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Pe3ome. HecoBepiieHHbII ocTeoreHes, BKIIOYEHHBIH B CIUCOK Op(aHHbIX 3a001eBaHui,
B HACTOSINEE BpEMs SBISCTCS TMPOOJIIEMOH C OCOOBIM YpPOBHEM MEIUIIMHCKOW U
COIMANTLHON 3HAYUMOCTH, MOCKOJIbKY JUCCOIMUPOBAHHAS MATOJOTHS COSIUHUTEIBHON
TKaHH M KOCTHOI'O MaTpHKCa NPUBOJUT K TMOJMCUCTEMHBIM IPOSBICHUSIM C
WHBAJTUIM3aMed W CYIIECTBEHHBIM CHW)KCHHEM KauecTBa Ku3HH Llens wcciemoBaHus:
OINHCAHKE KJIMHUYECKOTO CIy4as HECOBEPIIEHHOTO OCTEOTeHe3a y HOBOPOXKICHHOTO
peOeHKa ¢ JeTalbHbIM U3J0KEHUEM MaTOTCHETHUECKHUX aClIeKTOB, METOIOB THAarHOCTHKH
Y TaKTUKU BeJieHUsl. Matepuaibl 1 METOJIbl: IPOaHAIM3UPOBAHBI TJAHHBIC TUTEPATYPHBIX
WUCTOYHUKOB W MEJUIIMHCKOW JTOKYMCHTAIIMH PeOCHKA C HECOBEPIICHHBIM OCTEOTCHE30M
C YYeTOM THHEKOJOTMYECKOTO M aKyIIepCKOro aHamHe3a MatepH. [IpoaHamu3upoBaHbI
JAaHHbIE KOMILIEKCHOTO KIMHHUKO-Ta00paTOpHOTO W MHCTPYMEHTAIBHOTO 00CIIeIOBaHUS.
PesynmbTathl: mpeicTaBieHa oOIIas 3THOJOTMYECKAas M KIMHUKO-NATOTCHETHYECKAs
XapaKTepUCTHKA HECOBEPIICHHOTO OCTEOreHe3a, JaHa KIMHUYECKas XapaKTepUCTHKA
TedyeHUs] 3a0oNeBaHWs Yy TAalWeHTa, TPUBEJCHBI JAaHHBIE €ro HHCTPYMEHTAJIBHOTO,
TEHETHYECKOTO UCCIICIOBAHUS, a TAaKXKE H3JI0KEHBI OCOOCHHOCTU TeueHHs 3a00JeBaHUs
Ha TEpPBOM TOAy >Ku3HH. 3akiroueHue: CBOEBpeMEHHas MOCTAHOBKA JUarHo3a Ha
OCHOBAaHWH CHENU(PUIECKOW KIMHUYECKOW KApTHHBI U PE3YJIbTATOB TECHETUYECKOTO
aHanmm3a, KOMOWHAIMA MEANKaMEHTO3HOTO M HEMEJWKaMEHTO3HOTO JICUCHUS, paHHSs
aKTHBHAs pealwIUTAIHS MO3BOJSIOT JOOUTHCSA 3HAYUTENHHOTO 3((deKTa B ymydlIeHuH
Ka4yeCTBa XU3HH MAIlMEHTA U MPEIOTBPALICHUN OTIAICHHBIX MOCIICACTBUI.

KuroueBble cjoBa: HOBOPOXKICHHBIM, HECOBEPILICHHBI OCTEOTE€HE3, IEPEIOM,
MUHEpaIU3alus KOCTH.

Axmyanvsnocms. HecoBepiieHHbIN ocTeorenes (00e3Hb «XpYyCTalIbHOIO YEIOBEKaY,
Oone3np JloOmreiiHa-Bponuka) - rereporeHHas TIpynmna T€HETUYECKUX PACCTPOUCTB,
pa3BUBAIOLIMXCA B pe3yjbTaTe M3MEHEHUs CTPYKTYpbl M KOJMYECTBA BbIPAOATHIBAEMOTO
KOJUIAreHa, XapakTEePHU3YIOIIMUXCSl IMOBBIIIEHHON XPYMKOCTBIO KOCTEH, CHHKEHHEM MacChl
KOCTHOM TKAaHHW, CKIOHHOCTBIO K II€peIOMaM KOCTE€W pa3IudHOM CTEIEHU TSKECTH,
HAJIMYUEM, B psJie CIydaeB, aAeopmariii cKejleTa ¢ HU3KUM POCTOM, aHOMAJUi JIEHTHHA,
ronyObIX CKJep, CcHWXeHus ciyxa, [1, 2, 3]. OOmemupoBble TOKa3aTENIH YaCTOTHI
BCTPEUYAEMOCTH HECOBEPIIEHHOI'0 OCTEOreHe3a cocTaBlisAoT 6—7 cioydaeB Ha 100000 nereit,
0€3 3aBUCHUMOCTHU OT T€HJIEPHON U paccoBoii coctaristomeid. B Poccun nanHbIi nmokazareins
Heckoubko Huke - 1,08 Ha 100000 HoBOpOkA€HHBIX. CTOUT OTMETHTH, YTO JETKHe (POpMbI
JTAHHOTO 3a00JIEBaHUSI YaCTO HE BEPUQPHUIMPYIOTCS U, COOTBETCTBEHHO, HE YUUTHIBAIOTCS B
CTAaTHUCTUYECKUX JaHHBIX. [loaTOMy (QakTudeckas pacnpocTpaHEHHOCTh HECOBEPIICHHOTO
OCTEOreHe3a MOXKET OTJIMYaThCs, KAK B MUPOBOM acCIleKTe, TaKk W MO MokasarensaMm B Poccun,
yT0 TpeOyeT manpHelmero ee ananmusa [2]. [lomuMmopdusM KIMHHYECKOHW KAapTUHBI H
MOJIMCUCTEMHOCTh CUMITOMATHKH, CYIIECTBEHHO CHUKAIOIIEH KauyeCTBO KM3HU MAIllMEHTOB,

