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lpuBeaeH KNMHUYECKNIA cnyyai cuHapoma Bunbsamca—boiipeHa y pebeHka C Lienbio yNy4LeHs BbISBAEHNS OPIAHHbIX FTEHETUYECKMX 3a601eBaHUIA HA paH-

HUX 3aTanax Xu3Hu.

Knroyesble cnosa: cHApoM Bunbmca—boipeHa, HafKknanaHHblA CTEHO3 a0PTbl, PAHHAS ANArHOCTIKA, NPOMUIAKTUKA OCIOXHEHWIA.

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.

Mpo6siemu giarHOCTUKU BUNagKy cuHapomy Binbsmca—bBoiipeHa

AB. Pe3nnk, AA. Xopow, EA. Xopow
[V «[lHinponeTpoBcbka MeanyHa akagemis MO3 Ykpainu», m. [Hinpo

HaBefeHo KNiHIYHWIA BUNAAoK CMHAPOMY Binbsmca—boipeHa y AUTUHIA 3 METOK MOKPALLEHHS BUABNEHHA 0P aHHMX FeHETUYHUX XBOPOO HA paHHiX eTa-

nax XuTTa.

KntoyoBi cnosa: cuHapom Binbsmca—boipeHa, HafKnanaHHWin CTEHO3 a0pTy, PaHHS AiarHOCTNKA, NPOiNaKkTuka yCKnagHeHs.

BBenenune

CHHupOM Bunpamca (CB) BcTpevaercs
¢ uvactoroit 1:10 000 HOBOpOKIEHHBIX
[4] cpenm mpexncraBuTesell BceX 3THMYECKUX
TPy U HAITMOHAJIBHOCTEH, ¢ OMHAKOBOI 4acTo-
TOM mopaxkas JAeBouyek U MajabuukoB. [Ipupona
3TOro 3ab0JIeBaHUST T€HETHYECKass — MYyTal[ust
IPyNIBI TEHOB B y4YacTKe JJIMHHOTO Iievya 7 Xpo-
Mocowmbr (7 q11.23) [2]. IIpu Muxpoiesieninu mpo-
WCXOUT yTpara TeHoB ajactrHa, LIM-knunasbi-1
u axropa pernkarun C2 (RFC), nekotopsie u3s
<IIOTEPSIHHBIX» T€HOB /IO CUX TIOp He WaeHTudu-
ruposanbl. [Tpu Gostee peakoit hopme CB o6Hapy-
JKUBAIOT Jlejieniuu B xpomMocomax 11 m 12 —
11q13-q14 u 22q [1]. Yamme nanHbIii CHHIPOM BO3-
HUKAET CIOPAINIECKH, TIO3TOMY PUCK TOBTOPHOTO
poskiienusi pebeHka ¢ TaKUM JKe 3a00JieBaHUEM
B CEMbsIX, T7le yske umeercs: ogud pebenok ¢ CB,
B GOJIBITMHCTBE CJIyYaeB OINEHUBAIOT KaK HU3KUI.
letn ¢ CB umMeroT XapakTepHbIil AucMopdusm
qmia [3]: mupokuii 100, YILIOIEHHYIO ePeHOCH-
[y, HEOOBIUHBIN paspe3 TJa3 ¢ MPUITYXJOCTHIO
BOKPYT HUX, 9TIMKAHT, OIyIEeHHbIe BHU3 TOJHbBIE
1eKH, GOJIBIION POT, MOJIHbIE I'yObI, CXOISIIEECs
Kocoryazue, MaJeHbKUIl HOC ¢ 3aKpyIJIeHHBIM
TYTIBIM KOHIIOM U OTKPBITBIMM BIIepesl HO3/PSIMU,
MaJIEHbKYIO HWKHIOIO YeJIOCTh, OTTOTBIPEHHbIE
ymm (puc. 1). [lng CB Takke XapaKTepHBI:
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3a/IepKKa ICMXOMOTOPHOTO U PEYEBOTO Pa3BUTHS,
BPOJK/IEHHBIII TIOPOK cepana (vamie HaakJa-
[MaHHBII CTEHO3 Aa0PThl, CTEHO3 BETBEH JIerOUHON
apTepun ), TUTIEPKAJTBIINEMHUS, TATOJIOTHS OMOPHO-
JIBUTaTeJbHOTO ammapata (puc.2), MaToJIOTHUS
COEINHUTEIBHON TKAHU, OCOOEHHOCTH TOJIOCA:
OXPHILIOCTB, TPy6OBaTOCTH TeMOPa, cBoeoOpasHast
«ckpunydecTtb». Crenuduyeckoil Tepanum He
cymiectByet. [10aTOMY OCHOBHOE MECTO 3aHUMAIOT
CUMIITOMATHYeCKOe JiedeHNne W KOPPEKITMOHHO-
BOCIIATaTE/IbHas pabora.

