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IHHATOI'EHE3, KIMHUYECKAS KAPTUHA, IUATHOCTHKA
N JEYEHHUE BOJIE3HHU I'OILIE

M.B.BenorypoBa
CaHkT-lNeTepbyprckas rocyaapctBeHHas negmatpuyeckas MegmunHckas akagemms

Bones3Hb MNwe (Blr) — Hanbonee yacTo BCTpeyva-
loLasics reHeTnyeckn obycnoBneHHas MM30comMHas 60-
ne3Hb HakonneHus. MpuynHa 3abonesanuns — neduumT
NN30CcoMHOro depmeHTa — B-rniokouepedbposnaasbl.

UcTopuueckaa cnpaeka

KnuHuyeckas kapTuHa BIC 6bina BNepBblie onuca-
Ha B 1882 monoabim dpaHuy3sckum Bpadom Philippe
Gaucher. OH onucan XeHLWnHy C aHeMUEN, C geTcTBa
MMEBLLYIO MAaCCUBHYIO CMJIEHOMEranunio 1 cTpagasLuyto
OT TAXENbIX KPOBOTEYEHUIA N pasnnyHbIX UHPEKLM-
OHHbIX OCNOXHEHUN. KpynHble HEOObIYHbIE KIETKU,
HallaeHHble B ceneseHnke npu aytoncum @ununn lowe
NPUHAN 3a 3/10KA4ECTBEHHbIE anUTeNManbHble KNeTKU.
OBapguatb net cnycts gokTop Brill, onnceiBas cxoagHyo
NMPUXU3HEHHYIO KITMHNYECKYIO KapTUHY 3aboneBaHus y
OpYyroro nauneHTa, Ha3ean 3TOT CUMMNTOMOKOMIMIEKC
«6onesHbio Mowe». M Tonbko 4yepes 80 net, B 1965
roay, Brady oBHapyxun kno4eBoi MeTadbonmyeckui
nedekT, nexawmin B ocHoBe passutua bl — pedpuunt
B-rntokouepebpo3naasbl, HTO NPUBOAMT K Hakonne-
HUIO rnokouepebpo3naa B Makpodarax pasfinyHbixX
opraHoB. KneTkn, B KOTOPbIX HakannMBaeTcs Hepac-
LenneHHbIN rnokouepebpoang Obinv Ha3BaHbl «kKJeT-
kamu lowe».

Cnepylolee KpaliHe Ba)XHoe coObiTue B UICTopun
BI' nponsowno B 1978 roay, korga rpynna y4eHbix BO
rnaee ¢ AokTopom Stahl oTkpbina mexaHnam makpoda-
rajisHoro rMKONPOTEMHOBOMO peLenTopa, Y4To SBUI0Ch
OCHOBOWM Ans pa3paboTkM COBPEMEHHON HEePMEHTO-
3amecTtutenbHon Tepanun (P3T) 6onesHu lMowwe.

FleHeTuka

Bl — ayTOCOMHO-peLeccuBHOe reHeTn4eckoe
3ab05eBaHVe, BO3HMKAIOLLEE B pe3ynbTate mMyTauum
B OBYX aNfieNiax reHa riniokouepedposnaasbl, KOTopbIi
nokanuadyetcs B pernoHe g21 Ha xpomocome 1. B
HacTosuee BpeMs onncaHo 6onee 300 myTauuii, HO
Hanbonee 4acTo BCTPEYAOLLMMUCS ABASIOTCH 7 N3 HUX:
cpenn 6onbHbIXx eBpeeB-AlikeHasn : N370S, 84GG,
L444P, IVS2+1, y npo4nx 60nbHbiX - L444P, D409H,
R463C n IVS2+1.

3aboneBaeMocCTb

Bl - naHaTHM4Yeckoe 3aboneBaHue M nopaxaeT
OAVHAKOBO 4YacCTO JINL, XXEHCKOIrO U MYXCKOro MoJioB.
YacTtoTa 3aboneBaHus B nonynsauum konednercsa ot 1
Ha 40.000 gpo 100.000, HO cpean eBpeeB-AllkeHa3n
yactota bl 3HaUMTeNbHO BbiWe U cocTaBnaetr 1 Ha
450- 500.

MatoreHes

Bl BO3HMKaeT B pe3dynbTate OTCYTCTBUS UK pes-
KOrO CHUXEHUS aKTUBHOCTU JIN3OCOMHOI0 pepmeHTa
B-rnokouepebposnaasbl. ITOT GEPMEHT, COCTOSALLMN
13 497 aMNHOKMNCNOT, MPUCYTCTBYET B JIN30COMax BCEX
TKaHen, 4TO 0OBACHSET MYNIbTUOPFraHHYO KapTUHY NO-
paxeHus npu Bl dyHKUnA pepmeHTa — paclienneHme
rnokouepedbposnaa (Ha3biBaeMOoro Takxe FoKo3unue-
pamMnaoMm) Ha rakosy n uepamug,. (Puct)
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PucyHok 1. Cxema pacliensiieHus rnokKosunue-
pamMupa Ha raKosy u uepamupa

Imiokouepebpo3una ABASETCA KOMMNOHEHTOM KJe-
TOYHOI MeMOpaHbl NENKOLIUTOB N 3PUTPOLIUTOB N Npu
3aBEpPLUEHNN XMUIHEHHOIO UMKa 3TUX KNEeTOK Npu OT-
CyTCTBUU B-rnokouepebpo3naasbl AaHHbIN cybcTpaTt
He nopBepraeTcs GM3N0N0rM4yeckoMy NpoLLeccy pac-
LLLensIeHns C NocneayoLwen peyTuansaumeit NpoaykToB
ero gerpajauuvu, a HakanauBaetTcs B Makpodarax
pPasfINyHbIX OPraHoB, rNaBHbIM 06Pa30M — PETUKYIO-
3HAOTeNnanbHol cnuctembl. KoHLEHTpaums rniokoLue-
pebpo3naa B nnasme MoxeT yBenmumeatbes B 2-100
pa3 u 6onee B cpaBHEHUM C Hopmoi. Makpodaru,
Harpy>eHHble roKouepebpo3nooM, UMEKT TUMUYHYIO
MOpPdONOruo ¢ NEHNCTON ronyboBaTon LuToniasmon
1 GONbLUNM CMELLEHHbIM K nepudepun Aapom, U Ha-
3bIBalOTCA «kneTkamum fowe» (pnuc2).