CBUJICTEILCTBYIOT 00 0CO00M KIMHUYECKON U COITUATBHON 3HAYMMOCTH JTaHHOU MaTOJIOTHH.
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Ilens wuccienoBaHWsT — ONKUCAaHUWE KIMHUYECKOTO Cllydas HECOBEPIIEHHOIO
OCTEOreHe3a y HOBOPOXKIEHHOTO peOeHKa C NeTaJbHBIM M3JI0KEHHUEM MaTOr€HETHYECKUX
aCIEKTOB, METO0B JTUArHOCTUKU U TAKTUKU BEJICHUS.

Mamepuan u memoost ucciredosanusn. llpousBeneH 0030p 3apyOCKHBIX H
OTCUECTBEHHBIX NYyONHMKaIMi C WCHoJab30BaHueM TouckoBbix cucteM eLIBRARY.RU,
cyberleninka.ru, Medscape, PubMed. KnuHnK0o-aHAMHECTHUYECKUH METOJ BKIIOYAI
U3y4YeHHE HUCTOpUU OO0Je3HH peOeHKa, HAXOIWBIIETOCS HAa CTAlMOHAPHOM JICYCHHH B
OT/AEJICHUU NATOJIOTUH HOBOPOXAEHHBIX U HefoHOIEeHHBIX AeTel Ne2 ['BY PO «I'Kb No20»
r. PocroBa-Ha-/IoHy, C THMHEKOJIOTMYECKUM U aKYyLIEPCKUM AaHaMHE30M MaTepu,
KOMIUIEKCHBIM  (pM3MKaIbHBIM,  KIMHHKO-Ta0OpaTOPHBIM M HHCTPYMEHTAJIbHBIM
o0cie10BaHuEM, KOHCYJIbTAlUSMU CMEKHBIX CIIELIMAJIUCTOB, a TaKXKe KOHCYJIbTalUsIMU B
Je4eOHBIX YUpexaeHusX (heaepanbHOro ypoBHSI.

Ilonyuennsvie pesynomamor u ux oocyycoenue. CoriacHo pesyjbTaTaM aHaINU3a
JUTEPATYpPHBIX JaHHBIX, HECOBEPIICHHBI OCTEOreHe3 HacleqyeTcs Kak MO0 ayTOCOMHO-
JOMHHAHTHOMY, TaK W MO ayTOCOMHO-PEIECCHBHOMY THUITy, HO Hamle (MpUOJM3UTEIHHO B
60% cnaydaeB) BO3HMKAIOT CIOHTAaHHbIE MyTauuu. lIpy ayTOCOMHO-TOMUHAHTHOM THIIE
HacJeJ0BaHUsl UMEET MECTO MyTalusl B JIByX I'€HaX KoJulareHa mnepBoro tuma — ol uenu
(COL1Al) u o2 (COL1A2) [4, 5]. Uzyuenn Oonee 1,500 nOMHHAHTHBIX MYyTAaIlWH,
OpUBOJALIMX K JAHHOM MATOJIOTMHM, KpPOME TOrO, BBISBICHBI JApyrue MPUUYUHBI
BO3HUKHOBEHHs 3a00JieBaHUs, HE CBsi3aHHble C¢ KoareHoM | tuma [1]. Knunuuecku
BbLIEIAIOT Oosiee 15 THUMOB 3a00JeBaHus, BKIIIOYas HEKIACCU(PULIMPYEMbIE TUIIBI U CXOHbIE
CcUHAPOMBI. [IpenMyIiecTBEeHHO ayTOCOMHO-JIOMUHAHTHBIA TUI HacleAoBaHUs uMerT [V
TUTIBI HECOBEPIIEHHOTO ocTeoreHe3a. [Ipm HecoBepmieHHOM octeoreHe3e | Tuma medext
nokamuzyercss B reHe COLIAI, 4dYTo COmpoBOXKAAETCS CHUKEHHEM KOJIMYECTBA
BbIpabaTeiBaeMoro koiiareHa | tuma; mpu [I-IV Tumax m3meHsieTcss CTpyKTypa KoJulareHa
BcneactBue mytanuii B reHax COL1A1 u COL1A2. [Ipu HecoBepiieHHOM ocTeoreHese V
TUIIA MYyTalusi B TeHe HWHTEpPEpOH HHIAYLHMPOBAHHOTO TpaHcMeMOpaHHOro Oenka 5
(IFITMS) npuBOIUT K NaTOJIOTMYECKUM (opMaM MUHepaIu3aluu kocrei [1, 6, 7].

