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bonesHb BuabcoHa- KoHoBasoBa.
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bose3Hb BunbcoHa-KoHosazosa - (renatouensitonapHas aMctpodus, 601e3Hb
BuabcoHa, renaTtoNIeHTUKYNApHana AereHepaums) - peikoe Hac/ieiICTBEHHOE
3a60/1eBaHME, HAC/1EeAyEMOE MO ayTOCOMHO-PELIECCUBHOMY TMIY, NposBAstoLLeecs

NMPEUMYLLECTBEHHO B MOJIOZIOM BO3PacTe U XapaKTepu3ylolleecs M36bITOYHbIM
HAKOMJIEHWEM MEeAN B OPraHM3Me.

- \.( ; — -
7 days 9 months
A. Deletion 5p-: cri-du-chat syndrome

EINEMN cen tel
B OCCMRe) Sy Ly | HITHHe . . WHCR
1.Age: 1 1/ayears 2. Age: 4 years 3. Scheme of physical map of 4p16

B. Deletion 4p—: Wolf-Hirschhorn syndrome



Cxema 1. Merabonmam Meam
{(no Schilsky ¢ U3MEHEHHAMM U A0NONHEHUAMMU)

V.portae |
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SMIMHO BIC RO TIM

SRoApe i © mouof
(YLD IAZEIIO KRN BeLAN)




Meab BbINONHAET MHOXECTBO (PYHKLMM B OpraHM3me. B ocHOBHOM OHa
BbICTYMNAET B Ka4yecTBe KodaKTopa A/19 HEKOTOPbIX (DEPMEHTOB, TaKUX KaK
LepynonsiasamMuH, LMTOXPOM C-OKCMAasa, AodaMuH 6eTa rmapoKcmMiasa,
cynepokcuaamcmyTasa 1 TMpo3uHasa.

Meab BcacbiBaeTCs U3 KeNyA04YHO-KULLEYHOIO TpaKTa. TpPaHCNOPTHbIM 6e10K
Ha KNeTKax TOHKOM KMLKM CMT1 nepemellaeT Meb BHYTPb KNETOK. YacTb
Meau CBA3bIBAETCA C METAJIZIOTUMOHEUMHOM, a ApYyraa — rnepemeLlaeTca B CeTb
[oNbAXXKM C NoMoLLblo TpaHcnopTHoro 6enka ATOX1. B annaparte Nonbaxu B
OTBET Ha NOBbILLIEHWE KOHUEHTpaunn meam dpepmeHT ATP7A BbicBOGOXKJaeT
3TOT 2/IEMEHT Yepe3 BOPOTHYIO BEHY B NeYyeHb. B Ne4EHOUHbIX KieTKax 6enoK
ATP7B cBa3biBaeT MeJb C Lepy/ionia3sMMHOM M BbICBOOOXKAAET €ro B KpoBb, a
TaKXe yJganseT M36bITOK Meau C Bblgenawuenca kénybto. 06e dyHKUUK
ATP7B HapylleHbl npu 6one3Hn BunbcoHa. Meab Hakan/MBaeTCs B TKaHU
NeyeHu; Lepy/ionsiasMmH NpoaosiKaeT BblAeNATbCA, HO C HE40CTAaTKOM Meau
(anouepyionsiasamMuH) U ObICTPO pa3pyLUaeTCca B KpPOBOTOKE.

Koraa meam B nevyeHu CTaHOBMUTCA 60/iblLe, YeM OENKOB €€ CBA3bIBalOWMX,
NPOMCXOAUT UX OKUCSIUTEJIbHOE NOBpeEXAEHMNE 3a CUYET peakumn GeHToHa. IT0
NPUBOAUT K BOCMAJIEHUIO NeYeHU, eé pubposy U B UTOore K umMpposy. Takxe u3
NeYeHU B KPOBOTOK BblAeIAeTCA Meb, KOTOpas He CBA3aHa C
Lepy/ionaasMMHOM. JTa CBO6oAHAA Meab ocedaeT Mo BCEMY OpraHM3Mmy,
0COOEHHO B MOYKaxX, rsa3ax U roIOBHOM Mo3re.



JnuodemMuoJIo2us:

-B nocnegHue roabl HabAAETCA TEHAEHUMA K YBEIMYEHUIO YUCNA
AMArHOCTUPYEMbIX c/lydaeB 60J1e3HU BunbcoHa-KoHoBasoBa.

