[TotpibHO1 Temmnepatypu Tina (33,0-34,0 °C) pocsranm mpotsirom | ToauHH,
aKTUBHE OXOJIOJPKEHHS CKJIaJlajno 72 TOAMHM, MICIs YOTO MOCTYMOBO 3irpiBAIA AUTHHY
npotarom 12 roaus. 3a1ACHIOBAaBCS MOCTIMHUIM MOHITOPIHT peKTanbHOI Temneparypu, AT
1 YCC, a Takox MPOBOJMBCS KOHTPOJb JA0OPATOPHUX MOKA3HUKIB IIOHAWMEHIIIE KOXKHI
24 ronuHM (3arajJibHUM aHalli3 KPOBI, TJIIOK03a, €JIEKTPOIITH, Ta30BUHN CKJIaJl, KpeaTHHIH
Tta ce4yoBuHa). [Iporsrom Bchoro wacy nitu 3Haxomwiuch Ha IIIBJI, Ha moBHOMY
nmapeHTepabHOMY Xap4yBaHHI, MATPUMKA T€MOJIWHAMIKH 3a0e3redyBajach IUITXOM
BBEJICHHS TonaMiHy 1 (a00) moOyTaMiHy.

HeonaranbHi BTpatu cepea AiTeH, SKi OTpUMalK JIKyBaJIbHY T1IOTEPMIIO, CKIIAIN
28% (2 mutunam). [laTepo mitel mposrikoBaHI KOMIUIEKCHO, BUMKCaH1 goaomy. Katamues
UX JITed TPOJOBKYE BHUBUATHCH. 3a TMOMEPEAHIMU MaHUMH Y OJHIE€l JUTHHH
J1arHOCTOBAHO IUTAYMH 1iepeOpanbHuil mapanid. Bei aiTu ckepoBaHi 10 KOHCYJIbTaTUBO-
KaTaMHECTUYHHUX KaO1HETIB.

BucnoBku. Takum 4MHOM, JIIKyBaJIbHA TIIIOTEPMIsl SIK METOJ HEHPOMIPOTEKIIIi Ma€e
3HAYHUU TEpaneBTUUYHHUM e(eKT uepe3 30UIbIIEHHS BiJICOTKAa BUXKMBAHHS, 3MEHIIICHHS
BaXKKOCTI 11€peOpaAIbHOTO YIIKOXKEHHS Ta 3HUKEHHS PO3BUTKY BAKKUX YCKIIaJIHEHb B
MOIATIBIIIOMY.

YK 616-097-07-053.2
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MYJbTUCUHCTEMHOTI' O PO3JIAZTY Y TITEHA
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Hayionanvruii meouunuii ynisepcumem im. O.0. bocomonvys (m. Kuis)

Beryn. JlochimkeHHs] T€HETUYHOI MAaToJIorii € BaXKJIMBUM HANpsiMOM Cy4acHOi
MEJIUIMHU, OCKUIbKU B TeiaTpii BoHa 3ymoBitoe 10 70% 3aXBOPIOBAHOCTI y KpaiHax
[TiBaiunoi €Bporu Ta CIHA. A 3a manumu BOO3, mopiuyHo 5-8% HOBOHApOIKEHUX
3’SBIIAIOTBCSA HAa CBIT 3 Te€HETMUYHUMH xBopoOamu. Kpim Toro, maiixe 40% paHHBOT
JUTSYOT CMEPTHOCTI 0OYMOBIIEHO CIIaJKOBOKO MATOJOTIEI0. 11 BHECOK IIIOpIYHO 3pOCTaE B
CTPYKTYpP1 MPUYUH IUTAYOT 1HBAIITHOCTI Ta 3aXBOPIOBAHOCTI CEpel TOCHITaIi30BaHUX
JiTeH 10 JiKapeHb 3araibHOro npodiaro. Taki AiTH BUMararoTh TPUBAJIOTO, 3a3BUYA
JIOBIYHOTO, CKJIAQAHOTO M JOpOTOro JIIKyBaHHS Ta/abo peabimitamii. ToMy BakKJIMBOIO €
npodiTakTKa, CBOEYACHA JIaHOCTUKA Ta MYJIbTHAUCIUIUTIHAPHUAN MIiAXIT B JIKyBaHHI
TaKWX ITAI[I€HTIB.