CornacHo Haunbosee pacrpocTpaHeHHON kinaccuduxamuu Il Tun HecoBepiieHHOTO
OCTEOreHe3a B OCHOBHOM KOJMYECTBE CIy4aeB XapaKTEPU3YETCs TSKEIBIM TEUEHHEM, CO
3HAYUTENIbHBIMU  JieopMallMsiMU  KOCTEH, BBIPAKEHHBIM CKoiMo3oM. Habmonarores
YKOPOUEHUE U HUCKPUBIICHHE KOHEYHOCTEH, TYJIOBUILA, AHTEHATAJIbHbIE U MHTPAHATAJIbHbBIC
NEPENIOMbI, TEJIECKONMUYECKUE TIePeJIOMbI, XapakTepHa TpeyrojpHas ¢opMa JIHIa,
HApYIICHUE JICHTUHOTEHE3a, TEMHO-TOJIyOble WM CEphI€ CKJIEPHI, TUIEPILIACTHYCCKHE
KOCTHBIE MO30JH [4, 8, 9]. B KIMHNYECKYIO KapTUHY BXOJAT MOBBILIEHHAS JOMKOCTb KOCTEN
C BBICOKOM YacCTOTOM MHOECTBEHHBIX CIIOHTaHHBIX MEPEIOMOB, BKJIKOYAs M IEPEIOMBI
pebep, B TOM 4ucie BHYTPUYTPOOHBIE (MPU TSAKEIOM TEUEHHWH) WM MOCTHATAJbHbIE — B
nepole 14 paneit xu3Hu. Mmeror mecto aedopmanusi rpydHONW KIETKH, YKOPOUEHHUE U
nedopMalisi KOHEYHOCTEH C BBIPAKEHHOM HHU3KOPOCIOCThIO, (DOPMHUpPOBAHUE JIOKHBIX
cycraBoB. [lpm nerkoMm TedeHWH 3a00JE€BaHUS KIMHWYECKHUE TMPOSBICHUS BO3HHKAIOT

IIOCTHATaJIbHO, OHH ci1abo BBIPAXXCHBI MW MNOPCACTABJICHBI OTACIbHBIMU IICPECIOMaMU
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KOHEeuHOCTel 6e3 mocienyromeit aegopmannu, GopMupoBaHUs JOXKHBIX cycTaBoB. [1o mepe
YBEJIMUYEHUsI BO3pacTa peOEHKa 4acToTa CHOHTAHHBIX MEpPEIOMOB CHUKaeTcs. OAHAKO BO
BCEX CJIy4asiX HECOBEPIIEHHOI'O OCTEOreHe3a 0y/1eT UMETh MECTO OCTEOIEHUSI U CKIOHHOCTb
K Tporpeccupymromeil aegopMannu OTACNbHBIX KOCTeW M ckeneta B 1enoM. [lomumo
MOpPaXXEHHsSI OTIOPHO-JBUTATENFHOTO amnmnapara, OyayT HaOMI0JaThCs M3MEHEHHUS B JIPYTUX
cucrteMax opraHoB. Hampumep, mpu MHOIMX THUIIAX HECOBEPUIEHHOTO OCTEOreHe3a
OTMEUAEeTCsl HAJIWYUE TONYOBIX WM CephIX CKiep, Aud¢y3Has MbIIIeYHas TUIIOTOHHUSA,
HapylIEHUE JIEHTUHOI€HE3a, BHCLEPAIbHBIE TIPBIKH, BPOXKJICHHBIE IOPOKH CEpALa,
HeppOIUTHA3, MPOrPECCUpYIONIas AECTPYKIUSA 3yOOB («IHTapHbIe 3yObl»), HapacTaromas
TYroyXoCTb, THIIEPMOOUIIBHOCTD CYCTaBOB U KOHTPAKTYpHI [5, 10, 11].

