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AnnoTtanusi. bonesns Jlo6mTeliHa-Bponuka — 9T0 HaciencTBeHHAsd OUCIIIa3Usa COeQUHUTENbHOU
TKaHM, XapaKTepU3yIollasicsa XPYNKOCThI0 KOCcTel U medopMalusiMu KoHeYHocTel. YacToTa
BCTPEYaeMOCTH Y HOBOPOXOeHHEIX 7,2:10000, Hanboee pacnpocTpaHeH 4 THUI.

Abstract. Lobstein-Vrolik disease is a hereditary connective tissue dysplasia characterized by
fragility of bones and limb deformities. The incidence in newborns is 7.2: 10000, the most common
type is 4.

KnroueBnie cjioBa: HecoBepIlleHHBIN OCTeOoTeHe3, fedopMalus, IepejoM, Kojjiares 1-tuima,
OCTEOTOMHUS.
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HecoBepiieHHbI ocTeoreHes (60se3Hb JIobmTetHa—BposnKa, HecoBepIllleHHOe KOCTeoOpa3oBaHue,
osteogenesis imperfecta) — aTo HacnencTBeHHOE 3a00JieBaHME, KOTOPOE MIPOSIBIIIETCS ITOBHIIIIEHHOM
JIOMKOCTBIO KOCTefI, BBEI3BAHO MYTaAllUSMHU B I'€HaX KOJIJIareHa I THUIIQ, OGyCJ’IOBJ’IeHO HapylaieHuem
byHKIIMY 0CcTE06/1aCTOB, ¥ MIPUBOAUT K HAPYIIEHUIO 9HAOCTAJIBHOTO U IIEPHUOCTAIBHOTO
OKOCTeHeHUs. B ocHOBHOM 00JIe3Hb HACJIEAYETCS 110 ayTOCOMHO-IOMUHAHTHOMY IIYTH, HO OBIBAIOT
penKue ciiydau - ayTOCOMHO-PEIleCCUBHEIE U CBSI3aHHBIE C X-XpOMOCOMOM hopMel 3aboneBanusi. B 85
% ciy4yaeB 3a0oJieBaHNe BO3HUKaeT B ciencTBue myrtaruu B reHax COL1A1 u COL1A2, KoTopeie
OTBEUAalOT 3a CUHTE3 KoJljlareHa 1-ro Tuma, B OCTaJIbHBIX CIIydasX OHO pa3BUBaeTCS U3-3a MyTallui
B TeHax 0eJIKOB, OTBEUAOIINX 3a PETYJIALNIO CUHTE3a KojjlareHa, ¢GOpMUPOBaHMEe KOJIJIar€HOBBIX
BOJIOKOH ¥ QYHKIMOHUPOBaHUE 0CcTe001acToB. OCHOBHBIE MTPOSBIEHUS 3aTPAruBalOT OTIOPHO-
OBUTATEJIbHBIM amnllapaT — 4YacThle IIepejIoMEl, Tporpeccupylomniue aedopMaluy OIUHHBIX KOCTEH,
pebep ¥ MO3BOHOYHMKA, HAPYyIIEeHNE POCTa, TUNEP3JIaCTUUYHOCThL CYCTaBOB, MbIIIeyHas cnabocTs. K
OCHOBHBIM BHECKEJIETHBEIM IIPU3HaKaM OTHOCSTCS HECOBEPILIEHHBIU NIeHTUHOTeHe3, U3MEeHEHHBIN
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IIBET CKJIEP, KOHOYKTUBHBIE UJIM HEUPOCEHCOPHBIE HAPYIIeHUs ciTyXa. Cpeu caMbIX PeOKUX
ITPOSIBIIEHUI CHCTEMHOTO XapakTepa 3a00eBaHMsI MOXKHO BLIAEIUTL U3MEHEHHNS CO CTOPOHEI
CepoevHOo-COCYyOUCTON (paciIupeHne KOPHS aOPThI, KJIallaHHbBIE HAPYIIIeHUS) U ObIXaTeIbHON
cucrteM. [1]