Merta: Ha oCHOBI Cy4acHHX HAyKOBUX JOCHIJKEHb Ta BIACHUX KIIHIYHUX
CIIOCTEPEKEHbB, MOKA3aTH OCOOIUBOCTI A1arHOCTUYHOTO MOIITYKY 1 (PEHOTHUIOBOTO MPOSIBY
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Ta TEHETUYHUX Bapiallii mamieHTiB 3 cuHApoMoM KaOyki ik MyJIbTUCUCTEMHOTO PO3/1aTy
y JiTen.

Cunapom Kabyki — marosoris, 1o Ma€e TeTEpOreHHy eTionorio. Benuka yactuHa
JIarHOCTOBAHUX BUIAJKIB 3aXBOPIOBAHHS HOCUTh CIOpPAaJWYHUN  Xapakrep 1
PO3BHUBAETHCS BHACIOK MYyTalliid, 110 BUHUKaIOTh de novo. dakTopu, 1110 BILTMBAIOTH HA
MIHJIUBICTh, HE BU3HaueHl. Y 2010-2012 p.p. BUBUEHO JBI HAOUIbII YAaCTO peeCTPOBaH1
CHaaKoB1 (HOPMHU CHHAPOMY, B OCHOBI SKHX JIS)KATh MyTallii T€HIB:

*KMT2D (MLL2). T'en xoamye mni3uH-crieuudiuny wmetuntpanchepasy 2D,
po3TamoBanuii 'y jokyci 12q13.12. Myrtaiis BHUKJIMKAa€ TEPUINN TUI 3aXBOPIOBAHHS
(KS1) 3 ayrocoMHO-TOMIHAaHTHUM criaAKyBaHHsIM. BusiBisiersesa y 70% maiieHTiB.

["en posramoBanuii Ha nisHIN Xpl 1.3, Koaye mizuH-cienudiuny 6A nemerunasy,
Buctynae kopakropom KMT2. I'enHuii AeeKT NOB'I3aHUI 3 PO3BUTKOM APYTrOro TUITY
cunapomy (KS2), mo Mae cnaakyBaHHs, 3uemieHe 3 X-XpoMocomoro. CTaHOBUTH
05M3bK0 5% BUTIAAKIB MMATOJIOTII.

3ycTpivyaroThes JaHl Npo MoeqHaHHs cuHApoMy KaOyki 3 1HIIMMHU CIAJKOBUMHU
3aXBOpIOBaHHAMU: cuHApoMoM Dpeiizepa, rinmokalieMiYHUM NEPIOIMYHUM TapaliyeM,
cuaapoMoM DaHKOHI, IIyKpoBUM aiadberom 1 tumy. [loBimomMiIsieTbCcsl PO HASIBHICTH Y
XBOpUX CTPYKTYpPHHX TIepeOyJ0B XpOMOCOM, TaKuUX SK KUIblleBa X-XpOMOCOMa,
TpaHCJIOKaIlii, TyIutiKaiii, iIHBepcii 8 XpOMOCOMH.

VY 3B‘A3Ky 3 BEJIMKOI KUIBKICTIO BPOJ)KEHHMX BaJ Ta TKKICTIO (PEHOTHUIIOBUX
IpOsIBIB, @& TakKoXK 31 30LIbIIEHHSAM BHHHKHEHHA cuHapoMmy KaOyki He nwuiie B
A3iiicbkkoMy, a 1 €BpONeiiCbKOMY PETiOH], Iy>KE BaXXJIMBOIO € paHHS J1arHOCTUKA.

