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Cnmcok HCnoJIb3yeMbIX COKpalleHH i

ACE2 — Angiotensin-converting enzyme 2, aHrHOTEeH3HHIIPEBPAIIAIOLIHH (hepMeHT 2

ADHR — Autosomal dominant hypophosphatemic rickets (AyTocomMHO-TOMHUHAHTHBIN
runopochareMIUIeCKuil paxur)

APECED — Autoimmune polyglandular endocrinopathy with candidiasis and ectodermal
dystrophy (IlonurmangynsipHasi 3HIZOKpUHONATHs 1 THUMa, ayTOMMMYHHAasl SHIOKPUHOMATUS C
KaH/M1030M U SKTOJepMaIbHON AUCTpOdHEii)

ARS — Arthrogryposis, renal tubular dysfunction, and cholestasis (cunmpowm,
ACCOIIMMPOBAHHBIN C APTPOTPUTIO30M, TYyOYISIPHON JUCHYHKIIHEH U XOIETUTHAZOM)

CASR — xanblIMBOCTIPUHUMAIOIIHI PELETITOP

CTNS — Gene, encodes cystinosin (reH, KOAUPYIOIHiA IMCTHHO3UH)

CYP27 — multifunctional cytochrome P450 oxidase, vitamin D-25-hydroxylase (Butamux
J-25- runponasa)

FGF-23 — Fibroblast growth factor (¢axrop pocra ¢pudbpobiacToB)

FGFR2 u FGFR4 — Receptor for FGF-23 (perentopsi k haktopy pocta ¢pubdpodiacto-23)

GH - Growth hormone (ropmoH pocTa, COMaTOTPOIHBINA TOPMOH)

GNASL1 — Gene, encoding the subunit of the stimulatory G protein (reH, komupyromui
a-cyobenunuity G Oerka)

Gs — Guanine nucleotide binding protein G(S) (cBs3bIBatOLINI T'YaHUHOBBIE HYKJICOTH/IbI
IPOTEHH, OCITOK, TPeOYEMBbIi IS pElenTOP-CTUMYIMPOBAHHOTO CHHTe3a TAM®)

HDR - Hypoparathyroidism, deafness, and renal dysplasia (runomaparupeouusm,
[IyXO0Ta, TUCIUIA3Us TI0YEK)

HHRH — Hereditary hypophosphatemic rickets with hypercalciuria (Bposkaenubrit
runopochareMUIeCKHil PaXUT ¢ THIIEPKATbIINYPUCH)

HVDRR - Hereditary 1,25-Dihydroxyvitamin D-Resistant Rickets (BpoxneHnsbrii
1,25-TUruPOKCUBUTAMUH J[-pE3UCTEHTHBIN PaXHUT)

IGF-1 — Insulin-like growth factor-I (uacynuHOnOn00HSIH (akTop pocTa-I)

MEPE - Matrix extracellular phosphoglycoprotein (mMarpuunblii BHEKJIECTOYHBIH
(hochorTMKOnpPOTEnH)

NBC-1 — Na+-HCO3- cotransporter (Na*- HCO3" korpancnoprep)

NHE3 — Na H Exchanger Isoform (Na*/H" nornoo6meHHHK)

NPT2 — Sodium-phosphate co-transporter (sarpuii-pochopHblii Ko-TpaHCIOPTED)

PDDR - Pseudovitamin D-deficiency rickets, also vitamin D dependent rickets type |

[VDDR-I] (nceBnoBuTamMuH-/1-3aBUCHMBIii PaxuT)



PHEX - Phosphate regulating gene with homologies to endopeptidases on the X
chromosome (docdar-perynupyromnuii reH, roMOJIOTHYHBII SHIOMENTHAAa3aM Ha X-XpOMOCOME)
PTHrp — Parathyroid hormone receptor (perientop kK mapaTupeouiHOMY TOPMOHY)

RANK — Receptor activator of nuclear factor kappa-B (peuentop-akruBarop NF-kB)

RXR — Retinoid X receptor (perentop K peTHHOUIAM)

TGF o u B — transforming growth factor (tpancdopmupyrommuii pakrop pocra o, 3)

TIO — Tumor-induced osteomalacia (OHkoreHHas OCTeOMAIIAIH)

VDR - Vitamin D receptor (peuenrtop k Buramuny /1)

XLH — X-linked hypophosphatemic rickets (X-cuertenusiii rumodocdareMudecKkuii
paxuT, BUTaMUH [[-pe3UCTCHTHBIN PaXHT)

NJI — naTepneikun

PHA — pubonykienHoBasi KUCIOTa

[ITT — naparropmMoH, maparupeorIHbIA TOPMOH

HHAM® — nukandeckuii aneHo3nHMOHOpoCchar



BBenenue

Paxutr BmepBeie Obl1 omucan B 1645 romy VYuctiepom (AHMIMS), a JAETAIBHO —
aHruiickum optonenoM Inmcconom B 1650 romy, XoTs ymoMHHAaHHS 00 3TOM 3a00JEBaHUU
BCTpeyaroTcs eule B Tpyaax l'anena (131-211 r. u.3.). Paxur (y pactymux nereil ¢ OTKpbITBIMU
snudu3amMu) U octeoManAlusa (y B3POCIbIX) XapaKTEPU3YHOTCS CHU)KEHHUEM MUHepaIu3aluu
KOCTHOTO MaTpHKca, 4To y AeTel MPUBOIUT K crielu(UUIeCKUM U3MEHEHUAM ckesieTa. OCHOBHOM
NPUYMHOM pa3BUTHsS paxuTa cuutaercs Aepuuut Butamuua J[. [locne BBeneHHsS B NMPakTHKY
neyeHus paxuta Butamuna /| (kanpuudepona) B Hadane 20 CTONETHS BBIICHHIOCH, YTO HE BCE
OOJIbHBIE XOpOILIO OTBEYAIOT Ha Tepanmuio. DBONBIIMHCTBO MAalMEHTOB OBLIO HU3JIEYEHO
(apMaKoJIOTHYeCKUMHU JI03aMU BUTaMKHA /[, a peruuBbl ObLIM MPEIOTBPALCHbl Ha3HAYEHUEM
O4YeHb HM3KUX 103 BuTamuHa /| (Buramun J[-nepuuntHeii paxut). OgHaKoO y 4acTu NallEHTOB
IPU CHIKCHUHU JI03bI CHMIITOMBI BO3BPALIAIUCHh. JTHU COCTOSHHUS OOBEIUHUIM TOJ TEPMUHOM
paxuTonoAoOHbIe 3a001€BaHUS] — T€HETUYECKU 00YCIOBIECHHBIE M IPUOOPETEHHBIE COCTOSHUS,
COIIPOBOYK/IAIOLINECS U3MEHEHUSIMH KOCTHON TKaHH, (PEHOTUIIMYECKH aHAJIOTWYHBIMH BUTAMUH
J-nedpunuraomy paxuty. Ha mx momo mpuxomutcs okoio 13% oO0Imero KoindecTBa paxuTa
(Beck-Nielsen SS, et al., 2009). ix MOXHO pa3eliuTh HA TP TPYIIIBI: 3aBUCHUMBINA OT BUTAMUHA
J1 paxuT, BBI3BaHHBIA MyTallsIMU 100 B (hepMeHTax, y4acTBYIOLUIMX B OMOCHHTE3€ BUTaMHUHa [1,
6o B penentuuu Buramuna JI (Miller WL. 2017), runodocdaremuueckuii paxuT, BBI3BaHHbBIN
HapymieHneM peadcopOuuu wim TpaHcnopra (ocharoB B TMOYCYHBIX KaHAJbIAX M3-32
TeHETUYECKUX HapYIIEHUH, CBA3aHHBIX ¢ hocharonunamu win dochorpancnoprepamu (Bastepe
M, et al., 2008) u Hapymenus nHakTuBauuu ButamuHa [l (Roizen et al., 2018). Hapymenus
MHUHEpaJIN3aluid KOCTHOT'O MaTpUKCa TaKKe MOTYT OBITh BBI3BAHBI HEAJEKBATHBIM IPUEMOM
KajbIus U pochaToB Wi 1€(PEKTHOCTHIO MEXaHU3MOB JIETIOHUPOBAHUS 3TUX HOHOB B KOCTHOM
marpukce. OnHaKko nepBUYHbIE Je(EKThl MUHEpAIU3alMM, HAaCIeCTBEHHbIE (TUIodocdarasus)
WK npuoOpeTeHHble (M30BITOK (TOPUIOB, ATIOMUHUS, OuchocPoHaTOB) — penkas MpUUYHHA
PaxXUTONOAOOHBIX U3MEHEHUH CKeJleTa U OCTEOMAIIAIUH.

HoBas spa B Tepanuu paxuronofoOHbIX 3a00sieBaHMN Hayanach IOCJIE BHEAPEHUS B
KJIMHUYECKYI0 TMPaKTUKy aKTUBHBIX MeTabonuToB BuTamuHa JI, Takux kak lo,25-
JMTUAPOKCHXONIeKaIbldepon  (KaJIbLUUTPUON), TO3BOJUMBIIMX S(P(PEKTUBHO JIEYUTh 4YacTh
OOJNIBHBIX € BHUTaMHUH-/I-pe3UCTEHTHBIM paxuUToM. OJHOBPEMEHHO MPOUCXOJUT HAKOILJICHHE
3HAHUW O TEeHETHYECKOW TMPUPOAE COCTOSHUM, OOBEAMHSEMbIX TEpMUHAMH BUTaMUH-/I-
3aBUCHUMBIH U BUTaMHUH-/[-pe3ucTeHTHBIM paxutT. B HacTosmiee BpeMs HICHTHQHUIMPOBAHbBI
MHOTHE T€HETHYECKHE MYTaIluH, COMPOBOXKIAIOIINE HACIEICTBEHHbIE (JOPMBI paxHTa, a TAKKe
PACKPBITBI MOJIEKYJIPHO-OMOJIOTHYECKHE MYTH peaju3allMd W3MEHEHHOM aKTUBHOCTU TEHOB.

[Tonyuennas B mocieqHue roAbl MH(OpPMalUs NPUBOAUT K MOAM(DHUKAIMM KIACCH(PUKAUI
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MeTa0oInYecKuX OOJIe3He KOCTeil. BpIABIeHHEe TOHKMX MEXaHM3MOB HApYIICHHH OOMEHa
MOXET TOMOYb B Ha3zHayeHUH AuPdepeHunpoBaHHON Tepanuu (1100 M30ekaTb HEHYKHBIX U
MOTEHIIMAJIBHO  OMAacHbIX HaszHaueHwil). Tak, mnpu BUTaMUH-/[-pE3UCTEHTHOM paxuTe
UCCIIEJIOBAHHE OTBETAa Ha KaJIbLUUTPUOI B KylabType (PuOpoOIacToB MOXKET NpeacKa3aTh
3¢ deKkTuBHOCTh Tepanuu iN Vivo. boiee TOro, Ha OCHOBaHMU pacUIM(YPOBKUA MOJCKYISPHO-
OMOJIOTHYECKHX OCHOB  paxXWUTONMOJOOHBIX  3a00JIeBaHMII  CTajJO0 BO3MOXKHO  CO3/aHUE
MPUHIMITAATHFHO HOBBIX TpPENaparoB, HampuMep, aHTuTena K (akrtopy pocra ¢udpodrIacTos,
HAXOJSIINXCS BO BpEeMsi HAallMCaHUs JAaHHOTO PYKOBOJICTBA Ha 3Tare KIMHUYECKUX HCIBITAaHUM.
bonee Toro, B HacTosiiee BpeMs B CBA3HM C HAKOIJICHMEM HOBBIX 3HAHUU 1IeJIecO00pa3Ha 3aMeHa
TEPMUHA PAXUTONONOOHEIE 3a00JIeBaHNs HA HACIICACTBEHHBIE H TPUOOPETEHHBIC (DOPMBI paxHTa.

C wmenpro JIydlIero YCBOGHHS MaTepHajia LeJIecoo0pa3sHO pacCMOTpEeTh BHavale
OCHOBHBIE MEXaHH3MBbl PETYIHPOBAHHS COJIEpKaHUSA Kajblusd u Qocdopa KpoBH, a TaKke

MMaTOI'CHE3 U KIIMHUYCCKUC ITPOABIICHHUA BI/ITaMI/IH'I['I[C(I)I/IL[I/ITHOFO paxura.



IJTABA 1
DochopHO-KaANbUHMEBBIH META00IM3M U €ro peryJasuus

OCHOBHBIMU «HMI'POKaMM», OTBETCTBEHHBIMH 3a Pa3BUTHE PAXUTONOJOOHBIX M3MEHEHUIl
KOCTEH, SBIAIOTCA HMOHBI Kaublus, (ocdarel, BUTaMHH J| M TapaTUpeouaHbBIi TOPMOH
(maparropmon). Paccmorpum mx wmerabonmusm Oosee moapoObHo. B koHIle TiaBel OyayT

PaCcCMOTPCHBI MeTa00IuYECKHUE IMPONHECChI, IPOTEKAIOIIUE HETIOCPEACTBEHHO B KOCTHO# TKaHH.

MeTabon3m KaJdblud

B rtene B3pocnoro uenoseka copepxkurcs 1000—1500 1. kanpuus, y HOBOPOXKIAECHHOTO
Bcero 25 . 13 Hux 98,9% — B koctHO# Tkanu, 0,51% — B TKanu 3yooB, 0,51% — B MATKHX
TKaHsax, 0,08% — B mu1a3Me KpOBH M MEKKJIETOUHOM >KMJIKOCTU. BennunHa KOCTHOW Macchl y
MYXX4MH Oojblie, yeM y >keHIMH. [lmon HakamiMBaeT KajlbLUUMH B OCHOBHOM B TPEThEM
TpumecTpe OepeMeHHOCTH. ComlacHO HEKOTOPbIM HccienoBaHusaM, kanpuuil B III Tpumectpe
HAKaIUIMBaeTcs co CKOPOCThIo 90-150 Mr/Kr/cyT.

Posib kaabIus B OprannusmMe

1. Kanpumii cocraBisieT OCHOBY KOCTHOH TKaHM H 3yOOB W TpUAAET MM
HEOOXOMMYIO ITPOYHOCTb.

2. VY4acTByeT B mpoleccax MBIIIEYHOTO COKPALEHUS, B TOM YHCJIE COKpAILECHUs
CepACYHOMN MBIIIIIBL.

3. Kanpuuit Heo6xoauM B niepejaye HEpBHBIX UMITYJIbCOB B HEPBHON CHUCTEME.

4. VYyacTtByeT B MOCTPOEHHUU U (YHKIIMOHUPOBAHUU MHOTUX (DEPMEHTOB, OEIKOB,
KJIETOYHBIX MEMOpaH.

5. Kanpumii HeoOXomuM B o0ecleueHMM HOPMAJbHOTO CBEPTHIBAHUSA KPOBH
(remocras).

CpIBOpOTOUHAs! KOHLIEHTPALXS KaJIbLUS NOJAEPKUBAECTCS OPTaHU3MOM B IOBOJIBHO Y3KHUX
npezaenax ot 2,24 1o 2,7 mmoinb/a. VIOHBI KanbIusl MOTYT HaXOAUTHCS B CHIBOPOTKE KPOBU KaK B
CBOOOJTHOM, OMOJIOTHYECKH aKTUBHOM BUJE (MOHU3WPOBAHHBIM KaJblLUi), TaK U B CBSI3aHHOM C
OekaMu COCTOSIHUM, a TaKkKe ¢ aHHOHaMu — (ocdaTom, IUTpaToM, cyiabharom, OUKapOOHATOM.

YpoBeHb MOHM3UPOBAHHOTO Kalblus B HOpMe KoseOnercs mexay 1,05-1,3 mmons/m.
KonuenTparusi cBO60IHOTO HOHU3UPOBAHHOTO KAJIbLIMsl HAXOAUTCS B 0OpaTHON 3aBUCUMOCTH OT
pH: noBeIlIEHNE KMCIOTHOCTU NMPUBOIUT K YBEIIMUEHUIO HOHU3UPOBAHHOIO KaJbIUs, TOINA KaK
3alenayuBaHie — K CHUKeHMIO. [IoBBIIIEHHE KOHILIEHTpAIlMM TaKUX aHUOHOB, Kak Qocdar,
ouTpar, cynbpar uiau OukapOOHAT, CHUXKAET KOHLEHTPALMIO HOHU3HPOBAHHOTO KaJbIu,

IMOBbIIIAasA KOMHHGKCOOGp@BOBaHI/IC. 3KCTp3HCJ’IJ’IIOJI$IpHLIﬁ IyJl paCTBOPUMOI'O KaJIbLIUSA (B BUIC



MOHA U B CBSI3AHHOM BHJIE) COCTaBIIsIET MeHee 4yeM 35 MMojb, a 0OMEH MeXay KOCThIO U
OKpYKE€HHEM cocTaBisieT 5—88 MMmoib/cyTku. CBOOOMHBIN U CBS3aHHBIA ¢ aHHOHAMH KalbIUi
¢mibTpyeTcss B moveuHbIX Kiyboukax, 60-70% ¢uibTpyemMoro kambius peabcopOupyercs B
MPOKCUMAJIBHBIX TpyOoukax, nomnoiaHutenbHo 20% peabcopOupyercs B TOJCTOM YacTH METNIH
I'enne u 5-10% — B nguctanbHbIX TpyOoukax. Takum obpazom, Toibko 0,5-1,5% kambuus
BBIBOJMTCS] C MOUOM B OOBIYHBIX YCIIOBHUSX.

I'omeocras kanblusi B Opranu3Me JOCTUTaeTCA B3aUMOJICHCTBUEM MEXKIY BUTaMUHOM /],
napaTupeouIHbIM TOPMOHOM U KajbluiBocnpuHuMarmumM pernentopoMm (CASR). Tlocnennuit
ObL1 OTKPHIT B 1993 romy u pacronaraercs Ha MOBEPXHOCTH KJIIETOK MAapalllUTOBUAHBIX JKEJe3,
Mo4YeK, Kocreul. [loHmkeHne ypoBHS MOHHU3UPOBAHHOIO KaJbLHS BO BHEKJIETOUHOU MKUIKOCTH
BOCIIPUHUMAETCSA 3TUM PELENTOPOM U MPUBOAMUT K YBEIMUYECHHUIO CEKPELUHMH MapaTUPEOUIHOTO
ropmoHa. DQQeKT mapaTUpEeouIHOr0 TOPMOHA Ha KOCTH, MOYKH U KHUIIEYHUK OIMOCPEIyeTcs
perentopoM Kk maparupeounHomy ropmony PTH/PTHrP u BelpakaeTcs B BO3pacTaHuU
peabcopOumy KajabIUs B JUCTATBHBIX IMOYCYHBIX KaHAJIbI[aX, MOOMIHM3AIMN KOCTHBIX 3arlacoB
KaJbIUsl, YBSJIMYCHUHM IIOYEYHOH OJKckperuu (ocdopa, yBeTWUCHHH THIPOKCHIUPOBAHUS
ButamuHa J| B lo,25-muruapokcuxonekanpuudepon (KaldbLUTPUOI) B MOYKaX. DTO B CBOKO
oyepeb yBelInYrBaeT abcopOIMI0 KalblHsl B KUIIEYHUKE U MOBBILIAET CHIBOPOTOUHBIN YPOBEHB
KaJIbLIUSL.

[ToBbIIeHNE YpOBHS KaJIbIMS B KPOBU MPUBOAUT K CEKpeluH NapadoLTUKYISIPHBIMHU
KJIETKAMHM IIMTOBUJIHOM JK€J€3bl aHTAarOHUCTA MaparrOpMOHAa — KajlbUUTOHMHA. KalbLUTOHUH
BBI3bIBACT CHIDKEHHE aKTMBHOCTH OCTEOKJIACTOB C BTOPHYHBIM CHIKCHHEM PE30POIMH KabIUs
W3 KOCTH M YBEJIUYCHUEM OTIOKECHHS KaJbI[Msg B KOCTHOM MaTpPHKCE; CHHKEHHE O0pa3oBaHUS
HOBBIX OCTEOKJIACTOB; CHWKEHHUE peabcopOuuu kanbius U (Gocdopa B MOYEUHBIX KaHAIbIIAX.
Kpome TOro, KalbLIUTOHUH CTUMYIUPYET CUHTE3 KalbIIUTPHOJIA B TOUEUHBIX KaHaiblax. OnHaKo
oOmmii BKJIaJ KadbIUTOHMHA B TOMEOCTa3 KalblMs HEBEIMK I10 CPAaBHEHHUIO C POJIBIO
naparropMmoHa u BuTamuHa /J[. Tak, y OONBHBIX C YyHJaJIEeHHON IIMTOBUIHON >Xele30il He
OTMEUAeTCs KIMHUYECKUX TPHU3HAKOB JAeduiuTa KaablUTOHWHA. Cekperus maparropMoHa
CHU)KAeTCs, OJTHAKO MOCJe JOCTHKEHUS YPOBHS Kanblius Oonee 2,9 MMOIB/TUTP NajdbHEHIIIEero
JTHETEHUs CEeKpelHuH TMapaTrropMoHa He Habmiomaercs. B Hacrosiee BpeMsi OMHCAHbBI
ayTOCOMHO-JIOMUHAHTHBIE  aKTUBHUPYIONIME  MYTallUd  KaJbIIMACEHCOPHOTO  PEIenTopa,
COTIPOBOXK/TAFOIIIMECS] THTTOKATIBIIMEMUCH MPYU HOPMAJIBHOM YPOBHE TapaTUPEONTHOTO TOPMOHA U
TUIIEpKaJIbLUypUel (TUIMOKAIbIIUEMUYECKAsl TUIIEPKATIbLIMYPHs). VIHAaKTUBHpYIOIIME MYyTalluu B
rerkax CASR (Gall, AP2S1) Bemyr &k oOpaTHOMY COCTOSIHUIO —  CeMEiHOU

FI/IHOK&J’IBHHypI/I‘-IeCKOI\/'I THIICPKAJIBIOUEMUN.



OCHOBHBIMHU MPUYUHAMH THITIOKATBLIUEMHUH SBIISIOTCS:

1. Henocrarounocte moCTyIuieHHss BuUTaMuHa JI B opraHu3M (HEIOCTAaTOUYHOE
MOCTYIUICHHE XOJIeKaNbIu(epoa ¢ MUAIIEH 1 HeIOCTaTOuHOE 00pa3oBaHue Iprokanbiiudeposa B
KOYKE TOJ1 ICHCTBUEM COJTHEYHOT'O M3JTY4EHHs)

2. HacnencrBennbsle nedextsl Merabonu3ma BUTamMMHA [| ¢ HapylieHMEM CHHTE3a
aKTHUBHBIX METa0OIUTOB BUTaMUHa /|

3. HenmoctaroyHOCTh 3K30r€HHOTO TOCTYIUICHUS Kalblusd (MUMIEBOW JeULIUT,
pa3BUTHE CUHAPOMA MATbaOCOPOIIHIH)

4. CHuxeHue NpoAYKIMH apaTUPEOUTHOIO TOPMOHA

5. HenmocraroyHass akTHBHOCTb MapaTUPEOMJHOrO TOPMOHA BCIIEACTBHE TKAHEBOMN
HEBOCIPUUMYHBOCTH

6. Mpyrauuu KanbIUHBOCIPUHUMAIOIIETO pelenTopa

7. TloueyHas HEIOCTATOYHOCTH (CHIKEHUE CHHTE3a aKTUBHBIX META0OJIIMTOB BUTaMHHA [])

Knuanueckue nposiBIeHUs TUITOKAIBIIMEMUN CIIEAYIOIINE:

1. TIloBblmieHWE  HEPBHO-MBIIMIEYHOH  BO3OYIMMOCTH C  pa3BUTUEM  TETaHUH,
IIPOBOLIMPYIOLICICS TUIIEPBEHTHIIALIMEN

2. PasBurme cepmevHON HENOCTAaTOYHOCTH, PE3UCTCHTHOW K TEpalvH CepacUyHBIMHU
IJIMKO3HJIaMH, COTIPOBOXKIAIOIIEICS TUNUYHBIMU u3MeHeHusiMu DKI' — yninHeHneM uHTepBaia
Q-T 3a cuer cermenta ST 6e3 pacmupenus 3yona T.

3. PasBurme xarapaktbl u Kajblm(ukanuy O0a3zajbHBIX TAHIIMEB IMPHU XPOHUYECKOM
TUITOKAJIbLIUEMHH.

4. MHoOrHe IeTH ¢ TUMOKAIBIIMEeMUEH UMEIOT NMPU3HAKN paxuTa, HO He y BCeX JeTeH ¢
PaxXUTONOAOOHBIMU U3MEHEHHUAMU Oy/IeT TMIOKaIbIIUEMHUS.

IIpy mnomo3peHMM Ha THUIOKAIBLUEMHIO HEOOXOJUMO MPOBECTH  CIEIYIOIIHe
UCCIICIOBAaHUS KPOBH:

e OmnpeneneHue YypOBHS Kalblisg KpPOBH (KEJIaTelbHO HWOHU3UPOBAHHOTO WIIU
CKOPPEKTHPOBAHHOI'O Ha aJbOyMHH), pocdopa, KpeaTHHUHA

e Ompenenenue ypoBHs MIeT0YHON Gocdarassbl (C yueToM BO3pacTa)

e Omnpenenenue ypoBHs OukapOOHATOB (A7l UCKIIOYEHUs cuHApoma DaHKOHH,
MIOYEYHOTO TYOYJSIPHOTO aIl1/103a)

e OmnpezneneHue ypoBHs MapaTHPEOUTHOro ropmoHa. [laparropmMoH mmeeT KOPOTKUM
TIEpHOJI TIONMYKU3HU (2—5 MHHYT) U TpeOyeT ompenelieHus B TEUCHHE Yaca Iociie 3a00pa KpoBH
WIA COXPaHEHHUs1 00pa3IloB Ha JIBITY.

e OmnpeneneHue ypoBHS Martus, NOCKOJIBbKY 3HAUMUTENIbHAS TUIIOMarHe3ueMus (MeHee
0,45 MMOJ1B\1T) OCTAOIACT CEKPEIHIO U ICHCTBUE MAPATHPEOUTHOIO TOPMOHA

e Ompenenenue ypoBHs 25-THIPOKCUXOICKATbIH(Epota
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e DBroisiBneHue aHTUTEN K HAJAMOYCYHHKAM, MApalIUTOBUIHBIM Kejie3aM M IJaJKOU
MYCKYJIaType B clly4yae H30JUPOBAHHOTO TMIIONApaTUPEOUaAN3Ma

Ha BrlmenepedncienHbpie aHaau3bl OOBIYHO HE0OXoAMMO 4—5 M KpoBH. CBHIBOPOTKY
HEOOXOMMO  COXPAaHWUTh Ui  BO3MOXKHOTO  IOCJIEAyIoIlero  omnpenenenus  1,25—
IUTHIPOKCHXONIeKanbidepona, ecau OyleT OTMeuaTbCcsl PE3UCTEHTHOCTh K BUTamuHy [ mpu
BBICOKOM YPOBHE 25-THIPOKCUXOJIeKaIblU(pepoa.

B  HekoTopbhIX ciydasx JIONOJHUTENBHO MOXET MOTpeOoBarbcs MPOBEACHHE
OMOXMMHYECKUX aHAJIM30B KPOBH W MOYM POAMUTENEH M CHOCOB, a TaKXKe ONpE/IEICHUE YPOBHS
MaTePUHCKOTO BUTAMHUHA /[ IPU TUIMOKAIBIIMEMUHN Y HOBOPOXKICHHBIX

Kpome Toro, mpu BbISIBICHMHM THIOKAJIBIIMEMUH HEOOXOIUMO MPOBECTH HCCIIEOBAHUE
MOUH:

e  Onpenenenue ypoBHs Kanblus, pochopa, KpeaTHHHHA B pa30BOil Mpode MOYH

e  OOmmii ananu3 Mo4H ¢ onpezaeneHueM pH, 6enka, TIFOKO3bI

e K nonoaHUTENHHBIM METOAAM HUCCIEOBAHMS MPU TUIIOKATBIIMEMUH OTHOCSTCS:

e Penrrenorpadus 3amscTHil W/WIM KOJEHHBIX CycTaBOB. PeHTrenorpadus uepena
1oJIe3Ha, HO HE SIBIISIETCS 00s13aTeNIbHON

e  V3U nouek

e Kapuorunuposanue ¢ nouckom aenenuit 22q11 u 10p13

OCHOBHBIM UCTOYHUKOM IHIIEBOTO KAJBIIUS SIBISIFOTCS MOJIOUYHBIE TPOAYKTHI. CunTaercs,
YTO JJIl ONTUMAJIbHON OOECIEUEHHOCTH OpraHM3Ma KajblMeM HEOOXOAMMO yHoTpeOneHHue He
MeHee 3 MOPIHI MOJIIOYHBIX MPOAYKTOB B JIEHb, COOTBETCTBEHHO B T'PYIIE PUCKA MO JAePHUIHUTY
KaJgbI[Usl HAxXOOATCA JIETH C  HEMEepEeHOCHMOCTHIO  KOPOBBETO  MOJIOKa  (JIakTa3Has
HEI0CTAaTOYHOCTh) U C ajuieprueil Kk 6eaKaM KOpOBBEro MoJioKa. BcachlBaHMIO KajbIUsl U3 MULIA
MPENSTCTBYIOT (UTATHI (COomepKarcsi B CEMEHax 3JIaKOBBIX, OOOOBBIX, MACIHYHBIX KYIBTYpP) U
OKcaJaThl (coiepkarcs B I[aBelie U peBeHe, KHHOA, YaHBIX JTUCThIX).

Tadoamma Ne 1
Bo3spactasie HOpMbI ToTpebienus Kanbiust (rut. mo Institute of Medicine, Food and Nutrition
Board. Dietary Reference Intakes for Calcium and Vitamin D. Washington,
DC: National Academy Press, 2011)

Bospacrhas rpymma Hopwma notpeGiieHus KambIiust (MT)
et ot 1 1o 3 nmet 700
Hetn ot 4 10 8 et 1000
Hetn ot 9 10 13 ner 1300
[Monpoctku ot 14 1o 18 ner 1300
JIuua ot 19 net u no 50 ner 1000
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Metaboausm ¢gochopa

@ocdop urpaer pemarllyl poib B Pa3BUTUM CKelleTa, MUHEPAIbHOM OOMEHEe U
pa3zHOOOpPa3HBIX KIETOUYHBIX (YHKIMIX, BKIIOUAs MPOMEXKYTOUHBIH METaOOIU3M U MEXaHU3MbI
nepeayu dHEpruu. JTO KU3HEHHBIH METa0OJIUT KOCTHOM MuHepanusanuu, (ochonunuaos
MeMOpaH, HyKJIEOTUIO0B (KaK IIPOBOISALINX SHEPIHUI0, TaK U CTPYKTYpHBIX KomrnoHeHToB /IHK u
PHK) u dochoprmimpoBaHHEIX TOCPEIHUKOB KIJIETOYHBIX CHTHaloB. B tmuazme dochop
CyLUIECTBYeT B OpraHudyeckod u  Heopranumdeckoil ¢opme. I[Ipubmmzurensno 20%
Heopranuueckoro Qocdopa cBs3aHo ¢ OelakamH, OCTajdbHas 4YacTh LHUPKYIUPYET B BHUJE
cBobonHbIXx MoHOB HPOs2 - u HoPOs, KoTopsle MOTYT (HIBTPOBATECA B IIIOMEpPYJIAX.
JlabGopaTopHbIMH METOJAMHU OIpEAeNseTcs AeMeHTapHbIl (ochop, 3TO B3auMo3aMeHsIEMbIe
NMOHATUS ¢ HeopraHudeckuMm Qocdopom. [lomobHO Kambumio, Gochop B CHIBOPOTKE KpPOBHU
VACPKUBACTCS B Y3KHX TPAHUIAX ITYTEM KOMILIEKCHOTO B3aWMOJCHCTBHUS MEXAY KUIICYHBIM
BCAaChIBaHHEM, OOMEHOM MEXIy BHYTPHKJIECTOYHBIM MPOCTPAHCTBOM M KOCTHBIM €O, M
MOYeYHOU KaHanbleBol peabcopOuueit. [unodocdaremusi CTUMYIUPYET CUHTE3 KalIbIIMTPUOIIA
(1,25 nauruapokcuxonekansimdepona) 25(OH)D-14-ruapokcunaszoll B MOYKaxX. YBEIUYCHHE
YPOBHS KaJbIIMUTPHOJNA TPUBOJUT K BO3PACTAHHMIO BCAChIBaHMs Kaiublus W ¢ocdopa B
KAIICYHUKE, W YCUJICHHOM MOOWIM3allMy JaHHBIX MHHEpaJoB W3 Kocreil. B nomomHenwe,
runopocdareMust SABISETCS MOTEHIUAIBHBIM CTHMY/ISTOPOM BO3pAaCTaHUS MaKCHMAaJIbHOW
TyOynsipHOii peabcopounu ¢docdaroB. Bo3pacranHue KOHIICHTpAllMU KalbllMs B CHIBOPOTKE
UHTHOUPYET CEeKPELHI0 MapaTUPEOHIHOTO TOPMOHA € MOCIEAYIOIIUM BO3pacTaHUEM TYOYIISIpHOI
AKCKpEIH Kablus U peadbcopbunu pocdopa. 3ateM moaaepKUBaeTcsi HOPMAIbHBIM YPOBEHb
CBIBOPOTOYHOTO KajbIlHs, ypoBeHb (ocopa Bo3Bpamiaerca kK Hopme. Hopmarussl copepxaHus
docdopa B KpoBH B pa3INUHbIE BO3PACTHBIC IEPUOJIBI IPEICTABICHHUBI B IPUIOKEHHUH 1.

Benymuit opran perymsuuu  dochopHoro romeocraza — mOYKH. CHIBOPOTOUHBIH
Heopranuyeckuit pochop dunsrpyercss B miomepynax u  80% ero peabcopbupyercs
PEUMYIIECTBEHHO B MPOKCHUMAIBHBIX KaHAIbIAX. Peryasimus MpOKCUMAaTbHONH KaHaJBIEBON
peabcopOLuu J0CTUraeTcs 4epe3 W3MEHEHHMsS AKTUBHOCTH, KOJIMYECTBA, BHYTPUKIETOUYHOIO
pacnionoxxenus Harpuii-pochoproro ko-tpancnoprepa (NPT2) tuma 2a, pacroiokeHHOTo Ha
HIETOYHOM KaeMKe MeMOpaHbl. Y MbIIed OH SBJISETCS OCHOBHBIM KOTPaHCIOPTEPOM,
oOecneunBaromuM 84% mnouedyHoro Tpancnopta ¢pocdaroB. Y TPaHCTEHHBIX MbIIIEH (JTUIIEHHBIX
COOTBETCTBYIOIIETO  TI'eHa) pa3BUBaeTcid  3aMeTHas  MmouyeyHas  mnoreps  ¢ocdaros,
accoruupoBanHas ¢ norepeid 80% aOCOpOTHBHOM CIOCOOHOCTH MPOKCUMAIBHBIX TMOYEUHBIX
kaHanbleB. [er NPT2 kapTupoBan Ha JUIMHHOM IjIede MSATONH XpoMocoMel (5q35), 3anumaer 16
kO u cocrout u3 13 sk30HOB. Yemoeueckuit NPT2 comepKuT s1MeMEHT, OTBEYAIOIIMI Ha

BUTaMuH [, U perynupyercss KajJbLUTPHOJIOM Ha SAEPHOM YpPOBHE. MHOrue TrOpMOHBI M
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IIUTOKWHBI BIMSIOT Ha peabcopOinio Gocdhopa B MPOKCHMAIBHBIX KaHAJIbIAaX: TOPMOH POCTA,
WHCYIIMHOTIOAOOHBIN (akTop pocra-l, MHCYIWH, STuAepMalbHBIN POCTOBOM (aKTOp, THPOUTHBIC
TOPMOHBI, KanpIuTpuos. OrpaHudeHue nHIIeBOro morpedienus (ochaTtoB CTUMYITHPYET
peabcopO1uio; MapaTUpPeoUHBIA TOPMOH, MAapaTUPEOU]I-TOPMOH-CBS3BIBAIOIIUNA  MPOTEHH,
KaJIbIIUTOHUH, TpeacepAHbld Harpuitypetudeckuid (axtop, TGF o u B, DIHOKOKOPTHKOUIBI
uHTHOUPYIOT ee. [lokazano, uro BcackiBaHUIO PocdaroB crmocoOCTBYEeT ynoTpeOIeHHe KUPHOH
TTUTIIH.

Hedunut GpocdaroB B opranu3mMe MOKET ObITh BHI3BAH CIEIYIOIIUMHU IPUUYUHAMU:

1. Tlouweunoit  morepedi  ¢ocharoB  BCIECACTBHE  TI'CHETHYECKUX  JIE(PEKTOB
(runodocdaremuueckuii paxut, CHHAPOM DaHKOHM)

2. Tloweunoit morepeii ¢ocdaToB BcieacTBUE MPUOOPETEHHBIX MPUYMH (OHKOT€HHAs
OCTCOMAJISIIHS )

3. HeanexBarubiM moctyruieHueM QocdaroB ¢ Nuieid, 4To SBISETCS OCHOBHOM
MPUYUHOW OCTEONCHUH Y HEJIOHOIICHHBIX U JIUI, HAXOASIIUXCS B KPUTHICCKOM COCTOSIHUU.

Jlyis muarHocTUKH 3a00JIeBaHWM, CBSI3aHHBIX C HapyIICHHEM colepkanusi GocdaroB B

KpOBHU HCO6XOI[I/IMOI

e OrmpeneneHre yYpoBHS  Heopranuyeckux (ocharoB KpoBH U  OLEHKA C

HCIIOJIb30BAHUECM BO3PACTHBIX HOPMATHBOB

e Omnpexenenne KaHATBIEBOK peadbcopOmmu (hocdaros

N.B. KanansieByro peabcop6uuio pocharoB Hanbosee 4acTo OMpeaesstoT o popmyse:

TRP%= (1- (docdar mounm*kpeaTHHH CBHIBOPOTKH)/(POcdhaT ChHIBOPOTKH*KpeaTHHUH
Moun))*100%.

Kananbuesas peabcopoumsi gpocdaroB B HOpMme cocTaBiseT 83-93%, HIDKHsS TpaHUIA

cocrasisger 75-85%.

e Ouenka mnoveyHoro tpancnopta ¢GocharoB (TmP/GFR) nns aumarHoctuxu
runodocdaremuueckoro paxura (Brodehl J, et. al., 1988).

OTHOIIEHHE MaKCUMaJIbHOW CcKOpocTH peabcopbiuu  ¢docdara K  KIyOOUKOBOU
¢unsrpatuu  (TmP/GFR) sBnsercs nydmum MeTtonoM oOneHKH ¢ocdarypun. Ero moxHO
paccuutarh 1o popmyne Brodehl:

TmP/GFR =docdar ceiBopotkn — (hocdar Moun/kpeaTuHiH MOYH ) * CBIBOPOTOUHBIN KpeaTHHUH

Jlig uccnenoBaHusl MCMONb3yeTcsl 0Opasell BTOpPOM YTpEeHHEH MOYM M ChIBOPOTOYHBIN
KpPEaTHHHH, ONPEICIICHHBII B TO e BPEMSI.

OHnaifH KaJbKYISATOp MOKHO HalTH 1o aapecy: https://gpn.de/service/tmp-gfr-calculator/

Huskue 3nauennss TMP/GFR npu Hanmnyuu runogochareMun yKa3bIBalOT Ha TOYSYHYIO

norepro pocdaros. Hopmansaeie nuamazonsl TMP/GFR (Mr/mt) BappHPYOTCS C BO3PACTOM:
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e (0-12mec—1,1-2,0 MMOIB/T;

o 1 5mer— 1,0- 1,8 Mmons/1

® 6-12 mer— 0,97 — 1,64 mMois/n
e 13-15ner— 0,91 — 1,68 Mmmomp/n

e crapme 15 net u B3pocnsie — 0,84 — 1,23 MMounb/i.

Metab6osu3M BuTammuHa /I u ero possb B GocGopHO-KaILIIMEBOM 00MEeHe

Butamun J[ — XupopacTBOpUMBIA CEKOCTEPOUI, CYIIECTBYIONIUN B Buae 2 dopm: 2
(oprokanbrudepon) u M3 (xonekanbiudepon), OTIHYAIONIUXCS CTPOSHUEM OOKOBOM IIeTH, HO HE
¢ynkusamu. [z mocTymaer B OpraHu3M B BHJE MPEALISCTBEHHUKA (3ProcTepoiia), OCHOBHBIM
UCTOYHHUKOM SIBJISIIOTCS PACTUTENbHBIE MPOAYKTHI, TaKWe KaK pPacTUTENbHOE MAacio, POCTKHU
MIIeHUIIbI, TpUObl. buotpanchopmarus sprokaibiudepona A0 aKTUBHBIX (OPM MPOUCXOAUT
MeIUICHHee, 4YeM XoJekaibldepona. /{3 mocTymaer B OpraHu3M C MUIIEH >KABOTHOTO
npoucxoxaeHus. OCHOBHas 4acTb BUTaMuHa /| BcachlBaeTcs B IPOKCUMAIbHOM OT/EJIE TOHKOM
KUIIKA B MIPUCYTCTBUU >KEJIUH, YaCTh — B CPEIHEM OT/eJNie TOHKON KHIIKH, HE3HAUUTEIbHAs —
B N0AB3101IHON kuike. buogocrynnocts Butamuna /I — ot 60 1o 90%. Ctenenp BcachiBaHUs
3aBUCHUT OT KOJMYECTBA IMOCTYMAIOLIEH KeIYM B KUIIEUYHUK M HApPYyHIAeTCsl IpPU XOJecTa3e U
cuHIpoMe ManbaOcopOuuu. Bropoit myrh oOecrnieueHusi opraHu3Ma BUTAaMUHOM JI — cHHTE3
npoBuTaMuHa [I3 B ManbnurueBoM M 0a3alibHbIX CIOAX KOXKH M3 7-IErHIIPOXOJIeCTeposia IMoj
BO3JIEHCTBHEM YIbTpaHONeTOBbIX Jydei (cmekrpa «B») ¢ mmmHoi BomHbl 290-315 MkM; ¢
JTaTbHEHIE MeUICHHOW TepMajbHOM u3oMepu3anuei B BuUTamMuH [3 (xonexanbimudepon).
Crnenyer OTMETUTb, YTO XOJEKAIbLHU(EPOs MEPEXOAUT B KPOBOTOK TOJBKO NMPHU JOCTATOYHOMN
¢u3uueckoil Harpy3ske, a HMHTEHCHUBHOCTh Y®PB o00mydeHus, nocTarouyHas ajsl CUHTeE3a,
oTMeuaeTcs B OOJbIIMHCTBE pernoHoB ¢ 11 g0 14 vacos. Ilpu qnmurensHoM Bo3aeiicTBun YOB-
u3ydeHus Oosplias yacTh NpoBUTaMHMHA [l moaBepraercst JaidbHEMIIUM (OTOXUMUYECKUM
peakmusiM ¢ oOpa3oBaHHMEM JIIOMUCTEpoJia (CTepeon3oMepa 7-IEeTUAPOXOJIECTeposia) |
TaxHUCTEpoa.

Panbiie cunTtanu, 4to 3TH JBa MyTH oOecrieueHus: BuTaMMHOM /[] paBHOIIeHHBI. OHAKO B
HoclieZIHee BpeMsl CTallo M3BecTHO, 4To Oosnee 90% ButramuHa Jl cuHTE3upyeTcs B KOXe MpU
yasTpaduoneroBoM obmydennu, a 10% mnoctynaer ¢ numed. [ToCKoNbKy CHHTE3 aKTHBHBIX
MeTaboNIUTOB BUTaMUHA J| IPOUCXOUT B YETOBEUECKOM OpPraHU3Me, OH OTHOCHUTCSI K TOPMOHaM,
a He BUTamMuHaM. Butamunsl [{3 u J{2 Guonornuecku HeaKTUBHBI M TOKHBI OBITH TIPEBPAIICHEI B
THJIPOKCHIIMPOBAaHHbIE METAa0O0JIMThI, 00Jaaloliie ropMOHaIbHOW akTUBHOCTHIO. IlocTynas B

HUPKYISINMI0, BUTaMuHbl [[3 u [l CBs3BIBaIOTCS ¢ BUTaMHH-/[-CBSI3BIBAIOIIMM IPOTEHHOM,
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MJIa3MEHHBIM-0-TJIOOYIMHOM ¢ BecoM 58 xmiomanstoH (VDBP). B medyenm mnpoucxomut
THIPOKCHIIMpOBaHUEe B 25-i1 mosunmu 25-runpokcmnazoii (CYP27) ¢ obOpaszoBanuem 25-
ruapokcuBuTamuHa  JI2  w  25-ruppokcuButamuba  J[3  (25-rmapokcuxonexanbiudepod,
KaJIbIIUIAOIN). 25-TUAPOKCHIIa3a — MYIbTU()YHKIIMOHAbHAS IUTOXpoM 450 okcHiasza, Takke
TUAPOKCUIIUPYET XOJIECTEPON U KeTYHbIe KUCIOTHI. Jlanee KalbLUIMON MEPEHOCUTCS B MOYKU
BUTaMUH -J/I-CBSI3bIBafOIIMM O€JKOM, TpaHCKIbIU(DepuHOM. B MHUTOXOHAPHUSX MOYCUHBIX
KaHaJbIleB  lo-THapokcuiaza, Takke  OUTOXpoMm-450-okcumaza,  J00aBiIsieT  BTOPYIO
TUAPOKCUIIBHYIO Tpymiy, (OopMUpysl TOpMOHalIbHO-akTUBHYIO (opmy Butamuua JI, 1,25-
TUTHAPOKCUXONeKambIiupepon  (kampuutpuosn) wu - 1,25-J12. AKTHBHBIE  METAOOJUTHI
MUPKYIUPYIOT B KPOBU CBSI3aHHBIMH C BUTaMUH-][-CBS3BIBAIOIIMM MPOTEHHOM B PAaBHOBECHBIX
OTHOIICHUAX C HEOOJBIINM KOJIMYECTBOM CBOOOAHOTO ropMoHa. biarogaps nmunoguibHOCTH, OH
nerko JuddGyHIUpPYeT CKBO3b KIETOYHBIE MEMOpaHbl B  SApO, TA€ CBSI3BIBAETCS C
BbIcOkOaGpuHHBIM perientopoM K Butamuny [ (VDR). Dkcnpeccus penentopa oOHapyxeHa B
KHUIIEYHUKE, TMOYKaX, KOXKe, MEYEHH, IMODKEITYIOUYHOM >Keje3e, MBIIIIAaX, MOJOYHOM Kelese,
mpocTrare,  HaJMOYEYHUKAX, IIMTOBHIHOM  JKeje3e, KIEeTKaX  ME3CHXHUMaJbHOTO U
TeMOIIO3TUYECKOTO TMpoUucXokaeHusi. CBsA3bIBaHWE JHMraHia BbI3bIBAET KOH(OPMALMOHHBIC
M3MEHEHHUSl pelenTopa C OTKPBITHEM TOBEPXHOCTEH MOJIEKY/bl, JENAIOIIUM BO3MOXKHBIM
rerepoaumepusainio ¢ peuenrtopom k peruHouaam (RXR). CesaswiBascs ¢ JIHK, VDR-RXR
FETOPOAUMED IPETEPIEBACT TOMOJHUTENBHYIO KoakTuBalMio. VDR-RXR koakTuBHpOBaHHBIM
KOMIUJIEKC ~ B3aUMOJICHCTBYeT ¢ OOHIMM TPAHCKPUMNIMOHHBIM  alapaTtoM, HHHUIMHUPYS
TPAHCKPHUIILIUIO T€HOB. BHOBh CHHTE3MPOBAaHHBIE MPOTEHHBI OMPEENIAIOT OUOIOTHYECKUI OTBET
Ha TOpMOH. Kambuutpuon MOXeT O0Opa3oBBIBATbCSI M B JPYrUX TKAHAX OpraHu3Ma
(aMHTENUaNbHBIX KJIETKaX, MOHOIIMTAX, aHTUTCHIIPE3CHTUPYIONIUX KJIETKaX), HO HCIIOIb3yeTCs
JIOKAallbHO, U B CHUCTEMHBIH KPOBOTOK MOMAJaeT TOJLKO MOYEYHBIH KaNbIIUTPHON, YTO OBLIO
MOKAa3aHO Yy TMalMeHTOB C adyHKIMOHATbHBIMU MOYKaMu. B mocrneanuwe roasl OoIbInoe
BHHUMaHUE NPUJIAETCS UCCIIEOBAHNIO TOIMMOPpHU3Ma I'eHa perenTopa BUTaMuHa [l, urpatomiero
poJIb B TPEIPACTIONOKEHHOCTH K sy 3abojeBaHui WHQPEKIIMOHHOTO U HEWHEOEKIIMOHHOTO
rere3a. B HacTosiee BpeMsi BBICKAa3bIBACTCS MPEAINOTIOKEHHE, YTO CYIIECTBYET Ooliee OJHOTO
perneniropa MetabonutoB ButamuHa J{ (Tuckey RC, et al., 2018). B ux kadectBe obcyxaatoTcs
1,25/13-MeMOpaHHO-aCCOIIMMPOBAHHBIA  CTEPOMA-CBA3BIBAIONINN  O€IOoK  OBICTpOro  OTBETa
(1,25D3-MARRS) u poacTBeHHBIE peTHHOEBOM KuciioTe opdanubie perentopsl (ROR) o u .
AKTHBHOCTb TOYEUHOU 10-THAPOKCHIIA3Bl PETYIHpPYyeTCs MaparropMoHoM. llamueHtsr ¢
TUIEPIapaTUPOUIU3MOM HMEIOT TMOBBIIIEHHBIA ypoBeHb 1,25-auruapokcuxonekanbipdepona.
Hpyrue dakropel, Briodass (ocdarel, KadbIUTPUOT M BO3MOXKHO (POCHOTOHHMH TOXKE

pPEryaupyroT aKTUBHOCTh (epMmeHTa. Tak, BBICOKMH YpOBEHb CBHIBOPOTOUYHBIX (hocdaToB
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UHTHOUpYeT 10-THAPOKCUIIA3Y, KaJBIMTOHWH CTHUMYJIHPYET AaKTUBHOCTH ¢epmeHrta. 1,25-
JMTUAIPOKCUXOJICKATbLU(Epon peryinupyer COOCTBEHHYIO TPOAYKIUIO, CYHPECCUpys CHUHTeE3
[apaTropMOHa M YMEHbIIAs AaKTUBHOCTb T'MAPOKCHJIA3Bl. YUUTBIBAs CTPOTYI0 PETYISALHUIO,
KOHILIGHTpAallMM I[UPKYJIUPYIOMIETO KaJbLIUTPUOIA HE OTpaXalT craryc BUTamMuHa /[
Oecroe3Hbl IPU TMarHoCTUKe AepuiuTa BuTaMuna Jl.

