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Annoranusi. Pocdar-nuader oTHOCUTCS K penkuM (opdaHHBIM) HAacIeACTBEHHBIM 3abosieBanusiM. Doc-
(ar-nnaber 3aboseBaHue, CBsi3aHHOE C JedekToM peadcopOuyn (hochaToB B NPOKCHMAIBHBIX KaHajblax. Ha
HACTOsIIICE BPEMs M3BECTHO, KaK MUHHMYM, O IISITH Te€HaX, Ne()EKT KOTOPBIX MPUBOAUT K AaHHOMY THITy Hapy-
HmeHni oOMeHa. Y TalMeHTOB YHACJIeIOBaBIINX JedeKTHbIe IeHbl 3To npossisiercs Gocdarypueii, runodocda-
TeMHell W BBIPQKCHHBIMH PaxXUTHYCCKUMU H3MECHEHUSIMH, PE3UCTCHTHBIMH K OOBIYHBIM J03aM BHTaMHHa D.
JaHHast reHeTHYecKas MaToJIoTust OOBIYHO NPOSIBISIETCS B CeMEHHON (opMe, Bce IeTH B TAKHX CEMBSIX HAXOMAT-
Csl IO MPHUCTAJBHBIM BHHUMaHUEM Bpadel, M IpH BBIABICHUH Aedurura Gochopa, UM cpady HazHayaeTcs 3a-
MecTuTeIbHas Teppanusi. DocdaT-auaber penkas NaTONOrHs, IPU OTCYTCTBHUH JICYCHHS, €IIe B IETCKOM BO3pac-
TE MPUBOAAIIAS K MHBAIMIHOCTH WM JAXE K JICTAIBHOMY HCXOAY. B cooOIIeHnY peAcTaBiIeH ciydai KInHH-
YEeCKOro HaOJIOZCHHS B3POCIOro MAlUEHTa CTPagaloliero rumnopocGaTeMHYecKUM PaxUTOM, ¢ MIIaJeHYSCTBa
MOJIYYaIOIIEeT0 3aMECTUTENIBbHYIO TEPAIHIO, TEM HE MEHee, CTPaIAIoIero MHOITOUHCICHHBIMH MIAaTOJIOTHYECKUMHU
HepernoMaMu.

KaroueBble cioBa: ¢ocdar-nuader, runodocdareMuuecknii paxuT, NepesoMbl, MaTOJIOTHYECKUE, Ha-
pyleHus ooMeHa pochopa, MEAUIIMHCKAs PeaOUIINTALKSL, JIOKHBIH CYCTaB, HAKOCTHBIN OCTEOCHHTE3.
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Abstract. Phosphate diabetes belongs to rare (orphan) hereditary diseases. Phosphate diabetes is a disease
associated with disorders of phosphate reabsorption in proximal tubules. Currently, we know at least five genes
whose defects lead to this type of metabolic diseases. In patients who inherited defective genes it is manifested in
phosphaturia, hypophosphatemia and pronounced rachitic changes which are resistant to regular amounts of vit-
amin D. This genetic pathology is usually manifested in family forms which means that all children in such
families are under the attention of physicians and in case phosphorus deficiency is revealed, replacement therapy
is immediately prescribed to them. Phosphate diabetes is a rare pathology which, at lack of treatment, leads to
disability and even to mortality as early as in childhood. The report presents the case of clinical follow-up of an
adult patient with hypophosphatemic rickets who has been receiving replacement therapy since infancy and still
suffering from numerous pathologic fractures.

Keywords: phosphate diabetes, hypophosphatemic rickets, fractures, pathological disorders of phosphate
metabolism, medical rehabilitation, false joint (pseudoarthrosis), extramedullary osteosynthesis.

Beenenne. OpdanHble 3a005IeBaHUS — PEAKHE MATOJIOTMH, OOHAPY)KMBaeMble ¢ HEOONBIIOH YacTOTOM,
MPOTPECCUPYIOILUE, YTPOXKAOLINE )KU3HU, KOTOPBIE IPU OTCYTCTBUU KOPPEKTHOTO U CBOEBPEMEHHOI'O JIEUEHUS
MOTYT NPUBOAUTH K JIETaJbHOMY HCXOAY WM CTOMKOW MHBanuaHocTH. KpuTepueM, omnpenensroomuM NpuHai-
JIeXHOCTH 3a00J1€BaHMs K IAHHOW TPYIIIIE, CIIY>KUT ee pacipocTpaHeHHOCTs. B EBpocorose He Oonee 1 ciryyast Ha
2 teic. yenoBek. B CIIA — ne 6osiee 1:1250, B Poccnu k HUM OoTHOCST 3a00JIeBaHUS C YaCTOTON BCTPEUYAEMOCTH
He 6onee 1:10000 B mormysium).