3aboeBaHue BO3HUKAET B pe3yIbTaTe HapylleHUs CUHTe3a KomnareHa 1-ro tuna. Konnaren 1-ro
THUIIAa — 9TO OCHOBHOM 0€JI0K MeXKKJIETOYHOI'0 BellleCTBa B KOCTSX, KOXKe U CBs3Kax. OH COCTaBIsSeT
MIPUMEPHO OOHY TPeTh Bcero Oejika B opraHu3Me. OH MpecTaBiIsieT co00M TPOUHYIO CIIUPAJIh,
KOTOpasi COCTOUT U3 OBYX pro-al-memneir u OOHOU Pro-a2-memnu, KOTOPble CUHTE3UPYIOTCSA U3 TE€HOB
COL1A1 u COL1A2 cooTBeTCTBEHHO. B cregcTBue MyTauuii nu3MeHeHHas «-Ilellb MejIeHHee
IPOXOAUT Iporecc PoIOuHTa, U3-3a 3TOTO (pepPMEHTH], OCYIIECTBIAI0IINE TOCTTPAHCIAIIMOHHYIO
MopuduKanuio, JOIbIle B3aUMOIENCTBYIOT C (-IIETIbI0 M HapylIIaloT €€ CTPYKTYpPY. [laHHbIEe
M3MeHEeHUS BelyT K HapyLIIeHUIO 9K30IINTO3a U CIIMBAHUS MOJIEKYJI KojlareHa B puOpHIIIEL, 9TO
MOJKeT IIPU BOOUTH K BKIIIOUEHUIO MeXaHU3Ma alolTo3a. B pe3ynbTaTe HaHHBIX U3MEHEHUNU
dbopmupyrTCa aHOMaIbHEIE KOJIJIaTeHOBBIE BOJIOKHA, M3-3a KOTOPHIX HapyIllaeTCs apXuTeKTOHUKa
KOCTHOU TKaHU. BO3MOKHO, 9TU IPOLIECCHI BIUSIOT U Ha PeMOLeNNupoBaHre KOCTU. Y IallieHTOB C
TSI2KeNnbIMU (hOpMaMy HECOBEPIIEHHOI'0 OCTeOoreHe3a KOJIMYEeCTBO OCTEOKIIaCTOB U 0CTe00J1aCTOB
yBeJINYUBAETCs, 3TO TOBOPUT O TOM, UTO IIPOLECCH PEMOIEIUPOBAHUS KOCTU YCKOPSAIOTCS.

3a rmocnenHMe TOObLl B Pe3yJibTaTe U3yUeHUs reHoMa O0IbHBIX ¢ 60one3Hbi0 JlobimTelina—Bponuka
OBLIM YCTAHOBJIEHBI HOBBIE TPUYMHBI PA3BUTHS 3a00I€BaHUS: MyTAIlUM B TeHaX 6EJTKOB, KOTOPHIE
Y4YaCTBYIOT B MIOCTTPAHCIIAIIMOHHON MOAu(pUKaIuY, TPHUCOEMUHEHNUH IITaTlepoHa, QOIOUHTE U
CITMBAaHWM KoJlareHa. OOHapyKeHue HOBHIX T€HOB 3HAYUTEIbHO PACITUPUIIO TTIOHUMaH1e
KJIETOYHOTO ¥ OMOJIOTMYECKOI 0 TaTOTeHe3a PAa3BUTHUST HECOBEPIIIEHHOTO OCTeOoreHe3a. Y O0TbHBIX
HECOBEPIIEHHLIM OCTEOTeHEe30M TaKiKe HalIeHbl U3MEHEHUS U B ITpoliecce OPMUPOBAHUS KOCTHOMU
TKaHM, KOTOPBIE CBSI3aHBl HE C KOJIJIareHOM, a C HapyIlIeHneM MUHepaIu3alluu KOCTH,
ouddepeHITUPOBKY U GYHKIIMOHUPOBAHUS 0CTE001acTOB. BhITHM HalgeHkl ayTOCOMHO-PEeIleCCUBHEIE,
X-CBsi3aHHBIE U OOMOJIHUTEJIPHBIE ayTOCOMHO-IOMUHAHTHBIE ITYTH HacjaemoBaHus. [2] TUIHYHBIN
MPU3HAaK [OJI JAHHOW MATOJIOTUH — 3TO CKJIOHHOCTD K TIEepeJioMaM [JIUHHBIX TPyO4aThIX KOCTEH,
pebep ¥ KITI0YHIl TPU MUHUMAILHOW TpaBMe; MPUYeM YeM PaHbIlle BO3HUKAIOT MPOSIBIEHUS, TEM
TsIZKeJlee MpoTeKaeT 3abosieBaHue. [Ipyrue aHoMalIuu: YKOPOUYEeHNEe U UCKPUBJIEHUE BEPXHUX U
HUXKHUX KOHEUHOCTE! BCIEICTBUE IePEeJIOMOB, MEIIIIeYHbIE aTpoduu, Pa360oITaHHOCTE UTH
KOHTPAKTYPHI CyCTaBOB, TOMyObIE CKIIEPHI, KEJITO-KOPUYHEBHIN I[BET 3y00B, medopMaIiuu
TTO3BOHOYHUWKA U TPYOHOU KIIETKH, MIUTENbHOE He3apallleHrue POJTHUYKOB U IITBOB Yepera,
nmpeobJjiaflaHue 3a CUET 3TOTO0 MO3TOBOI'0 Yeperna Haj JIMIEBLIM, OTOCKIePo3. [lepesioMbl HEeIlI0X0
cpacTaTcs ¢ o0pa3oBaHreM KOCTHOM M0O30J1u. HexapaKTepHHBI ITepesioMbl yepera. [leTu Majo
OBUTAIOTCSI, OTCTAIOT B COMAaTUYE€CKOM PAa3BUTHH.

