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KJIMHUYECKHUHN CIYYAHU Y KOMILIEKCHBIMA TOJIXO/ K
KOHCEPBATUBHOMY JIEUEHHUIO HECOBEPIHIEHHOI'O OCTEOTI'EHE3A III
THUIA, OCJIOKHEHHBIA OCTEOMAJIIHUEA 1 MOYEKAMEHHOM
BOJIE3HBIO B HAIIUOHAJIBHOM JETCKOM MEJUIIMHCKOM IIEHTPE.

MupcaaroBa Manuka baxoguposHa
Ilak AHTOHMHA AJIMKOBHA
MamaTtkyJj10B Jb0eKk AGIyMOHHAHOBHY.
CneyuanuzuposanHoe neouampuieckoe omoeneHue, omoeaeHue MeOUyUHCKOU 2eHeMUKU
u sHookpuHonocuu Hayuonanonoz2o demckoeo meduyuncxkozo yenmpa, 2. Tawkenm,
Pecnybnuxa ¥Y36exucman.

AnHotauusi. Hecogepuiennvlii ocmeoeene3 — HacleocmeenHoe 3a00aesaHue ONnopHo-
osuzcamenbHo20 annapama, OJjsi KOMOPO2O XApakmepHvl yacmvle NAMOJ0SUHECKUE
nepeiomvl U npoepeccupyiowue odegopmayuu ckerema. B cmamve npedcmasnen
KIUHUYEeCKULL CIY4au nayueuma ¢ Heco8epuleHHblm ocmeozene3om Il muna, ocnoxrcHénHbim
ocmeomanayueu, MOYEKAMEHHOU OO0JIe3HbI0 U BPONCOEHHBIM eunomupeoszom. OnucaH
KOMNJIEKCHbIU, NO3IMANHLIU NO0X00 K KOHCEepBaAMUGHOU Mepanuu, ucparowull Kioyesy
POJIb 8 VIYUUEHUU COCMOAHUSA NAYUEHMA U €20 COYUATbHOU A0anmayuu.

KiroueBble cJ0Ba: HecosepuienHblll 0Cmeo2eHe3, 0Cmeonopos, oucgocgonamet,
cKejlemmubie deopmayuu, MyabMUOUCYUNTUHAPHAS MePaAnusl.

Beenenue. Osteogenesis imperfecta, MKb-10 Q78.0 HecoBepiieHHbII ocTeOreHE3 — 3TO
HaclleICTBEHHOEe 3a0oJieBaHWE COCIMHUTEIBLHONW TKaHH, KOTOPOE XapaKTepU3yeTcs
TeTePOTCHHBIM TMPOSBICHUEM KIWHUYECKHX TMPU3HAKOB, CTENEHU TSIKECTH, THIIOM
HaclieloBaHUs. XapaKTepHble NMPU3HAKKA CHIDKCHHOW MHHEPATbHOU TIOTHOCTHIO KOCTEH,
BBICOKOUM CKIIOHHOCTBIO K TepenomaM, aehopMainusiMu KOCTe W HU3KUM pocToM. B 85—
90% cinyuaeB mnartosnorus cBsizaHa c¢ wmyTtauusamu B reHax COLIAl u COL1A2.
HacnenoBanue mMokeT ObITh ayTOCOMHO-JIOMUHAHTHBIM, ayTOCOMHO-PEIIECCUBHBIM WIH X-
CUEIUICHHbIM. 3abojieBaeMOCTh cocTaBisgeT mnpumepHo 1 caywaih ma 10 000-20 000
HOBOPOXAEHHBIX. Penkue HaciencTBEeHHbIE 0OJIE3HH CKeJleTa OTIIMYAI0TCs pa3HoOoOpa3ueM
MPUYMH, BO3pacTa MPOSBICHUS U CTETICHU TSKECTH.

[TepBas xknaccudukaiys HeCOBEPIIEHHOTO ocTeorene3a oOwuia npeanoxena D.O. Sillence
B 1978 roay. OHa OCHOBBIBAJIACh HA KIIMHUYECKUX U PEHTTCHOJIOTUUECKHUX JAHHBIX, a TAKKE
Ha OCOOEHHOCTSX HacienoBaHuda. Sillence Bblgenwn yeTblpe Tuna 3a00J€BaHUS U

|1J‘_" y

"l
/351,
:r:-:“".--.‘_ _.-":-I


https://phoenixpublication.net/

YANGIO‘ZBEKISTON, YANGITADQIQOTLARJURNALI

Volume 3 Issue 2 Iyul 2025
https://phoenixpublication.net/ Online ISSN: 3030-3494
o603Haunn ux pumckumu uuppamu.l — IV THI KIMHUYECKUMU TPOSIBICHUAMH OT JIETKON

(bopMBI 10 TSHKENON CTETIEHH TIKECTH, MEPUHATAIBHON (OPMOI C JIETAILHBIM UCXOJA0M.

I-IV Tumel HECOBEpIIEHHOTO OCTEOTeHe3a OOYCIOBJIEHbI HAJUYUEM MYTallUd B Ie€Hax
COL1A1 wm COL1A2, oTBeTCTBEHHBIX 3a CHHTE3 KojulareHa 1 Tuna. Passutne
MOJIEKYJISIPHOW T'€HETHKHU CIIOCOOCTBOBAJIO BBIIBIEHUIO APYTUX '€HOB, MyTallM1 B KOTOPBIX
IPUBOAST K HOCTTPAHCIISIIUOHHOU Moau(pUKaU KOJIJIareHa, nedexram
ocTeo0acToreHesa M, Kak CJIeICTBHE, Pa3BUTHIO HECOBEPUIEHHOrO cTeoreHesa. [loatomy
knaccudpukamus Sillence Obma pacmupeHa W B TOCHEIHSAS BEpCUs KiacCU(UKAIIH
omy6nukoBaHa B Nosology and lassification of Genetic Skeletal Disorders 8 2015 1. [3].

