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Pecbepat. BBeaeHue. Poccar-amabet aBnserca npeactaButenem rpynnsl 3abonesaHnii, M3BECTHbIX Kak Tybynona-
TuK. Yale oH MMeeT HacneacTBeHHbIM XxapakTep. 3abonesaHne MaHUgecTupyeT B paHHEM BO3pacTe CUMMTOMaMu,
NMOXOXMMU Ha anMMEHTapPHbIN PaxuT, YTO co3faeT NpobnemMbl ANst AUArHOCTUKN U Ha3HAYeHUst afeKBaTHOW Tepanuu.
CnoxuBluas B JaHHOM ciyvae CUTyauus NpMBOAUT K Pas3BUTUIO KOCTHbLIX AedopMaumii U HBanvam3aumm, 3agepx-
Ke (PU3M4ECKOro pasBuTUs, HEOBXOAMMOCTM ONEePaTMBHOMO NEYEHNS, YTO CHUXKAET KaA4YeCTBO >XU3HW MaLMEHTOB Ha
anutensHoe Bpems. Llenb nccnepgoBaHmA. PaccmoTpeTb ABa KNMHMYECKUX cryyast doocdaT-agmabeTta ¢ TUNMYHbIMA
CMMMNTOMaMM, NPOAEMOHCTPUPOBATL CIIOXKHOCTU ANArHOCTUKN, MPOaHanuaMpoBaTh 3eKT oT neveHus. MaTepuansi
n meToAabl. [MpeacTaBneHo ABa KNMHUYecCknx cryyast docat-amabeta. MNepeas nauymeHTka 16 net, HabnogaeTcs ¢
2-neTHero Bo3pacTa, C MOMEHTa NOCTaHOBKM AnarHo3a nosyyaet ButamviH D n HeopraHuyeckue docdaTthl. FeHeTnkom
BbISIBIIEH ayTOCOMHO-AOMVHAHTHbIV XapakTep natonoruu. [leBoyka ABaxabl onepupoBaHa no nosogy Aedopmaiun
Hor. Bropasi naumeHTka,10 net, anarHos BeicTaBneH B 4 roga. AHK-gnarHoctvka BbisBuna mytaumio B reHe COL9AS.
OT nomnHoro 3k3oMHoro cekBeHupoBaHusa OHK oTkasanuncek. C MOMeHTa NOCTAHOBKM AuarHo3a noslyvyaeT feveHne ak-
TUBHbIM MeTabonuToM BUuTammHa D 1 HeopraHuyeckumm oocatamu. Pesynbsratbl u ux o6cyxaeHue. O6beKTUBHO y
naumeHTkn Ne1 Habntoganacb gedopMauust Hor, Mx 60Ne3HEHHOCTb, AUCrapMOHUYHOE (hM3NYECKOe pasBUTHE 3a CHET
oTcTaBaHusi B pocte. KoHueHTpauum kanbums u dpoccopa B KpOBU B HOPME, B MOYe TUNUYHas ans docdar-gruabeta
rmnokanbunypus, pocgatbl B Hopme. PyHKLMS NOYEK Y NaUMEHTKM He HapyLueHa. MNMauneHTka Ne2 06beKTMBHO OTCTaeT
B (h13n4ecKkoM pasBuUTUM, ECTb BapycHasi AeopMaLms HOT, MIOCKO-BasbryCHble CTOmMbl. PYHKLUMSA NOYEK HE HAapyLUEHa,
NOBbILLEH YPOBEHb LLIENOYHON hocdaTtasbl, CHKEHbI NMokasaTenu obLero KanbLus B KPOBW NP HOpMaribHOM 3Haye-
HUK pocdpopa, B MOYe OTMEYAETCsl HopManbHOe 3HaveHne ocaTypum 1 rmnokanbLnypusi. B cBa3m ¢ BbISBNEHHOM
myTaumen COL9A3 uckntodeH cuHapom Ctuknepa. Optonegom pekoMeHA0BaHO XMPYPruyeckoe rneveHne gecdopmavmm
Hor. BeiBoabl. O6cnenoBaHme Habnoaaembix NaLMEHTOB NOKa3ano, YTo Tepanusi NO3BOSSIET AepKaTb NOA KOHTPOEM
docaT-grabeT n nsberatb NOOGOYHLIX IPGPEKTOB OT NPUMEHEHUS BUTaMUHA D.