®dochar-guadber oTHOCUTCS K penkumM (opdaHHBIM) HACIEACTBEHHBIM 3a0oneBaHusM. Docdar-nuadber
(runodocdaremmaeckuil paxuT) IPUHATO OTHOCUTH K HACIEICTBEHHBIM (IIEPBUYHBIM) MOHOCHMITOMHBIM TyO0y-
JIOTIATUSM C MPOKCHMATLHOM JIOKaTU3aIuedl TpPaHCTIOPTHOTO nedekra. 3aboaeBaHue CBA3aHO C AePeKTOM pead-
cop61u ocdhaToB B MPOKCUMANBHBIX KaHAIbIax movek. CaMoil pacipocTpaHEHHON cuuTaeTcs X-CIeTuIeHHas
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nomuHaHTHast popma (reH PHEX, myranus nokanusyercst B jiokyce Xp22.1). O1oT nedekr BcTpeyaercs ¢ dac-
toroi 1:20000 - 1:50000 >xuBBIX HOBOPOXKAEHHBIX. OcTanbHbIe (POPMBI BCTPEUAIOTCS TOpa3io pekKe U UX 4acTo-
Ta TIOCTOBEpHO He m3BecTHa[ 1].

ITo criocoOy nacnenosanust orer B 100% cioydaes mepenact 3a00i1eBaHIE OYEPSIM, BCE CBIHOBBS OyayT
3710pOBBI; MaTh MMeeT 50% BepOSATHOCTH NepenaTh 3aboseBanne peOEHKy mobdoro momna. [1pu stoit popme myra-
uH B TeHe (ocdar-perynupyromei ToMOJIOTHYHON dHAoIenTHAA3k B okyce Xp22.1 (PHEX), mpuBoasr k Ha-
PYLICHUIO (DEPMEHTHBIX CHCTEM, OCYIIECCTBISIOINX TPOTEon3 (HakTopoB pocta ¢ubpobnacmos-23 (FGF23).
Cpoxku manudecranun 3aboneBanus 6—18 Mecsres, mociae Toro kKak peOSHOK HaYWHAET BCTaBaTh. B mpomecce
JKU3HH MPOSBIIACTCS 3aJiepiKKa pocrta, obmmii octeonopos. K HacTosmeMy BpeMenu omucano 6onee 170 myra-
i rena PHEX (Muccenc, HOHceHe, Nenenu, cruiaiic-calT MyTalun), HO TeHOTHIT-()eHOTUITHIECKUE KOppes-
MU HE POCIeKUBatOTCH [3, 4].

Koauposanue rumopocharemudeckuro paxura no MKB-10 [2]:

Hapyiuenust, pa3BuBaromiyecs B pe3yjbTate AUCOYHKINU MOYCYHBIX KaHablieB (N25)

N25.0 — [Toueunast ocreoaucTpopust

N25.1 — HedporenHsiii HecaxapHBIi nuadeT

N25.8 — Ipyrue HapymieHus, 00yCIOBICHHbIE TUC(YHKIINCH MOYCTHBIX KaHAIBIIEB

N25.9 — HapymieHne QyHKITHH MOYSYHBIX KAHAIBIEB YTOUHECHHOE

Matepuajbl u Metoasl ucciaegoBanusi. B TTKBCMII um. [I.51. BansikuHa 00paTHiICs MAIMEHT C XKa-
nobaMu Ha OOJIH B JIeBOM Oefipe Mpu XoAb0e, HapyIIeHHH (QyHKIIHN XOIbOBI.

