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AnHoTanms. [lpuBoAMTCS KIMHUYECKOE ONHCAHME M aHAIU3 ciy4yas OOJe3HU
Humanna - Iluka tunma C, roHomeckoil ¢opmel y mnauumentku /[., 14 ner.
Junaraoctuka 6onesan Humanna-ITuka tuma C MOXeT OBITH 3aTpy/HEHA B CBSI3H C

pazHooOpa3ueM KIMHMYECKUX TMPOSIBICHUM, pa3IWnYHBIM BO3PacTOM Je0roTa
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CUMIITOMOB,  PEIKOCTBIO  3a00JieBaHMS HM  OTCYTCTBUEM  YHHUBEPCAIBLHOIO
JTAATHOCTUYECKOTO TECTa JJIsi CKPUHHMHTA. B COBOKYIMHOCTH 3TO MOYKET IMPUBECTH K
MO3/IHEH TIOCTAHOBKE JuarHo3a MW Havany JiedeHus. (OCHOBHBIM METOJIOM
7a00paTOPHON NMArHOCTHKU SIBJISIETCS YACTUYHBIA WM TIOJHBIA MOJIEKYJISIPHO-
reHetndyeckuii aHanu3 reHoB NPC1 um NPC2. JlaHHBI T'€HETUUYCCKUM MOIXO/I
SBJIIETCS. KJIIOYEBLIM JUIT TOYHOM JMArHOCTHUKH AToro 3aboneBanus. [loHmmanue
O0COOCHHOCTEW OOJIe3HW U HCIOJIb30BAHUE COBPEMEHHBIX METOJOB J1abOpaTOpHOM
JIMAarHOCTHKH, TAKUX KaK MOJIEKYJISIPHO-TEHETUUECKUIN aHAJIN3, UTPAIOT BAXKHYIO POJIb
B CBOEBPEMEHHOM ITOCTAHOBKE JUATHO3a U HA3HAYECHHHU COOTBETCTBYIOLIETO JICUEHUS

rmanuenTaM ¢ 6onesnpro Humanna-I1Tuka tuma C.

KiaroueBble ciaoBa: Oone3ns Humanna-Ilmka tuma C, Oone3Hb HaKOIUICHHS,

JU30COMaJIbHBIC 00JIC3HH, KITMHUYSCKHUM CITydai, O3THIs MaHU(eCcTaIHs.
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Abstract. A clinical description and analysis of the case of Niemann- Pick disease
type C, juvenile form in patient D., 14 years old, is given. Diagnosis of Niemann-Pick
type C disease can be difficult due to the variety of clinical manifestations, the
different age of onset of symptoms, the rarity of the disease and the lack of a
universal diagnostic test for screening. Together, this can lead to a late diagnosis and
the start of treatment. The main method of laboratory diagnostics is partial or
complete molecular genetic analysis of NPC1 and NPC2 genes. This genetic
approach is key to the accurate diagnosis of this disease. Understanding the
characteristics of the disease and the use of modern laboratory diagnostic methods,
such as molecular genetic analysis, play an important role in timely diagnosis and

appropriate treatment for patients with Niemann-Pick type C disease.

Keywords: Niemann-Pick type C disease, accumulation disease, lysosomal diseases,

clinical case, late manifestation.

bonesns Humanna-ITuka, Tun C (BHII-C) — penkoe HelipoaereHepaTuBHOE

MYJIBTUCUCTCMHOC 3a00J1€BaHue C AYTOCOMHO-PCHCCCUBHBIM MCXaHHU3MOM
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HACJICJIOBAHMS, BXOJSINEE B TPYINTY JIM30COMHBIX Oosie3Hel HakomieHus [1, 6; 2,

237].

3aboneBaHue pacHpOCTpAHSIETCS BHE 3aBUCUMOCTHM OT OTHOCA, TO €CTh
ABJIIETCA MTAHATHUUECKUM. Y POBEHb YaCTOTHI 3200JIEBAHUS COCTABIISIET B CPEAHEM OT
0,66 no 0,83 ciyuaeB Ha 100 000 >KMBOPOXKIAECHHBIX, UTO CBHUIAECTEILCTBYET O €r0

HU3KOH pacrpoCTpaHEeHHOCTH B 00miei momyisiiuu [1, 7].