KnioueBble cnoBa: docdar-amaber, Tybynonatusi, 4eTU, AUArHOCTUKA, NEYEHNEe, aKTUBHbIN MeTabonuT ButammHa D,
HeopraHuyeckue gocdaTbl.
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Abstract. Introduction. Phosphate diabetes is a representative of a group of diseases known as tubulopathies. It is
more often of a hereditary nature. The disease manifests at an early age with symptoms similar to alimentary rickets,
which creates problems for diagnosing and prescribing an adequate therapy. In this case, the current situation leads to
the development of bone deformities and disability, delayed physical development, and the need for surgical treatment,
which reduces the quality of life of the patients for a long time. Aim: To consider two clinical cases of phosphate diabetes
with typical symptoms, demonstrate the diagnosing challenges, and analyze the treatment effects. Materials and
Methods. Two clinical cases of phosphate diabetes are presented. The first patient: 16 years old, observed from the
age of 2, and takes vitamin D and inorganic phosphates from the diagnosis date. The geneticist found the autosomal
dominant of the pathology. The girl underwent two surgeries for her leg deformity. The second patient, 10 years old,
was diagnosed at the age of 4 years. DNA diagnostics detected a mutation in the COL9A3 gene. They refused the
complete DNA exome sequencing. From the diagnosis date, the patient is treated with the active vitamin D metabolite
and inorganic phosphates. Results and Discussion. Clinician-observed: Patient 1 had leg deformities, painful legs, and
disharmonious physical development caused by her growth retardation. Blood concentrations of calcium and phosphorus
are within normal, there is hypocalciuria typical of phosphate diabetes in the urine, while phosphates are within normal.
The patient’s kidney function is not impaired. Clinician-observed: Patient 2 is physically retarded, there are varus foot
deformities and pes planovalgus feet. Kidney function is not impaired, the level of alkaline phosphatase is increased,
the total blood calcium levels are decreased with phosphorus indicating normal values, and the urine phosphaturia
and hypocalciuria are within normal ranges. Due to the COL9A3 mutation detected, Stickler syndrome was excluded.
Orthopedic surgeon recommended surgical treatment of her leg deformities. Conclusions. The examination showed
that the therapy allows keeping phosphate diabetes under control and avoiding the side effects of taking vitamin D.
Keywords: phosphate diabetes, tubulopathy, children, diagnosis, treatment, active vitamin D metabolite, inorganic
phosphates
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MeHeHNA ckeneTta: p,ecbopmau,vm n ypenunyeHune B

B BeAeHue. HapyleHnsa kanbummn-gocopHOro
pasmepax KOMNeHHbIX U rofeHOCTOMNHbIX CyCTaBoB, Ba-

obMeHa [JOBOJIbHO PacnpoCcTpaHeHbl B neana-

Tpu4yeckoun npakTuke. Yalle Bcero negmatpbl CTanku-
BalOTCA C KNACCMYECKUM, annMeHTapHbIM paxmToMm, HO
B Mpouecce ANarHoCTUKN He CTOUT 3abbiBaTb O TaKoW
rpynne 3aboneBaHui, kak Tybynonatuu. MNocnegHue
Takxe MOryT NposiBMATLCA PAXUTUHECKUMU CUMITOMA-
MW. ButamuH D-pe3ncTeHTHbIN paxuT (pocdaTt-amaber)
ABNSETCS NpegcTaBmTenem 3Ton rpynnbl 3abonesaHni.
Hacnepnyetca cdocdaT-guaber X-cuenneHHbIm, ay-
TOCOMHO-AOMWHAHTHLIM U ayTOCOMHO-PeLEeCCUBHbIM
nyTeM, a Takke ObiBaeT NPNOBPETEHHBIM NPU OHKOTEH-
Hon ocTeoMansaunn. Ha X-cuenneHHsin runodocdare-
Mu4eckuii paxut npuxoanTtcs 80% HapyLueHuin obmeHa
docopa, MmyTaHTHbIN reH PHEX HaxoguTes Ha KopoT-
KoM niriede X xpoMocoMbl (X 22.1). ['eH koHTponupyeT
paboTy TpaHCNopTHOro 6erka B MOYeYHbIX KaHarnbLax
W anuTenuu KuwevHuka. Mytauusa ero npuBoguT K Ha-
pyLueHuno peabcopbumm doctaToB B kKaHanbLax novek
N ero BcacbIBaHWUIO B TOHKOM KuLuke [1].

MepBble Npu3Hakn HacneacTBEHHOro pocdaT-ana-
0eTa NnosiBNATCA HA BTOPOM rOAY XMU3HW pebeHkKa, YTo
OTnM4YaeT ero oT anuMmeHTapHoro paxurta. OCHOBHblE
KNMHWYECKME CUMMTOMbI — 3TO paxmTonofobHble n3-
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pycHas gedopmaums HAXKHUX KOHEYHOCTEW, Occanrum,
HapyLleHus npope3biBaHUsi 3y0oB 1 AedekTbl 3yOHOM
amanu. NapannensHo oTMeYaeTcs 3aaepxka pusnye-
CKOro passutus [2].

B3avacTylo Bpay-negnaTp MHTEPNpPeTUpyeT aTn U3-
MEHEHUs OOQHO3HAYHO, KaK MPOSBNIEHUS paxuTa, CBSsi-
3aHHOro ¢ BUTammHoM D, u HasHayaeT cTaHgapTHoe
neyeHve — xonekanbuudgepon B gose 2-4 toicaun ME
[3]. OgHako npu dhocaT-anaberte 3abonesaHne dyaet
NporpeccupoBaThb, HECMOTPS Ha Nle4eHne BUTammHom [
B yKa3aHHOW A03e, a B GBUOXMMUYECKOM aHarnun3e KpoBu
N MOYM MOSBATCHA TUMUYHbIE ONA 3TOW TyGynonatum
n3MeHeHus — runodocdaremMmnsa npu HopmanbHOM
3HaYeHUN Kanbuua n runepdocdartypusi.

