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deBpanb — O3TO Mecsil, OCBEOOMIIEHHOCTM O peakmx (opdaHHbD
3aboneBaHuax.

Penkue 3aborneBaHus, opaHHble 3aboneBaHusa (aHrn. rare disease, orpha
disease) — 3aboneBaHus, 3aTparmBaroLLne HebOMNbLUY YacTb MNONynALnN.

MHorve pegkme 3aboneBaHua SIBNSAKOTCA FEHETUYECKUMU, WU, CregoBaTenbH(
COMpoBOXOAlT 4YenoBeka B TedYeHWe BCEeW XU3HWU, OaXe €eclin CUMMTOMI
nposBnsaTca He cpady. MHorve pegkue OOfe3HM BO3HUKAKOT B OETCTBE, U
okono 30 % geten ¢ pegkumm 3aboneBaHNUAMU HE OOXMBAKOT 40 5 neT.

He cylwiecTByeT Kakoro-1o e4uHOro ypoBHS pacrnpocTpaHeHHOCTU 3aboneBaHuns
B nonynsauum, rnpu KOTOPOM €ro HayvMHalT cyuTaTb pegkum. 3aboneBaHue
MOXeT ObITb pekKnMm B OQHOW 4YacTu Mupa Unn cpeamn Kakom-To rpynnbl Noaen,
HO MpM 3TOM Y4YacCTO BCTpeYarwwmMmMca B APYrUX permoHax unu cpeau gpyrux
rpynn fogeun.



CLWA -7,5 :10000

AnoHusA -4 : 10 000
ABcTpanus -1,1 :10000
KaHapa -2 : 10 000
Poccus -1 : 10 000

Benuko6putanmn - 0,18 : 10 000

Kutae - 0,02 : 10 000




HeobxoanmMo oTMEeTUTb, YTO 3TO MYNLTUCUCTEMHbIE 3aboneBaHus.

3anor ycnexa ne4YeHust Takmx naumMeHToB — paboTta MynsTUANCUMNIIMHAPHOM KOMaHab!!

Bpaun HMUL, TO um. akagemuka IA. Unn3aposa obnagatoT MHOMONIETHUM YHUKaNbHbLIM OMNbITOM
OWarHOCTUKN N NeYeHna pegknx naunueHTos.

Bbicokuin npodeccnoHanmam coTpyaHnkoB LieHTpa un yHUKanbHble TEXHUYECKME OCHaLLEeHUS
9KCMEePTHOro YPOBHA OCYLLECTBAKT MOSIHbIM CNEKTP OKa3aHUs NOMOLLM NauneHTam C
opdaHHbIMK 3aborieBaHNAMN:

- HwnarHocTtuka

- OnepatuBHOE neyeHune

- TapreTHasa Tepanud

- [marHocTtuka u neyeHune octeonoposa (bucoochoHaTTepanms)

-  Peabunutaunsa

- BospactHast npeeMcTBEHHOCTb (KaTaMHecTU4Yeckoe HabnogeHne Ha NPOTSXKEeHUN
- BCEW XW3HU naumneHTa)

- CoumanbHoncmxonornyeckasa nomMoLLb



Muoducmpodpus Arowmenna (MA)

HACJIEJICTBEHHOE 3a00JIEBaHUE C TTIOPAKEHUEM MBI, KOTOPOE MPOSBIISIETCS Y MATBYUKOB (OUE€Hb PEIKO Y
JIEBOYEK) U XapaKTEPU3YETCsl HapacTaroeld MBIIIEYHOUN cl1a00CThIO, TOBBIIIIEHHON YTOMIISIEMOCThIO, KOCTHO-
CyCTaBHBIMHU Jie(hopMaIusIMU, MaToJoTuen cepana u Jerkux. OaHo u3 Hanbosee pacpoCTPaHEHHBIX CPEIU
penkux (opdanubix) .B mupe onun n3 3500-5000 MaTBIMKOB pOXKAACTCS ¢ MBIIIEYHOM nuctpodueii JlromeHHa.

Ocnoenvie ceeoenus o 001e3nu

. [IprunHa 3a00J1€BaHUS - «IIOJIOMKa» B X-XpOMOCOME, CTpajiaeT O0eIoK, KOTOPBI HE0OXO0 UM, UTOOBI
NOJJAePKUBATh CTAOUILHOCTH MBIIIII] BO BPEMSI IBUKCHHUS .

*  Hosopoxaennsie ¢ M/l MOTYyT pa3BuBaTbCsi HOPMAJIBHO MJIU C HE3HAYUTEIBHOU 3aE€PKKOM.

. OCHOBHBIE CUMIITOMBI IOSABIISIFOTCS B BO3PACTE 5 JIET- 3TO U3MEHEHHME IOXOJKH 10 TUILY «yTHUHON,
CHIDKEHHE TOHYCA U CHJIBI MBIIIIII,

* B Bo3pacte 8—12 net yrpaunBaeTcsi CHOCOOHOCTh CAMOCTOSITEIHHO TePEBUTATHCA.

e OrMmeuaroTcs CHMMETPHUYHBIE aTPO(UN MBI HUKHUX KOHEYHOCTEH (MBILII] Ta3a U Oenep) a
3aTEM M MBIIIL BEPXHUX KOHEYHOCTEN. C1aboCTh MBILIL] IPUBOJAT K Pa3BUTHIO CKOJINO3a
1 aedhopMaImii KOHEYHOCTEH

. Kapnnomuonarus u geroysas HEJOCTATOYHOCTb SIBJISIOTCS OCHOBHBIMHM IPUUMHAMU CMEPTHOCTH
y narmentoB ¢ MJI/1.



/Jlna newenun MpiedHon guctpoduu [JomeHHa Ha JaHHBIA MOMEHT HCTIONB3YIOTCSA TITIOKOKOPTHUKOU/IBI,
KapAUOMPOTEKTUBHAS T€paIus, MpenapaTsl AJis JEUSHUS U MPOPHIAKTUKH OCTEOIMOPO3a , METOIbI PU3NIECKOU
peadbunuTaIm, a TAaKXKe FeHHasl Teparnusl.

