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Bb1800bi: Takum obpa3om, yactota noBTopHbIX MMOB y nuy 50 neT 1 cTaplue yBENMUYMBAETCA €XErofHO M JOCTUraeT
yepes 5 net nocne nepsoro nepenoma 3,8% y My>UunH 1 6,9% y xeHWwuH. OrpaHNYeHNAMN AaHHOTO NCCNef0BaHNA MO
CTaTb HelOCTaTOYHasi BbIOOPKa AnA ANNTENbHOro HabnoaeHUs. TakxKe MOITIM He BOWTU B aHann3 AaHHble O NayuneHTax, no-
MEHABLUMX MECTO XUTEeNbCTBA.

OOEKTUBHOCTb MATOTEHETUYECKOW TEPANUW B3POCNIOIO NALMEHTA C AETCKOW
®OPMOW TMNO®OCOATA3UU NO AAHHBIM KIIMHUYECKOIO, PEHTTEHOJIOTMYECKOTIO
U TMCTOMOP®OMETPUYECKOIO UCCIIEQOBAHUN

byknemuwes 0.B., Bonkos A.B., PognoHosa C.C., TucceH b.T.

Orby «<HMUL, TO mum. H.H. Mpuroposa» MrnH3gpaBa Poccmun, Mockea

Lens: OueHnTb 3P PeKTNBHOCTb NATOreHEeTUYECKOTO NleveHus rnnodocdaTasmm y B3poCioro naLymeHTa no AaHHbIM Kiu-
HUYECKOrO, PEHTFEHONOMMYECKOTO U TMCTOMOGOMETPUYECKOTO UCCIIE[0BAHUS.

lmnodocdatasna — peakoe MeAneHHO Nporpeccupylollee reHeTudeckoe 3aboneBaHue, oOYCIOBNEHHOE MyTaLUAMU
B reHe ALPL, kognpytowem Hecnevlmouuecknini TKaHeBol nsodepmeHT wenoyHou pocdatasel TNSALP, nposasnsioweecs Ha-
pYLEHUAMU B MMHEPaNU3aLmm KOCTe CKenleTa 1 3yboB, HEBPOJIOrMYEeCKOW NaToNornen, BTOPUYHbIMY CUCTEMHbBIMU OCJIOX-
HEHUAMU, NPUBOAALMVMU K MHBANNAM3aLUmM 6ONbHBbIX.

MaToreHeTnyecKon Tepanuen runopocdatasum ABAAETCA NOXKUIHEHHAA PepMEHT-3aMeCcTUTeNIbHAA Tepanus yenoseye-
cKon pekomburHaHTHOM TNSALP — acdoTazon anbda, ogobpeHHas B 2015 rogy FDA ans neyeHusa nepurHaTanbHOMW, MHaH-
TUNbHOW 1 petckon popm runodocdartasum. C KoHua 2019 r. npenapat 3aperncTpupoBaH s MEAVNLUHCKOTO NMPUMEHEHMS
B PO y getein. BctpeyvatoTca eAUHNYHBIE iIaHHbIE O KCMOJIb30BaHMM achoTasbl anbda y B3POCbIX MALMEHTOB.

XOTVM NpefCcTaBUTb OMbIT IEYEHUS B3POCIOro NaumeHTa ¢ getckon dopmoii FOD, 0CcNIoXKHEHHON NepecTpoeYHbIMY Mne-
penomamun 6efpeHHbIX KocTel koTopomy anarHo3s OO 6bi1 nocTaBneH yepes 39 feT OT NOSABAEHUA NePBbIX CMMIMTOMOB
M Ha3HayeHa naToreHeTmyeckas Tepanus. MNauneHt b., 1978 r.p., o6paTnnca Ha KoHcynbTaumio B KJO, LeHTp ocTeonoposa
®reY «<HMUL TO nm H.H.Mproposa» M3 PO 21.12.2017 ¢ xanobamu Ha nporpeccrpytoLime 6onm B obnactu npasoro 6eapa
B B/3, nedbopmanuio HXKHUX KOHEUYHOCTeW, clabocTb. MNpu cbope aHamHe3a, CO C/IOB NALMEHTA U €r0 POAUTESIEN, BbIACHEHO
yTO Hayvasno 3aboneBaHVA OTMeYeHo B Bo3pacTe 1,1 roga, Korga nosBUIack BanbrycHasa AepopmMaLmsa HXKHUX KOHEYHOCTEN,
XpomoTa. BbinageHue MonoyHbIx 3y60B ¢ 1,2 rofa ¢ KOpHAMU.

