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3aboneBaHue, BbI3BAHHOE HapYLLIEHUSMU nnna-
HOro o6MeHa, Ha3biBaloT MMNuAo3om [10]. K Taxkensim
MaToONIOrMYECKUM NPOSABIEHNSIM, B TOM YNCE CO CTO-
POHbI KOCTHO-CYCTaBHOM CUCTEMBbI, NPUBOOAT HACNEA-
CTBEHHbIE NMMNNA03bI, BOSHMKAIOLLME B pe3ybTaTte ae-
durunTa OTAENBHBIX PEPMEHTOB, YHACTBYIOLLVIX B Me-
Tabonname nMNuaoB. 3amensnieHme nx katabonmama
B KJIETKaxX OTMEYaeTCs B HaCTHOCTU NPU IM30COMallb-
HbIX 3H3VMaTUYECKNX AedekTax. DTOT TMMN NaToN0rnm
obmMeHa BELLECTB OTHOCST K Tak Ha3blBaeMbIM Te3a-
ypucmo3sam, nnu 6onesHsam HakonneHnsa. B atux cny-
Yyasax NPoAyKTbl 0OMeHa OTKIaAbIBAOTCS BHYTPU Kie-
TOK B BUAE aMOP@HbIX An GUIaMeEHTO3HbIX Hakomne-
HWi1 [7]. HeHopMarbHO 60nbLIOEe KONNYEeCTBO NUNUAO0B
onpeaenaeTcsa n B XXnaknx cpegax. Jinnnpos-xonecre-
PUHO3 Y B0JIbHbIX C NEPBUYHBLIMU TMNEePIMNONPOTEN-
Hemuamu (I'J11) no ceBoer CyTy TakXe MOXHO CYMTaTb
©0ne3HbI0 HaKoMNeHNs n GepMeHToNaTUEN, MOCKONb-
Ky B nIn3ocomMax Makpodaros (MP) HeT HepMeHTOB,
paspyLlaloLLmX yrneBogoPOAHYO CTPYKTYPY MOMEKYIbI
xonectepuHa (XC). Mpw aTon depmeHTOnaTUK, NPUCY-
e Bcer yenoseyeckor nonynaumm, XC Hakannvea-
eTcsl B untonnasme, nm3ocomax, MembpaHax KneTok
W, YTO BaXHO, — B coeamnmHuTenbHon TkaHu (CT) cy6-
3HO0TENMANBHOMO CNOA apTepuin, CTPOMBbI Pa3/INYHbIX
OpraHoB C JanbHENLLMM Pa3BUTMEM TaM BOCMNANIEHUS.

1. PeBMaTnyeckue nposiBnieHus npu Hacnen-
CTBEHHbIX JIN30COMasibHbIX O0NIe3HAX HaKonse-
Hus. VI3BecTHO Bonee gecsaTka HacneACTBEHHbIX Nn-
30COMasibHbIX 60sIe3HEN HAKOMIEHUS CPUHIONUMNMU-
noB v ravkonunuaos [2, 10, 11]. K ravkonunmnaam
(cMewaHHbIM Nunugam, coaepXawmm yrneBoaHbIN
KOMTMOHEHT) OTHOCHAT Lepebpo3unabl, cyabdonnnu-
Obl, FAHMIMO3NAbl (CoaepXaTt onurocaxapug, cocTo-
AWNNA N3 MHOMMX MOHOcaxapunaoB). K cMelaHHbIM
MaKpOMOJIEKYIaM OTHOCATCS U iMnonpoTeunHsl (J11).
BonbLINMHCTBO IM30COMasIbHbIX 60NE3HEN HAKOMIEHUS
ayTOCOMHO-PELLEeCCUBHbBIE, a MOpaxeHune 3aTparnsaeT
OpraHbl C Hanbosee MHTEHCUBHBIM 0OMEHOM CHUHIO-
IMNMAOB U FNKOANNMOO0B.

nukonnnuabl BbISBASIOT TONbKO B MeMbBpaHax
M rnaBHbIM 0O6pa3oM — B NjasmMaTu4eckom membpa-
He. YrnesogHas 4acTb MMUKOAMNUAOB NpeacTaBnieHa
MOHO- 1 nonucaxapmgamm. Kak n Bce BeLLecTsa B op-
raHn3me, retepononuncaxapuabl rMKOAMNNAO0B He-
npepbIBHO 06HOBNAIOTCA. [Mpn HacnNeaCcTBEHHOWN He-
[0CTaTO4YHOCTM (PEepPMEHTOB, yHaCTBYIOLLMX B 0OMeHe
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NMOPAXEHUA PEBMATUYECKOIO
XAPAKTEPA NMPU NEPBU4HHOM
JIMNNO03E

B paboTe npesacrasaeHa HGOPMaLMS O MOPAXEHUSIX PEBMATUHECKOro Xa-
pakrtepay 60/1bHbIX C pas3JsindYHbIMU rnepBuUvYHbIMU JINMNL03aMU.

retepononmcaxapmaoB, OHW HaKanInMBalTCS B KIET-
K& — pasBUBAETCS MIMKO31403. PasHble rmmko3na-
Hble CBSI3N B retepononucaxapmngax rmaponusyoT
HECKObKO AEeCATKOB GEPMEHTOB — MNKO3NAA3, J10-
KanM30BaHHbIX MPENMYLLECTBEHHO B In3ocomax. Co-
OTBETCTBEHHO CYLLECTBYET MHOIO 6051e3HeN — rnu-
KO31O030B, Kaxaas U3 KOTOPbIX COMPOBOXAAETCS
HaKOMJIEHMEM B TN30COMax ONpPeaeneHHoro retepo-
nonncaxapuga nnu ux rpynn. K rnmko3ngo3am, ces-
3aHHbIM C HapyLLeHneM MmeTaboiM3ama yrieBogHoM Jya-
CTW FMKONUNUAO0B, OTHOCAT 60/1e3Hb "oLle, CUHOPOM
Kpabbe, Pabpu, Tes — Cakca, uepaMmuanakTo3n-
nunnao3, 6one3Hb 3aHaxodda, Gm1-raHrnno3naos
v ap. [2, 5, 8, 10]. Hpopmauua o peBMaTN4eCcKmnx
NPOSIBNIEHNSAX HEKOTOPbIX N3 9TUX 3ab0neBaHni Npea-
cTtaBneHa [8] B Tabn. 1.

K 4ypesBblyaiHO peaknm 60E3HAM NM30COoMasib-
HOIrO HaKOMNEHNSA OTHOCAT TaKXE JIMMOXPOMHBbIV MC-
TMOLMTO3, aCCOLMNPYIOLLINIACS C nonnapTputom [8].

Mykonunugo3ssl. [pynny 3abonesaHuin, xapak-
TEPUIYIOLLNXCA HAKOMJIEHNEM MyKOMoJancaxapwu-
nos (MrI1C), chouHronunmuaos n pexe — rANKONNNm-
[OB B BUCLIEPANIbHBLIX N ME3EHXMMalbHbIX KeTkax,
KJ1IeTKax HEPBHOW CUCTEMBI, HA3bIBAKOT MYKONNNOO-
3amu [2, 10, 11]. BoigensitoT Takme KNMHNKO-Mopdo-
JNIOrMyeckue TUnbl MyKOIMNUO030B, Kak MyKOIMANA0-
3bl -1V T1na, Gm1-raHrnmosngo3sl, pyko3naos, MaH-
HO3103, cynbdaTna03 IHOWECKU AYyCTUHOBCKOIO
Tnna[2, 11]. OHM HacneayTCs No ayTOCOMHO-PeLEeC-
cuHomy TMNy. .M. @annep u . Lunac [11] oTmeva-
0T, 4TO Npu mykonunuao3ae |l Tmna, 6onesHu I-kneTok,
mykonunungoae lll Tnna, ncesponnnoguctpodum Nyp-
nepa MeeT MECTO HapyLUueHue TpaHcropTa Jin30-
COMHbIX pepMeHTOB. 10 TMCTOXUMUYECKUM W YIib-
TPaCTPYKTYPHbIM A2HHbLIM B KJIETKAX HaKanJanmBalTCs
rnmkonunnabl 1 MIMC. Habniopaetca Bakyonusauus
NMMEPOLNTOB M KNETOK KOCTHOro mo3ara. Mpwu Il tune
MYKONMNmMao3a 0TMeYaeTcsa TyronoaBuxXHOCTb CycTa-
BoB. Hanbonee BbipaxeHHble KOCTHO-CYCTaBHbIE MO-
paxeHusa HabnopaTes npu Il Tune 6onesHn: KPo-
Me TYronoABM>XHOCTU CYCTaBOB OTMEYaeTCs CKOMN-
03, aucnnasuns TazobeapeHHbIX CYyCTaBOB, YNoLWEeHne
NPOKCUMasIbHbIX 3aNUPN30B 6eapeHHbIX KOCTEN, FMo-
nnasvsa NnoAB3A0LIHbIX KOCTEN, HU3KOE PACMONIOXEHNE
NOAB3O0LUHbIX KPbIJIbER, LWEPLLIABOCTb KOHTYPOB TeN
NO3BOHKOB, HEOOPA3BUTUE UX 3a0HUX OTAENOB, Y30CTb
BepTebpanbHOro koHua pebep, ynioLlLeHne npokcu-
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Tabnuua 1
PeBMaTtuyeckue u gpyrue nposiBNeHusl HEKOTOPbIX MUKO3UA030B

