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KIMHUYECKUU CNYYAN AYTOCOMHO-AJOMUHAHTHOIO

TMNOO®OCOATEMUYECKOIO PAXUTA BCJIEACTBME MYTALIUU B FrEHE FGF23
Y B3POCJZIOIO: TPYAHOCTU ANATHOCTUKM
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OcTeomanauma — 3710 cucTeMHoe 3abonieBaHve cKeneTa, XxapakTepusyloLleeca HapyLweHreM MUHepanu3aumm unmn gedek-
THOW MVHepanu3auvein BHOBb 06pPa3oBAaHHOINO KOCTHOrO MaTpuKca y B3pocibiX. Hanbonee yacTon NpuuYnHON ABRAeTCA
BblpaXeHHbIV geduunt ButamuHa D no6oi sTronorum, gedpuunt Kanbuua n gepuumnt docdopa (natonormsa noyek, MeseH-
XMManbHble onyxonu, cekpetupyowme dpaktop pocta PpubpobnactoB 23 (ODPO23/FGF23), reHeTnyeckme 3aboneBaHua).
Cpepu reHeTMYeCKMX 3ab0neBaHU Yallle Bcero BCTpeyaeTca X-cLenneHHbIN JOMUHAHTHbIV runodochaTeMmnyecknini paxmT
(reH PHEX, nat. X-linked hypophosphatemic rickets (XLHR), OMIM: 307800), ropa3ao pexe — ayTOCOMHO-LOMUHAHTHbI
runodocdatemuuecknin paxut (reH FGF23, nat. Autosomal dominant hypophosphatemic rickets (ADHR), OMIM: 193100)
1 ayTOCOMHO-peLleccUBHbI rmnopochatemmyecknin paxmt 1 v 2 tuna (reH DMP1, ENPP1, FAM20C, nat. Autosomal recessive
hypophosphatemic rickets-1 (ARHR1), OMIM: 241520; Autosomal recessive hypophosphatemic rickets-2 (ARHR2), OMIM:
613312). ADHR — KpaiiHe peaKas HacneCTBeHHas NaTonorus, obycnosneHHasa MyTaLmei B reHe FGF23, ona KOTopowi Xxapak-
TepHa MaHudecTauma B Ntobom Bo3pacTe. B nutepatype onncaHo okoso 50 cnyyaeB faHHoW natosiormu. B ctatbe BnepBebie
B Poccuickon ®epepaunmv npefcraBneH KIMHUYECKUIA cydain B3pocnol naumeHTkn ¢ ADHR. B xoge auddepeHumnansbHoi
ONarHOCTUKN Takme npuynHbl octeomManAaunn, Kak Bblpa)KeHHbIVI Ae(I)I/ILI,I/IT BUTaMUHa D, 3a6oneBava, CBA3aHHbIE C Hapy-
LWeHVeM KaHanbLeBon peabcopbumm novek, OPO23-npoayumpyiowas onyxonb, 6biav ncknoyeHbl. MaumeHTKke NpoBeaeHo
reHeTnyeckoe nccnegoBaHue, No pesynbraTaMm KOTOPOro BbisiBlieHa MyTauma B reHe FGF23, noateepxkaeH gmarHo3 ADHR.
WHnuumnpoBaHa Tepanua npenapatamu pochopa 1 akTMBHbIMU MeTabonmtamu ButammHa D, Ha poHe KoTopoli oTMeyanoch
y/nyuylleHne CaMoYyBCTBMA B BUAE yMeHbLUEHUA 6onel npu xoabbe, yBenmyeHNA MbllUeYHOW CUSTbI.

TpyoHOCTV AMArHOCTMKN OCTEOManALMM 0OYCIIOBNEHbI OTCYTCTBUEM PYTUHHOIO onpeaeneHns ypoBHa docdopa B KpoBM
1 Manoii 0CBEAOMIIEHHOCTbIO Bpayel 06 3Tom 3aboneBaHuu. B cBolo ouepefb reHeTnYeckoe NCCiiefoBaHre B paae Clnyyaes
no3BonsAeT NOATBEPAUTL HacneACTBEHHbIe GOPMbl, YTO MPeAOTBPALLAET HeonpaBAaHHbIE XPYPruyeckue BMeLaTenbCTBa,
obecneyrBaeT CBOEBPEMEHHOE HazHauYeHNe MeMKaMeHTO3HOWM Tepanmyi U 3HaUYMMO YNyULLIAeT KauecTBO »KN3HM NaL1eHTOB.

KJTIOYEBBIE CJIOBA: octeomansuums; ayToCOMHO-AOMUHAHTHbIA runodocdatemuyeckuin paxut; OPDO23; runodpochatemus; KnmHude-
CKUIA cnyyan.

A CASE REPORT OF AUTOSOMAL DOMINANT HYPOPHOSPHATEMIC RICKETS DUETO
A MUTATION IN THE FGF23 GENE IN AN ADULT: DIAGNOSTIC DIFFICULTIES
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Osteomalacia is a systemic disease of the skeleton, accompanied by the formation of an unmineralized or poorly mineralized
osteoid instead of full-fledged bone tissue. The most common cause is severe vitamin D and calcium deficiency, phospho-
rus deficiency (kidney pathology, mesenchymal tumors secreting an excess of FGF23, genetic diseases). Among inherited
pathologies, X-linked dominant hypophosphatemic rickets (XLHR, gene PHEX, OMIM: 307800) is the most frequent form,
while autosomal dominant hypophosphatemic rickets (ADHR, gene FGF23, OMIM: 193100) and autosomal recessive hy-
pophosphatemic rickets 1,2 (ARHR1-2, genes DMP1, ENPP1, FAM20C, OMIM: 241520, OMIM: 613312) are much less common.
ADHR is an extremely rare form of genetic rickets caused by mutations in the FGF23 gene. It can manifest at any age. About
50 cases of this disease have been reported in the literature. This article presents the first clinical case of ADHR in an adult
in the Russian Federation. Severe vitamin D deficiency, renal tubular disorders and tumor-induced osteomalacia were ex-
cluded in differential diagnosis. The patient underwent a genetic test, which revealed a mutation in the FGF23 gene and
confirmed the diagnosis of ADHR. Therapy with an active vitamin D analog and phosphate supplement was initiated, after
which the patient noticed decreased pain when walking and increased muscle strength.

Difficulties in diagnosing osteomalacia are due to the lack of routine determination of serum phosphate and low awareness
of doctors about this disease. In some cases, genetic tests make it possible to confirm hereditary forms, which prevents un-
necessary surgical treatment, ensures timely prescription of therapy and significantly improves the quality of patients’lives.
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KIMHUYECKW CITYYAW

