PEAKWUE
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[MnogpochaTeMu-
YeCKUU paxuT




OCHOBHbIe TeMbl
BbIMycKa
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YTO TaKoe paxmT
KaK MOXXHO 3anogo3puTb
3aboneBaHue

[OMNOJSTHATESNbHbBIE NPOSBNEHNS
00onesHn

B YeM OT/INYMeE HacnenCTBEeHHOro
rmrnogpocdaTreMmMyecKoro
paxmTa OT aJIMMEHTapPHOro
paxuTta, 0byCriOBNIEHHOrO
HeOoCTaTOYHOCTbIO BUTaMuHa D
rnpu4yrHa 3aboneBaHus
OCHOBHble GOpPMBI
rmnopochaTeMMYeCcKoro paxmra
Y TUIMbl HACegoBaHUS
AVarHoCTUKa
OCHOBHbI€ BMAbl Tepanmu
LOCTYMHOCTb NaTOreHeTUYECKOoM
Tepanun

Baw dpyz u napmHep,

Bcepoccutickoe ob6wecmeo

pedKux (ophaHHbIx)

3a6onesaHuti

EkaTepuHa 3axapoBa
3aBepylollas nabopaTtopuen
HacneACcTBEHHbIX 6onesHeit
o6bMeHa BellecTB PIEHY
«MefMKo-reHeTn4ecKni
HayYHbIM LLIeHTp M. akaJeMuKa
H.M. Boykosa», pykosoanTesnb

SkcnepTHoro coseTa BOO3, A.M.H.

[oporue cembu! B 6poLltope

Bbl HaijeTe OCHOBHYIO MHPOP-
Maumio o runodochareMmye-
CKOM paxuTe. Mbl paccKaxem

O KJIMHUYECKUX MPOSABIIEHUSIX,
OvarHocTuKe 1 Tepanuu. 3To
3aboneBaHue B MOCefHMe rogbl
Hayanu ne4ynTb B TOM Ymcre
VIHHOBaLMOHHbBIMUM NMpenapaTa-
MU, KOTOPbIE Ha MONTEKY/ISIPHOM
YPOBHE KOPPEKTUPYIOT passutue
60ne3HN. Ho 3TO BO3MOXXHO,
ecln fMarHo3 yCTaHOB/EH paHo
1 To4yHo. Becerpga byabTe BHMMa-
TesbHbl K COCTOSIHMIO 30POBbS,
4TO6GbI MOMOLLb NpUXogmna
BOBpEMS.

X-CLIEMNIEHHbIA AOMUHAHTHbIN
runodocdaTeMnUYeCcKnin paxmT
CBfA3aH ¢ MyTauusamu B reHe PHEX

1:20 000

pein HOBOPOXAEHHbIX

ANUMeHTapHbIN paxuT

lpynna 3aboneBaHuin, CBA3aHHbIX C 4edULINTOM
BUTaMuHa D, B pe3ynbTaTe Yyero KOCTSIM He XxBaTaeT

Kanbumsa n pocoopa

FeHeTuyeckune popMbl paxuTa

lMepepatoTcs oT 60nbHOro poaguTens. Ho Mytaums

MOXXeT BO3HUKHYTb U CNOHTAaHHO

FnaBHble pUCKKU

[edopMaumsa KOCTHOM CUCTeMbI, 3aflep)KKa pocTa,

HapyLUeHne NOXOAKN, NPo6eMbl CYyCTaBOB,
6051 B MblLlLLAX

naLIMeHTbI UMeloT 1Ie4eHune
CuMnTOoMaTn4yecKoe 1 natoreHeTU4yecKoe

®doHp «Kpyr po6pa»
O6ecneynBaeT naymeHToB 0o 19 net
rnaToreHeTU4YeCK1UM npenapaTom

Bapocnbie
MOFyT Nnony4ynTb Npenapart 3a cHeT 6|on)+<eTa

pernmoHa, ecnm MMerT MHBaIMOHOCTb

MeaULUHCKUE KITMHUKKU

B Mockse, CaHkT-leTepbypre, HmxkHem Hosropogpe,
XabapoBcke 1 Apyrnx ropogax AUarHocTupyioT,

NievaT N KOHCYNbTUPYIOT NauMeHTOB C paxmToM

rickets.ru
CalT 0 paxuTe ans Bpayver 1 naumeHToB



YTO Takoe paxu

Oedunumt ButamuHa D u ero nocneacTeums
OCHOBHOV NMPUYMHOW paxmTa aBNseTcsa AePuumnT BUTaMm-
Ha D, KoTopbIi HEO6X0AUM OpraHn3mMy ANs NOAAepPXKaHUS

ButamuH D) [OCTaTOYHOr 0 YPOBHS KanbLns n pochopa - oHn obecne-
[NTopnepvBaeT Heob6xoQMMBbIN 4YMBalOT MUHEpPanM3auno KOCTHOM TKaHW.
YpPOBEHb Kanbuusa 1 pocpopa -
«CTPOUTENbHBIX MaTepunanos» HacnepncTtBeHHble popMbl paxuTa
0719 30POBOM KOCTHOW TKaHW. OHW cBfI3aHbl C HapyLEHUSAMW B OMNpefesieHHbIX reHax.
Ero peduunt aBnsieTcsa rnaBHom K Takum popmam oTHOCAT U [fZlnlelofele oLy TNl A M e E T
NPUYMHOM paxuTa WAM(KeIDR Mpy HeM HeplocTaTOYHas MUHepanuaaLms Ko-
cTen obycnoeneHa gedmumntom dpochaToB B opraHmMsMe.
o Mexpy TeM pocdaTbl HEO6XOAUMbI ANA MOCTPOEHUSA KpU-
o ? o CTaIoB KOCTEN — KOCTHOIO MaTpuKCa, KOTOpbIA obecne-
D—'FI—'D YMBaeT TBEPAOCTb KOCTHOM TKaHW.
PaxuT - aTO MmaTonorm4eckoe coCcTosiHME, KOTOpOe BbI3BaHO o OTpenbHo B“ﬂe“”m' rpynny HacNenCcTBEHHbIX BAPUAHTOB
HeJ0CTaTOYHON MUHEepanM3aLmei KOCTHOM TKaHW, TO eCTb o e MeERCICREIE, STO dopMa pa-
XWUTa, KoTopas obycrnoBneHa HapyLleHVeM CUHTe3a rop-
HEAOCTATOYHBIM HaKOMJIEHMEM B KOCTAX KanbLA U ¢OC¢Opa - Hy>Hbl 4na nocTpoeHuns MOHaNbHO aKTUBHOW GOPMblI BUTaMUHa D nnu HapyLeHu-

OCHOBHbIX 2J71IEMEHTOB, OTBEe4alolWKnX 3a KPErnKoCTb KOCTeMN. KpMCTannoB KocTen €M YyBCTBUTENIbHOCTM TKaHeW opraHnsma K ButaMmuny D.



[lpogaBneHnda paxurta

KnnHunyeckme nposiBneHns Bcex dopm
PaxXmnTa CXOOHbI.

HedopmaLrmm Hor

OCHOBHbIM, HO He eANHCTBEHHbIM MPOSBNEHMEM Y AeTen
asnsetcs AedopMaums HMKHUX KOHEeYHOCTel, KoTopas
MOXeT 6biTb 3 TUMOB: O-06pasHas (BapycHasl), X-o6pa3sHas
(BanbrycHas) v gedopmaums no TUMY «dyloLero BeTpa»
(coveTaHume O- 1 X-o6pasHoit gedopmMaLnii).

TUnKnYHbIe KOCTHDbIE HapyLUeHUs

MoMMMO XOPOLLO BUAUMOIO UCKPUBNEHUS HOr fedopma-
umMs ckeneTa npu paxuTe nposinsgeTcs GopMrMpoBaHMEM
paxuTUYecKnx YeTok (yTonuieHus Ha pebpax B MecTax
MX NPUKPENeHUs K rPyAMHE), paxnTUYecKmnx 6pacneTos
(yToneHns Ha 3anacTbsax) U paxmTUYecKon aedopMauun
Yyepena, YTo NPUBOAMUT K YTONLLEHWNIO NTOGHBIX 6YTrPOB.

npOﬂBﬂeHMﬂ y B3pPOC/IbiX

HepocTtatoyHas MUHepannsauuna KocTen CI'IOCOGCTByeT
ocTeoManaunmn (paaMﬂrqume KOCTHOW TKaHM). 370 npo-
ABNAETCA B NepByto o4vepeb MbILEYHOW cnabocTblo, 60-
NAMUN B KOCTAX, KOCTHbIMWN ﬂerOpMaLLI/IﬂMI/I, nepenomamu
N HeNnoJIHbIMU NepesioMaMn.