JlmarHocTMpoBaH paxuT, OJHAKO KOHCEPBATUBHOE JIeUeHMe, BKoUalollee BUTaMuH [1, 3bdekTa He npuHecno. ledopma-
LUK NPoAoXKanm NporpeccnpoBaTb.

B Bo3pacTe 9 nert, 3atem B 12 neT NOBTOPHO M3-3a peumanBa aebopmaunii B OTAENEHWM KOCTHOWN NaTONOMMN OETCKOro
Bo3pacTta LINTO, npoBefeHbl onepawmm: nogmMbllLenKoBble KOPPUTMpYIoLiMe OCTEOTOMMM KOoCcTel obounx roneHein. B mapTte
1993 rofa n3-3a NoBTOpHON AepopmaLnmn NpoBeaeHbl Onepaunn: HaAMbILLENKOBbIE OCTEOTOMUN 06enx 6eapPeHHbIX KOCTEN.
DopmrpoBaHMe KOCTHbIX MO30J1el B MOC/IeONepaLoOHHble MEPUOALI MPOUCXOANIo B 6osiee No3gHne Cpoku. Bnepabie ypo-
BeHb LL® 6611 onpepeneH B 1993 r. u coctasnsn LLUO - 264 (448-896) HMONb\CI., UTO ObINIO B ABA pa3a HUXKe BO3PaCcTHOM
HopMbl, OQHaAKO 3TN AaHHbIE HE YYNTbIBASIUC.

C 20 neT noTepsA NOCTOAHHbIX 3yHOB, C KOPHAMU, OCTABLUMECA efVHUYHblE 3yObl GUKCUPOBaAHbI 3a CYET CAN3UCTON,
N BHELLHWX KOHCTPYKLWN.

MNMoeTopHoe obpalyeHme B HMWLL TO B gekabpe 2017 . ¢ )xanobamu Ha nporpeccupyioume 6onv B obnactv B\3 nesoro
6enpa, cnaboctb. bonu noaBunuce NocteneHHo, 6e3 npeawecTByoLE TPaBMbl HauUHas ¢ toHA 2017 1. YposeHsb LLO kposm
CHM3MNOCb Ao - 5 (40-135) EviB 2017 .

PeHTtreHonoruuecku, no gaHHbim KT, MPT, KT-ckearpamm BbisiBfIeHbl MepecTpoeyHble nepenombl obenx 6egpeHHbIX Ko-
cTein (NpaBon 6egpeHHOM KOcTu B B\3, neBoi 6eipeHHOI KOCTW. [10 faHHbIM PEeHTreHOBCKOWN AEeHCUTOMETPUN HE BbISIBIEHO
CHUKEHME MMHepanbHOM KOCTHoM nnoTHocTu. QST — MIK npeBbiliaeT BO3pacTHYO HOPMY.

PekomeHpoBaHa KOHCEpPBATUBHaA Tepanus, BKoYaoLwas anbdakanbLuaon U 0CCEUH-TUAPOKCUANATUTHBIA KOMIIEKC,
pa3rpy3Ka npu NOMOLLM KOCTbINEN, HOLeHre opTe3a. Ha poHe npoBOAMMOro neyeHns oTMeyeHa oTpuuaTenbHasa AUHaMu-
Ka, ycurneHue 6011eBOro CMHAPOMA, PaclUMpeHue LWen nepecTpoeyHoro nepenoma. OTcyTcTBOBana AMHamumka yposHs LLO.

