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Ocreoaucnnactuyeckas repoaepmus (OMIM #231070) npencrasisier co0o0il peKoe HacJeayeMoe M0 ayTOCOMHO-PenecCHB-
HOMY THNY 3a00JieBaHHe, XapaKTepusyiouieecss BPOXKIEHHOH MOPHIMHHUCTON KOXKeil HA THUIbHOM NMOBEPXHOCTH KOHEYHOCTEN
M JKHBOTE; BBIPAKEHHBIM 0CTEONOPO30M B IETCKOM Bo3pacrte. K BO3HUKHOBeHHIO 3200J1eBaHUS NPUBOJSAT NATOTE€HHbIE BAPUAHTDI
HYKJIEOTHIHO¥ nocJienoBaTeibHocTH B reie GORAB, konupyomem 0e1ok GORAB, KoTopblii Jokaau3dyercs B annapate I'oJibaKu
M UTPaeT BaXKHYIO POJIb AJIs1 TDAHCNIOPTA Be3uKy.1 B Kommiekce [oabmxku. Hacrosmee coodmenne — nepsoe o JBYX MalUeHTaX
¢ 1aHuM 3a0oneBanueM B Poccun. Ilpeacrasieno noapooHoe onucaHue KJIMHUKO-PEHTTEHOJOTHYeCKHX U FeHeTHYECKHX XapaK-
TEPUCTHK Y JAHHBIX MALMEHTOB C HOBLIMH HYKJI€OTHAHBIMHI BapuaHTaMHU B reHe GORAB B KOMIayH[I-reTepO3UrOTHOM COCTOSIHUM:
c. 170C>G (p.Ser57Ter) u ¢.790G>C (p.Ala264Pro); ¢.295C>T (p.GIn99Ter) u rerepo3uroTHoii Aesenueii Ha xpomocome 1
(chr1:g.170531967—170539494del), 3aTparuBatomeii 1-ii u 2-ii 3k30HbI reHa. OCHOBHbIMM KJIMHAYECKAMH NPOSIBICHASIMA CHH-
JipoMa ObLIM BPOK/IE€HHAS] MOPIIMHKUCTAS KOXKa, 00BHCIINE KU, TUNOMIA3HA CKYJl, IDOTHATH3M, MbILIeYHAS TUIIOTOHUS U THIep-
MOOMJIBHOCTB CYCTaBOB. PeHTreHo10rnueckue Npu3HaAKu BKJIIOYAIN BPOXK/IEHHBIN IBYCTOPOHHMI BBIBUX Oepa, KOMIIPeCCHOHHbIE
nepeJioMbl TeJl IO3BOHKOB U HApPYLIEHHE HENPEPbIBHOCTH MM (HU3aPHOIi MIACTHHKH POCTA IUCTATIBLHOrO OT/AeNA OeIPeHHOI KOCTH
U NPOKCUMAJIBHOTO 0T/Iej1a 00J1b1e0epPIoBOii KOCTH 10 TUILY BCTABKH. PeIKOCTh CHHIPOMA, a TAKXKe CXOACTBO KJIMHUYECKUX NPO-
SIBJIEHHII C TeTePOreHHOii IPyNNoii HAC/IEACTBEHHBIX 3200/I€BaHMii, CONPOBOKIAIOMINXCS CHIDKEHHEM 3JIACTHYHOCTH KOXKH, MPH-
BOJAT K MO3/IHeil MOCTAHOBKE NMPABHJIBHOTO JHATHO32. DTO 00YCJIOBIMBAET HEOOXOAUMOCTh OMMCAHUS KIMHUKO-TeHeTHYeCKUX
XapaKTePUCTHK 3200/IeBaHNs, U3yYeHUs] TNHAMUKY (hopMupoBanus ero peHOTUNHYECKUX NPOSIBICHHI M CTIOCOOOB MOJIEKYJISIPHO -
reHeTHYeCKOIi TMarHOCTHKH.

Karouesvte caosa: demu, ocmeoducniacmuueckds 2epooepmust, MOPUSUHUCIAS KOXCA, HU3KAS MUHEPAAbHAS NAOMHOCMb KOCMHO
mranu, e2en GORAB.
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Geroderma osteodysplasticum (OMIM #231070) is a rare autosomal recessive disorder characterized by congenital wrinkled skin
on the dorsal surface of the limbs and abdomen; marked osteoporosis in childhood. Pathogenic variants of the nucleotide sequence
in the GORAB gene, which encodes the GORAB protein located in the Golgi apparatus and plays a crucial role in vesicle transport
in the Golgi complex, lead to the disease. This is the first report of 2 patients with this disease in Russia. A detailed descrip-
tion of the clinical-radiological and genetic characteristics of these patients with new nucleotide variants in the GORAB gene
in a compound heterozygous state is presented: c.170C>G (p.Ser57Ter) and ¢.790G>C (p.Ala264Pro); c.295C>T (p.GIn99Ter)
and heterozygous deletion on chromosome 1 (chr1:2.170531967—170539494del), affecting exons 1 and 2 of the gene. The main
clinical manifestations of the syndrome were congenital wrinkled skin, sagging cheeks, hypoplasia of the cheekbones, prognathism,
muscle hypotonia and joint hypermobility. Radiological signs included congenital bilateral dislocation of the hip, compression
fractures of the vertebral bodies, and disruption of the continuity of the growth plate of the distal femur and proximal tibia, referred
to as “insertion.” The rarity of the syndrome, as well as the similarity of clinical manifestations with a heterogeneous group
of hereditary diseases accompanied by decreased skin elasticity, leads to a late correct diagnosis. This necessitates the description
of the clinical-genetic characteristics of the disease, the study of the dynamics of the formation of its phenotypic manifestations,
and the methods of molecular-genetic diagnostics.
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creonucriiactuueckast reporepmust (MKb — 10 —