JInarHocTHKa HECOBEPILIEHHOIO OCTEOT€HE3a OCHOBAHA HA COYETAHUU MPEHATAJIbHBIX,
NOCTHATaIbHBIX KIMHUYECKUX U TEeHeTHYecKuX Kputepues [6,7, 12], Tak, npenatanbHas
JUArHOCTHKA BKJIIOYAET JlaHHbIE YJIbTPA3BYKOBOTO HCCIEIOBAaHUM IUI0Ja (TUIHYHBIE
W3MEHEHUsI KOCTeH Busyanusupyworcs ¢ 13-14 Henmenu recrainuu), JTOMOJHEHHbIE
7a00paTOPHBIMU ¥ THUCTOJOTHYECKUMH JAHHBIMH (OWOIICHS BOPCHHOK XOPHOHA C
BBISIBIICHHEM IaTojiorndeckoro kojutarena | tuna wim deranpaoit JIHK). B xnmuHnueckue
JMAarHOCTHYECKUE KPUTEPUU BXOAAT: OTATOLUCHHBIM HACIEACTBEHHBIM aHaMHE3 [0
HECOBEPUICHHOMY OCTEOI€HE3y WM PEUUIUBUPYIOLIUMM MEepeaoMaM; CIOHTaHHbIE
M30JIMPOBAaHHBIE UM MHOKECTBEHHBIE IEPEIOMbI; KOMIIPECCUOHHBIE MTEPEIOMbI TI03BOHKOB;
aneTaOyJsipHble MPOTPY3UH, HU3KOPOCIOCTb, HapyLIEHHE IEHTHMHOIEHE3a; ToyyOble WIIN
cepble CKJIEPbI; MPOrpeCCUPYIOIIasi CEHCOHEBpaIbHAsl TYTOYXOCThb; pa3IMYHbIC MPOSIBICHUS
CUHApPOMA IHUCIUIa3MH COCIUHUTEIBHON TKAaHW, JIOTIOJHUTENbHbIE (BOPMHUEBHI) KOCTH,
pacrojararpmuyecs B 00JIacTH IIBOB MEXIY KOCTSAMH CBOJa Yepemna, pasMepoMm 110 6 MM,
HapyIICHHE OCCU(HUKAIMU C HHU3KOW IJIOTHOCTHIO KOCTHOM TKaHH, COTJIACHO JaHHBIM
JIEHCUTOMETPHUH U PEHTT€HOJIOTMYECKOro uccaengoanus [13, 14, 15].

JleyeHue mpeACTaBICHO MEIMKAMEHTO3HOM M HEMEIUMKaMEHTO3HOM Tepalluen,
npo(UIAKTUKON U YCTPAHEHUEM OCJIOKHEHUH, peaOuINTallMOHHBIMH MEepOnpUaTusMu [16,
17, 18].

MeaukaMeHTO3Hasi Tepanus BKJIIOYAeT NpUMeHeHue OuchocpoHaToB («30J0TOM
ctanaapt» tepanuu HO) ¢ 11e51610 TOBBIIIEHHS! TUIOTHOCTA KOCTHOM TKaHU, CHU)KEHHSI pUCKa
BO3HUKHOBEHHSI TIEPEJIOMOB, YMEHbBIIEHUS BBIPAXKEHHOCTH XPOHHYECKOro O0JIEBOTrO
cuHIpoMa. B kauecTBe ambTepHATUBHOIO IMpernapaTa IPUMEHSAIOT NaMUIPOHOBYIO KUCIIOTY.
XUpypruyeckoe JEUYEHHE 3aKII0YAeTCsl B YCTPAHEHHM M MPEJOTBPAICHUH OTIOMKOB,
YMEHBIIICHHE OOJIEBOTO CHHIpPOMA. PeKOMEHIyeTCs HWCIOJb30BaHWE WHTPAMEIYJIISPHBIX
TEJIECKONMMYECKUX  HMMIUIAHTOB, 4YTO  OOECIEYMBACT TOCTOSHHOE  BHYTPUKOCTHOE
apmupoBaHue. OCHOBHas I€JIb XUPYPrUYECKOro JICUEHUS: MOIACPKAHUE JIBUTAaTEIbHON
AKTUBHOCTH, CO3/IaHHE YCJIOBHMM i1 (POPMUPOBAHUS WIM YIYUIICHHS AaBTOHOMHOCTH H
MOBBIIICHUE Ka4eCTBa KU3HM NaiueHToB [16, 19, 20].

Knununueckoe HaOmogenue. IlpencraBieHHbId — KIMHUYECKWM — ciiydald -
HECOBeplIeHHbIM octeoreHe3 Il Tuma wWHTEpeceH peakold YacTOTOM BCTPEYAEMOCTH
3a00y1eBaHMsI, 0COOCHHOCTSAMH KIIMHUYECKUX MPOSIBICHUIA Ha (JOHE COYETAHHOM MAaTOJOTHH.
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Manpunk X. pogwics B pogaome I'BY PO «O6nactHas kmuHudeckas 6ombHUIA No2)y
B I. PocroBe-Ha-/lony ot [-oif GepeMeHHOCTH, MPOTEKaBIIeH Ha (OHE TOKCHUKO3a JIETKOW
cTenieHM B lTpumectpe, Konbnura B 6 Henenb (caHauusi), yrpo3bl IpepbIBaHUS
OepeMEHHOCTH (KpOBSHUCTBIE BBIJICIECHMS], JICUEHUE — TpaHEeKcaMoBas Kuciora, Jrodacton
1o 38 Henenu), anemuu nerkoi crenenu ¢ 20 negenu (Oeppym-nek — 1 Mec.), y KEHIIUHBI C
OTATOIIEHHBIM aHaMHE30M (OCTpbId JHUMQOOTACTHBIM JIEHKO3 - COCTOSHHE IIOCIe
MHOTOKYpcoBoil [1XT, croiikasi KIMHUKO-TeMaToJIorudeckas pemuccus). BHyTpuyTpoOHbIe
NEpPEJIOMBI OTCYTCTBOBaIM. PO/IbI EpBBIE, CPOUHBIE B CPOKE TecTallu 38 Helelb U 5 THEH ¢
maccoir ipu poxaeHun 2950 rp., mHON 49 cM, B yIOBICTBOPUTEIHHOM COCTOSHUH, 8/8
OayoB no mwkane Anrap. Ha 3-u cyTku %u3HU peOEHOK B yAOBIETBOPUTEIBLHOM COCTOSIHUM
OBbLJT BBINIKMCAH 101 aMOYJIaTOPHOE HAOJII0IEHUE YYAaCTKOBOIO MeIMaTpa.

