OEAEPAJIbHOE TOCYAAPCTBEHHOE BHODKETHOE YYPEXXOAEHUE
BbICLUEIO O6PA3QBAHUA
«AOHELKMA roCYAAPCTBEHHbIN MEAULUMHCKWUW YHUBEPCUTET UMEHU M.FOPbKOIO»
MWUHUCTEPCTBA 31PABOOXPAHEHNA POCCUNCKOU ®EAEPALIN

HCEBAOFI/IHOHAPATI/IPEOB
CAOXHOCTHA

éI/IAI“HOCTI/IKI/I

(KAMHUYECKHMH CAVUYAWN)

aoueHT Kadeapbl neanatpum N1,
K.Mea.H. TonyeHHnKoBa EneHa HMkonaeBHa
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MexaHu3M aencreus @
napaTropmMoHa U KaJbLUTOHUHA |

[lapaTropMoH
NMNapaTropMoH KanbUuUTOHUH
B KOoCTax —tMobunmsaunto |B KOCTAX - 1 OT/IOXEHUe
N BbiXoa B KpoBb Ca 2+ Kanbuuns
B KMLIEYHUKE - B KMLIEYHUKE -
TBCACbliBaHMe Kanbuusa B lBcCacbiBaHMe Kanbumsa u
KPOBb docdaTos

B noykax - tpeabcopbunto | B noykax - 1 aKCKpeuyuto
Kanbuma un | KanbLumns

peabcopbunto pocdaTHbIX
MOHOB




NCEBAOINMMNMNOMNAPATUPEOS3

[ eTeporeHHas rpynna _

BpOXAeHHblX  3abosieBaHUM C
KIIMHNKO-NabopaTopHbIMMU
Npu3HaKaMu HEeJOCTaTOYHOCTHU
OWX Ha @oHe noBbIWLEHHOro
MM HopMmanbHOro yposH4a TITI
BCeACTBME HEeYYBCTBUTENbHOCTU ‘

nepudpepnyeckmnx TkaHen Kk MNTr




[NceBaornnonapatrumpeos
(HacneacTtBeHHasd ocTeoAnUCTpoduUS
Onb6panTa)

OB orsimuyne OT MUCTUHHOINO SsIBJ/ISIE€TCSH
BpPOXKAEHHbIM 3abosieBaHueM.

O XapakKkrtepu3yeTtcs HaHU3MOM,
aHOMaJiMasMM B pa3BUTUU CKeJeTa,
ANCTpOoMdUNYEeCKNMm M3MEHEeHUSAMM

3yboB M KOCTEeHW, OTCTaBaHueM B
MHTEeNJIeKTyaJibHOM pa3BUTUMN.

OB NPTUBOMNOJIOXXHOCTDb MCTUHHOMY
rmnonaparmpeosy oTMeYyaercs
PE3UCTEHTHOCTb K NapaTropMoOHYy.




HIIHEEH{EIHI'EHIIH]I NCEBIOTHNOMAPATHPCO3A 0 NCCBI0ONCCBI0THIONAPATHPEO3a

(H. H. lenos. 2000)
opma, Jokaauzanus rede- | ['uno- Peax- | Vpo- | llepn- | Hacnen- | Peim-
THYECKOro JedexTa (XpoMo- | Kalk- Hs BeHb | UHT G-| CTBeH- | CcTeHT-
coMA, reH) uuemud, | uAM®D | IITI | Geaxa HAH HOCTh K
rHNEp- MOYH HA| B 0CTE0- | APVIHM
pocpa- | T | xpoem AUCTPO- | TOPMO-
TEMHH s HAM
Oabpaii-
i |
[leepnorunonapatupeo: THNA + l T + + +
la; 20q13.2-q13.3, ren GNASI
[lcepnorunonapatupeos  THNA + ! T
Ib, nedexr peuenropa [T
[Tecepporunonaparupeos  THNA + ! T +
le, napymenue BHYTPHKNIETO'
noro orpera na [T anoma
JIHA dACHUIATLHKIAIE]
[leepnornnonapatnpeos  THNA + N T
[, nedpext na yponne npoTeHi-
KHHA3L A HIH €¢ CYOCTpaTa
[leeBnoncesaorunonapaTu- - N N + + -
PCO3, KOMICHCATOPHAA NMApIH-
ANBHAA HCYYBCTBHTCMBHOCTE K
LTI