BonesHnb MNowe
3abonesaHne nepeaaeTcs nNo ayToCOMHO-PELLECCUBHOMY TUMy. MIMEeT MecTo CHUXEHHas akTMBHOCTb FNoKoLepebpo3naassl, B peynbrare Yero B petu-
KyNO3HAO0TENNANbHBIX KNETKAX CeNe3eHKU, NeYEeHN 1 B KOCTHOM MO3re HakannmBaeTtcs riokouepedposns (oauH u3 raukonunupos). l'en 6onesnn Mowe
pacnonoxeH Ha 1-i1 xpomocome B g21 o6nacTu. Mo akTMBHOCTM riokoLepebpoanaassl npu 6oneatu Mowe aedekTHL BCe KNeTku opraHMaMa Yesnose-
Ka, HO MposiBNeHNns 60N1e3HN B OCHOBHOM CBSI3aHbl C BbICOKMM COZiEPXaHNeM rnkonmMnuaos B Makpodarax [8]. Taxensie dopMbl 6onesHu Mowe oTMeyaioT
04€eHb pefKo
Knunuyeckne KocTHO-cycTaBHbie nopaxeHus. Knetku [owe HakanamBaloTCA BO MHOTUX TKaHSIX, B TOM YUCAE B KOCTHOM MO3re. I3MeHeHus KOCTHO
NPOSIBNIGHNA  TKaHM 0TMEYAIOTCA Y 75% NauneHToB U ABASIOTCS CAEACTBUEM 3aMEHbI HOPMANbHBIX 31EMEHTOB KOCTHOrO MO3ra MHpMAbTPATaMm KeTok
l'owe, ux HaKoOMNEHNEM B KOCTHOM BeluecTBe. /3 Tpex knuHuyeckux TunoB 60n1e3HM NopaxeHue CKeneta xapakTepHO Ajis NePBOro U Tpe-
Tbero. Mpexae Apyrux nopaxarotcs Tpybyatbie KocTu (0c06eHHO GeLpeHHbIE), TO3BOHOYHMK, NOBLILIAETCS BHYTPUKOCTHOE AABNEHNE, NO-
ABNATCS OCTEONNTUYECKIME 0YarW, BO3HMKAET ocTpas 60/b (Tak HasbiBaeMble «KOCTHbIE KpU3bl»). Pa3BuBaetcs octeonopo3 (OM) Tpy6ua-
TbIX KOCTEA, KUCTbI B HUX, aTPOdUs KOPTUKANbHOro ¢nos. MopaxeHne ckeneta NPMBOANT K CTOWKOI MHBANMAHOCTW. CKENETHO-MbILIEYHbIE
NopaXeHus BbISBASIKOT y B3POCIbIX W B OHOLIECKOM BO3pacTe. B pe3ynbTarte nopaxeHus CMeXHbIX KOcTel 0TMeyaioT 6onb B 06nact Ta-
306€e,peHHOr0, KONIEHHOTO M NNEYeBOro cycTaBoB. Haubonee yactoii xanoboi B MOIOLOM BO3pacTe SBASETCS AISLLASCS B TEYEHMUE He-
CKOJIbKMX AIHE# Hotowas 60nb B Ta306epeHHOM CycTaBe, MPOKCUMabHOM yyacTke 6onbliebepLoBoil kocTu. Bonb B 06nacti 6eapeHHoi
1 60/1bLLE6EPLI0BOI KOCTEN MOXET ObITh CUIbHOI, CONPOBOXAATLCS NPUMYXIOCTbIO, IPUTEMOIA, 60NIE3HEHHOCTbIO NPU Nanbnauuu. XoTs
TUNMWYHLIM SBNSIETCS MOHOAPTPUT Ta306€4APEHHOO U KONIEHHOTO CYCTaBOB, BO3MOXHO Pa3BUTUE MUTpupyloLLero noauaptputa. C Bo3pac-
TOM MHTEHCUBHOCTb 60NM B KOCTSIX YMEHbLIAETCS. 3 Apyrux nposiBNeHuii 0TMEYAOT OCTEOHEKPO3 rON0BOK GepPEHHOIA, NieyeBoi Ko-
CTei, NPOKCUMAabHOTO y4acTka 60N1blebepLOBOi, NATONOrNYECKUE NEPENOMBI ANIMHHBIX KOCTEN, KOMNPECCUM NO3BOHKOB. OCTEOHEKPO3
pa3BuBaeTCS MeIEHHO Uk BbICTPO. Bo BTOPOM ciyyae OH CONPOBOXAAETCS CUIbHOI 6onblo B KocTsX. [py npucoeanHeHnn nHbeKLMmn
BO3MOXHO Pa3BUTHE OCTEOMUENNTA C XPOHNYECKMM TeyeHueM. M3-3a yrpo3bl npucoeanHeHns HEKLMM KOCTHYIO NaToaornio neyart KOH-
CepBaTMBHO
PeHTreHonoruyeckue nuameHenus. Onpeaensiior 6eCCUMNTOMHBIE Y4aCTKK PA3PEXEHUs KOCTEH, 04ar0BOr0 CKNepo3a, KOPTUKaNbHOro
yTonuenus. MoryT paclumpstecst 60sble6epLIOBLIE U NNEYEBLIE KOCTH. YaCTbIM NPU3HAKOM CYMTAIOT PACLUMPEHNE AMCTANIBHOTO y4acTka
6enpeHHOIT KOCTU C PEHTTEHONIOTMYECKOI KapTMHOW Konbbl pneHmeiiepa [8]. TaxenbiMu NOPaXeHUsSIMU SBASIIOTCS OCTEOHEKPO3 FOJI0BOK
6enpeHHbIX KOCTElA, NaTonoruyeckue nepenomsl 6eapa u n03BOHOYHMKA
AuarHocTuka 605e3Hn. [lnarHo3 0CHOBbLIBAETCS Ha ONPEAENeHNN B ieiiKoLuTax akTMBHOCTM B-rnioko3uaassl. B acnuparax kocT-
HOr0 MO3ra BbISIBNOT KNETKM [owe — rucTmounTsl ¢ 60MbIWNM CoaepXaHueM nunuaos. Ho 6uoncus KOCTU He PEKOMEHLYETCS U3-
32 pucka pasBuUTUS BTOPMYHOI MHeKumu. [niokouepebpo3naasy MOXHO ONPeAensiTb B OTMbITLIX JlekoumMTax, Guontatax nevexu,
9KCTpaKTax KynbTMBMPYEMbIX KOXHbIX dbubpobnacTtos. MpoBoasT Takke aHanu3 JHK ¢ ncnonb3oBaHuem nonumMepasHoii LEenHoii pe-
akuuu
Jleyenue. [Ins neyeHns nopaxeHns KOCTEN NCNONb3YIOT MHTEPMUTTUPYIOLLEE BHYTPUBEHHOE BBEEHNE NaMUAPOHOBOI KUCAOTbI C NPU-
€MOM NpenapaToB KanbLys BHYTPb, NPOBOAST apTPONAacTuky, aH0NPoTe3MpoBaHme cycTasos [8]. MpUMeHsIIOT nepuoanyeckue BHYTpU-
BEHHbIE BAMBaHWS TMioKoLepebpo3naassl, 4T0 CONPOBOXAAETCS PerpeccoM cumntomoB 6onesnu. K anbTepHaTBe 3amMecTuTeNbHOI dep-
MEHTOTEpanun 0THOCHT IeYeHne CaiT-cneundnyeckumm WwanepoHamm u reHHyio Tepanmio
BonesHb ®abpu
Y naumeHToB HabnI0AAETCS HAKOMIEHWE B IM30COMAX IMMKOCOUHIONMNUAOB (TPUreKco3uLepaMuaa) B pesynbrate aeduunta depmeHTa
o-ranakrosuaasel A. MyTMpoBaHHbIii reH, OTBETCTBEHHBIN 33 9KCNPECCUIO 3TOT0 pepMeHTa, NI0Kanu3yeTcs B CEPefMHE JJIMHHOIO nneya X-XxpoMocomsl. bo-
NE0T NPEUMYLLECTBEHHO MYX4UHbI
KnuHuueckue nposiBneHus KocTHo-cycTaBHag cuctema. Knuinyeckue nposiBneHus He cneuudnyHbl U LIMPOKO pacnpoCTPaHEHHb!, NO3TOMY
3aboneBaHne peako auarHoctupytot [8]. MocTeneHHO pa3BuBaeTCs NOAMAPTPUT CO CrubaTenbHbIMU KOHTPAKTypamm
CyCTaBOB NanbLieB, 0COOEHHO ANCTaNbHbIX MexdanaHroBbix. B cocynax cuHosmansHoi o6onouku (CO) u CT onpe-
nenaTca neHuctole knetku (M®, nepenonHeHHbie ramkochuHronunuaamm). Moxer pasBmBaThCsl 0CTEOHEKPO3 Oe-
LPEHHON 1 TapaHHOI KOCTU. Ha peHTreHorpaMmax no3BOHOYHMKA BLISBASIOT 3aTeMHeHns (nidapkTel) u OM. B get-
CKOM M MOJI0J0M BO3pacTe 0TMe4alnTcs 60N1e3HEHHbIE NApecTe3nn KUCTEN 1 CTOM, N03Xe BCel KOHeYHOCTH. Mpu-
CTynbl NAapecTe3uii ConpoBOXAAKOTCA NOBLILLEHMEM TEMNEPATYPbl TeNa U CKOPOCTH 0cefanus aputpouutos (COJ)
[Apyrue opraHbl u cuctembl. [71a3a. XapakTepHo NOMyTHEHWe poroBuLbl. Koxa. Ha koxe 06pasytoTcs aHrnokeparo-
Mbl U @HTMOIKTA3WUW TEMHO-CUHEr0 WK KPACHOro LiBeTa B 061acTv aroauL, 6eaep, HuxHeii yactu xusota. Cocygsl
cepaua v ronoBHoro moara. OTnoxeHve COHUHrONMNMAOB B COCYLAX PA3BUBAETCS NapaniefibHO C NopaxeHeM noyek
1 NPUBOAMT K MHCYNLTY, CMEpPTU NtoAei Monoforo Bo3pacta. [1oyky. CunTaloTcs raBHLIMU OpraHaMu-MULLEHSIMU. Yxe
B [1eTCTBE NOSIBNSIETCS NPOTEUHYPUSI, UIBMEHSIETCS MOYEBOIA 0Caf0K, KOTOPbLIN COLEPXMT ABOSIKO NPENOMASIOLLME KpK-
cTannbl aMnugoB. Mpy NporpeccupoBaHni NOpaxeHust NoYek Pa3BMBAETCS NOYEYHAS HEAOCTATOYHOCTb
OmnarHocTuka. OnpenensiioT akTMBHOCTb O-ranakTo3uaasbl B neikouutax u ®b. B COMHUTENbHBIX ClyYasx uccne-
ayoT JHK
Jleyenue. lepcnekTUBHON cuuTaeTcs reHHas Tepanus [8]. HasHayalot aesarperantbl, GEHUTOUH Ui kapbamasenuH
(mpu xry4ux napecte3usix). [py NoO4eYHOI HELOCTATOYHOCTV NPOBOLST ANANN3 WX TPAHCTINAHTALMIO NOYEK
Bonesnb ®apbepa
CywHocTb reHHoro gedekra. 3abonesaHue Bbi3aBaHo AepekToM hepMeHTa KUCOii Liepamuaassl, HacNeayeTcs N0 ayTOCOMHO-PELLECCMBHOMY TUMNY.
B pe3ynbTate Lepamuz HakanaMBaeTCst BO BCEX TKAHAIX
KnuHuueckue nposiBnexus KocTHo-cycTaBHasi cuctema. K nepBbiM npuaHakam 601e3HM OTHOCST NpUNyxnocTb 1 60N1€3HEHHOCTb CYCTaBOB, OX-
pUNAOCTb ronoca 13-3a yToNLeHNs rofocoBbx CBS30K [8]. MopaxeHue CycTaBoB nanbLEB, Ny4e3ansiCTHbIX, IOKTEBbIX
11 KONIEHHBIX CONPOBOXAAeTCs 06pa3oBaHNEM NepUaPTUKYNSPHBIX Y3enkoB. [103Xe pa3BUBAIOTCS KOHTPAKTYPbI U B Nep-
BYI0 04epe/ib — CYCTaBOB KMCTEN W ly4e3ansCTHbIX
[Lpyrue opraHbl 1 cuctembl. lopaxaeTcs XenyaouHO-KULWEYHbIA TPAKT, CEPAEYHO-COCYANCTAs U HEPBHAS CUCTEMDI.
K cMepTv npuBOAST pecnupaTopHble HapyleHus. PaHHee nosiBneHne 60ne3HEHHbIX NOAKOXHBIX Y3€IKOB aCCOLMMPYET-
¢ ¢ 6onee KOpOTKOiA NPOAOIXUTENBHOCTbIO XM3HM (LETV YMUPAIOT, He IOCTUIHYB BO3pacTa 4 ner)
AnarHo3. MoaTBepXaaeTcs ¢ NOMOLLBIO BbiSBNEHUS HEAOCTATOYHOCTM LiepaMuaassl B neikouutax u pubpobnactax
MHOXeCTBEHHbII# PETUKYNOrMCTMOLUTO3
[ins 6oneaHm xapakTepHO HaKOMNEHWe TMCTMOLMTOB, HArPYXeHHbIX FNKONUMMAOM, W TUraHTCKUX MHOrosiAepHbIx kneTok (TM$K), npexne Bcero B koxe
1 cycTaBax [8]. Stnonorus 60ne3Hn HeM3BECTHA, Yallle OHA Pa3BUBAETCS Y XEHLUMH CPELHEr0 BO3PACcTa, HO BO3MOXHbI €€ MPOSIBNEHNS B A€TCTBE
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Knununueckue nposieneHus

