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CAVUAN OCTPON ®OPMbI TUPO3UHEMUU 1-ro TUIIA
Y HOBOPOXAEHHOI'O PEBEHKA

'C/AITY KupoBckasg oOAacTHaAsI AeTCKast KAMHUYecKas 00AbHUILE, T. Kupos,
TY Mepukro-reHeTuueckuit ieHTp PAMH, Mocksa

HaciencrBenHBIX HapyIIeHUH 00MeHa aMUHOKWCJIOT 1
OpraHMYecKUX KUCJIOT HAaCUUTHIBaeTcsa oKoso 90 3aboieBa-
Huii [1], ¢ GOJBIIMHCTBOM M3 KOTOPBIX BPA4 MOYKET CTOJIK-
HYThCA B HEOHATAJIBHOM epuojse. HoBOPOKAEHHBIN C KJIN-
HAYECKOM CUMIITOMATUKOMN TAKOro 3a00JieBaHUS — KPUTHU-
yecKas CUTyallus, ITOCKOJbKY B OOJBIIINHCTBE CIyUYaeB OCT-
pasa maHudecTanusa ¥ ObICTPOE MPOrPEeAUEeHTHOEe TeueHue
3a00JIeBaHUSA MPUBOAAT K TAMKEJBIM IOCIEJCTBUAM U Jie-
TaJIbHOMY HCXOAY IIPU OTCYTCTBUU CBOEBPEMEHHOM mauar-
HOCTUKM U CIeIMaJbHOTO paHHero JedeHus. I[Ipumepom
MOAOOHBIX CJyYaeB ABJIAETCS ocTpas (HeoHaTa bHast) Gop-
Ma THpO3uHeMuu 1-ro TUIa.

Tuposunemusa 1-ro Tuna (TUPO3SMHO3, relaTOPeHAb-
Had TUPO3UHEMUA) — ogHA U3 ()OPM HaCJIeJCTBEHHOTO HApy-
meHuss oOMeHa aMUHOKMWCJIOTHI TUPO3WH, IIOJIy4aeMoi u3
MMUIIEBOTO 0eJIKa U CUHTEe3UPYyeMOU SHIOTeHHO 13 (heHUI-
ajaHuHA. XapaKTepu3yeTcs IMOBBIIIEHNEM COAEePIKaHUs
TUPO3UHA U eT'0 MeTab0JIMTOB B OMOJIOTUUECKUX KUIKOCTAX
opranuama. 3aboseBanue o0ycaoBIeHO AedeKToM hepMeH-
Ta Qymapuiaieroaerasbl, KOTOPLIN KaTaausupyeT 3aK-
JIIOUUTEIbHBIN 3Tall JerpaJalluy THPO3NHA — TUAPOIu3 Qy-
MapuJaleroalerata Ha ()yMapoByIO U alleTOYKCYCHYIO KHC-
Jaotel (puc. 1) [2].

IIpu mocTyniaeHun B OGJACTHYIO JETCKYIO KJIMHUUYEC-
KYI0 OOJBHUIY COCTOSHUWE OUYeHb TsAKeJoe, 00yCJIOBIEHO
OTEYHBIM CHUHIPOMOM, TUNEPOUIUDPYOMHEMUEH, CUHAPO-
MoM yrHeTeHusa. Koska mKTepuuHas, BbIpaskeHa BeHO3HAS
CceTh Ha JKUBOTE U I'PYAU, ILJIOTHBIE OTEKU B 00JIaCTH JIUIIA,
TOJIOBBI, OPIOIITHOM CTEHKM, MOSICHUIIBI 1 KOHEeYHOCTe, ac-
AT, BSAJOCTb, afWHAMMUS, MBIIIEUHAS T'UIIOTOHUA. TOHBI
cep/Ia riiyxue, 4acToTa cepAeuHbIX cokpartnenuit 110 yaa-
POB B MUHYTY. B JIeTKUX JbIXaHUE yKeCTKOe, YaCTOTa AbIXa-
Hudg 48 B muH. JKuBOT yBesimueH B 00beMe, B3AyT. [leueHn
Ha 1 cM HUIKe Kpasd pedepHOoi AyTru.