Oco6eHHOCTbI0 AMarHoCTUKN HacneacTBEHHOro
docdaT-anabeta sBnseTcss HeOOXOAMMOCTb NpoBe-
OeHuns reHeTndeckoro obcrnenoBaHns, MOCKOMbKY Npuy
ayTOCOMHO-PELECCUBHOM 1 @y TOCOMHO-A0MUHAHTHOM
docdaT-anabete 3a peanusaumo 3abonesaHuns oT-
BeYaloT Apyrne AedekTbl reHOB, Hanpumep MyTauus
reHa FGF (daktop pocta ¢pmbpobnacrtoB) — 23 Ha
xpomocome 12p13.3, myTaumMm B reHe OEHTUH Ma-
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TPpUKCHOro npotemHa 1 Ha xpomocome 4q21 unu reHe
3KTOHYKIeong nupodocdatasbl / pocognacrtepasbl
1 Ha xpomocome 6922923 [4].

Mocne noaTBepXAeHNst AnarHosa Heobxoaumo Ha-
3HAYUTb NATOrFEHETUYECKYID Tepanuio, BKMYaIOLLYIO
BUTaMuH D, ero akTMBHbIE aHanoru n HeopraHm4eckme
docdarthbl.

OcHoBHasi Meauko-coumanbHasa npobnema npu
docdaT-guabeTte kacaetTca HenpaBUIbHOW MHTEp-
npeTaunmn KINnMHUKO-nabopaTopHbIX AaHHbIX NalMeHTa
B CTOPOHY anMMEeHTapHOro paxmTa U, Kak crneacTsue,
HECBOEBPEMEHHOCTb ANArHOCTUKN 1 OTCYTCTBUE BOBpE-
MS Ha3Ha4YeHHOW agekBaTHoW Tepanuu. CnoxueLuas
B AAHHOM Cryyae cuTyaums npuMBOOMT K PasBUTUIO
KOCTHbIX AecbopmaLiuii U BbICOKOMY PUCKY MHBaNMan3a-
LUK, 3HaYNTENBHON 3agepKKke PU3N4eCcKoro passnTums,
HeobXoaUMOCTU OnepaTMBHOIO fedeHns Aedopmavimin,
YTO CHWKAET KayeCTBO XXM3HWN NauueHToB Ha ANnTenb-
Hoe Bpewmsi.

Llenb nccnepoBaHusa. [poaHanuaupoBaTtb ABa
KNUHMYecKknx cnydvasa docdar-gnabeta ¢ TUNUYHLIMU
KITMHUYECKUMUN NPOSIBIEHNSMMN.

MaTtepuanbi n metTogbil.

KnuHunyeckun cnyyanm Ne1i.

[HeBouka 16 neT noctynuna B OTAeNeHne ypornorum
B 2023 r. ¢ guarHosom: «HacnegcteseHHas Tybyno-
natusa. ®ocdat-guaber. OyHKLMUA NOYEK COXpaHe-
Hbl. [NepBu4Haa gucmeHopes. MHOronmocKocTHas
MHOroypoBHeBas 4edopMaLms HKHUX KOHEYHOCTEWN,
COCTOsiHME nocrne onepauuny. MNMauneHTka rocnuta-
nn3mpoBaHa B CBA3W C xanobamu Ha 6onu B HMXKHUX
KOHEYHOCTSX, cycTaBax. [leBodka poxaeHa oT 1-om
6epemeHHOCTU, 1 CPOYHBbIX POAOB, Macca Tena npwu
poxageHnn — 3250 r, poct — 50 cm, oueHKa no LwKane
Anrap 8/8 6annos. /3 aHamHe3a Takke U3BECTHO, YTO
anarHos docgar-anabeT Obin BbICTABMNEH B BO3pacTe
2-x neT, No NoBOA4Y Yero AeBoYka nomnyyana neyeHve
aKTMBHbIM MeTabonMToMm BUTamMmHa D u npenapatom
docgopa. NeHeanorMyecknin aHamHes3 OTSATOLLEH, B
ceMbe CTpagaloT otel, U 6abyLuka A4eBOYKM MO JINHUK
oTua, reHeTMKOM BbISBNIEH ayTOCOMHO-AOMWHAHTHbIN
TUMN HacnegoBaHus. VI3 nepeHeceHHbIX 3aboneBaHunii:
OCTpble pecnupaTtopHble MHMEKLMKN, OTUT, 3adepxKa
pocta. B 2019 rogy Haxogunacb Ha neyenun B oIy
«HVOOW nm. IN. TypHepa», B OTAENEHUN NaTONornm
CTOMbI, HENPOOPTONEANN U CUCTEMHbIX 3aboneBaHui,
npoBeAeHO onepaTUBHOE NeYeHne — KoppurmpyoLLas
YANVHSOWas Ype3MbllLenikoBasi octeotomus 6eapa,
KOoppurmpyoLlas octeoToMus B/3 KOCTEW roneHu no
Rab cneBa, B 2020 r. — kKoppurupytoLlas yanuHsoLas
YpesMblLLEenkoBas ocTeoTomns 6egpa, KoppuripyroLas
ocTteoTtomus B/3 kocTer roneHn no Rab cnpaga.

