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Ty6epo3Hnil CKNEPO3 — reHeTUYHE 3aXBOPIOBAHHS 3 MYTILTUOPTaHHUM YPXKEHHAM Ta YTBOPEHHAM A06POAKICHUX NyXNuH. [iarHOCTUYHI TPYAHOLLI NOB'A3aHi
3 BapiabenbHiCTIO NpOsBIB.

KniniynuiA BUNnapok. HasefeHo BNacHe KMiHiYHE CMOCTEPEXEHHA AUTUHU, XBOPOI HAa TYOEPO3HWUIA CKNEPO3 3 MEpPeBAXHUM YPAKEHHAM HUPOK, MEeYiHKu,
LIEHTPaNbHOT HEPBOBOI CUCTEMN i LLKIPK.

[HcbopmoBaHiCTb NiKapiB Npo MepBUHHI | BTOPUHHI KpUTEPIi [LiarHOCTWKKM, 3aCTOCYBAHHA AO0AATKOBUX IHCTPYMEHTANIbHUX METOLIB i MefUKO-reHeTUYHe
KOHCY/bTYBAHHS CMIPUSIOTH PaHHIil AiarHOCTILi 3aXBOPIOBAHHS Ta 3ano6iraloTb PO3BUTKY YCKMaAHEHb.

[locnigKeHHs BMKOHAHI BiAMOBIAHO A0 NpuHUMNiB lenbCiHcbkoi [leknapauii. MpoTokon AOCNIAKEHHS YyXBaneHui JIOKanbHUM €TUYHUM KOMITETOM
YCiX 3a3Ha4eHnX y po6oTi ycTaHoB. Ha npoBefeHHs JOCNiLKeHb 6YN0 0TPUMaHO iHOPMOBaHY 3rofly nauieHTa.

ABTOpPM 329BNIAKOTH NPO BiAACYTHICTb KOH(AIKTY iIHTEPECIB.

KnioyoBi cnosa: Ty6epo3HNil CKNepos, NyXnuHu, AiTh, KpuTepii 4iarHoCTUKN.
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Tuberous sclerosis is a genetic disease with multiple organs involvement and the formation of benign tumors. Diagnostic difficulties are associated with vari-
ability of clinical manifestations.

Clinical case. The own clinical observation of a patient with tuberous sclerosis with predominant lesions of the kidneys, liver, central nervous system and skin
is presented. Physicians' awareness of primary and secondary diagnostic criteria, the use of additional instrumental methods, and genetic counseling
contribute to the early diagnosis of the disease and prevent the development of complications.
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TyOepo3HbIVi CK1epo3: KJIMHUYECKUIA cny4yaii B NpakTuke AeTCKoro Hedgposora
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"BMHHULKNIA HAUMOHANbHBIA MeAUUNHCKNA yHUBepcuTeT umenn H.UA. Muporosa, YkpanHa

*KHIN «BuHHMUKas o6nacTHas feTckas KnnHuyeckasn 60nbHALA», . BUHHMUA, YKpanHa

Ty6epo3Hblii CKNepo3 — reHeTn4eckoe 3a6oneBaHmne ¢ MynbTUOPraHHbIM NOpPaXKeHeM 1 06pa3oBaHineM J06POKaYeCTBEHHbIX Onyxoneii. [juarHocTnyeckue
CNOXHOCTM CBA3aHbI C BapUabenbHOCTbIO NPOSBAEHN.

Knunnyeckuit cnyvai. NpencraBneHo COGCTBEHHOE KIMHUYECKOE HabniofeHne pe6eHka, 60MbHOr0 Ty6epo3HbIM CKNEPO30M C MPEenMyLLeCTBEHHbIM
NOPXEHNeM NoYeK, NeYeHI, LLEHTPANbHON HEPBHOWM CUCTEMbI 1 KOXN.