AKTYAJIbHOCTb

OcTeomanaumsa — 3T0 CMCTEMHOe 3aboneBaHVe CKeneTa,
XapakTepur3yloLlleecs HapyleHUeM MUHepanMsaumm KocT-
HOro mMaTpuKca y B3pocnbix [1]. B oTnmume ot octeonoposa,
pa3BuUTME KOTOPOro OOYC/IOBIEHO HapyLIeHWeM MUKpPOoap-
XUTEKTOHUKU 1 CHUXKEHVEM MUHEPAJSIbHOM MIOTHOCTU KOCT-
HOWM TKaHW, NPV OCTEOMANALUN MPENMYLLECTBEHHO BO3-
HMKaeT U36bITOYHOE HAKOMJEHWEe HEMUHEPANN30BAHHOMO
OCTEOVAA, YTO NPUBOANT K PAa3MArYEHUI0 KOCTEN, Pa3BUTUIO
BTOPMYHbIX Aepopmaumin 1 nepenomos [2]. Kanbuwmia, poc-
dop 1 wenouHas docdarasa (D) Heobxoanmbl Afs NOHO-
LEeHHON MMHepanunsauum KocTn, No3TOMy AaHHbIM npouecc
HapyLaeTtcs npu geduumTe BUTamuHa D, CHUXeHUN Bcachl-
BaHMSA KanbLyWA B KUWeYHUKe, runopochatemmu, MyTaumax
B reHe ALPL, kogupymolwem Hecrneunduyecknini TKaHeBON
nsodpepmeHT LD [3]. MpuumHamu runokanbuymemmm u gedu-
uuTta BUTammHa D moryT 6bITb Kak npuobpeTeHHble daKTo-
pbl (HEAOCTAaTOYHOCTb MHCONAUUKN, CUHAPOM Masnbabcopb-
uun, HU3Koe cofepaHne BuTammnHa D B nuule, natonorus
MoYeK 1 NeYeHu, TOKCMYeCKoe BO3AENCTBIE), TaK 1 Hacned-
CTBEHHbIE, BO3HMKaloWMe BCIeACTBME MYTaLUA B reHax,
Kogmpyowmnx 1a-rugpokcunasy, 25-rmgpokcmnasy, a Takxke
kogupytowmx peuentop ButammvHa D (VDR), uto npusogut
K pa3BUTUIO PE3UCTEHTHOCTM OPraHOB-MULUEHEN K BWTa-
MuHy D [4]. MpuumnHbl runodochateMumn MOXHO pasgennTb
Ha 3 rpynnbl. 1. HapyweHue noctynneHus unu BcacbiBa-
Hua docdopa (HU3Koe notpebneHne docdatoB C nuLien;
aHOPEKCUS; MapeHTEpPanbHOE MUTaHWE C HEAOCTaTOYHbIM
cofepxaHuem ¢pochaToB; XpOHMUYECKasa Auapes; BoCnanu-
TenbHble 3ab0NeBaHNA KMILEYHKa; MPUEM KaNbLniA-coaep-
Xalmx aHTaUMAoB; NPYeM CeBelamepa 1 ApYrux neKkapcTs,
BAUAIOLLMX Ha 06MeH pocdopa; geduunt ButammuHa D; 3n0-
ynotpebneHue ankoronem). 2. MNepepacnpegeneHve ¢oc-
¢dbopa BHYTpb KNETOK NN B KOCTW (OCTPbIN PeCnMpaTOpPHbIN
ankanos, JEKOMMEHCUPOBAHHDBIN AMABET C KETOALMA030M;
peduanHr CHAPOM; CUHAPOM FOMIOAHbIX KOCTEN; MpreM fe-
Hocymaba). 3. U36biTouHble noTepu pochopa B noukax (ru-
nepnapatrpeos nbol 3TMoNorMm; NaTonorusa novek (CUH-
apom MaHKOHU, reHeTuYeckre 3aboneBaHna C NOpPaxXeHre
nouvek); OP®23-3aBncmmble HapylweHmna (OPO23-npopyun-
pyioLiasa onyxofb, MHbeKUUWN MpernapaToB enesa; rmno-
docdatemmnuecknin paxut gpyron stmonorun). C Toukm 3pe-
HUA TOPMOHAJIbHON PErynALmMu KOHTPOsb 0bMeHa pocdopa
ocyulectenaAlT napatropmoH (MTr), ®PO23 un 1,25(0H)2D.
OpHako Hambonee MOLUHBIM BAVAHWEM Ha Pa3BUTME TMMO-
docdatemun obnapaet usbbITOK dpakTopa pocta Gpubpob-
nactoB 23 [5]. OH aBnaeTca ¢pocdaTypuyecKiM ropMOHOM,
KOTOPbIN MHIMbupyeT peabcopbumio dpochatoB B Moukax
M HapywaeT meTabonusm ButammHa D, B pe3ynbrate yero
BO3HUMKaeT runopochatemus, runeppocdatypus, CHUKaeT-
CAl YpOBeHb aKTMBHOro ButammHa D [6]. Cpean 3abonesa-
HUI, acCOLUUMPOBaHHBIX C U36bITkoM OPD23 1 pasBuTrEM
ocTeoManauun, Hambonee akTyasbHbIMU ABNAOTCA X-CLe-
MNEHHbIN AOMWHAHTHBIA runodochaTeMmyecknii - paxmuT
(XLHR; myTauwmn B reHe PHEX), ayTOCOMHO-AOMMWHAHTHbIN -
nodocdpatemuuecknii paxut (ADHR; TOUKOBble MUCCEHC-MY-
Tauunm B reHe FGF23), cnHgpom MakKbloHa-OnbpanTa-
BpanueBa (nonvocto3Has Grbpo3Haa gucnnasus, MyTaLmm
B reHe GNAS) n OPO23-npopyumpytowas onyxonb. OTaenn-
HO BbIAENAIOT rpynny peakux 3aboneBaHuUN, NPUBOOALLNX
K notepe docpopa 3a cUeT HapyLIEeHNA KaHaNbLEeBOW pe-

abcopbuum B nouke 6e3 n36biTka PPD23: HacNeaCTBEHHDIN
peLeccuBHbIN runodpochaTeMmyecknin paxuT C runepKanb-
unypuen (mytaumm B reHe SLC34A3 (NaPi-lic)); cnHgpom Dan-
KOHW; X-CLIeMEHHBbIN peLeccnBHbIN rnnopochaTemmnyecKuin
paxuT c runepkanbunypuen (6onesHb [leHTa); oTpaBneHve
TAXenbiMn metannamm [3].

KnvHuueckne CuMNTOMbI OCTEOMANAUMM  BKIIOYAIOT
B cebs auddysHyo 60nb B KoCTsX, gedopmMaLmio cKeneTa
(MO3BOHOYHMKA, FPYAHOWN KNETKU, KOCTEN Tasa U HVKHUX
KOHeYHOoCTel), NepesiomMbl, 601 B MbILLLLAX, MbILLIEYHYHO Cla-
60CTb, BNJIOTb A0 aTpodum [7].

Mpy Nogo3peHnr Ha OCTEOMANAUMIO B aHaNM3e Kpo-
BY onpenensioT nokasatenu Kanbuus, ¢ocopa, MTI, LLO,
ButamuH 25(0OH)D. Mpu obHapyxeHun runodocdpatemun
npoBogAT AnddepeHUManbHY0 AMArHOCTUKY MeXAy Ha-
pyLleHnem BcacbiBaHWA, nepepacnpenenieHrem u m3obi-
TOYHbIM BbiBefieHeM ¢docdopa. HapyueHne BcacbiBaHMs
YacTo COMPOBOXKAAETCA [AOMONHUTENbHbIMU AedurLmTamm
Apyrux MaKkposnemeHToB. [MepepacnpepeneHue docdopa
B MEXKJIETOYHOM MPOCTPAHCTBE XAaPAKTEPHO A1l OCTPbIX
COCTOAHWNI, OEKOMMEHCALUUN XPOHMYECKMX 3aboneBaHuit,
YTO MOXXHO MPeAnonoXnTb Npu cbope aHamHe3a 1 Hanu-
UMo M3MEHEHU B BUOXMMMYECKOM aHanu3e KpoBu. Takxe
nuccnepyloT UHAEKC TybynsapHoun peabcopbunn docdopa
(TRP, %), B HOpMe OH fomKeH cocTaBnATb 85-95%. Ero cHu-
eHue noaTeepKaaeT u3bbiTouHyto notepto docdopa ¢ mo-
yoii [5]. MoTepu docdopa c moyon moryT HbITb 0bycnoBne-
Hbl 136bITOUHbIM Aencteuem OP®23, MTT nnn nepBUYHON
natonoruen novek. Ans gudpdepeHymnanbHo AUarHOCTUKN
reHesa oCTeOManAUMM NPOBOAAT KOHTPOJb I/IEKTPOSINTOB
B KPOBU (HaTpuii, Kannin, Xnop) U pacCYnTbIBAlOT CKOPOCTb
KnyboukoBol ¢unbrpaumm. CHUXKEHME AaHHbIX MoKasaTe-
nei xapakTepHo Ans 3aboneBaHUN, CBA3aHHbIX C Hapylue-
HVMeM KaHasbLeBoW peabcopbumy noyek.

