PEOKUE
BOJIE3HU

fMnodo

JaCHa 0N KOCTHOW CUCTEMBI.

Bcepoccuiickoe o6LwecTBo Bubnunoteyka
penknx (opdaHHbIX) «AKapemMmsa pepgKnx
3aboneBaHum 6onesHewn: oT A go A»



1:100 000 -
300 000

neHHbIX 6oneeT runogpocdaTasnen

OeduumT WwenoyHomn

docopaTasbl
npmBOoOUT K NepesioMaM KoCTeMn,

pa3spylueHunio 3y608

AHanus Kposu
MOMOXET BbISIBUTb 60/1€3Hb

Bone3Hb UMeeT nevyeHne
cylecTByeT pepMeHTHas
3amMecTuTenbHas Tepanus

HeTu nonyyaloT npenapat
yepes poHp «Kpyr gobpa»

Bapocnbie
nony4aloT npenapat
3a cyeT brogxkeTa pernmoHa

PepnepanbHbie KIIMHUKU
Mocksbl u CaHkT-leTepbypra
JievaT N KOHCYNbTUPYIOT NauneHToB

Bcepoccuiickoe o6LecTBo
penkux (opdaHHbIX) 3a6onesaHui
3[0eCb NauMeHT 1 ero ceMbsl HapyT
AKTUBUCTOB, KOTOPbIE MOMOTryT



Mnodocdatasma (FTOPP) Bo3HMKaET U3-3a MyTaLul B reHe ALPL,
KOTOPbIV KOOUPYET LWeno4yHyto pocdaTtasy. B pesynbtate MyTaumm
aKTUBHOCTb 3TOro GepMeHTa B KPOBUM CHMXKAETCS, YTO 6e3 neveHms
NPVBOLMUT K CEPbE3HBIM NPO61EMaM KOCTHOW CUCTEMBI.

runo -
CHWKEHHbIN (rpey.)
¢doceaTasusa -
yKasblBaeT Ha pepMeHT
docoaTasa

Briepsble runogpocdaTtasma
onucaHa B KoHLe 1940-x
rofoB aMepUKaHCKUM
BpayoM [1koHoM PepbaHoM.
Bbino obHapyxeHo,

4TO HGEepPMEeHT LWeoYHas
pocdaTasa ynpasnget
[OBYMS FMaBHEeNLWMU
npoueccamn - MUHepanusa-
LlMen KocTen ckeneTa

M NoCTyrnieHneM BuTaMmHa
B6 B ronoBHow Mosr

ExkaTepuHa 3axapoBa
3aBefytoLlas nabopatopuei
HacnefacTBeHHbIX 6onesHeit
o6bMeHa BellecTB PIEHY
«MefnKO-reHeTn4ecKuii
HayYHbIN LeHTP M. akadeMuKa
H. . BoykoBa», pyKOBOAUTESb

SkcnepTHoro coeeTa BOO3, A.M.H.

«CNnabbiX KOCTEen»
pa3ragaHa

Kak Bo3HuKaeT 3aboneBaHue?

CHMXeHMe aKTUBHOCTU LLIENTOYHOM docdaTasbl B KPOBU
NMPUBOOUT K CHMKEHUIO MUHEpPann3aLmm KOCTHOM TKaHW.
Kak cnepcTtBue, BO3HMKaIOT MepesioMbl KocTel, aedop-
Mauuun ckeneta, HapyllaeTcs pocT 3y6oB. MNpu Tsxenon
dopMe 6onesHU HabnogaeTcs 3agepxka GUanyYeckoro
pasBUTUS, OTMEYaeTCs NaToNornsa HePBHOM cUCTEMBI (Cy-
[OPOrK, MblleYHas FMMNOTOHMUS), HapyLWaTCa GYHKUMM
Nerkux v gpyrux opraHos.

YT1o Takoe MUHepanusauma

KOCTHOW TKaHu?

MuHepanusaumsa KOCTHOW TKaHM — 3TO npouecc, no-
CpeAcTBOM KOTOPOro Kanbumin n pocdop oTKIafbiBatoT-
CSl B Pa3BMBalOLWMXCHA KOCTSX N 3y6aX, U OHW CTaHOBATCS
Kpenkumu n TBepabiMn. MNpn FPP MrHepanusaumns npo-
MCXOAUT HeJoCTaTOYHO, MO3TOMY BO3HUKAOT Mepenomsl
1 fedopMaLnn KOCTen, NpexaeBpeMeEHHO BbiMadatoT 3y-
6bl, HapyLLaeTcs POCT pebeHKa.



Tunodocodarazng
MOXXeT BO3HUKHVTb

OTa 6onesHb NnepegaeTcs No OOHOMY U3 OBYX
TUMOB HacnegoBaHUA — ayTOCOMHO-peLeCCUBHOMY
nJin aytToCoOMHO-4OMUHAHTHOMY

YTo TaKoe ayTOCOMHO-pPeLLeCCUBHbIN TUM
HacnepoBaHuUa?