Ha MoMeHT rocnutanusauuv B oTgeneHune y nauu-
€HTKM MMENNCb NPU3HaKN AMCrapMOHUYHOIO Pa3BUTHS,
aedopmaumnsa Hor. OT pogutenen pebeHka nonyyYeHo
NMCbMeHHOe NHPOPMUPOBAHHOE Corfiacue Ha y4actme
B MCCMNegoBaHNN.

Pe3ynbraTthbl U nx obcyxaeHue.

O6Luee cocTostHMe Npu NOCTYMMEHUU HeyaoBMeT-
BOpUTENbHOE, 0OYCNOBMEHO BONAMU B HUMXKHUX KO-
HEYHOCTSX, cycTaBax. dusmyeckoe pasBuTME HU3KOE,
ancrapmoHunyHoe. lNcmxomoTopHOE pas3BuTue COOT-
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BETCTBYET Bo3pacTy. Koxa 0OblYHOM OKpacku, Yncrasi.
MogkoXHO->XMpoBas KneT4yaTka pas3suTa yaoBneTBopu-
TenbHO, OTEKOB N NACTO3HOCTU HET. o AblxaTenbHOM 1
cepaevHo-CocyancTon cucteme 6e3 naTonornm, YUCno
ObixatenbHblx ABvkeHnn 18 B 1 MUHYTY, apTepuansHoe
pasneHne 115/70 MM.pT.CT., YMCNO CEPAEYHbIX COKpa-
WeHWnn 78 B 1 MUHYTY. A3bIK BNaXHbIN, YACTbIA. 3yObl
CaHUpOoBaHbl. XKMBOT 0ObIYHBLIX pa3MepoB, MSArkuUiA, 40-
CcTyneH rnybokon nanebnauun. NeyeHb He yBenuMYeHa,
Kpaw anacTu4HbIn, 6e3bonesHeHHbIn. CeneseHka He
nanbnupyetca. CMMNTOM NoKonavyMBaHusA cnpaea U
cnesa nonoxuTeneHbli. Mpy nanenauumn oTmevaeTcs
6one3HeHHOCTb B KOCTsX 6eaep 1 roneHen. Moyeuncny-
ckaHue cBobogHoe, 6e3bonesHeHHoe. CTyn odopM-
NeHHbIN, 6e3 NaToNOrM4YecknX NPUMeCcen, perynsapHbIi.

3a naTuneTHWI nepuoa HabnaeHns 3a NaumMeHTKon
OTKINOHEHMI B OOLEM aHanM3e MoYM M KPOBU He Ha-
6ntoganock. 3Ha4YEHNss MOYEBUHBLI B BUOXMMUM KPOBU
konebanvch B AvanasoHe 2,4-5,7 MMonb/n, KpeaTuH1Ha
52-66 MKMOnb/N, CKOPOCTb KNyOO4YKOBOW hmnbTpaLmm
(CK®) no UWeapuy bedside 108-129 mn/Mun/1,73m?, B
npobe 3MMHULIKOTO Takke OTKIOHEHUI He Habnopa-
1NOCb, B CyTOYHOM MoYe Ha 6enok 3HayeHus Bcerga Obi-
nn oTpuuaTtenbHbiMU. TakMMm 0Opa3oM, 3KCKpeTopHas
YHKUMS NOYEK HE HapyLLEeHa.

MccnegoBanack Takke KpOBb Ha napatrOpMOH,
pesynerat 51,6 nr/mn, cooTBeTCTBYET HOpMe (pede-
peHTHble 3HadeHus 16-87).

IOuHamuka nokasatenen kanbuma n ¢gocdopa B
BUOXMMMYECKOM aHanmn3e KpoBu 1 Mouu 3a 5 neT npea-
cTaBneHbl B mabnuye1.

Kak nokasbiBaeT gaHHas Tabnuua, KOHUEeHTpaumm
Kanbumsi 1 doccopa B KpoOBM y NaLMeHTa nonagawT
B BO3pPacCTHYI HOPMY, @ B MOYe eCTb TUMMYHas Ans
docdart-gruabeta He3HaUUTENbHAsS rMNoKanbLnypus.
CnepoBaTenbHo, nogobpaHHOE nevYeHne B LEenoMm
No3BONSAET AepxaTb Mog KOHTPONeM 3Haunmble Guo-
Xummnyeckme aedektbl, Habngaemble npu docdat-
anabete (rmnodocdaremumto n runepdocdartypuio), a
Takke n3deratb NOGOYHBLIX 3PPEKTOB OT NPUMEHEHNS
nevyebHoM 0o3bl BUTaMuHa D.

