POCT KOCTEN M aXOHOPONNA3MS

B naHHOM fOKYMEHTE paccKasbIBAETCS O BIMSIHUM OFPAHUYEHHOrO
pocTa KocTei y 60sbHbIX AXOHAPONA3UEN U O TOM, KAK
HOpManU3auus NPOLECCOB POCTA KOCTEM MOXKET NOMOUb TAKUM JTIOAAM.

POJIb FTEHETUYECKNX ®AKTOPOB

Kak Bce B opranuname, popma, pasmep 1 CTpoOeHMe CKeNeTa BO
MHOTOM OMPEeJENsioTcs reHETUYECKMM MIAHOM.

Cnep,oqueano, €C/I1K B reHaX BO3HUKAKT UBMEHEHUA,
BIMdAOLWME HAO POCT KOCTel:I, BbICOKQ BEPOATHOCTb TOIO, 4TO 3TU
M3MEHEHUA KOCHYTCA U CKeneTda.

CyuiecTBytoT COTHM HapyLUeHKi GOPMUPOBAHMS CKeneTa,
obycnosneHHble reHeTyeckMmn pakTopamu. OHK BKITIOHAIOT B
cebs Lenbli A1MANA30H HOPYLWEHUIH — OT IOMKOCTHM KOCTEN 0
MCKPMBNEHNS UM YKOPOUEHUS KOHEYHOCTEN.

AXoHApPONIa3usS — JOBOJBHO PEAKOE, HO MPU 3TOM CAMOE
PACMPOCTPAHEHHOE FEHETUYECKOE HAPYLIEHUE POPMUPOBAHMS
CKeneTa, KOTopoe BCTpeyaeTcs npumepHo y ogHoro ns 25 000
XMBOPOXAEHHbIX feTei.

10 3aboneeaHue 3aTpaArnBaeT NPakKTM4eckn BCe KOCTH Tenaq, B
HACTHOCTU SHAOXOHAPAJbHbIE KOCTU, XOTA 30MEeTHEE BCEro OHO
nposaenaeTca B pa3BnUTnn KOHEYHOCTEMN.

B cpenHem poct naupenta ¢ axonaponnasuei npumepHo Ha 25 %

MeHbllEe, YeM Y CpeHEeCTATUCTUHECKOrO HenoaeKo.2'3

NMPOLLECC POCTA KOCTEMN

Y yenoseka KOCTU GOPMUPYIOTCS ABYMS PA3HBIMU COCOBAMM.
PasHoBMaHOCTL pocTa, Ha KOTOPYIO BAMSET AXOHAPOMNA3MS,
HO3bIBOETCS SHAOXOHAPANbHBIM OKOCTEHEHUEM.

3710 0CHOBHAS GOPMA POCTA, NMPU KOTOPOW MAET YASMHEHHE
kocTei. TakoM POCT MPOUCXOAMT TONBKO B ONPefeNeHHbIX
Y4ACTKAX TENd, HO3bIBAEMbIX 30HAMM POCTA XPSLLd.

Ecnu sarnsiHyTb B 30HbI poCTa, Mbl YBUAMM NpoLiecc
bopMUpoBaHMsS 0cOBOTo BUAA XPSILLEBOM TKAHM, MOCTEMNEHHO
BBITECHAEMOTO KOCTHOM TKAHBIO.

Ecnu stor npouecc TOpMO3NUTCA BCIIEACTBUE Kakux-nmbo NPUYMH,
BO3MOXHO BO3HUKHOBEHKE OTKJ'IOHeHIAI:i, BANAIOWMX HO ANIUHY
n CI)OpMy KOCTeMN. yLIMTbIBGﬂ, YTO 3TU 3OHbI ABNAOTCA 30HAMU

pOCTa KOCTeH NPAKTUYECKM MO BCEMY OPFraHU3MY, B Pe3ynbTaTe
3aMefIEHNS POCTA KOCTU YKOPAUMBAIOTCS.

30HbI POCTA XPSLLA

XpsiLL, COCTOMT U3 TbICAY OTAEMbHBIX KNETOK XPSILLEBOM TKAHM, AKKYPATHO
YNOXeHHbIX MOBEPX APYr APYra. BHMMATENLHO M3y4MB 30HbI POCTA, Mbl
CMOXEM MOHSATb, KOK UMEHHO MPOUCXOAMT 3TOT Npouecc.

B BerHelji HACTM 30HblI MPOMUCXOAUT AENEHNE KNTETOK XpﬂLLl,eBOlji TKAHW.
I'Io.u HUMU PACTYT 1 CO3PEBAIOT KNETKN, KOTOPbIE B KOHEYHOM UTOre
BbITECHAIOTCA KOCTHbIMU KITETKAMM.

No mepe GOPMMPOBAHMS HOBOTO COS KOCTU Y OCHOBAHMS 30HbI POCTA
MPOUCXOAUT MOCTOSIHHOE AeNeHne M POCT KIETOK, B Pe3ynbTaTe Yero
JPYrOM KPQM 30HbI POCTA BbICTUIIAETCS BCE HOBbIMM CITIOSIMM MIOTHOM
KOCTHOM TKQHM.