Paxutnyeckme 4eTku

3 TMNa

1. O-o6pa3Has/BapycHas
2. X-o6pasHasi/BanbrycHas
3. 0 + X - «gyownn setep»

Paxutnyeckne
nedopmauun 3ybo4enocTHble
ckeneTta abcuecchl n Kapuec

Paxuntmnyeckune
6pacneTsl

Oedopmaunm
Yyepena: bpaxuuedanus

Bonu B KOCTSX

nnm nnarmoued)anmn M cycTtaBax



MpnYUHbI
BO3HUKHOBEHUS

rTurogpocpareMmyec-
o0 paxmTta

MMnodochaTeMnyeckumii paxmT — 3To rpynna
HacneOCTBEHHbIX 3a60M1eBaHNi, KOTOpble
06ycrnoBneHbl eheKTaMm reHoB, Y4acTBYIOLMX
B PErynsiLMM HOpMasbHOro YpoBHs docdopa

B OpraHusme.

Ponb ¢pocdopa B opraHusme

docdop sBNSETCA OQHUM N3 OCHOBHbIX XMUYECKUX 3Ne-
MEHTOB, KOTOPbIE Y4YacTBYIOT B MUHEpanuMsaumm KOCTEN.
Taxke oH BxoguT B cocTaB mMonekyn OHK n PHK. ®ocdop
ABNSETCH OOQHNUM N3 KOMMOHEHTOB BCEX KJIETOYHbBIX MEM-
6paH 1 obecneymBaeT PaboTy BHYTPUKIETOYHbIX peak-
UMi. B opraHMsme HacTpoeHa OYeHb TOYHasi cucTema
nopaepXaHms HopManbHOro ypoBHs ¢ochopa B KPOBU,
ero KOHUeHTpauus OOo/MKHa COXPaHATbCS B OYEHb Y3KOM
ananasoHe.

«MapuwpyT pocdopa» B HOpMe

B Hopme pocdop nocTynaeT B opraHusMm C NuLLen 1 Bca-
CblBaeTCA B KULIEYHWKE 3a CYeT aKTMBHOro BMTaMWHa
D-1,25 (OH),D3 (1,25-anruppokcuxonekansumdepon).

B noykax go 90% ¢docdaToB nocTynaet obpatHo (peab-
copbupyeTcs) B KPOBb 3a CcYeT paboTbl HaTPUn-docdop-
HbIX KOTPaHCMNOPTEPOB.

PaboTy aTux TpaHCNOPTEPOB KOHTPONMPYIOT BUTaMUH D
(cTumynupyeT), napatropmon (MTI) 1 dpakTop pocTta du-
6pobnacTtos 23 (PPD-23) (6nokupytoT).

HopManbHbIN ypOBEHb

docdopa BaxeH Onig MUHepanu-
3aunm kocTel. Ero HegocTaToK
V B3POC/IbIX MaLMeHTOB MOXET
NPUBOANTb K pasMsr4yeHuto
KOOCTHOW TKaHWn

Hopma

»90%

docdaToB noctynaeT
06paTHO B KpPOBb

MaTonorusa
136bITOYHOE BblAeneHne
docdaToB ¢ MoyoMn

13 OpraHn3ma

A

H

FlpnuYnHOM HapyLieHns

peabcopbLmmn docdatoB

B NOYKaX ABNAIOTCA
MYTaLlM B reHax

MNMouyemy docdopa cTaHOBUTCH MEHbLUE

Mpu runogpocdatemMmyeckom paxmte (FTOP) npomcxogut
HapylleHMe npoleccoB peabcopbunm pocdaToB B Moy-
Kax. MpUYMHON ABNSIOTCS HapyLleHUs B reHax, KoTopble
y4yacTBYIOT B perynsaumm atoro npouecca. B pesynbrate
NOBbILEHHOI O BblAeneHns pochaToB C MOYOWN CHUXKAETCSH
ypoBeHb pocdopa B KPOBU, HE MPOUCXOANT MUHEpanunaa-
LU KOCTEN, YTO M NPOSIBASETCSH PaXUTUYECKUMN U3MEHE-
HUAMK cKeneTa.

Mpwn HepocTaTOYHOM ypoBHe dpochopa CHMXKaeTcs obe-
crneyeHne KIeTOK OCHOBHbIM 3HEpreTU4ecKUM MnepeHo-
CYMKOM - Monekynamm AT®, B cocTaB KOTOPOro BXOAAT
docdatbl. B nepsyto ovepefb 3TO HapyLLaeT HOpPMasbHYO
paboTy MbILL, 1 YyCYrybnaeT paxmTuieckne N3MeHeHus.



HacnepnoBaHue

U CIMNOHTaHHbIE
MVYTaLlUA

B rpynny runodocdareMmyeckoro paxmta BXoguT
6onee 10 oTAENbHBIX PeOKUX HacneaCcTBEHHbIX
3aboneBaHuin, 06YCOBNEHHbBIX FEHETUYECKNMM
MyTauuamuy B reHax. Camom yactor dopmom
ABNgeTcsa X-CLenneHHbI QOMUHAHTHBIN
runodochaTeMmyeckmnin paxuT (X-FOP). koTopbii
npepcrtasnseT npuMmepHo 80% Bcex criyyaes
rmnodocoareMm4ecKoro paxmura.

CTaTUCTUKa BO3HUKHOBEHUS

[o 80% cny4aeB X-CLEMIEHHOro AOMUHAHTHOIO rMMo-
dochaTemMmyeckoro paxmra aBAAOTCA CEMENHbIMU — 60-
nesHb nepefaeTcy oT 60/IbHOro POAUTENS K pebeHKy.

B 20% cny4aes 6onesHb BrepsBble BO3HMKaeT y pebeH-
Ka. OTO HasblBaeTCcs Cnopagn4yeckmuM BapuaHTOM - U3-
3a BMnepBble BO3HMKLWEN MyTaumm B reHe PHEX. OpgHako
B [aNlbHeNLWweM nauueHT byaeT nepegaBaTtb 3Ty MyTauumio
CBOWM [leTAM.

CueHapui «OT MaMbI»

leH PHEX pacrnonoxeH Ha X-XxpoMocoMme, a MmyTauum 06-
napatT OOMUHAHTHOM aKTUMBHOCTbLIO. OTO O3HayaeT, YTo
[OCTaTOYHO OJHOM MyTauun Ha OgHOM annene ans npo-
ABneHns 3abonesaHns. CnefosaTesibHO, MPW TakoMm Tune
HacnepoBaHVA B ceMbe, rae 3aboneBaHne ecTb y MaTepu,
50% BCcex geTel BHe 3aBUCMMOCTM OT nona 6yayT Hacrne-
poBaTb 3aboneBaHue, Befb MaMa nepegaeT ofHy U3 CBO-
VX X-XPOMOCOM KaK J0o4YepsiM, TaK U CbIHOBbSIM.
CueHapu1i «OT nanbi»

Ecnu B cembe 6oneH oTel, To OH NepefacT 3aboneBaHne
BCEM [eBOYKaM, a Manb4yuKn 6yayT 300POBbI, MOCKObKY
oTeu nepefaeT X-XpOMOCOMY TOJTbKO [OYEPSM, @ CbIHOBb-
AM nepepaeT Y-XPOMOCOMY.

Mo HacnepgcTBy
MM CMIOHTaHHO?

80%

HacnegCcTtBeHHbIe
MyTaunm

20%

crnopapgunyeckune
MyTalunn — BO3HUKAIOT
BrepBble

X-cLienneHHbIV

INOMUHAHTHbIN

3T0 3aboneBaHune
06yCoBNEeHO MyTaunsaMun
B reHe PHEX. YacToTa
COCTaB/sieT OgMH Cyyamn

Ha 20 000 HOBOPOXXAEHHbIX.