-PacnpocTpaHeHHOCTb 3a60/1eBaHUA B cpefHeM - 30 ciiyyaeB Ha 1 MJTH.
YyeJIoBeK.

-B MMpe 3aboneBaHMe permcTpupyetcs ¢ Yyactotom 1: 35-100 Thbic.
HOBOPOXAEHHbIX (Yy*e HacumTbiBaeTca 10-30 MIH. 60/1bHbIX); HOCUTENBCTBO
naToJlIorM4yeckoro reHa otmevaetcsa B 0,56% cnyyaes. B CLUA yacTtoTta
BblAiB/IEHMA 601€3HM BunbcoHa coctaBnaeTt 1:30 TbiC. HACENEHUSA, HOCUTENU
MYTAHTHOIO reHa (pacno/ioXKeH Ha 13 XpOMOCOME) 06HAPYKMBAIOTCA C YaCTOTOM
1:90.

-BbicoKada 3a601eBaeMOCTb OTMEYAETCA B permoHax, rae CyuwecTsyoT
6/1M3KOpOACTBEHHbIE 6paku (MpaH, MemeH, MpnaHama), a Takxe B ANOHUM U Ha
ocTtpoBe CapamHuna. Tak, B AnoHnn 6one3Hb BunbcoHa-KoHoBasnoBa
AMarHoctTmpyetcs ¢ Yyactoton 1:30 ThiC.; ANA cpaBHEHUA B ABcTpasimun - 1:100
TbIC. HaCe/IeHUA.

-bonesHb BunbcoHa-KoHoBasioBa BCTpeyaeTCcA OAMHAKOBO YacCTO KaK Y MYX4MH,
TaK U Y }KEHLUUH.



-bonesHb MaHMdecTmnpyeT B Bo3pacTe 8-16 neTt, ogHaKo HEBPOJIOrM4YecKue
CMMMNTOMbI MOABAAITCS TONIbKO K 19-20 rogam. Y aeten mnagwe 5 net npossieHums
601e3HM BunbcoHa HepeKO MOryT OTCYTCTBOBaTb, XOTA 3abosieBaHME UHOrAa
JIMarHoOCTUPYeTCA KaK Yy NaLMEHTOB B Bo3pacTe A0 3 JIeT, TaK U Y N0AEN, KOTOPbIM
yxe 3a 50.

-be3 neyeHna 6one3Hb BunbcoHa-KoHoBanoBa NpMBOAMT K IeTa/lbHOMY UCXOAY
(npumepHo B Bo3pacTe 30 neT) B pesy/ibTaTe NeyeHoYHOM , MoYEeYHOM
Hel0CTaTOYHOCTH, a TaKXKe remMopparm4yeckmMx 0C/I0XKHEHMN.

-NloKa3aTeslb CMEPTHOCTM cpeaM 60J1bHbIX C BO3HMKLLIEN (PY/IbMUHAHTHOM
neyeHo4YHOM HeJoCcTaToYHOCTbIO cocTaBndaeT 70%. TedyeHue 6one3HM BunbcoHa-
KoHoBasi0Ba ¢ pa3BuTMeM py/IbMUHAHTHOM NEYEHOYHOM HEAOCTATOYHOCTM Yalle
HaG/I0AAETCA Y KEHLWMH, YEM Y MYXKUYMH (4:1).



Raaccucdbuxkauusa:

B COOTBETCTBUHU C KIMHUYECKON CUMIITOMATUKOM BBIACISIOTCS
Tpu (HOpMBI 3a00JICBaAHMUS:

bone3ns Bunbcona-KoHoBanoBa npoTekaroias ¢
MIPEMMYIIECTBEHHBIM nopaxkeHueM 1 THC.

bose3us BuiibcoHa nmpoTekaroias ¢ npeuMyIeCTBEHHbIM
MIOPAXKECHUEM IIEYCHU

CwmenranHas gopma 6one3nu Bunbcona-KoHoBasosa.



