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Pe3ome

B cmamve npedcmasseH kaunuveckull cayvall pedkoll ¢popmwvl HecosepuieHHo20 ocmeozeHe3a (mun XV), evligneHH020 y
HogopocdeHHOU degouku. OnucaHvl K/0Yesble KAUHUYECKUEe NPOosie/IeHUs], 2eHemu4ecKue achekmbl 3a60/1e8aHusl U N00X00bl K QUazZHOCMUKe.
IlpusedeHvl pe3ysbmamoel  1A60PAMOPHLIX U UHCMPYMEHMAAbHbIX — UCCAedosanull, nodmeepxcoaowue duazHo3. Paccmompenbi
mepanesmuyeckue cmpamezuu, 8K/a04asi 6UcHochoHamHy) mepanur U nepcnekmuebl NPUMEHeHUsl map2emHuix npenapamos. Paboma
noduepkusaem GaxcHOCMb paHHel AUAZHOCMUKU U MeXCOUCYUNAUHAPHO20 Nodxoda 051 ONMUMU3AyuU JeyeHusi NayueHmos ¢ OaHHbIM
3a60./1€8aHUEM.

Knaiouegvle  csnoea: HecosepweHHblll ocmeozeHe3 XV muna, pedkue ceHemuueckue 3ab6osesanusi, mymayus eema WNTI,
6ucgocgoHamuas mepanus, mapeemHasi mepanusi, JUA2ZHOCMUKA pedKux 60/1e3Hell, namo102ust KOCMHOU MKAHU, 0Cmeoz2eHe3 Heco8epuleHHbIU.
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BBeaenue

HecoBepiieHHbIN ocTeoreHes (HO) —
HacJe[CTBEHHOe 3a60JieBaHMe COeJUHUTEJNbHOH TKaHH,
XapaKTepusyloleecss XPYNKOCTbIO KOCTEH M YaCTbIMU
nepesoMamMu. Berpedaemocts HO cocTaBisieT mpuMepHO
0,3-0,7 ma 10 000 HOBOpOxAeHHBIX [1]. B 2023 roxy B
KasaxctaHe 3apeructpupoBaHo 70,6 ciiyyaeB BpOKAEHHbIX
aHoMasui, fedopManui U XPOMOCOMHBIX HapylleHUH Ha
1000 myazieHLeB IEPBOrO roJia »KU3HHU, YTO IKBUBAJIEHTHO
26 279 cnydaam [2]. HecoBeplieHHBIH ocTeoreHes
nsy4vaetcs c XVII Beka, korza 60/1€3Hb BliepBble MPUBJIEKJIA
BHMMaHHe Bpayel U ydeHblX. [lepBoe omnucanue HO
NPUHAJIEKUT QPaHIy3CKOMY CBALIEHHUKY Mase6paHury,
KOTOpbIN B 1674 rozsy onucaJ caydail 20-71eTHEro My>K41HbI
C MHO)XeCTBEHHBIMHU ITepeIOMaMH U UHTeJJIEKTYaTIbHbIMU
HapylweHnusaMu. B 1788 romy wmBenckuii xupypr Osayc
fAxo6 dxMaH BnepBble faj HayyHoe omucaHue HO, xoTa
JIMaTHOCTHpOBaJ 3aboJieBaHHME KaK OCTeoMassnuio. B
1831 romy 3aMOHA AKCMaH BBIJI€JIUJ YeThipe KJIIOYeBbIX
npusHaka HO: XpynmKoOCTb TeJIOC/IOXKEHHs, MOBBIIIEHHYIO
JIOMKOCTb KOCTe#, THIepMOGUJIBHOCTb CYCTaBOB H
rony6ble cknepbl. B 1833 rogy Moramm JloGmrTeiin
OTIpeJiesInJI Hac/leICTBEHHYIO IPUPO/Y 60JIe3HH, a TEPMUH
«OcTeoreHe3 HeCOBepIIEHHBbIH» ObLIT BIEpBble BBEJEH
B 1849 ropy rosutanackuMm mpodeccopoM Busiemom
Bposaukom. B 1979 ropy Cuanenc, CeHH u /JlaHkC
npeAIoXKUIN Kaaccupurkanuio HO, craBuryio ocHOBOH A1
COBpPEMEHHOH JUAarHOCTUKHU U UCC/eloBaHuH [3].

Bosie3snp CONPOBOX/1AETCA KJIMHUYECKHUMU
MMPOABJIECHUAMU, TaKUMHU KaK 4acTble nepesioMal,
CUHUE CKJIEPBI, OTepsl C/ayXa, AedopMalnuell KOCTeH U

KimHun4eckuii cayyan

[IpencTaBieH kJaWHUYecKUH cay4yad [lanueHTta A.
¢ HA tuna XV Ha ocHOBe aM0ysIaTOPHOTO HAGJIIOEHUS U
JIAHHBIX U3 MCTOPUM 0OJIE3HM NalMeHTa, MOJyYHUBLIETO
KOHCyJIbTallUM M 06C/leJjoBaHME B MOJUKJIMHHUKE, a
TaKXXe CTalMoOHapHOro HabuwgeHus B 2024 rogy.
JluarHocTudyeckue M TepaneBTHYECKHE MePONpPUATHUSA
NPOBOJUJUCb B  COOTBETCTBUM €  KJIMHUYECKUM
npotokosoM "HesaBepmieHHbI ocTeoreHe3 (Q78.0)",
oo6peHHbIM O6beUHEHHONH KOMHCCHEH IO KayecTBY
MeAMLMHCKUX ycIyr MHHHMCTEpPCTBA 3/paBOOXpaHEeHUs
Pecniy6sinku Kasaxcran ot 30 urosig 2021 roga ([Ipotokon
Ne145), paspaboTaHHBIMU [AJis1 BeJleHUs MalHeHTOB C
HEeCOBEepIIEeHHbIM ocTeoreHesoM. JleyeHue NPOBOJUJIOCH
aMOyJaTOPHO, M HAa MOMEHT TOATOTOBKH JaHHOH
paboThl MALUEHTY He OblLJIM BbIIOJHEHbI XUPypruiecKue
BMellaTe/JbCTBA U HHPY3UH 6M0PpochHOHATOB.

Uctopuss GosieaHn u aMOyJaTOpHbIE KapThbl
nanyeHTa HCIOJb30BaJNCh B KauyeCTBE HCTOYHHUKOB
JUIA  aHaJu3a JMHAaMUKU 3a6ojieBaHudA.  [losyyeHo

MHPOPMUPOBAHHOE COIJIaCHe poJuTesled NalMeHTa Ha
UCIO0JIb30BaHME JJAaHHBIX /151 HAYYHOU My6/IMKaLKH.

