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Buramun D-3aBucumblii paxut 1A TMma — peakoe ayToCOMHO-peLiecCMBHOe 3a00JieBaHue, BbI3BaHHOe MyTauueii rena CYP27B1,
NpUBOJALIEi K CHIZKEHHIO AKTHBHOCTH (hepmenTa 1-anbda-ruapokcuiiassl U HapymeHuio Metadou3ma Buramuna D. Knuanyecku
3a00JieBaHNE TPOSBJISETCA PAXUTHIECKHMHI H3MEHEHUSIMH, He OTIHYAIIMMHACS 0T CHMITOMOB BUTaMUH D-1edunuTHOrO paxmra,
4T0 3aTPyAHSET PAHHIO AMATHOCTUKY 00JIe3HH M CBOEBPEMEHHOE HA3HAYeHHe A/1eKBATHOI MATOreHeTHYeCKO Tepannu ¢ UCHOIb-
30BaHMEM AKTHBHBIX MeTa0omToB BUTaMuHa D. B 0030pe npeacrasiieHbl BONPOCHI STHONIOIHH, NATOTeHE3a, TMATHOCTUKH, AU(-
(hepeHIMATBHOI TUATHOCTUKM, JieyeHHs1 BUTaMuH D-3aBucumMoro paxura 1A THna U HA IpUMepe KIMHHYECKOTO CIIyYasi MOKA3aHbI
NPUHIKUIBI T0A00Pa aIeKBATHOI 103bI 3aMeCTUTEIbHOI Tepanuu.
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mpuon, KAUHUYeCKull cay4ai, o03op.

Ansa yntupoBanus: [Notpoxosa E.A., banesa J1.C., CagpoHosa M.[1., CunsiruHa A.E. ButamuH D-3aBucumbivi paxut 1A Tuna. Poc BeCTH nepuHa-
Ton1 1 neguatp 2022; 67:(4): 137-142. DOI: 10.21508/1027-4065-2022-67-4—-137-142

Vitamin D-dependent rickets type 1 is a rare autosomal recessive disorder caused by mutation of the CYP27B1 gene, that further
leads to a decrease in the activity of 1A-hydroxylase and vitamin D metabolic disorder. The disease manifests itself by means of rick-
ets-like changes, alike to the symptoms of vitamin D-deficiency rickets, what inhibits both the early diagnosis and timely appointment
of an adequate pathogenetic therapy with the usage of active vitamin D metabolites. Etiology, pathogenesis, diagnosis, differential
diagnosis, and treatment of vitamin D-dependent rickets type 1A issues are presented in this article. Using the example of the clinical
case, it shows the principles of selecting an adequate dose of replacement therapy.
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BI/ITaMI/IH D-3aBucumblii paxut — rpyrnmna 3aboJe-
BaHUII, B OCHOBE KOTOPBIX JIEXKAT TeHETHUYECKUe
HapylIeHWsI, TPUBOISAIINE K CHIKEHHWIO KOHIIEHTpa-
LIMY aKTUBHBIX (hOopM BUTaMMUHA D MM pe3nCTEeHTHOCTH
PeLenTOPOB K HUM, KIIMHUYECKU MPOSTBIISTIOIINECS PaXy-
TUYECKUM W3MEHEHUsIM ¢ MaHudecTalyeir B paHHEM
Bo3pacte [1]. Tepmun «ButaMuH D-3aBUCHUMBIN paxuT»
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npeajioxeH B 1958 . amepukanckumu yyeHbimu D. Fra-
ser u R.B. Salter [2]. B 1961 1. A. Prader u coaBT. [3]
ornucaay ABYX JAeTell ¢ TUMWYHBIMU CUMIITOMaMU BUTa-
MuH D-aedunmnTHOrO paxura u OoTCyTCTBUEeM 3(ddeKkra
OT TIPUMEHEHUS afeKBaTHBIX 103 BUTaMuHa D. ABTOPBI
Ha3Baju 3a00jeBaHue «IICeBIOBUTAMUH D-aeduimTHbI
paxuT», OMNPENeNIUB €ro Kak ayTOCOMHO-PEeleCCUBHbIN
MEePCUCTUPYIOIINI  PaXUT, pearupyolmnii Ha BbICO-
kue no3bl ButamuHa D. Ilosnnee B 1973 . D. Fraser
M COaBT. [4] cooOIIMIN, 9YTO B OCHOBE JaHHOTO BapuaHTa
paxura JISXKUT HeIOCTaTOUHOCTh (hepMeHTa 1-anbda-Tu-
NPOKCHUJIa3bl B TIOYKaX, YTO COOTBETCTBYET COBpPEMEH-
HoMmy Tuiy 1A ButamuH D-3aBucumoro paxura. Crycrts
YeTBepTh BeKa HECKOJbKUMM TpYIIaMM YUEHBIX ObLT
KJoHupoBaH reH CYP27B1, Koaupyonmi MUTOXOHAPU-
aNbHYy10 1-anbda-ruapokcuiasy, OTBETCTBEHHbIHN 3a CUH-
Te3 KaJbIIUTPHOJIA U pa3BUTUE BUTaMUH D-3aBHCUMOrO
paxura 1A Tumna [5—8].