YepenHo-muuboBl  aHoMaimii  npu  cuHApomi  KaOyki  XapakTepusyroTbcs
Mikporiedaniero, TakoX onucaHa ckadouedanis, IyromoiOHi OpoBH 3 piAKO abo
PO3CISTHOIO JIaTepaIbHOIO YACTUHOLO, TINEPTEIOPU3M, JOBra OYHA IIUIMHA, TOBI1 Ta T'YCTI
Bii, royiy01 CKJIEpH, €MIKaHT, MITO3, CTPadi3M, KOJI0OOMa, 3MEHIIICHHS IlaMeTpy POTIBKH,
BUBEPHEHHSI JIaTepaIbHOI YaCTUHU HUXKHBO1 MTOBIKY, BUTUHAIOUNHN J1000BUM rpedinb. [{o
TUTIOBUX (DEHOTUIOBUX O3HAK TAKOXK HAJIEXKATh CIUTIOIICHHUM Ta IMIMPOKUN KIHYMK HOCA 3
BUBEPHYTUMU BIIEpE] HI3psIMHU, KOPOTKA HOCOBA Meperopojika ta 1ehopMoBaHi, BEIHKI,
yamonoAiOHi, HU3bKO pO3TAlllOBaHI Ta BHUIMHAIOYl BIEpPEea BYIIHI pPaKOBUHH,
PO3IICTUICHHS BEPXHBO1 TYOH Ta TBEPIOTO MiTHEOTHHS, TOTUYHE MiAHEOIHHS, MAJICHbKUHT
poT, 3yOH1 aHOMaTii (ITUPOKI MIK3YOHI MPOMIXKKH, TIITOIOHTISI, MIKPOJOHTIS).

Takox npu 1aHOMY CUHJIPOMI 3MIHEHUM 1 BOJIOCSHUN TTOKPUB, a CaMe TPAILISE€ThCA
BpPOJ/KEHA THI3JI0Ba aJIONElisl Ta HU3bKUM PICT BoJioccs. THIOBI € CKeNeTHI aHOMaTil Ta
OMMCaH1 BIAMOBIHI 0COOIUBOCTI AepmaToriidiku npu cunapomi Kadyxki.

ComaTHuHUN CTaTyc XBOPUX XapaKTEPHU3YEThCS UYUCICHHUMHU MATOJOTISIMHU, O
SAKUX HaJeXKaTh BPOJKEHI CEpLEBl Baju, cepel SKUX HeMmae crnenupiuHuX CepleBUX
Majibpopmariiii, acomiioBaHUX 13 JAaHUM CUHIPOMOM. |HKOJIM J1arHOCTYIOThCS MYNKOBA
Ta TaxoBa KuJja, OularepaidbHa mgiadparMaibHa €BEHTpallis, 0 MNPU3BOJIUTH 0
roctpoe3odareaqbHOro peduiekcy, He3aBepIIeHH MOBOPOT TOBCTOI KHUIIKH, aTpesis
anyca. Takox omucaHi Takli CHHAPOMH, SIK MajabaOCoOpOIlisi, HEOHATAIbHUM XOJIeCTas,
MEPBUHHUN CKIIEPO3YIOUMI XOJAHTIT, a TAKOXK BaJl PO3BUTKY HHUPOK Ta CEYOBUBITHUX
NUIAXIB, & caMe: AWCIUIA3is, areHesis, eKTOMis, MiIKOBOMOMI0HA HUPKA, PO3IICIIICHHS
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HUPKOBOT MHCKH, OOCTPYKIIis, TOABOEHHS CEYOBUBIJIHUX IUISAXIB, - Ta BaJld PO3BUTKY
30BHIIITHIX CTATEBUX OPTaHiB — KPUIITOPXI3M Ta MIKpPOIIEHIC.

Bpomxenuit imyHonedinut npu cuHapomi KyOaki, MNpoOSBISETBCA YacCTUMU
1H(}EKIITHUMHY 3aXBOPIOBAHHSIMHU, OCOOJIMBO PEIMINBYIOUYNMH CEPEIHIMU OTUTAMHU.

Cepen MeTabOIIYHUX PO3JIAJIIB BHUSABIIETHCS TIMOTIIIKEMIs, IyKpoBui miader |
TUMy (IHCYJ1HO3JICXKHUH), BPOPKEHUH TIIIOTUPEO03, 1e(PIIIUT COMATOTPOITHOTO TOPMOHY
Ta OXHPIHHA. Y JMIBYATOK € MOXIIMBHUM TepeyacHe CTaTeBe J03piBaHHs, MEpBUHHA
oBapiajgbHa TUCHYHKITIS.

Hepigko y maHoOi KaropTu MAaIi€HTIB MIarHOCTYETHCS PO3BHUTOK 1M10TMATHYHOI
TPOMOOILIUTOTICHIYHOI MypIypH, ayTOIMyHHOI TE€MOJITHYHOI aHeMii, MOJIIUTeMI],
rinoramarinoOysnineMii A 3 antutiiamMu 10 IgA, HeoHatanbHOI rimeprioOymiHeMii Ta
MYKOBICIIAIO3Y.

