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HECOBEPIIEHHBIV OCTEOTEHE3:
[NOAMMOP®U3M KAMHUYECKHUX
MMPOSIBAEHUI I TAKTUKA AEYEHUS

PesoMe

CUHAPOM HecoBepLIEHHOrO OCTeoreHesa, XapaKTepusyoWmninca NoAMMOPGU3MOM KAMHUYECKUX NPOAB/CHWUIA, NPU IEFKOM TeYeHne /J0/roe BpeMs

He ANarHOCTMPYeTCS, M CTaHOBMTCA O4EBU/HLIM TO/IbKO MOC/IE TOTO, Kak CUMNTOMbI 06HapYMBalOTCA Y AleTeli M BHYKOB 3TUX NauyveHToB. BegeHne
NaLMeHTOB C AaHHOWN HO30/10r Vel TpebyeT MHOrOKOMMOHEHTHOrO MOAX0/a B paMKax CEMbM C peLleHneM BONpOCoB NpodUAaKTUKM NOBTOPHbIX Nepe-
/IOMOB, Nle4eHUs, peabuanTaLumn u TpyA0Cnoco6HOCTM.

KnroyeBbie cn0Ba: necosepwerHbiii ocmeozeHes, coeduHUMENbHaA MKaHb, 2UNepMo6UALHOCMb CyCMaBoB

Abstract

Osteogenesis imperfecta syndrome characterized by clinical manifestations of polymorphism under light for a long time can not be diagnosed, and it
becomes apparent only after the symptoms found in children and grandchildren these patients. Management of patients with this nosology requires
a multi-component approach in the context of the family with questions of prevention of recurrent fractures, treatment, rehabilitation and disability.
Key words: osteogenesis imperfecta, connective tissue, joint hypermobility

Hecosepriennsiit ocreorenes (osteogenesis imperfecta)  Aerkue GopMbl HECOBEPIIIEHHOTO OCTEONEHE3A, BKAIO-
MPEACTABASIET COOOM PEAKOE MOHOTEHHOE 3a00A€BaHUE  4ast | TUTI, TIPOSBASIOTCS EAMHUMHBIMU TIEPEAOMAMU B
COEAMHUTEABHON TKAHU C 9aCTOTOM IIPOSBACHUS OT  AETCTBE U IIOCAE MEHOIIAy3bl Y JKEHIIUH, AMOO UCKAIO-
6 po 7 Ha 100 000 weroBek 1o BceMy MUpy. B ocHOBE  9IMTEABHO W3MEHEHUSAMHU 3YOHON 3MAAU U TOAYOBIM

3a60AEBAHUSA ACKAT MyTallMM B OAHOM M3 ABYX I'€HOB,  OTTEHKOM cKaep. D[smkeasie (opmbl, BKatowas tum IL
KOAUPYIOIIUX KoArareH I twma. KanHuKa oxBarbiBaeT — XapaKTEPU3YETCS MHOIOYUCACHHBIMU IIEPEAOMAMU, AC-
IITIPOKUH CTIEKTP KaK CKEACTHBIX, TaK 1 9KCTpacKeAeT-  (HOpMaIiAMU TPYAHOU KAETKH, KOHETHOCTEH, PAaHHUM
HBIX cuMIToMoB (1, 11]. 0CTE0aPTPO30M, IIOTEPEH CAyXa, HAPYIIICHUEM Pa3BU-

TNA NETKUX. M]\aAeHL[bI C TAaKMU N3MCHCHMAMN 1aCTO
Hawubonee wacro mcrioabsdyemasi Kaaccudukaims 1Mo yMUPAIOT BCKOPE TIOCAe poskpeHws [6, 9).
Sillence Braowaer 4 turma 3a6oaeBaHMs, KOTOPBIE Ha
[IPAKTUKE YACTO C TPYAOM HTOAAAIOTCSA pasrpaHudeHnio  Aerkue popMbl HECOBEPILIEHHOIO OCTEOrCHE3a AOATOE

[11]. Arg Bcex TUITOB XapaKTEPHBIM ABAAETCHA OCTEO-  BpPeMd He AMArHOCTHUPYIOTCA, M 3a00AeBAHNIE CTaHOBUT-
TICHUA U CKAOHHOCTH K TIPOTPECCUPYIONIE pepopMa- €S OYCBUAHBIM TOABKO ITOCAE TOTO, KaK KAMHHIYCCKUC
1, Tpebyrorias HasHadenus ondocdonaros [7]. Tak  mposiBAeHMsT 0GHAPYKUBAIOTCS Y ACTEN U BHYKOB 9THX
KaK pedb MACT O TEHEPAAM30BaHHOM 3a00NEBAHMU CO-  MaIMeHTOB. KpoMe TOro, B CBA3M C Pa3AWMHON IICHE-
CAMHUTEABHOM TKaHU, TO IIPUCOCAMHAIOTCS U 9KCTPA-  TPAHTHOCTBIO T€HA M BO3HMKHOBECHIEM HOBBIX MyTa-
CKCACTHBIC CUMIITOMBL. K TakoBBIM OTHOCATCA CHHHE  IIMIT, HAOAIOAACTCS ITOANMOPGU3M KAMHUKU CPEAU IAC-
ckaepsl, dentinogenesis imperfecta (paspyiiieHue peH-  HOB OAHOM cembu |5, 9.

THHA 3y0OB), IPOTPECCUPYIOIIAS TYTOYXOCTh B ACTCKOM

1 IOHOIIICCKOM BO3PaCTEC, PACTSLKUMBIC CBA3KU C TM-  TaKylo 3aKOHOMEPHOCTb MOKHO IIPOCACAUTBH B IIPCA-
11ePMOGUABHOCTBIO CYCTaBOB, KOHTPAKTYPBI, MBIIICY-  CTABACHHOM KAMHHYECKOM HAOGAIOACHUM TPEX ITOKOAE-
Hasl TUIIOTOHUS M TIOBBIIIIEHHAS 4acTOTA IYIOYHBIX,  HHUI CEMbU C HECOBEPIIIEHHBIM OCTEOreHe30M (puc. 1).

