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Ty6epo3Huii CKepo3 — reHeTNyHe 3axXBOPIOBAHHA 3 MyNbTUOPraHHUM YPXKEHHAM Ta YTBOPEHHAM A06POAKICHUX MyxNuH. [JiarHOCTUYHI TPYAHOLL NOB'sA3aHi
3 BapiabenbHiCTIO NPOsBIB.

KniHiyHui BuNapok. HaBeeHo BfiacHe KAiHiYHE CMOCTEPEXEHHS AMTUHW, XBOPOi Ha Ty6epO3HUI CKNepo3 3 MePeBAXHUM YPOKEHHAM HUPOK, MEYiHKW,
LLeHTPanbHOi HEPBOBOI CUCTEMM i LLKIpW.

IH(hopMOBaHiCTb NiKapiB NpO NEPBMHHI | BTOPWUHHI KpuTepii AiarHOCTUKK, 3aCTOCYBAHHS A0AATKOBUX IHCTPYMEHTANbHWUX METOfiB i MeAMKO-reHeTU4He
KOHCYNbTYBAHHA CNPUAKOTL PAHHIl LiarHOCTUL 3aXBOPOBAHHSA Ta 3an06iralTb PO3BUTKY YCKNALHEHD.

[locnimpKeHHs BMKOHAHI BiANOBIAHO [0 npuHUMMiB [enbCiHcbkoi [eknapauii. MpoTokon A0CNimKeHHs yXBaneHui JIOKanbHUM ETUYHUM KOMITETOM
YCiX 3a3Ha4eHuX y poboTi ycTaHoB. Ha npoBeAeHHs JOCAILKeHb Byn0 0TPUMAHO IH(DOPMOBaHY 3rody naieHTa.

ABTOpPU 3aABNAOTH NPO BiACYTHICTb KOHMMIKTY iHTEPECIB.

KntoyoBi cnosa: Ty6epo3Huii CKNepos, NyxauHu, AiTu, Kputepii giarHoCTUKN.

Tuberous sclerosis: a clinical case in practice of pediatric nephrologist
V. Dudnyk’, G. Zvenigorodska', I. Andrikevych', H. Mantak', H. Guminska?, T. Stepankevych*

'National Pirogov Memorial Medical University, Vinnytsia, Ukraine

%Vinnytsia Regional Children's Clinical Hospital, Ukraine

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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BM. fynunk’, A10. 3senuropoackas’, UN. Auppukesud', T Y. Mantak’, I.C. lymnHckas?, T.11. Ctenankesny’

"BUHHWLKNIA HALUMOHANbHBbIA MeANLMHCKIIA YHUBEpCUTET uMeHn H.W. Tuporosa, YkpanHa

*KHIM «BuHHWUKas 061acTHas AeTCKas KNMHMYeckas 60nbHULA», I. BUHHMUA, YKpanHa

Ty6epo3Hblit CKNepo3 — reHeTUYEcKoe 3a60N1eBaHIE C MyNIbTUOPTaHHbLIM NOPXEHNEM 1 06pa30BaHNEM LOOPOKAYECTBEHHbIX ONyX0Neit. [luarHocTuyeckne
CMOXXHOCTY CBSA3aHbI C BapuabeNibHOCTb0 MPOSIBIEHUIA.

Knunuyecknid cnyyail. NpefactaBneHo COOGCTBEHHOE KNMHMYECKOe HabntogeqHne pebeHka, 6O0MbHOrO Ty6EpO3HbIM CKMEpO30M C MPEeUMYLLECTBEHHbIM
MOpaXeHWeM NOYeK, NEYEHN, LeHTPANbHON HEPBHOI CUCTEMbI 1 KOXMU.

IHhopMMPOBAHHOCTb Bpayeil 0 NepBUYHbIX 11 BTOPUYHBIX KPUTEPUAX ANArHOCTUKMN, NPUMEHEHNE AOMOMHNTENbHBIX MHCTPYMEHTANIbHBIX METOAO0B U MEANKO-
reHeTMYecKoe KOHCYNbTUPOBAHME CNOCOGCTBYIOT paHHE AMArHoCTMKe 3a60/1eBaHUs 1 NPEAOTBPALLEHNUIO €70 0CHOXHEHWNA.

