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060cHOBaHMe. X-cLerneHHbIN JOMUHaHTHbINA runodocateMmyeckuin paxuT (X-cuyenieHHas JOMUMHaHTHas runogocgare-
mus, X-linked hypophosphatemia; XLH) — 310 3a6os1eBaHue, BbI3BaHHOE MyTaunsamm B reHe PHEX (pacrosoxeH B JI0Kyce
Xp22.1), KOTOPbIV KOAMPYET CBA3@HHbIN C MOBEPXHOCTbIO KIETKU QEPMEHT, paclyenisiiowmni 6e10K pocoaTperynnpyoLyro
He#nTpanbHyto aHgonentuaasdy (PHEX), npemmylyecTBEHHO 3KCrpeccupyemMbiin B ocTeobiactax, octeoymtax n 3ybax. 310
pefKoe reHeTuyeckoe 3abosieBaHne, MeroLee TPYAHOCTH paHHEeN AMarHOCTUKM, MPU KOTOPOK BaxeH MYy/bTUANCUMITIN-
HapHbIVi noaxod. B Hactoslee Bpems pa3paboTaHa HOBas TapreTHas Teparus, rnokasbiBatoljas rnepBble pe3y/braTh.
B paHHowM cTaTbe npeacTaB/ieH cayydarn ceMenHon X-cuenneHHon runogpocparemmun. OnucaHne KJIMHUYECKOro cjay4as.
JeBOYKHU U3 ABOWMHM, HEAOHOLIEHHbIE, C HU3KOM Maccow Tesia rnpu poXAeHUH, UMeloLLUe OC/TIOXHEHUS B nepuoae HOBO-
POXAEHHOCTU. B aHaMHe3e WU3HU OTMeYalncCb HU3Kas AMHaMUKa pocCTa, Mo34Hee rpope3biBaHUe 3y60B, 3aJepiKKa
peyeBoro pa3BuTus, BapycHas edopmaums HUKHUX KOHEYHOCTEN. B 6MOXMMMYECKOM aHain3e KpoBM 3aperucTpupoBaHsbl
MOBbILIEHME YPOBHS LWE04YHON pocoaTtassl, runopocharemMusi, CHUKEHUE YPOBHS TyOynsipHON peabcopbLmn Gocoopa.
Ha peHTreHOBCKUX CHUMKaxX Oblin 3apMKCUMPOBaHbl XapaKTepHbIE NPU3HaKK paxuta. B niedeHnn npuMeHsIMch npenapartsl
docpopHoro bydpepa, akTuBHas ¢opma BuTammHa D. MeToqoM BbICOKOMPOM3BOAUTEILHOIO NapasiiesibHoro CEKBEHUPO-
BaHMs 10 TapreTHou naHenan «HacneacTBeHHbie 3ab0/1eBaHns CKeseTar» npoBedeH aHaim3 166 reHoB, OTBETCTBEHHbIX
3a KOCTHYIO natoJioruio, BbisiBieHa mytaumns B reHe PHEX. B Bo3pacTte 4 net 8 mec 6bia1 yCTaHOBJIEH KIIMHUYECKMI Ana-
rHO3: «X-CLernieHHbIN JOMUHaHTHbIN runogocpareMmyeckuin paxut. [eTepo3urotHas MyTauus ¢.1568+1G>A B reHe PHEX.
ComaTtunyecKasi HUI3KoOpOoC/0CTb». YuntbiBasi O-06pa3Hyto Jedopmanunio Hor, JeBo4YKam Oblia npoBefieHa KoppurupyroLlas
ocTeoToMMS Ha /1eBYy0 60/bLLE6EepPLOBYIO KOCTb. B 6,5 net — remuanuguanoges. C 8 net Ha4aTo natoreHeTM4ecKoe jeye-
Hue He 3aperucTpupoBaHHbLIM Ha TeppuTopun Poccurickon deaepanmm npenapatoM MOHOK/IOHa/bHbIX aHTUTE K aKTopy
pocta ¢pnbpobnactoB 23 — bypocymabom. [uHammKka pocta M 1abopaTtopHbIX AaHHbIX Ha (POHE JIeYEeHMS MOJI0IKNTETIbHaSs.
3akntoyeHune. [ns ynydlueHns KayecTBa XU3HU NaLMeHTOB BaXKHa CBOEBPEMEHHas AMarHoCTUKa peaKnx Gopm paxmTo-
noAo6HbIX 3a60/1€BaHU.

KnroueBblie coBa: KIMHUYECKUI Cllyqan, runopocdaTeMmyecKnil paxut, JegpopmaLmmn Hor, akTop pocta pubpobiactos
23, PHEX, runogocoatemus, runepgoceartypus, 6ypocymad
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OBOCHOBAHME

X-CUENNEHHbIN [OOMMUHAHTHbIN runodochareMmmnye-
ckui paxuT (X-linked hypophosphatemia; XLH) — peaKkoe
reHeTnyecKkoe mnporpeccupyouee 3aboneBaHne onop-
HO-ABWraTe/IbHOrO annaparta, BCcTpevyaeTcs ¢ yactoton 1
Ha 20 TbiC. HOBOPOXAEHHbIX aeTew [1, 2]. NMpnyinHon 3a6o-
NIEBAHNUS CNYXWUT MyTauus B reHe PHEX, pacnofnoXeHHOM
Ha X-xpomocome B noKyce Xp22.1, koaupyiolem docdat-
pPEeryavpyloLLyo roMofIoOrMYyHyto MeMOpaHHy0 aHAOMNEeNTuU-
[asy B ocTeobnactax u LemeHTobnactax [3]. HapyweHune
BTOPUYHOW CTPYKTYpbl 6€efKa uan ero GpyHKUMOHaNbHOM
aKTMBHOCTU MPMBOAWUT K MOBbIWEHUIO YPOBHA daKTopa
pocta ¢ubpobnactoB 23 (fibroblast growth factor 23;
FGF-23) B CbiIBOPOTKE KPOBW, MPOAYLMPYEMOrO Mpenmy-

LiecTBeHHO ocTteoumTamu [4]. N36bIToK FGF-23 o6ycnosnu-
BaeT CHUXeHne peabcopbunn dochatoB B MPOKCUMabHbIX
KaHanbLax noyek, 4to nposiBnasetca docbhaTypuen, rmuno-
dochatemmen Ha GOHE CHUKEHHOro WAM HOPMAasbHOrO
ypoBHs 1,25(0H),D5 (puc. 1) [2, 5].

XLH Hacnegyetcsa no X-gOMWHaHTHOMY Tuny. OnwucaH
LUMPOKKIM CNEeKTp MyTalMKi, BKIOYas 60/bloe KONMYEeCcTBO
cnyyaeB, 06ycnoBfieHHbIX MyTauusamu PHEX de novo [6].
Mo AaHHbIM NUTEpPaTypbl, y NnauneHToB ¢ XLH MyTaumun B reHe
PHEX onpepensitotca B 50-90% cny4yaes [3, 4]. Ha ceroga-
HALWHWA OeHb M3BEeCTHO 6onee 423 pasiMyHbiX AedeKToB
3Toro reHa [7].

CnepyeTt OTMETUTb, YTO B nepBble 3—4 MeC XU3HU Ypo-
BeHb pocdaToB B CbIBOPOTKE KPOBU MOXKET BbITb B Npeae-
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a CLINICAL CASE

KJIUHUYECKUU CNTYHAHU

Nnax HOpPMbl, B CBSI3W C 4YeM MoYeyHyl noTtepto docoda-
TOB clieqyeT oueHuBaTb MyTEM pacyeTa MaKCUMMasbHOWM
KaHanbLeBon peabcopbumm docdatoB Ha CKOPOCTb KIy-
604KkoBon ¢unbTpaumm (TmP/CK®) [1, 3]. Takke cneayet
Yy4UTbIBaTb, YTO HOpMasibHble ypoBHU FGF-23 He ncknto4atoT
XLH, HO JOMKHbI MHTEPNPETUPOBATLCSH KaK HEeAOCTaTOYHO
HopMalbHble Ha doHe runodocdaremMunn [3]. KoHLeHTpauus
KanbLMUS B CbIBOPOTKE KPOBW OGbLIYHO HaxoAuTCs B Mpe-
[lenax HWXHeW rpaHuubl HOpMbl, peabcopbumsa Kanblus
M3 MOYM MOXKET ObiTb HU3KOW WM3-3a HapylleHWs CUHTE3a
aKTnBHOM popmbl — 1,25(0H),D 1, cnegosatesibHo, CHUXE-
HMS a6COpPOLMMN KanbLMS B KULLIEYHUKE. B oTinyMne OT Kasb-
LUMMNEHNYECKOrO paxuTa, YPOBHU NapaTupeouaHoro ropMo-
Ha (MNTl) o6bl4HO HaxXOAATCS Ha BEPXHEW rpaHuLLe HOPMbI
WK [a)Ke HEeMHOro noBbllleHbl. LInpKynupyoume ypoBHM
1,25(0H),D HU3KME WM HECOOTBETCTBEHHO HOPMaJbHble
Ha doHe runodocdaremun (2, 4].

XLH KnuMHM4YecKM nposBnseTcd B Bo3pacte oT 6
[0 18 Mec TsKenbiM paxuMToM C MpM3HaKamu octeoMans-
UMK U TUNepnaa3nun oCcTEOMAHON TKaHU. TaKKe XxapaKTep-
Hbl gdedopmauunn 4vepena (gonmxouedanna ¢ NOOGHbIMMU
M TEMEHHbIMKW ByrpaMun unu 6paxuuedanus), pacwmpeHune
HUXXHEN anepTypbl FPYAHON KAETKWM C BblpaXKEHHOMN «rap-
puMcCoOHOBOW 60p0O3a0W», yToNUEHUE pebepHO-XPALEBbIX
COEMHEHUN («4ETKM») U NyyYe3ansacTHbIX cycTaBoB («6pac-
NeTKU»). BO3MOXKHO pa3BUTME KpPaHWOCMHOCTO3a M3-3a
aHOMaNlbHOro CcpalleHuss carMTTalbHOro LWBa 4epena
C PUCKOM pPasBUTWUS MOBbILIEHUS BHYTPUYEPENHOro AaB-
nenus. dopmupyloTCs BapyCHble WK BanbrycHble gedop-
MauMU HUXKHKUX KoHeyHocTen [8]. C TeyeHWeM BpeEMEHMH,

06bl4HO nocne 5-6 Mec XW3HW, HapacTaeT oTcTaBaHue
Macco-pOCTOBbIX MoOKasaTtenen ¢ npeBbllleHUEM Macchl
OTHOCUTEeNbHO pocTa [3, 7, 9].