[1aXOBBIX U Anad parMarbHbIX I'PbIK, BDOKACHHBIX [10-
poxkoB cepania u Hedpoanruasa [2, 3, 8, 10]. [Tpu ripo-  [IpoGarnp — skermpuua 1985 ropa poxaenus, 28 aer,
BEACHUU HEOTAOKHOW IIOMOIIM KAM OIIEPATUBHBIX  OTMedaerT GOAU B IPYAHOM, ITOSICHUYHOM OTACAE [I03BO-

BMEIIIATEABCTB, Y TIAIIUEHTOB C HECOBEPITIEHHBIM OCTE-  HOYHMKA, GOAb M OHEMEHUE B TIPABOM GEApE, CAaGOCTh B
OPEHE30M BO3HUKAIOT CAOKHOCTH B IIPOLIECCE MHTYOM-  HOIax, Ta3oBble HAPYILIEHMS (3aTPYAHEHHOE MOYEHCILY-
posanws [4]. ckanwue, 3aropbl). Cypoporn B MKPOHOKHBIX MBbIITIIAX.

* Korraxrsl. E-mail: darja.ordinator@mail.ru. Teaedon: (913) 962-83-86
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C aercrBa HaOGAIOAAETCS T10 TIOBOAY HECOBEPIIIEHHOTO
OCTeoreHe3a B MEANKO-TEHETHYECKOM KOHCYABTAI[HHL.
BoAb B MOSICHUMHOM OTAEAE TTO3BOHOYHHMKA C MPPAAUA-
LIMEH B HOI'M 1 HapyITieHneM (pyHKIIUN Ta30BbIX OPraHOB
(3aropbl 1 HapyIIeHUe MOYEUCITYCKaHus) crara Gecrio-
kouthb ¢ 2003 ropa mocae popos. Ileperecra opnHaA-
nare repeaomon: 1989 r. — mepeaom mpasoit CTOIB,
1990 r. — nepenom cromrku Hoca, 1993 r. — neperom
AEBOW AOKTEBOM KOCTHU B CPEAHEI TPETU OE3 CMETTICHUS,
1995 r. — nepeaom V nansna Aeson cromsl, 1995 r. —
KpPAeBOI IepeAOM AUCTaAbHOM araHru V r1anbiia AeBoit
kucry, 1996 r. — repenom 1paBoro Ayda B THUITAMHOM Me-
cre, 1996 r. — mepeaoM rpaBoro Ay9e3arsiCTHOIO Cycra-
Ba, 1997 r. — nepeaom III narocuesont kocru, 2009 . —
riepeaom pebep A 5,6,7,8. 2010 r. — KOMITPECCHOHHBIN
HeCcTaOUABHBIN, HE OCAOKHEHHBIN TiepenoM teaa A\ 10,
KOHCOAMAMPOBAHHBIE KOMIIPECCUOHHbIE CTAOUABHbIE HE
OCAO’KHEHHbIE ITepenoMsl Tea J\ 5,6,7,8 uHa dhone ocreo-
11opo3a, 2012 r. — 1reperoM AeBO KOACHHON YaIlledKH.

ITpu ocmoTpe: pocr 161, Macca rena — 57 xr, UMT —
21,9. Teaocarokenue acreHudeckoe, peopmarivsgs Hoca
[TOCAE TIEPEAOMA, SIPKO-TOAYOBIE CKAEPDI, BPOCIIINE (arina-
CTUYECKUE) MOYKU yXa, TOTIMECKOE HEGO. YCTaHOBOYHBIT
HUCTAarM [Py B3rAsIAe BAeBo. [ lapes B Horax po BIpakeH-
HOTO B CTOIE pPasruOaHvisi, TUIIOTOHUS, TUITOTPO(US
YeThIPEXIAABOM MbIIIIIbl Geapa. Tumaaresusa L1, L5, S1.
B ri03e PoMGepra riokaumBaeTcst, iipu BHITOAHEHWH TTaAb-
11e—HOCOBOI 11pOOBI IIpoMaxuBaHue ¢ 06enx cropon. [ To-
XOAKA TAPETUYECKAs], TIEPEABUTACTCS C TIOMOITTBIO TPO-
ctu. O6BEM ABIKEHUS B TO3BOHOYHUKE OI'PDAHUYCH, BbI-
pPaKeHHBIT KU(POCKOANO3 TPYAHOTO OTACAA TTO3BOHOIHU-
Ka, HaIIPsDKEHNE TrapaBepTeOparbHbBIX MbITIII] BbIPAsKCH-
HOE, TTAABTIATTNS TTaPaBEPTEOPANBHBIX TOYCK OOAC3HECHHA
Ha BCEM TIPOTSHKEHUN, GOABITIE B TIOSICHITHOM, TPYAHOM
OTAEAE TIO3BOHOTHUKA, BBIHY;KACHHOE TTOAOKEHUE B KOP-
cere. Cummrrom Aacera crpasa Ao 45- 50 rp. IToasbiBrx
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1T 1 — 13 neperomos, Tsixenas popma. AedopMariym cycraBos.
III 2 — ner nieperomon

1113 — 1 neperom

II 2 — 11 nepeaomon

111 — 11 neperomos (ripoGanp)

I — 8 neperomon
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Pucynox 1. Lenearornueckoe depeso cervn
C HecosepuIenHbIM 0CTIE0TeHe30