[TaTOoreHes

B ocHoBe 3abosieBaHnsa nexut mytaumsa reHa GNASI
(20g13.2-g13.3), Koaupywowero CTUMYIUPYIOLLYIO
cybveamrny perynatopHoro Oenka, CBA3bIBaroLWero
ryaHnHoBble Hykneotuabl (Gsa). 3ToT 6enoK CNyXuT
nocpeagHMKoOM Mexay peuentopaMm TrOpPMOHOB Ha
MOBEPXHOCTU KNETOK-MULLEHEN U afeHUNaTuMK/ia3on,
KoTopasa Katanum3anpyetr cuHTe3 UAMOD U TakuMm
o6pa3oM 3anycKaeT peakuuto KJeTOK Ha BO3AeNCTBUE
FOpMOHOB. Y 60/bHbIX akTUBHOCTbL Gsa B 2 u bonee
pa3 HWXe, 4YeM Yy 3[0pOBbIX, MO3TOMY Y [MepPBbIX
CHMXXeHa peakuusa Knetok-muweHen Ha MTT.




KnmHunyeckue nposiBsieHuUsA
(rMmnokanbuMeMnyYeckKkum CManOM)

O

NMpuctyn TeTaHuUM - BO3HUKAET CMNOHTAHHO WU
NnpoBoOLUMpPYETCS MEeXaHUYeCKNM Nnu aKyCTUYECKUM
pasgpaxeHnem unun runepeeHTUnaumen. lNpeaBecTHUKN -
MbileyHasa 6onb, cnaboctb, napecrte3mn B obnactn nuua,
KOHEYHOCTEMN.

dnbpunnapHbie noAaepruBaHuUA OTAEJIbHbIX rpynn
MbIlLUL, repexoaswme B TOHUYECKME WU  KITOHUYECKUne
Cyaoporu.

Cyanoporu Mbilll, BEPXHUX KOHeYHocTen ¢ npeobnagaHumem
CrmbaHnsa =-«pyKa aKylepa» <«KOHCKaa cTrona».
cyaoporm BeK, Tpu3M, capaoHuM4yeckas Ynbibka,
«pblbun poTt>.

HapyweHus BHC - cnasm rfiagKoMbILLEeYHOW
MYCKY/aTypbl, 6poHXxocnasm, Ba3ocnacTtnyeckas

cTeHOKapaAusd, noyvyeyHad KoJinKa, J1IapUHrocria3m.



KnmHnyeckume nposBiieHunus

JlaTeHTHaq TeTaHung:

0 CM Tpycco - CyAOpPOXHOE COoKpalleHne KUCTU B
BUAE «PYKM aKyLllepa» yepe3 3 MUHYTbI nocne
Ha/I0XKeHMNA MaHXXeTbl Ha 06/1acTb nneya

o Cm Benca - cokpalleHne KpyroBom MbillLbl
opbuTbl 1 NO6HOW MbILLbI MPUNOKOAYMBAHNN MO
HapPY>XHOMY Kpato ria3HuLbl

0 CM XBocCTeKka - CcoKpalleHMe MblIlL, nua npu
NOKO/a4YMBAHMM MONTIOTOUYKOM B 061acTU BbIXoAa
3pUTENBbHOIr0 HEPBA

o Cm LUne3sunHrepa - cokpalweHue mbiwy 6egpa m
CYNUHaUMSA CTOMbI NOC/Ee NAacCMBHOIO CrmbaHms
KOHEYHOCTU B Ta3zobeapeHHOM cycTaBe npwu
BbINPSAM/IEHHOM KOJIEHHOM CyCTaBe




AnarHoCcTuka

JKI - yanunHeHune nHtepsana Q-T.
Copnep)xxaHuvue Ca B KPpOBM

HUXxe 2,1MMonb/n

NoHusmnpoBaHHU Ca

MeHee 1,1 MMonb/n

Mpo6a CynkoBuua

Ca He BblaenseTrca ¢ MOYoUu Mpu ypoBHe
HUXe 1,9 MMonb/n.