MNepBbIM KIMHUYECKUM MPU3HAKOM, NPUBOASALLMM K ANa-
rHOCTMKE X-cUensieHHoM runodocdaremmm, HacTo ABASeTcs
nopaxkeHue 3y6oB ¢ abcueccaMn U aedeKTaMu MUHepa-
nuM3aumn aeHTuHa [4, 8]. Y geten nogpoCcTKOBOro Bo3pac-
Ta MOryT OTMeYaTbCs PaHHWI OCTE0APTPO3, 3HTe30MaTuM,
ncesaonepenombl, 3y6Hble abcecLecchl, coobuianocb Tak-
€ O HEeMpOCEeHCOPHOW noTepe cnyxa, 4To 06YCNOBIEHO
OCTEOCK/IEPO30M U CYKEHMEM BHYTPEHHErO CIYyXOBOr0 NpPo-
xoda [7-9]. B otgenbHbix cnyyasax noan ¢ XLH moryT ctpa-
JlaTb CTEHO30M MO3BOHOYHOrO KaHana, mManbdopmaunen
Kunapwu |, cupuHrommenven u/Mnm noBblWEHHBbIM BHYTpHUYe-
penHbiM aaBneHuem [9].

PeHTreHonornyeckn o6HapyXMBalOTCA PaCLIMPEHHbIE
M pa3MbiTble MeTadu3apHblie 30Hbl B KOCTAX KOHEYHOCTEWN
C YauleobpasHon aedopmaLmen, ocTeonopos, NoaHaaKOCT-
HUYHble NepenoMbl B MecTax HaubOosblIEro UCKPUBNEHUSA
KOCTen Hor (30Hbl Jloo3epa), yToJlEeHWe KOPTUKalbHO-
ro cnos no MeauanbHOMY Kpalo KocTel. B pganbHenwem
MOTyT BO3HMKaTb 60K B KOCTSX, CBA3aHHbIE C apTPO3aMH,
1 nepeBanuBalollasca Noxoaka u3-sa gedopmaluu Taso-
BbIX KOCTeN [7].

[unarHos yctaHaBnnBaeTcs y npo6aH/a ¢ XapaKTepHbIMU
KIMHUYECKUMU, BUOXUMUYECKUMU U PEHTIEHONOTMYECKUMHM
[aHHbIMX NyTEM MAEHTUOMKALMU TEMU3UTOTHOIO NaTOreH-
Horo BapuaHta PHEX y npo6aHaa-mMy»4uHbl UK reTepo3u-
rOTHOrO MaTtoreHHoro BapuaHta PHEX y npo6aHia-eHuwu-
Hbl MPW MOSIEKYNSPHO-TEHETUYECKOM TECTUPOBaHUK [9].
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Hypophosphatemic Rickets in Patients from Bichoric

Biamniotic Twins: A Case Report

Background. X-linked dominant hypophosphatemic rickets (X-linked hypophosphatemia, XLH) is a disease caused by mutations
in the PHEX gene (located at the Xp22.1 locus), which encodes an enzyme bound to the cell surface that cleaves the protein
phosphate-regulating neutral endopeptidase PHEX, predominantly expressed in osteoblasts, osteocytes and teeth. This is a
rare genetic disease that has difficulties in early diagnosis, in which a multidisciplinary approach is important. Currently, a new
targeted therapy has been developed, showing the first results. This article presents a case of familial X-linked hypophosphatemia.
Case Report. Twin girls, premature babies, with low birth weight, having complications during the newborn period. There was
low growth, late teething, delayed speech development, and varus deformity of the lower extremities in past medical history.
A biochemical blood test showed an increase in the level of alkaline phosphatase, hypophosphatemia, and a decrease in the
level of tubular phosphorus reabsorption. The characteristic signs of rickets were recorded on the X-rays. Phosphorous buffer
preparations, the active form of vitamin D, were used in the treatment. The analysis of 166 genes responsible for bone pathology
was carried out using high-performance parallel sequencing using the target panel “Hereditary diseases of the skeleton”, and
a mutation in the PHEX gene was identified. At the age of 4 years and 8 months, a clinical diagnosis was established: X-linked
dominant hypophosphatemic rickets. Heterozygous mutation ¢.1568+1G>A in the PHEX gene. Somatic stunting. Taking into
account the O-shaped deformity of the legs, the girls underwent corrective osteotomy on the left tibia. At 6.5 years of age,
haemiepiphysiodesis. At the age of 8, pathogenetic treatment with the preparation of monoclonal antibodies to fibroblast growth
factor-23 — Burosumab, unregistered in the territory of the Russian Federation, was started. The dynamics of growth and
laboratory data on the background of treatment is positive. Conclusion. Timely diagnosis of rare forms of rickets-like diseases is
important to improve the quality of life of patients.

Keywords: case report, hypophosphatemic rickets, deformities of the legs, fibroblast growth factor-23, PHEX, hypophosphatemia,
hyperphosphaturia, Burosumab
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Mpumeyarme. FGF — dakTop pocTta puépobnactos; MNTI — napaTMpeouaHbli FOPMOH.

Fig. 1. Pathogenesis of hypophosphatemic rickets

Note. FGF — fibroblast growth factor; PTH (IMTI) — parathyroid hormone.

B neyeHnn npumeHseTcs TpaauMLMOHHAs KOMOWHUPO-
BaHHaa Tepanua npenapatamMu HeopraHuMyeckux docda-
TOB M aKTMBHbIX aHanoros ButamuHa D (anbdakanbumnaon,
Kanbuutpuon). Josbl U ANUTENbHOCTb NEeYeHUs onpeaens-
OTCS BbIPAXKEHHOCTbIO PAXUTUHECKUX UBMEHEHU, YPOBHEM
docdaToB B KpOBM, BO3PAcTOM NauMeHToB. bonee BbicoOKkMe
[103bl penapaToB HeO6X0AMMbI B Ha4yase Tepanuu 1 B Nnepu-
0/lbl MHTEHCMBHOIO pocTa pebeHkKa [1, 3, 10]. PazpaboTtaHo
M B HEKOTOPbIX CTpaHax oduLManbHO BHEAPEHO HOBOE
NoKofleHWe npenapaTtoB — MOHOKJ/IOHa/IbHblIE aHTUTena
K FGF-23 (AT-FGF-23) [3, 7, 10].

OnepaTuMBHOE XMUpypruyeckoe nevyeHue pedopmaluim
HUXXHWUX KOHEYHOCTEN NOKa3aHOo NP TAXKENbIX HAPYLIEHUSIX,
3aTparnBalolmMx CTPYKTYPYy Tal306eApeHHbIX U KONEHHbIX
CYCTaBOB, a TaKXe MPU 3HAYUTESIbHOM OrpaHU4YeHUU Moa-
BMXHOCTU [10]. CnoXKHble KOppeKTUpylolwune OCTEOTOMUM
PEKOMEHAYETCS OTNOXKMTb [0 3aBeplieHns GOPMUPOBaHUS
CKeneTa u NpoBoAMTb B 60/s1ee cTaplleM BO3pacTe C Lienblo
npeaoTBpalleHns PELMANBOB U OCNOXHEHWI, HEPEAKO BO3-
HUKaIOLWMX NPU OMnepaTUBHLIX BMeLWAaTeNbCTBax B paHHUE
CPOKK. B HacToslee BpeMs COBPEMEHHbIE XUPYPrUYecKne
MeTOAbl BKAOYalT B ceb6s MalloOMHBa3WBHbIE BMeLIATENb-
CTBa, HaNpaB/ieHHble Ha ynpaBleHNe POCTOM KOCTEMN, KOTO-
pble MOXHO MPOBOAUTb Ha PaHHWUX cTaausx 3aboneBaHus
[10]. Mpn HanMyMM OTKPbLITbIX 30H pocTa ONTUMAaSbHbIM
METO[IOM CYMUTAEeTCs BPEMEHHbIV anndunanoges [1-3].

BakHoe MecTo B neyeHun n peabunutaumm nauneHToB
¢ XLH, B Tom uyncne nocne onepauuu, oTBOAUTCA seyeb-
HOM GU3KYNbTYpe 1 duanoTepanuun g nogaepaHmua Mak-
cMManbHOro o6bema [ABUKEHWS B CycTaBax, yBENMYEeHUs
MbILIEYHOW CUIIbl U BbIHOCIMBOCTU. PU3UYECKast aKTUBHOCTb
nauneHToB ¢ XLH gomkHa 6bITb aganTMpoBaHa K BO3MOX-
HOCTAM NauueHTa [7]. JleyebHas u3KynbTypa U GU3MO-
Tepanus UrpatoT BaxKHYl PoJib B JIEHYEHUN U peabuanTauum
nauneHtoB ¢ XLH, B TOM uucne B nocneonepalmoHHOM
nepuoge. OHW HanpaB/ieHbl Ha COXPaHEHWe MaKCUMalb-

HOM aMNAWTYAbl ABUMEHUI B cycTaBax, YKPEnIeHne MbliLL,
W MOBblIWEHNE BbIHOCAMBOCTU. Pu3nyecKas aKTUBHOCTb
[OMKHa 6biTb afanTupoBaHa K MHAMBUAYaNbHbIM BO3MOMX-
HOCTSAIM naumeHTa [7, 10].