AHamHe3 scusHU, 6epeMeHHocmu U podos. PeGeHOK
oT 4 6epeMeHHOCTH, 3 PO/OB. PempojyKTUBHBINA aHAMHe3
MaTepy BKJIOYaeT 4eThlpe OGepeMeHHOCTH. [lepBas B
2017 romy 3aBepuIM/Jach MeJULIMHCKHM aboOpTOM Ha
cpoke 3-4 Hezenb, 6e3 ocaokHeHUU. Btopas B 2018
rofly — CpOuHble pojbl, pe6eHOK ¢ BecoM 3636 I, Ge3
ocobenHocTei. TpeTbss B 2021 rofy — cpoyHble pOJBI,
pebeHok BecoM 4160 T, TeueHHE OCJOXKHSJIOCH aHeMHel
I crenenu wu FeCTallMOHHBIM CaxXapHbIM ﬂHaGeTOM,
KOpPpPEeKTHPOBaHHbIM JieTold. YeTBepTas GepeMeHHOCTb
B 2023 roay compoBoXxJajach aHeMHel | cTemeHy,
KOJIbIIUTOM, HecaXapHbIM JuabeToM Il cTeneHu U pesyc-
oTpUllaTeJbHbIM (aKTOPOM KpOBU (TUTP aHTUTeN -

3aZiep’kkoil pocta. OCHOBHbIE THUIBI MYTalMi BKJIIOYAIOT
KaK JIOMUHAHTHble, TaK M pellecCCHBHble (GOPMBbI, MPHU
3TOM peleccCHBHble GOpPMBI MOTYT 3aTparuBaTb TeHBI,
Takue kak SERPINF1, CRTAP u LEPRE1. B HekoTopbix
CIydasiX CIOHTaHHbIE («Je HOBO») MyTallid BO3HHUKAIOT
nmocie 3avyaTusa. HccieloBaHUS TakXKe TNPeZAIOJararoT,
YTO BHelIHWe GAKTOpbl, TaKWe KaK BO3JeHCTBUE
TOKCHHOB, HWH}EKIUU U NOUTAaHWE MaTepH, MOryT
BJUATH HA TMposiBJieHWe 3ab60JieBaHUS B TEPUOJ,
aMOpHoOreHe3a, XOTsI TOUYHble MeXaHHW3MBbI I0KA H3y4YeHbI
HegocraToyHo [3]. Oxosno 90% ciyyaeB 06YCJIOBJIEHBI
JOMHUHAHTHbBIMU MyTauusaMHu B reHax COL1A1 u COL1A2,
OTBEYAIOL[MX 3a CHHTe3 KoJsuiareHa | Ttuma, a 5-10%
CIy4aeB — PeleCCHBHBIMU MYTAl[UsSMH, BIUAIOLMIMMHU Ha
CBOpayMBaHKeE U MUHepar3alnuio KosutareHa [4]. OcHoBo#
natoreHe3a HO sBisieTcs HemoCTaTOK WU JepeKTHBIN
CHHTe3 KOJUIareHa, 4YTO INPUBOJUT K HapyLIEHUIO
bopMHUpPOBaHUA KOCTHOU TKaHH U TOBBIIIEHHOH pe30p6IUKu
Kocrel [5].

Cnenuduryeckre JaHHbIE IO PACIPOCTPAHEHHOCTH
HO oTcyTcTBylOT, 4YTO NOAYEPKHUBAET  BaXKHOCTb
JleTaJIbHOTO MOHMTOPHUHTA peAKUX 3abosieBaHUM [Jis
yJydlleHUsl AUArHOCTUKU U JiedeHUs. B JaHHOHN cTaTbe
NpeJCTaBJeH KJWHUYECKUH Ccay4all [AeBOYKH, KOTOPOU
B CKOPOM BpPE€MEHU MCHOJIHUTCS I'oJl, C peAKUM Tunom XV
HeCOBEpIIeHHOI'0 OCTeoreHesa.

Lenb  coobuieHUsi:  O6CYAUTb  KJIMHHUYECKOE
HabuawaeHue ciaydags HO XV Tuma ¢ akineHToM Ha
reHeTUYeCKHe aCleKThl U TepaneBTUYECKUE CTPATET M.

1:32). Bo BTOpoi mNOJIOBUHE BO3HUK TIeCTAlMOHHBIN
caxapHbIH AnabeT, CKOppeKTHPOBAHHbBIN JueToH. BpesHble
MPUBBIYKH, HACJIe[ICTBEHHbIe 3a00/1eBaHUA U XPOHUUYECKH e
NaTOJIOTMM NalMeHTKa oTpuuaeT. Ha mnporsxeHuun
recTalluy NPOBOAUIUCH Y 3U-CKPUHUHTH:

eniepBbIi Y3U ckpuHuHr (12 Hezesnb): maToNOrui
He BbISIBJIEHO;

eBTOpOoi Y3U ckpunuHr (19 Hejenn): miaox B
r0JIOBHOM Ipe/iJIeXkaHWH, TAaTOJIOTMY He 06HapY>KeHbI;

etpetuil Y3U ckpunuHr (31 Hefesis): ToJIOBHOE
npejjexaHue, 6e3 OTKJIOHEHUH;

*Y3U c ponsepoMeTpueil Ha 38-i1 Hezese: pesyc-
KOHQJIMKT He NPUBEJI K FeMOJUTUYECKOH GOJIE3HU 10/,
0JIHAKO OTMeYEeHO Ta30BOe Mpe/JieXKaHUe.

HeonamasbHbiti nepuod. Poibl 6bLTH MHYLIUPOBAHbI
B 38 Hegenb 3 gHA. [leBouka poguiack ¢ BecoMm 4150 T,
poctoM 57 cM u oneHkod mo mkase Amnrap 9/10. U3-3a
TA30BOr0 INpeJJIeXXaHUs Obll NPUMEHEeH aKyLIepCKUH
npueM (HOBOPOT 3a PYy4yKy), YTO NPHUBEJNO K pOJOBOH
TpaBMe — IIepesIoMy NpaBoOi KJUYHMIBL M3-3a TsxecTH
COCTOSIHMSL HOBODPOXKJEHHYIO IlepeBeJM B OTAeJeHHe
aTOJIOTMHY HOBOPOXK/I€HHBIX /151 HAGJ/II0JeHUS.

