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Bsenenne

['urokanbLUEeMHUIO JHATHOCTUPYIOT MPH YPOBHE KajbliMs B ChIBOPOTKE KPOBH
menee 2,0 mmonn/n (8,0 Mr%) uiam ypoBHe MOHW3MPOBAHHOIO KajbliMs B ChIBOPOTKE
menee 0,87 Mmoub/it (3,5 Mr%), HO HEOHATANBHYIO THITOKABIIMEMHIO - [TPU BETHYMHAX
YPOBHS Kalablus B CBIBopg;;g;{posn meHee 1,75 MMouIb/1 (7'31_[*\"@ 1 MOHM3HPOBAHHOIO
Kanbius - MmeHee 0,75 mmoss/i (3,0 Mr%).

Ponb xanblius U1t pocTa JIeTCKOr'0 OpraHu3Ma HCKIIoUUTeIbHO BeuKa. Kanbuuii
— OJWH W3 BaXKHEHIIUX HYTPUEHTOB, OH SBISETCS OCHOBOW KOCTHOW TKaHH,
obecrneunBaeT ee MPOYHOCTh. Takke KalblUMi HEOOXOAUM JUIsi MPOIIECCOB MBILIEYHOIO
COKpalleHHs, HEPBHOIO BO30YXKAEHUS, CEKpPelMH TOPMOHOB, OH [OJEPKHUBACT
KHUCJIOTHO-OCHOBHOE PaBHOBECHE OpPraHu3Ma, ydyacTByeT B MPOLIeCCax KPOBETBOPEHHSI.
Kanbuuii BXOAMT B COCTaB KalblUUHCOAEPKALIMX COEAMHEHUH: OelKoB, FOPMOHOB,
(bepMeHTOB, BUTAMHHOB.

Hapyiuenus oOMmeHa Kaiblusi B KJIeTKaX MOIYT CTaThb NPUYMHONW HapyLIEHWH
pabdoThl cep/IeYHON MBILILLBI.

Jlocrarounoe nocrynnenue ¢ nuiieit ¥ dPQeKTUBHOE YCBOEGHHE OpPraHHU3MOM
KaJblUsl — OJHO W3 OCHOBHBIX YCIOBUW HOPMaibHOIoO pocta jeTeid. buoaocTynHocTs
KajabLusl TPU TMOCTYIJIEHUH Yepe3 JKeyJl0YHO-KUIIEYHbIH TPaKT B 3aBUCHMOCTH OT
BHa coenHenus cocrasiser ot 20 1o 40%. 3aTpyaHsieT ycBoeHHe KallblMs HATU4YKUe B
nuie OONBIIOrO KOAMYECTBA HACHIIIEHHBIX KUPHBIX KHCIIOT, KOTOpbIE COJAEPKATCA B

DapanbeM, rOBSIKbEM calle, KyJIMHAPHBIX kUpax. B aTom ciyuae Haﬁﬂ}OﬂaETCﬂ ﬂec[mum 7
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JKCIMYHBIX KHC/IOT, KOTOpPbIC TMEPEeBOAAT COCAMHEHHUSA Kajlblikd B pPacTBOPHMOC

COCTOsIHME, W 3Ha4duTelbHas WX 4YacTb BBIBOJHUTCsHA C KaJlOM. YJI)"HLUHIOT YCBOEHUE
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‘Em&% BOJIOKHA, KOTOpble TOABEpPratoTcsi (EepMEHTUPOBAHUIO B KHILEUHHUKE,

¢HACBIIICHHbIE JKUPHbIE KUCIIOTHI, MarHui, Gocdop, sicee30/ TToMIMO 3TOTO,
P
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bl IOT KHUCJIOTHOCTb Cpejibl, 4YTO YyJy4lllaeT BCACbIiBAHWUC Kallblibsd B TEHCTOH—

q\ [Ipu HecOanaHCUpOBAaHHOM TMMTAHWHK, HANPUMEP MPH [OJOJAHHH, CTPOTOM

reTapuaHcTBe MUJIH HUCKIIIOYEHHWH K3 pallMoOHa MOJIOYHLIX IMMPOAYKTOB, B OpPraHM3M



pebeHKa [OCTyNnaeT HeAOCTaTOYHOe KOJIMYEeCTBO KallbliMs, B pe3yjbraTe 4Yero
pa3sBUBAETCs TIUITOKATBLIMEMHUS, W O5TO OTPULATE/IBHO CKa3biBAa€TCsi Ha COCTOSHUM
KOCTHOM TKaHU. bosee Toro, HeOCTATOYHOE MOCTYIUIEHUE KBS C MULLIEH B JIETCKOM
Bo3paCTe M ¢ 3aHH0e C 3TUM CHM)KEHHE €ro OTJIOKeHHUS B KOCTHON TKaHu B Gomee

ap ospac:re MOTYT CTaTh MPUYUHON OCTEONMOpPO3a M IOBBILLEHHOW JIOMKOCTH
KOCTEH.

B cBs3M ¢ 2TMM BaXHO Y4MTbIBATh, YTO OTHOCHTEIBHO HH3Kas MHHEpalbHas
[JIOTHOCTh KOCTHOM TKaHH (OCTCONEHMs IO ocreonopo3) Berpeyaetcs y 10-30%
MPaKTUYECKH 3/10POBbIX MIKOJBHUKOB U JIeTel JOIIKOJILHOIO BO3pacTa.