OKCKpeKLusi okcanaTtoB ¢ Mo4ol konebanacb oT
90 go 100,2 mkmonb/c (HopMa Ansa nogpocTkoB 14-16
net ot 135 go 350 MKMOrb), O4HAKO MpY NPoBeaeHUN
yNbTPa3BYyKOBOIO MCCrefoBaHMsA MoYeK 3a BPEMSs Ha-
6nogeHna Neprognyeckn onucbiBanach rmnepaxoreH-
HOCTb YaLLEYHO-ITOXaHOYHOM CUCTEMbI NMOYEK U Hann4me
HEroMOreHHou B3BECM B MOYEBOM My3bIpe, NpU 3TOM
CUMMNTOMOB AU3YpUM Y LEBOYKM He oTMeuvanock. [Mpu
0BHapy>XeHUN U3MEHEHWI MPU YNETPa3BYKOBOM UCCIe-
O0BaHUN NOYEK N MOYEBOIO Ny3blps C NpodmnakTuye-
CKOW Lenblo HasHadanace gutotepanus (KaHedpoH,
LincToH), nupmnaokcmHa ruapoxnopus v MarHus nakrat
KypcoMm 1 mecs.

PebeHok HeogHOKpPaTHO OCMaTPUBArICst OPTOMNELOM,
BbICTaBNsNCcA AnarHos: «MHoronmnockocTHasi MHOrFo-
ypoBHeBasi gedopmaumnsa HMKHUX KOHeYHocTen. Co-
CTOSIHME NOCHe ONepaTMBHOMO EYEeHNsI C ABYX CTOPOHY.
Mocne onepatusHoro neyvennda 8 2019 1 2020 rr., 8 2021
n 2022 rogax o4Hble KoHcynbrauum B @Y « HMWAL,
Aetckon Tpasmartorioruu n optoneguun um. . TypHe-
pa» He COCTOSIINCh MO CEMENHBIM OBCTOSITENLCTBAM,
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Tabnuua 1

Mokasarenu kanbums n dpoccopa B GUOXMMUYECKOM aHanm3e KpOBM U MOYM 3a BpemsA HabnoaeHus (2019-2023 rr.)

Table 1
Calcium and phosphorus levels detected biochemically in blood and urine during observation (2019-2023)
[Nokasartenb 2019 rog 2020 rog 2021 ropg, 2022 rop, 2023 ropg, HopmarusHie
3HaYyeHus
Kanbunii MOHN3NPOBaHHbIN 1,13 1,02 1,2 11 1,05 0,9-1,2
B CbIBOPOTKE KPOBM MMOnb/n MMOJIb/ MMOnb/n MMOSb/N MMOSb/N MMOSb/n
Kanbuuii o6Lymin 2,84 2,4 2,72 2,3 2,2 2,2-2,7
B CbIBOPOTKE KPOBU MMOnb/n MMOSb/N MMOSb/N MMOnb/n MMOnb/n MMOSb/N
LLlenoyHas cdocdatasa
B CbIBOPOTKE KPOBMU 966 En/n 675 En/n 483 En/n 333 Ea/n 143 En/n 0-440 Ep/n
docdop 0,99 0,74 1,02 1,09 1,1 0,8-1,45
B CbIBOPOTKE KPOBU MMOJb/N MMOIb/N MMOnb/n MMOnb/Nn MMOrb/N MMoOnb/n
Kanbuuih B Moye 1,07 1,74 1,35 0,31 1,8 2,5-75
MMOIb/C MMoOrb/C MMOJb/C MMOnb/N MMOJb/N MMOnb/n
docop B Moue 9,15 16,57 5,54 4,13 7.4 12-42
MMOIb/C MMOrb/C MMoOrb/C MMOnb/N MMOrb/N MMOrb/N

3annaHupoBaHa ovHas KoHcynbtauus B 2023 rogy,
opToneaoM PEKOMEHOOBaHO MpoBeAeHMe peabunu-
TaumoHHbix MeponpusTuii B FAY AO AOCPL, «Pycb»
r. AcTpaxaHu (maccax, JI®K, nnasaHue).

B cBsA3M ¢ xxanobamun Ha HapyLLUeHne MeHCTpyarb-
HOrO LMKa npoBedeHo yrbTpa3ByKoOBOE NCCneaoBaHme
OpraHoB Marsoro Tasa, OTKITOHEHWIA B COCTOSIHUM MaTKM,
SINYHNKOB He BbISIBNIEHO, AEBOYKa KOHCYINbTMpPOBaHa
rMHEKONOroMm, BbICTaBneH AmarHo3 «llepBuyHas guc-
MeHopes».

C MOMeHTa NOCTaHOBKM AMarHo3a geBoyka noryya-
eT BuTamuH [l n npenapar HeopraHnyeckux pocgaTos.
B 2023 rogy pnosa sutamuHa D coctasnsiet 5000 ME,
npenapat Pegykto Cneunan (aurugpodocdar kanums
602 mr, gurngpat moHoruapodocoara HaTpusa 360 mr
copepxatcs B 1 TabneTtke npenapara) AeBo4ka rnosny-
Yyaet no 1 Tabnetke 3 pasa B AeHb. Ha dpoHe Tepanum
OTMeYaeTCs NONoXnTenbHas QUHaAMUKa nokasaTtenen
dusnyeckoro passuTtus [5], YTo NpegcTaeneHo B mab-
nuye 2.