X X XY X X

MexaHn3Mm X-cLenaeHHOro AOMMHAHTHOIrO HacnenoBaHUS
[1pOrHO3 3aBUCUT OT HaNMM4YKUs MyTaunn B reHe y OgHOro mn3 pop,MTeneVl

60nbHa
XY
V
XY XY X X




KnnHnyeckume nposasnenuns runopochaTeMmyecKoro
paxmTa B pa3HOM BO3pacTe

MexaHn3M pa3BUTUS

X-cLeng1eHHoro
goMuHaHTHoOro F'epP

- 3aMef/IeHHbIN = HU3KM pOCT nepenomsl
Hernponopuno- - nedopmaums Hor OCTeoapTpuUT
HaslbHbIA POCT -> BblpaX€HHbIN BHEKOCTHas

> paxuTt Kapuec Kanbundukaums

- 3apepxKa = CHMXeHune rnoteps cnyxa
MOTOPHOIO Pa3BUTUSA MJIOTHOCTU KOCTEN
- HapyLUEeHWs MOXOAKU - MbilLleYyHasa 60b
1 cnabocTb
- HapyLleHus B3p0Cﬂ ble

MoXoaKu .
Mpwv myTaumax B reHe PHEX, KOToOpbIn

NPOsIBMISIET CBOK aKTUBHOCTbL (3KcrnpeccupyeTcs)

B OCHOBHOM B KJIeTKax KOCTHOM TKaHW, MPOUCXOaUT
naTosorMyecKoe rnoBbllLIEeHME KOHLEeHTpauum
npoayKLmMy ocoboro ropMoHa - pakTopa

pocTa ¢ubpobracTos (PPD-23, aHrn. FGF-23).
N36bIToKk PPD-23 BAMSEeT Ha aKTUBHOCTb HaTPUI-

dhocHOopHbIX KOTPAHCMOPTEPOB, M MPOUCXOANAT
\( S/ :

Jetun

' yCUIeHHOE BblBefeHMe Unu noteps pocdaTos
- - é ¢ Moyoli (bochaTypus). YpoBeHb pochopa B KPOBM
7/ N\ E
i E ; CHWXaeTCs, YTO U NMPUBOAMUT K PaxXUTY.

[NepBbIN KMTMHUYECKUIA
NpU3HaK - NocTeneHHoe

bonn B KOCTAX
M cycTaBax,
MbllleYyHasa
cnabocTb

MposiBNeHus B A€ TCKOM BO3pacTe

MoMMMO KOCTHbIX AedopMaumnin y pebeHka oTMeyaloTcs
MbILIEYHast CNabocTb U HapyLlleHWe MOXOAKMW, 601 B KO-
cTax. Bcneactene UCKpUBReHUs Hor HabnogaeTcs amc-
npornopLMoHanbHaa 3afep)Ka pocTa. [o3aHo npopesbl-
BaloTCA 3y6bl, HAPYLLIAETCS MUHepannsaumns aManu, MoryT
BO3HMKaTb MPUKOPHEBbLIE abCLIeCChl.

Pa3BuTtue 6onesHu Bo B3pOCJZIOM BO3pacTe

C BO3pacToM OTMevaloTCc pasBUTME apTPO30B Tasobe-
LPEHHbIX, KONMEHHbIX Y FONIEHOCTONMHbIX CYCTaBOB, KasbLy-
duKaLmsa cBs3oYHOro annapata. Kanbunmdukauma CBA30K

pasBuTMe gedopMaLmn HoT,
Korpga pebeHoK Ha4YMHaeT
BCTaBaTb C ONOPOM

1 HauMHaTb XOOWUTb

NMO3BOHOYHMNKA MOXET NPUBOAUTH K CTEHO3Y MO3BOHOYHO-
ro KaHarsna v NposiBNATbLCS FONIOBOKPYXEHUAMU. CHKEHNE
cnyxa npu runodochaTteMUyeckom paxmuTe MOXeT 6biTb
CBSI3aHO C KanbUndUKaLmen CBA30K CpefHero yxa.




KOO paxuTa

Bce ocTanbHble dopMbl PP BcTpevatoTcs 3HaYUTENbHO
pexe, YyacToTa BCTPE4YaeMOCTN B MOMynauusx He onpe-
geneHa. Ho kaxpas ¢opma nmeeT CBOU MaToreHeTude-
CKMe OCOBEeHHOCTU, KOTOpble ONpepensoT KINHNYecKme
NposiBNeHUs 1 NOAXOAbI K Tepannu. XapakTepucTmnka aTux
penkux GopM npusepeHa B Tabnue.

Kaxpas popma
rmnodocoareMmyecKoro
paxuTa MMeeT CBOMU
raToreHeTU4eckme
OCOBEHHOCTU

[eHeTM4YecKe BapmaHTbl runopocdaTeMmMYeCcKoro paxmra®

Ho3sonoruyeckui
BapuaHT

X-cuenneHHbl
[NOMWHAHTHBbIN
runogocdaTeMmyeckmin
paxuT

(X-O-ropP)

AyTOCOMHO-
[OMWHAHTHBIN
runogocdaTeMmyeckmin
paxut (AL-TDP)

AyTOCOMHO-
peLeccuBHbIA
runogocdaTeMmyeckmin
paxut Tun 1 (AP-rdP-1)

AyTOCOMHO-
peLeccuBHbIA
runodochaTteMmnyeckmin
paxuT Tmn 2
(AP-F®P-2)

AyTOCOMHO-
peLeccuBHbIA
runodocdaTeMmyecKmin
paxuT

C runepkanbLunypvei

X-cuenneHHbln
peLeccuBHbIA
runodochaTeMmnyecknin
paxuT c runepkanb-
unypueit (6onesHb
[eHTe) (X-P-F®P)

PHEX
MHaKTuBMpyoLwme
MyTaluuu B reHe,
Kogupyolem
romonor ¢ocoar-
perynupytoLiei
aHAoNenTMAas.l

FGF23
aKTUBMpYIOLWMe
MyTauuu B rexe,
KoavpytoLlem
DPD-23

DMP1
WHaKTusupyrwune
MyTaluu B rewHe,
KogupyoLuem
6enok MaTpuLbl
neHtuHa 1

ENPP1
VHaKTUBUpYOLLne
MyTaLuu B reHe,
Kopupyouem
BHEsIAEPHYI0
nupodocdaTasy

SLC34A3
VHaKTUBUpYOLLne
MyTauum

B reHe HaTpui-
docdaTHOro
KoTpaHcrnopTepa

CLCN5
WHaKTusupyrwune
MyTaluu B reHe,
KopupyoLem
XNOpPHbIe KaHalbl
5-ro Tuna

Xpomocoma / OMIM

MaToreHes pocdaTypumn

Xp22.11 / 307800

rOPD-23

12p13 /193100 211900

AOPD-23

4q22.1/ 241520

rOPP-23

6023.2 /613312

AOPD-23

9q34.3 / 241530

CHWKeHMe aKTUBHOCTH
HaTpun-pocdaTHoro
KOTpaHcrnopTepa,
VOPD-23

Xp11.23/300554

[OnchyHKLMS NpoKCMManbHOro
NoYe4yHoro KaHanbLa,
VOPD-23

KnuHuyeckue
M na6opaTopHbie
oco6eHHoCcTH

OeTtu: paxut

Bapocnble: ocTeoMansiuus,
KanbuMpuKaums CBA30K, apTpo3bl
Hu3KuiA pocT, MbllweyHas cnabocTb
1 6011 B KOCTAX

3y6bl: Kaprec 1 NpUKOpHeBble
abclecchl, No3fHee Npope3sbiBaHue,
paHHee BbinafeHne
Mmnodocdatemusa n runepdocpatypus
Hopma: kanbLuii B KpOBU 1 MOYye
25(0H)D3; NTr

¥:1,25(0H),D3 4: 24,25(0H),D

KnuHunyeckn n nabopaTtopHO CXOX
C X-cuennieHHOW JOMUHaHTHOM
$OopMOI1*, HO MOryT 6bITb MEHee
Bblpa)XeHHble U3MEHEHUs C 6onee
nosgH1M ae6loToM

KpaHVIOCVIHOCTO3
HelipoceHcopHas TYyroyxocTb

MmeeTcs onucaHne cembu,
roey peb6eHka obHapyxunun
BHYTPUCOCYAUCTYIO KanbLuMKaLmio

Hedponutnas

Mnepkanbumypusa
Bbicokuii ypoBeHb 1,25(0H),D3
Hwuskunit yposeHb MNTI

MoyeyHas He[OCTaTOYHOCTh
HedpokanbuunHos/Hedponutmas
CHVXeHne CKopoCTH KNy6o4KoBomn
dunsTpaumm (CK® V), nosbiweHne
MOYEBVHbI M KpeaTUHMHA
MpoTenHypus (6eTa-rno6ynuHei),
runepKanbLmMypus, roKosypus

v aMUHoaunaypus

Bbicokmii yposeHb 1,25(0H),D3

* Mpu Bcex popmax nMetotcsa runeppocdatypus, runopocdaremms, NosbilieHne yposHS LD
1 KNIMHUKO-PEHTreHONOrnYecKre NposiBfieHnst paxvTa.