B 11s1CTHO—(haraHrOBOM cycraBe 3 rmanblia kucru. Digital
saltans, coxa saltans. [uriepmo6uabHOCTD cycTaBoB 4 Gan-
Aa 1o mkaae berron. IlonoskureapHsiit cuMirtoM 60Ab-
oro mnansla. AkrusHoe 1iepepasrubanvie 11-V mansiien
KHCTEH PYK, aKTUBHOE CriOaHue B AMCTAABHBIX MEKpa-
A@HTOBBIX CyCTaBaX M pasrnbGaHue B IIPOKCUMAABHBIX
Mesxganranroseix cycrasax II-V manblieB Kucrenl pyk B
BUAe arient AeOepsh». CTpun Ha TPYAHON KAETKE, CIIMHE,
6eppax, skusore. Ha penTrenorpaMmax BbIABACHBI IIPH-
3HAKU TIePEAHETo crioHpmAoAncTe3a LS 1 cr. AHoMarms
pazsutusa L5 — spina bifida, Mex1103B0OHKOBBINT OCTE-
oxoHppo3 cermenToB L4 — L5, L5 — S1. Crionamnoap-
Tpo3 L3-4, L4-5, L5-81. Ocreoxonapos u KudoCKoANo3
TPYAHOTO OTAEAA TTO3BOHOYHMKA 2 cT. [IpusHakm crion-
annonatun. Ocreoriopos. MeTaanooCcTeOCHHTES TPYAHO-
ro oraena rosBoHodHUKA. [lpn axopormaepkapamorpa-
UM AOTTMPYIOTCSI aHOMAABHO TIPUKPETIACHHBIE XOPABI B
ITOAOCTH AECBOTO SKEAYAOTKA.

Awuarno3s: Q 78.0 Hecosepriennsiit ocreorenes, turt 4
(ayTOCOMHO — AOMMHAHTHOE HACAECAOBAHME), TIOZAHSIS
cdopma. MwueropaprKyroOTIaTHS  HYDKHETPYAHOTO, TIO-
SACHIMHO — KpecTrioBoro ypoBHs. Ocreortopos. [peokn
AVICKa C HIDKHHM TIapariape3oM, GOABIIIE CIIpaBa, C Ta3o-
BBIMH, TPOMDUICCKUMY, HAPYITICHIAMY, CTOMKUI BbIPA-
SKeHHBIT OOAEBOM, opToriepndeckuii cuappom. Cocros-
HUE ITOCAE MTOBTOPHOTO orepatnBHoro Aederus (2009,
2011 rr.) TpaBMBI ITO3BOHOYHUKA — KOMIIPECCUOHHOTO
HecrabuabHoOrO Tieperoma teaa A0 (pesekiims tena u
CMEKHBIX AVCKOB, IIEPEAHUI CIIOHAUAOAE3 AyTOTPAH-
CIIAQHTATOM, CTAOMAMBAIVSL TTAACTHHON), KOHCOAUAW-
POBAHHOTO KOMIIPECCMOHHOTO CTAOUABHOTO HEOCAOXK-
HeHHOTO Tiepeaoma Tea AS- A8. Aureancres L5, rppoka
ancka L5-§1. PacmpocTpaHEeHHBIT OCTEOXOHAPO3 TIO-
3goHOYHNKA. CIIOHAMAOAPTPO3. ACTEHO-BEreTaTUBHBII
cunppoM. Hemporennas anchyHKIsE opraHoB Mano-
ro tasa. XpoHmiecKas 3apepKka Moun. Tmnaponedpos.
XpOHMIECKUT TIUCTUT. XPOHWYECKUHA TTHEAOHE(PUT,
pemuccna. AXAUK. Cunycosas Taxuxapaua. [unoronns.

AedeHune: Kypchl XOHAPOIIPOTEKTOPOB (XOHAPONOH
100 mr Ne 30 B/m), komGuantien 1 pas B aeab Ne 20 B/m
(1 maba. 3 pasa B AeHB TI0CAE epbl B TedeHue 1 mec.).
Kcantunoaa nuxorunat 15% — 2,0 8/m Ne 10. Horre-
nue dpukcupyroriero rosgca. HITBC mipu 6oasax. Kanbrie-
MUH apBaHc 110 1 Taba. 2 pasza B aenb 1 mecary. Cuppanyp
1 Taba. Beuepom 20 pnert. Munpponar Kypcamu. Aedeo-
Hast uskyabrypa 2 pasa B pcHb. Dusnonesenue. Orpa-
HudeHue PU3NMIECKUX Harpy30K.

Coin mipobanpa, 9 aer, nepenec 13 nepeaomos ¢ 1,5 aer.
[Teperom rmpaBoro Geppa CO CMEIEHUEM T1POU3OIIEA
OT HE3HAYUTEABHON TPaBMbl (yIIaa Ha KOAEHO AOMA),
BermspKeHMe. depes 1 rop OT HE3HAYUTEABHOW TPABMbI
HACTYITUA TIEPEAOM AEBOTO Geppa — BBITsSDKeHUe. |le-
peAoM GOABITIEOEPTIOBOIT KOCTU 3 pasa Cripapa, 3 pasa
CACBA, TIEPEAOM TIACUCBOM KOCTU CIipaBa — 2 pasa,
caeBa — 1 pas. [leperom karouuiint caesa — 2009 rop,
B 2011 ropy — KOMIIPECCUOHHBIN MTEPEAOM TPYAHOTO
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oraena roszsonodHuka Th 6,7,8. Yacrelie BbIBUXU rone-
HOCTOIIHBIX CycTaBoB. Kypchl AedeHUsT 0CTEOreHOHOM
He 9bdeKTUBHBI (KOAUYECTBO IIEPEAOMOB 3a TOA HE
YMEHBIIMAOCH). Takue rperaparbl Kak MUAKaAbLIUK,
OKCHAEBUT, KaAbIIMHOBA HE MOMKET IIPUHUMATH M3-3a
pPEAKITMU B BUAE TOIITHOTBI, PBOTBL

