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CEMEWHOE HABJIIOAEHME HECOBEPLLUEHHOIO
OCTEOIEHE3A: NCXO4bl BEPEMEHHOCTEWN,
TAKTUYECKUE NOAXOAbl U MNEPCIEKTUBDI

PELLUEHUA NMPOBJIEMDbI

HecoBepLUeHHbIN OCTeoreHe3 ABNAETCH PEAKMM, HACTEACTBEHHbLIM, FEHETUYECKM reTeporeHHbIM 3aboneBaHneM COeMHNTENb -
HOW TKaHW 1 ckefeTa, 0OYCNOBEHHbIM MyTaLlMen reHoB, KOAMPYIOLLMX KonnareH, AuddepeHLMpoBKy ocTeobnactos, ben-
KOB-PeMOLYNIATOPOB KOCTHOW TKaHW U MHOTMX APYrux reHoB. KnuHnyeckn 3aboneBaHne xapakTtepusyetcs KoOMOMHaLMen
Pa3NMYHbIX MPM3HAKOB: NOMKOCTbIO KOCTel, AeopMaLlMsaMm CKefeTa, HU3KOPOCIOCTbIO, HanmdnmeM rofyobix ckiep, nporpec-
CUPYIOLLEN TYroyxoCTbio U aHOManunen AeHTnMHoreHesa. MoBbllleHHas NOTPeOHOCTb B KanbLmy BO Bpems OepeMeHHOCTN 1
KOPMEHNS rpyabio 00YCNaBANBAET CHUXEHME MUHEPAbHOM NMIOTHOCTX KOCTHOM TKaHW MaTepu 1 yBeNMYeHKe prcka nepe-
NTOMOB. BbiHalLMBaHWe GepeMeHHOCTV MW HECOBEPLLEHHOM OCTeOreHe3e MPOTUBOMOKA3aHO M3-3a BbICOKOMN YacTOTbI TAXKEbIX
1N CMEPTENbHbIX OCNOXHEHWI, Kak 4S8 MaTepu, Tak 1 Ans nnoga.

B cTaTbe npeacTaBneHo onvcaHne CeMeNHOro HabMoAeHNs YeTbIpex MOKONEHWI XeHLWmnH (6abylika MaTb, A0O4b, BHYKM) C
HeCcoBepLLEeHHbIM OCTEOrEHE30M, a TakKe MCXOAa AABYX OepeMeHHOCTEN y OAHOM 13 HUX (Qo4epun), MPOCIEXEHHbIX Henocpes-
CTBEHHO aBTOpaMU. NpefiCTaBneHHOe KNMHUYeckoe HabnoLeHVe AeMOHCTPUPYET BbICOKYIO YaCTOTy HacefoBaHNs HeCoBep-
LLIEHHOrO OCTeOreHe3a, BaXkKHOCTb CBOEBPEMEHHOMO MEHETNHECKOrO KOHCYNIbTUPOBaHNS 1 HEODXOAMMOCTb Ha3HaYeHMs NaTo-
reHeTM4eckon Tepanuu, YTO MPU3BaAHO CNOCODCTBOBATbL YMYYLIEHWIO MPOrHO3a TeyeHWs 3abofeBaHMs N CHUXKEHWIO
VNHBanuam3aumm.

Kniouesble crnoBa: HECOBepU.IeHHbIl;I ocTeoreHes; BpoOXAeHHble nepesioMbl; MCXoObl POAO0B C HECOBEPLUEHHbIM
OCTeoreHe3oM,; MeKO-reHeTn4eCckoe KOHCYNbTNPOBaHMe; peakaa MytTauna
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FAMILY SURVEILLANCE OF OSTEOGENESIS IMPERFECTA: PREGNANCY OUTCOMES, TACTICAL
APPROACHES, AND PROSPECTS FOR SOLVING THE PROBLEM

Osteogenesis imperfecta is a rare, hereditary, genetically heterogeneous disease of connective tissue and skeleton caused by
mutation of genes encoding collagen, osteoblast differentiation, bone tissue remodulator proteins and many other genes. It
is clinically characterized by a combination of different features: brittle bones, skeletal deformities, stunting, blue sclerae,
progressive hearing loss and abnormal dentinogenesis. The increased need for calcium during pregnancy and lactation causes
a decrease in maternal bone mineral density and an increased risk of fractures. At the same time, carrying the pregnancy to
term is contraindicated because of the high incidence of severe and fatal complications for both mother and fetus.

This article presents a description of a family observation of four generations of women (maternal grandmother, daughter,
grandchildren) with osteogenesis imperfecta, and the outcome of two pregnancies in one of them (daughter), traced directly
by the authors. This demonstrates the high frequency of inheritance of osteogenesis imperfecta, the importance of timely
genetic counseling and the need to prescribe pathogenetic therapy, which is intended to improve the prognosis of the course
of the disease and reduce disability.

Key words: osteogenesis imperfecta; congenital fractures; birth outcomes with osteogenesis imperfecta; medical
genetic counseling; rare mutation

HeCOBepmeHHbH‘/’I ocreorenes (HO) siBasiercss upes-
BBIYAITHO pEIKNM, TeHEeTHYeCKH OOYCJIOBIEHHBIM
3a60JieBaHNEM COEJINHUTENbHON TKAHH U CKeJera.
[Tatorenes HO 3axmodaercss B TepBHYHOM jgedexTe
6eJIKOBOTO MATPUKCA KOCTEH U COeAMHUTENbHOI TKaHH
C PasBUTHEM oOcTeoleHWH. KumHmYeckn 3a6oseBaHue
XapaKTepnu3yeTcs MaTOJIOTHIecKOil JJOMKOCTBIO KOCTel,
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HU3KIM POCTOM, HAJIMYHEeM TOJyOBIX CKJIep, Imporpec-
CHPYIOIIUM CHIKEHUEM CJIyXa M aHoMajuell JeHTHHO-
rernesa [1].