Q82.8; OMIM #231070) — upe3BbIUATHO peaKoOe
ayTOCOMHO-PELECCUBHOE 3a00JIeBaHNE COETMHUTENbHOM
TKaHU, pacrlpoCTPaHEHHOCTb KOTOPOTO BO BCEM MMpE
cocraBinisieT MeHee 1:1 muiH [1]. XapakTepHbIMU CUMIITO-
Mamu 3a00JIeBaHMSI CITy>KaT BPOXKIEHHAsI MOPIIMHUCTAS
KOXa Ha ThUIbHON TOBEPXHOCTHM PYK M HOT, a TaKXe
JKMBOTE, KOTOpasi OOBIYHO COOUpAeTcsi B CKIAAKU
B TIOJIOXKEHUUM CHJIS; BBIPAXXEHHBI OCTEOIOpO3, KOTO-
pPBIii YacTO MPUBOAUT K KOMITPECCUOHHBIM TIEpeioMam
TeJl TIO3BOHKOB W CIIOHTAHHBIM TepejioMaM TpyO4yaThIX
KOCTeil. Y MalMeHTOB C OCTEONUCIIACTUYECKON repo-
nepMuel HaboaaTcs KpaHuodalmaabHble aHOMaJIUH,
BKJIIOUAOIIME OMYIIEHHbIE BEKU, MPOBUCAIOIINE IIEKH,
Oosbie nehopMUPOBAHHBIE VI, HUXKXHEYETIOCTHOM
MPOTHATU3M W TUMOTUIA3UI0 BEPXHEUW 4YelTrCTH, OTCYT-
CTBUE WJM TUIIOIUIA3UI0 Y3MEYKW sI3bIKa Ha HMXKHEN
YEJIOCTU. DTU W3MEHEHMSI B COBOKYIMHOCTU C BSUIOM
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MOPIIMHKUCTON KOXEeM MPUIAIOT MaleHTaM TPOTePOU/I-
HBI BUA 2, 3]. KimmHnyeckue mposBiIeHNsT 3a001eBaHUST
BriepBble onrcaHbl F. Bamatter n coaBt. [4] B 1950 romy
y 5 WIeHOB LIBEUIIApCKO#l ceMbH. B mocnemylomnye roast
psil aBTOPOB TakkKe HAOJIONaad TAIIMEHTOB CO CXOJ-
Holl cumnTomaTukoii [2, 5—7]. K HacTosilieMy BpeMeHUu
B JIUTepaType omucaHbl 60 MalMeHTOB ¢ OCTEOAUCITIAC-
TUYECKOW TepolepMUeld, Y OTIEIbHBIX U3 HUX, TOMUMO
XapaKTepHBIX CUMIITOMOB, OTMEYAINCh TaKXKe 3aepKKa
pocTa, MBbIIIeYHass TUTIOTOHMS, TUIIEPMOOWIBHOCTD
CyCTaBOB U BpOXXICHHBII BbIBUX Oenpa [8].

B 2008 r. H. Hennies u coaBT. [9] moka3anu, 4To 3a BO3-
HUKHOBeHUe 3a0oseBaHusi oTBeyaeT reH GORAB (Takxe
u3BecTHbINl kak SCYLIBPI), nokaiu3oBaHHbI Ha Xpo-
MocoMme 1q24.2 yejtoBeKa M COCTOSIIINI 13 5 9K30HOB. ['eH
konupyeT MmemopaHHbIit 6e1ok GORAB (ronreH), cBsizaH-
HBII ¢ METUATbHBIM M TPaHC-KOMIIApTMEHTAMM arrapaTa
Tonbmxu, TIe OH MPEIITONIOXKUTETBHO PETYIMPYET TPaHC-
noptHeIe nponecchl. GORAB BBICOKO 3KCITPECCUPYETCS
B ocTeobiactax M (ubpobacTtax, 4To OOYCIOBIMBAET
criennuyeckoe TMopakeHue KOXM M CKeJieTa y Taru-
eHToB [9]. OmHako MaTOMM3MOIOTUUECKNE MEXaHU3MbI
3a00J1eBaHMST M3YYeHBbI HemocTtaTouyHo. Bmecte ¢ tem
MOHMMaHUEe TTaTOreHe3a MOXET COBEPIIIEHCTBOBATh HAIIIA
MPENCTaBIEHUS] O BO3PACTHBIX M3MEHEHUSIX, TIPOUCXOMIS -
II1X B KOXKE M KOCTSIX, ¥ CIIOCOOCTBOBATh pa3pabOTKe CITO-
Cc000B KOPPEKIIMM BO3MOXHOI MAaTOJIOTUM, B TOM YHCTIe
ocreoniopo3a. OnpeneseHHYI0 PoJib B U3yYeHUU 3BEHbEB
MmaTtoreHe3a MOXET WUTpaTh aHaIu3 KIMHUKO-TEHETHYe-
CKUX KOPPEJSIUI y TMallMeHTOB C BHOBb BBISIBIEHHBIMUA
BapuaHTamu B reHe GORAB, HapymamomyuMu (yHKIIMI-
OHUpOBaHUe OeKa B pe3ysibTaTe CIeln(pUIecKuX amMu-
HOKUCJIOTHBIX 3aMeH. KpoMme Toro, B CBSI3U C PEAKOCTHIO
3200JIeBaHMS €r0 KIMHWYECKKME TIPOSIBIIEHUS] HeI0CTa-
TOYHO XOPOIIO M3BECTHBI KIIMHULIMUCTAM, YTO 3aTPYIHSICT
CBOEBPEMEHHYIO IUAarHOCTUKY U TPUBOIUT K pPaHHEMY
Pa3BUTUIO OCJIOKHEHUIA.

Iens uccnenoBaHus: TIpeICTaBIeHUE KITMHUYECKUX
W PEHTTEHOJIOTMYECKUX XapaKTepUCTHK IBYX MAlIMEHTOB
MY>CKOTO TT0JIa C OCTEOAMCIIIACTUYECKON TepoiepMUei,
00YCITOBJIEHHOW BHOBb BBISIBIEHHBIMU BapuaHTaMK
B KOMITayH/I-TETEPO3UTOTHOM cocTosiHUY B reHe GORAB.

Matepuan u metoapl

Marepuan ucciienoBaHUsl COCTaBWIM JaHHbIE KOM-
TUIEKCHOTO OO0Ce0oBaHUSI JABYX TAllMeHTOB C THUMWY-
HBIMU KJIMHUKO-PEHTIC€HOJIOTUYECKUMU TPOSIBIIEHUSIMU
OCTEOJUCIIIIACTUYECKON TePOACPMUMU.

[nsg yroyHeHUs] OuUarHo3a y TallMeHTa HCIOIb30-
BaJICsl KOMILJIEKC METOIOB OOC/IeIOBaHUSI: TeHealornye-
CKUi aHau3, KJIMHUYECKoe 00CIe0BaHNe, HEBPOJIOTU-
YecKMii OCMOTpP MO CTaHIAPTHON METOAUKE C OLEHKO
TMCUX03MOLMOHATBHOM cephl, peHTreHorpadust O3B0~
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HOYHUKA, Ta300eIPEeHHBIX CYCTaBOB M TPYOUATBIX KOCTEI
KOHEYHOCTE, TTOJTHOE CEKBEHUPOBAaHME TeHOMA, TTPSIMOE
aBTOMaTUYeCcKoe ceKBeHupoBaHue o CeHrepy.

Banupmanuio BEISIBIEHHBIX BapMaHTOB y MPOOAHIOB,
TeHOTUITMPOBaHWE CUOCOB W POIUTETIEH TPOBOIMIN
METOIOM TIPSIMOTO aBTOMATUYECKOTO CEKBEHMPOBAHUSI
o CeHrepy COIJIaCHO TMPOTOKOIY (DUPMBI-TIPON3BOIM-
tenass Ha nipubope ABIPrism 3100 (Applied Biosystems,
CHLIA). TlocnemoBaTelbHOCTH TIpaliMepOB BbIOMpaIU
COTJIACHO pedepeHCHON TOCIenOBaTeTbHOCTH 1IEIEBBIX
yuyacTKoB reHa GORAB NM_ 152281.3.