Mpun nopTBepkaeHUM un3bbITouHOW noTepu docdopa
C MOYOW KaK npuuurHbl runodochateMumn cregyowmm on-
TUMasbHbIM NArHOCTUYECKMM LLIArOM ABJNIAETCA N3MEPEHME
ypoBHA OPD23 B KpoBu. OgHako B Poccnun, Kak 1 BO MHO-
rmx Apyrux ctpaHax, nccnegosaHue yposHa OPD23 B py-
TMHHOW MpaKkTuKe He nposoauTtcA. Ero onpepeneHue po-
ctynHo B CLUA, AnoHun, HekoTopbix cTpaHax EBponbl [8].
HopmanbHoe (oTHOcuTenbHO runodocdatemunn) Uam no-
BbILUIEHHOE €ero 3HayeHuwe HabnogaeTca Kak npu Hacneg-
CcTBEHHbIX hopmax runopochatemmyeckux paxmtos (XLHR,
ADHR, ARHR1-2), Tak 1 Npu NpuobpeTEHHbIX COCTOAHUAX
(onyxonb-MHOYUMPOBaHHAA OCTEOMANAUUA  BCIEACTBUE
OPOD23-npouyaupyowux onyxonen, Npuem HEKOTOPbIX
¢dopm npenapaTos xenesa (cMm. Hxe)). Mpu HM3KOM ypoB-
He OPD23 HeobXxoaMMO 3anoA03PpUTb HacIeACTBEHHOE UK
nprobpeTeHHOe NepBMYHOE MOPAXKEHUE MOYEK (CUHAPOM
®aHKoHW, 6one3Hb [leHTa, Nprem aHTUPETPOBUPYCHBIX Npe-
napatos 1 np.) [9].

Cpeon VIHCTPYMEHTAsIbHBIX UCCNEA0BaHUN  KOCTHas
6uoncma ¢ TeTPaLUKINHOBBIMY METKaMU SABASETCA «30510-
TbIM CTaHZapToM» npu AnddepeHUnanbHON ANArHOCTMKe
OCTEOManNALUK, OQHAKO B KIIMHMYECKOVW MPAKTMKe UCMOJb-
3yeTcs pefKo B CBA3U C MHBA3UBHOCTbIO JaHHOW NpoLeaypsl
N HeobXOAUMOCTbIO 3KCMEPTHOW MaTOMOPQOSIOrnYeCcKomn
oueHKK. PeHTreHonornyeckumm npusHakamuy 3aboneBaHus
ABNAIOTCA YBENIMYEHNE NPO3PAYHOCTU KOCTH, Hallnume nces-
Jonepenomos (30Hbl TpaHchopmaLum Jloozepa), Aedpopma-
LMA 3amblKaTeNbHbIX MIACTMHOK Tesl MO3BOHKOB B BUAE UX
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BAaBneHus («pblbbu MO3BOHKM»), HU3KOTPaBMaTUUYeCKue
nepenombl MO3BOHKOB 1 MIIOCKMX KOCTe — pebep u rpyau-
Hbl; HANIMUME PaxXUTMYECKNX YeToK [1]. [BYX3HepreTnyeckyto
peHTreHoBCKylo abcopbunometputo (dual-energy X-rays
absorptiometry, DXA) ncnonb3ytoT ans oueHKN MUHepasb-
How nnoTHocTh KocTn (MIK). OgHako gaHHbIA MeTof He no-
3BONIAET YCTAaHOBUTb MPUUYUHY CHVKEHWA KOCTHOWM Macchl,
MOCKONbKY HM3KMe 3HaueHua MIMK moryT HabnogaTbca Kak
npu ocTeonopose, Tak U Npu octeomanayuun. Kpome Toro,
npu HeKOTopbIX Gopmax ocTeomansaLum (Hanpumep, X-cue-
MEHHbIN JOMUHATHBIN runodocdaTteMnyeckmin paxmuT) Bo3-
MO>XHbl HOpMaJsibHble 1 bonee BbicoKMe 3HaueHust MIK [10].

Ona Tonnueckon anarHoctnkn OPO23-npoayumpytoLei
OnyXonu MNPOBOAAT cUMHTUrpadumio ¢ pagrmodapmnpena-
patamn (POM) — 99mTc-tekTpoTnaom, 111In-okTpeoTu-
[0M, NM60 NMO3UTPOHHO-3MUCCUMOHHYID Tomorpadwuio (M3T,
M3T/KT) ¢ POM — %Ga-DOTA-TATE. Bo3MOXHO M1Crosnb3o0-
BaHne 18F-PpTOpOE30KCUIIIIOKO3bl, OQHAKO AaHHbI POI
obnagaeT MeHbluel YyBCTBMTENbHOCTbIO B AUArHOCTUKE
OPD23-npoayuupytowmx onyxonei. na Busyanusauum ob-
pa3oBaHUA AOMOSHUTENIbHO WCMOJb3YIOT YNbTPAa3BYKOBOE
uccnepoBaHue (Y3UM), komnbiotepHyto Tomorpaduto (KT)/
MarHUTHO-pe3oHaHcHyto Tomorpaduio (MPT) [3]. Npu Hanu-
yum nosbilieHHoN WO ana ncknoueHua 6onesnu Mepketa
NPUMEHAIOT ocTeocumHTUrpaduio ¢ 99mTc-pochoHaTamy,
rMcTonornyeckoe NccnefoBaHme KOCTHOM TKaH M.

leHeTMyeckoe uccnefoBaHue O6bIYHO MPOBOZAT MpwU
MaHudecTaLmmn NPrU3HaKoB Y MOMOAbIX MNALUEHTOB C LESblo
NMOATBEPXKAEHUS HaCNeACTBEHHbIX GOpPM OCTEOManALUN.
OpHako ctont oTMeTuTb, YTo ADHR — KpaliHe pefKkoe Ha-
CnlefCcTBEHHOE 3aboneBaHue, MaHrdecTaLma KOTOPOro BO3-
MO>Ha 1 BO B3POC/IOM Bo3pacTe. [o3ToMy npu OTCYTCTBMU
Bm3yanusaunm OPD23-npoayumpytowwen onyxonm y Hemo-
NoAbIX NAaLMEHTOB TakXe ClieayeT BbIMOMHUTb FreHeTuYeckoe
TecTupoBaHue [11].

OunddepeHumanbHas OMarHOCTKa OCTeOMansAunin He-
obxogvmMa ansa onpefeneHnsa TakKTUKU JIeUeHWA: Npu Hanu-
ynm OPD23-npoayumpytoLen onyxonu NosIHoe nsfeyeHne
BO3MOXHO MOC/Ne pafuKaNbHOIO OmnepaTVBHOIO BMelLLa-
TeNIbCTBA, B OT/IMYKME OT FeHETMYECKN 00YCNOBREHHbIX popM,
KOPpPeKLMA KOTOPbIX OCYLIEeCTBAAETCA 3a CYeT HOpMasnu3a-
LM nokasatenen Kanbumin-pocdopHoro obmeHa npenapa-
Tamn pocopa v ButamuHa D [12].

B cTaTbe npefcTaBneH KNMHUYECKUI Cilyyali NO3TanHom
AVarHocTrkm runodocpaTeMmyeckont octeoManayuy, B pe-
3yfbTaTe KOTOPOW NpefBapuTenbHbin guarHo3 OPO23-npo-
ayumpytoLien onyxonu 6b1 nckniodeH. MNocne nposegeHns
reHeTMYeCkoro MCCNefoBaHNA AMarHOCTUPOBaHa pepkas
MaToniorMsi — ayTOCOMHO-AOMVHAHTHbIN runodocdaTemu-
yecKunn paxut, 06ycnoBneHHbIN MyTauuen B reHe FGF23.