PucyHok 2. Knetka lNowe B KOCTHOM Mo3re

MHbMAbBTpaumnsa pasnuyHbix TkaHen knetkamm Mowe
NPMBOAUT K aHOMasibHOMY YHKUVMOHNUPOBAHMIO OpraHa
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C NOSIBSIEHNEM KJIMHNYECKUX cuMnTOMOB. CkonneHne
KneTok lowe BbI3bIBaET HE TONIbKO MEXaHMYECKYIO Op-
raHOMEerananio, HoO U BblAENEHNE NPOBOCHANUTENbHbIX
LMTOKWMHOB, Takmx Kak nHTepnerkuHel (IL-1, IL-6, IL-10),
dakTop Hekpo3a onyxonn — anbda, a Takxke M-KCP
(MakpodaranbHbIn KOTOHMECTUMYANPYOLWNIA pakTop).
Takum o6pa3om, BTOPUYHOE MOBPEXAEHME KJIeTOK
TKAQHEN N OpraHoB MOTEHUMANbHO MOXET MPUBECTU K
HeoBpaTUMbIM U3MEHEHUSIM C MOTEpPelt HopMasibHOM
byHKumn. Tak, HanpuMep, U3BECTHO, 4To IL-6 cTumy-
nupyeT pe3opObLmnio KOCTHOW TKaHW C HapyLleHUEeM
HOpManbHOro GopmMMpoBaHus KocTu, a lL-10 nogasnseTt
CEeKpeTopHYI0 akTUBHOCTb OCTe06/1acTOB U MUHepa-
Nn3aumio, 4TO NPMBOAUT K PA3BUTUIO OCTEONMEHUN NN
ocTteonoposa. Kpome T0ro, IL-6 nrpaet BaxHyto posb
B nogaepxaHun ¢asbl «0OCTPOro BOCNANMUTENBHOMO
OTBETa», 4TO MOBbLILLIAET PUCK MOSIBAEHUS aHOMaNumn
B NPOAYKLUM MMMYHOTrNOBYNNHOB W, CNefoBaTesbHO,
BO3HVUKHOBEHUSA Pa3INYHbIX NHMEKLMOHHBIX NpOLEeC-
COB, a TakXe pa3BUTUS 3/1I0KAYECTBEHHbLIX remobna-
CTO30B Yy naumeHToB ¢ bl

B natoreHe3e HeMpoOHONaTU4YeCKNX TUMOB, BUAMN-
MO, 60JIbLLYIO POSb UrpaeT NPON3BOAHOE TItoKoLepe-
6po3unaa — rnokoCOUHIO3UH, NOBbILLEHHbIE KOHLEHTpa-
LMW KOTOPOro OblNKn BbiSIBNEHbI B KOXE WU TKaHW MO3ra
y 60nbHbIX 2 1 3 TMNamu BI.

KnuHunyeckas kaptuHa.

Bl — ypeasBblvaiiHO reTeporeHHoe 3abonesaHue. [1o
HEeOaBHEro BpeMeHu pasnuyanm 3 KIMHUYECKMX Tuna
3a60/1€eBaHNA B 3aBMCUMOCTU OT HaNN4YUS U CTEMEHN
TSXXECTU BOBJIEYEHUS LEHTPAIbHOM HEPBHOM CUCTEMBI:
1 - He-HeMpoHoNaTU4yecknin, 2 TMN — MHOAHTUNbHbBIN
(oCcTpbIli) HEMPOHONATNYECKUIA U 3 — IOBEHUSIBHBIN NN
B3POC/IbIN (XPOHMYECKNIA) HEMPOHOMNATUYECKUNA.

Tun 1 (He-HeilpoHONaTUYeCKUii) — Hanbonee 4acTo
BCTpevawowminca Tmn 3aboneBaHnsl, xapakTepusyto-
WMIACS Ype3BblyaliHbIM pa3HOOOpasnemM CUMMNTOMOB
N KJIMHMYeckoro TtedeHus. Hanpumep, 3aboneBaHue
MOXeT OblTb NPakTUYeCckn B6ECCUMMTOMHBLIM Y OOHUX
G0JIbHbIX (y B3POCAbIX) U CcTaTb MPUYMHON FNyboKol
MHBaNMAHocTM y apyrmux. O6bivHO Bl pebioTupyeT B
[EeTCKOM BOo3pacTe, Of4HaKo y psiaa 60MbHbIX NepBbie
CMMMATOMbI MOTYT MNOSIBUTbCS B 3-4 gekagax XU3Hu.
YeM paHblue nposiBnseTcs 3abosieBaHne, TeEM Taxenee
OyaeT KNMHMYeckasi KapTuHa nNpy oTCyTCTBUKN cneumdun-
yeckon Tepanunn. Npn 9TOM NPOAOIKUTENBHOCTb XU3HN
Takux 60nbHbIX cocTaBnseT oT 6 o 80 1 6onee nert.

Hanb6onee yacteiMn cumntomamu Bl aensaoTcs:
- CnneHomeranusa (CUMNTOM MOCTOSIHHbIA U Haun-

6onee paHHWUIN), kKak BeccMMnToMHas, Tak U Bbl-

3blBatowast 60/eBbIE OLLYLIEHUS NPU 3HAYNTENb-

HOM yBeNnn4eHnn cene3eHkn. Ee pasmepbl MOryT

npeBbIWaTb HopMasnbHble B 4-70 pa3. OBbIYHO Y

00JIbHOro UMeeTCsl U renaTtoMeranusl, BblpaxeH-

Hasl B MEHbLUEN CTENEHW, OAHAKO pa3Mepbl NeYeHn

MOryT NpeBbiwaTbh HopMarnbHble B 1,5 -10 pas.