B mupe yxke ecTh HECKOIbKO OZOOPEHHBIX MATOTEHETHUECKHX JIEKapCTB, a Mpemapar A KOPPEKIHUHW HOHCEHC-
myTtanuii. AtanypeH - B HosOpe 2020 roma 3apeructpupoBan B Poccun. Heckonpko mpenapatoB ceifuac HaxoasaTcs B
TPEThe CTAaauu KIMHWYECKHX uccienoBanuii. OgHA W3 caMbIX OOHAIEKHUBAIOMIMX MEPCIEKTHUB — JOCTaBKa B
MBIILIEYHYIO KJIETKY HCIPABIEHHON YKOPOUEHHON KOIMHU T'eHa AUCTPO(PHUHA C TOMOLIbIO BUPYCOB.

L[CJIB CBOCBPCMCHHO ITPOBCIACHHBIX pea6I/IJ'H/ITaI_II/IOHHBIX MCpOHpI/IHTI/Iﬁ -YIYUIIUTh KaY€CTBO U MMPOAOJDKHUTCIIbHOCTD
KHN3HHU.

B Ilenmpe Hauzaposa

MalUEHTHI MOTYT IIPOUTH :

KOMIUIEKCHYIO IMAarHOCTUKY OPTONEANYECKUX HAPYIIIEHUN
oOcrenoBaHue U JIEYCHHE 0CTEOnopo3a

OTepaTUBHOE JieueHre AehopMaIiii MO3BOHOYHUKA M KOHEUHOCTEHN
Mo100p ¥ U3TOTOBJICHUE WHIUBUIYATIBHBIX OPTE30B U KOPCETOB
TMHAMAYECKOE HAOTIONCHNE U PEaOUITUTAITHIO

pa3pabOTKy WHANBUIYATILHON TPOTrPaAMMBI JIUeOHON (PU3KYITBTYPHI



&, 17 net. [lporpeccnpyrowimim HeMpPOMbILLEYHbIA CKONMO3 KparHe TSXerionm cTeneHn no James Ha
¢oHe mnoauctTpocpum [oweHHa. MHOXeCTBEeHHbIe KOHTPaKTYpPbl CycTaBOB KOHe4YHocTel. [lechopmanuumsn
rpyaHomn knetku A1H 2-3 cT.
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3, 17 net. [porpeccupyrowmm HeMPOMbILLEYHbIA CKONIMO3 KpauHe TsKeslon cTerneHun no
James Ha hoHe mnoauctpodcdpumn droweHa. MHOXeCTBEHHbIe KOHTPaKTYpbl CyCTaBOB
KOoHe4yHocTen. [lecbopmaumsa rpyaHon knetkm [1H 2-3 cT.



&, 17 net. [porpeccnpyrowmin HeMPOMbILLEYHbIA CKONIMO3 KparHe TSXKeron cTeneHu no
James Ha dpoHe munoauctpodumn ioweHa. MHOXeCTBEHHbIE KOHTPaKTypbl CyCTaBOB
KOHe4yHocTen. [lechopmauusa rpyaHoun knetkm [1H 2-3 cT.
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&, 17 net. [porpeccupyroiin HeMPOMbILLEYHbIA CKONMO3 KparuHe TSXKeron cTeneHu no
James Ha choHe Mnoauctpodpumn droweHa. MHOXeCTBEHHbIe KOHTPaKTYpbl CyCTaBOB
KOHe4yHocTen. [lechopmauus rpyaHon knetkm 1H 2-3 cT.
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3, 17 net. [porpeccupyrowmm HeMPOMbILLEYHbIA CKONIMO3 KpauHe TsKesiom cTeneHu no
James Ha hoHe mnoauctpocpumn droweHa. MHOXeCTBEHHbIe KOHTPaKTYpbl CyCTaBOB

KOHe4yHocTen. [ledbopmauus rpyaHon knetkm OH 2-3 cT.



Cnunaavnasn morumeunasn ampodusa (CMA )

OJTHO U3 CaMBIX YaCTO BCTPEUAIOIINXCA OppaHHBIX 3a00yieBaHM , OoseeT oguH HOBOpoXKAeHHBIH Ha 6000-10000.
CMA 3aboneBanue uzBectHoe ¢ 1891 roga, mopakaer ABUTATENbHBIE HEHPOHBI CIIMHHOTO MO3TA .

XapakTepHO HapyIIeHHe padOoThI MOMEPEYHOIONIOCATON MYCKYIaTyPhl HOT, a TAK)KE TOJIOBHI U MIeU. Y OO0JIbHBIX
OTMEYAIOTCS HAPYLLICHUS BO3MOXXHOCTH JABUTaTbCSl — MOJI3aTh , XOJUTh, YIEPKUBAaTh TOJIOBY, MIOTATh . J{iid
CIIMHAJBHBIX aMUOTPO(DUI XapaKTEPHO COXpaHEHUE YYBCTBUTEILHOCTH, a TAK)KE€ HOPMAJIbHOE TICUX0-PEUEBOE
pa3BUTHE.

Onnn n3 50 yeaoBeK SBIISICTCS HOCHTEIEM I'eHa , CHOCOOHOTO BBI3BIBAThH 3TO 3a00JICBaHHUC .
BoneroT n MaTbuMKU B JEBOYKH.

CymectByeT 4 Tuna CMA, pa3iauyaroniecs CTENEHbIO TSXKECTH U BO3PACTOM, B KOTOPOM BIEPBBIE MPOSIBIISIETCS
3a0oneBanue. Uem paHbliie MPOSIBISIIOTCS MEPBbIE MPU3HAKKU 00JIE3HU, TEM SIpUY€ BBIPAXKEHBI CUMIITOMBI,
TEM OHM TSKEJIEE U TEM ObICTpee MpOorpeccupyeT 3adboaeBaHue.

B nocnegnue ropl B MUpE aKTUBHO MCMOJIB3YIOTCS Npenaparsl npotuB CMA | Haripumep :
CIIMHPA3a, 30JIFCHCMA, PUCIUILIAM.