YactoTa HECOBEpPIIEHHOTO OCTeOTeHe3a B MHpe B
cpeaHeM cocTasisgeT 6-7 Ha 100 TbIC. HOBOPOXKEHHBIX,
npu sroM B Poccuiickoit Dezpepauuu, 10 JaHHBIM
Depnepanbroro peructpa, B 2015 v. — 1,08 ma 100 Thic.
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nereii. MakcuMasbHast 4actora 3a00JeBaHus B HalIel
cTpane peructpupyercsa B Cu6upckom n IIpuBomkckoM
denepaTbHBIX OKPyTaxX — cooTBeTcTBeHHO 1,5 1 1,35 Ha
100 ThIC. meTeil, B CBOIO OUepe/ib, caMble HU3KHE TOKa-
3atesqn yactotel — B CeBepo-3amagnoM QenepaabHOM
okpyre — 0,28 ma 100 ToIC. [1].

TpaauMOHHO IPUYNHON HECOBEPILIEHHOIO OCTeore-
He3a CYNTAIOT HapylIeHHe cHHTe3a KosrareHa I Tuma,
KaK OCHOBHOTO CTPYKTYPHOTO KOMIIOHEHTA KOCTHOTO
MaTpHKca, MpH 3TOM jiedeKT MOKeT HAGII0AAThCs KaK
B CTPYKType 6eJKa, TaKk U B HAPYIIEHNH ero dKCIIpec-
cun. B Gompmmnctee cayuaes (90 %) ormewaercs ay-
TOCOMHO-/IOMUHAHTHOE HACTe0OBAaHUE MYTAIUIl B TeHaxX
COL1A1 u COL1A2, orBewaomux 3a cuHrte3 ol- u
a2-menedt koJsarena [2-5]. M3BecTHO, 4TO MyTanuu B
rene COL1A1, kak mpaBuio, uMeoT 6oJiee TSKEbie
KJIMHUYEeCKHe posiBiaenus, Hexxean B rene COL1A2 [6,
7]. IToz:xe 6GBLIN YCTAaHOBJIECHDI PEI[ECCHBHBIC BAPHAHTEI
HO, o06yciioBienHble MyTalusiMi reHoB OeJIKOB, OTBe-
YJalomux 3a GOPMUPOBAHNE TPOWHUIHON CIIUPATH KOJI-
JIATEHOBBIX TIeTlell U PeMOoIeTMPOBaHNe KOCTHON TKAHU
(CRTAP, LEPRE1, PPIB), Tak Ha3blBaeMble HEKOJI-
garenoBble MyTaruu [6, 8, 9]. B macrosmiee Bpems
YCTaHOBJIEHO 60JIee TIOTyTOpa AECATKOB HOBLIX TEHOB U
MyTaImii, oTBeTcTBeHHBIX 3a pasButne HO. Takas re-
HETHYeCKas TeTePOreHHOCTb 00y CIaBIMBACT KIMHITICCKII
nosmmopduam 3a6oneBanust [10].

[TepBasi paGouas knaccuduxaipst HO Obuia mnpesio-
skena Sillence D.O. (1979 r.), rue Bbiie/eHbI YeTbIpe
OCHOBHBIX THITa HECOBEPIIEHHOTO ocTeorene3a [11].

I tun — nosauuii HecoBeplleHHbI OCTeOreHe3 Uiu
HEeCOBepIIeHHbIT octeorene3 JloOmreitHa, sBJSIETCS
ayTOCOMHO-ZIOMUHAHTHBIM BapUAHTOM HACJeIOBAHUS,
XapaKTepu3yeTcs JIOMKOCTBIO KOcTell, HaJImdueM TOTy-
ObIX CKJIEP, paHHEH moTepeill Cayxa, He3HAYNTETHHBIM
orcraBanueM pocta. Ilpu nmoarune I[-A orcyrcrByer
HapylIeHne AeHTHHOreHe3a, npu noxarune [-B u I-C,
HAIPOTUB, HAOTIOZAETCS.

IT Tum sBASIETCS TTepUHATATBHO-TETATbHON (DOPMOTt
3abosieBanus (cunapom Bposuka), Xapakrepusyercst
HasmareM cabJeBIIHO-BapyCHBIX AedopMaiiuii Gepen-
HBIX KOCTeH, KpailiHe BBICOKOH JIOMKOCTBIO KOCTeii,
MHOTOUYHUCJIEHHBIMU BHYTPUYTPOOHBIMI TI€PETOMAMU C
nedopmarusaMu Kocreli ckesmera. Kpome Toro, HabJio-
Jaercst rosry6ast OKpacka CKJep, MeMOPaHO3HbIT yeper
7 XapaKTepeH CUHAPOM [bIXaTeJbHBIX PACCTPONCTB.
CMepTb, KaK NPaABIJIO, HACTYMAeT B TEPHHATATLHOM
nepuoze. Jnsa II-A moarumna XapakTepHbl KOPOTKHUE
mpokne OelpeHHble KOCTH ¢ HEPOBHBIMU BOTHUCTBIMU
KOHTypaM! 1 KOCTHBIe Mo30J Ha pebpax. [xa II-B —
nedopmarus 6eIpeHHbIX KOCTel, TPU ATOM N3MEHEHUS
pebep B BH/IE KOCTHBIX MO30JI€ll BBIPASKEHDI B MEHbBIIETT
crenern. B cayuvasx II-C moxaruma HabI04a10TCS
UCTOHYEHHbIE, YJIUHEHHBbIE, MPSMOYTOJbHON (HOPMBI
Tpy6UaTbie KOCTH C MEPEOMaMU PA3JUYHONU CTENeHH
BBIPDAKEHHOCTH, B CBOIO odYepesib, pe6pa TOHKHE, C
HAJMYMEM KOCTHBIX MO30JIER.