HecmoTpss Ha MHTEHCUBHOE JIeUeHUE B TeUEHUE BCETO
BpeMeHU IpeObIBAHUA B CTAIIOHAPE, COCTOSHUE pPebeHKa
0CTaBaJIOCH ITOCTOAHHO TSYKEJIBIM 32 CUeT IIOJINOPTaHHOM He-
IOCTaTOYHOCTU, OTMEUAJINUCH YXYAIIIEeHUA, CBA3aHHLIE C Te-
MOpPparu4ecKuM CUHAPOMOM (3KeJyJ0YHOe KPOBOTEUEeHUE B
BUJe «KO(MEHHOU I'yIu», MaKpOreMaTypusa) U OCTPLIM Ha-
pacranmuem aciura. CaMOCTOATEILHO HE COCaia, KOPMUJIACh

uyeped 30HA. CoxpaHsIach BBIPa’KeHHAs KeJITYIIHOCTH
KOJKHBIX ITIOKPOBOB, cKJiep. CO CTOPOHBI BHYTPEHHUX Opra-
HOB — CUCTOJIMYECKUI IIIYM B 00JIaCTU cepAlia, 6e3 HapyIie-
HIS PUTMA, YBEJINUEHUA PasMepOB ITeUeH! B IMHAMUKeE Ha 2 CM
HIKe Kpas pebepHoit nyru, cesieseHKHU — 10 3 cM. Ilo npena-
JKYy M3 OPIOIIHOM IOJIOCTH OTXOAWUJA ACIUTUUYECKAd KUJ-
KocTb. OTMeuasoch cHHMKeHMe aumypesa. OTcyTcTBOBaJa
npubaBKa MacChl TeJa C IMOCJEAYIOINM Pa3BUTHEM IIOCTHA-
TaabHOU runorpodun (zedpunut maccel teaa 34% ). CmepTs
pebenka HacTynuiaa B Bogpacte 1 mecaAna 27 gueit.

C MOMeHTa IOCTYIJIEHUA B O0JACTHYIO JETCKYIO KJIU-
HUYECKYIO 00JILHUILY PeOeHOK HEOJHOKPATHO OBLI KOHCYJIb-
THUPOBAH Te€HETHUKOM, IpoBoAmiIach aud@depeHIUaIbHASA
OUarHOCTHKA HAacJIeICTBeHHBIX 3a0ojieBaHUII oOMeHa Be-
miecTB (rajlakToseMus, TUPO3UHEMUS, TJIMKOTEeHO03). ¥YUu-
THIBAs TAMKECTh COCTOSHUS PeOeHKA ¢ IePBBIX JHEH sKUBHU,
HCKJOUANNCh Hanbojiee UyacThlie MPUUUHBI HEOHATAJIbHOMN
MaTOJIOTUN: BHYTPUYTPOOHAA NH(DEKITNA, BPOXKIeHHBIIN re-
IaTUT, TUIOKCHUYECKO-reMopparuueckoe mopaskenue ITHC.

Ha 1-m MecsrIie »KusHu Ha HENPOCOHOTA(UH OITpeIess-
JIUCHh BBIPA’KEHHbIE TUIIOKCUYECKNE U3MEHEHUS CTPYKTYP
TOJIOBHOT'O MO3ra, B JUHAMUKE — IIATOJIOTUH He BBISABJISAIOCH.

DeHnnanaHuH

4-ruapoKCcU(GeHUITTUPOBUHOTPAIHAS
KHCIIOTa

v

‘ T"'OMOreHTH3MHOBAs KUCIIOTa ‘

.

‘ Manelmaue’roylccycnaﬂ KHCJIOTa ‘

v

‘ DymMapHIaleToyKCyCHas KUCI0Ta ‘

A 4

‘ DymapoBasi KHCIIOTa, alleTOyKCYCHAsI KHCIOTa ‘

Puc. 1. MerabosmyecKkuii 610K IpU TUPOSUHEMUHU 1-TO THUIIA.
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ITpu Y3U oprazHoB OPIOIIHOI IIOJIOCTY OBLIN YCTAHOBJIE-
HBI BRIDayKeHHbIe [u(MPy3HbIE U3MEeHEeHN I IIe4eHN, IO KeIIy-
IOYHOM JKeJiesbl, CeJIe3eHKM, IellaTOCILIIEHOMETraIns, acIluT.