W3 anamuesa >KU3HM U3BECTHO, YTO PEOEHOK OT BTOPON
6epeMEHHOCTH, TIEPBBIX PoAOB. Matepu 6bino 18 aer,
oty — 29 aer. bepemMennocTs rporexana ¢ yrpo3on Bbl-
kupbiiiia B 1 u 2 Tpumectpe. POAUACS AOHOIIICHHBIM, C
maccort Teaa 3 050 r, poct — 50 cm. Habaropaercs B me-
AMKO-TEHETIECKON KOHCyAbTaluu ¢ 1 ropa 5 mMecsaies
rocae niepeaoma 6eapa. B 2009 ropy BeimonneHa ornepa-
LIV 3aKPBITON PEITO3UIINH TTOCAE TIEPEAOMA AOKTEBOTO
cycrasa. Ocreocnnres crmijamu. [1pu o6bexrrBHOM 06-
caepoBaHNU Macca Teaa 37,5 kr, pocr — 135 cm. Teaoc-
AOJKCHUE TIPABUABHOE, TIPOTMOPITMOHAABHOE, MTATAaHNC
TIOBBIIIICHO, (PU3MIECKOE PA3BUTHC HILKE CPEAHETO 10
POCTY, TIOBBIITICHHAS 9AACTUIHOCTb KOKH, CHHUE CKAE-
pbl. OCaHKy ACPKUT IIAOXO, CYTYAUTCA. YCUACH KUGO3
TPYAHOTO OTACAA ITO3BOHOYHMKA. \BIDKCHUS B ITO3BO-
HOYHHKE OI'PAHIYEHBI IIPY Pa3rNOaHNH, GOAC3HCHHBIC.
I Tanbriarvis 1103BOHOYHIKA GOAC3HEHHAS B ITOSICHITTHOM
otaeae. [unepMobuabHOCTD cycTaBoB O 6aanos 1o bert-
ToH. AkTuBHOE Tiepepasrubanue I[I-V maneies kucren
PYK, IIepepasrubaHue 3arICTHO-TCTHOrO cycraBa 60Ab-
IIIOrO TIAABIIA KUCTH, TIOAOKUTEABHBIN CUMIITOM GOAB-
I1I0T'0 MAaABIIA. AKTUBHOE IIPUBEACHIUE GOABIIIOTO ITaAbIIA
K TBIABHOI CTOPOHE KUCTH PYKH, aKTUBHOE CrubaHue
B AMCTaAbHBIX MEK(pANAHIOBBIX CycTaBax M pasrubda-
HY€ B IIPOKCUMAAbHBIX MeK(paraHrosbix cycrasax [I-V
[AABLICB KICTEH PYK B BUAE (IIIEU A€OEAM, TIOIIEPETHOE
paCTSLKEHNE TAABLICB B IICTHO—(AAAHIOBBIX CycTaBaxX
B IIPOTHBOIIOAOKHOM HAIIPABACHUU B BHUAC IIIITAraTa.
Yepert o6braHON (popmMbl. AuiieBble MUKPOAHOMANMN
orcyrcTByioT. KOHTYpBI IIpaBOro AOKTEBOIO cycrasa m3-
MEHEHBI, BapycHast AehOpMAIius, ABIDKEHIS B AOKTEBOM
cycrase B IIOAHOM oObeMe. AedopMariyst AeBOro AOKTe-
BOT'O CyCTaBa, BAALI'YCHas AehOpMarins KOACHHBIX CyCTa-
BOB. Banbrycras pedopMarinsa ACTaAbHOTO OTAEGAA TOAC-
Herl. CToIIbl YIIAOITICHHBIC 3a CICT CHIDKCHIS TIPOAOAB-
HOTO U ITOTICPETHOTO CBOAQ, BAABIYC IATOTHOTO OTACAQ.
CHIDKEH TOHYC MBI, ABIXaHIE BE3UKYASIPHOE, XPUTIOB
Het. ToHBI ceparia SIcHBIE, PUTM TPaBUABHBINL. yKUBOT
MATKAM, IyIIOYHAs TPbDKA, IICUeHb He yBeanmdcHa. Ha-
PYKHBIC TTONOBBIC OPraHbl C(POPMUPOBAHBI ITPABUNBHO
o My;xckomy Tury. Lludposas perrrenorpadus rok-
TEBOTO CyCTaBa B ABYX IIPOCKIINAX: PCHTTCHONOTUICCKIE
IIPU3HAKU ITOABBIBMIXA B IIPABOM IIAEYEC — NOKTEBOM CY-
CTaBe, PErMoOHApPHOrO ocreorioposa. PenrreHorpadus
KOACHHBIX CYCTAaBOB: OCTECOIIOPO3 BHUAUMBIX KOCTCIL
C o6enx cTOpOH MONOKEHUE ITOABBIBUX KOCTE MOACHU
KHapyKu. Penrrenorpadus rmpaBoro AOKTEBOro cycrasa:
PEHTTCHOAOIMYECKUE [IPU3HAKY TIOABBIBIXA B IIPABOM
[IA€YEe — AOKTEBOM CYCTaBe, PErMOHAPHOIO OCTEOIIOPO-
3a. MaruurHo-pe3oHaHCHass TOMOrPadUs MOSCHIIHO-
KPECTLIOBOTO OTACAA ITO3BOHOMHUKA: IIPU3HAKU IIOCT-
TpaBMaTudeckon pedopmariuu Tea Th 6,7,8.