VY ponureneil malMeHTOB OBIJIO TOTYYEHO MUChMEH-
HOoe MHOOPMUPOBAHHOE COTJIacke Ha MPOBEICHUE MOJIe-
KYJISIpPHO-TEHETUYECKOTO TECTUPOBAHUS 00Pa31I0B KPOBU
U pa3pellleHre Ha aHOHMMHYIO TYOJIMKALIMIO pe3yJibTa-
TOB UCCIIEOBAHMUS.

Pe3ynbraTbl

INamuenTt 1 — MaabuuK, 0OCIeqOBaHHEBIN B Mennko-
TeHETMYECKOM HAydyHOM ILIEHTpe WM. aKaJeMHKa
H.I1. BoukoBa B Bo3pacte 3 jieT 8 Mec Mo MOBOAY Kaylo0
pomuTeieil Ha MOPIIMHUCTYIO KOXY C POXICHUS.
IMpn aHanM3e pPOMOCIOBHOM YCTAHOBJEHO, YTO POIM-
TeJW MaJIbuYMKa PYCCKHE MO HAIMOHATBHOCTH, 3M0POBbI
U HE COCTOSIT B KPOBHOM pojcTBe. B ceMbe ecTh elnie 310~
poBasi 10Yb 9 JeT.

IIpobGann pomgmicst oT BTOpoil OepeMEeHHOCTH, IIpO-
TeKaBIIell Ha (pOHEe aHEMUU JIETKOW CTETeHU, M BTOPBIX
ONepaTUBHBIX POIOB TyTeM KecapeBa ceueHUs B 32 Hen
B BHMIOY TPEXKICBPEMEHHOTO W3JIUTUS OKOJOTIOTHBIX
Boxm. OTMeuasioch HOXHOE MpeiexkaHnue Tiona. JHa
Tena npu poxkneHuu 43 cMm, Macca tena 1870 r, okpyx-
HOCTB TOJIOBBI 31 ¢M, olleHKa TTo mIKajie Arrap 6/7 6anioB
(pecnmupaTopHbBI TUCTPECC-CUHIPOM HOBOPOXIECHHOTO).
IMocne poxkneHUsT mepeBeleH B OTAEIEHWE peaHuMalluu
M MHTEHCUBHOM Teparnuu, Tle JMarHOCTUpOBaHA BPOXK-
JIeHHAsT TTHEBMOHWUSI, liepeOpaibHasT UIIeMUs 2-1 CTeTeHH,
cuHapom yrHerenus LIHC. PanHee motopHOe pa3BuTHE
pebeHKa TIpoTeKalo ¢ 3alepKKoi (TOJOBY Hauayl yaep-
KUBaTh ¢ 4 Mec, cuneTh ¢ 1 roma 8§ Mec, caMoCTOSITETbHO
xomuTh ¢ 3 et). [lepBbie ciioBa Hauas roBopuTh B 1,5 rona,
(pazosast peub — ¢ 2 JIeT. YIbTpa3ByKOBOE MCCIIeIOBaHKE
Ta300eIPeHHBIX CYCTaBOB, BBHITTOJITHEHHOE B BO3pacTe 3 Mec
SKVU3HU, TI03BOJIMJIO OOHAPYKUTh IBYCTOPOHHMI BHIBUX
oenpa. B 12 mec B HaimoHambHOM MeIMIIMHCKOM MCCIIe-
JIOBATEIbCKOM LIEHTPE IETCKOM TPaBMATOJIOTHH W OPTOTIe-
nuu uM. .. TypHepa npoBeneHa oriepaiiyisi — OTKpPbITOE
BrpaBieHne Oenpa 1o Ludloff ¢ nByx cropon. Ilpn obcie-
JIOBAaHWU y HEBPOJIOTa, OPTOTIea ¥ TeHETUKA NCKITIoUalach
CMTMHAJIbHAs MbllIeyHast arpodust. Kpome Toro, mpenro-
Jlarajiach HaCJIeICTBEHHAsT JMCIUIa3Wsl COSOUHUTETEHON
TKaHU — cuHapoM Dnepca—/lanmo umu Cutis laxa. B 3 roma
6 Mec y pebeHKa MPOM3OILIE TIePBHI MepesioM JIeBOI TiTe-
YeBOM KOCTU TIPU MUHUMAJTBHOM TpaBMe.

ITpu ocmoTpe (puc. 1) poct mauueHTa cocTabisit 98 cm
(—0,39 SD), macca tena 13 xr (—1,89 SD), okpyxxHOCTb
rosioBel 50,5 cMm (0,32 SD). TenocnoxeHue acTeHUYECKOE,

KJINMHUYECKUE CJTYHAU

MTOJKOXHBIN JKUPOBOI CJIOI pe3KO MCTOHYEH Ha BCEM
TeJie, TIPaKTUYeCKU OTCYTCTBYEeT Ha KOHeuHocTsx. ObOpa-
aJ]a BHUMaHKWe TOHKasl, Apsabiast Koxka ¢ TTPOCBeYMBai0-
el BEHO3HOI CeThbI0, TUTIEPPACTSDKUMAsI, SJTACTUYHOCTh
U TYProp CHWKEHBI. BhIpaskeHa cKJ1amyaTocTh KOXKH, 0CO-
GEHHO Ha ThITbHOM TTOBEPXHOCTU KUCTEN 1 CTOII, B 00Ja-
CTH XUBOTA B MOJOXEHUN CHUISI. YBEIMUEHO KOJTUYECTBO
GeJTbIX JIMHUI Ha JJamoHIX U TTomolnBax. Yepen Opaxulie-
danbHOI (hOpMbI, IMMPOKUI BHICTyNaOUil J106. JIuiio
pebeHKa MMEJI0 «CTapuyeCKWd BUI». OOBUCIINE IIEKH,
TUTIOTIJIa3WsI CKYJIOBBIX KOCTEH, TPOTHATM3M HIDKHEH
YEJTIOCTH, OMYIIEeHHast HWKHSISI Tyba, OOJIbIINME HU3KO
MocaXkeHHbIe YN ¢ OOJbIIoi MouKoil. C IBYX CTOPOH
HaOJofanach Kocasi 60po3ia, umyiliasi OT JiaTepaJbHOTO
Kpasi HaArJIa3HUYHOTO TpeOHS IO JIMHUU POCTa BOJIOC
CBEpXY JIATepaTbHO U 10 HAPYKHOTO yIJIa TJIa3HUIIbI CHU3Y
MeIVabHO, YTO TIPUBOIMJIO K BIEUATICHUIO TTOJHOTBI
B JIaTepajibHOI YacTH BepxXHero Beka. OTMeuanach THUITO-
TJ1a3Usl Y3IEeYKHU SI3bIKa Ha HIDKHEN YerocT. MBIeyHast
cHcTeMa pa3BHTa KpaiiHe ¢1ab0, pe3KO CHUXKEeHA MBIIIey-
Hasg cuia. BeIpakeHa TMIIepMOOMIBLHOCTh CYCTaBOB —
9 6amioB 1o mkasne Beighton, rmiiockocrornue.