KOCTHO-CyCTaBHaﬂ cuctema. Hanbonee 4actbim npossneHnemM aBnaeTca ,El,eCprKTI/IBHbIIZ peBMaTOVI,U,OI'IOJJ,OﬁHbIIZ no-

NUapTPUT, CONPOBOXAAIOLLMIACS BbIpAXEHHbLIM 60NEBLIM CUHAPOMOM [8]. MopaxatoTca MexdanaHroBbe CycTaBbl Kak
NPOKCUManbHbIE, Tak M aucTabHble. Ha dotHe nporpeccupoBatus 60ne3HN BO3MOXHO BO3HUKHOBEHME CMOHTaHHOI pe-
MWUCCUM apTpuTa. YXe Ha paHHUX 3Tanax npu peHTreHorpaduyeckoM UCCnes0BaHuM MOXHO ONpeaenuTb KOCTHbIE Mo-
BPEXAEHMS, NOXOXME Ha LUTaMNOBaHHbIE Cnefbl «<NpoboiiHnka» y 60MbHbIX NoAarpoil. B panbHeiiiem pa3suBaeTcs Ta-
Xenas AecTpykuus cyctaBoB. BosHukalowee nopaxeHne No3BOHOYHNKA XapakTepu3yeTcst 3pO3nSIMH, NOABLIBUXAMM
NO3BOHKOB, BK/II0Yasl aTNAHTO-aKCMaNbHOE COUYNeHeHne

