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MpuBeaeH KNUHMYECKNIA CNy4ait CUHAPOMa Bunbsimca—boiipeHa y pe6eHKa C LieNbio YyyLleHs BbISBNEHNA 0ptaHHbIX TeHETUYECKMX 3a60/18BaHNI Ha paH-

HUX 3Tanax Xn3Hu.

Kntoyesblie cnosa: cuHapom Bunbmca—boipena, HafknanaHHblii CTEH03 a0PThl, PAHHAS AMArHOCTIKA, NPOUNAKTIKA OCTOXHEHNIA.

Williams-Boyren syndrome in a child: a case report

A.V. Reznik, AA. Khorosh, EA. Khorosh

Sl «Dnipropetrovsk Medical Academy of the Ministry of Health of Ukraine», Dnipro

The clinical case of Williams-Boyren syndrome in a child with the purpose of improving the detection of orphan genetic diseases in the early stages of life is given.
Key words: Williams-Boyren syndrome, supravalvular aortic stenosis, early diagnosis, prevention of complications.

Mpo6nemu giarHoCTUKM BUNaaKy cuHapomy Binbsmca—bBoiipeHa

AB. Pe3tnk, AA. Xopow, €A. Xopow
[V «[HinponeTpoBcbka megnyHa akagemis MO3 Ykpaitu», m. [JHinpo

HaBefieHO KniHiYHWiA BUNAgoK CUHAPOMY Binbsmca—boipeHa y AMTMHN 3 METOI0 NOKPALLEHHS BUABNIEHHS OPCDAHHUX FTEHETUYHNX XBOPOO Ha PaHHIX eTa-

nax Xutra.

Knto4osi cnosa: cuHapom Binbsimca—boipeHa, HafiknanaHHui CTEHO3 a0pTU, PaHHs LiarHOCTUKA, NPOodinakTuka ycKnanHeHb.

BBenenue

CI/IHI[pOM Bunpsmca (CB) BcTpeuaetcs
¢ ygacroroit 1:10 000 HOBOPOXKIEHHBIX
[4] cpenm mpencrtaBuTeneli BceX ITHUYECKUX
TPYTI U HAITMOHAJIBHOCTEMH, ¢ OMHAKOBOI 4acTO-
TON Topaskas JeBOYeK W MaJbuuKoB. [Ipupoma
9TOro 3a00JieBaHUsI T€HETUYECKash — MyTallus
TPYIIIBI TEHOB B yYacTKe [JTMHHOTO Iieda 7 Xpo-
Mocombl (7 q11.23) [2]. IIpu Mukpoesenuu mpo-
WCXOJIUT yTpata reHoB asactuna, LIM-kunassi-1
u axropa perukaruu C2 (RFC), nexkotopoie u3
<TTOTEPSHHBIX» TEHOB /10 CUX TOP He WAeHTU(U-
ruposanbl. [Ipu Gostee penkoit hopme CB obHapy-
JKMBAIOT jejieliuu B Xxpomocomax 11 m 12 —
11q13-q14 u 22q [1]. Yarte gaaHbIi CHHAPOM BO3-
HUKAEeT CIOPAJINYECKH, TIOITOMY PUCK TIOBTOPHOTO
poxaeHns pebeHKa ¢ TakuUM ke 3abojieBaHueM
B CEMDBSIX, TJle y/Ke mMeeTcst onuH peberok ¢ CB,
B OOJIBIITMHCTBE CJIy4aeB OIEHNBAIOT KaK HU3KHUIL.
Hetu ¢ CB mmelor XapakTepHbIH AucMOpGHU3M
sia [3]: mpokuii 1006, YIIOMEHHYIO TePeHOCH-
Iy, HEOObIYHBIN paspe3 TJ1a3 ¢ MPUIYXIOCTHIO
BOKPYT HUX, MUKAHT, OMyTeHHbIEe BHU3 TIOJHbIE
1eKkH, OOJIBIIOI POT, MOJHBIE TYOBI, CXOMAIIEECs
KOcorJazue, MaJeHbKUH HOC € 3aKpPyTJEHHBIM
TYIIBIM KOHIIOM ¥ OTKDPBITBIMU BIIepe/l HO3/PSIMHU,
MaJIeHbKYIO HIJKHIOIO YeJOCTh, OTTOIBIPEHHBIE
yimu (puc. 1). [na CB Takke XapaKTepHBI:
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3a/iepsKKa ICUXOMOTOPHOTO M PEYEBOTO PA3BUTHS,
BPOK/IEHHBIN TMOPOK cepamna (vame HaIKIa-
MaHHBIN CTEHO3 a0pPThl, CTEHO3 BETBEUl JIerouHoi
apTepun ), TUTIEPKAJIbITMEMHS, TATOJOTHS OIMTOPHO-
JIBUTATeIbHOTO armmapara (puc.2), TaToJorus
COEIMHUTEIPHON TKaHW, 0COOEHHOCTH TOJIOCA:
OXPUILIOCTD, TPyOOBATOCTH TeMOPa, CBOeOOpasHast
«ckpuitydecTb». Crenmduueckoil Tepanuu He
cymuiectByet. [loaToMy OCHOBHOE MECTO 3aHMMAIOT
CUMIITOMaTUYECKOEe JiedeHne U KOPPEKIIMOHHO-
BOCIHATaTeIbHast paboTa.