III Tim — mporpeccuBHO-AePOPMUPYIONHN THII, C
MHOTOKPATHO TIOBTOPSIONTIMUCS TIePeTOMaMy JITHHHBIX
TPpyGUaTBIX KOCTEll, B TOM YHCJ€e BO BPeMs POJIOB, C
HEYKJIOHHOH gedopManueil ckeaeTa, a TaksKe pPasBUTU-

€/

eM Kndockoamo3a. XapaKTepHbI TIPU3HAKU: TPEYTOJIb-
Hast popMa JImIa, runepMoOHIbHOCTD CYCTABOB U HECO-
BEPIIEHHBIN JeHTHHOTeHe3. IIpn aToM CKJephl nMeoT
HOPMAJBHBIH IIBET W OTCYTCTBYeT M3MEHEHHe CJyXa.
WN3-3a mapymeHns CTPYKTYPBI XPSAIMEBOH IJIACTHHBI
pocra Habuogaercs Moaudukanus MetausoB U AIH-
308 KOCTEH B BHU/E «MOMKOPHA».

IV tim HO saBrsgercss ayToCOMHO-TOMIHAHTHBIM Ba-
pHaHTOM 3a60JIeBaHMsl, 3aHUMAIONIUM IIPOMEXKYTOUHOE
nonoxkenne Mexay 1 m IIT tunamu. Xapaktepusyercs
PEIKUMH TIepeJOMaMI C TIOCTETICHHBIM pa3BUTHEM JIe-
¢opmanmu KocTell, TpN 3TOM CKJIEPBI HMEIOT HOPMAaJIb-
HbIl 1BeT, U HeT HapylleHus cayxa. [Ipu moarune IV-A
OTCYTCTBYET HapylleHne JeHTHHOTeHe3a, mpu IV-B nox-
THIE HAOMIIOMAETCS HECOBEPIIEHHBIH IeHTHHOTEHES.

3aboseBanne BCTPEYAETCS C OANHAKOBON YacTOTOM,
KaK y MY)KUMH, TaK M y SKEHIINH, W He 3aBHCUT OT
pacoBoil W aTHHWYecKoil mpuHaAIeskHocTH. [losoBumy
Beex caydaeB HO cocrasusiior I u IV tunbr 3aGosesa-
nus (o 3-4 cayvas ma 100 teic. gereir), IT u I1T Tumbn
Habuo1aloTes B cpegreM 1o 1-2 caydag na 100 ThIC.
gereit [4, 12-14].

[Tocaeaumit BapnaHT reHeTHYeCKOi KIaccupuKanum
HO Bxmouaer XIX tumos [6, 15-17].

CornacHo JaHHBIM OTEUECTBEHHOH M 3apyO6e:KHOI
autepatypbl, HO cunTaioT mpOTHBOMOKA3aHUEM [T
BBIHANIIBAHNA OepEeMEHHOCTH B CBSA3M C BBICOKIM PHU-
CKOM JICTAJLHOTO WCXoJa A Matepn n miozaa. Ilpm
HACTYIJIEHUH GepeMEeHHOCTH PEKOMEH/YeTCsl HCKYC-
ctBenHoe mpepoiBanme [18, 19]. IIpu aTom B muTepaty-
pe ecTb COOOIIEHNS O CIydasX YCIEeNTHOTO Pogopaspe-
mrerns [20].

[TpeacraByisieM onucanue ceMelHOro HaGJIOAeHUs
HECOBEPIIEHHOTO 0CTeoreHe3a 1 GJ1aromnoJyqHoro UeXo-
na IByX GepeMeHHOCTEeH Y OJHON W3 JKEeHIINH, HaGJI0-
naeMbIx aBropamu. lIpeamaraemprii ciayvaii moJsieseH B
IaHe TPHOOPETEeHNs ONbITA OPTAHM3AINK TTOMOTIN
ceMbsiM ¢ opdaHHbIMU 3a60JeBaHUSIMU, BejleHust Oepe-
MEHHOCTH, POJIOB U HAOMIOACHUS B IIEJIOM.

OMNMMNCAHNE KIIMHNYECKOI'O CJTYHAA

Manuentka A., 26 uaer, moctynuia B [AY3
«IIpokombeBckast ropojackas 6ombuniay 02.08.2016 r.
¢ mmarnosoM <«bBepemennocts 39 uegenn. T'omosHOoe
npeasiexanne. XpoHUUeCKass BHYTPUYTPOOHAS THITOK-
cus 1Io/1a». bepeMeHHOCTh TepBasi, TTAHMPOBAHHAS,
nepe/; HaCTyTIeHneM 6epeMeHHOCTH TIPOBe/leHa Tperpa-
BugapHas noarotopka (@DoswmeBas  KHUCAOTa,
Monomapum).

U3 anammesa: 1lepBolil iepesioM y marueHTK MPO-
nzomén B 11 gser, g0 26-jeTHero Bo3pacta ObLIO B
o6mieit cymme 19 nepesiomos (HEOAHOKpATHBIE TIEPETTO-
MBI 4-f1 U 5-ff TMACTHBIX KOCTEl JIEBOIW KHUCTH, YPe3Mbl-
ITeJTKOBBIE TIEPEJIOMBI JIEBOW TLIEYE€BON KOCTH, TEPeso-
MBI TISITH TTIOCHEBBIX KOCTEH JIEBOW CTOIDBI, TepesoM
tesr Th 4-9 mosBoHKoB). Jleuenne mpoBOAMIOCH CAMO-
CTOATEJNBHO, TIO WHUIMATHBE POJAWTENEH mpermapaTamMn
KaabIug 1 ButaMuHoM /I.