[Tpuunnoit 3aboneBanus sBisitoTcs MyTanuu B reHax NPC1 (18ql11-ql12) umu
NPC2 (14g24.3), uTo BeeT K HapyIICHUIO BHYTPUKJIECTOUYHOI'O TPAHCIIOPTA JIUIH]IOB
Y HAaKOIUICHUIO XOJECTEPUHA U TIMKOC()UHTOJIUIMUIOB B TOJIOBHOM MO3T€ U JPYTUX
Tkausx [1, 6; 3, 66]. B nopme Oenku, komupyembie reHamu NPC1 u NPC2,
PEryJIupyIOT MHTPALEIUTIONSPHOE nepepacrpeeneHue X0JIeCTEpHHA 17}
TJIMKOC(UHTOTUIHUIOB Yepe3 METa0O0JIM3M OKCUCTEPOJIoB. Pe3ynmbraToM MyTanuii B
J000M U3 JIaHHBIX TEHOB SBIIETCS PA3BUTHE CXOJHBIX THUIOBBIX KIETOUHBIX
MaTOJIOTMYECKUX  MPOIIECCOB, BKIIOYAIONIMX  OJIOKMPOBAHUE ACTepUPUKaAUU
XOJIECTEpHHA, HAapYLIEHHE BHYTPUKIETOYHOIO TPAHCIOPTA JIUMHUAOB, PA3BUTHE
amoNTOTHYECKOI'0 Kackaja, 4To U MPUBOJUT K MOCTEIIEHHON THOEIH KJIETOK OPraHOB-

MHUIIeHew [3, 66-67].

B nactosimiee BpeMsi B 3aBUCHUMOCTH OT CPOKOB MaHU(ECTallUUd BBIACISIOT
HecKkoibko ¢dopm Oonesnn Humanna — Iluka tuma C: HeoHaranmbHas (TsKemas
MJIaJIEHYECKas1), PaHHSsI MIIaJieHuecKkas (Bo3pacT OT 3 MEcSLEB N0 2 JIET), MO3HSAS

Miajgenueckas (ot 2 1o 6 ser), roHomeckas (ot 6 no 15 ner), B3pocnas (crapiie 15

ner) [4, 211].

Ha ronomeckyto dopmy Humanna-Iluka tuma C npuxomutcst 6omee 2/3 Bcex
MaHu(decranmii  3a0oneBaHus,  OHA  XapaKTEPU3YETCS  «KJIACCHUYECKHUMU»
KIIMHUYECKAMH TPOSIBIICHUSAMU. TUNHYHBIMH CHMIITOMaMHU TIpU JeOr0Te aHHOW
GOpMBI  SBISIOTCS HEYKIIOXKECTh, CIOXKHOCTH C BBHITIOJHECHHEM HOPMAaTHUBOB Ha

ypokax (U3KyJIbTYphl B IIKoOJIe. B manbHeilieM JBUratrelibHbIE pPacCTpPOMCTBA
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HapacTaloT, Pa3BUBAIOTCS aTakcus, (OKaJbHbIE U T'e€HEpaIU30BaHHbBIEC MPOSIBICHUS
JUCTOHHH, BO3MOJKHBI XOpPEOATETOWJHbIE THMIIEPKUHE3bl, MHOKIOHHHU, TPEMOD,
NpUCOEINHEHNE OpaJlMKMHETUYECKOro CHUHApPOMa, MOTOpHOM ampakcuu. Haumbonee
XapakTepHbIM  paHHUM  npu3HakoM Hwumanna-Ilmka Ttuma C  sBisercs
CynpaHyKjeapHblii odTalbMomape3 ¢ HapylleHHMeM BEepTUKAJIbHOIO B30pa, Oolee
BBIDAKEHHBIM TIPU TIOMNBITKE CHEXeHUs BHU3. Ero coueranume c arakcued
OUCTOHMEW Yy TAlMEHTOB MOJIOJOrO BO3pacTa CUMTAETCd OAHUM U3 Haubonee
IMATOTHOMOHWYHBIX TposiBneHnd Humanna-Iluka tnma C. Ilo mepe pasBurus
3a00eBaHUsl TIPUCOCTUHSIOTCS OyJIbOapHBIE W TICEBAOOYIbOApHBIE PAaCCTPOMCTBA,
IPOrpeccCUpyeT KOTHUTUBHBIN ACPUIMT BIUIOTH A0 Pa3BUTHS TpyOOW JIEMEHIUH.
XapakTepHbIMHU CUXOHEBPOJIOTMYECKUMHU MPOSABICHUSMU 3a00JI€BaHUs ABISETCS: Y
neren — 3a/lepKKa IICHXOMOTOPHOI'O M PEYEBOTO Pa3BHUTHs, Y IMOAPOCTKOB H
B3pociablX  —  ap(deKTHBHBIE  pACCTpOIlCTBA,  MPOSBICHUS  OOCECCHUBHO-
KOMIIYJIbCUBHOTO CHHJPOMA, MINW30()pPEHONONO0HbIE TICUX03bl € OpeaoM H