Ienw: ymyammTh BbIABICHUE OP(aHHBIX TeHe-
TUYECKHX 3a00JIeBaHIil Ha paHHUX dTallaX KU3HU
pebeHKa.

3adauwu: paHHee BBISIBIEHHE XapaKTEPHBIX
CHMIITOMOB 3a00JIeBaHUsI Y JeTell W yJydlleHre
KavecTBa JKU3HM 3a CcUYeT paHHel MpoduiakTuKn
BO3MOJKHBIX OCJIOKHEHUH.

[IpuBogum cobcmeennoe nabmodenue. Boaw-
nou P., 7 ner. AHamHe3 )Kku3Hu: peGeHoK ot 3-ii Ge-
peMeHHOCTH, 2-X pojioB, B 40 Hejiesb, eCTEeCTBEH-
HBIM IIyTe€M, B TOJIOBHOM TIPeJJIEKaHIH, BEC TIPU
poxxaernu 3520 r, poct — 50 cM, 3akpuyas cpasy,
omeHka 1o mkase Amrap 7/8 Oammos. Hacien-
CTBEHHBIN aHaMHe3 He OTAToleH. AHaMHe3 3a00-
JeBaHus: BpoxAeHHBbIN Topok cepiana (BIIC)
BIIEPBbIE MAaTHOCTUPOBAH B Bo3pacte 1 roma
(2010 r.). TTexuaTpom ObLI HAIIPaBJIEH JJISI KOH-
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Puc. 2. Tlatonorms onopHo-AguratensHOro annapara (Hu3kas Tanus,
y3Kas rpyaHas Krnetka, X-o6pasHble HOr)
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CyJIBTAIIUM B TEHETUYECKUIA IEHTP, T/I€ BHICTABJICH
mraruo3 CB. [lo 3-x jieT peGeHoK poc U pa3BUBaJI-
Cs COOTBETCTBEHHO Bo3pacTy. Becnoit 2012 r.
Mama 0OpaTUIach MO MECTY JKUTEJbCTBA C JKaJlo-
GaMy Ha 3aJePKKy ped4eBoro u (pU3U4IeCKOro
passuTus. [Ij1s nanbHeiinero obcienoBanus pebe-
HOK ObL1 HanpasieH B Harumonasibubiii Mncru-
TYT CEpPAEeYHO-COCYIUCTON XUPYPTUU WMEHU
H.M. AmocoBa AMH ¥Ykpaussl, rie mocje KOM-
IJIEKCHOTO 00C/Ie/IOBAaHUS U 30HIUPOBAHUSI T10JI0-
creil cepana B 2012 r. BeicTaBiieH quarno3. OCHOB-
noit: «Cunzppom Bunbamca: BIIC: nagkmananuplii
CTEHO3 aopThl (TPaJIieHT 43 MM PT. CT.) yMepeH-
HOUW CTeTleHW BBIPAKEHHOCTU, HEIOCTATOYHOCTD
MmuTpasbHoro kiaamnana 2 cr. HK 1 cragums.
Ocnoxuenust: «MHOXeCTBEHHBIM OCJIOKHEHHBIN
Kapuec, JleKoMIleHcupoBanHoe Teuenue. [lepBuy-
Hag azienTus 71.82. PaccTpoiicTBO aKCIIpeccuBHOM
peurt B Bu/IE OOIIETO HEOPA3BUTHUS Pedr 3 YPOB-
Hd. [lmockoBambrycusie crombi». COMyTCTBYIO-
muii: «Aznenouapl 1-2 cr.». C 3TOrO0 BpemMeHU
Habmomaercss kapaunosorom OJIKB r. [lnenp,
KapAuoxXupyprom /[HempomneTpoBcKoro 001acTHO-
TO KJIMHUYECKOTO 1eHTPa KapANOJIOTUU 1 Kap/1o-
XUPYPIUM.