J11g manueHTa BaXKHO COXPAHUTh KaK MOXHO JOJbIIIe YMEPEHHbIE (PU3NYECKHUE HATPY3KHU, JODKHA
IPOBOJIUTHCS MPOPUIAKTHKA KOHTPAKTYP, CKOIMO3a U APYTUX BTOPUUHBIX OPTOTIETUIECKUX OCIOKHEHU.



[IporpeccupoBaHue CKOIMOTUYECKOHN AedopMalviy MO3BOHOYHHMKA MPUBOAUT K HAPYUIEHUIO OajaHca TYJIOBHILA
nanyMeHTa. B Buay 3TOro orpaHmyuBaeTcsa OObEM TIpPYIHON KJIETKM W OpIOMIHOW TMOJIOCTH, YXYIIIAeTcs
JpIXaTenbHas (QyHKIMS.

[Tpu mporpeccupoBannu 3a00JIeBaHMs, BEIPAXKEHHOM CKOJIMO3€ TTOKA3aHO MPOBEICHUE OINEPAaTUBHON KOPPEKIIUU
CKOJTMOTHYECKOM JIe(hopMaIiii MO3BOHOYHHKA.

Omneparust HeoOXoMMa , YTOOBI MIPENOTBPATUTH JaJbHEHIIEe TporpeccupoBanne aAehopMali MO3BOHOYHUKA,
YAYUYIIUTh OaJIaHC TeMa, bIXaTeabHYI0 (QYHKITHIO, YAYUYIITUTh Ka9€CTBO KU3HU TAHHOW KaTerOPUH MAaI[UEHTOB.

OdeHb BaXXHO TPABWIBHO BHIOpATh BpEeMs JJIA MPOBEICHUS Omeparuu (BakKeH OallaHC MEXKIy BO3PACTOM U
peCIUpaTopHbIM CTaTyCOM ).

B Lentpe NnuzapoBa npoBOAUTCS MEXAUCIUIUIMHAPHBIA KOHCUIIUYM C y4acTUEM OpTOIlea, neauarpa,
TepaneBTa, aHeCTE310JI0ra, HEBPOJIOTa, KapAK0JIora, peBMaToJIora, peaduiInTonora asis
OTIpPEEIICHHS ONTUMAJIBHOTO BPEMEHU ITPOBEJICHUSI ONIEPATUBHOMN KOPPEKIUH iePopMaliiy TO3BOHOUHHKA.

P8.3pa60TaHBI IMporpaMMabI Hp@HOHepaHHOHHOﬁ 141 HOCHCOHGpaHHOHHOﬁ IMOATOTOBKMH IMTAlIUCHTA.

Tak ke manueHToB ¢ JaHHBIM 3a00JieBaHNEM B HalieM LleHTpe obcenyoT Ha 0cTeonopos,
371eCh JK€ MPOBOAAT Tepanuto oucdocdonaramu.

HpOBOI[I/ITCH HOI[60p " U3IrOTOBJICHUC MHAWBUAYAJIBbHBIX OPTC30B U KOPCCTOB.



CnunHanbHasa MblllieyHas atpodus

3, 8 net. HeMporeHHbIN NporpeccupyroiMin CKoNMo3 Ha hoHe CnMHarIbHOW
MbleYyHou aTpoduum Illl TMUNa cpegHen CTeneHM TSXXeCcT! nNo James.
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&', 8 net. HeMporeHHbIN NPOrpeccUpyroLLiMn CKONMo3 Ha ¢poHe cnMHanNbLHOWM
Mbiwe4yHou atpochuu |l TUNA cpeaHen CTeneHn TAXeCTU no James.
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3, 8 net. HeMpoOreHHbIN NPOrpeccUpyroLLMM CKONMo3 Ha ¢poHe cCNMHaNbLHOWM
MbllleYyHoOU aTpoduu Il TUNa cpeaHen CTeneHn TAXeCTU no James.



CnnHanbHaga MbilleyHas atpodus

3, 8 net. HeMporeHHbIN NPOrpeccUpyroLLiMn CKONmMo3 Ha ¢poHe cnMHaNbLHOWM
MbiweYyHou atpoduu |l TUNA cpeaHen CTeneHu TSXXKeCTU no James.




?, 17 net. HeMporeHHbIN NPOrpeccUpyroLLun CKONMo3 Ha hoHe CNMHaNbLHOWN MbILWEeYHON
aTtpocuum Il TMNA KpanHe TAXeNnon cTteneHn no James.



CnnHanbHas MbllLeYHas aTpodus

4

?, 17 net. HeMporeHHbIN NPOrpeccUpyroLLiMn CKONMo3 Ha hoHe
CMUHaNbHON Mbiwe4yHoU aTpocuu Il TUNa KpanHe TSXKernowu cTeneHun no
James.
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Q, 17 net. HeMpOreHHbIN NPOrpecCcUpyroLLIMi CKONMo3 Ha choHe
CNMUHaNbHON MbilWeYyHoU aTpochuu Il TMNa KpanHe TAXXeNnowu cTeneHun no
James.
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Q, 17 net. HeMpoOreHHbIN NPOrpeccUpyroLLMnM CKONmMo3 Ha ¢poHe cnMHaNbLHOWM
MbllWeYyHOU aTpoduu Il TMNa KpanHe TAXeNou cTeneHn no James.



HecoBepLieHHbIN OCcTeoreHes

Hecogepiennsiit ocreorene3 (HO) — nacneacTBeHHast AUCIUIa3Usl COSAMHUTENBHON TKAHU, ISl KOTOPOI

XapaKTEPHBI XPYMKOCTh KOCTEH U JehopMaIiii KOHEUHOCTEH.

B 85% cnyuaeB myTtanuu Bo3uukaroT B reHax COL1ALl u COL1A2, 9To mpUBOIUT K KOJTUYECTBECHHBIM
Y Ka4eCTBEHHBIM U3MEHEHHUSAM CHHTE3a KOJIJIareHa MepBOTo THUIIA.