BonesHb BO3HUKHET, ecnu peﬁeHOK nonyyvn pBe wu3-
MeHeHHble KON OOHOro N TOro Xe reHa - no 0D.HOV| oT
Kaxgoro m3 pOJJ,VITeJ'IeVL Ecnn yenosek Hacnenyet TONb-
KO OOHY U3MEHEHHYIO Konuto, To B 6onbWMHCTBE cny4vaesB
OKa)XeTCs HOCUTENIEM U3MEHEHHOM Konuu, OQHaKo npu
3TOM 6y,qu 3[0pO0B, NOTOMY 4YTO BTOpPasd, HOpMalbHasd, KO-
nna reHa KoOMNeHcupyeT d)yHKLWIIO N3MEHEHHOMN.

YTo TaKoe ayTOCOMHO-AOMUHAHTHbIN TUM
HacnepoBaHuUa?

Hacnepyetca ogHa HopMarsbHas M OfjHa U3MeHeHHas Ko-
nuns reHa. OfHaKo 3MeHeHHas Konms JOMUHUPYeT, nofa-
B/ISeT HOpMaJsibHYIO — M BO3HMKaeT 3aborneBaHune. PUck no-
BTOPEHMS POXAEHUS 6OSIbHOro pebeHKa B TaKMX ceMbsX
cocTaBnsaeT 50% onsa geten o6oero nona. TOoT TUN Ha-
CcnefoBaHMa XapaKTepeH TONbKO AN ornpefeneHHbIX My-
Tauuii B reHe ALPL npu Fd®. 3T MyTaumm HapylaoT
npaBuUIIbHYIO NPOCTPaHCTBEHHYIO OpraHn3aLumio benka.

MoxkeT nu MyTaLusl OKa3aTbCs CMOHTaHHOMW?

[a, Takoe BO3MOXHO, ecnv B cnepmaTosouae Unn siue-
KNneTKe, U3 KOTOPbIX PasBuUics pebeHoK, MPomnsoLLna Ho-
Bas MyTauus (M3MeHeHVe) B reHe — BriepBble B MOKose-
HUAX ceMbl. Takue pomouTenu 300pPOBbl, U BEPOSTHOCTb
POXAEHUS Y HUX APYroro pebeHka ¢ TeM xe 3a6oneBaHu-
eM oYeHb Mana.

AYTOCOMHO-peLeCCUBHbIN

TN HacnenoBaHUA

300pOBble poauTenu
HocuTenu MyTauum
BreHe ALPL

XpOMOCOMa 3p0poBas
c MyTauuen .. Xpomocoma
BreHe ALPL

/S
ANARARA
- JONC)

60nbHa 340poBa 3p0poB 30pOB
HocuTenbHULa HocuTenbHULa HocuTenb He HocuTenb

[BYX MyTauui MyTauum MyTaumm MyTauum
BreHe ALPL B reHe ALPL BreHe ALPL BreHe ALPL

25% 50% 25%

PUCK 6onesHun CTaHyT HOCUTeNneM 3ﬂOpOBbIVI pe6eHOK,
Yy pe6eHKa MyTauuu, HO He 6onetoT He HocuTeNlb MyTauum



AYTOCOMHO-AOMUHAHTHbIN

TN HacnenoBaHUA

60bHOM 3[0pOBbIN
poauTens poauTens
3gopoBsas

XpoMocoMa

3pgopoBast ... |
Xpomocoma
. Xpomocoma
Y A e c MyTauuen
- B reHe ALPL

[ A
ARARARA
- X

3g00poBa 60onbHa 6oneH 300poB

50%

BepOﬂTHOCTbHOﬂquTb3a60ﬂeBaHMe

Dopmbl

rmnogpocoara3nn.

nepuvHaTanbHasa

MecsiLeB

- 1?3JwT

£3
(4

NHbaHTUNbHas
MecdueB

feTckas

>18..

B3pocCnasn

bone3Hb BO3HUKaeT
U NposaBngeTcy

B KaKoM Bo3pacTe nposiBngeTcd 3abonesaHue?
CuMNTOMBI rnodochaTasmm MoryT NPOABUTLCS
B t060M BO3pacTe - y MafeHLUeB, aetelt 6onee
CTapluero Bo3pacTta 1 faxke Y B3pOoC/blX.

Kakue ¢popmbl runodpocdarasmm cywecTeyior?
Mnodocdartasma MoXeT NpoTeKkaTb NO-PasHOMY B 3aBU-
CUMOCTWN OT TOro, Kakme GopMbl BO3HUKNN. EcTb Gonee
MArkne Gopmebl 3aboneBaHns. OHM BO3HUKAIOT B AeTCTBE
VNN IOHOLLECKOM BO3pacTe.

Ho moxeT FP®@ npoTekaTb WU OYEHb TSXKENO, U €€ OCIOXK-
HEHWS OMacHbl ANS XXNU3HU pebeHKa. Takme GopMbl Hacne-
[YIOTCS MO ayTOCOMHO-peleccuBHomy Tuny. Okono 50%
MafieHLeB ¢ runogocaTasmm
nornbaroT B paHHEM BO3pacTe U3-3a fbIXxaTelbHOW Hefo-
CTaTOYHOCTU. [MOCKONbKY pasmMep pPaxUTUYHOW FPygaHON
KIETKM HeBObLLOW, TO MOryT NoTpeboBaTbCs MPOJOKM-
TenbHasi BCroMoraTeflbHas BEHTUNALNS Nerkux 1 gpixa-
TenbHas NoaAepxKa.