OMUCAHUE CNYYAA

MauvenTka J1. B 2018 . B BO3pacTe 40 neT Bnepsble 06-
paTunach B MefyupexzaeHue no MecTy X1UTebCTBa B CBA3M
C >Kanobamu Ha TPYAHOCTb B NepeaBMKeHnm, 6onu B Tazobe-
OPEHHOM, NJIeYEBOM, TOKTEBOM CYCTaBaX, B MOACHULIE, Mbl-
LeYHyo cnabocTb. [laHHble cmnTombl 6ecniokounm ¢ 2015 .
TakXe 13 aHaMHe3a 13BECTHO, YTO B PaHHEM [ETCTBE OTME-
Yyanucb TPYAHOCTW Mpu Xofbbe, Obin yCTaHOBMEH AMArHO3
«PaxnT», B JanbHellleM CaMO4yyBCTBUE YNy4ylUUSIOCb, du-
3MYeckas aKTUBHOCTb He Oblna orpaHuyeHa. Matb u otel

He umeloT 3a60eBaHMI ONMOPHO-ABUrATENIbHOIO annapara.
bpatbes, cectep 1 geTen y nauneHTKN HeT.

B 2018 r. B xoe KOMMIEKCHOro o6cneioBaHNA AnarHo-
CTUPOBaHbl KOKCAPTPO3, MPbIKM MEXMNO3BOHOUHbBIX ANCKOB
L4-L5, L5-S1. KoHcynbTMpoBaHa HEBPOJIOroM, TPaBMaToso-
rom, Ha3HayeHa Tepanus HeCTePOVAHbIMU MPOTMBOBOCHA-
NUTENbHBIMU CpefCcTBaMU (HUMECYNNL) C MONOXUTENIbHbBIM
addekToMm.

B cBA3U C yxy[LUEHMEM COCTOAHMS, MOABAEHNEM CUIIbHBIX
6oneii B noAcHuLe B aBrycte 2021 r. HanpaBreHa K peBmMaTto-
NOry MO MecCTy »KUTeNIbCTBA. YCTAaHOB/IEH ANarHo3 «AHKMNO-
3UPYIOLLMIA CMOHAMNNTY, Ha3HauyeHa Tepanua cynbdacana-
3UHOM, METOTPEKCATOM, rabaneHTNHOM C HE3HAYUTENTbHbIM
nonoxuTenbHbIM 3pdekTom. C deBpansa no okTabpb 2022 .
NPOBOAMNACE MMMYyHOTEPAnNUs npenapaToM aganvmymac,
6e3 3Hauumoro 3ddekTa.

Brnepsble cHwKeHue ypoBHA ¢docdopa B KpoBU
no 0,4 mmonb/n (0,74-1,52) BoiaBneHo B deBpane 2022 T.

B okTa6pe 2022 r. rocnTanvsnpoBaHa B peBMaTosor-
yeckoe otgenenmne Kb N215 nm. O.M. OunatoBa B r. MockBe
C anobamn Ha ycuneHvie 60feBOro CMHAPOMA, HEBO3-
MOKHOCTb CaMOCTOATENbHOIO MepeaBUKeHUs 6e3 TPOCTu.
Mpy Pu3MKanbHOM OCMOTPE MauueHTKn: pocT — 144 cwm,
Bec — 80 Kr, oTMeyvaeTcs X-06pa3Hasn gedopmauyia HUKHUX
KOHeyHocTel, Hannuue Kndo3a B rpygHOM OTAese no3Bo-
HOYHWMKa. Mo pe3ynsTatam nabopaTopHoro obcnefoBaHuA
NMOBTOPHO MoAaTBepxAeHa runodocoatemus (pocdop —
0,68 mmonb/n (0,8-1,45)), BbiABNeHa runepdocdaTypus
(bochop B Moue — 43,2 MMmonb/n (12-42)), CHAXKEHWNE Kanb-
LMA, CKOPPEKTMPOBAHHOIO Ha anbbymuH go 2,11 mmonb/n
(2,15-2,55) npu HopmanbHOoM yposHe [TI. B xoge uHcTpy-
MEHTasIbHOW ANArHOCTMKKN Mo AaHHbIM KT TazobenpeHHbIX
CYCTaBOB 1 KOCTEN Ta3a OTMEYaNUCh y4YacTKM paspsKeHus
KOCTHOW TKaHW B NpaBoVi NoAB3AOLWHONW KOCTK (B obnactu
KpecTLOBO-MOAB3AOLWHOIO COUSIEHEHMSA) U Tefe MO3BOHKA
L4. KoHCcynbTMpoBaHa 3HAOKPUHOMOMOM, YUUTbIBAA XapakK-
TEPHYIO KIMHUYECKYIO KapTUHY, 3anofo3peHa dpocponeHu-
yeckas OCTeOManAuUWA, pPeKOMeHOOBaHa Tepanus anbda-
KanbLUugosIOM.

Bnepsble rocnutanusnposaHa B M'HL PO OBIY «HMUL,
SHAOKpuHonorum» Mwun3gpasa Poccun B AHBape 2023 .
MpoBegeHo nabopatopHoe 06CnNefoBaHME, MO pe3ynb-
TaTaM KoToporo (Ha ¢oHe Tepanuu anbdakanbLuAonomM,
3 MKr/cyT) noaTeepxaeHa runodocdaremus fo 0,4 Mmonb/n
(0,74-1,52), BbIABNEHO CHWXEHWE WHAEKCA TyOynApHOM
peabcopbuun docdopa go 53% (npu Hopme 85-95%), He-
poctatoyHoctb 25(0OH)D (26 Hr/mn), HU3KO-HOPManbHbIN
YPOBEHb KasbLnis, CKOPPEKTUPOBAHHOIO Ha anbOyMuH; Npu
sTom nokasatenu MTT n LL® B KpoBn — B Npefenax pede-
PEHCHbIX 3HaYeHUM.

Ins vcknioyeHnn 3aboneBaHUN, CBA3AHHbBIX C HapyLle-
HMEM KaHaJlbLeBOWN peabcopbumn noyek, OONOHUTENbHO
UCCNefoBaHbl NIEKTPONIUTLI U YPOBEHDb KpPeaTMHUHA B KPO-
BUW, MO pe3yfibTaTam: MOKa3aTeNv HaTpuA, Kanusa B HOPME,
CHWXKEHUsi CKOpOCTM KiyboukoBon ¢unbtpaunn  (CKO)
He BbIABJIEHO.

B xoge VHCTpyMeHTanbHOro obcCnefloBaHMA Ha cepun
MOCTypanbHbIX PEHTTEHOTPAMM  HWKHUX  KOHEYHOCTeNn
B peXume J1a3epHOW CKMerKn ornpepensetca ymepeHHas
X-o6pa3Has pgedopmauma C NepuocTasibHbIMA YTONLLEHU-
AMW, YMEPEHHbIVI TMNepTpodUUECKMii OCTEONOpPO3, ABYX-
CTOPOHHUN KOKCapTPO3 2 CTeneHW, apTpo3 KpecTuoBO-
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NOAB3AOWHbIX COYJIEHEHU 2 CTeneHWn, YKopouyeHue
NIeBOW KOHEYHOCTU Ha 9,44 MM, ABYXCTOPOHHWI FOHapTPO3
1-2 cTeneHun, ABYXCTOPOHHUIN apTpPO3 rOfeHOCTOMHbIX CY-
CTaBOB 1-2 cTeneHu, poTaLMOHHbIe NOABLIBUXW B CyCTaBax
(puc. 1). Mo pesynbratam KT, BM3yanusmpoBaHbl y4yacTKu
pa3spexeHna KOCTHow TKaHu B Th10, L1, L4, nepenom 3a-
OHero otpeska 10 pebpa u nepenom Tena npaBoy noj-
B34OWHOW KocTu. Mo gaHHbIM DXA, oTMeuanocb CHUXeHune
MMK B npokcumanbHom oTtgene beapeHHon Koctu: neck
no -2,3SD no Z-kputeputio, total go -5,0SD no Z-kputepuio;
MI1K B nOAACHMYHOM OTAEeNe NO3BOHOYHMKA COOTBETCTBOBA-
na BOo3pacTHowm Hopme: L1-1L4 -0,2SD no Z-kputepwutio.