OXOKT BbIABUJIA OTKPHITOE OBAJIbLHOE OKHO.

B 06mux ananusax KpoBU OTMEUAJNCh aHEMUS OT CPe-
HeH CTeleHU TS KEeCTH A0 TsKeJson (remoryioous go 64 r/i,
asputporutsl 2+ 10'/1), TpomboiuTonenus (mo 77 - 10°/).
B o6mux anasmsax MOYM OIpeesAiach IOCTOSHHASA IPOTe-
unypus (ot 0,033 r/a go 3,3 r/i).

O6cnenoBanue pebeHKa Ha BHYTPUYTPOOHBIE MHPEKITUYT
¥ MapKephl rellaTUTa JaJio OTPUIlaTeIbHbIe Pe3YIbTAThI.

ITpu ucciegoBanuy OMOXMMHUUECKUX aHAJIN30B KPOBU
obOparmaniu Ha cebsa BHUMAaHUE yBeJHWUYeHUEe aKTHUBHOCTHU
tpancamuHasd — AJIT no 65 exn/n (Hopma 9-36 en/n), ACT
1o 197 ex/n (mopma 10—-31 en/n), runepouaupyonueMus 3a
cueT MPAMOM GpaKknuu (MaKCUMAIBHBIN 00Ul OMINPYOUH
o 475 MKMOJIB/J1, mpsiMoit — 210 MKMOJIB/JI), TUIIOIPOTEN-
Hemus g0 24—35 r/a (Hopma 46—70 r/m), runtopubpUHOTE-
wemus g0 0,6-1,3 r/xn (mopma 1,5-4,5 r/i1), THIIOIPOTPOM-
ouuemus x10 25—54% (umopma 80—100% ), rTUIOTIUKEMUS [0
0,7 mmoub /a1 (HopMa 2,77—5,55 MMOJIb/J1), BBICOKUIT YPDOBEHD
B CBIBOPOTKE KPOBH O-heTonporentHa — 5 372 ME/ma (HOp-
ma 5—13 ME/mi), runonarpuemus 10 112 Mmmouts /1 (HopMa
136—146 MmMo0Jb/J1), THIOKAJINEMUS 10 3,2 MMOJIb/JI (HOpMa
3,5—5 MMOJIb/J), YCTOMYMBEIN MeTa0OJUUYEeCKUI allugo3
(pH 7,26, BE ot —11,2 MaxB/J 0 —6,6 M3KB/ 7).

HenocraTounocTs (hepMeHTa BEIEeT K HAKOILJIEHUIO (DY~
MapumJaneToaleTaTa U MaJlemJalieToaleTrara u odpasoBa-
HUIO UX IIPOU3BOJHBIX — CYKIMHMJIAIETOAIIETOHA U CYKII-
HUJIAIeTOHA, OKAa3bIBAIOIINX TOKCHUUYECKOe IeiCTBUE Ha
KJIETKU IIeUeHU U IPOKCUMAJIbHBIE I0UYEeUHbIe KaHAJBIIHI.

MyTraHTHBIN reH KAPTUPOBAH HAa XpoMocoMe 15 B JIOKY-
ce q23—q25. 3aboseBaHUEe XapaKTepU3yeTCsA ayTOCOMHO-
PelecCUBHLIM TUIIOM HACJIETOBAHMUSI.