Butamun D-3aBucumbiii paxut, Tun 1A (aHri. Vita-
min D-dependent rickets type 1A, OMIM 264700) —
penkoe ayTOCOMHO-PELIECCUBHOE 3abosieBaHue,
BbI3BaHHOe MyTanmeid reHa CYP27BI, tpuBonsuiei
K CHUXXEHUIO aKTMBHOCTM (epmeHTa 1-anbdha-TuapoK-
cujiazbl M HapylleHWIo MeTaboau3ma BUTamMuHa D.
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Buramun D-3aBucuMBIii paxyT 1A TUIT OTHOCUTCS K peji-
KWM HacJIeJICTBEHHBbIM 3a00JIeBaHUSIM, TOYHBIE TaHHbBIC
0 pacrpocTpaHeHHOCTH 3a0071eBaHMS OTCYTCTBYIOT. [1pes-
roJjlaraeTcsi, YTO OHa €ro MOXET COCTaBsATH 1—5 ciy-
yaeB Ha 10 Teic. meTckoro HacemeHus [2, 9]. MU3BecTHO,
YTO B T€HETMYECKMW W30JMPOBAHHOW TOMyIsiuuu (GpaH-
Ko-KkaHaaueB B mpoBuHIMM CareHe peruoHa KseGeka
0oJie3Hb OOHApPYXMBAETCSI C CaMOM BBICOKOW YacTOTOM
B mupe (1 Ha 2358 pommMBIIMXCSI, HOCUTEILCTBO |1 Ha 26
yenoBek) [10]. HauGonee yacto onuckiBaeMasi MyTaiust
B aT0i1 obnact — 958delG, «myrauums [llapnaeBya» [11].

B ocHoBe ButamuH D-3aBucumoro paxuta 1A
tuma yexat nedexrsl reHa CYP27B1 (uutoxpom P450,
cemeiictBo 27, moxacemeiicto B, mnomunentum 1,
MIM 609506), T0KaTM30BaHHOTO B JUIMHHOM ILIEYe
xpomocoMbl 12 (12ql4.1), k HacTosiieMy BpeMeHU
onucaHo Oosiee 70 4acTo BCTpeyYaOUIMXCS MyTallUii
[12, 13]. Ten CYP27B1 cocTtouT u3 9 3K30HOB, KOAUPYET
25-runpokcuButaMuH D3—1-anbda-runpokcunasy, dep-
MEHT MPOKCUMAJIbHOTO KaHajblla MoYeK, KOTOPbIi KaTa-
JIM3UPYET TUIPOKCWIMPOBaHUE 25-TUAPOKCUBUTAMUHA
D3 B 1,25-murnnpokcuBuramMud D3. Kanpiurpuon cBs-
3bIBaCT W aKTUBHUPYET SIIEPHBIN perienTop BUTaMuHA D,
peanu3yst TeHOMHBbIE ¥ HeT€HOMHBIE MEXaHU3MBI U pery-
JUpys psaa (pU3MOJIOTMUECKHX TIPOIIECCOB, TaKMUX Kak
roMeocTas KaJibliusl, (PYHKIIMIO UMMYHHOI CUCTEMBI, KJIe-
TouHyI0 TUddepeHINPOBKY U TTpoiudeparuio [14—16].

Hecmotpst Ha mmpoko obcyxmaaemble B COBPEMEH-
HOI1 JiuTepaType ruieiioTporHbie 3ddekTsl BuTaMuHa D,
HauOoJjiee BaXXHBIM OCTAeTCsSl €ro ydacThe B KaJlbliMe-
BoM obOmeHe. [Ipu meduimre KanablUTpUOIa CHUXKAETCS
abcopOLMsT KajblUsl B KMUIIEYHUKE ITOCPEICTBOM pery-
Uy KajbimeBoro kaHama TRPV6 (Transient receptor
potential cation channel subfamily V member 6), aro Bener
K TUIOKAJIBLIMEMHUH, BTOPUYHOMY THIIEpIIapaTupeosy,
HapylIeHuo (GochopHO-KaTbIUEBOTO OOMEHa, paxvTo-
roaoOHo neopmaliiu ckeyera u octeoMassiiuu [17].