raJuTIOLIMHALIMAMH, arpeccuei [3, 67].

HpGIICTaBJ'ISICM COOCTBEHHOE KJIMHUYECKOE H&6JIIOI[€HI/IC cirydasd Humanna-

[Tnka Trna C y ManueHTKy IHOMECKOr0 BO3pacTa.

[Matmentka JI., 14 ner. JKamoOsl Ha 3aTOPMOKEHHOCTh, 3aMHpaHUs Ha
HECKOJIBKO CEKYHJ, BbIpaXEHHasi yTOMJISIEMOCTh, HApYIIEHHUE KOOpAMHAIIUU MU
IBWKEHUH, TpeMop pyK. WHCTPYKIUU CIBIIMINT, BBIMOIHSAET WU30UpATEIbHO. YUUTCS
M0 aJanTUPOBAaHHON NporpaMMe, HE CIpaBiseTcs. B TMOBEIEHUM MEPUOIUYECKU
arpeccrBHa — MOXXET MPUKPUKHYTh, yaapuTh. ['onoBHOM 60mu Het. C 12 (04.2022)
MPUCTYIBI C YTPATOW CO3HAHMSI, 3aBEJECHUEM TJIa3HBIX SI0JIOK BBEPX, MPUKYC S3BIKA,
TOHUYECKOE HAIPSKEHUE MBIIII] JIUIA, KOHEUHOCTEH, JJIUTEIbHOCThIO 10 1-2 MUHYT,

nanee npuctyn ot 07.2022, nocneanuii npuctyn B 13 jet (09.2023).

Co cioB maTepu poxkieHa OT BTOPOMl OepeMEHHOCTH, MepBbIil pedeHok — 17

JICT, 310pOB. EepeMeHHOCTB OCJIOXKHAJIaCh BAaruHUTOM, KaHIAHWJAO30M H yrpo30171

[HeBHUK Hayku | www.dnevniknauki.ru | CMU 371 Ne ®C 77-68405 ISSN 2541-8327




2024
. . Ne3
OJIEKTPOHHBIN HAYUHBIN XXYPHAJI « JTHEBHUK HAYKI»

npepbiBaHus OepeMeHHOCTH. Pojpl 0€3 ociaoKHEeHUH, OIleHKa 1Mo Ikane Amnrap 7-8,

COCTOsIHUE PEOCHKA MIPH BBIIMHUCKE YIOBIETBOPUTEIHHOE.