/ccnenoBaHue 6b110 BINOMHEHO B COOTBETCTBUN C NPUHLMNAMK XeNbCUHKCKO [eknapaumu. MpoTokon nccnefoBaHus 6bin 0806peH J10KanbHbIM 3TUHeCKUM
KOMUTETOM BCEX Y4aCTBYHOLLMX Y4peXAeHWiA. Ha npoBeieHe UCCNeL0BaHMIA BbINO NONY4eHO MHADOPMUPOBAHHOE COrNAacKe NauueHTa.

ABTOPbI 3aABAAKOT 06 OTCYTCTBUM KOHNIMKTA NHTEPECOB.

KntoueBble cnoBa: Ty6epO3Hblil CKNEPO3, ONYXONN, AeTU, KPUTEPUM ANArHOCTUKM.

yoeposuuii ckireposuuii komiuieke (TCK),

ab0 TyGepo3HMii CKIIEPO3, € KJIIHIYHO Bapia-
6eJIbHOI0 XBOPOOOIO, 110 MOKe BPAa3UTH Oy Ab-IKUI
opran Tiia Jioguan. Breprie Bin O6yB onucanuii
¢don Pexminxaysernom y 1862 p. Haiibibur momru-
pernmu o3nakamu TCK € 100posikicHi myXJinHm
HIKipU, MO3KY, HUPOK, JIET€Hb 1 CepIld, SIKi IPU3BO-
ISTh 10 3HUKEHHs ab0 BTpaTH iX hyHKIii. Mai-
(becrartist 3axBoproBaHHS B PI3HUX OpPTaHax i cucTe-
Max MOKe 3HaYHO BiJ[PI3HATHCS HABITh y POAMYIB.
YacroTa faHol 1MaToJIOril y MOIMYJIALil Bapiloe Bij
1:6000 o 1:10000 ;xk1BUX HOBOHAPOIKEHUX [5].

100

Ty6epo3unii CKIepO3 HANEKUTHh 10 T€HETHY-
HUX 3aXBOPIOBaHb, HOTO CIIPUYMHSE MYy Tallisl FeHiB
TSC1 (posramoBanuii y 9 xpomocomi) ta TSC2
(posramoBanmii y 16 xpomocomi), siki peKoMeH 10-
BAHO /10 BUBHAYEHHS [TPU TEHETUYHOMY JIOCJTIIKEH-
Hi. lamapTuH i TyOepuH € GinkamMu, sIKi KOLYIOThCS
TSC1 i TSC2 sipnosigno. IloxigHi ramapTuny
i TybGepuHy € TPUPOAHUMHU CYNPECOPAMU
MyXJuHHOTO pocty, inribyoun mTOR-kiHasy,
sika Oepe ydacTh y mpostidepariii i mirpariii Heiipo-
HIB, 30LJIBIIEHH] KJITUH, IO JEKUTb B OCHOBI
naToreHesy JJaHOTO 3aXBopioBaHHg [11].
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Knacuano TCK BktouaB Tpiajy CMMITOMIB —
elliJIerciio, po3yMoBY BiacTamicTh Ta aHriodiopo-
mMu 00amy4s. [3 PO3BUTKOM HAayKH, T€HETHUIHUX
JIOCJIJIZKeHb, MEeTOJ/IB HeWpoBi3yaJsizallii cTajno
3PO3YMLJIO, IO 1TbOMY 3aXBOPIOBAHHIO TIPUTAMAH-
HUI 1moyriMopdi3M KJiHiYHUX MposiBiB. OcHOBHI
KpUTepil Ta peKOMEeH/IAIli1 11010 BeJIeHHS Talli€H-
TiB i3 TyOEpO3HUM CKJIEPO30M OyJIM TIePeryssHyTi
ta nomoBHeHi y 2012 p. ma 2-it MixuHapomHiit
Koncencychiit korbepeHitii 3 TyOEPO3HOTO CKJIe-
pogy y Bammunrroni (TSC Clinical Consensus
Conference) [12].