LIMArHOCTUKaA

rTUurnodochareMmnyec-
o0 paxmTta

,D,I/IaFHOCTl/IKa OCHOBaHa Ha KJTMHUYeCKOoM KapTuHe,
nabopaTopHbIX U PEeHTreHonorn4eCKmMx gaHHbIX
VI TeHETUYECKOWM AnarHoCTUKe.

KnnHnyeckas guarHocTmka

Paxut Yy pe6eHKa cnefyet nofo3peBaTb B Cny4dadax ecnn:
nosBuMnachb U Nporpeccupyet D,erOpMaLI,I/IFl HOT, Korga pe-
B6eHoK Hay4yunica BCTaBaTb Ha HOXKU U XOOUTb; NUSMEHU-
nacb noxogka - HabnwgaeTcs Tak HasblBaeMasi «yTUHaA
noxogka» c nepeBasiMmBaHMeM Tena Ha ONMOPHYIO HOI'y; KO-
0a TaKXXe OTMe4YaeTCd 3alepP)XKa poCTa.

lccnegoBaHne ceMemHom ucTopuu

lMnodocdaTeMmUYECcKUIi paxmUT HacnepyeTcs Mo-pasHo-
My. C60p ceMenHOro aHaMHe3a MMeeT BaXXHOe 3HavyeHne
B OMNpefeneHnn Tuna HacnefoBaHus, a 3Ha4UT, U KOHKpeT-
Hov popMbl TPP.

PeHTreHorpagusa

Y pebeHKa c Nofo3peHneM Ha paxmT NPOBOAUTCS B Nep-
BYIO Oo4yepefb pPeHTreHorpadpus KocTel KOHeYyHocCTen -
KoneHHoro cyctasa (6eapeHHol 1 6osbluebepLoBoii KO-
CTel) 1 Ny4ye3anscTHOro cyctaBa (OKTeBOW M Nly4eBoM
KocTel). OLEHNBAOTCS PaxUTUYECKMe U3MEHEHWS, U NoA-
CYUTBLIBAETCH MHOEKC CTEMNeHn TAXeCTN paxuTa.

K Ha4anbHbIM PEHTreHONOrnyecKMM npusHakam paxuta
OTHOCHATCA Mpexfe BCero paclmpeHve annudusapHbIx
XPALWEBbIX MIAaCTUHOK U GOPMMPOBaHME HEPOBHOCTH,
M3bejeHHOCTU KOHTYpPOB MeTadpu3oB, MOCKOMbKY Hapy-
LaeTcs npouecc MMHepanuaaumm, To ecTb NpeBpaLleHns
XPSALLEBON TKaHM B KOCTHY!O.

Ha cnepytouem atane popmMmpyeTcs BOrHyTOCTb MeTa-
$un30B, Tak HasbiBaeMoe GOPMMPOBaHME YalleobpasHbIX
W1 6oKanoBmMaHbIX MeTadu3oB, elle ¢ 6o1ee HepPOBHbLIMU
KOHTypamu.



OLeHKa KOCTHbIX U3MEeHEHUI paxXunTa

- 3anscTbe (nyyeBas U JIOKTeBas KOCTH)
 — PaclunpeHne poCTKOBbIX 30H C HEPOBHbLIMMU
7 — MeTadpu3apHLIMU KpasMm
v —_— BokanosuaHble BOaBneHus

WToro: 2 6anna Ha Kaxfayto KOCTb

OueHKa NnpoBoanTCS KoneHHbIii cycTas
OTAEeNIbHO MO OfHOMY (6epperHas 1 6onbluebepLioBas KOCTH)

VMeeTcs YacTUYHOE NPOCBETEHNE
3arnscTbio U MO OAHOMY y

C rnagkKrMM KOHTYpOM meTapusa
KONIeHHOMY cycTaBy.

YacTuyHoe npoceeTneHne

BelbupatoTcs KocTn C HEPOBHBIMU MeTadhU3apHBLIMU KpasiMiut
C Hamboree BblpaXXeH- MonHoe npoceeTneHne 1 anndus
HBIMU PaXUTUYECKNMMU YAaneH ot metapnsa
KoadpdpuumeHt usmeHenus
N3MEeHEHNAMU -
POCTOBOM NNAacTUHbI (MHOXMUTEb)
MopaXkeH OAWH MbILLENOK
MopaxkeHa BCA nnacTuHa
1 O 6 WToro: 3 6anna Ha Kaxayto KocTb
aHHOB npu koabduLneHTe nopaxeHus 1
MaKCuMMarbHasa CTeNeHb (BCero 2 kocTw)

© LLikana oueHkm TskecTun paxuta (Thacher T. D., Fischer P. R., Pettifor J. M., Lawson J. O., Manaster B. J., Reading J.
C. Radiographic scoringmethod for the assessment of the severity of nutritional rickets. J Trop Pediatr. 2000).

AHanus Kposu

v/ Kanbuum

¥ docoop

4 wernoyHas 6
docoaTasza

v/ BUTaMuH D

v/ KpeaTUHWH
v /[ AMTr

3abop cpegHen yTpeH-
HeWn nopuuy Moyn ans
OLIEHKM 3TUX NapamMeTpoB
NpPoBOAUTCS B OAMH OeHb
C 3a60pOM KpOBM

Ha BuoxmMmyeckoe
viccrnepoBaHme

abopaTopHble nccnegoBaHus

BuoxuMuyeckuii aHanmus Kposu

WccnepoBaHme ypoBHSA Kanbums, dochopa, KpeaTuHMHa
1 LWeno4yHom docdaTasbl.

OnpepeneHne ypoBHS KpeaTUHWHa HeobxoauMo ans uc-
KOYEHUs HapyLleHWs GYHKLUMK noYek (MoveyHon Hedo-
CTaTOYHOCTM). TakKe 3HaTb YPOBEHb KpeaTuHWHA Heob-
XOOMMO ONs fanbHenwero pacyeTa NHAeKca TybynspHom
peabcopbumn dpocdaTtoB, YHTOGLI OLLEHUTb NoTepto pocda-
TOB NOYKaMU.

WUccnepoBaHue Mouu
MpoBoguTcs gns onpefeneHns kanosums, docdopa, 6enka
1 KpeaTuHUHa.

UccnepoBaHue B KPOBU YPOBHS

napaTtropmoHa (MTr)

YposeHb MTI npu runodochdateMmyeckomM paxmTe obblY-
HO onpefenseTca B npepenax HopMasbHbIX 3HAYeHUN.
HopManbHbIVi ypOBEHb KanbLMa U HOPMasbHbIN YPOBEHb
MTF Nno3BONAOT OTAUYUTL rUNnodocdaTeEMUYECKNI paxmUT
OT MePBUYHOIO rmnepnapaTmpeosa.

UccnepoBaHue B KpoBU ypoBHSA BUTaMmHa D
LlenecoobpasHo uccnepgoBaHue He Tonbko 25(0H)D3,
HO W [IpYrX MeTa6onmToBs - akTeHoro 1,25(0H),D3 v He-
aKTuBHOro 24,25(0H),D3.

Ona 6onbwmnHcTBa PopM runopocepareMm4ecKoro
paxuTa XxapaKTepHbI:

e HU3KUI ypoBeHb 1,25(0H)2D3 3a cUYeT CHUKEHWUSA aKTUB-
HOCTW NOYEeYHOW 1a-rnapoKcunashbl;

+

e BbICOKMWI ypoBeHb 24,25(0H)2D3 3a cuyeT MoBbllLeHUs
aKTUBHOCTW 24-rnapoKcunassl.