Ienwv: ynyummTh BeIBIeHNE OPGAaHHBIX TeHe-
THYECKUX 3a00JI€BAaHN HA PAHHUX JTAllax KU3HH
pebenka.

3adauu: panHee BBISIBIEHUE XapaKTEPHbBIX
CHMITOMOB 3a00JIeBaHUsT Yy JIeTeil W yJIydlieHe
KauecTBa JKU3HU 3a CUeT paHHeH MpOoPUIaKTHKA
BO3MO’KHBIX OCJIOKHEHUIA.

[Tpusoaum cobcmeennoe nabiodenue. Boao-
nou P., 7 ner. AnamHe3 )KusHu: pebeHoK oT 3-ii be-
peMeHHOCTH, 2-X PojioB, B 40 Hejesb, eCTeCTBEH-
HBIM IIyT€M, B TOJIOBHOM TIPEJJIEKAHUM, BEC TIPU
poxaenun 3520 r, poct — 50 cM, 3aKpuyas cpasy,
oneHka 1o mkane Amnrap 7/8 6Gamnos. Hacien-
CTBEHHBIN aHAMHE3 He OTsATOIeH. AHaMHe3 3a60-
JieBaHus: BpoOXAeHHBIN mopok cepamna (BIIC)
BIIEPBbIE IMATHOCTUPOBAaH B Bo3pacTe 1 roma
(2010 r.). Tleanarpom OBLT HaNPABJIEH IS KOH-
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Puce. 2. T1latonorns 0nopHo-ABUraTesibHOro annapara (Huskas tanus,
y3Kas rpyaHas knetka, X-o6pasHble HOrv)
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CYJIbTAIIUW B TEHETUYECKUIT TIEHTP, T/I€ BHICTABJIEH
muarao3 CB. [lo 3-x jiet pebGeHoK poc U pa3BuUBaJi-
Ccd COOTBETCTBEHHO Bo3pacty. Becnoit 2012 r.
MaMa oOpaTHIach 10 MECTY JKUTEJIbCTBA C KO-
6aMu Ha 3aJlepKKy PEYEeBOTO W (PUBMUECKOTO
passuTus. [lna ganpHeiiniero oocaegoBanus pede-
HOK OblLn HampasieH B Hammonanbpubiil MHCTH-
TYT CEPIEeYHO-COCYJAMCTON XUPYPIrUU WMMEHU
H.M. AmocoBa AMH ¥Ykpaunsl, t71e 1iocjie KoM-
IIJIEKCHOTO 00C/IeJOBaHUS U 30HIUPOBAHMS T10JIO-
creii cepaia B 2012 r. BeictaBien quarios. OcHOB-
noii: «Cunazgpom Bunbsmca: BITC: nagkmananubiii
CTEHO3 aopTHl (TPafieHT 43 MM PT. CT.) YMepeH-
HOW CTeTleHW BBIPAKEHHOCTH, HEJIOCTATOYHOCTD
MuTpasibHoro kmaamana 2 cr. HK 1 craguns.
Ocnoxnenust: «MHOKeCTBEHHBIN OCJIOKHEHHBIHN
Kapuec, leKoMIleHcupoBaHHoe Tedenwue. [lepsuy-
Hag ageHTns 71.82. PaccTpoiicTBO sKCIIpecCUBHOM
peur B Bujie OOIIEro HeIOPa3BUTHSI Pedr 3 YPOB-
Hs. IlmockoBasbrycubie cromnbi». CoOMyTCTBYIO-
nii: «Anenouspl 1-2 ct.». C aT0OTO BpeMeHU
Habmogaercs kapauosnorom OJIKB r. [Inemnp,
KapIHOXUPyprom J{HEmpormeTpoBCKOro 06JacTHO-
TO KJIIMHUYECKOTO TeHTPa KapAOJIOTHU 1 KapInio-
XUPYPTUH.