- TpomMGouMTONEHUS /NN aHEMUS C XapaKTepHOM
JIerko KPOBOTOYMBOCTbIO AECEH MPU YNCTKE 3y-
608;

- 3amenneHHoe 3aXuBNEeHWE paH, yaJMHEHUE
CBEpPTbIBAEMOCTM KPOBU, NPOAOIKNTENBHBIE MEH-
cTpyauuu;

- MopaxeHne kocTel, npoTekaoLwee nnm Geccum-
NTOMHO MUAWN C HANIMYNEM PA3HON CTEMNEHUN UHTEH-
CUBHOCTM 60fieil 1 BO3HUKHOBEHMEM acenTuye-
CKMX HEKPO30B (rnaBHbIM 06pa3oM, y B3POCIbIX
O0JIbHbIX);

- 3ajepxka pocTtay geten nnm 3agepxka nonoBoro
pas3BuUTUS y NOAPOCTKOB;

- CnabocTb, ObICTpas YTOMASEMOCTb, HU3Kas ToNe-
PaHTHOCTb K GU3NYECKUM Harpy3kam;

- XapakTepHas nUrMeHTaums Koxu B obnactum Ko-
JIEHHBIX, TOKTEBbLIX CYCTaBOB M Ha rOJIEHSIX.

Mpwn T>XKENOM TEHEeHUM BONE3HN MOXET Pa3BUTLCS
nopTtanbHas rMNEepPTeH3nsa C NPOrpecCupoBaHNEM B
LMPPO3 MeYeHn.

CTeneHb TsxxecTn 3aboneBaHus KoppenmpyeT C
reHotunom Bl Hanwywne, no kpariHen mepe, OAoHOM
konun myTtaumm N370S ceasaHo ¢ tunom 1 Bl (He-
HenpoHonaTMyYecknm), NPM KOTOPOM HUKOrga He no-
paxaeTtca LUHC, Torga kak roMmo3nuroTHOCTb No L444P,
NpakTUYeCKn BCerga cea3aHa ¢ TMnom 3 (XpPOHNYECKUM
HENPOHONATUNYECKNM).

MpakTnyeckn BCe opraHbl U CUCTEMbI MOFYT MO-
paxarbcs npu Bl ckenet, BHYTPeHHWEe opraHbl, Kpo-
BETBOpHas cuctema, nerkme, Koxa, cepgue, rnasa,
XeNyao4yHO-KULWEYHbIA TPAKT 1 MeTabonnam B LIESIOM.
OpHako Hanbosiee 3Ha4MMbIMUN OCNIOXHEHUSIMU, MPUBO-
OALWMMU K TSXKENON MHBaNNAM3aUMN, SBASIOTCS KOCTHbIE
nopaxeHusi. CnekTp BOBJIEYEHUS KOCTEN Ype3BblHaliHO
LWNPOK: MHOUNBTPALLMSA KOCTHOrO MO3ra, OCTEONEHUS 1
0OCTEONOPO03, HAPYLLEHME B PEMOAENVNPOBAHNN KOCTHOWN
TKaHW, OCTEOHEeKPO3, OCTEONM3NC N OCTEOCKIEPOS.
KnnHnyeckm aTo NposiBASIETCS XPOHUYECKUMM KOCTHBIMM
60/19M1 Pa3SINYHON MHTEHCUBHOCTU: OT YMEPEHHbIX A0
KOCTHbIX KPU30OB C CUMNTOMaMn OCTPOro BOCManeHus,
naTonornyeckumm nepenomamm (puc 3, 4), 3agepxkon
pocTtay feteir. KOCTHble KpM3bl NPOSIBASIOTCS MyUYUTENb-
HbIMW MHTEHCUBHLIMU 6OISIMU B KOCTSX, rMNepemMuent B
o6nacTn cycTaBoB, NMXopankoin. KnmHnyeckn cocTosi-
HME OYEHb HANOMUHAET KAPTUHY OCTPOro OCTEOMUENU-
Ta. OgHako Npu ocTeoCUNHTUrpadumn nogobHble oyarm
BbIFNAAAT «XON0AHLIMW», HE HaKanAMBaloLWMMM N30TOr,
B OT/IMYME OT UCTUHHOrO GakTepuanbHOro BocnaneHus
KOCTHOW TkaHW. B KpOBWM Ha BbICOTE KpM3a OTMEeYaloTCs
yBenndeHHas COD n nenkounTos. MNpoaonxmnTenbHOCTb

Ta6nuua 1. KocTHble nopaXxxeHusa npu 6one3xu MNowe

Jlokanusauuns

MposBneHusn

Onadnsbl 6egpeHHbIX KOCTEN

aedopmaunm SpneHmerepa

[onoBkn 6eApeHHbIX KOCTEN

acenTn4ecknn HEeKpO3

[MneyeBble KOCTU

NUTUYecKMne o4arm, acenTUIecKknin HEKpOo3

Tena NO3BOHKOB (rPyAHOM W NOACHWYHbIA OTAEMbI)

acenTU4Yeckuii Hekpos/ nepernom

KocTtn Tasa

acenTn4ecknn HEKPO3

KocTn roneHmn

JNINTN4YeCcKne odaru, apo3nn HaagKoCTHNL bl
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KOCTHbIX KPM30B MOXET COocTaBnsaTb OoT 12 yacoB go
HECKOJIbKMX CYTOK. BO3HMKHOBEHNE KPU30OB CBSA3AHO C
MHdapKTamMu B AJNHHbIX TRY6OYaTbIX KOCTSAX. B Taxenbix
cnyyasix BO3HWKAIOT MaToNIorMyeckne nepeniombl, a B
clly4yasix paspyLUeHns Ten NO3BOHKOB - KOMMPECCHMOHHbIe
nepenomMbl c 06pasoBaHneM rpyobix aedpopmaumii, Tpe-
OyloLLMX OnepaTMBHOM OPTONeaNYeCKOon KoppekLmn. ITn
N3MEHEHUs1 HOCSAT yXke HeobpaTUMBbI XapakTep, AaxXe B
cny4yae Hadyana O3T B agekBaTHbIx fo3ax. PakTopamm
pucka pasBUTUS KOCTHBLIX U3MEHEHWI SBNSIETCS MY>XCKOM
non v cnneHakTomus. B Tabnuue 1 npeacTaBneHbl Hav-
6osiee YacTble KOCTHbIE MOPaXeHUs Y NaumMeHToB ¢ B,

Hanbonee T19-
Xenoe KJMHU4Yeckoe
TedyeHne Bl nmeet y
OO0JIbHbIX € 2 TUNOM
(oCTpbIM HENpOHONa-
TUYECKNUM), KOTOPbIN
xapakTepuayeTcs
0O4YeHb paHHUM nebio-
TOM B BO3pacTe Ao
1 roga u BGbICTPLIM
nporpeccupoBaHMeM
3aboneBaHus ¢ rena-
TocnaeHomeranmen,
Kaxekcuen, 3anepx-
KOM NCUXO-MOTOPHOI0
pasBuUTUS, NPU3HaKa-
Mun BoBnevyeHusa LLIHC
(doTo 1).

