OB AXOHAOPONNA3UMK

INleyeHune

daXxoHAaponna3unnu.
CtaHpapTtbl B EBpone

B naHHOM JOKyMeHTe npeacTaBneH 0630p CTaHOAPTOB leYeHUa nauneHToB
C axoHpponnasuemn B EBpone.

YTo TaKkoe axoHAaponna3suna?

AxoHOponnasng — 370 pefKoe reHeTrdeckoe 3abosieBaHle, KOTOpPOe BIIUAET Ha NpoLEecc pocTa
60/1bLULMHCTBA KOCTEeN B opraHM3Me. 3abo/1eBaHye BCTpeYaeTca NpriMepHo y ogHoro ns 25 000
YXUBOPOXXAEHHbIX AeTeNn.

HecMoTpA Ha To, UTo Hambonee 3aMeTHLIM MPOABAEHVEM axoHAPOMNasnKM aBngeTca
HU3KOPOC/IOCTb, HApYLLUEHMUE POCTa KOCTE MOXET UMETb cepbe3Hble NocneacTBuUsa ans
300pPOBbS. BO3MOXHbIE OCTOXHEH WA BKTIOUYAIOT B ce6a KOMMpecchto 6oMbLIOro 3aThiTOYHOTO
OTBEPCTWG, aNHO3 CHa, UCKPUBAEHME HVMXHUX KOHEUYHOCTEM, TMNonIasmio cpedHen TpeT Nuua,
MNOCTOAHHOE UCKPUMBNEHME MOACHUYHOIO OTAENa MO3BOHOYHMKA, CTEHO3 CMIMHHOMO3rOBOIO
KaHana v peumavBupytollme yiliHble MHOeKUMn b

OdnarHocTuka axoHgponnasnu
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Kak mpaBumio, axoH4POMIasmio AMarHOCTUPYOT B npeHaTaanbM nepwmnon nim B tTedeHme
MepBOro Mecdla rnocne poxxaoeHngqa pe6eHKa. B pasnmyHbIX CTpaHax CNOXUIMCh pasHble
noaxonbl K AvarHocTrke 3aboneBaHung; Tak, BO D@paHuUMM 1 BGJ'IMKO6DVIT8HVWI GONbLUVMHCTBO
cny4yaeB BbIABAAIOT B MpeHaTalbHbIM Mepuon, a B MicmaHum 1 B VITanmm — B AeHb POOOB.

OpnHaKo cxeMa OMarHOCTUKM axoHOPOMNIasmm B 6oNblUMHCTBE CTpaH cxoxa. Ha mepBoM aTane
MPEOBOAUNTCA YNbTPA3BYKOBOE NCC1eJOoBaHWeE, KOTOPOIo MOXXET OKa3aTbCA JOCTAaTOYHO O/14
ONarHOCTVKWM axoHOporn1asnm B I'IpeHaTaJ'IbeH;] nepuon. danee (I'Ipl/l HeobXxoaMMOCTM M Mo
BO3MO>+<HOCTVI) nposoamnTcs KT. [Npu BbIGBNEHMW MPY3HAKOB axOHAPOM1a3nm Heobxoarmo
BbIMOMHUTL OabHenwme YNbTPasByKOBbIE MCCTedOoBaHWA U MoOTBepPaANTb OMarHo3 C NMoMOLLBbIO
aHanM3a eAnHMYHOro reHa. Npr 3ToM Takow METOA, [OCTYMNEeH U MOBCEMECTHO MCMOJb3yeTca He
BO BCeX CTpaHaxX.

[Mocne poxxoeHuns pe6eH+<a ONTVManbHbIM CIOCOOOM noarsepXXoeHMd KNMHNMYeCKOro aMarHo3a
ABNAETCA reHeTUYEeCKMIN aHanm3, XoTa B CTpaHax EBpOMbl HET CTaHOAPTU3MPOBAaHHOMO NoaAxXoAa K
MOoCTaHaTa/lbHOMY TECTMPOBAHMIO.

Mp¥ NoCTaHOBKeE MPaBUbHOMO AMarHo3a 1 CBOEBPEMEHHOM HaMpasieHWM NaLmeHTa K Hy)KHOMY
cneLmnanmcTy YneHbl OMNbITHOM MHOrOMPOGUIbHOM KOMaHdbl TeYeHWa CMOMYT OKa3aTb POAHbIM
pebeHka Hanbonee abdeKTUBHYIO MOAAEPIKKY 1 COCTAaBUTb MPaMOTHbIV MaH NedeHnd. TeM He
MeHee, OBO/IbHO YacTo 3TOT MPOLIECC NPOTEKAET C 3aAePXKKaMu; TaK, B TPETU BCEX CyYaeB Ha
HampaBneHne NauyeHTa K Hy>KHOMY CreLmManmcTy yxoamT 6osblie ABYX MecaLes.