Tuposuuemusa 1-ro Tuna uMmeeT ABe KJINHUYecKue Gop-
MBI TEUEHUSA — OCTPYIO U XPOHUUECKYI0. IIpu ocTpoii hopme
KJIVMHUKA PAa3BUBAETCS B IePBbIe HEIeJ U U MEeCSI[bl JKU3HU,
3aboJieBaHMe IPOTEKAET MCKJIIOUUTEJIBLHO TSAMKEJO, CBBIIIE
IIOJIOBUHBI ieTell He HoKUBaoT fo 1 roga [3] . Yike B mymo-
BUHHOUW KPOBU pe0eHKAa MOYKHO BBISABUTEH 3HAUUTEIbHOE T10-
BBHIIIIEHNE YPOBHA (-(eTompoTernHa, UTO YKAasbIBaeT Ha
BHYTPUYTPOOHOE mopaskenue meuenu [4]. 3abosieBanue xa-
paKTepusyeTcs OCTPOi MaHuU(pecTalneil, MOABIAIOTCSI PBO-
Ta, quapes, JeTHApaTaIus, yBeJnueHne o0beMa KUBOTA,
remnaTo- U CIJIEHOMETaJIus, PeIUIUBUPYIOIas JUX0PagKa,
HEBPOJIOTHUYECKNE HAPYIIEHUsa OT TUIEePBO30YyAMMOCTH MO
JleTapruy, MbIIIeYHAas TUIOTOHUS, AbIXaTeJbHbIe pac-
CcTpoiicTBa, IpeKpaliaeTcsa npubdaBKka Macchl Tesa. IlpusHa-
KU IIOpasKeHu IeyeH ObICTPO HapacTaioT. [unonporente-
MU, TUIIOTJINKEMUSA U CHU)KeHNe (DaKTOPOB CBEPTHIBAHUS
KPOBU IPUBOJAT K OTEKY, ACIIUTY U KPOBOTOUNBOCTHU. Omu-
CaH MCXOAAININI OT HEKOTOPBIX JMEeTel 3amax «KamyCcThI». B
TePMUHAJBHON cTaguu HAOJIIONAIOTCA aHEMUS, JKeITyXa,
MeJieHa, reMaTypus, quaped, 9KXUMo3bl. CMepTh HacTyma-
€T OT NeYEeHOUYHOU HEeJOCTATOUHOCTU WUJIU KPOBOTEUEHUS,
peixe IUPPO3a U KapPIMHOMBI ITIeUeHN.

Jmarsos cTaBUTCA Ha OCHOBAHUY COBOKYITHOCTU XapaK-
TEPHBIX KJINHUYECKUX U OMOXMMHUUYECKUX IIPOSABJIECHUN ma-
Tosioruu. HemocTaToOYHOCTH (PymMapuiiameToaneTasbl Ompe-

nenaerca B IuM@OIUTAX, 9PUTPOLUTAX, OMOIITATE TIEUEHU.

Crernudpuueckoe ieueHre 60JIbHBIX TUPO3UHEMUelt 1-ro
THUIA KOMILIEKCHOE U BKJIIOUAET IIeJIEHAIIPDABJIEHHYIO Aue-
TOTEPAIINIO C OTPAHUYEHNEM THPO3WHA, (DeHUJIAJaHUHA U
METHOHHWHA Ha OCHOBE CIEI[MAJN3NPOBAHHBIX CcMeceil aMu-
HOKMKCJIOT; IIIMPOKOEe MPUMeHeHNe TPAHCIJIAHTAIUN IIeue-
HU; WCIIOJIb30BAaHUE IIPeapaToB, MHTHOUPYIOIINX PAHHUE
aranel Metabonuama Tupoduna (NTBC) [5].

Hwuike mpuBoguM cirydail ycTaHOBJIEHHOTO JUATrHO3a TH-
posunemuu 1-ro Tumna y pedbeHKa B paHHEeM Bo3pacTe.

Hesoukxa K. (puc. 2) Ha 11-e CyTKM 3KU3HU JOCTABJIEHA TPAHC-
TIOPTOM CAHUTAPHOM aBUALH 13 PANOHHON OOIBHUIILI B O01acT-
HYIO JIeTCKYIO KJIMHIYEeCKYI0 6ombHuITy T'. K1poB.

W3 amamuesa usBecTHO, uTo pedeHok ot III Gepemen-
HOCTHU, TIPOTEKaBIliell Ha ¢oHe aHeMWUU, HOCUTEJIbCTBA 30-
JIOTUCTOTO CTAQUIOKOKKA, XPOHUYECKOI BHYTPUYTPOOHOM

Puc. 2. Buenrauit Buz 6oabHOM K. ¢ TUposunemueit 1-ro Tuna
(TIosicHeHUe B TEKCTeE).

runokcuu (I 6epeMeHHOCTh — MeqUIIMHCKUI abopT, II — aH-
TeHaTaJbHas rubeib IJI0a B cCpoKe 38 Henelb, BHYTPUYT-
pob6uasa achurcusa). Poxasr II cpounbie, MmagoBoame, OKOJO-
IJIOAHBIE BOABI 3ejieHble. Macca Tesna npu poxxaernuu 3090
r, nauHa — 47 ¢M, OKPYsKHOCTD I'OJIOBLI 35 ¢M, rpyau 34 cwm,
OlleHKa Mo 1Kaje Anrap 7—8 6ajios.