[Tocennee miaHoBoe 06CIEI0BAHIE B CTAIIHO-
Hape ¢ 9.10.16 1o 18.10.16. JKano6bl Ha 3a7epKKY
peueBoro u (hU3NYECKOTO Pa3BUTHs, HapylieHue
passutuss 3y060B. OOBEKTHBHBIN craTyc: oOlee
cocTostHre OJUKEe K  YAOBJIETBOPUTEIbHOMY,
CO3HaHWe $fCHOe, aKTUBHBIM, OOIUTEeIbHBIN.
[ToxboposoK Y3KUIT U MEJIKUA, JI0O IMHPOKUI, HOC
MJIOCKUI U TOJICTBI Ha KOHIIE, TJIOCKOE Tiepe-
HOCbe, TJIa3Hble sIOJIOKH SIPKO-TOJyOOro I[BeTa,
MIUPOKUN POT, TOJHBIE TYObI, MHOKECTBEHHBIE
KapuosHble 3yObl, pacxoxjeHue OpOBell 110
cpeHel TUHUU, YBeJIUYeHHBIH (DUIBTP, OTTOIIbI-
pEeHHbIE YIITN, THYCaBBIIl OTTEHOK r0JI0ca, HapyTie-
HUe pevu. TesocIoKeHre TPOIOPIUOHAIBHOE,
acrenndeckoe. ['pynHast KjaeTka y3kas, Tajius
pacriosioskena Hu3K0. X-o0pasHbie HorH. KoskHbIe
TTOKPOBBI U CJIM3UCTBIE (PU3MOJOTUIECKON OKpac-
ku, unctbie. [loAKOXHO-KMpoBasg KiaeTdaTKa
YMEPEHHO pa3BUTa, PAaBHOMEPHO paclpe/eseHa.
MpliiedHbIil TOHYC CHUIKEH. BUAMMBIX OTEKOB
Het. Cep/iie: 06J1acThb cep/ilia He U3MEHEHa, BEPXY-
HIEYHBI TOJTYOK Pas3jnuTOi, PE3UCTEHTHBIN.
['panuisr cepania — Bo3pacthble. ToHbI cepiia:
CHUCTOJIMYECKUN TIYyM Ha OCHOBAaHWHU CEPJIIa,
aKIeHT 2 TOHA BO 2 M/p CIIpaBa, PUTM TIPABUJIb-
HbIil. JKuBOT: TpaBUIBLHOM (DOPMBI, HE B3/YT, IPU
nasbnanuu 6e3601e3HEHHbIH, JOCTYIIEH rTyOOKOM
naJbIaluy, 1eYeHb U cejie3eHKa He YBeJNYeHbl.
Dusnosornyeckue ONpaBJieHUsT He HaPYIIEHBI.
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Tabruya

Knununyeckue kputepumn CB [2]

Pocrt, pa3sutue, nutaHue (B aHaMHe3e U B HacTosiLee Bpemsa) — 1 6ann

o [lepeHoLleHHas 6epemeHHOCTb >41 Hefenb recTauum o [nuTensHble MNafeH4Yeckne Konvku
o 3apgepxka hr3n4ecKoro passuTus (>4 MWMH NPOZJOMKNTENBHOCTLIO)
o PBoTa 1nu ractpoasodarasbHblii pedrioke o XpOHW4YECKMiA 3anop