KarabomusMm KanbUUTpUONIa HMMEET HECKOJIBKO IOCIEeOBATENbHBIX IIAaroB, KaXIbld U3
KOTOpPBIX  Karalm3upyercsi (epMeHTamy, B TEpBYIO oOdepelnb  25-TUIAPOKCUBHUTAMUH-24-
THIpOKCHIIa3oi.  BHauanme — oOpasyercs ~— OMONIOTMYECKHM ~ MEHEe  aKTUBHBIN 1,24,25
TPUTHAPOKCUXOIEKaIbI(epos1, KOTOPBIN Jajiee MOABEPraeTcsl THAPOKCUIMPOBAHUIO U OKCHUJALINY,
NPEBPaIIasCh OKOHYATENIbHO B KAJIBLUTPOEBYIO KHUCJIOTY, OSKCKPETUPYIOLIYIOCS C MOYOH.
Kanpuutpuon Ttakke peryampyer COOCTBEHHBIA METa0ONMM3M, WHIYLIUPYS aKTUBHOCTh 24-
ruapokcuiasbl. [eH, kogupyrommi 24-ruapokcuiasy, KIOHHPOBAaH (JIOKATU3yeTcs Ha JUTHHHOM
wrede 20 xpomocomsl (20q13.2)); naeHTrudUIMpOBaH Tak)Ke BUTAMHUH-/[- OTBEYAIOIMiA 37I€MEHT B
PETYISTOPHOM PErvoHE JAaHHOTO TeHa. Perymsuusi sKCopeccud M SH3UMAaTHUECKOH aKTUBHOCTH
OYEHb IIOJIE3HBI Mapkep oTBeTa Ha 1,25-muruapokcuxosekanbiudepon B oueHKe dPdexkTnBHOCTH
Tepanuyd BUTAMHUH-/[-pe3UCTEHTHOr0 paxura. B JomonHeHHe K TUAPOKCHIMPOBaHHIO, 24-
THpOKCUIIa3a MOXKET KOHBEPTUPOBATh 25-ruapoKcHXoNeKaIbLHpepoI B 24,25-
JUTHAPOKCHXOIEKabIpepon, 00Mafaronmii  COOCTBEHHOW OMOJOrMYECKOM aKTHBHOCTBIO B
OTHOIIEHUH XPALIEBBIX KJIETOK (cM. Tabmuiy 2). B nocnennue rogpl 60IbIIoe 3Ha4YeHUE NPUIAETCS
WHAKTUBUPYIOUMM MyTauusiM B reHe 24-ruapokcunasbl (CYP24Al). V manueHToB ¢ JaHHOU
MyTaliel B TeYeHHE NEPBBIX 6 MeC KM3HHU Ha ()OHE HA3HAYCHUS BHICOKHMX IIH MPOPHIAKTHYECKUX
no3 BuTamuHa JI3 pa3BuBaeTcs MOBBIIIEHHE YPOBHS KAIBIUTPHONA TPH CHIDKeHUU 24,25-
JUTHAPOKCHXOIEKAbI(eposia 10 HeONPEAeIIeMbIX 3HAYCHHH, TUIIEPKAJIbLIEMUS], THIIEPKaTbLINypHs
B COYETAHUM BTOPUYHBIM THUIIONApaTHpeo30oM. DKckpeuus ¢ochopa ¢ MOYOM, Kak MpaBUIIO, HE
HapylIlIeHa, MOBBIIICHO COOTHOLIEHUE 25-TuapoKcuXoeKaTbITudeporn/24,25-
JMTUIPOKCUXOIEKAIbIMpepon (MauonaTudeckasl THUIepKaIblMeMus JAeTckoro Bozpacta). [lo
nauubiM S. Skalova u coaBt., pacripocTpaneHHOCTh cocTaBisieT 1 Ha 47 000 HOBOPOXKIECHHBIX.
Crnenyer otmeTuTh, uto ueneBas MHAYKIUS CYP3A4 (BbICOKO 3KCIpeccHpyeTcsl B MEYEHU U
TOHKOM KHIIIEYHHUKE) pUaMIUIMHOM 00ecreunBaeT aJbTePHATUBHBIM MEXaHU3M KIIMpPEHCa,
KOTOPBI MOXET HOpPMaJM30BaTh IMOBBIIIEHHBI YpOBEHb MeTaboIMTOB BHUTaMuHa [l 'y
NAIMEHTOB, Y KOTOPBIX OTCYTCTBYET €CTECTBEHHBIH NYyTh OKHCIEHUs BUTamuHa J| u3-3a
nHakTuBHpyronmx Myranuii B CYP24A1.

Hpyrue nytu Merabonu3MmMa KalbLIUTHPHOJAa — HaYaJbHOE THUIPOKCHIMPOBAHHE B
nonoxennn  C23.  25-rugpokcuBuTaMuH [l MOXKET Takke TOABEpPrarbCsi JACUCTBHIO
25-ruapokcuBuTaMuH/[3-3-3mrMepasbl c o0pazoBaHneM 3-3mu-3-Epi-1a,25-
JTUTUAPOKCUXONIEKANIbIM(Eeposia, KOTOPBIH NMEET OHMKEHHYI0 OMOJIOTHYECKYI0 aKTUBHOCTD TI0

CpPaBHCHHIO C KAJIBITUTPHUOJIOM.
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Crnenyer OTMETHUTb, YTO HMPOAYKTHI JAErPajallid KaJbLUTPUOIA MOTYT J10303aBHCHMO
aKTUBHUPOBATh pELENTOp BUTaMHMHA [l, XOTS HX CpOACTBO CYIIECTBEHHO HIDKe. Bcero B
HACTOAIIMI MOMeHT omucaHo Oonee 50 merabonmutoB BuTamuHa [ Tak, ¢pepment CYPI1A1
MOXKET THIPOKCHJIMPOBATh XOJICKAJIbIM(EPOT adbTepHATUBHO B mo3unusax 17, 20, 22 u 23
CTEpOUIHOrO sapa C noiaydeHuem Oosee vyeMm 10 MeTaboONUTOB, KOTOpPBHIE OKa3bIBAIOT
IPOTUBOBOCHIANUTENbHBIN 3(dekt, moBbimas yposenb MJI-10 u unruOupys cunres daxropa
Hekposa onyxomu u WJI 6. 20S ruapokcuxonekanbiudeposl — Hanbolee oXapaKTeprU30BaHHBIN
OpoayKT »3Toro Imyrd. OH JAEMOHCTPUPYET BBICOKYIO 3()()EKTUBHOCTH B OTHOLICHUU
UHTUOMpOBaHUS Mpoiaudepaluy U CTUMYIHpOBaHUS AUGDGHEPEHUUPOBKU B 3MHJEPMAJIbHBIX
KJIETKAX, a TaKoKe IS PEryISIUU UMMYHHBIX KJIETOK u (GuOpobiactoB. BaKHO OTMETHTH, YTO
20-runpoxkcuButamu  JI u  20,23-murugpoxcuButamMuH J| He kampumemuuHbl, a 1,20-
JUTUAPOKCUBUTAMUH [l  TpPOSBISET «HHU3KYIO KalbLIUEMHYECKYIO aKTUBHOCTB». Kpome
€CTECTBEHHBIX METa0O0JIMTOB BUTaMHMHA J[ CO31aHbl aHAJIOIW, JIMUICHHBIE BBIPAXKEHHOTO
neicTBus Ha (oCcHOpPHO-KAIBIMEBEI 00MeH. K HUM OTHOCHTCS TIEPUKAIBIIUTON, CITOCOOHBIN
U30MpaTenbHO aKTHBHPOBATh PELENTOPHI B IMIMTOBUIHOMN Keje3e 0e3 CYIIeCTBEHHOTO BIUSHUS
Ha DSHTEPOLMTHI, 4YTO TMO3BOJIsAET 3(P(EKTUBHO CHUBUTH CEKPELUIO0 IaparropMoHa 0Oe3
COITYTCTBYIOLIEH MMIIepKaJIbLIUEMHH.

Tabauma Ne2
Brnusinue ButamuHa /| 1 ero MeTaboIMTOB HAa KHHETHKY KaJIbIUs B KAIICYHUKE, KOCTSIX U
noukax (rmo Mapkosoit H.B., Kanunnuesoit B.H., 1980)

YBenuuenue PaccaceiBanue | PeaOGcopOuust
Buramus JI 1 ero MeTaGoOIUTHI BCAChIBaHUS KOCTHOM KaJbIIUs B
KaJTbIUS U3 TKaH! MOYCYHBIX
KUIIICYHUKA KaHaJIbI[aX
Buramun /I3 (xonexansuudepos) + ) )
25-THAPOKCHXOICKATBIIU(EPOIT + 4 + +
(25-OH-]13)
1,25-purnapoxcuxonexansuudepor I o+ +
(1,25-(OH)2-13)
24,25-muruapoKCHXO0ICKaIbIU(PEPOIT } 44 5
(24,25-(OH)2-13)
25,26-TuruapoKCHX0IeKaIbIU(PEPOIT + } 2
(25,26-(OH)2-3)
21,25-muruapoKCuxoIeKaIbIU(epos } + 2
(21,25-(OH)2-13)
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OcHOBHasi poJib KaJbLIUTPUOJA COCTOMT B peryasuuu  (HochopHO-KaIbIMEBOTO
romeocrasza. [loBblas CHUHTE3 KalbLUNCBA3BIBAIONIETO O€NKa, KaJbIUTPUON CIIOCOOCTBYET
abcopOuuy KanblUs B KUIICYHUKE W peadcopOIMM ero B TOYCYHBIX KAaHANBIAX, a TaKXke
BBICBOOOXJICHUIO KaJlbIUsI M3 KOCTU B YCJIOBUSAX THIIOKAJIbIMEMHH (BO3MOXKHO CTUMYIHPYS
TpaHcopmalo MakpodaroB B OCTEOKIAcThl). Ilpu IOCTHIKEHUHM HOPMOKAJIBLIMEMHUU
KaJbIIUTPUOJI,  HANPOTUB,  CIIOCOOCTBYeT  YBEIUYCHHUIO  KOCTHOW  IUIOTHOCTH. B
MIPOTHBOIIOJIOKHOCTh MMAPATTOPMOHY KaJIbIIUTPUOI coxpaHseT (GocdaTsl B OpraHu3Me, MOBBIIIASL
UX a/IcOOLMIO B KHUILIEYHUKE U peadcopOLMIo B MOYEUHBIX KaHablax. [1o cBoeil 6uonoruueckoit
akTUBHOCTH 1,25-nmuruapokcuxonekanbiudepon moutd B 1000 pa3 NpeBOCXOAWT CBOMX
MPEAIIECTBEHHUKOB.

[Ipu HepoctaroyHocTH BUTamuHA J[ pa3BUBaeTCs paxuT y AETEHM paHHETO BO3pacTa U
OCTEOMAJIALIMS Y TOJIPOCTKOB U B3POCIIBIX.

Parfitt, 1990 Beinenun 3 craauu aedunmura BuTamMuna /1 y B3poCibIX JHOACH.

1.  CaHmxenue ad0CopOLUMM KaJIbIHMS B KUIIEYHUKE, YMEHBIICHUE €r0 3aMacoB B KOCTH U
pa3BUTHE OCTEONOPO3a.

2. IIpomomxkaroieecsi CHMKEHUE aOCOPOIMM KalbIUsl, CHIKEHHE KOCTHOM MacChl U
MOSIBIICHUE TIEPBBIX MPU3HAKOB OCTEOMAJSIMU TpPU MPOBEACHUH OUONCHH, C OTCYTCTBHEM
KJIIMHUYECKUX U OMOXMMUYECKUX MMPU3HAKOB.

3.  Knunmdecku u OMOXUMUYECKU OYEBUIHAS OCTCOMAJISIIMSL.

Kpowme Toro, B mocnennue roasl Bce Oolnbliiee 3HaUeHUe npuaaercs d3pexram BUTaMUHA
J, He cBs3aHHBIM ¢ (QocdopHO-KanblMeBbIM oOMeHoM. [lokasaHo ywactue BuTamuHa /[ B
peryisiuu  KJIeTouHou mponudepanuu u auddepeHanud, BpOXICHHOTO U aJalTUBHOTO
MMMYHHUTETA, MPEIOTBPAILCHUN PUCKA PA3BUTHS PsAlla OMYXOJEH, Pa3BUTHIO IHAOTEIHAIbHOU
muchyHkun. Tak, OH UHAYIUPYET KIETOUHYIO AudQepeHnanuio 1 akTuBUpyeT anonto3. [Ipu
pake rpyau JeHCTBUE KaJIbIIUTPHUOIIA HE OTPAHUYMBAETCS 3CTPOTrE€H-UyBCTBUTEIbHBIMU KJIETKAMHU
u He 3aBucuT oT p53. VDR peuentop skcnpeccupyercs Ha OOJBIIMHCTBE KIJIETOK MOJOYHOM
JKEJIe3bl, YPOBEHb HKCIPECCUU BAPBUPYET B 3aBUCHUMOCTH OT PENPOAYKTHBHOIO LHKIA H
HauOONBIIMHK B Mpoliecce JakTaluu u 6epemeHHocTd. Mbimu, aedextasie mo VDR penentopy,
0ojee TMOABEPKEHBI KaHIEPOTeHEe3y B OTBET Ha XHUMHUYECKHE U OHOIOTHYecKue (BUPYCHI)
KaHIlepoTeHbl. [IprMeHeHHe KaJbIUTPHUOIA TPU JTaHHOM 3a00JIeBaHUM OTPAHUYHMBAET JIUIIH
TOKCHYHOCTb, CBSI3aHHAA C TUNepKaibiuemMuci. KambluTpro BIUsSET TakKe Ha ayTOMMMYHHbBIE
Mpolecchl, yrueras pa3sutue 6one3nu Kpona. Penentopsl pacmonoxensl Ha C/I4+ kneTkax, u
it Thl ormeuaetcs cHkeHue cuHTe3a uaTepdepona-ramma, MJI 2, 5, rorna kak B Th2 kinerkax
MOJT ACCTBUEM KaJbIIUTPHOJIA YBEIMUUBACTCS CHHTE3 MHTepielikuHa 4. Jlepunut BuramuHa /]

INPUBOJNAT K TOBBIIIEHHOMY PpHCKY pa3BUTHS PACCESHHOTO CKJIEp03a, ayTOMMMYHHOTO
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TUpEOUJUTa, caxapHoro nuabera 1 Tuma, OpOHXMANIbHOM AacTMbl W JIPYTMX AaTOMHYECKHX
3a00JeBaHNH, OXKUPEHUS, TUTIEPTEH3UH, MH(PEKIIMOHHBIX 00JIe3HEH, B TOM YuCiie TyOepKyne3a u
BUY-undexnun. Hegocrarounocts Butamuna [l yBennuuBaeT pucku Tsokenoit popmer COVID-
19 3a cueT pa3NMYHBIX MEXAHHU3MOB, BKJIIOUAsi CHUKEHHE BBIPAOOTKM aHTUOAKTEpUaIbHBIX U
POTUBOBUPYCHBIX  J1e(heHCHHOB u KaTeJINLUIIHA, HEJ0CTaTOUHYIO CEKpeIuio
MIPOTHUBOBOCIIATUTEILHBIX [IUTOKUHOB, CHIDKEHUE CYIMPECCHH MPOBOCHAIUTEIBHBIX ITUTOKHHOB,
HEJIOCTAaTOuHYI0 JierouHyto cekpenuio ACE2, u3BecTHOro 3ammrTHOro (hakropa msi APYrux
OCTPBIX PECIUPATOPHBIX TUCTpecc-cUHApOoMOB. B nenom xomrmuieke VDR Biusier Ha perymsiiuio
npumepHo 3% renoma yenoseka [R. Bouillon, et al., 2008].

s onipeneneHusi BUTaMUH-/[-IC(UIIUTHOTO COCTOSHUS MPEIIOKEHO OIpeeneHue 25-
ruapokcuxoiekanbiudepona. Hopmarusel 25-Tuapokcuxoiekanbiudepona AUCKyTa0eIbHbl U
3aBHCST OT CE30HA, reorpaduyecKor MUPOThl, THTEHCUBHOCTU KOXKHOW MUTMEHTAIUH, BO3PaCTa,
nuetbl. HwkHsas rpanumna xonedmercs ot 5 go 10 ar/mu (12,5-25 amons/mutp). [lo naHHBIM
JIpYTUX aBTOPOB, HOPMaJbHOE CoOAEpXKaHUE 25-THAPOKCUXOIeKalbLK(eposa COCTaBISET
25-137,5 umonw/muTp, a HIWKHAS rpaHuna konedmercs or 20 mo 50 mmons/mutp. CornacHo
HanunonaneHoit nporpamme «Henocrarounocts BuTamuua /1 y nerei u nogpoctkoB Poccuiickoit
Oenepalliii: COBPEMEHHBIE MOIXOAbI K KOPPEKUMW» aJeKBaTHBIH YpPOBEHb BUTaMuHaA J[
OTIpEe/ICIIAETCS KaK KOHIICHTpamus 25-ruapokcuxonekanbiudpepona Oomee 30 ar/mi (75
HMOJTB/T), HeocTatodHOCTh — 21-30 "r/Ma (51-75 amons/in), aedunur — menee 20 ar/mi (50
HMOIB/T). ONTUManbHOE CoOAepXKaHUE 25-TUIpOoKcUXoyeKanblupeponsa MOATBEPKAACTCS
JTHETEHUEM CHHTE3a TMapaTHPEOHJHOT0 TOPMOHa, YTO HAONMIOJaeTcs TMpU  YPOBHE
25-runpokcuxornekanpiudepora npumepHo 30—60 wr/ma (75-150 amonw/n). bonee BBICOKHE
KOHIICHTPAIMH Y JIUIl, HE TOJYyYAIOIINX CANIJIMMEHTAIMI0 BUTAMHUHOM ], HO MPOXXUBAIONIUX B
YCIOBUSAX KPYIIOTOAUYHONW ONTHUMAIIbHON MHCOJSIIIMK BCTpedatoTcs peako. Cienyer OTMETUTh,
4To y psAAa TMAalMeHTOB W HU3KHE 3Ha4eHHWs 25-TUApOKCUXONeKanbludepona He
COINPOBOXK/IAIOTCA YBEJIMYEHUEM CHHTE3a MaparropMoHa. B cBsizu ¢ 3TUM B surteparype Uit
OILICHKH cTaTyca BUTaMuHa /[ mpeyaraiorcs pasinyHble UHAEKCHI, OTPaXaroIle COOTHOIIEHUE
OTHEeNbHBIX MeTabonuToB BuTamuHa J[. Jluma, ¢ mpu3HakamMu paxura MOTYT HUMETh
«IOCTaTOYHBII» YpOBEHb BUTaMUHA /|, €Clii HEaBHO OHU MOABEPIINCH MACCUBHOM CONIHEYHOM
SKCTIO3UITMH WJTH TTOTYYHIIU TIperaparsl BUTAaMUHA [ BHYTPS.

JUia mpenynpexaeHHus HETaTUBHBIX OTAAJNEHHBIX JPQEeKToB (pa3BUTHE CaXapHOTO
nuabera | 1 2 TUIIOB, OCTEONPO3a, paka) YPOBEHb 25-THIPOKCUXOIeKaIbIKpeposa TOIKEeH ObITh
BbIe 80 HMOJIB/IUTP.

['unepBuramMmuHO3 (aOCOMIOTHO TOKCHUYHBIM YPOBEHB) aCCOIMUPYETCS C YPOBHEM

25-runpokcuxornekanbiudepona 6omee 200 ur/mi (500 HMOIB/MHUTP), TPAHHUIIA BO3MOMXKHOTO
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nposiBiieHusi TokCMYHOCTH — 100 Hr/™Min (250 aMonb/n). TlposBiaeHusiMu THepBHUTaAMHHO3a []
SIBIISIIOTCSl TUIIEPKAJBIIMEMHUs] U TUIEPKAIbLUYPHs, Takke oTMedaercs rumepdocdaremus u
cynpeccus ypoHs IITI. OcnoxHeHrnemM runepkaiblIueMun IBIseTCS HEPPOKAIBLIUHO3.

HopmainbHplli ypoBeHb KabIIUTpHOJIA cocTaBisgeT 20—76 nr/mir.

[TorpeObnocTy B BuUTammHe J| MOKpbIBaeTcs conHeuHOM skcnosunuenr 20-30 MUHYT
exenHeBHO B JAHeBHble 4yackl (11-14 wyacoB). [lpuMeHeHHE COJIHIIE3AIIUTHBIX CPEICTB
(caHOJIOKOB) TMOJIHOCTBIO WMJIM YAaCTHYHO OJOKMpyeT cuHTe3 BUTamMuHa /| B Koke. CHUXKeHue
cCuHTe3a BUTaMuHA J| OoTMedaeTrcss TakXke NpU YBEIMYEHUM NUTMEHTALMU KOXHM, HOUICHUH
3aKpBITON OnekIbl. BeretapuaHipl UMEIOT MOBBIILICHHBI PUCK TMIIOBUTAMHUHO3a BCJIEACTBUE
CBSI3bIBaHUS BUTAMUHA /| C MUIIEBBIMU BOJIOKHAMU U (pTajaramu.

Bo wMHOrmx crpaHax HCHOJIB3yeTcs oOoramieHue BHTaMHHOM /[l  MPOAYKTOB,
yrnoTpeOisieMbIX B MUILY OOJNBIIMHCTBOM HACENEHHS (MOJIOKO, MaprapuH, CyXHe XJIOMbs JJis
3aBTpakoB). B Poccum permamenTtupoBaHo oboramieHue BUTaMHHOM J[  JeTCKHX
aJalITUPOBAHHBIX MOJIOYHBIX CMECEH.

Metabonuthl BuTaMuHa [ XOpoIIo MPOHUKAIOT Yepe3 IUIAEHTY U K MOMEHTY POXKICHUS
CBIBOPOTOYHASI KOHIEHTpPALUA KaJIbLIUIUOIA COCTaBIseT HPUMEPHO 2/3 OT MaTepUHCKOM.
[lepron TOMYXKU3HM KaJdbIUAMONA TMpUMEpHO 3 Hemenu. Takum o00pa3oM, CHMITOMBI
HE/I0CTaTOYHOCTH BUTaMHUHa /| BO3HUKAIOT HE paHee 2 Mecsla KU3HU IIPU YCIOBUU HOPMAJIbHOM
00€eCTeueHHOCTH OpraHru3Ma OepeMeHHOM KeHIIUHBI BUTaMUHOM []. Paxut MOXeT pa3BuThCA Y
JIeTel OT Marepeil ¢ MOYeyHOW HENOCTAaTOYHOCThIO, MpedKamIcuei, ManbabcopOrueii. B
TeueHHue OEpeMEHHOCTH CHIBOPOTOYHBIM YpOBEHb BHTaMUHA 25-TUApPOKCUBUTAMHHA J]
YMEHBILIAETCsl, €llle HW)KE OH B MyNOBUHHOW KpoBH. [IpeHaranbpHblii nedunut BuTamuHa /|
MOXKET MPHUBECTH K [IOCTHATAJIbHOW 3aJep’KKE pOCTa, HE3aBHUCHUMO OT IOCTHATaJIbHOU
obecniedyenHocTu. ConepkaHne BUTaMUHa J{ B TpyTHOM MOJIOKE HU3KO U cocTaBisger 12—60 En/m.

CuMNOTOMBI HEZJOCTATOYHOCTH BUTaMUHA J| MOTYT OBITh BBI3BaHBI:

1. IlorpemHocTssMH OUETHI C HEAOCTATOYHBIM NIOCTYIUIEHHEM BUTaMUHa [[3.

2. HenocrarouHoil nHcoNALMEN C HAPYIIEHHUEM CHHTE3a BUTaMKHa /[ B KOXe.

3. JlemonwpoBaHueMm BuTaMuHAa J[ B TOAKOKHO-)KUPOBOW KJIETYATKE M  €r0
HEIOCTYIMHOCTBIO I HEHTPAJIBLHOIO KPOBOTOKA IPU OXKUPEHUU

4. CunapoMoM MalibaOCOPOIIUH PA3TUIHOTO MPOUCXOKICHUS.

5. 3aboneBaHMsMM TI€YEHM M TIOYEK C HAPYIIEHHEM IIPOIECCOB MPEBPALICHUS
BUTaMuHa /| B akTUBHbIE (POPMBI

6. IlouedyHOM MaroJIOrHMEN CO 3HAYMTEIBHOM NMPOTEMHYpHEW W moTepeil ButamuHa /{ B
KOMILIEKCE CO CBSA3BIBAIOIINM OEIKOM

7. HacnencrBeHHbIME neeKTaMH aKTHBAIIMK BUTaAMHUHA J]
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8. VYCcKkOpeHHON WHAaKTHBAllMeH AaKTHBHBIX MeETa0ONIMTOB BUTamMuMHa JI B cuiy
IEHETUYECKUX Je(eKToB MO0 TOBBILIEHUS AKTMBHOCTH I€YEHOYHBIX LIUTOXPOMOB IO
JICHCTBUEM psiJ1a JICKAPCTBEHHBIX MIPENaparoB

9. [Hedexramu mnepegaud CUTHAJIOB ¢ peuentopa ButamuHa J[ B pesynbrare

TEHETUYECKUX MYTALUI

10. TloBbIIEHHBIM MpEBpaIICHUEM 25-TUJIPOKCUBUTAMUHA | B 1,25-
TUTHIIPOKCUBUTAMUH J[ TIpM XPOHUYECKUX TPaHYIEMATO3HBIX 3a00JCBaHUSX, MEPBUYHOM

THIIepIapaTupeo3e, HEKOTOPBIX BUAX JIUM(POM.

UccnenoBanus, nposeneHueie B EBpone u CIIA, nokasanu, 4yTO HEIOCTaTOYHOCTh
ButamuHa /[ otmeuaercs y 30-50% nacenenus. [Iposenennoe B 2013—-2014 rr. MHOronieHTpoBOe
MCCJIEIOBAHUE TI0 OLIEHKE 00CCIEYEHHOCTH JIETCKOTO HACEICHHSI MIIaJIIIEe BO3PACTHOM TPYIIIbI
(mepBbIX Tpex JeT xu3HM) BuTamuHOM /[ B Poccuiickoil ®@exepanuu BBISBUIIO, YTO TOJIBKO
KaXJbI TpeTuil pebeHOK HMeeT AO0CTaTouHblii ypoBeHb BuTamuHa J| (3axapoa U.H.,

Mansues C.B., u coasr., 2015).

PoJib B pochopHO-KaIBIIHEBOM 00MEHE MAPATHPEONTHOTO TOPMOHA

[MaparupeouaHplii TOPMOH — HanOoJee XOPOIIO OMHCAHHBIA (U3HOIOTHUSCKHN
peryasTop peabcopOuuu GocdaroB, HO OCHOBHAsI €ro (QPYHKLUUS — PETYIAlUsS KaJbI[MEBOTO
roMeocTasa.

[TapatupeonHbINi TOPMOH:

1.  VYBenMuuBaeT 0CBOOOXKIEHUE KaJbIUs U3 KOCTEH

2. YBenmuuBaeT peaOCopOIUIO KaJIbIUs B MOYKAX

3. YBenmuuBaeT oOpa3oBaHME KaJbLUTPHUOJIA B TOYKAX
4. YBenn4MBaeT 3KCKpenuio (hocdaroB B moykax

HpOI[YKI_[I/IIO napatTupeonIHoro TropmMoHa CTHMYIIHPYCT HU3KUH YPOBCHb KaJIbIIUA

CBIBOPOTKH KPOBHU U I/IHFI/I6I/IpyeT TUIIOMArue3neMusl U NOBBINICHHBIC YPOBHHU KAJIbIIUTPUOJIA.

[TapaTropMoH yBeIMUYMBAET MOYEUHYIO SKCKpenuto pocdaros myreMm nAMD-3aBrucHUMOro
uHruOupoanus sxkcnpeccu NPT2. Otot s ekt ObIcTpblii U JOCTUTAETCS] BHYTPUKIECTOUHBIM
Bo3BpaiieHneM Monekyn NPT2 w3 meroyHol KailMbl M YCHJIEHHOM JIM30COMAaJIbHOM
nerpaganueid. HampoTus, ocTpoe m XpoHHYeckoe orpaHudeHue ¢pocdaroB MUIIKM HNPUBOIAUT K
aJIaNTUBHOMY YBEJIMYEHHUIO B IIETOYHOW KaiiMe Harpuii-(hochopHOro TpaHCHOpTa uepe3
MUKPOTYOYIISIpHO-3aBUCHMBIH Bo3Bpar NPT2 Ha anmukanpHYIO TTOBEpXHOCTh MeMOpaHbI (Suzanne
M, et. al, 2002).

HopmanbsHoe coeprkaHue mapaTupeoniHoro ropMmona cocrasisier 1,1-6,8 mmons/i (1065

I/MIT), TUTIEpHApaTUPOUIU3M AUATHOCTUPYETCS IPU YPOBHE MapaTrropMoHa Bbite 150 mr/mi.
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B 3aBucuMocCTH OT conep)kaHHs MapaTUPEOUIHOTO TOPMOHA (MAapaTropMoHa) MOXKHO
BBIIETUTH 3 KIMHUYECKHUE CUTYaLUU.

a) HeonpenensemMo HU3KMi ypoBEHb MapaTropMoOHa

HaGmiomaercss mpu rumomnapaTupeouIn3Me, BbI3BaHHOM arjiazuedl nu0o Trumoriazuen
MapalMTOBHIHBIX JKele3 (JYacTo acconmuupyercs ¢ aenernuein 22 xpomocombl (22ql1.2),
nenenueit kopotkoro mieda 10 xpomocomsr (10p), mu6o ¢ HDR cunapomom). Jledekt B reHe
[aparropMoHa pPEJOK M MOXET acCOLUUPOBAaTbCS € ayTOCOMHO-JAOMUHAHTHBIM JIMOO
pELIeCCUBHBIM TUIONApaTUpeonaAn3MoM. [ uronapaTupeonin3M MOXKET TakKe HaOI0AaThCs Mpu
MOJUIIAHIYISIPHON SHIOKpUHONATUH | TUMa (AyTOMMMYHHAs SHJIOKPUHONATUS C KaHAUI030M U
skToaepmanbHOi auctpodueit, APECED), MUTOXOHIpHAIILHBIX 3a00JICBAHUIX.

6) OnpenensieMblil ypOBeHb apaTropMoHa (HU3KUH MM HOPMAJIbHBIN ).

VY acuMnTOMaTMYeCKHX MAlMEHTOB TMIIOKAJIbIIMEMHs] MOXKET OBITh BbI3BaHA aHOMAaIMEH
PELEeNTOPOB K KaJbIHUI0. DTO CHOpagudeckoe JHO0 ayTOCOMHO-JOMHUHAHTHOE 3a00JIeBaHHE.
Myranuu, MOJTHOCTHIO BBIKJIIOYAIOUIME PELENTOp, HEJABHO CBA3aHbl C Pa3BUTHEM CHHJIpPOMaA
Baprrepa. YV nanueHToB CHUXKEH YpOBEHb [1apaTrOPMOHA, HECMOTPSI Ha TMIIOKAIbLIMEMHUIO, HO
TakkK€ UMEeTCsl TUIOKalIMeMus U Bo3pacTaHue OukapOOHaroB B OTIMYUE  OT
TUIIOKAJIbIUEMUYECKON TUIIEPKAIbLILYPHH.

Bricokast okckpenms Kamblus (OTHOIIEHHE KaJbLIWN/KpEaTMHHH MO4M  Ooiee
0,3 MMOJIB/MMOJIB) TOATBEPKIACT THITOKAIBIINEMHYECKYIO TUIIEPKATBIINYPHUIO; IPU JITUTEITHHOM
TUIOINapaTupeonu3Me OHa OOBIYHO HHU3Kas. AHOMajHs BbI3BaHA aKTUBUPYIOIIEH MyTalueil B
KaJIbLUI1-BOCIIPUHUMAIOIIEM DPELENITOPE, KOTOPasi CHUKAET KOHTPOJBHYIO TOUKY Ul KaJbLud,
OTBETHYIO JIJIs1 OCBOOOXAEHMSI TapaTrOpMOHa.

VYpoBeHb CHIBOPOTOYHOIO KajbI[Usi OTHOCHUTEIBHO YCTOMYMB K M3MEHEHUIO B OTBET Ha
aHaJIOTM BUTaMMHA J[, HO KaJbLMi MOYM 3HAYUTEIBHO BO3PACTAET C PA3BUTUEM YIPO3bI
He(ppPOKAIbLIMHO3a. YPOBEHb MarHMs HHU30K IpU JAHHOW  TATOJOTMM, IOCKOJIBKY
KaJIbIUBOCIPUHUMAIOIINI PELIENTOp ONpeAeNsieT U 3TOT KaTHOH. JleduuuT MarHust npuBoIuT K
CHIDKEHUIO ypoBHs Kanpuutpuosa u IITI, a Takke K pa3BUTHIO BUTaMUH J[[-pe3HCTEHTHOU
TUIOKAJIBLIUEMUY; ONMCAHBl CIydal MarHWii-3aBUCUMOIO BUTaMHUH Jl-pE€3MCTEHTHOrO paxura.
['mnepMaraeMust Takxe MOXKET IPUBOIAUTH K nopaasineHuto cexperuu [1TT.

Hletu ¢ runodocareMUYeCKUM pPAXUTOM YACTO HMMEIT HOpMajibHble 3HAuUEHUs
apaTropMoHa M Kajblusl B OTJIMYME OT BUTAMUH-/[-3aBUCUMOr0 paxura, ¢ MpaKTUYECKU BCEraa
MOBBIIIEHHBIM YPOBHEM IMaparropMOHa M HOPMaJbHOM JIMOO yMEHBIIEHHON KOHIIEHTpauuei
KaJIbLUsl KPOBH.

B) [loBbIlIeHHBIN YPOBEHD MapaTropMoOHa

B orcyrcTBUME NPHU3HAKOB XPOHUYECKOW IMOYEYHON HEAOCTATOYHOCTH BBICOKHHM YPOBEHBb
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naparropMoHa  MOXET  ObITh ~ IPU3HAKOM  BUTAMUH-/[-3aBUCHMMOro  paxuTa  WIH
IICEBJIOTUIIONIAPATUPEOUIU3MA.

Crnenyer 3aMEeTHUTb, YTO:

e N3mepeHue ypoBHs maparropMoHa B KpoBHU (TBepAO(ha3HbIH XeMUIIOMUHECLEHTHBIN
MMMYHOAHAJIU3) AOJKHO OBITh IPEANPUHATO 10 TEPAIHH

e Henocrarounocts BuTammuHa J| MOXXET HPUCYTCTBOBATh C TUIOKaJbIeMueH, 6e3
(EHOTHUIUYECKUX PAXUTUIECKIX U3MEHEHU I

e Henocrarounocts BuTamuHa J[ gomkHa OBITH HCKIIOYEHA Yy IALUEHTOB C
IIPEIII0JAaraeMbIM I1ICEBJOTUIIONApaTUPEON IU3MOM

e JlMarHo3 M30JMPOBAHHOTO IICEBJOTHIIONAPATUPEONAN3MA TpPEOYeT HCKIIOUCHHS

3aboJIeBaHui, acconnupoBaHHbIX ¢ runokanbiuemucii (APECED, HDR).

MeTa00J/1u3M KOCTHOM TKAHU U BUTAMMH []

Ilpu Bcex Tumax paxuTa XapakTE€pHble OCOOCHHOCTH NPOSBIAIOTCS HA POCTOBOM
IacTUHe.B eTcTBe MpOJONBHBIM POCT ONpenenseTcss aKTUBHOCTBIO XPSIIEBONM TKAaHU 30H
pocTa, PpacHoOJIOKEHHBIX B 3MHU(U3aX ATUHHBIX KOCTeH. XOHIPOLMTHI, coAepXkaluecs B
nponudepaTUBHON 30HE POCTOBOM IIIACTUHKHU, OBICTPO JEIATCS W OPTraHU3YIOTCS B CTOJIOIIBI,
KOTOpbIE BBICTPAMBAIOTCS IApA/UIEIBHO HANpPAaBICHUIO pocTa. YacTe M3 HHUX IO3KE
muddepeHupyeTcs B 00IbIIre TUIEPTPOPHUUECKUE XOHAPOLUTHI, 00pa3ys THIepTPoPUIECKyIO
30HY. ['mneprpoduueckue XOHAPOLUTH B HOPME IOABEPrarOTCs aloINTO3y, OCTaBIss IyCThble
JAaKyHbl, KOTOpbleé IIOCTENIEHHO 3allOJHAIOTCS KPOBEHOCHBIMM  COCyIaMH U OCTEO-
IpeIIIeCTBEHHUKAaMH, KOTOpble OynyT MPOWU3BOAUTH KOCTHBIM MaTPUKC, UCHOJIb3yd Xpsll B
KayecTBE OCHOBBI /ISl Ipolecca MuHepanusamuu. Yacth ©3 HHX cmocoOHa K
TpaHcIupPepeHupoBKe B ocTeobnacTsl. KileTkn 0cTe001acTOB CUHTE3UPYIOT OpraHUYECKUil
MaTpUKC, a 3aTéM OCYLIECTBIAIOT €ro MuHepanus3auuio. HMoHbl kanbuus U Qocdaros
KPUCTAJIU3YIOTCSI C 00pa3oBaHMEM TUIPOKCHANATHUTA; BIIOCIEACTBUU THUIPOKCHATATUT
pacrmpocTpanseTcst Ha (puOpmIIax KojslareHa ¥ MUHepalu3yeT BHEKJIETOUHBIN Marpukc. [locme
MHHEpaIM3alUul KOCTHOTO MATPUKCA, IOJHOCTBIO JIU(P(EPEHIUPOBAHHBIE U CO3PEBILUE
0CTe00IaCThl CTAHOBATCSA ocTeouuTaMu. KOCTHas TkaHb 4elOBEKa HAXOAUTCSA B MOCTOSHHOM
COCTOSIHMM PEMOJIEMPOBaHus. B 3TOM mporiecce peMofennpoBaHusl Y9acTBYIOT TPU OCHOBHBIX
THIA KJIETOK — OCTEOONacThl, OCTEOKIACTHl M OCTEOUMTH. [Ipm pemomenupoBaHUM KOCTEH,
OT/IE/IbHBIE 30HBI PE30POUPYIOTCSI OCTEOKIACTAMU U 3aMEHSIOTCSI 0CTE00IacTaMU Ha HOBBIE, UTO
II03BOJISIET BOCCTAHOBUTH KOCTU IOCJIE€ MUKPOTPaBM U afalTHPOBaTh K (U3MUYECKON HArpyske.
[Tpouecc pemonenupoBaHUsl PETYIUPYETCS HECKOIbKUMHU MECTHBIMU ((pakTopsl pocTa,

IUTOKUHBI, XEMOKHHBI) M CHCTEMHBIMH (HampHUMep, 3CTPOreHbl) (akTopaMu, KOTOphIE BCe
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BMECTE MOJJEPKUBAIOT rOMEOCTa3 KOCTH. Upe3MepHas aKTUBHOCTh OCTEOKJIACTOB MPUBOJIUT K
Pa3BUTHIO OCTEONOpPO3a, OCTEOONACTOB — OCTEOCKIEepO3a, CHUKEHUE aKTUBHOCTH —
OCTEOMAJISIIUY U paxuTa.

[IpeniecTBeHHUKAMH OCTEOKJIACTOB SIBJSIOTCS T'€MOMO3TUYECKUE CTBOJIOBBIE KIIETKH.
HuddepeHuupoBka  OPOUCXOAUT  MOA  JACMCTBHEM  MakpodarajaibHO-MOHOIMTAPHOTO
KOJIOHHECTUMYIUpPYIOIIEro  (akropa. HeraruBubiM  perymsitopoMm  auddepeHunpoBku
OCTEOKJIACTOB SIBJISIETCS OCTEONPOTErepHH, CEKPETUPYEMBI WIEH CylepceMeiicTBa pelenTopoB
K TyMOpHEKpoTHYecKoMy (akropy. Ocreonporerepud — NpupoaHbiid antaronuct st RANK
(Receptor activator of nuclear factor kappa-B) u ero nuranma RANKL (Receptor activator of
nuclear factor kappa-B ligand). IlocienHuii akTUBHUpYeT OCTEOKIJIACTBI, YTO CIOCOOCTBYET
Pa3BUTHIO JIer€HEPAaTUBHBIX U3MEHEHUH B KOCTHOHM TKaHU. KanbIIUTOHUH HANIPSIMYIO HHTHOUPYET
pe30pOIMI0  KOCTHOM TKaHM 3peNbIMH  OCTEOKJIACTaMH, CBS3bIBAsICh C  PEUEHTOPOM
KaJgblUTOHUHA. Takke ObUIO  TPOAEMOHCTPUPOBAHO, UYTO  KAJIBLUTOHHMH  MEIIAET
TG QepeHIIMPOBKE  OCTEOKJIACTOB W CIHMSHUIO  ONHOSJACPHBIX  NPEAIICCTBEHHUKOB  C
00pa3oBaHHEM MHOTOSIIEPHBIX OCTEOKIJIACTOB.

[IpeniecTBeHHUKAMH OCTEOONaCTOB  SIBJIIOTCS  ME3EHXHMAaJbHbIE  KIJIETKH.
HuddepenunpoBke ocTeodIacToB crnocodbcTByeT ¢aktop pocta (ubdpodmacros. Ilenounas
docdaraza, KOCTHBIN CHAJONPOTEHH W KOJUIareH Tuma l-o-1 sBISIOTCS paHHUMH MapKepaMu
T GepeHIIMPOBKHE 0CTEO0IACTOB, B TO BPEMsI KaK MapaTHPOHUIHBIA TOPMOH M OCTEOKAIBIIMH —
MO3/IHUMHU, OJAHOBPEMEHHO C MuHepanuzanueid. OCTEOMOHTUH JIOCTHTaeT MHUKa ABAXKIbI BO
BpeMs posugepalu 1 3aTeM CHOBa Ha OoJiee MO3JHUX CTaausIX AuddepeHIupOBKH.

Kanpuurpuon oOnamaer CnocOOHOCTHIO — yCWIMBATh CHUHTE3  (akTopa  pocTa
¢ubpodnacroB. AxkrtuBanusi VDR ocreo01acToB NPUBOAUT K YCHIIEHHUIO TPAHCKPUIIMKU T'€HOB-
MUILEHEeH, KoTopble obecreunBaloT Au(dEepeHIupoBKy U (YHKIHOHAJIBHYIO aKTUBHOCTh
BBIIIICYKa3aHHBIX KJIETOK. C Jpyroil cTOpoHbI, 00pa30BaHME JIMTAHI-PELEITOPHOIO KOMILIEKCa
CIIOCOOHO BBI3BIBATH U HET€HOMHBIE, ObICTpble 3((EeKThl B ocTeobiacTax, yepe3 aKTUBALUIO
[IUTOTIA3MAaTHIECKH PACIOIOKEHHBIX perentopoB kK ButamuHy Jl. Cremyer oTMETHTH, UYTO
0CcTe00J1acTbl CIIOCOOHBI K ABTOHOMHOMY MPOM3BOACTBY KalbLIUTpHONA. B oTiinyMe OT KIeToK
MOYEYHBIX KaHAJbIIEB, MPOAYKIHUS KaJIbLIUTPHOJIA OCTEOO]IacTaMH B OCHOBHOM pEryIHpYyeTcs
[IUTOKWHAMH, TAKUMHU KakK (PaKkTop HEKpO3a OMyXOJu-0, HHTEpPEpOoH-Y U HHTEpIeHKUH-1[3.

Jlpyrue MeTabonuTsl BUTaMHa J| Takyke OKa3bIBAaIOT BO3JEHCTBHE HAa KOCTHYIO TKaHb.
Tak, 24R,25-nmuruapokcuxonekaibuudepon MOXKeT CTHUMYJIHpPOBATh Pa3BUTHE POCTOBOM
IUTACTUHKHM ¥ BOCCTAHOBJIEHUE IOCIIE MEPEIOMOB KOCTEH, a TakKe 3allMIaTh OT OCTEOapTPUTA.

Otu 3¢ ¢eKThl, NO-BUANMOMY, OIOCPEIOBaHbl €ro CBs3biBaHUEM Cc (pepmeHToM FAMS7B2, Ha

24



KOTOPOM OH  JEWCTByeT Kak aJJIOCTEPUYECKUN  MOXYISATOp, CTUMYIHPYS  CHHTE3
JAKTO3WIIIIEPAMHU/IA, KOTOPBIH, B CBOIO OYEPE/lb, BIUSIET HA CO3PEBAHUE XPSIIIA.

[ITT MoxeT TakKe BO3AEHCTBOBATh HEMOCPEACTBEHHO HA KOCTHYIO TKaHb, YBEJIIMUHUBAs €€
pe3opOIMI0  OCTEOKJIacTaMHd, HO B OTCYTCTBHME  aJIeKBaTHOTO  JICHCTBHS 1,25-
JTUTHIPOKCHXONIeKaNbIu(epoa BEICBOOOXKACHNE Kablus U ¢ocdopa U3 KOCTeH HapymaeTrcs u
HE MOXET MOJHOCTHIO KOMIICHCHPOBATh THIOKAIBIUEMHUIO WK THIIO(ochaTeMuro.