Anaruos: Q (8.0 Hecoseprienusiit ocreorenes, vt 4,
TspKeAast popma (ayTOCOMHO-AOMUHAHTHOE HACAEAOBA-
Hue). Cucremubpiit ocreortopos. Ilocrrpasmarmaeckuin
K03 rpypAHOTO OTAeAa 103BOHOYHMKA. llocTTpaBma-
THYecKas BapycHas peopMariusi 1paBoro AOKTEBOTO
cycraBa. CrubarTenbHO-pasrubaTeAbHas KOHTPAKTYpa
11paBOrO AOKTEBOIO cycrasa. Baabrycnas pedopmaria
KOAEHHBIX, TOACHOCTOIIHBIX cycraBoB. 1IpopoabHO-110-
[IEPETHOE ITAOCKOCTOIINE 2 — 3 CTEIICHU.

JAedeHne: OPTOIECAICCKIIT PEKIIM: MATPAL, [TOAYIIIKA,
oproriepndecKkast 00yBb C BBICOKUM OepIieM, CTEAbKA Cy-
nHaTOp NocTosiHHO, pekanHarop, ADK 3 pasa B pcHb.

Marb ripoGanpa, 1960 ropa poskpcHust (53ropa), HabAro-
AQETCS B MEAMKO-TEHETUIECKON KOHCYABTAIINN C AWA-
IHO30M HECOBEPIIIEHHBIN OCTEOreHe3 [T0CAE AUArHOCTH-
ki 3a60AeBaHMA Y 00enX Aodeperl 1 BHYKOB. B aHBape
2011 ropa niocae nopasiTust Beca B 10 kr (Beppo kaprorit-
KI) BO3HUKAQ pesKast 0OAb B CIIHE, 3aTe€M GOAb B pebGpax,
AroprIax. Aearaach aMOyAQTOPHO 10 MECTY SKUTEABCTBA
Kypcamu AMKAOGbeHaK (B/M, BHYTPb), aHAABIETUKH, T1PO-
3€pUH, MUABIAMMA C KPATKOBPEMEHHBIM 3(hQPEeKTOM.
[Tepenecna 8 mepeaomoB ¢ percrBa: 1965 . — mepe-
AoM crimHKA Hoca, 1973 1. — mepeaoM mpasoro 3ars-
crbst, 1975, 1977 . — mepenoM KocTer T1paBoi CTOITbI,
1980 r. — nepenom aesort kucry, 1980 r. — reperom
ripaBoii kucry, 1989 r. — reperom Kocrert ACBOM TOACHH,
2011 r. — KOMIIPECCHOHHBIN IIEPEAOM II03BOHOYHUKA.
ITo paHHBIM OG'BEKTUBHOTO MCCACAOBaHUS pocT 146 M,
macca reaa — 61 kr, UMT — 28,6, ormeuatorcst roay6sle
CKAepBI. YcuaeH rpypHont Kudo3. CKOAMO3 MTO3BOHOIHU-
ka. Cayx camken. Digital saltans. TuriepmoGuABHOCTS Cy-
craBoB 1o berton 4 6aara. Muonust. [lymoanas rppoxa.
YyBCTBUTEABHOCTB IIPU TTANBIIAIINI KOACHHBIX CyCTABOB,
FOACHOCTOITHBIX ~ CycTaBoB. Aedopmariusi KONCHHBIX,
FOAEHOCTOITHBIX, AYIE3AILICTHBIX CYCTaBOB, MEAKHX CY-
ctaBoB crort. OrpaHMeHbl ABIDKEHUS B AYIE3aIICTHIX
cycraBax. Kpermmraiss B KOAGHHBIX CycTaBax, GOABIIIE
caeBa. YyBCTBUTEABHOCTD 10 XOAY TIO3BOHOTHIIKA B TPYA-
HOM OTA€A€, B TOACHUIHOM oTaeAe. [o parmabM AaGopa-
TOPHO-MHCTPYMEHTAABHBIX HCCAepoBaHnit: Ca MOHU3M-
poBaHHbIT — 2,5 MMOAB/A; Ca 061t — 1,19 MMoab/A.

MarauTHO-pe3oHaHCHasA ToMorpadusl TPYAHOTO, TI0SIC-
HITYHO-KPECTIIOBOTO OTACAA ITO3BOHOYHMKA: ACTCHEPA-
TUBHO-AUCTPOPUICCKIE U3MEHEHISI TPYAHOTO U TI0sIC-
HITYHOTO OTACAOB TIO3BOHOYHIKA B BUAC OCTCOXOHAPO3a
IV nepuopa, rpyatnoro kudosa 3 CTereHu; oCTeoleHn-
9eCKOM crioHpmAonartnu ¢ xomrpeccuent teaa Thi10.
PeBMaronoroM BBICTABAGH BTOPUMYHBIN  OCTEOIIOPO3
TSHKCAOM CTEIICHU C MHOKECTBECHHBIMU IIEPEAOMAMU
Ha (pOHE HECOBEPIIEHHOIO OcTeoreHesa. BropudHbii
ocreoaptpo3s. Ilpu ocreopencuTOMETPUN TTOSCHUMHOTO
OTAEAQ TTO3BOHOYHMKA OTMEYAETCHA CHIDKEHHE MUHE-
PaABHON MAOTHOCTH AO YPOBHSA OCTEOTIOPO3a, TIPU OCTE-
OACHCUTOMETPUN IIPOKCUMAABHOIO OTAEAA I1PABOTO Ge-
Apa OTMEYAETCH CHIKEHUE MUHEPAABHOM MAOTHOCTH
AO YPOBHS OCTCOTICHU.
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Anaruos: Q 78.0 Hecosepriennent ocreorcues. Bro-
PUHHBIN OCTEONOPO3 TSHKEAOHN CTEIeHN ¢ MHOKECTBEH-
HBIMU TIePEAOMaMU Ha JOHE HECOBEPIIIEHHOTO OCTEOre-
Hesza. BropudaHblit ocreoaprpos.