Y Opyrvx naumveHToB CKeNeTHble HapylleHus u/unmn ce-
pbe3Hble OCNOXHEHMS B Pa3NNYHbIX OpraHax NposiBAsoT-
CSl MPU POXAEHUN, BCKOPE MOC/e POXAEHUS NN NO3XKe,
B TEYEHME XM3HWU, N MOTYT HECTU C COBOM 3HAUYUTENbHOE
PYHKLMOHaNbLHOE N KayeCcTBEHHOE bpeMs.

OpoHTOorunodocdaTasng

XapaKTepusyeTcs NpexneBpeMeHHol notepei
MOJIOYHbIX 3y60B B AeTCTBe

UV MPEeXAeBpeMEHHOI NoTepein 3y60B

BO B3pPOCJIOM Bo3pacTe



[unodocdartasunio
MOXXHO pacno3HaTb

BOBPEMH4

YT06bI ONpenenuTb 60ne3Hb, AaBanTe

nofpobHee 0CTaHOBMMCS Ha rpyrirnax CUMMNTOMOB —
KaK 1 B KaKOM BO3pacTe OHU NPOSABASAIOTCS.

OTO rMonesHo 3HaTb POAUTENSM, B3POCIbIM
rnaumeHTaMm, YTo6bl UMeTb HACTOPOXKEHHOCTb

K 60N1e3HU 1 BOBPEMS NOAENNUTBLCSH CBOUMU
BOMpPOCaMu C BpayaMm.

CKeneTHble NposBieHNs paxunTnyeckmne

OeTtn. Y Hux HapylweHna MOryT 3aK/ilo4aTbCd B yTonue- 3aepXXKa poCTa ,D,ed)OpMaLWIVI BblNageHue

npexagespemMeHHoe

HUAX B 06MacTU pebepHO-XPALLEBbIX couneHeHun (pa- 1 PasBUTUSA cKerneTta 3y60B

XUTUYECKUE YeTKM), B X- U O-06pasHOM UCKPUBIIEHMM
HOI, YBEeNMYeHUN 3anscTUA, KoMeHel M NofbhKeK U3-3a
paclwmnpeHHbIX MeTapu30B, a MHorga HabnogaeTcs naMe-
HeHVe GopMbl Yepena. TN NaLUMeHTbl TaKXe MOryT Xano-
BaTbCs Ha 60/1b B KOCTSAX M UCKOMMOPT B cycTaBax (cko-
BaHHOCTb, MPUMYX/IOCTb).

CtapLuve nauueHTbl. Y HUX NPOSIBNEHUS MOrYT 3aK/to-
4aTbCA B MHOIMOKpPaTHbIX NepesioMax, 0CobeHHO nepesno-
MaXx MNJIlOCHEBbIX KOCTeN, MceBaonepenomMax, Nuoxo 3axmn-
BalOLWMX NnepesioMax, KoTopble TPebyoT XMpypruieckoro
BMellaTeNbCcTBa, BeQyT K HeTPYAOCMNOCOBHOCTU, XOHAPO-
KanbLMHO3Yy (MopaaloTcs CyCTaBbl M3-3a HaKomMieHus
B HWX KanbLusl) U B CUNbHOM XPOHUYECKOM 60M11.

PeBMaTo/1I0rM4ecKknue CocTossHUs

OHW MOryT HabnAaTbCA 13-3a HapyLLEHUS HOPMarbHOro
MeTabonmama KanbLmsa 1 ocdaTor. Halle Takme HapyLLeHns
GUKCUPYIOTCS Y B3POCbIX NaumeHToB ¢ [P, B yacTHOCTH,
OTNOXeHVe nnpodocdaTa Kanbuua Aurngparta MoxeT npu-
BECTW K pasBUTUNIO NCeBaonofarpsl U/Unm o6bi3BeCTBAA-
oLLero nepviapTpuTa.

8

Kpome kocTen MoryT cTpagaTb
MbILLLBL. VX cnabocTb MHorga
6bIBaeT TaKOW CUITbHOM,

YTO NaLUMEHTY HY>XXHO MHBanNuUa-
Hoe Kpecrno

[ns MnageHueB 30HOM pUckKa
ABNATCA Nnerkme. NocKonbKy
pasmep paxmTUYHONM rpygHON
KNeTKM HEBOJbLLIOW, MOXET
noTpeboBaTbCs AblXaTenbHas
nogaepxka

60nb
B KOCTSIX

YacTble
rnepesioMbl

MbllLeYHas
cnabocTb BMNMOTb
10 HEO6X0AMMOCTH
1CMOoNb30BaHNS
VHBaNMAHOro
Kpecna




J1ab0CTb MbILUL UV MUONATUS

TaKue NposiBIeHNs TOXEe ABMNSIOTCA BaXXHbIM PaHHUM Mpu-
3HaKoOM FPd. TV CMMNTOMBI MOT'YT BO3HWUKaTb B Pe3y/ib-
TaTe nogbemMa ypoBHS NnpodocdaTa nnam gpyrux noka
HEeM3BECTHbIX GaKTOPOB, KOTOPbIE MHIMBUPYIOT MbILLEYHYIO
dyHKumo. Y geTteri ¢ FPD nHorpa HabnogaeTcs «yTUHag»
(xoBbINsOLWAs) MOXOAKa.