BbiBoAabl. Pe6eHOK BbINUMCaH JOMOW B KOMMEHCUPO-
BaHHOM COCTOSIHUM C peKoMeHAaumsamu: cobrnogeHmne
pexuma, ONeTbl, perynsapHbIn npuem ButammHa D u
npenaparta HeopraHn4ecknx ocdartos.

[aHHbIA KNMHWUYECKUI CriyYan eMOHCTPUPYET KOM-
neHcaumio cocTosiHusi pebeHka ¢ poccat-gnabeTomM Ha
oHe neveHus. ATO NOATBEPXKAAETCA HOPMaIbHbIMMU
nokasaTensmMmu kanbuus n goccopa B GUOXMMUYECKOM
aHanmse KpoBu, OTCYTCTBMEM MOBLILLEHHOWN SKCKPEKLINM
docdopa ¢ MOYOW, MONOKUTENBHOM ANHAMUKOW CO CTO-

Tabnuuya 2

MokasaTenu dusnyeckoro pa3Butusi NMaumeHtkm 1
3a Bpems HabnoaeHus

Table 2

Patient 1’s physical growth and development indicators
over the observation period

lon PocT, cm Macca, kr
2019 134,8 43,5
2020 138,5 48
2021 142 50,5
2022 148 53
2023 152 55
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POHbI PU3NYECKOr0 Pas3BUTUS, @ TaKKe COXPAHHOCTLIO
GYHKLMIA MOYeK.

MaTtepuanbl n meToabil.

KnuHunyeckunm cnyyan Ne2.

Hesoyka 10 net noctynuna B OTAeNeHne yporiornm B
2023 . ¢c guarHosom: «HacnegcTtBeHHas Tybynonatums.
docdaT-grabet. XpoHuyeckas 6onesHb noyek (XbIT)
1 cT. Genu varus ¢ 2-x cTopoH». [NauneHTka rocnuta-
nun3npoBaHa B CBA3M C xanobamu Ha oTCcTaBaHue B
pocTe, HapyLleHne MOXOAKW, AeddopMaLnio HUKHUX
KOHEYHOCTEN, Nnepmnognyeckn 6onm B cyctaBax 1 KOCTAX
(MpenMyLLLECTBEHHO B KOMEHHBLIX cycTaBax), bonblue
npv OU3N4ECKON Harpyske.

PebeHok oT 1 6epemeHHoCTH, 1 poaoB, onepaums
KecapeBo ceveHue Ha 38 Hegenu rectaumm, pogunach
¢ maccou tena 3000 r, poctom 51 cm. Cuaunt ¢ 7,5 mec.,
xoauTt ¢ 1 roga 3 mec. HacneaocTBeHHOCTb OTAroLle-
Ha — npegnonaraetcsa runogochareMmn4ecknin paxmt
Yy MaMbl 4EeBOYKM, OQHAKO OHa He obcnenoBaHa.

C 2017 r. oTMeYaeTCsl UCKPUBINEHNE KOHEYHOCTEN,
HapyLleHne noxoaku. Bnepeble obcnegoBaHa B OT-
nenenuun negunatpum N'BY3 AO «OLOKB nm. H.H. Cunu-
LeBow» I. ACTpaxaHu B CBA3W C AedopMaument HUKHNX
KOHEYHOCTEN, HapyLLeHeM NOXOAKN (YTUHasi NOXOAKa),
6onamu B kocTax. C nogo3peHneM Ha Tybynonartuio
HanpasneHa Ha obcregoBaHne B HayyHo-nccnenosa-
TENbCKUIA KNMHUYECKUI MHCTUTYT NegnaTpum n 4eTCKon
xnpyprum nmexmn akagemuka tO.E. Benstuwesa PrA0Y
BO PHUMY um. H.N. Tuporosa MuH3gpasa Poccun
r. MockBa, rae BbiCTaBrneH gnarHos: «HacnegcrteeHHas
Tybynonatusa — runodocdaremmyeckuin paxmut. XbI1
1 cT.». NpoBeaeHo reHeTnyeckoe obcnenosarue. MNpu
nposegeHnn OHK-gnarHocTukn ¢ naHensto «Hacnep-
CTBEHHble 60Mne3Hu ¢ NaTonornen ckeneta» BbisiBNeHa
myTaums B reHe COL9A3, paccmaTpuBaemas Kak Bepo-
SATHO NaToreHHas. HasHayeHo nevyeHne npenaparamu
docopa, anbakansumgnonom. NocnegHss rocnu-
Tanusaumsa B HayyHo-uccregoBaTenbCkUn KnnHuye-
CKWUI UHCTUTYT NeguaTpum U SETCKON XMPYPrum MMEHU
akapemuka HO.E. Benbtuwesa rAOY BO PHUMY
um. H.N. MNMuporosa MuHagpasa Poccun r. Mocksa 6bina
B 2019 r, Ha rocnuTanusauuto B 2020 r. He ABUNUCH, OT
npoBefeHNss PEKOMEHAOBAHHOIO MOSTIHOTO 3K30MHOIo
cekBeHupoBaHusa IHK oTkasanucek, AeBoyka Habnoaa-
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eTca y Hedoporora no MecTy XXUTEeNbCTBA HEPETYIAPHO.
OT poguTenei pebeHka nony4eHo NMCbMeHHOEe NHAOP-
MWUPOBaHHOE Corfacue Ha yyacTue B UCCIeLOBaHUMN.