MpeBanupyowm-
MU aBnatoTCsa Oynb-
GapHble paccTpoii-
cTBa: cTpabusm,
peTpodnekcus Lwewn,
oncoarma, napuH-
rocnasm, nporpec-
CUBHble AblXxaTelb-
Hble paccTponcTBa
MU npoyve Npu3Haku
BOBJIEYEHUS CTBO-
fla rofI0BHOrO MO3ra.
O6bl4HO Takue aeTu
He LOXMBAlOT A03-X
net.

Tun 3 (XpOHU-
4eCckuin HempoHona-
TUYEeCKUI) paspens-
eTcs Ha 3 BapuaHTa
B 3aBUCUMOCTU OT
CTeneHu NposiBieHns!
HEBPONOTrN4YeCcKnx
CMMATOMOB. B uenom
TMn 3 xapakTtepuay-
eTCsl CpaBHUTEJIbHO
TSXEeNnbIM nporpenm-
€HTHbIM nopaxeHnem LLHC 1 ,ocTtaTtouHO yMepeHHbIMU
opraHHbiMKU nosiBneHnsaMu. O4eHb 4acTO HEBPOJIO-
rmyeckme CUMMTOMblI MOSBASIOTCH ropasfo nosxe
opraHomMeranum n npoumx npossneHunii bl n Takmne
nauMeHTbl MOTyT ANIMTENbHOE BPEMS UMETb AnarHos 1
Tuna 3aboneraHus. Tun 3B onucaH kak 3abonesaHue ¢
YMEpPEHHbLIMWN HEBPOIOrMYECKMMU NPOSIBIIEHNSIMU, HO C

PucyHok 3: OcTteonopos,
JINSNC KOCTHOW TKaHMW,
naToJsiorm4eckuim nepesiom

PucyHok 4. MPT GeppeH-

HbIX KOCTen. Jiutnueckue

oyaru, oopasoBaHue no-
JIOCTEWN.

Tleduampus u demckas xupypeus. Ne3. 2010 e.

doTol1. BonesHb MNwe, Tun 2.

6oJiee BblpaXeHHbIMM OpraHHbIMU NopaxeHuamu. Tun
3C — KpanHe peakuin BapuaHT, XapakTepu3yloLwnicsa
HanMynem kanbumdukaunm cepaeyHblX KnanaHos,
OKYSIOMOTOPHOM atakcuein, NOMYyTHEHNEM POroBMLbI
1 3a4EPXKOM YMCTBEHHOIO Pas3BUTUS.

Tun 3a 06bIYHO HA4YMHAETCA B AETCKOM WM Nnoja-
POCTKOBOM BO3pacTe. TMANYHBIM PAHHUM CUMNTOMOM
3aboneBaHns ABASETCS N30/MPOBAHHbI FOPU3OHTaSb-
HbI Nape3 B3opa. Y 60nbHbIX UMeeTcs renatocnie-
HOMeranna mn BoBnevyeHne kocTten. lNporpeccuBHoe
nopaxeHne HepPBHOM CUCTEMbI MPUBOAMUT K Cya0pOoram,
aTtakcuu, cnacTU4eCKUM U3MEHEHUAM, OEMEHLN U B
psane cnyydaeB K cmepTun yxe Kk 20-30 rogam.

Tun 3B MmaHudecTnpyeT 06bIYHO B paHHEM BO3pac-
Te C renatocnjieHomMeranmen n gpyrumm CMMnToMamm
Bl ogHako nopaxeHwe HEPBHOW CUCTEMbI OblBaeT He
CTOJIb 3HAYUTENBbHLIM M YACTO OrpaHNYMBaeTCs NuLlb
rnasHbiMKU CUMNTOMaMU.

B 2001 rony EBponeiickasa Pabo4yasa rpynna no
HenpoHonaTundeckon Bl npeanoxunna HOBYIO Klaccu-
dukaumio Bl pekomeHO0BaB NCKOYUTL NOATUMbI 2 U
3 TMnoB BI' n ncnonb30BaTh TOJIbKO TEPMUHbI «OCTPbIN»
N «XPOHUYECKWUIA» TUNbl HerpoHonaTmnyeckom br.

TeyeHne BI' Henpeackadyemo 1 nporpeccus 3a-
6oneBaHMs MOXeT NPoun3oiiTn B nobomM Bo3pacTe, HO
Yalle BCero nporpeccumposaHne 60/1e3HM BCTpeyaeTcs
y oeTen.

AwnarHoctuka

B HacToswee Bpemsa gnarHocTtmka Bl cknagpl-
BaeTCs M3 NocnenoBaTeNibHblX 3TAMOB: KIMHMYECKOrO
obcnenoBaHusl, GUOXMMMYECKOro aHanmM3a akTUBHO-
cTn B-rnokouepebposnpasbl U XMToTpruasnaasbl, u
MONEKYNSPHO-FEHETUYECKOIO aHanumsa.

KnuHnyeckuii (npe3ymnTusHbIn) gnarHo3 bI' mo-
XeT ObITb OCHOBAH Ha BbISIBIEHMW Y NALUVEHTa Cneayto-
LLMX CUMTOMOB B pa3fiM4yHo KoMBUHaLmMn: renaTocnJse-
HOMeranus; crniaeHomMmeranms ¢ TpoMmbouuToneHuemn
M NPOSIBIEHUSMU TUNEPCNAEHN3Ma; Nepnogmyeckme
KOCTHble 60/1; NaTONOrMYecKne M3MEHEHUST KOCTEN,
BbISIBJIEHHbIE MPY PEHTFEHOI0rMYeckoM obcnenoBaHnm;
3ajepxkKa pocTa 'y AeTen, remopparmyeckuin gnates.

OKOH4YaTesNbHbIA AMArHO3 OCHOBbLIBAETCH Ha
BbiiBNEeHUN peduunta B-rniokouepedbpo3naassl,
cneumdmnyecknx MyTaLnii 1 NOBbILLEHNS YPOBHS M0~
kouepebpoanpa.