[MnepKanbUMeMus U runepkanbLunypus

3TO NoBbIWEHNE KanbLsi B KPOBU 1 MOYeE, YTO CTaHOBUTCSA
pe3ynsTaToM CHYKEHUS «3axBaTa» KarbLus KOCTbIo U nocrne-
OytoLein feMrHepanm3aumn. Y naumeHToB runepkansLmemMms
MOXET BbI3blBaTb pa3apaXKMTeflbHOCTb, anHO3, aHOPEKCUIO,
pPBOTY, NOANZAUNCUIO, NONNYPUIO, AerMapaTaLmio, 3amnopbl,
TMNOTOHUIO N HEPPOKATbLMHOS.

HeBponornyeckne cCMMNTOMbl

OOHUMW U3 CaMbIX PaHHUX U TSXKENbIX HEBPOTOrMYEeCKMX
cumnTomoB PP npu paHHer popme ABNAOTCSA CyAoporu,
MHOrga OHW SIBASIOTCS NepBbIMU CUMMATOMaMn 60/1€3HMN.
MUPUAOKCUH-3aBMUCUMBIE CYQOPOrM, KOTOPbIE Pa3BUIUCH
Yy HOBOPOXAEHHOIO, SBMSIOTCS MIOXUM NMPOrHOCTUYECKUM
NPU3HaKOM.

Y nauneHToB ¢ MDD Takke MoXeT Habmo[aTbCs KpaHNOoCK-
HOCTO3 - paHHee cpalleHKe LWBOB Yepena. KpaHMOCUHOCTO3
MOXEeT COMPOBOXAATbCH MOBbILUEHHbIM BHYTPUYEPENHbIM
[LlaBIeHVEM U OTEKOM [IMCKa 3PUTENIHOMO HEPBa, YTO MOXET
noTpe6oBaTb ONEPATUBHOMO JIEHEHUS.

N3-3a cnabocTu Mbiwly

y geTeli nHorga 6uiBaeT
«yTUHas», KOBbINAOLLas,
rnoxofKa

Hawnbonee pacnpocCcTpaHeHHbIe KIIMHNYeCKune
MPNU3Hak" N CUMIMTOMbI

MepuHaTanbHas

dopma

rVII'IOMI/IHepaﬂVISaLI,I/Iﬂ

Taxenble gedopmaunmn
rPYAHON KNeTKn

Oedopmauunn
Tpy64aTbIX KOCTEWN

KOCTHD-XpﬂIJ.teBbIe
BbIPOCTbI

PeHTreHonornyeckoe
paspsHKkeHne TKaHun
B MeTadpmsax

Cnabas occudukaumns
announsos

Mepenomsl

Cypoporun

AnHo3

UHbaHTUNbHasa
dopma

Paxut

Mepenomsl

IeroyHasn
HeaOoCTaTO4YHOCTb

HepocTaTo4yHoe
nutaHve

MepneHHas npubaska
Macchbl Tena

CHmxeHne
npu6aBKM Macchbl
Tena v oTcTaBaHue
B pU3n4ecKom
pasBuTUn

MnoToHus

B6-3aBucumble
cypoporu

HedpokanbuymHos

Mmnepkanbumemus /
runepkanbLmypus

MpexpeBpeMeHHoe
BbiNafeHne MOMTOYHbIX
3y60B

KpaHVIOCI/IHOCTOB

DeTckas popMa

Paxutonopo6Has
6onesHb

CkeneTHble
pedopmaumn

HapyuweHnuve
3aXusneHunsa
nepesomMoB N nx
peunanBupoBaHue

Huskas MUHepanbHaa
MNOTHOCTb KOCTHOWM
TKaHu

Huskuii poct

CnabocTb MbiLLL,

HapyLieHne MOTOPHOro
pas3sutua

XpoHuyeckas
MbllleYyHasa / KOCTHasa
60nb

PaHHee BbinageHne
3y6oB

B3pocnas

popma

Mepenomsl /
nceegonepenombl

OcTeomansauus

XOHAPOKanbLMHO3

OcTeoapTponaTus

Mcesponoparpa

XpoHuyeckas
MblleYyHasa / KOCTHasa
601b

BbinageHwe 3y6oB BO
B3pOC/IOM BO3pacTe

HapyuweHusa
dopmMupoBaHus /
npope3abiBaHs 3y608



OT KabuHeTa OOKTOopa
0o naboparopuu

KakvMu MeTogiaMu ycTaHaBNIMBalOT AnarHo3a?

Bpauu Ha OCHOBaHWM KIIMHUYECKMX CUMMTOMOB MOrYT 3aro-
[03pUTb 60M1e3Hb. B 3TOM criyyae NpoBoaaTcs naéopatop-
Hble TECTbl 1 PEHTreHoNorMYecKoe nccnefoBaHmne KocTe.

Ha 4To Hy)>XHO 06paTUTb BHUMaHUe?

OOHMM 13 caMbIX BaXKHbIX MOKasaTesnel SBNseTcs akTuB-
HOCTb pepMeHTa Weno4vHas pocpaTtasa: y Bcex 60/IbHbIX
B aHanv3e KpOoBM 3TOT NoKasaTesnb 6YAeT CHUXEH.