Besuxi kputepii TCK BrIto4atoTh:

— anriodibpomu obauuust (Gigbiie 3) abo

($hi6po3Hi OJILIIKI Ha TOJIOBI;

— rinomirMeHTHI 1siMu (6isbie 3, He MeHIITe
S MM y ziamerpi);

— JIJISTHKA <IIarpeHeBol MKipuy;

— MHOKHUHHI raMapTOMHU CiTKiBKH;

— KOPTUKaJbHA UCILIA3isd, KOPKOBI yTBOPEH-
Hs 1 mirpariitai Tpaktu B Oiiii pedoBuHi
TOJIOBHOTO MO3KY;

— cybernenaimMasnbai By3JIu;

— cybenenaiMasbHa TIraHTOKJIITHHHA acTPO-
IUTOMA;

— pabpomiomu ceplis;

— JimdanrioseiioMmioMaros;

— MHOXUHHI aHTiOMioTioMu (He MeHTIIe 2-X);

— HeTpaBMAaTUYHI HAaBKOJIOHITTHOBI (hibOpoMu
(He MeHIIE 2-X).

Mauni oznaku TCK:

— IUISIMU TUTTY «KOH(eTi» Ha MIKipi;

— norubsenns B eMasi 3y6is (Oinbie 3-X);

— ($ibpomu B moposkHuHi pota (6isbiie 2-X);

— aXpOMaTWYHI iJSHKN CITKIBKU;

— MHOKUHHI KiCTH HUPOK;

— TraMapTOMM BHYTPIITHIX OpraHiB.

Knainiuni kputepii BHUKOPUCTOBYIOTHCS SK
JIOJIATKOBI TTpU reHeTUYHO BeTanoysenomy TCK,
a TAaKOX CaMOCTIMHO 3a HAsIBHOCTI JIBOX BEJIMKHUX
ab0 OJTHOTO B MOEIHAHHI i3 [BOMa 1 OiJIbIlIe MaJIu-
Mu o3Hakamu [1,12].

Curin 3a3HauuTH, 110 TiATBEp/KeHa IaToreHHa
myTaitist TSC1 abo TSC2 € HaliroyoBHiIMM Kpute-
piem, joctatHiM it ioctanoBky giarnozy TCK [1].

lepmatosioriuni 3MiHM HaWdacTiie TMpezacTa-
BJICH] TINONIrMEHTHUMU IIIMaM# (Y KIJIBKOCTI
Gisbllie 3-X, HE MEHIIe 5 MM Y jiaMerpi), siKi
gycrpivatorbes y 90% xBopux va TCK. Ak nmpasu-
JIO, TIMOMITMEHTHI TISIMU 3'dBJISIOTBCS OJ[pa3y
iCJIsT HAPOJKEHHST 1 MOKYTb OyTH JeGITHUM
cumntomoMm TCK. /linsgHku rimomenranosy BoJoc-
cs1 TakoK OYJI0 BKITIOYEHO JI0 TAHOTO KpuTepito [9].
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AnriodibpoMn 06/MYYsT 3yCTPIYAIOTHCS TIPU-
6:msHO y 75% matientiB i3 TCK, 1110 BUHUKAIOTH
y Billi 2—5 POKIB Ha HOCI 1 IIOKAX, 110 THITY «MeTeJIH-
ka». [laTOrHOMOHIUHMMU KPUTEPISIMU € TaKOK
ibposHi OusikK Ha J100i 1 BOJIOCHCTIi YacTHHI
TOJIOBH, SIKi MOJKYTh OYTH BUSIBJICHI Y UBEPTI XBOPHX.

Y nosnosunan xBopux i3 TCK 6yayTh BusBIICHI
ACUMETPUYHI JIJITHKYU <IIarpeHeBol MIKipu», 110
pPO3TANIOBYIOTHCSI B JIIJISTHIIL CIIMHU, IOIEPEKY
1 HaraayloThb MIKIpKY amnenbcuHa. Ilmamm tumy
«KOH(DeTi» Ha IKIpi ABJIAIOTH cOO0I0 MHOKUHHI
TiMOMITMEHTHI ILIIMKU po3MipoM 1-3 MM, ski
repeBakHO JIOKAJI3YIOThCS Ha KiHITIBKaX.