CHmKeHre KOHIIGHTpAIlMH BHEKIETOYHOTO (pocdara HHTHOMpYeT armonTo3 XOHAPOIMTOB,
OTIOCPEIOBaHHBIN Kacrazoi 9. 1ot 3dpdekr runodocharemun odObeauHIET AehEKT 30H pOCTa
IpyU KalblIMONEHUYecKuX (Qopmax paxuta (T. €. paxura u3-3a naedunura ButamuHa Jl w/mim
KaJbllMsA) C TakoBBIM Ipu runodocdareMuueckux ¢GopMax paxura. YBEIHUUEHHBIE U
JI€30pTraHN30BaHHBIC XOHIPOLIUTHI HE MOTYT CEKPETUPOBATh CUTHAJIBI, KOTOPBIE HEOOXOAMMBI JJIsI

HOPMAJIbHOT'O 3aMCIICHUA MAaTpUIbI XpAIla SHHOXOH,I[paHLHOﬁ KOCTBIO.
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IJTABA 2

Buramun-/I-nepuuuTHBIA paxXuT

Paxut (mo MKB-10 ES55.0 — paxutr akTuBHBIN) — 3TO 3a00Ji€BaHHE PACTYIIETO
OpraHMs3Ma, BO3HMKAIOIIEe B pe3yiapTare IOJUTMIIOBUTAMHUHO3a C IPEUMYILECTBEHHOMN
HE0CTAaTOYHOCThI0 BUTaMMHa D, mpu KOTOPOM BO3HHMKAE€T HECOOTBETCTBHE MEXKIY BBICOKOMN
noTpeOHOCTEI0 B (OC(HOPHO-KATIBIMEBBIX COISIX M HEAOCTAaTOYHBIM Pa3BUTHEM DPETYIATOPHBIX
cucTeM, 00eCIIeunBaIOIIMX TOCTYIIEHHE ITUX COJEH B TKaHU.

[lepBrie ymomuHaHUS O paxuTe Bcrpedatorcss B Tpynax Copana Ddecckoro (98-138
rH.3.) ¥ lanena (131-211 rH.3.). TUnMYHbBIE paXUTUYECKUE U3MEHEHMSI CKEJIETa MIPEICTABICHBI
Ha 10JIOTHAX T'OJUIAHACKHX, HEMELIKUX U IaTCKHX >KUBOIHCLEB.

BriepBble MoHOE KIMHUYECKOE M IAaTOJOr0aHATOMHYECKOE OIMCaHME PaxuTa Caenal
anrmuiickuii opromex ®. Immccon B 1650 r. Anmmmiickoe Ha3Banme rickets mpowmsomuio ot
npeBHeaHruiickoro wrickken, 94To 03HauaeT «MCKPUBIATHY. [TMCCOH M3MEHWIT €r0 Ha TPEYECKoe
rhachitis (IMMO3BOHOYHMK, CIHUHHOHW XpeOeT), TaK KaKk TMpH paxuTe OH 3HAYUTEIBHO
nepopmupyercsa. Hekoropoe Bpems paxuT Ha3bIBAIN «aQHIJIMHCKON 0OJIE3HBIOY.

B oreuecTBeHHON mnemuarpuu mnpobiemMa paxuTa IIMPOKO OCBellaizach B padorax
H.®. ®unarora, A.A. Kucens, U.A. [llabana, B.I1. XKykosckoro, I"H. Crieparckoro, A.®. Typa,
E.M. Jlenckoro, M.H. becconoBoii, K.A. Cearkunoii, C.®. XoroBumkoro. Ilocneguuii B cBoeM
pykoBoactee «lleausTpukay MHpeAcTaBUII ONpENeIeHuEe paxuTa KaKk «O0COOEHHOIOo CTpaJlaHHs
YIOAOOUTENbHON JEeATeNIbHOCTH, OOHapy)KMBarolleecs MPEUMYIIECTBEHHO paclyXaHHeM U
pa3MArdeHueM KocTel U, HaKOHel], HCKPUBJICHUEM HX.

CymiecTBeHHBIH IPOPBIB B MOHUMAHUK MPUPOABI paXUTa U COOTBETCTBEHHO Pa3paboTKe
METOJIOB Teparnuu npousorien B 20-x rofgax mpouuioro Beka. [Ipaktnyecku o1HOBpeMEHHO ObLTN
OTKPBITHI JIBA OCHOBHBIX MCTOYHUKA MOCTYyIUIeHUs1 BuTaMuHa J[ B opranusMm: B 1919 rony Kypr
XynaumuHckuit (monbek. Kurt Huldschinsky) oTkpeut neue6Hoe aelicTBre KBaplieBBOM J1aMIIbl, a
Onsapn Memnan6bu (anmi. Edward Mellanby) mokazan TepaneBTuyeckoe JeiicTBHE pPbIObEro
xupa. B 1924 rony A. Hess 1 M. Weinstock BriepBble moay4ymsin BUTaMUH [ U3 pacTUTENbHBIX
MaceJ MociIe UX 00MydeHus YIbTpadruoIeToOBBIMU JTydaMu JiuHoi BomHb! 280-310 HM, a B 1937
r. Agonsd Bunmayc (mem. Adolf Windaus) BmepBeie cuHTe3mpoBan ButamuH [[3 u3
7-geruapoxosaecTepona.

[Tocnenyromume uccnenoBanus, nposeAaeHHble B XX u Hayane XXI Beka, mokasanau, 4To
BUTaMUH Jl-ne(UIUTHBIE COCTOSHUSI BCTPEUAIOTCSl HE TOJBKO Yy MIIQJICHIIEB M JIeTell paHHEro
BO3pacTa, HO U y MOJPOCTKOB, a TAKXKE Y B3POCIBIX — OCOOEHHO MOXKHJIBIX JKEHIIUH B TEPUOJ

MMOCTMCHOIIAY3bl W JIML, AKTUBHO HCHOJB3YIOHNIUX COJIHOC3AIIUTHBIC KPEMbl HW OHCKAY,
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3aKpBIBAIONIYI0 OOJIBIIYIO YacTh TeJla, BO BCEX pPETHOHAaX, B TOM 4YHCIE C JOCTAaTOYHOM
MHCOJIALIMEH M 3aHUMAIOT 3HAYUTEIBHOE MECTO B CTPYKType 3a00JIeBaeMOCTH JETeHl paHHEro
Bo3pacra (Kamboj P, et. al, 2018).

Hcropuueckn pacHpOCTPaHEHHOCTh paxWTa B Pa3BUTBIX CTPaHaX 3HAYUTEIHHO
CHM3WJIACh IIOCIE HIMPOKOTO BHEAPEHHS AWETHYeCKUX mn00aBok BuTamuHa /[l OpHako B
MOCTIeTHUE TO/IbI B HEKOTOPBIX PETHOHAX OTMEUAeTCs POCT 3a00JeBaeMOCTH paxuToM. Tak, mpo
nmanaeiM Thacher TD, et al.,, 2013 B Munnecore B mepuon 1970-2000 rr.. ormeuancs
CYILECTBEHHBIH POCT 3a00JIEBAEMOCTH, YTO MOXKET OBITh CBA3aHO C M3MEHEHHEM OTHOIICHHS K
COJIHEYHOM WHCOISIMH 9WCHONB30BaHUE CaHOJIIOKOB). 3HAYMMOCTh TPOOJIEMBI pPaxWTa B
Hacrosmiee Bpems mpuBena K mnpuHatuio B 2016 romy koncencyca «Global Consensus
Recommendations on Prevention and Management of Nutritional Rickets».

Ha Tepputopun Poccun anarHocTUpyrOT B OCHOBHOM paxWT JIETKOW M CpeIHEW CTEIEeHU
TspkecTd. 110 JaHHBIM pa3IMYHBIX aBTOPOB YAaCTOTA PaxHTa y JeTeHl MEepBBIX 2-X JET Konebaaach
ot 20 mo 70%, y HenoHomeHHBIX aAerel qocturas 75—85%. ComtacHo nanueiM ManbiieBa C.B. u
coast, 2014, cpenu aereit 7-14 netr tonbko 10% umenn MOCTATOYHYIO CTEEHH OOECIICUCHUS
ButamuHoM JI. bBrmaromapst akTHBHOW TPOCBETHTENLCKOM JEATEIFHOCTH W MPHHATHIO
HanmonaneHoli mporpammbel «HemocrarouHocts BuTamuHa D y gereil W TOXPOCTKOB B
Poccuiickoit ®enepannu: coBpeMeHHbIe OAX0/bl K Koppekuun» B 2018 rony (nepecMoTpeHa B
2021 rony) cutyanus noMeHsIach — 1o JaHHbIM 3axapoBoil M.H. ¢ coasrt, 2021 1., nons aereit ¢

AO0CTATOYHBIM YPOBHCM BUTAMHUHA I[ B CTaBpOHOHLC BO3pocia 10 88%.
DaKTOpHI PUCKA PA3BUTHUS PaxuTa y Jerei

JK30reHHbIe (AKTOPbI

1. Peruon npoxxuBanus. B 601ee BRICOKMX MIMPOTaxX OOJIbINE [IIAHCOB Pa3BUTH ACPUIIUT
BUTaMHHA J| 1 paxuT. DTO NPOUCXOAUT MOTOMY, YTO IIMPOTA BIUSET HA 3€HUTHBIN YToJl COJTHIA
W, CIeJ0BaTeIbHO, HA KOJWYECTBO yhbTpaduosneroBoro manydeHuss YOB. Jlaxe B crpaHax ¢
I[OCTaTOLIHOI\/'I HHCOJ’I?IIII/ICﬁ OIrpaHU4YCHHOC HpC6I>IBaHI/Ie Ha COJIHOEC MOXCT HNPOUCXOAUTH II0
CIEIYIOIUM MPUYMHAM: OJEXK]a, 3aKpbhIBAIOIIas OONBIIYI0 YacTh KOXHU ([0 PEIUTHO3HBIM,
KYJABTYPHBIM MU KJIMMAaTHYECKUM MPUYMHAM), HAXOXKIEHHE B IMOMEIICHUHU OOJBIIYI0 YacTh
BPEMCHH, TEMHBII OIBET KOXHN (BLICOKI/Ie KOHIOCHTpallUHu MCJIaHMHA B KOXXE€ CHHXKAIOT CHHTE3
BuTaMuHa JI), BBICOKMH ypOBEHb 3arpsi3HEHUs arMoc(epbl, MM YacToe HCIOJIb30BaHUE
COJIHIIE3ALUTHBIX KPeMOB ¢ (akTopoM 3amuThl O6osee 8. K coxkanenuto, O6e3omacHslii mopor
Bo3zeiicTBus YOB s cunTe3a BuTamMuHa [ 6e3 MOBBIIEHHOTO PUCKA paka KOXKU HEU3BECTEH.
CrnenyeTr OTMETUTh, UTO COIVIACHO POCCHICKOMY MHOTOIIEHTPOBOMY HCCIIEOBaHUIO «POTHUYOKY

4acTOTa HEJO0CTATOYHOCTH BUTaMMHA /[ M paxuta Ha Tepputopun Poccuiickoit @enepannn He
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3aBUCeNa OT Teorpauyecko IUPOTHI. ABTOpPHI  CBS3BIBAIOT JaHHBIA (EHOMEH ¢
npeHeOpekeHrneM Npo(UIAKTUKON TpernaparaMu BuTamuHa [| B permoHax c Ooyiee BBICOKOM
COJIHEYHOW MHCOJISILUEN.

2. Jleunut Buramuna J{ y >KeHIIHMHBI B IEpUOJT OEPEMEHHOCTH

3. IlpomomxuTenbHOe MCKIIOYUTENBRHO TPyAHOE BCKapMilUBaHuUe Oe3 a00aBlieHus
BuramuHa JI. B MHoromeHTpoBOoM wuccienoBannu «POmHUYOK» OBUIO IMOKa3aHO, 4YTO Ha
IPOTSDKEHUU BCErO IEPBOrO roja >KM3HUM y JAETeld Ha TPyJHOM BCKapMJIMBaHUM YPOBEHb
KaJIbLIUJINOJIA KPOBM HUXKE, YE€M Y HX CBEPCTHUKOB HAa MCKYCCTBEHHOM BCKapMIIMBaHUU
(amanTHpOBaHHBIMU MOJIOYHBIMU CMECSIMU C CalllJIMMEHTalue BuTaMuaoMm J1).

4. HepmocrarouHoe mnoTpebiieHHE MPOAYKTOB, OOOTalIeHHbIX BUTaMMHOM [, B TOM
YHCJIe BEr€TapuaHCTBO.

JHoreHHblIe (GaKkTOpbI y pedeHka:

1. BBICOKHE TEMIIbl POCTa U MOBBIIICHHAS] TOTPEOHOCTH B MUHEPATBHBIX KOMIIOHEHTAX,
0COOCHHO y HEJTOHOIIICHHBIX;

2. TEMHBIH IIBET KOXKH;

3. DOHIOOKpUHHasg  marojorusi  (OXKUPEHHe,  HACIEACTBEHHO  OOYCIIOBJICHHBIN
TUIIOINapaTupeos);

4. 3aboseBaHMs IEYEHU CO CHUKEHUEM CHHTEe3a 25-ruipokcuBuTamMuHa /1;

5. HapymeHue (QYHKIMH TOYEK CO CHIDKCHHEM CHHTE3a KAJBIUTPUOIA W BIUSHHE
ypeMUYeCKOW MHTOKCUKAIIMK Ha (GYHKIIMIO KOMILIEKca BuTaMuH J[-perientop Buramuna Jl;

6. CHUHAPOM MajbabcopOuMu (MYyKOBHUCHIMIO03, LieIMakus, OoJIe3Hb YHMIa, 00le3Hb
Kpona u ap.);

7.  HedpoTHUEeCKUii CHUHJIPOM c MOBBIILIEHHOMN AKCKpenuen 25-
THJIpOKCUXOJIeKaIbIdepona u BUTaMuH J[-CBsi3pIBatolero Oenka;

8. INIPUMEHEHHME aHTHKOHBYJIbCAHTOB (YCKOpEHHE Jerpajaluy BUTaMHuHA J| pu npueme
dbenobapOuTana);

9. NpUMEHEHHE IIIOKOKOPTUKOCTEPOUIOB;

10. CHW)KEHHasl JIBUTATelIbHas M ONOpHas Harpys3ka (HeBpoJiormuyeckue 3a0oJeBaHus,

BPOXKJICHHBII BBIBUX Oepa H Ip.).

IIaTorenes paxura
Huzkuit ypoBeHb Kalbliisi B CHIBOPOTKE KPOBH, JIMOO M3-3a €r0 HU3KOTO MOTpeOIeHMs,

a0o0 u3-3a pedunmTa BUTaMuHA Jl, BBI3BIBACT KOMIIEHCATOPHOE MOBBIIICHHUE MAPaTUPEOHTHOTO
TOPMOHA, YTO BIOCJEACTBMM BbI3bIBAaCT runodocharemuro. Huskuit ypoenb ¢docdara B

CBIBOPOTKE, B CBOIO O4YCPEAb, MOAABIACT aIllolTO3 XOHAPOHOWTOB W TEM CaMbIM IHPHBOAWUT K
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HAaKOIUIEHUIO THNEPTPOPUUECKUX XOHAPOLUTOB. B KOHIIE KOHIIOB, IPOMCXOIUT HEHOPMAIbHBIN
pOCT XpseBoil »nudU3apHON IUIACTHHKH C HApYIIEHHEM IPOIECCOB HHIOXOHAPATIbHOU
occu(uKay. OTO MPUBOTUT K PA3BUTHIO KIMHUYECKHX M PAJUOJIOTHMYECKUX H3MEHEHHH
(pacmmpenuto 3Mu(U30B), XapaKTepHbIM ISl paxuTa. AHOMAJIMKU POCTOBOM IIACTUHKHU
BO3HUKAIOT H3-32 YMEHBUICHMS COCYOMCTOM MHBa3WU C YMCHBIIEHUEM aAKTUBHOCTH

XOHI[pOGJIaCTOB 1 OCTCOKIIAaCTOB.

Kaaccuduxanus paxura (O.C. dyaunkmnii, 1947)
L4 ITo cTenmeHM THAKECTH: IIpoHecC MOXKET IIPOTCKATH B nerKoﬁ, CpC,Z[HCTH)KGJ'IOﬁ u

Tskenon crerienu — I, 11, 111 coorBeTCTBEHHO.

e Jlo mepumony O0o0/7e3HH BBIACASIIOT: HAYAIbHBIA, pa3rapa, PEKOHBAJIECICHIINH,
OCTaTOYHBIX SIBIICHHUIA.

e [lo xapaxkTepy Te4eHHs: OCTPOE, IOAOCTPOE, PELIMAUBUPYIOLIEE.

e C yyeroM MHMHEPAJBLHOr0  Je(pMUMTA:  KaJbLUUICHUYECKUI  BApUaHT,
dochonennuecknii 1 6€3 OTKIIOHCHUH B MUHEPAIILHOM COCTAaBe.

CreneHb TSKeCTH PaxuTa

I crenenn (1érkasn)

Heb6omnbi1oe KOIM4ecTBO c1a0OBBIPAKCHHBIX MPU3HAKOB PaxXUTa CO CTOPOHBI HEPBHOM U
KOCTHOM CHCTEM C BOBJICUEHHEM B IIPOLIECC KOCTEHW CBOJA yepena M IpyaHOW KieTku. MHorna
HaOJIIOJIAl0T HE3HAUYUTENbHYIO THUIIOTOHHIO MbIIl. B oCHOBHOM mopaxkaiorcs He Ooree 2-X
CUCTeM M He Oonee 2-x OTHENOB KOCTHOM TkaHH. [locie paxurta | cTemeHHM He OTMEUalOT
OCTaTOYHBIX SIBIICHUI.

II crenens (cpeaHeii TSIKeCTH)

XapakTepusyeTcsi YMEPEHHBIMU HAPYHICHUSMHU OOIIETO COCTOSTHUS M M3MEHEHUSMH CO
CTOPOHBI HEPBHOW, KOCTHOM, MBIIIEYHOM U KPOBETBOPHOM cucTeM. IIpu 3TOM cremneHu paxura
UMEIOTCS OTYETNUBBIE NedopMaluu dYeperna, TPyAHOH KIETKH U KOHEUHOCTEH, HeOOJbIIoe
YBEIMYCHUE TICYCHH W CeJIe3€HKH, yMepeHHas aHeMmus. [losBisroTcs (QyHKIIMOHAIBHBIC
HapyIICHUs NEYECHU, KETYyAI0YHO-KUIIIEYHOTO0 TPaKTa, OPraHOB JbIXaHUS, CEpACYHO-COCYAUCTOMN
CUCTeMbl. BBISBISIOTCS M3MEHEHHsI B OEJIKOBOM, JIUIIMIHOM OOMeHe, nepuuut BUTaMHUHOB By,
Bs, Bs, A, E, C, menu, uunka, Marausi. Co CTOpPOHBI HEPBHOM CHCTEMBI COXPAHSIOTCSI CUMITTOMBI
TUCYHKIIMM BETETATUBHOTO OT/ENa W TMPUCOSAUHSIOTCA W3MEHEeHHs co ctoponbl [[HC —
3aJIEPKUBACTCS PA3BUTHE CTATHUECKUX W JIOKOMOTOPHBIX (YHKIIUH, NETH TO03KE HAYUHAIOT
MOJTHUMATh TOJIOBY, CH/IETh, BCTABATh U XOJHThH, TACCHBHBIC IBM)KCHHSI OOBIYHO BBI3BIBAIOT y HUX
OTpUIATETFHYIO PEAKIINI0, HapyIIaeTcs MOoBeIeHNe, COH, anmneTut. [lopaxens 6onee 2—-3 cucreM

u 6osee 2—3 OTHEJIOB KOCTHOM CUCTEMBL.
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III cTenensb (TAKENAS)

Kpaiine penko BcTpedaeTcs B Hacrosiiee Bpems. Boenekaercs B mpouecc LIHC: peGenok
OTCTaeT OT CBEPCTHUKOB B CBOEM pAa3BHTHH, MPOUCXOAUT yTpara NMPUOOPETECHHBIX HABHIKOB,
BSJIBINA, 3aTOPMOXKEHHBIM, MMEIOTCSl HapyIIeHHs] CHA, CHIDKEHHE amnmneTuTa. BoBiekaroTcs B
IpOLEeCcC MPAKTUYECKH BCE KOCTH CKeJieTa: JIMIIEBOTO M MO3TOBOTO Yeperna, IPYIHON KIETKH,
MO3BOHOYHMKA, Ta3a, BEPXHUX W HWKHHUX KOHEYHOCTEH B BHJIE IIPHUUYLJIUBBIX» AehOopMaLnii.
Ot HeOONBIIMX BO3IACHCTBUI BO3HMUKAIOT MEPEIOMBI 0€3 CMEIICHHS WIH CO CMELICHHEM.
BripakeHHast MblllieyHasi TUIIOTOHUA. BbIpaskeHbl H3MEHEHUS CO CTOPOHBI BHYTPEHHUX OPraHOB:
3HAYUTEIHHO YBEJIMYEHA NIEUeHb U ceie3éHKa, HapylaeTcs QyHKIuUs cep/illa, OpraHoOB JbIXaHUs,
KETYIOYHO-KUIIEYHOTO TPaKTa, pa3BUBACTCSA TSHKENIAsh aHEMUsS, MOXKET ObITh Mo THIy SKiia-
laiiema («riceBrOIEHKEMUYECKUN CUHIIPOM» C PE3KO YBEJIMYEHHOW CEJIE3EHKOM, BBIPAKEHHBIM
JCHUKOIIUTO30M C JIeHKOUUTapHON (OpMYIOH, XapaKTepHOU Ui XPOHHMYECKOTO MHEJIOJEKo3a,
3pUTPOOIACTO3A).

Pa3BuBaercss BO BTOPOM MOJYTOJUH JKM3HU. Bce eTH ¢ KIMHUYECKUMHU MPOSBICHUSMH
TSDKEJIOr0 PaXHUTHYECKOTO TpoIecca JIOJKHBI 00CIeNoBaThC Ui MCKIIOUEHHS] TCHETHYECKU
JIETePMUHUPOBAHHBIX (OPM paxuTa.

B nacrosimiee Bpems npeanioxkeHa kiaccuuKalus paxuTa Mo BbIPAKEHHOCTH AePUIUTa
BuTamuHa /[ (M1 COOTBETCTBEHHO YPOBHIO 25-TuapokcuBUTamMuHa Jl):

e  Bripaxennsiii nedunut Buramuna /I — menee 10 ar/mi (< 25 HMOIB/)

e Jlebhunur Butamuna J[ — menee 20 ur/min (< 50 HMOIIB/1)

e Henocrarounocts Buramuna I — ot 20 no 30 ur/miu (=50 u <75 HMOAB/1)

Ilepuoanl paxura

Jns BeISIBICHHS Tepuona 3a00JIeBaHUST HEOOXOMUMBI KIMHUYECKHUE CHUMIITOMBI CO
CTOPOHBI BEreTaTUBHOM CHUCTEMBI, CTENEHU BBIPAXKEHHOCTH KOCTHBIX HapylIeHWH U
OMOXUMUYECKHE N3MEHCHHS.

HavanbHblii epuon

3aboneBaHue vaiie mposBIsieTcs: B Bo3pacTe 3—4 mec., HO UHOTJIa BO3HUKAET Ha 1-2 mec.
JKM3HHU U JIUTCA oT 1,5 Hepens mo 2—3 Mmec.

B Hacrosiniee Bpems psii aBTOPOB CUMUTAIOT BBIIECIEHUE HAYAJIbHOTO NEPUOAA pPaxuTa He
OTIpaB/IaHHBIM, TaK KaK KJIWHWYECKas KapTHHA TIPH OSTOM B OCHOBHOM BKJIFOYAET
Hecrenn(pUIECKre JTOKOCTHBIE TPOSBICHUS, KOTOPhIE CETOMHS JODKHBI PACCMaTPHUBATHCS Kak
CHUH/IPOM BETeTO-BUCIIEpaTIbHON TUCPYHKIIUU Y JETSH paHHETO BO3pacTa.

Ilepuon pasrapa

[Iporpeccupytomiee TeueHue Oosie3HH. B KIMHWYECKONW KapTUHE MpeoOiaaaroT

CHUMIITOMBI ITOPAXKCHHA KOCTefI, BBIPAXKCHHOCTE KOTOPBIX 3aBUCHUT OT CTCIICHU TSXKCCTU U
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TEUeHHUs Mpoliecca, BPEMEHU Hadalla paXxuTa, TEMIIOB BECOBBIX MPHUOaBOK. MOT'yT BBISBISATHCS
BCE BUJIbI MOPAXKEHUS KOCTHOM TKAaHU — OCTEOMAIISIINS, OCTCOUHAS TUTIEPILIIA3Usl, THITOTUTIA3 s
(rumoruHe3us) KOCTHOW TKAaHM, KOCTHBIE Aedopmalrini. B mepuone pasrapa B pa3HON CTEHCHH
BBIPAKEHHOCTU UMEIOTCS U3MEHEHUSI CO CTOPOHBI MBIIIEYHON CHCTEMBI, CBSI304HOTO arrmapara,
BHYTPEHHUX OPraHOB U OPraHOB KPOBETBOPEHUS, IPYTHX CUCTEM.

[lpy  OMOXMMHYECKOM  WCCICAOBAaHUM KPOBU  PETHUCTPUPYIOT  3HAYUTEIHHYIO
THIOKaNbLIueMuI0, runodocdaremuro (cootnomenue Ca/P = 2:1), NOBBILICHHYIO aKTHBHOCTh
nienoyHoi Qocdaraszpl, yMEpeHHbI WM BbIpaKEHHBIA anuao3. [loBbllieHa 3KCKpenus c
MoYOi aMMuaka, ¢poc¢aroB, aMIHOKHCIIOT.

Ha penTreHorpamMmmax OTMEYAIOTCS TUIUYHBIC JUISI pPaxyUTa W3MEHEHUS KOCTEH B
3aBHCHUMOCTH OT XapakTepa TEUeHHUs, OCTEOIopo3, s/ipa OKOCTEHEHHsI KOCTEeH HEOTUYeTIIMBEIC,
BO3MOXKHBI [T€PEJIOMBI ATUHHBIX TPYyOUaThIX KOCTEH U pedep Mo THILY «3€JIEHOI BETOUKH.

ITepuon pexoHBaIeCHEHIIUA

Ocnabnenue, oOpaTHOE pa3BUTHE W HCYE3HOBEHHWE CHUMIITOMOB AaKTHBHOIO paxuTa
(medbopmariuss KOCTEH, MbIIIEYHAs THUIOTOHUS, AHEMHS, CO CTOPOHBI HEPBHON CHCTEMBI),
BOCCTaHaBIIMBaeTCs (DYHKIUS APYTUX OPTaHOB U CHCTEM, MOsIBICHHE 3yOOB, BOCCTAHOBJICHHE
CTaTUYECKUX M MOTOPHBIX (DYHKIIMH, COKpAIICHUN TICUCHU M CEJIe3eHKH. B KpOBH TOBBIIIACTCS
JI0 HOpMaJIbHBIX 3HaueHUH coxepxkanue pocdopa, memounoit Gocdaraspl, MOKET COXPAHITHCS
HeOobIIas THIOKAJILIHUEMHUS, BO3MOXHO IMosBiIeHue ankano3a. Coornomenne Ca/P =1,5:1.
Hopmanusyrorces nokazarenu Modu. B maHHBIN eproa BOZMOXKHO pa3BUTHE CHa3MO(HIINU.

Ilepuoa ocTaToYHBIX sIBJIEHUIH

OObuHO HaAONMIOmAETCS y JeTel crapuie 2-3 JeT, coxpansercs aedopManus KOCTEH,
M3MEHEHUs 3y0OB, HEKOTOpOE yBENMYECHHE TEUCHH, JIeTKas aHEMHs KakK MmocieAcTBus paxuta |l
wi |l cremenu. HopManbHble moOKaszaTenu copepkaHus B CHIBOPOTKE KPOBU Ha KallbIIMIA,
docdop, menounyro docdaraszy.

Hedopmarus TpyOUaThIX KOCTEH MOCIE TPEX JIET UCUE3aeT B PE3y/IbTare peMoICTUPOBAHUS
KOCTHOI TKaHU, HO COXPaHSIOTCS U3MEHEHUsI CO CTOPOHBI IJIOCKUX KOCTEH (yBEeTHMUeHNE TEMEHHBIX
¥ JOOHBIX OYrpoB, VIUIOIIEHWE 3aThbUlka, Aedopmaiusi KocTell Tasa), HapylleHHe MpHKYca,
nedopmaiiys TpyTHON KIeTKH. PaxuT | creneHu ocTaroYHbIX SIBJICHUN HE JaeT.

Teuenue paxura

OcTtpoe TeyeHue paxura

OTmeuaroT OBICTpPOE HapacTaHWE CHUMIITOMOB, MPOLECCHl OCTEOMAIALUHU IpeolsagaroT
HaJ| TIpolleccaMu OCTEOMAHOU rumepruiazui. OOBIYHO BBISBISETCS B TEPBOM TOJIYTOIUU H,
0COOEHHO Y HEJOHOMECHHBIX MIIAJICHICB, WX I'PYAHUYKOB UMCIOIIUX I/I36BITO‘IHYIO Maccy Teia,

a TaKXKE€ 94aCTo 6OJ'ICIOH_[I/IX JIETeH. XapaKTepHBI BBIPAXXCHHBIC OMOXMMHUYCCKUE U3MECHEHMUS.
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IlomocTpoe TeueHue paxura

OOBIYHO UAET MEAJICHHOE MOSBICHUE CUMIITOMOB, MPEOOIaAal0T MPOLECCH OCTEOUTHOM
THIIEPIUIA3UU: JIOOHBIE U TEMEHHBIE OyTpbl, «9ETKN» Ha pEOpax, «OpacIeTKn», KHUTH KEeMUYyTay.
Kak npaBuio, BcTpeuaeTcsi BO BTOPOM IOJIYTONUHU KU3HHU, Y MIIAJCHIIEB, IOIY4YaBIINX BUTAMUHA
J1 ¢ npouaakTUYEeCKO LeIb0 HEPETYISIPHO WM B HEAOCTATOUHOU J103€, UMEIOIUX IePUIMT
MAacchl TeJa.

PenuauBupymromee TedeHne paxura

XapakTepusyeTcs IepuoJaMH YIydlIeHUs! COCTOSHHSI, KOTOPBIE Yepe3 HEKOTOPOE BpeMs
U3MEHSIOTCS MOSIBICHUEM CUMIITOMOB aKTMBHOTO paxuta. O00cTpeHne MOXKET IPOTEKaTh Kak 10
OCTpPOMY, TaK U 110 IOAOCTPOMY BapUaHTY.

[TpyunHamMu, IPUBOASIIMMY K YXYIIIEHHUIO COCTOSIHUS, MOTYT OBITh paHHEE IIPEpPhIBAHUE
JI€YeHUs, TPUCOEAMHEHHUs] COMaTMYeCKUX 3a00JeBaHUM, HEpalMOHAJIbHOE NHMTAaHUE, CMEHa
CE30HOB Iofia ¥ COJHEYHON MHCOJISLIHH.

AOCOJIOTHBIM MPHU3HAK PEelHINBA IMpoIecca — MOSABICHUE Ha PEHTICHOTPAMME II0JIOC
OOBI3BECTBIICHHS B 30HE POCTA KOCTH, KOJIMYECTBO KOTOPHIX COOTBETCTBYET YUCIY OOOCTPEHHIA.
Habnronaercs y ieTeil BToporo-TpeThero rojia >ku3Hu, NePeKUBLIMX KaK MUHUMYM OJIUH JIETHUH
IIEPUOI.

OcHOBBIBasiCh Ha OWMOXMMHYECKOM TpOQHIE paxuT MOXKHO pa3feiuTh Ha
KaJIbIUIICHUUECKUH, ¢docPoneHnUecKuii  BapuaHTBl W paxuT U3-3a  IOJABJICHHOU
MUHEPAIU3ALUU.

Kanbuunennyeckuii BApHaHT

Hedurur Butamuua [ sBisercss HauOoyiee YacTOM STHUOJNIOTHEH KaJIBIIUIIEHUYECKOTO
paxura. KanpuuneHndeckuil paxuT MOXKET ObITh PE3ylIbTaTOM HEIOCTATOYHOTO MOTPEOIeHUS
KaJblLUsl C IUILEH, YTO XapaKTEPHO MJIsi HEKOTOPBIX Pa3BHUBAIOIINXCSA CTPaH, a TaK)KE€ MOXKET
HaOMIOaThCsl Ha PEAYKLUMOHHBIX JMETaxX, B TOM YHCIE Yy CTPOTMX BereTapuaHleB, NpU
HENEPEeHOCUMOCTH MO0 ajuleprud K OelkaM KOpOBbEero Mojoka. KanabIuneHHuueckuil paxuT
TaK)K€ MOXKET OBITh PE3YJIBTATOM IJIOXOTO YCBOEHUS KaJbIlHsl, HAIPUMEp, Y A€Tel C CHHAPOMaMuU
MaJibabcopOIMH, 0COOEHHO C MYKOBUCIMIO30M M Lenuakuei. Cieayer OTMETHTb, YTO paxuT
MOXeET OBITh MEPBBIM IMPOSBIECHUEM LieTHakuu. Kpome TOro, KaablUIEHUYECKHH paXuT MOXKET
OBITH PE3yNbTaTOM T'€HETUYECKUX AePEeKTOB MeTaboau3Ma BUTaMuHa Jl, CONPOBOMKIAIOIIMXCS
HapylIeHHEeM CHHTe3a aKTUBHBIX METAa0O0JIMTOB JHOO PE3UCTEHTHOCTHbIO OPraHOB-MHUIIEHEM.
Huskuii ypoBeHb KajblUsi B CBHIBOPOTKE KPOBH CTUMYIHPYET CEKPELMIO NapaTUPOUIHOIO
TOPMOHa C Pa3BUTUEM BTOPUYHOIO THUIEPIAPATUPEO3d, KOTOPBIH MOXKET NPHUBECTH K
HOpMaJIM3allMM COJEP)KaHUS KaJlbllis B CHIBOPOTKE. B MONrocpodHoil mepcrnekTuBe 3TOT

BTOPUYHBII TUINEprapaTupeo3 NPUBOIUT K MHTEPHAIU3ALUMU HATPUIl-3aBUCUMBIX OEJIKOB — KO-
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TpaHCTIOpTepoB (ocdara B MOYEUHBIX KaHaJIblaX. BrocnencTBHM 3TO BBI3BIBAECT MOTEPIO
docdara moukamu u runodocdaremMuio.

DochoneHnYecKHl BADHAHT

BrI3bIBaeTCSl COCTOSHHMSAMH, KOTOpPBIE IPUBOAST K XPOHHUYECKH HHU3KOMY YPOBHIO
doctara B CHIBOPOTKE KPOBH JHOO M3-3a HAPYIICHHS BCAChIBAHUS B KHUILICYHHKE, JINOO, Halle,
U3-32 TOBBIIIEHHON MOYEeYHOH AKCKperuu. ClieayeT OTMETHTh, YTO B OOBIYHOW MUIE MHOTO
docdaros, mosromy nepunut GocharoB u3-3a HEJOCTATOYHOCTU MUTAHUS Y 3OPOBBIX JTFONCH
OOBIYHO HE BO3HUKACT. Y HEIOHOMICHHBIX JieTel nepuuuT ¢pochaTroB B MUIIE MOKET IPUBECTH K
OCTCONECHNU HeNoHOUIEeHHBIX. Huskue ypoBHH ¢ocdara B CHIBOPOTKE BOSHHKAIOT B YCIOBHSIX,
KOTOpBIE YBEJIIMYMBAIOT TPOU3BOACTBO WJIM YMEHBIIAIOT Jerpaganuio (akropa pocra
¢ubpodnacros-23 (FGF23), xoTopelii CHWXAaeT peaOCOpOIMIO M YBEIMYMBACT BBIBEIACHHE
doctara moyeunsiMu KaHaibiaMu. [loBbleHHas norepst ¢ocdara ¢ MOUOH BOZHHKAET TAKKE
BCJIC/ICTBHE MYTAIlMi, BHI3BIBAIOIINX WHAKTHUBAIMIO HATPUI-3aBUCUMBIX MIEPEHOCUYUKOB (ocdara
B moykax. O0a COCTOSHHS YBEIMYUBAIOT TOTEpO0 (ocharoB ¢ MOYOH, YTO TPUBOAMT K
XpoHnyeckoil rumopocharemun. W xampuuneHnyeckuil, M (HochorneHuUecKuid  paxuT
XapakTepu3yoTcst runodocdareMueri, KoTopasi B KOHEYHOM HTOTE BBI3BIBACT KIMHUYECKUE H
PaIMOJIOTHUECKIE U3MEHEHHS KOCTE, XapaKTepHbIE JJIs paxuTa (PaXUTHYeCKUEe U3MEHEHUS).

Paxur ¢ nogaBjieHHOIl MUHepaJIu3anuen

Bo3nukaer mnpu HapymieHHM MUHEpPAIM3alldd IUTACTHHKH pPOCTa B MPUCYTCTBUU
HOPMAJIBHBIX KOHLIEHTpAaIW{ Kanblus U ¢dochara. ITO MOKET OBITh Pe3yIbTaTOM HECKOJIBKUX
npeapacrnonararomux (akropos, BKIOUas HACIEACTBEHHYIO runogdocdarazuio, IpueM JeKapcTB

(6ucdochonars! mepBOro MOKOJIEHUS) U TOKCUYHOCTD MIPENaparoB aIIOMUHUS U (pTopuia.

Kpurepuu 1marHocTukmu paxura
Bce cuMnTOMBI paxuTa MOKHO CIPYIIIMPOBATh IOCUHAPOMHO.

o Cunapom nopaxxenus HHHC.

v H3MeHeHHe >MOIMOHAJIBHOIO craryca: MyIIIMBOCTb, B3AparuBaHUs, BO36y,HI/IMOCTB,

KaIllpU3HOCTb, IPEPBIBUCTBIA COH, BAJIOCTh, 3aTOPMOKEHHOCTD.

v BereraruBHble paccTpoiicTBa: Ype3MepHast MOTIMBOCTb, 0COOEHHO BO BpeMs CHA U IpU
KOPMJICHHH, KPACHBIN AepMorpadusM, CEKpETOpHbIe U TucKuHeTrnYeckue pacctporictBa KKT.

v OrcraBaHue B MOTOPHOM Pa3BUTHH.

v lloBbiieHHas Ba30MOTOpPHAadA B036yI[I/IMOCTBI «urpa Ba3OMOTOPOB», HU3MCHCHUC

TEPMOPECTYIIAAINH, IMOABJICHUEC KPACHBIX IIATCH HAa KOXKEC IMPU JICTKOM HaJaBJIMBAaHWH.

v Tunepcre3uss — OeCOKOKWCTBO, MJ1ay MPH TOTParuBaHUM, B3ATUH HA PYKH.
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e Cunapom nopa:xkeHusi KOCTHOM cucrtembl otMedaercs B 100%. Cienyer oTMETUTD,
4yTO 06€3 KOCTHBIX U3MEHEHHI TMarHo3 paxura He MPaBOMOYEH.

v Ilpusnakm ocreomansiumu (npeobradarom npu ocmpom meyeHuu) — MONATINBOCTh

U pa3MArdyeHue KpaeB OOJbLIOrO pPOJHMYKA, KOCTEH, 00pa3yloluX HIBbI; KpaHHoTabec —
YYaCTKH pa3MArdeHus: KOCTEH Jeperna.

XapakTepHbl geopMannu: yepena (aCCUMETPUYHBIN, KOCOOBAJIbHbIM, YIIOIIEHHBIH);
rpyaIHoOi KjJaeTkM (clIaBieHa ¢ OOKOB, yCWJIEHa KpUBH3HA KIIIOYMIl, UCKpHUBICHHE pedep,
pacuiMpeHa HYDKHASA aneprypa); TpyAMHbI (KypHHas, BOPOH-KOOOpa3Has, KHUJIEBHIHAs Ipylb;
Ipylb Calo)XHUKA); BePXHHX KOHEYHOCTeill; HM:KHHUX KoHeuHocrel «O»-oOpaszHoe (genu
varum), «X»-obpasnoe uckpusicHue (genu valgum) u apyrue (Coxa vara, genu recurvatum);
Ta3a (IUIOCKUM paXUTUYECKUH Ta3); IVIOCKOCTOMHUE.

v IIpu3HAKHU OCTEOMIHOI TMNIEPIIAZUH (1peodradaom npu nOOOCMpPoM medeHul).

XapakTepHbl: «KBaJpaTHasl TOJIOBa» (pa3pacTaHUE JOOHBIX, TEMEHHBIX, 3aThUTOYHBIX
OyrpoB); «OMUMIHUCKUN J100» (JJ0OHBIE Oyrpbl HABHCAIOT HAJ OPOBSIMH); «CEAJIOBHIHBIA HOCH»
(3amaZieHue TMEePEHOCHIIbI); PAXUTUUYECKHUE «UETKH» (YTOJIICHHE pedep Ha MECTE€ COCIUHEHHS
XPSILIEBOM YacTH ¢ KOCTHOM); paxuTHUecKue «OpacieTkun» (YTONIIeHUsS HIKHUX KOHIIOB KOCTeH
npeaIuieybss U rojeHeil B obiacTu MeTau3oB); «HUTH >KemMuyra» (yToimieHus Ha (amaHrax

MaJIbICB).

v CUMITOMBI THIOILIA3MHM KOCTHOM TKAHH

[To3aHee 3akppITHE POJHUYKOB U IIBOB, OOJBIIION POAHUYOK 3aKpbiBaeTcs K 1,52 rogam
u mnoszaHee. [lo3gHee mpopesbiBaHKMe 3y0OB, HApyIIAETCs TMOPSIOK WX TPOpe3bIBaHUs. 3yObl
HEeNpouHble, 1e(OpMUPOBAHHBIE, CKJIOHHBI K Kapuecy, e eKTbl sManu. Paznuunslie qedopmanmu
YENIOCTHBIX KOCTeH, HapylleHHe NpUKyca, 00pa3oBaHHE «TOTHYECKOrO Heba», B CBS3H C

OTCTaBaHUECM PA3BUTHS HIDKHEH yemocTu. OTcTaBaHHue pocTta pr6anI>1x KOCTEM B NJINHY.

v HM3MeHeHUs] TO3BOHOYHMKA: KU(PO3 — «PaXUTUUYECKUU TOpO»;, CKOIMO3 —
VCKPHUBIICHHE II03BOHOYHMKA B CTOPOHY; JIOPIO03 — HCKPHUBIICHHE IIOSICHUYHOIO OTZAEa
MI03BOHOYHHKA.

. CI/[H)IDOM THIIOTOHHUM MbIIII M CBA30YHOI'0 anmnapara.

v Mpimmpsl  THMOTOHWYHBI,  JIPSONBI.  YBETWYCHHBIM,  WIATYIIAYUH  >KUBOTY,
pacxoXkIeHHEe MPSMBIX MBIIII] )KHBOTA B CTOPOHBI. CHMITOM «IPSOIBIX TIEY» — IMPHU MOMBITKE
MOJHSATH peOCHKA MOJT MBIIIKH, OH COCKAIB3bIBAET C PYK

v Pa30onTaHHOCTH CYyCTaBOB: CHUMITOM «CKJQJHOTO HOXAa», 3aKHUJIbIBAHWE CTOMBI HA

IUIEYO, 32 TOJIOBY, (DYHKIIMOHATBHBIN KO3
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v 3amepkka pa3BUTHS CTATHYECKUX M JIOKOMOTOPHBIX (DYHKIIHIA: MMO3KE HAYMHAIOT
JIEpKaTh TOJIOBY, MO3KE HAUYMHAIOT CUIETh, CTOSITh, XOAWTbH, JBHraTelbHAS 3aTOPMOXKEHHOCTh
(MAnONOOBUINCHBL, MEOIUMENbHDL).

. CuMITOMBI IOPAaKeHUs] IPYIHX OPraHoOB M CHCTEM 110 OTHOIICHHMIO K OCHOBHOMY

PO ECCY BTOPHUYHBI.

Co cTOPOHBI OPOHXO0IETOYHON CHUCTEMBbI: TIPU3HAKU THIIOKCEMUU (00biuika 0o 40—-50 ¢
1 mumymy); oOpazoBaHUE MHUKPOATEIEKTa30B (8 C6A3U C 2uNOBeHmMuAyuel U OdasleHuem
PAXUMUYeCcKUx 4emoK Ha JIe20YHYI0 MKAHb), PA3BUTHE ITHEBMOHUN, HEPEAKO C 3aTsHKHBIM
TEYCHUEM, YaCThIe OPOHXHUTHI.

Co cTOpPOHBI CepIeYHO-COCYAMCTOH CHCTeMbI: THUIIOKCHUS, KaK CIICJCTBUE MBIIICYHOM
TUIOTOHUU, JAe(opMalid M HapyIIEHHUS OHKCKYpCUU TPYIHOW KIETKH, YTO MPUBOAUT K
HapyIIeHUI0 paboThl cepjlla, 3aCTOI0 B KPOBEHOCHBIX COCYAaX KaK Majloro, Tak U OOJBIIOro
Kpyra KpoBooOpameHus (ObIIIKa, TaXUKap s, 0ciaadlieHue CepACYHbIX TOHOB, CHCTOINYECKUN
mym). Ha DOKI' — ymmnenne wuntepBana «QT» wm ykopouenme 3youa «T» (mpusmaxu
eunoxanvyuemuy). B TSHKETBIX clydasix — pa3BUTHE LHUPKYIATOPHO-PECIIUPATOPHOTO CUHIPOMA.

HN3menenuss co croponbl KKT Bo3HHMKAIOT B pe3yinpTare HapylIEHUS OOMEHHBIX
IPOIIECCOB, OCOOCHHO TPH TSDKEIOM TEUEHHH MpOIecca, 4TO TMPUBOAUT K YBEITUYCHHUIO
CeJIe3eHKH, TIeUYeHH (3acTolHas), HapyImIeHUI0 ee QYHKIUN (anmumoKkcuueckou, ypoouiuHoeol,
npompombunoodpasyroueti). Hapymaercst ¢pepMeHTaTHBHAs, CEKPETOPHAsA, MOTOpPHAsI (PYHKIIUU
JKEIyIKa, TOIKETYIOYHON JKeJe3bl, KUIIEUHNKA, YTO BbI3bIBAET METEOPU3M, HEYCTOMUUBLIN CTYI
(TTOHOCBI, YePEIYIOIHECs C 3alI0PaMH).

B pesynbrare nedunmra xenesza U Apyrux MUKPOIIEMEHTOB (MEIH, IIMHKA) Pa3BUBAETCS
TUTIOXPOMHAS aHEMUS, B PEAKUX CIy4asx Tskejaasi aHemus Tuna Skma-Iaiiema.

BoseBoii cuHaApoM: 1eTu mepecTaloT BCTaBaTh, XOAUTh, CAAUTHCA, PEArHpPYyIOT IUIa4eM
Ha BEPTHUKAJIHHOE TOJIOKEHHE, OILIYIbIBAaHUE KOCTeH pyK W HOT. CTapiime JIeTH XapaKTepu3yIT
00JTM B KOCTSIX KaK Pa3NIUThIC HOIOIIHE, TAHYIIUE. [[pUIMHON ATOTO SBISIFOTCS KaJIbIUITICHUS,
OCTEOMOopO3, CIa3M IMAAKOH MYCKYIaTyphbl, allia03.

. JlabopaTopHasi IMATHOCTHKA (HaDaKJ'II/IHI/I‘leCKI/IC MCTOI[BI).