OH aBnseTcs Bo3pacT-3aBUCUMbIM. Kpome Toro, ero ak-
TMBHOCTb MOXET CHUXaTbCS NMPW NpUeMe HEKOTOPbIX Npe-
napaTtoB, TaK YTO CriefyeT y4nTbiBaTb BO3PaCTHbIE HOPMbI
1 NPOBOAUTb U3MepeHne hepMeHTa HECKOJbKO pas.

MopospeHue Ha PP Hopma

<1 mec. 0-60 60-320
1-11 mec. 0-70 70-350
1-3roga 0-125 125-320
4-6 net 0-150 150-370
7-9 net 0-150 150-440
10-11 neT (m) 0-150 150-470
10-11 neT () 0-150 150-530
12-13 net (M) 0-160 160-500
12-13 net (%) 0-110 110-525
14-15 net (M) 0-130 130-530
14-15 neT () 0-55 55-305
16-19 net (M) 0-60 60-270
16-19 ne () 0-40 40-120
>19 net 0-40 40-120

CH/WKEHME LLeNoYHOWM

POCPaTa3bl B aHa/in3e KpoBU —

FNaBHbIA NPU3HaK
aboneBaHus

Bpau gonxeH ybegntbes,

4TO coobliaeMble nabopaTopmen
pe3ynbTaTbl OTPaXkaoT
HOpPMarsbHbI M @aHOMasbHbIN
YPOBHM LLenoyHon pocdaTassbl
COrflacHO BO3PacTy KOHKPETHOro
nauneHTa 1 CHUXeHNe aKTUBHOCTH
dhepMeHTa BbISIBIEHO HEOQHOKPATHO

Yo elle usmepsercs B nabopatopumn?

B npouecce AnarHoCTUKM U3MepPSIOTCH YPOBHU MUHEpasib-
HbIX BelecTs (Kanbuuii, pochop), BUTaMmnHa D 1 rOpMOHOB,
OTBETCTBEHHbIX 38 X OBMEH, TaK Kak HeOBXOAMMO UCKIIO-
YNTb Opyrue NPUYNHbLI paxmTa Un NOBbILLEHHOM XPYMKOCTH
KocTel. [NaBHbIMW cpeau 3TUX MokasaTenemn aBnaTCs
YPOBHU Kanbuus, pocodopa, 25-rugpokcu-sntammya D
1 napatupeongHoro ropmona (MTT).



Mpw coveTaHUM KNMHUYECKNX NPU3HAKOB, OTK/IOHEHWM
nabopaTopHbIX NOKa3aTesneln 1 BbigBNEHUS XapaKTepPHbIX
M3MeHeHUI Ha peHTreHorpaMMax ycTaHaBMBaeTcs gua-
rHo3 MP®. [119 ero 4ONOMHUTENBHOIO NOATBEPXKAEHNS BpaY
HasHa4aeT reHeTUYeCcKoe UccriefjoBaHMe A5 BbiiBNIEHNS
MyTauuun B reHe ALPL.

Y Koro B nepeyio oyepenb

HY>XHO 3anofo3puTb runogocgaTtasmio?

[narHos «runogpocdatasms» OMKEH NofJo3peBaThCs Y No-
6oro naumMeHTa, y KOTOpOro BO3HUKaeT CHMXXeHUEe Leno4-
HOM d)OCd)aTaSbl, 0OCOBEHHO B COYETaHMUM CO CKeNeTHbIMN
npodasneHnaMmn nnm Hepposorn4eCKnmm (Cyp,OpOFVI, Kpa-
HVIOCVIHOCTOS), no4vye4vyHbiMU (FMI'IepKaJ'IbLl,VIeMI/IFI, rmnepkanb-
unypus, HeppoKanbLUHO3), MblLLEYHbIMU (MMOMNaTUS) UN
CToOMaToNnorn4eCKMMmM nposaBsieHNAMn (paHHee BbiMageHune
MOJ0YHbIX 3yBOB UMW HapyLUeHKe pocTa 3y60B).

[ns yero nposogAT

avddepeHUnanbHyl0 AMarHoCTUKy?
MnodocdaTtasns MoOXeT HanomMuHaTb gpyrune 3abonesa-
HUS, KOTOPble MPOTEKAOT C PAXUTOM U/UNK HapyLeHNsaSMn
MUHepanu3aunm KocTe. Takme 601e3HU BKAKYaT paxnT
(Npwv pedurumTe BUTaMmHa D), runodochaTeMUYecKnin paxur,
VAMONAaTUYECKNIA IOBEHWbHBIV OCTeonopo3. KpoMe Toro,
npeHaTanbHOE Y/IbTPa3BYKOBOE UCCeoBaHne MoxeT
MpennooXnTb HECOBEPLUEHHbI OCTEOreHe3 U UHble
HacneACcTBeHHbIe 60NEe3HM C MOpPaXKeHNeM cKkeneTa.