CorylacHO JaHHBIM MEAMIIMHCKON TOKYMEHTAIlMH 1 CJIOBaM MAIMeHTa: MaTh MalueHTa crpajnana gocdart-
nuabetoM. bbula MHOrokpaTHO mpoonepupoBaHa MO NOBOAY AedOopMalK KOCTEH W MaTOJOrMYeCKUX Iepesio-
MoB. JleGror 3aboneBanus y nanuenrta 10.12.1983 HeOombiuast BapycHast nedopmanusi OeJpeHHBIX Kocteil. B
1984 r. B Mockosckom HUU nenuaTpuu ycTaHOBJICH KIMHUYECKUHN quarHo3: ¢ochat-auader, O-obpasHoe wc-
KpHBJIEHHE HOT, runodocdaremusi, cHukeHue peodbcopdimn GocdaroB B nmoykax. PekoMeHI0BaHa OCTOSIHHAS
3amectuTenbHas Tepanus. C 1984 r. mo 1998 r. Haxomwics Ha yedeHun B MockosckoM HHWU menmatpuu,
HUUTO r. Kyprana, ['ynpkeBuuckoii LIPb B ¢Bs31 ¢ MOCTOSHHBIME peniauBaMu nedopmanuii. B redenune sto-
TO MepHo/ia MHOTOKPATHO BBITOJIHSUINCE OIIEPAaTHBHBIC BMEIIATEIHCTBA: KOPPUTHPYIONINE OCTCOTOMHH Oenep,
KOCTEH T'OJIEHH, BHEOYATOBBIH YPECKOCTHBIH KOMIIPECCHOHHO-ANCTPAKIIMOHHBIN ocTeocuHTe3 1o MimsapoBy c
Koppekmuell medopmanus u ymmmHeHHeM KoHewHocted. B 2006 romy 8 TOKDB mo moBomy maTonorunaeckoro
meperoMa MmpaBoil OePeHHON KOCTH BBIITOTHEH HAKOCTHBIA OCTEOCHHTE3 THTAHOBOH IUTacTHHOM (puc. 1).

Puc. 1. PentreHorpaMmMa mpaBoi OeIpeHHON KOCTH, OTIEPUPOBAHHOMN 10 TIOBOAY MATOJIOTHIECKOTO TIepesioMma

C 2011 roga mamueHT OTMeYaeT NPOrpeccupoBaHue OOJICBOr0 CHHIPOMA B JICBOM Oelpe, Ha KOHTPOJIb-
HBIX PEHTIeHOrpaMMax JieBoil GeJpeHHO# KOCTH XapaKTepHbIe Tambl HOpMUPOBAHHS JIOXKHOIO cycTaBa (puc. 2
a-B).



BECTHWUK HOBbIX MEAULUMHCKUX TEXHOJOIMMI. dnektpoHHoe usgaHue — 2023 — N 6

JOURNAL OF NEW MEDICAL TECHNOLOGIES, eEdition — 2023 - N 6

(a) ©) (®)
Puc. 2. PeHTreHOTpaMMBbI, WILTFOCTPUPYIOIIUE STanbl ((OPMUPOBAHHMS JIOKHOTO CyCcTaBa JICBOW OePEHHON KOCTH
(«a» — 201 1rom, «6» — 2016 rox, «B» — 2023 romx)

[Ipu mocTymIeHNN BBHITIOTHEH KIMHUYECKUH ocMoTp: Bo3pacT 40 iet, poct 152 cm, Bec 68 kr. Jlokams-
HBIH cTaTyc: MEePEeIBUraeTCs C OMOPOH Ha KOCTHUIH, INAaAs JIEBYIO HIDKHIOIO KOHEYHOCTb. [loxoKa HempaBmiIb-
Hasl, «yTuHas». BusyanpHO BapycHas nedopmanus oboux Oenep, roseHeil. JleBas HWKHSSI KOHEYHOCTh YKOPO-
yena Ha 1,5 cm. [locneoneparuonsie pyoOis! 6e3 ocobeHHOCTe!. [lampmaTopHO B 007aCTH BEpXHEH TPETH JICBO-
ro 6enpa, Mo Hapy>KHOH NMOBEPXHOCTH, yMEpEeHHast 00JIe3HEHHOCTh. [laTonmornueckoil MOABMXHOCTH HE BBISAB-
JICHHO. BhIoHeHs! 1abopaTopHbIE NCCIIEJOBAHMS:

OO0mMit aHaTN3 KPOBH, OOLIHIA aHATN3 MOYH: 0€3 MATOJIOTHH.

Amnanu3 kpoBu Ha BuTamMuH D, cymmapHstii (kansuudepoa): 10,0 Hr/mir.

AHanu3 KpoBH Ha KajbLuii: 2,54 MMOJIB/JI.