TaGm.

Tabnuma. Knaccuduxkaius HecoBepiieHHOTO ocTeoreHe3a — o [10] ¢ u3sMeHeHusIMu.

Tun HecoBepiieHHOTO Hacnenosa I'en TskecTh M KITMHAYECKUE
OCTEOTeHEe3a HUE 0COOEHHOCTH
I Al COL1Al Jlerkoe TeueHue

3a00JIeBaHUSA, TUHEHHBIA POCT

COOTBETCTBYET CPEIHEMY HIIH

HECKOJIbKO HIKE CPEJIHETO B
MOMyYJISIUH, AedopMalnuu
KOCTEU OTCYTCTBYIOT WU

HEBBIPaKEHHBIN
I AJl, AP COL1A1l [lepunatanbHO J€TATbHBIN,
, COL1A2 THIIOMHUHEPATU3AIHS KOCTEH

yepena, Aeopmanus pedep 1o
TUILY «HUTU KEMYYyTa,
BbIpa)KEHHBIE epopMalun

KoCTe!
11 All, AP COL1A1 Tsoxenslit ¢
, COL1A2 IPOTPECCUPYIOLIUMHU

nedopmManusImMu KOCTeH,
BBIPAXKEHHOE OTCTABAHHE
JIMHEWMHOTO POCTa

vV Al COL1Al [IposiBnienus ot cpeaHei

, COL1A2 TSKECTH 10 TSHKEJIOTO,

nedopmanum JIUHHBIX
TpyOuaThIX KOCTEH,
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MO3BOHOYHHKA, OTCTABAHUE
JIUHENHOTO POCTa OT
HE3HAYMTEIILHOTO JI0 TAXKEJIOT0

IFITM5

[IposiBiieHus OT JIETKOM 10
YMEPEHHOU CTETICHU
BBIPAKEHHOCTH (YMEpPEHHO
nedopMUpYIOIIEH) ¢
KaJIbIIUPUKAIIUEH MEKKOCTHBIX
MeMOpaH u/uiu
TUIEePTPOHUISCKUMU
MO30JI5IMU, BEIBUXOM T'OJIOBKH
Jy4€BOM KOCTH

Vi AP

SERPIN
F1

[IposiBieHUSA OT YMEPEHHOU
J10 TSKEJIOW CTETIEHU
BBIPAKEHHOCTH, XapaKTEePHO
HaJIM4ne
HEMHUHEPAITU30BAHHOTO
OCTeOM1a; KapTuHA OUOTICUU
KOCTH UMEET PUCYHOK
MJIACTHHOK B BHUJIE “pBIObEH
yeuryu’”’

\l AP

CRTAP

[IposiBiieHns OT TAKEIOTO
TEYEHUS J10 JIETAIBHOTO,
XapakTepHa pU30MeENus
(yKopoueHHe NpOKCUMaJIbHBIX
OT/AEJIOB KOHEYHOCTEH)

Vil AP

LEPREL
(P3H1)

[IposBiEeHUs OT TAKEITOTO
TEYEHUS J10 JIETAIBHOTO,
XapakTepHa pU30Meus, KoKca
Bapa, U3MeHeHusI MeTa(hu30B
JUTMHHBIX TpyO4aThIX KOCTEH B
BUJIE KaTbIU(PHUKALMH 110 THITY
“nonkopHa”

PPIB

TsKenplil, yKOpodeHue
JUTUHHBIX TPpYOUaThIX KOCTEH U
ux nepopmanus (B T.4.
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cabneBuaHas aAeopMarus
00J1b111€0ePIIOBBIX KOCTEN)

SERPIN
H1

Tspxensiit 1eopMUpyOIIHiA
C BHYTPUYTPOOHBIMU
nepesoMaMu KOCTEN

Xl

FKBP10

Hedopmanmu ckemeTa
BAPBUPYIOT OT JIETKOU 110
TSKEJION CTENIEHN
BBIPQKEHHOCTH, UMEIOT MECTO
BPOKJICHHBIE KOHTPAKTYPBI
CyCTaBOB

Xl

AP

SP7

Tsoxenvle nedopmanyu
CKeJleTa C 3aJePKKOU
Ipope3bIBaHus 3yO0B

X1

BMP1

[MposiBiieHHS BAPBUPYIOT OT
CPEAHETSIKEIOM 10 TSHKEIOH
CTETICHH C MPOTPECCUPYIOIUMHU
nedopMauaIMu KocTei

XV

TMEM3
8B

OT yMepeHHOH 10 TsKeNoi
CTEIICHU

XV

WNT1

[IposBneHns oT yMEpEeHHOU
IO TSKEJIOM CTEIIEHN
BBIPAKEHHOCTH, XapaKTePHBI
MOPOKY Pa3BUTHUA T'OJIOBHOTO
MO3ra

XVI

CREB3L
1

Tspxenoe TedeHue ¢
MPOTPECCUPYIOIUMHU
BBIPAXEHHBIMU JIe(pOopMaIUIMHU
KOCTEH, HAJTUUHEM
BHYTPUYTPOOHBIX MEPEITOMOB
KOCTEH, BO3MOYKHO Pa3BUTHE
JBIXaTeJIbHON HEJOCTATOYHOCTH