HHOpMUPOBAHHOCTL Bpadeil 0 NEPBUYHbIX U BTOPUYHBIX KPUTEPUSAX ANATHOCTUKMW, NPUMEHEHWNE AOMONTHUTENbHbBIX WHCTPYMEHTAbHbIX METOAO0B U MEAMKO-
reHeTMYECKOe KOHCYNbTUPOBAaHNE CNOCO6CTBYIOT PAHHEN ANArHOCTIUKE 3a6051eBaHNS 1 NPEA0TBPALLEHMIO r0 OCNIOXHEHNIA.

ccnenoBanue 66110 BbINOSHEHO B COOTBETCTBUN C NPUHLMNAMU XeNbCUHKCKO [eknapauuu. NpoTokon uccnesosanus 6bin 0406peH JT0KanbHbIM 3TUHECKUM
KOMUTETOM BCEX Y4aCTBYIOLLMX YHPEXJeHNiA. Ha npoBeeHne NCCNeaoBaHuii 66110 NONYYEHO MHCHOPMUPOBAHHOE COrNacue nalmeHTa.

ABTOpbI 3a8BNAIOT 06 OTCYTCTBUN KOH(INKTA UHTEPECOB.

Knioyesble cnoBa: Ty6epo3Hbli CKepos, Onyxonu, JeTu, KpUTepun AUarHoCTUKN.

y6eposuuii ckaeposnuii komiuieke (TCK),
Ta60 TyOEpO3HMII CKJIEPO3, € KJIIHIYHO Bapia-
6eJIbHOI0 XBOPOOOIO, 110 MOKE BPA3UTH OY[b-SIKUI
opran Ttina jmoaunu. Brepiie BiH OyB omnucanuit
don Pexminxaysenom y 1862 p. HaiiGisbin mormm-
peanvu o3Hakamu TCK € mobposikicHi myxiimHn
IIKipU, MO3KY, HUPOK, JIET€Hb 1 ceplis, sIKi IPU3BO-
JSTh 10 3HMKEHHST ab0 BTpaTh ix (QyHKIii. Mawi-
becrarrist 3aXBOPIOBAHHA B PI3HUX OpPraHax i cucTe-
Max MOJKe 3HAYHO BiJ[PI3HATHUCS HABITh Y POJMYIB.
YacToTra maHoi maTosorii y MOyl Bapiloe Bif
1:6000 mo 1:10000 ;kMBUX HOBOHAPOKEHUX |5].
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Ty6eposHuil CKIEPO3 HAJIEKUTh 10 TEHETHY-
HUX 3aXBOPIOBaHb, HOTO CIIPUYMHSIE MYyTallis TeHiB
TSC1 (posramoBanuit y 9 xpomocomi) Ta TSC2
(posramoBanuii y 16 xpomocomi), siki peKOMeH/I0-
BaHO JI0 BU3HAYEHHS [TPU FTEHETUIHOMY JIOCJTIIKEeH-
Hi. Famaptu i TyGepuH € OiTKamMu, sIKi KOLYIOTHCS
TSC1 i TSC2 signosinno. Iloxigai ramaptuny
i TybepwHy € TPUPOAHUMH CYIpecopaMu
NyXJUHHOTO pocty, inribyioun mTOR-kinasy,
sika Gepe yJacTh y rpoJicepaitii i Mirpariii Heiipo-
HiB, 301JbIICHH] KJITHH, 1[0 JIeKUTb B OCHOBI
naToreHesy JaHOTO 3aXBOpioBaHHs [11].
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Knacuyno TCK BkitOUaB Tpiagy CUMIITOMIB —
erriJierncito, po3yMoBy BiacTamicTs Ta aHriodiopo-
My 00smyust. I3 PO3BUTKOM HAyKH, T€HETUIHUX
JOCJI/IKeHb, METO/IiB HeilpoBizyasisaliii cTajo
3P0O3yMIJI0, 10 TIbOMY 3aXBOPIOBAHHIO MPUTAMAaH-
HU 1oiMOpGi3M KITHIYHNX TPOsiBiB. OCHOBHI
KpUTEPil Ta peKoMeH 1allil 111010 BeJleHHS NallieH-
TiB i3 TyOEPO3HUM CKJIEPO30M OYJIM MEePerjstHyTi
Ta gpomoBHeHi y 2012 p. ma 2-it MixkHapoHiit
KoncencycHiit koHbepeHttii 3 Ty6epo3HOTo CKJie-
posy y Bammnurroni (TSC Clinical Consensus
Conference) [12].