[TocseHee maHoBoe 06CIeI0BaHe B CTAIINO-
Hape ¢ 9.10.16 o 18.10.16. JKano6sr Ha 3aMePKKY
pedeBoro M (U3NYECKOTO Pa3BUTHUS, HapylieHUe
passuTusi 3y60B. OOBEKTUBHBII craTyc: o0iiee
cocTostHre OJauKe K YAOBIETBOPUTENHLHOMY,
CO3HAHWE $SCHOEe, AaKTHUBHBIN, OOIUTENbHBIN.
[Tox6OPOIOK Y3KMiA 1 MEJKUI, 100 MIHUPOKUIL, HOC
MJIOCKUNT M TOJICTBI Ha KOHIIE, TLIOCKOe Tiepe-
HOChe, TJIa3Hble sI0JIOKH SIPKO-TOJybOTO I(BETa,
IMIUPOKKUI POT, TOJHBIE TYOBI, MHOKECTBEHHbIE
Kapuo3Hble 3yObl, pacxoskieHue OpoBeil 1o
cpemHell TUHNN, YBEJIMYEeHHBIH (OUIBTP, OTTOIIBI-
peHHbBIE Y11, THYCaBBIll OTTEHOK T0JI0ca, HapyTie-
HUe peun. TesociokeHWEe MPOTOPIUOHAIBHOE,
acteHnyeckoe. I'pynHast KjaeTka y3kas, TaJus
pacrojioxeHa Hu3Kko. X-oOpastbie Horu. Koxmbie
MMOKPOBBI U CJM3UCThIE (PUBMOJOTUIECKOI OKpac-
ku, uncteie. [loAKOXKHO-KUpOBag KJjeTdyaTKa
YMEPEHHO pa3BUTa, PAaBHOMEPHO pacipeseseHa.
MpliedHbIil TOHYC CHUKeH. BUAMMBIX OTEKOB
Het. Cep/iiie: 06J1acTh cepjilia He N3MEHEHa, BepXy-
NIEYHBI  TOJYOK Pa3JUTON, PE3UCTEHTHBIN.
I'panuibl cepaiia — Bo3pacTHble. ToHBI cepila:
CHUCTOJIMYECKUT TITyM Ha OCHOBAHWHU CEPIIIa,
aKIeHT 2 TOHA BO 2 M/p CIIpaBa, PUTM TIPABUJIb-
HbIi. JKUBOT: 1npaBuJIbHON (DOPMBI, HE B3/YT, IPU
nasbnany 6e3001e3HEHHBIN, TOCTYIIEH TITyOOKOM
MaJblaIny, 1MeYeHb U cejie3eHKa He YBeJUYEeHbI.
Du3sunosiornuecKkre OINpaBJeHUsT He HapyIIeHBI.
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Tabnuuya

Knununyeckue kputepum CB [2]

Pocr, pasButue, nuTaHue (B aHaMHe3e U B HacTosLLEee BPEMH) — 1 6ann

o [lepeHoLueHHas 6epemMeHHOCTb >41 Hepenb recTaumm o [InuTenbHble MNafeHYeCcKne KOnvKm
o 3apepxka ranyeckoro passmtyis (>4 MWH NPOAOMKUTENBHOCTbIO)
e PBOTa MM ractpoasodharasnbHbiii pedonoke o XPOHMYECKMIA 3anop