Amnanu3 kposu Ha docdop: 0,74 MmoIb/I1.

AHanu3 KpoBU Ha TUPEOTPONHBIN ropmoH: 1,45 MKME/mi1.

[Ipouue nokazatenan OMOXMMHUUECKOTO aHaJIH3a KPOBH: O€3 NaTOJIOTuH.

[TanmeHTOM NpEeNOCTaBIIEHBl JaHHBIE YETBIPEX YJIBTPA3BYKOBBIX NEHCUTOMETPHM: 7-MHIEKC B KPacHOU
30HE, YTO COOTBETCTBYET CUCTEMHOMY OCTEOIIOPO3Y.

Puc. 3. Pentrenorpamma JeBoi OeApEHHON KOCTH TIOCTIE BBITTOJHEHHUS ONIEPATHBHOTO BMEIIATEIHCTBA

CeMeliHbli aHAMHE3, aHAMHE3 KHU3HU U 3a00JIeBaHusl, (PU3UKAIBHOE, Ta00PATOPHOE 1 HHCTPYMEHTAIBHOE
o0crie0BaHKEe MALMEHTA MMO3BOJIMIIO JHAarHOCTHPOBaTh: (hochaT-auadber, BTOPUYHBIH 0CTeOnopo3 Ha GoHe Ha-
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pyuwenus: peabcopbunu docdaToB u runopocGardIMUN ¢ MHOXKECTBEHHBIMHU IaTOJIOTHYECKUMH IEpeioMaMHu,
dhopMmupyronmiics JOXHBIA cycTaB B/3 auadusa neBor OeapeHHON kocth, O-00pa3Has aedopMalis HIDKHUX
KOHEYHOCTEM.

B cocraBe KOMIUIEKCHOTO JICUEHHS, YUUTHIBAsI XapaKTep MPOUCXOMSIIIETO MaTOJIOTHYECKOro mpoIecca u
BO3PACT ManpeHTa, ObUT BEIOpaH METOJ HaKOCTHOTO OCTEOCHHTE3a THTAHOBOM IIACTHHOM C MpeaBapUTEeIHON
JIEKOPTHUKANKEH, pacCBEpPIMBAHIEM KOCTHOMO3TOBOTO KaHalla M KOCTHOH ayTOIIacTHKOH (pwHc. 3).

B panHeMm mocieonepanoHHOM NMEPUOJE OCIOXKHEHUM He 0TMeueHO. bojaeBol cuMHAPOM KynupOBaHMeE-
mukae3Ho. [locite BRIIOTHEHUS OMEpaTHBHOTO BMEIIATEIHCTBA MPOBEACHO peadmwInTaiOHHOe, (Pr3noTeparnes-
THUYECKOE JICYCHHE, MAlMeHT aKTHBU3UPOBAH, HAYUYHMJICS CaMOCTOSATENBHO INEPEABHIATHCS C JOMOJHHUTEILHOM
OIOpOM Ha KOCTBUIM. BhIMonHsiack npoguiakTuka BEHO3HBIX TPOMO0dMOOIMUecKux ocioxHenuil. [locneone-
palMoOHHasl paHa 3a)KHja MEePBUYHBIM HATsSDKEHHEM, LIBBI yaajieHsl Ha 14 cytku. [locneoneparnoHHblil pyoer
COCTOSTEIIBHBIN.

C y4yeToM yrpo3sl BO3HUKHOBEHHS JIOKHBIX CYCTaBOB M NMATOJIOTHYECKUX IEPEJOMOB, BBINOJHEHA KOP-
peKuus 3aMEeCTUTENILHOM Tepanuy, paHee Mojay4aeMoi MareHToM: 103y KoJjekanbluudepona yBenanauts ¢ 4000
1o 7000 ME/cyTku, ansgakarpIuanona 10 2 MKI/CyTKH; HazHaunTh «KamsremuHa-Ansancy 1 T. 2 p/m, «Octeo-
reHoH» 830 mr 2 T. 2 p/m.