MpoBeaeH reHeTMYECKNIA aHanM3 KPoBU NpobaHida U ero PoACTBEHHMKOB Ha MyTauuto ALP. Y mauymeHTa, ero matepu,
1 cbiHa BbiABeHa MyTauma (MIM 171760 TpaHckpunT RefSeq:NM_000478), 6one3Hb runopocdatasma (OMIM 146300). Bobi-
ABNEH BapyaHT HyKneoTuaHon nocnegoBatenbsHoctn €.182 G>A (p.G61E) B reteporeHHOM cocToAaHMUM B 4 3K30He. [NpoBeaeH
6uorHbOopMaTMUECKMIA aHaNn3 NpeAcKasaHna NaToreHHoCTy 3ameHbl P.Gly61Glu: nporpammbl Mutation Taster, PolyPhen-2,
SIFT, PROVEAN - naTtoreHHblli BapuaHT. Kpome Toro y npobaHfa v ero oTua BbisiBneHa myTauma (MIM 171760 TpaHckpunT
RefSeq:NM_000478)), 6onesHb runodpocdatasms (OMIM 146300).BapuaHT HykneotugHom nocnegoBatenbHocTn €.571 G>A
(p.Glu191lys) B reTeporeHHOM COCTOSIHUM B 6 3K30He onucaH B 6a3ax gaHHbIx ALPL-SESEP n HGMD (CM920019).

Wcxops u3 aHamHesa 3aboneBaHus, ypoBHsA LD KpoBu, Hannuus nepecTpoeyHbiX NepesioMoB 6efipeHHbIX KOCTeN, AaH-
HbIX FreHETUYECKIMX aHANIM30B KPOBMU - bl BeprduumpoBaH gnarHos - lmnodocdarasus, getckaa popma. OcnoxHeHHas ne-
pecTpoeyHbiMU Nepenomamu oberx 6epeHHbIX KocTen. BapycHas gedopmauma HUXKHUX KOHEYHOCTEN.

o Hauana nevyeHus acdoTaszon anbda NauneHTy NpoBegeHa 6uoncra U3 Kpbila NoAB3AOLHON KOCTW C TMcToOMopdome-
TPUYECKMM NCCNefOoBaHNEM.
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C dpeBpans 2019 r naumeHT Hayan nony4yaTb NpenapaT Afa 3amecTUTeNbHON Tepanuu acdoTasa anbda 80 mr. 0,8 mn.
B KOMOMHALMK C anbdaKanbLMAonoM 1 npenapaTamm KanbLus.

Pe3ynemamel u 06cyxodenua: HaunHaa c MeCcAYHOro Kypca Tepanui y naureHTa oTMeYeHO NnporpeccrpytoLee ynyulle-
HVie CaMOUyBCTBUSA, yBeIMUYEHME TONEPAHTHOCTM K Harpy3Kkam, CKOPOCTU XOfbObI.

Mpy KOHTPONbHOM 06CIefOBaHNM Ha CPOK 8 MeC. Tepanym BblIBNEHO NPaKTUYeCKM NosiHaA KOHCONMAaUmMa nepectpoey-
HbIX Nepenomos B/3 Anadursa npaBon begpeHHOM KOCTU 1 H/3 anadusa nesoi 6eipeHHON KOCTH.

MoBTOpHaa 6uoncua M3 Kpbina NoAB3AOLWHON KOCTU 6bina npoBeAeHa B CPoK 1 ropa oT Hayana neyeHmsa acdoTason
anboa.

CpaBHUTENbHDBIN aHaNM3 CTPYKTYPbl KOCTHOW TKaHM B 0bpasue 1 n obpasue 2 cBUAETENbCTBYET O U3MEHEHUN MUKPO-
N MaKpOCTPYKTYPHOW OpraHmn3aumm KOCTHOM TKaHM NoAB3AOLWHOM KOCTY, @ UMEHHO YBENIMYEHUA KOSIMYECTBA KOMMAKTHOroO
MaTPUKCa KOCTU, CHUXKEHME NPU3HAKOB OCTEOKAaCTMYeCcKon pe3opbunm, GopmrpoBaHue NPaBusIbHON MMCTONOMMYECKON
CTPYKTYpPbl KOPTUKANbHOW MAACTUHKN, XapaKTEPHOM /s NMIOCKOW KOCTY, yNopsaaoUnBaHue KOCTHbIX Tpabekyn. Mopdome-
TpUyecKoe nccnefoBaHme NpoAeMOHCTPMPOBANO MaKPOCKOMMYECKYIO MepecTporn KOCTHOIO BelecTBa, a MUMEHHO CHIXKeHne
1 HOPManmM3aLumio OTHOCUTENbHOFO 06bemMa KOCTHOW TKaHU (c 64% fo 48%), ymeHblueHre AnameTpa Tpabekyn (c 198 MKm.
10 85 MKM), CHUXKEHVE U HOPManmM3aLuma akTUBHOCT OCTeoreHesa.