B cpoke 6epemennoctn 7-8 Heme b manueHTKa OblIa
TOCTIUTAJIN3UPOBAHA B THHEKOJIOTUIECKOE OT/eNeHne IO
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MOBO/LY YIPO3bl MPepbIBaHis 0€PeEMEHHOCTH, OTCIONKH
XOPHOHA, TJle B TeueHue 7 J[Hell IPOBOINIACH TEPAITHSI:
Jlunporecrepon, dosmesas Kuciora, VogoMapuH, cBe-
un ¢ manasepuHoM, TparekcaMoBas Kucjora. Boimicana
¢ TIporpeccupyioireii 6epeMeHHOCTBIO. B jKeHCcKoil KOH-
cyJbTanun HabJII0a7ach PETyISIpHO C 8-HeleTbHOTO
cpoka recraiuu. B cpoke 11 Hemenb GepeMeHHOCTH
mepeHecja OCTPYI0 PECHIPATOPHYIO BUPYCHYIO HH( EK-
IO, OCJIOKHUBIIYIOCS OTHTOM, JEYIJIACh C YYaCTHEM
OTOPHMHOJAPUHTOJIOTA, MTPOBOJANIACH CHMITOMATHYe-
ckast Tepanusi 6e3 aHTHOAKTePHAIbHbIX TIpernaparos. B
cpoke 18 Heses b TeCTAIMH TOCTIUTATU3NPOBAHA B YPO-
gorndeckoe oraenenne AY3 «III'B», tae mposoau-
JIOCh JiedeHue rectaiuonHoro nuenonedpura (undysu-
onnas tepammst, Kanedppon H). B cpoke 30 nenenn
6epeMeHHOCTH [MAarHOCTHPOBaHa GecCUMITOMHAsT Gak-
Tepnypus, HazHavdamach Tepanusa Kanedponom. B cpo-
Ke 32 Helesab GEPEMEHHOCTH IMOSIBUJCS BbIPAKEHHDI
60J1eBOIl CHHIIPOM B 00JIaCTH CHHUHBI 0e3 4eTKOi JIoKa-
JU3aINN, B CBA3M C 4YeM PEKOMEHOBAJIN HOIICHUE
JIOPO/IOBOTO GaH/ia)Ka 1 CHUKeHNe (PU3NYECKUX HArpy-
30k. Ilpu Beimosnenun Y 3U CKPUHWHTOB TATOJIOTHS
70712 HEe BBIABJICHA.

O6wsexmueno: TIpu NOCTYIICHUN B POJUIIBHbIN J0OM
COCTOSIHUE Y/IOBJIETBOPUTEIbHOE, JKAM00bI HA BBIPASKEH-
Hble 6oau B moszsonHounuke. Poct — 165 cM, Bec —
58 xr. Ocanka BaJas, YCWJIEHBI TPYAHOH KO3 1
MOSICHNYHBIH Jopao3. Ocb KoHeYHOCTeH poBHAas.
OO0mmit MblIIeYHbIT TOHYC coXpaHeH. Yeper TpeyroJib-
HOI (hOPMBI, CKJIEPHI C TONyObIM OTTEHKOM.

B nerxmx ¢ o6ewx CTOPOH AbIXaHNE BE3UKYJSAPHOE,
xpuros HeT. YacTtoTa aprxannsa — 18 B 1 munayTy. ToHbI
cep/illa sICHble, PUTMHUYHbIE, ITyMOB HeT. Hacrora cep-
JIEYHBIX COKpaliennii — 77 B 1 MUHyTy. ApTepuasbHoe
npassierre — 130/70 MM pr. cr. [lo gaHHBIM KJIWHIYE-
CKOro 1 OUOXMMUYECKOro ucciepoBanust (aHaausbl
KPOBHU, aHAJIN3 MOYM, SJEKTPOKAPAUOrPAMMA) TATOJIO-
rust He BbisiBJeHa. KoHCysbTalusi reHeTHKa M IpeHa-
TAJIBbHDIH KOHCHJIMYM /TSI PEIIEHNS BOIIPOCA O TaKTHKE
Be/ICHNUS 1 POAOPA3PEIIeHNs, He TPOBO/IIINCE, TaK KaK
qnarHo3 «HecoBepreHHBIN ocTeorene3» MepBOHAYATD-
HO He GBI yCTAaHOBJICH.

Ipu svinoanenuu Y3HU naoda: Tlpeamomaraemast
Macca — 3500 T, B OKOJOTIOHBIX BOJAX OIPEE/IAIACH
B3BeChb B GOJIBIIOM KosimuecTBe. [1opoku pa3BuTHs 11710~
Ja He oGHapyskeHbl. [IpuHUMast BO BHUMAHKE JIOHOIIEH-
HBII CPOK TecTanuu y nepBoOepeMeHHoil, JaHHble aHa-
MHe3a U OOBeKTHBHOTO OCMOTPA, MPHUHATO pelleHne o
BBEJIEHUN POJIOB Y€Pe3 eCTECTBEHHbIE POJIOBBIE TTYTH.