XVII

AP

SPARC

Tskenoe nporpeccupyroniee
TEUECHUE

XVIII

AP

FAM64

Ot yMepeHHOH 10 TsKEIoi
CTEIEeHHU, JUucMophuueckue
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0COOEHHOCTH, 33/I€PIKKa
JIMHEWHOTO pocTa

XIX X- MBTPS OT yMepeHHOH 10 TKEN0i
CIETIJICHHOE 2 CTEIICHH,
Hexmaccudunmupoanx AP PLOD2 Hedopmaruu ckenera oT
BINI JIETKOU JI0 TSHKEIIOU CTEIIEHU

BBIPAKEHHOCTH, KOHTPAKTyPbI

CyCTaBOB
HexknaccudunmpoBanH X- PLS3 OcTeonopo3 ¢ nepesioMaMu
BIN CLEIUIEHHOE KOCTEH, UMEET KIIMHUYECKOE

CXO0ACTBO C HCCOBCPIICHHOTO

OCTCOI'CHEC3a

JluarHOCTHKa HECOBEPIICHHOTO OCTEOTeHe3a MPOBOJAUTCS HA OCHOBAaHUHM aHAlIM3a
JAHHBIX TEHEAJOTUYECKOT0 W MEIUIMHCKOTO aHaMHe3a, )Kajio0 mMmaiueHTa, pe3yJIbTaToB
OCMOTpa, a TakXke JTaOOpaTOPHBIX, HHCTPYMEHTAJbHBIX (BKJIOYas PEHTTCHOJOTUYECKHUE U
MOJIEKYJISIPHO-TEHETUYECKHUE ) UCCIECTOBAHUN U 3aKITI0UCHHM MPOPUIBHBIX CIIEIUATUCTOB.

[Ipu u3ydeHUM reHeanmoTHYecKOTO aHaMHe3a M HCTOpUU 00JIe3HH 0Cc000€ BHHMAaHHE
yaenseTcsl HalIWYUi0 Yy POJACTBEHHUKOB TMAIMEHTAa KIMHUYECKUX TMPU3HAKOB JTAHHOTO
3a00JIeBaHUS.

MeauiuHCKUu OCMOTp, BKIIOYAIONIMNA aHTPOIIOMETPUYECKUE H3MEpeHHs (IJIUHY U
Maccy Teia, OKPYHOCTb TPYIHOW KIETKH), HalpaBi€H Ha BBIABICHHE XapaKTepPHBIX
MPOSIBICHUN MAaTOJIOTHH, TAKUX Kak: AedopMaliu KOCTeH yepena u ckesera (YKOpOUeHHE U
UCKpPUBIICHHE KOHEYHOCTEH, HapylieHus (OpMbI MMO3BOHOUYHMKA), KPAHUOLEPBHUKAIbHBIC
AHOMAJIMM, HAJWYUE TMAaxXOBOW WIM MYyINOYHOW TPBDKU, HU3KHU PpPOCT U 3aJepiKKa
(bU3uYeCcKOTo pa3BUTHA, OOJIM B KOCTAX, roJay00i JIMOO CEephlii OTTEHOK CKIIEp, MO3HEE
npope3biBaHue 3y0OB, MPU3HAKKM HECOBEPIICHHOTO JSHTHHOTEHEe3a, IMPOTPECCUPYIOMas
TYTOYXOCTh, CJIA0OCTh CYyCTAaBHO-CBSI30YHOTO allapara, a TAKKe MbIIIeYHast cJI1adoCTh.

JlaGopaTopHble HCCIEIOBaHMS MPU HECOBEPIIEHHOTO OCTEOTeHe3a (TIOKa3aHbI C LEIbI0
npoBeaeHus auddepeHInaIbHON TUarHOCTUKH HECOBEPIIEHHOTO OCTEOTeHe3a C APYTUMH
3a00JIeBaHUAMH, MaHU(PECTUPYIONUMU CXOJHBIMU TPOSBICHUSIMHU; OIICHKA CTaTyca
00ECIeYeHHOCTH  TMAallMeHTa BHUTAMHHOM D;  BBUIBIEHHS  NPOTHUBOIOKA3aHUU K
dbapMakoTepanuy HECOBEPIIEHHOTO OCTeOreHe3a (BKIIOYas TUMOKAJIbLUEMHIO, NeHUIUT
BUTaMuHa D, BbIpakeHHOE HapylleHHe (PYHKIMH IMOYEK); OIIEHKA COCTOSHUS KOCTHOTO
mMeTabonusma (IO Hadala JICYCHHS, B :Z[_II/IHaMI/IKe); JUaTHOCTHKH  KOMOPOHUIHBIX
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3a0oJieBaHUl), OOIIMI aHamU3 KPOBH, MOYH; OHMOXHMHYECKOE HCCIEJOBAHHE KpPOBH
(MoueBHMHA, KpeaTUHHH, OOwmUK Oenok, anp0yMuH, OwiIupyOun (oOmml, NpsIMOH,
HEMpsIMOM), TIJIFOKO3a, OOIMMA Kaibllid, Heopranwdeckuit Qocdop, mMarauii, ooOmIas
IeJ0YHast dbocdarasa, acmapTaTaMUHOTpaHcepasa ajlaHMHAMHUHOTpaHchepasa
OIpe/eICeHUe YPOBHS NapaTUPEOUJAHOT0 rOpMOHa, TUPEOTPOIHOrO ropMoOHa, CBOOOIHOM
(dpakuuyu THPOKCHHA B KPOBH — 10 MEJAUIIMHCKUM [TOKa3aHUSM;