MpocTenwmnin meTon, anarHocTuku bI' — Guoxmummn-
4yecKuii aHann3 akTMBHOCTYU B-rntokouepebpo3naassbl.,
AKTMBHOCTb PepMeHTa onpenenseTca B nemkoumrtax
KPOBW UM KOXHbIX dnbpobnacTtax. B HopMme ypoBeHb
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ee akTUBHOCTWU cocTasngeT 4,6—19 HM/mr/4ac. Y na-
umeHToB ¢ BI' ypoBeHb ee akTMBHOCTU CHUXeEH A0 30%
1 MmeHee. Kak npaBuao, CTeENEHb CHUXEHUS aKTUBHOCTU
B-rniokouepebpo3npasbl KOPPENNPYET C TAXECTbIo
KJIMHNYECKOrO TEYEHUS.

leHeTn4eckMn aHannM3 NO3BONSET ONpPenennTb
MyTauum reHa rnaokouepebpo3nnasbl, xapakTepHble
ona Bl 1 umerowme NporHoCTU4ecKkoe 3HavyeHue, a
TakXe BbIIBUTb reTEPO3UrOTHLIX HOCUTENEN NaTono-
rMYeckoro reHa.

O6HapyxeHue kneTok l'owwe B KOCTHOM MO3re unm
6uonTtaTe NevyeHn He SBNSIETCS AMArHOCTUYECKU 3Ha-
YAMBIMW, A NULWb «NOAAEPXMBALLMMY» KIUHNYECKNN
anarHo3d Bl noaTomy B HacTosLLee BpEMS MHBA3UBHbIE
MeToabl 06cneoBaHus NaLMeHToOB C NO03PEHMEM HA
Bl He aBnsaOTCA onpaBaaHHbLIMM.

[na npeHaranbHo anarHocTmkm bl ncnonb3yercs
onpepeneHne akTMBHOCTMK B-rniokouepebpo3naasbl B
GunonTaTe XopuoHa Unn nelikounTtax nioga.

AunddepeHumnanbHbiii ANarHos

Kak npaBuno, Bce 60J1bHbIE C BbISIBIEHHOM renaTo-
cnieHoMeranMen nogBepranTcs NCcnenoBaHnio KOCT-
HOro Mo3ra u nNpu psae rematofiornieckmx 3abonesa-
HMA B MMenorpaMmMe MOryT BelSIBASITbCS NceBano-lowe
knetkn. K Takum 3aboneBaHnsiM OTHOCSTCS XpOHMYe-
CKUIA MUENONENKO3, XOAXKMHCKME N HEXOLXKMHCKNE
NMM@POMbI, OCTPble N XPOHUYECcKne nMMPOoNenKossol,
MHOXECTBEHHAass MnesioMa, BpOXAEeHHAs AN33PUTPO-
noatmyeckas aHemMus 2 TMna, TanaccemMusl, BOnocaTo-
KNIE€TOYHbI NEenKos, rMcTnoumTo3

MHorpa 6onbHble ponro obcnenyoTcs y rema-
TOJIOFOB B CBAA3W C remMopparn4eckmm CUHAPOMOM
C pasnMyHbIMW AMarHo3amu naTtoaorum remocTasa.
[MauneHTbl C Bbipa>X€HHbIMM KOCTHLIMM NPOSABEHNAMN
OY€eHb 4YacTO Nle4yaTcs y OpToONeLoB-TPaBMaTONOroB C
[MarHo3amMm XpoHMYeckmin 0CTeoMMENUT nnn 6onesHb
KanbBe-lepTeca.

BI' Heobxoanmo anddepeHUnpoBaTb N APYruMun
6one3HAMN «HakomnfeHus», Hanpumep, ¢ 60/1e3HbIO
Humana-lMuka.

Buoxumuuyeckmne mapkepsoi bI

Y naumeHToB ¢ BI' B KpOBU OOBLIYHO MOBLILLIEHO
coaepxaHue TapTpaT-pe3ncTeHTHOW kucnon ocoda-
Tasbl, NCTOYHNKOM KOTOPOW cuyMTaloT Knetku fowe, n
aHrMoTeH3nH-npeBpawiaowero gepmenHTta. Y paga
©O0JIbHbIX PEFMCTPUPYIOTCS CHUXEHHbIE YPOBHU COaep-
XaHust GaKkTOpOoB CBEPTbIBAHNS (0COBEHHO Y NaLMeHTOB
CO cnieHoMeranunen), 4To B codeTaHum ¢ TPOMOOLNTO-
neHnen ysenndneaeT CKIOHHOCTb K reMopparnyecknm
nposiBneHnsm. JocTtaTo4yHo 4acTo y G0nbHbIX ¢ BIr
perncTpmpyeTcs NoBbILLEHHOE coaepXaHne heppnTu-
Ha, KOTOPbIN CeKpeTnpyeTca knetkamum fowe n/mnm nx
MOHOLMTapHbIMUY NpeaLllecTBeHHUKamm. OgHako nepe-
YyncleHHble BMoXMMMYeckme nokasaTenu He SBNASIOTCS
cyry6o crneumnduyHbIMN N He ABNSITCA Mapkepamu Bl
OcHoBHbIM cneundunyeckum mapkepom BIN asnsetcs
dbepmMeHT xmToTpHasupasa, onpenensgemas B nnasme.
XutoTpmasunpasza — GpepmMeHT, KOTOPbI NPOoAyLupYy-
eTcs knetkamu fowe M NO3TOMY €e KOHLeHTpauums
NpakTU4ECKMU NPSAMO NPOMNOPLMOHANbHA TAXECTN KNU-
HUYECKNX NposiBNeHun. Y nauneHToB ¢ bI' akTUBHOCTb
XNUTOTpMasnaasbl MOXeT ObITb NoBbieHa B 50 -100 pa3s
B CpaBHeHMN ¢ HopmoW. MNpwn ycnewHomM NpoBeAEHUMN
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®3T aKkTMBHOCTb XMTOTPUa3ngasbl CHUXAETCS, HTO
[enaeT ee xOpowuM MapkepoM MOHUTOPUPOBAHUSA
3P DEKTUBHOCTU NeYeHUs.

AononHutenbHble MeTOoAbl 06CcNenoBaHUS.