06.08.2016 r. pasBmiach aKTHBHAS POJAOBAS Jes-
TEJBHOCTD, IIPU PACKPBITUH MATOYHOTO 3€Ba 7 CM BbI-
moJiHeHa aMHUOTOMUS, 4Yepe3 18 wacoB oT Hayvama po-
JIOBOH [IeATENbHOCTH POANTIACh SKUBAs JIOHOIICHHAS
neBouka Maccoit 3270 r, aauHOI 52 ¢M, C OIIEHKOI II0
mKasne Anrap 7 n 8 6annos. Ilpn poxaennn y pe6enka
BBISIBJICH TIEPEJIOM KJIIOYHITHI cjeBa. Ilpn peBmsnm po-
JIOBBIX IIyTeil yCTaHOBJIEH pas3pbiB mpoMesknoctu 11 cre-
[eHU, Pas3pbiB YIIUT KETTYTOM U IeJKOM. B mocaepo-
JIOBOM Tepnojie ¢ MPOPUIAKTHYECKON [eIbI0 MallieHT-
Ke ITPOBOINIACH aHTHGAKTepUasbHAs Teparust 1edTpu-
akcoHoM 1 . 2 pasa B JieHb BHYTPUMBIIIEYHO B T€UEHUE

Ne4 (95) 2023

3 nueit. IlocepomoBbiil mepuo/ mpoTeKans 6e3 OCJI0XK-
HeHuii. Boimucana ¢ peGeHKOM Ha 4-€ CyTKU B Y/OBJIET-
BOpUTEJbHOM cocTosHnN. Ha 6-¢ CyTKH BBIIOJHEHO
CHSTHE IIBOB Ha IIPOMEXXHOCTH aMOYJIaTOPHO.

[Tocse BBIMHCKN M3 POAWJILHOTO JOMA, B CBA3W C
MPOOKAIOMINMICS WHTEHCHBHBIMHI OOTISAMH B TO3BO-
HOYHWKe, TIaIleHTKe BbimosHeHo MPT mosBonouHmKa,
OblT IMATHOCTHPOBAH KOMIIPECCUOHHBIN IepesioM TeJ
no3BoukoB Th4-9 u L1, pekoMeHnoBano orpannyueHnune
(pu3nIecKUX HATPY30K, HOIIeHHe GaHgaxa.

B nocaenyiomeM y peGetka (1ouepu naiueHTku A.)
YCTAHOBJIEHBI TIJIOCKOCTOINE, 6IM30PYKOCTD M HATNINE
rony6bix ckaep. C MOMeHTa POKIEHHs /10 4-X JieTHe-
TO BO3pacTa, MOMIMO TepejoMa KJIOYHIBI B POAAX,
MPOM3OILTO elle JBa IepeoMa KocTell B pe3ysbTare
TPaBM C HECOOTBETCTBYIOIIEH cuioil: B Bo3pacte 11-tu
MecsieB — nepesioM 0oJibIeGepIoBOil KOCTH CIIpaBa, B
3 1. 9 Mec. — mepesioM KocTell TpeamIedbsa. B Bospac-
Te 4-X JieT peGeHKy BIlepBbIe, 110 NHUIUATUBE TAIMEHT-
ku A., Beimosaneno ncciaegosanne JJHK meromoMm kianm-
HIYECKOTO CEKBEHMPOBAHNS MaHe N «3a00eBaHns CO-
eINHUTEJbHON TKaHW», OOHAapy)XXeHa MYyTalud
chr17:48269340C> T B rene COL1A1 B rereposuror-
HOM cocTogHNN. Ha aTOM ocHOBaHWMM yCTaHOBJIEH /Ana-
ruo3 «Hecosepmrennoiii ocreorenes 1 tums». Brepsole
KOHCYJbTHPOBaHNE pe6eHKa MeXUCIUILTITHAPHOM
rpyunoil crnenuanuctos lleHTpa BpoKAE€HHOI 11aTOJI0-
run kamHuKn GMS B 1. MockBa B cocTaBe TeHETH-
Ka-9HJOKPHHOJIOTA, JIBYX MEeHaTPOB, PeabuIuTOI0Ta 1
opTomesia MPOBE/ICHO JIMIIL Yepe3 ABa To/Ja, B BO3pac-
Te 6-TH JIeT, ToCIe CBepIIeHNs KOMIPECCHOHHOTO Tepe-
aoma Tesia no3onka Th7 (17.05.2023).

Bropasa 6epeMeHHOCTD Obliaa TJIAHHPOBAaHHAS U Ha-
CTymIJIa depe3 4 Toja Mocje TepBLIX poaoB. B sken-
CKOM KOHCYJIbTAIINK HAGII0IAIaCh PETYJISIPHO ¢ 7-8 He-
JIETBHOTO CPOKa TecTallii. bepeMeHHOCTh TpoTekasa
Ha (oHe yrposbl IpepbiBaHusi GepeMEHHOCTH B CPOKe
6epemennoctu 15-16 Hegenb, OTCAOUKH TLITAllE€HTHI,
npoBoAuIoch cramuonapuoe Jgedenue (Tiodacrow,
®emubuon, Mogomapun, cBeunm ¢ HanaBepuHOM,
Tpanekcam). IIpu BbIIOJHEHUM CKPUHUHTOBOrO Y 3-
MCCJIeIOBaHNS TIATOJIOTHS TII0/Ia He BBISBJICHA.

[lna ponopaspemntenns, B Bospacte 31 roma marm-
enTka noctymiaa B [BY 3 «III'b» 3a 6 mexeas g0 po-
nopaspeumtenusi  (13.05.2021 1.) ¢ aguar€o3oMm:
«Bepemennocts 34 nenmerm. l'osoBHOe TpeseKaHIe.
XpoHudeckasi BHyTpUyTpoOHast THIIOKCHUS 110/ay. [Ipu
MOCTYIUIEHNT B POAWJILHBIN OM BIEpBbIe, Ha OCHOBA-
HUM BbIsiBAeHHO Myranumsi chr17:48269340C> T B
rene COL1A1 y godepn marmenTku, OBLT yKa3aH Ana-
rHo3 «HecoBepienuolii ocreoreness.

Kpome Toro, nomoHUTETbHOE YTOYHEHNE CeMeitHO-
TO aHaMHe3a MO3BOJIIJIO BLIABUTD CJIEAYIONINE JaHHBIE:
y GaGyuku 1o Marepunckoil munuu (1925 r. poskie-
HUs1) HAGJMIOAAIUCH: MHOKECTBEHHBIE TIEPEIOMbI, IBYX-
CTOPOHHSS TYTOYXOCTb C TIOCJEAYIONINM Ppa3BUTHEM
TIyXOTBI, MHOMNHS, IUIOCKOCTONHE U KH(MOTHIECKAsS
neopMaIii MO3BOHOUHNIKA.