PeHTreHonornyeckoe MccieqoBaHUE  TPYIOMOSIC-
HUYHOTO OTJAea TO3BOHOYHUKA, BBIMTOJTHEHHOE B BO3-
pacte 3 1eT 8 Mec, KOHCTaTUPOBAJIO CHUKEHUE BBICOTHI
U neopMalnio TeJl TTO3BOHKOB IO TUIY PHIOBUX B TPY/I-
HOM OTIeJie, IBOSKOBOTHYTYIO (hOpMY Tesl TTO3BOHKOB
B TOSICHUYHOM oTaene; nuddy3Hoe pa3pssKeHne KOCT-
HOTO pUCyHKa MO3BOHKOB (puc. 2). Ha peHTreHorpamme
KOJICHHBIX CYCTaBOB B TMPSAMOI TIPOEKIUM OOpaIaio
BHUMaHUE HapylleHUe HEeNpPepbIBHOCTH SMUMU3apHOI
IJTACTUHKU POCTA AUCTAIBHOTO OTAesa 6eIPeHHOM KOCTH
U TIPOKCUMAJbHOTO OTaeda OoJibllIeOeplioBOil KOCTU
10 TUITY BCTABKU — MPSIMOYTOJIBHOE YTTyOJIeHHE, BBICTY-
rmaroriee B CTopoHy snuduza. OTMeueHa ae30praHu3a-
LIVST apXUTEKTOHUKU CUJIOBBIX JIMHUM, CHIDKEHUE MUHE-
paJIbHOM TJIOTHOCTU KOCTHOM TKaHU (puc. 3).

IMoka3zaTenu KIMHUYECKUX aHAJIM30B KPOBU M MOUHU
COOTBETCTBOBAJIM HOpMe. B OMOXMMUYECKOM aHaIu3e
KPOBU YPOBEHb OOIIEr0 KaJbIUsI, HEOPraHU4eCKOTro
docdopa, TmMmapaTUPEeOMTHOTO TOPMOHA, BUTAMUHA
25(0OH), menouyHoit (ocdaTtazsl — 0e3 OTKIOHEHUH
OT BO3PACTHOI HOPMBI.

Ha ocHoBaHWM KJIMHWKO-PEHTTEHOJOTHUECKUX JTaH-
HBIX MPEATIONIOKEHO HATMUKE Y MpobaHIa OCTEOaUCTTIA-
CTUYECKOM TepomepMmuu. JlMarHo3 OBbLT TTOATBEPKIEH
MpU TIOJITHOTEHOMHOM CEKBEHUPOBAaHUU, B pe3yJibTaTe
KOTOPOTO BBISIBJIEHBI HE OIMCAHHBIE paHee BapHaHTBI
HYKJICOTUIHOM TTociiemoBaTelbHOCTHY B reHe GORAB
B KOMMAayHI-T€TepO3UTOTHOM cocTosiHuu: c¢. 170C>G
(p.Ser57Ter) u ¢.790G>C (p.Ala264Pro). Metomom Tipsi-
MOTO aBTOMATHYECKOTO cekKBeHUpoBaHUs 1Mo CeHrepy
MOATBEPKIEHO HaJW4Yue 3TUX BapMaHTOB y pebOeHKa,
a TakxXe MoKa3aHO, YTO HOHceHc-BapuaHT (p.Ser57Ter)
yHacjieqoBaH OT OTLA, a MHUcceHc-3aMeHa (p.Ala-
264Pro) — oT marepu, YTO TOATBEPXIAeT ayTOCOMHO-
peleCCUBHBINM TUTT HACJIeTOBaHMS 3a00JIeBaHUSI.
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Mepxypyvesa E.C. u coasm. KIMHUKO-PEHTIEHOIOTHYECKUE XapaKTEPUCTHKH JBYX MALMEHTOB ¢ OCTEOANCILIACTUIECKOI TepoIepMHUEIi. .

IMauueHT 2 — MalbUMK, KOTOPBIN MPOXOAU 00CIIe-
TIOBaHUE B OTHEICHUHW BPOXICHHBIX W HACIEICTBEHHBIX
3aboneBaHuit Muctutyra BenbTuiiiesa B Bo3pacte 8§ jieT
10 mec. Ponutenu npemabsBisuiv KajaoObl HAa MOPIIU-
HUCTYIO KOXY, OOJIM B pa3HBIX OTAesaX MO3BOHOYHUKA,
nedopMaIuio rpyIHoM KiIeTKH. [1pr aHamm3e pomocioB-
HOW YCTaHOBJICHO, YTO POAWTEIM MajbuhKa, PYyCCKUE
10 HAIIMOHATHHOCTH, 3MOPOBHI M HE COCTOSIT B KPOB-
HoM pojcTBe. PebeHoK oT mepBoii 6epeMeHHOCTH, TIPO-
TeKaBieil Ha GoHe yrpo3sl TpepbiBaHus Ha 8, 26, 30,
33, 35-it HenensiX, OT MEPBbIX CPOUYHBIX PoAOB. linHa
Teja Mpu poxaeHuu 52 cM, macca tena 3750 r, oueHKa
mo mKkaige Amnrap 8/9 6ammoB. PaHHee MoTOpHOe pas-
BUTHE pebeHKa MPOTeKaJlo ¢ 3afepKKoi (rojoBy Haval
yIepxXuBaTh ¢ 4 Mec, cuneTb ¢ 1 roga 7 Mec, caMoCTosI-
TeJbHO XOAUTH ¢ 2 JjieT 2 Mmec). [lepBbie ciaoBa MosBU-
auck B 2 roga, a ¢pasoBas peub ¢ 2,5 rogma. C pox-
NeHUsT y pebeHKa oTMedatach MBIIIEYHAs] KPUBOIIES
cieBa. HaGmomancst y opromnena Mo MecCTy XHUTEIbCTBa
B CBSI3W C BPOXXIECHHBIM BBIBUXOM Oefipa ¢ IBYX CTOPOH,
TTOBBIBUXOM JTy4e3aIlICTHBIX CYCTaBOB, ITOIBBIBUXOM
HaIKOJIECHHUKAa C JBYX CTOPOH, TSTOYHO-BaJbIYCHOM
nedopmariiueii ctor. B Bo3pacre 4 jiet B ¢BSI3U ¢ O0ONISIMU
B TTOSICHIYHOI 00JIACTH peOeHKY TTPOBEICHO PEHTTEHO-
JIOTUYEeCKOe WCCIIeIoBaHWE TIO3BOHOYHUKA, TMPU KOTO-
pOM OOHapyKeHBI TIPAKTUUECKN TOTAJIbHAS TUTATUCTIOH-
nunus, auddy3Hoe paspskeHUue KOCTHOTO PUCYHKa
ITO3BOHKOB, HEPaBHOMEPHOE PACITUPEHUE MEXITO3BOH-

KOBBIX IIPOCTPAHCTB, CHUKEHNE BHICOTHI TEJI ITO3BOHKOB
Thy,,, Thy, u, Th,, ¢ npojabupoBaHUEM 3aMbIKATEIbHbIX
TJIACTUHOK (KOMITPECCUOHHBIE TIEPEIOMBI).