OO0wmit aHAJIU3 KPOBHU: TMIIOXPOMHAs AaHEMUS PA3JINYHOM CTEIIEHU TSKECTH B IIEPUOJIE
pasrapa 3a00JieBaHuUs.
buoxuMunyeckuii aHaJIM3 KPOBH B IIEPUO/ pasrapa paxura:

- CHW)KEHHE YPOBHs OOIIEro KajbIMs B IUIa3Me KpoBU HUxke 2,1 MMmoiaw/n (HopMa 2,2—
2,75 MMoOITb/1T); MOHU3UPOBAHHOTO Kanbius MeHnee 1,0 mmoinn/i (HopMma 1,0—1,15 mmons/m);

- CHWXEHWEe HeopraHwmueckux ¢ocdaroB Hmwke 1,0 mmons/n (Bmiots a0 0,65-0,8

MMOJIB/JT);

35



- noBeieHue L@ B 1,5-2 pa3za no cpaBHEHUIO C BEPXHUM YPOBHEM BO3PACTHOU HOPMBI;
- CHUKCHHE YpOBHS MarHus Huxe 0,75 MMOb/IT;
- TUCTIPOTEHHEMUS (THITOATbOYMUHEMUS, TUTIEP-0l1- U 0l2-TJIO0YITMHEMUS );

- CHUKEHHE COJIEP>KaHUSI B KPOBH TUMOHHOM KUCIOTHI < 62 MMOJIB/JI;

MOBBIIICHHUE MapaTupeoniHoro ropmona Beimie 100-300 ur/min (Hopma 20-90 Hr/min);

METa0OIMYECKHH alu03 — B HAYAJLHBIN MEPUO U B TIEPHOJ pa3rapa;

AJIKaJ103 — B II€pUOod PCKOHBAJICCIICHIIU U

CHHIXKCHHUC YPOBHA MeTa0O0JIUTOB BUTAMHHA I[

B moue: runepdocdarypus, runepaMuHOAUUIYPHS], TUIIOMArHUYPHS

H3meHeHus1 B KOCTAX NPH paxuTe

B mnavanme 3a0oieBaHMs MOSIBISIETCS OCTEOMAIALUS (ASPUIMT MHUHEpATU3aAUUN U
pa3MsryeHne TPyO4aThIX KOCTEH); B JajbHEHIIeM, IO Mepe YCYryOleHHs MaToJIOrn4ecKoro
npolecca pa3BUBACTCS OCTEONOpO3 (pa3peKeHUe KOCTHOW TKAaHU, PAaBHOMEPHOE yYMEHBIICHHUE
00bEMa KOCTH M COJiel) U OCTEOMJHAas TUrepruiasus (M30bITOUHOE HAKOIJIEHUE OCTEOUIHOMN
TKaHM) a TAaK)KE TUTIOTUIA3HUs WU TUIIOTeHE3Us KOCTHOM TKaHU (3aMEeIJIEHHBIN POCT KOCTH).

PeHTreHoJI0rnYecKoe Nccjaea0BaHue.

HauOonee OTUETIMBO paxUTHUECKUE HU3MEHEHHs CKeJleTa BBIIBIAIOTCS B 00JIACTH
XOHJPOIUIACTUYECKOTO POCTAa KOCTEM, B MECTaX 3HXOHAPAIbHOIO OKOCTEHEHHUS TpyOdaThbixX
KOCTEH, Ha TPaHUIE MEXITY MeTapr30M U SIUPH3OM.

B panHux craamsax 3a0oyieBaHMs TOT METOJ UCCIIEJOBAaHUS UMEET MEHbIIee 3HaUEHHE,
T.K. B 3TOM IEPHOJE OMNpeeNsieTcss WIM HOpMajbHas KapTUHA, WIM OOHApYKMBAeTCS JHILb
HEOOJIbIIOE  Pa3pBIXJIEHUE 30HBI IPEABAPUTENBHOIO 00bI3BecTBIEHUS. lloBepxHOCTh ee
CTAHOBMTCSI MEHEE BBIITYKJIIOM.

B mnepmoa pasrapa B Mecrax HauOojiee HMHTEHCHBHOIO pocTa KocTell (0coOeHHO
TpyOUaThIX) MOSBJISETCS OCTEONOpO3, Nepuocto3. HopmanbHast rpaHuna, oTaensomas Merapus
oT snudu3a, U3-3a OTCYTCTBUS B XpAIIE 30HBI IMPEIBAPUTEIHLHOIO OOBI3BECTBICHHS HCUE3aET,
pacimpsieTcs 30Ha pocTa.

[Tpy ocTpoM TeyeHHMM paxuTa oTMeyaeTcs Omronle- MM OoKkaloBHAHAS Aedopmarius
Metadusa (Tak Kak MEepHOCTAIbHOE OKOCTEHEHUE HAPYIIAETCsl MEHBIIE YHXOHAPAIBHOTO), Kpas
HEPOBHBIE, OaXpoMUaThie, B BUAE «I3BIKOB IUIAMEHU», «TAIOIIET0 caxapay.

[Ipu momocTpom Tedenum MeTadu3zapHas 30Ha HMeeT BUA «Tpuba» (rpuboBUIHAS
nedopmarus), 3a c4eT MpeodiagaHus MPOLECCOB OCTEOMIHOM TUIEPIUIa3suu UM W30BITOYHOTO

HaKOIINICHUA OCTCOoHnda.
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3HAYUTENTHLHO YBEIMUYMBAETCS CBETIIBIN MPOMEXYTOK Haja Tuadu30M, COOTBETCTBYIOIIMMA
pacuIMpeHHOMY S3MU(U3APHOMY XSy U «paxuUTU4deckoil 30He». [lo mmpuHe 3TON 30HBI,
3aHMMAIOIIEH pacCcTOSHUE OT JHA «OoKayia» 10 3MU(U3APHOTO SApAa OKOCTCHEHUS, HEKOTOpbIE
aBTOPbI PEKOMEHAYIOT OLIEHHWBATH CTEIEHb PAaXMUTHUUYECKOIO Ipolecca B LBETYIIEW €ro craguu
(HopMma 1-2 mMm).

Toukn OKOCTEHEHHUS! MEIKUX KOCTEH 3arsiCThsl, AIpa OKOCTEHEHHs TOJOBOK TPYyOUaThIX
KOCTEH TIOSBJISIOTCS CBOEBPEMEHHO, HO HAa PEHTIEHOIPaMMax BHJIHBI HEYETKO M3-3a
OCTEOI0pO3a.

[Tpu paxure Il u Il cTenenn TsKeCcTH OBIBAIOT MOAHAAKOCTHUYHBIE TIEPEIIOMBI 110 THITY
«3€NeHON BETOYKM» (HAUIOMbI KOPKOBOTO CJIOS C HEOOJBIIMM MPOIOJbHBIM CMEIIEHHEM Ha
BOTHYTOH CTOpPOHE HMCKPUBIECHHOW KOCTH), MOSIBISIOTCS 30HBI mnepecTpoiiku Jloozepa — 30HBI
MPOCBETJICHUSI LLIUPUHOM B HECKOJIBKO MUJUIMMETPOB, TaK Ha3bIBAEMbIE JIOKHBIE MIEPETOMBI.

Ilon mepuocToM BMECTO HOPMAIbHOTO OOBI3BECTBICHHOTO KOCTHOTO BeIlleCTBa
OTKJIaJbIBAETCS OCTEOUHAS TKaHb, JA0Iasi HA PEHTTEHOrPaMMe IPOCBETIIEHUS 110 CPABHEHUIO
C TEHbIO KOPKOBOTO ¢J1051 Aradu3a KOcTU (IIEpUoCTO3).

B nepuoa pexoHBaJieCHeHIMH Ha PEHTTEHOIPAMME B 30HE POCTa KOCTEW MOSBIISIOTCS

MOJIOCHI OOBI3BECTBIICHMS, KOJIMYECTBO KOTOPBIX COOTBETCTBYET YUCITY O0OOCTPEHUH.

Hpodpuiakruka paxura
PaznuuaroT aHTeHaTalNbHYIO M MMOCTHATAIBHYIO (HecHenn(pUIecKyro u crenuuyecKyro)

IpOopUIAKTUKY PAXUTA.

AHTeHaTaJbHasl NPOPUIAKTHKA

Hecnenuguueckas mnpodunaktuka paxuTta OPOBOAUTCS HA BCEM MPOTSHKEHUU
OepeMEHHOCTH M 3aKJIo4aeTcs B COONIONEHUM pALMOHAIBHOTO NUTAHMS, peXxuma JHS
OepeMEeHHOM ¢ 10CTaTOYHBIM CHOM B JIHEBHOE U HOUHOE BpeMsl, TPeObIBAHUU Ha CBEKEM BO3JlyXe
He MeHee 2—4 4YacoB €XEIHEBHO, NpPHEME BUTAMHUHHO-MUHEPAIBHBIX KOMILIEKCOB IS

OepeMEeHHBIX JKEHIIHIH.

Crneuungurueckass npoQuiiakThKa paxuTa HTPOBOJUTCS BCEM OEpPEMEHHBIM IKEHILIHHAM,
cornacHo HammonaneHol IIporpammel «HenocrarouHocTs BuTamuHa J[ y eteil U moapoCTKOB
Poccuiickoit denepanuu: COBpEeMEHHBIE MOAXOABI K Koppekumm», 2021 1. Ha3HaueHHEM
ButamuHa /[ B noze 2000 ME B TeueHnue Bceil GepeMEHHOCTH, BHE 3aBHCHMOCTH OT CpOKa
recTaluH.

IHocTHaTanbHAsSI NPOPHUIAKTHKA PAXHTA

CormacHo nmaHHbIM PocnoTrpeOHan3opa ycpeqHeHHass HopMa  (PU3HMOJOTHYECKOMN

notpebHoctn B BUTamuHe J[ y nereit cocraBiser 400 ME. KommuiekcHOe HCIONb30BaHUE
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HaTypaJbHBIX U OOOTAIIEeHHBIX MPOAYKTOB MUTAHUS, MOJIMBUTAMHHHBIX KOMILIEKCOB,
cojepxamux BuTamMuH /[, wim mpenaparoB BuTamuHa [, a Takke AOCTAaTOYHAs WHCOJALUSA
IIOMOT'YT TOJAJEPKaThb €ro KOHLEHTPALMIO B CHIBOPOTKE KPOBH y peOEHKAa Ha ONTHUMAaJIbHOM
YpOBHE.

Hecnenuduyeckas noctHaranbHas NpoduIaKTHKa HAYMHAETCSA C MEPBBIX JHEU KU3HU
pebeHka M BKIIOUaeT B ceOs: €CTECTBEHHOE BCKAPMIIMBAHHE, MMEHHO B TPYIHOM MOJIOKE
cootHomenune Ca:P = 2:1 ontumansno. LlenecooOpaseH npruemM KOpMSILEH Marepbio B TEUCHUE
BCEro Mepuojia JIAKTAllUM OJHOTO U3 MOJUBUTAMUHHBIX MPENapaToB ISl KOPMSLIUX KEHILUH.
[Ipu oTcyTcTBMM TPYIHOTO MOJIOKA — HA3HAUCHUE aJalTHPOBAHHBIX MOJOYHBIX CMeEceH.
HeobxomuMo cBOeBpeMEHHOE BBEICHUE TMPUKOPMOB. Y JeTel crapmie rona HeoOXOIuMO
BKJIIOUEHHE B PALIMOH MUTAHUS PHIOBI HA PETYISIPHON OCHOBE.

K npodunakruueckum MeponpusTUSM OTHOCATCS TaKKe MPOTYIKH Ha CBEXKEM BO3IyXe
(7turo pebeHka JOMKHO ObITh OTKPBITHIM), €KEAHEBHBIN Maccak, THMHACTHKA, 3aKaJBaHHE.
Crienudrueckasi MmocTHaTalbHAs MPOQMIAKTUKA paxuTa COCTOMT M3 HA3HAYCHHS MIIAJCHIIAM
BUTaMuHa /[ B BUJie npenaparsl xonekaabLuudepoa.

B Hauwmonanwshoit Ilporpamme «Henocrarounocts BuTamuHa I y nered M MoapOCTKOB
Poccuiickoit  ®enepaunu: COBpeMEHHBIE TMOAXOAbI K Koppekuun», 2021r. ¢ 1enbro
MIOCTHATAJIBHON NMPOMIAKTHKY AeduumTa BUTaMuHa [l 1eTsM, HE BXOISIIMX B TPYIIY PHCKa,
HE MMEIOIMX aHaliu3a KPOBU HA KaJbLUUAMOJI, B aMOyJIaTOPHO-NOJMKIMHUYECKOM 3BEHE B
Bo3pacte oT 0 10 1 MmecsieB pekoMeHAyeTcsl BOAHBIN pacTBOp Xxonekaibiudepona B goze 500
ME B cyTku, aersm B Bozpacte ot 1 1o 12 mecsueB 1000 ME/cyTku, netsim B Bo3pacte ot 1 roxa
1o 3 ner — B no3e 1500 ME/cytku u crapme 3-x setr — 1000 ME/cyTku BHE 3aBUCUMOCTH OT
BUJIa BCKapMJIMBaHUs (IlepecueT y AeTel Ha CMEIIaHHOM U MCKYCCTBEHHOM BCKapMJIMBaHHUM HE
TpeOyeTcs) U ce30Ha roja (HempepbIBHO). B 1enom, pekomeHayeMas npoduiakTuyeckas 103a
BuTamuHa /I B panHeM getckom Bo3pacte — 100-150 ME/kr. B nepuone mybeprara g03a MOXET
ObITh oBbITIIEHA 10 2000 ME/cyTkn.

JleTsiM, MPOXKUBAIOIIUM B YCIIOBUSIX HemocTtatouyHoi mHcossiiuu (EBpomeiickuii cesep
Poccum), pexomennyercsa npueM Butamusa J[ no 1500 ME naumHas ¢ 6-MecsiuHOro BO3pacra
HENPEPBIBHO Ha NMPOTSKEHUH BCETO AECTCTBA.

CornmacHo pekomeHaauuu AmepukaHckod akagemuun neauarpuu (2008), HeTOHOIIEHHBIM
tpedyercs 400-800 ME/cyr Buramuna J[, EPSGHAN (2010) — 800-1000 ME/cyt B TeueHue
NIEPBBIX MECSLEB KU3HU. HEeNOHOIEHHBIM JETSIM C IeCTallMOHHBIM BO3pacToM MeHee 34 Hen
pekoMeHayeTcs exeaHeBHbI npodunaktuueckuil nmpuem 800 ME Butamuua /[ B Teuenue 10

MecsIIIeB Ha TepBoM Tony *ku3HH. HaznaueHnue Oomee Bricokmux 103 (2000 ME/cytku u Gornee)
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TakUM J€TAM, MO JAaHHBIM TIOCIEAHMX WCCIEIOBAaHUM, HE MPUBOJUT K CYIIECTBEHHOMY
MOBBIIICHUIO KOHIIEHTPALUU 25-TUPOKCUBUTAMUHA J| B CBIBOPOTKE.

[IpoTuBOnOKa3aHusl ISl Ha3HAYCHHUS NPOQPHIAKTHYECKON 103bl BUTaMuHA [l mersm:
uauonaruyeckas Kanbluypus (6one3np Buibsmca-bBypre); runodocdaraszus; opraHudeckue
nepuHaranbuble noBpexaeHus [[HC ¢ cumnromamu wmukpouedanuu, KpaHHMOCTEHO3a;
THIEPKAJIbLEMHUS, THIIEPKAIBIUYPHSL; TpH Ha3HaueHHH YPO; NOBbIICHHAS YYBCTBUTEIBHOCTh K
BuTamMuny [I; runepButamMuHo3 J; pa3nuuHbie U3MEHEHUS B MOYE JI0 BBIICHEHUS WX MPUYUHEI,
MoYeyHasi HeIOCTaTOYHOCTh; MOYeKaMeHHast 00JIe3Hb.

Manble pa3mepbl WIM paHHEE 3aKpbITHE OOJNBIIOTO pPOJHUYKA HE SBISIOTCA
IPOTHUBOMOKA3aHUEM I IPOBEICHHS CIIEIHM(PUUSCKON MOCTHATAILHOM MPO(UIAKTUKH paxuTa,
IIPY YCIIOBUU COXPAHEHHUs BO3PACTHBIX TEMIIOB IPUPOCTA OKPYKHOCTH rojoBbl. Crieruduyaeckas
npodUIaKTUKA TAKUM JETIM MPOBOIUTHCS C 3—4 MeCsIeB KU3HU.

Kputnueckumu nepuogamu ansi pocta U auddepeHIpoBaHus CKeleTa SBISIOTCS He
TOJIBKO TIEPBBIC 3 TO/Ia KU3HH, HO ¥ BO3PACT 5—6 JIeT U mpemyoepTaTHBIN MepUo/I.

[Ipu sTOM exemHEBHOE YMOTpeOJIeHHWEe KaJbLUs PEKOMEHJOBAaHO B 03¢ 15 MrI/kr.
N30biTOK Kanmblius, 0ocoOeHHO B (opme kapOoHaTa, MOXKET BbI3BaTh 3aMEIJICHHUE pOCTa,

HapyIICHUA Q)YHKHI/II/I JKCIYAOUHO-KUIICYHOI'O TPAKTA U APYTUc He6ﬂarOHpI/I$ITHLIe IIOCICOCTBUA.

Jleuenue paxura

Jis yrouHeHMs 1103 BUTaMHMHa J| mpu JieyeHMM paxuTa HEoOXOIMMO IpOBEAEHUE
UCCIIEIOBaHNS UCXOIHOM KOHIEHTpAMK 25-THAPOKCUBUTaMMHA J| B KpOBH.

Jlnist medeHust UCTIONB3YIOT Ipenaparsl ButamuHa J{ (xonekanbimdeporn) B BUAE BOJHOTO
U MacisgHoro pactBopa. llemecooOpa3Ho ucCmosib30BaTh BOIHBIN pacTBOp (ObICTpee HAYMHAET
IeiicTBOBaTh, uTenbHee d(hdeKT).

JleueOGHbIe 10361 BUTAMHMHA J[ MPUMEHSIOT NIPH HAIUYHMH Yy peOeHKa:

1. KOCTHBIX IPU3HAKOB PaxXHTa,

2. mpu cnazmodunuu yepe3 3—4 IHs Mociie CHATUS CYIO0pOT,

3. IpH J1abOpaTOPHOM MOATBEP)KICHUM HAPYIIEHHOTOo OOMeHa Kaiblus, ¢ocdopa u
BUTamMMHa /[ B opranusme (TunokaigbieMus, runodocdareMust U UX COYETaHUE).

Jo3bl BUTaMuHa /1:
[Tpu | crenenu (20-30 ur/mn 25-runpoxkcusuramuna /1 kposu) — 2000 ME — 1 mec
[Tpu Il crenenn (10-20 vr/ma 25-ruapokcuBuramuna /| kposu) — 3000 ME — 1 mec
[Tpu Il crenenu (menee 10 ur/ma 25-runpokcuBuramuna /[ kposu) — 4000 ME — 1 mec.

Yepe3z wMecsl] Tepanmud PEKOMEHIOBAaHO TIOBTOPHOE ONpeAeTeHHe YpOBHS 25-

ruapokcuBuTamuta [I. Ilpu goctuxenun ypoBHs 30 HI/MJI peKOMEHJOBaH UIUTEIbHBIA IIPUEM
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npo(UIAKTUYECKON /103bI B COOTBETCTBUU C PEKOMEHAALMSIMH, W3JI0KEHHBIMU BBIIIE, IMPU
ypoBHe MeHee 30 HI/MII — MPOAOIKEHUE preMa JIedeOHOM T03bI ellle Ha 2 HeJelu.

[Ipu BpoXK/IE€HHOM paxuTe NPUMEHSIOT Ipenaparbl Kaablus 1 ButamuHa /1 B 1o3e 1600—
6000 ME/cyTkn.

[Tpu cunapome xonecrasa go3a BuTaMuHa J| Mmoxxer ObITh yBenudena 10 S000 ME/cyT.

He pexomenayercst npoBefeHue anutenabHoi tepanuu Butamuuom [ B noze 4000 ME u
BbIILIE O€3 KOHTPOJISl YPOBHA 25-THIpOKCUBUTaAMMHA J] KpOBH.

[ToBbimienrie  ypoBHS  25-ruapokcuButamuHa 10 80-100 Hr/mMnm He o3Hadaer
TUIEPBUTAMUHO3, TAKON YPOBEHb TPeOyeT KOPPEKIMH J03bI X0JIeKaIbIudepoa.

KoHTposib 32 BO3MOXKHOW TEepeno3UpOBKOM XoseKaiabludepona cieayer MpoBOAUTH IO
YPOBHIO KaJIbLIUSI B CYyTOYHOW Modye (He Oomee 2 MI/KT B cyTkH). [IpumeHeHue s 3Toil menu
npo0Os! CynKoBHUYa HE PEKOMEHAYETCSI.

Hpuuunbl orcyrcTBUs 3@ PeKTa NPH JEYEHUH PAXUTAa BUTAMUHOM /1

1. HenpaBWIBHBINA TUATHO3 (UCKIIOYUUMb HACIEOCMBEHHblE (hopMbl paxuma),

2. HEIOCTaTOYHOCTH J103bI BUTaMHHA J1;

3. nehUIHT KaJIbIIHS;

4. CHHIPOM MaJIbIUTECTHU U MaIbaOCOPOIIHH;

5. 3a0oseBaHMsl, COMPOBOXKIAIOIINECS CTEATOPEEH;

6. xomecras.

Ha Bpems nuxopaaku npu OCTpbIX 3aboneBaHusx y OonbHbIx paxutom (OPBU,
MTHEBMOHHHU, KHUIIIEYHON MH(EKINU, OTUTE U JPYTrux) npuéM BUTaMuHa [ cienyeT mpeKkpaTruth
Ha 2 — 3 nua. [Tocne HopManu3auK TeMIepaTypbl MPOAOKUTH JICUCHHE.

[To oxoHUaHUM JIeueHUs1 Ha3HAYaloT IpUéM BuTaMuHa /{3 B mpoduaakTHieckoil 1o3e.

[Tpemaparsl kanbius U (Gochopa MoKazaHbl HENOHOILIECHHBIM JIETSIM HpU OCHEOneHUuu
HeOdoHowennblX, 1032 BUTaMHuHa [ y HUX He noipkHa npesbimars 1000 ME. V ocraneHbIX aerei
pEKOMEHAYeTCsl aleKBaTHOE BO3pAcTy yNOTpeOIeHHe KalblMsl ¢ MUIleil, 6e3 TOMOIHUTEIbHON
JOTalUK.

Ioka3zanus 11 TOCIUTATU3ANMH:

— Jletn, umeromme axktuBHbIA paxur [I-III cremeHu TsKecTH, coudeTarOLIMNCT C
HEOJIaronpUATHBIMU (DOHOBBIMHU COCTOSHHUSIMU (HETOHOIIEHHOCTh, COMAaTHYECKHUE 3a00JIEBAHUS B
CTaJuu CyO- M IEKOMIICHCAITN )

— Jletu, crapmie roga ¢ aKTUBHBIM PAaXUTOM, MPH HEAIPPEKTUBHOCTH CTAaHIAPTHBIX

Je4eOHBIX MCpOHpHHTHﬁ, JJId TIPOBCACHUA erly6.HCHHOFO OGCJ'ICI[OBaHI/I}I.
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JAucnancepusanus

Hertu, nepenecmne paxut | cTenenu, HaAOMIONAIOTCS MEAUATPOM J0 2-X JIET, a MepeHec-
e paxut [I-1II crenenn — B Teuenue 3-x jaet. OCMOTPBI TPOBOAAT B JEKPETUPOBAHHBIE CPOKHU
Ha IIEPBOM I'OJly HE PEXe OJHOI0 pas3a B MECsL, Ha BTOpOM rony — 1 pa3 B 3 Mecsla, Ha TpETbeM
roJly — OJIUH pa3 B 3—6 MecCsIIEB.

ITo nokasaHusIM — OMOXMMHYECKOE HCCIIEJOBAHUE KPOBU (ONPEACICHUE COAECPHKAHUS
KaJIbIUs OOIIETO U MOHU3UPOBAHHOTO, ocdopa u menodHoi Gocdaraspl), IEHCUTOMETPUIO HITU
peHTreHorpaduio kocTei, KOHCYIbTalMs OpTONeia, XUpypra.

Paxur He sBIsfeTcs MNPOTUBOINOKa3aHMEM JJI NPOBEICHHsS MPO(UIAKTUYECKUX
npuBUBOK. [locie okoHuaHus jJedeHus BUTaMHHOM [ peOEHOK MOXKET OBITh BAKIIMHUPOBAH.

IIporuo3s

[IporHo3 A KU3HU U 370pOBbsI ONAronpusATHBIA IPU YCIOBUM CBOEBPEMEHHOM
JUarHocTuku u sedenusd. Ilpu tsoxkenom paxure II-1II crenenn m penuauBUpyrOleM TEUYEHHUH
XapakTepHbl YacThle peclnUpaTopHble 3a00JeBaHMs, MHEBMOHUH; BOCHAIMTENbHBIM Mpouecc y
HUX MMEEeT 3aTsbkHOoe U Oolsiee TshKenoe TedeHue. B mocnenyromume rogbl MOXKET Pa3BUThCA
IJIOCKOCTOIINE, CYKEHHME Ta30BOI0 KOJIbLA, YILIOIIEHUE U iehopMarusi Ta30BbIX KOCTEH, 3yOHOI
Kapuec, OJIM30PYKOCTh.

IToTeHManbHbBIE OCJIOKHEHHUs HEJIEYEHHOIO PAXWUTA BKIIIOYAIOT CHUKEHUE JIMHEWHOIO
pocra, aepopManuu KocTeil, MHO)KECTBEHHbIE IAaTOJOIMUECKUE IMEepeoMbl, IHapouedauto,
HOBBIIIEHHYIO BHYTPHUUYEPENHYIO TMIEPTEH3UI0, aHOMAJIMKU 3yOHOro psijia (rumnoruiasust 3y0os,
3a/lep)kKa  Mpukyca), kapuec. Croiikas THIOKaJbLUEMHUS MOXET MPUBECTH K TaKuM
OCJIOKHEHUSIM, KaK MHOIIATUsI CKEJIETHOM MYCKYJIaTypbl M CEPAECYHOM MBIIIIBI, CyAOpPOTU U, B

KOHCYHOM HUTOTC, CMCPThb.
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IJTABA 3
HacaeacrBeHnbie (popMbI paxura
CocrasmnstoT okono 13% ot Bcex ¢popm paxuTa.
Bce nHacnencTBeHHbIE POPMBI paxUTa MOXKHO pa3JeiuTh HA:
A) mapymenus Merabonmusma win ¢GyHKOuM BuTamuHa [l (BUTamuH-/l-3aBHCHMBIC
dhopMbI)

B) dbochonennueckue (moueunas moreps pocdaron).

A. 3aBucumblii oT BUTaMuHA | paxur
Beigensitor 3aBucuMblii oT BuTamuHa J[ paxut Tuma 1, BBI3BIBaeMbId JedeKTaMu
aKTUBallMM BUTaMuHa /| M3-3a MyTaluil B reHax, KOOUPYIOIIMX MOYEUHYIO |-0-Tuapokcuiasy
WIM TEYEHOUYHYIO 25-THAPOKCHIIA3y, TUIa 2, BBI3bIBAEMBIN AedeKkTamu mepeadydl CHUTHAJOB C
peuentopa BuTamuHa JI ¥ Tuna 3, BbI3BIBAEMBIM YCKOPEHHOW MHAKTHBALMEH aKTUBHBIX

MeTaboaIuTOB BUTaMuHa /1.

Jeduuut lo- ruapoxcuiaspl

Omnucano Prader et al. B 1961 roay u Takke U3BeCTHO KaKk BUTAMUH-/-3aBUCHMBII PaxuT
1 A tuma (VDDRI1A) u ncesnoButamuu-/{-3aBucumeiii paxut (PDDR). Dt0 ayrocomno-
pereccuBHOE 3a00JeBaHNe, MAaHU(ECTUPYIOIIEE B paHHEM BO3PAaCTe.

JTHONAaTOreHe3

I'enetnueckuif  neeKT COCTOMT B HEAKTUBHOCTH 25-rHjapokcuBuUTamMuH [ lao-
THJIPOKCUIIA3bl,  KOHBEPTHPYIOUIEH  MpeBpalleHue  25-TUApOoKCHXoseKanbludepona B
KajabuuTpuoi. [Tpuunnoii aenstorca myrauuu B rene CYP27B1 (mutoxpom P450, cemeiictso 27,
noncemeiicteo B, momunentun 1, MIM 609506), xoropsiit xomgupyeT ¢epment 1-ambda-
THJIPOKCUIIA3y W JIOKAJIM30BaH Ha JUIMHHOM Iutede 12 xpomocomsl (12ql4). Ha nacrosmmit
MOMEHT UAeHTUUIMpoBaHO Oonee 70 pa3nuyHbIX MyTaluil. B reHernyecku M301MpOBaHHOM
nomynsiuuu (gpaHko-kaHaaueB B KBeOeke 3Ta Oose3Hb BCTpEUaeTcsl ¢ caMOil BBICOKOH B MHpe
gactotoit (1:2700). Haubomnee wacto cooOmiaemas myramus B 3ToM pernone — 958delG,
«vytauus lapneBya». bonee wmsrkuii ¢eHotun 3a0oneBaHus OOBIYHO acCOLMUpYETCS C
MYTaIlUsIMH ¢ ocTaTouHoi akTuBHOCTHIO epmenta (E189G, G102E u L343F). Dkcnpeccus 1a-
THAPOKCHUIIA3bl, KpOME II0YeK, OTMEYeHa B KEpPaTWHOIMTaX, BOJOCSHBIX (OIMKyIaxX,
Makpogarax, octeobsacTaXx, MO3TOBOM BEHIECTBE HAJMIOYEUHUKOB, JTUMGPATHUUECKUX Y3elKax,
OCTPOBKaX MOIKEITYJOYHON Keye3bl, ToiacToM KuiieuHuke. Marpuunas PHK nalinena taxxe B
Mo3re U siuukax. Ciaenyer 3aMeTUTh, YTO B KJIETOYHBIX KYJIBTypaX KEpaTMHOLUTOB 3KCIIPECCHUS

TUAPOKCUIJIa3bl HAMHOI'0 BBEIIIC, Y€M B IIOYKaAX, OJHAKO OHa 3HAYUTCIBHO CYHNPECCUPYECTCA
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(GU3MONIOrMYECKUMH KOHILIGHTPAIMSIMU ~ KaJIbLIUTPHOJa W HE Wrpaer pojiu Yy 3A0POBBIX
VHJIUBUIYMOB. IIpu IIOYEYHOU HEJI0CTaTOYHOCTU PONYKLUS 1,25-
JTUTUAPOKCHUXONIEKaNbLupepoa MoxkeT uMeTh Mmecto B koxe (Fu GK, et. al.,1997).

Kiaunnuka

B knuHuueckoil kapTuHe HaOMIOAAETCS TUIIOTOHUS, MBIIIEYHAsl C1abOCTh, 3aJlepiKKa
pocta, paxuTononoOHble nedopManuu ckenera (peOepHbIE UYeTKH, BapycHas aedopmarus
HIDKHUX KOHEYHOCTEeH, OpacieTKd), TUIOIUIa3us dMaiH, ocreoMamsiuusa. l[lpu  Tsokenoi
TUITOKAJIbLIUEMUH BO3MOXHBI TE€TAHUS U CYJOPOTH.

JIaGopaTopHO IpH TaHHOM 3a00JI€BaHUH OIPEICIISICTC:

e T'mmoxanpmuemus

e T'unodocdaremus

e ['mnepnaparupounausm.

e VYBenuueHHE aKTUBHOCTH LIEIOYHOM ocdaraszsl

e CHumXEHHE IKCKPELMH KaJIbLUs C MOYOH.

e VYpoBeHb 25-TUapOoKCHXONIEKATbIH(Eepoa HOpMaIeH JIHOO0 MOBHIIIEH.

e VYposenb 1,25-muruapokcuxonekanbiuudepon NOHWKEH B 3aBUCUMOCTH OT CTEIIEHU
nedexkra TUAPOKCHIIA3bl. Y HEKOTOPBIX MAIMEHTOB MOTYT OTMEYaThCsl ICEBIOHOPMAbHbBIC
YPOBHU KaJbLIUTPUOJIA HA (POHE TUITOKATbIIMEMUH.

e [wumepxmopeMudeckuii  MeTaOONMYECKUN  amui03 ©  TUICPaMUHOAIMIYPUS,
BTOPUYHBIE 110 OTHOLIEHUIO K noBbiieHuto [ITT BcTpeuatores peako

Jleuenne

[Tanmentsl ¢ 3TuM 3a0osieBaHMEM Jieyarcss (PU3UONIOTHYECKUMH jgo3amu 1,25-
TUTHApPOKCUXoIeKanbiupepona mmbo anbdakansiuaona (10-20 Hr/kr/meHp, B 2 mpueMa).
Kpome toro, pekomenayercs n06aBinaTh 50—75 MI/KI/CyTKM 3JIEMEHTApHOTO KaJbliusl B Hayale
JedeHusi, 4ToObl TMPEAOTBPATUTH TUIOKAIBIIMEMHIO H3-32 CHUHAPOMA «TOJOAHBIX KOCTEH»,
KOTOPbIM BO3HMKAaeT MpH pEeMUHepalu3aluu ckenera. l[lpu mocnemyromeM HaOIOnEHUN
3ppeKTUBHOE J€YEHHE JOJDKHO TNPUBOJIUTH K HHU3KOHOPMAaJIbHBIM YpPOBHSIM KallbLiUi B
CBIBOPOTKE, HOPMAJIbHBIM YPOBHSIM (hochaToB u BeiICOKOHOpManbHBIM 3HaueHusM [1TT. Bricokue
YPOBHHM CBIBOPOTOYHOTO KaJIbIIMS MOTYT MPUBECTH K TUNEPKAIBLUYPUH U TOCIEAYIOIIEMY
pa3BUTHIO HEPPOKAIbIIMHO3A. PekoMeH1yeTcsl peryasipHblii MOHUTOPUHT 24-4acOBOM SKCKpelnu
KaJIbIIUSI C MOYOH U TIOJIIEP’)KAaHUE SKCKPEIIUH KaIBIHs C MOUOM HIDKE 4 MT/KT/CYT.

CreneHb KalblIMypUU TAKXKE MOXHO OIICHUTH MO COOTHOIIEHHUIO KaJbIUs/KpEeaTuHUHA B

MOYC, IJIA KOTOPBIX CYIICCTBYHOT PA3HBIC HOPMAJBHBIC AUAIIA30HbI JJIA PAa3HBIX BO3PACTHBIX

TpymI:
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<0,8 mr/mr (<6 mecsIeB),

<0,6 mr/mr (7—12 mecsies),

<0,53 mr/mr (1-3 rona),

<0,39 mr/mr (3-5 ner),

<0,28 mr/mr (5-7 ner)

<0,21 mr/mr (> 7 ner).

Jlo TosIBIIEHUST KaJbIIUTPUOJIA TAIUEHTHI TPEOOBAIM JICUCHHSI CBEPXBBICOKUMHU J03aMH
ButamuHa J[ (40-55 mr/kr/cyt) nmubo 25-ruppoxcuxonekanbiuudepoiaom (3—18,5 mr/kr/cyr), B
HACTOSIIIee BpEMs IaHHas TEpaIvs He UCIONIb3YEeTCs.

Jepuunt 25-rugpokcuiasbl

Brepsoie onucan B 1994 rony Casella m coaBropamu B Hurepuu. M3BecteH kak
BUTaMuH-J[-3aBucumbiii paxut Tuna 1B (VDDRI1B) — wuype3BbuaiiHO peakoe ayTOCOMHO-
perieccuBHOE 3a00JIeBaHUE, BBI3BAHHOE ACPUIIUTOM 25-TUAPOKCUIA3HI.

JTHONAaTOreHe3

I'en, kogupyrommii 25-ruapokcunasy (CYP2R1, MIM 608713), 611 ontucan Cheng et al.
B 2003 romy. Ilomumo CYP2RI1, cymectByer mnsate Apyrux QepmeHToB Lutoxpoma P450
(CYP27A1, CYP2J2/3, CYP3A4, CYP2D25 u CYP2CI1l), cnocoOHBIX KaTaau3upoOBaTh
HAYaTBHYIO CTAIHIO 25-TUIPOKCUITHPOBAHHMSL.

Knunuka

Otmeuatorcss  paxuronofoOHbie  nedopmanuu  ckenera. € BO3pacToM  TEUEHHUE
3a0051eBaHUs YIY4IIAETCs, BO3SMOXXHO O] IEHCTBUEM MOJIOBBIX CTEPOUIOB.

JlaboparopHo HaOIOMaETCS:

e  TUIOKAJIBIIHEMUS

e runodocharemus

e  MOBBIIIEHHUE EIOYHON pocharazbl

e  TIOBBHINICHUE YPOBHS MAPATHPEOUTHOTO TOPMOHA

e  HOpPMaJbHBIN ypoBeHb 1,25-ruapokcuBUTaMuHA [ 3a cUyeT O0CTaTOuYHON aKTMBHOCTH
MYTaHTHOW THAPOKCHJIA3bl JINOO CHHTE3a albTepHATUBHBIMHU 25-ruapokcunazamu (Molin A. et.
al., 2017), YTO MMO3BOJISIET CHUHTE3UPOBATh omnpenensieMoe KOJINYECTBO 25-
TUAPOKCUXOJIEKATIbITH(Depoa.

e  HU3KHUHU ypOBEHb 25-TUAPOKCUBUTAMUHA [

Jleyenne
CyliiecTBeHHOE yTy4IlIeHHe HACTYMAeT MPH MOTYYCHUU MAMeHTaMU KallbIIUTPHOIa, HEKOTOPhIE

CIIEIUATTUCTHI MPEJIararoT JeUeHNE KaIbIH(pEaH0oaoM (25-THAPOKCUXOICKATBITU(EPOIIOM).
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Bpoxnennsiit BuTamuH-/[-3aBucumbliii paxut Il A Tuma (VDDR2A)

B 1978 rony Brooks et al. onucan nanuenTa ¢ ocTeoMansnueid, y KOTOporo HabIroIamuch
TUTOKANbIIeMusi, TurnodocharemMusi, BTOPUYHBIA THIONAPATUPOUIN3M U  3HAYUTEITHHO
MOBBIIICHHBIA YPOBEHb KaJbLUUTPHUOJIA, U MPEANOIOKUI, YTO y MAMEHTa HapylIEeH OTBET Ha
1,25-muruapokcuxonekanpimdeposn. OH NpeAIoKWI Ha3Barh 3TO 3a00JieBaHWE BUTaMHH-/]-
3aBUCUMBIN paxuT Il Tuma, B OmIMYKME OT MOXOXKErO0 CHHAPOMA, U3BECTHOTO KakK BUTAMHUH-/[-
3aBUCHMBIN paxuT | Tuma, BEI3BaHHOTO Je(peKTOM CUHTe3a KanbluTprona. OH TakKe Ha3bIBAJICs
kak BUTaMuH-/l-pesuctenTHbii paxut Il Ttuma (HVDRR), ncesmoButramun-/l-nedunutHbIi
paxut Il Thma, KanbUUTPUOJI-PE3UCTEHTHBIA PAXUT, HACIICACTBEHHBIA THIIOKAJIbLIMEMUYECKUN
BUTaMHUH-/[-pE3UCTEHTHBIN PaxUT.

JTHONATOreHe3

3a0oneBaHUE ayTOCOMHO-PELIECCUBHOE, BBI3BAHHOE DPA3IMYHBIMU WHAKTUBUPYIOLIIUMU
MyTauusiMu peuentopa K lo,25-nuruapokcuButamMuny Jl ¢ MOMHOM WM 4acTUYHOW YTpaTron
¢byHkiuu. JIeBOYKM M MaJbdUKH TOPAXAIOTCS B OJIMHAKOBOM CTEMEHH, YaCTO B CEMbIX
HECKOJIbKO  TIOPAKEHHBIX JeTedd. B  OonbIIMHCTBE cClay4aeB JETH  POXMAOTCS  OT
KPOBHOPOJCTBEHHbIX OpakoB. I'en peuentopa VDR rokanuzoBaH Ha HAnuHHOM muiede 12
xpomocomsl (12q13.11) u coctout u3 11 xoaupyoomux 3x30H0B. MyTainuu penentopa BUTaMruHa
J1 BBI3BIBAIOT HApYIIEHHE BO3ACUCTBUS 1,25-auruapokcuBuTaMuHa [l Ha pa3BUTHE CKeleTa,
KOCTHYI0 MHHEpaJHM3aIuio, BojocsHble (ommukynsl. [lomuMopdusm reHa accommmpoBaH C
PUCKOM OCTEOIIOpO3a, OCTEOAPTPUTA, IICOpUaA3a, TMIEPHapaTUPOUIM3Ma, paka IpocTarbl. beuio
noka3aHo, 4yTo amienb Apal a kxoppenupyer ¢ Oonee BBICOKMM YpoBHeM BuTamuHa [l B
ceiBopoTke [Karpin'ski M. Et al., 2017], a momumopdusm Fokl Gbi1 cBsi3aH ¢ Gonee HU3KOI
MUHEpAJILHOM TIOTHOCTEIO KocTH [Zaj 1ckova K. Et al., 2002].

VDR — ujeH ceMelcTBa T€HOB, KOAUPYIOUIUX PEIENTOPhl A CTEPOUAOB (TIOJOBBIX,
HaJIIOYE€YHUKOBBIX ), THPOUIHBIX TOPMOHOB, PETUHOEBOM KHUCIIOTHL. DTO CYNEPCEMENCTBO T€HOB
SJIEPHBIX PEIENTOPOB U TPAHCKPHUIIIIUOHHBIX (PakTopoB. [€H COACPKUT TOMEHBI: TUAPODHUILHBIN
JIHK-cBsi3bIBatonii joMeH (B COCTaB KOTOPOTO BXOIUT LHMHK), TUAPOPOOHBIA JIMraH.-
CBSI3BIBAIOIIUI TOMEH W, JIETAIOIINA BO3MOXKHBIM MPUHATHE (DOPMBI TeTepoarMepa ¢ peTUHOH/I-
X peuentopoM, 4To HEOOXOAUMO AJI peanu3aluid OUONIOTHYECKOW aKTUBHOCTH. lerepoaumep
cBsi3piBaeTCs ¢ BuTamuH-J[-oTBeTHBIMH dnemeHTamMu  (VDRE), nokanmu3oBaHHBIMEH B
MIPOMOTOPHBIX PETHOHAX IIEJIEBBIX TEHOB, TAaKUM OOpa3oM, PETyaupys HX TPaHCKPHIIIIHIO.
Myranuun B JIHK-cBs3bIBatomeM gOMEHE, KOTOpbIE MPHUBOAST K TMOMHOW MOTepe (YHKIIHH,
MPUBOJAT K TSXKEIBIM KIMHUYECKUM MPOSBICHUSM, CONMPOBOKIAIOIIUMCS aJONelel, Tora Kak
MyTaIliy B JINTAHJ-CBS3BIBAIOIIEM JOMEHE OOBIYHO BBI3BIBAIOT YACTUYHYIO MOTEPIO (YHKIUN

VDR wu Oonee wmsarkumii QeHorun Oe3 amonenuu. B CcBA3M ¢ MeXaHM3MOM aKTHBAIlWH,
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PE3UCTEHTHOCTh MOKET pa3BHBAThCs Tak ke npu aedexkrHoctd RXR, mpensrcrByronmmu
oOpazoBannio rerepoaumepa. [Ipeamomaraercs, yto oOpazoBanue rerepomumepa VDR/RXRa
UTPAET BAXKHYIO POJib B mponudepanuu u auQepeHupoBKe dMUACPMAIBHBIX KEPAaTUHOIUTOB.
He uckiroueHo, 4TO B MOKPOBHBIX TKAHSIX C PELENTOPOM K BUTaMUHY [| MOTyT CBSI3bIBAaThCS
npyrue nura"nael. Ilpu BuTaMuH-J[-pe3UCTEHTHOM paxWTe€ OpraHbI-MHILIEHU, TaKhe Kak
KHIIIEYHUK, PE3UCTEHTHBI K AKTHMBHOCTH TOPMOHA, YTO BBI3BHIBACT YMEHBIICHHE KHIICYHON
abcopbuuu kampiust U gocdopa. He menee 50% kwuimednoit abcopOIUMU KanbIusl TPEOYIOT
yuactusi 1,25-nuruapokcuxonekanbiudepona. B pesynbrare pa3BUBaeTCS  BbIpajKeHHAas
TUIOKAJBIUEMUs, BTOPUYHBIN TUIeprapaTupeonin3M u runodocdaremusi, yBelIndeHHE YPOBHS
nienoyHor ¢ocdaraspl, 3aMEeTHOE Bo3pacTaHue ypoBHS 1,25-auruapoxcuxoiekanbiudeporia
IPY HOPMAJTHHOM YPOBHE 25-THIPOKCHXOICKAIbIUpepoa.

[Totepst BogOoC MOKET OBITH OUEBUIHOW MPH POXKACHUU WM PAa3BUBAThCS B TEUEHUE
MEPBBIX MeCSIEB KU3HU. OTMeUYaeTCsi KOPPEIAIHUSI MEXY TSHKECTHIO paXUTa U BBIPAKEHHOCTHIO
ajonenuu. B ceMbsiX ¢ aHaMHE30M PaxMUTONONOOHBIX 3a00JIEBaHUM aJlONELMs NPU POKICHUU
MOJKET CITYXHUTh MEPBBIM JHArHOCTUYECKUM MPU3HAKOM. MEeXaHU3M €€ HEeSICEH, OHAKO MOKa3aHo
HAJIMYUE PELeNnTopa K KAIbLIUTPUOIY Ha BOJIOCAHBIX (orumkynax. Kak Bo3MoxkHas mpuyuuHa
YKa3bIBA€TCsl CYMPECCHs TE€HOB, OTBEYAIOIIMX 3a LMKJI Pa3BUTHUS BOJOCA, IMOJ JCHCTBUEM
MyTaIl¥ B TeHE perenTtopa K ButamuHy [l ¢ BeIpaboTKoil moOouynHbIx OenkoB. [locme S-nerHero
BO3pacTa aorenusi oObIYHO pazpemaercs. HecMoTps Ha CIOKHOCTP M pa3HOOOpasue
OMOJOTMYECKMX OTBETOB, BBI3BAHHBIX  1,25-AUTHAPOKCUXONEKATIbIU(EPOIOM, TIIyOOKHe
CKeleTHble JaegopMalMd Yy TMAalUeHTOB C BUTAaMUH-/[-PE3UCTEHTHBIM pPAXWUTOM BBI3BaHbI
HE3aMEHUMOM POJIbIO KaJBIUTPHOJIA B PETYIUPOBAHUH KaJbIIMEBOTO roMeocTa3a. B octaibHBIX
OTHOIIEHHUSAX ATH JETH OTHOCUTEIHLHO HOPMAJIbHBI, B YAaCTHOCTH y HHUX HET PacCTPOMCTB
UMMYHHOU U SHAOKPUHHOU cucTeMBbl. 1,25-auruapokcuxonekaibiudepos MoxKeT n3brupareiabHo
MOJYITHpPOBAaTh TOYEYHBI OTBET Ha TMApaTrTOPMOH U  COACHCTBOBaTh MaparrOPMOH-
WHIYIIMPOBAHHON peadcopOIuy Kaiblus U HaTpusl. KalblUTprUoN CTUMYITUPYET TPAHCKPHUIIITUIO
yepe3 MPOMOTOpP I'€Ha OCTEOKaJbI[MHA B J0303aBHCUMOM (opme. Y MalMeHTOB € MyTaluein
JIHK-CBSI3BIBAIONINX TOMEHOB PELIETITOPa OTCYTCTBYET TPAHCKPHUIIIIMOHHAS PETYSIUS, U OHU HE
0oTBe4aroT Ha Tepanuio BUTamMuHOM J[. C apyroil CTOpoHBI, MAlMEHTHI, MUMEIOIIHE ACPEKT
JIUTaH/I-CBSI3bIBAIOINICH YacTH MOTYT OTBETHTHh Ha TEPAIHMIO BBICOKUMH JI03aMH BUTaMuHa /I,
MOCKOJIbKY TIEPEI03UPOBKA META00IHMTA CIIOCOOHA TTPEOI0NETh Ae(EeKT.