V mamer nanmentkn A. (1961 r. poxaenus) ¢ 2-x
JIeTHEro0 Bo3pacra 1o Hacrosiee Bpems (63 roga) sa-
¢ukcnposan 21 mepesoM KocTell pasanIHON JTOKATI3a-
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tun (Genep, MedeBbIX KOCTel, MHOXKECTBEHHbIE Tiepe-
JIOMBI GOJIBIITEOEPIIOBBIX U MaIOGEPIOBBIX KOCTel, KO-
cTell asblleB HOT, MOSICHUYHBIX MO3BOHKOB). IlepBbie
pozbl B Bo3dpacTe 21 Tojia, OCHOKHIINCH MEPETOMOM
KocTell Tasa, poauics Maibunk (Opar manueHtku A.),
nHoit 50 cM, Maccoit 3000 T, y KOTOpOro Tak:ke Ha-
GJII0/JATNCh MHOKECTBEHHDBIE TI€PEJIOMbI, B OOIIEM KO-
mrgectse 12 (mepesoMbr KocTell HOCa, TaablEeB HOT U
PYK, TeJl TPyAHbIX 1103BOHKOB). Kpome Toro, nabona-
ercss pedopmanust rpyaHoi kaetkm (acummerpus),
ckoano3 II ¢r., Muonus BBICOKOI CTEIeHH, acTMaTHYe-
ckuit 6pouxut. C 9 jieT cocTouT Ha y4éTe y TeHeTHKa
¢ nuarnosoM: «HecoBepiieHnblii ocTeoreHes, ayTocoM-
HO-/IOMUHAHTHBII THIT HACJe0BaHUsT»>. SIBJsieTcs: nHBa-
magoM II. B 2, aaxasl B rox noaydaer nedenne (Bu-
ramun D, Kanbiudepos). VMeer ABYX 310pPOBbIX Je-
Teil. Bropbie poapl y MaTepn Haieil marueHTKu ObLIH
B Bospacre 29 Jer, poausiach goub (mamuentka A.),
qmnoit 49 oM, maccoit 3000 r. BepeMeHHOCTD 1 POABI
nporekaan 6e3 ocobernocteil. Briepsbie seuenne Guc-
docdonaramMu MaTepu TAITMEHTKN ObLTO HA3HAYEHO B
BO3pacre 38 Jer.

[Tpu mocTymyieHnd HalMeHTKH A. B aKyIIepcKoe
OT/IeJIeHNe: COCTOSIHUE Y/IOBJIETBOPUTEJIbHOE, Kaji00
ner. Poct 165 oM, Bec 44,7 kr, UMT = 16,16 kr/m2,
YTO PpacleHeHo KaK HeJoCTaTouHasi Macca Tesa. Bcee
OCTaJIbHble JIAaHHbIE, KacaeMble TEJOCJOMKEHUs, TPesK-
Hue. B Jlerkux ¢ o6enx CTOPOH [bIXaHUe BE3UKYJIsIp-
Hoe, xpumos HeT. Yacrora apixanusa — 20 B 1 MuHyTY.
Towubl cep/iia scHble, PUTMUYHbIE, ITyMOB HeT. HacroTa
CepAeYHBIX cokpamenuit — 70 B 1 MumyTy.
Aprepnamproe paBrenne — 110/74 mm pr. cr. ITlo
HapaKJINHUYECKUM JIAHHBIM: JIATEHTHBI jeduiur xe-
nesa (remorno6un — 113 r/xn1), nporemnypus
(0,074 r/71), anekrpokapamorpaMMa Ge3 NATOJOTHH.
[Tpu Y 3-ucciegoBanun npejrogaraeMast Macca mioja
3600 r, TOpPOKM Pa3BUTHA IIOJAa He OOHAPYKEHBI.
[IpuHuMasi BO BHUMAHWE [OHOIIEHHBIH CPOK TECTAIIH
y HOBTOPHOOEPEMEHHOIl, [AaHHble aHaMHe3a U 00beK-
THBHOTO OCMOTpPa, BeJIEHHE POJIOB 3AIIAHMPOBAHO Ye-
pe3 ecTecTBEHHbIE POJIOBbIE MYTH.

01.06.2021 r. pasBmiach aKTHBHAS POJAOBAS Jes-
TEeJBHOCTD, BO BPEMs POJIOB OTMevasiach cJaaboCThb I10-
TYT, BBIMONHANACh anmsnoromus. Yepes 10 dwacos ot
HAyaIa POJOBON JIESTENBHOCTH POJIICS KUBOIl OHO-
MIeHHDBIH MaJabunk Maccoil 3760 r, mamHHOI 56 M, C
orlenkoii mo mkane Amnrap 8 u 8 6amnos. B mocaepo-
JIOBOM TIepuojie ¢ TPO(HIAKTHIECKON T1e/IbIO TAIIEHT-
Ke MpoBe/ieHa aHTuOaKTepuaIbHast Tepanus e rpuax-
couoM 1 r 2 pasa B [ieHb BHYTPHUMBIIIEYHO B T€UEHUE
3 nueit. IlocaepomoBbiil mepuo/ TpoTeKan 6e3 OCJI0XK-
Henuii. Boimucana ¢ pe6eHKOM Ha 9-e CyTKHU B YOBJIET-
BOPHUTEJILHOM COCTOSTHHU.