Llenb onvcaHWs HacTosLWero KAMHWYECKOro clnyyas —
MOBbICUTb HACTOPOXEHHOCTb Bpayen B OTHOLWEHUU paHHEN
AWArHOCTUKM peaKoro 3abofieBaHusl, NPeAcTaBUTb KWHU-
KO-AMarHOCTUYECKUE KPUTEPUM, NOKa3aTb IPOEKTUBHOCTb
NPUMEHEeHNs npenapaTta HOBOIro NOKOJIEHHS.

KJAUHUYECKUI NPUMEP

O naumeHTax

Oesoykn A. n W. poamnucb B ceHTabpe 2014 .
bepemeHHOCTb NepBas, 6uxopuanbHas, 6MamHUOTUYECKAS,
npoTeKana Ha BCEM MPOTSKEHUU C YrPO30M NpepbiBaHUs,
Ha 15-1 Hed oTMeYanocb KPOBOTEYEHUE, poabl Ha 32-i Hef
NyTEM 3KCTPEHHOIO KecapeBa Ce4yeHus.

M3 reHeanorn4yeckoro aHamMHe3a W3BECTHO: Opak
He 6/IM3KOPOACTBEHHbIN. 3abosieBaHNs B CEMbe, CBSA3aH-
Hble C OMOPHO-ABWUraTeNbHOM CUCTEMOM, OTpuuatoT. PocT
MaTepu — 170 cm, pocT oTua — 183 cwm.

MauymeHtka A. — | ©“3 [OBOWHKM, 3aKpuyana cpa-
3y, oueHka no wkane APGAR — 6/7 ©6annos, mMacca
Tena npu poxaeHun — 1570 r, gavHa Tena — 40 cwm.

Ha6bnoganacb ¢ anarHo3oMm: «AcOUKCUS NIETKOW CTEMeHwu
npu poxaeHumn. HepoHoweHHoCTb 32 Hea. ManoBecHbIM
K recTalMOHHOMY BO3pacTy, BHYTPUKENYA04YKOBOE KPOBO-
na3nuaHue 1 c1., remonmMtTuyeckas 601e3Hb HOBOPOXK/AEHHbIX
no pesyc-daKTopy, XKenTylwHo-aHemmyeckaa dopma cpen-
HEW CTENEHU TAXKECTU».

MauneHTKa . — Il U3 ABONHK, 3aKpKU4yana cpasy, oLleHKa
no wkane APGAR — 6/7 6annoB, Macca Tena npu poxae-
HuM — 1660 r, gnnHa tena — 41 cm. KnnuHmnyecknn gua-
rHo3: «ACOUKCUA NErkKom CTEMNEHUM TMPU POXKAEHUMN.
HepoHolweHHOCTb 32 Hea. femonuTnyeckasa 60/1e3Hb HOBO-
POXAEHHbIX MO pe3yc-PaKTopy, MKENTYWHO-aHeEMUYEeCcKas
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KJIUHUYECKUU CNTYHAHU

dopma cpefHen cTeneHn TaxecTur». [leTn 6blIn Ha UCKYC-
CTBEHHOW BEHTUAALMKW NErKUX B OTAENIEHWMM peaHuMauuu
M UHTEHCUBHOW Tepanuu HOBOPOXKAEHHbIX A0 7 CYT XKU3HMU,
fanee HaxoAWAUCh B OTAENEHWUM NATONOM MU HOBOPOXKAEHHbIX
no 1,5 mec xu3Hu. IpyaHoe BCKapMmanBaHue — o 4 mec,
3aTeM nepeBefeHbl Ha MOJIOYHYO CMECh, NPUKOPM BBeAeH
c 8 Mec, MICO — C 9 MEC XU3HW.

PaHHee pa3BuTME [EBOYEK: TO/0BY YAEPKMBAIOT
¢ 3-4 mec, nepeBopayMBaTbCs CO CMMHbI Ha XMBOT Hada-
m ¢ 5—-6 mec, nondatb — € 7 Mec, BCTaBaTb y OMNopbl —
¢ 8 Mec, caMOCTOATENBHO X0AMTb — € 1 roga 1 Mec »KU3HM.
OTmeyanocb no3gHee npopesbiBaHve 3y6oB — B 1 rog.
C 2,5 neT XM13HM 3aperncTpmpoBaHo HalM4me CBULLEN 3y60B.
Mocne 1 roga 1 mec, Korga AeTM Havanu caMOoCTOSATENbHO
X04MTb, MamMon oTMeYanncb O-06pa3HOe UCKPUBNEHUE HUK-
HMX KOHEYHOCTEW M MepeBannBalowasncsa noxogka. [JeBoyku
Habnoganncb HEBPONOIOM C 3aJEPHKKON PEYEBOrO Pa3BUTUS.

B 3 roga 10 mec (Mtonb 2018 r.) AeT 6binn rocnuTannusu-
poBaHbl B OTAENIEHWE NCUXOHEBPONOTMM B CBSI3N C HapyLle-
HMeM peyn. Mo gaHHbIM 06CcnefoBaHUs, B GUOXMMUYECKOM
aHanM3e KpPOBW BMNepBble 3aperucTpMpoBaHO: YPOBEHb
wenoyHon cdocdatasbl (LLUP) nauneHtkm A. — 1209 Ea/n;
nauveHtkn WM. — 1016 Ep/n (taébn. 1). MNpu peHTreHo-
rpadum TazobeapeHHbIX CyCTaBOB BblBleHa MeTadusap-
Has gucnnasusa. [varHo3 npu BbIMUCKe Yy 06enx AeBOYeEK:
«CHHApOManbHaa reHeTnyeckas natonorus (runodocdare-
MuUsA?). 3ageprkka peyeBoro pa3sutus. Obuiee HegopasBu-
Tve peyn |l ypoBHS».

OTmMeyanacb O4YeHb HM3Kas AMHaAMKMKa pocTa —
no 2-3 cm/rog.

B Bo3pacTte 4 net 1 mec (oKTa6pb 2018 r.) 6bina npoBe-
[eHa nnaHoBas rocnurTann3aums no HanpaBaeHWUO reHeTu-
ka KALU MACKB B otaeneHne HacneACcTBEHHbIX HapyLeHUn
obmeHa BeuwectB MAIMKB. Macca Tena geso4vek A. u W.
npu noctynineHnn — 12,0 u 12,5 kr, poct — 84 n 86 c™m
COOTBETCTBEHHO. anobbl Ha 4acTble Kapuechbl W CBULLK
3y60B, AedopMaLInio KOHEYHOCTEN, BLICTPYIO yTOMISEMOCTb.
Mpun ocmoTpe — gucnanus, GeHoTUNn4eckne oCo6eHHOCTH
(nnocKaa nepeHocuua, rMnNepTenopusm, OTCYTCTBME MOM-
KW yXa, CrnaX}eHHOCTb Ko3efika, 10noyxocTb), O-o6pasHas
nedopMaLnsa HUKHUX KOHEYHOCTEN.

AunarHocTuka 3a6oneBaHusa
Mo pesynbTataMm nNpoBeAeHHOro nabopaTtopHoro oéene-
[I0BaHWUS Y NALIMEHTOK BbISIB/IEHO CHUXEHWE YPOBHA Ty6ynap-

Ta6nuua 1. JTabopatopHble NoKka3zaTenu
Table 1. Laboratory values

HoW peabcopbumm docdopa (TRP) B noykax — TRP = 46,6%
(neBoyka W.), TRP = 54% (peBoyKka A.) npu pedepeHc-
HbiX 3HavyeHuax TRP = 85-95%, runodpocdatemus —
no 0,97 mmonb/n.

Ha peHTreHorpammax KMCTew pyK — KOCTHasi NIOTHOCTb
andbdY3HO CHUXKEHA, OTMEeYanucb Hananyne KMCToobpasHbixX
NPOCBETIEHNM B NOKTEBbIX M JIy4E€BbIX KOCTSX, KOCTAX 3ans-
CTbSl, B MACTHbIX KOCTSAX W danaHrax nanbues 4o 5 X 4 mm,
«M3bEEHHOCTb», Pa3MbITOCTb KOHTYpPOB MeTadu30B JIOK-
TEBOWM M Nly4eBOW KOCTEN C MpepblBaHUEM KOPTUKANbHOIO
cnosl. YuntbiBas BbISIBNEHHbIE M3MEHEHUS, Ha OCHOBaHWKU
anob, aHamMmHe3a, KIMHUYECKON KapTUHbI Ha KOHCUAWyme
naunMeHTKkam Obl1 YyCTaHOB/IEH NMpeaBapuUTesibHbIA Auna-
rHo3 «[MnodochareMUYECKUN PaxmnT.

[AnarHocTuyeckue npoueaypbl

C uenbto BepuduKaLumm guarHosa 6bi1 caaH aHanus Kpo-
BW Ha NOWUCK MyTaLMi B reHax, OTBETCTBEHHbIX 3a pa3BuUTUe
XLH, a Takxe meTadum3apHbix gucnnasum ¢ runopocdarte-
Muen (Tun $HceHa), METOAOM BbICOKOMPOU3BOANTENBHO-
ro napannenbHoro cexkBeHupoBaHus (NGS) no TapreTHowm
naHenn «HacneacteBeHHble 3a6oneBaHns ckenetar. B oKkTA-
6pe 2018 r. Ha 6a3e PIBHY MIHL, npoBeaeHo moneky-
NApHO-reHeTnyeckoe obcnegoBaHne no naHenun «KoctHas
naTonorns» — BblBNEHbI USBMEHEHWS HYKNEO0TUAHOM Nocne-
poBatenbHoct PHEX NM_000444:exonl14:c.1586+1G>A
B reTepo3MroTHOM COCTOSIHMM Yy 06enx aeBoyeK. MyTauwms
onncaHa B Human Gene Mutation Database (CS157376).
MyTauun B reHe PHEX o6ycnoBnuBatoT passutne XLH
C JOMWHaHTHbIM TUNOM HacnegoBaHus. B 4 roga 8 mec (MapT
2019 r.) Ha 6a3e PIBHY MI'HL, noaTBEpKAeHa BbIBNEHHaAsN
myTaumus no CeHrepy y o6enx geBoYeK.