Kaunnuka

OCHOBHOW KIMHMYECKON HAXOAKOHN SIBISIETCS PaxXWT, BBI3BAaHHBIM JNE(EKTOM KHIIIEYHOMN
abcopOIMy KaJbIHsl, HECYIIIUM HapylIeHHe MUHEpPATU3alid BHOBbh (DOPMUPYIOIICHCS KOCTHOM

TKaHW W MPEOCCAJIBbHOro Xpsia. PaxuT 4acTo TSXKENIBIM H Pa3sBUBACTCA B TCUCHUC IICPBBIX
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Mecs1eB ku3Hu. Kpome Toro, naiueHTsl oTMedaroT 001 B KOCTSX (B TPyJHOM BO3pacTe — Iulad
peOeHKa TpHU B3STUU HA PYKH), BBIPAKEHHYIO MBIIIEYHYIO c1a00CTh, B TOM YHCJIE JIbIXaTeIbHbIX
MBI, TUIOTOHHWIO, TUApPEI0 BCIEICTBHE CHHIpOMa MaibabcopOmuu. MHOTIAa BO3HHUKAIOT
TUIIOKAJIbLINEMHYECKUE CYIOpOrH. J[eTH 4acTo HU3KOpOCible, B HEKOTOPBIX CIydasX CTPaJaroT
OT TSDKEJIOr0 Kapueca M BbIpQXEHHOW rumormiazuu  3yOoB. IIHeBMOHMS, BbI3BaHHOMN
TUIMOBEHTUJISIIIMEH, TPOTEKAeT TSKEIO, M HEKOTOphIE JETH MOTYT NHOTHOHYTH OT JaHHOTO
OCIIOKHEHHUS. XapaKTEPHBIM CUMIITOMOM SIBJISIETCS TIOPAXKEHHUE BOJIOCSIHOTO TIOKPOBA. Y MHOTHX
JieTell oTMevaeTcs opeIeHHe BOJIOC, Y HEKOTOPhIX — TOTajbHAasl ajonelys, BKIouas OpoBU U
MHOTIJIAa PECHULIBI.

bruoxumuueckue npu3Haky 3a00IeBaHNS:

e T'mmoxanpmueMus

e Tunodocharemus

e Bropuunslii runepnaparupeoniuzm

e BcraencrBue 3Toro moBblIeHa aKTUBHOCTH 10-THAPOKCHIA3hl U MHTHOMpOBaHA 24-
TUAPOKCHIIa3a

e VYpoBeHb 25-TuapoKcuxoieKanbLrdeposa 00bIYHO HOPMaJIEH HJIU MOBBILIECH

e 1,25-nmuruapokcuxosiekanbiudeposn MmoBbIIeH

e VYporens 24,25-muruaporcuxonekanburdepona 00bIYHO HOPMAJICH HITH HA30K

e VYBenmuueHue ypoBHS MIEIOYHON Pocdarazbl

JluarHo3 Oa3upyercs Ha BBICOKOM YpPOBHE KaJbLIUTPHUOJIA KPOBH U PE3UCTEHTHOCTH
($uOpoOIaCTOB K Teparuu KaJlbLUTPUOIIOM.

Jleyenne

Bricokue n03bl mepopanbHOro Kanbliusg (1-3 T/CyTKHM »Ie€MEHTapHOTO Kajblus) U
cBepxduznonornyeckue n03bl  1,25-nuruapoxcuButamuna J[  (1-6 MKI/Kr/meHp) HUMEIOT
orpaHu4eHHbIN ycrnex. [lanuenTs! 6e3 amonenuyu oTBeYasld KJIMHUYECKH M PaJlOJIOTHYECKH Ha
nedenue Qapmakonoruaeckumu jgo3zamu (500040000 ME/cyr) Burammuaa [ mu6o 20-200
MKT//IeHb 25-TuipoKcuxoeKanbidepona, oo 17-20 Mxr/aens kanpuutpuona. Tepanus HeceT
pHCK pa3BUTHs He(dpoKaJblIMHO3a U TpeOyeTcs KOHTPOJIMpPOBaTh ypOBEHb KaiblLus, (ocdara,
meao4yHo  ¢ocdarazpl M mapaTropMOHa B CHIBOPOTKE KPOBH, KaJbIUH/KpeaTHHHHOBOE
OTHOIIIEHHE B MOYe, a Takke mpoBoanTh ¥Y3U mouek He pexe 1 paza B 3 Mec mpu mogoOpaHHON
no3e. B mepuon mombopa A03bl MpenaparoB KOHTPOJIMPOBATh KaJbIUH €XEAHEBHO J0
HOpMaJH3aluy, aainee 1 pas B 2 Henenu Kanbuuil U ¢pocdop B TeueHuu 2 mec. YposeHs 1,25-
JTUTUAPOKCHUXONEKAIbLU(eEposia B CHIBOPOTKE KPOBU JOJIDKEH IOMJEPKHUBATHCS B IUAla3oHe

200-1000 rr/mut.
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[IpennpuHUMaOTCS MONBITKH JICUEHUSI OOJNBbHBIX aHajioramMu BUTamMHMHA [l, UMeomuMu
0ojee BBICOKMH TPAHCKPHUIIIMOHHBIA MOTEHIIHMAT JIMOO CIIOCOOHBIMHU CBSI3BIBATHCS C JAPYTUMHU
AMHHOKHUCIIOTHBIMH OCTATKaMH JIUTaH/I-CBA3bIBAIONICH YacTH pelenTopa.

AnbTepHAaTUBHOE BBeACHHE Kanbliug BHyTpuBeHHO (0,4—1,4 r1/M2/neHn) depes
LEHTPaJIbHbIE BEHbI, B 00XO0J HAPYLUICHHOTO KHILIEYHOTO BCACBHIBAHUS, MPUBOAUT K YCHEIIHOM
KOPPEKLUU METaO0INYECKIX PACCTPOMCTB, HO HECET BCE HEYI00CTBA JUTMTEIbHON HH(DY3MOHHOM
teparuu. CymecTBYIOT 2 TyTH aJICcOpOIMU KalblUig W3 KUIICYHUKA — aKTHUBHBIN,
OMOCpeIOBaHHBIH BUTAMMUHOM J| M MacCUBHBIM, OAHAKO IMOCIETHUN HE MOXKET 00eCle4yHTb
BCACBIBaHMS aJICKBAaTHBIX KOJMYECTB KaJblUsA. YUUThIBasg HAJIMYUE [ACCUBHOIO IIyTH
BCAChIBAaHMs KaJbliMs, BO3MOXKHA TEpalusi BBHICOKMMHU J03aMH KaJIbIUs MEpOpajbHO (depe3
JKEITYIOYHBIN 30H/1), B TOM YHCJIE BTOPBHIM ATAIlOM MOCJIe BHYTPUBEHHOU Tepanuu B qo3e 3,5-9,0
r/M2/neHb. BO3MOXXHOCTH MepOpalIbHOM Tepanuy OrpaHUYEHbI IEPEHOCUMOCTBIO SHTEPATIHLHOTO
KaJbIus (KaK MpaBUio He O6osee 6 I/CyTKH) U HEIOCTAaTOUHBIM ero BcackiBaHnueM (He 6osee 10%)
Ha (poHe oTCcyTCTBUS ACHCTBUS BUTaMuHa /1.

B cmyuae pasBuTHS OCIOXHEHHs 3a00JIeBaHM — TPETHYHOTO THIEepHaparupeos3a
BO3MOXKHO JIEYEHHME IIMHAKAIBLETOM Y B3pOCIbIX NAaIMeHTOB (Ipemapar paspelieH K
OpUMEHEHHI0 ¢ 18 neT, B 3apyOekHOH JMTeparype MMEIOTCS MyONUKalluh O €ro BO3MOXKHOM
npumeneHuu y neret (Akinci A, et. al., 2017).

B HacToAmMiI MOMEHT BO3MOXKHO IPOBEACHUE NMPEHATAJbHOW AUArHOCTUKU B CEMBSX
BBICOKOTO PHCKa MyTE€M UCCIIEOBAaHUS KJIETOK BOPCUH XOPUOHA WIIM aMHHUOTHYECKOH >KUIKOCTU
Ha CBS3bIBAHHE PAJMOAKTUBHOTO KAJBIIUTPHOIA THO0 MHAYKIIMU CHHTE3a 24-TUAPOKCUIIA3HI.

VY psaa mauMeHTOoB B Bo3pacte 7—15 jeT oTMeyanoch CIOHTaHHOE BBI3ZIOPOBIIEHUE, HE
ACCOIIMMPOBAHHOE C TEPHONOM ITyOeprara. AJONenusi MpU ITOM COXpaHsIack. Bo3MOXHO, B
JaHHOM Cllydae UMEeT MEeCTO 3aMelIeHHe MPOAYKTAaMHU JPYTrUX HMHTAKTHBIX T'€HOB
cylepceMeicTBa perenTopoB k crepouaaM. [lokazano, 4To BcachlBaHUE KaJbIUsl B KUIIEYHUKE

CTaAaHOBHUTCA MCHEC 3aBHCHUMBIM OT BHTaMHHaA I[ IMOCJIC€ OKOHYAHHUA II0JIOBOI0 CO3pCBaHUA

(Tiosano D, et. al., 2011).

Bpoxaennbiit BuTamuH-/-3apucumelii paxur II B tuna
Bnepsrie onucan Hewison et al B 1993 rony y manmeHta ¢ anonenuend, CKeJIETHBIMHU
AHOMAJTUSIMH ¥ OMOXMMHUYECKUMH OCOOCHHOCTSIMH, KJIACCHYECKH CBSI3aHHBIMH C BHTaMHUH J[-
3aBucuMBbIM paxutoM |l A tuna (VDDR2A), Ho 6e3 myranuii VDR.
JTHONATOIeHE3
B otmuune or VDDR2A, ¢ynkiun o6pazosanus rerepoaumepo VDR u VDR-RXR ne

HapyuieHbl. OCHOBHO marojioruei sSBisieTcsl U30BbITOYHASI SKCIIPECCUSI TE€TEPOTeHHBIX SIIEPHBIX
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pubonykineonporenHoB (hnRNPs) 6enkoB Cl u C2, uneHoB cemeiictBa hnRNP, xoropsie
IpenoTBpamaoT cBsa3biBaHue rerepoguMepa  VDR-RXR ¢ Buramun  J[-peryiastopHbsIMU
9JIEMEHTaMH MPOMOTOPHBIX obOmacteli meneBbix reHoB (VDRE). bBe3 renermueckoro
TECTUPOBAaHUS HEBO3MOXKHO NpoBecTH AuddepeHnanbHblil TUarHo3 MeXAy BpPOXKICHHBIM
BUTaMUH-/[-3aBUcUMBIM paxuToMm II A u B Tumna.
Knunuka
AHanornyHa sutamuH JI- 3aBucumomy paxurty Il A tuna
Jleuenne
AHanmornuHo BuTaMuH /[- 3aBucumomy paxury |l A tuma.
Bpoxaenubiit BuTamMuH-/I-3aBucuMslii paxur III tuna
Jlarnast popma paxuTa acCOIMUPOBaHA ¢ aKTUBUPYIOIMUMU MyTarusmu B reae CYP3A4,
NPUBOJIALLIMMU K IOBBIIIEHHOW HMHakTUBauuu Kainpuutpuona. I'en CYP3A4 nokanmuzoBaH Ha
xpomocome 7922 u xoaupyer depment P450, metabonu3upyromuii MHOrHEe KCEHOOMOTUKU U
JIEKapCTBa, B TOM YHUCJIE aKTHUBHBIE META0OJMUTHl BUTaMUHA J[, 4TO MPUBOAUT K UX ACPUIUTY.
JlanHast popma xapakTepu3yeTcs paHHUM HavajoM paxuTa, JAeTalbHO omucana Roizen et al. B
2018 r. IIpeanonaraeMplil TUN HaCJI€AOBaHUS — ayTOCOMHO-JOMHHAHTHBIN.
JlaGoparopHo:
e T'umoxanpnueMus
o Tunodocdaremus
o [IloBblenue ypoBHs 1menoyHon docdaraszsl
e Bropuunslii runepnapaTupeouium
e 25-THIPOKCUXOJICKATBITU(PEPOIT CHUKCH
e 1,25- nuruapokcuxoieKaabIu(eposl CHUKECH
e VYpoBeHs 24,25-nuruapoxkcuxoiexkanbirdepona 00IYHO HOPMAJIEH UM HU30K
Jleuenwue. [1armeHTh HY)KIAIKUCH B BBICOKHX J03aX KalblUTpuomna uiu ButamuHa /13 (50 000
ME B nienb).

Taoauna Ne 3
JlaGopaTtopHbIe XapaKTEPUCTHKU PAXUTOB, aCCOIIMMPOBAHHBIX C HAPYIIIEHUEM MeTaboIM3Ma
ButamuHa JI (mt. mo Acar S et al. 2017, ¢ U3MEHEHUSIMN)

Juarnos I'enernueckui IIponykr rena VYposens 25- VYposens 1,25-
nedexr TUAPOKCUBUTA-  THJIPOKCUBUTA-
MuHa /[ MuHa /[
Buramun-/1- Myranus 1 a- rugpokcunaza  Hopmanen | nnm Hopmanen
3aBUCUMBIN CYP27B1 w1
paxut tun | A
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Butamun -J[- | Myramnus 25- rugpokcuiaza | | Hopmarnen nmm |
3aBUCHMBII CYP2R1
paxut tun | B

Buramun-/1- Mytanust VDR Penienirop Hopmanen 1
3aBUCHUMBIH BUTamMuHa /]

paxut T I A

Butamun -JI- | T'unmepakcnpeccuss  Pa3znooOpasHbie Hopmanen 1
3aBUCUMBIN hnRNPs sIIEpHBIE
paxut tun |1 B pubOHYKIIEOTIpOTE-

nHbl C
Butamun -JI-  Myranus CYP3A4  ®depment P450 l l
3aBUCUMBII
paxut tamn ||

[Ipu Bcex dopmax ypoBeHb KalblUs KPOBU CHIDKEH HIIM HOPMalieH, YpoBeHb (pocdaTos kpoBu
HOPMAaJICH WJIM CHIKEH, YPOBEHbB IIEI0UHON (hocdarasbl U mapaTTOPMOHA MOBBIIICHBI,

KaJII)III/If/'I-eraTI/IHI/IHOBOC OTHOIICHHUEC MOYHM CHHXXCHO

B. I'inogocparemuyeckuii paxur

I'unodocdaremuueckuii paxut, BCTpEYAIOLIMICs IpU 3a001€BaHUAX C IOYEUHON oTepeit
docharoB, wmMeeT MHOrO KIMHHUYECKHX W  PATUOIOTMYECKHX  YEPT, CXOAHBIX C
HEJIOCTaTOYHOCTHIO Kayblus. OMHAKO HAKOIUIEHHE U30BITOYHOTO OCTEOUIa HE aCCOLMUPOBAHO C
BTOPUYHBIM  THUIONAPATUPEOUIM3MOM WM  YBEJIMYMBAIOLICHCS  KOCTHOHW  pe30pOIuei.
[enernueckue naedexThl, HECYIIME YMEHBIICHHE KaHalbIeBOW peabcopOiuu ¢ocdaroB u
XpOHUYECKYyl0 runodocdareMuto — Haubojee yacTas NPUYMHA HACJIEACTBEHHOTO paxuTa.
B nononHeHue, OHKOTEHHAsl OCTEOMAJISALUS SBISETCS YAacTO BCTpevarouieiicss mpuoOpeTeHHON
OPUYMHOM paxuTa U CONPOBOXKJIACTCSA 3HAYUTENIBHOM JIeTaIbHOCThIO. B mocnennue necatuerus
IPOM30LIeN JIpaMaTHYeCKUil MpOpbIB B HAllleM MOHUMAHUU MOJIEKYISPHBIX U OMOXHMHYECKHUX
OCHOB BpOXKJEHHBIX M HpuoOpeTeHHbIX runodocdareMuuecknx pacctpoicTB. Ilyrem
NO3WIIMOHHOTO  KJIOHUPOBAaHWS  ObUTM  HMJOCHTU(UIIMPOBAHBI  TEHETHUYECKHE  JEPEKTHI
X-CLEIUIEHHBIX M ayTOCOMHO-JJOMHUHAHTHBIX (GopM runodochareMuyeckoro paxura, OTKPBITHI
HOBBbIE T'€HbI, perynupyromue ooMeH (ocdara B OMyXoisX, aCCOLUUPOBAHHBIX C OHKOI'€HHOU
ocreomasanuen (Suzanne M, et.al, 2002). bputo moka3aHo, 4TO HECKOJBKO MOJIEKYN ((axTop
pocra (¢ubpobmactos-23 (FGF23), cekperupyemsbiii Frizzled-related protein-4 (sFRP4),
MaTpU4yHbI BHEKJIETOUHBIH (ochormukonporenn u FGF7), tak Ha3biBaeMble (OCHaTOHUHBL,
CHIDKAIOT YpOBeHb (hocdara B CHIBOPOTKE 3a CUET MPSIMOr0 MHIMOUpoBaHus abcopbuuu pocdara

oYKaMH B NMpokcuMaibHbIX KaHanblax. FGF23 u sFRP4 Takyke MOryT KOCBeHHO MHTHOUPOBAThH
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25-tunpokcuButamMud  JI  1-a-ruapokcmiiasy W, TakuM 00pa3oM, KHIIEUHYI abcopOrmuio
docdaros.

OcnoBHbIM pochoTonuHom seusiercss FGF23 11 Mo)kHO yCTIOBHO BBILAETHTH (HOPMBI

1. cBs3aHHbIE C U3MeHeHHeM akTuBHocTH FGF23

2. CBsI3aHHbIE C UHBIMU TPUYUHAMHU.

BonpmmacTBO  popM  rumodochareMUIecKoro paxura — HaciencTBeHHble. K
NPUOOPETEHHBIM  TPHYUHAM  TUMOPOCHATEeMUIECKOTO  paxuTa OTHOCAT OHKOTCHHHYIO
OCTEOMAJIALINIO, JJUTENbHBIM MpUeM aHTalUAOB U HMH(Y3UH KapOOKCHMAJbTO3bl JKEe3a.
OcHOBHOM MeXaHU3M JIEUCTBUA MOCIEAHEro Mperapara BKIOYaeT crenuuuecKie yriieBOIHbIe

(parMeHTHI B arioMoJieKysie KapOOKCHUMaIbTO3bl, KOTOPBIE MPEMATCTBYIOT pacuierniennto FGF23.

I'nnodocharemuyeckuii paxuT, acCOIMUPOBAHHBII ¢ H3MeHeHHneM akTUBHOCTH FGF 23

I'en FGF23 cocroutr u3 3 sk30H0B, 10 kO TreHHOW MOCIEAOBAaTENbHOCTH, U KOTUPYET
2.3-kb ¢cDNA. OH skcmpeccupyercs B HEOOJNBIINX KOJIMYECTBAX B MO3Te, TUMYCE, TOHKOM
KUAIICYHHUKE, CEpIle, MMeYeHH, JTUM(OY3axX, IUTOBUIHON/ TapalIITOBUIHON Kele3ax, KOCTHOM
MO3re ¥ B OOJIBIIMX KOJIMYECTBAX B OIYXOJSAX MPH OMYXOJb-MHAYLHPYEMOH ocTeoMasiuuu. B
KocTsx sKcnpeccust orcyTcTByeT. FGF23 cocrout n3 251 aMUHOKHMCIIOTHI, BKJIOYAsi CHTHAJIbHYIO
MOCTIeIOBATENIFHOCTh M3 TEPMUHANBHBIX 24 THAPO(GOOHBIX aMUHOKUCIOT. s peann3anuu
¢usnonornueckoro neiicteus FGF23 neobxomum tpancmemOpannsbiii mporenH Kioro (Klotho),
kotopbiii  popmupyer komruiekc ¢ peuentopom FGF23 (FGFR1) u ¢yHKIuoHUpYyeT Kak
oOnurarHelii  ko-peuentop s FGF23, obGycnosnuBas ¢ocdarypuro. I[lockonsky FGFR
AKCIPECCUpYETCsl MOBCEMECTHO, cuuTaercs, yto mnpucyrcrBue o-Klotho (3xcmpeccupyercs B
MOYKaX, OKOJIOIIUTOBUIHBIX JKEJIe3aX U B COCYMCTOM CIUIETEHHUH) B KJIETKE MPHUJIAET TKAHEBYIO
cneunduynocts neiicteuo FGF23. FGF23 moxer ¢usnonornyecku (QpyHKIMOHUPOBATH Kak
JIOKaJbHO-aKTUBHBIM (akTOp, M TaK e B YCIOBHIX MaTOJIOTUHU, CEKPETUPYACh B M30BITOYHBIX
KOJINYECTBAX, MOYKET BBI3bIBATh MOYEUHYIO MOTEPI0 Heopranudeckoro gocdara. FGF23 yrueraer
JKCIIpeccHio Harpuii-¢ocharueiii koHTpancnoprepoB (NaPi-2a u NaPi-2¢) B mpokcHMaibHBIX
NOYEYHBbIX KaHalblax M kumeyHuke. Kpome toro, o yraeraer skcrpeccuto MPHK 1-anbda-
THJIPOKCHIIA3bl B TOYKAaX M MOBBIIIAET AKCIPECCHI0 24-THJIPOKCHIIA3bI, TEM CaMbIM CHUXas
YPOBHH KaJBIIUTPHOJIA ITyTEM yYMEHBIICHHUS CHHTE3a W yBEJIW4YeHHUs ero karabommsma (S. Liu,
L.D., 2007; T.O.Carpenter, et al., 2011). Takxxe yraeraercs HaTpUN-TIIIOKO3HBIA TpaHCIIOPTEP B
IIPOKCHMAJIbHBIX MOYEeYHBIX KaHaiblax. YpoBeHb FGF23 B ceiBopoTke perymupyercs PHEX-
3aBUCUMBIM IpoTeonu3oM. Ha cunte3 FGF23 Brnusier kanpLUTPHOI, NApaTUPEOUTHBIN TOPMOH,
BocnasieHne u jAepuuur >kene3a. [lpu mnepBom (X-CHEIUIEGHHOM) THUIIE paxuTa MpPOTeas3bl

HEaKTUBHbBI BciencTBue Mmyrtanuu ¢ norepeid ¢ynkuuu PHEX, mpu BTOpomM (ayrocomHo-
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nomuHaHTHOM) — wmyTtamuss FGF23 nemaer ero ycroWuumBBIM K JAecTBUIO mpoTeas. [lpu
omnyxoneBoit octeomansiiuu FGF23 napabarbiBaeTcst CIMIIIKOM MHOTO U HACTYIAET MPECHIIICHUE
IPOTEUHA3.

PazButue KOCTHBIX J€(EKTOB OUYEBUIHO CBS3aHO M C BHYTPEHHUM J1e(eKTOM
ocreoOmacTtoB. Iloka3aHo, YTO IpHU MX MOACAAKE B HOPMAJIBHYIO Cpeay (310pOBYIO MBbIIIIb)
COXpAHSIOTCA HapyLIeHUs MUHepanusylomeld ¢QyHKIud. Bo3MOXHO, y HHX OTCYTCTBYeT
ayTOKpUHHBIA 3(deKT mentuaoB, oOpasyrommxcs NoA AeWcTBUEM MeTaiuionentuaas. Kpome
TOTO, TOCJIE€ KOPPEKIMHU 3a001€BaHUs aJeKBaTHON 1030i Gocdopa n KanbLUUTPHUOJIA NALUEHTHI
COXPAHAIOT TMIIOMUHEPAIN30BAHHBIE IEPUOCTEOLUTUYECKHUE MTOPAKEHUS KOCTEH. CTUMYISTOPBI
CHHTE3a KaJbIIMTPHOJIA, TAKHE KaK MapaTTOPMOH MM HU3KoochaTHas quera, He 3PPEKTUBHBI Y
JAHHBIX OOJIBHBIX.

Knaccupuxanus

1. X-cuemieHHbIH runodochareMuueckuii paxur

2. AyTOCOMHO-JOMUHAHTHBIN TUITO(POCHATEMUIESCKUI PaxuT.

3. Penkue popmbl

4.  OHKOTreHHas OCTEOMAJISLIMSL.

ITHONATOreHe3 M KJIMHHYECKHe IIPOsiBJICHUS

1. X-cuemsiennblii rumnogocaremMuyeckuii PpaxuT, BHUTAMHMH-/l-pe3ucTeHTHBII
paxur, XLH nnu HYP

Haubonee yacroe BpoxaeHHOe runodochareMuyeckoe pacCTpoHCTBO, OTBEUarollee 3a
80% cnyuyaeB cemeiiHoi mnorepu ¢ocdaros. Ilomararor, 4To OH BCTpEYAETCS C YACTOTOM
1,7-3,9:100000 nosopoxaeuusix (Haffner D., et.al., 2019).

X-cuemeHHbli runodocdareMuueckuil paxuT BbI3BAH MyTalMel c moTreped (yHKIUH
PHEX rena. PHEX ren nokanu3zoBaH Ha KOPOTKOM Ijieue X-XpoMocombl (XP22.1) u cocTouTt u3
22 5k30HOB U 3 nomeHoB. OmumcanHo Oonee 400 pa3HOOOpa3HBIX MyTalMi TreHa (Aenenuu,
MHCEPLNHU, TYIIUKAIMN, HOHCEHC U MHCCEHC — MYTAallUM), IBHBIX KOPPEISLUNA MEXAy THIIOM
MyTallUu U TsbKecThlo Oosne3Hu He BwisgBIeHO. PHEX skcnpeccupyercs Takke B SIMYHHKAX,
JIETKUX, NapalluTOBUIHBIX KEJI€3aX, MO3re, MBIIIIAX, HO HE JKcIpeccupyercs B nodkax. OH
KogupyeT 749 aMHHOKHCIIOTHYIO TOCIEN0BAaTEIbHOCTh — LMHKOBYIO METAJUIOOHAONENTUAAZY
(M13), sBusiouryrocss  4YJIEHOM  CeMEHCTBAa  MEMOpPAaHOCBS3aHHBIX  METAJUIONENTH/a3
(HeWTpanbHBIX DSHJIONENTH/A3), KOTOpas »JKCIpecCUpyeTcs B OCTeo0sacTax, OCTEOLUTAX,
OZIOHTOONIACTaX M IIEMEHTOONAcTaXx, W KOXUPYeT (EepMEHT, KOTOPbI pacuIenyseT MeCTHbIE
MaJible MHTETPUH-CBS3bIBAIONINE JUTaHabl N-cBsi3aHHble Tukonporennsl (6enku SIBLING), B

HYaCTHOCTH OCTCOIIOHTHH. MyTaum[ BBI3BIBACT TAKXKC IMOBBIIICHHYKO KOCTHYIO AKTUBHOCTDH

daxTopa pocra pubpodiractos-23 (FGF23) (S.Liu, L.D. et. al., 2007).
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Knunnueckas kaptuHa X-cLEIUIEHHOT0 THo(ochaTreMu4eckoro paxuTa BKIKOYaeT:

e Paxur\ocreomansnuio B IOJHOM paciBeTe 3a00JCBaHMs, PE3HCTCHTHBIE K
¢usnonornueckuM no3aM ButamuHa J{. OTHOCHTENBHO Hallle BCTpEYaeTcs MOpaKeHHE Ta3a U
MO3BOHOYHHKA, YTO PEJKOCTH MPH BUTAMHUH-/]-TeUIMTHOM paxuTe, HET YeTOK U KpaHuorabdeca.

o JledopMaruu HIDKHUX KOHEUHOCTEH, HU3KHI pOCT

e KpaHHOCHMHOCTO3 U MOBBIILIEHNE BHYTPUYEPEITHOTO JABJICHUS

e Mansdhopmanus Kuapu 1 tumna

e [lceBnonepenomsl

e bomnu B KOCTAX, DHTE30IIaTUHN

e JleHTaNbHBIC a0CIECCHI.

e OrtcyrcTBue MbIIIEUHOW cnabocTu Wiy Oonel, TUNMYHBIX IS TMAIMEHTOB C
npuobperenHoi runodocdaremMueit

e Hanuuwue oTAromeHHOro ceMeitHoro aHaMmHesa.

e [Ipu 6GMOXMMHUYECKOM MCCIIEOBAaHUH KPOBH OTMEUACTCSL:

e  CHuXeHue CbIBOPOTOUYHOIO ypoBHSA (pocdaros

e [loBeimenue menouHon Gocdarasbl

e VYMCEHBUICHHE CBHIBOPOTOYHOTO YPOBHS KaJbIMUTPHONA, Y HEKOTOPHIX OOJIBHBIX OH
HECOOTBETCTBEHHO HOPMAaJIeH BOINpeKkHu runodocdareMun BeaencTBue a00epaHTHONW peryisiuu
25-runpokcuBuTaMut JI-1-o-Tuapokcumassl

e HopmanbHble ypOBHHM CHIBOPOTOUHOTO KaJIbLUA U 25-TUAPOKCUBUTAMUHA []

e HopMmanbHblii MM cieTKa NOBBILIEHHBIA YPOBEHb I1apaTTOPMOHA.

e [loBbimienue ypoHs FGF23, nHopmanbuble ypoBHH (10 30 Or/mi) He HMCKIIOYAOT
JIMarHo3

e [Ipu GMOXUMHUYECKOM MCCIIEJOBAHUM MOYM OTMEUAETCSI:

e  Huskas skckpeuust KaabLus

o @octarypusa. Ilpu Hammuuum runodocharemun (pakIMOHHOE BBIJCICHHE
0T(UIBTPOBaHHOTO (hocdara JOIKHO COCTABIATh MeHee 5%.

Knuanueckuit nuarno3 X-cuerieHHOro runodochareMuyecKkoro paxuTa PeKOMEHTyeTCst
MOATBEPKAATh MOJIEKYJISIpHO-TeHETHYECKUM HccienoBanneM PHEX-rena.

2. AYyTOCOMHO-IOMHHAHTHBII runogochareMuyeckuii paxur

B nanHOM ciydae cHHTe3MpyeTcsl aHOMalbHbIM (akrop pocta ¢(ubpobdractoB 23
(FGF23), ycroituuBslii k neiicTBUIO nporeas. Bosmoxknas npuunHa — myTanuu B rene SGK3,
JIOKaJIM30BaHOTO Ha KOpOTKoM Iuiede 12 xpomocomsl (12pl13.3), omimuaronierocst  HEMOJTHON

MNEHCTPAHTHOCTBIO.
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B knuHMueckoil kapTHHE 3a00J€BaHUS MOXKHO OTMETUTh Je(eKThl MHUHEpAIN3aLUuU
KOCTEH, NPHUBOAALIME K PaXUTy U OCTEOMAIANMH, OOMM B KOCTAX, AePopManv HUKHHUX
KOHEYHOCTEH, MBIIIICUHYIO C1a00CTb.

Knunuka Oyner 3aBHceTh OT Bo3pacTa Hadajia 3aboseBaHus. [Ipu Hayane B JeTCKOM
Bo3pacte (1-3 roxa, yame Ha BTOPOM TOAY JKHU3HU) HPOSIBICHHUS (EHOTHIIMYECKH CXOAHBI C
X-CLEIUIGHHBIM PAaxUTOM; TUIMYHO Pa3BUTHE 3YOHBIX aOCLECCOB; B psAe CIy4yaeB IOCIe
nybeprara norepu (ocdaroB npekpamiarorcs. [Ipu manudecramuu Bo B3pocaoM Bo3pacte (OT
14,5 nmo 45 ner) ormedaroTcs Oo0mM, C€Ia00CTh, YTOMJISIEMOCTb, TICEBIOMEPEIOMBI JIMOO
CIIOHTaHHBIE M1E€PEIOMBI, OCTEOMAJISILINA, HO Je(OpMallii HUKHIX KOHEYHOCTEH OTCYTCTBYIOT. B
psane ciaydyaeB 3aboiieBaHHE NPOSIBISUIOCH IMocie OepeMeHHOCTH. B mocnennue roxel ObLIO
YCTaHOBJICHO, YTO TpUrrepoM skcnpeccun FGF23 smusercs nedummr xene3a (Wolf M, White
KE, 2014). Tlpu oauHAaKOBOH CTEIEHM HMHIHMOUMpOBaHHsS peabcopOumu ¢GocdaroB B MOYKax
KJIMHUYECKUE MPOSBICHUS ropa3/io MEHEe BhIPAXKEHBI Y KEHIIUH.

[Ipu wuccrenoBaHmM OWOXMMHUU KPOBH W MOYHM MOXKHO OTMETHTH CIEIYIOIIUE
OCOOEHHOCTH:

e  Huskue criBopoTOUHBIE KOHIIEHTpauuu docdopa (y B3pocibix Menee 2,4 Mr/n)

e HecoorBeTcTBEHHO HU3KUI MM HOPMAJIbHBIA YPOBEHb KaJIbLUTPUOIIA

o Hopmokanpnuemuto

o [loBblenue ypoBHs menoyHon pocdarasbl

e TeHJEeHLHIO K NOBBIILIEHUIO YPOBHS I1apaTropMOHa.

e @ocparypuro

o Kanpimypus He oTMedaeTCsi, HECMOTPS Ha JieueHNE BEICOKUMU J103aMH BUTaMHUHA J1.

3. Peaxue ¢popmbl

AyTocoMHO-peneccuBHbIi runogocdaremuueckuii paxur tuna 1 (ARHR1, MIM
241520) oOycioBieH WHAKTUBUpYIOLIEH romo3urotHoi myramuei B rene DMP1 (na 2017 r
onucano 9 wmyranuii). DMP1 npencrasnsier coboit 6eoK BHEKJIETOYHOIO MaTpHUKCa,
JKCIIpECCUpPYEeMbIi B ocTeolnactax M OCTeoLUMTax, HUHruobupyer oskcrpeccutro FGF23.
NuaxtuBnpyromme myrauun DMP1 npuBogsaT k nossimennto ypoHell FGF23 B ceiBopoTke W,
CJIeZIoBaTeNNbHO, MPUBOAAT K runodocdaremuueckomy paxuty. Knunnueckue, naboparopHbie U
PEHTTEHOJIOTHYECKHE PE3YNbTaThl aHAJOTHYHBI X-CIEIUICHHOMY W ayTOCOMHO-IOMUHAHTHOMY
paxury. Y Mmblei, HokayTupoBaHHBIX 10 DMP1, oO6HapyxeH noBbiieHHBIH ypoBeHb FGF23 B
CBIBOPOTKE, runodocdaremMusi, CKeleTHble U 3yOHble aHOMATUM U OCTEOMAJISIIHAL.
OTnnunTensHOU 0COOEHHOCTBIO SBISIETCS PA3BUTHE OCTEOCKIIEPO3a OCHOBAHUS yepena 1 KocTei

TOJICHH. COO6H.[3J'IOCB 0 TaIUIOMHAYHOUPOBAHHOCTU Yy TCTCPO3UTOTHBIX HOCHTEIICH: JIeTKas
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runodocdaremus, Hu3Kas TyOymsipHast peadbcopOuus hocdaroB u ouaroBasi ocTeoMansIus, 0e3
TUIIMYHBIX CKEJIETHBIX e(opMaLnii.

AyTocoMHO-penieccuBHbIil runodocdaremuueckuii paxur tuna 2 (ARHR2, MIM
613312) BBI3BaH HMHAKTUBUPYIOIIEH romMo3urotHo wmyrtamueir B ENPP1 (skTonykieorunu-
nupodocdarasze/dpochonmdcrepaze 1, MIM 173335). bonpmmnacTBo MyTanuii ENPP1 (49
MyTaluii) ObUIO 3apeTUCTPUPOBAHO Yy TMAIUEHTOB C HMJIUMONATHYECKOM WH(MAHTUIHLHON
Kanbuu(UKaue aprepuid, KOTopas mpeacTaBisieT co0oi ayToCOMHO-peliecCUBHOE 3a00IeBaHNE
U XapakTepusyeTcs KajblM(UKaLuell BHYTpEHHEH 31aCTUYECKONW IUIACTUHKH MBIIIEYHbBIX
apTepuii M CTEHO30M  BCJIEJICTBHME MMOMHTUMaIbHOM  mponudepaunu. [enepupys
Heoprannueckuii nupodocdar (PPi), ENPP1 urpaer BaxkHyl0 poib B pEryiasiiudl ypOBHEH
nupodocdara, MuHEpamM3alMM KOCTeH M KalmbIM(PHUKALIUKM MATKHX TKaHei. Hakoruienue
MHUHEpPAJIOB B KOCTAX OINpeneisercs CooTHouleHHeM (ochaTtoB M HEOPraHUYECKOro
nupodocdara, koropoe ypaBHoBemuBaercs ENPP1. Myranun ENPP1  yBenuuuBaior
ceiBopoTouHble ypoBHU FGF23. Opnako mexanusm mnosbiieHust ypoBHs FGF23, Bbi3BanHOrO
mytauueir ENPP1, 1o koH1a He n3yueH.

I'unogocharemuyeckuii paxur ¢ runepnaparupeozom (MIM 612089) sBnsercs oueHb
peIKUM 3a00J1eBaHUEM, BbI3BAaHHBIM COAIaHCUPOBAHHOMN TpaHCIOKalKel ¢ TOYKaMM pa3pbiBa B
9921.13 u 13q13.1, xotopsiii npuineraer k reny KL. TpaHciokanus NpuBoguT K yBEIUYEHHIO
CBIBOPOTOYHOTO ypOBHA 0-KJ0TO, YypoBHS FGF23 wu aktuBHOCTM [B-TJIIOKYpOHMIA3BI.
3aboseBaHue xapakrepusyercsl runogdocdareMueil 1 MOBBIIEHHBIM YPOBHEM HapaTrOpMOHa B
CBIBOPOTKE (M3-3a Iu(y3HON TMIepIia3uy MapalMToOBUAHBIX jkene3). He scHo, BbI3bIBaeT 1
MOBBILICHHBI YPOBEHb O-KJIOTO THUIEPIIA3UI0 OKOJIOIMIMTOBUIHON JKeJe3bl MM 3TU W3MEHEHUs
BropuuHbl. YpoBHU IITI" mpu 3TOM 3a00/1€BaHUN 3HAYUTEIHHO BBILIE 110 CPABHEHUIO C APYTHUMHU
OpUYMHaMU  TUNopoc(aTeMUYecKoro paxura. YpoBeHb 1,25-ruapokcuxonekaibliudepona
HOpMaJieH. JleueHne BKIIIOYAET KaJbIUTPUOI C IEpOpabHBIM BBeAieHneM (GochaTos.

Octeornnoonnueckas aucmiaazuss (MIM 166250) BbI3BaHa TETEPO3UTOTHBIMHU
mytauusiMu ¢ ycwienneM ¢yHkuuun B FGFR1 (MIM 136350). OT10 peakoe ayToCOMHO-
JIOMUHAHTHOE 3a0o0JieBaHMEe, XapaKTepHU3ylolleecs KPaHHOCHHOCTO30M, HEBBICOKHMM POCTOM,
TUIOIIJIa3UeN BEPXHEH UYENIOCTH, BAABICHHONW MEPEHOCHUIIEH, HUKHEUETIOCTHBIM IIParMaTU3MOM,
3yOHBIMM aHOMANMSIMH, OalIeHHBIM YEperoM, aHOMAJIMSIMH TIO3BOHOYHHMKA M JAepeKTaMu
MUHEpaIN3allui KOCTH. Y HEKOTOPBIX MAaI[MEHTOB NMPHUCYTCTBYIOT BbICOKME ypoBHM FGF23 B
CBIBOPOTKE, HU3KHE ypoBHU (pocdara B cbiBopoTke M 1,25-nuruapokcuBuramMuH Jl U HU3Kas
noueyHasi peabcopobuust pocdaron. beuto BeickazaHo mpenanoiokenue, uyto npoaykuus FGF23

CTUMYIIUPYETCS KOCTHOM TKaHblo Onaronmapsi aktusupyromei myrauun B FGFRI. Cnepyer
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3ameTuTh, 4T0o M3 200 myramuii B FGFRI Tonbko Tpu 3aperucTpupoBaHbl y MAlMEHTOB C
octeonto(hOHNIECKOH TucIa3ueit

Cunapom MakkbloHa-Ouaopaiita (MAS, MIM 174800) BeI3BaH MOCT3UTOTHYECKUMHU
akTUBUpYIOIUMU MyTarusiMu B Gso-cyobenunnie G-6enkoB (koaumpyercss GNAS, MIM
139320), HeoOxomuMon I perenTop-cTuMyiaupoBaHHoro cuHTe3a NAM®. Comaruueckas
MyTalMs HPUBOAUT K MO3AaUYHOMY PpACHPENEICHUIO KIETOK, HECYIIMX KOHCTUTYLIMOHHO
AKTUBHYIO aJCHWILHKIA3HYIO JeATeNbHOCTh. [lopa’keHus KOCTHOW TKaHM BO3HUKAIOT M3-3a
HapylieHus JTuddepeHIUPOBKU MYJIbTUIIOTEHTHBIX CKEJIETHBIX CTBOJOBBIX KJIETOK, YTO
IPUBOAUT K aHOMAJILHOM CTPYKType KOCTHOM TKaHH, CKJIIOHHOHM K mepernomam, nedopManusM U
O0omm.3a0oneBaHne  XapaKTepuU3yeTcss KJIacCH4Yeckol Tpuamo  (puOpo3HOW  aucIIa3ud,
INUIMEHTalMed KOXKM U IPEeKIECBPEMEHHBIM IIOJIOBBIM CO3PEBAaHUEM, HO KIMHUYECKHU
HEOJHOPOAHO W OOBIYHO BKJIIOYAET TUMEPPYHKIMOHAIBHBIE SHJIOKPUHOINATHH, TaKHE Kak
TUPEOTOKCHUKO3, TUNO(HU3apHBII TUTaHTU3M M cUHApoM KyinuHra, BClieZCTBHE aBTOHOMHOM
TOPMOHAJIPHON THUNepnpoayKuuu. B owarax ¢uOpo3HON IucIIasuu HE3pEeIbIMH  KIIETKaMH-
IpEeIIIeCTBEHHUKAMH, U3MEHEHHBIMU 0CTe€001acTaMU U OCTEOLIUTaMU MOXKET CUHTE3UPOBATHCS
FGF23 (cBepxHOopMaTuBHasi NPOAYKIMS OONBIION Maccoil KJIETOK) C  pa3BUTHEM
runodocdaremun. Ilpu stom cpenu Oonee 250 myranmuit B rene GNAS OoNbUIMHCTBO
OOHapy>KeHbl y TMalHMEeHTOB C pe3ucTeHTHOoCThi0 K I[ITI (mceBmorumonapaTupeonu3M Uiu
HaciencTBeHHas ocreonuctpodus OnbpaiiTa, KOTOpass TMPOTEKAET C THUIIOKAIbIUEMHEH,
runepdocdaremueil, yMeHbIIEHUEM IOYEYHON OHKCKperuu ¢ocdaroB, BO3pacTaHUE YpPOBHS
apaTrOpMOHa, YBEJTMYEHUEM MApPKEPOB OCTOOJIACTHUECKONW M OCTEOKIACTHYECKONWM (YyHKIUU
(mwenounas ¢gocdaraza, OCTCOKAIbLUNH, OTHOLIEHHE THIPOKCUIIPOJIMH/KPEAaTUHUH). YPOBEHb 25-
TUAPOKCHBUTaMUHA J| HOpMaJIeH.

Cungpom Peiina (MIM 259775) wnmu cmeprenbHas OCTEOCKIEPOTHYECKas AWCILIA3US
KOCTEell — 3TO ayTOCOMHO-peLleCCUBHOE 3a00ieBaHue, BliepBble onrcaHHoe B 1989 roxy Raine et al.
3aboneBanue BbI3BaHO MyTauusiMu B reHe FAM20C u B OONBIIMHCTBE CIy4aeB SIBISETCS
neranbHbIM. FAM20C B OCHOBHOM 3KCIIpeCCHpYETCs B OcCTeoONacTax, OJOHTOONACTax M
amenoOnactax U sBisiercss HOBbIM peryisatopoM FGF23. FAM20C mMoxeT monaBisiTe BbIPaOOTKY
FGF23 3a cuer ycunenus sxcripeccun DMP1, 1 ero nHakTuBanus BbI3bIBacT cBsizaHHyro ¢ FGF23
runodocdaremuo 3a cuer cHwkeHus TpaHckpunimu DMPI1. Knununyeckue, 6uoxumudeckue u
peHTreHorpaguueckue  OCOOCHHOCTH  cuHApoMa  PeiiHa  cxomHbl ¢ X-CICTICHHBIM
runopochareMUIeCKUM pPaxUTOM, HO B OTIMYMEOT MOCIEAHEr0 OTMEYaloTcs IiepeOpaibHble

KEU'IBI_II/I(I)I/IKEU_[I/II/I " OCTCOMAJIALIMA, OKPYIKAKOIAsA JIAKYHBI OCTCOUTOB IIPpH OHOIICHUU KOCTH.
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I'mnogocharemuueckuii paxur, acCOIMUPOBAHHBIN c BPOKIEHHO
MHKPOBOPCHHYATOH aTpouei

J1eOroT 3a00eBaHus Ha IEPBOM MECSLE KU3HU C PBOTHI U MPOAOIKUTEILHON BOJSTHUCTON
JMaped, MOTepH JJEKTPOIMTOB, Jeruzaparauuu. Mopdoaorudecku oTmedaercs —arpodus
MHUKPOBOPCUHOK KHIIeUYHUKA. [Ipy CBETOBOM MHKPOCKOIIMU — OTCYTCTBHUE ILETOYHOM KAEMKH, a
0Py 2JIEKTPOHHOM MHKPOCKONIUUM — HEOOJBIIOE KOMUYECTBO PYIUMEHTApHBIX BOPCHUHOK,
MUKPOBOPCHHKH C BKJIIOUEHHMSMHU. B nanpHeiieM pa3BuBaroTCs NMpU3HaKu paxuta. JlaboparopHo
ompezensiercss runodocdaremus, Bo3pacTaHue ypoBHsA 1,25- guruapokcuButamuHa [l
TUIIEePKaIbLUYPUs, AaMUHOALUAYPHS, YBEIMUEHHE SKCKPELMH 2- MUKPOITIOOYIMHA. 3HaUUTEbHAa,
NPEBBIIAONIAs TOYEUHYI0, TIoTepsi GocharoB oTMeyasach ¢ KaJOBBIMH Maccamu. BbDKHBaHHE
[AIMEHTOB CTaJ0 BO3MOXKHBIM IIPH MCIIOJIb30BaHMM IIOJIHOTO NapeHTepaJibHOro nurtanus. Ha
HACTOALIMI MOMEHT B JIUTEpPAType MMEETCS HEMHOI'O ONMCAHMN JAHHOTO CTPajaHMsl, TOCKOJIBKY
paHbllle JAeTH Morudanu A0 pa3BUTHA KapTHUHbI paxuTa. V3yneueHue paxura JIOCTUTaeTCs
MOBBIIIEHHBIM ITapEHTEPaJIbHBIM BBeIeHHEM pocdaToB.

4. OHKOTeHHAasi 0CTeOMAJISAIUS

OHKOreHHast ocTeoMalsiiUg — MPUOOpPEeTeHHbI runodochareMUuecKuii CUHAPOM,
UMEIOIMH MHOro OoOWIero ¢ TreHeTHYecKUMU (opMamu TunodochaTeMuyeckoro paxura.
OOBIYHO BBI3BIBAETCS Pa3HOOOPA3HBIMU JOOPOKAUECTBEHHBIMM, IEPBUYHO ME3EHXUMAaJIbHBIMU
OITYXOJISIMH, KOTOPBIE CEKPETHPYIOT (PaKTOpbl, 0ObeauHsIEMble TEpMUHOM «pochoToHnHY. B
pe3yibTarte pa3BUBAETC paxuTONoo0HOe 3aboineBaHue 100 ocreoMassiuus. [lmoxoi poct
OIyXOJIel B KyJIbTYpe KJIETOK U 4acTas yrpara (ochop-uHIrHOupyromeil akTUBHOCTH 3aTPpyAHSET
uaeHTuukanmo «pocpopronnHa». Onun u3 «nogo3peaeMbix» — FGF23; Ha3biBaeTcs Takxke
MEPE (marpu4Hsblii BHEKIIETOUHBIH (pocdormukonporenn), Dentin matrix protein-1, osteopontin,
u Frizzled-related protein-4. Bo3MoXHO, YTO B pa3BUTHE CHHAPOMA BOBIICYCHO HECKOJIBKO
¢dakTopoB. Ilpu mnOAO3peHMHM Ha OHKOT€HHYIO OCTEOMAISLUI0 HEOOXOAMMO TpOBEACHUE
OOHapy)XeHHs OIyXOJIM NpPHU TOMOIIM COBPEMEHHBIX METOJOB BHU3YaJM3allUH C BBICOKOH
CTEMEHBIO Pa3pEIICHHs], YIUThIBAsI, YTO pa3Mep oyara MOXeT OBITh 10 -2 ¢M U pacrmoyiararbCs B
KOCTSIX CKeJleTa, B O0JaCTH HEBYCOB M MMEET Me3eHXHMMallbHOe MpoucxoxiaeHue. Hambonee
uH(pOpMaTUBHBIM MeTOoI0M nuarHoctuku ssisercs [19T ¢ 68Ga DOTA-TATE.