Y cobiHa marnueHTKn A. yCTaHOBJIEHO HAJUYHE TOJIY-
ObIX CKJIEp, B TedeHue 3-X JIeT JKU3HHU MPOU3OILIN TPH
nepejioMa KOCTeil: B Bo3pacTe 8 MecsilieB — IepesioM
Gouibie6epIioBoil KocTn cnpasa, B 1 1. 6 Mec. — 1epe-
JIoM 60JbIIeGePIOBONl KOCTH CJI€BA CO CMEIIEeHHEM, B
BO3pacre 3 JieT — KOMIIPECCHOHHDIH, CTaOWIbHBIN, He-
OCJIOKHEHHDBIN, HENPOHUKAIONNI TIepejoM TeJsa
Th11 mo3BonKa.

€/

ITocne KOHCYJBTHPOBAHUS MEKIUCIUATIINHAPHON
rpynnoil crnenuanuctos lleHTpa BpOKAEHHOI 11aTOJIO-
riv kamauKn GMS B 1. MockBa marmenTke A. BMecTe
C ee JIETbMU BIIEPBbIE MPEJIOKEHA TOCTUTAIN3AINS B
oT/ieleHne HacJaeIcTBeHHbIX Gomesneit HU meautima-
CKOIl TeHeTHKN B T. TOMCK, T/le TPOBeIEHO TOJTHOIEH-
Hoe qedyenue: 3ogeApoHoBas Kuciaora (asorcomepika-
muii 6ucdocdonar), Konekampuudepos. JaHbl pexo-
MEHIAINY MTOBTOPHBIX KYPCOB [IBAa pasa B TO/I.

OBbCYXAEHUE N 3AKNIOYEHUE

B o6cyxkmaeMoM KJIMHUYECKOM HAOTIOJE€HUN, He-
CMOTPST Ha BBICOKYIO YACTOTY MEPEJOMOB B aHaMHe3e,
KaK y MalleHTKH, TaK U y MaMbl, OaOyIIKH, CTapIIero
6para, OTCYTCTBOBaJIa HACTOPOKEHHOCTD B IIJIAHE HAJIH-
qusg HO, xak u He 06CYKAaJCs BOTIPOC O MeINKO-Te-
HETHYECKOM KOHCYJIbTHpOBaHUN. COOTBETCTBEHHO, TIEepP-
Basi 6EPEMEHHOCTD 1 POJbI y MAIMEHTKN A. BeJuch 6e3
yueTa Haandus 3a00JeBaHNsI, a TAKKE MATEPUHCKIX U
MePUHATATBHBIX PUCKOB. Tak, mpu mepBoil 6epeMeHHo-
CTH BBIPQ)KEHHBIN GOJIEBOIT CUHPOM B 00JACTU CITITHBI
¢ 36-nemesbHOTO CpoKa, mpu mpoBefaennn MPT, oka-
3a7ICsT CJIE[ICTBUEM BOBpPEMSI He IUATHOCTHPOBAHHOTO
KOMIIPECCHOHHOTO TiepesioMa Tes 1mo3BOHKOB Th4-9 u
L1. Mexay teM, omHuM 13 Hanbosee pacmpoCTpaHeH-
HBIX cuMITOMOB y kenmuu ¢ HO Bo BpeMst GepeMeH-
HOCTH WJIM TIOCJTE POJIOB, SBJSIOTCS WMEHHO 00JU B
ob6sactu crmHbl [21].

B cBa3u ¢ atuM, Bemenne 6epeMeHHOCTH U MOCJIe-
POIOBOTO TIEPUO/Ia Y TAKUX JKEHIUH JJOKHO OBITh Ha-
MPaBJeHO HA ONTUMAJBHBIN KOHTPOJIb MOAUMUIHIPYe-
MBIX (DAKTOPOB PHCKA OCTEONOPO3a, 0COOEHHO TIPU HU3-
KOl MUHEPaJbHON IJIOTHOCTH KOCTEH, BIJIOTH /10 HC-
KJTIOUEHWST TPY/IHOTO BeKapMamBaHus [22]. OTcyTcTBue
3HAHUI y aKyIIepoB-THHEKOJOTOB, KacaeMbix HO w,
COOTBETCTBEHHO, HACTOPOKEHHOCTH B TIIaHE PUCKA OC-
JIOKHEHUH, Ha /iejie Pean30BaJ0Ch MTACCUBHBIM HAGJIIO-
JleHNeM TaKIX JKeHITMH B HECKOJIbKUX MoKoJeHmsIX. Ha
caMoM Jiesie cuTyanusi TpeboBaja OpPraHU3allui ONTU-
MaJbHOW MEIUIINHCKON TOMOIN W MEXAMCIUTIITHADP-
HOTO TMOJIXO0/Ia C YYaCTHEM TeHETHKOB, MeJNaTPOB, pea-
OGUJINTOJIOTOB, PEBMATOJIOTOB, SHIOKPHHOJIOTOB, XUPYP-
TOB-OPTOIIE/IOB, CTOMATOJIOTOB, TICUXOJIOTOB W COIHATb-
HbIX paboTHUKOB [23].

M3-32 BBICOKOTO pHCKa OCJA0KHEeHuWiT (mepesoMbr,
KPOBOTEUEHUsI, PAa3PbIB MAaTKH, MOBBIIIEHHAST 3a00/I€Ba-
€MOCTb HOBOPO’K/IEHHBIX ) BhIHAIINBaHIE GePEMEHHOCTH
npu HO mpoTuBomokaszano, TMpu ee HACTYIIEHUU pe-
KoMeHayercs mpepbiBanme [18, 19, 24, 25]. K cuactbio,
HECMOTPSI Ha cepbe3Hble PUCKHU, B 3apyOeXKHON W OTe-
YeCTBEHHO JINTepaType ONMUCAHBI Caydan GJAronoJIyd-
HBIX CAMOIMPOU3BOJBHBIX POJIOB Yepe3 eCcTeCTBEHHBbIE
poaoBbie yTH [26]. XoTs, Bompoc 0 MeToie POAOPa3-
peleHust BCeTJa PeliaeTcsl WHANBUAYAJbHO, TIpUYeM
M3BECTHO, UTO KecapeBO CeueHne He CHUKAET YaCTOTY
nepesioMoB y jeteit [27].