NMamaTKa NMnauneHTy 1 Bpavy

3aboneBaHue 'mnodocoartasus Paxut

LLlenoyHas + +
docdaTasa B KpoBU

Kanbumit / dochop 4 nnn HopMa ¥
MapaTropmoH + Unv Hopma +
ButamuH D HopMa 32

W - noKasaTe/lb HMXe HOPMblI

docpaT-gnaber

4 - NoKasaTtesb Bbllle HOPMbI

HecoBepLueHHbIM

ocTeoreHes

HopMa

HopMa

HopMa

HopMa

SR
&

R

HecTepougHble
NPOTUBOBOCMANUTENbHbIE
npenapatbl (HMNBIM)
npegHasHavyeHbl Ans neyeHus
H6onen B KOCTAX 1 cycTaBax

ButamuH B6 nomoraet
KOHTPONMpPOBaTb CYAOpPOrn
y OeTeln C TaxKenbIMn
3aboneBaHnaAMU

C paHHero Bo3pacTa Ba)KeH
perynspHbIi yxop 3a 3y6amum

dusmoTtepanma

Hy>XHO OTMEeTUTb, 4TO
bucohocdoHaTbl, KOTOpbIe
NPUMeHSIIOT ANS nevyeHus
noTepm KOCTHOM MaccChbl,
CBS3aHHOM C OCTEOMNOPO30M,
rnpu runogpocopaTtasnm
NPOTMUBOMOKa3aHbl

MeToabl ne4yeHuUs

rmrnogpocdarasnuv

MMnodocoaTtasns OTHOCUTCS K YNCTY
HacneaCTBEHHbIX 60Me3He, O KOTOPbIX
cyliecTByeT neyeHve. CoBceM HefjaBHO 6bina
paspaboTaHa creunanbHas GpepMeHTHas
3amMecTuTeNbHaa Tepanua AcgoTasor anbga®.

YT1o Takoe pepmMeHTHaa

3aMecTUTesNbHas Tepanusa?

CyTb Tepannn 3aKnto4aeTcd B TOM, YTO NaUunNeHTy perynapHo
BBOOSAT HEQOCTaOWMA GEepMEHT B BUAE NMOLKOXKHbBIX UHb-
EKLI,MVI. I'Ipou,ep,ypa HaCTOJ/IbKO HeCJ10XXHad, 4TO NauneHTbl
MOryT nony4vatb ne4eHne Ha oMy.

KakoB a¢¢peKT oT TaKom Tepanun?

SbdeKT Tepanmm BO MHOIOM 3aBUCUT OT TOro, Korga 6bi1o
Ha4yaTo neyeHue. [pu paHHeM Havane GepMeHTHOW 3ame-
CTUTENbHOW Tepanuu BbllLE LWaHC, YTO ByaeT [OCTUTHYT
oXnpaembln apdeKT 1y pebeHKa NoSBUTCSH BO3SMOXXHOCTb
pacTu 1 pa3BMBaTbCS, MPUBNMKASACh K BO3PACTHbIM HOPMaM.

CyuwecTByIOT Apyrve MeToabl nevyeHus?
,El,pyrme MeToObl Ne4eHnA HaueneHbl Ha KOHKpPeTHble CUM-

MNTOMbI N OCNOXHEHUA.




Cnocobbl nony4eHUs

Kak MOXXHO nony4uTb Tepanuio?
[TaumeHTbl ¢ AnarHo3oM «runodpocdaTtasmsa»
VIMEOT BO3MOXKHOCTb leunTbes B Poccuu.

OeTu. lMonyunTb NeKapCTBEHHyl Tepanuio npenapa-
TOoM MHH «AcdoTasa anbda» ong naumeHToB B BO3pacTe
0o 19 neT MOXHO 3a cyeT cpefcTB doHfa «Kpyr gobpar.
C 2023 ropga Bo3pacT nony4vaTenen npognmnu go 19 net.
MMnodocdaTasua BKOYeHa B MepeyeHb 3aboneBaHUi
doHpga 1 anpens 2021 roga.

3asBneHne 0 HeOH6XOAMMOCTM NONMYYEeHNS TEKaPCTBEHHOMO
obecrneyeHuns oT poHAa «Kpyr gobpa» 3aKOHHbIV NpeacTa-
BUTENb pebeHKa MOXeT NofaTb Yepe3 CBOM aKKayHT Ha
nopTane rocygapcTBeHHbIX YCyr. AKKayHT AOJDKEH 6biTb
3aperncTpupoBaH (MoaTeepxKaeH).

B3pocnblie nauueHTbl MMeloT BO3MOXHOCTb MonyyaTb
npenapatbl 6ecnnaTtHo, ecnn OHU ABASIOTCH WHBanupa-
MU 1-2-11 rpynn. 3TO perynMpyeTtcs MoCTaHOBIEHMEM
npasutenbctea P® ot 30 miona 1994 r. N2 890 «O rocy-
[apCTBEHHOW NnopaaepXKe pasBUTUS MeQULMHCKOW Mpo-
MBILLIEHHOCTN M yAyYlleHUn obecrnedyeHns HaceneHus
M YyYpeX[deHWn 30paBOOXPaHeHUs JleKapCTBEHHbIMU
CcpeAcTBaMu U U3[eNnaMnm MegULMHCKOrO HadHaYeHNs».

doHp nogaepKKm
OETEN C TAXeNbIMU
YKM3HEYrpOoXKaloLWmMMm
1 XPOHUYECKUMMU
3abonieBaHNAMMA,

B TOM YMCNe peaKknMm
(opdaHHbIMM)
3aboneBaHMNAMM,
«Kpyr pobpa»