JlydeBass qUarHoCTHKa IMPU HECOBEPIICHHOM OCTEOTCHE3E HalpaBlicHA HA BBIIBICHHE
XapaKTepHBIX PEHTTEHOJIOTHYECKUX HW3MEHEHUH. [[71s 3TOTO BBHIMOJHAETCS CTaHIAapTHAS
peHtreHorpadusi TOpaXEHHBIX KOCTHBIX CTPYKTYyp, BKIIOYasi YYaCTKH CKeJeTa C
nepenoMamMu M JaedopMalusIMH, KpaHHOBEPTEOpaTbHYIO 30HY, MO3BOHOYHUK M KOCTH
yeperna.

TunuyHble PEHTTEHOJOTUYECKUE MPU3HAKU 3a00JI€BaHUS BKIIOUAIOT: MIEPEITOMBI KOCTEH
pa3IUYHON JaBHOCTH W CTaAui cpalleHus (Jaiie IIUHHBIX TPyOdaThIX KocTel, pedep u
KOCTel uepena), BEIpaKeHHbIE JeQopMalui KOCTe KOHEUHOCTEeH, MO3BOHOYHUKA U UYepena,
KOMIIPECCHOHHBIE TEPEIOMbl MO3BOHKOB, HallMYW€ BOPMHEBBIX (BCTABOUHBIX) KOCTEH,
MPEMMYIIECTBEHHO B KOCTSIX CBOJAa uepemna, IMPU3HAKKM OCTEONopo3a, a TaKkKe TaK
Ha3bIBaeMble «3e0pa-JIMHUNY» — MOJIOCHI MOBBIIEHHON MIIOTHOCTH B MeTadu3ax TpyOUaThIX
KocTel, HaOmroJaeMble Yy TMALMEHTOB, paHee TMOJy4yaBIIUX JEYEHUe MpenapataMu
oucdocdonartos.

PeHTreHoBCcKasi ~ NEHCUTOMETPHUS  TPOBOJMTCS  TAIMEHTAM C  HECOBEPIICHHBIM
OCTEOTEHE30M IPHU MOCTAHOBKE JIMAaTHO3a, a 3aT€M MOBTOPsETCS €XeronHo. [lpu Hanmaun
MEIMIIMHCKUX  TIOKAa3aHUH  HCCICAOBAHME MOMKET BBINOJHATHCS  Yaile, OJIHAKO
MUHUMAaJIBHBI MHTEPBAT MEXKAY MPOILeIypaMH y AETeH COCTaBIsAET HE MEHEE 6 MECSIICB.

Jns  pgereii  HMCTHONB3YIOTCS  CTaHAAPTHBIE  JEHCHUTOMETPUYECKHE  MPOTPaAMMBL
«mosicHu4HbIN oTnen mo3BoHouHuka (L1-L4)» u «Bc€ Tenmo 6e3 koctel uepema» («total
body less head»).

B xone uccrnenoBanus onpenenseTcs coliep:kaHue KOCTHOTO MUHEpaia U MUHEpaTbHas
IUIOTHOCTH KOCTU. [lpu MHTEpIpeTanuu pe3yabTaToB MOKa3aTeIn MallMeHTa CPABHUBAIOTCS
CO CpeIHUMHU 3HAYEHUSAMH JUIs JIMI[ TOTO >K€ IMoja W Bo3pacTta U3 0a3bl JaHHBIX
neHcurometrpa (Z-kpurepuit). PesynbTaT mpencrtaBnseTcss B BHIAE CTaHAAPTHOTO
OTKJIOHEHHsSI  Z-KpUTEpHsT  OTHOCHUTEJIBHO HOPMATUBHBIX  IOKa3aTejael. 3HadyeHUus
MUHEPaJIbHOM MJIOTHOCTU KOCTU U COJAEPIKaHUS KOCTHOTO MUHEpalia, COOTBETCTBYIOIIHNE Z -
KpUTEPUI0 HIXKE —2 CTaHAApPTHBIX OTKJIOHEHWM, Pacl€HUBAIOTCS KaK CHIDKCHHBIE IS
JAHHOTO Tmosa M Bo3pacta.PapmakoTepanusi HECOBEPIIEHHOTO oOcTeoreHes3a. Jleuenue
NAalMEHTa C HECOBEPIICHHOTO OCTEOreHEe3a.0CYIECTBISIETCS MYJbTUIUCHUIUIUHAPHOM
KOMAHJIO# Bpaueii-CeUaliCcTOB ¥ BKIKYACT KOHCEPBATHBHOC (bapmakoTepanuio) u
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Xupyprudyeckoe jeuenue. llenm nedeHus HECOBEPIIEHHOTO OCTeOTeHe3a.. o0ecredeHue
HOPMAJIbHOTO POCTa W Pa3BUTHUS MAIMEHTA, CO3JaHUE YCIOBHM Misi GOPMHUPOBAHUS HIU
yAy4IIeHUs] aBTOHOMHOCTH, IIOBBIIICHHUS KayecTBa IKU3HU, YJIYUIICHHUS COLUAIbHOU
aJjanTanuy; JeueHre 00JIeBOr0 CUHIPOMA; IPEeJOTBpallleHUE IEPETOMOB KOCTEH.