KIMHUYECKAA KAPTUHA:
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PanHue HeBPOJIOrHYeCKHe MPOSABIeHMsI 00J1€3HH Y B3POCJIbIX :

HapyLleHUS

KoopAuHaLUK
JIBUKEHUM, OCOBEHHO
3aMeTHbIe Npu xoabbe,

TpeEMop 1 AN3apTpus,
HanoMMHatoLas
CKaHAMPOBaHHYI0 peyb

ancdarus,
AUCTOHMA

HENpPOM3BOJIbHbIE PE3KUE
MOBOPOTbI r0JIOBbI U
B3r/1A4a B TY K€ CTOPOHY




THUNUYHBIM CUMNTOMOM 60/1€3HU ABNsIETCA Koablo Kansepa-Prenwepa —
OTJIOXKEHUE Mo nepmudeprm poroBol 060/104KM COZIEPIKALLETO ME/b 3€/1IEHOBATO-
6yporo NUrmMeHTa; oHo 60/1ee BbipaXKeHo Npu No3aHUX hopMax 3ab60JiIeBaHMS.

-




[lopakeHune neYyeHu:

Y 60/1blUIMHCTBA 60JIbHbIX ONpeAenAlT renaTtoMeranamio 1 6osee yem y 50% -
cnJieHOMeraam. 5% 60nbHbIX Mos1oXKe 35 neT ¢ KapTuHoM XAl HeAcHOM
3TMONOMMK CTpadatoT 60ne3HbI0 BunbcoHa-KoHoBanoBa. Mo3ToMy y Bcex
MOJ10bIX 60/1bHbIX XAl Lleniecoobpa3Ho onpeaeieHne noKkasaTesen obMeHa
Meaun. FenaTtuT MoXKeT NPOTEKATb C aCTEHM3aUUEen, KEeNTYXO0n, 60Jibto B
XMBOTE U AUCNENCUYECKUMU ABNIEHUAMMU, rMNEPAMUHOTPaHCdepasemMmen,
rMnoaJbbyMMHEMUEN U YMEPEHHOU TMNEPraMmMarioby/IMHEMUEN.

KoHeyHas ctaams 6onesHu BunbcoHa-KoHoBasioBa - cTaama
cchbopMMPOBAHHOI O LMPPO3a NeYEHH, Yallle MaKpOHOAY/IAPHOro, C
HaKOM/IEHMEM MEeAMN B NEPUMNOPTA/IbHBIX NPOCTPAHCTBAX M BAO/b
bn6pO3HLIX cenT. LUMppo3 YacTo conpoBoKAAETCA TMNEPCN/IEHUIMOM C
TPOMOOLMTONEHUEN U TEMOPPArM4ECKMM CUHADPOMOM.




-MHOrJa OTMEYAETCS KEeNTOBATO-KOPUYHEBASA MMIMEHTALMSA KOXKM TY/10BMLLA
u mua.

-YacTbl remopparmyeckme ABsieHUst (KPOBOTOUMBOCTb IECEH, HOCOBbIE
KPOBOTEYEHMSA, MOJIOKUTEIbHAA NPoba KryTa), MPAaMOPHOCTb KOXM,
aKpouuaHos. Kanunnspockonms o6Hapy»KMBaeT aTOHMIO KanMJIApoB U
3aCTOMHOCTb KPOBOTOKA.




-OTMeYaloTCs CycTaBHble 60U, Npody3HbIE NOTbl, OCTEONOPO3, JIOMKOCTb
KOCTEM.




-lMopakeHue no4eK ( cuHOpoM PaHKOHU )

pefKoe HapyleHue pyHKLUUM KaHa/lbLEB MOYEK, KOTOpOe NPMBOAMT K
NOABNAEHUIO B MOYE TNIHOKO3bl, AaMMHOKMCIOT, U306bITKa OMKapboHaTa,
dochaToB U HEKOTOPbLIX APYrMX BELECTB.

CnHapoM PaHKOHM MOXKET ObITb HAaCNeACTBEHHbIM, @ MOXET
BO3HMKATb B pe3y/ibTaTe OTPaBAEHUA TAXKENbIMMU META/IIAMU UIN
APYrMMKU XMMHUYECKMMM areHTamu, aedpuumTtoMm ButammuHa D,
TpaHCNAaHTaLUM NOYKU, MHOXKECTBEHHOWN MUEIOMbI UJIN
ammsiongosa. lpyemM NpoCcpoYEHHOro TeTpauMKAMHA MOXKET TaKKe
Bbi3BaTb CMHAPOM DaHKOHM.