WckntoyeHuns - dopMmbl FPP, BbidaBaHHbIe AUCHYHKLMEN No-
YeYHblX KaHanbLEeB, MPU KOTOPbLIX B OTBET Ha docdaTypuio
nosbllwaeTcs yposeHb 1,25(0H)2D3, Bbi3biBasi MOBbILEHNUE
BCaCbIBaHNS KanbLMs B KULWEYHWKE U noTeps pocdaToB
€ MoyYoli/noYkamu.



MNoaTeepxxaeHne gmnarHosa PP

MmMnepdochaTypus n rmnopochaTemMus NP HopMasrbHOM
YPOBHE KanbLus KPOBU Y pebeHKa C peHTreHOoNorm4yeckm-
MU NpU3HaKaMn paxmTta No3BONSIOT YCTaHOBUTb AMarHo3
runodocdaTeMmnyecKkoro paxmTa.

OueHka pocdaTypumn
Mpw HM3KOM ypoBHE pochopa B KPOBM NPOBOAUTCS
oLeHKa ypoBHS peabcopbumm pocdaTos.

LLar 1: pacyeT MHOEKCa KaHanbLeBou (Ty6ynspHo)
peabcopbumm pochaTos (KPD).

Dopmyna: KP® = (1- (yposeHb pocdopa Moun/ypoBeHb
KpeaTuHUHa Mo4K) x (ypoBeHb KpeaTUHUHA KPOBM/YPOBEHb
docopopa kposm)) x 100%.

>86% - HopMa.

<86% - roBopuT 0 notepe ¢ocdaTtoB C MOYON U CBUAETENb-
CTBYET B MOJ1b3y rmnopocdareMm4ecKoro paxmra.

LLar 2: pacyeT MaKCMMyMa KaHasbL,eBow
peabcopbumm pocdaToB K CKOPOCTU KITy6OYKOBOM
dunbTpaumm (MKP®/CK®).

* [pwn CHMXXEHHOW KaHanbLeBon peabcopbunm pochaToB
(paBHO UK MeHee 86%).
Dbopmyna: MKP®/CK® = KPP x ypoBeHb pochopa KpoBMU.

* Mp1 HOpManbHOM YPOBHE TY6ynsapHON peabcopbumn (>86%)
Dopmyna: MKPP/CKD = 0,3 x KPD/(1 - 0,8 x KPD)
X ypoBeHb pochopa KPoBU.

MopTBepXpaeHue guarHosa eGP

Hannune runepdocdatypum n runodpocdareMmm npu
HOPMaJsibHOM YPOBHEe KanbLms KpOBU Y pebeHKa

C PEHTreHONOrMYeCKNMUN NPpU3HaKamuy paxuTa no3BonseT
YyCTaHOBUTb AMarHos runodochaTeMmyecKoro paxmra.

HeobxoanmMo NMoOMHUTD,
YTO aKTUBHOCTb
LenoyHon docdaTassl,
ypoBeHb pocdopa,

a TakXe COOTHOoLWeHne
MKP®/CK® 3aBucaT

OT BO3pacTa u nona

fpu ananvse |

FEHEeTUYECKUX NaHenemn

OononHuTeNnbHble KJIMHUYEeCKUue

1 na6opaTopHble NoKasaTenu

HyXHO npoaHanuaMpoBaTb HanM4Me KpaHUCMHOCTO3a
(NpexaeBpeMeHHOEe 3aKpbITVE YepPerHbIX LBOB, NPOSBSA-
eTCs USMeHeH1eM GpOpPMbI FO/OBbI), 04aroB 3KTOMUYECKON
occudUKaummn (MosiBNEeHNE KOCTHOM TKaHW B HETUMUYHbIX
MecTax (BHeCKeneTHO), rmnepKanbLMypumnm U NpusHaKos
HedpOoKanbLUMHO3a, rmnepnapaTMpeosa.
OnddepeHUmManbHO-gnarHocTMYecKme Npu3Hakm cyMmMm-
poBaHbl B Tabnuue «feHeTUYeCcKue BapmaHTbl rmnodocda-
TEMUYECKOr0 paxuTan.

MONEeKynapHO-reHeTuYecKoe uccnegoBaHue

[03BONUT OKOHYaTENbHO YCTaHOBUTL AMarHos. Obenpu-
HATOW TEXHONOorvern B nocnegHne rofbl ABNSeTCs CEeKBe-
HVYpOBaHWe HOBOro mnokosieHns (aHrn. next generation
sequencing -NGS) ¢ ncrnonb3oBaHMeM reHeTUYeCcKmx na-
Henemn, B KOTOPble BK/OYEHbI BCe reHbl [PP, B ToM yncne
caMbIi YacTbIn reH PHEX.

Ecnu Ha aToM aTane He ByayT HangeHbl MyTaLuKn, CeMbSM
MOrYT MPeAIOXUTb AOMONTHUTENbHbIE aHaNN3bl: FEHOMHOEe
cekBeHupoBaHue, MLPA, MUP RT, TpaHCKpUMTOM.
MccnepgoBaHune reHa PHEX Heo6xoavMo anst noATBepxae-
HUS X-CUEenneHHor OOMUHaHTHOM GopMbl runodocoaTe-
MUYECKOro paxmTa elle U NoToMy, YTO Ans 3Toro 3abo-
neBaHVsa NosiBUNOCH crneumduyeckoe natoreHeTnyeckoe
neyeHve. OHO OCHOBAHO Ha MPUMEHEHUN PEKOMBUHAHT-
HOIro MOHOKJIOHaNbHOro aHTUTeNna K PPP-23, koTopoe no-
3BONSET 6IOKMPOBaTb U3BLITOYHYIO aKTUBHOCTL PP®D-23,
TeM caMbIM BOCCTaHaBNMBas HOpMasbHbI 06MeH pocda-
TOB B OpraHusme.



eyeHune

Tepanuio PP HeobXxoaMMO HaYMHaTb KaK MOXXHO
paHblle — KaK TONbKO YCTaHOBIEH ANarHos.
[MpepoTBpalleHne KOCTHbIX edopmauymmn
NMo3BONFET 3HAYUTENBbHO YTYYLWUTb NPOrHO3
nauyeHTa. lNoka He cyllecTByeT 3TUONOrMYeCcKoro
leYyeHuns - reHoTepanuu, To ecTb 3Ty

60ne3Hb Henb3s BbilneynTs. OgHaKko nmetoTcs
cuMnToMaTuyecKkme 1 natoreHeTUYecKne MeTopbl,
KOTOpPbIE MO3BONAT MUHMMU3NPOBATL CUMMTOMBI
3aboneBaHnsA: YMeHbLUUTbL KOCTHbIE fedopMaLmu,
VYYLNTb POCTOBOM MPOrHO3, YMEHbLUUTb
MbILLEYHYI CabocTb U 60U B KOCTAX.

CUMNATOMaTUYECKas 3aMecTUTeNbHas Tepanus

K Hel oTHOCUTCA 3aMecTUTeNbHasa Tepanusa npenapara-
Mu pocodopa (bochopHbi Bydep) U aKTUBHBIMM MeTabo-
nutamu ButammnHa D (anbdakanbumMpon v KanbumuTpuon).

MpenapaTtbl pocdopa B BUAE

¢ocopaTtHoro 6ydpepa

HaznaueHue. Vcnonb3yioT B cTapToBoi fo3e 15-30 mr/
Kr/CyT. C MOCTENeHHbIM yBeNMYeHreM c warom 1 pas B Me-
cqu. HasHavatotca 4-6 pas B CYTKU, Npu 6onee pefKom
npveMe He ygaeTcs [OCTUYb YOAOBNETBOPUTENBHOM KOH-
LeHTpaunu docdopa B KPOBU.

[Mo6ouHble adhdexTbl. [JOBONBHO YacTo NOSBMSIOTCS MO-
604Hble 3PPEeKTbl CO CTOPOHbI XeNyAoYHO-KULLIEYHOro
TpaKTa: TOWHOTa, 601 B XXMBOTE, HapyLUeHWs cTyna.

MpenapaTbl aKTUBHbIX MeTa6onUTOB BUTaMUHa D
(anb¢aKanbL|,Mnon unu KanbuMTpMon)

Haznauyenme. [MpUMeHSIOTCS OOHOBPEMEHHO C Mpena-
patamu pocdopa. Ecnm e fo Havana Tepanum ypoBeHb
MTr 6611 NoBbIWEH, TO BUTaMUH D HEOBXOAMMO Ha3Ha4YnTb
3a 2-4 Heplenu [0 Havana npueMa npenapaTos pocoopa.