MopaxeHune ppyrux opraHoB u cuctem. Cm3ucras 060/104ka. B natonornyeckuin npoLecc BOBNEKAETCs CAM3nCTas
060n104ka HoCa, pTa W rOTKM C ee N3bs3BieHneM. Koxa. XapakTepHo pa3BUTUE KCAHTENa3M W KOXHbIX y3€/KOoB B 06-
nacTy Iuua 1 kKUCTen, a Takke nanyn («6ycuHok») Boane HorreBoro Banuka [8]. KoxHble y3enku o6pa3sylotcsi B 06nactu
KMCTEIA, NOKTEBbIX CYCTABOB, LA, YLWEH N UMEIOT Pa3NNYHbIA LBET (XENTblii, GUONETOBbLI) U pa3Mepbl. BHyTpeHH1E

opraHbl. BO3MOXHO WX nopaxeHue

[LmnarHocTuka. Cneumduyeckux TeCTOB HET. [IMarHo3 yCTaHaBAMBAIOT HA OCHOBAHWUM aHAN3a BUONTATOB NOPAXEHHDIX TKa-
Hei. B koxe u CO onpegnensieTcs uHpunbtpaums MMAK, okpalumsaowmmmes Ha amnuabl M rKONpoTEnHbI ¢ nomoLbio LLINK-
peakumu. Knetku copepxar rvkonvnubl, B 30He nopexaenns npucytctsyiot XC, Tpurmuuepuabl. TMAK nmetor moHoum-
TapHO-MakpodaranbHOe NPOUCXOXAEHME. B CUHOBUANbHOI X1aKOCTM MPeo6naaatoT MOHOHYKIIEAPHI, UX KONMYECTBO MOXET
pocturatb 70 000 B 1 mkn. B okpatweHHbix Maskax onpegensitotcss MO u TMAK. PesmatonpHbiit hakTop He BbiSBASIETCS
Accoumauuu 6one3nu. BosmoxHa accoumaums ¢ cuHgpomom Lerpena, nonMmMmuosnToM, 310Kka4eCcTBEHHLIMU ONyX0-

NaMun

JleueHue. BblpaXeHHOCTb KOXHbIX MPOSABNEHNS YMEHbLIAETCS MO, AENCTBUEM FIOKOKOPTMKOMUAO0B U MECTHOTO NpU-
MEHEeHMs a30TMCTOro unputa [8]. Mpu TAXENOM NOPaXeHUN KOXU U CycTaBoB 3¢ dEKT 0ka3biBaeT KOMOUHALMS FHOKO-
KOPTMKOMAO0B, METOTpeKcaTa, uuknodocdammaa, a Takxe LMKNOCnopuHa u bucdocdoHatos. Ynydwenue Habnoaaetcs
Ha $hOHe MOHOTEPanuM METOTPEKCATOM B HU3KUX 103aX W COMETaHNS ero ¢ rapoKCUXIopoxmHoM. Mpeanonaraetcs no-
NIOXUTENIbHOE AECTBUE MHIMBUTOPOB (akTopa HEKPO3a ONyX0Nu-a

MaJibHbIX 3NNGU30B U BaSIbI'YCHOE NONOXEHME LLUENKN
6efpeHHbIX KOCTEN.

Gm1-radrnnosvgos | tnna. 3aboneBaHve npepn-
cTaBnsieT coboi nedekT kKatabonmama raHrnmo3un-
noB Gm1 u kepaTtaH cynbdaTa BCneacteme nepuum-
Ta n3odpepmeHToB A, B, C kncnoi B-rnnko3ngassi,
OTLLENNSOWEN TEPMMHASIbHYIO FranakTo3dy oT 060ounx
MeTaboNnTOB. Y reTepo3nroTHbIX HOCUTENEN NaToso-
rMYECKOro reHa onpeaensieTCs CHUXEHNE akTUBHOCTHU
aTOro epmeHTa B KOXHbIX hrubpodnactax. 3abonesa-
HVEe nepepaeTcs No ayToOCOMHO-PELLECCUBHOMY TUMY.
JeTtnnornbatoTt B BO3pacTe Ao 2—-3 neT. M3 nopaxeHnin
KOCTHO-CYCTaBHOM CUCTEMbI OJ15 3TOW NaTON0OrMm xa-
pPaKTEPHO HaNN4Me KOPOTKMX U TONCTbIX KNCTEN, PaH-
Hee pa3BuTue Kndockonmosa, BOSHUKHOBEHME MHO-
XECTBEHHbIX CrnbaTesibHblX KOHTPaKTyp CyCTaBOB,
NBYXCTOPOHHE crbaTenbHon aedopmaumm 6onbLINX
nanbueB pyK. Takxke y NauueHToB BbISBASIOT aedop-
Mauuio rpyaHon KNneTku, ntomMoanbHbI KMdo3, BbIBU-
X1 Ta300efpeHHbIX cycTaBoB. OTMeYaeTCcs Bakyonmnaa-
ums rmctnountoB/M®, numpouunToB, KyndepoBCKMxX
M opyrux knetok. Bce oHW 6oratsbl nMNnMaamu, raHrimo-
3npgamu. KneTtkm ¢ neEHNCTON LUTONIa3MoM OTMe4aloT-
CS1 B FOMEPYIax NoYeK, FraHMnNaX Xenyao4Ho-KuLey-
HOrO TpakTa u KOCTHOM MO3re. [eHNCTbIE KNETKM Bbl-
ABNAOT U Npyu Gm1-raHrnno3uaose Il Tnna (6oneaHn
Heppu). NMpu Gm1-raHrnno3uno3se Il Tuna y 6onbHbIX
MOXHO BbISIBUTb PACLUMPEHNE MELYIISAPHBIX MOSIOCTEN
KOCTel pykK, pebep, B MeHbLLEN CTENEHN — KOCTEN
Hor. OcTaTo4Hast akTMBHOCTb [B-ranakto3mngasbl Beille,
yem npu Gm1-raHrnnosugose | m Il Tuna. MNpu Gm1-
raHrnno3upose IV tuna Habnwogaetca andeysHoe
yTonuweHne kocTen yepena, Ol TpybyaTbiXx KOCTEN,
KJTIOBOBUAHOE YTOJILLEHMNE MOACHUYHbBIX MO3BOHKOB,
yrJIOLLEHME N HAPYLLEHME OKOCTEHEHMS FONTIOBOK Be-
OPEHHbIX KOCTEN. B KOCTHOM MO3re BbISIBASIIOT MEHUC-
Thi€ KITETKMN.

MaHH0o31103 (60ne3Hb OkkepmaHa): [,.M. dannep
n [. Wunac [11] oTmeyaloT, 4To Npuv 3TON NU30COM-
HOIM ©0oNe3HM HaKOMIEHNS HapYLLUEHO pacluenyieHne

rnmkonpoTemHoB (onurocaxapuaos). OcHoBa 3a60-
JNleBaHUS — MNOYTU NOJSIHOE OTCYTCTBUE NM30COMalib-
HOro epmeHTa a-mMaHHO31MAasbl. BHyTpu kneTok Ha-
KannuMBawTCa nonmcaxapuabl, cogepxatlime MHOro
MaHHO3bl. CMMNTOMbI 601IE3HN NOSBASIOTCS HA BTO-
POM roay XXn3Hu, TN HacNenoBaHNS HE YCTAHOBJIEH.
Y 6051bHbIX PEHTFEHOI0MMYECKM ONPeaensatoTcs pas3ay-
Tble pebpa, rpydbas Tpabekynsauus KOcTen, OBafibHOCTb
Ten NO3BOHKOB, KOTOPLIE yrioBaTthl B 06/1acTn nepe-
X04a rpyaHoro otaena no3BOHOYHNKA B MOACHUYHBIN.
dyko3npo3. B ocHoBe natoreHesa 605e3Hu ne-
XXUT reHepann3oBaHHOE OTCYTCTBUE N30COMabHO-
ro ¢pepmeHTa L-pyko3ngassl, pacluennsowero gyko-
3ocopepxawme ramkonnnuabl [11]. Kpome rnmkonum-
NMOoB, B KJIETKAX OPraHn3mMa HakarmBarTCs KUCbIE
MMC. KnuHuyeckn 3aboneBaHue noapasgensercs
Ha gge rpynnol. MNMpn 06enx dopmax PeHTreHonorm-
YeCKU BbISBMSIOT NIEFKNIA MHOXECTBEHHbIA ON30CTO3
C MOHWMXEHHOW NPO3pPaYyHOCTbIO KOCTEN Yepena, ne-
penHeBepXHel rmnonaasnen Ten NO3BOHKOB.