['onoBHOIO KIIHIYHOK TpoOaemoro mpu cuHapoMi Kabyki B Outbin Hik 80%
MAIIEHTIB € HEBPOJIOTIUHI CUMOTOMH. Y YACTHHH XBOPUX BUSBISIETHCS HEOHATAJIbHA
M’5130Ba TIMOTOHIS, TOPYIICHHS KOOPAUHAIIT, 3aTPUMKa MOBHOTO PO3BUTKY. MOKIIUBHIA
TpEMOp JUCTAIILHUX BIAJIIB BEpXHIX KIiHIIIBOK. MoBa y miteit i3 cuaapomom Kabyki
3a3BUYall HE CTPYKTypoBaHa. Bu3zHavaeTbcs IHTENEKTYalbHUM Je(ILUT PI3HOTO CTYNEHS
BaXKOCTI y TO€JHAHHI 3 pO3JaJaMH ayTUCTHYHOIO CIEKTpy Ta 0OCECHUBHO-
KOMITYJIbCUBHUMU PO3JIaJlaMHi. XapaKTepHUMHU € TIOPYIICHHS TOBEMIHKH, CIIaOKui
30pOBHIl KOHTAKT, M1JBUIIEHA TPUBOXKHICTh Ta TAHIKA y BIJIMOBIb HA IEBHUM IIyM. [HO1
BUSIBIISIETHCSL TEHJEHIIISI J0 JKyBaHHS HeicTiBHMX mpeaMetiB. Y 10-40% mnariieHTiB
JIIarHOCTYEThCS EMJIETICIs, IepeBakHO (pokanbHa hopMma.

Omnuc kiainiyHoro Bunaaky Ne 1. Ha koHCybpTalil0 CIPSIMOBAHO AUTHHY Y BiLli 7
POKIB 31 CKapramMm Ha 3aTPUMKy IICHXO-MOTOPHOTO Ta MOBHOTO PO3BHUTKY, M’ SI30BY
Ca0KICTh, BTOMJIIOBAHICTh JUTUHHU, TMOPYUIEHY BEIUMKY Ta JpiOHY MOTOPHKY,
3aXUTYBaHHA TpH XOAb0l, HEYBaXHICTh, HEMOXJIMBICTb CKOHLEHTPYBAaTH yBary,
JSIKJIMBICTh, YaCTl alleTOHEMIYH1 KPU3H, MOPYIIEHHS 30PY, TINEePMOOLIBHICTh CYTI001B.
JliarHO3 TIpW HampaBiIeHHI: 3aTpPUMKa MOBHOTO PO3BUTKY Ha (DOHI MITOXOHAPIATBEHOT
nuchyHKIII, mepcucTyovoi BipycHoi iHdekIii. ['inepromonucreinemisi, TimoBiTaMiHO3
.

DeHOTUIOBO: AUTHHA CTUTMalbHA, Makporedanis, TinepTeaopusM, By3bKi O4HI
IIUTMHY, TUPOKE OONHMYYs, BAABJICHWHA HIC, MyromoaiOHi OpoBuW, BHpa3Hi Bii, BEIUKI
BIJITONUPEHI Byxa. Bi3yai3yroTbcs 03HAKK AUCIUIA31i CIIONYyYHOI TKaHWHU. [[iAmKipHO-
KUpPOBa KJIIITKOBUHA PO3BHHEHA J00pE, BI3yaldbHO TYpProp LIKIPM Ta M SI30BHM TOHYC
3HMKEHI, BUpPaXXEHA «IpsSOdiCTh», ONIIICTh Ta MapMmypoBicTh mikipu. Ilkipa cyxa,
CXHWJIbHA 10 aToImii.