B Bo3pacte 4 roga 8 Mec Obln yCTAaHOBNEH KJWHM-
YyeCKUM pamarHos: «E83.3 X-cuenneHHbl AOMUHAHTHbIN
runopochareMmyecknn paxut. FeTepo3uroTHas MyTaLus
¢.1568+1G>A B reHe PHEX. ComaTnyecKkass HU3KOPOC/OCTb.
(conyTcTBYOWMIN AMArHO3: CMELaHHbIM  acTUrMaTu3Mm,
ambnunonus cnabon cTeneHm)».

OnTUManbHbIMKM CPOKaMKU CBOEBPEMEHHOW [LMarHoOCTu-
KW M Hayana Tepanuu cyuTaeTcs nepuos A0 3aKpbiTUS 30H
pocTa W Havyana GopmMUpPoBaHMS TAXKeNbIX AedopMaLini cKe-
neTa, NPUBOASALLMX K MHBANUAN3ALMM, MblLLEYHON CNaboCTH,
abcueccam 3y60B. B Hawem cnyyae neveHune npenaparamu
docdopHoro 6ydepa n akTMBHbIMKU dpopmamu BUTaMunHa D
[LEeBOYKM Havyanu nonyyatb cpasdy, Kak To/IbKO 6bla 3anogo-

Mokasartenu, 4ropa 7 net 8,5 net 9,5 net
eA. U3MepeHusa A. . A. "u A . A "
(ul-lgé,%%/—%sl,om 1209 1016 790 785 393 399 272 301
?if’;gf’f"g'vé'\)"o”"/ 4 0,97 0,97 09 0,92 1,27 1,09 1,01 1,06
éfgggﬁ'?g")'wo”b/ n 2,24 24 23 23 2,38 244 2,30 2,39
a%efgg”ffgé%g"on b/n 32 34 25 24 38 379 4 43
{E’_”gg)“" 8 198,0 195,1 44,84 32,34 75,61 82,0 86,96 47,21

Mpumeyarune. WP — wenoyHasa d¢ocdatasza; MTI — napaTMpeonHblt TOPMOH.
Note. AP (LLl®) — alkaline phosphatase; PTH (MTI) — parathyroid hormone.



3peH XLH, elle Ao reHeTYeCcKoro NoATBEPKAEHUS MyTaLLMK.
OTMeYanucb yaoBAETBOPUTENbHbIE pe3yNbTaTbl NeYeHus,
T.e. COXpaHeHWe Xxopolen AMHAMWKM pocTa M OTCYTCTBUE
nporpeccuu gedopmauunm Hor. MauneHTKaMm 6bljia PEKOMEH-
[OoBaHa nnaHoBas rocnutanusauns 1 pa3 B 3 Mec ¢ NpoBe-
[EeHNEeM KOHTPOJbHbIX 06Cnef0BaHNi.

HOekabpb 2020 r.: npoBeaeHa OLEeHKa cCoOMaToTPOMNHOro
ropmoHa (CTI) c Harpy3Kon — cTUMynsaLMoHHas npoba ¢ KNno-
HUAMHOM: MaKCUMalbHbIA BblI6GpPOC cocTaBun 15,6 Hr/mn
n 15,7 Hr/mn (nauneHTkn W. n A. COOTBETCTBEHHO). ATO CBU-
[eTenbCTBYET O HOpMaibHOM ypoBHe cekpeuunun CTI.

Mo paHHbIM Tabn. 1, B aHanu3ax KpoBM oTMevasncs
BbICOKMI ypoBeHb LLIP ¢ TeHOAEHUMEN K CHUMKEHWIO, TMMNO-
docdatemuns ¢ yMeHbLIEHNEM B AUHAMUKE, HOpManu3auus
KanbumMemun n ypoBHs IMTT.

depanb 2024 r.: vHaeKc TRP ¢ TeHAEHUMEN K HoOpManu-
3aumm — 79,8 % (neBoyka W.), 83,5% (nesoyka A.).

AunddepeHynanbHaa guarHocTuka

OnddepeHymanbHyo anarHoctuky XLH Heobxoau-
MO NPOBOAWUTb C alMMeHTapHbIM AePULMTOM BUTamuHa D
W/MAn Kanbuusa, APYrMMKW TyGynonatusmMu, Npu KOTOPbIX
TaKXe MMelTCa KJMHUYECKME NPOSIBNEHUS paxuTa (CWH-
npomM PaHKOHW, NMOYeYHbIM TYOYNsipHbIA aumnao3), a Takxe
C HacneacTBEHHbIM HapyweHueM meTabonu3ma BUTaMu-
Ha D (BUTamuH-D-3aBUCHMMbIA paxuT, runodocdatasusa) [3,
10] (tabn. 2).

ButamunH-D-gedUUNTHBIN (MW @aNMMEHTapHbIX, KNaccu-
YECKUM) paxuT cBA3aH C HapylweHuem anddepeHUnpoBKU
XOHAPOLMTOB, MUHEpanu3auuMmM 30H pocTa M ocTeouia
y AE€TEWN, BbI3BBAHHbLIM AedULUTOM BUTaMUHa D n/mnun Hego-
CTaTOYHbIM NOCTynneHneM Kanbums. Jedununt ButammHa D

BbI3blBAET PaxmuT y MIajeHLEB M JeTEN, a TaKKe ocTeoMa-
NALUMIO BO BCEX BO3PACTHbIX rpynnax. [laHHoe cocTosiHue
MOXeT pa3BuTbCca y Noboro pebeHka — B ciy4yae ecnu
He obecneymMBaeTca JOCTaTo4yHOE noTpebneHue BUTaMK-
Ha D B dopme neKapCTBEHHbIX CPeacTB, GMONOrMYecKu
aKTUBHbIX J0GaBOK WMAM B BMAE 06OraleHHbIX MULEBbLIX
NPOAYKTOB, OCOGEHHO NPU HaIW4YMKM NpeapacnonaraLmx
$aKTopoB, B TOM 4YuC/ie NpU OrpaHUY4eHHOM BO34ENCTBUMU
CO/IHEYHOro CBeTa W/WAK y feTen C XpOHUYeCcKuMu 3abo-
nesaHusamu [11].

PaccmartpuBas cuHapom ae ToHn — [lebpe — PaHKOHM,
KaK NepBUYHbIM NANOMNATUYECKUIN, TaK U BTOPUYHBIN Ha GoHe
HacneacTBeHHbIX 3aboneBaHWMM, TaKUMX KaK LUCTUHOS,
rafiaktosemus, rmkoreHos (Tun l), 6onesHb KoHoBanoBa —
BunbcoHa, wAM BCNEACTBME NPUMEHEHUS HEKOTOPbIX
NIEKapCTBEHHbIX CPEACTB WKW CONMEN TAXENbIX MeTanos,
CTOUT OTMETUTb, Y4TO NPU BCEX JaHHbIX NATONOMUAX Habt0-
faetcs AUCOYHKUMSA MPOKCUManbHbIX MOYEYHbIX KaHasb-
LieB, 4TO NPMBOAMUT K HapyLweHUIo npouecca peabcopbumm
W, KaK CNeAcTBME, K BbIPaXXEHHOM NoTepe C MOYoW [to-
KO3bl, aMUHOKKCNOT, docdhopa, HaTpUs, KanbLus U BOAbI.
BblpaxkeHHaa runodochdatemMna ¢ runoKanbLUEMUEN
Ha doHe dochaTypun 1M KanbLMypum onpemenseT TaKenble
KOCTHble AedopMalumnM M 3adeprkky pocTta [12]. TaxkecTb
TeyeHuss obycnoBneHa OCHOBHbIM 3aboseBaHWeM, NpPUBO-
AAWMM K 3TOMY CMHAPOMY, U MOXET NPOSABAATbCSA TaKxe
nonuypuen, gernapataumen, Mbllle4yHon cnabocTblo, OTCYT-
CTBMEM anneTuTa, N1oxon NnpubaBKOM B Macce Tena n otcTa-
BaHMEM B YMCTBEHHOM Pa3BUTUM.

ButamuH-D-3aBUCKMBIV paxUT — BPOXAEHHOE U FreHETH-
YeCKu aeTepMuHUpoBaHHoe 3aboneBaHune. OHO obycnosne-
HO 6o aedexktom 25(0H)D-1la-ruapokcunasbl npu | Tune,