Ha 23 nenp xu3HM peOeHOK ObUT JOCTaBJIEH B OT/ACJIICHHE MaTOJIOTUHU
HOBOPOXJAEHHBIX U HenoHoleHHbIX aeteid Ne2 I'BY PO «I'Kb Ne20» B r. PocToBe-Ha-/{onHy
B CBS3M C XAJIOOaMH Ha TMEPUOJUYECKH BO3HUKAIOIIMK ITMAHO3 KOXKHBIX MOKPOBOB TPH
OecmokoiicTBe, o00mee ICUXOMOTOpHOe  Bo3OyxkaeHue. CoriacHO — pe3ysibTaTam
(U3UKAIBHOTO OCMOTpa, y peOCHKa OTMEYaIWCh MPU3HAKU JHUIEBOTO aucMopdusma, B
JIETKUX JbIXaHue ObUIO 0ciIabIeHHO, MPOBOAMIOCH CHMMETPUYHO C 2-X CTOPOH, XPUIIOB HE
ObLIO, OJAHAKO OTMEYaJICd KOPOOOYHBIM OTTEHOK MNEPKyTOpHOro 3Byka. Co3HaHuE OBLIO
coxpaHeHo, mo Imkajge [7mazro — 15 OamnoB, miad — ¢ OOJE3HEHHBIM OTTEHKOM. B
HEBPOJIOTUYECKOM CTaTyC€ MMEJIO MECTO PACXOXACHHE CaruTTAJIbHOIO M BEHEYHOIrO IIIBOB
yepena, CriakeHHOCTh OOJBIIOrO POJHUYKA, BBIPAKEHHOCTh BEHO3HOM CETHM Ha KOXe
TOJIOBBI, TPEMOpP MOAOOPOJKA, BEPXHUX W HIDKHUX KOHEYHOCTEH Ha ¢oHe auddy3HOMA
MBIIIEYHON TMIIOTOHMH. JlaHHAsi CUMIITOMATHKA, BMECTE C pe3yjbTaTaMU YJIbTPa3BYKOBOIO
CKaHWPOBAHHS TOJOBHOTO Mo3ra (mmmatamusi OOKOBBIX JKETyIOYKOB, Au(Qy3HBIC
M3MEHEHUS BEUIECTBA TOJIOBHOTO MO3Ta C MOBBIIEHUEM 3XOI€HHOCTH, MOBBIIICHUE WHJIEKCa
COCYAMCTON PE3UCTEHTHOCTH M CKOPOCTH KPOBOTOKa B BeHe I'aneHa, pacuimpeHne KpaHuo-
KOPTUKQJIBHOIO TMPOCTPAHCTBA M MEXKIOJNYHIApHOW 1enu) ObUI0  pacleHeHO Kak
TUIOKCUYECKHU-UIIEMUYeckass dHuedaonatus, uepedpaibHas HWIIEMUS 2  CTEIEHH,
TUTNEPTEH3UOHHO TUAporehanbHblii CHHAPOM. CHMITOMBI WHTOKCHKAIIMM U JBIXATEIHHOM
HepocratouHoctn (JIH) - mmano3 mpum OecnokoiicTBe 0€3 pecrnupaTopHON MOIICPIKKH,
gactoTa aeixaHus 75/muH (20 mo mkame JlayHca) HE TIO3BOJIMIM HWCKIIOYUTH TEUCHHE
BHEOONFHUYHON TTHEBMOHMH. OTMeYallach CHUKCHHAS IBUTATEIbHAS aKTHBHOCTH B MPAaBOM
HUKHEW KOHEYHOCTH, JIOKAJIbHAsI OTEUHOCTh, OOJIE3HEHHOCTh MPH MAaJbIIaIlluy, 3aTPyIHEHNE
AKTHBHBIX U MMACCUBHBIX JBWKEHUU B HEH, MOHWKCHHBIM MBIIIICYHBIA TOHYC, YTO TpeOOBAJIO
JaJbHENIEro oOcueoBaHusl Uil MOATBEPKICHUS KOCTHO-TPABMAaTUYECKUX W3MEHEHUU B
IIpaBoi HOTE.