Neuenmne: crpornus paneaar (Gusanoc) 1 caiue 1 pas B
ACHB BedepoM, Kanbiuit A3 Hukomep 1o 1 rabaetke 2 paza
B AeHb. XOHAPOIIPOTEKTOPBI B/M 110 cxeme 30 aMrtya.

Poanas cecrpa ripo6arpa 1983 ropa poskaerust (29 aer),
TIPEABSIBASIET JKaA00bI Ha OOAU B ITIEITHOM, TPYAHOM, TIO-
SICHIMHOM OTAEAC ITO3BOHOYHMKA, BO3HUKAIOIINE 1PN
AAUTEABHOM CTaTITIECKOM ITOAOKEHNH, GOAN B CyCTaBax
CTOIIBI ITPU Harpy3ke. boan B crimHe MosSIBUANCH OKOAO
5 aer Hazap. He aeumaace. B amamuese 11 nepenomos:
[IEPEAOM MEKIIAIOCHEBBIX CYCTABOB ITPABOIT CTOIIBI — B
5 Aer, mepenoM rpasoro 3arsicres — 1 Kaace, rieperom
AOKTEBOI KOCTHM B 00AaCTH AMCTaAbHOTO armdusa 6e3
cmemenna — 1991 rop, mieperoM 1paBoOT AOKTEBOM
KOCTH — 3 KAACC, KPaeBOM II€PEAOM AeBOI OOABIIEOep-
110BOM Kocty B BepxHen Tpetrn — 1996 rop, neperom
mkHen dearoctt — 1998 rop, nepeaom mManobeprio-
BOM KocTh B pucraabHoM Merasrmbuze — 2000 rop,
[IEPEAOM AEBOM OOABIIIEOEPIIOBON KOCTH CO CMEIIEHH-
eMm — 2001 rop, rieperoM Ayda B TUITMIHOM MECTE CAe-
Ba co cmerreaneM- 2003 rop, riepeaom Ayda cripaBa —
2009 rop, iepeaom ayga caesa — 2012 rop.

IIpu o6BexruBHOM 06CcAepoBanHMu poct 157 cM, Macca
reaa — 55 kr, UMT — 22 3. Terocnrosxenue HopMocTe-
Huieckoe. Koyka 6aepH0-p0O30BOTO 118€Ta, YncTast. Apko
roay6sie ckaepsl, srmkanT, muorst — 1,5 OU. B 3ese
qucro. [larpmpyercsa nepemieex IIUTOBUAHON SKeAe-
3p1. Cayx B HOpMe. CKOAMO3 TTO3BOHOYHUKA. PyOrie Ha
KOKE B BHAE MAIMPOCHON OYyMasKKH. \OAMXOCTEHOME-
Amst. MoGUABHOCTH cycTaBoB 2 Gaaaa 1o bernron. [po-
AOABHOE TINOCKOCTOINHME 3 CT., MAOCKas crorra, hallux
valgus. Ha mosgcHrIHBIX crIOHAMAOrpaMMax BbIABACHBI
[IPU3HAKN OCTEOIIEHUIECKON CITOHAMAOIIATUM M CKO-
AMO3 TIOSICHUIHOTO OTAEAQ TI03BOHOYHUKA, PU3HAKN
pPaCIIPOCTPAHEHHOTO OCTEOXOHAPO3d, YMEPEHHBIE W3-
menenwst. [ lpu ocreopeHCHTOMETPUN TTOSICHIMHOTO OT-
A€AQ TI03BOHOYHUKA U IIPOKCUMAABHOTO OTAEAA [IPABOTO
6eppa OTMEIAeTCs CHIDKEHIE MUHEPAABHOM IIAOTHOCTH
AO YPOBHSI OCTEOII0P03a. BbicoTa IMOsICHUMHBIX [TO3BOH-
KOB B IIPEAEAAX O)KHUAAEMbIX PE3YABTATOB. Z — II0Ka3a-
TEAU TIPU UCCACAOBAHUU TOSICHUIHOIO OTAEAA COCTAB-
asior: L1, L2 — B nipepenax 0KMpAQeMbIX PE3YABTATOB C
reHpeHIMen K cHmskenmnio B L1 po (-1,7), B L2 po (-1,6),
L3=(-2,2), L4 =(-3,0). IIlpu ocreopercuTroMeTprn ripoK-
CUMaAbHOTO OTAEAA TIPABOT0 Geppa OTMEYAECTC s CHIKE-
HUEe MUHEPANBHOM IAOTHOCTH AO YPOBHSI OCTEOIIOPO03a.
7 — 10KazaTeArd COCTABASIIOT: B IIIEHKE IIPABOro Geppa
U TIPABOM HAABEPTEABHOU 0OAACTH B TTPEACAAX OKHAAC-
MBIX PE3YABTATOB C TEHACHIIMCI K CHIDKCHUIO B 06AACTH
wreriku Ao (-1,6), B o6aacru Wards = (-2,3), cymmapHbIit
[I0Ka3aTeAb Ha YPOBHE HIDKHEN TIPAHUI[I HOPMBI —
Total = (-2,0). Ha GokoBbIX peHTreHOrpaMMax oripe-
Aeadercd BblpaskeHHas (PUKcHpoBaHHAA AedopMariysa