PaHHuli HeoHamasbHbIl  nepuod U  nhepsvie
cumnmombl. Ha BTOpOW [IeHb JKU3HH HOBOPOX/EHHYIO, B
CBSI3W C NEpeJioOMOM, MepeBeJid B OT/eJIeHHe MaTOJIOTHU
HOBOPOX/IEHHBIX TOTO e [laBiofapcKoro 06JIaCTHOrO
neprUHaTaIbHOTO [EHTpPa /Jisl JaJbHEeHIIero HabJIoAeH .
[Ipu mocTynjeHNH B OTZAENeHUH COCTOSIHE pebeHKa ObII0
cpeJlHEeH TSKeCTH, OTMeYya/lMCb NPU3HAaKH MbIIIEYHON
JIMCTOHUHU, IEPUOPA/IbHBIN [[HAHO3, TPEMOP KOHEYHOCTeH
Y IUCTOHHUS MBILIIL
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Jisg  yTOYHEHUs]  COCTOSIHUA  L[eHTPasJbHOM
HepBHOM cUCTeMbl 6GblIa NMpoBeJieHa HeHpocoHorpadus,
KOTOpasi  BbISIBUJIA  IIOBbILIEHHWE  3XOTeHHOCTH B
NepUBEHTPUKYISAPHOHN 06J1aCTH.

Ha 22-i1 peHb KU3HU pOAUTENU OOGPATHUINUCH B
TPaBMaTOJIOTUYECKUM NMYHKT C »KaJo6aMHU Ha OTCYTCTBHUe
JBWKEHUN B MpaBod pyke pebeHka. PeHTreHorpadus
MoKasajla IepejioM CpeJHeH TpeTH MpaBoOd IJeyeBOH
koctu (PucyHoxk 1). B cBsiI3u C BBISIBJEHHBIMU
NaTOJIOTUAMHU JleBOYKa 3KCTPEHHO TOCIHUTaJM3UpOBaHa
B TpaBMaToOJIOTUYECKOe OT/eJleHHe, T[Jile IpoBeJeHa
3aKpbITas PeNo3ULUsA KOCTHBIX OTJIOMKOB C HaJlOXKeHHeM
TUIICOBOM JIOHTEThI.

OgHAaKo C TeyeHHEM BpPEMEHHM B CTalMOHape
Havya/Il TPOSIBJSATHCS HOBble MepesioMbl U JedopMariuy,
YTO HACTOPOXXWJIO Bpayed. PeHTreHorpamma IMokasasa
3aKpbITBI  MepesioM JIeBOM  MJle4eBOM KOCTH U
cpacrawolyecsi nepejoMbl o6eux kiwouul (PucyHok 2).
Yepe3 fBa [HsA GbLI JUAaTHOCTUPOBAH IEPeJIOM CpeJHel
TpeTH NpaBoi GeJpeHHOH KOCTH co cMeleHHeM (PucyHOK
3).

Ha ¢oHe MHOrouMcC/IeHHBIX IepeJIOMOB Hayasau
BBIAABJATBCA W Jpyrue  XapakTepHble  IPU3HAKU:
TUINOTOHUYHBIE, CJIA00Pa3BUThIE MBIIIILI, 3HAYUTENbHOE
yMeHblLIeHHe UX 06'beMa, CJ1a60CTh U FHIEP3TACTUYHOCTD
CBSI30YHOTrO ammapara cycTaBoB. ['0ly6oBaThIil OTTEHOK
CKJIep, BbIpaXKeHHble JedopMaluy JJUHHBIX TPy6YaTbIX

KoCTeH KOHeYHOCTeM M BajbrycHas gedopManus CTOI
TaKXXe YCUJWJIM TOA03peHUst. ACHUMMeTpHUsl yepena cC
NpU3HaKaMM Iarvonedalvy AOMOIHANA KIMHHUYECKYI0
KapTHHY.

0O6sekmueHble daHHble npu ocmompe:

e KokHble IMMOKPOBBLI: (IJI/ISI/IOIIOI‘I/I‘-IECKaH OKpacka,
CKJIephbI FOJ'Iy6OBaTOl"O OTTEHKa.

» KocTHo-cycTaBHast cucTeMa: BbIpa)KeHHbIe
nebopMaluy JJIMHHBIX TPyGUYaThIX KOCTeH, BasbrycHas
nebopManusi  CTON,  acCUMMeTPUYHBIA  dYepenm ¢
naruonedanuei.

¢ Cepaeuno-cocyaucras cucrema: YCC 110 yza./MuH.,
sICHbIe U pPUTMUYHbBIE TOHBI CEPATIA.

e /bIxaTe/JIbHAsA CUCTeMa: Be3UKYJ/IADHOe JibIxaHue,
XPUIOB HET.

e /IBUraTEbHBIE YHKIMH: BbIpaXKeHHas!
MblIllleYyHass AUCTOHMS, cJabas omopa Ha KOHEYHOCTH,
roJI0Ba He y/lep>KUBAETCsl.

C y4yeToM KJIMHUYECKOHN KapTUHbI, MHOXXECTBEHHbIX
nepejioMOB M XapaKTEPHBbIX CHUCTEMHBIX HpOﬂBJ’IeHI/Iﬁ
Bpa4X HavdaJid 10403PpeBaThb HaC/IeJICTBEHHOE 3ab60JieBaHUE
KOCTHOM TKaHH, YTO IIOCJIY?KHJIO OCHOBaHUEM [Jid 6oJiee
I‘J1y6OKOFO O6C]'Ie,£LOBaHPlﬂ C LeJibl0 [NOATBEPXKAEHHUA
AHWAarHo3a HeCOBEepILUIeHHOr'o ocTeoreHesa.

PucyHok 3 - PenmeeHoz2pamma HUMCHUX KOHeYHoCmell

uccsedo8aHusl.
BBIIIOJIHEHBI

Jluaznocmuueckue
BepuUPUKAIlMK JHarHo3a
COTVIaCHO MPOTOKOJIY:

Jns

o6cieJoBaHUs

Ko;—lcyﬂbmauuu cheyuasiaucmos. KOHCYJ]bTaL[I/IH
reHeTuka: bbl1 BbICTaBJIeH IlpeﬁlBapl/lTeJIbelﬁ JAHWarHo3
«Hecosepmem—lblﬁ OCTeoreHes» C HeO6XO,£[I/IMOCTbI-O
reHeTUYeCcKOH naHeau AJId YTOYHEHHA TUIa.

KoHcynbmayusi 2acmposHmepo/io2a: BBICTABJIEH
JUarHo3 «AJIMMEeHTapHbIN alyleprudeckKuii SHTEPOKOJIUT»,
BbIsIBJIEHA HENIEPEHOCHMOCTb OeJiKa KOPOBbErO MOJIOKA.

KOHchlbmal,{llﬂ Hegposiozca: BbIABJIEHA ,aed)opmaum{
dgeperna C CKOLIEeHHOCTbKO B 3aTbIJIOYHOU O6J'[aCTI/I,
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OKpPYKHOCTb TroJioBbl 40 cM, 6osbinoi poAaHUYoK 1,5%1,5
cM. OTMeYaeTcss HENMOCTOSHHOE CXOZsIeecss KOCOIJIa3ue,
HUCTarMa HeT. MpblllleyHbId TOHYC [JUCTOHHUYEH, C
TEeHJeHIIMed K CHIKEHHI0, OCOOEHHO B  HHWXKHMX
KOHEeYHOCTSX. OrpaHUyYeHHbIe JBIXKEeHHU s B Ta306eApEeHHbBIX
CycTaBax OOYC/JIOBJIEHbl YacThIMU IepesioMaMH. Takxke
HabJII/IaeTCs IEPUOINUECKOe TIOTIEPXHUBAHUE MIPU IIPUEMe
JKUJIKOU MHUIIH.