Besmwxki xputepii TCK BrITOYaIOTH:

— anriopibpomu obsnuust (Gigbire 3) abo

hibpo3Hi GIAIIKK Ha FOJIOBI;

— rinomirmenTHi My (Oibine 3, He MeHIe
5 MM y miametpi);

— JIIJISHKA «IarpeHeBol MKIipus;

— MHOKHHHI TaMapTOMU CiTKiBKU;

— KOPTUKAJbHA JINCIIJIA3is1, KOPKOBI YTBOPEH-
Hs 1 mirpamiiini Tpaktu B OLIil pedoBuHi
TOJIOBHOTO MO3KY;

— cybeneniiMasibii By3JIu;

— cybeneHiMaIbHa TIraHTOKJITUHHA aCcTPO-
1IUTOMA;

— pabaomiomu cepiig;

— JgiMdanTioreiioMioMaTos;

— MHOXUHHI aHTiOMioJiomMu (He MeHIIe 2-X);

— HeTpaBMaTHYHI HABKOJIOHIrTHOBI (ibpomu
(e memnte 2-x).

Mauni oznaxu TCK:

— IJIAMU TUTY «KOH(DETi» Ha IIKipi;

— morsnbsenns B emadi 3y6is (6isbiie 3-x);

— (ibpomu B oposkHuHi pota (GisbIne 2-x);

— aXpOMaTHUYHi MIISHKA CiTKiBKH;

— MHOKHHHI KiCTH HUPOK;

— raMapTOMU BHYTPINIHIX OpraHis.

Kriniuai xputepii BUKOPUCTOBYIOTHCS K
NOMATKOBI ipu reHeTnyHO BeTaHoBieHOMY TCK,
a TAKOK CaMOCTIHO 3a HAsSIBHOCTI JBOX BEJIUKUX
a0b0 OIHOTO B MOEHAHHI i3 IBOMA i OistbIire Masu-
mu o3nakamu [1,12].

Cutig 3a3HaUNTH, MO TiATBEPIKEHA TTaTOTEHHA
myTartist TSC1 a6o TSC2 € HalirooBHIIINM KpUTe-
piem, soctaTHiM 17151 toctaHoBkY jgiarnozy TCK [1].

Jlepmarosoriuni 3MiHM HafdacTile TpeacTa-
BJIEHI TIMOMIrMEeHTHUMHU TiaMaMu (y KiJIbKOCTI
Ginbie 3-X, He MeHIIE 5 MM y Jiamerpi), siKi
sycrpivaiorbest y 90% xpopux na TCK. Sk npasu-
JIO, TIMOMIrMEeHTHI IJIAMU 3'ABJAIOTBCA OJlpa3y
icJsi HApOPKEHHS 1 MOXKYTb OyTH 1e0I0THIM
cumnromoM TCK. [lingaku Timomesrano3y BoJioc-
sl TaKOsK OYJI0 BKJIIOYEHO /10 IaHOTO KpuTepiio [9].
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Anriodibpomu 06/MYYsT 3yCTPIYAOTHCS IPU-
6:msHo y 75% marientis i3 TCK, mo BUHUKAIOTH
y Billi 2—5 POKIB Ha HOCI 1 TMOKaX, TIO THITY <«MeTeJH-
Kay. [laTOrHOMOHIYHUMU KPUTEPIIMU € TaKOXK
hibposHi Ossky Ha 1001 1 BOJIOCHCTIN YacTHHI
TOJIOBH, STKi MOKYTh OYTH BUSIBJICHI Y YBEPTi XBOPHX.

VY nosoutu xBopux i3 TCK OyayTh BUsABICHI
ACUMETPUYHI MIJITHKHU <IIarpeHeBol MIKipu», 10
PO3TalIOBYIOTbCA B JIJIAHII CIHUHU, HOIEPEKy
i HaragyoTh MKIipKy ameabcuHa. [lnamm tumy
«KOH(eTi» Ha MKIpi SBIAIOTH COO0I0 MHOKUHHI
rinomirMeHTHi mwisiMu po3mipom 1-3 MM, gki
MepeBaXKHO JIOKATI3YIOThCA Ha KiHITIBKaX.

