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AHHOTaNMA

[aHHasi cTaThsi TIOCBAIlleHAa KIMHUYECKOMY C/y4al0 aXOHJpoIuiasud y pebeHka 7 seT. Llenb [JaHHOM cCTaTthu —
MPOJIEeMOHCTPUPOBATh KJIMHUYECKOE TEUEeHHEe aXOH/POoria3uu y pebeHka 7 jiet. JlaHHOe Hab/o/eHre MPOBeJIeHO Ha aHa/Iu3e
amOy/1aTOpHOM TIOTMKIMHUYECKOW KapThl 110 MeCTY >KUTeNbCTBa pebeHKa, BeImcoK PBNel HaloHa/mbsHOTO 1jeHTpa MeULHBI
ropoga Akyrcka. C poxxaeHus Habmopaercs B PecriybnukaHckoi 6ombHuie Nel HarpioHanbHOTO 1LieHTpa MeAUIMHBI Ha Oase
SH/IOKPUHOJIOTUYECKOTO OT/eNeHrsl. VIMeeT WHBAaIMIHOCTb C pOXAeHWs. IlarueHT ObUT KOHCYJIBTHMPOBaH B MequKo-
reHeTUUeCKOM Hay4yHOM lieHTpe MMeHU akajemuka H.I1. BoukoBa. Buun mpoBefjeH mouck yacTeix MyTtauuii B reHe FGFR3
(enTtp MonekynsipHot renetrkul) ot 1.12.2018. M3menenue reHa c.1138G>A. C 2023 roga nosyuaet mpernapat Bocoputug,
6narogaps opranusauuu «Kpyr nobpa». Ilpemapar pgocraBnsietcs B BepxositHckubi ynyc. C sxBaps 2023 roma peGeHOK
TO/TyYaeT TIperapar eXKeMeCsiYHO BHYTPUMBILIeUHO. PaHHssI AUarHOCTHKa y pebeHKa C axoHzporiasueld B Pecriybnuke Caxa
(SkyTus) crasa BO3MOXKHA Oslarofiaps BBICOKOMY YPOBHIO Pa3BUTHS ME/IMKO-TEHETUUYECKOH W MeJUaTPUUeCKOr CayK0
Pecny6muku Caxa (KyTus).

KimoueBble c/10Ba: aXOHZPOIIa3us, TeHeTHKa, JUarHOCTHKA, KIIMHUYeCKoe TeueHue, rpernapar.
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Abstract

This article is dedicated to a clinical case of achondroplasia in a 7-year-old child. The aim of this paper is to demonstrate
the clinical course of achondroplasia in a 7-year-old child. This observation is based on the analysis of the outpatient polyclinic
card of the child's place of residence, discharge records of the Republican Hospital No. 1 of the National Medical Centre of
Yakutsk. Since birth, the child has been observed in the Republican Hospital No. 1 of the National Centre of Medicine on the
basis of the endocrinology department. Has a disability since birth. The patient was consulted at the Academician N.P.
Bochkov Medical and Genetic Research Centre. A search for frequent mutations in the FGFR3 gene (Molecular Genetics
Centre) dated 1.12.2018 was performed. Gene change ¢.1138G>A. Has been receiving the drug Vosoritid since 2023 thanks to
the organization ‘Krug Dobra’. The drug is delivered to Verkhoyansk ulus. Since January 2023, the child has been receiving
the drug monthly intramuscularly. Early diagnosis of a child with achondroplasia in the Republic of Sakha (Yakutia) has
become possible thanks to the high level of development of medical, genetic and paediatric services in the Republic of Sakha
(Yakutia).
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BBeaenue