Ilpu mocTyruleHnn B OTHENICHUE COCTOSTHME peOeHKa
OBUTIO CPeMHEN TSKECTH 10 COBOKYITHOCTH KITMHUUYECKUX
CUMITOMOB OCHOBHOTO 3a0oseBanus. [Tokazatenu dbusu-
YECKOT0 pa3BUTHsI rapMOHUYHBL: pocT 1385 cm (1,14 SD),
macca Tena 31 xr (0,61 SD), oKpyXXHOCTb TOJIOBBI 53 cM
(0,36 SD). O6parany BHUMaHue 0COOEHHOCTH (DeHOTHUTIA
(puc. 4): mumpokuit 700, TIyOOKO MOCaXXeHHbIE TIJa3a,
TPOTEPOUTHBIC YEPTHI JINIIA, OOBUCIITUE IIEKU, THUTIOTIIA-
31sI CKYJIOBBIX KOCTEM, BBICOKOE He0O, OOJbIlIMEe HU3KO
TTOCaKeHHBIE VI, ITOTIepeyHasl CKiIanka IMoa00poIKa.
Koxa npsionast, runieppactskumast. [lonkoxxHast XkKuposast
KJIeT4aTKa pa3BUTa HEIOCTATOYHO. MBIIIeUHasl cucTeMa
pa3BUTa YIOBIETBOPUTEIEHO, TOHYC MBI CHIDKEH.
T'unepMoOUIBLHOCTL cycTaBoB Mo 1ikaie Beighton 7 Gan-
JoB. BopoHKkooOpa3Hasi nedopmaiiust rpyaHON KJIETKH,
CKOJIMO3 TPYIOTIOSICHITYHOTO OT/IesIa TTo3BOHOUHMKa | cTe-
TeHU, BapycHasl medopManys HUXKHUX KOHEYHOCTEH,
TJIOCKO-3KBUHYCHO-BAJIbTYCHAsI YCTAHOBKA CTOTI.

ITo maHHBIM PEHTIEHOBCKOW OCTEONCHCUTOMETPUU,
BBITIOJTHEHHOU B TIOSICHUYHOM OT/eJie TTO3BOHOYHUKA,
MUHEpaJbHasl TUIOTHOCTh KOCTHOW TKaHW B TIpeie-
nax Bo3pacTHoi Hopmbl (0,682 r/cm?, Z-Kputepuii:
—0,3 SD). IIpu MarHUTHO-pe30HAHCHOU ToMorpaduu
3apeTUCTPUPOBAHO W3MeHeHWe (OPMBI Tl TTO3BOH-
KOB TIO THUITY TICEBI00A0O0YKOBUIHBIX 3a CUET KOMITpeC-

Puc. 1. Buemnuii Bua namuenta 1 B Bo3pacre 3 roga 8 mec. O0bsicCHeHHUs B TEKCTe.
Fig. 1. Appearance of Patient 1 at the age of 3 years and 8 months. Explanation in the text.
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CHMU 1LIEHTPAJbHBIX OTIIEJIOB TeJl TIO3BOHKOB (CM. puc. 2).
OTHOCUTENIbHOE YBETUYEHUE MEXITO3BOHKOBBIX IMCKOB,
o0111ee CHUKEHUE BBICOTHI T€JT TTO3BOHKOB Ha BEpIIMHE
rpynHoro kudo3za. YMepeHHoe rnoBsiiieHue MP-curnana
B pexume T2 (mpenmnoyioXuTeIbHO XpOHUYECKass KOM-
Mpeccust KOCTHOM TKaHU, TepecTpoiika KOCTHOM TKaHU).
B ximHMueckux aHamM3ax KpoBM M MOYM TATOJIO-
My He BBISIBJIEHO. B OMOXMMUYECKOM aHaiu3e KpoBU
YPOBHU OOILIETO KajbIUsI, HeopraHmdeckoro gocdopa,
rnmapaTupeouiHoro ropMoHa, ButamuHa 25(0OH), menou-
HOI1 hocharasbl COOTBETCTBOBAJIM BO3PACTHO HOPME.
JlaHHble aHAMHe3a U COBOKYITHOCTbh KJIMHUKO-PEHT-
TeHOJOTUYECKUX MTPU3HAKOB CBUIETEIbCTBOBAIN O HAJIU -
Yuu y TIpoOaHIa 2 OCTEONUCIIIACTUYECKON TepOIepPMUN.
BepuduumpoBath OKOHYATEIbHBIM AUArHO3 MO3BOJMIIO
MpoBeeHNne peOeHKY MOJHOTeHOMHOTO CEeKBEHMpPOBaA-
HUSI, B pe3yJbTaTe KOTOPOTO BHISIBIEHBI HE ONMMCAHHBIN
paHee BapuaHT HYKJIEOTHUIHON TOCIeI0BATEIbHOCTA
B reHe GORAB B KOMMayHI-T€TEPO3UTOTHOM COCTOSI-
Huu: ¢.295C>T (p.GIn99Ter) u rerepo3uroTHasi aeie-
umst Ha xpomocoMe 1 (chrl:g.170531967—170539494del),

KJINMHUYECKUE CJTYHAU

3aTparuBaromiasg 1-it m 2-if 3k30HBI reHa GORAB.
MerogoM TIpSIMOTO aBTOMATUYECKOrO CEKBEHUPOBa-
Hug no CeHrepy MNOATBEPKIEHO HaJW4YMe BapuaHTa
¢.295C>T (p.GIn99Ter) y pebeHka, a Takxke IMOKa3aHo,
YTO OH YHacJieloBaH OT oTua. [lmaHupyercs monrBepx-
JIEHUE BBISIBJIEHHOM JIeJIeLINU Y MaTePU.

OOcyxaeHue

OcreonucruiacTuyeckasi TepoiepMusi — ayTOCOMHO-
pPELeCCUBHO HacJenyeMoe, Ype3BblYaliHO pPEeIKoe Tpo-
repouiHOE 3a00JieBaHKWE, aCCOLMMPOBAHHOE C TTOpaXe-
HUEM KOXU M paHHUM HayaJlOM TSKEJIOrO OCTEONopo3a
[2, 3]. B kmaccuduKalMoOHHONW CTPYKTYype CKEeJeTHBIX
MUCTIIa3U OCTEOAMCIUIACTUYECKAsI TepONepMUsT OTHe-
CeHa K Tpymnrie 3a0oieBaHuli, MPOSIBSIONIUXCS CHUXE-
HUEM MUHEpaJIbHON TUIOTHOCTH M XPYMKOCTU KOCTEH,
BMeCTe C HeCOBEPIIIEHHBIM ocTeoreHe3oMm [10].

K wnactosgmemy Bpemenu B reHe GORAB BbIsIBIIEHO
17 maToreHHBIX BapMAaHTOB, OTBETCTBEHHBIX 3a BO3HUK-
HOBeHHe 3Toro 3abosieBaHuss. OCHOBHOE WX KOJUYECTBO
MPUBOJMIIO K 00pa30BaHUIO TEPMUHHUPYIOIIETO KOIOHA

Puc. 2. Pe3yabraTsl 00c1enoBanus nanueHTos 1 u 2 (JyueBasi ITMATHOCTHKA).