PeGeHOK OBUT KOHCYJNBTHPOBAH JETCKUM XHPYPTOM, TPaBMaTOJIOTOM-OPTOIIEIOM,
HEBPOJIOTOM, @  Tak)K€  BBINIOJHEHO  KOMIUIGKCHOE  KIMHUKO-TAa0OpaTOpHOE |
WHCTPYMEHTAIBHOE 00CJIeI0BaHUE, TI0 PE3yIbTaTaM KOTOPOTO Ha PEHTTEHOTpaMMe MpaBoOn
OeIpeHHOM KOCTH W TMpaBOW TOJIEHHM B 2-X MPOEKIHUSIX OTMEYajcs KOHCOJIUIWPOBAHHBIN

nepeoM BepXHEH TpeTu OeqpeHHOW KOCTH ¢ YIJIOBOW nedopmalifei, mepeiioM HUKHEH
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TpeTu OeIpeHHON KOCTH €O CMEIIEHHeM Ha IIHPUHY KOPTUKAJIBHOTO CJIOS U
KOHCOJIMJUPYIONIMICS TepeoM BEpXHEW TpeTH IpaBoi OoJbIIeOepIioBoid KocTu, 0e3
CMEILIEHHs, HE3HAUYUTENIbHO BBIPAKCHHAs IMEPUOCTAIbHAS KOCTHAas MO30Jb, IMPHU3HAKU
octeornenuu (puc. 1.).

Puc. 1. Penmeenozpamma npagoii 6e0peHHoil KOCmu u npagoil 201€eHu 6 08yX NPOEKUUAX
(nepenomol eepxHeil u HUX CHell mpemu nPagoil 6eOPeHHou KOCmu, 6epXHell mpemu npagoi
001vmedepy060il Kocmu).

brula mpousBeneHa WMMOOWIM3ALMs [epeioMa TMpaBoil OeqpeHHOW KOCTH U
001b11e0epIIOBOI KOCTH 33aHEH TMIICOBOW JIAHT€TOW OT KOHYMKOB MANbLEB 0 SMUTACTPUS.
C uenpro 06e300mmBaHusl Ha3HaueHa cycneH3us udynpodena mo 1.8 miu 3p/n. Ilo nanHBEIM
PEHTTEHOTpaMMBbl OpPTraHOB TPYAHON KIETKH MMeENla MECTO MPaBOCTOPOHHSSI MTHEBMOHUS. B
COYCTAHWU C JIAHHBIMA OMOXHMHUYECKOTO HCCieoBaHus KpoBu — moBbimenue CPB mo 20
MT/11, OblJTa Ha3HaUeHa aHTHOAaKTepuanbHas Tepanus (cynpmanedra mo SOmr/kr 3p/n).

[Tocne MeIMKO-TEHETHUYECKOW KOHCYJBTAIlMH, B PE3yJIbTaTe KOTOPOW, YUYUTHIBas
JTAaHHBIC aHAMHe3a, KIIMHIHYECKOro HAOM0IcHHS (YKOPOUYCHUE HIMKHEH MPaBOil KOHEYHOCTH,
0O0JIC3HCHHOCTD IPH MMAJIbIIAIAN, KPSITUTAINIO, HATHYAE MAJIOTO POJTHUYKA, OTKPBITHIX IIIBOB
Yyeperna, TUCIUIACTHKY: TPEYrojbHOE IHI0, UIMPOKHH 1100, 3K30(TaipbM, MHKPOTEHHIO,
roayOoi IBET CKJIep, MsTKHe Kpas KOCTeld depema), KOMIUIEKCHOTO J1abopaTopHO-
UHCTPYMEHTAIFHOTO 00CHeoBaHus (PEHTTCHOJIOTHYECKH — MHOXKECTBEHHBIE IEPEIOMBI
pa3IuyHbIe IO CPOKY AABHOCTH M CTENICHH KOHCOJUAAILINHI) CIIIaHO 3aKITF0UYEHUE O HATHYUH
y peOeHKa HEeCOBEPIIEHHOTO OcTeoreHe3a. brunr HazHaueH xonekanbidepon mo 2000 ME 1
pa3 B JICHb, JIeBOKapHUTHH 10 10 kanenb (yTpo, 1eHb).

C nenplo yTOYHEHHUs JUarHo3a Oblja MpoBe/ieHa TeJIeMEIUIIMHCKAsT KOHCYIbTAllUN C
HMUL[ (PI'AY «HamuoHanbHBIH MEAWIIMHCKUN HCCIEAOBATEIBCKANA IEHTP 3I0POBbBS
netei» MunzapaBa P®), moaTBepauBIIas 1enecoOO0pa3sHOCTh MPOBEACHUS MOJIEKYISIPHO-
TCeHETUYECKOTO HCCIICIOBaHUS C WCIONb30BaHMEM TaHenn TeHoB «HacnencTBeHHbIe
3a00NeBaHMs CKEJeTa» WM KIMHHUYECKOTO CEKBEHHpOBaHHMS 3k30Ma. [lo pesynbpraram
KOTOPOTO OBUI BBISIBIIEH T€TEPO3UTOTHBIN BapUaHT HYKJICOTHIHOW MOCIEIOBATEIHLHOCTH B
reae COL1A1 (17-50187025-G-A), npuBoasimiuii K 3aMeHe aMUHOKHUCIOTH B 1174 mo3uryn
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oenka (p.Alal174Val, NM_000088.4), omucaHHBIA y MAIMEHTOB C HECOBEPIICHHBIM
OCTEOreHe30M 3 THIa.