3a pe3ynbratoMm MoJiekynsapHo-reHetuuHoro JIHK oOcrexxenHs Oyno BUSBIECHO,
1[0 MAIlEHT € TeTePO3UTOTHUM HOCIEM MATOT€HHOI'O BaplaHTy 1J€HTU(IKOBAHO y TeH1
KMT2D c.14710 C>T, mo acouiiioBanuii i3 cuaapomom Kaoyki 1 (Kabuki syndrome 1
(147920), AD), Ta HOCiEM necATH TEHIB PEIECMBHHX 3aXBOPIOBaHb, BIUIMBAIOTH HA
TSKKICTh OCHOBHOTO 3aXBOPIOBAHHS.
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Ha ocHOBI mpoBeneHOTO KJIHIKO-T€HEaI0riYyHOr0, CUHIPOMOJIOTIYHOTO aHali3y,
(GeHOTUNOBUX OCOOJIMBOCTEN mMallieHTa, JOMOMDKHHUX METOJMIB OOCTEXEHHS, 1
BpPaxOBYIOUM F€HETUYHUI aHaIli3, MOYKHA 3pOOUTH BUCHOBOK:

Hiarno3 ocHoBHMIT: CniaikoBa XBOpoOa 0OMIHY 3 HEHPOT€HETUYHUM CHUHIPOMOM.
Cunnpomom Kabyki. CunapoM auciiasii crnoyiydHoi TkaHu. CHHAPOM MITOXOHIpiadbHOL
TucyHKITIT.

JliarHo3 cymyTHii: 3aTpuMKa MCUXO-MOTOPHOTO Ta PO3BUTKY MOBJIEHHA. Jlerki
nopyueHHs: koopauHnii. [arenexryansuuit nedinut. depMeHTaTHBHA AUCQYHKIIIS.
Habytwit domikymspanii kepato3. ['imeprurasziss miBoro seuka. BBP  Hupox -
nigkoBonoaiOHa Hupka. Jluctomis rupia cedoBony. Jledopmarlis KOBUHOTO MixXypa.
JlomatkoBa Xopja JIBOTO MNIIyHOYKa cepid. CHHAPOM TMIABUIIEHOI emiTemalbHOl
pOHUKHOCTI. CUHAPOM aToIIi.

3a pe3ynbTaTOM MOJEKYISIPHO-TEHETUYHOTO OOCTEXXEHHSI OaThbKiB MallleHTa 3
METOI0 MIATBEP>KEHHS €TIONOTIYHOTO (aKTopa BUSABJICHHX TE€HETUYHUX MYyTalliil y
npobanna, OyJl0 BCTAaHOBJIEHO: BOHU HE € HOCIIMU naroreHHoro reny KMT2D, mio €
CBIJUEHHSIM CHOPAJAUYHOrO reHe3y BUHUKHEHHS cuHIpoMy KaOyki y 1aHOro naiieHra.

Onuc kiainiyHoro Bunaaky Ne 2. Ha KoHCynbTallil0 CIPSIMOBAHO AUTUHY Y Billl 5
POKIB 31 CKapraMy Ha po3yMOBY BIJICTAICTh 13 3aTPUMKOIO CTaTO-MOTOPHOTO PO3BUTKY.
JluTHa HE TOBOPUTH, HE MA€ HABUYOK CaMOOOCIIyrOBYBaHHsS. ATOMIYHUN CHHIPOM.
[TopymieHHst mOCTaBU Ta XO/IH.

[lepunatanbHU aHAMHE3: AUTUHA BiJl 2 BariTHOCTI, APYTUX MOJIOTIB, 31 CIA0KOI0
pPOJIOBOIO  JIAJIBHICTIO. 31  CIIB  MamH, JOBLO CrocTepiranacss >KOBTSHHIISA
HOBOHApODKeHNUX. [[uTHHA po3BUBANacs 13 3aTPUMKOIO TICHXO-MOTOPHOTO PO3BHUTKY,
MOCTIMHO crocTepirajiaca y HeBpoJjora. ¥ 6 MICALIB JIarHOCTOBAHO BPOJXKEHY Baay
cepllsl, TUTUHA Oyja mpoornepoBaHa. Y 9 MICSIIB BUCTABJICHO J1arHO3 — BPOJKEHUI
rinoTepio3, NPU3HAYEHO JIIKYBaHHS.