B Poccuiickoit @epeparmm HO otHOCHTCA K Tpym-
ne peaknx (opdanubix) 3a6oIeBaHUi 1 MOMONIb TAKUM
manuenTaM peraaMeHTupyetcs MDeaepansbHbIM 3aKOHOM
Ne 323-D3 ot 21 mos6psa 2011 . «O6 ocHoBax oxpa-
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HBI 3/10pPOBBA TpaxkaaH B Poccuiickoit @eaeparmms. C
1eJbI0 06ecTieueHnst JJeKapCTBEHHBIMI [IPerapaTaMu, B
Hameil crpane dopmupyercsas DeepaJbHBIN PETHCTP
JINI], CTPAAAIOMNX SKU3HEYTPOKAOMNUMI U XPOHHUYe-
ckuMu mporpeccupyiomumu  peakumu  (opdaHHbIMIL)
3200JI€BaHISIMU.

Mennkamentosnas Tepamnss HO sakmodaercss B
HazHaueHun 6ucgocdoHaTOB U MAMHUIPOHOBOI KUCJIO-
TBI, Y4TO CHOCOOCTBYET yMEHbIIEHHIO GOJIell B KOCTSIX,
VAYYIIEHNIO JABUTATEJNbHON AKTHBHOCTH W, COOTBET-
CTBEHHO, HOPMAJIN3AINN MBIIIEYHOTO TOHYCA CO CHIDKE-
HHIEM PHCKa mepesoMoB [28]. ABaasach cuHTeTHYecKUMI
aHaAJIOTaMU TIPUPOAHBIX THPodocdaToB, YCTOHINBBIX K
JIeCTBIIO COOCTBEHHDBIX (PEPMEHTOB OpraHmaMa, OHH
COCTaBJIAIOT KOCTHBIN MATPUKC M TMPOSBISAIOT CBOWCTBA
AKTHUBHDBIX MHTHOMTOPOB OCTEOKJIACTOB M KOCTHOW pe-
30pOIun.

B macrosmiee BpeMs co3gaHbl KINHUKH (deaepatb-
HOTO YPOBHS, T/ie JeTH W B3POCJBbIE MOTYT TOJYyYUTDH
XHIPYPrUdecKoe U TepareBTHdecKoe Jedenne. [Ipumepom
TaKOTO YUPEsKJCHNS SABJSETCS OT/eJeHNe HaCAe/ICTBEeH-
Hoix Gosesneit HUI MeauIUHCKOW TEHETUKH B
r. ToMcK, T/Ze BIEepBBbIE HAYATO TTOJHOIEHHOE JedeHHe
nanueHTke A. U ee JeTsIM.

[TpuBesenHoe KJIMHUYECKOE HAOIIO/EHNE [IEMOH-
CTPUPYET BBICOKUI PHCK HACTIEAOBAHUSA ayTOCOMHO-0-
MIHAHTHOTO BapHaHTa HECOBEPIIEHHOTO OCTeoTreHe3a.

B cBasm ¢ 9em, TpoBejeHME MOJIEKYJISAPHO-TeHETHIE-
CKOTO HMCCJEeOBAHNS Ha TPeMET MyTalnii B TeHe KOJI-
JlareHa TpH Kak/I0i Tmocierytoneit 6epeMeHHOCTH B ce-
Mpe ¢ HO gaBngercsa neob6xoanMbiM MepomnpusTueM. C
OJHOI CTOPOHBI, 3TO MO3BOJINT HAUYaTh CBOEBPEMEHHYIO
MATOTEHEeTIHUECKYIO TePaNnio, CHIKAs PUCK TIePEJOMOB
n waBamuan3aiuu. C Ipyroil — ¢ TeJblo POXKICHIS
3/I0pPOBOTO  peGeHKa MCIOJb30BATh BCIIOMOTraTeJbHbIE
PENPOAYKTUBHBIC TEXHOJOTHN C JOMMILIAHTAITIOHHOM
TeHeTUYIeCKOH TMarHOCTUKON MYTAINH reHa KoJITareHa.

Jlannbprii ipuMep ceMeiHOTO HaOMIOIeHUST /[eMOH-
cTpUpyeT Hajnmune caaGoil MPeeMCTBEHHOCTH CHUCTEMBI
opranmsanuu anartocTuku n Jjedeans HO B ropogax
KemepoBckoit o61acTi, a Takske OTCYTCTBHE OTJIasKeH-
HOI CBA3M MEXX/Ty BpauaMM e NaTPUIeCcKOi 1 B3POCIOi
cayx6. B cBoio odepennb, cobJofieHIe TTPEeMCTBEHHO-
CTH W TICIIOJb30BaHUE MEXANCIUIIMHAPHOTO MOIX0a
MO3BOJINT HE TOJBKO YJIYUYIINTb JUATHOCTHKY U Jede-
HHe, HO W MaKCHMaJbHO MOBBICUTH KA4eCTBO SKHU3HIU
marnmenTos [29].

HNudopmanus o punancupoannu u KoHGpIHKTE
HHTEPECOB
VccreoBamme He NMeJIO CHOHCOPCKON MO//IEPIKKN.
ABTOPBI IEKTAPUPYIOT OTCYTCTBHE SIBHBIX M MOTEH-
IUATbHBIX KOH(INKTOB WHTEPECOB, CBS3aHHBIX C TIy-
GamKanmeil HACTOSIIEN CTaThH.
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