Yto HeobxoamMMo nenatb

M3MepeHue pocTa 1 onpepeneHne
CKOpOCTM pocTa

VisMepeHne MeXMblLLe/IKoBOro
Y MeXJI0[bIXXEYHOr O PacCTOSAHUI

OueHka 60neBOro cMHppoma
M MbILLIEYHOW CUNbI

OueHKa Kanbuusi/KpeaTuHnHa
B YTPEHHEN nopLmm Moy

OnpepeneHve ypoBHSA Kanbuus, pocdopa,
KpeaTuHWHa 1 LLId B KpoBn

Y3 novek
OcMmoTp cToMaTonora

PeHTreHorpadusi KoHeYHoCTEN

B0O3MOXHbl OTCPOYEHHbIE
no6o4YHble apdeKTbl Ann-
TenbHOM Tepanuu npenapa-
TamMmm pocdopa U aKTUBHbIMU
MeTabonMTaMu BUTaMUHa

D - runepkanbumypus

1 GopmMmpoBaHue
HedpoKanbLUnHo3a.

Co BpeMeHeM 3TO MOXeT
MPUBOAUTb K CHUXEHUIO
GYHKUMKM MoYek

Kak yacTo

1x 6 mec.

1x 6 mec.

1x3-6 mec.

1x 3 mec.

1x3-6 mec.

1x 6 mec.

1x6x12 mec.

no HeOSXOHMMOCTM

MOHUTOPUHI CUMMNITOMATNYECKOMN
aMeCTUTeNbHON Tepanuu

Ha doHe npmnema npenapatos docdopa n anbdakanbLm-
pona (KanbUMTpMosa) HEOBXOAMM TLLaTENbHbBIA MOHUTO-
PWHI COCTOSIHUS pebeHKa, YTOObI OLLEeHUTb 9ODEKTUBHOCTb
Tepanuu, BbiiBUTb MO60YHbIE 3PDEKTbI M KOPPEKTUPOBATL
0o3bl. OueHka apdeKTUBHOCTM Tepanuu NpoBOJUTCS MO
KIIMHUNYECKOW KapTWHe, YPOBHIO LWeno4yHon docdaTtasbl
B KPOBM 1 MO JaHHbIM peHTreHorpadum KocTemn.

KnuHuyeckue npusHaku

OueHKa apbEeKTUBHOCTM Tepanum NpoBOaNTCS MO KIIMHKU-
YEeCKUM NpU3HaKam OUHaMUKM PaxuTUYECKNX U3MEHEHWIA:
Kak[ble LeCTb MecsLeB OnpeaenseTcs CKOpoCTb pocTa
pebeHKa, MPOBOAMTCA OLIeHKa KOCTHbIX AedopMauuii
C M3MepeHMEM MEXMbILLENIKOBOrO U MEeXObIXKOBOro
paccTosAHWA, oLeHnBaoTCs 60M1EBON CUHAPOM N Mbilley-
Hada cuna.

OnpepeneHune ypoBHs ¢pocdopa B KpoBU

He siBnsieTcs KpuTepuem nogdbopa fo3bl npenapatos doc-
$popa, NOCKOJbKY npenapar 6bICTPO BbIMbIBAETCH U3 KPO-
BW N KOHUEHTpauus pocdopa byaeT 3aBUCETb TONbKO OT
BpeMeHU, KoOTopoe npowio ¢ MOMeHTa npuema TabneTku.

YpoBeHb WenoyHoi pocdartasbl

OpfHMM N3 OCHOBHbIX KpUTEPUEB 3ODEKTUBHOCTU CUMMTO-
MaTU4YeCKOM Tepanun SBMSIETCS CHMXEHWEe aKTUBHOCTU
Lieno4yHom pocdaTasbl B KPOBMU.

AHanus ytpeHHei nopumm Mouu

Kaxgble Tpu Mecsilla Hy)XXeH KOHTpO/lb 3a YpOBHEM
Ha KanbLus U KpeaTWHUHA, NOCKObKY MPU BO3HUKHOBE-
HUW rUnepKanbLMypun NoKasaHo CHKEHWE 003kl anbda-
Kanbuuagona.

Y3U nouek
Ob69a3aTenbHo Ka)able WecCTb MecdueB Ond BbldBNeHUA
NMpM3HaKoB Hed)pOKanbLlVIH03a.



[laToreHeTnyeckas Tepanus

[na kakoro 3aboneBaHus pa3paboTaHo neYyeHue
Takas Tepanus nosiBUNacb HefaBHO [S NaUMEeHTOB
¢ X-cuenneHHbIM JOMUHaHTHLIM runodochaTeMmyecknm
paxuToOM, 0BYCrOBIeHHbIM MyTauuamn B reHe PHEX. Pas-
paboTaH npenapaTt Ha OCHOBE MOHOKJIOHaSIbHbIX aHTUTenN
K @P®-23, KOTOPbIV ABASETCH OCHOBHbIM MaToreHeTnye-
CKWM 3BEHOM, BbI3blBalOWMM rnopocdaTeMmio npmn aTom
3abonesaHuu.

Kak peticTeyeT npenapat

AHTUTENna 6NoKMpPYIOT N36bITOK PPD-23, TeM cambiM HOp-
ManusylTcs ypoBeHb pochopa KpoBM M peabcopbums
docdopa B Moykax - opraHnsM nepecrtaeT TepsTb dpoc-
$op B U36bITOYHOM KonmyecTBe. COOTBETCTBEHHO, YIy4-
LwalTca MUHepanua3auus KOCTHOW TKaHu 1 obecrnedeHne
MbILWL, 9Hepruen. Ha npoBefeHHbIX NCCNeaoBaHNSAX BHa-
Yane Ha B3pOC/bIX MaLMeHTax, a NoTOM U Ha feTsax 6bina
JoKasaHa apPeKTUBHOCTb 3TOM Tepanun, 1 B 2018 rogy
npenapaTt Ha OCHOBE MOHOKJIOHasbHbIX aHTUTen K PPd-
23 6bin 3apernctTpmpoBaH EBpoONemcknm areHTCTBOM Mo
nekapcTBeHHbIM cpeacTeaM (EMA) 1 AMepunKaHCKoW afl-
MUHUCTPaUMen No KOHTPOMK 3a MPOAYKTaMU MUTaHUS
n nexkapcteamu (FDA) nof MexAyHapoOHbIM Ha3BaHWeM
«bypocymab»™.

MpenapaTt BBOAUTCS NOAKOXHO 1 pa3 B 2—4 Hepenu.

Oco6eHHOCTU NPUMEHEHUS

[o3uposka «bypocymaba»* nogbupaeTcsa B 3aBUCMMOCTU
OT ypoBHA docdopa KPOBU, KOTOPbIN HYXXHO MNOALEPKM-
BaTb BIMKE K HYXKHEN rpaHnLLe HOPMBbI.

Mpn npuMmeHeHnn npenapaTta «bypocyMab»* Henb3s of-
HOBPEMEHHO MCMoAb30BaTb npenapatbl docdopa, no-
CKONbKY BO3pacTaeT pUCK pa3BUTUS rmnepdocdharteMumm.
Tak)Xe He peKOMeH[0BaH OfJHOBPEMEHHbIN NPUeM aKTUB-
HbIX MeTabonuTos BuTamuHa D. Ecnu npenapatbl pochopa
M aKTMBHble aHanoru ButammHa D paHee 6binv HasHave-
Hbl MaLVEeHTy, UX HeobXxoanMMOo OTMEHUTb 3a 1 Hefento A0
Havyana nevyeHus «bypocymabom»”. Ha MOMeHT nepsom
VHbeKUuMn «bypocyMaba»® ypoBeHb dochopa B KpPOBU
OOJMXKEH BbITb HMXKE HOPMbI.

Bypocymab ™ -
MeXayHapogHoe
HasBaHWe nNpenapaTa
A8 NaToreHeTU4eCcKoro
JieyeHus rmnopocoarte-

MUYECKOro paxuTa.
B 2018 rony oH 6bin
3aperncTpmpoBaH
B EMA 1 FDA*

MOHUTOPUHI Ha ¢poHe Tepanun
npenapatom «bypocymab»*

MauuneHTaM, NPOXOASALLUM NleYEHUE NTeKapCTBEHHbIM
npenapatoM «Bypocyma6»*, pekoMeHA0BaH paf,
uccnepoBaHUM.