Celiyac B KIMHUYECKOH MPAKTUKE Yallle BCEro UCIOJIb3yeTcs Kiaccudukalys 3adoneBanus mo Sillence:

| Is d — camas nérkas ¢opma, s He€ XapaKTEPHbI YacThIe TIEPEIOMBI, TOJIyObIe CKIIEPhl M HapylieHHe ciyxa. [lepemombl
MPOSABIISIIOTCSL B PAaHHEM BO3pacTe, Korjaa peOEHOK HAuMHAET XOAUTh, MX YAcTOTa CHMKAETCA IOCJE 3aBEpPIICHHUS POCTA.
Hedbopmaii KOHEUHOCTEH BO3HUKAIOT PEIKO, YACTO y MAllMEHTOB HOpMabHBIA pocT. HecoBepiieHHbIN JEHTUHOTEHE3 (Tak
Ha3bIBAEMbIE OIAJIOBBIE 3yObl) BCTPEUAETCS PEIIKO.

Il 'Is d §— nepunaranbHo JietanbHas Gopma ¢ HanOoJIee TAKETBIMU MTPOSBICHUSIMHE, €CITH PEOCHKY YIaeTCsl BBDKUTH B POJIaX.
MHOXECTBEHHBIE TIEPEIIOMBI BBISBIISIIOT YK€ Ha BHYTpUyTpoOHOM 3Tare. KoHedHocTH peO&HKa 0OBIYHO KOPOTKHE U UMEIOT
nyrooOpasusie qedopmarmu. L{Bet ckiiep (0eiaKoB 11a3) Tory0oid Uil CepOBaTHIN.

Il Is d #— xapakTepHbl nporpeccupyronme aehopmarn KoHEYHOCTEH. Dopma JTUIa YaCTO TPEYrobHAs, C BBICTYMAIOIMMHU
J100HBIMU OyrpaMu, CKJIEphI rofly00ro WK cepoBaToro 1pera. IHOraa BCTpeuaroTesi OCI0KHEHMs], TPeOYIOIINE KOHCYIbTAllUH
Y JICYEHUS] Y HEUPOXUPYPIOB.

IV Is d #— cpenneii crenenu Tspkect. JIJis THIIA XapaKTEPHBI HECOBEPIIICHHBIN JICHTHHOTEHE3 (TaK Ha3bIBAEMbIC OIAJIOBBIC
3yObl), HapyIlIeHUE CiTyXa, BapuabenbHOCTh pocTa. MiHOTIa BCTpeyaroTcsl OCI0KHEHUS, TPEOYIOIINe KOHCYJIbTAlUU U JICUYEHUS
Y HEUPOXUPYPIOB.

Vs d # ocobennocTs 3akimodaetcsi B pOPMHUPOBAHUH THIIEPTPOGHUUCCKOI KOCTHON MO30JIU M OCCUPHUKAINN (OKOCTEHCHHH )
MEKKOCTHOM MeMOpaHbI HA IIPEAIIICYbE.



HecoBepLieHHbIN OCcTeoreHes

1 Offdzj Hise Odad j

Ecnu xota OBl y OOHOTO M3 pPOAMTENEH €CTh TeHEeTUYeCKu OOycoBieHHas Ooyie3Hb, TO ¢ BeposATHOCThIO 50% 53T0
3a0osieBaHue nepeaacTcs peoeHKy.

VY nereit, KOTOPBIM HE TIEpEAAIICS MYTHPOBABIIINI T€H, ITOTO 3a00JICBaHUS HET, 1 OHU HE TIEPEIAIOT €T0 JajbIIle.

B mopassiroriieM OOJBITMHCTBE CIy4aeB HACIEAOBAHHOE HAPYIICHHWE BBI3BAHO HOBOW MyTallMeld. DTO O3HAYaCT, YTO
TeHETHYECKass MyTallusl TPOUCXOINT Y YeJIOBEeKa BIEPBBIC, a HE Tiepenaérces no HacieacTsy. ClienoBaTesibHO, B CEMBE,
I7e ecTh PeOEHOK C HOBOM MyTalluel, KaK MPaBUJIO, HET MOBBIIMICHHOTO PUCKA POXKICHUS JAPYroro pedbEHKa ¢ dTUM
3a00JIeBaHUEM.

Ecnu ke nBa yenoseka ¢ HO pelar 3aBectu Maibliiia, TO BEPOITHOCTh POXKICHUS peOEHKA
0e3 BpOXKIAEHHOM XPYITKOCTH KOCTel cocTaBuT 25%.




[ 4 ud ded J
HequI/Ie HeCOBepIHCHHOFO OCTCOI'CHE3a CUMIITOMATHUUYCCKOC U 3aBUCUT OT TAXKCCTU TCUCHUSI.

[lenb JeyeHUs] — CHUBHUTH YaCTOTy IMEPEIOMOB, MOMOYb MAIUEHTY CTaThb 0oJiee MOJBMXKHBIM U HE3aBHUCUMBIM,
YMEHBIIUTH 00JEBON CUHJIPOM.

Tak e BaXHO CBOEBPEMEHHO BBISBISATH M KOHTPOJIMPOBATb BHECKEJETHBIEC IPOSIBICHUS W IOMOTaTh IMAIMEHTY
M30aBUTHCS OT MOOOYHBIX 3PPEKTOB JTEKAPCTBEHHOM TEPAIIUH.

B Hentpe MnuzapoBa ¢ namuentamu ¢ HO paGotaeT MynbTUAMCIUIUIMHAPHAS KOMaH/AA, COCTOSAIAs W3 TEauarpa,
TepareBTa, TPaBMaToJIOTa-0pTOIe/Ia, HEBPOJIOTa, aHECTE3U0JIOTa, HIOKPHUHOJIOTa, PEadMIINTOIOTa, IICHXOJIOTA.

CoueTaHne MEIUKAMEHTO3HOTO JICUYEHHUSI, OPTONEANYCCKOTO JICUYCHUS M PeaOMIUTAllMM — 3HAYUTEIBHO YIIyYIIacT
pe3yJIbTaT JICYECHHUS.

Hammmu cnienmanucramu pa3paboTaHbl IpOrpaMMBbl IPEIONEPALMOHHON U MOCIEONepauOHHON
IIOATOTOBKH IMAIIUEHTA.

OneparuBHOE JIEYEHUE BKIIOYAET B CE0sl KOPPEKILHIO AehopMallii BEpXHUX U HIHKHUX KOHEUHOCTEH,
TaK K€ KOPPEKIHIO 1e(POopMaliiy MO3BOHOYHHKA.