Mpu BpoxaeHHOM bopme cuHApoma DaHKOHU CUMNTOMbI 06bIYHO
NPOABAAKTCA YXKe B rpyaHOM Bo3pacTte. ObpasyeTcs NoBbilEHHOE
KOJINYECTBO MOYM, BO3HUKAOT 601U B KOCTAX U CNAOOCTD.



TeyeHune 6o0ne3HU BUnbcoHa-
KoHoBaJsioBa:

CywecTBytoT ABe (POpMbl TEYEHUSA 3a00/1EBAHUSA:

Octpoe TeyeHme 60ne3HM BuabcoHa-KoHOBa10BaA.

bonesHb MaHMdeCTUPYET B paHHEM AETCKOM BO3pacTe, npoTeKaeT
MOJIHUEHOCHO. B 60/1bLUMHCTBE CNy4YaeB 3aKaHYMBAETCS SIeTa/lbHO,
HECMOTPA Ha JieyeHue.

XPOHMYECKOE TeYEeHUe 6one3HM BuabcoHa-KoHoBas10Ba.

[MpoAaBneHnA 601e3HM pa3BMBAOTCA MeA/IeHHO. 3aboneBaHne
MaHUMPECTMUPYET C NPM3HAKOB NOpaxKeHUA nevyeHu. PassmBaroTcAa UMppos3
nevyeHu , neyeHo4YHasd HeJoCTaTOYHOCTD .

[locTeneHHO HapacTaeT HEBPOJIOrMYeCKaa CMMNTOMATUKA: HapyLLUEHUA
MOXOAKM U KOOpAUHALMKU ABUKEHMMU, NAPKMHCOHM3M. B ganbHenem
M3MEHAETCA NCUXMKA: pa3BMBAOTCA NapaHoMAasibHble peakuun, UCTEPUA.







OCHOBOM AMArHOCTUKM ABASETCA KapTHa 601€3HU. JMarHos
3a00/1eBaHUA NOATBEPXKAAETCA:

-Hannumem konbua Kansepa-dnenwepa Mam ero «06J1I0MKOB».
-CHUXXeHue coleprkaHMAa Meamn B CbiBOPOTKE KpoBU HUKe 80 MKr Ha 100 mn
-CHUXXeHMe KoHUeHTpauun uepynonnasMmHa Huxe 20 mr Ha 100 mn

-MoBbILLIEHME IKCKPELMU Mean € MoYoU 6onee 100 MKF B CYTKMU

Ana duazHOCMUKU UCno/ib3yom:

-OCMOTP C NMOMOLLbIO LLleIeEBOM Namribl (3enéHoe Konblo Karsepa-dreniiepa
Ha poroBuue Yy IMMba)

-onpeaeneHue ypoBHs Lepy/sioniasmmHa (TMNMYHO CHMUKEHME MeHee 1
MKMOJIb\J1)

-onpeaeneHne ypoBHA MeM B CbIBOPOTKE KPOBM (CHUXKEHUE MeHee 9,4
MKMOJ1b\J1)

-onpeaeneHne Meam B CyToO4YHOM Moye (noBbilieHne 6osee 1,6 MKMOJIb MK
50 MKT B CYTKM)




MauneHTel c NnogospeHnem Ha bonears Bunscoxa

v

Onpegenexue yposHs uepynonnasmuia (LUNM) ceisopoTkm
Buisisnenue koney Kanzepa — ®neiwepa (KK®) npu nomoLy weneson namnol

v

24-yacoBas 3KCKpeLuus Meau ¢ MOYon

W W

A W W ' 4
L1 Hopma LM < 20 mr/an UM Hopma LN < 20 mr/aon
KK® otcyrcreyior KK® oTcyrcreylor KK® ects KK® ectb

Ocraercs
nogospeHue
Ha bonesHb BunscoHa

W

MpobHoe nevenne
D-neHuvuunnammHom

v

< 100 Mmkr/24 > 100 ':M/ ¢

3 Buoncus neyeHu ¢ onpeneneHuem
cofepxaHusa mMenu

v v

< 250 mkr/r

Buoncusa > 250 mxrit
npoTvBonokasaxa

v

TecT BKNOYEHMA N30TONa Menwn

8 LN

V

YnydlweHue KNnMHUYecknx n BUoXmMmnyeckmnx
nokasarenew, yBenuyeHue aKckpeuum meau
C MOY4OW, CHUXeHWe yposHa LIMN