Takvm 06pa3om, yumnTbiBas BO3PACT NALMEHTKN, fJaHHble
nabopaToOpHOro U MHCTPYMEHTaNbHOro obcneoBaHnsA, 3a-
nogospeHa docdoneHnyeckas ocTeoManAumMa omnyxose-
Boro reHesa (OP®23-npogyuupyiowasa onyxonb). B xope
TOMNYECKON AMAarHOCTUKU no pesynbratam MPT rpyaHoro
N MOACHWYHOrO OTAENOB MO3BOHOYHMKA, KPecTLOBO-MOA-
B3JOLLUHbIX couneHeHunin, KT ¢ KOHTpacTMpoBaHMeM OpraHoB
rPyAHOWN KNeTKU, OPIOLWHO NOMOCTA, Manoro Tasa, OnyxoJsib
He Bu3yanusnposaHa. [1o gaHHbiIM MPT ronosHoro mosra
BbISIBNIEHO 006pa30BaHMe JIOOGHOWN KOCTW CrnpaBa pa3mepami
5,9x3,2x5 mm. [Ina nogrBepxaeHna Hannuma OPD23-npo-
OyLMpYIOLLEe OMyxonuM pPeKOMEHAOBaHa cuuHTUrpadus
€ 99mTc-TeKTpOTNAOM.

3a Bpemsa rocnrTanmsauny CKOppeKTMpoBaHa f03a alb-
dakanbumpona fo 4 MKr/cyT, K Tepanuun fobaBneHbl npena-
paTbl Kanbuma (kanbuus KapboHaT 500 Mr 3 pasa B CyTKW),
docdopa (kanua gurupgpodocdat, HaTpus ABYXOCHOBHOM
docdopa 450 mr no 1 kancyne 4 pasa B fieHb) U HATUB-
Hol ¢dopMbl BUTammHa D B Hacbiwalowen gose Ha 1 mecay
C nocnegyowmnm nepexogomMm Ha nogaeprKMBatoLLlyo [O3Y.
Ha ¢oHe npoBogmmon Tepanny naumeHTKa oTMeYarna ynyy-
LIEHME CaMOYYBCTBUA B BMAE YMEHbLUEHNs 60N1eBOro CUH-
OpOMa, YBENNYEHUSA MbILLEYHOW CUSTbI.

Mocne BbINMCKM NpoBefeHa CUMHTUrpadus ¢ 99mTc-Tek-
TPOTMAOM, NO pe3yfbTaTaM KOTOPOW OYaroB naTonoruye-
ckon rnnepdurkcaymm 99mTc-TeKTpoTUAA He OOHaPYKEHO,
O®3KT-KT npri3HakoB ropMOHaNibHO-aKTUBHbIX 0Opa3oBa-
HUI C rMnepaKcnpeccnern COMaToCTaTMHOBBIX peLenTopoB
He BbIAABJIEHO.

Yepes 8 mecAueB MaumeHTKa rocnurann3mpoBaHa Mno-
BTOpHO B [HL, PO OBI'Y «<HMWL, sHaokpuHonorum» MuHs-
apaBa Poccun. B xope nabopatopHoro ob6cnefoBaHusi
(Ha poHe Tepanuu anbdakanbUUgoONoM 2 MKr 2 pasa B CyT-
Ku, Konekanbumopeponom 2500 ME (5 kanenb) B CyTKu, Ka-
nusa gurngpodochatom 450 mMr 4 pasa B CyTKW, Kanbuus
kapboHatom 500 mMr 3 pasa B CyTKM) NaumMeHTKa oTMeTMa
ynyJlleHe CaMOYyBCTBUS: paclumpeHune ¢usnyeckom Ha-
rpy3Ku, ymeHbLUeHUe 6oneBoro cmHapoma. Mpu nabopatop-
HOM McCnefoBaHMM Habnopanacb MOMOXWTeNbHAA OWHA-
MUKa B Brfe NoBbIWeHNA YpoBHA pocdopa ao 0,6 mmonb/n,
HOpPManu3aunMn KanbLus, CKOPPEKTUPOBAHHOIO Ha anbby-
MUH (B Tabnuue 1 npefcTaBfieHbl AaHHble AVHAMUYECKOTO
nabopartopHoro obcnegoaHua B THL PO OBryY «HMUL,
SHAOoKpuHonormn» MuH3gpasa Poccun). Mo gaHHbim DXA
OTMeYanocCb 3HauyMMoe YBeJIMYeHMe MoKasaTenem MuHe-
pPanbHOM MAOTHOCTM KOCTHOM TKaHW B MPOKCUMasibHOM
otpene 6eppeHHol kKoctu: neck go 0,2 SD no Z-kputeputo,
total no -0,1 SD no Z-kpuTepuio.

Ina oueHku 6e30nMacHOCTY Tepanuu NPoBefdeHO ncce-
[OBaHue KanbLmsa B CyTOYHOW Moue (noKasaTeNib B HOpMe)

PucyHoK 1. PeHTreHonornyeckoe nccneoBaHne HMKHUX KOHeu-
HOCTel B peXunme nasepHom CKIenKn.

1 KT opraHoB 6ptoLLHOM NOMOCTH, MO pe3ynbTaTam KOTOporo
MUKPOSNTbI B MOYKaX HE BM3Yann3nMpoBannch.

YunTbiBasi OTCYTCTBUE YOEAUTENbHBIX JAaHHbIX 3@ Hanu-
yme Onyxonu, paxvT B aHaMHese, ANA YTOYHEHWA Hacnep-
CTBEHHOro reHesa runodocpaTeMnn MNPOBEAEHO TreHe-
TUYeckoe WuccnefoBaHNe — BbICOKOMPOW3BOAMTENIbHOE
napasnsnesbHoe CEeKBEHMPOBaHME MaHeNnu reHoB-KaHAWAa-
TOB, aCCOLMNPOBAHHBIX C HapyLLeHUsAMU GOCPOPHO-KanbL-
eBoro o6meHa (NextSeq550, lllumina, CLLUA), no pesynbratam
KoToporo B reHe FGF23 B 3k30He 3 06HapyeH NaTOreHHbIN
BapuaHT (HG38, chr12:4370563C>T, ¢.536G>A) B reteposu-
FOTHOM COCTOAHUW, NMPUBOAALNIA K aMUHOKNCIIOTHOM 3ame-
He p.Arg179GIn, yto NoaTBepXKAAET HanMuMe ayTOCOMHO-
JOMMHAHTHOrO rmnodocdareMmnyeckoro paxura.
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Tabnuua 1. Pesynbrathl AHaMUYeckoro nabopaTtopHoro obcnenoBaHuA nauneHTkn J1. B xoge rocnutanusauuii B FTHL PO OBIY

«HMMWL, sngokpuHonorum» Munsgpasa Poccun

PedepeHcHble

MNokasaTenb SHaueHNS 18.01.2023 10.08.2023 22.06.2024
KpeaTnHUH, MKMOnb/n 50-98 48 56,8 59,5
Ca, ckopp. Ha anbbyMWH, MMOJb/N 2,15-2,55 2,17 2,19 2,13
®ocdop, Mmmonb/n 0,74-1,52 0,41 0,6 0,4
MapatropmoH, nr/mn 15-65 58,3 64 64
LenouHas ¢ocdarasza, Ea/n 40-150 122 149 130
25 (OH) ButamuH D (Liaison), Hr/mn 30-100 26,2 - 24
NHpekc TybynapHoi peabcopbunn docdopa, % 85-95 53 52,7 44,9
Kanbuui B CyTOYHOM MOYe, MMOJIb/CYT 2,5-8 - 4,82 5,63
lemorno6uH, r/n 112-153 142 - 138
QeppUTnH, HF/Mn 15-160 - - 32,8