OeHCMHTOMEeTpPUSA - ocTeoneHuns
OCTEeOonopos.

[MapaTropMoOH — MOBbILLEH.




Ta6nuya 1. QucpdepeHunansHan QWarHOCTHKA FTMoNapaTpeo3a ¢ 3a00/1eBaHUAMH, NPOTeKaLWHMU
C TUNoKanbyueMuei H,/Mnu1 cyJopOXHLIM CHHIPOMOM

KoHUeHTpaLus
CumnToMbl 3a60NeBaHns %ﬁﬂ B CLIBOPOTKE KPOBK CocTofAHKWe cKeneta
Ca P | Wd | NTT
[MnonapaTMpena 1 ! i - + |H
OCTeoJMCTPOMWA MK H; Kank-

NcesnorMnonapaTpeoa ++ . | T | H |HT paresqelpm b
CHHIpOM MansabcopGumn npu 3abonesa-
HUAX KKT, runoeuTamMmHo3 D L LO(HTL T | HT
Hepoctarok Ca W BuTamuua D npu Gepe-
gt 4 LLIHT | HT | H |HwumocTeoManaums
ANKano3, HeykpoTHMan PBOTA, TMNEPBEHTH-
ML + H H H H |H
AMUNencus i HL | H | HT | HT |YaweH, wHoroa octeonopoa
CUMOMMMKEMUYECKHIA CUHIPOM + - B H H |H

MpUMEYaHug; + — NPU3HAK MMEETCH; ++ — NPU3HAK Pe3KO0 BLIPAXEH; . — napaMmeTp cHuxeH; T — napamerp
NoBLILEH; H — napamMeTp HaXo4WTCs B Npedenax HopMel; Ca — kansumii; P — cocgop.




Kputepun amarHo3a

O HU3KUN POCT;
O Kpyrjiioe nnuo;

O 3a/1epXXKa HEPBHO-MCUXUYECKOTO
Pa3BUTUSA;

O CKeNnleTHble aHOMAaJ1nKn,

O HU3KO0Ee coAep)XaHue Kallbuna B CbIBOPOTKE
KPOBWU;

O BbICOKMW YPOBEHb NMapaTnpeonaHoro
roOpMOHa B KPOBMU;

O CHMXEeHne 3KCKpeLunn ¢ Mo4yon dpocdaTtos
n UAMO.
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bpaxuaaktuauns npu HacaeacTBeHHOM octeoaucTpodun Onbpaiita (1BycTOpOHHEE
YKOPOYECHHE 4-X M 5-X MACTHBIX H IUIKOCHEBLIX KOCTEH)




ANropmTM AMarHOHOCTUKMU

rMnokKaJjibuumnemMmmm

[MnoKanbLuemua

T — YpoBeHb napaTropMoHa > 1
Y Y
YposeHb Mg YposeHb hocdaros
Y Y Y Y
I} HopMa J T
Y Y Y
YpoBeHb KpeaTuHuHa Yposetb 250H D3
* ﬁ i

HopMma
MceBaorMnonapampeons MoyeyHas
HeA0CTaTO4HOCTb

Puc. 1. Anroputm guarHoctuku npu runokansumuemmuu [Cooper MS, Gittoes NJ., 2008]
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ButamuH /1 3aBUCHMbIN

WX PE3UCTEHTHBIN PaxuT

Aeuuur Butamuta [l
B NULLEe, Manbabcopbuus,

npuem aHTUKOHBYNbCAHTOB




HopmanbHbIN MHTEepBan Ans
25 (OH) O3

[locTtaTo4uHbI 3anac |>30 ur/Mma

HemocTaTounocTs 12—30 ur/mia
(medomirur)