IHJoKpuHo102UHeCKoe obcsaedosaHue:
MOATBEPK/AeHbl AePUIUT NapaTropMOHa U MOBBIILIEHHbIN
YPOBeHbB les104HON PpocdaTasbl, YTO TaKKe NOALEPKUBAIO
M0/103peHUs Ha HacJeICTBEHHOE 3a60/1eBaHUE KOCTEH.
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JlabopamopHo-uHcmpyMeHma/ibHvle UcCCAedo8aHusl. COCTOSIHUS pebGeHKa ObLJIM BBINOJHEHbI CJAeJYHOIUe
Jlns moATBepKAEHUSl AUArHo3a U ONpesie/IeHUs] TSHKeCTH — uccienoBaHus (Taosaunpsl 1,2):
Tabauya 1 - Peaysbmambl 1a60pamopHbIX UCCA€008aHULL
[TapameTp Pesynbrar Hopma KomMeHTapuii
I'emorsno6uH (r/n) 104 130-160 (my»x.) 120-150 (>xeH.) Hurxe HOpMBI
JlelikouuTsl (x1079 /1) 15,5 4,0-10,0 [MoBbILIEHBI
CO3 (MM/u4) 24 0-20 [ToBbILIEHBI
Docdop (MMob/ ) 2,14 0,87-1,45 [ToBbIIEHBI
llenouynas ¢pocdaraza (ME/n) 466 40-150 [ToBbILIEHBI
061ui KanbLui (MMoJIb/ 1) 2,48 2,2-2,7 B Hopme
HoHu3upoBaHHbIN KanbluH (MMOJIb /1) 1,41 1,1-1,35 B Hopme
Burtamuu D (Hr/mi) 78,33 30-100 B Hopme
MaparropmoH (nr/mn) 9,12 15-65 Huxe HopMbI (fedunuT)

lenemuyeckull aHa/nu3 BBIABUJI MyTalUI0 B
reHe WNT1, koTopasi MOATBEPKAAET HeCOBEpPILIEHHbIN
ocreoreHes XV Tumna.

HHcmpymenmanvhvle  uccaedosarusi.  IXO0-KI:
3akawouenne: PU - 61%. OTkpbITOE OBaJbHOE OKHO
reMoJUHaMMYeCKM He3HauuMoe. KaMmepbl cepjua He

pacuupensl. CUCTOIMYECKas U JUACToIM4YecKast GyHKIUU
JDK ynoBieTBOpUTe/IbHBIE. YCKOpDEHHE KPOBOTOKa Ha
HUCXOJSALEM OT/EeJe A0PTHI.

Y3W nouek. 3aktoyenue: CTpyKTypHOH 1aTOJ0TUU
He BbISBJIEHO.

PeHTrenorpaduss KocTedl Iuleda, IpejIJiedbs,
IJIE4EBOTO CYCTaBa, OPraHOB TPYJHOH KJIETKH, KOCTeH
Taza M Ta300eJpeHHBbIX CyCTaBOB, 6eJpPEeHHOH KOCTH,
KOCTeH TroJIeHH, T0JIEHOCTOIIHOIO CycTaBa 3aKJIloYeHHe:
PeHTreH-npyM3HaKy 3a He3aBeplIeHHBIH OCTeOreHes.
MHOKeCTBEeHHbIEe KOHCOJIMJUPOBAHHbIE NePeIOMbl 06eHX
BEPXHHUX M HWKHHUX KOHeYyHOCTeH ¢ gedopManusamMu
(Pucynku 1-3).

JleyeHue u HabawodeHue.
NpeJBapUTEJbHOTO  JMarHosa peGeHKa  HalpaBUJIU
B kiuHUKY University Medical Center (UMC) pas
JIONOJIHUTEJILHOTO 006C/JeJ0BaHUs W pa3paboTKH IJaHa
neyenus. Bpaun UMC npepuioxuan 6ucdochoHaTHYIO
Tepanuio JJs YKpeIUIeHUs KOCTeH, OJHAKO pOAUTeNU
OTJIOKMJIM  Hayaslo JiedeHHUs, OXHJasd pe3yJbTaToB
reHeTHYEeCKOro aHaIu3a.

[locne ycraHoBJIeHUS

OKOHYaTe/IbHOE KJIMHUYECKOE CEeKBEeHUpPOBaHHE,

naHeJb "3aboJieBaHUSA COeMHUTEJIbHOU  TKaHuU":

Ta6auya 2 - Pe3ysibmambl 1a60pamopHbIX UCCAe008aHULL

O6Hapy>keHa TroMO3UroTHass MyTtauuss B reHe WNTI1:
chr12:48980564T>TG, Ttpanckpunt ENST00000293549,
k JHK - ¢.506dupG, AK 3amena - p.Cys170fs (riy6uHa
npouTeHusi - 63x). [IpU3HaKU MATOr€HHOCTH BapHUaHTA:
NPUBOAUT K CABUTY paMKM CUYUTbIBaHUA. [Jlpyras
nHoopmauus: IlpucyTcTByeT B mNonyasiiuoHHbIX B/l B
reTepo3urotrHoM coctossHuu (GNOMAD V2:0.000094749;
GNOMAD V3:0.000006576). Knaccudukanus CLONVAR:
Pathogenic. 3a6oJsieBaHHUs, acCOLMUPOBAHHbIE C TEHOM:
HecoBeplleHHbIH ocTeoreHnes, tun XV (OMIM: 615220,
AR) 1 ocTeonopos, paHee HayaJlo, IPePACHOJI0KEHHOCTD,
ayTOCOMHO-JOMUHAHTHBIN TUIl (OMIM: 615221).

Ha ,C[aHHbIﬁ MOMEHT A€BOYKa I'OTOBHUTCA K JIEHEHUIO
3a FpaHHLlefI, rae nJylaHupyeTcd BBeJeHue SOHeH,ELpOHOBOﬁ
KHCJIOTBL B 5 MecCALeB OHA TaKXKe [IpoxoAuJia O6C.I'IB,ELOB3HI/IE
B Typ].lI/II/I, rae paccMaTpuBajachb BO3MOXHOCTb
QJIJIOTEHHOH TpaHCIJIaHTAallUKX  KOCTHOro MoO3ra, HO
onepaunusa OblJla OTMEHeHa Mu3-3a HeAOCTaTO‘{HOﬁ MacCChbl
TeJia.