Bb1800bI: ONMCaHHbINA KIVHUYECKWI ClyYail NMoKasblBaeT MeAJIeHHOe Mporpeccupymollee teyeHue runopocdartasmm
1 BO3MOXHOCTb KOHCONUAALMN NePeCcTPOeUHbIX NepesioMoB KocTel 6e3 NpuMeHeHnsa onepaTMBHOro fieyeHnd. MokasaHa
BblCOKasA 3PPeKTVBHOCTb NleYeHNs naToreHeTMYeckon bepmeHT-3ameLlatollell Tepanumu npu runopocdaTasmm, HeCMoTpA
Ha ANUTeNIbHBIN CPOK OT Hauyana NnosBMeHNA NepBbiX CUMNTOMOB. Ha ¢poHe neueHra oTMeuyeHa BbipaXKeHHas KMHUYeCKas,
pEeHTreHonornyeckas nonoXnTesibHas AUHaMIKa, MOATBEPXKAEHHAA U MO AAHHBIM FTCTOMOPhOMETPUN.

UCCNEQOBAHUE COCTOAHNA KOCTHOW TKAHW Y JINL, C HECOBEPLUEHHbIM
OCTEOrEHE3OM MOJZ1IO40I0 BO3PACTA

Baneesa [1.U., TiopnH A.B.

®rbOY BO balKmpcKuin rocynapCTBEHHbIN MeAULMHCKNA YyHUBepcuTeT, I. Yda

BeedeHue. HecoBeplueHHbI octeoreHes (HO) — 3To reTeporeHHas rpyrnna 3aboneBaHuii € pasHbIM TUMOM HacllejoBaHus,
XapaKTEPU3YIOLLAACA XPYNKOCTbIO KOCTEN, YaCTbIMU NepenomMmamu, KOCTHbIMY AepopMaLmsamM 1 HapyLUEHWEM KOCTHON MU-
KpoapxuteKkToHuku [1,2]. edekT cnHTe3a nnu nepepaboTky KonnareHa | Tmna, nexawuin B ocCHose 3aboneBaHuns, NpusoanT
K HapyLUEeHUIO NPOAYKLUMIM OCTEOVAOB, BNUAA Ha SHXOHAPANbHYIO Y BHYTpMMeMbpaHHYo occudukaLmio. B ructonornyeckon
KapTrHe 61onNTaToB KOCTHOW TKaHy naureHToB ¢ HO HabniogaeTca OTHOCKUTENIbHOE YBENMUEHKE KONMYeCTBa 0CTE06/1acToB
1 OCTEOKIAcTOB, 00pa30oBaHMe He3penom PeTuKynodnbpPO3HOM KOCTHOM TKaHW, MENIKOOYAroBble MHTEPCTULIMANIbHbBIE OCTEO-
HeKpO3bl, HENpaBWibHasA OPraHM3aLUma KOCTHbIX TPAbeKyn 1 KonnareHoBoro matpukca [3]. OgHako, C yYeToM OTHOCUTESIbHO
HEeBbICOKOW YaCTOTbl BCTPEYAeMOCTU 3a6051eBaHUs, flaHHbIE O COCTOAHWM KOCTHOW CUCTEMbI HEMHOTOUYUCIIEHHDI, 3a4acTYi0
HOCAT NPOTUBOPEUUBDLIN XapaKTeP B CUITY FTEHETUYECKOWN reTepOreHHOCTU 1 KIIMHUYECKO BapunabenbHOCTM 3aboneBaHuna
W HY>KJAIl0TCA B AasibHelLeM NCCefoBaHnN.

Lens. AHann3 Mmopdo-PpyHKLMOHANIbHOIO COCTOAHNA KOCTHOWN CMCTEMbBI Y MALMEHTOB C HECOBEPLLEHHBIM OCTEOTeHE30M
MOJ1I00ro Bo3pacTa.