Mosepenue u passutue (1 6ann)
v YpesamepHoe Apyxenobue v HapyLueHve 3puTenbHON opyeHTaumm
v [unepyyBCTBUTENBHOCTb K 3BYKaM v 3ameffieHHoe BOCNpUATHE peyn, 3a KOTOPbIM
v TpeBOXHOCTb crepyeT Ype3mepHas roBOpABOCTb
v 3apepxka pr3n4eckoro n yMCTBEHHOIO pa3BuTmus

YepTbl nuua (3 6anna)
» BuTemnopansHoe cyxeHne » LLnpokve 6posu
» OnukaHTt » [lepropbutanbHas npunyxnocTb
» Crpabusm » [vnonnasusa amanu
» ManeHbKuiA HOC C 3aKpYrNeHHbIM TYMbIM KOHLIOM » [lonHble ryobi
1 OTKPbITbIMM Briepeq HO3ApAMM » HenpaBwubHbIA MPUKYC
» [lonHble Lwekn » ManeHbkas 4entocTb
» [AuHHbIA punsTp » [onybble pagyXKu cO 3Be304aThbIM PUCYHKOM
» LLnpokuin pot
» OTTOMbIPEHHbIE YLLK
» Menkue, LUMPOKO pacronoXeHHble 3yobl
CeppeuHococyauctas natonorus — a (9xoKr) (5 6annos)
HapgknanaHHbIi CTEHO3 aopThbl CT€eHO3 BETBEW NEro4Hon aptepum
CeppeyvHococyaucTas natonorus — B (1 6ann)

m [pyrvie BpoXaeHHble 6051e3HM cepaua m [vnepTteH3us

LLlym B cepaue

Jucnna3usa coeguHUTENbHOW TKaHu (2 6anna)

o Xpunnbin ronoc
o Tlyno4Has rpbixa
o [MBEPTVKYN KULLEYHMKA UMM MOYEBOrO My3bIps

o [NuHHas Les unu nokatble nieym
o OrpaHuyeHre nnm pa3bonTaHHOCTb CyCTaBoB
o BbinageHne npsAMon KMLLKK

¢ [vnepkanbLyemms

& [unepkanbunypus

Ecnn cymma 6annos <3, anarHos CB manoseposTeH. [py cymme 6asio >3 Heobxogmma KOHCYIbTaLmsl reHeTvKa v obcnefoBaqme

B reHeTnyeckom LeHTpe metoguko FISH. CpegHwi 6an ana CB —

ocHoBaHa Ha wuccnegosaHun 107 nauymeHToB ¢ CB (moars.

9 [cTaHpapTHOE OTKNOHEHWe = 2,86]. Cuctema nofcHeTa 04koB
FISH-uccneposannem), oueHeHHbix Colleen A. Morris, MD;

Frank Greenberg, MD;Paige Kaplan, MD; Martin Levinson, MD; and Barbara Pober, MD; with data analysis by Carolyn B. Mervis,
PhD and Byron F. Robinson, MA; presented at the 1994 WS Association Convention; July 31, 1994; San Diego, CA.

Ornenka (hU3NMYECKOTO PA3BUTHS: HU3KOPOCJIBI,
cyonanuam. UMT=12_8. /lepunut maccol Tesa,
ucronteH. KimHuko-mabopaTopHble HCCeI0Ba-
HUst: OOIUI aHAIM3 KPOBH, OOIIMIT aHAJIU3 MOYN
18.10.16 — Ge3 maToornYecKux uaMeHeHuil. bro-
xumMudeckuii ananus kposu ot 18.10.16: yBemue-
nue nokazareneit KOK (459 EJl/n), KOK-MB
(41 ELl/), ACJI-O (400 E/I/m1). Koarynorpamma
ot 18.10.16: B mpenenax nopmbl. Ma3ok u3 3eBa,
Hoca Ha dyopy ot 9.10.2016: HopMmasbHAd MUKPO-
daopa. KT o1 10.10.16: HCC — 102 /muH, 371. 0Ch
He OTKJOHEHAa, 3JI. TO3WIUS BepPTUKATIbHA,
PUTM CHHYCOBBIN, CHUHAPOM HA/KETYT0UYKOBOTO
rpebemka. Y3UW OBII or 18.10.16: xeaunblii
y3bIpb — 1eperud B BEPXHEH TPETH, COIEPKIMOe
HeosiHOpoiHOE. DX0KT ot 3.10.16: HagKTanTaHHBIT
CTEHO3 aopTbl. MaKkcUMaJbHbIN TpaHCKIAIaHHbIN
rpaaneHT 43 mm pr. ct. CpenHuii rpagueHt
16 MM pT. cT. YMepeHHas HeIOCTaTOYHOCTD
MUTPAIBHOTO KJamnaHa: peryprutanus ao 1/2 se-
Boro mnpezcepausi (2 cr), peryprurtamus a0 ¢uod-
posnoro kombia TK (1 cr). lonomnurenbHas
xopna B JIJK. Tlosoctu cepana He yBesnmueHBbI.