Ha MoMmeHT mocjesHero ocMoTpa JeBodka He
yAepKHUBaEeT roJIOBy U MMeeT BbIpaxKeHHble AiepopManuu
Tpy6uYaTbIX KocTell KoHeyHocTed. Ee Bec cocTaBisieT
8200 r, poct — 67,5 cM, OKpPYXHOCTb TrojioBbl — 36
cM. Yepen JedopMupoBaH, OTMedaeTcsd MO3ULHOHHAA
miarvonedanusa. losy6oBaTble CKJEpbl W MbllIeYHas
JIMCTOHHS JIOTIOJTHAIOT KJIMHUYECKYI0 KapTUHY
HeCOBepLIEHHOTO ocTeoreHe3a. HeJjaBHHe pe3ysibTaThl
J1abopaTOPHBIX UCCIeA0BAHUN MALlUeHTa:

[TapameTp PesynbTrar Hopma KommeHTapuit
docdop (MMoJIb/ ) 2.26 0.81-1.45 Bblilie HOpMBbI
06uui Kanbuui (MMoJIb/ 1) 2.67 2.15-2.55 [loBeILIEHO
Burtamun D (Hr/mi) 103.26 30-150 B HopMme
AJIaT (En/n) 14.88 0.00 - 33.00
ACaT (En/n) 36.89 0.00 - 32.00 MoBblIeHO
Buupy6uH (0611, MKMOJIb/ 1) 1.6 3.4-20.5 [ToHmxeHo
KpeaTuHuH (MMoJIb /1) 23.2 45.0-97.0 [ToHMXEHO
Ha].[I/IeHTKa npoAaoKaeT noJy4aTb BUTAaMHUH opronesa W J3HAOKPHUHOJIOrA, a TaKXKe peryjdpHbie

D3 B pmose 1500 ME B cyTKM M mpenaparTbl KeJjesa.
PexoMeH/iyeTcsl AMHaMUYecKoe HabJIIO/leHUe Y TeuaTpa,

06cyxaeHue

[IpefcTaBeHHBbIN Cly4all 1eMOHCTPUPYET PeAKYI0
roMo3uroTHyro Mytanuio c¢.506dupG B reHe WNTI,
aCCOLMMPOBAHHYI0 C HECOBEPIIEHHBIM OCTEOreHe30M
XV Tuma. Y mNanUMeHTKU C POXK/JEHHUS HaBJI0JaINCh
MHOXXeCTBEHHble  TlepesioMbl, JedopMalud  KOCTeH,

Kypcbl 6uchochoHATHOH Tepamuul [Ajs NTPOGUIAKTHKU
JlabHENIIHX NepeioMOoB.

roJiy6oBaTble CKJIepbl U MblLIIeYHAsA JUCTOHUA. 3a060/1eBaHHE

XapaKTepusyeTcs OBICTPBIM  IPOTPECCHPOBAHUEM U
MHOX€eCTBEHHBIMH OCJIO)KHEHUAMU.

JluarHo3  6bUT  MOATBEPXKAEH  eHEeTHYEeCKUM
aHaJIN30M u noJiep>kaH KJIMHUYeCKUMU u
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PEHTTeHOJIOTUYeCKUMH  JaHHBIMU. JlaHHBIH  ciay4yail
noJYepKUBaeT  BaXXHOCTb  pPAHHEr0  TeHeTHYeCKOro
TeCTUPOBAHHUS U KOMIIJIEKCHOTO MOJAX0/a K JIEYeHUIO IS
npefoTBpallleHUs AalbHeUIIUX epesoMOB U yIy4IleHUs
KauecTBa XKU3HH NMaleHTa.

JaHHbI} KJWHUYECKUH CJay4ald T[03BOJISIET
06CcyAUTb O0COOGEHHOCTH JUArHOCTUKU U JleueHUs
HecoBepllIeHHOro ocTeoreHe3a XV TuHMA, CBSI3aHHble C
myTtauued WNT1, a Takke paccMOTpeTb MepClHeKTUBbI
JaJbHeHIIUX  HUCCAefOBaHUH UM  TepameBTHYeCKHe
nojxo/bl. HecoBepieHHbIN ocTeoreHes XV TuMna sIBAseTCA
KpaliHe pejkoil ¢opMOH MaTOJIOrMU, YTO NMOLYEPKUBAET

YHUKAJIbHOCTb JAAHHOTO cay4asd. L[I/IaFHOB ObLI
YCTaHOBJIEH HA OCHOBAHUHU XaPaAKTEPHbIX KJIUWHHUYECKUX
)54 PEHTreHOJIOTUYeCKUuX NPHU3HAKOB, BKJIrO4Yasd

MHOKECTBEHHbIEe IepeJIOMbl, a TaKXe C UCII0JIb30BaHHWEM
MOJIEKYJIAPHO-TEHETUYECKOI'0 uccjiegoBaHuAa )54
na6opaToprlx AHAJIN30B.

Jl1s onycaHuA U KJaccuQUKaIlMM HECOBEPIIEHHOTO
octeoreHe3a (HO) yacto ucnosb3yercs cucreMa Sillence,
fonosHeHHass M. Ramachandran. 3ta kJiaccudukanus
OCHOBBIBAETCS Ha KJIMHUYECKUX U PEHTreHOJIOIMYeCKHX
JIaHHBIX, @ TaK)Ke YYUTHIBAET T€eHeTHYECKHE 0COGEHHOCTU
nauueHTa [1]. B Hell Bbl/ie/ISIIOT YeTblpe OCHOBHbIX THUIA:

eTun I — Markas ¢opma ¢ XpynkocTbio KOCTeH U
CUHHUMH CKJIEPAMH;

o Tun Il — nepuHaTaIbHO JieTaibHasA GOpPMa;

eTun III —
CKeJsleTa;

nporpeccupympomas  gepopmanus

eTun IV — yMepeHHas TsKeCTb C HOpMaJIbHbIMU
CKJepaMM, HU3KMUM pOCTOM U  HeCOBepIIEeHHbIM
JIeHTUHOTEeHe30M.