[Ipu BeITHCKE PEKOMEHAOBAHO: MEPEIBIKEHUE TIPH IIOMOIIHN KOCTBIICH, 0e3 OMOpHl Ha OIEPUPOBAHHYIO
HIDKHIOIO KOHEYHOCTB; TPOJOJDKUTH 3aHATHA JIe4eOHOH (U3KYIBTYypOH, MPOBOIUTH HMPOQPHIIAKTHKY BEHO3ZHBIX
TPOMOOIMOOIIUECKIX OCIOKHEHUH. Ha3HaueHa KOHTpONbHAS sBKa K JiedalleMy Bpady depe3 3 Mecsmna Iocie
oTiepanyy, MPOBEJCHUE HUCTPYMEHTANBHBIX HMCCICNOBAHUI: KOHTPOJBbHAS PEHTreHorpadus JeBod OeqpeHHOMH
KOCTH, aHAJIM3 KPOBH Ha OOIIUI KaJbIMii, HOHM3UPOBAHHBIA Kanblui, Gocdop, menounyro docdoTasy, mapa-
TrOPMOH, OCTEOKAJIBIIMH, OETaKPOCCIIAIC; CYTOUHbII aHal3 MOYM Ha Kalblui, Gocdop, KpeaTHHNH, ypOBEHb
25-OH Butamuna D.

B pesynbraTe cBOEBPEMEHHO MPOBEICHHOTO JICYEHHs YIAJIOCh JIMKBUANPOBATh (POPMUPYIOLIMHCS JIOXK-
HBIN CyCTaB Ha paHHUX CTaauAX. OTKpLITa)I TCXHHKA OINCPATUBHOTO BMECIIATECILCTBA MPUMCHACTCA IJId ydajic-
HUS M3MCHEHHBIX YYaCTKOB KOCTHOW TKaHH, 3aNOJTHEHUS Ac(eKTa KOCTHBIM ayTOTpaHCIUIaHTaTOM. J[aHHBIH Me-
TOJI JICUSHHsI TOBHIMAeT 3P PEKTUBHOCTH BBHITIOTHEHHS OCTEOCHHTE3a, TIOBBIIIACT BEPOITHOCTE ONarompUsTHOTO
MCXO0JIa KOMIUIEKCHOTO JeueHus (pocdar-nuadera. [IarpieHT yIOBIETBOPEH Pe3yabTaTOM JICUCHHUS.

BriBoabI:

1. Uz-3a kpaifHe HU3KOH 9aCTOTHI BCTPEYAEMOCTH COOp CTaTUCTHUKU MPH Op(PaHHBIX 3a00IEBaHUIX MIPeI-
CTaBISET COOOHM 3HAUMTENBHBIC TPYIHOCTH, YTO W HAOIIOAAeTCs B JAaHHOM KOHKPETHOM CIydYae: IMOJHOLECHHO
CKOPPEKTUPOBATH 3aMECTUTCJIbHYIO TCPAITUIO YIACTCA OMIICPUICCKUM ITYTEM.

2. [TocTostHHOE HAOJIOICHHUE 33 COCTOSIHUEM MallMeHTa MO3BOJIMIO BBIIBUTH M BOBPEMSI CKOPPEKTHPOBATh
XUPYPrUYECKUM MYTEM BO3HHUKILINE OCI0KHEHUS: JIOXKHBIE CYCTaBbl, IATOJOTHYECKHUE ITEPETOMBI.

3. ®ocdar-nmuaber — opdanHoe 3aboeBaHKe, HYXKJAIOLIEECs B HOCTOSIHHOM MPUEME KOPPUTHPYIOLIMX
JIEKapCTBEHHBIX IPENapaToB U JUHAMUYECKOM JMCIIAHCEPHOM, MTOKM3HEHHOM HaOJIOJIEHHH CO CBOEBPEMEHHOM
KOPpPEKLHEH HE TOJIbKO JIEKAPCTBEHHOM Tepaluy, HO U BO3HUKAIOLIEH XUPYpruuecKoi narojgoruei. Toybko Ta-
Kasl TAKTHKA MO3BOJSIET 00ECTICUYNTh IPUEMIIEMOE KaueCTBO JKU3HHU MAIMEHTY W BOBPEMsSI CKOPPEKTHPOBATh BO3-
HUKAIOIIHAE XUPYPTHUECKUE OCITOKHCHHUS.

4. PaccMaTpuBaeMbIif METOJT KOMIUICKCHOTO JICYCHHST MOKET 3(P(PEKTUBHO HCITOIB30BATHCS C IEIBI0 KOP-
PEKIMH OCTIOKHEHUH, BO3HUKAIOINX Ha (PoHe pocdar-aradera ¢ yaeToM BO3pacTa MaIllMEeHTOB.
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