCS CTAHAAPTHBIMK 1ICPHOLIEPAIIMOHHBIMHI

pPHCKaMM  MAIHECHTOB ¢ HEPBHO-MBINIEYHBIMH  3a00/€BaHMAMH M OCYLIECTBISIOTCA  COTIIACHO

PCKOMEHIALIMAM IO TIEPHOTIEPALAONHOMY BEICHHIO LALUMEHTOR ¢ HEPBHO-MBINIEYHBIMK 3200/1CBAHHAMH

JUIS QHeCTe3HOJIOT0B ¥ PEaHUMATONOrOB, TAKTHKA BEJICHUS MalMeHTd NOAOHPAeTCs HEMOCPE/ICTBEHHO

jleyallldM BPauoM B 3aBHCHMOCIM Ol BHMAAa BMEINATENBCTBA W KIMHUYECKOIO CTATyCa NAuMeHTa;

OCHOBHLIE OOIME NPUHLMNB [UIAHOBRIX ONEPATHBHBIX BMEWIATCIBLCTE JUIA  TALHEHTOB ¢

HEPBHO-MBIIIEIHEIMY 3a00JIeBaHHAMY BKIII0YAIOT B cebd Cleyronee:

- [IpM TIPEeHONEepPaOHHOM 06CIeIOBAaHHA HEODXOUMO OIEHUBATh MPOXOAMMOCTE JIBIXATCIBLHBIX
myTeil, ofbeM NpeAONEPaLHOHHOr0 OOCIEI0BaHs, B 3aBHCHMOCTH OT BMCIIATCINLCTBA, MOXKCT
grmiovats  OKI, pentreHorpadmio opranoB rpymamoit kmetkw, IXO-KT, xonrepomckoe
moruTopupoBanue, OBJI (B IBYX MOMOKEHMAX: CHJA M JIEKA HA CIHUHE), NOIUCOMHOTpaguio u
CTANIAPTHBIE AHATH3KI KPOBH, BKJII0Yas aHaiu3 ra3os kposy u KILC, amexTpoirel, JaKrar, KODK,
OLeHKY (DYHKIIMH TTIEYEHH U MOYEK;

- o0paliath BHMMAaHME Ha BO3MOKHYHO LOBBIIICHHYIO 4YyBCTBHTEJBHOCTH K IpClaparaM Uil
UPEMEIMKAITHH U TIOBBIIEHHEIE PHCKH TATIOBSHTHIIALIMM,

- BMEIIATCIBCTBA JOJDKHAL LpoBopuTECA B yenosuax OPUT, npeniournie)bHO B NEPBYIO MOIOBHIY
nas (n36eraTh ITATENBHONO TOMOJAHHA M PHCKOB PA3BHTHA TMITONIMKCMHH), B KA4ECTBE (DAKTOPOB
HOBBILICHHOIO PHCKA CIEMYCT YYUTHIBATh MOHHAKESHHYIO MbIILICHHYH) MACCY;

- HeoOX0/IMM KapIHOPECTHPATOPHEIN MOHUTOPHHT,



-C OCTOPOXHOCTBIO I[IPHMEHEHHMC JCTIONAPH3YIONIMX MHOPEIAKCAHTOB H  HHIAJAUHOHHBIX
AHECTCTHKOB, C OLIEHKOM JeYalluM BpPayoM KJIMHHYECKOI'0 COCTOSHMS MAIMEHT4 M COOTHOMIEHMA
“IoNnb3a-pucK’’;

6) C O0CTOPOKHOCTBIO I[IPAMEHEHHE [IPENAparToB ¢ MOTEHLMANLHON MUOTOKCHYHOCTBIO (HAmpuMep,

KOJIXHMIHH, CTATHHEI), ¢ OLIEHKOMH JIeYalMM Bpa4OM COOTHOIIEHHA “IONB3a-PHCK )

7) [IposeseHue MEAUKO-COLMANBHOM OSKCIMEPTH3bLL B CBA3M C HCYKIOHHO LIPOTPECCHPYIOUIHM

XapakrepoM TeueHus 3aboneBaHMA C yYeroM J[AHHBIX O TIOATBEPXKACHHM [HArHO3a lia

MONEKYISPHO-I'CHETHYECKOM YPOBHE;

8) Koncynsranus reHeTHKa [PH [UIaHUPOBAHHH OEPEeMEHHOCTH B CEMBE.

Bpau-reneTnk 660oTuH JIMuTpHit Muxainosuy
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Huarnos: Tskenpid HeHpOMbIIIEYHBIH MPaBOCTOPOHHHI TPYAONOSCHHIHEIH
C-obpasuelii ckomno3. Kocoit tas. [ToscHo-KoHeYHOCTHAA MbluiedHas aTpodus.

B cBasu ¢ OblcTpeIM  yBelM4eHHEM Ae(opMald¥  TTO3BOHOYHHKA,
[POIrPecCUpyIolllel AbIXaTeNbHOH, Cep/IeYHO-COCYAHCTON HEIOCTATOYHOCTRIO H
TMOSIBJICHUEM BBIPQKEHHOr0 OONIEBOrO CHHAPOMA MOKA3aHO CPOYHOE ONEPATHBHOE
JIe4YeHHE.

[Inanupyemas onepanusa: 3agauft cmonmmnoges Th2-LS ManoMHBa3UBHBIM
poctyrnom. Beprebporomusa. Koctnas nnactuka MOM.

['maBuelii Bpau cTaumoHapa, npod. a.m.H. Konaparosa H.B.

Pykosoanrens L{eHTpa maTonornu no3BoHOYHMKA
Hefipoxupypr, TpaBmartonor-opronen i.M.H. bakitanos A H.
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