2. PeBmaTuuyeckmne nposiBIEHNs Npu reHeTu-
yeckux 3ab6oneBaHUsX, CONPOBOXAAOLUXCSA OT-
JIOXX€HnEeM CTeponoB. PeBmatnyeckue NnposiBneHns
aTux bonesHen [4, 6] npeacTasneHbl B Tab. 2.

3. PeBmaTtunyeckue nposiBsiieHns npv nepBuY-
Hbix FJIN. Mpun MM, lla, lib, IV TMne yawe passuBa-
eTcs apTpuT (Tabn. 3). Mpu nioboi ns nepBryHbIX MMM
BO3HMKAKOT KCAHTOMBbI, HO Yalle OHM aCCOLMMPOBAaHbI
co ll-lll Tmnom [1, 3, 9].

XC B cocTtage JI[1 oTknaabiBaeTCS B CYCTABHbIX TKa-
HAX, cocynax, Koxe. M3BEeCTHbIM MPOSIBIEHNEM XO-
NlecTepunHo3a ABNASEeTCS Takasi NaTof0rns OTI0XEHNS
nnmnaoB, Kak kcaHtomato3d [1, 3, 9]. B kcanTomax
BbIABNSIOT UHPUbTPATbl NEHUCTLIX KneTok/M®, ne-
PENOMHEHHbIX OCTATKaMM NOMNOLLEHHbIX LIMPKYIUPY-
towmx JIN. Ty6epo3Hble KCaHTOMbI (MOAKOXHbIE Mac-
Cbl) B OCHOBHOM OMNpeaensioTcsa Ha pasrmbdaTtesbHbIX
NOBEPXHOCTSAX B 0612CTU IOKTEBLIX, KOJIEHHbIX CyCTa-
BOB, KUCTEN U Arogul,. B cyxoXunbHbIX 1 6yropyatbix
KCaHTOMax MMerTcs oTNoxeHus agpupos XC. Byrop-

YKPATHCbKWUW PEBMATOJNOTIYHUW XYPHAJ o Ne 4 (74) » 2018



ornan nNiTeEPATYPU

Tabnuua 2

KOCTHO-cycTaBHbIe U MbllLleYHble NOpaXeHUs Npu reHeTu4ecknux saﬁonesauuax,

COonpoBoOXaawuwmxcs oTyIoKeHnem cTeposios

Ha3zBaHue Gonesuu

XapaKTep reHeTu4eckoro p,e¢eK'ra W peBMmaTuyeckue nposBieHus

HepocTaTtoyHOCTb NEYEHOYHOW
nnnasbl

LlepebpocyxoxunbHblii
KCaHTOMaTo3

LlepebpanbHblii xonecTepuHos
(cunppom BaH borapra — Llepe-
pa — JnwreiiHa)

Cunppom Totunenpepa

CuHapom XeHpa — Lonnepa —
Kpucyena

B-Cutocteponemus

3abonesanune HacnefyeTcs No ayToCOMHO-peLeccuBHOMY TUny. K ero 0C06eHHOCTSIM OTHOCST KOMOUHNPOBAHHYIO -
nepAMNUEEMIIO C NOBbILIEHEM YPOBHSA XC 1 TpMIMLLEPUAOB B Nna3me KPpoBU. BO3MOXHO pasBuTMe KCaHTOMAT03a —
nafoHen, Ty6epO3HbIX U CyXOXunuii. [lnsg [UarHoCTUKKM ONpesensitoT akTMBHOCTb NEYEHOYHOMN NMNasbl B NiasMe KpoBm
in vitro, npoBoasaT aHanu3 [HK ans BbigBneHns Mytauuii

3aboneBaHne BO3HMKAET U3-32 MyTaLMii, BbI3bIBAIOLLMX HEA0CTATOK 27-rMApoKCcMNassl — K4YeBoro dbepmeHTa

B okucneHnn XC npum cuHTe3e XenyHbx kKucnot. bonesHb HacneayeTcs no ayToCOMHO-PELECCUBHOMY TUMY, HOCUT Ce-
MeiiHblil XapakTep 1 nposinsieTcs HakonneHueM XC v xonectaHona B nia3me KPOBW, TKAHSIX PA3NINYHbIX OPraHoB. Xa-
PaKTepHO NOSIBNEHME KCAHTOM Ha NSTOYHbIX CYXOXMANSX, CYXOXMNUSX TPEXTNIaBOM MblLLLbI Nieya, pasrubareneit
nanbLeB pyk, Ha 6yrpax 6onbluebepLoBoit KOCTH, Bekax (KcaHTenaambl). [py OTNOXEHWUN B aXMNOBbIX CYXOXUM-

X KPUCTANIIOB XONECTaHONA MOXET HACTyNaThb UX yBENUYeHNe. B CyxOXMNbHbIX KCAHTOMax CoAepXaHue XonecTaHona
nocturaet 11% (ocHoBHbIM komnoHeHToM octaetcs XC). Mo Buay oHM HanOMUHAIOT TakoBble NPU CEMEIAHON r1nepxo-
nectepuemmm (IXC). NMporpeccuBHO HapacTaeT CNacTUYHOCTb MblLLL, U aTakcus. Mo3xe npucoeanHseTcs arpodus
IMcTanbHbIX Mbllwy,. Mpu peHtreHorpaduu onpenensitoT npuaHaku cuctemHoro Of1, a Takxe kudockonno3s 6es rpy-
ObIX ECTPYKTUBHBIX M3MEHEHWIA. JleyeHne NPOBOAST XEHOA,E30KCMXONEBOIA KUCNOTOI B KOMOMHALMK CO CTaTUHAMM
(oHu MoryT yxyawartb cocTosHWUe 60MbHLIX). OrpaHMYMBaIOT/MCKIIOYAIOT NULLEBbIE NPOAYKTLI, COAepXalyue xonecta-
HOM (MONOYHbIE NPOAYKTI, siiiua) n XC

Tun HacnenoBaHWs ayTOCOMHO-A0MUHAHTHBINA. XC, ero kpuctannbl oTknaabiBatotces B CT, KOCTHOI TKaH, FONIOBHOM

1 cnuHHoM Mo3re. Copepxatue XC B KpOBM HOPMaNbHOE MNW CHIUXEHHOE. MpOsiBNEHNS CUHAPOMA BKITIOYAIOT CUC-
TeMHbliA O, kndocKonMo3, KCAHTOMBI Ha CYXOXUMSX HUXHUX KOHEYHOCTEN U Koxe

flBnsieTCa PasHOBUAHOCTbIO HACNEACTBEHHOrO IMNonaTe3aypucMo3a. Hacnegosanue ayToCOMHO-PELIECCUBHOE,
BcTpeyaetcs po 20 net. B kposu o6Hapyxwusaetcs [XC. B dacuusx, cepo3Hbix 060104Kax OTKNAAbIBAIOTCS TUMOUADI,
pa3BMBAETCS rPaHyNsLMOHHas TKaHb. B MbiliLax, Cymkax cyctaBoB 06pasyloTcs ouaru kanbumHo3a. Hacto Habnoaa-
etcs Of, MblweyHas aucTpodus, Cknepoaepmmus