Pe3ynbrarthbl U nx o6cyxaeHue.

MMpy NoCTynneHnn COCTOSIHME CPedHEN TSXKECTMW.
CamouyBcTBUe He cTpagaeT. AkTuBHas. MNepunogmyecku
)anobbl Ha 6onKn B KOMeHHbIX cycTtaBax. Poct 119 cm,
macca 26 kr. Pusnyeckoe pas3BuUTME HU3KOE, AnUcrap-
MOHWUYHoe. OTCTaeT B hU3NYECKOM pas3BUTUM MO POCTY
(pocTt cooTBeTcTBYET 8 rogam). Koxxa uncrasi, yMepeHHo
BrnaxkHas, nepndepuyecknx oteko HeT. MogKOXKHO-KN-
poBas krneTyaTka pa3suTa yaOBNeTBOPUTENBHO, OTEKOB
HeT. TOHYC MbILL, HopMarnbHbIA. OTMevaeTcst BapycHas
aecdopmaumsa HMKHMUX KOHEYHOCTEN, MOCKO-Banbryc-
Hble cTonbl. [pyaHas knetka LmnmHapu4eckon hopmei.
OTmevaeTcs HapyLLeHWe NOXOAKN (KYyTUHAsi MOXOAKaY).
Yuncno abixaTerbHblX ABWXKEHUA 21 B 1 MUHYTY, YACIO
cepaeYHbIx cokpalleHui 89 B 1 MUHYTY, apTepmanbHoe
AasneHune 100/60 MM.pT.cT. 2KuBOT mMaArkuii, 6esbones-
HeHHbIN. [eyeHb, ceneseHka He yBenuyeHbl. CUMMITOM
nokornavvMBaHus oTpuuaTenbHbii ¢ 06enx cTopoH. Mo-
4nTca cBOOGOAHO, AN3YPUN HET.

B oOwem aHanuse kpoBM 1M MOYM NATONOMMYECKNX
OTKIMOHEHWI HE BbISIBIIEHO, B BUOXMMUYECKOM aHanmse
KpOBW YpOBEHb LLenoYHon gocdarasbl 654 Ea/n (Bbl-
LUe HOpMbI), KpeaTuHuH 49 mkmone/n, CK® no L Bapuy
bedside 118 mn/mun/1,73Mm?, ModyeBMHa 2,69 MMonb/n,
HapyLUEHUS SKCKPETOPHOW (OYHKLIMM NMOYEK HE OTMeYa-
eTcs. [lnarHo3 xpoHnyeckasa 6onesHb noyek 1 ctenexHn
BbICT@BMEeH B CBSA3M C HOPMalibHbIM 3Ha4YeHMEM CKO-
pocTu Kny60o4koBOW hmnbTpaumm, HO CyLLECTBYHOLLUM
PUCKOM pasBUTUS NOYEYHON HEAOCTATOYHOCTU.

YpoBeHb LenovHon docdarasbl B Groxummye-
CKOM aHanuse kposu 654 Eg/n (Bbie HOPMBbI), Kanb-
unn obwwmii 1,97 mmons/n (Hopma 2,2-2,7 mmons/n),
KanbUun noHnsmpoBaHHbii 0,94 mmonb/n, dpocdop
1,53 mmones/n (0,8-1,45 mmone/n). Mo aaHHbIM Napa-
MeTpam obpalLaeT Ha cebsi BHMaHVe HeE3HaYUTENbHOE
CHWXXeHMe nokasartensa obLero Kkanbums B KPOBK Npu
HOpMarnbHOM 3Ha4yeHun docdopa.

PesynbraT cyTOMHOM SKCKpeuun Kanbums n gocdo-
pa ¢ mo4ou: cpocchop 11,1 mmonb/cyT (Hopma 12-42),
kanbuui 1,59 Mmonb/cyT (Hopma 2,5-7,5), oTmevaeTcs
HOopmanbHoe 3HaveHne docdaTypum U HE3HAYNTESb-
HOE CHWXKEHME 3KCKPEKLMN KanbLms, rmnokanbLnypus.

Mpn ynbTpa3BykOBOM MCCNEeOBaHMN NOYEK U
MOYEBOr0 MNy3blps AaHHbIX 3@ NaTOMOINMIO MOYEK He
BbISIBMIEHO.

lMockonbKky nNpu reHeTuyeckoMm obcrnepoBaHUm
6bIn 06HapyxeHa MyTauusi B reHe COL9A3, koTopas
MOXeT ObITb cBsAi3aHa ¢ cuHgpomom CTuknepa [6],
HacrneacTBeHHbIM 3aboneBaHMEM COEANHUTENbHOMN
TKaHW M3 rpynnbl KonnareHonaTuin, NposiBNALWMMCS
YepenHo-NMLUEBbIMN aHOManusiMu, rmasHbIMK NaTono-
rMsaMn, gereHepaTuBHbIMIU 3aboneBaHNsIMU CYCTaBOB
N HapyLlleHWeM criyxa, pebeHok Oblnl 0OCMOTpeH od-
Tanbmonorom, JIOP-Bpayom 1 cypgonorom, natonorum
cnyxa v 3peHust He OBHapYXXeHO.