C 8 ner mpoOisieMbl ¢ 00pa3oBaTEIbHBIM MPOLIECCOM, MOSBHINCH TOJOBHBIE
001, yromiseMocTh, ¢ 10 5er — crajm 3aMeuyaTh HAPYIICHHE KOOpPIUHAIIHH,
HEUYETKOCTh IOXOJKH, ABWXEHUM. [lepBble snuientuyeckue NpUCTyNbl ¢ 9 e,
npoBegeHo D3I, Bo Bpems 3anucu 391" — 3MU30/1 TOHUYECKOT 0 HAIIPSIKEHHS B PyKax
C TOCIEAYIIINM KIOHWYECKUM MoAepruBaHueM, Ha OO — MEIJIEHHO BOJHOBas
aKTUBHOCTb BHUJI€ PETYJSPHBIX TETAa-BOJH. PekoMmMeHAoBaH mpemnaparT HAKOM, MpPH
Hed(DPEeKTUBHOCTU PEKOMEHJOBaH IMEPEXO0Jl Ha BaJIbIPOEBYIO KHCIOTY, Ha (¢oHE
BAJIBIIPOEBOM KHUCIOTBI TPUCTYIOB HET, 4Yepe3 2 Mecsiia MaMa OTMEHWIa
CaMOCTOSITEILHO, PEIIMB, YTO JE€BOYKA BbLJICUWIACH, J1ajiee MPUCTYHOB HUKAKUX HE
opmo. C 12 mer (02.2022) Havanmu 3amedaTh SMU307bI 3amMupanus. [losBuimch
KaJIOOBl CO CTOPOHBI TMENAroroB IMKOJBl HAa PACCESIHHOCTh, HEBHUMATEIHHOCTD,
wioxyto namiate. C 12 jer (01.2022) — BHOBb BEpHYJIM AHTUIMUJIECNITUYECKUE
npenaparbl — KJIOHa3emaM Y4 Tabnerku ot 2 wmr, ¢ amnpens 2022 roga B Teparuio
BO3BpalllcHa BaJbIIPOEBasl KUCJIOTa, MamMa IoJaBaja Mpenapar TOJIbKO Ha HOYb.

CTaIII/IOHapHoe neuyenue B PKIIb: nerkas YMCTBCHHAA OTCTAJIOCTh.

IIpy 0OBEKTUBHOM cTaTyce KOXHbIE IIOKPOBBl UHCThlE, B 3€Be 0e€3
KaTapaJbHBIX IMPOSBICHUN. J[pIXaHHE B JIETKMX BE3UKYJSPHOE, XPHUIIOB HET, TOHBI
cepaua sCHbIE, PUTMUYHBIC, YACTOTA JIBIXATEIbHBIX JBMKCHUM 18 B MUHYTY, 4acToTa
CepleUHbIX coOKpaieHuid 79 B MuHYTy. JKuBoT Mmsrkuii Oe30one3HeHHbd. CTyn
pEeryJIsIpHBIN, AUype3 N0cTaTouHbli. [Ipu uccienoBannu HEBPOIOTMUECKOIO CTATyCa
CO3HAHHME SICHOE, HA OCMOTP peakuus afaekBaTHas. HCTpYKIIMHU BBINIOJIHAET HE CPa3y,
nociue mnoBTopeHud. Ha Bompochkl OTBEYaeT 3aMENJIEHHO, HENpaBWIbHO. Peub
¢bpaszoBas, nuzaptpusa. bpamunanus. MeHHHreanbHbIE CHUMOTOMBI OTCYTCTBYIOT.
I'onoBa npaBuiabHOK Gopmel. I'maszaeie memun OS=0D. 3pauku cpeaHe BETUYHHEI,
paBHble. DoTopeakuus npsiMas JKUBas WU COJIPYKECTBEHHas JKHMBas. J[BM)KEHMs

TJIa3HBIX SO0JIOK B IIOJJHOM O6’I)CM€, ociabjeHa KOHBCPICHIUA obomux TIIa3.
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ManoammutynHpii - HUCTarM. HocoryOHbIe CKIaAKM CUMMETpPUYHBIC. SI3BIK
BBICOBBIBACT 1O cpefHe nuHuM. [yOokue pedrekchl ¢ pyk kuBble, D=S, ¢ HoOr
oxxuBiienbl, D=S. Bpromubie peduiekcel xuBbie, D=S. [lonoxxurenpHbii CUMITOM
baOuHckoro ¢ JAByX CTOpPOH, MBIIIEYHBIM TOHYC O»KcTpanupamuaHsid. Cuiia B
KOHEUHOCTAX — 4,5-5 GamnoB. UyBCTBUTENBHOCTh HE HapylieHa. KoopauHaTopHbIS
poOkI BBITIOIHAET C MUMOIIONaJaHueM, HHTeHIIue. B nmoze PomOepra Heycroitunga.