Mamepuan u memooel. B nccnegoaHme 6bim BKIOYEHbI 12 NaLMEHTOB C HECOBEPLUEHHBIM OCTEOreHEe30M B BO3pacTe
oT 18 1o 44 neT, 1 30 CONOCTaBUMBbIX MO BO3PACTY 340POBbIX NNL, 6€3 NPU3HAKOB 3a00/1€BAaHNI KOCTHO-MbILLIEYHOWN CUCTEMBI.
BbI10 NpoBeieHO KOMMEKCHOe 06CIejoBaHE, BKIIlOYaBLLee B ce6s KNMHUYECKUA OCMOTP, B TOM YUCTIE OLEHKY 6051eBOro
CcMHApOMa B crivHe u cyctaBax no BALL n Hannure opraHHbIX NPU3HAKOB Ancnnasum coeguHntenbHon Tkadu (OCT) ¢ nomo-
Wweto moauduurpoBaHHon Wwkanbl T.U. KagyprHon, onpeaeneHne o6Liero n MOHM3MPOBAHHOIO KanbLus, LenoYyHon gpoc-
¢doTasbl, peHTreHorpadua KoCTen CKeneTa; ABydHepreTnyeckas peHTreHOBCKas abcopbumomeTpusa B pexunme Total Body.
MaTtemaTtnyeckas 06paboTka pe3ynbTaToB UCCIIEA0BaHUA NMPOBOAMTCA C MOMOLLbIO Nporpamm «Statistica 13.0» u Microsoft
Excel. lns cpaBHWTENbHOrO aHanm3a ABYX HE3aBUCUMBbIX BbIGOPOK NpuMeHseTcs t-kpuTtepuin CtbrogeHTa. MNpu cpaBHeHUN
YacToT B rpynMax 60MbHbIX I KOHTPONSA MPUMEHANCA TOUHbIN KpuTepui Ouiuepa nonpaskon MeTca ana Tabnuy, conpsixeH-
HocTu 2x2. Crny accoumaLmin OLEeHUBAETCA B 3HAUYEHNAX NMOKa3aTena cooTHolweHmA waHcos (Odds Ratio, OR).

Pe3ynemamel. B rpynne nauneHTOB C HECOBEPLLUEHHbIM OCTEOreHe30M BO3pacT BapbupoBan oT 19 go 34 net (cpegHui
BO3pacT 24,75+5,31 ner). 5 nauneHToB nonyvanu Tepanuio buchocpoHatamu go 18 net. Konnyectso nepenomos go 18 net
BapbupoBano ot 4 fo 35 (megnaHa 9,5 [6; 13,5]). Mocne 18 net nepenomMbl NPOAOCMKUANCL Yy 7 nauneHToB. CueT deHOTH-
nuyeckmx npusHakoB ACT coctasun 13,08+4,39 6annoB npu noporoBomM 3HauyeHuun 8 6annos. bonb B cnnHe oTmeyanu
8 mauuneHToB (67%), 601b B cycTaBax — 11 (92%). CpefiHMIN yPOBEHb MUHEPANIbHOW MIIOTHOCTU KOCTHOW TKaHu (MIKT) co-
ctaBun 1,045+0,208 r/cm?, nokasatenb Z-kpuTtepus coctasun -0,375+1,43. B rpynne KOHTPONs CPefHUN BO3PacT COCTABUN
19,96+0,76 neT. [epenomMbl HOCUNN €AVHUYHBIA XapaKTep 1 Obin CBA3aHbl CO 3HAYUTENbHBIMU BHELIHVMU BO3AENCTBMSMM.
Cuet peHoTMnmyeckmx npusHakos [CT coctaBun 7,96+3,73 6anna. bonb B cnuHe otmevanu 19 o6cnegoBaHHbIX (63%), 60nb
B cycTaBax — 14 (47%). CpegHuii ypoBeHb MIKT coctasumn 1,159+0,082 r/cm?, nokasatenb Z-Kputepus coctasun 0,97+0,606.
Mpu npoBefeHNN CPAaBHUTENBHOIO aHaNr3a 06C/iefOBaHHbIX MAaPaMETPOB BbIABIEHO CTAaTUCTUYECKM 3HAUMMBble Pa3nnmyns
B ypoBHe MIMKT un Z -kputepus (t=2,85; p=0,0067 un t=4,34; p=0,0001 cooTBETCTBEHHO). HECMOTPA Ha NEePBUYHBIN AedeKT
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