\ 4

Boneans BunbcoHa ucknkyeHa

v

BrknwoyeHne meau
8 LIMNJT cHnxero

v 4

OwarHo3 6oneaxsun BunbcokKa
ycTaHoBNeH

Pucyrok 4. Anroputm BegeHusa 60abHbIX ¢ nogo3peHnem Ha 6onesHbs Bunscorna — KoHoBanoBa

(no B.T. UsawiknHy c coasr., 2002)




JledyeHue:

Aneta Ne 5 — c orpaHmMyeHnemM meam 40 1 Mr B CYTKM — UCKJIIDYEHHUE
LLIOKO/1aZla, OPEXOB, CyXO(PYKTOB, PaKoB, NEYEHM, LIESIbHOM MLLUEHULIBI.

[penapaTtom Bbibopa SBNAAETCA KYNPEeHUA (MeHUUMANAMUH), KOTOPbIM
apdekTnBeH B 90 % cny4vaes. [-neHUUMNNAMUH UM YHUTUOJI.

YHUTHO

ButamuH Bé

[laToreHeTMYEeCKoe nevyeHme Npm renatoNIeHTUKYNAPHOM AereHepaLumm
HanpasJ/IEHO Ha YBe/IMYEeHME BbiBeAEHUA Mean U3 opraHmiamMa. Ana atoro
NPUMEHAIOTCA KOMMNNEKCOHbI (TMOJI0Bble coeauHeHuA). Hanbonee

3¢ PEeKTUBHBIM OKasasca neHuumManammH. Ero cnegyet npuHMMaTb NOCTOAHHO
no 1,5-2 r BHyTpb eXXeAHEBHO.

JleyeHue NeHULMANaMMHOM COMPOBOXKAAETCA 3aMETHbBIM Y/TyudLlEHNEM
COCTOSHMS BOJIbHBIX MW JayKe NPMBOAUT K NOJIHOM JIMKBUAALMM CUMITOMOB.
BnosHe yaoBnetBoputeibHble pe3ysibTaTbl NOAYyYEHbl U NPU NPUMEHEHUM
YHUTHONA.




YHuUmMmuosa:

Komnnekcoobpasywllee cpeacTBO, OKasblBaeT A€3MHTOKCUKALMOHHOE
JEeNCTBME. AKTUBHbIE CYNbMdrMAPU/IbHBIE FPYMMbl, B3aMMOAEUCTBYA C
TUOJI0BbIMM A4aMU 1 00pa3ya C HUMMU HETOKCUYHbIE COeAUHEHUA,
BOCCTaHaB/IMBAOT PYHKUMM PEPMEHTHBIX CUCTEM OPraHM3mMa, NoparKeHHbIX
A0M. YBenn4umnBaeT BbiBeAEHNE HEKOTOPbIX KATUOHOB (0co6eHHO Cu2+ U
Zn2+) U3 MeTannocoaeprKalmx pepMeHToB KneTok. MNpu anMabeTnyeckom
MOJIMHEBPONATUMU YMEHBLLAET MPPUTATUBHBIM BONEBON CUHAPOM, Yy4llaeT
cocTosiHME neprudepUYECKON HEPBHOM CUCTEMbI U HOPMAU3YyeT
NPOHMLAEMOCTb Kanuaiapos.

[To60oYHbIe AEUCTBUSA:
TolHOTA, FO/IOBOKPYKEHUE, TaxMKapaus, 61eAHOCTb KOMXKHbIX
MOKPOBOB

[MpoTrBONOKa3aHMA:
[ MnepyyBCTBUTE/IBHOCTb, NeYEeHOYHaA HeOCTaTOYHOCTb, apTepuasibHas
rMnepTeHs3ma

dopma BbInycKa: 5% 5 mn.