Ta6auuya 2. CpaBHUTENbHANA XapaKTEPUCTUKA PaxmMTonoao6HbIX 3a6oneBaHunm

Table 2. Comparative characteristics of rickets-like diseases

FGF-23 | 25(0H)D | 1,25(0H),D nir ca Ca/Cre Pi o TRP M‘;:‘;“"
N/noBbI- N/cHmxeH/ | N/ymepeH-
XLH MNoBbiweH wen yMepeHHo HO MOBbI- N/cHmxeH | N/noBbiweH CHWXeEH MNoBblweHa | CHWxXeHa PHEX
noBblleH WweH
FRTS1,
CuHapom SLC34A1,
DAHKOHN CHwxeH/N N N MoBblWweH N/CHW»eH MoBblWweH CHuxeH MNosblweHa | CHuWXeHa EHHADH,
HNF4A
N/noBbl- CHumen/
ButamuH-D- weH npu la CHUXeH/yme-
. YMEPEHHO CYP27B1,
3aBUCHUMbIN N TUMe, CHK- CHWXeH MoBblWweH MoBbllWeH | peHHO cHUXeH | MoBbiweHa | CHuxeH/N
CHWKEH npu CYP2R1
paxuT la, b Tuna eH npw Ib npu lb Tune
Ib TMne
T™ne
OT Hop- OT HOp-
OT HOpManb- ManbHOro
ButamuH-D- MaJsibHOro
. N/CHWXeH Pe3ko HOTO 10 HU3- [0 HU3KO- VDR,
3aBUCHUMbIN N/CHUXeEH MoBbIweH [0 HMu3Koro | N/noBbiweH MoBbiweHa
npu lla NoBbIWEH KOro ypOBHS ro ypoBHS CYP3A4
paxuT lla, b Tuna YPOBHS (Npu
(npu llb Tune) (npu llb
IIb T1ne)
Tvne)
[golo) N N N N/CHW»XeH N/ur.:Zibl- MNoBbiweH N/noBblweH CHuxeHa N ALPL
ATMMEHTapHbI N CHuxeH/N | Bapbupyet | lNoBbilweH N/CHUXKeEH CHUXeEH N/CHUXKeEH MoBbiweHa | CHUKeH Her
paxut MyTaLum

lpumeyarmne. FGF-23 — dakTop pocta pnubpobnactos 23; 25(0H)D — Kanbumnaunon; 1,25(0H),D — kanbuutpuon; MNTI — napatupeonaHbii
ropmoH; Ca — ypoBeHb Ka/bLMs B CbIBOPOTKE KPoBU; Ca/Cre — 3KCKpeLms Kanbuus K KpeaTuHUHY Mo4yu; Pi — ypoBeHb dpocdopa B CbiBO-
poTKe KpoBw; LLL® — wenoyHas docodartasa; TRP — nHaeKe Ty6ynapHoi peabecopbumm docdopa; N — nokasartenb B npeaenax pedpepeHc-
HbIX 3Ha4eHun, XLH — X-cuenneHHblit JOMUHAHTHbIN rMnodochateMmuyieckunin paxut; PP — runodpocdatasus.

Note. FGF-23 (®P®-23) — fibroblast growth factor 23; 25(0H)D — calcidiol; 1,25(0H),D — calcitriol; PTH (MTI) — parathyroid hormone; Ca —
serum calcium level; Ca/Cre — excretion of calcium to urinary creatinine; Pi — serum phosphorus level; AP (LLl®) — alkaline phosphatase;
TRP — index of tubular phosphorus reabsorption; N — index within the reference values; XLN — X-linked dominant hypophosphatemic

rickets; HPP (Ff®®) — hypophosphatasia.
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E CLINICAL CASE

KJIUHUYECKUU CNTYHAHU

NM60 HapyleHWeM YyBCTBUTENbHOCTU OPraHOB-MULLEHEN
K BuTaMmuHy D npw Il Tune [12].

CumnTOomMbl 3a60neBaHUs, TaKWe KaK BblpaxeH-
Has MbllweyHaa cnabocTb, gedopmMaums KocTen ckeneta
W Yepena, 3ajeprKKa pocTa, No3gHee NpopesbiBaHne 3y60B
W OTCTaBaHWe B MCUXOMOTOPHOM Pa3BUTUK, NPOSABASAIOTCA
Y}Ke B MEPBbIN O XXU3HM.

Mpn nabopatopHOM o6CnefoBaHUKM HabngaeTcs Kap-
TUHa runoKanbunemun n runodocdaTteMmnn, BbICOKOro NoKa-
3atensd MTrl, ysennympatowerocs Ha GoHe CHUXKEHUS YPOBHS
Kanbuns B KpoBu, docdaTypun, ammHoauuaypuu, roKo-
3ypuM U KaHanbLEeBOro aunjosa BCneacTBME NOBbIWEHHOM
3KCKpeunn 6ukap6oHaToB [2]. PEHTreHONOrMYeCcKn BbIsIB-
NAeTcs BblpaXKeHHbIM CUCTEMHbIR OCTEOMNOPO3, UCTOHYEHUE
KOPTUKaNbHOro cnos Tpy64yaTblX KOCTEW, pacliMpeHne 30H
pocTa U yBenuMyeHue MeTadM30B, 3ajepiKKa MosBAEHMA
aaep okocTeHeHus [12].

[oYyeyHbIn TY6YnapHbIM aunMgo3 — 3TO KJIMHWMKO-nabo-
PaToOpPHbLIA CUMNTOMOKOMNMJIEKC, BO3HUKAIOLWMI BCAeACTBUE
HapylweHus peabcopbLnn BUKapOoHATOB B MPOKCUMaJsIbHbIX
M3BUTbIX KaHanbLaX, WM HapyLEHHOM 3KCKpeLuu MOHOB
BOAOPOAA B MOYKax, UM NaToNorM4ecKon NpogyKunn anb-
LOCTepOHa NMM60 YyBCTBUTENBbHOCTH K HEMY, 4TO 06YC/0B/IU-
BaeT AMUCPEryNALMI0O KUCIOTHO-OCHOBHOIO COCTOSIHUS NOY€EK
n cmelleHne pH KpoBW B KUCNYIO CTOPOHY.

[MaToreHes paxnuTUYECKUX U3SMEHEHWI B AJAHHOM ciy4vae
HOCMT TPETUYHbIV XapaKTep n 06yCNOB/EH rMNOKaNbLUEMHU-
en, KoTopas cTumynupyeT BblpaboTKy MTI 1, KaK cneacteue,
pa3BUTUE KIUHMYECKMX NPU3HAKOB BTOPMYHOrO runepna-
paTtMpeosa, NpuM KOTOPOM HabnwgaloTcs pe3opbTUBHbIE
NPOLEeCChl B KOCTHOM TKaHW M PaxMTonojo6Hble U3MEHEHHMS
B KOCTSIX. Ba)KHbIMW OTAMYMTENbHBIMKM acrnekTamu 6yayT
ABNATLCS BblPaXKEHHbIN MeTabo/MYeCcKMn auMao3 KpoBu
npv NabopaTtopHOM UCCNEfOBAHUN, @ TAKKE HU3KWE YPOBHMU
rMapokapboHaToB M pH, MOBbIWEHWE COAEpPXKaHUs XN1opa,
rMNoKanamMemMus, runo- UanM HOpMoOKanbunemus u runodoc-
daTtemus [2].

MeauuUHCKHUE BMeLwnaTenbCcTBa

KoHcepBaTMBHOE Ie4eHune

C oKTs16ps 2018 1. nocne ycTaHOBNIEHWS NpeaBapuUTeb-
Horo anarHosa «flmnodochareMmyeCcKnim paxuT» OblN0 Ha4aToO
neyexue: npenapat docdopHoro 6ydpepa 30—-40 Mr/Kr/cyT,
xoneKkanbumdepon B NnpopuiaKTU4eCcKon aose.

Mpu KOHTpoNbHOM 06¢cnenoBaHun B uone 2019 r. BbisIB-
NEeHO yNNOTHEHME Yalle4YHO-10XaHOYHOM CUCTEMBI, U C LLeNbio
npodUNaKTUKM MOYEKaMeHHOM 60ne3HM B Tepanuio BBeje-
Ha uuTpatHasa cmecb. Y aeBo4vku U. anarHoctuposaHa XbIT:
1-9 ctagus. LUnutpatHyto cmeck He npuHuMatoT ¢ 2020 T.

22.12.2021 npoBeAeH KOHCWAWYM, MO MUTOram KOTO-
poro paspelleH K WMHAMBMAYyanbHOMY BBO3Y W MpUMeEHe-
HUIO HEe 3aperucTpupoBaHHbIM Ha TeppuTopUMn PoccuMCKon
depepaumm natoreHetTMyecku npenapat — AT-FGF-23
(6ypocymab) B po3unpoBke 0,8 Mr/Kr Ha BBefeHue.
KoppeKuus 031POBKM OcyLLecTBASETCA NO YpoBHIO docdo-
pa B KpoBu (1 pa3 B 14 gHeN) n NnepeHOCMMOCTHU NpenaparTa.

Mpenapatbl dochopa u anbdakanbumgoia OTMEHEHbI
c aBrycta 2022 r., 3a Hefeno 40 BBeAeHUS NepBON A03bl
AT-FGF-23. B ceHTa6pe 2022 r. npoBeeHa KOPPEKLNS 103bl
no 1,2 mr/kr Ha BBefeHue. C anpens 2023 . 103MpPOBKa
npenapaTta yBenunyeHa ao 1,6 Mr/Kr Ha BBefeHHe.

B ¢eBpane 2024 r. B xoae BpavyebGHOro KOHCUIWyma
B CBSA3M C NEPUOLOM aKTMBHOIO pocTa AeTew Npu coxpaHe-
HUW PaxMTUHECKUX UBMEHEHWMI POCTKOBBLIX 30H TPy6YaTbiX
KocTew (OLeHKa cTeneHu TaxecTn paxuta — RSS (Rickets
Severity Scale) = 1,5 6anna), NONOKUTENbHOW ANHAMWUKOMN
Ha PoHe Tepanuu C Leblo NyyWero KynMpoBaHUsa paxuTu-

4yecKoro npouecca nalueHTKkam Gbiia NoBbilleHa A03a npe-
napaTta o 2,0 MI/Kr Ha BBeAeHHe.

Xupypruueckoe neyeHume

B 5 net (okT16pb 2019 1.), yunThiBas O-06pa3Hyio gedop-
MaLMIO HOT, AeBOYKam Oblna npoBeAeHa Koppurupylouias
0CTEe0TOMMSA € YCTaHOBKOW annaparta MnusapoBa Ha neByto
60/blIEBEPLOBYIO KOCTb.