MosepeHue n passutue (1 6ann)
v YpeamepHoe apyxentobrie v HapyLieHne 3putenbHon opreHTaumm
v [Mnep4yBCTBUTENLHOCTL K 3BYKaM v 3amepieHHOe BOCMpUATME Peyn, 3a KOTOPbIM
v TpeBOXHOCTb crepyet YpeamepHas rosopnvMBoCTb
v 3apepxka (u3n4eckoro 1 yMCTBEHHOTO PasBUTUS

Yeptbl nuua (3 6anna)
» ButemnopansHoe cyxeHve » LLunpokue 6posu
> OnukaHT » [lepvopbuTtanbHas npunyxnocTb
» Crtpabusm » [unonnasuns amanm
» MarneHbKni HOC € 3aKPYrNEHHbIM TYMbIM KOHLIOM » [lonHble ry6el
1 OTKPbITbIMW BRiepes HO3apsMU » HenpasubHbIA NPUKYC

» [lonHble WeKn » ManeHbkas 4entocTb
» [nvHHBIA unbTp » [ony6ble pagyxku co 38e304aTbiIM PUCYHKOM
» LUunpokun pot
» OTTONbIPEHHbIE YLLM
» Merkue, LLMPOKO pacnonoXeHHble 3yObl

CeppeuHococynuctas natosioruss — a (9xoKr) (5 6annos)

HapknanaHHbI CTEHO3 aopThl |

CTeH03 BeTBEW NIEr04HON apTepum

CepaeyHococyauctas natonorusa — B (1 6ann)

[pyrvie BpoxaeHHble 60ne3Hn cepaua
LLlym B cepaue

m [unepTeH3us

Oucnnasus coeauHUTeNbHOW TKaHu (2 6anna)

o Xpunsbln ronoc
MynoyHas rpbixa
[vBepTVKyN KMLLEYHUKA MY MOYEBOTO Ny3bIps

o O

o [nuHHas wes unu nokatble nie4n
o OrpaHu4eHne nnmn pazbonTaHHOCTb CyCTaBOB
o BbinageHne nNpsMon KULLKK

* rVII'IepKaJ'IbLWIeMI/IFI

o [vnepkanbuuypus

Ecnv cymma 6annos <3, guarHo3 CB manoepositeH. [py cymme 6annos >3 Heobxogmma KOHCYIbTaLmsl FeHEeTKa 1 06cnenoBaHme

B reHeTn4eckom LieHTpe metogukovi FISH. CpegHwi 6an ans CB —

ocHoBaHa Ha wccnegoBaHun 107 naymeHtoB ¢ CB (nogrs.

9 [cTaHpapTHOe oTKoHeHne = 2,86]. Cuctema nogcyeTa 04KkoB
FISH-nccnegosarHnem), 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.