[TarmeHTOB ¢ JaHHBIM 3a001€BaHMEM B HauleM LleHTpe 00cienyroT Ha 0CTEONIOPO3, 3AECh JKE IPOBOIAT
Tepanuto ouchocdonaramu.

HpOBOI[I/ITCﬂ HOI[60p H U3TOTOBJICHUC MHAWBUAYAJbHBIX OPTE30B U KOPCCTOB.



?, 15 neT. CUCTEeMHbIN KNPOCKONMNO3 KpanHe TAXKENOU CTeneHn
Ha ¢poHe HecoBepLUeHHOro octeoreHe3sa |l Tuna.

[wtsBfise jdgdz" | HOdzde' §| OolststcO



?, 15 neT. CUCTEeMHbIN KNPOCKONMO3 KpanHe TAXKErIOn CTeneHun
Ha poHe HecoBepLUeHHOro octeoreHesa |ll Tuna.

[wtsBMiso jdedz" | HOdzde' | Oolststc O
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?, 15 neT. CuCTEeMHbIN KNPOCKONMNO3 KpanHe TAXKENOU CTeneHun

Ha ¢poHe HecoBepLUEeHHOro octeoreHe3sa lll Tnna.
[Co6cTBEeHHbIE AaHHbIe aBTOpa]



?Q, 15 net. CucTeMHbIN KNPOCKONMNO3 KpanHe TSXKESTION CTeneHun
Ha ¢hoHe HecoBepLUIeHHOro octeoreHe3sa lll Tmna.

[wtsBMlso jdzdzr | HOdzder | Oolsstc©




Q, 15 netT. CuCTeMHbIN KN(POCKONMNO3 KpanHe TAXKEeron cTerneHu
Ha ¢poHe HecoBepLUeHHOro octeoreHe3sa lll Tuna.

[wsBflse jddzr | HOdzde j| OolststO



Q, 15 net. CUCTEMHbIN KN(POCKOSINO3 KpanHe TSXKESIOU CTeneHun
Ha poHe HecoBepLUEeHHOro octeoreHesa |l Tuna.

[usBMise jddz j HOdzder | OoltseO “2am cyny
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Q, 15 neT. CUCTEMHbIN KNPOCKONNO3 KpanHe TSXKENOU CTerneHu
Ha ¢poHe HecoBepLUEeHHOro octeoreHesa lll Tuna.

[wsBMmlso jdzdzr | HOdede j] OolssicO



AxoHpaponnasuna 6 HacrneacTBeHHoe 3aboneBaHne YeroBeka, NPosiBSOLLIEECs B HApYyLLUEHUM NPOLEeCCOB 3HXOHAPArIbHOro
OKOCTEHEHUS, Ha (POHEe HopMarbHbIX 3MOCTaNbHOrO 1 NePUOCTarnbHOr0 OKOCTEHEHUI, YTO BEAET K KapNIMKOBOCTU 3a CYET
Heoopas3BUTUSA ANUHHBIX KOCTEMN.

PacnpocTpaHeHHOCTb U YacToTa axoHAponsasum

AxoHOponnasunsa BCTpevaeTcs BO Bcex cTpaHax v npumepHo 250 000 niogen B Mupe XuByT € 3TUM 3aboneBaHmeM.
YacTtoTta axoHgponnasumn coctasndet 1:26 000-1:28 000 »MBbIX HOBOPOXOEHHbIX.

STnonorus

AxoHaponnasus pa3smBaeTcd B pesynbrate MmyTauum B reHe FGFR3, pacnonoxeHHOM Ha KOPOTKOM nrie4e XpoOMOCOMbI 4
(4p16.3). 'eH kOHTpONUpPYeET NPon3BOACTBO ocoboro Genka - peuenTtopa aktopa pocta pubpobnacta 3 Tuna. B 99% cnyyaes
bonesHb cBA3aHa ¢ ogHon myTaumen - p.G380R reHa FGFR3. MyTtaumn B 3TOM e reHe NpuBOAAT U K APYTMM CKENETHbLIM
HapyLweHuaMm - runoxoHgponnasmm, SADDAN gucnnasum n K gpyrum 6onesHsm.

HacnepnoBaHue

B 6onblnHcTBe criyvaes (80%) axoHAponnasnsa He HacnegyeTcs, a ABnseTcsa pesynsratom Mmytauum de novo
(BO3HMKalOLLEN CITy4aHO B MOMOBbIX KNeTKax 340pOoBbIX poguTenen).

B opyrux cnyyasx pebeHok HacneagyeT axoHApoNnnasuio OT OOHOIO U3 poauTenei, KOTOpbI cam ABNAETCA GONbHBIM:

B cnyuae, korga y TOonbKo y 04HOMO U3 poauTenen axoHaponsiasus, puck poxaeHnsa 6onbHoro pebeHka - 50%
npu Kaxgon 6epemMmeHHOCTH.

Ecnu 6onetot 06a poguntens, To cywecTtsyeT 50% BepOSATHOCTb TOro, YTo pebeHoK yHacneayeT a1o 3abonesaHue
C TaKoOW Xe TAXKeCTbto npossneHnn, 25%, 4to y pebeHka byaet kparnHe Taxenaa gopma 6onesHu, npusogsLlas
K rnbenu B paHHem Bo3pacTte u 25%, 4To pebeHOoK He yHacneayeT MyTauuio HXU OT OAHOro u3 poautenen n éyaet
MOMHOCTbIO 300POB.