Axonpporiasus (quadu3sapHas artasusi, 6ose3ns [Tappo-Mapwu, Bpox/jeHHast XoHapoguctpodust; kog MKB10-Q77.4) —
W3BEeCTHOEe C JPeBHOCTH HaC/eACTBEHHOe 3abo0sieBaHre, XapaKTepu3yrolleecss HeMpaBU/ILHBIMH TPOTIOPLMSIMH Tesa. SBnisieTcs
Haunbosiee pacrpocTpaHeHHOW (HOPMOU XOHJPOAMCIIIA3UM W BO3HMKAeT M3-3a MyTAl[UM B reHe perienTopa (aktopa pocTa
hubpobnactor 3-ro tuma [1], [3], [5], [6]. TTo pa3anuHbIM OLleHKAaM, YaCTOTa aXOHPOILIA3UU MPHU POXKIAEHUM COCTAB/sET OT 1
cyyast Ha 10 000 fo 1 cyuast Ha 30 000—40 000 yenoBek. ITO OAWH U3 HanboJlee PacIPOCTPaHEeHHBIX BUZIOB HesleTaabHOU
cKkesleTHOH XoHApoauciuiasuu [3], [5]. B Poccun HeT pervctpa 60/IbHBIX aXOHAPOIIa3ueld, HO MOXKHO IIPeJTI0/I0KUTh, UTO OHa
BCcTpeyaetcs: mpuMepHo y 1 u3 100 000 HoBopoxkAeHHBIX [4]. Okoso 80% srofeli ¢ axoHpoOmia3veil UMeHT 30POBbIX
pojuTtesieli ¢ HOpMaJbHBIM POCTOM, B 3TOM C/Iyudae 3ab0/ieBaHHe CTAaHOBUTCS Pe3y/IbTaTOM HOBOM MyTauuu [5]. [lpyrue getu
3TUX ’Xe pojuTerneil OyayT 340poBbl. OfHAKO HOBbIe T'eHETHUECKHWe MyTal[dd MOTYT IepeAaTbCs IO HACAeACTBY AETAM
6osbHOTO [4]. TIpu HacneacTBeHHOMN Gopme 3ab0/1eBaHuUs AEHCTBYET ayTOCOMHO-OMUHAHTHBIM MeXaHW3M riepefaun 00/e3HuU:
BepPOSITHOCTb POXKIeHHs1 6opHOTO pebeHKa cocTasisieT 50% B ceMbsiX, TZe OJWH U3 POAUTeNel cam boseH axoHpornia3veil. B
OOJIBILIMHCTBE C/Ty4aeB HET BO3MO)KHOCTHM TIPeJOTBPAaTHTh axOH/POIUIA3WI0, T. K. Uallle BCEro OHA SIB/SIETCS DPe3y/IbTaToM
Herpe/icKa3yeMbIX TeHHbIX MyTalid. 1o pa3iuuHBIM OIleHKaM, YacTOTa axOHZPOIUIA3WH TIPY POXK/eHWU COCTaBisieT oT 1
ciyvast Ha 10 000 o 1 ciyvas Ha 30 000—40 000 uenoBek [3], [5]. st 60/IbHBIX XapaKTepHbI KOPOTKHE PYKUA M HOTH, B TO
BpeMsl KaK pasMephl TY/IOBHUILjA OCTAIOTCsl HOPMa/IbHBIMU WM TOJBKO HEMHOTO MeHbllle o0bluHbIX. Kak mpaBunio, y 60/bHBIX
yBe/IM4eHa rojioBa, a jiob BbiflaeTcs Briepes. POCT B3poC/oro uenoBeka C axoHzporiasueid — okoso 130 oM [7], [8], [9], [10].
B Poccuu Het peructpa O0/BHBIX aXOHJPOIIa3vel, HO MOXXHO TIPEATIONIOKUTh, UTO OHA BCTpeyaeTcst mpumepHo y 1 u3z 100
000 HoBOPOXKAEHHRBIX [4], [5], [6].
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Llenb vcc/iejOBaHMS: MPOJEMOHCTPHUPOBATh KJIMHUYECKOe TeUeHHe aXOH/Iporia3uu y pebeHka 7 JeT.
Marepuasbl U MeTOAbL: AaHHOe HabofieHre MPOoBejeHO Ha aHa/mu3e amOy/1aTOPHOW TOJIMK/IMHUYEeCKOH KapThbl TI0 MeCTY
JKUTeNbCTBa pebeHka, BoMucoK PENel HaljoHamsHOTo [ieHTpa MeIUIMHBI ropogja SIKyTCKa.

OcHoBHBIe pe3y/bTaThl

AnamHe3 xu3HH: pebeHOK oT 1 GepeMeHHOCTH, GepeMeHHOCTL IpOTeKana IMafKo. PoAbl B CPOK CaMOCTOSITeNbHbIE.
I'pyaHOe BcKapMMBaHue 10 3 Mec.

HacsencTBeHHbINM aHaMHe3: Mame 24 To/ia, 370pOBa, OTily 26 JieT Hac/ieICTBeHHOM Tarosoryueii He cTpasaet. C poxaeHust
pebeHOK OTCTaeT B MCMXOMOTOPHOM Pa3BUTHUHU CBEPCTHUKOB C 8 MeCSLeB, TEMITOBas 3afiep>KKa pa3euTus ¢ 11 mec. OTcTaBaHue
B POCTe C POXKZEHUS.