C mepBBIX CYTOK OTMEYAJINUCh CPHITUBAHUS IOCTE Kark-
JIOTO KOPMJIEHU S, Ha 2-e CYTKU — Pe3Koe YXYAIIeHe COCTO-
AHNS, TOABEM TeMIepaTypbl Teaa go 38,5°C, Gecrmokoii-
CTBO, TOHUYECKIUE CYZOPOTU Ha (hoHE TUIIOTJINKEMUN.

ITo pesynbTaTaM HEOHATAJIbHOT'O CKPUHUHTA OOHAPY-
JKeHa runepdenunananunemus: 2,75 — 17,3 — 6,06 mr %
(zopma 1-2 mr %).

Ina yTouHeHUA HACJIEICTBEHHOI NPUPOABI 3aboJieBa-
HUA TPOBOAMJIOCH UCCIENOBAHNE KPDOBU U MOUHU B JIabOpATO-
puu HacJIeACTBEHHBIX OosiedHed oomena I'Y Menguko-reme-
Tuueckoro rnearpa PAMH r. MockBsa:

1) akKTUBHOCTH rajlakTo30-1-gochar ypuzuarpanche-
passl B mpemenax HOpMbBI — 4,98 en/MuH/T remoryiobuHa
(zopma 4,4-15), ucKJIII0YAIOMasa KJIaCCUUECKYIO raJaKkTo3e-
MUIO;

2) MeTOOM BBICOKOA(D(MEKTUBHON KUIKOCTHOM XpoMa-
Torpaduy YCTAHOBJIEHO IIPEBLINIEHNE KOHIEHTPAI[UU CYK-
MuHMWIaneToHa B moue moutu B 10 pas — 197 MM /M kpeatu-
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HuHa (HopMa 0—20), UTO ABJIAETCA HATOTHOMOHUYHBIM IIPU3-
HAKOM THPO3MHeMuu 1-ro Tuna;

3) MeTOIOM TaHAEMHOM MacC-CIIEKTPOMETPUU BBISIBJIEHO
YMepeHHOe IOBBIIIEHWEe YPOBHA TuposmHa — 264 MM/
(mopma 11-200), a Tak:ke HIOBBIIIIEHWE MeTUOHWHA — 229
MkM /71 (HopMa 6—65), aBagromeca IUarHoCTUYeCKIMU Map-
KepaMu TUPO3UHeMUu 1-ro Tura.

Ha ocHoBaHUU KOMILIEKCA ITOJIYUeHHBIX JaHHbIX Ha 15-i
IeHb IMpeObIBAHUA B CTAI[MOHApPEe OBLI IMOATBEP:KIEH Auar-
HO3: TUPO3MHEeMUs 1-ro Tuna, ocrpada popma. [lia reueHus
pebeHKa pelrajcs BOIIPOC O BaKYIKe CIIeINaJIbHON aMUHO-
KucyorHoii cmecu Tuposunon (Hyrpunusa). Ho Teuenue 3a-
00JIeBaHUS MMEJIO MCKJIIOUUTEIbHO TAMKEJNBIH U  OBICTPO-
IIPOTPECCUPYIONTHI XapaKTep C JeTATbHBIM UCXOJIO0M.

Hauuble maToMOPGHOIOrNIECKOTO U TUCTOJOTUUECKOTO
WCCJIeJOBAHUSA II€UeHU CBUIETEIbCTBOBAJIM O Hecerudu-
YecKOM IIUPPO3e TeYeHU ¢ aTpodueil TemaToIMTOB, XOJie-
CTa30M U MMOMOUIMEl KeJIUbIo IrernaTonuToB (puc. 3), us-
MEeHEHUSX B ITOYKaX B BUJE 3€PHUCTON AUCTPODUU SIUTE-
JINSA M3BUTHIX KAHAJIBIEB BILJIOTH O HEKPO3a B COUETAHUHU C
MUKPOKAJBIINHO30M KaHAJIBIIEB U UITeMUEeH KJIYOOUKOB.