JomnonHuTenbHO, B kJaccudukanuu Ramachandran
pas/MyalT NOATUNBI A U B B 3aBUCHMOCTH OT COCTOSIHUA
JleHTUHOTeHe3a. Pexxe BcTpeualoTcss GopMbl, BbI3BaHHbIe
pellecCUBHBIMUA MyTauusMy, TakuMu kak HO Ttuma XV,
BIlepBble oONUcaHHasA KeymmoMm, cBfiz3aHa C MyTaLMUAMU
B reHe WNT1. OTOT TuUI BbIJieJISIeTCS He TOJIbKO CBOeH
peAKOCTbIO, HO U CJI0XHOCTbI JMAarHOCTUKU U3-3a
CX0XKeCTH KJIMHMYeCKUX MPU3HAKOB C APYrMMU GopMaMu
HO. /laHHBI} reH UrpaeT KJII0YEBY0 POJIb B Ipovdepanuy,
AnddepeHUpOBKE W BbDKMBAaHUM OCTE€06JIaCTOB —
KJeTOK, (QOpMHUpYIOLIUX KOCTHYI TKaHb. HapyueHue
¢y WNT1 npuBOAMT K CHMXKEHHOM MHHepaJbHOU
IJIOTHOCTH KOCTEeH, MHOXKeCTBEHHBIM IlepesioMaM, HU3KOMY
pOCTy U CUHUM ckJiepaM. TakuM o6pa3oM, MyTalluu B 3TOM
reHe OKa3blBalOT CHUCTEMHOe BO3/elCTBHe, Hapyllas Kak
KOCTHYI0, TaK M HEPBHYIO ccTeMbl. HeKOTOpble naliueHThbl
¢ myTtapusaMu WNT1 ucObITBIBAlOT HEBPOJIOTHYECKUE
HapylleHusl, BKJIOYas 3a/lepXKKy pa3BUTHUS U Npo6JeMbl
LeHTPa/IbHOM HEepBHOW CUCTeMbI, YTO MOJYepKHUBaeT
kJt04yeByto posib WNT1 B KOCTHON U HEPBHOU cucTeMax [4].

B npe/icTaB/JeHHOM KJIMHUYECKOM C/ly4yae MallueHT
HeceT TOMO3WTOTHyI0 MyTanuio c.506dupG B reHe
WNT1, xoTopass NpUBOAUT K CABUTY PaMKH CYMTBIBAaHHUSA
U o6pa3oBaHUI0 yKOopoueHHoro Geska (p.Cys170fs).
JdTa MyTauus K/IacCMPUUMPYeTCs KaK IaToreHHas H
aCCOLIUMUPYETC C HEeCOBEPIIEHHBIM ocTeoreHeaoM XV
tuna (OMIM: 615220) 1 paHHuUM ocTteonopo3zoM (OMIM:
615221). CornacHo 6asaM JaHHBbIX, Takux kak ClinVar
1 GNOMAD, paHHBI BapuaHT BCTpeyaeTcs KpalHe
peAKo W TOATBEPXKAAET THKeJAylo (GeHOTHIHYECKYIO
KapTHHY 3aboJieBaHHA. BaKHO MOJYEpPKHYTb, YTO 3TOT
reHeTH4YeCKMH BapMaHT XapaKTepU3yeTCsd  BBICOKOU
NEeHETPAaHTHOCTbIO, YTO OODBACHAET  BBIPAKEHHOCTH
KJIMHUYECKHUX MTPOSBIEHUH.
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CpasHenue ¢enomunos. Ten WNT1 xogupyer
6es10K, yyacTBytomnit B WNT-curHajibHOM Ny TH, KOTOPbIN
perynupyer npoaudepanuio U AuddepeHIHPOBKY
ocTeo6sacToB. MyTanusi NPUBOJUT K HEJOCTATOYHOU
aKTHUBALMU KJo4yeBbIX penentopoB Frizzled u LRP5/6,
YTO HapymaeT ¢GOpMHUpOBaHME KOCTHOTO MaTpHKca
M TOPUBOAUT K TIOBBILIEHHOM JIOMKOCTH  KOCTeH.
KpoMe ToOro, wucciesoBaHue Ha MbILIMHBIX MOJEIAX
MpOJEeMOHCTPUPOBaJIo, UTo HapyuieHue WNT-curHasibHOro
IyTH BeJleT He TOJIbKO K OCTEeOIIOpo3y, HO U K HapylLIeHHIo
Helpo/iereHepaTUBHbBIX MPOLIeCCOB, noJyepKuBas
CUCTEMHBIH XapaKkTep JAaHHOU NaTosIoruu [6].

B suTepaType onucaHbl pasJMYHble MyTaluu
renHa WNT1, kaxzgasd W3 KOTOPbIX CONPOBOXKJAETCH
YHUKAJIbHBIMUA  KJWHUYECKUMH MposiBJeHUsIMU. Tak,
Cavdartepe u ipek npejcraBusiyu JBa ciydas CHGJHMHIOB
¢ wmyrtapueit  Cys315Leufs*78, compoBox/jaBlieiics
TSKeJBIMA KOCTHBIMU JlepOpMaLUsIMU U BbIPa>KeHHbIMU
HEeBPOJIOTHYECKUMU HapylleHUsIMHU, BKJIOYasl 3MUJIENCHI0
U 3aJlepKKy pa3BuTus [4]. Zhu u coaBTopbl omucanu
NalMeHTKy C KOMIJIEKCHOM reTepo3UroTHOM MyTanuei
c.620G>A (p.R207H) u c.677C>T (p.S226L), y xoTopoii
6blia BblsiBJeHa JedopMalus BHYTPeHHero yxa H
Jpyrve BHEKOCTHble CHMNTOMBI [1]. Y Hallero naunueHTa,
HalpoTUB, Ha6JIIOAAIUCh MHOXeCTBEHHble MepesoMbl
W JIMIIb JIeTKMe HeBPOJIOTHUYeCKHe CHUMIITOMBI, Takue
KaK MbllleyHas AUCTOHUS U CXOjslleecss KOCOIJIa3ue.

9TW [aHHblE JIEMOHCTPUPYIOT IIMPOKWUH JManas3oH
dbeHoTUnMYecKUx mnposiBieHU wmyTtauud WNT1, uyTo
HOJYePKUBAET He06X0AMMOCTh WUH/JMBU/YabHOT'O

noAxo/Ja K KaKjoMy cjiy4aro.

Jleuenue u ezo oepaHuverus. Ha JaHHbIA MOMEHT
OCHOBHOW Tepanueidl na/asa mnauueHToB ¢ HO saBiasetca
6ucochpoHatHass Tepanusa. bucdochonater — 3TO
CUHTETHYeCKHe  aHajord  nupodocdara, KOTOpbIe
06/1a1al0T BBICOKMM CpPOJCTBOM K KOCTHOH TKaHHU
U JeHCTBYIOT TNyTeM HWHIM6UPOBAHMS AKTHUBHOCTHU
OCTEOKJIACTOB, YTO 3aMeJJIieT KOCTHYI pe30pOLHIo.
OCHOBHOM MexaHUM3M UX [JeHCTBUS 3aKJ4yaeTcs B
NO/laBJEHUN paspylleHHss KOCTHOHM TKaHM 3a CYeT
WHrUOHMpOBaHUSA  QEepMEHTOB  OCTEOKJIACTOB  WJIU
WHAYKLHMHA UX aloInTo3a. TO CIIOCOGCTBYET YBEJUYEHUIO
MHHEPaJIbHON NJIOTHOCTH KOCTH U HEKOTOPOMY CHHUKEHUIO
pucka mnepesomMoB [7]. OfHAKO Ba)XHO OTMETUTb, 4TO
addekTuBHOCTL 6HCcHOCPOHATOB OrpaHUYMBAETCS HUX

HECNOCOGHOCTbI0O BO3/I€HCTBOBAaTh HA IMEPBONPUYUHY
3ab0JieBaHHUA.