AnamHe3 3aboneBanusi: Ha Y3U B 36 Heliesb BBISIB/IEHO YKOPOUEHHe [JIMHHBIX TPyO4aTbix KocTel. ITocTHaTanmbHO ObUI
TNOCTaB/IeH JuarHo3: Axoxzpornnasus. C poxjeHus Habmozpaercs B Pecriy6imkanckoii 6osbHuLle Nel HarjioHansHOTO LieHTpa
MeJULMHBI Ha 6a3e SHJOKPHUHOIOTMUYECKOro oTAeseHus. ViMeeT HHBaIMAHOCTE C POXKAEHUsl. PekoMeHJ0BaHO 00C/efioBaHye B
MeuKo-TeHeTHUeCKOM Hay4HOM LieHTpe uMeHH akaziemuka H.IT. Boukoma. 1.12.2018 TlaunuyeHT ObLT KOHCY/IBTHPOBaH B
Mepuko-reHeTUUeCKOM Hay4yHOM LieHTpe MMeHU akafemuka H.I1. BoukoBa. Bbin mpoBefjeH MOMCK YaCThIX MyTalUil B reHe
FGFR3(Llentp monekynsipHoi reHetuku) ot 1.12.2018: Gly380Arg (3amena HykneotuzsoB G1138A, G1138C), Gly375 Cys
(3amena G1123T), npuBOJAIIMX K Pa3BUTHIO axOHAOIIa3uu, U 1 Asn540Lys (3ameHa C1620A, C1620G), Asn540Ser (3aMeHa
Hykneotusa A1619G), TpUBOASIIMX K Pa3BUTHIO TUMOXOHApOrIasuu. OOHapy)XeH TmaToreHHbl BapuaHT Asn5401 B
reTepo3UroTHOM COCTOSIHUU. YOeuTe/bHBIX JaHHBIX 32 MUTOXOH/JPHA/IbHYIO MaTO/IOTHIO He BBISBJIEHO.

Takum 00pa3oM, /[uarHO3: axOHAOJWCIUIA3US TIOATBEPXKAEH MOJIEKY/IspPHO-TeHeTHUeCKUMH MeTofaMu. 26.06.2023
nalueHT obcmesoBancs B (efepasbHOM TOCYJAapCTBEHHOM OFOPKETHOM YupexJeHHHd HalMoHaibHOrO MeAWIMHCKOTO
WCC/Ie[IOBaTe/IbCKOTO LIEHTPa /IeTCKOW TpaBMaTosioruu v oprornequu uMenu V. TypHepa. B pesynbrate o6ciefoBaHust ObLH
JaHbl DeKOMeHZAL[MM: TIofaTh JOKYMEHTbl [/l TIPOXOKAeHWs (efepasbHOrO KOHCWIMYMa Ha TIOJydeHHe TIperiapara
BocopuTu (aHanor Hatpuitypetnueckoro nentuzia C-tuna (CNP), npenapar fijist ieueH!s] aXOH/[POT/Ia3uu, Haubosiee 4acTou
MPUUMHBL Kap/iukoBocTh). Heobxopumoe neuenue ([Ipenapatr Bocoputha) Obin mosnydeH 6marogapsi 671aroTBOPUTETBHOMY
¢donny «Kpyr mobpa», KOTOpBIM OKa3blBaeT TOMOLNb [JETSIM C TSDKEIbIMUA JKU3HEYTPOXKAIOIIMMU W XPOHHUECKUMU
3abosieBaHUsIMU. YKa3 O CO3JaHUM JaHHOTO (oH[ mozamucan npe3ugeHT Poccutickoit @enepauyu B. TlytuH 5 sHBaps 2021
roza.

C 2023 rogma nonywaer mpemnapar Bocoputug c 2023 ropa, OGmarogapst opranusauuu «Kpyr mo6pa». Ilpemapar
nmocraensiercs: B BepxosiHckuii ynyc. C siHBapst 2023 rofia peGeHOK Mosty4aeT rpernapar eXkeMecsiluHO BHY TPUMBIIIEUHO.