Y GiJIBIIOCTI TAIIEHTIB BiIMIYAIOTHCST B POTO-
Bill mopoxkHuHi (ibpomu (Ginbire 2-X) Ta 3a-
rinbunn B emaini 3y6iB (y KigbKocTi Gijblie
3-x) [7,13]. Mo odrambmosoriuanx o3Hak TCK
BiIHOCSATh MHOKWHHI TaMapTOMU CITKIBKU Ta
axXpoOMaTWYHI JiMSHKA CciTKiBKU. [amapTtomMu
CITKIBKM MAlOTh CXOKi TiCTOJIOTIUHI O3HAaKU i3
nyxaudamu [[THC mpu TyGeposHOMYy CKIEpo3i.
JlaHi IOIIKO/KEeHHs CITKIBKM He BILJIMBAIOTh Ha
3ip i € IOCTOBIPHUME MapKepaMu XBOPOOU.

Hatiarominmmmmu /17151 TPOTHO3Y 3aXBOPIOBAHHS
i sxutta ipu TCK € 3amyuenns [THC, gke 3ycTpi-
Ya€ThCsl y OLIBIIOCTI TAI[EHTIB i3 TyOepO3HUM
ckiepo3oMm [14]. ¥Ypakennsa I[HC npexncrasiene
3MiHAMU CTPYKTYPU PEYOBUHU MO3KY (KOPTH-
KaJibHA JMCILIA3isl, KOPKOBI YTBOPEHHS 1 Mirpa-
1iitHi TpakTU B Oi/Iiil pedoBUHI FOJIOBHOIO MO3KY,
cyberneHiMalbti Bysau, cybeneHiMaibHa rirat-
TOKJTITHHHA aCTPOIIUTOMA), eTiJIeTicielo Ta Hel-
POIICUXIYHUMHU  PO3JaJlaMHi, acOIlifOBaHUMU
i3 TCK. Cyb6enenaimManbHa TiraHTOKJIITHHHA
ACTPOITUTOMA [IarHOCTY€EThCsT Yy 5—15% XBOpUX
MEPEBAXKHO Y AUTIUOMY 1 M TKOBOMY Billi [2,4].

Pa6aomiomu cepist — 11e J0OPOSIKICHI 1y XJim-
HU ceplis, sKi 3aebinbiioro acomiiosani 3 TCK.
Ilyxnuau HaitgacTiiie JoKamxi30BaHi y ILJIYHOU-
Kax cepisl Ta MOKYThb 3YMOBUTH OOCTPYKIIifO
BUXIJHOTO TPaKTy, MOXKYTb OyTH JiarHOCTOBaHi
npeHaTajabHo [6].

JlimbanrioneiioMmioMaTo3 Jerenb HaJEXKUTHh
no semukux kputepiis TCK, saBiste co60oio
iH(DIIbTPaTH TJIAZIKOI MYCKYJIATYPH B IHTEPCTUILIT
000X JIeTeHb, YaCTillIe 3yCTPIYaETHCS Y JKIHOK 1 KJIi-
HIYHO XapaKTepU3Y€EThC MPOTPECYIOUOI0 33 IHUIII-
KOO Ta PEUAMBHUMY TTHeBMOTOpakcamu [10].

AHTiOMIOIIIOMI HUPOK SIBJISIIOTH COO0I0 100-
POSIKICHI TIyXJINHU 13 CYAUH, IIaJKOI MyCKYJIaTy-
pU Ta XKUPOBOI TKAHWHU 1 BUSBISIOTHCS Yy 80%
marienTiB i3 TCK. AmnrioMmiomimoMu HHPOK
MOXKYTb YCKJIaJIHUTUCS HUPKOBOIO KPOBOTEYEIO Ta
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KAIHIYHMI BUTTAAOK

Puc. 1. Anriochibpomm

Puc. 2. TinonirmeHTHi nasmu

Puc.3. AHriomioninoMm HUPOK i MeYiHKN

3 4acoM — 3HIKeHHsIM (DyHKII HUPOK 3 MOTpe-
6010 y HUpKOBO3aMicHiil Teparii. Kpim anriomiosri-
oM Hupok y xBopux Ha TCK MoxkyTh OyTH MHO-
JKUHHI KicTu HUpOK. Ypasxenusi cucremu IIIKT
npu TCK mupezacraBieHo aHTrioMioJinmoMamMu
MEYiHKN Ta TOJIMaMU KUIIEYHUKA 1 MalOTh MICIle
y 10-25% Bumnazxis [3,8].