06erx CTOIl B BUAE ITATOAOTUIECKU IAOCKOM CTOIIBI —
pes planus. I IpopoabHoE T1AOCKOCTOIIHE C 06EUX CTOPOH
3 CTereHu ¢ IPU3HAKaMU OCTE0aPTPO3a CYCTaBOB CPEA-
HUX 0TACAOB 06eux croit. [omnepednoe raockocrorme
¢ o6Geux cTropoH, cripasa 1 crerenu, caesa 2 CTEeHu ¢
[IPU3HAKAMU OCTEOAPTPO3a IAIOCHE — (DAaAAHTOBLIX U
MeK(PaNaHTOBBIX CYCTaBOB 00EUX CTOIT. PeBMaTOAOT BbI-
CTaBUA AMIaTHO3: OCTE0T0P03 Ha (hOHE HECOBEPITIEHHOTO
0CTEOreHes3a ¢ MaTOAOIMYECKUMU [IEPEAOMAMU B aHaAM-
Hese, Tspkenaont crenenu Z = -3,0. CKOAMO3 [O3BOHOY-
nuka. [Ihockas croma (npuoGperennas). I1poponbroe
naockocrorue 3 cr. Hapy:kHoe nckpuBAeHME GOABITIO-
ro aneiia (hallux valgus) (mpro6perentoe).

Aeuenne: Crponiusa pateaar 1o 1 care 1 pas B cyrku
BedepoM. Anbdakarbrpon 1o 1 Mkr 1 pas B AeHB AAU-
TeAbHO. NedeOHasa GUKYABTYpPA €SKEAHEBHO.

Amuarnos: Q 78.0 Hesasepriennsiil ocreorenes. Bro-
PUMHBIA OCTEOTIOPO3 € MATOAOTHICCKUMHE TIEPEAOMAMU
B aHamMHese, Tskeaoit crernienu (Z = -3,0). CKoanos 11o-
3BoHovHMKa. [Irockas croma. ITpopoasHOE TIAOCKOCTO-
nire 3 cr. Hallux valgus.

Bayk npo6anpa 2008 1 posKACHUS POAMACS OT TEPBOI
6epemenHocT. Bo BpeMsa 6epeMEHHOCTH IIPOBOAVAOCH
ACUCHUE TIO ITOBOAY aHeMUY, OblAd Yrpo3a HEBBIHAIIIN-
BanuA. Poapr ocrosxuennsie, B 40 HepCAb ITAAHOBOE Ke-
capeBo ceuenne. Macca reaa mpu pokperun 2 780 T,
poct — 49 cm. Ao 1 MecAlla BCKAapMAUBAHHUE IPYAHBIM
MonokoM. B 11 mec. — nepenrom nipasoit 6oabitiebeprio-
Bol Koctr. I1pr 06bEKTUBHOM 06CAEAOBAHUN TEAOCAO-
JKEHUE I1PABUABHOE, I1POIIOPLIMOHAABHOE, KOJKHbIE I10-
KPOBBI GACAHO-PO30BbIE, YHUCTBIE, CKACPBI APKO TOAYOBIE,
4gepert 0ObIMHOM (POPMBL, AULIEBbIE AaHOMAAUN OTCYTCTBY-
iot. [IcuxomMoropHoe 1 ¢pusmdeckoe pa3BUTHE COOTBET-
creyer Bozpacty. Kocrnas cucrema 6e3 ocobeHHOCTET,
MBIIIEYHbIA TOHYC YAOBAETBOPUTEALHDIM, AbIXaHUE [1y9-
PHUABHOE, TOHBI CEPALIA AACHBIE, SKUBOT MATKUT, IIEICHb HE
YBEAUYEHA, TIOAOBBIE OpraHbl CPOPMUPOBAHDI TIPABUAD-
HO T0 My;KCKOMY THUITY, IMIKN B MOTTIOHKe. [ lanbrmpyer-
s KOCTHAst MO30Ab B 00AACTH ¢/31 B/3 TIpaBoit roAeHH!.
Ca kposr — 2.29 mmoab/a. V3U Tazo6eppeHHbIX cycTa-
BOB — TIPU3HAKA HE3PEAOCTU TOAOBOK Ta300eAPEHHBIX
kocreil. Koncyawrarms renernka: Q (8.0 Hesaseprren-
HBIIT ocTeoreHe3. KoHeyabTarmsa oproreaa: HECOBEPIIICH-
HBIIT ocTeoreHes. CpoCINIICS TIEPEAOM TIPABOI TOACHL

Anaruos: Q 78.0 Hecosepirennsiit ocreorenes. Cpoc-
LINICA TIEPEAOM IIPABOM TONEHU.

NAeuenwne: suramua A2 1o 5 teicsta ME B cyrku —
1,5 Mecsiia, HOAMBUTAMUHBI, KaAbIIMHOBA — 1,5 Mecsria.