ITo cpokam MaHHdecTaIKn 3a00IeBaHMSI BBIIEISTIOT:

1. PauHo010 dpopmy (Bponmmka) — mepesioMbl IIPU 9TOM BO3HUKAIOT BHYTPUYTPOOHO UM Cpa3y IOCe
POXKOeHUs MaJlblila.

2. [To3pHioo ¢opMmy (JIobuiTeiHa) — KOraa ITepeIoMbl BOSHUKAIOT ITOCJIe Hadalla XOabOHI.

Ha ceropusamuui ness Kinaccudukanusa Sillence garie Bcero uCnonb3yeTcss B KTUHUYECKOU
IIpaKTUKe.

I Tun — 3TO camas nerkas ¢popMa, OJIsT Hee XapaKTePHBI YaCThIEe IePEJIOMBI, CHHUE CKJIEPHI U SIBHOE
HapyIlleHue ciiyxa. [IepeoMel IOsIBIIAIOTCS B paHHEM BO3PacTe, KOTma pe0eHOK TOJTbKO HauUHaeT
XOOWUTh, UX YaCTOTa CHUIKAETCS II0CJIe 3aBEePIIeHus pocTa. [ledhopMaliny KOHEYHOCTEH BO3SHUKAIOT
DOBOJIBHO PEOKO, YaCTO Yy IMallieHTOB HOPMaJIbHEIM POCT. HecoBepIleHHbIH JeHTUHOTeHes
BCTpPeYaeTCs OYeHb PeIKo.

Il Tun — nepuHaTaNbHO JeTanbHasg ¢GopMa; KoTopas XapakKTepusyeTcs Hauboee TAKeTbIMU
MIPOSIBJIEHUSIMU, €CJIN peOeHKY yIaeTCs BhIXKUTh B Podax. MHOXKECTBEHHbIE IE€PEJIOMBI TTOSIBIISIOTCS
y2Ke Ha BHYTPpUYTPOOHOM 3Tare. KOHeYHOCTH 00BIYHO KOPOTKHUE U UMEIOT Iyroobpasuyoo Gopmy.
CMepTh HacTylaeT U3-3a ObIXaTeIbHON HeJOCTaTOYHOCTU BCIEICTBUE MaJIeHbKOU I'PyOHOU KIIETKH,
repesioMoB pebGep ¥ MTHEBMOHUM, CBI3aHHOM C KOJIJIareH-aCCOIIMUPOBAHHON aHOMaJInel CTPOEHUS
JIETOYHOU TKaHMU.