9T0T CMHAPOM (HacnefCTBEHHbI rpaHyneMaTo3Hbli Te3aypucmo3 XC), npemmylLecTBeHHO Habmoaalowmiics y netei
1 I0HOLLIEN, xapakTepuayeTtcs oTaoxeHnem XC 1 ero apupoB B kneTkax, NoBbIlLEHHbIM copepxaquem XC B kposu. 3a-
6oneBaHme HaumHaeTcs 06bIvHO B Bo3pacTe Ao 10 net, Tun HacnefoBaHWs ayTOCOMHO-PELLECCUBHBIA. [py HopMans-
HOM YPOBHE B kpoBu XC MOXET CKannmBarbCs B CKENETe, YTO NPOSIBASETCS XapaKTEPHbIMU U3MEHEHUAMI — Q4aramu
NPOCBETNEHNS B KOCTAX Yepena, 6epeHHbIX KOCTSIX, N03BOHKax. XapaktepHoe ang 6oneauu Schuller — Cristian ot-
noxexue XC u ero apmpoB CONPOBOXAAETCS PA3PACTAHMEM B KOCTAX FPAHYNSLLMOHHON TKaHU W UX AecTpykuuen. Ha-
6n1104a0TCA YacTble nepenombl TpybyaTbix KOCTEN. B n1ockux KOCTsX Yepena BO3HUKAET PETUKYNOrUCTMOLMTApHAs
nponudepaums ¢ 06pa3oBaHNeM BOCNANUTENbHBIX FPAHYNEM 1 MOCAEAYIOLLMM PAcCaCchiBAaHNEM KOCTHOM TKaHu. Yalle
nopaxaioTcs N06HbIE, TEMEHHbIE U BUCOYHBIE KOCTU, B HUX BO3HMKAIOT 04aru AecTpykuuu. Koctm ocHoBaHus yepe-

Ma 1 Ma3HULbl 3HAYNUTENBHO Pa3pyLlaloTcs. [paHyneMaTo3HbIe MacChl, PA3BUBAIOLLMECS U3 KOCTHOMN TKaHU, CAABAM-
BAIOT rONI0BHOM MO3T C MOSIBNEHNEM HEBPOOrNYECKON CUMNTOMATUKM. Ha PEHTFEHOBCKNX CHUMKAX Yepena u Jpyrux
KocTeit 06HapyxmBatoTcs oyarm Ol HeoaMHAKOBOW MHTEHCMBHOCTY (Yepen Tuna «reorpaduyeckoii kaptol»). Mnockue
KOCTM, TBEPAYI0O MO3r0oBYI0 000/104KY, COCYZbI, KOXY MUHOUALTPUPYIOT NIMMGOUAHBIE 1 MNA3MATUYECKNE KIETKU
BonesHb HacnegLyeTcs N0 ayTOCOMHO-PELLeCCUMBHOMY Tuny. MonekynsipHas npuyuHa COCTOMT B MyTaLMsIX TEHOB, KO-
nmpytowmx ABCG8 u ABCGS, pacnonoxeHHbIx Ha xpomocome 2p21. B pesynbraTe pe3ko yBeNnuBaeTcs Bcachl-
BaHMe NULLEBOro B-cuTocTepona u Apyrux pactutenbHbix cTeponos (PC) B kuiweyHuke. Bo3amoxHa ux upeamepHas
acTepudmkaums, 4to 06ycnaBnMBaeT NOBLILEHHOE BCACbIBAHWE, @ TakXe PE3KOEe OrpaHnYeHune SKCKPELIMM C XEeNbio
B-cutocTepona (B BULE HENTPANLHOMO CTEPONA UM XENYHOW KUCNOThI) C AANbHENLIMM 3aMeANeHNeM ero Kpyroo6o-
poTa B opraHuame. B peaynbTate B KpoBM M TKaHsix Hakannneaiotcs PC, 0ocobeHHo B-cutoctepon. OnHuM U3 xapak-
TEPHbIX KMHUYECKUX NPOSIBNEHNI B0NE3HM SBASIOTCS KCAHTOMbI Ha CYXOXUNUSX U KOXe, KOTOPbIE BO3HUKAIOT B 1ET-
ctee. OHM pacnonaraioTcs Ha Cyxoxunusx pasrubarteneil pyk, B 061acT KONEHHOro CycTaBa, CTOMbl, NATOYHOIO
CyXxoxunusi. B cyxoxunbHbIX KCaHTOMax copiepxarcst HeactepuduumposanHble PC. Ho OCHOBHBIM KOMMOHEHTOM KCaH-
TOM (73-88%) siBnsietcst XC, M rMCTONOrMYeCck KCAHTOMBI He OTnYatoTes 0T kcaHToM npu FXC u uepebpocyxoxunb-
HOM KCaHTOMaTo3e. [uarHo3 noATBepXaaeTCs ra30-XMAKOCTHOM xpomaTorpadueit nMNULOB Nnas3mbl ¢ ONpeseneHn-
€M NoBbILEHHOro coepxanns PC. JleueHune BkntoyaeT orpaHuyeHne notpednenms PC ¢ nuiweit u npuem azetumnba,
MHrMbMpytoLLero abcopbumio CTeponos

yaTble, CYXOXUNbHbIE KCAHTOMbI MapKUPYIOT Hann4mne
cemenHon XC Il Tuna nan NN 1l tuna. Kak n atepo-
CKJ1epoTUYECKMNE FPaHyeMbl/BNSALLKW, KCAHTOMbI-rpa-
HYNeMbl COCTOAT U3 MM, NEHNCTLIX KNETOK, NeEpeno-
HeHHbIXx 3durpamn XC. B HUX pa3BnBaeTcs BocnaneHne
¢ Hannunem FMAK 1 ysennyeHnem konnyecTsa Kos-
nareHa. Bce KCaHTOMbI UMEOT NOTEHLMaIbHYI0 06pa-
TUMOCTb B CJly4ae CHUXEHUS KOHLLEHTPauum NunuaoBs
B nnaame kposwu. Tak, npu MM | n V Tuna kcaHToOM-
Hbl€ BbICbIMaHNA MOTYT B TEeYEHUE HECKOJIbKMX Mecs-
LLEB NMOJIHOCTLIO NcHe3HyTb. Hanbonee TpyaHo obpart-
HOMY Pa3BUTUIO NOABEPralTCs CYXOXUIbHbIE KCAHTO-
Mbl. YCTpaHeHne CyxX0XUibHbIX 1 ByropyaTbiX KCAHTOM
XUPYPrn4eckmM nyTem ConpoBOXAaETCS peLnamsamm
MNP OTCYTCTBUN CTOMKOIO CHUXXEHUS YPOBHSA TMNUO0B
B nna3me kpoBu. K runepxonectepmHeMUYECKM OT-

HOCAT KCAHTOMbI KOXW, JIOKaNIN3YKOLWMECH Ha Tblb-
HOI NOBEPXHOCTU KNCTEN, CTOM, KOJIEHHbIX N JIOKTE-
BbIX CYCTaBOB, MeXnanbLeBbIX MepPENOHKax U B Apy-
rux mectax. [pn romo3uroTHom dopme CeEMENHOMN
’XC kcaHTOMaTO3 1 npexoasime atakm noamapTpu-
Ta Ha4mMHaloTCcs paHo. [pn reTepo3nroTHon dopme
CYXOXWJIbHbIA N KOXHbIA KCAHTOMATO3 NOSIBASIOTCA
k 30 rogam. Y naumeHTOB BO3HUKAIOT cybrnepmocTalb-
Hble KCaHTOMbI B 061acTn 6yrpuctocty 6onbluebep-
LLOBOM KOCTWU K NIOKTEBOM OTpOCTKe. [Ansa nuu, ¢ aTon
dopmoin cemelnHon MXC xapakTepHbl KCaHTena3mbl
M KCAHTOMbI CYXOXWUNIA pa3rnbaTenei Ha TbifIbHOM No-
BEPXHOCTU KUCTEN N CTOM, a TakXXe axuioBbIX CyXO-
xunnmin. HabnogatoTcsa Ty0epo3Hble KCaHTOMbI Ha ro-
neHax n noktax. CywecTByeT napaniennsm mexay
pa3BUTUEM KCAHTOM CYXOXWUIINIA U NLLIEMNYECKON BO-
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Ta6nuua 3
KocTHo-cycTaBHbIE NOpPaXeHUs U KCaHTOMaTo3 Npu nepBu4HbIX 1N

rn,

XapakTtep nopaxeHus XapakTep KCaHTOM

™n CYCTaBOB, KOCTEWH
| ApTpuThbl ApynTuUBHLIE
lla dnu3opmnyeckuii murpupy-  CyxoxunbHble, TY6epo3Hbie