Tem He MeHee, KaK OTMEYeHO B o63ope
Cochrane, xotra  6ucdochoHaThl U  TOBBIMIAIT

MHHepaJIbHYI0 MJIOTHOCTb KOCTH, UX BJIMSIHUE Ha 4aCTOTY
nepejoOMOB M yJAy4lleHHe KadeCTBa >KU3HHM OCTaeTcs
orpaHv4YeHHbIM. OCHOBHas NpHUYMHA 3TOTO0 KpOETC B
TOM, 4TO 6ucdocHoHaTHl HE BO3JEHCTBYIOT HA KJIIOUEBbIe
naToreHeTUYeCKHe MeXaHHW3Mbl, CBI3aHHble C MyTallUAMU
B rene WNT1, koropsble JiexxaT B ocHoBe XV Tuna HO.
Heo6xoauMbl ~ HOBble  TepanmeBTUYECKHE  IOJXOABI,
HalpaBJIeHHble He TOJIbKO Ha yBeJMYeHHe MHHepaJbHOU
IJIOTHOCTH, HO W Ha YyCTpaHeHWe TepPBONPHUYMHBI
natosioruu [7]. TakuMm o6pasom, JiedeHHe AOJDKHO OBITh
HalpaB/IeHO Ha BOCCTAHOBJIEHHE HOPMasbHOHW DPabGOThI
WNT-curnasbHOro nyTH.

C y4eToM BbIILIECKA3aHHOTO, NalnueHTKe
peKOMeH/IOBaHbl perysspHble Kypcbl 6uchocdoHaTHOM
Tepanuy, B TOM YUCJIe C UCII0/Ib30BaHHUEM 30JIeH/IpPOHOBOM

KHUCJIOTBI ~ — foJjiee  MOIIHOTO  BHYTPUBEHHOIO
6ucpochonara, 06J1a/ja101ero MPOIOJIKUTETbHBIM
3pdekToM. 30JIeHAPOHOBAs  KHCJIOTA  CBSI3bIBAETCS
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C THUAPOKCHANaTUTOM KOCTHOM TKaHM U TOJABJISIET
AKTUBHOCTb OCTEOKJIACTOB, UYTO NPUBOJUT K CHIDKEHHIO
KOCTHOH  pe3op6umu. OHa  Takke  CHOCOGCTBYET
MOBBIIIEHUIO IPOYHOCTH KOCTEH, YTO OCOGEHHO BaKHO
JUIsT TIAIlMEeHTOB C BBbIPWKEHHBIMU JedOopMalUsIMH U
4acThIMH NepesioMaMu [8]. HecMoTps Ha aTo, AJIMTEeIbHOE
ucrnoJsib3oBaHue 6ucdocPoHaTOB TpeOGYeT OCTOPOKHOCTH,
YUUTbIBasi BO3MOXKHbIEe MO6GOYHbIe 3QPeKThl, TaKkhe Kak
OCTEOHEKPO3 YeJIIOCTH U aTUITNYHbIE TIEPEIOMBI.

Hosvle mepanesmuueckue nodxodsl. ViccienoBaHue
Campopiano et al. mnoxyepkuBaeT 3$PEeKTUBHOCTH
TepunapaTH/a, aHajora MapaTUPEOUJHOr0 TOPMOHA, B
yBeJINYEeHHU U MPIHepaJIbHOﬁ MJIOTHOCTU KOCTEU U CHUXKEHUH
pUCKa HOBBIX I€epesIOMOB y MHNAUEHTOB C MyTalUAMHU B
rene WNT1, npuBofsfliMMU K paHHEMY OCTEOINOpO3Yy.
TepunapaTu/; CTUMYJHUPYET aKTUBHOCTb OCTE06JIaCTOB,
cnoco6¢TBys1 GOPMHUPOBAHUI0 HOBOW KOCTHOU TKaHH, UTO
AeJiaeT ero HeHHbIM HHCTPYMEHTOM B JIeYEeHHU U HOLLO6HIJIX
cocTosiHU# [9].

B nomosiHeHue k 3ToMy, Vollersen et al. o6¢cyxaatoT
NepCcrneKTUBHOCTb MCNOJIb30BAHUS TapreTHON Tepanuy,
BKJIOYAasl pOMOCO3yMab — MOHOKJIOHaJIbHOe aHTHUTeJIO,
KOTOpOe 6JIOKMpYeT JeHCTBUe CKJIepOCTHHA, TeM CaMbIM
akTuBUpys curHaibHbld nyTb WNT. HccnemoBaHusi Ha
Mbimax ¢ mytanuedr WNT1 mokasanu, 4To poMoco3yMab
yJydllaeT KayecTBO KOCTHOM TKaHM M IMOBBIIIAET eé
OPOYHOCTb, YTO OCOGEHHO BAXXHO /AJA MallUeHTOB C
ocTeoreHe30M HecoBeplleHHbIM XV Tuma. JTH JaHHble
NOJJ4ePKUBAIOT 3HAYUMOCTb ocTeoaHab0M4ecKoi
Tepanuy KaK NepCcleKTUBHOIO HallpaBJeHUsl B JIeYeHUU
JlaHHOTO 3aboJieBaHUs, NpeAJsarass 6ojiee KOMIJIEKCHbBIH
MOJX0J, K BOCCTAHOBJIEHHIO KOCTHOM CTPYKTypbl U
CHIKEHMUIO puckKa nepesomos [10].

OpHako HnepCcrneKTUBbI Tepanuu He
OrpaHUYMBAIOTCA TOJIBKO HCI0JIb30BaHUEM
6ucochoHaToB U poMocolyMaba. IKClIepUMeHTalbHble
HCCIe0BaHUs I[0Ka3bIBalOT, 4YTO cTuMyaauusa WNT-
CUTHAJIbHOTO MyTH Yepe3 akTHBaLuIo pelentopos Frizzled
u LRP5/6 nnu crabunnsanuio 3-KkaTeHUHA MOXKeT OKa3aTb
6oJiee rny60KOe BJMSHME Ha BOCCTAHOBJIEHHe KOCTHOM
TKaHW. Takve mnpenapaTbl, Kak poMoco3yMab, KOTOpble
HalesJeHbl Ha UWHrubupoBaHue ckiepoctuHa (SOST),
JleMOHCTPHUPYIOT BbICOKYI0 3pPeKTUBHOCTb B CTUMYJ/IALUU
KOCTeo6pa3oBaHUsA U, KpOMe TOro, NOTeHIMaJbHO MOTYT
MI0JIOKUTEJIbHO BJINATb Ha HEPBHYIO CUCTEMY. DTH HaX0AKHU
pacIMpsT TOPU30HTHI JiedeHUsl He Tosibko HO XV Tuna,
HO U Apyrux ¢opM ocTeoreHesa.