DOu3noorus

Oxono 1 Kr Kajablusi cojlep)KuTcs B cocraBe ckenera. Beero aumb 1% obiero
COJAepXkKaHUsl KajblMg B OpraHu3Me LUUPKYJIUPYET MEXKIAY BHYTPHKIETOYHOH W
BHEKJIETOYHOI KuAKocThlo. MoHM3upoBaHHBIN Kanmblmii coctaBiseT okoino 50%
o0uIero Kajibliys, LUPKYJUPYIOLIEro B KpoBH, okoio 40% wue _KoFeporo~CBs3aH C
Oenkamu (anbOYMHUHOM, IJIO0OYJIMHOM).

[Ipn onenke ypoBHS KaibliWsi B KPOBH HEOOXOAUMO U3MEPSTH HOHW3UPOBAHHYIO
(paxinio UKW OMHOBPEMEHHO OOLIMH KalbLUi 1 anbkOyMWH KPOBH, HA OCHOBAHUHU Y€r0
MOJKHO paccyuTarb YpOBeHb HOHHM3MpOBaHHOro Kambuus 1o ¢opmyne (Ca,
Mmoab/1+0,02x(40 - anbymun, r/m). Hopmanbhblii ypoBeHb 00LIero Kanblius B
chIBOpOTKe KpoBH 2,1-2,6 Mmons/1 (8,5-10,5 mr/nmn).

Poue kanoyus 6 opzanusme:

« obecrieynBacT IMJOTHOCTh KOCTHOH TKaHM, ABIAAChH HAWBa)KHeHINeW MHUHEpanbHON
COCTaBJISIIOLLCH B BHJE THAPOKCcHANaTUTa U KapOoHaTanaTuTa;

* y4acTBYeT B HEPBHO-MbIILIEYHOH nepeaue;

* peryjupyeT CHUrHajlbHble CHUCTeMbl KIETKM NOCPeACTBOM padoThl KallbLUEBBIX
KaHalloB,

* peryjiudpyer akTUBHOCTb KallbMOJYJIMHA, OKa3blBAIOLLEro jeicTBue Ha paboty
(hepMEeHTHBIX CHCTEM, HOHHBIX HACOCOB U KOMIIOHEHTOB LIMTOCKENeTa;

* YHacTBYET B peryislHi CUCTEMbI CBEPTHIBACMOCTH.



OCHOBHbIE MEXAHU3MBL, YHACMBYIOU{UE 8 PEYIAUUU YPOBHS KAIbUUA:
* AKTUBHBII MeTabonuT BuTamMmuHa D - ropMOH KalblUTPHON (l ,25(OH ) kansumdepon)
4 Mx-x!é/

obpaszyercs B mnpouecce I'MJAPOKCUIUPOBAHUS X0l am;umbepona noj J1eUCTBHEM
COJIHEYHBIX JIy4eH W MpU y4yacTHUH JBYX OCHOBHbIX ()EPMEHTOB I'MJIPOKCUIIMPOBAHUS -
25-ruipokcuaszbl B neUeHu U 1-a-rujpoxcunassl B noukax. KanbuuTpuon - OCHOBHOM
FOPMOH, CTUMYJIMPYIOIMHA BcackiBaHWe kaiblMs U docdopa B kuueuHuke. Kpome
TOro, OH CIOCOOCTBYET YCHJeHHIO peabcopOlMM Kaibliusg M IKCKpeunn ¢ocedopa B
Moykax, a takxe pezopobumu kaabuuu uU ¢dochopa W3 KOCTel, Kak U naparropMoH.
Perynupyercs ypoBeHb KaJbLMTpHOJA HENOCPEACTBEHHO KallbLIMEM KPOBM, a TaKKe
YPOBHEM MapaTropMoHa, KOTOPbIH BIUSIET HA aKTUBHOCTD |- 0-IMIPOKCHIIA3DI.

» KanbumiduyBCTBUTENIbHBI  PELIeNTOp  PacroyioKeH Ha  TOBEPXHOCTH  KIETOK
MapalMTOBU/IHBIX JKejle3 W B Movykax. Ero akTMBHOCTH B HOpME 3aBUCUT OT YPOBHs
MOHU3UPOBAHHOIO KaJibLiMsl B KPOBHU. | loBbIlIEHUE YPOBHS KaJlbliMsi B KPOBA MPUBOJIUT
K CHHWKEHHUIO ero AaKTUBHOCTH W, Kak CIIeJICTBHE, CHUIKEHHWIO YPOBHSI CEKpELUH
MapaTropMoHa B MapaliuTOBUIHPW }Kenewp}{u MOBBIIIEHUIO IKCKPEUUH Kalblus C
Moyol. HaobopoT, npu CHHMKEHMM YPOBHS KalbLUsi KPOBHU MPOUCXOIUT AKTHBALIMS
peuernTopa, MOBBILIEHUE YPOBHSI CEKPELMH [1apaTropMOHAa W CHHIKEHHE SKCKpPEIHH
Kaibuus ¢ Mo4oi. Jledekrsl KanbLMHYYBCTBUTETBHOIO peLeNnTopa MPUBOIAT K
HapyLIEHUIO NOMe0CTas3a Kajlbliusl.