PeHTreHorpadgua kocrten ckenera: npu bl Bbl-
ABNAIOTCA UBMEHEHUS B ANMHHbBIX TPYO4YaTbIX KOCTSX B
BUOE NCTOHYEHUS HAAKOCTHULLbI, MOHMXEHHOM Tpabe-
KYNSIPHOCTU KOCTHOW TKaHu, NPU3HaKM O0CTeonoposa.
XapakTepHbl gedopmaumm guctanbHbix MeTadumn3os
OGenpeHHbIX KOCTEN B BUAE «KoNb dpneHmenepa» (puc
5), KoTOpble BLIFNAAAT Kak OynaBoBUAHbIE UKW KONGO-
BUOHbIE B3OYTUS KOCTU. Y AeTein OoTMeyvaloTCcs npo-
[ONbHOE PACCNOEHNE KOPTUKANBHOIO CNOS N IMHENHbIE
nepuocTasnbHble HACA0EHNS HA NOBEPXHOCTU ANNHHbIX
TpybyaTbix kocTen. Mpu nporpeccmMBHoM TedeHun bBIr
TAXECTb MOPAXEHNS KOCTEN MOXET NPOSABNATLCS B BUOE
acenTMyeckmnx HeKpo3oB (rnaBHbIM 06Pa30M rOJIOBOK
6eapeHHbIX KOCTEN), 04aroB IMTUYECKOW AeCTpyKUmn
M NaToNOrM4eCKuUx NepenomMoB. PeHTreHoNnornyeckui
MeTon GUKCUPYET yXe AaNeko 3aweaumne ctagmm Bo-
BIeYEHMNST KOCTEN.

AdeHcutomeTpua ABNSA-
eTcs 60o5ee YyBCTBUTEJIbHbIM
METOAO0M BbISIBIEHUSA CHUXE-
HUSA MUHEpasbHOM NJIOTHOCTU
KOCTHOW TkaHu. B HacToswee
BPEMS C NMOMOLLbIO OEHCUTO-
METPUN CTaN0 BOSMOXHbIM
BbIIBNIATb U KOJIMYECTBEHHO
N3MepPSATb CTEMNEHb Mopaxe-
Hua ckeneta npu bl a Takxe
OCYLLECTBAATb KaK PaHHIOW
OMarHoCTMKY OCTEONEHUU, TakK
N MOHUTOPUHI Mpu nposege-
Hun O3T.

Mpn ynbTpa3BYKOBOM
nccnepgosaHum n MPT neve-
HMW U CeNe3eHKN BbISBASIOTCS
o4aru ¢ NOBbILWEHHON UNKn No-
HUXXEHHOW NAOTHOCTbLIO CUrHa-
Nna, 4TO MOXET ObITb CBA3AHO C
Hanuynem uwemuun, Grnbposa
M MHOUNbTPaALUUM OPraHoB
knetkamun fowe.

Henpodusvonornueckmne meroabl nccnepo-
BaHMUA HE BbIABAAIOT creunduniecknx M3MmeHeHun y
60nbHbIX ¢ 2 1 3 TUNamu Bl nameHeHus Ha 33l HocAT
Hecneundun4eckmin xapakTep.

JleueHune

Bl - nepBoe B CTOpMnN MegULNHbLI 3aboneBaHue,
npv KOTOPOM Havyata n 9dPEKTUBHO NPOBOAUTCS
d3T.

o 90-x ronoB npownoro seka neveHue bI' Hocu-
no cyrybo cumntomatnyeckuin xapaktep. M3T Obina
HayaTa B 1991 rogy B CLUA npenapatom Liepenasa
(dupma Oxensarim, CLLUA), koTopbI nony4ann na nna-
ueHTbl. C 1994 roga neyeHne NpoBOAUTCS NpenapaTtom
Llepesnm Toih xe dupmebl. LUepesnm (Mmurnouepasa)
— NPOAYKT pekoMbuHaHTHon JHK-TexHonorum - aHanor
yenoBeveckow rnwokouepebposnnassl. bonee 15 net
ncnonb3oBaHua npenaparta Llepe3mm Bo BCeEM mupe
rnokasano ero 4ype3BblyanHy 3PPEeKTUBHOCTb B BUAE
ObICTPOro KynMpoBaHWs CUMNTOMOB 3aboneBaHns Npu

Puc.5 «<Kon6a 3p-
neHmenepa».

Tleduampus scone 6ara xupypeusicol. Ne3. 2010 xe.
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YCNOBUWN Ha3Ha4YeHNs1 aAeKBaTHbIX 4,03 A1 KOHKPETHOro
nayueHTa.

depmeHTO-3amMecTUTENbHAA Tepanus ABAsSeTcCs
naToreHeTMYeckMM NeYeHUeM 1 ee Lenn — npenoT-
BpaLLleHne HeoBPaTMMbIX MATONIOMMYECKUX UBMEHEHWA,
0COBEHHO B KOCTHOI cUCTeMe, HopManuaaums GyHKLMIA
Nopa>keHHbIX OPraHoB, a y AeTel eLle n onTuMm3aums
NpPOoLLEeCcCcoB POCTa N Pa3BUTUS.

He Bce naumeHTbl ¢ BI' HyxaatoTca B @3T. Ecnun
3aboneBaHne MaHMdECTUPOBANO BO B3POCJIOM CO-
CTOSIHMM, NpoTeKkaeT MArko, He Hapywas kadecTsBa
XW3HN — Takne 60JIbHbIE HYXAaKTCA B ANHAMUYECKOM
HabnoaeHUK, 1 BONpoc 06 1x iedeHnn ByaeT pellaTbes
B 3aBMCMMOCTM OT TeYeHns 3abonesaHns U NosIBNIEHUS
nokasaHuii K Tepanuu.

CornacHo pekomeHpaumam ASCO 2002 ropa ne-
YyeHne nauneHToB ¢ BI' 4OMKHO ObITb HAYaTo:

Yy B3pPOC/bIX:

- NpwY HaNN4YMM NOPaXXEHUS KOCTEM, 3a UCKITIOYEHNEM

JIerkom OCTEONEHUN UIn
- Npu HannM4ynuM NO KpamHen mepe 2-x cnenyoLwmx

CUMMNTOMOB:

- CHUXeHNe ypoBHs remornobuHa go <115r/n y

XEHLWMH 1 < 125 r/n 'y My>X4uH
- yMeHbLUeHus Yucna TpomboumnTtos <120* 10°
- yBennyeHne obbema neveHn > 1,25 ot HopMmbl
- yBENNYEHNE PA3MEPOB CENESEHKN > 5 OT HOPMBI,

a TakXke Npu yxyalweHUn KavyecTBa >XM3HU, CBS-
3aHHoe ¢ Bl B Buge HecnocobHOCTU MPOAYKTUBHO
QYHKLNOHMPOBATb U BECTU aKTUBHbIA 00pa3 >XM3HMU,
Nnpu BO3HMKHOBEHWM HapyLWeHW CHa, annetuta u
nenpeccumu.