O6wekTuBHBIN 0cMOoTp. CocTosiHUe yoBneTBopuTebHOe. CaMouyBCTBUE He cTpajaeT. Bec 14 kr, Poct 89 cm. Pocr 3a rog
c 2023 (momeHTa MoOMyuYeHHsl TperiapaTra BOCOPWTH[) YBeJMUWICS Ha 2 cM, Bec Ha 1 Kr. JlMCrpomnopriMoHasBHOTO
TEJIOC/IOKEeHHS 3a CUeT YKOPOUeHHUs [TMHBI TPyOuaThiX KocTel (PyK ¥ HOT) M0 OTHOLIEHHIO K HOPMa/bHOW JIIMHE TY/IOBHIIA.
KoykHble TTOKPOBBI cMyT/bie. [oyioBa THaporiedanbHON (GOPMBI, OKPY>KHOCTB TOJIOBBI 55,6CM, OKPY>XHOCTb Tpyaud 54,5 cM.
OtmeuaeTcs 3ariaBliiee IIepeHOChe, «CeAOBUAHBINA HOC», 106 HaBUCAeT. YilHble PAKOBHHBI TUIIMYHOM (OPMBI, pyKH U HOTH
BBID&KEHO YKODOUEeHbI, KUCTH B BHJe Tpe3yOlla, BbIDYCHOe TIOJIOKEHHe TrojieHel, Ipy[o-MOosiCHUYHBINA KHdo3, TUIIepIop03
TMOSICHUYHOTO OTZesIa.

Ludposas peHTreHorpaMma KUCTe pykK B AByX mnpoekiusax ot 10.04.2024. Kuctu B Buze Tpe3ybija. M30biTouHOE
pasfiefieHde MEXZy TpeTbUM UM 0e3bIMSHHBIM TajblieM. KOCTHasi CTPyKTypa MOpOTHYHA. 3ak/roueHve: KoCTHBIA BO3pacTt
cooTBeTcTBYyeT 3-3.5 rofam. OCTeonopos.

Onektpokapguorpamma ot 1.04.2024 putMm cuHycoBblii. HacToTa cepAeunbix cokpaijeHuid 110 B MuHYTY. BepTukanbHas
30C.

[udpoBas peHTreHorpamma KWcCTell pyK B ABYX mpoekiusx oT 10.04.2024. B3anMOOTHOIIeHUs] KUCTel B CycTaBax He
HapyueHo. ®opma kucreld o6biuHasi. KoHTyphl poBHBIe, ueTKre. KocTHast CTpyKTypa MOPOTHYHBI. 3aMbIKaTe/lbHble TIaCTUHKU
He U3MeHeHbI. PeHTreH cycTaBHbIe Lie/d He Cy>XeHbl. Onpe/ie/isiioTCsl TpeXrpaHHble KOCTH ¢ 06erX CTOPOH, MOMTy/TyHHbIe KOCTH
He BU3ya/ln3upyroTcs. 3akitoueHne: KocTHeI Bo3pacT cooTBeTCTBYeT 3-3.5 rogam. OCTeomnopos.

Pertren kommeioTepHasi tomorpadusi (PKT) or 13.04.2024 Kudo3 rpyzo-NOSCHUYHOTO OTZesla I03BOHOYHHKA.
KnvuHoBugHas pedopmarmst 1.2 mo3BoHKa Kucro3Hoe o6pa3oBaHHe HeNpaBWIBHOW OKPYIVION (OPMBI, pacoyiokeHHOe B
3aJJHEM CpeJOCTeHUH CjieBa COXPaHsSeTCs, pa3Mephbl 00pa30BaHWsl yBelWYeHbl BMeCTe C yBelWYeHHeM TDYAHOW KiIeTKu (B
cpaBHeHuu ¢ 25.10.2023) 1,7*1.3*2,9 cm. TIpunexuT K HUCXOJsIIe aopTe, MUILEBOAY M HWKHeW JIerOYHOW BeHe CrieBa.
O6beM U IHeBMaTHU3alysl JIerkux coxpaHeHbl. CripaBa uepe3 ITHEBMaTH3aliuy JIerKUX coxpaHeHbl. CIipaBa uepe3 MapeHXuMy
JIEFKOT0 NIPOXOAUT HemnapHasi BeHa. O4aroBbIX U HH(UIBTPAaTUBHBIX NU3MeHEeHH B TapeHXVMe JIETKUX He BbIIB/IeHO. JIerouHslii
WHTEepPCTULMH He u3MeHeH. BpOHXY MPOC/IeXKUBalOTCS 10 CyOCerMeHTapHOro ypoBHs, Jed)opMaliiy IIPOCBETOB He BBISB/IEHO.