MenrukaMeHTO3HOE JI€YE€HHE HECOBEPUIEHHOTO OCTEOreHe3a MPEeTepIeso 3HauYUTeIbHbIN
nporpecc Onaromapsi BHEAPCHHIO B KIMHUYECKYIO TMpakTHKy OucdocdoHaToB. ITH
npernapaThl HAKAIIMBAIOTCSI B KOCTHOW TKaHHU, y9acCTBYIOT B IIpolleccax €€ MUHEpan3alliy,
MOJAABIISIOT KOCTHYIO PE30pOIHI0 U BIUSIOT HA aKTUBHOCTh U TPOJIOJKUTETLHOCTD KU3HU
3peJIbIX OCTEOKIIACTOB.

Haubonee wu3ydeHHBIM mpemapatoM Uisi Tepamud HECOBEPIICHHOTO OCTEOreHe3a
SIBJISIETCSI IAMHUJIPOHOBAsI KUCIIOTA, YCTEIIHO MPUMEHsIeMas Ha MPOTHKCHUH TOCIeTHUX 25
netr. CoriacHo CTaHAAPTHOMY NPOTOKONY, MAaMHUIPOHOBAs KUCIOTa BBOJIUTCA B BHJE
TpEXAHEBHBIX MH(QY3UH, YacToTa KOTOPHIX 3aBUCUT OT BO3pacTa peOEHka (deM Mmutajiie
MALUEHT, TeM Yallle MPOBOJATCS KypChl) U COCTOSIHUS €T0 ckeneTa. OOBIMHO BBIIOJIHSIOT OT
3 10 6 KypCOB B T'OJI, IPU 3TOM T0oJ0Basi CyMMapHas 103a COCTaBIsACT 7,5 —9 MI/KT.

Tepanuss nDPUBOAUT K YBEIMYECHUIO MUHEPAJbHOW IUIOTHOCTH U YTOJIICHHUIO
KOPTHKAJIBHOIO CJIO0Sl KOCTEH, UTO MOBBIMIAET UX MPOUYHOCTb. YIIyUllleHHEe MUHEpaIU3aluu 1
MEXaHHUYECKUX CBOWCTB KOCTHOM TKaHU COINPOBOXKAAETCS 3HAYUTEIbHBIM CHUKEHHUEM
4aCTOTHI IEPEIIOMOB, 0OCOOCHHO y MAIMEHTOB C TSXKEIBIMU (hopMamMu 3a00JIeBaHUS.

B pasHpIX crnenuanu3upOBaHHBIX KIWHUKAX MOTYT HCIOJb30BaThCS MOAUPUKAIINN
npoTokoia, npemnoxennoro F. Glorieux. [Ipu 3ToM 10 cUX MOp MPOTOIIKAOTCS JUCKY CCHH
0 CpOKax 3aBepICeHHs JICUYCHHS, BRHIOOpE ONTUMAJBHOTO Tpernapara, MoJaX0ax K Te parmuu
B3pOCHBIX TAIMEeHTOB M 0e30MacHOCTH MpuMeHeHus OucdocponatoB Bo Bpems
OepPEMEHHOCTH.

KpoMe mamMuapoHOBOW KHCIOTHL, ISl JICYEHUS TaKKe TMPUMEHSIOTCS JApyTUe
6ucdocdoHaThl: 30J€HAPOHOBAS KUCIOTA, AIEPOHOBAs KUCIOTA U PU3EAPOHOBAST KUCIOTA
u Hepunponart Hatpus

Lens:

[IpenctaButh KIMHUYECKUN Ciydadl MalueHTa ¢ THKENOoW (PopMoil HECOBEPIICHHOTO
OCTEOTeHEe3a OCJI0XHEHHOU ocTeoMamsIuei u MOYCKaMEHHOU 00JIC3HBIO,
MPOAEMOHCTPUPOBATH OCOOEHHOCTH JUATHOCTUKH M KOMILJIEKCHOTO MOAX0/1a K JICYECHHUIO.

Onucanue KIMHUYECKOTO Clydas.

[MTammenT: AK., neBouka, 10.07.2018 r.p. (6 neT).

OCHOBHBIE aHTPOIIOMETPUUECKHE [TOKA3aTEIIN

Poct - 61,5 cm (Z=-9,52; <0,1-ro nepueHTUIsA).

Macca tena — 6,8 kr (Z=-9,37;<0,1 -rcz,gepueﬂmm)
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XKanoObl: yacThle HU3KOHEPIETHUECKUE MATOJIOTMYECKUE MEPesOMbl, MHOXKECTBEHHBIE
KoCTHBIC Aedopmaru (medopmarus TPYIHOW KIETKH, MMO3BOHOYHOTO CTON0A, BEPXHHUX U
HIOKHUX KOHEYHOCTEH), 3aJepkka (U3NYECKOr0 M MOTOPHOTO pa3BUTHS (HE CHUIUT, HE
MOJI3A€T, HE XOJIUT), 3a/IepKKa PEUeBOr0 pa3BUTHS, BbIPAXKEHHBI 00JI€BON CUHIPOM.

Cewmeiinblii anamHe3. Pomurenu cocToAT B KPOBHOPOACTBEHHOM Opake (TpOIOpOAHBIC
cubcnl). [Ipodeccronanbapie BpeaHOCTH OTpulaoT. Cpeau poACTBEHHUKOB, COCTOSIIUX B
KPOBHOPOJICTBEHHBIX Opakax, OTMeuYajuch NeTu ¢ Tyroyxocteto. Il u IV GepemenHocTn
npepBaHbl 1O  MEIWIIMHCKUM  TokazaHusiM, [l OepeMeHHOCTh  3aKOHUMIIACH
CaMOTIPOU3BOJIHHBIM BBIKUIBIIIEM.