Y peteit ®3T gonxHa 6bITb HAa4YaTa cpasy nocre
yCTaHOBNEHUS TOYHOrO AmMarHo3a, NnockoJibky AeTu
¢ BI' umeloT 6onbLIO pUCK Pa3BUTUS HEOOPaTUMBbIX
OCNOXHeHun. JnarHos, ycTaHOBNEHHbIN B 1-2 pekagax
XW3HU CBUAETENLCTBYET O OLICTPOM MPOrpPeCCUBHOM
TeyeHun. PaHHee Havyano nevyeHnst NoSIHOUEHHbIMU 40~
3aMn Heob6xooMMO Ons AeTel B Nepmon CO3peBaHuUs
ckeneTa, rnaBHbIM 06pa3om, Afs Toro, 4Tobbl AaTe UM
BO3MOXHOCTb J0CTUYb HOPMaJsibHOW CKeNeTHO Macchl
N CTPYKTYpPbl K BBPOCJIOMY COCTOSIHMIO.

B HacTosee Bpema P3T Liepesmmom asnaetcs
«30/10TbIM CTaHAAPTOM» fledeHust onas naupeHTosc 1n 3
Tunamu BI". Bonee yem 15-neTHUIM ONbIT UCMNONL30BAHMUS
npenapaTta BO BCEM Mupe nokasan ero apodekTuB-
HOCTb 1 6€30MaCHOCTb C MUHUMAaJIbHbIM KOJIMYECTBOM
No6GOYHbIX peakLuii.

Llepesnm, 9BagoWwmMnca aHanoromMm 4en0Be4eCKom
rnokouepebpo3naasbl, — 3T0O MOHOMETPUYECKWUIA FNN-
KONpoTewvH, coaepxawmin 497 ammHokncnot. OH nmeeTt
[nocTaTo4yHo OonblIOW MonekynsapHbll Bec B 60,430
D n noaToMy He MOXeT MpoHMKaTb Yepe3 remarto-
3HUedanMyecknin 6apbep, 4To ABASETCSA NPENATCTBUEM
3P PEKTUBHOIrO UCMONb30BAHUSA €ro y O0fbHbIX C 2
TUnom 3aboneBaHus.

Jo3a npenapata unHauBmuayalbHa y Kaxnoro
6onbHOro. CTaHOAPTHOW CXEeMOW NevyeHusa saBnseTcs
nosa 30en/kr Beca Tena, BBOANMAaA B BUAE HENPOAO/ -
XUTenbHOM nHdy3nmn 2 pasa B mecsl,. [pu nopaxeHun
KOCTEeWN 1y NauMEeHTOB C BbICOKMM PUCKOM WX PasBUTUS
(ocobeHHO y neTei) po3a Llepesnma nonxHa cocrtas-
natb He meHee 60 ep/kr.

Tleduampus u demckas xupypeus. Ne3. 2010 e.

OTmeyeHo, 4To npu noseneHun G3T Hanbonee
ObICTPO, B T€YEHME HECKOJIbKMX MECSLEB, KYNUPYIOT-
Csl OpraHoMeranust U1 remMaTosiorMieckme CUMMNTOMbI,
yJlyylaeTcsl KayecTBO XU3HW. BoccTaHoBneHne no-
pPaXK€HHOW KOCTHOM TKaHW (ECNY UBMEHEHUSI HE HOCSAT
yXe HeobpaTuMbI xapakTep) NPoMCXoauT He paHee,
4yeM yepes 2 roga nevyeHus.

MOHUTOPUHI Tepanun OOJIXEH BK/OYaTh:

- dunankanbHoe obcrnenoBaHne — kaxaple 6 Mec;

- KJIMHNYECKUN U BUOXMMUNYECKMIA aHaNN3bl KPOBU
(BKIIOYAS aKTUBHOCTb XUTOTPUa3naassbl) - Kaxaple
3 Mec;

- yNbTPa3BYKOBOE MCClefoBaHne GPOLWHON Noso-
CTU — Kaxable 6 Mec;

- aHanma coctosiHua ckeneta (MPT, npeHcutome-
TpUs) — eXerogHo.

CneumnanbHble METOAbLI UCCNEA0BAHUS:

- HEBPONOrMYECKUA OCMOTP U UCCNeaoBaHue ABU-
XXEHUSA rnasHbiX 96710k — Kaxable 3 — 6 Mec;

- poBepkKa OCTPOThbl cCiyxa M 91eKTpodmnsnono-
rmyeckne MeTtonpl UCcnenoBaHUsa NoTeHUnanoB
rONOBHOIO MO3ra - eXerogHo.

KnuHuuyeckue cnyyam:

Cnyuyan 1 npeacrasngeT TUNMYHOE NPOrPecCcuB-
Hoe passuTue Bl y maumeHTa MyxXckoro nona nocne
CMNAEeH3KTOMUKN, NPON3BEAEHHOWN B AETCTBE.