3akmouenue PKT ot 13.04.2024: O6Hapy»eHO KUCTO3HOe 00pa30BaHKUe B 3a/IHEM CPe/IOCTEHHH, BO3MOXKHO SHTepPOTreHHast
KrcTa. OuaroBeIX M WHQUIBTPAaTUBHBIX M3MEHEHHI B JIETKUX He BbisiBjieHO. [laromoruueckunii Kn¢o3 rpyzo-TIOsICHUYHOTO
OTZe/a MOo3BOHOYHMKA. KirHoBUgHAs Aedopmarius 1.2 TO3BOHKA.

PenrreHorpaduisi HKHMX KOHeuHOocTel oT 15.04.2024. 3akmioueHue: BapycHas pedopmaniyisi HYKHUX KOHEUHOCTeH 2
CTeIleHu.

Ha ocHOBaHWM TIpOBeIeHHOTO HCC/e[OBaHUsl IIOCTaB/AeH KIMHUYeCKUMM guarHo3: Q77.4  AxoHpporuiasusl.
I'mpporuedansubiii cuaapoM. HecrabunbHoCTh LIefHOrO OT/esla T03BOHOYHUKA. [TaTosornueckuii Kugo3 rpyAo-nosiCHUYHOTo
oTzena ro3BoHouHMKa. KimiHoBugHas gedopmanusi 1.2 ro3BoHKa. BapycHas gedopmaiivisi HIDKHUX KOHEUHOCTeH 2 CTereHuU.
CTeHO03 NOSICHUYHOT'O KaHasia UCKI/II0YeH.

3ak/IroueHue: [aHHbIM KIWMHUYeCKUN CIyyall JeMOHCTPUpYeT PaHHIOK MOCTaHOBKY JuarHosa: axoHZporuiasus. JlaHHoMy
pebeHKy TIOCTaB/ieH MpaBU/IBHBIM AWarHO3 U Ha3HAUeHO CBoeBpeMeHHoe jeueHHe. Ha3HaueHHe mperapata BOCOPUTH, UMEJO
TIOJIOXKUTENBHBIN pe3y/bTar: 3a 1 rop pebeHoK BbIpoC Ha 1,5 cM u nprbaBus B Bece 1 KL
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3ak/IloueHue

BriBogpI:

1. CuMNTOMBI TUIIOXOH/POIUIA3UX NPOSIBISAIOTCA B 3-4 rofia. Y pebeHKa, OMMCAHHOIO B CTaThe, NMPU3HAKKU 3abosieBaHs
nocrae/ienbl yxke Ha 30-33 Hezesie GepeMEHHOCTH, MOCTAHATAILHO AWArHO3 MOATBEPXK/eH reHeTuuecku. B Bo3pacte 1 roga
nanyeHT OblT KOHCYJBTHUPOBAaH B MeUKO-TEHETUUEeCKOM HAyyHOM IleHTpe uMeHu akazemuka H.IT. BoukoBa. Bnaropaps
CBOEBPEMEHHOU UarHOCTHKe peOeHKy BOBpeMsi Ha3Ha4yeH Mperapat BOCOPWUTHZ, KOTOPBIM YBeTMUMBAET JIMHEMHBIA POCT Y
TMaLMeHTOB JAaHHOM IPYIIITbL.

2. PaHHsAs AMArHOCTHKA, JUCMIAHCEPHOEe HabJIIOIeH e, CBOeBpEMEHHOe He0OX0AUMOe JIeueHHe V IeTel C axOH/poriasuei
B Pecniybmuke Caxa (SIKyTusi) CTano BO3MOXKHBIM Onarofiapsi BBHICOKOMY YDOBHIO pa3BUTHS MeIUKO-TEHETHUECKOH U
neguarpuueckoit cnyx6 Pecriybnuku Caxa (SIKyTus).

[JaHHBI K/IMHUYeCKUH CjIydail [leMOHCTPUPYeT DaHHIOI IIOCTAHOBKY [JMarHosa: axoHjporuiasus. JJaHHOMY peGeHKy
TOCTaB/ieH TIpaBU/bHBIA [UarHo3 W Ha3sHaueHO CBOeBpeMeHHOe JieueHre. Has3HaueHue niperiapata BOCOPUTHJ HMeJIO
TIOJIOKUTETBHBIN pe3y/bTart: 3a 1 roz pebeHoK Beipoc Ha 1,5 cm u npubaeu B Bece 1 KT.
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