Anamue3 kum3Hu. [lammentka poxaeHa or [ OepemeHHOCTH, TmpoTekaBiieil 0Oe3
ocobeHHocTel. Bo BpeMs mpeHaTaabHOTO CKpUHUHTA TIATOJIOTHS TJI0/1a HE BBISIBJICHA.

Ponbr — B cpok, myTeM kecapeBa ceueHus (B CBSI3U CO cIa00i pOAOBOI ESITEILHOCTHIO).

[Ipu poxnenun: macca 3000 1, 3akpuyana cpasy, Kpuk rpoMkuil. OTMEUEH Bp 0K IEHHBIN
BBIBUX Ta300eqpeHHOTO cycTaBa. [lo TshkecTh COCTOsSIHHS TIEpeBEeHa B OTIEJCHHE
peanumanuu. Bomucana Ha 7-e cyTku.C paHHero Bo3pacTta HaOmOnanach 3aJepiKKa
¢bu3nUecKoro, ICUXOMOTOPHOIO U peueBoro pa3Butus. C 4-MecauHOro Bo3pacTta COCTOUT Ha
JUCTIAaHCEPHOM y4€Te B CKPHUHUHI-LUEHTPE C JUAarHo30M BPOXJIEHHBIM TUIIOTUPEO3.
[lomywyana 3aMecTUTENbHYIO TrOpMOHalbHyI0 Tepanuio (L-tupokcun), Butamun D,
MHHEpaJbHbIe KOMIUIEKCHI, TOPMOH pOCTa (AHCOMOH).

Anamue3 6onesnu. Ilo cioBam marepu, 3a0oneBaHre MaHU(ECTUPOBAJIO B Bo3pacTe 12
MECSIEB C HHU3KOOHEPTEeTUYCCKHX TATOJOTHYECKUX TMEPEJIOMOB TMpaBoOi OeapeHHOU W
IJIe4eBOM KocTed. B mocnenyromme roabl OTMEYAJIUCh MHOXKECTBEHHBIE ITOBTOPHBIE
nepesoMbl OEIPEHHBIX U TIEYEBBIX KOCTEH.

B | rom B CKpUHUHT-LIIGHTPE YCTAaHOBJEH JUMAarHo3 HECOBEPILICHHBIM OCTEOTeHE3.
Hecmotps Ha mpoBoANMYIO Teparuio, 3a00JieBaHIE MTPOTPECCUPOBATIO.

B 2021 rogy pomutenu oOparwmmchk B HalmoHanbHBIN METUIMHCKUNA UEHTP IS
peleHus: Bompoca o mpoBeaeHun Oone3Hu-crnenuduueckoit repanuu. B HosOpe 2021 roga
NMalnyMeHTka Obula TOCMUTAIM3UpPOBAHA B OTAEJICHHE MEAUIMHCKOW TEeHETUKH U
SHIOKpHUHONOTHH HanmoHanbHOTO0 METUIIMHCKOTO LIEHTpA.

[IpoBenéunbie M1abOPaTOPHO-UHCTPYMEHTAIBHBIE UCCIETOBAHMUS

VYipTpa3ByKoBO€ UCCIIEIOBAHUE MIEYECHU U JKEITIHOTO My3bIPs

3akJ/il0ueHHe: SXONPU3HAKU PEAKTUBHBIX U3MEHEHUN NIEYEHH U MOKEITYIOYHOMN JKEJE3BI,
renaroMeramsi.

VIbTpa3ByKOBOE UCCIIEIOBAHUE TIOYEK U MOUYEBOTO ITy3bIPs

3aKIIIOueHHE: HXONPHU3HAKHM MOYEKAMEHHOW OOJIe3HHM — KOHKPEMEHTbhI MPAaBOM MOYKU U
MOUEBOTO ITy3bIPs; ypeTepoTuapoHedpo3 clIeBa.
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Pentrenorpadust mo3BOHOYHOTO CTONOA, BEPXHUX M HIKHUX KOHEYHOCTEH, TPYyIHOU
KJIETKA U BCETO TeJa

[Tatomornyecknx MU3MEHEHU OPraHOB IPYAHON KJIETKH HE BBISIBIEHO.

Pentrenonornueckue Nmpu3HaKku, XapaKT€pHbIE JIJIs HECOBEPILIEHHOIO KOCTEOOpa30BaHus
(6one3np JloOmTeiina). 3acTapenblii mepesoM cpenHed Tpetu nuadusa JIEBOW IIeYeBOM
KOCTH.

MynbTrcniupaisHas KOMIbIOTepHas ToMorpadus OpIomHOM MoI0CTH

3aKIrOueHHE: TMATOJIOTUYECKUX HM3MEHEHUH OpraHOB OPIONIHOW TOJOCTH HE BBISBIICHO.
OOHapy)KeHbl KOHKPEMEHThI O00EHMX IIOYeK, MOYECTOYHHKOB W MOUYEBOTO ITy3BIpS.
JByctoponnuit ypereporuaponedpo3? JIAIl nmaxoBeix mumdparnueckux y3ioB. KocTHo-
JIECTPYKTUBHBIE U3MEHEHUS BCEX MCCIIEOBAHHBIX KOCTEH.