Jledurnur(cepbesunie <12 Hr/miI
HeJJOCTATKI)
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OveTtoTtepanua (ynotpebneHne npoayktoB, 6oraTbiX
KalbLUWNEM, BUTAMUHOM D, orpaHuyeHmne

cboccbopco.u,epx(au_mx NpoAYKTOB), OCHOBHbIMY NULEBbLIMU
MWCTOYHUKAMMN KanbuMa SBAAKOTCSA MOJIOYHbIE MPOAYKThI,
0CobeHHO CbIpbl, TBOpPOr, WOrypT, CJIUBKMW. KanbuMVl
COAEPXUTCA U B NPOAYKTaAX paCTUTENbHOI0O MPOUCXOXAEHUS
(coqa, ropox, 606bl, MOpPKOBb, MeTpywkKa, rpeyHeBass W
OBCHAHas Kpyna, MHXWUP, CeEMeHa KYHXYyTa, @pYyKTbl), B pblbe,
HeboJibLlOoe KOIM4YeCcTBO — B MsCe.

NMpenapaTtbl Kanbuma (kKapboHaT, uuTpaT, aKTaT,
MIIOKOHAT) Ha3HavatoT BHYTpb (1-2 r no 3sneMeHTapHOMY
KanbLUUIO).

ButamuH D3 (kanbuntpuon).

JleueHue rmnepnaparmpeovan3sma aKTUBHbIE
MeTabonutbl BuTamMnHa 12 v A3, KanbLUUMUMETUKN).



Aeuenue

Ona KynupoBaHUA CYAOPOXHbIX
NPUCTYNOB:

0 BHyTpuBeHHO 10%-HbIN pacTBOp KaibUUS
XJiopnaa unun Kanbuusa raroKoHaTa B A03€e
15 Mr afieMeHTapHOro Kanbuns/Kr;

O BHYTPb — 5-10%-HbI pacTBOp Kanbuus
xJjiopnaa no 1 ctonnoBon noxke 3—-4 pa3a B

JeHb: KanbUusa rioKOHaT, Kanbuusa nakraT
— 0o 10 r B A€Hb;

O CHUXeHune rmnepdocdareMmmn
(dbochaTtbmnHaepsbl).




KAMHUYECKHUI
CAYUAU —

PebeHok AHapen K. , 3,5 roaa

XanoObl: NPUCTYNbl HANPSXKEHUSI B KOHEYHOCTSIX.

U3 aHamHe3a: 3abonen oCTpo, Korga MoOsIBUIIUCbL MPUCTYIb
HanpsXXeHna B KOHeYHocTax. OcMOoTpeH  TpaBMaTosiIorom,
Henpoxupyprom, JIOP, MHPEKLUNOHUCTOM (NATONMOrMn He BbIABIEHO).
[MpounsseneHo CKT ronoBHoro mosra-natoniormm He BbisiBrieHo. C
ANarHo30M: CyOopOXHbIN CUHAOPOM HEACHOrOo reHesa

rocnMTann3npoBaH B OTAeNeHne peaHumMaumm W MHTEHCUBHOM
Tepanuu 'BY OHP «POKB»

U3 aHaMHe3a XuU3HU. OO0 3 neT-npenmMyLlecTBeHHO TrpyaHoe
BCKapMnunBaHue. PasBnBaetca C  HEKOTOPOU  3a4ep’KKou
NCUXOMOTOPHOro pasBUTUA (HE rOBOPUT, Ha FOPLUOK HE MPOCUTCS).
AnneTut nsbunparternbHbIM (NPEUMYLLECTBEHHO MPOTEPTOE MUTAHUE ) e

¥ N “{ /

J '




OOBLEeKTUBHbLIM CTaTyC NpPU MNOCTYMNJIEHUN. COCTOSAHME TSXKEsoe,
OOyCroBreHoO naTosiorm4eckon HEBPOSIONMYECKOM cuMnTOMaTukon. B