OcnoXxHeHNA y NayMeHTOB C axoHAponnasnen

MnageH4yecTBO

- cteHo3 B30 - 60nbLOro 3aTbifIO4YHOro OTBEPCTUS
- rmapouedanus

- TMNOTOHUSA

- Knpos

- PUCK BHE3anHon cMmepTu

DetctBO

- 3afepKKa pa3BuUTUA aBuraTenbHbIX HABbIKOB M CNOCOBHOCTM K CaMo0BCny>KMBaHMIO
- YacTble MHEKUUM CpeaHero yxa, HapyLleHus crnyxa

- O6CTPYKTUBHBIN CUHAPOM anHO3 CHa

- OrpaHMYeHHoe pa3rmbaHne NOKTEBbLIX CYyCTaBOB; OTBeAeHMe beaep

- TMNepMOBUNBHOCTb B KOMEHHbIX CycTaBax

- aHOManua nNpukyca

KOHoOCTbL

- ncuxocoumanbHble npobnemsi

- OXUpeHue

- BapycHas gedopmMaumsi roneHemn
- jedpopmaums 3yéos

- MOAACHUYHBIN TMNEepPnopaos3
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- XpOHUYECKUH OOJIEBOM CUHAPOM

- CTEHO3 ITO3BOHOYHOTO KaHaa

- PaIUKYJIONAaTUH

- Ipo0JIEMBI CEPACUHO-COCYIUCTON CUCTEMBI
- OKUpEHUE

B LenTtpe NUnuzaposa ¢ manmeHTaMu ¢ axoHApoIUia3uend padboTaeT MyIbTUAUCIUILUIMHAPHAS KOMAH/Ia, COCTOSIIAs U3
neaTpa, TeparneBTa, TpaBMaToJIOra-opTore1a, HEBPOJIOra, Kapuoiora, aHecTe310JI0ra, peabuInToora, Cuxosora.

Hamumu cnenuanucraMu pa3padoTaHbl IpOrpaMMBbl PEAOTIEPALUOHHON U
IO CJICOIIEPALIMOHHON ITOATOTOBKH MTAIIUEHTA.

OneparuBHOE JICUCHUE BKIIOYACT B CE0 KOPPEKIUIO AehOpMAIIMKI BEPXHUX U HIKHUX KOHEUHOCTEH,
TaK K€ KOpPEKIHIO ieopMaliny mo3BOHOUHUKA, AekoMiipeccuio b30.

HaI_[I/IeHTaM IIPOBOAUTCA HOI[60p N U3TOTOBJICHUC MHAWBUAYAJIBHBIX OPTC30B U KOPCCTOB.

Taxk xe cneunanuctsl LlenTpa Mnuzaposa npoBOAsT TENEMEAUIUHCKAE KOHCHUIMYMBbI
0 Ha3HAYEHUH Mpenapara Bocoputua nanueHTam ¢ axoHIpoIia3uei.



AxoHpponnasugd
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Q, 2,5 ropa. CTeHO3 NO3BOHOYHOIO KaHarna Ha ypoBHe KpaHuoBepTebpanbLHoro nepexoaa Ha )oHe
axoHgponnasuu.

[wsBflse jddzr | HOdzder j OoltstcO
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2, 2,5 roga. CTeHO3 NO3BOHOYHOrO KaHana Ha ypoBHe KpaHuoBepTe6panbHOro nepexoaa Ha poHe
axoHaponnasum.

[atsBflse jdgdz" | HOdzde' j| OolststcO



AxoHaponnasus

2, 2,5 ropa. CTeHO3 NO3BOHOYHOrO KaHana Ha ypoBHe KpaHuoBepTebpanbHOro nepexona Ha ¢poHe
axoHgponnasuw.

[wsBflse jdzder | HOdzde | OolstskO
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Q, 14 nert. Mporpeccupyowas kndotTnyeckas gehopmaums Ha ¢poHe axoHgponnasnu. CTeHo3 NO3BOHOYHOIoO
KaHana. BepTebporeHHass KOMNPECCUOHHO — ueMuyeckas muenonatus. HapyweHue yHKUMU Ta30BbIX
opraHoB. CocTosiHMe nocrne yarMHeHNA HMKHUX KOHEYHOCTEN.

[wtsBfise jdedz" | HOdzde' | Oolststc O
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Q, 14 nert. NMporpeccupyowas kudpotnyeckas gecpopmaums Ha poHe axoHgponnasun. CTeHO3 NO3BOHOYHOIoO
KaHana. BepTebporeHHass KOMNPeCCUOHHO — ueMnyeckas muenonatusi. HapyweHuve pyHKLMKN Ta30BbIX OpPraHoB.
CocTosiHMe nocne yarIMHeHUA HKHUX KOHEYHOCTEN.

[wtsBMlse jdzdzr | HOdzder | Oolststc O



AxoHaponnasung
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Q, 14 nert. NMporpeccupytowas kudoTnyeckas gecbopmaums Ha ¢poHe axoHgponnasun. CTeHo3 NO3BOHOYHOro
kaHana. BepTe6poreHHasi KOMNPeCCUMOHHO — UleMuyeckasa muenonaTtus. HapyweHue cdyHKUMK Ta30BbIX
opraHoB. CocTosiHMe nocre yariMHeHUA HWKHUX KOHEYHOCTEN.

[wtsBMilse jdzdzr | HOdzder | Oolstste O



Q, 14 nert. MNMporpeccupyrowasn kudotTuyeckas aecdpopmaums Ha cpoHe axoHaponna3un. CtTeHo3 N0O3IBOHOYHOrO
kaHana. BepTebporeHHas KOMNPeCCUOHHO — NWeMuyeckas muenonatus. HapyweHue cdyHKUMN Ta30BbIX
opraHoB. CocTosiHMe nocrne yarMHeHUs! HNXKHUX KOHeYHOCTEN.

[wsBflse jdzder | HOdzde | OolstskO



AxoHaponnasus

Q, 14 net. Mporpeccupyrowas kncdoTrnyeckasa gedopmaumsa Ha cpoHe axoHaponnas3umn. CTeHO3 NO3BOHOYHOIO
kaHana. BepTebporeHHas KOMNPeCCUOHHO — NlWeMuyeckasa muenonaTtus. HapyweHue ¢pyHKLMN Ta30BbIX OPraHoOB.
CocTosiHue nocne yarnMHeHU HXKHUX KOHEYHOCTEN.

[wtsBMise jdedz" | HOdzde' | Oolstste O



Cunzapom Dnepca—/laniio — rereporeHHast rpyrna MOHOTCHHBIX 3a00JIeBaHMiA, 00yCIIOBICHHBIX HApYIIEHHEM METa00oIM3Ma KoJllareHa,
CTPYKTYpbI U GYHKIIMM MUOMAaTPUKCA, CUHTE3a IPOTEOININKAHOB.