III Tum - XapakKTepU3yeTCs NPOrpecCUpyomuMu gedopMaliusiMu KOoHedHOCTel. BonbHbBIE IEPEHOCIT
OTrPOMHOE KOJIMYECTBO IIePEJIOMOB B TeueHue XKu3Hu. PopMa auila OOBIYHO TPEyTroJbHas, C
BBICTYTIAIOIINMH JTOOHBIMH OyrpaMu, CKJIEPHl CHHET0 HJIM Ceporo IBeta. YacTo 0TMEYalTCs TaKXKe
HECOBEePIIeHHLIN IeHTUHOTeHe3, KOMIIPEeCCHs TeN II03BOHKOB, CKOINO03, miIaTuba3us. PocT
MMalMeHTOB 4YaCTO OYeHb MaJIeHbKHUU.

IV Tunm — cpengHey cTemeHu TsaxkecTu. YacToTa MepeoMoB IPUMEPHO paBHa 10, mO3TOMy MHOTHE
MAIMEeHThl CIIOCOOHBI XOOUTh. [/ MaHHOT0 TUIIA XapaKTEePHBI HECOBEPIIEHHBIN NeHTUHOTEHES,
0a3unsgpHOe BOaBleHWE, HAapYIIeHUe ClIyxXa U BapuabelbHOCTh POCTa.

[InarHocTUYeCKUEe KPUTEPUU HECOBEPIIIEHHOTO OCTEOTeHe3a:
1. IToBBILIIEHHAS JIOMKOCThH KOCTEH.

2. T'onyGble CKIIEPHI.

3. XKenTtrie, «THTapPHBIE» 3YOHI.

4. OTOCKIIEPO3.

PeHTreHomornyeckue u3MeHeHus B nuadusax TpyO6UaThIX KOCTEHN, a UMEeHHO: Ouddy3HBIN
OCTEOIIOPO3 BIUIOTH A0 IPO3PAavYHOCTU KOCTU, PE3K0O€E UCTOHYEHNEe KOPTUKAJIbHOI'O CJI04,
yMeHBIIIeHNE TI0TIepPeYHrKa Auadu30B C pacIIupeHrneM MeTapu30B, CETYATHIA PUCYHOK I'y69aToro
BeIlleCcTBa, MHOXKECTBEHHEIE KOCTHBIE MO30JIM, UCKPUBJIEHNE TIOM BIUSHUEM TATHW MbIII. [Ipu
onpepnesieHuu KinupeHca ¢hocdaToB U KalbliUs 10 KPEeaTUHUHY 0TMeYaeTCs CHUXKEeHHAas UX
nogevyHas peabcopbums. OuddepeHIInaIbHEIN IUAarH03 IPOBOOUTCS C PA3JIMYHEIMU (opMaMu
paxurta, runodocdaTasreli, IOBEeHWIbHBIM UAUOIaTUYECKUM OCTEOIOPO30M, MeTadu3apHEIMU
XOHOpoOUcInasusiMu. [3]

JledyeHUe HECOBEPIIIEHHOI O OCTEOTeHe3a ABISIETCI CUMITOMAaTUYEeCKUM U B OCHOBHOM 3aBUCUT OT
TSXKeCTU TeueHuUs. Llenp nedyeHus 3aKII04YaeTCsa B CHUKEHUN YaCTOTHI IIE€PEJIOMOB, IOBBLIIIEHUU
MOOUIBHOCTU U HE3aBUCHMOCTHU MallMeHTa, CHUXKeHUU 607IeBOT0 CUHIPOMA, B CBOEBPEMEHHOM
BBISIBJIEHUU U KOHTPOJIE BHECKEJIETHHIX IPOSIBIIEHUN U TPODPUIIaKTUKE TTOO0YHEIX 9(PHEKTOB
JIeKapCTBEHHOU Tepanuu. BeiencTBue reHepaan30BaHHOCTH U TeTEPOT€HHOCTU HECOBEPIIEHHOT O
0oCTeoreHe3a HEOOX0OUMO IIPUMEHSATh UHANBUAYAIbHBIN U MYJTbTUANCIUIIINHAPHBIN ITOAX0[ ITPU
JeYeHuU MalueHTOoB. BecTu nmamuenTa ¢ 6ome3Hb0 JloOmTeiitHa—BponrKka monxKHa KOMaHIa
CIIeIIMaIMCTOB, COCTOSIIAs U3 IIefruaTpa, 9HOOKPUHOJIOTa, peabuIuTosora, TpaBMaToJIora-opTonena,
TeHeTHKa, CTOMATOJIOTa, CypHoJjiora, IICUX0JIoTa M COLMAIbHOTO PaboTHHUKA.
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