[Toxonka atakTudeckas. [lomoxuTeabHbIe pedieKChl OpaIbHOTO aBTOMATU3MA.

JlaGopatopHass M WHCTpYMEHTalbHas JMArHOCTHKA: IPOBEIEHO MacCOBOE
napajyieJIbHOE MaHelIbHOE cekBeHnpoBaHue ot 22.02.2023: B 21 sk30He rena NPCI
BbIsIBJICHA HykiieotnaHasa 3ameHa C.3140 C>T. buoxumus kposu ot 08.12.2023:
AJIT, ACT, OowntnpyOuH oOuui, OMIMpyOrUH HENmpsAMO, KalbIUi, Kalwid, HaTpHil,
caxap — B HopMe, (ocdaraza moseimera. IKI' ot 25.02.2022 r: Putm CHHYCOBBIH,
Heperymsipabii ¢ UCC 95-73 ya/mun. Hopmorpamma. HopmanbHOe MOJI0KEHHE
anekTpuyeckoit ocu cepana. IKI ot 08.12.2023 r: PutM cuHyCOBBIA, HEPETYISIPHBIIMI
¢ UCC 90-80 yn/mun. [IpaBorpamma. BepTukanbHOE MONT0KEHUE IICKTPUIECKON ocH
cepaua. Juddysusie oOMeHHO-TUCTpOoPHUEecKre HapylieHus B MuUokapae. D3I B
TeyeHue | 4dYaca — MyJbTUPETHOHAIIbHAS AaKTUBHOCTh PETUCTPUPYETCS B
OOJIpCTBOBAHMU W BO CHE HU3KHM HHIEKCOM B JIOOHO-BEPTEKCHBIX OTBEIICHUSIX
cIpaBa W CJ€Ba HE3aBUCUMO M OwiarepaibHO BUAE MNPOOEKEK BOJIH JENbTa
muanazona 300-450 mkB ¢ nuUKOMOgOOHBIM KOMIIOHEHTOM B CTPYKTYpE C
JUTUTENBHOCTBIO 3-10 CEeKyH, OCTPO-MEAJIEHHO BOJHOBBIX KOMIUIEKCOB aMILTUTY0M
100-250 MxB, B ToM uncie HacmauBarMMXCcsA Ha (pu3nosorndeckn peHOMEHbI CHA U
JOOHBIX, IEHTPAJIbHBIX, BUCOYHBIX OTBEICHUSX, Ooibiie crnpaBa. I B Teuenue 1
gaca ot 08.12.2023: MynbTUpervuoHagbHas OdnuiaenTu@opMHas aKTUBHOCTh
peructpupyercs B OOJPCTBOBAHMM YMEPEHHBIM, U BO CHE YMEPEHHBIM, OJMXKe K
BBICOKOMY MHJIEKCY M JIOOHO-BEPTEKEHBIX OTBEICHUSIX, OOJbllIe CIpaBa ¢
XapaKTEepUCTUKAMU MPOJAOHKEHHOM B BUJIE CMIAMK-MEIJIEHHO-BOJIHOBBIX KOMILIEKCOB

ammutynoit  150-250-450 MkB, wacTo CrpynmuMpoBaHHBIX, OuaTepaldbHBIX,
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T Gy3HBIX OCTPO-MEAJIEHHO-BOIHOBBIX pa3psiioB amiuintynoit 1o 700 MxB (Puc. 1-

3).

Puc. 1 — O0I B Teuenue 1 yaca ot 08.12.2023

Puc. 2 — O0I B Teuenue 1 yaca ot 08.12.2023
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Pewextop: Bxn., 08.12.2023, 11:05, Bpas: Egraxosa ¥ 1

| Paiosa flapwwa Koucrantunonua, 15.11.2009, 10 MkB/um, 30 mmfc, TpogonsHel L

Puc. 3 — 931 B teuenue 1 gaca ot 08.12.2023

V3 BHYTpEHHUX OpraHoOB: MPU3HAKUA YBEIWYCHHUE CEJIE3€HKU, arpokonuu. MPT
rojioBHOro mo3ra ot 05.22 — 6e3 ocobennocteit. MPT romoBHoro mosra ot 12.12.23:
OOBbeMHBIX 00pa30BaHUN M OYAaroBBIX M3MEHEHHM T'OJIOBHOTO MO3Ta HE BBISBIICHO.