» [Tapatropmon (ITTT") cunTe3MpyeTcs KieTKamMu MapalMTOBUIHbIX Kene3. OkaspiBaeT
cBoe aeictsue yepes G-0esok- CBA3aHHBIM peuenTop Ha MOBEPXHOCTH KIETOK OPraHoB
MHULIIeHeW - KocTel, nouek, kumeyHuka. B moukax [ITIT  crumymnupyer
rugpokcuimpoanue 25(OH)D ¢ oOpa3oBaHuemM ropmMoHa KaibLUTPHUOJIA, HTPAKOLIETO
OJIHY M3 OCHOBHBIX polileil B perynsiiuu romeocraza kanbuusi. Kpome toro, ITTT
yBenu4uBaeT peadcopOLMIO KanbllMs B JUCTAlbHBIX OT/Aenax He(ppoHa, yBeIu4uBaeT
BcacklBaHWe Kanblus B kuieunnke. Bausaue [1TT Ha KocTHBIE MeTabonnusM ABOSKO:
OH YCHIIMBAET U KOCTHYIO pe30opOLuto, 1 KocteoOpazopanue. B 3aBUCUMOCTH OT YPOBHS
ITTI, AiuTenbHOCTH BO3/EHCTBUS €r0 BHICOKOW KOHLEHTpAUMHU [10-pasHOMY MEHSAETCs

COCTOSIHME KOCTHOW TKaHW B Pa3HbIX OT/enax (KopTHKajlbHOM M TpabekynspHom). B
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romeocrase Kajabliug JoMuHHpyomum >(dexkrom ITTT aBnsercs ycuneHue KOCTHOMH
pe3opOLHHy.

* [lapatropmonnonodusiit mentua (ITTT-T1IT) no cBoeit crpykrype uaentuden ITTI
TOJILKO [10 BOCBMH T1€pBbIM aMMHOKHCIOTaM. OQHAaKO OH MOXKET CBS3bIBATECH C
PELenTopoM K MapaTtropMOHy M Oka3biBaTh Te ke 3¢ dexTsl. Knunnueckoe 3nauenue
[TTT-IIT uMeeT TOABKO MNP 3/1I0KAYECTBEHHBIX OIYXOISX, KOTOPbIE MOIYT €ro

CMHTE3UpOBaTh. B 00bIMHON NpakTHKe YpOBeHb MapaTrOpMOHIOA00HOrO MenTHIa He

allbLIMTOHMH CHHTe3upyeTcss B (C-KieTKax LIMTOBH/HOH IKeNnesbl, CTUMYIUpPYeT
DKCKPELMIO  KallblMsi ¢  MOYOH, MojaBiseT (QYHKLUMIO  OCTEOKJIAacToB. Y

HeJloBeKa KEUIbIlHTOHHH‘I-% OKa3bIBACT BBIPAXXEHHOI0 BJ/IMAHWA Ha YPOBEHb KaljbliMiAd

KPOBU. 2TO MOATBEPIKAACTCS OTCY TCTBUEM HAPYUICHAH RATEIAEBOTO ToMeocTasa ocie
'FHW. YpoBeHb KalbUMTOHWHA HMEET
K/IIMHUYeCKOe 3HAa4YeHHWe TOIIbKO Ui JMArHOCTUKM 3JI0KAueCTBEHHbIX omyxonei - C-
KIIETOYHOTO paKa [HUTOBUAHOW IKee3bl U HEHPOIHJOKPUHHBIX ONYXOJIeH, KOTOpbIe
TaK)Ke MOTYT CMHTE3UPOBAaTh KalbLMTOHUH (MHCYJIMHOMA, FaCTPUHOMA U JIPYTHE).

* [ TIOKOKOPTHKOU/IbI B-HOPME CYIHeCTReHHO-He BIUSIIOT HA YPOBEHb KallbliMs B KPOBU.
B dapmakosorinuecknx go3ax riOKOKOPTHKOM/IbI 3HAYMTENBHO CHUKAIOT abCOpOLio
KajbllMs B KHIUCYHMKE W peabcopOLMIO B MMOYKAX, TEM CaMbIM CHHUXKas YpPOBEHb
Kalbliisg B KPOBU. BbICOKHE J103b1 TTTIOKOKOPTHUKOM/IOB TaKKe OKa3blBAKOT BIHMSAHHE Ha
KOCTHBIH MeTaboJIM3M, yBeIUYHBas pPe30pOIHI0 KOCTH M CHMXKAs KOcTeoOpa3oBaHHUE.
Ot abdexTtsl  UMEOT  3HAUYEHME Yy  MALMEeHTOB, TMONy4aloUUX  Tepanuio

-
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[lepBbie HECKONBKO JAHEH MWU3HU MOIYT CONPOBONKIATHCS 660 mu@??% CH%é/M
/é/é [)/—6/
YPOBHSl  Ka/lbLIMs W He3HauuTenbHOW runepdocharemueit HBWHGCI\EISI

HITOKA/IbLIHEMHA HOBOPOXK/IEHHOTO. bonee BbIpaKeHHas paHBHTopH

rUnokanbliieMus HaOMOfaeTcs Yy HEJOHOILIEHHBIX JeTei, Npu BHYTPUYTPOOHOMH
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3alep)KKe  pasBUTHsl, WMHOEKIMOHHBIX  OCHOKHeHusX  (cencuce), achuKcUm
HOBOPOXKIEHHOT0, a TaKXKe Y JIeTel, POXKAESHHBIX OT MaTepei, CTpaaroiiux 11adeTom.
JITMTENbHOCTL CyllecTBOBaHMs - He Oonee 5 muei. ['unokanbuuemus nocie 5-7 aHS

KU3HU TpeOyeT JajibHeHIIero AMarHocTHYeCKOro noucKa ee npu4HHbIL.