3a NNaBHOE NPOTEKAHME STOrO NPOLECCA OTBEYAET OFPOMHOE
KOJIMYECTBO CUTHAMOB, KOHTPONIUPYIOLLMX CKOPOCTb M YHACTOK POCTA.

D11 CUrHAMbI 3A4ACTYIO NPEACTABASIOT COBOM MANEHBKME MONEKYIIbI,
UMPKYIUPYIOLLME MO BCEMY OpraHuamy. KneTkam B 30HOX pOCTa HYXHO
yMeTb PACMO3HABATb CUTHASbI M PEArpPOBATbL HA HUX.

OB6bI4HO AAHHBIN NpoLEecC B OO0 KNETKE HAYUHAETCS C PeLenTopd,
0cobble MONEKy bl MPOHUKAIOT YEPE3 MOBEPXHOCTb KNETKM
PACMO3HAIOT CUrHANbI pelenTopa.

Criocob, Bpems M y4aCTOK pOCTA KOCTEM 3ABMCSAT OT KOMOUHALMM COTEH
PU3HBIX CUTHAMOB, KOTOPbIE PACMO3HAIOTCS B MUITIMOHAX KNETOK.



AXOHPOMJIA3US, POCT KOCTEM U
PELIENMTOP NPRB

AXOHJPOTJIA3US, POCT KOCTEM U
PELLEMTOP FGFR3

(peuentop 3 pakropa pocra pnbpobnacros): FGFR3
MrpaerT BegyLLyio posib B pOPMMPOBAHMM SHROXOHAPAbHBIX
kocrtei. AktueHbie MyTauun FGFR3 npusoast k axoHaponnasmm,

(peuentopei
HaTpHilypeTHyeckoro nentuaa Tna B:
NPEACTABUTENM CEMECTBA NENTHAOB,

rMMOXOHAPONNA3MHM M TAHATOPOPHOM Aucnnasmm.?
KOTOPbIE UrPAIOT KIIOYEBYIO POJIb B PETYNSLMH

QpPTEpHaNBHOrO BABIEHMS, BHYTPHUCOCYAUCTOrO
obbema M roMeocTasa 3neKTPONMTOoB.

Y NAuMeHTOB ¢ AXOHAPONNA3MeN BbINa OBHAPYXEHA MyTALWS reHa
OAHOTO M3 OCHOBHbIX PErYNFTOPOB POCTA KNETOK — pelentopa 3
dakropa pocra dpubpobnactos, unm FGFR3.

Harpuriypetnyeckmii nentug tuna
C (CNP): CNP Bbipabarsisaercs
KNeTKamM SHAOTeNMS U cepaLa.
SToT nenTMA MrpaeT BaxHyio posb
B paboTte cepAe4YHO-CcoCYANCTOMN
CHCTEeMbI, KK C TOYKM 3pEHMs
¢pu3MonorumM, TaK U NP1 pasBUTHM
NaToNorM4eckMx NpPoLeccos.®

Y106bI NOHSITL, KOK MMEHHO M3MmeHeHus reHa FGFR3 npueogst k
30MEANEHMIO POCTA KOCTEH, M YBMAETb, KOK OH B3AMMOAEMCTBYET C
HEKOTOPLIMU APYTUMM PETYNISTOPAMU POCTQ, HYXHO 3QMSHYTb
BHYTPb KIETKM.

Cama monekyna FGFR3 xuBeT Ha MOBEPXHOCTU KNETOK XPSLLEBON TKAHM.
Kak npaeuno, peLientop akTMBMpPYeTCs TOSLKO B Cly4ae NPMCOeaMHEHHMS
K HEMY CUTHQNBHOM MOJIEKYITbI CHAPYXXH, HO3bIBAEMOM GAKTOPOM pocTa
pubpobnactoe, unn FGF. D11 monekysbl NOAXoAsT K OnpeaeneHHbIM
PeLenTopam, KAK K104 K 30MOYHOM CKBAXMHE.

Mommmo cuctembl FGFR3, cyliecTyeT MHOXECTBO [ipYrvX SNeMEHTOB,

TAKKE YHOCTBYIOLLMX B PETYTISILMM MPOLLECCA POCTA KOCTENM B OPraHM3ME.
Korpa opHa 13 stux monekyn FGF coepnhsietcs ¢ peuentopom cHapysu, 4 YIOWX B PErynALmM npou P P

3TO NPUBOMMT K M3MEHEHMIO PELIENTOPA BHYTPM, B PE3YNbTATE Yero OpnH1M 13 Camblx BOXHbIX iBAsIETCS peLenTop noa HassaHem NPRB.
STOT peLEenTop PearvpyeT Ha APYroi CUrHA, MOCTYNAIOLLMIA CHOPYXM

knetkn — monekyny CNP.