I0LLMIA NOAMAPTPUT; TEHAM-

HUT axunnoBa CyXoOXuius
IIb 3N130AMYeCKNii MUrpUpy-

I0LLMIA NONMAPTPUT; TEHAM-

HUT axunnoBa Cyxoxwnus
1] Mepenombl KocTeid, ap-

CyxoxunbHble 1 TY6epo3Hble

Cyx0oXunbHble GyrpucTole, apynTus-

TPUTHI Hble, Ty6epo3Hble, KOCTHbIE B K1-
CTSIX, Yepene, NO3BOHOYHMKE, Ta3y
1\ ApTpanrum, XpoHMYeckuii  IpyNTUBHLIE CYXOXWIbHBIE, TYOE-
apTput pO3Hble
\ OTNOXeHNE B KOCTSX NEHNC-  IPYNTUBHbIE

TbiX Makpodaros (rucTuo-
LIUTOB) C rPaHyNEMaTo3HbIM
BOCMANEHNEM BOKPYT OTNO-
xeHuit XC, 06pa3oBaHue ku-
CTO3HbIX AePEKTOB

nesHbio cepaua. Mpu M’XC (ocobeHHO reTepo3nroTHOM
dopme cemeriHom NXC) BO3HMKAIOT KCAHTOMBbI U B Me-
puocTe, nmeetcs 60b B cyctaBax. KOCTHble KCaHTO-
Mbl MOFYT MPUBOAUTL K NepenoMam ASMHHbIX KOCTEN.
KcaHToMBbI axunnoBa CyxoXnamsa acCouympoBaHbl npe-
umywecTtaseHHo ¢ MM 1 Tuna, 4yacTto conpoBOXOal0T-
CS1 pa3BUTUEM TEHONHUTA, TEHOCMHOBUTA. BOSMOXHbI
Kanbumdmrkaums KCaHTOM, CNOHTaHHbIE PA3PbIBbI Cy-
XOXUNNIA. KCaHTOMBbI MOMYT MPUBOANTbL K Pa3BUTUIO
KOPTUKaSIbHbIX 3P0O3MIN KOCTEN.

’XC nprBOAUT K pa3BUTUIO BOCNAINTENbHBLIX N3-
MEHEHWNI B CyCTaBax U B NEPUAPTUKYISIPHbIX TKAHAX
(Bcnepcteme otnoxeHusa Tam XC) [3, 9]. OHum BO3-
HUKaIOT y 60nbHbIX ¢ [J1M [I-1V Tnna. Pa3suBatoLwnii-
CS1 CMHOBUT OBYCNOBMIEH BLIXOAOM B CYCTaBHYIO MO-
noctb kpuctannoB XC n3 otnoxeHnn nunuagos B CO
M NepuapTUKynsapHbIX TkaHax. OHKM darounTupyioT-
Csl HerTpoduIamm, KOTopble BbIAENFIOT MEAMATOPDI
BOCMAJIEHNS, BbI3bIBAIOLLME XEMOTAKCUC APYIrNX HEN-
TPOPUIOoB, YTO yCUNMBAET BocnasneHne. BosHukaloT
OCTpbl€, NOAOCTPLIE MUTPUPYIOLLIME ONINTO- NN NOSN-
apTpuTbl, HO Yallle — OCTPbIA MOHOAPTPUT, HANOMMU-
HaloLWKMin NpucTyn nogarpsl. BocnaneHne B cyctaBax
MOXET COXPaHATBLCS B TEYEHME HECKOJIbKMX MECSILIEB
¢ nponudepaunenn CO, gedurypauunein, crubarenb-
HbIMW KOHTpPakTypamMu. B Hero BoBnekatoTcs axmi-
JIOBbl CYXOXWUNS C MPUMYXIOCTbIO N YMIOTHEHUEM,
a Takke cyxoxunus pasrunbatenen kncrten. KnmHmko-
PEHTrEeHOOrM4YECKNE NPOSIBIIEHNS CYCTaBHOM NaTONO-
rmn npyn cemenHon MNXC nogo6HbI TakOBbIM MNPU XOH-
ApokanbumHo3e. ATakm apTpuTa BO3HMKaloT 1-2 pasa
B mecsiu,u ansatca 3—30 gHeri. OHm pa3BrBalOTCA CMOH-
TaHHO, MNOC/NE HUX OCTATO4YHbIX UBMEHEHUI B CyCTa-
Bax HeT. Y 60nblUMHCTBA 60bHbIX HAbNOAATCA U3-
MEHEHWNS B CYXOXWUNAX MESTKNX U KPYMHBIX CYCTaBOB.
Kpnctannbl XC 0TknaabiBaloTCS B CYyXOXWUIbHbIX BNa-
ranuiiax, CycTaBHbIX KancyJsiax u npuBoasT K BO3HUK-
HOBEHWIO TEHOVHUTOB, CUHOBUTOB. B crHOBManbLHOMN
XNAOKOCTU coaepXaTcs NPenMyLLeCTBEHHO MOHO-
Hykneapbl. B 6nontatax CO obOHapyxuBalT runep-
Nnasunio CMHOBMANbHbLIX KeToK, o6pa3oBaHne BOp-
CVIH, NHPUABbTPALMIO MOHOHYKIEAPaMU Y NEHNCTBIMU

ornan nNiTEPATYPU

KneTkamu. ApTpo- U TeHaonaTuM Yaule pa3BmMBatoT-
csa 'y naumenToB ¢ [J1IM lla Tnna, pexe — IV. Bo3Huka-
10T TPAH3UTOPHbIE UM MUFPUPYIOLLIME NONUAPTPUTHI,
noxoxwe Ha nogarpudeckme. Mpun IV Tune MN1MN nogo6-
Hbl€ NPOSBNEHNS OTMedatloTca pexe, 4yem npu MM lla,
4TO roBOPUT O BeayLlel ponn XC B ux reHese. B ue-
JIOM nopaxeHune cyctaBoB Habntogaetcs y 50% romo-
3UTrOTHbLIX Uy 4% reTepo3nroTHbIX 60/bHbIX. [1py 3TOM
B MaTOJIONMYECKMIA NPOLLECC BOBNEKAIOTCS KakK Mefi-
KMe CyCTaBbl KNCTEN U CTOM, TaK U KPYMNHbIE — KONEH-
Hble, rONIEHOCTONHbLIE U Ap. OTMeYaeTca nokasnbHas
rmnepTepMms U rmnepemMmst, NPUNyxaocTb CyCTaBOB.
Yeennumeaetcs COD, cogepxaHune B Kposu hbudpu-
HOreHa. 9nNn3o4bl MOHO- WU ONIMF0apTPUTOB CaMO-
NPOM3BOJILHO KYNMPYIOTCS B TEYEHNE 2-X Heaenb. Pas-
BMBaloLLMNCS y 605bHbIX ¢ [V Tunom MM xpoHnyeckmi
ACMMMETPUYHbIV apTPUT CONPOBOXOAETCS YTPEHHEN
CKOBaHHOCTbIO, NOPaXeHneM NacTHodanaHrosbIXx,
MexdanaHrosbIx, NAOCHedaANaHroBbIX, NJeYEBbIX, Jy-
4ye3ansaCTHbIX N KOJIEHHbIX CYCTaBOB. Npun BCex Tmnax
['J1M cnHoBmManbHaga XnUakKoCTb MMEET BOCNANUTENb-
HbIli xapakTep, B 6uonTtatax CO oTmevaeTcst UHOUb-
Tpaums MOHOHYKJ1IeapamMm 1 NEHNCTLIMU KIETKaMMU.