YacToTa TuarHoCTUPOBAaHHBIX CilydaeB Y HOBOpoxkAeHHBIX cocTasisieT 1 : 5000, Tsokensie popmMbl BeTpedaroTes: B omyisinuu penko (1 :
100000).

B GonbmmHCTBE ciiydaeB 3a00€BaHUE HACIETYeTCs 10 ayTOCOMHO-I0MUHAHTHOMY THITY.

ZOMmmMdW dS Oydw Isdftse HOdzdeséts fiyd dzH tots BO:

w

. Knaccuueckuii Tvn, ayTOCOMHO-IOMUHAHTHOE HACJIEIOBAHUE

. Kimaccuuecku-nonoOHbI# THII, ayTOCOMHO-PELIECCUBHOE HACIEJOBaHHE

. KimananHno-cepieuHbli TUIl, ayTOCOMHO-PEIIECCUBHOE HACIET0BaHUE

. CocynuCThIi THI, ayTOCOMHO-TOMUHAHTHOE HACTIEIOBAaHUE

. 'unepMoOUIBHBIN TUI, ayTOCOMHO-IOMUHAHTHOE HAcJe/l0BaHHE

. ApTpoxaJla3suiiHbIN THII, ayTOCOMHO-IOMUHAHTHOE HACJIEI0BAHNE

. JlepmMarocniapakCUCHBIN THUII, ayTOCOMHO-PELECCUBHOE HACIIEIOBAaHUE

. Kudockonuorudeckunii TuI, ayToCOMHO-PEIIECCHBHOE HACIIEIOBAaHNE

. CUHAPOM XPYTIKON POTOBHIIbI, QyTOCOMHO-PELIECCUBHOE HACIEAOBAHUE
10.CnoHuI0ANCIIIIACTUYECKUI THII, ayTOCOMHO-PELIECCUBHOE HACIeI0OBaHHE
11 Mpliiie4HO-KOHTPAKTYPHBIH THII, ayTOCOMHO-PEIIECCUBHOE HACJIEIOBaHNE
12 . Muonaruyeckuii TUI, ayTOCOMHO-IOMUHAHTHOE HACJIEJJOBaHUE
13.IleprogoHTaNBHBIN (3yOHOI) THI, 3y TOCOMHO-JOMHUHAHTHOE HACJICIOBAaHUE

O© 000 NO Ol hWN -
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[Toaxon x neuenuto COJ nomKeH ObITh KOMIUJIEKCHBIM U B OOJIBIIEH CTENEHU UHANBUIYATbHBIM I KaXA0TO
KOHKPETHOTO MalMeHTa BBUAY KIMHUUYECKOTO MHOTOOOpa3us MpOsBIICHUHN 3a00JI€BaHUSI U COCTOSTh U3 IPUMEHEHUS
00€3001MBaIOIIUX MTPENapaToB, (PU3NOTEPANIEBTUYECKUX TPOLIEAYP, JIeYeOHOU (PU3KYIBTYpPBI, ICUXOTEPAIH, B
HEKOTOPBIX CITydastXx HEOOXOMMO MPOBOJUTH XUPYPIrUUECKUE BMEIIATEILCTBA, TAKKE CICAYET KOHTPOJIUPOBATH TEUCHUE
MMEIOININXCS 3a00ICBaHUH.

B Lentpe Nnuzaposa ¢ nanmentamu ¢ COJl pabotaeT MyabTHAUCIUIUIMHAPHAS KOMAH/1a, COCTOSIIAas U3 Neauarpa,
TepareBTa, TPaBMaToOIOra-0pToIea, HEBPOJIOTa, KapAnoJIora, aHeCTE3U0JI0ra, peadMIINTOIIOra, IICUX0JI0ra.

Hamumu cnenuanuctaMmu pazpaboTaHbl IPOrpaMMbl IPEIONEPAMOHHON U MOCIEO0NepalluOHHON
MOJIFOTOBKHU IMalIMEHTA.

OneparuBHOE JIeYEHHE BKIIIOYAET B ce0s1 KOPPEKIUIO AehOopMaliiK MO3BOHOYHHKA, TAK K€ KOPPEKIIUIO
nedopMalii BEpXHUX U HIPKHUX KOHEYHOCTEH.

HaHI/ICHTaM IMpOBOAUTCA HO,II60p M U3rOoTOBJIICHUC MHAWBUAYAJIBbHBIX OPTE30B U KOPCCTOB.



4, 6 net 10 mecsiueB. CUCTEMHBbIN KNPOCKONNO3 KparHe TSXKeroM
cTeneHn Ha choHe cuHapoma Arnepca - flaHno.

[wtsBMilse jdzdzr | HOdzder | Oolstste O



d, 6 net 10 mecsaueB. CUCTEeMHbIN KN(POCKONNO3 KpanHe TsKesion
cTeneHn Ha hoHe cuHapoma Anepca - flaHno.

[Mejabi JO, FWACS SergeenkdOM, MD, RyabykhSO,PhD Correction using Halo
Gravity Traction for Severd&igid. Malaysian OrthopaedicJournal 2019Vol 13 No 1]



4, 6 net 10 mecAueB. CUCTEMHbIN KN(POCKONNO3 KpanHe TaKesion
cTeneHn Ha choHe cuHapoma Anepca - flaHno.

[wtsBMise jdzdz" | HOdzde | Oolstste©



Mykononucaxapugos (MINC) — opcaHHoe 3aboneBaHne, OTHOCcSLLEeEecs K rpynne metabonmyeckmx
3aboneBaHn COeaNHNTENBLHOM TKaHW, CBSA3aHHbIX C HapyLleHnemM obmMeHa

KNCNbIX rMuko3amuHornmkaHoB (GAG, mykononncaxapuaoB), He4OCTaTOYHOCTbIO

NIM30COMHbIX pePMEHTOB OOMEHA IMMKO3aMUHOITIMKAHOB.