B Bo3pacte omumH Mecsan u 2 JaHA peOCHKY Oblla BBINOJHEHA KOHTPOJIbHAS
pPEHTTeHOrpaMMa OPraHOB T'PYAHOM KJIETKH, BBISBHBILAS COCTOSIHHUE IOCJC MEPEHECCHHOM
NPaBOCTOPOHHEW IHEBMOHWH, Oblla OTMEHEHA aHTHOAaKTepualibHas Tepamnus. PeOeHoK
npoBelt B ctanoHape 10 xHei v ObLI BHITUCAH B yIOBJICTBOPUTEILHOM COCTOSIHMH C MacCoi
tena 4020 (mpubaBka 350 r) mox amOymnatopHoe HaOIOACHUE, HA3HAYCHA PEHTTEHOTpadus
NpaBoOil HIKHEH KOHEYHOCTH B JABYX NPOCKIUSAX depe3 | Mecsm M KOHCYJIBTAIUs
TpaBMaroJjora-opromnesaa (puc. 2).

202% (3 HEA. 3 AHY

2024 12:23:36
D00 clp'cm?

Puc. 2. Penmeenozpamma npagoii 6e0peHHoil KOCmu u npagoil 2071eHu 8 08yX NPOEKUUAX 6
ounamuxke uepes 1 mecay (eo3pacm 2 mecaya).
[Tocnenyromee HaOMIOJAECHUE CBUACTEIBCTBOBAJIO O OJArONPHUSTHOM TEUEHUU

3a00JIeBaHMs, HA PEHTI€HOTPAaMME HE Ha0Jt0/1aJ10Ch HOBBIX MATOJIOTMYECKUX MEPEIOMOB.

Kak mokazamm pe3ynprarhl amMOyJIaTOpHOTO HaOIOIEHUS HAa TEPBOM TOAY KHU3HU
pebeHka, TOBTOPHBIX NepesoMoB He Obuto. CpeaHue exxeMecsyHble MpUOaBKU Macchl Tena
coctamu 500-600 rpammoB, pocta — 2-3 cm. CoxpaHsuiach yMepeHHas MbIIICYHAS
TUTIOTOHMS (MEHEE BBIDRXKECHHAS B TMHAMUKE), HO OOIIME TEMITBI ICHXOMOTOPHOTO Pa3BUTHS
COOTBETCTBOBAJIM MOCTKOHIENTYAJIbHOMY BO3pacTy.

OnrcaHHbIN KIMHUYECKUH CIy4dail HECOBEPLIEHHOTI'O OCTEOreHE3a Y HOBOPOKIECHHOT O
peOeHKa JEMOHCTPUPYET MPUMEP TEHETHYECKOro 3a00JIeBaHUs, TMOAYECPKUBAsl BAKHOCTH
AQHTEHATaJbHOM JUAarHOCTHKM WM MPEACTABIISIET NMPAKTUUECKUN HMHTEPEC B CBSI3U C HU3KOHN
YacTOTOM  BCTPEYAEMOCTH JIAHHOTO  3a00JIeBaHUSA, TOJIMMOPPU3MOM  KIMHUYECKUX
NPOSIBJICHUHM, OIKCHIBAEMBIMU OCJIO)KHEHMSIMH M coueTaHHOW mnaronorueid. Haumbonee
YacThIMH  KIMHUYECKUMH U J1a0OpaTOPHO-MHCTPYMEHTAJIBHBIMH  MPOSBICHUSIMHU
HECOBEPIIEHHOTO OCTEOreHe3a Ha COBPEMEHHOM JTare, SBJISIOTCS MEepeoMbl KocTel (B
96,7% cmyuaeB), B TOM 4HCI€ NpPU POXICHHM, JAedopMalu TpyOuaThIX KOCTeH
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BEePXHUX/HWKHUX  KoHeYHOocTed  (27%/63%), Tnpu3HAKM  OCTEONEHHUH/OCTEONopo3a
(13%/73%).