BbiBO/bl

Mpu NepBMYHBLIX TMNUA03ax HapPyLaeTCs BHYTPU-
KJIeTOYHOE paclienneHne nunugos. HepacuwienneH-
Hbl€ MaKPOMOJIEKYS1bl HAKAMNINBAKOTCSH B KNeTKax pas-
JNINYHBIX TKaHen, Bktodasa CT, KOCTHYIO U MbILLEYHYIO,
C HapylieHmnem mnx GyHKummn 1 rnbeneio. B pesynbTa-
Te HacTynalT U3BMEHEHUS B KOCTSAX, MO3BOHKaX, nopa-
KaKTCs CyCcTaBbl M CBA304HbIV annapaT, pa3BuBatoTcA
apTpuTbl, YBENMYMBAETCS BHYTPUKOCTHOE OAB/EHME,
NOSIBASIIOTCS OCTEONIMTUYECKME OYaru, OCTEOHEKPO3,
On, naTonornyeckme nepenomMbl KOCTEN, KOHTPAKTY-
pbl, NOABLIBMXN NO3BOHKOB, AedopMaumn NO3BOHOY-
HMUKA U FTPYyOHON KNeTkn u gp. Ana mykonmnnao3os
XapakTepPHO HapPYyLUEHME He TOJIbKO CTPYKTYpPbl KOCT-
HOWM TKaHW, HO 1 dopMoobpasoBaHms kocTen. OgHUM
13 XxapakTepHbIX MOP(OIOrn4eckmnx NPosBAEHNN nep-
BUYHbIX TNMMO030B ABASOTCA NEHUCTLIE KNETKN: OHN
obpasyloTca npu nepenosiHeHnn rmctmoumtTos/Ma@
W APYrMX TUMNOB KIETOK CPUHIroNMNnaamMu, rmmkoCemH-
ronvnuaamu, rnkonmnuagamm, ampamm XC. Mpuyu-
HO nx o6pa3oBaHMs B NPMBEOEHHbIX Bbille Cly4ya-
aX, BKtodas nepsudHble 111, aBngeTca HegocTaTou-
HOCTb PEPMEHTOB, HEOOXOANMBIX ANS PACLUENIEHNS
3TUX BELLECTB B IM30COMAaX KJ/1ETOK.

[MpuBeaeHHas Bbile nHdOopMaLms, Ha HaLL B3rasa,
MOXEeT CrnocobCcTBOBaTb NOBLILLEHNIO 3PPEKTUBHO-
CTW npoBefeHus gndpdepeHumnanbHOm gnarHoCTUKN
BCTPEYAIOLWMXCS B KIIMHUKE NOPaXXeHUn peBMaTmnye-
ckoro xapakrtepa. OHa Takke nokasbiBaeT UCTUHHYIO
CYWHOCTb U MEXAHN3M Pa3BUTUA TaK Ha3biIBAEMBbIX
MEHUCTBIX KJIETOK, POJib KOTOPbLIX MPEYBENNYMBAIOT
npwv aTtepocKyepose.
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YPAXKEHHA PEBMATUYHOIO XAPAKTEPY
NP NEPBUHHOMY NINIAO03I

B.K. Kaznmupko
Pe3ilome. Y poboTi HaBegeHo iHpopmawito npo

YPaXeHHSI PEBMaTUYHOIrO XapakTepy y XBOpux
i3 PIBHUMY EPBUHHUMU JiMif03aMu.

KniouoBi cnoBa: x8opobu HaKONNYEHHS
Ta BiAKagaHHA ninigie, ninigo3n, peBMaTuyHi
nposiBu.

RHEUMATIC LESIONS UNDER
THE PRIMARY LIPIDOSES
V.K. Kazymyrko
Summary. The work presents information on rheu-

matic lesions in patients with various primary lipi-
doses.

Key words: diseases of accumulation
and deposition of lipids, lipidoses, rheumatic
manifestations.
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PEGEPATUBHA IHOOPMALIA

MHRA oTt3biBaeT BasicapTaH Npon3BoACTBa
Mylan n Teva B nopsiake Mepbl
NPeAoCTOPOXHOCTU

o matepuanam www.ema.europa.eu; www.gov. uk

AreHTCTBO NO KOHTPOJIO 32 JIEKAPCTBEHHLIMU CPea-
CTBaMU N MeAMLMHCKUMU n3penmamm Benvkobputa-
Hun (Medicines and Healthcare products Regulatory
Agency — MHRA) B ka4eCTBe Mepbl NPefOCTOPOXHOCTU
OT3bIBAET U3 OPUTAHCKIMX aNTEK BCE MApTUM NPENnaparos,
coaepxalumx BancapTaH, npomssoactea Mylan v Teva.

CnepyeT oTMETUTb, 4TO paHee (B uione 2018 r.)
MHRA yxe npnHMMano aHanoruyHole Mepbl B OTHO-
LIeHVn npenapaTos BasicapTaHa npowssoacrtea Ac-
tavis Group n Actavis UK & Ireland (B HacTosiLLee Bpe-
msi — Accord Healthcare).

HanoMHuM, 4TO BOJIHA U3BATUN NpoKaTunach
no sce EBpone nocne nonyvyeHns nHdopmaLmm o Bbl-
asneHun npumecun N-HntposognmeTtmunammHa (NDMA)
B aKTVIBHOM BELLECTBE BasiCapTaH, NOCTaBASIEMOM Ku-
Tarckom komnaHuen «Zhejiang Huahai» nponssoaure-
JIIM NeKapCTBEHHbIX cpeacTs. Cnenyet OTMETUTb, YTO
NDMA knaccnounumpyeTcs Kak BEPOSITHbIN KaHLLEPO-
reH Yenoseka (BeLecTBo, KOTOPOe MOXET Bbl3BaTb OH-
Konornyeckoe 3abonesaHune). BoickasbiBanuce npes-
MOJIOXEHUS, 4TO 3Ta NpUMechb chopmMmUpoBanach Kak
NOBGOYHbLIN NPOAYKT N3MEHEHUS MPON3BOACTBEHHO-
ro npouecca akTMBHOro BeuiecTsa. EBponenckoe
areHTCTBO MO NIeKapCTBEHHbIM cpeacTeam (European
Medicines Agency — EMA) nimummnpoBano maclutab-
HYIO NPOBEpPKY, B GOKYyCe KOTOPOWN OKasalnucb BCE
npenaparsbl BasicapTaHa. Takxe B xoAe vccnenosa-

HUI BbiSBAEHa NpumMmecb N-HMTPO30anaTUNAMUHA
(N-nitrosodiethylamine — NDEA) B nosaptaHe, nsro-
ToBNEeHHOM Hetero Labs B naonn.

MHRA COBMECTHO C gpyrmMu perynsatTopHbIMU
opraHamun EC npopomxaeT ndyyatb 1eKapCTBEHHbIE
CpencTsa, coaepXxaluye capTaHbl, KOTOPbIE UMEIOT
CXOXYI0 C BaJICAPTAHOM XMMUNYECKYIO CTPYKTYPY.

BarkHO NooYEPKHYTh, YTO HA AAHHbIA MOMEHT HET HU-
KaKMx 40Ka3aTesibCTB TOro, YTO BbIABIEHHAA B BayiCapTaHe
NPUMECHb HaHeCNa Kakon-nnbo Bpef naupeHTam. OT3biB
npenaparoB 13 anTek ABSETCA MEPO NPENOCTOPOXHO-
CTU (19 NpeaooTBpaLLEHNA BOSMOXHOIoO BO3OENCTBUS
NPVMECK) Ha BPeMS NPOaOIIKEHWST pacCrefOoBaHMN.

MHRA npeaynpexpaeT, 4To nauyeHTam, npuHMMa-
IOLLMM NpenapaTbl BasicapTaHa afisi Ie4eHns BbICOKOro
apTepuanbHOro AaBnieHus nnn cepaevHon Hepocrta-
TOYHOCTU, CTOUT 0BPaTUTLCS K Bpady uin dapmaues-
TY U NOSTY4UTb COOTBETCTBYIOLLYIO KOHCY/IbTAUMIO 1 OT-
BETbl HA MHTepecyioLme Bonpockl. C Lenbio npeaoT-
BpaLLEHNS BOSMOXHbIX PUCKOB NaLMeHTamMm He CToUT
npekpallatb NpUHMMaTb CBOE JIEKapCTBO 6e3 CooT-
BETCTBYIOLLLEN KOHCYNbTaLUN.

HanomHum, 4to MNocyaapcTeeHHas cnyxba Ykpau-
Hbl M0 IEKAPCTBEHHbLIM CPEACTBAM 1 KOHTPOJIIO 3a Hap-
KOTUKaMM Bblgana pacrnopsi>XXeHne o BPEMEHHOM 3a-
npeTe npenapaTtoB HA OCHOBE BaJjicapTaHa Npous-
BoacTBa Zhejiang Huahai Pharmaceuticals Co. Ltd.
HekoTopble oTedecTBeHHble NponssoguTenm (ACINO
B YkpaunHe, Papmauestmyeckas durpma «JapHuua»)
y>X€ COOOLLMAN O NPUHATLIX UMN HEOOXOOUMBIX Me-
pax npeaoCTOPOXHOCTU.
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