B xope nocnepyiowen rocnutanusauum netom 2024 r.
C LUenblo AMHAMMUYECKOro obcneoBaHNA NPoBeAeHa OLEeH-
Ka nokasatenein ¢ocpopHo-KanbureBoro obmeHa (tabn. 1),
Nno pe3sysnbTaTaM KOTOPOW CKOPPEKTUpOBaHA fo3a anbda-
KanbLyaona [0 2 MKr/cyT, BO30OHOBMIEH MpueM KoneKanbLy-
depona B Hacblwatowen go3se. Mo gaHHbIM DXA Habnoganacb
nonoXuTenbHaa AvHamumKa: ysenuueHne MMK B werike Ge-
ApeHHon koctn go 0,4SD no Z-kputeputo, B NOACHUYHOM OT-
nene no3BoHouHuKa (L1-L4) no 1,8 SD no Z-kputepuio. Knu-
HMYECK/ MaUMEHTKA OTMeYaeT YNyuylleHMe CaMOouyBCTBUA,
pacwvpeHue Gpr3nYeckol akTMBHOCTU (YMeHblueHue bone-
BOrO CMHAPOMa Npu Xofbbe) Ha poHe NPoBOAUMON TEPANUN.

OBCYXXAEHUE

AyTOCOMHO-AOMVHAHTHbINA runodocdpateMuyecknini pa-
xuT (ADHR) npepacTaBnsieT cobon KpaliHe pefgkoe Hacnep-
CTBEHHOe 3aboneBaHMe, BbI3BaHHOE [eTepPO3UrOTHLIMU
TOYKOBbIMW MyTaumamn B reHe FGF23, KOTOPbI aKTMBHO
yJyacTByeT B romeoctase ¢ocdopa [13]. B pesynbraTe TpaHc-
Kpunuum reHa FGF23, pacnonoXeHHoro Ha 12-m xpomo-
COMe 1 cocToAlero 13 3 3K30HOB, CUHTe3UpyeTcs 6enok
OPD®23, coctoawmn n3s 251 ammHokmcnotbl (32 kD) [14].
OH VIMeeT YHMKaNbHYI0 CTPYKTYPY U COAEPXKUT CalT npo-
TEONIMTMYECKOrO pacliensieHus C OnpeaesieHHow Mo-
cnepoBaTeNbHOCTbIO aMUHOKUCIOT co 176-m no 179-i0:
Arg176-His177-Thr178-Arg179. 3a cueT npoTeonusa npo-
ncxoant uHaktuBauma OPO23. MyTtauumum, nokannsoBaH-
Hble B OJHOM U3 ABYX aprvHMHOB, Takne Kak p.Arg176GlIn,
p.Arg179GlIn, p.Arg176Trp n p.Arg179Trp, HapywatoT dep-
MEHTATMBHOE pacluenneHve 6enka OPO23 ¢ypmnHononob-
HOW MPOTEMHKOHBEPTA30M. ITO NPUBOAUT K COXPaHEHUIO
aKkTuBHOM GopMbl Heska, UTo, B CBOIO oUepefb, 00ycnaBiu-
BaeT yBennyeHue sKkckpeumm docdatos ¢ moyon [15].

B nutepatype onncaHo okono 50 KANHNYeCKnX criyyaes
ADHR, npu 3Tom y 601bLUINMHCTBA NALMEHTOB AMArHo3 Obii
YCTaHOBJIEH Y>Ke BO B3pOC/IOM Bo3pacTe [16]. B poccunckon
nuTepaType Hamy HalZeHo ONVCAHMWE JILLb OLHOMO KIUHN-
yeckoro cnyyasa ADHR y pebeHka [17].

KnuHnyeckas KapTvHa AaHHOro 3aboneBaHWA HeOfHO-
pOZHa 1 3aBUCMT OT BO3pacTa MalueHTa Ha MOMEHT Hayana
3aboneBaHnA 1 cTeneHn TaxecTn runopocharemun. Y getei
OHa XapaKTepu3yeTca Mpri3HaKamu paxuta: gedopmaumu

KOHEYHOCTel (Banbryc/sapyc), 60nu B KOCTAX, HENPONnopLu-
OHAJIbHOCTb U CHVPKEHUE TEMIMOB POCTa, Aedopmaumm yesnto-
ctn. Ecnn maHudecTauma Bo3HUKaeT B bonee 3penom BO3-
pacTe, TO KNMHMYECKME CUMMTOMbI BKJTIOYAIOT 60J1b B KOCTAX,
MbILLEYHYI0 C11aboCTb 1 NCEBAONEPENOMbI. ¥ YacTy NaumeH-
TOB 3aboneBaHne NPoTekaeT 6eCCUMNTOMHO Ha NPOTAKEHUN
BCEN >KU3HU, Y HEKOTOPbIX YepenyloTcs Neprogbl Hannums
N oTcyTCcTBMA cMMNTOMOB [16]. MiMeHHO BapuaHT BOJSIHOO-
6pa3Horo TeueHua Habnogaetca y naumeHtkm J1. B getcte
y Hee oTMeYanrcb aedpopmMaLum KOHEUHOCTEN, HENMPONopPL-
OHAJIbHOCTb POCTa, B CBA3U C Yem Obln AMarHOCTUPOBAH pa-
xuT. B TeyeHne nocnegytownx 25-30 netT cMMNTOMbl OCTEOMa-
NAUUN NALMEHTKY He B6ecnokowny, Gpranyeckas akTMBHOCTb
He Gblna orpaHnyeHa. TonbKo B Bo3pacTe 37 neT BO3HMKA
MOBTOpHas MaHudecTauua B BuAE BblpakeHHOro 6oneso-
ro CMHAPOMA B KOCTAX M CycCTaBax, TPYAHOCTU Mpu xopboe,
MblLWEYHOW cnabocTn. 3Ty 0cobeHHOCTb 0OBACHAIOT pas3nny-
HOW cTeneHblo ycTonumsocTy 6enka QP23 K paclienneHmio
B 3aBMCUMOCTU OT KOHKPETHOro Tuna myTtauuu. Hekotopble
UCCNefoBaHUA in Vitro NoKasanu, Yto MyTaLms B MOJNIOKEHUN
179 obycnaBnuBaeT cuMHTe3 Gonee yCTOMYMBOrO K paclie-
nneHuto 6enka ®PMO23 no cpaBHeHMIO € Tem, YTo 0bpasyeTca
BC/1IeACTBME MyTaLum B nonoxeHnn 176 [18].

ADHR B nepBylo ouepefb Heobxoaumo audpdepeHLm-
poOBaTb C OHKOreHHOW ocCTeomanAuunen, a Takke C Apyrumm
HacneacTBeHHbIMU dopmamm paxmTa. K nabopatopHbiM npu-
3HaKam 3aboneBaHua OTHOCAT runodocdatemmio B coyeta-
HVW C HU3KUM YPOBHEM MHAEKCA TybynapHon peabcopbuum
docdatoB (MeHee 85%). [ipyrvie nabopaTopHble N3MEHEHUS
HecrieuudruHbl U BKoYalT B cebs runepdocdatypumio,
HOpPMaJIbHbIN YPOBEHb KanbLMsA UIN €r0 CHIXKEHUE NMPU HOP-
MasibHOM U NOBbiWeHHOM ypoBHe [TTT, oTMeuaeTca CHuKe-
Hue 1,25(0H)2D npu HopmanbHoM ypoBHe 25(0H)D [3]. dna
noaTeepxaeHna n3obiTka OPM23 BO3MOXKHO onpeaeneHne
€r0 YPOBHS B KPOBW, O{HAKO JaHHbIV aHaNN3 B KIIMHNYECKOM
npakTuke B Poccnm He 3aperncTprpoBaH.