1. MOHUTOPWHI ypOBHSA GOCPaTOB B CbIBOPOTKE KPOBU.
2. MOHUTOPUHI COOTHOLLEHUS MaKCUMarbHOM
peabcopbunm dochaToB B MOYEYHbIX KaHanbLax

1 CKOPOCTU KNy604YKoBOM dunsTpaummn (MKPD/CK®D).
Mopsigok uccnepoBaHuUii:

- Kaxgble 2 Heflenn B Te4YeHne NepBoro Mecsua;

- Kaxpgple 4 Hefenv Nocne KoppeKLnn [o3sbl;

- pfanee rno Mepe HeO6Xo0AMMOCTH.

(@ B nepvog nog6opa [o3bl (Mepsble Tpy MecsaLa
NeyeHns)) 3T NapamMeTpbl OLEHVBAIOTCS MEXAY
MHbEKUMAMMU, B Mpeane Yyepes 7-11 gHeli nocne
nocnepHem NHbLEKLMN.

3. MOHUTOPUVHT YPOBHS KanbLnypun B yTPEHHEN
nopLumn Mouu.

Mopsaok uccnegoBaHus:

He pexe 1 pa3a B 6 Mec.

4. OnpepfeneHue ypoBHsi 1.25(0H),D3 B ceiBopoTKe
KpOBU (pekoMeHgyeTcs).

Mopsaok uccnegosaHus:

Kaxkgble 6 mecsueB.

Ha TeppuTopUn PX.

* He 3aperucTpupoBaH



Xvpypruyeckoe neyeHuve

Hapo nu naTu Ha onepauuio
K Xnpyprmyeckom KoppeKLmnm KOCTHbIX fiedopMaLIvin HY K-

HO NpuberaTb TONbKO TOrAA, Korga ncyepnaHbl BO3MOX-
HOCTW MefMKaMeHTO3HOolM Tepanun. Heobxoammo MoMm-
HWTb, YTO OMepaLms YyCTPaHSIET He MPUYNHY 3aboneBaHus,
a TONbKO NOCNEACTBUS M YaCTO NMLLb Ha KOPOTKOE BpeMmsl.
Bes cucTteMHOl MeauKaMeHTO3HOW Tepanum pgedopma-
UMM 6yoyT BHOBb MPOrpeccupoBaTh Ha YyXXe UCrpaBrieH-
HbIX XMPYPrMYeCKMM MEeTOLOM KOHEYHOCTSIX, YTO MOXEeT
NMPUBECTU K UCMONb30BaHWIO 60siee TpaBMaTUYHbIX METO-
LLOB XMPYPrUYeCKON KOPPEKLNN, UMEIOLLMX BbICOKME pPU-
CKW OCJTOXKHEHUIA.

MNMouyeMy Ba)keH BO3pacT nauueHTa

OT BO3pacTa 3aBUCUT BbIGOP MeTofa XMPYPruyecKoro
nevyeHus. Y getei B Nepuof akTMBHOMO pocTa Mpu Heob-
XOAMMOCTU KOPPEKLMM KOCTHbIX AedopMaLmii BO3MOXKHO
MCMOJIb30BaHMe MeTOAMKU «yMpaBisemMoro pocTan.

SddekTa

OT XMPYPru4ecKoro
Ne4YeHUs1 MOXHO
[,06UTbCA TONBKO

B TOM CIlyYae, ecim
He npekpawaTb
Me[MKaMeHTO3HY0
Tepanuio Ha GoHe
onepauun.

Ecnuv paHo MocTaBUTb OMarHO3 M HavyaTb Tepanuio, TO TSXKENbIX
NnocneacTBUA U Jarke NPOSIBIIEHUIA paxmMTa MOXKHO nsbexatb. Kpome

TOro, rnoJjie3Ho 3HaTb O pecypcaX, KOTOpble MOMOryT NauneHTy.
Tepanuo MOXXHO nosly4daTb 3a CHeT orooxeTa.



[lonyyaTtb Tepanuvio

NMoMoraeTt rocyaapctseo

ObecnevyeHne geten ¢ X-cuenneHHbIM
OOMUHAHTHBIM rMnodochaTeMUYECKUM PaxXUTOM
rnaToreHeTUYEeCKUM NleveHneM — npenapaTtom
«bypocymab»*.

KTo umeeT npaBo Ha o6ecnevyeHue npenapaTom?
[MonyunTb nexkapcTBeHHYyl Tepanuio npenapatom MHH
«bypocymab»" ona nauneHToB A0 18 neT MOXHO 3a cyeT
cpepncts ¢doHpa «Kpyr gobpa». C 2023 r. Bo3pacT nauu-
€HTOB Ha Tepanuu npoanunu Ao 19 net npu ycnosum no-
CTaHOBKM Ha Tepanuto 3a cyeT cpeacTB poHa fo 18 net.

KakoB MexaHu3M ronyyeHusa?

3aKoHHble MpepcTaBuUTENU petert MoryT odopMUTb 3a-
SIBIeHNe Ha nony4vyeHre MefguLUMHCKOM noMolm oT doHaa
«Kpyr pobpa» Yyepe3 efuHbl MopTan rocyfapCTBEHHbIX
ycnyr. Ha ocHoBaHWW 3TOro 3asiBNEeHUst OpraH UCMONHN-
TenbHOM BNacTM cybbekTa B chepe OxpaHbl 300POBbSA
BMecTe C MefVLMHCKOVM OopraHusauuvern cobepeT Heob-
XOOMMBIN KOMMNEKT AOKYMEHTOB, BK/lOYas MefuLMHCKMe
OOKYMEeHTbl, chopMupyeT 3asiBKy W HanpasBuT ee [ns
pJanbHenwero paccMoTpenus B GoHa «Kpyr gobpan.

Mo)KHO Nu oTcneXXxusaTb Xopf, 3asiBlIeHUA?

[a, akTyanbHyto nHdopMaLmio o cTaTyce pacCMOTPEHMs
3asB/IeHNS 3aKOHHble NpeacTaBUTEeNN CMOryT rnony4aTtb
B CBOEM JINYHOM KabuHeTe Ha nopTane rocycnyr. Kpome
TOro, MHGOPMaLMIO MOXHO MONYYUTb MO 3NEKTPOHHOM
noyte nnu CMC 4yepes cucteMy yBeOOMIEHUA edNHOro
nopTana rocycnyr.

Kak nonyuutb npenapat B3pOC/bIM NauneHTam?
OHW MMeIOT BO3MOXXHOCTb NosflyyaTb Npenapatbl 6ecnnat-
HO 13 BlogKeTa cybbekTa PP, ecnu oHU SBNSIOTCS MHBA-
nvpamm 1-2-in rpynn.
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23 ceHTabpsa X-TdP
BKJIIOYEH B NMepeyeHb
3aboneBaHuni GoHpa
«Kpyr pobpa»
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®oHp onnaynBaeT
Tepanuio npenapaTom
«bypocymab»* gns
rnaymeHToB go 18-19 net

* He 3aperucTpmpoBaH Ha Tepputopumn PO,

KOHTaKTbI
/19 OnepaTnBHOWN CBA3U

Pazpen «O6paTHas cBA3b»
Ha canTe

Mo 3NeKTPOHHOM no4yte
office@kd-fund.ru

Mo Tenepony
MHpOPMaLIMOHHOM NHUMN
88002016226

Kak nony4utb
roMoub poHga?
3[0ech Bbl HanpeTe

nowaroByro MHCTPYKUUIO

MapLipVT Tepanuu

«Kpvr nobpa»

1. MopaitTe 3asgBneHue

Ha nonyyveHue nomowu poHaa
3aKOoHHbIV NpeacTaBuUTeNb pebeHKa

Mo cornacoBaHMio € nevauwmm Bpayvom
Od)OpMﬂFleT 3adaB/ieHne n nogaetT ero 4yepes
eﬂl/leIVI nopTan rocyfapCrtBeHHbIX ycnyr