VY 6isbIIOCTI MAIEHTIB BiAMIYalOThCS B POTO-
Bill moposxuuti ¢hibpomu (Oinbime 2-x) Ta 3a-
rnbnHr B emasi 3y6iB (y KigbkocTi Oisbime
3-x) [7,13]. o odranbmosoriunux osznak TCK
BI/IHOCSATH MHOXKMHHI TaMapTOMM CITKiBKU Ta
axpoMaTuyHi [iJ9HKA CciTKiBkU. [amapTomu
CITKIBKM MalOTb CXOKi TiCTOJIOTIYHI O3HAKU i3
nyxuHamMu ITHC npu TyGepo3HOMY CKJIEpPO3i.
JlaHi MMOMIKO/PKEHHS CITKIBKM He BILIMBAIOTh Ha
3ip i € JOCTOBIPHUMY MapKepaMu XBOPOOU.

HaiiBarominmmu /7151 IpOTHO3Y 3aXBOPIOBAHHS
ixutta npu TCK e 3anyuennst [IITHC, gke 3yctpi-
Ya€eThCsd y OLIBIIOCTI TMAIEHTIB i3 TYyOEepO3HUM
ckieposoM [14]. Ypakennss I[ITHC mpencrapiene
3MiHAMU CTPYKTYpPU PEYOBUHU MO3KY (KOPTH-
KaJibHA JIMCILIA3is, KOPKOBI YTBOPEHHS 1 Mirpa-
1iitHI TpakTH B GiJTiil peYOBMHI TOJIOBHOTO MO3KY,
cybeneHiMaibHi B3/, cybeneHiiMaabHa riraH-
TOKJIITUHHA ACTPOIUTOMA), EMiJIETICIEI0 Ta Hel-
POIICUXIUHUMU  PO3JaZlaMHu, aCOIiHOBAaHUMU
i3 TCK. CybenenaimMaibHa TiraHTOKJITHHHA
ACTPOIIUTOMA JIIarHOCTYEThCsT Y 5—15% XBOpUxX
MEPEBAXKHO Y AUTSYOMY 1 I TKOBOMY Bitli [2,4].

Pa6aomiomu cepiist — 11e 100POSIKICHI My XJiu-
HU ceplis, ki 3aebinbiioro acoriiioani 3 TCK.
[Iyxnuan HaliuacTtimie JoKagi30BaHi y MIIyHOU-
Kax cepilsi Ta MOYKYTb 3YMOBHUTH OOCTPYKIIIO
BUXIZIHOTO TPaKTy, MOKYTh OyTH iarHOCTOBaHi
npeHaTasbHo [6].

JlimdanrioseitomioMaTo3 JieTeHb HAJEKUTh
no Bequkux kpurepiie TCK, sBise coboio
iH(DITBTPaTH TIANKOI MYCKYJIATYpU B iHTEPCTHILi1
000X JIeTe€Hb, YaCTillle 3yCTPIYAEThCS Y AKIHOK 1 KJTi-
HIYHO XapaKTepU3y€EThCs MPOTPECYIOUOI0 3aIHIII-
KOO Ta PelUANBHUMY THeBMOTOpakcamu [10].

AHTiOMIOIITOMU HUPOK SIBJISIIOTH c06010 100~
POSIKICHI TTyXJIMHU 13 CY/IMH, ITaJKOi MyCKYyJIaTy-
pH Ta JKMPOBOI TKAaHWHU i BUABJIOThC Yy 80%
narientis i3 TCK. AmnTriomiosinoMn HHUPOK
MOJKYTb YCKJIQTHUTHUCS HUPKOBOIO KPOBOTEYETO Ta
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Puc. 1. AHriocpiopomum

Pue. 2. TinonirMeHTHI nasmm

Puc.3. AHriomMioninomu HUPOK i NeYiHKy

3 4acoM — 3HIKeHHSIM (DYHKII1 HUPOK 3 MOTpe-
6010 y HUpKOBO3amicHil Teparmii. Kpim anriomiosi-
oM HUPOK y xBopux Ha TCK MoKyTh OyTH MHO-
JKUHHI KicTh HUPOK. Ypakenus cucremu [IKT
npu TCK mpezacraBieHo aHTioMioJimoMaMu
MeYiHKU Ta IMOJIMaMU KAIIeYHUKa 1 MaloTh MicIle
y 10-25% Bunazkis [3,8].