[Mopasnswowee 60bLNMHCTBO MYKOMNOSIMCaxapuao30B (MpakTU4YeCcKn BCe) HacnenyTcs

MO ayTOCOMHO-peLeccuBHoMy Tuny. NcknioveHne coctaBnsaet 60nesHb

XaHTepa (i3lz € s 5 dzd M A ~l O dyfaatfitsPas HacneayeTcsa No X-cuenneHHOMY peLiecCMBHOMY
MEeXaHuU3MY.

3BecCcTHO 7 TMNOB MyKornonmMcaxapuagosa:

* MINC | — cnngpom Nypnep (MINC IH — tshkenaa dopma), cuHgpom Wene (MIC IS — nerkas
dopma), cuHgpowm Nypnep—Lene (MIC IH/S — npomexyTovHas

cbopma);

* MIC Il (cuHapom XaHTepa);

* MIC Il (cuHgpom Candoununno A, B, C, D);

* MIC IV (cnHgpom Mopkuo A, B);

* MINC VI tun (cuHgpom Mapoto—Jlamu);

« MINC VIl Tun (cuHgpom Cnas);

* MIC IX Tun (cuHagpom Hatosn4a)
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- HEeCTaOMJIBLHOCTH Ha YPOBHE KPaHHOBEPTEOPATHLHOTO MEpexoaa

- CTEHO3 MO3BOHOYHOTI'O KaHaJla Ha YPOBHE KPAHHOBEPTEOPAIBHOIO Mepexo/ia
- nedopManuu Mo3BOHOUYHUKA (KU(03, CKOJINO03, KH(POCKOINO03)

- nedopManus rpyaIHON KJIETKH (KUJIb, BOPOHKA)

- BajbrycHas aedopmalius HUKHUX KOHEYHOCTEH

- TYHHEJBHBIH CHHIPOM

XUpypruveckyro KOppeKIH0 OPTONEIUYECKUX MAaTOI0TUA HE00X0AUMO paccMaTpyuBaTh
KaK Npo(UIAKTUKY HapacTaHUs U JIMKBUJIAIIMK MTOTEHIIUATIBHO KU3HEHHO BaYKHBIX OCIOXKHEHUH.
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B Lentpe Wnuzaposa ¢ nauentamu ¢ MIIC paboraeT MynbTHINCIUIUIMHAPHAS KOMaH/Ia, COCTOAIIAs U3 Meauarpa,
TepaneBTa, TPaBMaToJora-opToneaa, HeBpoJjora, aHeCTe31uo0JI0ra, Kapinosora, peaduiInTosaora, ICUxXomiora.

Coueranre METMKAMEHTO3HOTO JICYCHHS, OPTOMECAUICCKOTO JICUCHHS] M PeaOUIUTAIMd — 3HAYUTEIBHO YIydIlaeT
pEe3ybTaT JICUECHUS.

Hamumm CIicouaJIimcCraMu pa3pa60TaHLI IIpOorpaMMabI HpeﬂOHepaHHOHHOﬁ 141 HOCHGOHCp&HHOHHOﬁ IIOATOTOBKH
ImanyucHTa.

OneparuBHOE JICUCHUE BKIIOYAET B CeOs IEKOMIIPECCUIO U CTAOMIIM3AIMIO IEHHOTO OT/AeIa
M03BOHOYHHUKA, KOPPEKIIMIO JIePopMallii TO3BOHOUYHHKA, KOPPEKIIUIO 1e(opMallii BEPXHUX U
HUKHUX KOHEYHOCTEH.

HaI_[I/IGHTaM C JaHHBIM 3a00JIcBaHUEM B HAIIEM HGHTpe IIPOBOIAT @epMeHTBaMGCTI/ITGHBHYI-O
TCPaIInLo.

HpOBOI[I/ITCH HOI[60p H U3IOTOBJICHUC MHAWBUAYAJIBbHBIX OPTE30B U KOPCCTOB.
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4, 3,5. MMNC IH Tuna. Mporpeccupyrowmnn kucgos 60°. HMKHMIN cnacTuyeckumn
napanapes. OTknagbiBaHMe onepauuu npuBeaeT K Nnervm.

[tsBfMilse jdadz" | HOdzde" | Oolststc O

N3 NMMYHOIo apxmBa



OCHOBHOM:

«Mykononucaxapuaos 1 tuna (cuHgpom MNypnepa). \
oTaena

*[1porpeccmpyroLimm TSHKENbIN Kngpo3s rpyLo-NOSICHUYHOIO
NO3BOHOYHMKA. YMEPEHHbIN HXKHUW NMapanapes.

ConyTcTBYIOLWMHN:

*CocTosiHne nocne anforeHHom TpaHCcnaHTaunuum remMorno3Tn4ecKnx
CTBOJ10BbIX KJITETOK.

*Peakuus TpaHcnaHTaT NPOTUB XO3siMHA B BUAE MYKO3unada rnoJyioCctu pTa.

*KpoBsiHag xumepa.

*Peungmeupyownn o6CTpyKTUBHbLIA BPOHXUT.
k‘XpOHI/I‘-IeCKMVI ageHonauT (ageHounapl 2-3 CT). /

*BHyTpeHHss rmgpouedanus.

+[1ByCTOPOHHASA CEHCO-HEBparibHasa TyroyxocTb 1-2 cTeneHun.
*[TomyTHEeHMe poroBuLbl 060MX rnas.

*3agepxKa NCNXMYECKOro pasBuTuS.

[wsBflse jdzder | HOdzde | OolstskO



N3 NIMYHOIo apxmBa

4, 3,5. MMC IH TMna. HWXXHM cnacTu4eckun napanapes.
[atsBflse jdedz" | HOdzde' | Oolstste O
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d, 8,5. MMC IH TMna. HnxxHun cnactuyeckun napanapes. CteHo3
Ha ypoBHe KpaHMOBepTebpanbHOro nepexoaa.

[wsBMmlso jdzdzr | HOdede | OoBEEEO

N3 NIMYHOIo apxmBa



A
4, 8,5. MMNC IH Tvna. HMxHUn cnacTuyeckun napanapes. CTeHo3

Ha YpOBHe KpaHMOBepTebpanbLHOro nepexoaa. [MtsBMlse jdzdzr j| HOdde j "©oltstcO

N3 NIMYHOIo apxmBa