B mapte 2020 r. u anpene 2020 r. 4€BOYKN HAXOAWUIUCh
B OTAENIEHUU TPABMaTONOMMK M OPTONEANN B CBA3MU C UHOULIK-
pOBaHHbIMK paHaMu 1€BOW rONEHN, OCTEOMUENTUTOM KOCTEN
neBow ronexHun. B anpene 2020 r. annapat MnvM3apoBa CHAT.
Mo pe3ynbtatam peHTtreHorpadun ot anpena 2020 r. CTPyK-
Typa KOCTEeN NeBOW rofieHn paspexeHa nocne nocTaHOBKM
annapata Mnusaposa, NONHOM KOHCOAMAALMK NEPENoOMOB
nocse 0CTeoToMUK He npou3owno. B sHBape 2021 r. getam
BbIMNOJIHEHO OMEepaTMBHOE BMellaTeNbCTBO — remuanuodm-
3uofes cnpasa y naumMeHTKM A., cnpaBa 1 cieBa — y nauu-
eHTKM W.

o paHHbIM peHTreHorpadun TpybyaTbiX KOCTEN OT AHBa-
ps 2023 1. OTMeYaloTCs MONOXKUTENbHAA AUMHAMMKA, CHM-
XEHWEe BbIPaXEHHOCTU pPaxuTUYECKOro npouecca (Bblpa-
JEHHOCTb paxuTa B KOCTAX npegniedunt — O 6annos,
B GeflpeHHbIXx M 6onbliebeploBbix KocTax — 0,5 6anna
y neBoykn W., 1 6ann — y aeBoyku A., RSS = 0,5 6anna
y aeBoYku WM., 1 6ann — y neBo4ku A. (B nekabpe 2021 r. —
1 6ann y ageBovykn W., 1,5 6anna — y aeBo4vku A.). Man
2023 1. — CHATHE YacTu NNacTUHbI (MauueHTKa A.)).

B deBpane 2024 r. (9 net) No AaHHbIM peHTreHorpadum
KWCTENW KOCTHbIM BO3pacT nauuMeHTKn W. cooTBeTcTBYyeT
7-7,5 rogam, naumeHtkn A. — 6-6,5 rogam (no TW-20 —
5,5 rogam). Ha peHTreHorpammax KOCTEMW HUMKHUX KOHeu-
HOCTEN COCTOAHMUE nocre annduanoaesa TpybyaTbix KOCTEN;
B AucTanbHOM MeTadu3e npaBon ManobepLoBOW KOCTU
no naTepanbHOW MOBEPXHOCTM oOnpeaenseTcs nnactuHa
(neBoyKka W.); B guctanbHon meTtaanudpumaapHoOM 30He npa-
BOW 60MblIe6EePLIOBOM KOCTU BU3yaln3unpyeTcs naacTuHa
(neBo4Ka A.); BapycHas aedopmauums, YMEPEHHbIN runep-
TPOPUYECKNIA OCTEONOPO3, TaKKe MMEKTCH MNOABbLIBUXM
KOMIEHHbIX CyCTaBOB.

[AMHaMHuKa 1 ucxopbl

Ha ¢doHe npoBoanMoM Tepanuu oTMeYeHa MONOXKUTENb-
Has AMHaMMUKa KNIMHWMYECKOro COCTOSIHUS: CO CIOB poanTeNew,
[eTW cTanu BbIHOC/IMBEE, MEHbLUE YCTaloT, HET OrpaHUyYEeHUI
B ®M3MYECKOW aKTMBHOCTM, OTCYTCTBYET MporpeccupoBa-
HWe ckeneTHbix gedopmaumi. OTMevaeTcs xopowas AuHa-
MUKa pocTa (Tabn. 3), OAHAKO COXPaHSATCS BblpayKeHHas
3a4eprkKa pocTa (aeBovka A. — SDS = —-4,06, geBoyka N. —
SDS = -3,29), yKopoyeHne nNpaBoi HOMM y 06emnx NaumneHToK.
Habniogaetca TeHAEHUMS K Hopmanu3aumu nabopaTopHbIX
[aHHbIX, NPU3HaKM HedpOoKanbLMHO3a, MO AaHHbLIM ynbTpa-
3BYKOBOro uccnegoBaHua (Y3M) noyek, 6e3 oTpuuaTtenb-
HOW AMHaMWKK, MO [aHHbIM peHTreHorpabun TpybyaTbiX
KOCTEN — COXPaHSIOTCA paxMTUYECKNE N3MEHEHUS POCTOBbIX
30H Tpyb4aTblX KOCTEM WM OTCTaBaHWe KOCTHOro Bo3pacTa
Ha 2-3 roga. ety NpoaoKatoT MOXMIHEHHO NonyyaTh Tepa-
nuio, HabnaaTbCs NPOGUABHBIMK chneunanucTammn (Tpas-
MaToNor, 3HAOKPUHONON, CTOMATONOr), MPOXOAUTb MIaHOBYIO
rocnuTanndaumio (1 pas B 14 aHen) C BOSMOXKHOW KOPPEKTHU-
POBKOW A03bl NpenapaTa (puc. 2).

MporHos

C yyeToM 06OCHOBAHHOIO MaTtoOreHeTU4EeCKoro seve-
HWS, NPOBOAMMOrO B MOSHOM 06bEMe, KMHMKO-nabopa-
TOpHasa AMHaMWKa MNOMOXWUTE/bHAas, MPOrHO3 ANS XKU3HM
6/1aronpuUsATHbLIN.



Ta6nuua 3. InHamuKa pocTa
Table 3. Growth dynamics

Poct AdeBo4KaA. deBouKka M.
Mpwu poxxaeHun 40 cm 41 cm
4 rona 84 cm (SDS pocta: —3,97) 86 cm (SDS pocTa: —3,48)
6 net 93,5 cm (SDS pocTa: —-4,12) 96,5 c™m (SDS pocTta: —3,54)
7 net 96,6 c™m (SDS pocta —3,99) 100,2 cm (SDS pocTa: —3,33)
8,6 roga 102,4 cm, (SDS pocTa: —4,27) 107,0 c™m (SDS pocrta: —3,48)
9,6 roga 106 cm (SDS pocTa: —4,14) 111 cm (SDS pocra: —3,46)

Puc. 2. ®ot1o o1 ceHTa6ps 2024 1. (10 neT), NnaumeHTKM A. u U. COOTBETCTBEHHO
Fig. 2. Photo from September 2024 (10 years old), patients A. and I., respectively

BpemeHHas wKana
XpOHONOMUSA Te4eHUs 6oNe3HU, ee KyeBble COObITUA
M NPOrHO3 AN9 NauneHToK A. n V. npeacTaBneHsbl Ha puc. 3.

OBCYXAEHMUE

Y neten anarHos XLH cnegyet paccmatpuBaTtbh Npu Hanu-
YUU KIIMHUYECKUX W/WNW PEHTTEHONOTMYECKUX MPU3HAKOB
paxvTa, 3aMeAJ/IeHHOM CKOPOCTK pocTa, runodocdatemumu,
CBfI3aHHOM ¢ noTepen pochatoB NoYKamMu, Npu OTCYTCTBUMU
neduvunta ButammHa D u/mnun kanbuus [4]. Cneayet oTme-
TUTb, 4TO CBOEBPEMEHHAS JMArHOCTUKA UMEET KpalHe BaXK-
Hoe 1 onpegensiollee 3HaYeHMe KaK ANa pocTa v pa3BUTUS
pebeHKa, TaK 1 Ans NpeaynpexneHns pas3BuTUS OCNOXHe-
HuK [1, 10]. B AaHHOM KJMHUYECKOM clydae obcnenoBaHue
NnauMeHTOK Havyanocb B JOBOJILHO NO3JHME CPOKK (B 4 roaa
1 Mec), Koraa y AeBoYeK Habnohannch OTCTaBaHWe B pocTe
(6onee 3 curmManbHbIX OTKIOHEHWM), NPU OOGBHLEKTUBHOM
OCMOTpPE — BbIpaXeHHble KOCTHble AedopMaLmu, a TaKKe
SIBHble PEHTreHONOrMYecK1e NPU3HaKNU PaxmTUYECKUX npo-
ueccoB. CoOrnacHoO POCCUMCKUM KIIMHUYECKUM peKoMeHaa-
UMM, AETSM, UMEIOLWMM HavanbHble MPU3HAKW aKTUBHOMO
paxuTa, 0cCO6EHHO C HEOHOLWEHHOCTbIO B aHaMHe3e, Heo6-
X0AMMO onpeaensaTb ypoBeHb BUTamMuHa D M npoBoavTb
anddepeHumanbHylo AMArHOCTUKY C HacneACTBEeHHbIMU
dopmamMn paxuTonoaobHbIX 3aboneBaHui, B TOM 4YuUcne
n ¢ X-cuenneHHon AoMrMHaHTHOM runodocdartemmnen [13].

MposBneHns 3aboneBaHuUs U CTEMNEHb TAXKECTU MOryT
pasnnyaTbCs y pasdHblX YJIEHOB CEMbM, YHaAcneLoBaBLUMX
naToreHHbln BapuaHT PHEX [7]. HU3KMI poCT coxpaHseTca
y 60/1bLUMHCTBA MNaLUEHTOB, U OTKJIOHEHWE OT HOPMbI YCUK-
BaETCs N0 Mepe TOro, Kak A4eTn B3POC/EIOT U MPOXOAAT MNO0-
BO€E CO3peBaHue; CpeHU poCT B3POCSIOro YesloBeKa 00bIY-
HO HUe —2 SDS oT cpegHero 3HadyeHus gnsa nonynaumm [9].
Onupasicb Ha AaHHble Tabs. 3, MOXKHO caenaTb BbIBOA O TOM,
4YTO POCT AEBOYEK OTCTaeT OT CpefHero B nonynsuuun 6onee
yeM Ha —2 SDS (geBoyka A. — SDS = —-4,06, neBoyka N. —
SDS = —3,29) gaxe npu cobnogeHUn naTtoreHeTU4ecKom
Tepanuu, 4To COOTBETCTBYET AaHHOM natonoruu. CTtouT
OTMETUTb, YTO NALUMEHTKN B JA@HHOM KJIMHUYECKOM Npumepe
POAMNNCH HEAOHOLWEHHbIMU (AeBOYKa A. TaKkKe Obliia Mano-
BECHOM), HOPMa/IbHOr0 POCTa, C HU3KUMKU POCTOBbLIMU MpPU-
6aBKamMu C poOXKAEHMS.