KOHTaKTbI
/19 ONepaTuBHOW CBA3U

Paspen «ObpaTHas CBA3b»
Ha canTte

Mo aNeKTPOHHOM no4yTte
office@kd-fund.ru

Mo Tenepony
MHPOPMaLIMOHHOM INHUMK
88002016226

Kak nony4utb
rnomoub dpoHpa?
3[0ech Bbl HaMpeTe

nowaroByro MHCTPYKUUIO

MapLiupvT noayyeHus

epalinn “Yepe3 OoHA
«Kpvr nobpa»

1. MoganTe 3aaBneHune

Ha nony4yeHue nomowm poHpa
3aKOHHbIN NpeacTaBuTesb pebeHka

Mo cornacoBaHuMio C nevawmm BpayvomM
OdJOpMﬂFleT 3adaB/1ieHne n nogaetT ero 4epes
ep,VIHbIVI nopTan rocyfgapCrtBeHHbIX yCnyr

2. OTcnexxmuBauTe xop 3asaBlieHUs
yepes CUCTEMY yBeOOMIIeHUA

3. 3asBKa npoxoauT 3 aTana

* COTPYAHWK dOHAa
paccMaTpmBaeT Ha NpPaBUNTbHOCTb
O(])OpMneHI/IFl N KOMMNEKTHOCTb 3ad9BKU

npoBOAUNTCA HE3aBMCUMadA 3KCNepTn3a
Ha NpaBUNbHOCTb pac4eTa I'IOTpeGHOCTI/I

3KCI'IepTHbIl7I COBEeT paccMaTpumBaeT
Ha COOTBETCTBUE KPpUTEPUAM

4. PelneHue aKcnepTHOro coseTa
[Mocne aToro opraH UCMNONHUTENBLHOM BNacTh
cybbekTa P® B chepe oxpaHbl 300pPOBbSA
HanpaBnsieT 3aKOHHOMY NpPefCcTaBUTENtO
pebeHka nHbopmaLmo

5. 3aKynKa neKapCTBEeHHbIX

npenapaTos U MEQULIMHCKUX U3aenui

CyLI.I,eCTBy}OT OoTAeNibHbIe npouenypbl 3aKynkKu:

e 3aperncTpunpoBaHHbIX NEKapCTBEHHbIX
npenapartos

e He3aperncTpunpoBaHHbIX NeKapCTBEHHbIX
rnpenapaTtos



Balwiu MeauumnHCcKue 06 TBEHHbIe

VHPpEeXXOAeHNA opraHnsaln —

HageXXHbI pecypc

MHorue rocygapCcTBeHHble defepanbHbie
YUpEeXaeHUs, HaluMoHasbHble MeAULIMHCKMEe
nccregoBaTeNbCKMe LEeHTPbI 3aHMMatoTCS
BOMpOCamMu naymeHToB ¢ FPo.

Fae MOXXHO NPOMTU ANArHOCTUKY U NeyeHune?

CaHKkT-lleTepbypr

MepguKo-reHeTnyeckum HMUL, nm. B.A. AnmasoBa

[TonesHo HanTu 0bLEeCTBEHHbIE 06bEeANHEHUS
naLMeHTOB, KOTOPbIE Y)Ke He MepBbili rog
3aHMMAalOTCS NPaKTUYEeCKMMUY BOMPOCcamMm
HayY4HbI LEHTP www.almazovcentre.ru naumMeHToB C rmnopocdarasmnen.

M. akageMuka H. M. boykoBa

med-gen.ru

LleHTp TpaBMaTonoruu
n oprtoneguu

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

HMWL, 3gopoBbs feten
nczd.ru

Mepsbit MTMY

M. .M. CeyeHoBa
YHuBepcuTeTCKasa getckas
6onbHULa
www.sechenov.ru

HMWL, aHpoKpuHonorum
www.endocrincentr.ru

Poccwuiickas geTckas
KINIMHMYecKas 6onbHMLa
PHUMY um. H.W. MNMuporosa
rdkb.ru

CaHkT-leTepbyprckui
rocyfapCTBEHHbIN
neguaTpu4ecKunii
MeaANLVHCKNA
yHUBEpPCUTET
WWWw.gpmu.org

HuxH1IM HoBropon

VIHCTUTYT negnatpumn
YHuBepcuTeTCKas
KNnHuKa MNMY

pediatr-pimunn.ru

YeM noMoryT naymeHTCKMe opraHmsaumm?

30echb ¢ BaMy NoJensaTcs onbiTOM, CBeXen nHdopMaumen
no 3a60/1eBaHMI0, PacCKaXxyT 06 opraHn3aLumn ouarHocTu-
KW, NevyeHus, peabunutaumm. NMomoryT ¢ opnan4eckmmm
BOMpPOCaMU, C NMoNTy4YeHNEM TeYeHUs.