A — peHTreHOrpamMMa rpyAHOro W MOSICHUYHOTO OT/AeJa MO3BOHOYHNKA B OOKOBOIl MPOeKuuH nanuenTta 1: ycujieHue rpyaHoro Ku-
(o3a u KaynanpbHoe cMellleHHe ero BepIIMHbI, CHIKEHHe BBICOTHI TeJ MO3BOHKOB NMPEUMYIIECTBEHHO B MepeAHuX oTAenax (CHHue
CTpEJIKH), OTHOCUTEJIbHOE YBeJIMYeHue BbICOTHI MEXKIO3BOHKOBBIX TMCKOB (0€JIble CTPEJIKM), IBOSIKOBOTHYTas (hOpMa TeJi NO3BOHKOB
B NMOSICHUYHOM OTJIeJie, CHIKeHe MUHEePAIbHOIl INIOTHOCTH KOCTHOM TKanu; B, B — komnbioTepnas Tomorpamma (KT) no3Bonou-
HHUKA nanuenTa 1 — caruTTajibHbli 1 (PPOHTAIBHBIIA cpe3bl: u3MeHeHHe (hopMbI TeJl TO3BOHKOB MO THITY «PhIObUX» HA CATUTTAIBHOM
cpe3e U «ICceBI00a00YKOBUIHBIX HA ()POHTAIBHOM (CHHME CTPEJIKH); OTHOCUTEIbHOE YBeJIHIeHHe BHICOThI MEKIIO3BOHKOBBIX JUCKOB
(Oesbie cTpesiKM), 00IIee CHIKEHHE BBICOTDI TeJl O3BOHKOB HA BepiuHe rpyaHoro kudgo3sa; I', /I — MarHuTHO-pe30HaHCHAs TOMO-
rpamma (MPT) no3BoHOYHMKA MALNMEHTA 2 — CATUTTAJIBHDbIA M (DPOHTAIBHBII cpe3bl: H3MeHeHne ()OPMbI TeJl TIO3BOHKOB MO THITY
«PBIObUX» HA CATUTTAJILHOM Cpe3e H «ICeBI00a00YKOBUIHBIX»> HA (DPOHTATILHOM (CHHHE CTPEJIKH); OTHOCUTE/IbHOE YBEIUYEHHE BbI-
COTBI MEKIO3BOHKOBBIX JUCKOB (0eJible CTPEJIKH), 001Iee CHIKEHHE BHICOTHI TeJI I03BOHKOB HA BepINMHE rPpyIHOro Kugosa.

Fig. 2. Results of examination of patients 1 and 2 (radiation diagnostics):

Lateral projection radiograph of the thoracic and lumbar spine of Patient 1 (A): increased thoracic kyphosis and caudal displacement
of its apex, decreased vertebral body height predominantly in the anterior sections (blue arrows), relative increase in intervertebral disc
height (white arrows), double-curved shape of the vertebral bodies in the lumbar region, decreased bone mineral density.

Computed tomography (CT) of the spine of Patient 1 — sagittal and frontal cuts (b, B): change in the shape of the vertebral bodies
to a «fish-like» type on the sagittal cut and «pseudo-butterfly-like» on the frontal (blue arrows); relative increase in intervertebral disc
height (white arrows), overall decrease in vertebral body height at the apex of the thoracic kyphosis.

Magnetic resonance imaging (MRI) of the spine of Patient 2 — sagittal and frontal cuts (I', I): change in the shape of the vertebral
bodies to a «fish-like» type on the sagittal cut and «pseudo-butterfly-like» on the frontal (blue arrows); relative increase in interverte-
bral disc height (white arrows), overall decrease in vertebral body height at the apex of the thoracic kyphosis.
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Mepkypoesa E.C. u coaem. KIMHUKO-PEHTIEHONOTMYECKME XapaKTEPUCTHKH JIBYX MALIMEHTOB C OCTEOMMCILIACTMYECKOIT FepOIePMUEI. ..

W COBUTY paMKK cuuThiBaHUsI. COOOIIEHO TOJILKO O JIBYX
MMCCEHC-3aMeHaX, 0OHapYKEHHBIX Y TTAlIMEHTOB C OCTEO-
JUCIIIACTUYECKON TepoIepMHeil B KOMITayHI-TeTepO3H-
TOTHOM cOCTOSTHMU. [lom HammMm HaOIoOIeHNeM Haxo-
IWJINCh JIBa TAlIMEHTa C TUMMAYHBIMU KIMHUYECKUMU
MPOSIBJICHUSIMA ~ OCTEOIUCIIACTUYECKONM  TepOAEepPMUU,
00yCJIOBJIECHHON paHee He OINMMCAHHBIMM BapWaHTAMU
B reHe GORAB B KOMMayHA-T€TEPO3UTOTHOM COCTOSI-
Hum: ¢. 170C>G (p.Ser57Ter) u ¢.790G>C (p.Ala264Pro);
¢.295C>T (p.GIn99Ter) m reTepoO3UTOTHON Heneruei
Ha xpomocome 1 (pazmepom 7,528), 3arparuBatoieii 1-i
u 2-1 5k30HbI TeHa GORAB. OGHapyXeHHbII1 HAMU MUC-

ceHc-BapuaHT ¢.790G>C, KaKk M 3HAYUTEIbHOE YUCIIO
3apeTUCTPUPOBAHHBIX K HACTOSIIEMY BpEMEHU MaTOTeH-
HBIX BapMaHTOB, TPUBOIMI K aMUHOKHUCIIOTHOW 3aMeHe
p.Ala264Pro, n0oKaaM30BaHHOI B CIMPaJIbHOM JOMEHE
OenKa, OOECITIeUMBAIOIIM €ro B3aMMOIEUCTBUE C APY-
UMY GeJTKaMu, B TOM urciie ¢ HeGobimmu ['Tdazamm —
ARF5 1 RAB6, KoTopble peKpyTHPYIOT €ro Uil (hyHK-
moHupoBaHusl B anmnapare [ombmku [11]. Hamu taxkxke
OoOHapyXeHbl JIBA HOHCEHC-BapuaHTa, TPUBOISIINE
K TepMMHAIMM cuHTe3a Oenka: p.Ser5S7Ter n p.GIn99Ter.
B npoBeneHHBIX paHee MCCIeTOBaHUSIX OETKOBBIN OJIOT-
aHaaM3 Jm3ata GuopoOIACTOB Y MALIMEHTOB C IMTOTOOHBIM

Puc. 3. PeHtreHorpaMmbl KOJIEHHBIX CYCTABOB B npsMoii npoekiuu nanuenTos 1 (A) u 2 (b): nedopmamus snudu3apHoii miacTuH-
KH POCTa B BH/I€ «BCTABKM» MPSIMOYTOJIbHOI (hOPMbI, HANPABJIEHHOI B CTOPOHY nu(u3a (0esible NPEPHIBUCTbIE JUHIN); CHIDKEHHE
MHHEPAJIBHOI IJIOTHOCTH KOCTHOU TKAHHU, JIe30PTaHU3aIMsl APXUTEKTOHUKH B 001aCTH MeTa(hn30B OeIPeHHBIX U 00.IbIe0ePIOBbIX

KocTeil (CHHHE CTPEJIKH).