Y OonpHBIX ¢ X-CHEMJIEHHBIM TUNOPOCHATEeMUYECKUM pPAaXUTOM HE MOIYYEeHO
Bo3pactanue ypoBHs FGF23, onnako nonydena koppensiuus Mexay yposHeM (ocdopa u FGF23
kpoBu. Ilokazano, uro PTHrp sBnsercs cyOctpatrom PHEX u ocreokanbuuH, nupodocdar,

Heopranuueckuit pocdop narubupyror akrusHocth PHEX.
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Jleyenue

He3aBucuMO  OT  KOHKPETHOTO  TEHETHYeCKOro  nedexra,  Tepamus  Bcex
runogocdareMUIECKUX COCTOSHUH, accounupoBanHbix ¢ FGF 23, mpoBonuTcst onnHaKoBo.

Koppekuus Bcex aHoMalnii, 3a MCKJIFOYEHUEM MOBBILIEHHOM noTepu GochaToB B MOYKaX,
JIOCTUTAaeTCsl AONOIHUTENbHBIM epopalibHbIM ITpueMoM (ocdatoB (1-2 r/cyTku a1l B3pOCIbIX,
20-60 wmr/kr/cyrku (0,7-2,0 MMonb/Kr) it eTel, pasaeneHHble Ha 3—5 npuemo). Docdarsr
OpU OTCYTCTBHH B JIOCTyIE O(UIIMHAIBHBIX IMPENapaToB MOTYT ObITh HAa3HAYCHBI B BHJE TaK
HaszpiBaemoro «Joulie’s solution»: 136 r nByxocHoBHOTO (ocdara Harpusa, 58,8 r GochopHOH
kuciaorel U 1000 My gUCTWILTMPOBAHHOW BOAbI, 1 Mi 3Toro pactBopa comepxut 30,4 mr
anmemeHTHoro Qocdara (Bhatia V, et. al., 2013). [lo3a moBbIMAaeTCs IMOCTENEHHO, MPU
BO3HHKHOBEHUH TaCTPOMHTECTHHAJIBHBIX MPOOJIEM CIEAYyeT YMEHBUIMTH T03Y WM YBEITUYUTh
KpaTHOCTb BBEJCHHUS Ipenapara. B ganpHeiieM noakio4aoT BUTaMUH [ B BBICOKHX /103aX (OT
20000-30000 ME B cyTku), ogHako 0ojee MpeArnouTUTENbHBIM SBISETCS Ha3HAYCHHE aKTUBHBIX
meTabommutoB — Kanbsiurpuona (Pokansrpona) B HadanbHOH 03¢ 20-30 (50) Hr/kr/cyTKH, THO0
anbdakanprmnon 40—-60 Hr/kr. [Ipu HEOOXOOMMOCTH /1032 KAJIBIUTPUOIIA MTOBBIIIACTCS (HE paHee
yeM uepe3 4 Henelu OT Hayaja JIEYEHUS) Ha 5 HI/KI/CYTKHM, MaKCHMallbHas J03MPOBKa
cocraBisier 65—70 Hr/kr/cyTku. BedepHssi n03a KaJdbLMTPHONA JOJDKHA OBITH BBIIIE, YTOOBI
MIOAABIIATH MOBBIIICHHYIO CEKPEIHIO MapaTropMoHa HOubl0. OCHOBHOM LENBIO JICYCHHUS SBISIETCS
JOCTH)KEHUE HU3KOHOPMAIILHOTO YpOBHS (hocdara B CHIBOPOTKE U BHICOKOHOPMAJILHOTO YPOBHS
11e704HOM (hocdarasbl B CHIBOPOTKE.

OcnoXXHEeHHEeM TepanuM SBJISIETCS TUIEepKaTbLIUEMUs], TUIIEPKATIbIYPUS C BO3MOXKHBIM
pa3BuTHEM He(dpoKalblIMHO3a, BTOpUYHBIM runepraparupeongusM (A.S. Alizadeh Naderi,
R.F.Reilly, 2010; T.O.Carpenter, et al., 2011). ITauuents! ¢ X-cuemieHHoi runodocharemucii
NOABEP)KEHbl PUCKY KaK BTOPUYHOIO, TaK M TPETUYHOro (TUIEPKAJIbIIMEMUYECKOTO)
runeprnaparupeosa (dame y B3pocibix, DeLacey, etal., 2019). T'mmepmaparupeo3 MoxeT
CIOCOOCTBOBaTh PA3BUTHIO TMOYEYHOKAMEHHOW OOJIE3HHM, XPOHHYECKOH OOJIe3HHM IOYeK |
runepronun (U.S.Alon, et al., 2003), a Takke TpeOyeT Tepanuu LHUHAKAJIbIETOM U BO3MOXXHO
naparupeouadeToMu. Cpenn MOYEUYHBIX MPOSIBICHUM BCTpedanach TakKe DIIOKO3YpHs, HpU
9TOM Yy HAIMEHTOB C IIIOKO3ypuel ypoBeHb peabcopOiuu gochatoB Hike. C 1esbl0 paHHETO
BBISIBIICHHSI TIEPEAO3UPOBKH MPOBOAMUTCS €KEHEESIbHBII MOHUTOPUHT YPOBHSI CBIBOPOTOYHOTO
docdopa u kaibIus, YpoBHS Kanbliug U (ochopa MOUM Kak MHUHMMYM TepBble 2—3 mecsua
tepanuu. OIeHUBAETCS TaK)Ke COOTHOIICHUE KaJIbIIUI/KpeaTUHUH MOYH, MPU €T0 MPEBBIIICHUN
6onee uem 0,25:1 Bo3pacraer puck HedpokaablMHO3a, YpoBeHb Bbime 0,4:1 omacen u Tpebyer
CHIDKEHUS JI03bl KaJdbLUUTPHONA. PUCK OCIIO)KHEHMH BO3pACTaeT IPU arpecCUBHOM Tepanuu

docdaramu ¢ 1ENbIO MOJIHOCTHIO HOPMAINU30BaTh YpoBeHb (hochaToB kpoBu. OnHAKO JaHHAS

58



Tepanus, KpoMe OCIIO)KHEHUH, MOXET ObITh MPOCTO HeynoOHa [Is MalueHTa B CBSI3U C
HEOOXO0IMMOCTBIO YacToro npuema ¢Gocharos, pa3BUTHEM Ha 3TOM (OHE KENyITOYHO-KUIIECYHBIX
pacCTpONCTB.

B 2018 rogy FDA u EBporelickoe areHTCTBO IO JIEKAPCTBEHHBIM CPEICTBaM OJ100pHIIN
MPUHIIMIIAAIBLHO HOBBIM Mpenapar AJis JiedeHus X- cBA3aHHOW runodocdareMun — Oypocymad
(Burosumab) — moJHOCTRIO 4YeOBEYECKOE MOHOKJIOHAIbHOE aHTUTeNo mnpotuB FGF23.
[Ipenapar HOpMaIM30Baj KOHLEHTPAIIMH CHIBOPOTOYHOTO (hocdopa, YMEHbBIIAT TSHKECTh PaxHUTa
U yaydman pocT u (usmdeckoe QyHkuuoHupoBanue. [Ipemapar MokeT ObITH Ha3HA4YeH B
BO3pacTe crapiiie roja B crapToBoii 1o3e 0,4 MI/Kr KaXKible BE HEACNIHU MOJIKOKHO. YBEIHUEeHUE
1036l mpom3BoauTcs Ha 0,4 MI/Kr 110 JOCTMXKEHHMS HHKHEHOPMAJIBHOTO YpoBHs (ocdara
ceIBOpoTKe Haromak. CpemHsisi TeparneBTudeckas no3a cocrasiser 0,8—1,2 Mr/kr xaxuable JBe
HE/IeNU MOJKOXKHO, MakcumanbHas — 2,0 M/kr maccel Tena (90 mr/cyr). Ilpenapar He ciemgyer
coyerarh ¢ gotamueil gocdaroB. OcnoxxkHeHue tepanuu — runepdocdaremusi, Tpedyromas
BPEMEHHOW OTMEHBI TEpalmuk C BO30OHOBICHHEM B TIIOJIOBHHHOW [103€ TIpU Pa3BUTUHU
runopocaremMur. Y TAIMEHTOB C OHKOTGHHOHW OCTEOMASIIMEH pPe3yJabTaThl JICUCHUS
OypocymaboM Xyke U BO3MOXKHO, UM TpeOyroTcst 6oJiee BBICOKHE 03bI Tipernapara (Hartley 1. et
al., 2021). B wHactosiiiiee BpeMsi HESCHBI OTAajeHHbIe 3()GEKThl OT JeYeHUs: OypocymaboMm.
OpHako Tpu TNpUMEHEHWUH Oypocymaba y [eTeil MOJy4eHO BIHMSHHE Ha COCTaB Tena:
yMEHbIIICHHE JKUPOBOU U yBeJIMYeHUE Mbliiednoi Maccel (A Brener, Y Lebenthal et al., 2021).

Bropoii BO3MOXHOW JHMHHMEH NATOT€HETUYECKON Tepanmuu SIBISETCSd MNPUMEHEHUE
UHIHOUTOPOB perientopa K (akropy pocra ¢pubdpodmactos-23 (Wohrle S, et. al.,2013), onnako B
JOCTYITHOW JINTEpAType 3a MOCIEAHUE S5 JIET OTCYTCTBYIOT YIIOMUHAHHS O IPUMEHEHUH TaHHON
TPYIIIBI IPETapaToB y YeI0BEKa MO MOBOLY PaxuTa.

YuuteiBas, 4To AeTH ¢ TUNO(GOChHATEeMUUECKUM PaXUTOM OTIHYAIOTCS HU3KUM POCTOM, B
CXeMy Tepanmuu MOXKET OBITh BKIIOUEH TOPMOH pocTa (MAIllMeHTaM C OTKPBITBIMU 30HAMH POCTA)
npu yciaoBuH xopoiiero KoHTpoist ypoBHs IITI u menounoit pocdarazsl. OqHako npuMeHeHue
TOPMOHA POCTa HE TPUBEJIO IO JTaHHBIM PAHIOMHU3UPOBAHHBIX UCCIIEIOBAHHUN K CYIIIECTBEHHOMY
YIIYYIIEHHIO POCTOBOTO MTPOrHO3a M YPEBATO YCUIICHUEM UMEIOLUXCS 1eopMaluii CKeeTa.

IIpu HeoOxoguMocTH JeTAM ¢ TrUNopochareMUUecKUM pPaxUTOM  MPOBOIUTCS
OpPTONETNYECKOE JICUCHNE, CPOKH MPOBEIECHNUS KOTOPOTO TUCKYTHPYIOTCS B CBSI3U C BOSMOYKHBIM
peuuanBoM JeopMalliii P BHIMOJHEHUH OIEpaliii 10 OKOH4YaHus aktuBHOro pocra (Gizard
A, et al, 2017). B 20062007 rr. PM. Stevens mnpemioxui MaJTOWHBA3UBHYIO METOIHMKY
BpeMEeHHOTO Temudnuduseone3a (temporary hemiepiphysiodesis). IToT MeToq OCHOBaH Ha
BPEMEHHOM OJIOKHPOBAaHHH YacTH 30HBI POCTAa KOCTH IJIACTUHOW C JBYMSI BHHTaMH, KOTOPYIO

YCTaHABIMBAIOT HKCTPANIEPUOCTAILHO HAa YpPOBHE SNU(HU3APHON IJIACTUHKU OINpEAEIEHHOTO
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CerMeHTa. DTO TPUBOJUT K ACCHMETPUYHOMY DPOCTY CETMEHTa KOHEYHOCTH M IOCTETIEHHOU
Koppekiuu aedopmaiui, Tak Ha3bIBAEMOMY YyIpaBJIseMOMY pocTy. JlaHHAs METOIUKA MOXKET
OBITh MPUMEHEHA JI0 3aKPBITUS 30H POCTA M IIPH YCIOBUU XOPOIIETO META0OIHMUECKOTO KOHTPOJIS
namnuenta (Kopxx H. A., ¢ coaBrt., 2013). B ciryuae mo3aHero Hayajia Teparuy mepe 3aKphITHEM
30H pocTa OOJBHOMY TIIOKa3aHO BBITIOJHEHUE TPAJAUIMOHHOTO OPTOMEANYESCKOTO JICUCHHUS
(ocreoromun) (Horn A, et al., 2010).

PaboThl MO TEHOKOPPEKIMH [JAaHHOTO 3a00JieBaHMs Ha >KUBOTHBIX MOJCIAX JIajIH
POTHBOPEYNBLIE pe3yiabrarhl. Miyamura et al., Shih et al. coo6maror 06 ycnexax, apyrue (Liu
et al.) — o meymaue.

B Hacrosiiiee Bpemst B MHTepHeTe co3laHa ceTh, OOBEAMHSONMAS OOJIBHBIX C

runodocdareMuIeckuM paxuToM U uxX poauteneir www.xlhnetwork.org.

JAucnancepuzanus

OneHka JTMHEWHOTO pocTa M HAJIMYME CUMIITOMOB PaxHTa, YPOBHS Kaiblus, ¢hocdaros,
MapaTUPEONJTHOTO TOPMOHA,IIeN09HON (ocdara3el, kpearnanHa kKpoBu, CK® u xanpimypun
MIPOBOAMUTCS €KEKBAPTAIBbHO, OCMOTP CTOMATOJIOra — KaXK/ble Moyroaa, oproneaa u ¥Y3U noyek
— exerogHo. C Bo3pacta 8 yer — oueHka ciyxa. [IOBTOpHOE pPEHTI€HOIOTHYECKOe
UCCIIEZIOBAHUE MPOBOAUTCS TPU JOKATU30BAHHBIX CTOMKUX OONSAX B KOCTSX, OTCYTCTBUH
MOJIOKUTEIIBHOTO 3(PdeKTa OT Teparnuu, HU3KOPOCIOCTH (OIeHKa KOCTHOTO BO3pacTa), a TakkKe

IIPY TUIAHUPOBAHUU XUPYPTUYECKOTO JICUCHUS.

I'mnogocdaremunyeckue CHHAPOMBI, He accounnpoBanubie ¢ FGF 23

Bpo:xkaenHnslil runogochareMHyeCKuil paxXuT ¢ rUNepKaIbUuypuei

BriepBble ommcaH B MHOpenHON OeqyMHCKON ceMbe, BIOCIEICTBUM OMMCAHBI TaK XKe
criopaguyeckue ciydan. YacTb 4jeHOB OELyMHCKHMX ceMeil MMena TOJbKO T'MIIEpPKabLUYPHIO,
IPEINoaarajoch, 4To 3THU JIMIA — TETEPO3UrOThl, @ JETH C PaXUTOM — TOMO3HIoThl. IlyTh
HacJIeJIOBaHUs — ayTOCOMHO-penieccuBHbI. Yactora 3a0oneBanus — meHee 1 Ha 1000000.

JTHONATOIeHE3

BebiBaercss mHaktuBHpyrommMmu MyTtanusmu  (6onee 30) B rene SLC34A3 (marpwmii-

docdarroro ko-rpancnoprepa NaPi-2¢). Myraiusi puBOAUT K TOBBIIIEHHON moTepe Gocdaros ¢
MOYOM, pa3BUTHIO TUTIOGOCHATEMHH, KOTOPAst CIIOCOOCTBYET CUHTE3Y 1,25- MUTHAPOKCHBUTAMIHA
J1. Kanpuutpuon BbI3bIBAaCT yBelWYeHHE aOCOPOIUM KalbIUs B KUIIEYHHUKE, MOJABISIET CUHTE3
[aparropMoHa, 4YTO CIIOCOOCTBYET pa3sBUTUIO THIEPKAIbLUUYPUH U He(ppoKaIbIMHO3a. Y
MAIMEHTOB C TeTepOo3uroTHEIMUA MyTarusMu SLC34A3 MoxkeT HaOIIOMaThCS TTOBBIIIEHHAS TTOTEPS
docdaroB, nerkas runodocharemusi, yBenumueHue 1,25-guruapokcuButamuHa  J[  w

TUIICPKAJIbIHUYPUL 0e3 MeTa00IMYECKOrO 3a00J1CBaHUs KOCTCﬁ, qTo YKa3bIBaCT Ha
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TarIOMHAYIIUPOBAHHOCTb. YXY/IIEHWE COCTOSHHUS HACTYMAaeT NpU SK30T€HHOM MOCTYIJICHUU
BuTamuHa J| (mpu Havaje MpOPUIAKTUKK paxuTa y TPYIHBIX JeTed, y OepeMEHHBIX KCHIIUH B
CBSI3M C TOBBIIICHHEM CHHTE3a KaJbIUTPHUOJIA B MOYKAX MarepH, a TaKKe C MOSBICHUEM €ro
BHEMOYEYHOTO0 CHHTE3a B IUIAalleHTe, IpH Ha3HaYeHUW BuUTamMuHa JI C 1enblo  JedeHus
PaxXUTHUECKUX MPOSIBIICHUH 0€3 YyTOUHEHUS TeHe3a paxuTa).

Kiaunnyecku y G0JIbHBIX HAOMIONAIOTCS 00N B KOCTSIX, MBILIEYHAs cI1a00CTh, 3a/1epiKKa
pocTa, paxuT ¢ OCTeoOMasIued, He(hPOKaIbIIMHO3.

HpI/I OHMOXHMMHYECKOM HUCCICAOBaHNN MOXXHO BbISIBUTH:

e [wunodocdaremMuto, BBI3BAHHYI0  YMCHBIICHHEM  IIOYCYHOM  peabcopOIuu

Heopranuyeckoro ocgara
® |loBBIICHHBIN YPOBEHDb KAJIBLIUTPUOIIA
¢ [unepkanbLUYpHIO

e HopMmanbHblii ypOBEHb MapaTropMOHa, MOATBEPKIAIONIMM, YTO BBICOKHI YpOBEHBb
KaJ'II)LII/ITpOJIa ABIIACTCA HOpMaJII)HBIM OTBCTOM Ha I‘I/IHO(l)OCCpaTeMI/IIO.

Jleuenue

[TepopansHo Qocdarel, AUeTa ¢ HU3KUM COJACPKAHMEM HATPUs M TUIpaTaius.

Haznauenus KaJIbIUTPHOJIa U HHBIX IIPCIIapaTOB BUTAMHHA l[ IIPOTHUBOIIOKAa3aHO.

I'unodocharemuyeckue paxuTbl ¢ MOYEHYHOKAMEHHON 00JIE3HBI0 M OCTEONOPO30M
tuna 1 SLC34A1 xomupyer NaPi-2a, BTOpoil TpacmopTep, WrparolIil BaXKHYIO pOJb B
peabcopbinu docdara U3 MPOKCUMAIBLHBIX KaHAIbIEB. AKTUBHOCTh TPAHCIIOPTA TOAABIISETCS
naparropMmoHoM u FGF23. Wuaktusupyromme myranum B SLC34A1 MoryTr BbI3BIBaTh TpU
pasnn4HbIX 3a0oneBaHMsA: runopochareMUueckuil paxuT ¢ HEPPOIUTHA30M M OCTEONOPO30M
tuna 1 (NPHLOP1, MIM 612286), penoryOynspHslii cunapom ®ankonu tuna 2 (FRTS2, MIM
613388) 1 nHpAHTUIIBHYIO TUIIEPKATILLIUEMUIO TUIIA 2.

OCHOBHBIM B TMaTOreHe3e BceX Tpex 3a0oJeBaHMN SBIISETCS IOBBILICHHAS IOTEPs
¢docdaroB BcaeacTBue MHaKTHUBaUMU (pocdarHoro korpancnoprepa NaPi-2a B MpoKCHMalIbHBIX
KaHajiblax. Mx creayer paccMarpuBaTh Kak OAHO 3a00JI€BaHUE C PA3IMYHBIMU KIMHUYECKUMHU
IPOSIBJICHUSIMH, BEPOATHO, BBI3BAHHBIMU pa3IMUMAMU B MyTalusx. MeXaHW3M IOYEYHON
TyOyJ0IaTuy B HACTOSAIIEE BPEMs HESICEH.

IIpu rumodocdaremuyeckoM paxure ¢ HEPPOIUTHA30M U OCTEONOpo30oM THHa 1
nperoaraeTcsi ayrToCOMHO-IOMHHaHTHOe HacienoBanue (Thakur M., 2019). Cayugan,
BbI3BaHHbIE reTepo3uroTHeIMU MyTanusMu SLC34A1, BeposSTHO, IPEACTABISIOT Oosiee MATKUN
(deHoTHI, XapaKTepU3YIOLIMIics TMOBBIIIEHHOW moTepei (QocdaroB, TrunepkaIbIuypuei,

0CTEONOPO30M M HE(YPOIUTHAZOM Y B3POCIBIX.

61



JlaGopaTtopHbie pe3y/IbTaThl BKIIOYAOT:

runogocdareMuio

e TUNEPKAJIBIUEMHUIO

e  TOBBIICHHUE YPOBHA KaIbIUTPHOIA

e  CHI)XXCHHE YPOBHS I1apaTrOPMOHA B CHIBOPOTKE

e  TUNEPKAIBIUYPHUIO H HE(HPOKATHIIMHO3.

[lepBoHAYaTBbHBIMU NAIIMEHTAMH C PEHOTYOYISAPHBIM CHHAPOMOM DaHKOHM THIA 2 ObLTH
B3pOCible C KIMHUYECKUMHU IpU3HakaMu ¢ocdaTrypuu M HapylleHus peadcopOuuu Apyrux
Ipyrux BemiecTB (0e3 morepu OukapOOHAaTa) W 3HAYMTEIBHBIM YBEJIMYCHHUEM YPOBHS
1,25-nurnapoxkcuButamMunaa J{, 4TO MPUBOAMIIO K CEPbE3HBIM JedopManusM cKelera (paxuT y
JeTeid W OCTEOMAJIMS y B3POCHBIX), OOJIIM B KOCTSIX, BBIPQKEHHOW T'HIIEPKAIbLUYPHH,
[JIFOKO3yPHH, T€HEpaIM30BaHHON aMUHOAIMIYPUH U KaHAJIbLIEBOM NPOTEeMHYpUH O€3 MOYeuHOro
KaHaJIbLIEBOTO allu03a.

WNudantunsaas THITEPKATBIIHEMUS TUTA 2 XapaKTepU3yeTCs TSDKEIION
TUIIEPKAJIbLIMEMUEH C 3aJEpKKOM pa3BUTHA, PBOTOM, JETHApaTaliMel W MELy/UIAPHBIM
HeppokaipLmHO30M. JlaGoparopHble aaHHble BKItouaroT cHumxkeHue TRP, runodocdaremuro,
TUIEPKAJIbIUEMHIO, — MOBbIIeHUe  1,25-nmuruapokcuBuramMuHa J[, mopaBieHue cHUHTE3a
[apaTUPEOUTHOTO TOPMOHA, THUIEPKAIBIUYPUIO, HEPPOKAIBLIWHO3, THUIEPYPUKOZYPHIO U
HU3KOMOJICKYJSIPHYIO POTEHHYPHIO.

JleueHne Takoe Ke, KaK BpPOXKICHHOIO TIHUNopoc(areMUYEeCKoro paxura ¢
TUIEepKaJIbIUYypUEH.

JloTtanus nepopanbHoro ocdara npuBeaeT K yMEHbIIEHUIO OOJIH B KOCTSX, YBEIMYEHHUIO
MBIIIEYHON CHJIBI M YMEHBIICHHIO PEHTTEHOJIOTUYECKUX MPHU3HAKOB PaxHTa, C HOpMaJH3aluen
9KCKPELUHU KaJIbLUS ¢ MOYOM M 3HAYUTENIbHBIM CHIDKeHHEM 1,25-nurunpokcuButamuna . Tem
HE MEHee, CKOPOCTb KIIyOOUKOBOM (HIIBTpaAIiMM, YPOBEHb MOYEBOM KHUCIOTHI B CHIBOPOTKE KPOBHU

N CKOPOCTB BBIBCACHUA C MOYOM TJIFOKO3BbI, OcKa M1 aMHHOKHCIIOT OCTaHyTCA HCU3MCHHLIMU.

I'mnodocharemuyeckue paxutbl ¢ MOYeYHOKAMEHHOI 00JIe3HBI0 U 0CTEONOPO30M
Tun 2 (sedponurnaz/ocreonopos, runodocparemuueckuii, Tun 2, NPHLOP2, MIM 612287)
SBIISICTCS AyTOCOMHO-IOMHHAHTHBIM 3a0osieBaHHEM, BbI3bIBaeMbIM MyTanusmMu B SLCIA3RI1
(MLCOAI1R). On xomupyer NHERFI1, Oenok-amanTep, KOTOPBIM pEryIHpyeT HECKOJIBKO
peuenTopoB, cBszaHHbIX ¢ (G-OenkoMm, Bkitouas PTHIR. Myranun B NHERFI1 npuomsar k
cHIDKeHHI0 dKkcrpeccun NaPi2a u runodocdaremun u3-3a MOBBIMIEHHONW HoTepu ¢ocdaToB B

IIOYCYHBIX KaHaAJIbIIaX.
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XapakTepHble KIMHUYECKUE NPU3HAKU BKIIFOYAOT:

® runodocdaremMuio

®  TUINEPKATBIHEMHUIO

®  [IOBBIIIEHHBIE CHIBOPOTOYHBIE YPOBHHU 1,25 uruapokcuxonexansuudepoa
®  TUNEPKAIBILHYPUIO

e cumxkenne TRP wim auskoe 3Hauenne TmP / GFR u nedponurtnas

®  ChIBOPOTOYHBIE ypoBHU naparropmona u FGF23 B Hopme.

® (OcteomneHus ObLIa MPOJEMOHCTpHpOBaHa y narueHToB ¢ myTtanusmu NHERF1, xors

0 paxure elie He COOOIIAN0Ch, 4YT0, BEPOATHO, OTpaxkaeT 0ojiee MIATKU PeHOTHII.

boae3sns Jenta THm 1 (MIM 300009, Ttakxe wu3BecTHas Kak X-CLEIJICHHBIN
HeponuTnaz, X-cuermieHHbli HedponuTruas tuna 2 (NPHL2), X-cuenneHHbIH pereccuBHBIN
He(ppOJIUTHA3 C MOYEUHOW HEJAOCTAaTOYHOCThIO WJIM X PELEeCCUBHBbIA HepponuTHas l-ro Tuma
(NPHL1), MIM 310468) — »st10 X-CIEMJICHHOE pEIECCUBHOE 3a00JICBaHUE, BHI3BAHHOE
mytauusimMu B reHe CLCNS. OHo xapakrepusyeTcsi JTUCQYHKIIMEN NPOKCUMAJIbHBIX KaHAJIbLIEB
BcieAcTBUM  motepu  QyHkuuu  Oenka  CIC-5: Hu3KoMounlekynspHass — HpPOTEUHYpPHS,
TUIEPKAJIbLUYpUS, TIIOKO3ypus, (ocdarypusi, aMHMHOALMIYpHs, YPUKO3Yypus, IeMarypus Hu
HedpokaneimHo3. Y 30-80% TamMeHTOB MOXET pa3BUTHCS XPOHWYECKas OOJE3Hb ITOYEK.
Omnwucano 6omnee 250 pasnuunbix myrauuii CLCNS. Hannume runmodocdareMuueckoro paxura
npu 6oneznu [lenta Bapbupyerca ot 30-50% y nanmentoB u3 CHIA u BenukoOputanuu ao
pPEeIKHX CllydyaeB y SMOHCKHMX MalueHToB. B ocHoBe martoreHeza Oone3Hu JleHTa nexur
TEeHETUYECKOE JIETEPMUHHUPOBAHHOE HApyIIEHUWE TPaHCIOpPTa B KJETKaX MPOKCHUMAIbHBIX
KaHaJIbIIEB, COMIPOBOXK/IAEMOE MOTEPEN MerajnHa U KyOUJIMHA B allMKaJIbHOM IIETOYHOM KaeMKe,
Je(eKTOM aruKalIbHOIO YHI0IMTO3a anbOymuHa. Knunnueckue npossienus u myrauun CLCNS
SIBJISIFOTCSI T€TEPOr€HHBIMU, U MEKIY T€HOTUIIOM U ()EHOTHUIIOM HET KOPPEIALUH.

Boue3nb Jdenta Tun 2 (MIM 300555, unu cunapom Jloy unm okynouepeOpopeHaIbHbIN
cugapom, MIM 309000) Takxke sBisercd X-CHEIJIEHHBIM pPELECCUBHBIM 3a00J€BaHUEM,
BBI3BaHHBIM HOHCEHC uiH cton myTanusmu B reHe OCRL (MIM 300535), koTopslii kogupyeT
docharuannnosuton-4,5-6udocdar-5-pocdarasy. B pe3yabrare pa3BHUBaeTCs
HEOCTAaTOYHOCTh  QocdaruaminHo3uTon-4,5-6udocdara,  ABISAIOMIETOCS  KPUTUYECKUM
MeTaboIUTOM, BOBJIEUEHHBIM B BE3UKYJISIPHBIN TpaHcmopT B KoMmiuiekce [onbmxku. Bo3moxHo,
4TO HEJNOCTaToK (ocaruauIuHO3UTON-4,5-0uocara MoXKeT BIMATH Ha AKTHHOBBIN
IIUTOCKEJIET U Jajiee Ha (OPMHUPOBAHUE M TOAJIEPKAHME MEXKKJIETOUHBIX B3aUMOACHUCTBUI.

XpoHuyeckasi odeyHasi norepsi OMkapOOHAaTOB y MAlMEHTOB C HapYHIEHUSIMH MeTaboau3Ma
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uHo3uTONPocPara MOKeT ObITh MPUYMHOW rumnepnaparupouguzMa. KimHudeckue mpu3HAKU
cxomHbI ¢ 6one3nbto [enra 1, u ans ux auddepeHnnanibHOro AMarno3a TpedyeTcs: TeHeTUYe CKoe
tectupoBanue. CymecTByeT mUpokuil ¢eHotunuyeckuit crekrp myrauuid OCRL, u Gone3nn
Jenta Tun 2 MoxeT ObITh JIETKUM BapuaHTOM CUHApoma JIoy, ¢ HOpMaJbHBIM MHTEIJIEKTOM U
OOJIBIIIEH MPONOJDKUTEILHOCTRI0 XKU3HM OonbHBIX (Foreman J.W. 1987). Cungpom Jloy
XapakTepU3yeTcsl  KarapakTol,  NIAyKOMOW,  yYMCTBEHHOM  OTCTQJOCTBIO,  PaxUTOM,
aMUHOALUYypUEH, TPOTEHHYpHeH, ¢ocdarypueii, HEemonmHou peabcopOuueli OWkKapOOHATOB,
TyOYJIIpHBIM aI1030M, CUHAPOMOM (DaHKOHM M XPOHUYECKOW MOYEYHOW HEJAO0CTATOYHOCTHIO.
Moryt HabmonaThCsi CKEJETHbIE AHOMAJIHMM, BKIIOYas OCTEOAPTPUT, KH(PO3, CKOJIHUO3 U
MHOXECTBEHHYIO apTpomnartuio. Y 50% mnamueHToB oTMmedarorcs cynoporu. [IpubnusurensHo B
50-60% cnygaeB 6onesznu Jlenra umerorcst myrammu CLCNS, B 15-20% - myranuu OCRL, a B
OCTAJIbHBIX CIy4asiX U3BECTHBIX MYyTalllil HE 0OHAPYKEHO.

Jleuenune. CBOEBpEMEHHO Hauaras JAMETa C OTPAHWYEHUEM TaJlakTO3bl M HATpHsl s
CHIDKEHHSI SKCKPEIUH KaIbLUsA C MOUYOH, Tepamusi cuHapoMa DaHKOHM M paxuTa, YaydIIaroT
coctosiHMe OonbHbIX. MeTtabonuueckuii auugo3 koppurupytor 2 wim 4% pacTBOpoM
OukapOoHara HaTpusi 5 MI/KT B CyTku wiM u3 pacueta BE(-)x1/3 maccel Tenma B CyTku,
pasneneHHbIM Ha 4 mpuema. BoiabHBIM Takke HEOOXOAMM MpPHUEM IHUTPATHBIX CMECeH, 4TO
MIO3BOJISIET CHU3UTH 103y OnkapOonara Harpus. O0s3arenbHo npuMeHstoT GpocdarHbiii Oydep mo
MIPOMUCH: TByOCHOBHOU (ocdar Harpus — 136 v/ u dochopras kuciora 58,8 r/m (pacTBop
Xonn) nnu B Bune cmecu Onbpaiira. [lanmeHTs 00BIYHO XOPOIIO PearupyroT Ha MepopabHbIe
docharel st nedeHuss runopocdaremun. Kpome TOro, HEKOTOPHIM MALMEHTaM MOXKET
oTpeOOBaThCS KAIBIUTPUOI, HO €ro CJEIyeT HCIOIb30BaTh OCTOPOXKHO, TaK KaK OH MOXKET
YBEITUYUTH IKCKPEIHIO KAJBIHSI C MOYOM.

Xupyprudyeckoe Je4eHHe MpeycMaTpuBaeT SKCTPAKIMIO KaTapaKkThl 1 TOHUOTOMUIO TPU
IJ1ayKOMe, HO BO3MOYKHBI PEIU/INBbI KaTapaKThl.

GO D DOCHOMEOS M - 3- <1261 anbnenucn®  BOCCTAHABIMBAET
OpraHM3alMI0 aKTHMHA W YyayyliaeT (YHKIMIO TNPOKCHUMAJIbHBIX KaHaJbLIEB In Vitro M Ha

MBILIMHOM Monenu cunapoma Jloy u 6onesnu Jlenta (Berquez M, et al. 2020).

C. Hble reHeTH4YeCKUE MPUYHHBI

IloyeuHnblii TYOYIsIPHBIM aLUA03
TepMuH npuMeHUM K TpyIIe TPaHCHOPTHBIX AedekToB peabcopOunu OukapOOHATOB
(HCOz3") n/unm sxckpennu Bogopoaubix noHoB (HY). D1o cocrosiHue BriepBble OBLIO ONMUCAHO B
1935 rony, ero cBs3b ¢ MOpaKEHUEM MOYEUHBIX KaHAJbIEB ObUIa MoATBepkAeHa B 1946 rony, u

UMEHYETCsl IOYEUHBIM TYOYsIpHBIM aruio3oM ¢ 1951 roza.
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ITHONMAaTOreHe3

Jlns  3aboneBaHMs  XapakTepHa HOpPMalbHas  IJIOMEPYIsIpHas  (GUIbTpanus
MeTabOMYECKUI ali/103, COMPOBOKIAOIINICS THIIEPXJIOPEMHUCH U HOPMAIbHBIM ILJIa3MEHHBIM
conepskanuem annonoB. Albright et al. 1946, nokasan, 4To MeTabOIMYCCKUI AlM/I03 MPUBOIUT K
TMIIEPKAIBLUYPUU U IOCIEAYIOIEMY OTPHIATEILHOMY OalaHCy KalblMs, He(PPOKaIbLUHO3Y,
YPOJIMTHA3Y, OCTCOMAJSIMHA M IO3JHEMY paxuTy. AIMI03 TaK K€ YCHIMBACT (YHKIHIO
OCTEOKJIACTOB U MHTHOUPYET 0CTE00IACTHI.

[ToveuHblii KUCIOTHO-OCHOBHOM TIOMEOCTa3 MOXKHO pasfeiuTh Ha 2 Ipolecca:
peabcopiuo OMKapOOHATOB, UMEIOLIYIO MECTO MPEUMMYILIECTBEHHO B IPOKCUMAIbHBIX H3BHTHIX

KaHaJIblIaX WU SKCKPCIHIO CBA3AHHBIX KUCJIOT NPCUMYIICCTBCHHO B JUCTAJIbHBIX KaHAJIbIAX.

Lemen PROXIMAL TUBULE  gjopg
HCO,; Na* Na*
\.'/' H* A HCOy

H,CO, H,C0, i

1]
‘/Kil.."-' [ ] K+-||-'t-—
i K+

Hy0 €O, ——= GO, H,0
MarCt -
@ H,0 12

OcHoBHBIE mponecCChl, IMPOUCXOAAINIHNE B IIPOKCUMAJIbHBIX HM3BUTBIX KaHaJIbLax,

BKJTIOUAIOT CEKPEIHI0 BOAOPOIHBIX HOHOB 4epe3 JIIOMUHAIBHYIO MeMOpaHy crenu(puieckum
Na'- H* noHoOOMEHHHKOM K TpaHCIIOPT OMKapOOHATOB uepe3 6a3osarepaibHyo MeMOpany Na*-
HCO3 korpancnoprepom (NBC-1). VYrompnas kuciora (H2CO3) oOpasyercs B KieTkax
THIIpaTalell YIIIEKHUCIIOTO Ta3a, peakius KaTalu3upyeTcss pacTBOPUMON IMTOIIa3MaTHIECKON
kapOoaHTHpa3oi. [lamee yroapHast KHCIOTa HOHU3UPYETCS U BOAOPOIHBIA MOH CEKPETHUPYETCS
yepes JIIOMUHAIBHYI0 MeMOpaHy B oOMeH Ha Na' B mpocBeT KaHanba. [Iporecc cTuMyaupyercs
BHYTPUKIIETOYHBIM allUI030M M WHTHOUPYETCs] BBHICOKMMH KOHIIGHTpalMsIMH amuiopuaa. B
KaHaJblle BOJOPOJHBIM MOH coequHseTcsl ¢ OMkapOoHaTaMM U 00pa3zyeT YroJbHYIO KHCIOTY,
JTUCCOITMUPYIONIYIO Ha YITIEKUCIbIN ra3 (BO3BPAIIAIOIIUICS B KJIETKY) M BOAY TOJ JEUCTBHEM
MeMOpaHOCBsI3aHHON KapOoaHruapasbl. bukapOoHaThl ynaisroTcss U3 KJIETKH B KPOBb IyTEM
naccuBHOro Korpancnopra: 1 Na'™- 3 HCOs™ . IlyreM akTHBHOIO TpaHCIOpTa peabcopOupyeTces
npubm3uTensHo 80-90% OukapboHaroB u mpubau3uTenbHo 20% peabcopOupyercs MacCUBHO.

JlucranpHas aiuIupUKaIKs OCYIIECTBISIETCS 3 CBI3aHHBIMH ITPOIECCAMM:

1. yruau3zauueid HeOONbIIOro KOJIWYecTBa OMKAapOOHATHBIX HOHOB, H30€kKaBIINX
peabcopOiuu B mpokcuMalibHbIX KaHasbiax (10—20%),

2. TUTpUpOBaaHWEM OWBAJICHTHBIX (POCHOPHBIX HMOHOB C TPEBpAIICHUEM B

MOHOBAJICHTHBIE KHUCJIbIC q)OpMI)I HJIN TUTPYEMBIC KHUCJIIOThI
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3. HakoIUIeHHeM BHYTpH mpocBera ammuaka (NH3), coenunsiomnerocss ¢ BOAOPOAHBIM
HMOHOM C 00pa30BaHHEM HOHOB aMMOHUS, HECIIOCOOHBIX TU((HYHIUPOBATH.

Ona naxomurcs moj BoszaeiicteueM pH kposu, PCO2 mucranpHOro tpancmopra Na®,
TPAHCONMUTEIMAIBLHON Pa3HUIBI TOTEHIINAJIOB, ajlbaocTepora u K,

Krnaccudukanus noyeynsix 1eeKToB auaoreHesa:

1. JIUCTadbHBIN MOYEUHBIN KaHAIBIEBBIN anua03 (Tum 1)

2. MPOKCUMAJbHBIN MOYEUHBIN KaHAIBIEBbIN alu03 (TUI 2)

3. KOMOWHHMPOBAHHBIN MPOKCUMAILHBIN U nucTanbHbii [TIKA (Tum 3)

4. TUNEPKATUEMUYCCKUMA MOYCUHBIN KaHAIBIEBBIN allua03 (TUII 4)

IIpokcuMamnbHBIN MOYEYHBIM KAHAJIBLEBBIM alli103 BCTPEYAETCS B BUJE U30JIMPOBAHHOTO
HNEpBUYHOrO 3a00yieBaHMsA JHMOO CONPOBOXKIACTCS IPYTUMH NPOKCHUMAIBbHBIMU TYOYISIPHBIMU
nedexramu (cMm. Tabmuiry Ne3). Huskuii poct — Haunbosiee 3aMETHBIN MpU3HAK 3a00JI€BaHUS Y
nered. Paxur © ocreomaisius  HUKOTAAa He HaOmomarorces 0e3  runodocdareMun.
HedpokanbunHo3 Takke BCTPEUACTCS HEYACTO, JaXKe B MPUCYTCTBUU THUIEPKAJIBIIMEMHUH.
['mnokanueMus ¥ CBA3aHHbIE CUMIITOMBI TOKE OIpaHHUEHBI ClTydasiMu cuHApoMa DaHKOHH.

Ammno3 BbI3BaH cHWXeHHeM peabcopbunn HCOs B npokcUMallbHBIX KaHalbLaX M
XapakTepusyeTcsi CHKeHneM nodeqnoro nopora HCO3', KOTOpbIif B HOpME HAXOAUTCS MEXKIY
22 MMONB/M 'y TPYOHBIX JAeTell 10 26 MMOJB/I y B3pOCHBIX. MeXaHU3M JUCTaJbHON
anuauuKalMy MHTAKTeH, miasMeHHoe conepxkanue HCO3™ cyliecTBEHHO YMEHBUIEHO. OJTH
TMAIMEHThI UMEIOT pH Mouu MeHee 5,5 U OKCKPETHPYIOT HopMalibHbIe KomuectBa NH4". Onnako,
KOI7la IIJJa3MEHHas KOHIIEHTpalus OuKapOOHATOB HOpMalIU3yeTcsl MPHEMOM  LIeJIoueH,
JUCTaJIbHBIN HepoH He crocolOeH TpaHcmopTupoBarh Oosbiioe nocrymienne HCO3. Moua
CTAaHOBUTCS LIEJIOYHOM, HO moTeps OMKapOOHATOB — TPAH3UTOPHBIM (peHOMEH M ycToH4YMBOE
COCTOSIHME BO3BpAIllaeTCsl, KOrja IIa3MEHHas KOHLIEHTpalus OukapOoHara cTaOuiu3upyercs B
alUAeMUYecKod 00JacTH. DTO MOXKET BCTPEYaThCsl KaK M30JIMPOBAHHBIM Je(exT (MyTanus B
reie SLC4A4, xomupyroniem Na'/HCOs™ korpancmoprep NBC-1 mpu ayToCOMHO-peIeCCHBHBIIM
Bapuanre; mytanus B rede SLCIA3, xonupyroniem Na'/H" nonooomennnk (NHE3)) win Gosee
4acTo B acCOLMAllMM C TeHEPaJM30BAaHHBIM INPOKCHUMAJIBHBIM TYOYISPHBIM TpPaHCIOPTHBIM
nedpexrom (mucdynkmms Na*, K™ ATP-asHbIX cucTeM).

[Iprmumnel npokcumansHoro [11KA

1. Tlepsuunblii n30aMpOBaHHBIN POKCUMaBHBIH TTKA

1.1. BpoxaeHHBIH (TTOCTOSTHHBIN)

*  AyTOCOMHO-IOMUHAHTHBII
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*  AyTOCOMHO-PEILECCUBHBIN, ACCOLMMPOBAHHBIN C 3aJ€PKKON ICUXUYECKOTO Pa3BUTHS

Y TNIa3HBIMU aHOMAJIMSIMU (KeparonaTuei, INayKoMOoM, KaTapaKToi)
1. Cnopaauyeckuil (TpaH3UTOPHBIN B paHHEM BO3PaCTe)

1. Bropuunsi npoxcumanbhbii [TIKA

1.2. B xontekcre cuHapomMa @DaHKOHM (LMCTUHO3, TajJaKkTO3EMMs, HENEPEHOCUMOCTh
¢bpykro3pl, cungpoMm  Jloy, Oone3nr  Bunbcona-KonoBamoBa,  Meraxpomaruueckas
JaerkoaucTpodus, MHOXKECTBEHHAs! MHEJIOMa, O0JI€3Hb JIETKUX Lienei).

1.3. JlexkapCTBEHHBIN WM TOKCUYECKUHN (TE€TPALMKIMHbBI, aMUHOIIIMKO3UIbI, BAJIBIIPOATHI,
6-MepKanTonypHuH, CBUHEN, KaIMHH, PTYTh)

1.4. AccolMMpOBaHHBIN C JPYIrMMH KIMHUYECKUMH COCTOSIHUAMHU (Ie(UIMT BUTAMHMHA
/1, runepnaparuponiu3M, XpOHUYECKask TUIIOKAIIHUS, CHHIPOM JIn, BpOXKI€HHBIE TOPOKHU cepaua
CHHETO THIA, CHHIPOM AJBIOPTa, TOPMOHOPE3UCTEHTHBIH HEQPOTHUECKUN CHHIPOM,

aMMIION103, HepOIUTHA3, IepecaKa MOYKH, MEAY/UIIpHAs KHCTO3HAs 00JIe3Hb)

JlucranbHblil MOYeYHbI KaHAJAbIEBbIH allla03

Xapakrepu3yeTrcs HeCIIOCOOHOCThIO OHU3UThL pH Moun Hmke 5,5 (cexpetupoBars H™) B
IPUCYTCTBUH CHCTeMHOW anupemun. CHIbKeHHas cexpennst NH4™ BropuuyHa 110 OTHOIIEHHIO K
stomy aedekry. Peabcopbums HCO3z KoIMUECTBEHHO HOpMallbHAa, OJHAKO, KaK CJEJCTBHE
yBenuueHHoro pH Moum, ompeneneHHas cTeneHb OMKapOOHATYPUHM MOXKET IMPHCYTCTBOBATh
(menee 5% ot mnpoduiasTpoBaHHOTO KOMMuecTtBa). [lom HemomHbiM muctanbHbiM  [TKA
MOJPa3yMEBAIOT MAIIMEHTOB ¢ HE(QPOKAIBIUHO30M WIH YPOIUTHA30M, HO 0€3 MEeTabO0IN4YeCKOro
anua03a. XOTs OTH MAIMEHThl HE MOTYT TOJAKHUCIATH MOYY, TOBBIILEHHAs SKckperms NHg
KOMIICHCUPYET OTPAaHUYEHHYIO HKCKPELHMIO THUTPYEMbIX KHCIOT. XapakTepHa HOpPMO JHOO0
TUIOKAIMEMUs, OJHAKO  MAIUEeHThl C  IOTEHIUAJI03aBUCUMBIM  JE(PEKTOM  HMEIOT
TUIEPKATUEMUIO.