ISSN 1992-5913 Cospemennas neguarpusi 4(92)/2018

CokparuresibHasg (pyHKITUS MUOKap/a YAOBJIETBO-
putenbHas. KpoBOTOK B OPIOITHOM OT/IeJI€ a0PThI
nyJabcupytonmii. KoHcysbranus crenuajiucros:
kapaunoJior JIOKIL KKX ot 12.09.16: /I3: «Cun-
npom Busbamca: BIIC: magkmamaHHbIil cTEHO3
aopThI (TpajiueHT 43 MM PT. CT.) YMEPEHHOM cTere-
uu Beipaxkennoct, HK 1 ct.» JIOP ot 13.10.2016:
3 «Anenougbr 1-2 cr.». Oxynuct or 9.10.16:
H3: «IIlJI-nopma, riasHoe AHO — cJierka U3BUTHI
cocynpr». Cromarosior ot 15.10.16: /I3: «Muoxe-
CTBEHHBIN OCJIOKHEHHBIN Kapuec, TeKOMIIEHCUPO-
BanHoe TevyeHue. [lepBuunas azentus 71.82».
Opronenr ot 14.10.16: /I3: <«IlnockoBanbrycHble
crombly. Jloronex ot 13.10.16: /I3: «PaccTpoiicTBO
9KCIIPECCUBHON peur B BHJE OOIIEro HeJIO0pasBu-
TUSI peun 3 yPOBHSI».

Jleyenwue: muerta ¢ orpaHMYEeHUEM COJTH U TTOBBI-
IMEeHHBIM cojiep:kanueM Kamusg. Orpanudyenue
(pmsnueckux Harpysok. BuIWIINH, THOTPHA30-
JnH, aunupugamodt, arsantap, AT®-onr. Peko-
MeHgalnn: y pebeHka HeoOXOAMMO pPa3BHUBATH
MICUXOMOTOPUKY, OPTO(OHUIO, COIMAIbHBIE CIIO-
co6noctu. Kourposs IKT, 9xoKT, ypoBHS Kaib-
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U ¢ AajdbHEHNIell KOHCY bTaluell Kapauosora,
pu HeOOXOAUMOCTH — Kapauoxupypra. CaHarust
XPOHUYECKUX o4aroB wHpekiuu. Jleuebnast hus-
KyJIbTYPa, IUeTa, IJIaBaHbe, Pa3BUTHE MY3bIKaJIb-
HBIX CIIOCOOHOCTEN.

BeiBoapr

[lnarnoctrka CB Ha paHHUX 3Tanax A0CTaTou-
HO craoxua. Ileguatpsl — 3TO TepBble Bpadu
B I[ETIOYKE YCTAHOBJIEHUs [UATHO3a, TTO3TOMY
JIETH C TPYIION CUMITOMOB, XapaKTE€PHBIX [IJIsI
CB (tabus.), MOJUKHBI OBITH KOHCYJbTHPOBAHBI

IeHETUKOM U 00CJIe[OBaHbI B TEHETHYECKOM I1€H-
tpe Metoaukoit FISH (daoopecnenTtroii
rubpuansanuu in situ) wm JHK-mukpounna,
MMOKa3bIBAIOMIMX OTCYTCTBUE JaHHOTO YyuyacTKa
xpomocombl. CBoeBpeMeHHasl JAWAaTHOCTUKA W
KOPPEKIMS Cep/IedHO-COCYNCTOM, HEBPOJIOTHYE-
CKOI ¥ 9HIOKPUHHON MATOJOTHH YJIydIiaeT Mpor-
HO3 W KauecTBO XKU3HU manuenTa. /lanHbie getn
HYSKIAI0TCS B TIO)KM3HEHHOM HAOJIIOIEHIH U KOP-
PEKITNU CUMIITOMATUYECKON Teparmu.