co3HaHuu WKI 15 6. T'mnepToHyCc B KUCTAX (MO TUMY «PYKM akywepar) u
ctonax. onoxuTenbHblM CMMNTOM XBOCTeKa. 3padku cyxeHbl D=S. Jlnuyo
Kpyrnoe, nyHoobpasHoe. YkopoyeHne 3 U 4 nanbueB Kucten. KoxHble
NOKpoBbl  GriegHble, 4uCTble.  [1OOKOXHO-XMPOBOW  CrOM  pasBuUT
yaoosretsoputencHo.llepudepnyeckne numarnyeckme yanbol Menkue. B
rnerkmx ¢ obenx CTOpoH BE3UKYIAPHOE AblxaHue. ToHbl cepaua PUTMUYHbIE,
npurnywedsl. [lpyn nanbnauum XuUBOT MSATKMW, OOCTyneH rnybokon
nanbnaymn, 6e3donesHeHHbin. [leyeHb + 0,5 cm, cene3eHka, MOYKU He
nanbNUpPYyTCA.
SDS UMT=-0,5 SDS pocta=-0,13




a,l‘{Hble AONOJIHUTENIbHOIro o6cnenoBaHUA:
O KAMHMYeCcKnit aHanms KpoBu: 6e3 natonormum

o~ CoaepyxaHme Ca B KpoBu 1,4 mMosib/m (HOpMa
2,1-2,6 mmonb/n)||

docchop HeopraHnyekummn-2,33 MMonb/n1t

25 (OH)D - 4,6 Hr/mn (HopMa 6onee 30 Hr/Mn)| |
NoHusmpoBaHHu Ca 1.1 Mmonb/n|
Ca/kpeatuHunH B mo4ye-0,07 (Hopma 0,05-1,1)
NMapatropmoH - 358 nr/mnt(Hopma 15-65 nr/mn)

0 Y3 wmMTOoBMAHOM XXene3bl, NapawuToBUuaHbIX
Kenes, NnoyeK, Haano4yeyHukKosB: b6e3
NaToNOrnu.

OcMOTp CnNeumanaucToB:
HeBponaTtonor: [ nnokanbumneMmmyeckasa TetaHna —
DHAOKPUHoONoOr: [lceBgorngonapaTtnpeos y

O OO0 O

=
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C ydeToM KNMHUKO-NabopaTopHbIX AAHHbIX
pebeHKy 6bln1 YCTAaHOB/IEH AWArHO3:
< [TceBOoornnonapaTnpeos.

B cooTBeTCTBUM C YCTAaHOBAEHHbIM AMArHO30M bOblna
HasHayeHa Tepanusa: Kanbuua  rawOKoHaT  B/B,
anbdakanbungon, ButamuH 3.

B AVNHAMunKe COCTOSIHME pebeHKa
Yy4YLlWNNOCb, JIMKBNAUPOBACA CYOOPOXHbIN
CUHAOPOM.

ans YTOUHEHUA TMNa

ncesaornnonapaTnupeonsa 3an1aHNpoBaHO._
reHeTnyeckoe obcnenosaHue.
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OBEHHOCTb KJIINMHUYECKOI'O
CNIYYAA ~

B naHHOM c/flyyae nMeno MecTo AunTesbHas
KOMMNEeHcaumnsa BpOXAeHHOro 3aboneBaHwus,
nebtoT 3aboneBaHnsa B Bo3pacTte 3,5 neTt B
BUAE TSXKENoOM rmnokakibLumeMmyeckou
TeTaHun.




SAKJTIOHEHME

o MNcesgornnonapaTtmpeos - peakoe 3abonesaHue
KOCTHOM CUCTEMbl, UMUTUPYIOLLLEE TUMONapaTUpPEO3 U
XapaKTepusylolieecsa HapylleHneMm obmeHa Kanbuus

n dpocdopa;

O MceBpgormnonapaTupeos aABnseTcs
reHeTUYECKN reTeporeHHbiM 3aboneBaHmEM.

o/lnarHocTMkKa nceBAorunonapaTupeo3a 3aTpyAHEeHa
B paHHEM BoO3pacTe B CBSAA3M C OTCYTCTBUEM
cneundunyecknx CMMNTOMOB.

O3a4yacTylo [AMarHo3 ycTaHaB/IMBAEeTCAa Ha 3JTane
NnosiB/IeHUs cneumnduyeckoro rmnokanabLMeMmMyeckoro
CY[OPOXXHOIro CUHAPOMA, 4UYTO onpeaenseTr TAXeCTb
COCTOSHMSA NaLUUEHTa.



CITACHBO
3A BHUMAHUE!
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