Kinnunveckas kapruna nucrajasnoro IIKA B nerckom Bo3pacre:

e 3agepxka pocTa

o [lomnypus

o ['mnepkanbunypus

o Hedpoxansiinnos, yponuruas

e HcromeHne 3amacoB Kaaus.

o  XpoHuueckas noYyeyHas HEJ0CTaTOYHOCTh npu IPOrPECCUPYIOLIEM
He(pOoKaIbLIUHO3E

B ciyuyae cBoeBpeMeHHOTr0 Hauasa MoJle/auBaollel Tepanuy HaOMoaaeTcst perpeccust

BCEX CUMIITOMOB.
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IMpuyunsl gucraasHoro KA

1. [lepBuunsIil nuctanbubiit [TIKA

1.1. nocTosiHHBIN

e Kiaccuyeckue (opmbl (COpaauyuecKue WM  HACJIEICTBEHHbIE, ayTOCOMHO-
JoMHHaHTHBIC (MyTarus rera, konupyromiero Cl'-HCO3™ saxaHcep) 1 ayToCOMHO-PEIIECCUBHBIC)

® C HEWPOCEHCOPHOU TIIyXOTOH (ayTocOMHO-pereccuBHbie, MmyTarus rena ATPONI1B,
KOIUpYyromero cyobeauuuny H* AT®-a3bl)

e ¢ motepeit OukapOoHaToB (y AeTel MIIaJIIIero BO3pacTa)

e  HenoiHbIM nuctadbHeId TTIKA

1.2 TpaH3uTOPHBIH (Y TPYAHBIX JETCH?)

2. Bropuunsiii nucransueiii [IKA

2.1 B KOHTEKCTE TeHETHYECCKUX 3a00JieBaHUI (0CTeOneTpo3, CHHIpPOM Diepca-Jlannoca,
BPOXJICHHBII  OBAJOIIMTO3, TMEpBUYHAs  rumepokcanypuss 1  Tuma, X-CUEIUICHHAs
runodocdaremus, BpoxkaeHHas GPyKTO3HAsI HEJOCTATOYHOCTD C HEPPOKATIBIIUHO30M )

2.2 paccTpoiicTBa  KaiblleBOro  oOMeHa  (IEpBUYHBIM  TUIEPIAPATUPOUIN3M,
TUTCPKAIBIIUEMUYCCKUI TUIIEPTUPOUIU3M, HHTOKCHKAIUS BUTAMHHOM /[, wmauomarmyeckas
TUIEPKATBIUYPUST C HEPPOKATBIIMHO30M, CEMCHHAs THIIOMArHE3HMEeMHUS-TUTICPKATBIUYPUS C
He(ppOKaJIBLIIMHO30M)

2.3 IUCTIPOTEMHEMHUYECKHE CUHIPOMBI (THIIepraMMarioOyInHeMus, KpHOTI00yTnHEMUS,
aMHJIONTI03)

2.4 ayTomMMyHHBIE 3a00JeBaHHUsl (CHCTeMHas KpacHas BoidaHka, cuuapoMm lllerpena,
XPOHUYECKUI aKTUBHBIN TeNaTuT, MePBUYHBIA OUITUAPHBIN LUPPO3, TUPOUIUT, PEBMATOUTHBIN
apTpUT)

2.5 moueunple 3a0oneBaHust (TyO4aras TIOYKa, OOCTPYKTHBHAsT U pedIroKCHAs
HedpornaTus, OankaHcKkas Heponarus, OTTOPKEHUE TOYEUHOr0 TPaHCIJIaHTaTa)

2.6 runoHarpuilypuueckue cocTosHus (HepOTHUECKUN CUHIPOM, LIUPPO3 NEUSHHU)

2.7 nmexkapCTBEHHBIH M TOKcHueckuil (amdorepuiind B, mpemaparbl TuTHs, aHaIbI€TUKH,

aMWJIOPHJI, TPUMETOIIPUM, NIpenapaTsl BaHAINs).

KoMOuHupoBaHHbIN NPOKCHUMANBbHBIN U AucTadbHBIH IIKA

Nwmeercs kak nedexT anuaudukanuy, Tak U cHwxeHueMm peadcopbiun HCO3z™. Moxer
OBITH TPAH3UTOPHBIM Y JI€TeH MIIaJIIEero BO3pacTa MpHu M30BITOUHOM COJEBON Harpyske, a TakkKe
BPOXXJICHHBIM TIPH HEJIOCTaTOYHOCTH KapOoaHrumpassl II. Myramuum komupyromero (hepMeHT

I'CHa BBI3bIBAKOT AYTOCOMHO-PEUECCUBHOC 3a0o0JIeBaHUE C OCTCOIICTPO3OM, HKA,
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KaJgblU(UKaTaMH MO3ra, 3aJepKKOW MCUXUYECKOro pa3BuTHa. CUMITOMAaTHKa MOXET OBITh

oOycnoBneHa nepuurom kapooanruapassl 11 Bo Bcex TKaHAX.

IN'mneprkaauemmnuyecknii IIKA (4 Tum)

Hedext auuaudpukanuy BbI3BaH HEAOCTATOYHOCTHI0 aMMOHUOICHE3a U XapaKTepU3yeTCsl
HOPMAaJbHOM CHOCOOHOCTBIO K auuAM(UKAMd MOYM TIIOCI€ HAarpy3Kd KHCIOTaMH,
ACCOIIMMPOBAHHONW C CYOHOpPMaJbHOW OOIIEH SKCKpelHMend KHCIOT B pe3yiabrare HU3KOU
skckpeur NHa™. Tloueynas peabGcopOuus OuUKapOOHATOB yMEHBIIEHA IIPU HOPMAILHOM
KOHLEHTpaluu B 11asMe. [lopaxxenne kocteil npakTuyecky He HaOMIOAAETCsl, TONBKO B CIy4asx
Pa3BUTHUSA XPOHUYECKOU IIOYEYHON HENOCTATOYHOCTH.

[IprunHbI rUNEpKATNEMUYECKOT0 alu103a (4 TIM)

1. TlepBuunslii runepkaauemudeckuii [IKA

1.1. panHss neTcKas TUIEpKAIUEMHS (TpaH3UTOpHAs)

2. Bropuunsrii runepkanmuemmueckuii [TIKA

2.1 MUHEPATOKOPTUKOUIHBIN AT

* B OTCYICTBMM IIOYEYHOTO MOpaxeHus (Oosie3Hb AJJMCOHA, H30JIUPOBAHHBIH
TUI0AJIbA0CTEPOHN3M, BPOXKIECHHAs HAATIOUEYHUKOBAS TUIIEPILIa3Hs])

*  TUIOPEHUHEMMYECKMH TUIOAJBbJOCTEPOHU3M Yy IMALKUEHTOB C XPOHMUYECKOU
Hepponartue  (nuabermueckas HedpomaTus, CHCTEMHass KpacHas BojuyaHka, BUWY-
accolMupoBaHHas Heponarus)

*  TUNOPEHUHEMHMYECKMH  TUIOAJbJOCTEPOHM3M Y  MAalUEHTOB C  OCTPBIM
III0MepylIoHeppUTOM

2.2 MUHEPaJIOKOPTUKOUIHASI HENOCTATOYHOCTh

*  TeHeThyeckue 3a0oseBaHus (MEPBUYHBIN IICEBIOTUIIOABIOCTEPOHH3M 1 U 2 THHA)

*  XpOHHMYECKas MHTepcTULManbHas  Hedpomarus  (0OCTPYKTHBHas — ypomarus,
MeAyJUIsIpHass KHCTO3Hasi OO0JIe3Hb, JIEKAPCTBEHHO-MHAYLMPOBAHHBIM HMHTEPCTULIMAIbHBIN
He(puT, aHanbreruyeckas Hepponarus, BUU-acconuupoBannas Hepponarusi)

2.3 nexapCTBEHHO-UHYIIUPOBaHHAs TUIIEPKATUEMHUs

*  yYMCEHbIIEHUE PEHUH-AIIBJOCTEPOHOBOM BBIPAOOTKHU (LIMKJIOOKCUT€HA3HBIE
MHTHUOUTOPBI, UHTUOUTOPHI aHTHOTEH3MHIIPEBPAILAONIEro pepMeHTa, rernapyrH)

*  UHruOMpOBaHWE TIIOYEUHOM CeKpeluHu Kaimus (KajauiicOeperaroniye IUypeTHKH,
TPUMETOIPUM, ITUKIIOCTIOPUH A)

- Hapymaromue pacrnpenenenre K'  (MHCYIMHOBBIE  aHTarOHMCTHL, o-, -

AAPCHCPIrUYCCKUC AHTArOHUCTBI, CYKIITMHUJIXOJIMH, ITPCTIapaThbl HaHepCT}IHKI/I)
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l'unepkanuemuyeckuii [IKA moxkeT BCTpedarbCsi MPU HEAOCTATOYHOCTH aJIbIOCTEPOHA

WIM TepuQepruueckodl pe3nCTeHTHOCTH K HeMmy. Haumbonee wyacToil NpUYMHON sBISETCS

MICEBIOTUIIOATLIOCTEPOHU3M | THna. ¥ nereit ocHoBHas yacth [IKA — HacnencTBeHHbIe, TOra

KakK y B3pOCJIbIX UMCIOT aYTOI/IMMYHHHﬁ T'CHE3.

Taoauma Ne3

JuddepeHunanbHblil [UarHo3 pa3InyHbIX THIIOB OYEYHOTO KaHAIBLEBOTO alli03a

(AnmantupoBano u3 Soriano et. al., 2002)

IIpokcumans-
Hb1i [TKA
(Trm2)

Hucranbusblii [IKA (tum 1)

I'unepkanue-
MHUYECKHI
[TKA
(Tum 4)

Knaccu-

YyeCKUH

C norepeit
HCOs
(tum 3)

l'unepkanue-

MHUYECKUN

B cutyanun metabonnyeckoro anua03a (CIOHTaHHOTO WM MOCJE pUeMa KUCIIOT)

K" miasmsr Hopma Hopma mnu| Hopma wnu |IloBbliien IToBbIIEH

WIM NTOHWKEH |[IOHM)KEH  |I[IOHM)KEH
MoueBas HET €CTh eCThb €CTh €CTh
IIOTEPS KUCIIOT
PH moun <55 >5.5 >5.5 >5.5 <5.5
Dkckperus NHs* | HOpMa ITonmxena | IlonwxeHa |Ilonmxkena ITonnxena
@paknuoHHas Hopma NOBBIIICHA |noBbIIIeHa |[loHmkeHa ITonmxena
skckperus K WITH

MIOBBIILICHA
OKckpenus HOpMa MOBBIIICHA |IIOBBIIICHA |IIOBBIIICHA Hopma
KaJIbLus WIH

MIOHWKEHA
OKckpenus HOpMa Ilonmxena |Ilonmxkena |Ilonmxena HOpMa
LIUTPATOB
B curyanuu HOpMaIbHOIO KUCIOTHO-OCHOBHOIO COCTOSIHUS
(mocne noameIaYnBaOIIEH TEPAIN)

®dpaknuoHHas >10 1o 15% |<B% >5 n1015% <5% >5 1o 10%

skckperust HCOz
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U-B Pco2 >20 mmHg <20 mmHg |<20 mmHg |>20 mmHg >20 mmHg

Hpyrue Yacto OrcyrerBy- |OTcyTcTBY- | OTCYyTCTBYIOT |OTCYTCTBYIOT
TyOyJsipHBIE 10T 10T

JIe(EeKThI

Hedpokaneuimuosz |OtcyrcrBytor |Yacto Yacto Yacto OTCyTCTBYIOT

WIM YPOJIUTHA3

[TopaxeHnue Yacto Penxo Penxo Penxo OTCyTCTBYIOT

KOCTeH

B memom, maGoparopubiii  amarno3 [IKA  Moxker ObITh 3amofo3peH, Korja
METa0OJIMYECKUH alMI03 COMPOBOXKIACTCA THUIIOXJIOPEMHUEH M HOpPMaJbHBIM IIJIA3MEHHBIM
oobemom ammonoB (Na® - [CI° + HCO3] = 8-16 wmmonn/n) y NauUeHToB 0€3
raCTPOMHTECTHHAILHBIX TIOTEPh OMKapOOHATOB M K30TEHHOTO IIPUEMa KUCIIOT (CM. TaKXKe CXeMy
Nel B koHIIE pyKOBOACTBA).

OyHKIMOHANbHAS ~ OIEHKa  MOpokcuManbHOM  peabcopbumu HCOsz  Briirowaer
tutpupoBanne HCOg3', ompeneneHne COOTHOIICHUS IUIa3MEHHBIX OukapOoHaroB W pH mouwm,

skckpernn HCO3™ npu HOpMaIbHOM TI1a3MEHHOM KOHIIEHTPAIUH.

@OyHKIMOHANbHAsA OLEHKA JAUCTAJIbHON anuaupuKaluy ¥ CEeKpeLUU Kajaus BKIIIOYAET:
m3mepenne pH mounm u skckperun NHs* (Bbicokas pH Mo MOKeT OBITH BTOPUYHOW IO
OTHOILEHHIO K MH(EKIIUM MOYEBBIX IyTei), MoueBoi morepu kucinor (Na* + K* - CI" =NH,* -
Hen3MepsieMble aHHOHBI (Cynbdarsl, Gocdarsl, OpraHMUYECKUe KUCIOTHI), IKCKPEIUs aHHOHOB
KOHCTaHTHAa W YyBejmueHue dskckperun NHs" conpoBokmaercs ysenuuenue skckpermu Cl,
MoueByro notepro ocMossuibHocTd (UOG = Osmy - [2Na*y + 2K*, + MoueBuHay + mirokosay]),

PCO2 mouM, TpaHCTYOYNAspHBIM TpaJMeHT KOHLIEHTPALUHM Kajus, IUTparbl MOYH, TECT C

. K /K",
TTKG = :
(GypoceMuIOM, XJIOPHIOM aMOHHUSI. Ugs/Posm

JleyeHue U MPOrHO3

OcHoBa Teparuu — HeNPephIBHOE Ha3HAUEHNE COOTBETCTBYIOIINX KOJMYECTB IIEI0UEH B
dbopme OmkapOOHATOB W IUTparoB. KomnyecTBo mienoueld JOMKHO KOMIIEHCHPOBATh MOYEBYIO
norepto HCO3™ + KoAMYECTBO KHCIOT, T€HEpUpyeMoe Mpu KaTaOolu3Me MPOTEMHOB U pOCTE
CKeJleTa.

s npokcumanbHoro ITKA Tpebyercs 6ombiioe xonuuecTtBO (10—20 MMONB/KI/CyTKH)
cmecu comeir Na® w K¥, mpexnoururensuee uutparHeix. CyrodHas 103a JOJKHA OBITh

paBHOMCPHO paclupcacCiyiCHa B TCUCHUC CYTOK. BBI/II[y 00BEMHOCTH U HCIIPUATHOCTHU Ha BKYC,
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KOMIUIaiiHC HU30K. Ha3HaueHwe THA3uIOB MOXET OBITh TIOJE3HBIM, OJHAKO BBI3BIBAET
runokanuemuto. I[Iporno3 3a0oneBaHHMs 3aBUCHUT OT 3THOJOTMH, OCOOCHHO B KOHTEKCTE
cunapoMa @DaHkoHH. Y JeTed CO CHOPAaJUYECKUM M30JUMPOBAHHBIM IpoKcuMaibHbIM IIKA
Tepanus MOXeT ObIThb mpepBaHa B Bo3pacte 3—5 ner. [lpu ayrocOMHO-AOMUHAHTHBIX U
periecCUBHBIX (hopMax Teparnus NOKUZHEHHASI.

JUia  nucranpHoro IIKA komm4ecTBO OCHOBaHMM IIPOrPECCUBHO YMEHBILIAETCS C
Bo3pacToM (mockoiabky H' 0cBOOOXK TaeTcsi M3 KOCTEN B MPOIIECCE POCTa CKEJIETa, €ro MPOMYKITHsI
CHWXKaeTcs OT 2 nmo 1 Mmomnb/Kr/cyTku). Y nereid mo roma TpeOyercss 5—8 MMOIB/KI/CYyTKH
nutpara (OukapOoHara), y Oojiee crapmux aered — 3—4 MMOJIB/KI/CYTKH My B3pOCHbIX 1-2
MMOJIB/KI/CYTKH, TPEANOYTHTEIbHEE B BUAE CMECH KaJHEeBOM M HaTpUEBOW coiu. BaxkHO
u30erarb TUIEPKOPPEKIINH alU103a, IIOCKOJIBKY 3TO BJIE€YET BO3pacTaHHe 00beMa BHEKJIETOYHON
KUJKOCTU U MapaJoKCaTbHOE YBETUUYECHHUE DKCKPEIMH Kanblius. Tepanus noXu3HEeHHas!, 0JJHAKO
MPUBOAUT K XOPOILIMM yCIIeXaM U MOJHON peayKIIMU CUMIITOMOB.

[lpu rumepkaJMeMHYECKOM anu03€ Tepamus OyAeT 3aBUCETh OT MPHYUHBL: TPEKpalleHHe
npueMa KaluicOeperalommx IUYpEeTHKOB, HA3HAUYCHHE MHHEPAJOKOPTHKOMIOB TPHU HX
HEJIOCTAaTOYHOCTH B KOMOMHAIMM C TETIEBBIMH JAuypeTukamu (dypoceMuaom) is
MPEeIOTBPAIICHUS 33ICPKKHU KUAKOCTH. B psie cnyyaeB TpeOyercs HazHaueHHe mmenouei (1,5-2

MMOJTB/KT/CyTKH).
bouae3ns n1e Tonu-Aedope—Pankonun

JlaHHBI TOYEYHBIH CHUHAPOM OBLT MJAEHTU(GUIMPOBAH [IBEHIAPCKUM IEIUaTPOM
@DaHKOHU CpelM pPaHee OMMCAHHBIX JPYTUMH HCCIEAOBaTeIel OTAEIbHBIX YacTeil 3a00aeBaHusl.
@®ankonn B 1931 romy ommcan y peOeHKa C KapiUKOBOCTBIO M PAaXUTOM IIIIOKO3YPHUIO U
anbOyMUHYypHI0, 2 rofa cnycts jae ToHn 100aBu K KIMHUYECKOW KapTuHe runodocdareMuto u
BCKope JleOpe ommcan aMuHOauuayputo. B HacTosImee Bpemsl CHHIPOM paccMaTpUBaeTCs Kak
mio0anbHast TMC(YHKIUSA MPOKCUMAJIbHBIX KaHAJIbIIEB, MPUBOAIIAS K YPE3MEPHOMY BBIIEIICHUIO
C MOYOW aMMHOKHUCIIOT, DNIIOKO3bl, (Qocdara, OukapOoHaTa, MOUEBOW KHUCIOTBI U JAPYIHX
pPAcTBOPEHHBIX BEIECTB, peabcopOupyeMbIX 3TUM cerMeHToM HedppoHa. [lpu Tsxenoit popme
9T TNOTEpPU MPHUBOAAT K aluao3y, AETUApaTaliH, 3JIEKTPOJIUTHOMY JaucOajaHCy, paxwury,

OCTEOMAJISAIINH U 3aMEJICHUIO POCTa.
JTHONATOreHE3

Cungpom @aHKOHHM y JeTeil Hamboyiee 4acTO BO3HUKAET KaK CIIEACTBHE BPOXKICHHBIX
OImMOOK MeTaboau3Ma, HampuMep MHCTUHO3a, TaTaKTO3eMHHU, TIIMKOTEHO30B, THPO3UHEMUH,
BPOXKJIEHHOHN HEMepeHOCUMOCTH (PpyKTO3bI, Oone3Hu Jenta u Jloy, a Tak)ke MUTOXOHIPHATBHON

TUCOYHKIMM, TOrZla KakK Yy B3pOCIbIX Haumbojee pacnpoCTpaHEHHONW NPUYUMHOW sBIsSETCS
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SHJIOTEHHAs WJIM DSK30TCHHAas WHTOKCHKAIUS (CONMHM TSDKENBIX METAIOB, XWMHUOTEpaIus,
napanpoTeMHEMHUH, MOCIE TPAHCIUIAHTAI[MU MOYEK U OCTPOro MOYEUYHOIO MOBPEKACHUS, OUYEHb
penKo — BCIIEACTBUE MH(DEKITMOHHBIX 3a00eBanmii). Y psjia MalMeHTOB Pa3BUBACTCS CHHJIPOM
®DaHKOHHU TIPU OTCYTCTBUU KAKOW-THOO M3BECTHOW NMPUYUHBI, TAK HA3bIBAEMBIN UIMONATHYCCKUI
cunapoM DaHkoHU. TUN HaACIETOBAaHUS 10 CUX TOpP HE OmpeaesieH (ayToCOMHO-TOMHUHAHTHBIMH,
AyTOCOMHO-PCIIECCUBHBIA WM  X-CBA3aHHBIM),  OOJBIIMHCTBO  CIIy4aeB  BO3HHUKAIOT
cnopaanuecku. [Iporno3 BapuabeneH, ¥ y HEKOTOPHIX MAIlMCHTOB Pa3BUBACTCS TEPMUHATbHAS
CTajusl XpOHUYECKO# Oone3Hu mouek yepes 10-30 et mocie mosBaeHus cuMnToMoB. Heckonbko
MAIUEHTOB, MEPEHECIINX TPAHCIUIAHTAIMIO TOYKH, UMEIU peUuauB CUHApoMa MaHKOHM, YTO

YKa3bIBAa€T HA KCTPapEeHaJIbHbIC IPUYMHBI PA3BUTHUA.
Kiannuka

B OonbmmHCTBE CilyyaeB TEpBbIE MPU3HAKKA 3a00JIEBaHMS TMOSBISIOTCS BO BTOPOM
MOJIOBMHE TMEPBOrO T0JIa KU3HH, PA3BEPHYTHI CHMITOMOKOMILIEKC (OPMHUPYETCS KO BTOPOMY
roy >KM3HU; pexke HabiromaeTcs mo3aHsas MaHudecranus 0ole3HH — B 6—7-JETHEM BO3pacTe.
HavanbHble KIMHUYECKUE MPOSBICHUS — IMOBBIIMICHHAS >KaX1a, MOJUYpHUs, PBOTA, MHOTAA
JUTTENBHBIA CcyOdeOpunuTer. Ha BTOpOM romy KM3HU BBISBISIFOT OTCTaBaHUE (HU3HUECKOTO
pa3BUTHUSA U KOCTHBIE JedopMaIii HIKHUX KOHEUHOCTEH (BaJbI'yCHBIE HIIM BapyCHBIE), TPYIHOMN
KJIIETKH, MPEAIJICUYNI U TUICYEBBIX KOCTEH, CHI)KEHUE MBIIIEYHOTO TOHYCA. PEHTreHOIoru4ecku
MIPU 3TOM OIPEACIISIOT OCTEONMOPO3 CUCTEMHBIN PA3IMYHON CTENEHU BBIPAKEHHOCTH, UCTOUYEHUE
KOPKOBOT'O CJIOSl TPYO4aTbIX KOCTEH, pa3pbhIXJEHHE 30H pOCTa, OTCTAaBaHUE TEMIIOB pOCTa

KOCTHOM TKaHU OT OMOJIOTMYECKOTO BO3pacTa pe6eHKa. KocTu cTraHoBSITCS TOMKHMHU.

XapakTepHbIMU OCOOCHHOCTSIMM OMOXMMHYECKUX HapylleHuil npu Oone3Hu ae ToHu-

JleOpe-DaHKOHU SBISAIOTCS:
e CHmXeHue ypoBHS KaJIbLIUs B KPOBU
e CHmxeHue ypoBHs pochopa B KpOBU
o [loBbIIeHNE aKTUBHOCTH TIeJIOUHOM (hocdarassl

e Merabommueckuii arunos (pH - 7,35-7,25; BE = -10 —12 mmounb/n1) 3a cueT nedexra

peadbcopOIuy OMKapOOHATOB B TPOKCHUMAIIBHBIX KaHAJIBIIAX
o HopmanbHas sKkCKkpenus Kajaplus ¢ MOYOH

o IloBbimenue knupenca ¢ocgaroB Mouu, BcacbiBaHue (ocGaroB B KHUIICUHUKE He

CTpanacTt

e T'moxo3zypus (20 - 30 /11 u BbILIE)
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e [enepanuzoBaHHas TUNEpaMUHOAIUAYPHUS

e Hapymenue ¢yHKOHA aMMOHUOANMIOTEHE3a — CHIDKEHHE TUTPAMOHHON

KHCIIOTHOCTH, noBbitieHue pH moun 6osnee 6,0.
o Tunokamuemus

[Mpu momuypun 10 2 1 u Oonee B CYTKH YACNbHas IUIOTHOCTh MOYH, KaK IPaBUIIO,
Bbicokas (1025-1035), 4To 0OBIYHO CBs3aHO C TVIIOKO3ypuen. [[s moaTBep KiaeHUsT TrUarHos3a
HEOOXOJMMO U3MEPEHHE HU3KOMOJEKYISIPHBIX MpoTeMHOB Moy (B2’ MukporioOynuHa,

PETHHOJICB3bIBAIOIIETO IIPOTEUHA).
Jleyenne

[Ipu u3BecTHOI MpUUMHE Tepanus J0KHA OBITh HAallpaBJeHa Ha OCHOBHOE 3a00JIeBaHuE,
Hanpumep, uuctuHo3. Kpome Toro, HeoOXoauMa KOPpEeKIUs METAaOO0JINYeCKUX HapylUleHUH —
IIPOKCHMAJIBHOIO KaHAJbLEBOIO alu03d, I'MIIOKAJIUEMHH, TMIIOHATPUEMHM, TMIIOMarHUEMHUH,
runogpocdareMun, KOppeKus 00e3BokuBaHUs. KOppeKIus THITOKATUEMUHA MOKET YMEHBIIUTD

HONNYpHIO. BobHBIE HYKIAIOTCS B CIIEAYIONINX METa0O0IUTaX:
BbukapOonarst 2—10 MIKB/KI/CyTKH
Kanwmii 1-5 MaKB/KT/CyTKH
®ocdarer 500-3000 mr/cyTku
Kapuutun 50-100 mr/kr/cyTku
Kansuurpuon 0,1-0,25 mr/cytku

IIpueM kapHUTHHA Ui KOMIIEHCALIMM TOTEPh MOYM MOXKET YAYYIIUTh MBIIICYHYIO
(GYHKIMIO U JTMOUAHBINA POQUIIb, HO JaHHBIE POTUBOPEYMBBL. XUPypruueckas KOPpeKIus Mnpu
6one3nn ne Tonu-/leOpe-dankoHu 1enecooOpazHa TOJBKO MPU PA3BUTUU TSDKEIBIX KOCTHBIX

,I[C(l)OpMaI_II/II\/'I U JOCTHKEHUH CTOMKOM KJIMHUKO-OMOX UMHYECKOM pPEMUCCHUHU B TCUCHUC 2 JerT.

Bpoxkaennas runogocdarasus
OTO mporpeccupymllee HaclaeJCTBEHHOE MeTa0oianueckoe 3a0o0JeBaHHE, BBI3BAHHOE
nedunuToM TkaHeHecnenuduueckor menouHoil (Qocdarazpl. [Ipenmonaraemass yactora

Tsokenbix opm — 1:100000.

JTHONATOIeHE3

3aboseBaHue BbI3BAaHO MyTanuel ¢ norepei ¢pynkunu reHa ALPL, pacronoxxeHHoro Ha
KopoTkoM 1iede 1 xpomocombl (1p36.12) u Koaupyrolero Hecnenu@UUEecKHil TKaHEBOM
uzodepMeHT mienoyHo Qocdarazsl. B Hactosmee Bpems wuaeHtuduuuponaHo O6omnee 400

MYTaHHﬁ. OCHOBHBIM IMPU3HAKOM 3a00JIeBaHUS SABIISICTCS MMOpaxCHUC KOCTel U 3y6OB. Crernennb
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9KCIPECCUM ILIUPOKO KoyebaeTcs, OT BHYTPUYTPOOHOM cMepTH Iuloga 10 MHUHUMAJIbHOU
«3yOHOI1» (POPMBI, MPOSABIAIOMICHCS TOJIBKO IPEKICBPEMEHHOHN yTparoil 3yOOB BCIEICTBHE
HEJIOCTaTOYHOCTH IIeMEHTa. Tspkenble (OpMBI Pa3BHBAIOTCS y TOMO3UTOT M KOMITAyH[I-
reTepO3UroT, JIErkue (GOpMbl — y reTepO3UTOTHBIX HOCUTENIEH.

Bo3moxkHas kiaaccupukanms:

1. mpeHarajgbHas TsDKenas (opma ¢ MEMOPaHO3HBIM uepernoM, JeeKTaMH CKelera H
peCIUpaTOpHBIM IUCTPECC-CUHIPOMOM, JieTalibHast B 100 % citydaes;

2. IpeHaTaibHas JoOpOKayeCTBEHHAs

3. paHHAi uH(paHTWIBHAs ¢opMa C PAXUTONOAOOHBIMH KOCTHBIMH aHOMAJIUSAMH,
nuctpodueit, KpaHMOCTEHO30M, HEPPOKAIBIIUHO30M, CMEPTHOCTH 0K0J10 40%);

4. nerckas ¢Gopma XapaKTepu3yeTcs INPEeKIEeBPEeMEHHBIM BBIIAJCHUEM MOJIOYHBIX
3y0OB, PaXUTOMNOMOOHBIMU U3MEHEHUSIMH CKEJIeTa U HU3KUM pocToM. JletanbHoCTh 0Koto 1%.

5. Bspocmas  ¢opma  umeer  XOpowWMIi  NPOrHO3 W YAaCTO  OCTaeTcs
HEMarHOCTUPOBaHHOW.  OCHOBHBIMH ~ CHMOTOMAaMH  SIBISIIOTCS  0OMM B KOCTAX M
IICEBOIEPETOMBI.

6. Opontorunodocdarasuss — MNpexAEBpEMEHHasl MOTEPs] MOJOYHBIX 3yO0OB W/WIU
TSDKENbIN Kapuec 6e3 nedopmanuii ckenera.

CormacHO POCCHUHCKUM KIMHHUYECKAM PEKOMEHJAIMSIM BBIICISIOT TEPHHATAIBEHYIO
(pa3BUTHE CHMIITOMOB BHYTPUYTPOOHO WJIM IPU POXKACHUU), MIIaJIEHUECKYIO0 (Miaaie 6 mec),
neTckyro (6 mecsueB — 18 net) u B3pocnyro (crapiie 18 ner) dopmel. OTAENbHO BBLAETSIOT
ofioHTOrHnoGocharazuio.

Henocrarounocts mienouno ¢ocdaraspl mopaxaer Bce TKaHU (MO0 MEYeHb, MOYKH,
KOCTH), 32 WCKIIIOYEHHEM KHIIEYHOro w309H3uMa. CHWKEHHWE aKTUBHOCTH (epMeHTa B
ocreolnacTax M XOHJPOLMTAX OcHalbisieT MHUHEpaIu3alMio CKelleTa, MPUBOAS K PAaXHUTy HIU
ocTeoMaisiiMU. B 3TuX KjeTkax (pepMeHT COeAMHEH C KJIETOUYHOW CTEHKOM U (PyHKIMOHHpYET
Kak HapyHbI 5H3uM. Ilpu runodocdarazun tpu QocPOpHBIX COETMHEHUS HAKAIUIMBAIOTCS
BHEKJIETOUYHO: (ocdorTaHomaMuH, HeopraHudeckuii nupodocdar u mUpUAOKcaIb-S-hocdar.
HaxoruieHue BHEKJIETOUHO HEOPraHMUeCcKoro nupodocdara mpuBOIUT K CHUKEHUIO COAEPIKaHUS
Heopranuyeckoro ¢ocdara 1 UHTUOMPOBAHUIO POCTA KPUCTAIIIOB rUApoKcuanaruTa. Hanportus,
coequHsAACh ¢ aMoppHBIM (pocdaroM Kanblus, 00pa3yeT KpUCTaJIbl nupodocdara KambLus,
KOTOpBIE MOTYT OTKJIQJIBIBATHCS B MOYECYHON TKaHH (BBI3bIBas HE()POKAIBIIMHO3) WU CYCTaBax
(ABNSASCH NMPUYMHONW  KPHUCTAUIMYECKOTO apTpUTa U IICEBIOINOAAarpbl). BHeKIeTouHbIi
HeopraHuueckuil nupogocdar Takke HHAYLHPYET FIKCIPECCHIO OCTEONOHTHHA, KOTOPbIM Takxke
BBICTyIaeT KaK MHTMOUTOP MUHEpaIu3aluu KocTHOU TkaHH. [Tupugokcans-5"-dpocdar apnsercs

OCHOBHOM umupkynupyromei ¢opmoit BurammHa B6. B Hopme mienounas dQocdaraza
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TUAPONU3YyeT  NUpUIOKcanb-5'-hocdar, MO3BONSAS  NUPUIOKCAIIO  MPOHUKHYTH  4Yepe3
remarodHIedanuyeckuii 6apbep, Mociae Yero OH BHOBb BOCCTAHABIMBACTCS B MUPHIOKCAIB-5 -
docdar. [Tocneqnuii urpaer BaXHYIO POJIb KaK KO(EPMEHT JEKapOOKCHIIA3BI TITyTAMHHOBOW
KHCJIOTBI, (hepMEHTa, OTBEYAIONIEr0 3a CHHTE3 raMma-amuHoMaciasHol kuciaotel (IAMK).
CHmKeHHe aKTUBHOCTH IIENOYHOW ocdara3pl BBI3BIBAET HAKOIUICHHE MHUPUIOKCAIb-5' -
docdara B CUCTEMHOM KPOBOTOKE C pa3BUTHEM AePUIMTa BHUTaMHHA B6 B LEHTpaIbHOM
HEpPBHOM CHCTEME, YTO MOXET MNPHUBECTH K cymoporaM. [IupuaokcuH-3aBHCHMBIE CYIOpPOTH
MOTYT BO3HHMKHYTH €lIe /10 MaHu]ecTanuu KOCTHBIX MposiBieHuil. KpoMe »Toro pasBuBaeTcs
nebunuT ameHo3wHa (menouyHas (ocdaraza reHepupyeT ero u3 ajcHo3uHMOHodocdara B
HEHpOHAX JIOPCAIBbHBIX KOPEIIKOBBIX TAHIIIMEB), WUIPAIOLIETO KIIOUEBYIO pOJIb B Iepenaye
0O0JIEBBIX CHTHAJIOB, YTO COITPOBOXKIACTCS OOJIIMU B KOCTSX M MBIIIIIIAX.

Kiannuvecku npu nepuHaTaibHbIX GopMax oTMedaeTcs ryOoKash THIOMUHEpaTn3alus
KOCTEH CKeJleTa, KOTopas BEAET K MOpPOKaM pa3BUTUSA TPYIHOW KIIETKU, TMIIOIUIa3UU JIETKHX,
MPOTPECCUPYIOIIECH  JEMHUHEpAIn3allii, JIETOYHOM W JIbIXaTeJIbHOM  HEJAOCTATOYHOCTH
¢ HeobxomuMocThio mpomieHHo WBJI, paxutonomoOHOW aedopmammu ckenera. Y THKEI0
MOPAXCHHBIX MJIQJICHLIEB YK€ TPHU POXKACHUM KOHEYHOCTH MOTYT OBITh YKOPOYEHBI U
nedopmupoBanbl. Kpome TOro, m3 JIOKTEBOW HIM MajoOeplOBOM KOCTEH MOTYT BBICTYNATh
KOCTHO-XPSIIICBBIC IIITOPHI, IPOPBIBAst TIPH 3TOM Koxky. CKelleTHbIC MPOSBICHUS Yy JeTel Ooiee
CTapIIero BO3pacTa MOTYT BKJIIOYATh YTOJIICHHS B 00JacTH peOepHO-XPSIICBBIX COUICHEHUHN
(paxutuueckue 4etku), X- uian O-obpa3Hoe UCKPUBICHUE HOT, YBEIHUEHHUE 3aISICTHH, KOJIEHEH
U JIOJBDKEK H3-3a PACIIUPEHHBIX MeTadu30B U uHOrAa Opaxuuedanudeckyro aehopMaiuio
yepena. DTH MaMEeHThl TAK)K€ MOTYT KaJOBaThCA Ha 0OJb B KOCTSIX U JUCKOM(OPT B CycTaBax
(CKOBaHHOCTb, TIPUITYXJIOCTH). Y 0oJiee CTapuIuX MAalUEeHTOB, MPOSIBICHUS CO CTOPOHBI KOCTEH
CKeJeTa MOTYT BKJIIOYaTh MHOTOKpPaTHBIE TMEPeNIOMbI, OCOOCHHO CTPECCOBBIE MEPETOMBI
TUTFOCHEBBIX KOCTEM, TICEBIONEPENIOMbl, XOHAPOKANBIWHO3 W CUJIBHYIO XPOHHUYECKas OOIb.
XpoHUYECKass TUMEPKAIBIIUEMUSI TPOSBISETCA Pa3APaKUTEILHOCTBIO, alHO?, AHOPEKCHEH,
pBOTOHM,  TOMUAUIICHENW, TOJUYPUEH,  Jerujparauueii, 3amopaMu, THUINOTOHUEH H
HE(POKATBIITHO30M.

XapakTepHbIMH OMOXUMHYECKHUMHU MPU3HAKAMU SIBIISETCS:

e CHmWKEHHas aKTUBHOCTh TKaHE-HECTICIU(UUECKOTO  H309H3UMA  IEJIOYHOU
docdaraszsl B KpOBH U TKaHIX

o [loBbimeHHas moyeuHas 3kckpenus pochorranomammaa

o [loBbIlIeHHE B CBIBOPOTKE MUPUIOKCANB-5 -docdara.

e HopmanbHble ypoBHH 25-THIpPOKCUBUTaMHHA J| M MapaTMpeouHOTO TOPMOHA, XOTs

[TTT MoeT ObITh HU3KUM Yy HAIlUEHTOB C TUIEPKaIbIINEMUEH.
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e Kampmmit u Heopranmyeckuii Gochop B CHIBOPOTKE OOBIYHO HOPMAJBHBI HIIH
HE3HAYUTETILHO MOBBIIICHBI.

e [wmepkanbremMusi, TUICPKATIBIUYpHUS U TUrephochareMust BCICICTBUE CHIKCHHUS
noTpebnaeHusl KajblMsl W HeopraHuyeckoro @ocdara KOCThIO BMECTE€ C TOCIEAYIOUICH
JIeMuHepaau3anuei npu nHpaHTIIbHON Gopme.

e  PCHTTEHONOTMYECKM OTMEYAIOTCS XapaKTEpHbIC M3MEHEHUS — (GI3BIKH
NPOCBETIICHUS HA PEHTI€HOTPaMME, KOTOPBIE MMPOCLUPYIOTCS OT 30H POCTa B METa(pHU3bl U MOTYT
MOMOYb OTIMYUTH rumnodocdarazuto ot aApyrux Gopm paxura u/miam MetaduzapHOU
ocreonuciiazuu. MoKeT Takke OOHApYXKHBATbCS XOHJIPOKAIBIUHO3, IICEBIONEPEIOMBbl U
TICeBIOTIONATPA.

e OcreoneHusi U CHW)KCHHAs MHUHEPAIbHAS IUIOTHOCTh KOCTHON TKaHU BBISBIISIFOTCS
IIPY MPOBEJICHUH JIByXOPHEPreTUUECKOW PEHTTEHOBCKOI a0COpOIIMOMETPHH.

e [IIpsmoe cexBenupoBanue ALPL c 1ienpt0 ycTaHOBIEHUS! OKOHUATENLHOTO JUarHo3a

Jleyenne

Cynp6a manueHToB ¢ TshKeIbIMU (hopmamu runoocdara3uu IpaMaTHdecKd W3MEHIIIACH
B TOCJEIHHUE TOJbl C TOsIBIEHHWEM (epMEeHT-3aMeCTUTENbHON Tepamus acdorazoil ambda,
crienupUIHON PEKOMOMHAHTHOM 111esI0uHO0# docdarazoi.

Cremyer OTMETUTh, YTO B CIy4ae BHIPAKEHHOW THUIEPKAIBIMYPUN HEOOXOIMMa JHETa C
HU3KHUM COZICPKAHUEM KaJIbIIHsI, TUApaTanus (OpajbHash WU MapeHTepalbHas B 3aBUCUIMOCTH OT
TSOKECTH COCTOSIHUA), Tepamus JAUYpPeTUKaMH WM TDIIOKOKOpTHKouaamu. HasnaueHue
npemnaparoB BuUTamuHa J| M Kanmblusi MPOTUBOMOKA3aHO W MOXKET CYIIECTBEHHO YXYIIIUThH
cocTosiHME TmanueHTa. JlaHHas CcUTyalsi MOXXET BO3HUKHYTh W3-3a HEMPaBUIBHOTO
YCTaHOBJICHHOTO JIMAarHO3a alMMEHTApHOTO paxuTa 0e3 COOTBETCTBYIOMIETO OMOXMMHYECKOTO
MOATBEPXKACHUS. Y TAIMEHTOB TaKXe MPOTHUBOMOKA3aHO mMpuMeHeHue OuchochoHaros,
CUHTETHUYECKHUX aHAJIOTOB HEOpPraHU4YecKoro nupodocdara.

Jnst TsOKeNno TOpaXeHHBIX MAaIMeHTOB ¢ HMHGPAHTUIBLHOW (opmoii Oblia MpeaiokeHa
TpaHCIIaHTaIMs KOCTHOrO Mo3ra. Tak, B auteparype (Terheggen HG, Wischermann A., 1984)
OMHCAH clydyall §-MeCSYHON JE€BOYKHU C TSDKENbIM TeueHHeM MHGaHTHIBHOHN runodocdarasum,
MPOTrpeccCUpyronieil JAeMHUHepalnu3aluell CKeJleTa H BEPOSTHBIM CMEpPTENbHBIM HCXOIOM,
MOJYYMBIIEH YCHEIIHYI0 TPaHCIUIAHTANWIO T-JerIeTupoBaHHOTO KOCTHOTO MO3Ta OT CTapIien
3M0poBOil  cecTpbl. Yepe3s 6 MecsleB y JAEBOYKM BHOBb YXYAIIMJIOCH COCTOSHHE, YTO
COMPOBOXKIANIOCh YACTUYHOM yTparoil xumepusma. Yepes 13 wmecsneB BHOBb Oblia
OCYIIIECTBJICHA TMIOJICAKa CTBOJIOBBIX KJIETOK, OOOTAlIEHHBIX CTPOMATbHBIMU KJIETKamHu. B
JABHEHIIIEM COCTOSIHHE JI€BOYKH 3HAYMTENBHO YIYYIIHIOCh, XOTS COXPaHSUIHCH JaedopMarun

CKeJeTa, HU3Koe (PU3UUEeCKOe pa3BUTHE U MPEKIECBPEMEHHAs TOTEPS] MOJIOYHBIX 3YOO0B.
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NupanTUIbHBINA HUCTUHO3

Hacnenyercs ayrocomuo-pernieccuBHo (1:200000 >KHBOPOXKIEHHBIX), XapaKTEPU3YETCs
U30BITOYHBIM HAKOIUICHUSM IIUCTHHA B JIN30COMaX, 0COOEHHO B Moykax. Jlemo3uTsl UCTHHA TaK
K€ MOTYT BCTpe4arbCsi B MO3re, KOCTAX, JuMmdoysnax, neueHu, ¢pudpodracrax, jJeHKoruTax,
pPOTOBHIIE, KOHBIOHKTHBE, LIMTOBHJHOM, IOMKEIYIOYHON Kele3e, KHILIEUYHUKE BCJIE/ICTBUE
HapyLIeHUs TPAHCIIOpPTa IUCTHHA Yepe3 JTU30COMalIbHYI0 MeMOpany. Lluctun mManopacTBopum u
MIpU TOBBIIICHUH KOHIIEHTPAIMU BBINIAJAET B OCAJI0OK B BUJE KPUCTAJIIOB. B Hacrosiiee Bpems
kioHupoBan reH (CTNS), nokamusyromuiicss Ha KopoTkoMm tmiede 17 xpomocomsl (17pl3),
comepkamii 12 5K30HOB M KOAMPYIOIIUM LHUCTUHO3UH, MPOTEHH, JOKAJIU3YIOUIUHCS B
JIU30COMaIbHOM MeMOpaHe. Bo3MoxHO, uyTO TyOyrnomaTtusi BTOpPHYHA II0 OTHOUICHUIO K
cHIDKeHHIO 3arnacoB AT® B kieTke ¢ uHrHOMpoBaHueM HaTpuii-kanuii AT®-azbl.

Knaccupuxanus

B 3aBucuMocTH OT MOpaXeHUsI BHIACISAIOT TPH TUIIA IUCTHHO3A:

1. wuHpaHTHIBHBIN (HEPPOMATHUECKUH, ¢ HAYAJIOM KIMHHYECKUX NpOsSBICHUNA B 6—18
MecsIeB, pa3BUTHEM TYOymsipHOi Hedpomatmun — cuagpoma Jle Tonwu-JleOpe-DankoHn).
Jleno3uTsl IUCTHHA BCTPEYArOTCS B OOJIBIIMX KOJUYECTBAX BO BCEX TKAHSX, BKJIIOYAs MOYKU.
Jletr 00BIYHO OENOKyphIe U OETOKOXKHE.

2. TIOAPOCTKOBBIA (ITPOMEXKYTOUHBIN, MPOSABIAECTCS B Bo3pacte 12—15 net, pa3Butuem
¢doTodhobduH 1 TIIOMEPYIIIPHOTO MTOPAKCHHSI IOYEK, HO HEe CUHApoMa DaHKOHN)

3. B3pocHblii  (I0OpOKAaYECTBEHHBIA, WU OKYISPHBIM, TOpakKeHHWE TIOYeK He
oTMevaercs, HaOmomaercss mnumb (oropodus). Jlemo3uTsl NHUCTHHA B OTHOCUTEIBHEO
HEOOJIBIINX KOJIMYECTBAX OTKJIAJbIBAIOTCS B POTOBUIIE, KOCTHOM MO3TE€.

B nocnennee Bpemst 3aboneBaHue KJIacCUUUUPYIOT MO 2 TUHaM: HedpomnaTuiyeckuil u
HeHePONaTHUeCKHUI KalbIIUHO3.

Hedponarnueckuit kanbIuHO3 MPOSBISETCS IMU30aMU HEOOBSICHUMOW TEMIIEPaTyphl,
PBOTBI, CHIDKEHHUS ammeTuTa, mnomuypur. Ha 53Tol craguu riioMepyisipHas (QuibTpanus
HopManbsHa, XITH pa3BuBaetcst B Bo3pacte crapiie 5—6 JIeT, CpeHee BpeMs MOUEYHOM CMepTH
(CBIBOpOTOUHBINM KpeaTWHHH Oonee 8 mr/mi) — 9 ner. I[lposiBneHHs BKIIOUAIOT 3aJEPKKY
pa3BuUTHs (3a7iepKKa pocTa MEHee 5 MEepIEeHTHIs), paxuTtudeckue aeopmanuu, MOIUYPHIO,
MNOJUANIICHIO, MaTOJIOTHYECKHUE MEepeoMbl U TyXOTy. MHTemnekTyanbHas HEJO0CTaTOYHOCTh B
JNETCKOM Bo3pacTe HexapakrepHa. JlaboparopHbIMM HaxOAKaMH CIyKaT [JIIOKO3ypus,
TUMIOCTEHYPHUSI, TUMOKAJIbLIMEMUS, MPOTEUHYPHs, a30TeMus. PaHO OTMeuaeTcs 3HAYMTENIbHOE
MOPAKEHHUE TJ1a3: 0UaroBas ACMUTMEHTAIUs CEeTYaTKU, KPUCTAIIBI B POrOBULIE U KOHBIOHKTHUBE C
pazButueM ¢otodhobuu U B psiae ciaydaeB najeHuu 3peHus. [Ipn OMOMUKPOCKOTHH POTOBHIIHI

BBIABIIAIOTCA KPUCTAJJIbBI HUCTHHA. Y wactu HeTefI OTMCHAJICA TUIIOTUPONAN3M, )II/Ia6eT,
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NopTalibHasl TUIEPTEH3Ms, TUIOTOHAIW3M, IiepedpaibHas arpodus, MEepPUBEHTPUKYISPHAS
KanbIUUKaIKs, MUONarus. JMarHo3 MOATBEpPKAAETCS IMyTeM OOHAPYXKECHHS KpPUCTAJLIOB
UCTHHA B TUMQOLUTAX Nepudeprudeckoil Kposu u GudpobdIacTax.

Jleuenue

JleueHne MOXKET CUMITOMAaTHYECKUM H crienuduyeckum. Y neTeid 3To Hanboee Jactast
OPUYMHA [OYEYHOTO TYOYISIPHOTO anua03a. B CHMITOMaTHYECKOM JIEYEHUU HCIOJIb30BAIHNCH
LUTPAThI, KaJus XJIOPHUJ, AUTHAPOTAaXUCTepol b0 pokansrpon (¢ 15-20 mr/kr no 40 mr/kr).
Crienuduueckoe JedeHre BKITIoUaio ucreaMut u gocdomucreamus. L{ucreaMuH nmpoHUKaeT B
JU30COMBI M 00pa3yeT C HUCTHHOM CMEIIaHHBIA AUCYITb(DUI ¥ LHUCTCHH, YIAISIOIIUECS W3
JU30COM JIM3WHOBBIM TpaHcmoprepoM. Tepamuio ¢ocdonucreaMuaoM HaunHaor ¢ 10
MI/KT/CYTKM B 4 mpuema ¢ mobimieHneM 10 50 mr/kr/cytku (1,3 r/m%/cytku) 4-6 menens. K
no0ouHBIM 3¢ deKTaM Teparnuu OTHOCIT HeOOXOMUMOCTh 4YacToro mnpuema (4 pasza B CyTKH) U
BO3MO)KHOCTh ~ Pa3BUTHS  KEIYIOYHO-KUIICYHBIX paccTpoiicTB. B cimywyae mpoBeneHus
TPAHCIUTAHTAIMH [TOYKU COXPAHSIOTCS MYJIBTHOPTaHHBIC TIOPAKEHHS, YTO TPEOyeT MPOIOIDKEHHS
crnenn(UYecKoil Tepanuu U mocie yIayHOW TPAaHCIUIAHTAIMH TOYKH, IPOBEICHHON IO MOBOAY
XITH. [pu nopaxenuu a3 3h(HeKTUBHO MECTHOE (B BUJIE KaIlellb) IPUMEHEHUE IMCTCAMUHA.