Ecnn natoreHHbin BapuaHT PHEX wnaeHTMdMUMpOBaH
Yy OQHOrO 4jeHa CeMbW, BO3MOXHO MpeHaTtanbHoe WU npe-
MMMI@aHTaLUMOHHOE reHeTnYeckoe TecTupoBaHune Ha XLH [9].
[eHeTMYeCcKoe KOHCY/NbTMPOBaHWe poauTenen nauUMeHToK
NPOBOAMNOCH, OAHAKO MO pe3y/ibTaTaM MaccoBOro napan-
NeNIbHOr0 CEKBEHUPOBaHMA Ha 166 reHoB, OTBETCTBEHHbIX
3a KOCTHYI0 NaToN0rmo, MyTauni He 6b1/10 BbISBIEHO.

PaHHAS anMarHocTuKa W agekBaTtHasa Tepanusa XLH asns-
I0TCS OCHOBOMoONArawwWmMmMu Ansa npoduUNakTMKM cepbes-
HbIX OC/TOXXHEHUM, K KOTOPbIM OTHOCAT NaTO/IOrMI0 KOCTHO-
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a CLINICAL CASE

KJIUHUYECKUU CNTYHAHU

Hauanu camocTosiTeNbHO XOAUTb.
0-06pa3Hoe UCKpUBIEHNE
HUXHUX KOHeYHoCTeN
1 HapyLIeH1e MOXOAKH.
3ajepKa peyeBoro pasBuTHs

HMP cooTtBeTcTBYET

YCTaHOBEH KIMHUYECKNI AMarHo3:
«X-CLuenneHHblt AOMUHAHTHBbIN
runopochareMmUyecKnin paxur.

MyTauus c.1568+t0>A B reHe PHEX.
ComaTuyecKasl HU3KOPOCI0CTb»

MporHos
BnaronpuaTHbIA. MonoxutenbHas AuHammnka
B BU/e yny4lleHns TemMrnos pocTa U NepeHoCUMocTH
dU3NYeCKUX Harpy3oK. [leTh npoaomKatT
MOXM3HEHHO MOJly4aTb NaTOreHeTUHECKYIO Tepanuio
1 HaGioAaTbCs Y3KUMU crieLinannctamu

lete po3unrotHasa

BO3pacTy.
OTmevaeTcsa

nosgHee
npopesabiBaHue
3y6oB

Huskas AVHaMWKa
pocta: 2-3 cm/rog

0 Ao 1ropa 1roa 1 mec 2ropa5 mec 4ropalmec

[leBoyka A.: Macca Npu poXxaeHUn —
1570 r, annHa Tena — 40 cm.
[eBoyKa W.: macca npu poxaeHum —
1660 r, aonvHa Tena — 41 cm

3aperncTpupoBaHo

Hanuyue cBULLEN
3y60B

LUuTtpatHas
cMech OTMeHeHa

4ropa8mec 4ropal0mec 5 net 6 mec 6 net 5 mec 8 net

[Ana npodunakTukm
MoYeKaMeHHOW 60Ne3Hu

OnepaTuBHOE

BMewaTenbCcTBo —
remunanuédusnones

B Tepanuio BBeJeHa
LMTpaTHas CMECh.
[Hesoyka N. — XbM 1 cT.

OTcTaBaHue B pocTe, AedopmaLnus
KOHEYHOCTEl, U3MEHEHUS B aHann3ax
1 Ha peHTreHorpamme.
MpeaBapuTeNbHbI AUAarHo3:
«'MnodochaTeMnyecKuin paxuTr.
B neueHnn: akTusHble popmbl BUTaMuHa D,
npenapaTtbl dpochopa

MHWLMMpOBaHO naToreHeTU4ecKoe
NleyeHne He 3aperncTpupoBaHHbLIM
Ha TeppuTopmmn Poccuitckon deaepaummn
npenapaToM MOHOKJ/IOHA/IbHbIX @aHTUTeN
K dakTopy pocTa dpubpobnactos 23.
MpenapaTbl pochopa OTMEHEHBI

Puc. 3. MNaumeHTKH A. 1 U.: XpoHONOrns Te4eHuns 60/1e3HU, KatoyYeBble COObITUSA U MPOrHO3
lMpumeyarne. HINP — HepBHO-Ncuxmyeckoe pa3dsuTtune; XbIM — xpoHnyeckasa 601e3Hb MoYeK.

Fig. 3. Patients A. and I.: chronology of the course of the disease, key events and prognosis
Note. NPD (HINP) — neuropsychic development; CKD (XBI) — chronic kidney disease.

MblLEYHON cUCTEMbI B BUAE AedopMaumin KOCTHOM TKaHM,
NPMBOASALWMX K Pa3NUYHbIM UCKPUBAEHUSAM KOCTEN U HU3-
KOPOCNOCTU; MbllLEYHYl0 cnabocTb, OrpaHMYMBalOLLYO Noa-
BU}KHOCTb pebeHKa, a TaKkKe abcCLecchl U Kapnec 3y60B. 3TH
nposiBNeHns onpeaensoT TaxKecTb XLH 1 yacto ctaHoBATCA
NPUYMHON MHBaNnaM3aunun nauneHTos [1, 3, 10].
PasHoo6pa3ne v BapunabenbHOCTb KIMHUMYECKWUX MNpo-
aneHnn XLH o6ycnoBnvBaloT €ro MyabTUCUMCTEMHOCTb
M TpebyloT MPUBNEYEHUS Y3KUX CNeunanmuctoB (Bpaden-
neguMaTpoB, reHETMKOB, SHAOKPMHOMOMOB, TPaBMaTo/IoroB-
opTOMeaoB, CTOMaTONOroB, XMPYProB) AN KOMMIEKCHOro
BefAeHua nauuneHtoB [8]. O6uwee noHMMaHWe npobnembl
BCEMW CneunanmcTaMm — Kay4eBOon GpaKTop AOCTUKEHUSN
KOHTpONS Haj 3aboneBaHUEM U, COOTBETCTBEHHO, NOBbIWE-
HWSA KayecTBa XM3HUM nauneHToB [1, 10]. B npeactaBieHHOM
K/IMHUYECKOM ciydae 6narogaps MynbTUAUCLUUNIMHAPHOMY
noaxoay yaanocb paspaboTtaTb M peann3oBaTb COrnacoBaH-
HYO CTpaTeruo BeAeHus v TaKTUKY le4eHns NaLneHToB.
McTopumyeckn XLH knaccuduunpoBanui Kak «paxuT, pesu-
CTEHTHbIN K BUTamuHy D, unan BUTaMWH-D-pe3UCTEHTHbIM
paxuT UMEHHO Ha OCHOBaHUU HEADDEKTUBHOCTHU UCMOJIb30-
BaHuWA BUTamuHa D ¢ nuwen B KavyecTse JiedeHus. C yyetom
COBPEMEHHbIX 3HaHWW B 06/1aCTU MOJSIEKYNSIPHON TEHEeTU-
KW 3TOT TEPMUH TepsieT CBOI aKTyalbHOCTb, MOCKOJbKY
HET HWKaKMX [OKa3aTeNlbCTB PE3UCTEHTHOCTU K BUTAMM-
Hy D, a ckopee, yunTbiBass daKTopbl naToreHesa, cnegyet
roBopuUTb 0 HEIDDEKTUBHOCTM MPUMEHEHNS BUTaMuHa D,
NMOCKONIbKY 06pa3oBaHWe KanbLuWTpuoaa He MpoucXoauT
B CBSI3W CO CHW)XEHMEeM aKTMBHOCTM COOTBETCTBYOLErO
depmeHTa. TpaguunoHHas Tepanusa XLH B Te4eHne MHOrmx
NneT BK/oYana B cebs neveHne akTuBHbIMKM dopMamun BuTa-
MWHa D, TaKMMK KaK KanbuuTpuon unm anbdaxkanbuuaon,
B COYEeTaHMM C BbICOKMMM fo3amu docdhaTHbIX CONeEN, KOTO-
pble 6optoTcs ¢ ueneBbiMu addekTamm FGF-23, cHUXKas ero
ypoBeHb U Hopmanusys 1,25(0H),D B cbiBOpOTKE KPOBU

[4, 9]. 3apgava OaHHOrO NIeYEeHUs — OCTaHOBUTb pa3BUTUE
naToNorM4yeCcKMx NPoLEeCcCoB B KOCTHO-MbIWEYHOM cuCTe-
M€, a UMEHHO: CHU3UTb MporpeccupoBaHue aedopmalmu
KOCTEM M BbIPaXEHHOCTb MbIlLEYHON €nabocTu, Cnoco6-
CTBOBaTb POCTY OpraHM3ma W ynyylWuTb COCTOsiHME 3y60B
[1, 10]. Tem He MeHee, pedynbTaTbl 3QOEKTUBHOCTU CTaH-
[LapTHOW Tepanuu CNOXHO OTHECTU K YAOBIETBOPUTENbHBIM
[3, 10]. NmetoTca ybeauTenbHble AOKal3aTenbCTBa TOrO,
4YTO pe3ynbTaTbhl pocTa yayywatoTcs, Korga TpaauuMOoHHOEe
le4eHne HayuHaeTca B BO3pacTe A0 oAHoro roga [14].
Hanpumep, B Halwem KAMHUYECKOM cllyyae TpaauLMOHHas
Tepanusa Ha4yanacb TO/IbKO B BO3pacTe 4 /1eT, YTO 3HAYUTENb-
HO YMEHbLLMIO €€ NONOXKUTENbHbIN 3PPEKT.