B cBA3M C OTCYTCTBMEM PYTUHHOIO WU3MEPEHUs YpOoB-
HA ¢pocdopa B OGUOXMMUYECKOM aHanm3e KpPOBW, Masnown
0CBEOMJIEHHOCTbIO Bpayeil 0 JaHHOM 3aboneBaHUUN CBO-
eBpeMeHHasA MOCTaHOBKa pAuarHosa ¢ocdoneHnyeckon
ocTeoManALMy NpeacTaBnAeT coboi CnoxHyto 3agady. Y na-
uMeHTKM J1. ToNbKO CnycTs 7 fIeT OT MOMeHTa BO306HOBNe-
HMA CUMMNTOMOB BrEpPBble MCCIefOBaH ypoBeHb docdopa
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B KPOBWU 1 BbisiBNeHa runodocdatemus. B xope ganbHelwe-
ro 06crnefoBaHMA NOATBEPKAEHO CHIDKEHME MHAEKCa Tyby-
napHoOM peabcopbuun GocdaTos, CHXKEHNE KaNibLA KPOBHU
npu HOpMasnbHOM ypoBHe napatropmoHa u L. Mo pesynb-
TaTaM WMHCTPYMEHTANbHON [AMArHOCTVKY, BK3yaNnv3upoBa-
Hbl YYaCTKM Pa3pekeHUsi KOCTHOW TKaHu, nepenom pebpa
1 NOAB3AOLLHON KOCTU, OTMeUeHOo cHmkeHne MIIK. B cBA3un
C BbISIBIEHHBIMU M3MEHEHUSAMU 3anofo3peHa ¢pochoneHu-
yeckasi ocTeoManALus.

Mpu BO3HUKHOBEHUWN 3abONEBaHNMA BO B3POC/IOM BO3-
pacTe B NepByto oyepesib MPOBOAUTCA TONMYECKas AUarHo-
CTVIKa Ans UcKnoueHnsa runodpocdateMmnyeckon octeomans-
uumn onyxonesoro reHesa [19]. Y nauymeHTKm J1., o JaHHbIM
MPT ronoBHoro mo3sra, o6Hapy»eHo obpa3oBaHue N06HON
KOCTW, OfHAKO MO pe3y/ibTaTam 6oniee UyBCTBMTENbHOMO
MeToAa — CUMHTUrpadum ¢ 99mMTC-TEKTPOTUAOM — FrOpPMO-
HaJIbHO-aKTMBHbIX 06Pa30BaHUN He BbIIBEHO. Takum 06-
pa3omM, yunTbiBas 0COHEHHOCTN aHaMHe3a, AN YTOUHeHUs
MPUYUHBI OCTEOMANALUKN GblfI0 NMPOBEAEHO FeHeTMYecKoe
uccnepgoBaHue, Mo pesynbTaTaM KOTOPOro MOATBEPXKAEH
[MAarHo3 ayToCOMHO-AOMUHAHTHOrO runodocdpaTemmyecko-
ro paxura.

B cBA3n ¢ Hebonbwow pacnpocTtpaHeHHocTblo ADHR
B JIMTepaType OrpaHuuyeHbl CBeLEHVA MO BeAeHWUo [aH-
HbIX MaUWeHTOB. TepaneBTMYECKME MOAXOAbl OCHOBaHbI
Ha peKkomeHAaumAx Mo neyeHuto naymeHToB ¢ XLH — ca-
Mol yactoii ¢opmon runodochaTeMMUECKNX PAXUTOB,
obycnosneHHon MyTauuen B reHe PHEX. Tepanvein nepson
NUHUK ABNAOTCA Npenapatbl docdopa 1 akTMBHON HopPMbI
BuTaMurHa D. MNepoparnbHble docdaTtbl Ha3HaUaOTCs B fo03€
okosio 15 go 60 Mr/Kr maccbl Tefia B CyTKM (CpeaHAA CyTou-
HadA go3a 1-3 r) B 3-5 npremoB 13-3a KOPOTKOro nepuoga
nosnysbiBegeHnA (OKono 4 yacoB). [1o3y akTMBHOrO aHasora
BMTaMrHa D (anbdakanbuugon/Kanbumutpron) cnegyert Tu-
TpOBaTb B 3aBUCMMOCTM OT Bo3pacTta 15-60 Hr/kr/cyT, (cy-
TOYHas fo3a Ansa anbdakanbumpona — 1-4 MKr, Ans KanbLm-
Tpuona — 0,25-2 mkr) B 2-3 npuema [20]. JononHUTENbHO
MOTYT ObITb Ha3HauYeHbl HaTVBHbIe NpenapaTbl BUTaMuHa D
(konekanbundepon) ana KoOMMeHcaunn HegoCTaToOYyHOCTU
25(0OH)D. CyuwiecTBytoT MCCNeQoBaHWA, NOKa3biBaloLMe, YTo
BbICOKUWE KOHLIeHTpaLun anbdakanbLUaona MoryT CTUMYIn-
poBaTb cuHTe3 OPM23 n ycyrybnatb runodpocdatemuio, Uto
BaXKHO YUUTbIBaTb NPW Ha3HaueHnn Tepanum [21].

JdDEKTUBHOCTb JIeUeHUs] OLEHMBAIOT  KJIMHUYECKN
Mo yNyuyLleHnIo O6LLero COCTOAHWSA, YyMEHbLUEHWNIO 601eBOro
CUHAPOMa U MbILLEYHON CJTAaBOCTK, a TaKXKe MO YPOBHIO NMOKa-
3aTenen Kanbuun-pochopHoro oomeHa. Y naumeHTku J1. npu
npuveme anbdakanbUMaona 4 MKr/CyT He yaanocb JOCTMYb
3HAUMMOrO MOBbILEHNA ypoBHs docdopa KpoBU, B CBA3N
C Yem JOMNONHUTESIbHO ObiN PeKoMeHJ0BaHbl Mpenaparsl
docdopa. Ha sTom poHe naumeHTKa oTmeuana ynyulleHue
CaMOUyBCTBUSI B BUAE YMEHbLUEHNA OONEBOro CUHAPOMA,
YBENIMYEHUS MbILLEYHOV CUJIbI.

OpHako HeobXogMMO MOMHUTb O MO6GOYHbIX dddek-
Tax JaHHOW Tepanuu B BuAe pa3BuUTUsA HedpOoKanbLMHO3a
(BCnepcTBme nepefo3npPOBKU MeTabonutamm ButammHa D)
M BTOPUYHOIO runepnapatupeosa (0OycroBneHHOro pas-
BMTVEM TMMNOKanbLemMny Ha poHe npuema docdaTos). ITo
TpebyeT TLATENbHOrO MOHWTOPVHIA MOKa3aTenen Kasb-
unn-pocopHoro obmeHa B KPOBU, CYTOUHON KanbLMnypum
C nocneayoLLell KOppeKUren fo3bl MPenapaToB Npu Heoo-
xogumocTu [22, 23].

Y naumeHnTku J1. Ha GoHe NpoBOAMMON TEPANUN KanbLuii
B CYTOYHOM MoYye — B npefenax pedepeHCHbIX 3HaYeHUI,
no pesynsratam KT — MUKpONUTbI B NOYKax He OOHapY»eHb!.