VYBenuUeHUE MPOJOJIKUTEIIBHOCTH XKHU3HH MPHUBEJIO K MPOSBICHUIO TAKUX OCIIOXKHEHUMN
KaK THIIOTHPEOUAN3M, CHIDKEHHE OCTPOTHI 3pEHUS, caxapHOMY TualeTy, MBIIIEYHOH cnabocTH,

apUTMUH, HEBPOJOTUYECKUX HAPYILICHUH.

ARS cunapom

JlaHHBIN CUHIPOM, BIIEpBBIE ONMMCAHHBIM B 1973 romy, HaciaemyeMmblii MO ayTOCOMHO-
JOMUHAHTHOMY THITy, — aCCOIMAlMs MEXIy apTPOTPUIIO30M, TIOUEYHOW TYyOYIspHOM
TUCQYHKIMEH U X0ecTa3oM. boJIbIIMHCTBO ONMUCAaHHBIX OOJBHBIX — MakUCTaHIbL. [IposBreHus
CHHJIpOMa OTJINYAIOTCS BapuaOeNbHOCTBIO Jake B MpezesiaX OAHOM CeMbH, TaK JIOKJIaJbIBATNCh
cubcbl ¢ u 0e3 aprporpuno3oM. llodueunass tyOymsipHas AUCHYHKIMS MOXKET KojaeOaTbCs OT
U30JIUPOBAHHOTO TOYEYHOTO TYOYJSIPHOTO —ammao3a 10 IMOoJHOro cuHapoMa DaHkoHM
(amuHOAnUAYpHs, MIHOKO3ypus, docdarypus, noreps OukapOonaroB). Ha rucronoruu nedenu
BUJHBI pa3IMYHble KOMOMHAIMM XOJ€CcTa3a, BHYTPUIEUCHOUHOW OWJIMApHOM TIUIOIUIa3uH,
TUTAHTOKJIETOYHOTO TEeNaruTa, JACTO3WTOB JunodycurHa W (GuOpo3a, B KOHEYHOM CUETe
IPOTPECCUPYIONIETO IO mHppo3a. WHTepecHO, YTO ypOBEHb TaMMarIoTaMIITpaHChepasbl
O0OBIYHO HOpMAJICH, XOTsI OTMEYaeTcsi Bo3pacTaHue IesnoyHou (ocdarassl. JlomomHUTENbHbIE
HaXOAKH Yy psijia MalMeHTOB BKIIOYAIOT IUIOXYIO NMpHOaBKY B Bece, HE(pOreHHBbIH auader (c
AMHU30/IaMU  TUTIEPHATPHEMUYECCKON JIeTUpaTanni), HEHPOTEHHYIO MBIIICYHYIO aTpOHI0

(OTBETCTBEHHYIO 3a apTPOTPHUIIO3), MO3TOBBIE Malb(OpPMaIMK, HEHPOCEHCOPHYIO TIYXOTY.
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BonpmMHCTBO ManMeHToB MOTHOaeT B BO3pPACTE OKOJIO 7 MECSIEB, Y BBDKHBIINX JeTeH
OTMEUAETCs 3HAuMTEeJIbHAsl 3aJepxkka pa3BuTus. Kpome Toro, y MalHUEHTOB OTMedau
BO3BpaTHYIO (heOpUIBHYIO JIMXOPAJIKY, TUAPEI0, MPU3HAKN AU3MOpdU3Ma (CHHIPOM BSJION KOXKH,
HU3KO PaCIOJIOKCHHBIE YIIH, TOTHYECKOE HEe0O), MXTHO3, B KPOBH — aHOMAJIBHO OOJIbIIINE

TPOMOOITUTHI.

Omnucan cunapom c¢ Rod-cone pucrpodmeii, CCHCOHEBPAJIbHOW TIYXOTOH U
TucyHKIMEH I0YeK, NMPH KOTOPOM OTMEYallich Io4YedHble H3MeHeHus (tuna daHkoHM),

paxuTononooHbIe AedopMaliK CKeleTa, U modyedHas HepocrarouHoctsb (Beighton P et al., 1993).

JInzunypudeckas 0eJikoBasi HeNMepPeHOCUMOCTh

AyTocoMHO-perieccuBHOE 3a00yieBaHue, CBsI3aHHOE ¢ Je(eKTOM TPAHCIOPTa KaTHOHHBIX
AMUHOKHUCIIOT — JIM3MHA, apTUHUHA U OpHUTHHA. Bcero omucano okono 80 OonbHBIX, Oosee
noJioBUHbI — B OuHnsHauu. KimmHuka — 3aj7iepkka pocra, Beca, MbIIICUHAsi TUIIOTOHHUS, CTYTIOP
nocie ymnorpeOneHuss Ooraroil mpoTeMHamMH NHIM. Y OONBIIMHCTBA JETEHl OTMEYanoch
3a/IepKKa CO3pEBaHMsI KOCTHOTO CKelera Ha 1-5 JeT, CKJIOHHOCTh K IIepesioMaM U
PEHTI€HOJIOTMYECKHE MTPU3HAKU TSKEJIOr0 OCTEONOPO3a, U3MEHEHHUSI KOCTEN B BUJIE YTOJILIEHUS
KOPTEKCa TISICTHBIX KOCTEW, YTOHBIIEHUS KOPTEKCa JUIMHHBIX KOCTEH, pPaxXUTOIOIO0OHEIC
W3MEHEHUs MeTa(u30B, YMEHBIICHHUE BBICOTHI IIO3BOHKOB, paHHEE pa3pyllieHHe KOCTEH.

KOppeJ'ISII_II/II/I MCKIY KJIWHUKOMN U PEHTTCHOJIOI'MYCCKUMHU HAXOJAKaMH HE Ha6J'II-OI[aJ'IOCB.

Myxkoaunuaos 2 Tuna
Bropuunsie paxurononoOHble N3MEHEHUS, BO3SMOXHO CBSI3aHHBIE C TOPAKEHUEM NI€UECHH,

IMOYCK U OIMOCPCAOBAHHBIC MAPATTOPMOHOM U BUTAMHUHOM I[

CHuHIpPOM BPOKIEHHOT0 JTHHEHOI0 caJIbHOI0 HeByca
Y nerelt KpoMe JIMHEMHBIX JKENTBIX JMOO JKENTO-KOPUYHEBBIX TMOPAXKEHUH  KOXKHU
(TMCTOIOTHYECKM — aKaHTO3 M MalM/UIOMaTo3, OTpakarolue nponudepanno KepaTHHOLHUTOB,
PYAMMEHTApHbIE BOJOCSHBIE (OJTUKYIbI C JKUPOBBIMH, 3K30 U AallOKPUHOBBIMH JKeJIe3aMM)
OTMEYAIOTCSl CYJIOPOTH, 3aJepKKa YMCTBEHHOIO pa3BuUTHs, runodocharemMuueckuii paxut
(runodocdaremusi, HOPMOKaJIbIMEMHS, HOPMAJIbHBI YpOBEHb IapaTrOPMOHA, JEpPUBATOB

BUTaMuHa /|, TOBBIIIEHHAs SKCKperus ¢pocdaros.

Bmmapﬂaﬁ aTpe3rusl TaKXKC MOXKET acCOIMHUPOBATBCA C OCT@OHGHHeﬁ, paxuToM H

CIIOHTaHHBIMU IICPEIOMaMU.
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[TopaxeHus1 BbI3BaHbI HAPYIICHUEM BCAChIBAHUS BUTAMMHA /| B KHMILEYHUKE AaXKe MPHU
aJICKBaTHOM TMpueMe (HEAOCTaTOK CEKPELUU >KEIUM), HEJOCTATOUYHBIM THUPOKCHIMPOBAHUEM
BUTaMUHAa J| B TICUEHW W CHUIKCHHEM BCAChIBaHHs Kanblus U (Gocdopa B CHIy KUIICUHOM
Manbabcopbiu. Bo3moxkHO HapymeHue (GYHKIUM 0OCTeo07IacToB  TOJA — BO3JEHCTBUEM

TUTIEPOMIIUPYOUHEMUH.
Tupo3unemus (Tum 1)

3abosneBaHue CBA3aHO C JE(PUIUTOM aKTHBHOCTH (hyMapuiialeToaneTaTeruJpOKCHIIa3bl.
«BuHOBHBIN» TeH JoKaau3oBaH Ha 15 Xxpomocome. Mytanuu NOPUBOJAST K HApPYILICHUIO
MeTabomu3Ma THUPO3MHA C IOBPEXKICHUEM IICUCHM, TOUYEK, Nepuepudeckux HepBoB (Ooiw,
napanuuu). [lepBbIM MOpakeHHBIM OPraHOM SIBJISCTCS IEYCHb, B TCUCHHE IEPBBIX MECSIICB
KU3HU OTMEYAIOTCS HAadaJIbHBIE MTPOSBICHUS IEYCHOUHOU TUC(YHKINH, C OTAAJIICHHBIM HCXO/IOM
B IMPPO3 U NEUCHOUHYIO KapuuHoMy. Kak mpaBmiIO mpUCYTCTBYET MOBPEKACHUE TYOYISIPHOTO
TPaHCOpPTa, C Pa3BUTHEM TSDKEJIOTO paxuTa BBUAY motepu (ocdaroB. Y HEKOTOPHIX MAIMEHTOB

Pa3BHUBACTCsA HC(I)pOKaJIBI_[I/IHOS U 11o4C€4yHasa HCJOCTAaTOYHOCTD.

Bo3zpactanue ypoBHS THpO3MHAa M METHOHMHA B CBIBOPOTKE IPUBOAUT K IOSBICHUIO
«KarmycTHoro» 3amaxa oT OonpHbIX. K pasButuio cunHgpoma @DaHKOHUM MPUBOIUT
CYKIIMHHWJIALETOH, CTPYKTYPHO CXOJHBIN ¢ MajeMHOBOM KuciaoTol. CyKIMHUIIALETOH 00pasyercs
U3 Majeujalneroanerara U (ymapuianeroanerara, HaKallJIMBAIOIIUMXCS B TKAaHAX OOJIbHBIX
tupo3uHemMuell. CyKIIMHNIALETOH TaK)Ke OTBEYAeT 3a pa3BUTHE NepuepruyecKol HelpomnaTuu
BCIICICTBHE WHTUOMTOPHOTO A(dekra Ha geruaparasy d-aMHHOJIEBYICHOBOW KHCIOTBI |

HOCIIEAYIOIee HAKOTUICHNE HEHPOTOKCHYHOMN (-aMUHOJICBYJICHOBOM KHUCIIOTHI.

OCHOBHBIM SIBIISIETCSl HAa3HAUCHHE HU3KOTHPO3MHOBOW, HU3KO(PECHHUIIAIIAHWHOBOW JIMETHI,
NOPUBOJAIIEH K YMEHBIICHUIO MOPaKEHUs MOYEK, OJHAKO BO3ICHCTBUE IUETHl Ha MOpaXKeHUE
IEYCHH MEHee OImpeeieHo. 2-(2-HuTpo-4-TpuduroopoMeTnioeH30m)-1,3-1uKI0reKcaH IHoH
(NTBC) Omokupyer p-ruapokcudenwmmupysarauokcurenasy (PHPPD) wu  oOpasoBanue
Majensaneroanerara W - (ymapuianeroanerara. Y JI€YEHBIX TAIIMEHTOB COKPAIIaeTCs
BbIICNIeHHE (-aMHHOJICBYJICHOBOW KHCIOTHI M CYKIMHUJIAIIETOHA C YIydlleHHeM (YHKIHU

INCYCHU U ITOYCK.
boae3nn HAKOILUIEeHNA IIMKOIreHa

Taxoke MOTYT CONpPOBOXKIAThCSI pa3BUTHEM cHUHIpoMa (DaHKOHM B Cllydyae HAKOIJICHUS
IJIMKOTE€HA B MOYEYHBIX KaHAJIbIaX, Hapymaromero npoaykuno AT®. TunuuHeli npuMep —
curapoM Fanconi-Bickel, xapakrepusyrommiics CHMXEHHUEM HCIIOIB30BaHHS TallaKTO3bl |
OTJIO)KEHHEM ITIMKOT€HA B TEUEHU M NPOKCUMAJIBbHBIX MOYEYHBIX KaHAJIbLAX. JTH U3MEHEHUS
CBS3aHBI C MyTamuWedl reHa mIroKo3Horo tpancmoptepa 2 (GLUT2). V mnammenTtoB ¢
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MJIa/ICHYECTBA Pa3BHBACTCS 3aJlepKKa (PU3NYECKOrO Pa3BUTHSA, T'€NaTOCIUIEHOMETAUs, PaxuT,
BO3MOXKHA THUIIEPIIIMKEMHsI ¥ TOJWYpHs B HEOHaTalbHOM mepuone. cunapom Fanconi-Bickel
HeoOxonumo auddepeHnnpoBars ¢ IMIMKOTeHO30M | THIa, BEI3BAHHOTO JE(PUIIUTOM IITFOK030-6-
docdarazpl. Y 310l Tpymmbel OONBHBIX B HEOHATAIbHOM IIEPUOJIE PA3BUBACTCS TSDKENAs
THITOTTIMKEMUSI M JIAaKTaT-ali/103, TOpaXkeHHe MmoYek — OoJiee Mo3aHee ociokHeHue. Jleuenne

CHUMIITOMaTHu4CCKOC.
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TecTOBBIE 3aJaHUA C ITAJIOHAMM OTBETOB

TecToBbBIE 3a1aHUS:

1. BUTAMUH /3 B MAJIBITMITMEBOM U BA3AJIBHBIX CJIOAX KOXWU U3 7-
JETUAPOXOJIECTEPOJIA CHUHTE3UPYETCS 11O/ JIEUCTBUEM
YIBTPA®HOJIETOBOI'O OBYUYEHMS C JJIMHOM BOJIHBI

1) 300400 um
2) 302-200 um
3) 180-279 um
4) 290-315 um

2. IIPM  BUTAMUH-A-3ABUCHMMOM PAXUTE 1 A THIIA HWMEETCA
HAPYIIEHUE PEABCOPBLIMU KAJIBLIVA

1) B 1uCTaNBHBIX KaHAJIbLAX

2) B coOuparenbHbIX TpyOOUKax

3) B IpoKCUMaJIbHBIX KaHAJIbIAX

4) B metne ['enne

3. TP BUTAMUH-/I-3ABUCUMOM PAXUTE I A TUITIA UMEETCA

1) noBBILIEHHAS YYBCTBUTEIBHOCTh SMUTEHUS IOUEUHBIX KaHAJbIIEB K IAPATTOPMOHY
2) HapylIeHHne 00pa30BaHUs KalbLIUTPHUOIIA

3) HeOCTaTOUYHOE MOCTYIUICHHE BUTaMuHa [l B opranu3mM pebeHka

4) camxenue peadcopOrun pocparon

4. ITPU TUTIO®OCDPATEMUYECKOM PAXUTE UMEETCSH

1) MOBBIIEHHAST TYYBCTBUTEIHHOCTH SITUTEIHNS IIOUYEUHBIX KAHAJIBIIEB K MAPaTTOPMOHY
2) He3penoCcTh PEPMEHTOB NEUEHU

3) HapyuieHue o0pa3oBaHus B Moukax 1,25-auruapoxcuxosnexanbuudepona

4) camwxenue peadcopOun pocharoB B KaHAIbIAX

S. HA3OBUTE TEPAIIEBTUYECKHUE MEPOITPUATUA 1P
BUTAMUH-/1 -3ABUCHUMOM PAXUTE 1A TUITA

1) npumenenue gocdaron
2) mpuMeHeHue BuTaMuHa /|

3) npUMeHeHHe aKTUBHBIX METa00IUTOB BUTAaMHUHA []
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4) TONBKO TUHAMUYECKOE HAOTIOACHUE M CHMIITOMATHYECKast KOPPEKITUS OCIOKHEHUI

6. KIIMHUKY BAHAJIbBHOI'O BUTAMUH-A-AEOULIMTHOI'O PAXUTA B EI'O
«IBETYIIEN» ®OPME HATIOMUHAET

1) Buramun J[-3aBucumbiii paxut |A tumna

2) putamuH Jl-3aBucumbii paxut |IA Tuna

3) 6one3ns ne Tonu-/ledbpe-PankoHu

4) X-cuermieHHbId TunodochareMUIeCKUil paxuT
7. BYPOCYMAGB ITPEIJIOXKEH JIJTS TEPATTNUA
1) Buramun J[-3aBucuMbIi paxuta [A Tumna

2) putamuH JI-3aBucumblii paxuta IIA Tumna

3) 6one3ns ae Tonn-/ledpe-DankoHn

4) X-cuermieHHoro runodochareMuIecKoro paxura
8. IJI BOJIE3HU JJE TOHU-AEBPE-®AHKOHU XAPAKTEPHBI
1) 3amepxka pocta

2) BanbrycHas nedopmanus KOCTe KOHeUHOCTe!
3) BapycHas nedopmarus KocTel KOHEUHOCTEH

4) pBoTa

5) nonuypus

9. HABOBUTE TEPAIIEBTUYECKHWE MEPOITPUATUA TTPU TUTTODPOCDATE-
MMNYECKOM PAXUTE

1) npumenenue pocdaron
2) npuMeHeHue BUTaMuHa /|
3) npuMeHeHue aKTUBHBIX METa0O0IUTOB BUTAMHUHA J{

4) TonpKO TUHAMHYECKOE HAOIIOCHNE U CUMITOMATHYEeCKask KOPPEKIUS OCIOKHEHHM

10. HA3OBUTE TEPAIIEBTUYECKHUE MEPOIIPUATA IIPMU BUTAMMUH-I
3ABUCUMOM PAXUTE Il A TUITA

1) npumenenue pocdaron
2) MpUMEHEHUE aKTHBHBIX METa0O0INTOB BUTaMKHa [ B cynpadu3nonornyeckux g03ax
3) npuMeHeHne aKTUBHBIX METa00IUTOB BUTaMUHA /[ B PU3NOTOTHYECKUX 103aX

4) TOJIBKO TMHAMH4YCCKOC HaGJIIO,HeHI/IC U CUMIITOMAaTUYCCKasA KOPPCKIUA OCJIOKHEHUH
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OTBeTHI:
1-4

2-3

3-2

4-4

5-3

6-1

7-4
8-1,2,4,5
9-1,3
10-2

CuryanuoHHble 3212494

3anaua Nel

Po3a I, 2-x ner Haxomuiack B HedponormdeckoM otaenenun JJIKBNel ¢ 12 mas mo 4 vrons
2004 roma. PeGeHOK moCTynui B CTallMOHApP B TSHKEIOM COCTOSHHHU, C KajlobdamMu Ha Oonmu B
KOHEYHOCTAX. PEOCHOK HE CTOUT, HE XOIUT, CUIUT ¢ moaaep:kkoi. BeipaxkeHna nedopmanus Oenep,
rojieHel, peOepHbIe «IeTKmy», «OpacieTki». PebeHok orcraeT B pusmueckom paszsutiu (Bec — 10 kT,
poct — 75 cMm). B anamHe3e — crioHTaHHbIe TieperoMbl. HacnencTBeHHOCTh OTSTOIIEHA — ¥
0TIIa, €0 OpaTheB, TBOIOPOIHBIX OpaTheB U cecTep — nedopmarnuu HKHUX KoHeuHoctel (O — u
X — obpa3Hoe uckpuBieHue). 13 anamHe3a M3BECTHO, UTO JIEBOYKA JI0 MOJIYTOpa JIET HaXOAUIach
Ha TPYJHOM BCKapMIIMBAaHUH, PO(UIIAKTHKY paxuTa BUTaMHHOM J| — He momydana. [lemuarpom
peryssipHO He HaOIIOanach.

[Ipu nocrynnenuu:

B o0mem ananu3ze mouu: yi. Bec — M/M, 6e10k — otp, Le 0-1, Er —0 B n/3penus

B anammsze xposu: H6 — 122 r/n, Er — 3,9T/n, UII — 0,93, COD — 4 mm/4, Le —8,6 I'/x,
/s- 0 %, c/s1-37 %, so3uHOpmITEl — 1%, TuMdonuTei-61 %, MmoHOIUTEL — 1 %

buoxumus kposu:

bumupyoun — 7,33 mxmonb/n, xonecrepud — 4,11 mMmons/n, dpepmentst AcAt — 0,59
MKkat/1, AnAt — 0,18 mkkar/n, Kpeatunun — 38,7 MxMmonb/i1, moueBuHa — 3,99 mMMomb/m,

caxap — 4,3 MMoITb/1

13 mas 27 mas 3 uroHA
Kanbumit kpoBu 1,95 mMone/1 2,82 MMoOIIB/1 2,37 MMOJIB/TI
®docdop kpoBu 0,90 mmounb/n 1,56 MMonb/n 1,92 mMonb/n
[enounas 7859 E/n 5185 E/n 2610 E/n
docdaraza
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buoxumus mouun: ammumak — 841,5 Mr/cyr, TUTpyeMble KHUCIOTHI — 72,3 MAKB/ CYT,
okcanarel — 53,5 mr/cyt, yparel — 1,82 r/cyt, Kanmpmmit — 0,11 mmons/cyt, @ochop — 9,25
MMOJTB/CYT

[Ipo6a CynkoBUYa — OTpHII.

VY31 nouek u OBII: yBenuueHue pa3MepoB MEUEHH, XOJiecTas, AeQopMaIlusl KEITIHOTO
My3bIps, YBEIMYCHHE pPa3MEpPOB IMOKENYIOUYHON Kele3bl. YMEHBIICHHE pa3MepoB IpaBoOi
MOYKH: pa3mep npaBoii mouku — 60X32 mm (HopMa 70 x 30 Mm).

OKT': 6e3 maronoruu

R — rpamma Ta3zo0eApeHHBIX CYCTaBOB — MPHU3HAKU MAaTOJOTMYECKUX CPACTAIOIINUXCS
nepenoMoB Oeziep, 30H MEepecTPOKH KOCTHOW TKaHM Ha (JOHE PaxuTONOAOOHOTO 3a00JECBaHMUS.
Snpa oxocTteHeHUs TOIOBOK Oenep He nuddepeHpyroTes, 6eapa HaXoAITCs B JIaTEPONO3UIUH,
CKJIaJIbIBAETCsI BIIEYATIICHHE O IBYXCTOPOHHEM IOJBBIBUXE TOJIOBOK Oezep.

Kpanuorpamma — wuepen o0O0bI4HOUW (OpMBI, pa3MepoB, KOHGUTYpalUH, IIBBI U
COCYIUCTBI PUCYHOK BBbIpaXK€H OOBIYHO, NAJbLIEBbIC BJABJIECHUS HE YCHJIEHBI. Typelkoe ceao
0€e3 MmaToJIoTUu.

R — rpadwus xocreii roneHu cieBa oT 1 MIOHS — BBIPAKEH OCTEONOPO3 KOCTEH TOJICHH,
CTONIIBI, ONpeAeNsieTcs TepenoM  OombmeOepHoBOi  KOCTH B CpeAHEH TpeTH ¢
YAOBIETBOPUTEILHBIM CMEIIEHUEM OTIOMKOB.

JIOP: 14 mas — ocTpblil JBYXCTOPOHHUI CpeAHUN OTUT. 21 Mast — BBI3IOPOBIICHHUE.

Oxynuct: masnoe nHo: JI3H cBetsbie, rpaHUIlbl YETKHE, BEHBI, apTEPUH HE U3MEHEHBI.

Hesponor — MuHMManpHas Mo3roBasi IUCHYHKIUS, CHHIPOM TUIIEPBO30YIUMOCTH.

[IpoBeneno nedenue: pexum obuwmii, cton 16, B/M ButamuH BO, Kanmblius DIIOKOHAT,
KaBUHTOH, BHYTpb BUTaMHH /I3 Boanblit p-p — 15 000 ME / ¢ 14 mast/ — 20 000 ME / ¢ 17 mas/
— 30 000 ME / 26 mas/, pusnoneuenue — 31eKTpodope3 Kalublus HA MOSCHUYHBIA OTJIEIN
1mo3BoHOYHKKA 1 roneHu Ne 15, JIOK.

B pesynbrare mpoBeAEHHOIO JICUEHUSI COCTOSHUE peOeHKa YIydIIWIOCh, CTala CHAETb,
YIY4IIWINCh OMOXMMHUYECKUE TOKa3aTeNlu KpoBM (KanbLui, docdop, menouynas docdarasa).
1 wuIHS OTMEYaloCh pe3koe OEeCrmOoKOMCTBO, peOeHOK MmamuT JieByro Hory. Ilocie
PEHTI€HOJIOTHYECKOT0 00CIIeI0BaHNUS BBISBIICH MIEPEIOM JIEBOW TOJICHH, HAJIOKEH THIIC.

KoHTponbpHBIE BONIPOCHI:

1. Bam npenamnonaraemMelii 1uaruo3?

2. KaxkoB rene3 pa3sutus 3aboneBanus?

3. Kakue oOcnenoBanms moka3zaHbl JaHHOMY peOeHKY?

4. Kakue TepaneBTHYECKUE MOAXOAbI HCIIONB3YIOTCS B JICYSHUH TAHHOTO 3a00eBaHUs?
5. CocraBbTe IUIaH JUCIIAHCEPHOTO HAOIOACHUS 3a JaHHBIM PEOESHKOM.

6. IIpornos 3aboneBaHusl.
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3amaga Neo2

JIpstHa b., 1 rog 5 mec. Haxogmnacek B Hedponorudeckom otaenernu JI'KBNel ¢ 12 mas
no 28 mas 2004 rona. PeOeHOK mOCTyNWII B CTAallMOHAP B COCTOSIHUU CPEIHEN CTENEHU TSKECTH,
Kalpu3eH, almeTuT CHUKEHHBIHN, TUI0X0 cnuT. PeOEHOK HEe CTOUT, HE XONIUT, MJIOXO CHAMT, IpU
MOMbBITKE IMOCTaBUTh Ha HOrM — IU1adeT. Beipaxkena O-oOpasHas nedopmanusi BEpXHHUX U
HIOKHUX KOHEYHOCTEH, Oeapa, IUIEYM YKOPOYCHBI, pPEOEPHBIE «UETKW», «OpacieTKu»,
BBICTYIAIOIINE peOepHble M TeMeHHbIe Oyrpbl. PebGeHok oTcraeT B (U3NYECKOM pAa3BUTUHU
(Bec — 8 xr 800 1, poct — 65 cm). Koxka OnmemgHasi, ¢ MpaMOpPHBIM PHCYHKOM, ITHAHO3
HOCOTYOHOTO TpeyroibHuka. Yacrora neixanuii 24 B Mua, YCC 136 B MUH, KUBOT YBEJIUYCH B
o0beme, mepeHss OproIliHas CTEHKA TUIIOTOHUYHA. B TedeHue mociieqHuX 2-X Helelb CO CJIOB
MamMbl — Jau3ypus. M3 aHamMHe3a W3BECTHO, YTO JEBOYKA OT TPEThel OEpeMEHHOCTH,
MpoTeKaBle Ha (oHE aHeMHUM, XPOHUYECKOTO MHeloHepputa marepu. Bec mpu poxaeHUn
3300. o roma Haxogwiach Ha TPYAHOM BCKapMIIMBaHMM, BUTamMuH J[ — He momydvana.
[lenuarpom perynasipHo He HaOJIOIaIaCh.

[Ipu nocrynnenuu:

B o6miem ananuze moun: ya. sec — 1010, 6emok — 0,05%o, Le crutonib B mose 3peHwus,
Er — 0 B i/3penHus, 6akTepun B OOJIBIIOM KOJUYECCTBE

B anammze kposu: H6 — 108 1/n, Er — 3,5 T/n, LIT — 0,86, COD — 3 mm/4, Le — 8,3 T'/n,
/st — 2 %, ¢/s—21 %, 303unopuisl — 0%, mumdormtel — 69 %, MmoHOIUTH — 8 %0

buoxumus kpoBu:

bumupyoun — 8,22 Mxmonb/n, xonectepudH — 4,45 mmonb/n, depmentsl AcAt-0,49
MKKat/in, AnAT — 0,15 mxkat/n, Kpearuaun — 39,25 MxMonb/i1, ModeBuHa — 1,78 MMomb/1, caxap

— 3,9 MmMonb/n

13 mas 28 mas
Kanpumii kpoBu 2,45 MMOJIB/1 2,46 MMOJIB/1
docdop KpoBH 0,67 MMoub/n 1,51 MMonb/n
lenounas ¢ocgarasza 9106 E/n 6059 E/n

KIIP ot 24.05 (BeHO3HAas1 KPOBbB):

pH 7,29, pCO2 56,1 mm pt ct, pO2 16,8 mm pt ct, SBE 0,9 mmonb/n, kanwii 4,1 MMoIb/1,
Harpuii 142 MMoins/nuTp, HOHU3UPOBAaHHBIN Kaybiuil 0,74 MMOJIB/N

buoxumus mouu:

Ot 17.05: ammuak — 292,4 mr/cyT Mr/c, THTpyeMble KACIOTHI — 32,6 MIKB/CYyT, OKCaJIaThl
— 47,1 mr/cyt, yparsl — 0,55r/cyt, Kanbiwmii — 0,4 mmoinb/cyt, @ochop — 3,2 MMOIIB/CyT;

Ot 20.05: Kanbiwuit — 4,0 mmons/cyt, @ochop — 36,9 mmons/cyt
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ITocee mMounm Ha d¢nopy ot 14.05 — xwumeyHas namouka B TuTpe S50 THIC. KOE€,
KOHTPOIBHBIN TToceB OT 19.05 — cMmemanHas MuUKpodIopa MeHee 5 ThIC KOoe.

B anammse kposu ot 24.05: H6 — 117 /0, Er — 3,6 T/n, LIIT - 0,97, CO3 — 3 mm/4, Le — 8,7
I'/n, /st — 0 %, c/s1 — 23 %, 303un0oduisl — 1%, mumdborutst — 73 %, MmoHOIUTHI — 3 %

B o6miem ananuze mouu ot 14.05: ya. Bec — mano mouu, 6eok — otp, Le 67, Er— 0 B
1/3peHusi, 0akTepuu B HEOOIBIIIOM KOJTMUYECTBE

[Tpo6a CynkoBrua — nojoxurenbHas (+) ot 26.05.

V3U nodek: YMeHbIIEHHE pa3MepoB MPaBOW IMOYKHU: pazMep mpaBod mouku — 64X31
MM, JieBoi 68X29 mm (HopMma 70 x 30 MMm).

R — rpamma Ta3zo0eapeHHBIX cycTaBoB U rosieHeit ot 19.04 — ocreonopo3 koctei Tasa,
Oenep, roimeHeld W crom. bokanoBuaHO pacmmpeHsl Meradusbl TpyOuaTbIX KOCTEH, OHHU
Oaxpomuyareie, HeueTkue. JuctanbHble MeTadu3bl OOJIBIIEOEPIIOBLIX KOCTEH nedopMUpOBaHbI
MOJ] YIJIOM, OTKPBITBHIM K3aJH, IO 3aJHEMY KOHTYPY MPOCIICKUBACTCS JUHEHHAsI IEpUOCTaIbHAas
peakuus.

JIOP: 6e3 narosioruu.

Hesponor — HeBp030mog00HOE COCTOSTHUE, CUHIPOM TUIIEPBO30YTUMOCTH.

l'unexonor: HapyskHble MOJNOBBIE OpraHbl cPOPMHUPOBAHBI MO KEHCKOMY Tuily. BynbBa
THIIEPEMUPOBAaHHA, COCY/Ibl HHBEIIMPOBAHBI, BBIJICIICHHS CEPO3HO-THOCBUIHEIE.

Ma3zok w3 Bnaranuma: JeukouuTsl 15-20 mone 3peHus, 3NUTENUH MOIUMOP(HBIA B
YMEpPEHHOM KOJIMYECTBE, CIIHU3b B HEOONBIIOM KOIUYECTBE, rpaM +, — KOKKH B HEOOJbIIOM
KOJTMYECTBE.

[IpoBeneno neuenue: pexxum oOmi, cron 17, B/M amMnumuumH 6 gHel, BuTamMuH B6,
BHYTpH BuTamuH /I3 Boauslii p-p — 10 000 ME (c 14 mas) — 15 000 ME (c 17 mas) — 19500
ME (26 mas), BJI-komruieke, Kanblius TIIIOKOHAT, acrapkaM, Gyparus, Kanblus muinepodocdar,
NPOKJIAa KU Ha BYJIbBY C JIeBOMUKoJeM, ¢pusnoneuenne — YPO obmee Ne 7, JIOK.

B pesynbrare mpoBeneHHOTO JIUEHUsI COCTOsSIHUE peOeHKa Yay4IIMIOCh, AEBOYKa CTalla
ONMPATHCS Ha HOXKKH, C/eJIalia IIePBbIe CaMOCTOSTENILHBIC IIIATH.

KoHTponbsHbIE BOIPOCHI:

1. Bam npeamnonaraeMblil 1Maruo3?

2. Kaxkos renes pa3sutus 3aboneBanus?

3. Kakue o6cnenoBanus moka3zaHbl JaHHOMY peOeHKY?

4. Kakue TepaneBTHYECKUE MOAXOAbI HCIIONB3YIOTCS B JICYSHUH TAHHOTO 3a00IeBaHU?

5. CocTtaBbTe IUIaH JUCTIAHCEPHOTO HAOMIOACHUS 32 JAaHHBIM PEOSHKOM.

6. IIpornos 3aboneBaHusl.
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3amanue Nel

VYV pebenka nHaubonee BeposTeH aepuuuT anmbha — THUAPOKCHIA3B (pa3BUTHE
THIOKANbLIUEMHH, THUIOpocdareMun, MOBBIIICHUE YPOBHS LIENOYHOM (ocdarasbl, ceMeHHbIN
aHaMHe3 3a00JIeBaHMs, XOpOUIMH OTBeT Ha Tepanuto BuUTamMuHOM [I). [lng moxarBepxaeHus
JIMarHo3a HeoOXOOUMO OIpeAETeHHE YPOBHS METaboJIMTOB BUTaMMHA /I, maparupeoupaHoro
TOPMOHA ¥ MOJICKYJIIPHO-T€HETHYECKasi BEpUPHUKAIHS JUArHO3A.

[Iporuo3 3aboneBaHMs NpPU aJE€KBaTHOM HAOMIOACHWU U JIEYEHUH — OTHOCUTEIHHO
OJIaroNPUSATHBIH.

3amanue Neo2

VY pebenka uMeeT MecTo BUTaMHUH-/I-epUIMTHBINA paxuT, IEPUOA pa3rapa,

ConyrcrByromue 3aboneBanus: OcCTpbiii MUCTUT. BynbBUT. AHEMHUS JIETKOW CTENEHU
TSDKECTH, TMIIOXpOMHas. [lJis MOATBEpXAEHUS OuarHo3a HEOOXOIUMO ONpEeAeSIeHHE YPOBHS
MeTa0OoJIUTOB BUTaMuHa /I, maparupeonJHOro ropMoHa Ha (poHe Teparuu.

[Iporo3 mo ocHOBHOMY 3aboyieBaHHIO — OnaronpuaTHeid. HeoOxomumo yTodHEeHUE
COCTOSIHMSI MOYEBBIICIUTEIBLHOW CUCTEMBI (B TOM UHCJIE MPOBEIEHUE MHUKIMOHHOMN

nycrorpaduu I UCKIIOYCHHS peIIFOKCHOM 00JIE3HU TTOYEK).

3aKJIouYeHue

B Hacrosiiee Bpems HakomieHbl (M MPOAOJKAIOT AaKTUBHO HAKAIUIMBATHCS) HOBBIE
JaHHble IO OSTHUOJIOTUH, T[IaTOTEHe3y, a, CIIEJOBAaTeNIbHO, U Tepamud, OCHOBHBIX (opM
paxuTOnoA0OHbIX 3aboneBaHui y nereld. CyliecTBeHHBIH MPOPHIB B MOHMMaHUM MEXaHU3MOB
pasBUTHs OTAEIbHBIX 3a00yieBaHMIM ObUT JIOCTUTHYT IIOCJ€ TOSBICHHUS AaKTUBHBIX (opMm
ButamuHa JI. Kpome Toro, craso BO3MOXHBIM 3(PQPEKTUBHOE JIEUEHHE TAKUX HO30JIOTHH, Kak
BUTaMUH /[ 3aBHCUMBIN paxuT | THNa, C MEHBIIUM KOJWYECTBOM OCJIOXHEHHUI. MBI mocTapanuch
U3JIO)KUTh M CHCTEMATU3UPOBATh HMEIOIIMECH Ha JaHHBIi MOMEHT CBEIECHUdA, YACIHUB
CYIIECTBEHHOE€ BHHMaHHME I'€HETHUYECKUM MEXaHM3MaM pPa3BUTHS OCHOBHBIX PaxXHUTONOAOOHBIX
3a0oneBanuil. K coxanenuto, reHETUYECKNE UCCIIEOBAHUS MTPH PAXUTONOAOOHBIX 3a00I€BaHUSIX
elle He CTaJIM OOLIENPUHATON MpakTUKOW B OonbIIMHCTBE LEeHTpoB Poccuiickoit denepanumy,
YTO MPUBOAMT B OOJBIIMHCTBE CIy4aeB K Ha3HAYEHUIO Tepanuu smnupudecku. Cutyanuio
ycyryOusieT oueBUHAs TEPMUHOJIOTUYECKas MyTaHUIA C MMOHATUSAMHU BUTaMUH /| 3aBUCHMBIA 1
BUTAaMUH —/[-pe3ncTeHTHBI paxuT. Ham KakeTcs, 4To B CBETE IOJYYEHHBIX B IOCIEHUE
NECATUIIETUS JTaHHBIX CYIIECTBYIOIIas Kiaccuukauus Hyxkaaercss B nepecmorpe. Hanmeemcs,
YTO HAlle PYKOBOJACTBO OK&XKETCsS IIOJIE3HBIM IIUPOKOMY KpYTy CTYIEHTOB, KIMHUYECKHUX

HHTCPHOB U OPAUHATOPOB, a TAKIKE Bpaqeﬁ pa3jinuHoro HpO(I)I/IJISI.
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IIpusoxkenus

Hpuiaoxkenue Nel

B HACTOAIICC BPEMA HA PBIHKC IMPCACTABJICHBI CJICAYIOMUC ITPCIIaparbl BUTAMHUHA I[I

e Xonexanbrudeporn - J13 (Bunexon, puranton, /13 BON, Bogusrii pactBop Terpol,

OKCHJICBHUT)

e  akTHBHBIC MeTabonuTHl BUTaMuHa J[3: anbdakaneuumon (aasdha-3-TEBA);

KaJbLUTPUOJI (POKAIBTPOI)

o  KomOunupoBanusie npemnaparsl Butamuna J| u xaneius (Kansumii-/13-Hukomen).

[Ipumenenue npemnaparoB | rpynmbl TOMYCTUMO y OOJBHBIX C MHTAKTHOM (DyHKIMEH

MIEUYEHU U MOoYeK (Hampumep, sl Tepanuy BUTaMHUH-/1-1e(puuTHOrO paxmra)

AKTUBHBIE METa0OIUTHI CYHICCTBYIOT KaK B BHJAC KaJbLUTPHOJA, TaK H B BHJC

anbdakanpUTpHONa-lo THAPOKCUKANIBLIU(EPOa, TPEBPALIAIOMIETOCS B KAJIBIUTPUOI TPU

TUAPOKCUIIMPOBAHHMH HC B IIOYKAX, 4 B IICUCHH. I[aHHBIfI Inparapar MOXCET IMPHUMCHATCA IIpH

nedunute 1o TUAPOKCIa3bl U MPU MOPAKEHUU MOUeK, HO OyaeT Manod(h(deKTuBeH y OONbHBIX C

HapylIIeHHEM IeUYeHOYHbIX (DyHKIMW. B HacTosiiee BpeMs 3aperucTpUpOBAHHBIX IpENapaTroB

kanpuudeanona B PO Her.

Taoauna Ned

HpeﬂnaraeMHe JO03bI BUTaMHHA [[ U IOAACPIKHUBAIOIICTO JICHCHUS ITAIIUCHTOB C BUTAMUH l[

3aBucuMbIM paxutoM (Ilut. mo Levine MA. 2020).

3aBUCUMBIN
paxurt tun ||

yKa3aHo.

Jnaruos Buramun 12 n Kanpuudeauon, Kansuurpuodn, Anbdakanbiy-
J13, MKT/1eHb MKI/I€Hb MKI/I€Hb TPHOJ, MKT/JIEHb

Buramun-/I- - - 0,3-2,0 0,5-3,0

3aBHCHUMBIN

paxut tan | A

Buramun -/I- 100-200 20-50 0,3-2,0 0,5-3,0

3aBHUCHUMBIN

paxut tun | B

Buramun-/I- 125-1000 20-200 5,0-60,0 5,0-60,0

3aBHUCHUMBIN

paxurt tun |l

Buramun -/I- 1000 — mo? 50- no? 1-n0? 2-n10?

[IpenmouturensHas ¢popma BbIIEIECHA KUPHBIM MIPUPTOM AJs Kaxaoro 3abonesanus. H.U., ne

92



Hpuioxkenue Ne2

Tabamma NeS
OcHoBHable nokazarenu GpochopHO-KaTbIIUEeBOT0 0OMEHa B HOPME
Ne ITokazarenb Hopmarus Ennnuna
U3MEpEeHUS
1 ChIBOpOTOUYHASI KOHIEHTPAIUS KaJbLIUS 2,24-27 MMOJIB/JI
2 YpoBeHb HOHM3UPOBAHHOTO KAJIBIIHSI KPOBH 1,05-1,3 MMOJIB/JI
3 dochop CHIBOPOTKH KPOBH 1,29-2,26 MMOJIB/JT
4 25-TUIPOKCUXOJICKATBITU(DEPOIT 25-137,5 HMOJTB/JUTP
5 Kanpuurpuon 20-76 /M1
6 Conepxanue BuTamuHa /[ B rpyIHOM MOJIOKE 12-60 En/n
7 YpoBeHb napaTupeonIHOrO TOPMOHA KPOBU 1,1-6,8 TIMOJIB/JT
8 Coneprxanue MarHusi B CbIBOPOTKE KPOBU 0,8-1,5 MMOJTB/JI
9 CooTHoIIIeHHE KAJIbIIUI/KPEaTHHUH MOYH Jo 0,25:1
10 Kananpresas peadbcopbuus dpocdaron 83-93 %
Tabauna Ne6
CBIBOPOTOUHBIH YpOBEHB (OCHATOB y Pa3IMIHBIX TPYIIT MAI[UCHTOB.
®ocdarbl, CLIBOPOTOYHBbIH YPOBEHb
Manb4uku JeBouxu
Bo3pacrt Mr/nn MMouas/n | Mr/an MMoJib/Ja

FOCHI/ITa.TII/I3I/Ip0BaHHLIe ManMEeHTbI

no Soldin SJ, Hicks JM, Bailey J, et al. Pediatric reference ranges for phosphate on the Hitachi
747 analyzer. Clin. Chem. 1997; 43:5198.,

1-30 nueit 39-69 |125-225| 43-7.7 1.40 - 2.50
31-365 nueii 35-6.6 | 1.15-215| 3.7-6.5 1.20-2.10
1-3 ner 31-60 | 1.00-195| 34-6.0 1.10-1.95
4-6 aer 33-56 |105-180 | 3.2-55 1.05-1.80
7-9 aer 30-54 | 095-175| 3.1-55 1.00 - 1.80
10-12 aer 32-57 |105-185| 3.3-53 1.05-1.70
13-15 aer 29-51 | 095-165| 2.8-4.8 0.90-1.55
16-18 ner 27-49 | 085-160 | 25-4.38 0.80-1.55
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310poBbIe MALMEHTHI
ITo Lockitch G, Halstead AC, Albersheim S, et al. Age and sex specific pediatric reference
intervals for biochemistry analytes as measured with the Ektachem 700 analyzer. Clin. Chem
1988;34:1622-5.

0-5 nueii

(<25 1) 46-8.0 | 1.50-2.60 | 46-8.0 1.50 - 2.60
1-3 ner 39-65 ]125-210| 39-65 1.25-2.10
4—6 et 40-54 | 130-1.75| 40-54 1.30-1.75
7-9 aer 3.7-56 | 1.20-1.80 | 3.7-5.6 1.20-1.80
10-11 ner 3.7-56 | 1.20-180 | 3.7-5.6 1.20-1.80
12-13 aer 33-54 | 105-1.75| 3.3-54 1.05-1.75
14-15 ner 29-54 | 095-1.75| 29-54 0.95-1.75
16-19 ner 28-46 [ 090-150 | 28-46 0.90-1.50

1 mr/pa = 0.322 MMouib/J

Cxema Ne 1 Peryasinusi ypoBHSI KaJblIMsi KPOBHM NPH TMIIOKAIbIHEMUH

QVDOBHH NMOHN3NPOBAHHOIO KalibLA BHE KINETOK

I

ﬁcmmeaa napaTropmoHa

l ! l ‘,

eabcopbuum
Kanbuus B CuHTesa Mobunusauums MoveyHomn
AaucTanbHbIX KanbuuTpuona Kanbums SKCKpeuun
NOYeYHbIX B nouykax W3 koctu tocpopa
KaHanbuax

l

6copbumm Kansumus
B KMLLEYHUKE

|

Hopmokansunemus
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Cxema Ne2 Peryasinusi ypoBHs ¢gocdaToB kpoBu npu runodocharemun

ﬂypOBHﬂ CbIBOPOTOYHOrO thocgopa

l

ﬁ CuHTesa kanbumutpuona

l l l

l

Abcopbumnm ABcopbuum mo6unuaaumm
thochopa Kanbuus Kanbuus
B KULLEYHUKE B KULLEYHWKE N3 KOCTK

mobunusauum

thocopa
ﬁ M3 KOCTH

I l

ﬂ CwHTesa napaTtropMoHa

[

ﬁ Peabcopbumm coccopa B NoYeyHbIX KaHanbLax

!

‘ HopmodhochaTeMms

Cxema Ne3 lu¢p¢epeHunaibHbIii UATHO3 PAXHTA

YpoBeHb LenoyHol ocdaTasbl

Hu3akue chocoaTthl KpoBu
HopmanbHeii MTE

Huakue/HopmanbeHsie +
cdocdaThl KPOBU .
Boicokuia NMTI MnodhocthaTemmyeckuin
paxuT
Yposetb ButamuH .g,aiitimuwmbm
25 FUAPOKCUBUTaMUHAE A ButamuH [ 3aBucuMbIin
HASKAV paxut 1 B v lll TNa
YpoBeHb

BuramuH [1 3aBucumMbIin

| 525 rugpokcuBuMTamuHa [ paxut 1 A Tvna

HopManbHbI/BbICOKUIA

YpoBeHb Jednumt kansums
KanbuuTpuona Butamun [1 3aaBucumblin
> BbICOKUIA Paxur Il Tuna

lNopgo3peHue Ha
runodhocgarasmio

[NoBblleHe YpOoBHA
MNupupokcanb-5-

docaTta

+ AHanus
— ALPL
reHa

KoHTponb
TupouaHbIX TOPMOHOB

- [opmoHa pocTta
-

ApanTtvpoeaHo ua Levine MA. Diagnosis and Management of Vitamin D Dependent Rickets.
Front Pediatr. 2020;8:315. Published 2020 Jun 12. doi:10.3389/fped.2020.00315
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