TakuM uyrHOM, BapiabesbHICTH He6I0TY CHUM-
MITOMIB, BUpa3HUU KJAIHIYHUN mogiMopdi3M,
HeOOXiAHICTh crenudiunux 06CTeRKeHb MPU3-
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BOJIATD /10 TPYAHOIIIB AIarHOCTUKHU Ta BUMAaraioTh
MYJIbTUAUCIUATIIIIHADHOTO TiXOJy B ITOCTAHOBIIL
JiarHo3y Ty6epo3HOTO CKIEPO3Yy.

Koiniynuii BUnamaox

Y meniatpuyne BimmieHHA 3BepHYJIACS IBUN-
Ha BikoM 16 POKiB 3i cKapramu Ha MOsIBy 0OJIIO
y TIOTlepeKy HUWIOYOTO XapaKTepy, TepiogudHe
MiBUIIEHHS apTepianbHoro Thucky. [lani ckapru
TYpOYIOTH KiJIbKa MiCSIIiB.

3 aHamHe3y BifloMo, 1110 iBYrHa 3 1,5-piyHOrO
BIKy cTpask[a€ Ha erijernciio (1e6loT — TOHIKO-
KJIOHIYHI CKOpPOYEHHS KiHIIBOK). TpuBanmii yac
OTpUMYyBaJa MPOTUCYOMHI TpenapaTy, KJIiHivHa
pemicig 3 4-x pokiB. CriocTepirajacst BUKJIIOYHO
HEBPOJIOraMH, 0OCTEKEHb IHIIUX OPraHiB i crcTeM
He TTPOBOAMIOCI. 3 PAHHBOTO BiKY BiZIMIYa€ThCS
nporpecyroda ABo6iYHA CEHCOHEBPAIbHA TIPUTITY-
XyBaTiCTh. 31 MIKIJILHOTO BiKy — KOTHITUBHI 11OPY-
meHHA. Y 3B'S3Ky 3 MOTipIIEHHAM KOTHITUBHOTO
cratycy B 15 pokiB aiBumni mposesena MPT
rOJIOBHOTO MO3KY Ta JiarHOCTOBaHO CyOeriHie-
MaJibHI TTAaHTOKJITHHHI acTPOIIMTOMU OOKOBUX
NIJIYHOYKIB, a Tako:xk Y 3/] BHYTPIIIHIX OpraHis,
Jle BUABJIEHI 3MIHM B HUPKaxX i MediHimi. XBopa
royasia OTPUMYBATH MTATOTEHETUYHY Teparriio eBe-
posimycom 5 mr/ 1. CriaikoBuii aHaMHe3 — y GaTh-
Ka € CXOKi YTBOpPEHHS Ha MIKipi Ta BHYTPINIHIX
opraHax, He 00CTeKyBaBCsI.

[Ipu 06'eKTUBHOMY OTJISIAI Ha MIKipi 06JMdYst
tTa 1wl BUsABJEHI ApiOHI IKipHI yTBOpeHHS
(ibposni Gusmiku, anriodpibpomu) (puc. 1),
a Ha IOKipi KiHIIBOK, MepeaHill YepeBHiil CTiHII,
MIJISTHIT TIOTIepeKy pPO3TalloBaHi MHOKUHHI Tillo-
MIrMEHTHI TsIMU po3MmipoM 1-3 MM 3a Turom
«KOHMETI» Ta IISIMHI PO3MIPOM 5 MM, 110 BIHITKJIN
3 naposxennst (puc. 2). Ilpu orssiai porosoi
HOPOKHUHY BUsiBJIeH] (hibpomu sicer. [Ipu mociri-
JUKEHHI BiTaTbHUX (DYHKITIH /IIarTHOCTOBAHO Ti/[BU-
menuii aprepiasbauii Tuck (140/80 MM pr. cT.).