TakuM 4YUHOM, BapiaGesbHICTh AeOI0TY CHUM-
MTOMIB, BUPA3HUU KJIIHIYHUN 1oJgiMOpPdisMm,
HeOOXiHicTh crenudivyHux 00CTeKEeHb PU3-

102

BOJIATD /IO TPY/IHOIIIB IIarHOCTUKK Ta BUMAraioThb
MYJIbTUAUCITUIIIHAPHOTO Ti/IXO/y B IOCTaHOBIIL
fiarHo3y TyGEPO3HOTO CKIIEPO3Y.

Kainiyawmii Bunazox

Y nenpiarpuuHe BiJyIiJIeHHS 3BEPHYJIACS JIBYN-
Ha BikoM 16 poKiB 31 ckapramMu Ha 0SBy 0O0JIO
y IOoIlepeKy HUIOYOTO XapaKTepy, ITepiojndyHe
MiIBUNIIEHHST apTepiajsibHOro THcKy. ani ckapru
TypOYIOTh KijIbKa MiCSIIiB.

3 aHaMmHe3sy BiZIOMO, 1110 JliBunHa 3 1,5-pigHOro
BiKy cTpakja€e Ha erijerncito (1e0l0T — TOHIKO-
KJIOHIUHI CKOPOYEHHs KiHIBOK). TpuBanuii yac
OTpPUMYBaJjia TPOTUCYZOMHI TIpenaparTu, KJIiHivHa
pemicist 3 4-x pokiB. CriocTepirasacs BUKIIOUHO
HEeBPOJIOTaMU, 00CTEKeHb IHIIMX OPraHiB i cucTeM
He TPOBOIMJIOCS. 3 PAaHHBOTO BIKY BIIMIYa€TbCS
porpecyioda JBoOiYHA CEHCOHEBPAJIbHA TIPHUTITY-
XYyBaTICTh. 31 MIKIJTBHOTO BiKY — KOTHITUBHI 1TOPY-
HieHHs. Y 3B'$I3Ky 3 HOTIPIIEHHAM KOTHITUBHOTO
crarycy B 15 pokiB aiBumnui nposemena MPT
FOJIOBHOTO MO3KY Ta J[iarHOCTOBAHO cyberiHje-
MaJIbHi TIFaHTOKJITHHHI acTpOIUTOMH OOKOBHX
NITYHOUKIB, a Takoxk Y 3/l BHyTpIIHIX Opraxis,
Jle BUABJIEHI 3MiHM B HUPKax i MeUiHIli. XBopa
noyaja OTpUMYBaTH NAaTOTeHETUYHY Tepariio eBe-
posimycom 5 mr/z1. CriaikoBuii anaMHe3 — y 6aTh-
Ka € CXOXIi yTBOPEHHs Ha NIKIpi Ta BHYTPIlIHIX
opraHax, He 06CTeKyBaBCsI.

[Tpu 06'eKTUBHOMY OTJIS/II Ha MIKIpi 06IUddst
Ta Ui BUsBJEHI ApiOHI IIKipHI YTBOpPEHHS
(pibposui Ousimiku, anriodibpomu) (puc. 1),
a Ha NIKipi KiHIIBOK, Iepe/Hiil YepeBHiil CTiHIli,
JUJISTHITL TIOTIepeKy PO3TalloBaHi MHOXKWHHI Till0-
MIrMEeHTHI TIIMU po3MmipoM 1-3 MM 3a THUTIOM
«KOHMETI» Ta IJISIMU PO3MIPOM 5 MM, 1110 BUHUKJIN
3 HapojukeHHsa (puc. 2). Ilpu ormsai poToBoi
MOPOKHWHU BUsiBJIeHi hibpomu sicen. [Tpu mpoci-
JUKeHHI BITAIbHUX (DYHKITI 1iarHOCTOBAHO TTi/1BU-
menunii aprepianbauit Tuck (140/80 MM pT. CT.).

HaiiBaromitmiMu y giarHoCTuIl anoi XBopoou €
Metoau Bigyasizarii. Ha MPT rosoBHOrO MO3KY
O3HaKKM CyOermeHiMaIbHIX —TiraHTOKJITHHHUX
ACTPOIUTOM GOKOBUX IIJTYHOUKIB TOJIOBHOTO MO3KY.