Fig. 3. Anteroposterior radiographs of the knee joints of Patients 1 (A) and 2 (Bb): deformation of the growth plate in the form of a «in-
sert> of rectangular shape, directed towards the epiphysis (white dashed lines); decreased bone mineral density, disorganization
of the structure in the metaphyseal area of the femoral and tibial bones (blue arrows).

Puc. 4. Buemmnnii Bun namuenta 2 B Bozpacte 8 jet 10 mec. O0bscHeHHs B TEKCTe.

Fig. 4. Appearance of Patient 2 at the age of 8 years and 10 months. Explanation in the text.
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TUTIOM BapuaHTOB B TeHe GORAB BBISIBUJI TIOJTHOE OTCYT-
crBue 6enka GORAB [9]. Kpome Toro, 6bU10 TIOKa3aHo,
YTO TaKWe HYKJIEOTUIHbIE BapUAHThI TIPUBOIST K TTOTEpe
¢yHkumMM Genka, 0O0ycIOBIMBaAsI CHYUXKEHUE YPOBHS TJIM-
KO3aMUHOTJIMKAHOB B KOMIapTMeHTe [0JTbIKY, 3a0epKKy
MpoTeoryinKaHa JeKoprHa B ¢ubpobiacTax, 1e30praHu-
3alMI0 KOJIJIATEHOBOTO MaTpvKca M abeppaHTHYIO aKTH-
Baimio TGF-B, xoropast Hapymaer nuddepeHInpoBKY
n (pyakuuo ocreobmactoB [11]. OOGHapyXeHHas1 HaMU
BIIepBbIe JieNlellnsl, 3axBaTbiBaromias -t U 2-if 5K30HBI
reHa GORAB, o0ycioBiauBaeT HEOOXOAUMOCTb (DYyHK-
IIMOHAJTLHOTO aHajinu3a JJIsSI YCTAHOBJICHUSI €€ BIUSHUS
Ha (hyHKIIMIO GEJTKOBOTO MPOAYKTa reHa.

Kaxk 1 y paHee onmcaHHBIX OOJIbHBIX, Y HaOIIOTaeMbIX
HaMHM TTallMEHTOB OTMEeYaJiCsl TUITMYHBIN (DeHOTHII, KOTO-
pbIii  XapaKTepu30BaJICsl MOPUIMHUCTONW KOXel, OOBUC-
UMW TIeKaMU, TUTIOIUIa3ueil CKyJl W HIDKHEH Tpor-
Hatueil. PeHTreHojormueckre TPU3HAKKA — BKITIOYAITH
BPOKIEHHBIN ITBYCTOPOHHUI BBIBUX Oelpa, KOMITPECCHU-
OHHBIE TIEpeJIOMbI TeJl TTO3BOHKOB Yy OOOMX TAllMEHTOB,
TepesioM JIeBO# TuiedeBoil KocTu y mauueHTa 1. OcobeH-
HOCTBIO KIIMHWYECKUX TIPOSIBJICHUI OBLTO HapyllleHHe
HETIPEPbIBHOCTU 3MU(GU3APHON TIACTUHKUA POCTa JUC-
TaJIbHOTO OT/AeNa OeIPeHHOM KOCTH M TPOKCUMAIEHOTO
oT/ena 0oJbIeOeplIoBOM KOCTH T10 TUITY BCTaBKU — MpsIi-
MOYTOJIbHOE YITyOJIeHe, BBICTYMAoIlee B CTOPOHY M-
¢uza (cm. puc. 3). DTOT reHeTUIeCKuii KOCTHBII MapKep
crienMduyeH I OCTEOIUCTUIACTUYECKONM TepoaepMUN
n BriepBble onucad G. Eich [7] B 1996 r. y aByX cuOCOB.
ABTOp TIPEATONIOXWI, YTO MeTahU3apHBINA «KOJBIIIEK»
TIpeNCTaBIsAeT COOOl MepBUYHOE, 3aBUCMMOE OT BO3pacTa
n3MeHeHne (OpMbI KOCTH, KOTOPOE BO3MOXKHO OOHapy-
SKUTh TPU PEHTIEHOJIOTMYECKOM MCCIIETOBAHNYT KOJIEHHBIX
CYCTaBOB TOJIbKO B BO3pacTe MPUOIU3UTETBLHO OT 4 110 5 JTeT,
HO He B MJIafIcHYECTBE M TIOCTE 3aKPBITHS TUIACTMHKU
30HBI pocTa. Kak 1 y GOJIbIIMHCTBA OOJBHBIX, ONTMCAHHBIX
M. Al-Dosari u coast. B 2009 r. [12], HaGmomaeMblii HAMU
MauyeHT | uMen Kocylo 60po3my, WAYIIYIO OT JaTepallb-
HOTO Kpast HAITJIa3HUYHOTO TPpeOHSI 0 JIMHUK POCTa BOJIOC
CBEpXY JIaTepaJIbHO U JI0 HApY*KHOTO YIJIa TJIa3HUIIbI CHU3Y
MeMaJIbHO. DTa XapaKTepHasi 0COOEHHOCTb OOBIYHO OoJiee
BBIpaXkeHa B paHHeM JeTCKOM Bo3pacte [13].

K Hacrosmemy BpeMeHM ommcaH psa 3a0ojeBaHUIA
COEIMHUTENIBHON TKAHM, COMPOBOXIAIOIIMXCS TUTIEppa-
CTSDKMMOCTBIO KOXW W TUIEPMOOUIIBHOCTBIO CYCTaBOB,
KIMHUYECKUE TPOSIBJICHUST KOTOPHIX MMEIOT 3HAYUTEITb-
HOE CXOICTBO C OCTEOMUCITIACTUYECKOI TepoiaepMuUeii,
YTO 3aTpydHSET e€e AMArHOCTUKY. OCHOBHBIMU U3 HUX
saBistiorcs 10 reHeTMYecKuX TUIIOB CHUHApOMaA IpsIOJIoi
KoXH (cutis laxa), cuHapOoM MOpIMHUCTOI KoXu (OMIM:
#278250) m pasHble TUMBI CUHIpoMma JDiepca—/laHiio
[14, 15]. Tak, HaMuMe y HaOIOAAEMbIX HAMU MAIIMEHTOB
Ype3MepHOI MOPIIUHUCTON KOXM, TTOBBIIIEHHOW CJIab0-
CTH CYCTaBOB M BPOXIECHHOTO BBIBMXa Ta300eIpEHHOTO
CyCTaBa Ha HaYaJIbHBIX 9Talax IMarHOCTUIECKOTO TTOMCKa
CIIY>XUJIO TIPUYMHOM WMCKITIOYEHMS] CHMHIpoMa Bjepca—
Hanno m Cutis laxa. OTIUYUTEBHBIMUA TMPU3HAKAMU

UHUYECKUE CJT1YHAU

TSI OCTEONUCITIACTUYECKOU TepodepMum ObIIA Xapak-
TepHbIE OCOOEHHOCTH JIUIIEBOTO (hEHOTHUIIA, OTCYTCTBUE
KOTHUTUBHOTO Jiepuinta u 6ojiee TSXKeblii OCTeonopo3
C BO3HMKHOBEHUEM CITOHTAHHBIX MEPEIOMOB MTO3BOHKOB
U TpyOUaThIX KOCTEl C paHHETO JIETCKOTo BO3pacTa.