Onenka (U3NYECKOTO Pa3BUTHS: HU3KOPOCJIBIH,
cybonanmam. UMT=12,8. Jlebunut macchl Tesa,
ucroieH. KianHuko-abopaTopHble HCCIeI0Ba-
HUS: OO aHAIN3 KPOBH, OOIIUI aHAIN3 MOYM
18.10.16 — 6e3 maTosornyeckux uaMeHennit. buo-
xumnueckuii anaiaus kposu ot 18.10.16: yBenmue-
nue nokasareneii KOK (459 E/l/n1), KDK-MB
(41 EA/m), ACJI-O (400 E/I/n). Koarymnorpamma
ot 18.10.16: B npenenax HopMbl. Ma3ok U3 3eBa,
Hoca Ha (aopy ot 9.10.2016: HopmanbHAST MUKPO-
bnopa. IKT' ot 10.10.16: HCC — 102 /muH, 571. 0Ch
He OTKJOHEHa, 3JI. TO3WIUS BePTUKAIbHA,
PUTM CHHYCOBBIH, CHHIPOM HAaJKeIy104KOBOTO
rpebemka. Y3UW OBII or 18.10.16: xemunblii
My3bIPb — TIeperud B BEPXHEH TPETH, COIEPKUMOE
neogropoaaoe. IXoKI ot 3.10.16: nagkmananubIi
CTEHO3 a0pThbl. MaKCUMabHbBIN TPaHCKIAIAaHHbBIN
rpaaueHT 43 MM pr. cT. CpemHuii TpaaueHT
16 MM pT. cT. YMepeHHas HEIOCTaTOYHOCTH
MUTPAJIBHOTO KJalaHa: peryprutaius jo 1/2 je-
BorO mpezacepaus (2 cr), perypruraius a0 ¢huod-
posnoro kosbila TK (1 ct). [lonosnutenbHas
xopaa B JIJK. Ilosmoctu cepaiia He yBeqU4YeHBI.
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CokparurenbHas GyHKIMS MUOKap/a yI0BJIETBO-
putesnbHasi. KpoBOTOK B OPIONIHOM OTJieJI€ a0PThI
nyJsbcupyonmii. KoHcynbranus cnenmanamucros:
kapauosior JJOKIL KKX or 12.09.16: /[3: «Cun-
npom Buibamca: BIIC: maaksamanbpiii cTeHO3
aopThI (TpafieHT 43 MM PT. CT.) YMEPEHHOM cTete-
Hu BipaskeHHocTH, HK 1 c¢1.» JIOP o1 13.10.2016:
13 «Anenonzgbt 1-2 cr.». Oxymuct ot 9.10.16:
[3: «IIlJI-nopma, riazHoe JHO — cJieTKa U3BUTHI
cocynbi». Cromatosior ot 15.10.16: /I3: «Muoxe-
CTBEHHBIHN OCJIOKHEHHBIN Kapuec, IeKOMIIEHCUPO-
BaHHOe TeueHue. llepBuunas amenTtus 71.82».
Opronen or 14.10.16: /I3: «IlnockoBanbrychbie
cronbly. Jloronex ot 13.10.16: /I3: «PaccrpoiicTBo
HKCIPECCUBHO peuyr B BUjie OOIIETO HeOpPa3BH-
THS peun 3 yPOBHS».

Jleuenne: mueta ¢ orpaHYEHNEM COJTU U TTOBBI-
MEeHHBIM coflepkanueM Kanusg. OrpaHudyenue
(pmsnueckux Harpysok. bBunmianuz, THMOTpHUazo-
JquH, gunupugamol, arsantap, AT@-monr. Peko-
MeHJanuu: y pebeHKa HeoOXOAMMO pa3BUBATDH
IICUXOMOTOPHKY, OPTO(OHUIO, COIMAbHbIE CIIO-
coonocru. Kourposp IKT, 9xoKT, ypoBHS Kaib-
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ST ¢ JlajIbHEUIell KOHCYJIbTalluell Kap/nosora,
pu Heob6XoauMoCcTH — Kapanoxupypra. Canarmst
XPOHUYECKUX 04aroB uHpekimn. JleuebHas hus-
KyJbTYpa, /INETA, IJIaBaHbe, PA3BUTHE MY3bIKAJIb-
HBIX CIIOCOOHOCTEH.

BriBobI

J/Inarnoctuka CB Ha paHHUX 3Tanax J[0CTaTOu-
HO cyoxHa. Ilegmatppl — 2TO TepBble Bpauu
B I[€MOYKE YCTAHOBJIEHWS JUArHo3a, MO3TOMY
JIETU C TPYIION CUMIITOMOB, XapaKTEPHBIX JIJIsT
CB (Tabum.), MOJKHBI OBITH KOHCYJbTUPOBAHBI

reHeTUKOM U 00CJ/Ie/IOBAHBI B TEHETHYECKOM I1€H-
tpe Metoaukoir FISH  (dawopecnientroit
rubpuausar in situ) wan JTHK-mukpounna,
MOKA3bIBAIOMINX OTCYTCTBUE IAHHOTO yYacTKa
xpomocombl. CBoeBpeMeHHass IUAarHOCTUKA U
KOPPEKITHAS CepeTHO-COCYUCTOH, HEBPOJIOTHYE-
CKOW M 9HIOKPUHHON TTATOJIOTUH yJIy4lIaeT mpor-
HO3 M KauecTBO KM3HU mHarueHTa. /lanuble petn
HY/KIQI0TCS B MOKU3HEHHOM HAOMIOIEHUH U KOP-
PEKIINY CUMIITOMATUYECKON Teparui.