DEeHOTHUIIOBO: TUTHHA CTUTMaJIbHA, MA€ «OCOOIMBUI» (DEHOTHI, HASBHI IIEJICITHO-
JUITFOB1 aHOMAJi1, 3 HAJAMIPHOIO Macoro Tina. Jlepektu popMyBaHHS CKelleTa Ta O3HAKU
nucIias3ii crnoyiydHoi TkaHuHu. [lnocko-Banerycna aedopmaritis crorm. [IkipHi mokpusu
ol cyxi, mopcTki. [liamKipHO-KupoBa KIITKOBUHA pO3BUHEHA HaiMipHO. Ha 06mmyyi
B JIUISHIT TIIIK BUPaXeH1 ciiau aromii. Typrop mkipu Ta M'si30BUN TOHYC 3HIKCHHM.

3a pesynpratoM MmolnekysipHo-reHeTndHoro JIHK oOctexenHs maiieHT €
reTepO3UrOTHUM HOCIEM NAaTOTEHHOTO BaplaHTy iAeHTHdikoBaHO y rTeni KMT2D
chr12:49052994G>A, mo acouiioBanuii 13 cuaapomoM Kabyxki 1 (Kabuki syndrome 1
(147920), AD), Ta miecTu TeHiB peleCUBHUX 3aXBOPIOBaHb, 1110 YCKIIAIHIOIOTh OCHOBHHI
nepedir 3aXBOPIOBAHHS.

Ha ocHOBI mpoBeaeHOro KJHIKO-T€HEaJo0T1uyHOro, CUHAPOMOJIOTIYHOIO aHali3y,
(beHOTUNOBUX OCOOJMBOCTEN MallleHTa, PO3UIMPEHOro OI0XIMIYHOTO CKPUHIHTY Ta
JIOTIOMI)KHUX METOZ[1B OOCTEKEHHSI, 1 BpaXOBYIOUM FT€HETUYHUIM aHAMHE3, MOKHA 3pO0UTH
BHCHOBOK:

JliarHo3 ocHOBHUIT: CniaaKkoBa XBOpoOa 0OMiIHY 3 HEHPOTEHETUIHUM CHHIPOMOM.
Cunnmpom KalOyki. IlopymienHs Oi1koBoro oOMiHY Ta CIPKOBMICHUX aMIHOKHCIIOT.
[TigBumeHnii piBeHb TOMOLIMCTEIHY KpOBi. Bpomkenuit rinotupeos. [lopyimeHHs oominy
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rOopMOHIB Ta BitamiHiB. CuHApoM aucIuiasii  crodaydHoi TkaHu. CuHApOM
MITOXOHAPIATIBHOT TUCPYHKIIII.

JliarHo3 CymyTHIA: 3aTpuMKa TMCHUXO-MOTOPHOTO Ta PO3BUTKY MOBJICHHS.
depmentatuBHa AUChyHKINA. CHHIPOM MIABUILNEHOI eMTeMalIbHOI MPOHUKHOCTI.
CunapoM arorrii.

3a pesynbTaTtoM MoseKyssgpHo-TeHeTnuHoro JJIHK oOcrexenHs: 6aThKiB MaiieHTa
OyJo BHUSBJICHO, 10 MaTU € HocieM martoreHHoro reny KMT2D, mo € cBigueHHsSIM
ayTOCOMHO-JIOMIHAHTHOTO yCITaIKyBaHHs cuHApoMy KaOyki y maHoro marfieHTa.

BucnoBok. KokHa maToJioriss Mae CBiii T€HETUYHUN Ta METaOOIIYHHUI TOPTPET.
Pannst monexynsapua JIHK-miarHocTuka momomoxke JikapsM HPOTHO3YBaTH TMepeoir
3aXBOPIOBaHHs, MPOBOJAUTH CBO€YACHY MNPOQPUIAKTUKY Ta BUKIIOYUTH WMOBIPHICTD
N13HbOI MaHi(ecTalli CUMIITOMIB.

He tinbku cunapom KaOyki ik MynbTHCUCTEMHUHN po3Jai y AiTeH, a ¥ 1HI
reHEeTHYHO OOYMOBJIEHI TATOJIOTIYHI CTaHU TMOTPEOYIOTh 3HAYHOTO 30UIBIICHHS
MEAMYHUX pPecypciB, pPO3poOJEHOI ONTUMANbHOI CTpaTerii MEHEIKMEHTY Ta
MYJIBTUIUCIUILTIHAPHOTO MIIXOY.
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