Cuuraercsd, 4YTO TATOTCHETUYECKUE MEXaHU3MBI
CUHIPOMOB, TIPUBOIAIIMX K TIOTepe BIaCTUIHOCTU
U TUTEPPACTSKUMOCTH KOXHM MHOTOOOPa3HBI U CBSI3aHBI
C HapylieHueM (QYHKIMU CTPYKTYPHBIX KOMITOHEHTOB
SJIACTUYHBIX BOJIOKOH, KIJIETOYHOTO TpaHCIopTa, (hyHK-
LM MUTOXOHAPWUI M CUHTEe3a MpOoJvHA. Psia aBTOpOB
OTHOCSIT OCTEOIUCTUIACTUYECKYIO TEPOICPMUIO K CErMEH-
TapHOI (hopMe TpOrepuu, HO, KaK U MHOTOYMCJICHHBIE
TeHeTUYECKU TeTepOreHHbIe 3a00JIeBaHMS C TPOTEpUEid,
repofiepMUsl  XapaKTepu3yeTcsl ToTepell 31acTUYHOCTU
KOXW M pa3BUTHUEM OCTEOIIOPO3a C IETCTBA, a HE B CTapye-
ckoM Bospacte [16]. TakuM oOpa3oM, gajbHEIIEE N3yde-
HUE TaTOQU3NOIOTNIECKUX MEXaHU3MOB Pa3BUTHS DTOM
rpynIbl 3a00J1eBaHUI B MEpCHeKTUBE Oy/lIeT CrocOOCTBO-
BaThb pa3padboTke 3(PPEKTUBHBIX CITOCOOOB X KOPPEKIINH.

Kpome Toro, y OOJBHBIX OCTEONUCIUIACTUYECKOMN
repoIepMyeii 4YacToTa IIepejIOMOB TPYOUaThIX KOCTEH
U TeJ MO3BOHKOB C BO3PACTOM HE CHMXKAETCS; COOTBET-
CTBEHHO, €€ CJIOKHO OTJUYHUThb HE TOJBKO OT CHHIPO-
MOB C TIOBBIIIIEHHOW DPACTSDKMMOCTBIO U 3JTACTUYHOCTHIO
KOXM, HO TaKXe U OT 3a00JIeBaHUI, COTTPOBOXKIAOIIINXCSI
XPYIKOCTBIO KOCTE, HalpuMep OT HeCOBEPIIEHHOTO
OoCTeoreHe3a, 0COOEHHO y JieTeil crapiiero Bo3pacra. Tak,
y HabJII0JaeMbIX HAMU TIAIIUEHTOB YK€ B paHHEM JIETCKOM
BO3pacTe MpU PEHTIEHOJIOTMYECKOM 00CIeI0OBAaHNN TTI03BO-
HOYHMKA OBbLTM BBISIBJICHBI MPU3HAKA KOMITPECCUOHHBIX
TepesIOMOB TeJl TO3BOHKOB, a Y OTHOTO U3 HUX B BO3pacTe
3,5 roma mpowu3ollesn MepeyioM TuiedeBoil koctu. B oryere
R. Takeda u coaBr. [8] olieHUBanUCH 3MPEKTHI JEUESHUS
oncochoHataMm y OOJBHBIX OCTEOAMCIUIACTUYECKOM
repoaepMueit ¢ peluIUBUPYIOIIUMI CIIOHTAHHBIMU Tiepe-
JIoMaMu M OTMeYaJicsl TTOJIOXKUTENbHBIN 3(deKT B Bume
YBEJIMYEHUsSI MUHEPATbHOW TJIOTHOCTU KOCTHOM TKaHW.
besycnoBHo, monrocpounble 3(PMEKTH JIeYeHUsT OCTEO-
rnopo3a 1 6e30IMacHOCTh MCTOJIb30BaHusT OuchochoHaTOB
Yy MOJIOABIX TAIIMEHTOB C HYKJICOTUIHBIMU BapuaHTaMH
B reHe GORAB enie mpeaCTOUT OLIEHUTb.

Taxum obpas3om, TpaBUILHOI MOCTAHOBKE MTHAarHO3a
OCTEOIUCIIIACTUYECKAsT TePOAEPMUS CITOCOOCTBYET 3Ha-
HUue (QEHOTUNMUYECKUX OCOOEHHOCTe 3a0o0JIeBaHMSI:
XapaKTepHbIe YepPThI JIUIIA B COYETAHUN C MOPIITUHUCTOM
KOXeil M THPIepMOOMIBHOCTBIO CycTaBoB. Ilpm 3TOM
CYIIECTBEHHOE 3HAYeHWEe B TUATHOCTUKE WTpaeT TIIa-
TeJbHBIN aHaJIN3 PEHTTEHOJIOTMYECKUX JAHHBIX, TTO3BO-
JISIIONIUI  BBISIBUTh CHEUM(MUUHBIA KOCTHBI Mapkep
B BUe MeTa3apHO «BCTaBKU» O€IPEeHHON 1 OOJIbIIIe-
0OepIIOBOIT KOCTH B 00J1aCTH KOJIEHHBIX CYCTaBOB, a TAKXKE
MPU3HAKNA KOMITPECCUOHHBIX MEPEIOMOB TeJT TTO3BOHKOB
y zJeteil paHHero Bo3pacTta. Kpome Toro, HeoObXommumo
VUUTHIBATh HAapaCTAIOUIYI0 YACTOTy CIOHTAHHBIX Tepe-
JIOMOB JJIMHHBIX TPyOYaThIX KOCTEil Yy JeTeil cTapIiero
Bo3pacTta. MoJIeKy/IsIpHO-TeHETUYECKOE TTOATBEPXKIACHNE
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IMarHo3a MMeeT KJIIoueBoe 3HaueHue B nuddepeHIm-
aJIbHOM TMarHOCTUKE OT JIPYTMX CXOJHBIX 3a00JIeBaHUM,
CMOCOOCTBYET MOBBIIIEHUIO KaUeCTBa MEINKO-TeHeTYe-
CKOTO KOHCYJIbTUPOBAaHUS U MO3BOJISIET TPOBOAUTH Tpe-
HaTaJIbHYIO TMAarHOCTUKY B OTSITOIIIEHHBIX CEMBbSIX.
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