Manudecranuss ButamuH D-3aBucMMOro paxura
1A TuIa NMPOUCXOIUT B TMEpBbIe 2 To/a KU3HU pedeHKa,
yaiie B TEPBOM TIOJIYTOAMM, W TIPOSIBISIETCS CIENYIO-
UMW KITMHUYECKUMU CUHIPOMaMMU:

— HapylleHUs LeHTpaJTbHON M BEreTaTUBHOM HEpB-
HO# cucreMbl (OECIOKOWCTBO, BO30YIMMOCTh, TUIaK-
CMBOCTb, HapyIIEHUsI CHa, TUMEPECTe3UU, MOTIUBOCTb,
CyJI0poTH);

— MBIIIIEYHAss THUIOTOHMS (MBILIEYHAsT CJIaboCTh,
Ppa300JITAHHOCTh CYCTaBOB, «JISITYIIAYNI XKUBOT» );

— octeomansiius (pa3MsrdeHUEe KOCTel uepena,
MOJATIMBOCTh KpaeB OO0JIbIIOro pogHNYKa, nedopmanus
TPYIHON KJIETKU, «TappruCcOHOBa 60po3na», nedopmanus
KOHEUYHOCTE, TO3BOHOYHUKA, OCCAJITUU, TIePEIOMBbI);

— OCTeoujHasl TUnepIiasus (rurnepriasust JOOHbIX
U TEMEHHBIX OYTPOB, «9€TKW», «OpaCIeTK», «<HUTH KeM-
yyrar);

— CHUMIITOMBI TMTIOTUTa3UM KOCTHOM TKaHU (TIO3IHEe
3aKpbITHE OOJIBIIIOTO POJAHUYKA, TIO3IHEE TTPOPE3bIBaHNE
3y00B);

B MOMOLLIb TPAKTUHYECKOMY BPAYY

— 3amepxKa (bU3MYECKOro pa3BUTHSI, CTAaTMUYECKUX
U JIOKOMOTOPHBIX (PYHKITHA.

Ilpu naGopaTopHOM WUCCIAEIOBAHUM IJISI BUTAMUH
D-3aBucumoro paxura tuna 1A xapakTepHbl TUTIOKaJIb-
uemusi, turnodocdaremMusi, TOBBIIIEHUE aKTUBHOCTU
mesouHoi ¢ocdarasbl, BTOPUYHBIN TUIIEpIIapaTUpeos,
CHUXEHUEe YpoBHS Kanmbuutpuona (1,25-auruapoxkcu-
BuTtaMMHa D3) mpu HOpMaJbHBIX 3HAYEHUSIX KaJblIM-
nuona (25-ruapokucuButamud D3). PentreHosorunue-
CKM OOHapyXMBAlOT TUMUYHBIE PAXUTUUYECKUE H3ME-
HEHMSI B BUJIE OCTEONOpo3a, paciIupeHus: MeTadusos,
KOCTHBIX iehopMalinii.

HuddepeHumnanbHas MIMAarHOCTUKA BUTAMUH
D-3aBucumoro paxura 1A Tuma TIpOBOAUTCS B pPsILy
3a00JIeBAaHUI C BEAYIIMM KJIMHUYECKUM CUHJIPO-
MOM PaxMTUYECKUX M3MEHEHWIl W BKJIOYaeT BUTAMUH
D-peduimtHbIil paxuT, BUTaMuH D-3aBUCUMBII paxuT
n ButaMuH D-pesucreHTHbIi paxut. C 1enblo paHHENH
NMArHOCTUKW WM Ha3HAYeHMSI CBOEBPEMEHHOTO ajeK-
BaTHOTO JIEYEHUsI, HEPEAKO OTpPENesIsIonero MporHos
TeueHus 3aboyieBaHUsI, OYeHb BaXHO yxe Ha | srame
BBISIBUTD IPYIIY MalIMEHTOB C PAXUTOMOAOOHBIMU 3200-
JIeBAaHUSIMU, BKJIIOYalollein BUTaMUH D-3aBuUcUMBbIE
u ButaMuH D-pesucreHTHbIe (hopMbl. OCHOBHBIM Juar-
HOCTUYECKUM KPUTEPUEM MPU ITOM CIYKUT OTCYTCTBHE
addekTa MpU UCMOJb30BAHUU aleKBAaTHBIX 03 BUTa-
MuHa D M yciioBuMii, CHUXXAMOIIMX YCBOGHWE BUTAaMMHA
(cunnpoM ManbabcopOIMM, 3aboieBaHUs TernaTtoou-
JIMAPHOW CUCTEMBI, MIPUEM HEKOTOPBIX JIEKAPCTBEHHBIX
npernapaToB, HaNpMMep TIIIOKOKOPTUKOWIOB, MPOTUBO-
CYIIOPOXXHBIX TperapaToB, pudaMmmnuiimHa u ap.). Auna-
THOCTHMKA CMHIIpOMa KaHaJblieBOW AUCGhYHKIIMU Ha Cle-
nytomieM, Il arane, mMo3BoONIUT MPenNnosioXUTh BUTAMUH
D-pesucrentHsie ¢opmbl paxuta. Ha Il arane nmpoBo-
nutcst nuddepeHIranbHast AMarHOCTUKA BHYTPU TPYTITIBI
BUTAaMMH D-3aBHCUMMOro paxura, OCHOBaHHasl Ha YpOB-
HSIX aKTUBHBIX METa00JIMTOB BUTaMuHa D (tabi. 1).