(_?F UREPBEHMUIAUUA ‘*‘)*/ ,e’,{’A:ztAg/’ /{% -WM 7
/‘z’ Sty Al 2 tr Lttt 7 3
PecniuparopHblil ankanoy NpUBOAUT K MOBBIILIEHHOMY CBS3bIBAHWIO HOHM3HPOBAHHOIO
Kaablus aibOyMUHOM, TakuM 00pa3oMm, YpOBE€Hb WMOHU3IWPOBAHHOTO KaJbIUsi
CHH’KAETCS, YTO MOKET MPUBOAUTH K CUMIITOMATHYECKOM runokansiemuy. Kanbunii
HOpmasiu3yeTcs Ha (pOHe KOMIIEHCALMH aJIKalo3a.
Aepunyum eumamuna D
[TpuumHbl: HelocTaTOUHAs — WMHCcoustumst, aeduumt ButamuHa D B nuTaHuy,

ManbadbcopOLms.

OcoOeHHOCTH: BBICOKMH MapaTropMOH, BbicOKas wieao4Has Qocdarasa, HH3KHUH

,‘CQ s

(ocdop. He orHOCATES K IKCTREHHBIM JIMATHQCTHYECKHM MEPOIIPUSITHSM. | 7’
L

Hedpuum karvyun

//[fpemco BCTpeYaeTcsi B HacTosiiee BpeMsi. MokKeT ObITh MPH JIUTEIIBHOM TOJIOJAaHHH,

KBALLHOPKOpE.
. s
000YHBIN PPexT TnpueMa HEKOTOPLIX JIEKAPCTBEHHBIX CpeacTB: OuchochoHarsl,

AHTHUKOHBYJIbCAHThI ((heHoOapOuTal, ruIaHTOMH ), IMCTUIACTUH U pyTHe.

l'unonapamupeos i Mg "’Z’?"'ﬂ/ﬂ““-f‘@&/&_
il A AL Zptds

ITUOJOTMYECKU I'eTepOoreHHas rpyIia 3adoneBaHuid, Ul KOTOPbIX XapakTePHbl HU3KKUE
YPOBHH MapaTropMoOHa, HU3KHMH ypOBEHbL KaJbIMs W BBICOKWI ypoBeHb (hocdopa B
KpoBH. B 3Ty rpynny BXOAST clielytoLue HO30JI0THH:

* AVMOUMMYHHbBLU cUnONnapamupeos:
WW
- yalle BCEro SBISETCS KOMIIOHEHTOM ayTOMMMYHHOI'O TOJMITIaHYIsIPHOIO CHHApOMA
(AIIC) 1-ro TunaB co4YeTaHWMM C XPOHUYECKUM KOXKHO-CIM3HUCTBIM KaHAHIO30M W

NEPBUHHO 1 HaNMOYE€YHUKOBOM HEOCTATOUHOCTHIO.

* fImpocennbiil cunonapamupeos.



- mocyieonepaluoHHbIe OCJIOKHEHHUS nocrie TUPEOUIIKTOMHUH WK
napaTupeonIPKTOMUH, JydeBas Teparnus Ha 00J1acTh 1Ieu.
4/ Hnpunompamuenas 0ecmpyKyus NapaujumoBUOHbLX HCENe3:! M
e ze,)

7 Lt YFAIF LL AL
- TIPU capKouj103e, reMokposfaTtose, TanaéceMun, Oosie3nn Bunbcona, MeTacTaTH4ecKoM

HEHHUH.

p;% Mym/ DAL A2 frt ALY 227
o, /6 1e3Hu mumoxonopuansrou JIHK': / 7{5@2‘4{‘92;/45/ ;ﬁﬁ

- cunapom Kepuca-Ceiipa (B coueTaHu# ¢ HapyKHOH odranbMoriernei, NMrmeHTHOM
JlereHepanuei ceTyaTku, MUOaTHel, KapInOMUOTIaTHe );
- CUH/IPOM MELAS, OCHOBHbIMH [POsIBIIEHUSAMH KOTOpPOTo SIBJISAFOTCS
MUTOXOHApHUaibHas 3HUe(anonatus, JaKTaT-aunio3, MHCYIbTONOAO00HbIE STTU30/1b.
[Tpu sTux 3aboneBaHUsSX TUIONAPATUPEO3, Kak—HPABWAO, SBISETCS AOITOTHUTEIIHHBIM,
HO_HE OCHOBHBEIM KOMIIOHEHTOM CUHIPOMA.

2 0€ Cemetinasn cunepraivyuypuieckas SUNoOKAIbYUeMusL.:
- DTHOJIOTHS: aKTUBUPYIOIIIME  MyTallid B TE€HE  KajlblMH4yBCTBUTEIBHOIO
peuentopa CASR, 3q13.3-q21, HacinenoBaHue MO ayTOCOMHO-IOMUHAHTHOMY THILY.
- OcoOeHHOCTH: YPOBEHB NApaTrOPMOHA MOXKET ObITh HOPMAJIbHBIM, BBICOKHMH YPOBEHb
IKCKPELIUH KaJTbLUs c MOYO0H (BbICOKHE 3HaYeHMUs OTHOLIEHHS
KaJlbLUMI/KpeaTHHUH), MOXKET TpoTeKaTh OECCHMIITOMHO;, Tpu  OECCHMITOMHOM
TCUEHHUH OT JIeUeHHUs rnpenapatamu BuTaMuHa D pekomeniyercsi BO3/1epKaTbes, TaK Kak
HOpMaJIM3allisi YPOBHSl KalbliUsi B KPOBH MPHUBOAMT K elle Ooublled SKCKpeluu
KaablMs C MOYOH, 4YTO CHOCOOCTBYET NPOrPECCHPOBAHUI0 He(pPOKaJIbLMHO3a H
MMOYEUYHOW HEeA0CTATOYHOCTH.