HaiiBaromimmmu y giarHOCTHII 1aHOT XBOPOOH €
Metozm Bigyamizartii. Ha MPT rtosoBHOrO MO3KY
03HaKU cyOeneHAiMaJbHUX —TiraHTOKJITMHHUX
acTPOIMTOM OOKOBUX IILTYHOYKIB TOJIOBHOTO MO3KY.

Y 3/1 arpok — BupasHa andysHa HeOHOPITHICTh
nepeHxiMu 000X HUPOK 32 PAXyHOK MHOKHHHHX
BKJIIOUeHb — aHTioMiominoM, po3mipamMu 10x6 cm
MaKCHMaJIbHO CIIpaBa Ta JI0 5 CM Y JiaMeTpi 3/iBa.
Y3/l nevinku — CTPYKTypa HEOIHOPi/IHA 32 paxy-
HOK MHOKWHHUX BKJIIOUEHD i3 YITKUMHA KOHTYPaMu
Biz 0,5 10 2 cMm y miameTpi (arriomiostinomu) (puc. 3).

ExoKTI — 3miH He BusiBjieHO.

Y pesysbTari MPOBEIEHOTO OOCTEKEHHS, TAHUX
aQHAMHe3Y y TIAIlIEHTKU BUSBJIEHO IaTHOCTUYHI KpU-

ISSN 2663-7553 CyuacHa nexgiatpis. Ykpaina 2(106)/2020



Yntante Hac Ha caunTe: http://med-expert.com.ua

Tepil TyOEpPO3HOIO CKIIEepo3y: aHriodiGpoMu 06 myYst,
TinomirMeHTHI 1IstMu, cyGerieH/iiMaibHa TiraHTOKIi-
THHHA aCTPOIUTOMA GOKOBHX IIIYHOUKIB TOJIOBHOTO
MO3KY Ta MHOKWHHI aHTIOMIOJIIIOMHU, TIJIIMU THITY
«koHbeTi» Ha MKipi Ta GiGPOMU B TIOPOKHIHI POTA.
JliBunri BcTaHOBJEHO miarHo3: <«TybGeposHwuii
CKJIEpO3, cyOereHIiMabHa TITaHTOKJIITUHHA aCTPO-
mToMa. MHOKMHHI aHTIOMIOTITIOMU HUPOK, TIediH-
k. KorHITHBHI TOPyIeHH>. 3a JKUTTEBUMU TTOKA-
3aHHSAMM TAIEHTIII MPU3HAYEHO ITATOT€HETUIHY
TEPAITiio eBepOTiMyCcOM (3aMiHEHUN B TIOAAJBITIOMY
Ha ciposimyc), inribitop mTORC1 ayst mepopasib-
Horo npuiiomy. EBeposiiMyc — CUIbHOIIOUMIA 1HTI-
6iTop pocty Ta mposidepartil MyXJIUMHHAX KJTHH,
KJITHH eHI0TeNio, (hibpobacTiB Ta TIa[IKOM 130~
BUX KJITUH KPOBOHOCHUX CY/WH, TIPUTHIUYE
aktuBHIicTh Kommiekcy mTORI1. Iloxazannam
JTO IPU3HAYEHHST €BEPOJIIMYCY € HAsIBHICTD CyOeTIeH-
JIIMaJIbHOI TITaHTOKJIITUHHOI aCTPOIIMTOMU Ta HUP-
KOBUX aHTiOMIOJITIOM BEJTUKUX PO3MIpiB.
JlocutiizkeHHsT BUKOHAHI BiJITIOBIZTHO /10 TIPUHIIA-
miB 'esbcinebkoi [exmapartii. [IpoTokost gocmiikeH-
He yxBasieHul JIOKATbHUM eTUIHIM KOMITETOM BCiX
3a3HayeHuX y poboTi ycranos. Ha niposeseHHst gocri-
JKEHDb OYJI0 OTPUMAaHO iH(HOPMOBaHY 3rofLy XBOPOI.
XBopa moTrpebdye TPUBAJIOTO MOHITOPUHIY
Ta KOHTPOJIIO TOKA3HUKIB XUTTEBO BaKJIMBUX
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my inmepecie.
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