Jleuenune ButammuH D-3aBucuMoro paxura tumna 1A
3aKJII0YaeTCsl B Ha3HAYEHMU C 3aMECTUTEIbHON LEbIO
npernapaToB aKTUBHBIX META0OJUTOB BUTaMUHA D: Kajib-
mutpuona (1,25-nurunpokcuxoekaabundepos) U aib-
dakanpuuaona  (1-anbda-xonekanbidepon). Peko-
MEH/IyeMbI€ CYTOUHBIE J03bI JIJIsI TIPENapaToB BapbUPYIOT
B pa3IMYHBIX CTpaHax I Kajmprourpuona — ot 0,3—0,5
no 2,0—4,0 mkr, misg anbdakampuumonra — ot 0,5—1,0
no 1,0-3,0 mxr [1, 19]. B HauuoHnanbHO# miporpamme
«HenocrarouHocts BuTamMuHa D y neTeit 1 moapoCTKOB
Poccuiickoit @epepaliin: COBpeMeHHbBIE MTOAXOIbI K KOP-
PEKILIMM» DTH 03Bl COCTABIISIOT cOOTBeTCTBeHHO 0,5—4,0
un 0,5—1,0 Mxr/cyT [22]. B Hauasie nedyeHUs] peKOMEH Iy~
ercst 100aBuUTh 50—75 Mr/Kr/cyT 2J€MEHTApHOrO Kajb-
mus. Kputepusimu 3(pOeKTMBHOCTU 3aMeCTUTEIbHOM
Tepanuu CJayXaT HU3KO-HOPMaJIbHBIN YPOBEHb KaJIbIIUsI
B CBIBOpPOTKE KpoBH (2,0—2,25 MMOJIb/T), HOpMaJIbHBIN
yYpoBeHb (pocaTa 1 BRICOKOHOPMaJIbHbIC YPOBHU Tapart-
ropmMoHa. Beicokue ypoBHM Kajibliusl B CHIBOPOTKE KPOBU
MOTYT TIPUBECTHU K TUIIEPKAJbLIMYPUU U TIOCIEIYIOIIEMY
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Ilompoxosa E.A. u coasm. Buramun D-3aBrcuMblii paxut 1A tuna

Tabauya 1. nddepenHnuanbHas IMarHOCTHKA BUTAaMUH D-3aBucumMoro paxuta [18—21]

Table 1. Differential diagnosis of Vitamin D-dependent rickets

ITpusnak B3P, Tun 1A B3P, tun 1B B3P, Tun 2A B/I3P, Tun 2B B3P, Tin 3
OMIM 264700 600081 277440 600785 124010
e — AYTOCOMHO—“ AyTOCOMHo—u AYTOCOMHO-U AYTOCOMHO-v AYTOCOMHO—U

peliecCUBHBIN peLeCCUBHBIN pelieCCUBHBII pelieCCUBHBIN JIOMUHAHTHBIA
Ien CYP27B1 CYP2RI VDR HNRNPC CYP3A44
benok lo-ruapokcunaza  25-THAPOKCHIIA3a b ;{;[I:pT:IEIOﬁF ZII{/I%IC))III-/I[y— W uiosgions L
D-peuentop 3A4
KJIEOTIPOTEWH
25 (OH)D N l N N l
1,25 (0OH), D l N i | N mm 1 N win 1 l

Tpumeuanue. BA3P — Butamun D-3aBucumblil paxut; N — HOpMasibHbIe 3HAYSHUsI IOKa3aTessl, | — 3HaYeHMsI HIKe HOPMBI, T — 3HAYSHUS

BbIIII€ HOPMbI.

pa3BUTHIO HedpokaiblMHOo3a. PexkomeHayercst pery-
JISPHBIE MOHUTOPWHT CYTOYHOM SKCKPEUMM KaJbLIMS
C MOYOU M TOAJEPKaHUE BBIBEICHUST KAIbIIUS C MOYOM
Huke 4 mr/kr/cyt [11, 23]. CTeneHb KaabLIMYPUU TaKXKe
MOXHO OIIEHUTb C TOMOUIbIO KaJbLIUi/KPEATUHUHO-
BOTO WHIEKCA B MOYe, IUIST KOTOPOTO CYIIECTBYIOT HOP-
MaJibHBIE IWAMa30Hbl JUIS pa3HbIX BO3PACTHBIX TPYIII:
1o 6 mec — 0,8 mMr/mr, ot 7 1o 12 mec — 0,6 mMr/mT, oT 1
1o 3 netr — 0,53 mr/wmr, ot 3 no 5 ner — 0,39 mr/mr, ot 5
no 7 ner — 0,28 mr/mr (5—7 ner) u crapiie 7 JeT —
0,21 mr/mr [24].