[IpeacTaBAeHHOE KAMHUYECKOE HAOAIOACHUE ACMOH-
CTPUPYET, YTO AMATHOCTHKA CUHAPOMA HECOBEPITICHHO-
IO reHe3a CAOKHA B CBA3M C HEAOOIIEHKON CEMEMHOTO
aHaMHe3a BpadaMM PA3HbIX CIEIMAAbHOCTEHN, B TOM
YHCAE BpavyaMy 11ePBUYHOIO 3BEHA.
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Tak, Marepu 1pobaHpa ¢ aHAMHECTUUCCKUMU AAHHBI-
MU (8 11EPEAOMOB ¢ MOAOAOTO BO3PACTa, TOAYOBIE CKAE-
pPBL B COBOKYITHOCTH C TI'MIIEPMOGUABHOCTBIO CYCTaBOB
U APYIMMU IIPOSBACHUAMHU  COCAUMHUTCABHOTKAHHON
AWICTINA3MH), TUITMIHBIMUA AAS CHHAPOMA HECOBEPITIEH-
HOT'O OCTEOICHE3a, AMArHo3 ObIA BBICTABACH B BO3PACTE
45 Aer TOABKO MOCAE AMArHOCTUKH 3a60ACBAHUA Y ABYX
Aodepert U BHYKOB. Paznast rieHeTpaHTHOCTDb TeHa Y YAe-
HOB OAHON CEMbU BEAET K TTIOAMMOP(GU3MY KAMHIYECKIX
IIPOSIBACHUI AMICTIAQ3UM COCAMHUTEABHON TKaHu. Beae-
HIIE MAI[MEHTOB C CUHAPOMOM HECOBEPILIEHHOTO OCTEO-
reHesa TpeOyeT MHOIOKOMIIOHEHTHOT'O TIOAXOAQ C periie-
HIIEM BOITPOCOB IPOPUAAKTUKN [TOBTOPHBIX IIEPEAOMOB
U paHHEro 0cTeoapTposa. B aToM raane BbIGOp METOAOB
HEMEANKAMEHTO3HOTO U MEAMKAMEHTO3HOTO BO3ACH-
CTBHA orpaHmdeH. MepnKaMeHTO3Has I1POQUAAKTHKA
1 ACUCHNE OCTEOIEHUH, OCTEOINopo3a M OCTe0apTPo3a
HanboAee OIITIMAABHBI, Ha HaIll B3TASIA, C ITOMOIITBIO TIPE-
rapara CTPOHIMA paHenarta. Peabuanrarivsa rmpoBoanT-
CSl C y9aCTUEM HECKOABKHX CIICITHAACTOB: OPTOIIEAOB,
HEBPOAOTOB, PEaGUAMTOAOTOB. Boripocsr Tpypocmocob-
HOCTH PEIIAIOTCA KOAMETMAABHO BpadeGHON KOMIICCHUEH,
a Aaree MEAUKO-COIIMAABHON 9KCIIEPTHOM KOMUCCHEH C
YIETOM OTPaHMYCHHS CIIOCOOHOCTEH K TIEPEABIKCHUIO,
€aMOOOCAYKUBAHUIO, OPUCHTAITNH, OOYICHHUIO.
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Asmopol 3aasastom, umo dannas paboma, eé mema, npeomer
1 codeporcarme He 3ampParneanm KOHKYPUPYOUUT WHITLEPecos.

CIMPABKA

HecosepuueHHbIi ocTeoreHes (Osteogenesis imperfecta) — reHeTuyeckoe 3a60/1eBaHMe, XapaKTEpU3YIOLLEeCs MOBbILIEeH-
HOW JIOMKOCTbIO KOCTell 1 BCTpeyatoleecs npuMepHo y 1 13 20 Tbic. HOBOPOXAEHHBIX. Y Ntogel ¢ 3TuM 3aboneBaHneM
AedULMT KonnareHa, B pesy/ibTaTe Yero B OPraHM3Me CHUMKAeTCs CMoco6HOCTb pOPMUPOBAHMA HOBBIX KOCTEW W Npouc-
XOAUT ocnabeBaHue yxe CyLLeCcTBYHOLEN KOCTHOM TKaHW. [10 3TOM NpUYKHe B KOCTAX OYeHb /IErKO 06pasyloTCs TPeLMHbI
AaXe B pe3y/ibTaTe eXXeJHEBHOWN aKTMBHOCTY, a la/iee BO3HMKAIOT MOBTOPHbIE Mepe/ioMbl M TpebyeTcs rocnutanmnsaLms.

B HAaCTOALYMI MOMEHT HeCOBepLUEHHBIN ocTeoreHes (HO) aBnseTca HemsneunmMbiM 3a60/1€BaHNEM, @ COCOGLI KYNMpOBaHUS
60/1€3H1 orpaHnyeHbl. OHW BKAIOYAIOT UCMO/b30BaHME MpenapaToB Ha ocHoBe 6McdOcPOHATOB, NO3BONAOWMX YMEHb-
WWTb ocnabeBaHWe KOCTEN, @ TaKKe XUPYPrUYECKYHO UMM/IAHTALMIO CTasIbHbIX CTEPXHEN f/151 MOBbILIEHWS NPOYHOCTU.

B Poccum cyljecTByeT HECKO/IbKO LIeHTPOB, OKasblBaroLWmx noMolb getam ¢ HO. Xpynkumn naumeHTaMm 3aHMMaroTcA B
Mockse, CaHkT-leTepbypre, Yde 1 HEKOTOPbIX APYrUX ropogax. B nosHom Mepe MeXANCUMNIMHAPHBIV MOAXOA ycnel-
HO ZleiCTBYyeT B MOCKOBCKOM EBponeinckoM MeamumHckoM ueHTpe (EMC), rge opraHM3oBaHO MOJIHOLEHHOE /iedeHre U
obcnegoBaHve getenn ¢ HO B xoge 2-x U 3-x AHEBHbIX MJIAHOBbIX FOCAUTANN3aALMIA, HA KOTOPbIE AeTW MPUr/IalLaloTCs
Kaxgble 2-4 Mecaua. pynna cneLnanncTos, COCTOALAA U3 NeMaTpa, reHeTUKa, optonesa, peabuamTonora u ncmxosora
KOHTPO/IMPYIOT NpoLiecc iedeHus U peabuantaymm. OnepaTMBHOE NeveHne NPOBOAUTCA 34eCh e, a PN He0bX0ANMOCTH
YCTaHOBKM TeNeCKOMMUYECKUX WTUPTOB, KOTOPbIE B HaLLENM CTPaHe He nLleH3MpoBaHbl, LieHTp oTnpasnseT geteii B lepma-
Huto. Begenue geteli c HO B EMC nonHocTblo onnaynBaeTca 6narotBopuTebHbIMM GOHAAMM.
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