[Ipuznaku runepocrosa (Puc. 4).

Puc. 4 — MPT rosnoBuoro mo3sra or 12.12.23
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Koncynpranmum renernkoM (08.2023) — yCTaHOBIEHO JE€reHEPATUBHOE
3aboneanue (0. Humanna-Iluka tun C), odramemomnorom (05.12.2023) — muonus
cnabori cremern OU, aHW30KOpHS, Xals3MOH BepxHero Beka OS, aHruomnaTus
ceruatrku OU, mnogo3peHre Ha onTudeckyro Heuponatuo OU, mncuxuaTtpoM
(07.12.2023) — naemennums, JsoromemaoMm (11.12.2023) — BbeIpaKeHHOE JIEKCHKO-
CEMaHTHUYECKOE HEIOpPa3BUTHE PEUM, CUCTEMHOE HEAOpa3BUTHUE PeUH, OJHUrodazus
(oOenHeHME CIIOBAapHOrO 3amaca M HHU3Kas pedeBas aKTUBHOCTh BCJIEACTBUE

OCHOBHOTO 3a00JIeBaHUs).

Ha ocHoBanum >xajmo0, aHaMHE3a, JAaHHBIX OOBEKTHBHOI'O OOCJIEIOBAHMS,
JAHHBIX MHCTPYMEHTAIbHBIX METOJOB HMCCIEHOBAaHUS M 3aKIIOUYEHUS CHELUATNCTOB
BBICTABJICH OKOHYATENbHBIM JuarHo3: JlereneparuBnoe 3adoneBanue [[HC (O.
Humanna-Iluka tuna C, o6ycnosnennas mytamusmu C.3140 C>T B rene NPCI B
TOMO3UTOTHOM COCTOSIHHH), CTPYKTYpHast SNUIETICUS C 4acTbIMH
reHEepaJIN30BAHHBIMU  MPUCTYIaMH, YacThIMM abcaHCaMu, MEpPHOJ] HEMOJIHOM
MEIMKAMEHTO3HOH PEMHCCHM, KOIHUTUBHOE CHIKEHUE, BBIPAXKEHHOE JIEKCHUKO-
CEMAHTUYECKOE IEJOPa3HUTUE PEUYH, CUCTEMHOE HEIOPa3BUTHE peuH, oaurodasus,
YMEPEHHBI MO3)KEUKOBBIM CHUHIPOM, YMEPEHHBIM IIOAKOPKOBBIM, YMEPECHHBIE

ri1a3soABUIraTCIIbHbIC HAPYIICHHA, ACMCHII M.

IIpoBeneno  seuenue B crammoHape ot  07.12.2023 roopa —
AHTUAIUJICTITUYECKUE TpenapaThl (JenakuH, JIeBeTUpaleTaM), Ha MOMEHT BBIIUCKH
U3 CTallMoHapa OXUJAeT NpernapaTr, KOTOPBIA JIEUUT OCHOBHOE 3a0o0jieBaHHE —

MHUTJTYCTAT.

Oocyxnenue. Y nauueHtku /1. B 8 et ObuiM BEpBBIE BISIBIEHBI IPOOJIEMBI C
yueOoii, TOABWINCH TOJIOBHbIE O0NH, yTOMIsieMOcThb. [lepBble smuIenTHUECKHe
npuctynsl ¢ 2018 roma, nmamee mporpeccUpoBaii KOTHUTHBHBIE U 3PUTEIbHBIC
Hapymenus. B 14 ner npoBeaeHo Y3U opraHoB OprONIHOW MOJOCTHA — BBISBICHBI
NMpU3HAKK yBENWUYEHUs cene3eHku, a’pokonmuu, OKI' — muddys3Hsie obOMeHHO-

,ZLI/ICTPO(I)I/IIIGCKI/IG HapymecHuds B MHUOKapAC. B 13 ner IIPOBCACHO MacCCOBOC
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napajijielbHOE TMaHeIbHOE CEKBEHHWpOBaHWE — BhIsBICHa Oosie3Hb Humanna-Iluka
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