Ha peHTreHorpammax HUXXHUX KOHEYHOCTEN B npsi-
MOW NPOEKLMM N PEHTIEHOrPaMmax KUCTEN OTKITOHEHWI
OT HOPMbI Takke He 0OHapy>XeHO, 0OLMIA KOCTHbIN
BO3pacT Mo KUCTAM cooTBeTCTBYeT Bo3dpacTty 9-10 ner.
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OcmoTpeHa opTtonegom, gmarHos: Genu varus ¢
2-X CTOPOH, pEKOMEHA0BaHO ONepaTUBHOE feveHne —
anuduanoaes ynpasrnsemblii C 2-X CTOPOH.

C MOMeHTa nocTaHoBKW auarHosa docdaT-amaber
pebeHok nonyyaet Pegykto Cneunan (gurugpodocdar
kanus 602 mr, gurngpat MoHorngpodocdaTa HaTpus
360 mr copgepxatca B 1 TabneTtke npenapara) 1/2 Tab
X 3 pasa BHyTpb, anbdakanbuungon 0,25 mkr x 3 pasa
BHYTpb.

BbiBoAgbl. Pe6eHOK BbINUCaH JOMOW B KOMMEHCUMPO-
BaHHOM COCTOSIHUM C peKkoMeHZaunsamm: cobnogeHme
pexuma n gueTbl, perynspHbii NpuemM akTMBHOMO Me-
Tabonuta ButammHa D n npenapaTta HeopraHU4ecKmx
docdaros.

[aHHbIN KITMHUYECKUI crnyvan Takke OEMOHCTPU-
pyeT KOMMeHcauuto cocTosiHua pebeHka ¢ dpocdar-
Onabetom Ha poHe nedeHusi. OTO NOATBepXKaaeTcA
HOpManbHbIMK MOKa3aTensMu Kanbumsa n gocdopa B
BUOXMMMYECKOM aHanM3e KPOBU, OTCYTCTBMEM BbICOKOM
3KCKpeKLmmn doocdopa C MOYOK, a TaKKe COXPaHHOCTLIO
dyHKUMIN noyek [7]. OgHako, € Liernblo BO3MOXHOW rocnu-
Tanusauum pebeHka Ha foobcrnenoBaHne, YyTOYHEHME
AmnarHo3a 1 KoppeKL MM fiedeHns BbInMcka HanpasrneHa
B oTaeneHne Hedponorun ®rAY «HaumoHanbHbIN
MEeLMULMHCKNIA UCcCcrneaoBaTenbCKUn LLEHTP 340POBbS
peten» MunHncTepcTea 3gpaBooxpaHeHns Poccuickon
degepauun.

O6a npefcTaBreHHbIX B CTaTbe KIIMHUYECKUX
HabnageHnsa OeMOHCTPUPYHT HEOOXOAMMOCTL Mpo-
BeaeHust guddepeHymanbHOM ANarHOCTUKN paxmTo-
nogo6bHoro cnHapoma y pebeHka ¢ y4eToM BO3MOXHOM
TyGynonaTtumn, NockonbKy Mpu NOAO3PEHUN HA MO-
CNegHIo M3MEHUTCS AnarHocTudeckas u nedyebHas
TaKTWKa, NOHAAoOUTCA reHEeTUYECKUA aHanu3 n Ha-
3HaveHue cneunduryecknx npenapatos-sutammHa D,
€ro akTMBHOIO aHanora n HeopraHn4ecknx gocgaTon
[8, 9, 10].

lpo3payHocmb uccnedoeaHusi. Viccredosa-
Hue 000bpeHo smu4veckum Komumemom OF60Y BO
«AcmpaxaHckul 2ocydapcmeeHHbIl MeOUUUHCKUL
yHusepcumemy» MuH3dpasa Poccuu. ViccnedosaHue
He umMesio crioHCopcKol nodoep)xKu. Aemopbl Hecym
MoNIHyt0 omeemcmeeHHOCMb 3a npedocmasreHue
OKOHYamersibHOU 8epcuu PyKOMuUcU 8 rnevame.

Heknapayusi o puHaHco8bIx U Apyaux e3aumo-
omHoweHusix. Bce asmopbi npuHumanu yd4acmue 8
paspabomke KoHyenuuu, dusaliHa uccredo8aHusi U 8
HanucaHuu pykonucu. OKOH4YamesrbHasi 8epcusi PyKo-
nucu 6bina odobpeHa ecemu asmopamu. A8mopbl He
rony4yanu 2oHopap 3a uccriedosaHue. lNayueHmsl 0anu
coenacue Ha nybrukayur cmambu, OCHOBaHHOU Ha UX
KIMUHUYECKUX CIlyqasiX, C Hay4YHoU UerblHo.
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