* H3zonuposannslil 6pOHCOEHHbBIN SUNONAPAMUPED3:

- iédext rena GCM2 (glial cell missing 2), 6p24.2, npuBOAMT K HapyUICHHIO
(hopMUPOBaAHHUS TapalllMTOBUIHBIX )Kejle3, HacleayeTcs Mo ayTOCOMHO-PELECCHBHOMY
THITY,
- X-CIIeTJIEHHbI PELeCCUBHBIN BapUaHT CBS3BIBAIOT C JEJELUSMH U HHCEpPLHUIMU Ha
yuactke Xq27.1, npeanoiokuTeNbHO Baustommmu Ha Gynkouio Oenka SOX9 -
TPAaHCKPUNTOPHOTO (aKTopa, MMEIOIIEro 3HaueHWe B Pa3BUTUH [MAPAlLMTOBUIAHBIX

Keres;
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- tedeKkT rena mpenponaparropMoHa, l1plS, mpUBOAMT K HapyUICHWIO CHHTE3a WU
CeKpelUH napaTropMoHa.
THU BapUAHThI TUIIONAPATUPEO3a HEe COMPOBOXKIAKTCS APYTHMH aHOMAIUAMU Pa3BUTHS
1 TPeOYIOT TOJILKO KOPPEKLMU FMITOKaIbLMEMHH MAPOKCUIMPOBAHHBIMU NpenapaTaMu
suTamuHa D.

X' 4o Cunopom [u Jlncopoxcu [uru eenoxapouogacyuanvroiii cunopom (VCFES), unu
CATCH-22]:
- [lposiBnsieTcst B panHem Bo3pacTe (4alle y HOBOPOMKIACHHBIX ).
- DTHOJIOrUs: MUKpoaeneuun 22-i xpomocomsl (22q22.3).
- [laTorenes: BpOXK/ICHHbIC [IOPOKM Pa3BUTHS, aHOMAajMsl Pa3BUTUA [TPOU3BOIHBIX
TPeThEro, YeTBEPTOro W MATOrO TIIOTOYHBIX KapMaHOB, B TOM YHWcIe THIO(a)ijia3us
napaiTOBUIHbIX Kelle3 U TUMYyca.
- Oco0eHHOCTH: UMMYHOAE(MULIMT B pe3y/ibTare runo(a) rniasuu TUMYCca, BPOXKIECHHbIE
MOPOKM  Cep/lla; CBOeoOpasHblii  (DEHOTUIN: THUMEPTEIOPHU3M, KOPOTKHUH (HIBLTD,
MUKPOIHATHsl, HU3KOMOCaKEHHbIE YIIIH, paciliesInHa BepXHero Héba.

A . 4/* Cunopom Kenu-Kagpu:
- BKJIIOYAeT B ce0s Tak/Ke HU3KOPOCIOCTh, aHOMAJIMK OpraHa 3peHust, OCTEOCKIEPO3.

o J“? Cunopom  Canvao-Cakamu  (unu  cunopom  HRD,  hypoparathyroidism-
retardation-dyvsmorphism):
- Drnonorus: nedekt rena TBCE (1q.42-q.43).
- OcobenHocTn: Tsxkenas 3azaepkka (GU3MUECKOro W ICHXOMOTOPHOTO Pa3sBHTHA,
CYJAOPOXKHBIH CUHIPOM, MUKpouedanus, ri1yboko MNocaxkeHHble TI7a3a, IUIoCKas
rnepeHocuIa, UIMHHBIA QUIbTP.

&L b6 .+ Cunopom Bapaxama (unu cunopom HDR, hypoparathyroidism, deafness, renal
disease - cunonapamupeos, enyxoma, nAmMoI02Us NO4eK):
- Dtuonorus: aedextsl rena GATA3 (10pl5).
- OcobeHHOCTH: FUNOIIA3HS [APALIMTOBUAHBIX jKeJe3, HeHPOCEHCOpHasi TYrOyXOCTh,
MIIFOKOKOPTUKOM/1-PE3UCTEHTHBIH HEPUT UK JUCTIIA3Us TIOYEK.
A” * Ilcesoozunonapamupeos (I1T'TIT):

- Huonorus: aedpexr rena GNASI (20q13.2, 20q13.3).
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- IlaToreHes: HeUyBCTBUTEIBHOCTL K JIEHCTBHIO NApaTropMoOHa B pe3yibTare Je(ekTa
G-cBsizanHoro nporenna (Gsa).
- OcobeHHOCTH: BbICOKUI yposenb naparropmona. [II'TIT tuna la (octeonuctpodms
Onbpaiira).
- OcobeHHOCTH: HU3KUI pOCT, JIyHOOOpa3HOe IIMLO, OXHUpeHue, OpaxuaakTHIusS -
ykopouenue Il w IV nanbueB kucred u crtonm (B pesyibrare THIIONIA3UHN
MeTaKapriajbHbiX W METaTap3abHbIX KOCTEH ), MOJKOXHbIE KajbLIMHATbI, THIIOTUPEO3 B
pe3ylibTare pe3UCTEHTHOCTH K TUPEOTPOIIHOMY IOPMOHY; M'MIIONOHA/IM3M B pe3ylibTare
PE3UCTEHTHOCTH K  JIIOTEMHW3UPYIOLIEMY TOPMOHY;  ICEBJIOIMIONAPATUPED3 -
ycTapeBllee MOHATHE, Xapakrepusytouiee rpynny nauventos c¢ [II'TIT rtuna la ¢
HOpPMaJbHbIM YPOBHEM KalbllMs; Ha CErOAHSIIHUNA NeHb cuntaetcst BapuantTom [ITI'TIT
THna la.
[TI'TIT Tuna 18.
- OcoOeHHOCTH: KUCTO3HO-(DUOpO3Hash AMCIUIa3ust KOcTei (He Bceraa), HET JPYTHX
nposiBieHuit, xapakrepHslX s [TT'TIT Tuna 1a.
[IITIT tuna 2 knuanvecku ananoruded ITTTIT tuna 18.
,él [loyeunas ocmeoducmpoghus:

- DrAonorus: yaille - XPOHUYECKasi [O4YevHas HeJ0CTaTOYHOCThL Ha (oHe 1000
NaTOJOTUH MOYEK, PEAKO - BPOKACHHBIN Ae(eKT 1-a-rupokcunassl;
- [larorenes: neuuur QepMeHTa B MOYKax MNPENsSTCTBYeT 00pa3oBaHUIO aKTHBHOM
¢Gopmbl BuTamuHa D, TO eCTh BO3HHKAET COCTOSIHHE, COOTBETCTBYMOIIEE JCPHLHUTY
BuTamuHa D.

lunomacnesuemus - penkas npudMHA TrUnokaibliyemun. Bosnnkaer B
pesyf/ibrate HapyUIEHHS BCAChlBAHWS MarHMs B KHIUEYHUKE, MPH ITOM JIpyrue
CUMIITOMbBI  MaJibadCcopOIIMKM  MOTYyT OTCYTCTBOBaTh. lakike MOKeT HaOI0aaThCs
M30BITOYHAS DKCKPELMsl MarHusi ¢ MOYOM, YTO MOXHO OINpeIeinuTh, H3MEpPUB
OTHOILIEHNWE MarHuii/KpeaTuHUH B CYTOYHOH MOYe.

» Ocmeonempos - peiKoe BpOXKJIEHHOe 3abojieBaHue, XapaKTepu3yrouieecs
NefeKTOM OCTEOKIJIaCTOB, IMPHUBOJSIIMM K OTCYTCTBHIO pPe30pOlMU KOCTH, MOXKeT

NPOABUTHLCH B  HEOHATAJIbHbBIN MNnepuojl runoxKajiblHUEeMUHECKUMHU CyaoporaMu.
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EnuHCTBeHHBIN crioco0d neveHust 3Toro 3aboneBaHust - TPAHCIIIAHTALMA KOCTHOTO

MO3ra, KOTopasi BO3MOXkHA NPU paHHe#H JuarHocTke. BoabIIMHCTBO AeTell morudaror.
K.J]HHH‘IECKHC NpOABJICHHA U JHATHOCTHKA
)/l Kaunuueckue  cumnmompl  TUTIOKAIBLWEMHH B OCHOBHOM  OOYCIIOBIEHBI
\,RP HapyLIEHHEM HEPBHO-MBILICYHOH Mepeadu:
& * CYJI0pOrH (B TOM HHCJE FreHepaiu30BaHHbIe, TOHUKO-K/IOHUYeCKue);

J}U *cra3Mbl OTAENBHBIX MBILILL JIML@, KHCTeH, KaproneaanbHbIH pediekc - «pyka
{,?J Vymepa» B BHJIE CBE/JICHMSI MaNbLEB C YIbHAPHON JA€BUALIMEH KUCTH,

»’*’%o

i Mblle4Has cn1adoCTh;

w * bonm u napecTe3nuy B MbILIAaX roJieHH, CTOIL, IpeAnjieybs, KHACTEH, K11,

J'Iap[r'IHFOCﬂaT;M;

)}a * HApYLIEHUs CepAeHHOro putma (cuuapom yuimHensoro QT u npyrue);
* Y HOBOPOK/IECHHBIX MMIOKAIbLUEMHUS MOKET MPOABIATHCSA TOJBKO MIOXHM HaGopom
)p‘A Beca W OOWIbHBIM CpbIFMBaHHEM, HO TakKKe MOTYT ObiTb W T'€HepaIU30BAHHbBIE
L\

tt{:y,uopom, arHo?d U OCTpas CepIeUHO-COCYAUCTAasl HEOCTaTOYHOCTD. q

. Lpu ocmompe moaym onpedenimoca. '
M WP %HMHTOM XBOCTEKa - COKpalieHWe MUMWYECKHX MBI NpH NOCTYKUBAaHWUM Hajl
BEPXHEUETIOCTHOM JIyroH B/0J1b MPOSKIIUHU JTULEBOI0 HEPBa;
dfbnmu'rom Tpycco - caaBieHue MaH)KeToM ToHOMeTpa B obiacTu mieva (Ha 5-15 mm

PT.CT. BbIILIE CHUCTOJIMYECKOro) B TeueHHe 2-3 MUH IPOBOLIMPYET KaprolelalbHbli

criasm (CBeﬂeHHe MaJibIEB C yanapHOH JieBHallMen KHCTH) Z

< s = MW Alp) LAttty S At Ar

szf OIUMENTBHO CYUecmayioujeil 2UNOKATbYUeMUU.!
* KaJIbLIWHATBI B 00nacTu GasanbHbiX ranriues (cuaapom Papa), BbisBigercs npu KT
rOJIOBHOTO MO3Ta;
* KaTapakra,
* runonnasus 3yoHo# smanu (y jered Miaaiiero Bo3pacra);
« GOJIM B KOCTAX, OCTEONOPO3, NEPesOMbl (XapakTepHO Ul XPOHWYECKOro je(puuura