Mpo6nembl 4aHHOTO NIEYEHUS TaKXKe BKOYalOT B cebs
TPYAHOCTU C COBNIOAEHNEM CXEM, TPEOBYIOLLNMX MHOTOKPaTHO-
ro BBeAEHMS 403 KaXKAbli AeHb, U BO3HUKHOBEHMWE YacTblX
NO6GOYHbIX ABNEHWUNW, CBA3aHHbLIX C npenapatamn docodop-
Horo 6ydepa. A MMEHHO AMCNENTUYECKUX PaCCTPOMUCTB
(TowHoTa, pBOTa, AMapest), pa3BUTUMS HedpoKasbLMHO3a
W BTOPMYHOro runepnapartmpeosa [4, 10]. B uenom nevyexHune
XLH TpebyeT yacTtoro nabopaTtopHOro KOHTPONS U KOppeK-
TUPOBKM A03bl A4N1F ONTUMU3aLUUKN addeKTa U MUHUMU3ALUK
NOGOYHbIX IBNIEHMI Y pacTyux geten [4].

TpaguUMOHHaA Tepanusa NbiTaeTcs yCTpaHuTb nocnea-
cTBusa uM36bITKAa FGF-23 (HM3KMKM ypoBeHb ¢ocdaToB
n 1,25(0H),D), Ho He GnokupyeT ero apdeKTbl, U haKTH-
YEeCKM MHOTOYUCNIEHHbIE MCCefoBaHMA MPOAEMOHCTPU-
poBanu ysenunyeHne FGF-23 Bo Bpems TpaguLMOHHOWM
Tepanun XLH [15]. Takas Tepanus He yny4llaeT KaHanble-
Byl peabcopbuunto pocdopa y naymeHToB ¢ 3TUM 3ab0-
nesaHuewm [14].

Ha cerogHawHWM aeHb OGHaaeXuBatolme pesynbraTbl
[LEMOHCTPUPYIOT KAMHUYECKME UccnefoBaHMa Gypocyma-
6a — npenapaTta, CoAeprKallero MOHOK/IOHaNbHblE aHTH-
Tena HOBOro nokoseHus 1gGl, HanpaBfieHHble NPULLENTBHO



Ha FGF-23 v npuBoasiline K ero MHrmbupoBaHuio. Y aeten
¢ X-cuenneHHon runodocdaremmen ata TapreTHasa Tepa-
nusi CNOCOBGCTBYET yy4lleHWo peabcopbumn docdatos
noYykamu, HopManu3aunv ypoBHs dochaToB B KPOBM, CHHU-
JKEHMIO BbIPaXKEHHOCTM paxuTa M KOCTHbIX 6ONen, a TaKxe
YNyYLEHUO POCTOBLIX NoKasaTenen U GU3M4eCcKon aKTUB-
HOCTM pebeHKa. lMpn aToM 3adpPeKTUBHOCTL Gypocymaba
3aMeTHO NpeBbIWaeT NoKasaTenu TPagULMOHHOIO NeYeHuns
[16]. BnusiHne npenapaTa Ha 3yO6HYIO aMasib NoKa U3y4eHo
HeJoCTaTO4YHO, M OCTaeTcsi CMOPHbIM BOMPOC, MPUBOAWUT
N1 HOpManu3aunsa ypoBHSA pocdaToB K yny4yLIEHUIO COCTON-
HKA 3y60B [4]. B 2018 r. EBponencKkoe areHTCTBO Mo ieKap-
CTBEHHbIM cpeacTBaM (EMA) u YrnpaBneHue rno caHutapHomy
HaA30py 3a KayeCTBOM NPOAYKTOB M MefuKameHToB CLUA
(FDA) opo6punan npumMeHeHue npenapaTta MOHOK/I0OHaNbHbIX
aHTuTen y nauneHtoB ¢ XLH B cnydasx HeadpdeKTUBHOCTH
/WA HEenepeHOCUMOCTU CTaHAAPTHOM Tepanuu, a TakKe
npu pasBUTUKN OCIIOXKHEHMI Ha GOHE TPaAMLMOHHOIO Neye-
HuA [1, 3, 4, 10]. B HalweM KIMHUMYECKOM cnyvyae pa3BuTue
HedbpoKanbUMHO3a y AeBOYEK Ha GOHE ANUTENBHOro Npue-
Ma docdaToB NPenaTCTBOBANO0 YBENMYEHUIO 403bI AN1F KyNK-
pPOBaHWUS PaxMTUHECKOro NpoLecca B KOCTSX, U B 9TOM CBA3MK
Ha3HayeHune Bypocymaba 6bl/10 060CHOBAHHbLIM U LLENECOo0-
6pasHbIM.

Ha ¢oHe nonyyaemon naTtoreHETUHYECKOM Tepanuu
y NaUMEHTOK COXpaHAEeTCs YMepeHHO BblpaxeHHas Bapyc-
Has aedopmaLMsi HUNKHUX KOHEeYHoCTeMn, Habnogaetcs
NnoNoXUTENbHasA AMHaMMUKa pocTa, HO COXpaHaeTcs oTcTaBa-
HWe 6onee 4eM Ha —2SD OTHOCUTENbHO NOKa3aTenen B nony-
nauun. Mo AaHHbIM peHTreHorpadmMm — HEeCcooTBETCTBUE
KOCTHOrO BO3pacTa nacnoptHomy (AeBoyka A. — 5,5 net
npu nacnopTHom Bo3pacTe 9 net 5 mec; gesoyvka UN. —
6,4 roga npv nacnopTtHom Bo3pacTe 9 net 5 mec), B Tpybya-
TbIX KOCTSIX COXPaHSIOTCSH paxmTU4eCKnue M3MeHEHN POCTKO-
BbIX 30H Tpy6yaTbiXx KocTen (MHaekc RSS =1 6ann y o6eunx
nauneHToK). B 6MOXMMUYECKOM aHanuM3e KpoBW (BbIMoOJ-
HEHHOM 3a 1 [AeHb A0 MHBbEKLUMW) — HU3KO-HOPMaJsibHbIM
ypoBeHb docdopa, Npu yaOBNETBOPUTENBHbBIX / YMEPEHHO
NOoBbILEHHbIX YPoBHSAX LL® v MTI. Mo agaHHbIM Y3W novyek —
coxpaHsatoTcs axorpaduyeckune npuaHakm HedpoKanbLUHO-
3ay 06enx AeBoYeK.

BbllweyKa3aHHble JaHHble ABASIOTCS CNeACTBUEM MO34-
Hero Havana Tepanuun 6ypocymabom (B 8 neT) u Henpoaos-
KUTENbHOM ANUTENBHOCTU TEPANUKU K HAcToALWEMY BPEMEHHM
(B Te4eHWe nonyTopa eT), YTO CKa3blBaETCs Ha pe3ynbraTax
o6cnefoBaHna M NOATBEPXKAAET KPaMHIO BaXHOCTb CBO-
€BPEMEHHON ANarHOCTUKM W onpefeneHns BEPHOM TaKTUKK
nedyexus [14].

MpenapaTt MOHOK/OHabHbIX @aHTUTEN HE PEKOMeHyeTcs
NPUMEHATb BO BpeMs 6epemeHHocTU. [Monb3a ¢ocdaTos
M aKTUBHbIX aHanoros BUTammHa D y 6epeMeHHbIX XKEHLLUH
¢ XLH ocTaetcsa auckyccuoHHom [9].

lMpenapat MOHOK/IOHANbHbIX aHTUTEN YAyYlaeT TeYeHne
paxuTa B 6OfblleN cTeneHu, 4eM TpaauuMoHHas Tepa-
nusi, ero MHbEKLMU Yepes3 Kaxable 2 Hep nerye BBOAMTb
NO CPaBHEHWIO C HECKOJbKUMU MNPUHUMAEMbIMU BHYTPb
[03amMu1 TpagULMOHHON Tepanuu B AeHb, U, cnefoBaTenbHo,
370 3PPEKTUBHLIN BapUaHT Ie4YeHUs aAns aeTen He3aBUCH-
MO OT CTEMEHM TAKECTU paxuTa (ABNSETCH €AUHCTBEHHOM
naToreHeTnyeckon Tepanunen XLH, ogo6perHHon FDA) [16].
OpHako gns 6e3onacHOCTM U IPOEKTUBHOCTU KaK Tpaau-
LLMOHHOW, TaK M naToreHeTM4yeCcKOoM Tepanuu HeobXoaum
yacTbl NabopaTopHbIK MOHUTOPUHT [4].

3AK/IIOYEHHME
[aHHbI KJIMHWYECKUN MpUMep AEMOHCTPUPYET BaX-
HOCTb Bpa4yebHOM OCBELOMJIEHHOCTM O peaKunx dopmax

paxuTu4yeckux 3aboneBaHW, TPYAHOCTU UX AuddepeHumn-
anbHOM ANMArHOCTUKM. BaxHbl CBOEBPEMEHHAA AMarHOCTUKa
W Ha3HayeHue Tepanuu ANA YAYHWEHUS KayecTBa XKMU3-
HW, NpeaynpeXKaeHUs PasBUTUS OCNOXKHEHUI, B TOM 4ucne
N NeKapCTBEHHbIX.

B paHHem pgeTckom Bo3pacTe B ciiydae HeapdeKTuB-
HOCTW Ne4YEeHUss aKTMBHOro paxuTta npenapatamu BUTaMu-
Ha D Heo6xo4MMa HAaCTOPOXKEHHOCTb B OTHOWEHWUN PeaKnX
dopM paxuTonofoOHbIX 3aboneBaHWi C nocreayolen
MX paHHen AMarHocTuKoMn. Mpw ycTaHOBNEHHOM AMarHose
BaXeH noabop coBpPeEMEHHON 3IPPEKTUBHOM MOXKWUIHEH-
HOM Tepanuu C NOCTOSHHbIM AWHAMWYECKUM KOHTpOaeM
nokasartenew nNpu NNaHoOBOW rocnutanusauuu ans npeg-
yNpeXKaeHUsa pa3BUTUS OCIOXKHEHWUIH. TakKe Heob6Xxoaum
MYNbTUANCLUMNAMHAPHbBIA NOAX04 C HabnlgeHuem npo-
duUNbHbIX cneuManncToB (opTonea, 3HAOKPUHONON, CTOMa-
ToNor, odTanbMonor).
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