OKTUBMPYETCS LEMOYKA CUTHAMOB, NPUKA3bIBAIOLLMX KIETKE NPEKPATUTL
poct. merto curtan FGF cHapysxw siBnsieTcst KOMAHAOM K NMPEKPALLEHHIO

POCTA BHYTPU KIETKM.
NPRB no cyT BbicTynaet B kauecTee CTApTOBOrO CUrHANA A1 POCTA

370 HOPMATbHBIN MPOLIECC, MPOTEKAIOLLMIM BO BCEM OPraHM3me. kocteit u soikntouaet curHan «CTOlM», noctynatowpmin ot FGFR3.

bnaronapst eMy curHans, noctynatowme yepes monekynsi FGF, nomorator  Takum obpasom, koraa CNP Haxoautes 3a npepenamu kneTku, sTot

PEryMPOBATL NPOLIECC POPMUPOBAHMS CKENET. | | BONONHUTENbHbINA curHan 3armywaet curian «CTOM», B pesynbrare yero

BO306HOBNSETCS npoLecc pocTa KneTok XpﬂLLleBOl;i TKAHMU, 4TO, B CBOIO

¥ naumeHToB ¢ aXoHApONnasuei B pesynsTate oyepens, CNocobCTayeT AanbHENLIEMY POCTy KOCTH.

MyTaumm resa FGFR3 peuentop coxpasier

QKTMBHOCTb aXe B OTCyTCTBME MOsekysbl FGF, — Onsgrb Xe, 3TO HOpMOanblﬁ npoktuecc, H Tako# 6anaHc
HOXOMLLENCH 30 NPeaenamm Knetku. Brytpu mexgy curHanbHbimu nytammu FGFR3 u CNP/NPRB — 7o
KJISTKY 3TO BOCTIPUHMMAETCH KaK curHan, OAMH 13 PaKTOPOB, CMOCOBCTBYIOLYMX TOHKOH PerynsLmm
30MPELLAtOLLMI POCT, BHE 3UBUCMMOCTH OT TOTO, ' -

7 npouecca pocTa KocTes.
kakue curHansl FGFR3 Buant cHapysm.

{ -

A nockonsky FGFR3 perynupyer poct kocrei - Y naupeHTos ¢ axoHgponnaaueit ot peuentopos FGFR3 obbiuHo

nocrynatot 6onee CHITbHbIE CUTHQAJIbI, KOTOPbIE NOAABNAAIOT CUTHAN

BHYTPM 3TUX KIETOK XPSLLEBOM TKOHM MO BCEMY .
«BIMEPE[y, nocrynatowmit ot CNP.

OPraHU3MYy, 3TO MPUBOMAMT K YKOPOUEHMIO KOCTEA [

HE TOMBKO HWKHMX KOHEYHOCTEM. DTO 3HAYMT, YTO
BCE KOCTH, KOTOPbIE PA3BUBAIOTCS MO AAHHOMY
TUNY OKOCTEHEHMs, ByayT KOpoUe, O HEKOTOpbIE
6ynyT AedOPMUPOBAHbI.

FGFR3 npucyTtcteyet dpaktuyecky Bo Bcem
OPraHU3ME, U XOTs €ro PyHKLMS BHE STUX 30H
POCTA He A0 KOHLO U3YHeHd, BMONHE BEPOSITHO,

4YTO TOKOS MOBbILIEHHAS AKTUBHOCTb BbI3LIBAET PSIA
APYTHX COMYTCTBYIOLMX 3060NEBAHMH Y NALMEHTOB
C OXOHApPONNA3Men.

Bonee nogpobHyio nnpopmaumio

O NOBCEAHEBHOM XU3HU E
NALMEHTOB C axoHAponnasuen C
MOXHO MONTy4UTb HO caiiTe -E
achondroplasia.com

,D,GHHI:Iﬁ AOKYMEHT 6bl COCTABNEH UCKITIOUMTENBHO B 06pG3OBOTeJ1beIX

uenax. Ero cofepXaHne He HOCUT I'IpeJJ,I'IMCbIBCHOLLIMﬁ XApakTep 1 He

AOJIXHO UCNONb30BATLCA BMECTO KOHCYNbTALNUMU Y KBOJ‘IM¢MLIMPOBGHHOFO

MeamumHckoro pabothmka. Mkdopmaums o6 axoHgponnasmm
NPUBOAMTCS A5 OBLIEl CPABKM 1 HE SBNSETCS MCHEPMBIBAIOLLEN.
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Ogprako camoe nobonbitHoe B aaHHoM cucteme CNP — 310 10, YTO C €0
MOMOLLIO Y4EHbIE MOTYT HAMTH CMOCOB BOCCTAHOBKTb HANAHC MEXAY
ABYMS CUTHASbHBIMU MY TAMM Y NALMEHTOB C OXOHAPOMIA3MEN M CHSITb
curran «CTOl Ny, npensTcteyiowwmin pocTy KOCTE.
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