2. OTcnexxmusauTe xop, 3asaBlieHUs
yepes CUCTEMY YBeOOMIIeHUA

3. 3agBKa npoxoauT 3 aTana
° COTPYAHWK dOHAa
paccMaTpmBaeT Ha NpaBUIbHOCTb
OCDOpM}'IEHI/Ie N KOMMNIEKTHOCTb 3aABKU
 MPOBOONTCA HEe3aBMCUMaA SKCNepTn3a
Ha NpaBUIbHOCTb pac4eTa I'IOTpeGHOCTI/I
° BKCHepTHbIVI COBEeT paccMaTpumBaeT
Ha COOTBETCTBUNE KPpUTEPUAM

4. PelneHue aKCnepTHOro coseTa
[Mocne aToro opraH UCMONHUTENBHOM BNacTn
cybbekTa PP B chepe oxpaHbl 300POBbS
HanpaBnseT 3aKOHHOMY NpPefCcTaBUTENto
pebeHka nHbdopmavmo

5. 3aKynKa nekapCcTBeHHbIX

npenapaTtoB U MEAULUHCKUX U3aenuii

CyLecTBYIOT OTAE/bHbIe NMPoLefypbl 3aKYMNKu:

+ 3aperucTPUpPOBaHHbIX IEKAPCTBEHHbIX
npenapaToB

+ HesaperncTpupoBaHHbIX NIeKaPCTBEHHbIX
npenapaTos



Ballu MeauLUMNHCKUe

VypeXxxaeHunud

1€ MOYKHO MPOWNTY ONArHOCTUKY U neYeHne?

MockBa

MepuKo-reHeTn4eckummn
HayYHbIA LeHTP

M. akagemuka H.IN. BoykoBa
med-gen.ru

LleHTp TpaBMaTonoruu
n optonegun

M. H.H. Mpuroposa
WWwWWw.cito-priorov.ru

HMWL| 3gopoBba geten
nczd.ru

MepBbit MTMY
M. .M. CeyeHoBa
YHuBepcuTeTcKas
neTckas 6onbHMLA
www.sechenov.ru

HMWL, sHOoKpuHonormm
www.endocrincentr.ru

Poccuiickas geTckas
KNMHUYeckas 6onbHuLa
PHUMY um. H.W. MNMuporosa
rdkb.ru

HWKW nepmnatpumn
M. tO.B. BenbTuieBa
pedklin.ru

HMWLU, nm. B.A. AnmasoBa
www.almazovcentre.ru

CaHkT-lNeTepbyprckui
rocyfapCcTBEHHbIN
negmMaTpu4eckuni
MeONLMHCKNIA
yHUBEpcuTeT
wWww.gpmu.org

HuxHW1n Hoeropon

WHCTUTYT negnatpum
YHuBepcuTeTcKas
KnNnHuka NMNMMy
pediatr-pimunn.ru

XabapoBcK

HNW oxpaHbl
MaTepuHCTBa
M feTcTBa
iomid.ru

Yto genatb, ecnu poputenb (popgutenu) 60bHbl PaxXMTom?

[Mpv Nnofo3peHnn Ha HacneACTBEHHYO PopMy paxmuTa pebeHka HeobxogumMo
obcriefoBaTthb, YTOObl TOYHO 3HaTh, 60NIEH OH UK HeT. B cny4yasax, korga guarHos
rnocTaBfieH He NnosgHee 4yeM Yyepes 6-12 MecsueB Nocse PoXaeHUs N BbICTPO
HasHa4yeHo afjleKBaTHOe fieyeHre, NPosBleHns 3abosieBaHNs MOrYT HE BO3HUKHYTb
M NMauyeHT BHeLLIHe HUYeM He ByeT OT/IM4aTbCs OT 3[0POBbIX CBEPCTHUKOB.



[lamMaTtka
Ong poaureneu

@ O6paTuTte BHUMaHue
Ha CUMMTOMbI

Oedopmauuns HOr Npu Havane Xoabobl.
[Moxopgka «yTuHasg», Un NepeBanvBaloLLasca

Mo)keT nsMeHaTbCca dopMa Yepena,
MOSIBNSETCS TaK Ha3blBaeMbI ONIMMMNACKOMN
nob6 ns-3a runepTpodumn No6HLIX BYrpoB

PebeHok »anyeTcs Ha 6onu
B KOCTSIX U CycTaBax, 0COHEHHO HMXHUX
KOHe4YyHoCTen

Pe6eHOK He MOXXET 0o UrpaTh B aKTUBHbIE
Urpbl, GEICTPO yCTaeT, Yallle CUAUT U3-3a
CabocTu B MbllLa@x

[Mpo6nemsbl ¢ 3ybaMu ¢ paHHero sospacTa -
Kapwuec, abcuecchl

YTonweHuns nnu paxuTnyeckue «6pacneTK|/|»
B 06s1acTun ny4ye3ansdacTHbIX CyCTaBOB

HedopMauunu rpyaHOM KNETKN U PyK.
Ha pebpax noasnsitoTcsa HebobLLne
YTONLEHNS NOo TUMy ByCuH —
pPaxuTUYecKme YeTKun

rickets.ru

A N

| eats |

rickets.ru

0719 Bpayer 1 nauneHTos
3[0ecb Bbl HanAeTe NosHyo
MHPOopMaLuio 06 3TOM 6onesHn

3HaiTe,
KaK CTaBSAT AMarHo3

B1MOXMMUYECKUNI aHann3 KpoBU 1 MOYM
[fopMOHanbHbIM Npodunb

PeHTreHorpacdusa KocTen BEPXHUX U HYXKHUX
KOHeYHOCTemn

leHeTUYeckoe uccnegoBaHme
(noaTBepXaaeT aMarHos)

'ae MOXXHO nNpoBecTH
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KnuHuyeckue, nabopatopHbie,
PEHTreHoNIorMyeckKme uccnepnoBaHus
JTtobas geTcKas NoNMKINHUKA UNn 60bHMLA

FeHeTUYeCcKuin aHanu3/npu nofo3peHnn
Ha BPOXXAEHHYIo NaTosIoruio

FHL P® ®rbyY «HMWL, sHOoOKpUHOMOrnmn»
(SHOOKPUHONOTMYECKMIM HaYYHbIN LIEHTP):
Mocksa, yn. OMntpus YnbsiHoBa, 11

PreHY «MeanKo-reHeTUYeCKUM HayYHbIN
LLeHTp UMeHn akageMuka H.MN. boykoBa»:
Mocksa, yn. MockBopeube, 1



Bcepoccuiickoe o6uecTBo
penkux (opgaHHbIX)
3a6oneBaHui

KypaTop npoeKTa MnoBblleHNs
NHHOPMUPOBAHHOCTU O PEAKMX
(opdaHHbIX) 3a60n1eBaHUSX

ABTOpPbI

3axapoBa EkaTepuHa lOpbeBHa
OOKTOP MEAMLNHCKNX HayK,
npepcepaTesnb 9KCMNEPTHOro
coBeTa Bcepoccurickoro
obLiecTBa peaknx (opdaHHbIX)
3aboneBaHnn

Kapesa Mapus AHpgpeeBHa
OOKTOP MeAMLMHCKNX HayK,
YN1eH aKCNepTHOro coeeTa
Bcepoccurickoro obuiectsa
peakmx (opdaHHbIX) 3a60NBaHNM

MepgunakoMaHpga:
EneHa 3aBbsinoBa
wed-penakTop
AHppeli KyTbuH
OusanH

UpuHa YenenkuHa
pefaKToOp-KOPPEKTOP
«[MpuHT CTyaMO»
nevaTb

Pyl

Er PENKOE ATEHTCTBO

CTONKHYNUCb
C TPpyAHOU cuTyauuen?

3BOHUTE
Ha ropsiyyto
nmHuio BOO3

8 800 201 06 01
vooz@bk.ru

Bcepoccuiickoe
obLecTBO
op¢daHHbIX
3aboneBaHuM




BUBJIUOTEYKA
«AKAQEMUA

PEAKUX BONE3HEMN:
OT A 1O A»

Mnodocdaremm-

YECHMA paXuT

NHdopmMauusa oT 3KCNePTOB AN XXU3HU U 3[0POBbS

- opdaHHbIe 3aboneBaHnA - Tepanus
< CeKpeTbl HacnefACcTBEHHOCTHU < coumarnbHas NoMoLLb
- ANarHocTuKa < OMbIT NaLMEHTOB M NX CeMeWn