BuTamMuHa D).
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Ocnosnvie  nabopamopuvie  noxazameau (A5  AMArHOCTHKH  [IPUYHHbI
TUTIOKAIbIIHEMHUYECKUX COCTOSIHUM ):
* Kbl OOIIKMHI B CHIBOPOTKE KPOBH;
* KaJIbIIMH MOHW3UPOBaHHBIH B chiBopoTke Kposu (Ca, Mmoas/ 1+0,02x(40 - ansOymuH,
r/n);
* (hocop opraHMyecKrui B CbIBOPOTKE KPOBH;
* 1apaTropMOH;
* uiesioyHas ocdarasa;
* SKCKpeLIMs KaJlbLUsl ¢ MOYOH = KasbIMi B MOYe / (KpeaTUHUH B MOY€ X KPEaTHHUH B
nnasme); A M%M,dafff/ LI b
« 25(0H)D: /Mz/M_’ ég/} /zjﬁﬁﬁﬁ/ﬁ_

* MarHuu; %&WAJ&M

* ykckpersd HTAM® ¢ mouoii (Tect DncBopea-I oBaf ﬂa) " —
4 ( ¥ e WWHJ/I/{?L“/ 4’2//4%

OcHogHble UHCmPYMeHmanbHble Memoobl UCCNe008aAHUSA (.IIH AUarHoCTHUKH

MPUYUHBI U OC/TIOKHEHUN TUNOKAIbLIMEMUYECKUX COCTOSTHHHN ):

. 9}<r(

* peHTreHorpadus yepena, rpyHo# KJIETKH, KOCTeH Ta3a, HUKHUX KOHeHHOCTeP}‘,/
* o(TanbMOJIOrHYecKui OCMOT]:?,/. ,
* K'T ronosHoro Mmra./_ , mos
TakTuka neauaTpa

Dxempertsie Meponpusmus npu OCMpPOM COCMOAHUU!
[Toxazanusi: reHepasn30BaHHbIe CYJOPOTH, BbIPAKECHHbIE MbILLCYHBIC CIIAa3Mbl, MOTEPs
CO3HaHMsI, TAPHHTOCNA3M, HAPYIIeHHs CEpAeHHOr0 pUTMa.
Jleuenue: rmokonat kainbuus 10% B/B 60m0W(y HOBOpOXKAeHHBIX — 1,0

MJII/KT), BBOJAUTH MEJUIEHHO B TeueHue S5-1 1/7 AL ) LELS /1

% oty

3ateM TpPOJOKUTHL BHYTPMBEHHO KarejlbHOE BBEICHHE nose V3 Mﬂ/KF/C}TE
(MakcumyM 8,8 MMOJIB/T B CyTKHM) 10 HOpManu3auuu yposHsi kanbuus., Ilocne
KYTHPOBAHUS TAKEIBbIX CUMIITOMOB THIOKaNbLIMEMHUN HA0 CTPEMUTHCA K CKOPEHILIEMY

nepexoay ¢ nNapeHTEepalbHOIo Ha 5SHTEPaibHOC BBEACHUE KallblHA. He,[l()lTyCTHMO



/}/ Yﬁo

V) t{{KaHE‘H H HEO6XO}1HMOCTH MJIaCTHYECKOM KOPpPEKLHUH B ,H,H.HbHGHLHEM‘

=

A MV’
» %)' 13

?@ﬂaﬂne pacTBopa B IMOJKOKHO-)XHPOBYIO KIETHATKy, MPUBOJAALIEE K HEKpO3y

Kq\lf;lpo.ﬂb Teparnuu: KalblWK uoHM3MpoBaHHbI B kpoBu, DKI. Crnenyer usberats

a}%uxapﬂun Ha (poHE BBENEHUS KaJlbLIUSL. u/ L0 pAttr PLP LY 42—
; e 3 % Dp LA EAL Iy

y
) loemoannasa noddepicusarou|as mepanus: 74#/7 . /tﬂ.%f{r’

napatupeose M rcesgorunonapatupeose | #1060l ITHONOrMM  OCHOBHBIM

TO,IIOM NeYeHUsT  SBNSIOTCS AjiperapaThl THIPOKCUIMPOBAHHOrO BHTamuHa D
bcbakaﬂblmuo.n KaJlbLIMTPHOI). Ilon6op 1035l MPOU3BOJAUTCS CTpOro
HﬁﬂHBHﬂyaﬂbHO HAa OCHOBAaHMW W3MEpEeHWH YpOBHs Kanblus KpoBu | pa3 B 3 jHS.

TapToBas J03a Npenapara 3aBHCUT OT yPOBHS HOHM3UPOBAHHOTO Kanblus (Menee 0,8
mmoub/it - 1-1.5 mxr, npu 0,8-1,0 mmonw/n - 0,5-1 MKr/cyT). ﬁy //9’;‘? 2ALL LS
I EN e feary
He cymecTByeT orpaHuyeHU# Mo MUHUMAIBLHON UM MaKCHMAJILHOM J103€ [BUTAMUHA D-'é%?
Kputepuu anexkBaTHOCTH J103bl - YpPOBEHb KajbllMsi HE BbIlLE CPEAHEro 3HAYEHUS
pedepeHcHbIX mokazarened (1,2 mmone/n) B Tewenuwe 10 aweid; rfocne moabopa
a/IeKBATHOM 7103bI KOHTPOJb YPOBHS KaJbLIMsI POBOANTCS nocTosiHio | pa3 B 2-4 Hel,
Ha OCHOBAHHMH KOTOPOI'0 KOPpPEKTUpYeTCs /1034 Mpernapara.
JlononAHUTENILHO B JIEYEHUH HCTIOJIB3YIOTCS Mpenaparsl Kaubius B aoze 500-3000 mr/
CyT st obecrieueHust J0CTaTOYHOTO NMOCTYIIJIEHUS KaJIbLIUs B OpraHu3M.
[Ipu runomarsesmemMmuu:

* [lepopalibHbli MpueM Maruus raunepodocdara B go3e 0,2 MMoub/Kr 3 pasa B JI€Hb.