Asmopul 3a5615110m 06 OMCYMCmMeuU KOHQIUK-
ma unmepecos.
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8 KoHrpec-xoni
«[pe3nageHT-roTento»
(Kwis, Byn. l'ocnitaneHa, 12)
Binbynetbcs Xlll korpec
nepiatpis YkpaiHu
LAKTYansHi Npobnemun
nepiatTpii”

X1l KOHIPEC NEAIATPIB YKPATHU
«AKTYAJIbHI NPOBJIEMU NERIATPIi»

Acomiartist nefgiatpis Ykpainu
Hanionanbha akazemiss MEAMYHUX HAyK Y Kpainu
MinicTepcTBO OXOPOHU 3/I0POB’sT YKpaiHu
Y «Incturyt Ileniatpii, akymepcrsa i rinexosorii HAMH Yxkpainu»
Hanionanpanii Mmepmunnii yuisepcuret imeni O.0. Boromosbiist

Opranisaiiiinuii komiter samnpomrye Bac B3gtu akrtusay ydactb y pobGori XIII kourpecy mnemiatpis YKpaibu
«AKTyanbHi pobsieMu neiaTpii>, skuii Bigodyaerbest B M. Kuesi 9—11 skosrHs 2018 poky.

HayxoBa nporpama KoHrpecy nepeadavac JeKIfii mpoBiiHuX BYCHUX 3 OCHOBHOI TEMATHKU HAYKOBOI IPOTPAMH, JI0TI0-
Bi/li HA TJIEHAPHUX Ta CEKIIITHIX 3aCiIaHHX, TUCKYCil Ha CUMITO3iyMax Ta ceMiHapax.

[L1anyeThest BUIaHHS MaTepiajiiB KoHrpecy i OprkoMiTeT sampoirye 6askatounx HaaicIaTy Te3u AOMOBiIeH.

HaykoBa mporpama KoHTpecy mepentadtae 0OroBOPEHHsT HACTYITHIX TTHTaHb:

* AKTyaJIbHI IINTAHHS OPraHi3allii MeZANYHOI JOIIOMOTH JIiTSIM

* [Ipobsemu pO3BUTKY i BUXOBAHHSI 37I0POBOI IUTHHH B CYYaCHUX YMOBAX

» CyuacHi acIekTH palfioHaJIbHOIO BUTO/IOBYBAHHS JliTell PAHHBOTO BiKYy

* YocKoHaTeHHs HaJJaHHA MeIITYHO] I0TOMOTH HOBOHAPO/KEHIM

o IlkinapHa meaiaTpis: AKTyanbHi MpoGaeMu ajanTaliii Ta 3 MKOJAPIB

» HogiTHi TexHOJIOTI] [IarHOCTUKY, JTIKyBaHHS Ta IPOMIIAKTUKY COIialbHO-3HAYNMUX 3aXBOPIOBAHb JIUTSYOTO BiKY
 Pamionanpna dhapmakoTeparnis B KITiHIYHiN TemiaTpii

o Jlursiya iHBasiiHicTh: MenuHi, 1elaroriyHi Ta colliaibHi acIlieKTH

* Exosoriusi mpo6GreMu Ta UTSAYa €KOTIATOMOTisl B Cy9aCHUX yMOBaxX

* TIpo6aemu iH(pEKIIHHOI MaToIorii ANTAYOTO BiKY Ta BaKIIMHAIIT

* JIoTpUMaHHsI [IPAB JUTHHY Ta TIPOOJIEME COIIaIbHOI MeiaTpii Ha cydacHOMY erarti

* AKTyasibHi MUTaHHS MATOTOBKY JIKapiB B 00JacTi TIe/[iaTpii Ha Cy4acHOMY eTalli PO3BUTKY CYCIIIbCTBA
e IcropuuHi acrekT PO3BUTKY IeiaTpil
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