B 6yzny1ieM oco60e BHUMaHNUE MOXKET ObITh Y/ieJIeHO
reHeTUYeCKUM MeToZaM JiedeHHus1, TakuM kak CRISPR/

JlutepaTtypa

Cas9, koTopble npejiaraloT NepCneKTUBY L0JIT0CPOYHOIO
pelleHUs yepe3 KOppeKL U0 MyTauui Ha ypoBHe JJHK niun
PHK. 3Ty uHHOBaLMOHHbBIE IOAX0/ bl MOTYT CTaTh OCHOBOH
JLJ151 IePCOHAIM3MPOBAaHHOM MeIMLIMHbI, HAallpaBJIeHHOH Ha
yCTpaHeHHe NEePBONPHUYMHBI 3a60JIeBaHUA U Y/IydlIeHHe
KauecTBa »KU3HU MallUeHTOB [3].

Jlnisg  ycnemHoro  BeJleHHWSl  MALMEHTOB  C
0OCTeoreHe30M HecoBeplleHHbIM XV THIA, CBSI3aHHBIM
¢ wmytaguedt WNT1, Heo6xoAMMO NpPHUAEPKUBATHCS
MYJbTUAUCHUIIMHAPHOTO N0AX0JAa. BaxkHO perynspHO
NPOBOAUTH MOHHUTOPHUHI COCTOSIHUSI KOCTEH C MOMOLIbIO
COBpPEMEHHBIX METOJ0B BHU3yaJMU3allMM, TaKUX Kak
AeHcuToMeTpuss U MPT, 4yToGbl CBOEBpEMEHHO BBISIBJISATH
M3MEeHEHMUS B CTPYKTYpe KOCTHOM TKaHH.

[IpaKTHUKYIOIMM BpayaM CJeAyeT pacCMaTpUBaTh
BO3MOXXHOCTb IPUMEHEHUs TapreTHOH Tepaluy, BKIKYas
ocTeoaHabo/IMYECKUE TPenapaThl, TAKME KaK poM0OCo3yMab
WJIM  TepuIapaTHs, OCO0EeHHO B  Cayyasx, Korza
CTaHJapTHOe JleyeHUe OuchocoHAaTaMHU OKa3bIBAETCSH
HEeJI0OCTaTOYHO 3G PEKTUBHBIM. ITH METO/bI CIOCOGHBI He
TOJIBKO YJIYYLIUTh KaueCTBO KOCTHON TKaHH, HO U CHU3UTD
PHUCK IePeJIOMOB, YTO CYL[ECTBEHHO MOBBILIAET KAYECTBO
YKU3HU NallUEeHTOB.

[lporno3 pnsa mnapueHToB ¢ MyTtapusamu WNT1
MOKeT 3HAUUTeJIbHO YJyYlIUThCS Gs1arofapsl BHeJPEHHUIO
MepCOHaJIM3UPOBAHHBIX NOAX0J0B K JIeYeHHI0, 0CHOBAaHHBIX
Ha TreHeTu4yeckoM mnpoduse. JlaHHBIA KJIMHUYECKUU
cayd4all nmofuépKuBaeT BaXKHOCTb paHHeM AMArHOCTHKHU
W pa3pabOoTKUM HOBbIX TepaleBTUYECKUX CTpaTeruy,

YTO OTKPBIBAET [ONOJHHUTEIbHbIE I[E€PCIEKTUBbI AJIsI
ONTUMHU3ALMH YXO/a 33 TAKUMH NALUEHTaMH.
KoHukT HHTEPECOB. He 3asiBJIEH.

JlaHHBbIliMaTepuan paHee He O6blI TpeACTaBJeH Ha
paccMOTpeHUe B ApyrUe U3/IaHus.

duHaHcupoBaHue. [Ipy npoBeJleHUU JAHHOU
pa6oTel (GUHAHCHUPOBAHHE CTOPOHHUX OpraHU3aLUH U
MeJJULIMHCKUX NPEeJICTABUTENbCTB He OCYLIeCTBIISIOCE.

Bxkisiag, aBrTopoB. Konuenrtyanusauusa - YIK.K;
meTogoJsiorus - A.A.M.; nposepka - A.A.M., K.PC,, ’K.CM,;
dopmanbubii  aHanusz - K.PC, 2K.CM. HanucaHue
(opuruHasibHasE ~4YepHOBas moArotroBka) - Y2K.K;
HanucaHue (0630p U pefakTupoBanue) - YIK.K., A.A.M.

ABTOpBI COTJIaCOBaJIU MeXy cobou
OKOHYATEJIbHYI0 BEPCHI0 PYKONMCH U NOANHCATH HOpPMY
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Tyninaeme

Makanada scaHa mywulLIFaH Kbl30a aHbIKMAAFaH ocmeozeHe3diy cupek kezdecemiH mypiuiy (XV mun) kauHukaawlk stcardativ
KenmipineeH. Hezizeli KAuHUKaablK KepiHicmep, aypydblH 2eHemukaJblk acnekmisepi jcaHe uazHOCMUKA/AblK macindep cunammasobl.
JuazHocmukara 601amblH 3epMXAHAIbIK HCIHE acnanmblk 3epmmeyaepdiy Homudceaepi maadaHoel. Tepanesmik cmpameausaap, COHuIH
iwinde 6ucgocoram mepanusicul xcaHe MaKkcammyl npenapammapdsl K0AJAHy nepcneKkmugaaapsl Kapacmoipsladsl. Taaday ocvl aypymeH
ayvlpamuviH HayKacmaposl emoeydi oymatliaHdblpy YwiH epme 0udzHOCMUKA MeH NdHAPAAbIK MACi0IH MAHbI30bLAbIFbIH MOALIKMbIPAJbL.

Tytiin ce3zdep: XV munmi xceminmezeH ocmeozeHe3, cupek KezdecemiH zeHemukasvlk aypyaap, WNT1 zewiniy mymayusicol,
bucgocgpoHam mepanusicol.

Osteogenesis imperfecta type XV: A clinical case
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Abstract

The article presents a clinical case of a rare form of osteogenesis imperfecta (type XV) identified in a newborn girl. The key clinical
manifestations, genetic aspects of the disease and approaches to diagnostics are described. The results of laboratory and instrumental studies
confirming the diagnosis are presented. Therapeutic strategies, including bisphosphonate therapy and the prospects for targeted drug use, are
discussed. The work emphasizes the importance of early diagnosis and a multidisciplinary approach to optimize the treatment of patients with
this condition.
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