A-NeHnUUAIaMUH

[peacTaBaseT cO60M aHa/Ior aMMHOKUC/IOT UMCTEMHA M BaJIMHA M SIBNSETCA
OAHUM M3 NPOAYKTOB pacnaga neHMumanmnHa. Ero 6umonormuyeckme
CBOMCTBA BECbMa Pa3HOO6Pa3Hbl: TOPMOXKEHME CMHTE3A KOJIJ1areHa,
MOBbILLEHWE AMCCOLMALMM KPYMHOMOJIEKYIAPHBIX KOMIMJIEKCOB,
CBSi3blBAHWE MOHOB MeTasNIoB. Hen3BeCcTHO, 0/1HaKO, HACKOJIbKO 3TH
CBOMCTBA CBA3aHbl C 1Ie4e6HbIM JencTBMEM npenapaTa. OAHU aBTOPSI
CYMTAlOT 3TOT NpenapaTt MMMYHOAENPECCAHTOM, Apyrme —
MMMYHOCTUMY/INSTOPOM, HO HM OZJHO M3 3TUX MOJIOXKEHMM HE J0Ka3aHo.

D-MeHnumnnaMmH ycnewHo 1crnosib3yeTca npu e4eHnmn 60ae3HU
BuabcoHa, UMCTUHYPUK, OTPaBIEHMM NpenapaTamu 3010Ta M CBMHLA.

[Mo604HblEe peakumu HabaaaoTca B 20—25 % cnyyaeB M 6bIBalOT BECbMa
3HauMTe/IbHbl. K HUM OTHOCATCA annepruyeckue sygaume Cbinu u
nopaxXeHMA CAMU3UCTbIX 060104EK, TOWHOTA, pPBOTA, NOTEPM anneTmTa,
PacCTPOMCTBA BKYCOBbIX OLLYLLEHMM, MPM3HAKM FMNOBMTaMMHO3a B6,
CUMNTOMbI MOPAXKEHUA NoYeK (Yalle NMPOTENHYPUA, pexe
MMKPOremMaTypum), BbipaxKeHHbIE LIUTONEHMU (0 pPa3BUTUSA
arpaHysioymMrosa).




Poab BUTaMuHa B6

KaK 1 octanbHble BUTaMUHbI Fpynnbl B urpaeT BaxHy0 posib B 0OMEHe
BELWEeCTB, y4acTBYyeT B CMHTE3e 6esiKa, (PepMEHTOB, reMornobmHa, rmcTaMmHa,
r/II0TaMMHOBOM KUCNOTbl, FTAMK, CHUKAeT ypoBeHb XxonecTtepmHa M AMNUA0B B
KPOBMU, Yay4llaeT UCMOJIb30BaHME HEHACBIWEHHbIX XXUPHbIX KMCOT, yaydllaeT
COKPaTMMOCTb MbILLL cepAua, Hapaay ¢ BUTaMMHOM B5 cnocobcTsyet
npeBpalleHmo hOIMEBOU KUCIOTbI B €€ aKTUBHYIO (DOpMY.

Kpome npoyero ButaMmmH B6 oTBevyaeT 3a o6pa3oBaHMe aHTUTEN, Y4acTBYeT B
CMHTE3€e HEMPOMEAMATOPOB (B TOM YMC/IE CEPOTOHMHA), HEOBXOAUM ANS
HOPMa/IbHOTO (PYHKLIMOHUPOBAHMS HEPBHOM CMCTEMbBI, CNIOCOBCTBYET YCBOEHMIO
6e/IKOB U }KMPOB, NPUHUMAET ydYacTMe B 06pa3oBaHUM IPUTPOLMUTOB,
y4yacTBYyeT B Nnpoueccax YCBOEHUA HEPBHbIMU K/IeTKaMM F/1II0KO3bl, OKa3blBaeT
JIMNOTPONHbIN 3PDEKT, HEOBXOAMM ANA HOPMAIbHOIO (PYHKLIMOHMPOBaHUA
nevyeHu.

TakKe npenATCcTBYeT NpoLeccam CTapeHus, 61aroaapa NpaBUNbHOMY CUHTE3Y
HYKJIEMHOBBIX KMC/I0T, YMEHbLLAET CNasmbl M CYZI0POr1 MblLLL,, OHEMEHME
KOHEYHOCTEMN, AEMCTBYET KaK HaTypaJsibHOe MOYEroHHOE CPpeACTBO, NOMOraeT
npeZoTBpallaTh pPas/IMyHblE KOXKHbIE pacCTPOMCTBA.



Cnacuobo 3a BHUMaHue!!!