Harmre mabmaiofeHre MOKa3bIBaeT, UTO HEOOXOAUMBIM
YCJIOBUEM YCIIEITHON U OBICTPOM AMArHOCTUKU TaHHOM
TPYNIIBI HACJEACTBEHHBIX 3a00J€BaHUI ABJIAETCA TECHOE
B3aMMOJIeliCTBHUE IIeIUATPOB U T€HETUKOB JJIA COBMECTHOTO
IIJIaHUPOBAHUA TAKTUKU OOCJIEIOBAHUA B Ka'KIOM KOHK-
PETHOM cJiyuae, TaK KakK 3TU 3a0ojeBaHUA He 00JaJaroT
IOCTATOYHO XapPaKTePHOHU KJINHUUECKON CUMIITOMATUKOMN 1
1A uX BepuuUKanuu TpedyeTcsa IPUMeHEHUEe CIIeluasb-

Puc. 3. T'mcrosornueckuii mpemapar redeHu 6oabHOM K.
¢ TUposuHeMuei 1-ro Tuma.

HBIX J1a00OPATOPHBIX METOIOB UCCIENOBAHUA. Upe3BhIUAITHO
BaKHO HEOTJIOKHOE pellleHHe BoIIpoca O cHenupuuecKoM
JeyeHUY OOJIBHOTO, XOTS He IIPU Bcex (popMax OHO JaeT Io-
JIOMKUTENbHBIN KIMHUYeCKU dhderT.

PasBuTre coBpeMeHHBIX AUATHOCTUYECKUX TEXHOJO-
Tuii B IeAUATPUU U TeHETUKE IIO3BOJIAET BHIABUTL MeTab0-
JINYECKYIO IPUPOJY 3a00JIeBaHUSA M YCTAHOBUTDH IIPABUIIB-
HBIM [MarHO3 TeHEeTUYECK! NeTePMUHUPOBAHHBIX OOMEH-
HBIX PacCcTPOMCTB, UTO UTpaeT B AaJbHEHINIeM pelaoliee
3HaUeHUe NIPU IIJIAHUPOBAHUM JEeTOPOXKJIEHUS U IIpOBeJe-
HUA IPEeHATATbHON JUArHOCTUKY B TUX CEMbAX.
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I'A. Camchiruna, T.A. Ayguna

METUAMAAOHOBAA ALIMAEMUA V PEBEHKA TPYAHOI'O BO3PACTA

Kadeapa peTckux 6oaesreit Nel TOY BITO PI'MY, Mocksa

MerunmanonoBasa anugemusa (MMA) Hapany c obIei
rOMOIIVICTeMHEMUEN OIIMCAaHbI 3a PyOesKoM yake OoJsiee ueM y
700 meTreil u MOAPOCTKOB B Bo3pacTe OoT 4 mHEH KU3HU J0
19 ser [1, 2]. B oTeuecTBeHHOIT JUTEpATYPE STH ONMUCAHUS
ele peKOCTh. XOTaA Gyarofapsa 3apy0esKHBIM ONMUCAHUAM
U3BECTHO, UTO MaKCUMaJbHAd KOHIIEHTPAIINA METUIMAJIO-
HOBOI KmcyoTel (MMK) B nmiasme xposu (ot 0,4 mo 1,7
MMOJb/J1) HaOI0maercd, ecaiu MMA BouIsiBJIsieTcA B Bo3pac-
Te oT 6 Hex mo 6 Mec :Ku3HU. Y Ke ImocJie 6 Mec y geTelt 1ias-

meHHBI ypoBeEb MMK me npessimaer 0,25 Mmmouis /i1, a HA-
yuHasa ¢ 12-mecauHoro Bospacra Kounmenrpanua MMK npu
MMA =e npessitaer 0,2 mmoab/a [1].

MMA mnposBisgeTcs TIJIaBHBIM 00pasoM 3aJeprKKOoi
HEPBHO-TICUXNUYECKOT0 Pa3BUTHUA pebeHKA, B PAJE CIyUaeB
nmabeToM, KapAMOBaCKYJJIAPHON U PEHAILHOI HEJOCTATOU-
HOCTBIO [2].

IIpuBoguMm Halre HabGOeHNTE.

HeBouka JI. AnuHa mocTynuia B peaHuMaIioHHOe OT-