TakuM 00pa3oM, BOIPOCHI Tepanmuu BUTAMUH
D-3aBucumoro paxura 1A Tumna TpeOyioT COOMIOACHUS
HECKOJIbKUX MPUHIIATIOB:

— HauboJjiee paHHee Hayajlo 3aMeCTUTEbHON Tepa-
nuu (10 hopMUPOBAHUST HEOOPATUMBIX KOCTHBIX ehop-
Maluin);

— Ha3HaYeHWe aKTUBHOTO MeTabojmTa BuTamMuHa D;

— Mombop aJeKBaTHOW [0O3bI MeTabojMTa BHTa-
MuHa D ¢ menplo TpeaynpexneHus pa3BUTUST Hedpo-
KaJIbIIMHO3A.

Oco0eHHO BaXeH TIATEJbHBIA MOM0OpP CYTOYHON
JTO3BI TIperapara BUTaMuHa D y feTeii ¢ COMmyTCTBYIOIIUM
HedpoautnazoM. [lpencrapisieM KIMHWYECKUI cydaid
pebeHka ¢ BuTaMuH D-3aBUCMMBIM paxuToMm Tuna 1A
1 He(PPOKAJTBLIMHO30M.

Knunauyecknii cayyaii. PeGeHok, nesouka, 2017 r.p.,
BMEPBbIE MOCTYNMWIA Ha rocnuTaiu3anuio B MHCTUTYT
nenuatpun uM. akagemuka lO.E. Bensrumena B 20191
B Bo3pacte 1 roma 11 Mec ¢ xajobamMu Ha MbILLIEYHYIO
C1aboCTh, CHIKCHUE alTeTnTa, neopMaIinio KOHETHO-
CTel, HapyLIEHUE TTOXOAKH MO TUITY «YTUHOW», OTCTaBa-
HUE B PU3NYECKOM Pa3BUTHUU.

PeGeHOK OT 300OpPOBBIX pomMTeNeil, MepBoil Oepe-
MEHHOCTH, TIpOTeKaBIleil Ha (hoHe Yrpo3bl TTPepbIBAHUS
Bo II m III TpumecTpax, CPOYHBIX OINMEpPaTUBHBIX POJIOB
10 TIPUYWHE CJIAabOCTH POIOBOM MEesITETBHOCTU, Macca
npu poxaeHun 3300 r, miuHA 52 cM, OlLIeHKa 10 IIKaJie
Anrap 8/9 6asnoB. B ceMeiiHOM aHaMHe3€e pOJCTBEHHUKOB
¢ KOCTHBIMU Je(hopMalisiMi He OTMedeHo. MaThb pebeHKa
HaOJTIOMAeTCsT TEParieBTOM C XPOHUYECKUM TacTPUTOM,

0aly1lIKa Mo JUHUM MaTepd — C MHOTOY3JIOBBIM 3000M.
Orell ¢ ceMbeil He TIPOKMBAET, CBEIEHUS OTCYTCTBYIOT.

W3 anamHe3a 3a00JieBaHUSI M3BECTHO, YTO peOEHOK
C TIEPBBIX MECSIIIEB JXU3HU TUIOXO HabUpayl Maccy Telna,
OTMeYaauch OECroKOMCTBO, BO30YAMMOCTb, TIOTJIM-
BOCTb, MbIIIIeuHas runotoHust. C 1,5 Mec pebeHOK moy-
yan xojekanbuudepon B moze 1000 ME/cyr. K 4 mec
SKU3HU aKIEHTUPOBAIUCH JIOOHbIE W TeMEHHBIE OYrphI,
MOSIBUIIUCh ~ «paXUTUYECKUE YEeTKU», «OpacieTKu»,
HavaJio mpope3biBaHUs 3yOOB TIpUIILIOCH Ha 7,5 Mec.
OTMmeyvasiach TeMIOBasi 3aaepkka MOTOPHOTO pa3BU-
TUS: JIeBOYKa Havyaja caMOCTOSITEJTbHO CUIETh ¢ 7 Mec,
CTOSITh ¢ Tomaepkkoit — ¢ 10 mec, TepBble IIaru —
B 13—14 mec. C HavajoM BepTUKaIu3alluu y pedeHKa
MOSIBUJTUCH OeCTIOKOMCTBO, 0oM U aedopMaidst HUK-
HUX KOHeyHocTel. B Bo3pacre 1 roma mo gaHHBIM J1abo-
pPaTOPHOTO MCCIEI0BAHUS BBISIBIICHBI TUITOKATbIIMEMMUST
(kanbuumit o6t 1,95 mmonb/n), tunodocdaremus
(1,25 MMoOJb/J1), MOBBILIEHWE YPOBHS IIEJIOYHON (hoc-
daraszel 10 2050 ME/n. Tlpu ynsTpa3ByKOBOM HCCIIEI0-
BaHWUM TOYEK TUArHOCTMPOBAH MEIYJUISIPHBIN Hedpo-
KaJbIIMHO3, B CBSI3M € 4eM J03a BuTaMuHa D ocTaBieHa
npexHeit (xonekanbimgepon 1000 ME/cyr).