MepBble Npu3Haku 3aboneBaHUs — ymMepeHHas
renatocnieHomMerannsa - nosBunmcb B Bo3pacte 1,5
net. Knuunyecknii gnarHo3 Bl 6bln ycTaHOBMEH B
Bo3pacTe 3,5 neT, korga B nNyHKTaTe KOCTHOroO Mo3ra
Oblnn 0O6HapyXeHbl kneTkn Mowe. Toraa xe Obla npo-
n3BegeHa cnaeHakTomus. B nogpocTkoBOM BO3pacTte
NosIBUINCb XpPOHMYeckmne 6onun B 06enx Horax. B 28
neT ANarHoCTUPOBAH acenTUYeCKUin HEKPO3 roJIOBKU
npaeoro 6eapa. Yepes 10 neT nocne MHOro4YNCNEeHHbIX
BOCMANNTENbHbIX MPOLLECCOB — 93HAOMNPOTE3MPOBAHNE
NIeBOro KOJIEHHOro cycTaea; nosieneHne 6onein B no-
3BOHOYHUKE. Y BONBLHOrO NPakTUY4ECKU MOCTOSIHHO
BO3HMKaNN BOCNanUTeNbHbIE NPOLECCHI C HArHOEHU -
eM, B 41 rog Nnpon3BeaeHo peaHaonpoTe3npoBaHmne
N1IeBOr0 KOJIEHHOro cycTaBa; Havyanu 6ecnokouTb
KOCTHble KpU3bl, KOTOPblE BHayalle Kynnpoeaiunuchb
cTaHgapTHbiMM aHanbretnkamm (HMBC). B 44 roga
npousseneHa septebpoakTomusa Th,. . B CBA3U C
paspyweHnemM nocnegHux. ocne BO3HWKHOBEHMUS
anuaypanbHoro abeuecca y 60bHOro Pa3BUACS HUX-
HM napanapes3 ¢ guchyHKLUMEN Ta30BbIX OpraHos. B
TOM Xe rogy npousBeneHa amnyTauus neBoi Horv B
CBSI3N C XPOHUYECKMM BOCMaNUTENIbHbIM MPOLLEeCCOM
1N HECOCTOSATENBbHOCTLIO 9HAONpoTe3a. B Bo3pacTe 47
net (8 2004 rony) ycTaHOB/IEH OKOHYATEbHbIV AMarHo3
BI' no 6uoxnmMmnyeckomMy MccrnenoBaHUI0 akTUBHOCTU
B-rniokouepebpo3unaasbl, KoTopasi cocTaBuna MeHee 5
%. B Bo3pacTe 49 neT KOCTHbIE KPU3bl CTaIN BO3HUKATb
1 — 3 pasa B Hegento, AnNAWmMecs No HeCKONbKY AHEN 1
Tpebyowme ona KynmpoBaHUs NPUMEHEHNS HAPKOTU-
yeckunx aHanbreTmkoB. C aHBaps 2006 rona (B BoO3pacTe
49 neT) 6onbHOM Havyan nony4ate P3T B A03e 60en/«r,
O[HaKO KOCTHbIE KPU3bl MOKa COXPAHSOTCS.

BonbHol sBnseTcs MHBaNMOOM, UMeeT ABa BbiC-
wnx obpasoBaHus, paboTtaeT gomMa No crneunanbHo-
CTW nNporpamMmmMuncT. XeHar, MeeT 2 340PO0BbIX AETEN.
(PoTo0 2)
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doT1o 2. BonbHoW K.

Cnyuan 2 npecraBnsieT nepsbin B Poccuum onbIT
npumMmeHeHus O3T y pebeHka.

Knnunyeckuin guarHo3d Bl 6bln ycTaHOBNEH B
Bo3pacTte 3 neT 8 mec, koraa gesoyka 6bina Bnepebie
rocnuTann3vpoBaHa No NOBOAY renaTocnjeHoMe-
ranuun. Mpu obcnepnoBaHnM BbiIBAIEHbl YMEpPEHHas
aHemMus, TpomboumnToneHus, HeboNblIMe peHTre-
HOJIOTNYeCckne U3MEHEHUS OJIMHHbIX Tpyb4yaTbiX
KocTelh obenx roneHen. Yepes ron yctaHOBIEH
OKOHYaTeNbHbIN anarHo3 bI' (sH3mmogmnarHocTmka n
reHeTU4YeCcKoe uccrnegoBaHue, BbiIIBUBLUEE MYyTaLMUIO
N 370S/?). Bone3Hb MeANeHHO nporpeccuposana.
B Bo3pacTte 10 net Hayata P3T. Ha MOMeHT Havana
NlevYeHuns y 0eBOYKM MMeNnCh Xanobbl Ha cnabocTs,
6bICTpYIO yTOMAsieMocTb. Mpn o6cnenoBaHnn BbISB-
JIEHO Hannyne rmnepnmMrMeHTaLmm KOXn Ha roieHsx,
yBennyeHne ceneseHkn +13 cm, neveHu +5cm, ypo-
BEHb remMornobuHa coctasnan 118r/n, KONM4ECTBO
TpombounToB - 99x 10" (poTo 3,4).

doT1o 3,4. BonbHag A. po neuyexHua (10 ner)
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Mpwu peHTreHorpadum 6uinm 0BHapyXeHbl OCTEO-
nuTuyeckue ovarn B gmacdumsax obenx 6enpeHHbIX
kocTel. CTapToBas n03a Lepenasbl coctaBuna 27en/
Kr. B nmocnepyiouwemM geBoyka npojonxana nevyeHue
npenapaToMm Lepes3nM B 403ax, He npeBbiwatowmnx 30
en/kr (n3-3a peduuunta npenaparta). log BAnsHuUEm
®3T, koTopylo AeBoyka nepeHocuna 6e3 kakmx — nMbdo
Xanob, ncyeanun Bce cMMNToMbl 3aboneBaHus, 3a UC-
KJIIOYEHNEM PEHTIEHONOINMYECKMX U3MEHEHNIN B KOCTSIX.
B HacTosilee Bpems geBylwike 20 neT, oHa yuyuTCcs B
YHuBepcuTeTe, BEOET aKTUBHbLIN 006pa3 XWU3HU, 3a-
HUMaeTcs CropToM (60NbLLOIK TEHHUC), XOAUT B FOPbI.
(PoTo 5).

doTo 5. BonbHaa A, 18 neT, nonyyaowaa 3T
B TeyeHue 8 ner.

[aHHble npuMepbl CBUAETENLCTBYET O TOM, YTO
Hayano natoreHeTudeckolh P3T y geteil HA paHHUX
cTaauax passuTusa 3aboneBaHus npegoTBpaliaeT
pasBuTME HEOOPATUMbIX U3MEHEHWIA B OpraHn3me u
obecneymBaeT HOpMaNibHOE KayeCTBO XMW3HW, a ne-
YyeHue, Jaxe B afeKBaTHbIX [03ax, Ha4YaToe npu yxe
CYLLECTBYIOLLNX HEOOPATUMbIX OCJIOXXHEHUSIX MOXET He
ObITb 9P PEKTUBHbBIM.

Tleduampus scone 6ara xupypeusicol. Ne3. 2010 xe.