Y 3/1 nupox — BupasHa audysHa HeOTHOPITHICTh
nepeHxiMu 000X HUPOK 32 PaXyHOK MHOKHHHHX
BKJTIOYeHb — aHTiomiominoM, pogmipamu 10x6 cm
MaKCUMAJIbHO CIpaBa Ta 0 5 CM y JliamMeTpi 3J7iBa.
Y3/l newinkn — cTPyKTypa HEOJHOPIJIHA 3a Paxy-
HOK MHOKMHHUX BKJIIOYEHD 13 YITKUMU KOHTYpaMu
Bz 0,5 110 2 em y miametpi (anriomiosinomm) (puc. 3).

ExoKI — 3min He BUSBIIEHO.

Y pesyJbTaTi MPOBENIEHOTO OOCTEKEHHS, JTAHUX
aHaMHe3y y Nalli€EHTKY BUABJICHO J1arHOCTUYHI KpU-
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Tepii TyGEPO3HOTO CKIIEPO3y: aHTriohiOpoMu 06 st
TINOMIrMEHTHI TIISIMH, CyGerieH/[iMaIbHa TiraHTOKJIi-
THHHA aCTPOIMTOMA GOKOBHX IILIYHOUKIB TOJIOBHOTO
MO3KY Ta MHOKMHHI QHTIOMIOJITIOMU, TUISIMUA THUILY
«KkoH(DeTi» Ha MIKipi Ta GiGPOMU B TIOPOIKHIHI POTA.
JliBunni BcranoBieno miarHos: «Tybeposmuii
CKJIEpPO3, cybereH [iMaibHa TiraH TOKIITHHHA acTPO-
nuroMa. MHOKMHHI aHTIOMIOITIOMU HUPOK, MeYiH-
ku. KorHITUBHI OPYIIeHHST». 32 )KUTTEBUMU TTOKa-
3aHHAMU TAILIEHTI TTPU3HAYECHO NATOTEHETUYHY
Tepariio eBepoJiMycoM (3aMiHEHUH B MOIAJIBIIOMY
Ha ciposimyc), iaribitop mTORC1 st iepopasib-
HOTO TIpuiiomMy. EBeposiMyc — CUJIbHO/IIOYMH 1HTI-
6iTop pocry Ta rnposideparii MyXJIMHHUX KJIITHH,
KJITUH eHzioTesito, (hibpobiacTiB Ta ragKoM sa30-
BUX KJITUH KPOBOHOCHMX CY/IMH, IIPUTHIUYE
akTuBHIicCTH KoMmIuiekcy MTORI1. Tlokasanusam
JIO TPU3HAYEHHST €BEPOJIIMYCY € HasIBHICTH CyOeTIeH-
JiMaJIbHOI TITaHTOKJITMHHOI aCTPOIIMTOMHM Ta HUP-
KOBUX aHTIOMIOJIITIOM BEJIMKUX PO3MIipiB.
Hocuikennda BUKOHAHI BiITIOBIZTHO 710 TIPUHITH-
miB ['embcincnbkoi dexmapartii. ITpoToxost moctimken-
H4 yxBaJieHnii JIOKaJIbHUM €TUYHUM KOMITETOM BCiX
3a3HaveHnX y poboTi ycranos. Ha mpoBeeHHst gocri-
JKEHb OyJI0 OTPUMAHO iH(OPMOBAHY 3TO/y XBOPOI.
XBopa mnorpebye TPUBAJIOrO MOHITOPUHIY
Ta KOHTPOJIO TMOKA3HWKIB JKUTTEBO BAXKJIUBUX
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Jlikapi ycix cmemiaabHOCTEH TOBUHHI 3HATH
OCHOBHi CUMIITOMU 3aXBOPIOBAHHS, BEJUKI 1 MaJTi
JIarHOCTUYHI KPUTEPIil 3 METOI0 CBOEYACHOI Jliar-
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HanpsIMKOM BeZieHHsT xBopux Ha TCK.

Aemopu 3aa61510mob nPo GI0CYMHicms KOHGIIK-
my inmepecis.
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