Oco0eHHOCThIO NPECTABICHHOIO KIIMHUYECKOTO CIIy4asl sIBUJIOCH JIETKOE TEUEHHE C
ONaronpusTHbIM paHHUM NEPUOAOM TedeHUs 3a00JIeBaHUSA, HEXapaKTEpHbIM IS
HecoBepuieHHOro ocreoreresa Il tunma. OgHako OTMEYEHBI COMYTCTBYIOLINE OCOOCHHOCTH,
CBOICTBEHHBIE BCEM CIIy4asiM HECOBEPILIEHHOT'O OCTEOr€He3a — CHUYKEHUE MUHEpaIU3aliu
KOCTHOW TKaHM (OCTEONEHMs) U CTUrMaru3anus. HTEepeCHbIM ¢ MaTOreHEeTUYECKOW TOYKU
3peHUs CTAJI0 COYETaHHWE MATOJOTUU KOCTHOW TKaHU M MU (y3HON MBIIIIEUHON THIIOTOHUH,
runopeIeKCuu, 4TO Ha JTare CTAIlMOHAPHOTO JICYCHHs TPAKTOBAJIOCh KaK KIMHUYECKHE
IPOSIBJICHUS LiepeOpanbHON MILIEMUHU, HO OYEBHUHO MUMEJIO CUHIPOMANbHBIA IreHe3 U ObUIO
CBSI3aHO M C MATOJOTUYECKUM TUIIOM MHHEPBALIMU MBIILII] ¥ 3JIEKTPOJIUTHBIM TUCOATaHCOM B
ONOPHO-ABUTATEIBLHOM armmapare. BbIpakeHHBIM perpecc KIMHUYECKON CHUMITOMATHKU Y
JAHHOTO TMAalMEHTa Ha TEepBOM TOAY JKU3HM CBHJIETEIbCTBYET O BO3MOXKHOCTH
MOJIOKUTEIIPHOW TMHAMUKH TI0 MEPE yBEJIWYEHUS MOCTHATAJIHHOTO BO3PACTa IMPH JIETKOM
TE4YEeHUU 3a00JIeBaHUS.

CoueraHne  KIMHUYECKUX  IMPOSIBICHUI  HECOBEPIIEHHOIO  OCTEOreHe3a ¢
WH(QEKIMOHHBIM TMOPAKEHHEM OpOHXOJIETOYHON CHCTEMBI MOXKET OBITh CBSI3aHO C
COITYTCTBYIOIIEH HEJOCTATOYHOCTHI0 MMMYHOJOTHYECKOTO pearupoBaHMs, 4YTO TpeOyer
JalbHEWIIEro  aHajau3a ¢  [PUMEHEHHUEM  MOJIEKYJISPHO-TEHETUYECKUX  METOJ0B
UCCIIEIOBaHMUSI.

Bubi600bi. CBoeBpeMeHHasi IOCTAaHOBKA JIMAarHo3a, KOMOMHAIMS MEIMKAMEHTO3HOTO U
HEMEJMKAMEHTO3HOTO JICUYEHHUs, paHHEH AaKTUBHOM peaOuIuTalMi IMO3BOJSIOT JTOOUTHCA
3HaYUTENbHOTO 3¢ (eKTa B MOBBIIIEHUH KauecTBa KM3HU NAlMEHTa U MPEJOTBPALICHUU
OTJTAJICHHBIX HEXEJIATEIbHBIX IOCIEACTBUN. BO3MOXHOCTH TPOBENCHUS TEHETUYECKOTO
UCCIICIOBAaHUSI B KOMIUIEKCE C XapaKTepHOW CHUMIITOMATHKOW W  pe3yJbTaTaMH
PEHTTEHOJIOTHYECKOTO HCCIIEIOBAHUS MOTYT ITO3BOJUTH CBOCBPEMEHHO BepU(UIIMPOBATH
HECOBEPIICHHBI  OCTEOTEHE3 C  TMPOBEICHHWEM COOTBETCTBYIOIIUX  JICYEOHBIX H
KOPPEKLMOHHBIX MEpPONPUATUN, YTO MO3BOJIUT JOCTHYb IOJOXUTEIBHOW JWHAMUKH U
YIIyYIIUTh IPOrHO3 TeYeHHsI 3a001eBaHus 1, COOTBETCTBEHHO, KAU€CTBO KM3HU MAllMEHTA.
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Abstract.

E.Yu. Bryksina, G.M. Letifov, M.Kh. Tumasova, N.A. Davydova, V.F. Khalilova
Osteogenesis imperfecta type I11: current state of the problem and description of a clinical case in a
newborn child
'Rostov State Medical University; “State Budgetary Institution of the Rostov Region "City Clinical
Hospital Ne 20" in Rostov-on-Don

Osteogenesis imperfecta included in the list of orphan diseases is currently a problem with a special
level of medical and social significance, since dissociated pathology of connective tissue and bone matrix
leads to polysystemic manifestations with disability and a significant decrease in quality of life. Purpose
of the study: description of a clinical case of osteogenesis imperfecta in a newborn baby with a detailed
presentation of pathogenetic aspects, diagnostic methods and management tactics. Methods: data from
literature sources and medical documentation of a child with osteogenesis imperfecta were analyzed,
taking into account the gynecological and obstetric history of the mother. The data of a comprehensive
clinical and laboratory and instrumental examination are presented. Results: the general etiological and
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clinical pathogenetic characteristics of osteogenesis imperfecta are presented, the clinical characteristics
of the course of the disease in the patient are presented, the data of his instrumental, genetic study are
presented, and the features of the course of the disease in the first year of life are also presented.
Conclusion: Timely diagnosis based on a specific clinical picture and the results of genetic analysis, a
combination of drug and non-drug treatment, early active rehabilitation make it possible to achieve a
significant effect in improving the patient's quality of life and preventing long-term consequences.

Keywords: newborn, osteogenesis imperfecta, fracture, bone mineralization.
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