OcCTeoneHCUTOMETPHS: 3HAUUTEIIbHOE CHUKEHHE MHUHEPaJbHONW IJIOTHOCTH KOCTEH
(BMD: L1 -0,078;L2 - 0,077, L3 —0,12; L4 — 0,119; L5 — 0,072), ocTeomasiius

T'opMoHa/ibHBIE TECTHI:

Butamun D — 21,0 (]), TTI' — 76,52 (1) na pone tepanuu L-TUpOKCHHOM.

buoxuMmuueckue nokasareu:

Kanprmit — 2,72 mmons/n; @ocdop — 1,6 MkMoinb/i

KoMIiekcHbIN TOAXO0/I K ICUEHUIO ITAllUECHTA

[laupeHT ocMoOTpeH HE(PPOJIOTrOM, HEBPOJIOTOM, KapAUOJIOTOM, I'€HETHKOM, OPTOIEIOM -
TpaBMaroJioTOM, JIOTOTIEIOM, pPeaOWIUTONOroM, yposioroMm. [IpuHATO B X0J€ KOHCHIMyMa
pelieHne O TMPOBEACHWU TaroreHeTHueckod Tepanmuu  (OucdocdoHarel) mocie
XUPYPTrUYECKOTO JIeueHUs MOYeKaMeHHO# Oose3Hu. [IpoBeneHo mo3TanHoe XUpyprudeckoe
yAaJieHue KOHKPEMEHTOB MOYEK U MOYEBOTO Iy 3bIps.

Ocunosnoit: MKbB 10 (Q78.0) HecoBepuiennsiit octeorenes III tum.

ConyTctByronmii: Bpoxxaénnsiii I unorepuos.

OcnoxuHenune: Ocreomansuusi. MouekameHHast 00JIe3Hb. JleBocTOpOHHMIA
ypeTporuaporedpo3. MHOKECTBEHHbIE CKEJIETHBIE edopManu - aedopMaius BEPXHUX U
HIOKHUX KOHEYHOCTEH, MO3BOHOYHOTO CTOJI0a, TPYIHON KIIETKU.

C 2023 ropa B CTallMOHAapHBIX YCJIOBUSAX HPOBOJIMUTCS MATOTCHETHYECKas Tepamwus,
YUYUTHIBAIONIAS TSKECTh 3a00JIeBaHUS, HAIMYME MHOXXKECTBEHHBIX Jeopmalnuil ckeiaera u
3a7epKKy (usmueckoro pas3Butus. llenb neueHHss — MOBBILIEHHWE IUIOTHOCTH KOCTHOMU
TKaHU, CHIKEHHE pHUCKAa BO3HUKHOBEHMsS NIEpeIOMOB (B aHaMHe3€ JO JI€YEHHUS
3auxcupoBano 20 mepesioMOB), YMEHBIIEHHE BBIPAXKEHHOCTH XPOHUUYECKOTO OO0JIEBOTO
cuapoma. [lo KU3HEHHBIM NOKa3aHUSM ObUla Ha3HAU€HA Tepalus UHTHOUTOPOM KOCTHOMU
pe3opbuun — OucdocdonaTom, mnpenapatoM MAMUIPOHOBOM KHUCIOTHI B BO3PACTHOMU
JIO3UPOBKE 7,2 MI/KT B TEUYEHHUE TPEX IIH%?_I_: [uxnnyeckuil moay4yaeT NaTOreHETUYECKY O
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tepanuto Taxke mnpoBoaAMIach CUMIOTOMAaTHYEeCKass W TOPMOHANbHAs Tepamus IO
COTJIACOBAHMUIO C Y3KHMH CIIELUATIUCTAMH.

2025 r. OcHOBHBIE aHTPONIOMETPUIECKHUE TTOKA3aTe M Ha (h)OHE TTPOBOAUMOMN TePaITHH.

Macca tena coctaBuser 10,8 xr (Z = —9,15; 0,1 nepuentuns), poct — 80 cMm (Z = —9,6;
0,1 nepuentuns), UMT — 16,8

WHcTpyMeHTanbHbIE UCCIE0BAHMS:

VY3 mneueHH M KEITYHOTO My3bIps. 3aKIIOUECHHE: 3XOMPHU3HAKUA YMEPEHHO-IU(DYy3HBIX
W3MEHEHUH MapeHXUMBI TICYCHU, YMEPEHHOE YTOJIICHUE CTEHOK MKEIYHOTO ITy3bIpS,
HE3HauUTeNIbHAs rernaToMeTanusl.

VY31 mnouexk M Mod4eBOro Imy3blps. 3akinroueHue: sxokaptuHa CIIO no mnosoxay
MOYEKaMEHHON 0o0Jie3HH. OXONPU3HAKM aHOMAJIUHM KOJMYEeCTBa TMOYEeK (BO3MOXKHO,
yABOEGHHE IMpaBOM MOYKU?), 3KTa3Ms YalledyeK CIpaBa, KaJTUKOMHUETI0IKTa3Hsl JIEBOM MOYKH,
KOHIJIOMEpaThl CoJIel MPEeUMYLIECTBEHHO CJIEBa.

JlabopaTopHbIE UCCIIEIOBAHUA:

Kanbumii B kpoBu — 2,63 MMonb/n (Hopma aiist nereit 2—12 net: 2,20-2,70 MMotn/1).

®docdop B kpoBu — 1,93 mmons/n (Hopma mist 4—6 met: 1,05—1,80 Mmouts/i).

['opmonanphbie TecThl. TTI: 84,82 MKEn/mMa (3HaU4MTEILHO BBIIIE BO3PACTHOM HOPMBI).