MepBoi1 06LLEPOCCUNCKON OpraHn3aLmeit, KOTopasi BO3HUK-
na euwle B 2012 ropgy, siBnsieTca Bcepoccuiickoe o6LecTBo
penkux (opdaHHbIx) 3a6onesaHuin (BOO3). ATa opraHmsaums
VMIMeeT HanpasneHue «rmnodpocdaTtasnsi» U BbIXOOUT C UHU-
LUMaTMBaMU B OpraHbl BlacTW, YTO6bI MOMOLLb NauMeHTam
yny4lanach.

fopsyas nmHma BOO3 — 8 800 201 06 01

(3BOHOK BecnnaTHbIi)

KypaTopbl naLyeHToB
runodocdarasmven s BOO3

Hens CepreesHa lNorocsiH
MockBa

CeeTnaHa BanepbeBHa lNuUwanbHUKoOBa
AnTanckuin kpan
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CTONKHYNUCb
Bcepoccuiickoe 061ecTBo C prnHOﬁ CMTya u”eﬁ?

peakmx (opdaHHbIX)

3aboneBaHu

Hap BbinyckoM paboTanu:
ExkaTepuHa 3axapoBa
pyKoBoauTENlb IKCMEePTHOro
B nHTEpHEeTe cerofHa MHOro MHGopmaumy, coBeTa BOO3, MegnUNHCKNI
HO BaXXHO, YTOObI MHGOPMaLMA OblNna reHeTUK, O.M.H.
HaLEeXHOW N Ka4eCTBEHHOMN.
Hens MorocsaH
YT1o noymnTaTtb o runopocoartasmm? 3aMecTuTeNb NpepcepfaTens
npasneHns BOOS3,

1. KnuHnyeckune pekomMeHgaumm «HapylieHve o6MeHa MeHe[OKep BbiNyckKa
docdopa (MMnodochaTtazms)».

Bpolulopa BbinyleHa 3BOHMTe
2. lmnodocoatasns npv NoAgepP)XKe KoMMaHuu

http://gff.rare-diseases.ru. «AcTpa3eHeka» (AstraZeneca) H a ro pﬂqylo

astrazeneca.ru

s Cinien mamatalogs, 208 5 (13-12 AstraZenec a<‘? nuHuio BOO3

4. Mornet E. Hypophosphatasia. Orphanet J Rare Dis.
2007; 2:40. MepgunakoMmaHpa: 8 800 201 06 01

EneHa 3aBbanoBa

5. Collmann H., Mornet E., Gattenlohner S., et al. wed-pegakTop vooz@bk.ru
Neurosurgical aspects of childhood hypophosphatasia. AHppeit KyTbuH
Childs Nerv Syst. 2009; 25 (2):217-223. LOV3aiiH

UpuHa YenenkuHa
6. Madson K. L., Rockman-Greenberg C., Whyte M. P, pefakTop-KOPPEKTOP
Melian A., Moseley S., Odrljin T. Asfotase alfa: long-term «MpuHT CTyguo»

safety and efficacy in children with hypophosphatasia. neyaTb Bcepoccuiickoe
Pos’Fer-presenteq at the.2014. Pedlajcrlc-Academlc . o, R 061WecTBo
Societies and Asian Society for Pediatric Research Joint A opdaHHbIX
Meeting, Vancouver, B. C., Canada, May 4, 2014. Er PEJIKOE ATEHTCTBO 3a6oneBaHuii

Abstract 752577.



Bcepoccuiickoe
ob6uwecTBo POCCMM Ba)'Ke
op¢daHHbIX

3abonesaHui M

onbIT
2012 rof, — co3faHo Mo MHULMaT1Be » UneH coBeTa Mo 3aluTe Npas NaLneHToB
POCCUIMCKMX MaLNEeHTOB U UX CeMen npu MuHspgpase P®
» YUneH coBeTa Mo 3awuMTe Npas NaLneHToB
npw PocappaBHafsope
MacluTab » YrleH aKCNepTHOro coBeTa Mo peakum
{opdaHHbIM) 3a60neBaHMAM KOMUTETA
55 pernoHos Poccum no oxpaHe 300poBbs [OCYyRapCTBEHHOWN
63 pefkue 6onesHn aymbl PC PO
» PervioHasnbHble NpefcTaBUTeNnu SBNSIOTCS
YieHaMu pasfnyHbIX COBETOB NPW opraHax
COTpyaHUn4eCcTBO 3apaBooxpaHeHns n MC3 B pervoHax PO

* MUHUCTepPCTBO 34paBooxXpaHeHus PO

» PervioHasbHble OpraHbl 3paBooOXpaHeHNs MPOeKTbl
* MHMCTepCTBO TPyAa U coLManbHOM
3aWmTbl PO * Hay4HOo-3KcnepTHbIi coBeT
» Poc3apgpaBHagsop o LLIKosbl gt NaUMEHTOB 1 Bpayeii
* KomuTeT no oxpaHe 30p0OBbSA « XXypHan «Pepgkune 6onesHn B Poccumn» - RaRus
locypapcTBeHHOW fyMbl PefepanbHoro » «PepgKas cTpaHa» — UHKIO3UBHOE
co6paHus Poccuiickori Pepepaumm Cco06LLEeCcTBO NaLNEHTOB, ANAarHOCTOB,
o ®rBHY «MepnKo-reHeTU4YeCKNN HayYHbIn Bpayel n Bcex gobpbix nogen
LLeHTp UM. akagemuka H. . BoykoBa» » [NlepBas pefkas NMHUS 018 NaLNeHTOB
» KpynHble pepepanbHbie U pervoHanbHble (ropsumi TenedoH) 8-800-201-06-01

crneunanmsnpoBaHHble MeQUUMHCKKE LEeHTPbI

aBTopUTET www.rare-diseases.ru

» YneH Eurordis — EBponenckon opraHmsanmm
no peaKkum 6onesHsaM

« YneH Rare Diseases International (RDI) —
MexpgyHapoaHol opraHusaumm

Mo peakum 60nesHs M