Aemopol 3asensom 06 omcymcmeuu Kou@Iux-
ma unmepecos.
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8 KoHrpec-xoni
«lMpe3ngeHT-rotTenio»
(Kwie, Byn. MocnitansHa, 12)
Binbygetbcs Xl korpec
nepiatpis YkpaiHu
LAKTYansHi npobnemun
negiaTpii”

X1l KOHIPEC NEAIATPIB YKPAIHU
«AKTYAJIbHI NTPOBNEMW NEAIATPIT»

Acortiattis negiatpis Ykpainu
Harionanpna akazeMis MeIuaHUX HAyK YKpaiHu
MinicTepcTBO OXOPOHU 370POB’ST Y KpaiHm
Y «Incruryr [eniatpii, akymepcrsa i rinexkosorii HAMH Ykpainus»
Harionanenuii megquanuit ynisepcutet imeni O.0. Boromouibiis

Opranizariitnuii komiter 3samporrye Bac Bastu akruHy ydacth y pobGori XIII konrpecy memiarpiB YKpainu
«Akryasbai pobsieMu nemiaTpii», skuii BigOyaerbest B M.Kuesi 9—11 xosrHs 2018 poky.

HaykoBa mporpama KoHTpecy Iepeabadae JeKIlil IPOBiIHIX BUEHIX 3 OCHOBHOI TEMATUKU HAYKOBOI [IPOTPAMH, J[OTIO-
Bi/Ii HA IJIEHAPHUX Ta CEKIIHHNUX 3aciIaHHsAX, IUCKYCii Ha CUMIIO31yMax Ta CeMiHapax.

[InanyeTbest BuiaHHst MaTepiaiiB KoHrpecy i OprKkoMiTeT 3ampoirye 0askatounx HajliClIaTu Te3u JA0MOBIIeN.

HaykoBa nporpama KoHrpecy repegdadac 0OroBOpeHHs: HACTYIHIX [TUTaHb:

* AKTyaJbHi TUTAHHS OPraHi3ailii MeJIIHOI IOTIOMOTH [IiTSIM

e [IpobsemMu PO3BUTKY i BUXOBAHHSI 3/I0POBOI IMTUHU B CYJaCHUX YMOBaX

» CyuacHi aclieKTH palioHaJIbHOTO BUTOZOBYBAHHS /IiTell PAHHBOTO BiKYy

* YI0CKOHAJICHHS HaJIaHHs MEJIMYHOI IOOMOTH HOBOHAPO/IKEHIM

e [IkinpHa memiaTpis: AKTyaabHi TTPOGIEMY alanTarii Ta 3 NKOJISPIB

» HoBiTHi TeXHOJIOTii IIaTHOCTUKY, JIIKYBAHH Ta MPOMLIAKTUKU COIATbHO-3HAYNMUX 3aXBOPIOBAHD JTUTSIYOTO BiKY
* Parionasibna hapmakoTeparis B KIiHiYHI meziaTpii

e Jlurgua inBasigHicTh: MeauuHi, megaroriyii Ta coIfiaabHi acleKTH

* Exostoriuni npo6iemMu Ta JUTs4a eKONaTo/Ioris B Cy4acHUX yMOBaxX

* [Tpobaemn iHMEKIIHOT TATOMOTIi AUTAIOTO BiKy Ta BaKIIMHALIT

* JloTpuMaHHsI TIpaB JUTHHU Ta IPOGIEMHE COIIAJIbHOI MeiaTpii Ha CyJacHOMY eTarii

* AKTyaJsIbHI TTMTaHHS THATOTOBKY JIKapiB B 00J1aCTi MeiaTpii Ha Cy4acHOMY €Tarli pO3BUTKY CYCITLTbCTBA
* [cropmuHi acrieKTu pO3BUTKY TeiaTpii
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