Ha MoMeHT rocriuranmnsaiy CoCTOsSTHIE pebeHKa olle-
HUBAJIOCh KaK CpelHel CTeNeHU TKECTH, (DU3NYecKoe
pa3BUTHE TapMOHWYHOE, MUKPOCOMATOTHIT: Macca Tela
10,5 xr (P25—50), poct 80 cm (P5—10), oTHOIIEHUME Macca/
poct (P50—P75, SDS 0,5), aMouroHaibHas1 JIAOUIbHOCTb,
MOTJINBOCTh, HApyIIeHUe CHa, MbIIIeYHasT THTIOTOHUS
(MbIIIeYHast ¢1ab0CTh, WIATYIIAYUA XXKUBOT»), CUHIPOM
ocTeoMayIMy  (TTOJATJMBOCTh KpaeB OOJBIIOTO POJI-
HUYKa, YIUTOIIeHWe TPYIHOM KJIETKU, BapycHas gedopma-
1IVs1, aHTEKypBaIusT OeAPEHHBIX KOCTEM, TIJIOCKO-BaJIbIyC-
Has JechopMaIys CTOI, OCCAITUI); CUHAPOM OCTEOMIHOM
TUTIePIIa3uK (TUITePIUTIa3usT IOOHBIX M TEMEHHBIX OYTpOB,
«PAaXUTUYECKME UYETKI», <«PaXUTUYECKUE OpaciIeTKI»);
CAMIMTOMBI THUITOIIa3UM KOCTHOW TKaHU (OTCYTCTBHE
3aKPBITHSI OOJIBIIOTO POAHUYKA, 3aIePKKa TPOPE3bIBAHUS
3y0OB); OTCTaBaHME (PM3UIUECKOTO PA3BUTUSI, CTATUUYECKUX
M JIOKOMOTOPHBIX (DYHKIIUH (ITOXOaKa HEyBepeHHasl, 1I1atT-
Kasl, 10 TUITY «yTUHO» ).
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ITo pesynbraTam 1a6OPATOPHBIX METOAOB HMCCIENO-
BaHUS BBISIBJICHBI HapyleHUs (HochOpHO-KaIblIMEBOTO
obmeHa (Tabur. 2).

Ha peHTreHorpamme OelnpeHHBIX KOCTeil OOHapy-
SKEHBl TUITAYHBIE paXUTUUECKUE WM3MEHEHHMS B BUIE
BapycHoOl  nmedopmaluy, paciimpeHusi MeTadpu30B
OenpeHHBbIX KocTeli, ocreomnopo3a. [lpu wuccienosa-
HUM MOYEBBIAETUTEILHON CUCTEMBI: B OOIIEM aHAJIN3e
Mouu 0e3 U3MEeHEeHUI; KpeaTUHUH KpoBu 30 MKMOJIb/T,
pacueTHasi  CKOpPOCTb  KJIYOOUKOBOW  (puiabTpamuu
101 myi/MHUH, B OMOXMMUYECKOM aHAJIM3€ MOYM: Kaslb-
uuii/kpeatuHuHoBbI uHAeke (Ca/Cr) 0,22 (Hopma
0,09-2,2), dochop/kpearnHuHoBblii uMHAeKC (P/Cr)
6,85 (Hopma 1,2—19), TyOynsapHast peabcopbuust ¢oc-
daros (TRP) 85% (Hopma 85—95), MakcumaibHas TyOy-
snsipHast peabcopouust ¢docdaroB (TmP) 1,43 (Hopma
1,22—1,6), B-2-MUKpOTIOOYIMH B MOYe 28 MKT/JT (HOpMa
0—100). Ilpu ynabTPa3ByKOBOM HCCIEAOBAaHUN TIOYEK
BBISIBJIEHO YBEJIMYEHME MPAaBOM TTOYKU B 0ObeMe, TTapeH-
XMMa YTOJIllIeHa, OOBIYHOM 3XOTeHHOCTH, AuddepeHim-
poBaHa, 000IKH MOBBIIIEHHOM 9XOT€HHOCTH TT0 Mepude-
pUM TMPAMUIIOK 00enX MOYeK.