Cpoboansiii T4: 16,96 nmons/11 (B peaeaax HOPMBI).

Butramun D: 20,13 Hr/mn (HI)KE HOPMBI).

[Tapatropmon: 26,37 nr/mia (Hopma 15-65).

ComaroTpormHbiii ropmoH: 1,19 Hr/mi (B ipeaenax HOPpMBI).

JAnHamMuKa:

3a 2 rojia KOJIUYECTBO MEPETOMOB CHU3WIOCH /10 5 (Ha oHE TpaBM).

XpoHuueckuid 00JIE€BOM CHHIPOM OTCYTCTBYET.

OTMmeuaeTcs TOJOXKUTEIbHAS JUHAMUKA TICUXOMOTOPHOTO M pPEYEBOr0 Pa3BUTHS:
CaMOCTOSITEJIbHO CUJINT, TI0JI3a€T, OPUCHTUPYETCS B IPOCTPAHCTBE.

Hauvana nocemarts JOMIKOJIbHOE yUpEKI€HNUE, TOTOBUTCS K IIKOJIE.

MonekynsipHO - TeHeTHdeckoe wucciegoBanue oT 2024 roma: NOJHO3K30MHOE
cekBeHupoBanue BbIsiBWIO B TeHe COLIAl wmyrtamuio c¢.1012G>A  (p.Gly338Ser)
ayTOCOMHO — JOMHUHAHTHOTO THIIa HAaCJIEIOBaHUSA, TOMO3UTOTHOM  COCTOSIHHH,

KJIMHUYECKUM MaTOT€HHOTO XapaKTepa, YTO MOATBEPKIaeT y MpoOaHIa HECOBEPILICHHBIN
OCTEOTEHE3

Oobcyxnenue:

Cnydail neMOHCTpHpYeT TsDKENIOE TeYeHHe HecoBeplieHHOro octeorenesa III Tuma c
panHed wMaHudecTanMed W BBIPAKEHHBIMM  OCJIOKHEHUSIMHM —  OCTEOMAaJIILIUCH,
HapyHICHUSAMH  KaJbIUi-PocPopHOTO og;\__/_I_eHa, MoO4YeKaMeHHOW Oone3Hbro. Hamuune
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BPOXKJIEHHOTO THUINOTHPEO3a JOTOJHUTENBHO OCJOKHHIO TeueHHe 3a0oneBaHUs U
yCyryouso 3a1epkKy GU3nuecKoro ¥ MOTOPHOTO Pa3BUTHS.

Tepanust OucdhochoHaTamMu SABIAETCS CTAHIAPTOM BEACHUS MAIIUEHTOB C TKEIBIMU
dbopMaMi HECOBEPIIEHHOTO OCTEOTE€HE3a, OJHAKO TMpOBeAcHHE OO0Je3HU-crneruduueckoi
Tepanuy B JAHHOM CJy4yae MOTpedOoBajio MpelBapUTEIbHOTO YCTPAHEHHUS YPOJIOTUYECKUX
OCJIOXKHEHHI

B nedeHmM HECOBEPIIEHHOTO OCTEOTeHe3a NPHUMEHSIOT pa3Hble OuchocoHATH TIO
npotokony F. Glorieux. Cpenu HuX:

3onenpoHoBas kuciaoTa — 6osiee apdextuBHa, BBoautcs netsim 0,05 Mr/kr kaxxasie 6 Mec.

Pesunponar u aneHapoHaT — goka3anu 3()PEKTUBHOCTh B YBEIWYCHUU MUHEPAIBbHOU
IUIOTHOCTH KOCTH, XOPOIIIO MEPEHOCATCS, HO HE CHIDKAIOT YaCTOTY MEPETIOMOB.

Hepunponatr — eauHCTBEHHBIM 3aperucTpUpPOBaHHBIM B EBpome mpemnapar mis aerTew,
BBOAMTCS 2 MI/KT Kakabie 3 mec. . [11].

[To6ounbIE 3¢ heKThL: «TPHUIIOTIO100HBII CUHJPOM nocie nepBoi
UHQY3UU.IIPOSIBISIETCS JTUXOPAIKONW, 03HOOOM, MHAITUAMH, apTPAITUSIMU, OCCAITUIMHU U
BPEMEHHOE CHIDKEeHHE Kanbiwus/pochopa (MHOTIA ¢ Cy10pOTaMu)

3aximtoueHue. PaHHss AuarHocTuka U MUKIMYEcKas Tepanus oucochonatamu y aetei ¢
HECOBEPIICHHBIM OCTEOT€HE30M 00eCcTeUMBAET MOJOXKUTEIbHYIO KIMHUYECKYI0 TUHAMUKY,
CHI)KAeT PUCK MHBAIMAM3ALMU U yJIy4yllaeT KaueCTBO XU3HU. MybTUAMCIUILIMHAPHBIA
MOJX0JI C YY4acTHEM T€HETHKOB, 3HJIOKPHUHOJIOTOB, OPTOIEOB U ICHXOJOTOB HEOOXO UM
s KOMIDIEKCHOTO  BEJEHHs TakuxX mnarueHToB. CeMbsiM ¢ HACJIEICTBEHHOU
OTATOMIEHHOCTHIO  TMPEIOCTABIISIETCS  MEIHMKO-TCHETHYECKOE  KOHCYJBTHUPOBAHHE  C
MPOTHO3UPOBAHUEM PUCKOB IS MOCIEYIOLIETO JETOPOKACHHS.
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