WHTepeceH Bonpoc B3anMocBA3M romeoctasa docdopa
n xenesa. Vimelotca pgaHHble, 4yTo 3Kcnpeccna FGF23 yse-
nuumBaetcs npu geduunTe xenesa, a B COUYETaHUN C HApY-
weHvem pacwennenma OPO23 npu ADHR 310 npusogut
K 6onee BbICOKMM KOHLEHTpauuUsaM WHTaKTHoro OP®23
1 BbipaxkeHHOW runodocdatemmm. B cBA3M C Yem y yactu
nauymeHToB ¢ ADHR nepopanbHasa Tepanua npenapatamu
Xenesa crnocobcTBoBana Hopmanusauun yposHs OPD23,
docdopa Kposu 1 ynydwana nporHo3 [24]. Takxke npume-
yaTeslbHO, YTO BCE MaUMEHTbl C OTCPOYEHHbIM AeblToMm
ADHR — »eHLHbl penpoayKTMBHOIO BO3pacTa, i MaHUde-
cTauuA 3aboneBaHnA GblIa acCcoOLMMpPOBAHa C NybepTaTom,
6epemMeHHOCTbIO 11 POAaMU, TO €CTb COCTOAHUAMMU, aCCOLLMM-
poBaHHbIMU ¢ aednunTOM *enesa [25]. OgHaKo CTOUT oTme-
TWUTb, YTO, MO AAHHbIM IUTEPATYPSI, Y NALMEHTOB C aHEMMEN,
HO 6e3 ayTOCOMHO-AOMWHAHTHOTO rnmnodocdaTteMmnyeckoro
paxuta BOCMOJIHeHNe aeduuUTa XKenesa nyTeM BBeAeHWA
HeKOTOPbIX MApPeHTepasibHbIX MpenapaToB (B 4acTHOCTU
Xenesa KapOOKCUMMANbTO3aT U pexe — >Kene3o-caxapos-
HbI KOMIMJIEKC) BbI3bIBAET PE3KOE MOBbILEHNE NHTAKTHOMO
OP®23, uto, B CBOIO OUepenb, NPUBOAUT K TAXENON rmno-
docdatemun. MNMostomy y naumeHTtoB ¢ ADHR BHyTpuBeHHas
UHQY3UA BbllLeyKa3aHHbIX NMPEnapaToB MOXET CMpPOBOLK-
poBaThb elle 6osiee 3HaUMMOe yXyALeHUe cocToaHus. Mexa-
HM3M faHHoro 3¢deKTa HesiceH, HO, NO-BUAUMOMY, Hanps-
MYI0 CBfi3aH C YrNEBOAOPOAHON YaCTbio KOMIIEKCA »Kene3sa,
KOTopasn BNMAET Ha cTeneHb pacwenneHus OPO23 [26, 27].
Takmm obpasom, ana Koppekunn geduunTa xenesa y nauu-
eHToB ¢ ADHR pekomeHfoBaHO MCNONb30BaTb UMEHHO Ta-
6neTupoBaHHble Npenaparbl.

Ewe ofHMM MOTEeHLMaNbHbIM BapUaHTOM JleueHusa na-
uneHToB ¢ ADHR saBnaetca 6ypocymab. OH npepcraBnaet
coboli MOHOKIOHANIbHOE aHTUTENIO, KOTOpOe CBA3bIBAET
n36bITok OPD23, NHrMOGUPYET ero, TEM CamMblM CHUXKaA -
nepdochatyputo. B 2018 r. npenapat ogobpeH FDA ans
nevyeHus peten ¢ X-cuemnsieHHbIM runodpochaTeMnyeckum
paxutom [28]. Mo gaHHbIM uccnegoBaHui, bypocymab 6o-
nee 3¢pdeKTVBEH, YeM CTaHAAPTHas Tepanus npenapaTamu
docdopa v ButamuHa D. CHrxas skckpeuuio docdopa ¢ Mo-
youi, npenapaT Hopmanu3yeT ypoBeHb ¢ocdopa B KPOBM
1 obecneumBaeT KIIMHNYECKN 3HAUMMbIe YIyYlleHUs B BULE
CHWKEHUSI TSXKECTW paxuTa y MaunMeHToB C X-CLemnyieHHOoM
runodocdatemuent [29]. OgHaKo [0 CUX NMOP HET UCCNE[OBaA-
HWI No NpuMeHeHuio 6ypocymaba y naumerToB ¢ ADHR, uto
OrpaHNYBAET €ro NPUMeHeHue.

Mocne ycTaHOBNEHMs CTabunbHOW [03bl NpenapaToB
(dpocdatoB, BuTammHa D, 6ypocymaba) pekomeHpoBa-
HO MPOBOAUTb AUHAMMYECKoe 0OCnefoBaHME C OLEHKOWN
YPOBHSA CbIBOPOTOYHOrO ¢ochopa, KanbLusA, KpeaTuHU-
Ha 1 wenouHoln pocdatasbl, a TakKKe KanbLUsA B CYyTOYHOWN
Moue NpMMepPHO Kaxapble 3—-4 mecaua, yposeHb NTI — 1 pa3
B 6 MecCAUEeB M MPW Hanuuuu runepkanbsunemun. BaxkHo
OTMETUTb, YTO COXpaHeHue runodochaTeMummn HaTolaK
camo no cebe He ABNAETCA NoKasaHWeM s KOPPEKTUPOB-
KU [103bl NMpenapaToB, Tak Kak npu oueHke 3¢peKTMBHOCTU
neyeHUs HEOOXOAMMO YUUTBIBATL HE TOJbKO JlabopaTopHbie
MoKa3aTesiv, HO 1 KIIMHNYECKYI0 KapTVHY B BUAE yNnyJLleHns
06LLero camovyBCTBUSA, YMEHbLUEHNA TAXECTU CUMMTOMOB
3abonesaHus [6].
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3AKNIOYEHUE

OcTeomansaums Tak e, Kak U 0CTeornopos, umeeT 60sb-
Loe CounaNibHO-IKOHOMUYECKOe 3HaUYeHne B CBA3N C Mo-
BbILUEHNEM PUICKA BO3HUKHOBEHUS HU3KOTPABMATUUYECKUX
nepesioMoB 1 MHBaNNAM3aLMM NaLNEHTOB.

CBoeBpeMeHHaa AMarHOCTVMKA BaXkHa AJiA onpepesieHust
JanbHenwen TakTMKN BeAEeHNA NaLVIEHTa, OOQHAKO NpeacTaBs-
NseT TPYAHOCTM B CBA3M C HecneuuduruecknM XapakTepom
KIIMHMYECKUX CYMMTOMOB, OTCYTCTBUEM PYTMHHOTO ornpefe-
neHnsa ypoBHs pochopa B KPOBU 1 Manoli 0CBEAOMIIEHHOCTbIO
Bpauel 06 3Tom 3aboneBaHuu. B psge cnyyaeB reHeTryeckoe
nccnenoBaHue Heobxoanmo ansa anddepeHLmanbHON anarHo-
CTVIKN U UCKINIOUYEHNA HACIeCTBEHHBIX GOPM OCTEOMANSILININ.
3TO NO3BOJIAET CBOEBPEMEHHO HA3HAUUTb MEANKAMEHTO3HYIO
TepPanuio U 3HAYUMO YYULINTb KAYeCTBO >KU3H NMaLMEHTOB.

AONOJIHUTENIbHAA UHOOPMALINA

UcTtouHnkn ¢puHaHcnpoBaHusa. PaboTa BbiMOSIHEHA B pamKax ro-
CyAapcTBeHHOro 3apaHuAa «HoBble TEXHONOrMU [MAarHOCTUKM U Aud-
depeHLUNanbHON AMArHOCTUKM MEPBUYHOrO M BTOPUYHOTO OCTeOoro-
po3a Ha ¢oHe SHAOKPMHOMATUI M OpdaHHbIX 3aboNeBaHWI CKeneTa»
Ne 124020700097-8.

KoHpnuKT mHTepecoB. ABTOpbI AEKNapUPYIOT OTCYTCTBME ABHbIX
1 MOTeHUManbHbIX KOHGIMKTOB UHTEPECOB, CBA3AHHbIX C COAep)KaHUeM
HacToALWEN CTaTbM.

Yyactmne aBTOpOB. BCe aBTOPbI BHEC/IM 3HAaUYMMbIN BKMa4 B Hanuca-
HVe CTaTby, NPOUNN 1 ofo6PUAN GUHANBHDIN BapuaHT pyKonucu Jo ny-
6nukauunn.

Cornacue naumeHTa. MNayneHT JO6POBO/BHO NoAnMcan UHPOPMUPO-
BaHHOE corflacue Ha nybnmKaLuio NepcoHanbHON MegULMHCKON MHpopMa-
L1 B 06e31rmyeHHon popme.
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