Ha ocHoBaHWUM KIWHWUKO-aHAMHECTUYECKUX JaH-
HBIX, PE3yJIbTaTOB J1aOOPaTOPHBIX W WHCTPYMEHTAJb-
HBIX MCCJIEOBAaHUI TIPEAMNOJIOKEHO PaxXUTOINOI00HOe
3a0ojieBaHue — BUTaMUH D-3aBuUcHUMBI paxuT 1A TuI.
Jnst moaTBepKAeHUS AMarHo3a pedeHKY peKOMEHIOBaHO
reHeThYecKoe MccienoBaHue B MennKo-reHeTU4eCKOM
HayuyHoM 1ieHTpe uM. akaja. H.I1. boukoBa, roe metomom
MPSIMOTO  aBTOMATUYECKOTO CEKBEHUPOBAHUS TIPOBE-
IIeH yacTWuHbIi aHanu3 reHa CYP27B. 1o pesynabratam
HUCCcaeqoBaHUsT OOHapy:KeHbl aBe MyTtanuu c¢.953delG
(5 9x30H) U ¢.1327T>C (8 2K30H) B KOMIAayHJ-TeTepO-
3UTOTHOM COCTOSIHMUM, 4YTO TIO3BOJIWIIO C(HOpMYIUpo-
BaTh 3aKJTIOYUTENbHBIM KIWHWUECKUI TUATHO3: OCHOB-
Hoit: ButaMuH D-3aBucumbiit paxut, tun 1A (CYP27B
¢.953delG, ¢.1327T>C) (HapyuieHUsI MUHEPATbHOTO

®Dochop neopr., MMoan/x

Ilenounas docdaraza, ME/x

ITapaTropmon, nr/m1

25(OH)But D, ur/ma

1,25(0H)2But D, nr/ma

Kanpnuii B Moue, Mr/kr/cyT

aKBazeTpmM
1000 ME/cyT

Kaabumii o6mmii, MMoap/m f-------- ot == h§f====

Ta6auya 2. Tlokaszarean pocopHO-KATbIMEBOTO 00MEHA
y 00cJ1e/I0BAaHHOTO pedeHKa

Table 2. Laboratory parameters of phosphorus-calcium
metabolism in a child

IToka3arenn Pesyasrar Hopma

2,25-2,75

Kanpuuii oo1mmmit, MMoJb/1 1,86

Kanpuuii "OHM3UPOBAHHBIA,

MMornb/n 0,87 1,13-1,32

dochop HeOpraHMIECKHUIA,

MMornb/n 1,22 1,29-2,26

Llemounas docdaraza, ME/n 2244 108—317
[MapaTropmoH, mr/mi 1681,3 16,0—62,0
25(OH)Butamun D, Hr/M 34,9 14,0—60,0
1,25(0OH) Butamun D, ir/mn 12,4 16,0—65,0
oOMeHa, BTOPUYHBINA TUIIepIIapaTUPEO3, OCTEOIOPO3,

KoctHble nedopmaiiun). ComyTCTBYIOIINN: ABYCTOPOH-
HUt MenymnsapHbiii HedpokanbiimHo3 | crenenu. XbBI1
I ctanuu.

PebGeHKy Ha3HaueHa TaToreHeTUYecKast Teparmusl mpe-
MmapaToM akKTMBHOTO MeTabojuTa BUTaMMHa D — ajb-
(akaabIUI0IOM B MUHUMATBHO PEKOMEHIyeMOI Tepa-
neBruyeckoil nmoze — 0,5 MKI/CyT € y4eTOM HaJIUYusl
HedpOoKaJIbIIMHO3a, He(POJUTOJIUTUYECKas — TIpera-
parbl MarHus (MarHe B) w nurpatHas cmech (GieMa-
peH), Metabonuueckasi (JieBokapHuTuH). Ha ¢one Tepa-
MK y pebeHKa oTMeYaach OTYETIMBAsT TIOJOKUTETbHAST
IWHAMWKa: 3a 3 Mec OeBouka mpubaBwia B Bece 700 T,
B pocTe 4 ¢M, YIy4IIMINCh HACTPOEHUE, allIeTUT, YMEHb-
IIWIACh MBIIeYHasT CIab0CTh, BEPTUKAIM3AINS CTajla
0oJee yCTOMUMBOIA, ITOXOIKa — OOJiee YBEepeHHOM, Hadaia
Oerath, TIPOpE3aTNCh BCE MOJIOYHBIE 3yOBI, HAYaJIOCh
3aKpBITAE OOJIBIIIOTO POTHWYKA. Pe3ymbraTel 1abopaTop-
HBIX WCCIIeIOBaHUM, KaK TOKa3aHO Ha PUCYHKE, TEMOH-
CTPUPOBAIA HOPMAJIM3ALIMIO CHIBOPOTOUYHOTO YPOBHS