[Tpu orcyrerBun ¢ dexrta oT TabIeTHPOBAHHBIX TSDKEBbIX MOOOUHBIX PeaKLMAX

Kanbuuii BeironHsgeT psiji BakHeHIKUX (QYHKLMI B OpraHu3Me, Cpeid KOTOPbIX:
* hopMUpoBaHKe KOCTEH, IeHTHHA U SMallH 3yOO0B;
* obecrieyeHHe NPOLIECCOB COKPALLEHHSI MbILIL (peryJInpyer TpaHcMeMOpaHHbIH
[TOTEHILIMAI KIIeTKH ), HEPBHOH 1 HEPBHO-MbIILIEYHON ITPOBOIMMOCTH;
* yyacTHe B KOoaryJasliu KPOBU ¢ KOHTPOJIEM BCEX ITANOB Kackaja CBEPThIBAHUS

KpPOBH;
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* YMeHblIIEHHE NIPOHULIAEMOCTH CTEHOK COCY/I0B;

* PEryJsilis KHCJIOTHO-IIIEIOYHOIO COCTOSHUSI OpraHu3Ma;

* aKTUBALMS Psijla GEPMEHTOB U HEKOTOPBIX IHIOKPUHHBIX Keje3, Hapumep,

YCHIIEHHE JIEHCTBHUS Ba30MpPECCHHa, TOPMOHA, PETYIUPYIOLLEr0 TOHYC COCY/10B;

. MPOTUBOBOCMAIIUTEIBHOE, aHTUCTPECCOBOE, AECEeHCUOUIIU3UPYIOLIIEE,

[IPOTUBOAILJIEPIHYECKOE JIHCTBUE;

* y4acTue B (JOPMUPOBAHWH KPATKOBPEMEHHOMN MaMATH ¥ 00yHatoIMX HABbIKOB;

* aKTHBALMs arnonTo3a U TPAHCKPUIILIMOHHOIO ariapara Ki1eToK.

K FDrz 7514’/

[Tooromy npoduiakTudeckue MeponpusTHS pPEeKOMEHAyeTCsl HauyMHaTh B

aHTeHaTaﬂWmnom. OcHOBOI aHTeHaTallbHOM

NPOMUIAKTUKH SBISETCA PalMOHANbHOE TNHUTaHWe OepeMEHHOW ¢ HCMOIL30BaHUEM

CleHaIM3upoOBaHHbLIX MOJIOYHBIX MPOIAYKTOB, 060FaLlleHHhIX OenkoMm, BUTAMUHAMH H

MHMKPOYJIEMEHTAMHM, KOTOpbIe CMOCOOHBI TpeAyNpeAnuTh HapylleHus (ochopHo-

f KaflbllneBOTO OOMEHA M Y JKEHIIMHBI, U Y 1Tioaa. [Ipy OTCYTCTBHM TakUX MPOAYKTOB

¢
kw

-

OMEH/LYETCsl IPUMEHSTE TTOTMBHTAMHHHBIE TTpenaparhl, coaepxkaiue Ca U BUTaMHH
D, nns HopManusauMM [oKazaTeleil MUHepalbHOro OOMeHa M CHMIKEHHsS pHCKa
BO3HMKHOBEHHS OCTEONEHUYECKOr0 CUHAPOMA Y JIeTeH.
bosbioe BHUMaHHe yaensiercst MOCTHATAJIbHOM HecrennhuIecKoi
npodunaxktuke. Jlyummm ans pebeHka nepBbiXx 2 JI€T KWU3HM SBISETCS TPyAHOE
BCKapMJIMBaHHE TIPH  YCJIOBMM TPaBUJIBHOIO [MHTAHUS KOPMSAILEH IKEHLIMHbI.
OtevecTBeHHbIe W 3apyOeXHble MCClIelOBaTeIN J0Ka3alM, YTO B IE€PUOJ JaKTalluH
lesecoodpazHo  MpoJOMKUTL MPUEM  BUTAMWHHO-MMHEPAbHBIX KOMILJIEKCOB WM
CHeIMAIIM3UPOBAHHBIX MOJIOYHBIX HAMUTKOB, HA4YaThlk elle B nepuoa OepeMeHHOCTH.
[Ipp orcyrcTBUM TIpyAHOrO MOJIOKa HEOOX0AMMO Ha3Ha4aTb MaKCUMAajbHO
a/1arnTHpOBaHHble MOJIOYHBIE cMecH, comepikaiie ButaMud D, Ca u P B ontumaisHOM
cooTHomiennd. Ha mnepBoM romy JKWM3HM C LeNbHO MPEJOTBpAILEHUS HapyUIEHHH
(pochopHO-KaNbLUHEBOr0 0OOMeHa Baj)KHO CBOEBPEMEHHO Ha3HauaTb pPeOEHKY MHULIEBbIC
n00aBKKU U MPUKOPM, B MPOTUBHOM Cilydae OTKa3 OT BBEAEHMs YKA3aHHbIX MPOIAYKTOB

710 6-TH MECSYHOTO BO3pacTa crocoOCTBYET NOSBICHHIO U yCYTyOIEHHIO KIIMHUYECKNX
[EEEEEass S N ——

——— e

CUMIITOMOB. ZA/ A 27 7

——

A ) M,M%g%

2
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