0,5 MKF/CYT

! 1,0 MKr/cyT | 0,75 Mr/cyT

10.2018
Tocnurammzannn B HOUKHA

09.2019
1 rox 1 rox 11 mec

12.2019
2 rona 2 Mec

07.2020
2 rona 8 mec

02.2021
3 roma 3 mec

Bospact

Pucynok. Tlokasareau ochopHo-KaabuueBoro 0oMeHa y 06c/1eJ0BAHHOTO Pe0eHKa B THHAMUKE.
Figure. Dynamics of phosphorus-calcium metabolism in a child.
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KaJbLIMs U (pocdopa, TpeXKpaTHOE CHDKEHNE aKTUBHOCTH
mejouHoi docdarasbl, MATUKPATHOE — IMapaTrOpMOHa,
HOpPMAaJTM3aInio YpOBHS KaJBLIMTPUOJA, pedepeHTHBIe
3HAUEHMS KAJIbLIMYPUU, HE TMpEBbIIIAONIE 4 MI/KI/CYT.
C y4eToM COXpaHSIIOIIECST BBICOKOM aKTUBHOCTH IIIEJI0U-
Hoil ¢ocaTasbl 1 BTOPUYHOTO TUIIEpIIapaTHpeo3a 103a
anbdakanplmaoaa Obuta oskieHa 10 1,0 MKr/cyT, rpo-
JoJDKeHa KypcoBasl HedpOJUTOUTHYECKass UM MeTabo-
Jn4eckas Tepamnuvs. B muHaMuke yepe3 6 Mec Macca Tena
pebeHKa yBeJMuuach Ha 2 KI, pocT — Ha 9 cM, HopMa-
JIN30Bajlach SMOLMOHAIbHAS chepa, MBIIIEUYHBI TOHYC,
MOTOpHMKa, OOJIBIION POTHUYOK 3aKPBLICS K 2 TomaM
4 Mec, YMEHBIIWIUCH OehopMali HIDKHUX KOHEYHO-
CTeil, HUBETUPOBAJIUCH MPU3HAKKY OCTEOUTHOM TUTIEPILia-
3UU («PaXUTUIECKUE YETKI», «paXUTHUUECKIE OpACIETKI»,
YMEHBIIWJINCH JIOOHBIE U TeMeHHbIe Oyrphl). 1o pe3ynb-
TaTaM J1JabOPaTOPHBIX WMCCIAETOBAHUI TPU HOPMAaJTbHOM
YpOBHE KalbliMsl M (pocdopa B CHIBOPOTKE KPOBU, HOP-
MaJIM3allii YPOBHSI TapaTropMOHa, NaJbHEMUIIeM CHU-
JKeHNM aKTWBHOCTU IIeJIOYHOU ocdarasbl obOpalraimn
BHUMaHWE BBICOKME 3HAYEHMSI OKCKPEIUU KaJIbIIus
¢ MoYoii (5,6 MIr/Kr/cyT), MpeBhIIaoIe pedepeHTHRIE,
YTO COMPOBOXKIAIOCH COXPAHEHUEM, TI0 TAHHBIM YJIBTpa3-
BYKOBOTO HCCJIEAOBAHUS TTOUEK, OOOIKOB TMOBBIIIEHHOM
9XOT€HHOCTH TT0 Tieprhepru MUPAMUIOK, CBUAECTETBCTBY-
ommx o HedpokanbimHode. CyTouHast 103a anbhaKaib-
nupoia Onia cHiskeHa no 0,75 mxr KartamHectnueckoe
HaOmoneHNe 3a PeOCHKOM ellle Yepe3 6 Mec ToKazaio
XOpOIIe TeMIbl (DU3UYECKOTO pa3BUTHS: TprbaBKa
Macchl Tesa coctaBuia 1,2 Kr, pocta — 5 ¢M, YCTORYUBBIT
SMOLMOHATBHBIM TOHYC, HOPMOTOHMIO, COOTBETCTBYIO-
1ee BO3pacTy MOTOPHOE pa3BUTHE, COXPAHSIETCS yMepeH-
Hasl BapycHasi nedopmaliivsi 6epeHHbIX KocTeil. Ha ¢oHe
CHIDKEHUSI CYTOYHOM 03Bl ajib(aKaJbLIMI0Ia HOpMaIu-
30BaJIUCh MOKa3aTeJn KaJbIIUYPUH, VCUE3TN YIBTPa3By-
KOBBIE MPU3HAKN He(POKATBLIMHO3A.

HecmoTpst Ha MOMOXUTETBHYIO TUHAMUKY OOJIBIIH-
CTBa KIIMHUYECKMX M TMapaKIMHUYECKUX ToKa3aTeleid,
MTO3IHSST MHUIIMALIVS aJeKBAaTHOM 3aMeCTUTETLHOM Tepa-
MUY He TI03BOJINIIA TTOJTHOCTBIO TMKBUANPOBATH KOCTHBIE
nedopManuu, y pebeHKa coxpaHsieTcsl BapycHast aecop-
Marust OeApeHHBIX KOCTEM, YTO TpeOyeT aKkTUBHOTO OPTO-
MEeINYECKOro JeUeHHUsT ¢ MpUMeHeHneM (U3NOoTeparneB-
TUYECKUX METOHOB (Maccax, JedyeOHas TMMHACTHKA),
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