3aepXKM U BapbMpyoLLMe CPOKM HanpasBieHnda NaumeHTa K Hy>KHOMY CreLmanimcty MoryT 6biTb
0ByCrOBNEHbI CTRYKTYPOM MECTHBIX YUPEXKAEHWI 300aBOOXPaHEH WA, HEAOCTATKOM MHGOPMaLMN
O COMYTCTBYIOLLVX 3a00NeBaHNAX CPEAN HECMELIMANMCTOB, a TaKkXKe PasINiYnaMm B MaTepmarbHO-
TexHMYecKkoM Ba3e B pasHbIX CTpaHax.
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CTaH.D,apT ne4vyeHunsa axoHaponmna3nm

® B HacTosllee BpeMda He CyLLECTBYET eANHOIo KOHCEHCYCa B OTHOLLIEHMI Hanbonee onTUMasibHOro
MeTOo[a eveHra axoHaponnasru. B cTpaHax EBpornbl MPUCYTCTBYIOT CyLUEeCTBEHHbIe
peruoHasbHbie pasnuuus, o6yCcoBNeHHblE MECTHOM CreLnbUKON.

® OTW pas3nnumg CTaHOBATCA OYEBUMAHbBI C MOMEHTa MOCTaHOBKM AMarHo3a. Ha H1X BAMSeT CTPpYKTypa
MECTHOWM CUCTeMbI 3APaBOOXPaHEHMA, y4acTMe MPaBo3allMTHbBIX OpraHm3aumni, a Takke oTinymna B
KyNETYPHOM OnbITe.

® B EBpore neyeHme axoHO4POMNIasnm 4acto HOCUT peaKTIABHbIl;I xapakTrep. Y4nTbiBad Lenbin
AL OCITOXHEHW, O6yCﬂOBﬂeHHbIX 3aboneBaHveM, B leHeH yHaCTBYyET HECKOJTbKO
Bpader-crneumanCcTtoB pasfiMyHbIX HampaBiaeHU .

® Brocneactsmy poamUTeENU AETEN C axOHAPOMIa3nen MOryT CTONKHYTbCH C CEPbE3HbIMM
TPYAHOCTAMMU MPK OpraHmM3aLmMy MHOMOYMCTIEHHbBIX BUSUTOB K CMELManmCcTaM 1 XMpyprisdeckimx
ornepauni y Bpadei pasnmMyHoro npodund. MHoraa ang nonydeHus 0octyna K MeanUMHCKNM
yenyram 1M nprxoamTcs e3amTb Ha 6onblire pacCToaHMUA.

® Y MHOMMX AeTer HeT AOCTyrNa K KOOPAMHNUPOBAHHOMY NeYeHMIO MPK yHacT MHOMOMPOMGMITbHOM
rpynnbl CNeLUnanmncToB. B pesynbrate pOAUTENN He BCceraa MoryT A06UTbCS MPpodrnakTM4eckoro
nedeHnsa ana CBOUX AeTel, M MHOTUM MPUXOANTCA NeYnTb OCNOKHEH NI axOHOPOMIa3nm No Mepe
NX BO3HUKHOBEHMUA.

® B HeKoTopbIX CTpaHax (Hanpumep, NTanum u Mcnanum) noteHumanbHbIM METOAOM NedeHna ana
yBenumueHusa pocTa 1 npegena 4ocaraeMocTu aensaeTcd yaJIMHEeHUe KOHeYHOCTEeN.

® ,D,eTﬂM/I‘IOJ:LDOCTKaM C aXOHJ:I,pOI_IJ'IaSl/Iel;I N X POOHBIM HE MPOCTO OaeTCH pelleHne 06 onepaunmn
no yonmMHeHnwo KOHeuHoCcTen. [1n19 ceMbW 3TO MOXKET CTaTb Cepbe3HbIM UCMbITaHUEM, Y4 NTbIBad
BO3MOXXHble YaCTble noe3gKn 1 HeO6XO,D,I/\MbIe BpeMeHHble 3aTpaThbl.

Onpoc nuu, yyacTByHOLUNX B
nevyeHnn n yxoae 3a nayumeHTamm
C axoHpponna3uen

CornacHo pesynbsratam onpoca poautenen geten c axoHaponnasnen 8 Espone, 6osblue NONOBUHbI
3a nocneaHvie NAaTb Net obpallance 6onee YemM K AATU PasfIUYHbIM MEAULUHCKUM cneunanmcTam.

Bonee oaHoM 4eTBEPTH BCeX poaMTenei BblHy>KAeHbl MpeoaoeBaTb paccToaHme bonee 90 KM, UTobbl
nomnacTb K edalleMy Bpady 1x peberka.’

B pa3HbIx cTpaHax EBponbl le4alliM BpavyoM NauMeHTOB C aXxoHApOonJia3ue MoryT 6biTb cambie
pa3Hble crneunanucTbl.ii

(o)
§ Yy 41 A) neyalimm Bpayom zg':;) y 8 % - SHEOKPUHONOT

ABNAETCH Bpay-reHeTUK

ﬁ'ﬁ y18 % - neguaTtp @ y5 % - akywep

O (o)
y 22 % _opronen &Q Yy 6 A) - cneumanuct

no pea6w1 nTaunm
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Pa3nnyua B neyeHnu B Pa3HbIX

cTpaHax EBponbl

Ben-Bp.

fepm. Dp. Ncn. nT.

HauuoHanbHbI NPOTOKON BefeHUs 60/bHbIX

HaxonuTca B paspabotke

CyulecTByeT

. o o

0pra|—m3auvm no 3awuTe npaB NauueHToB

B HacTodlee BpeMs akTUBHO y4acTByIoT B
pa3paboTKe NNaHOB BeAeHUs NaLMeHToB

MNopxop, NpeaycMaTPUBAIOLLMI yHacTre
MHOrOI'Iqu)MﬂbHOﬁ KOMaHAbl cneunanncrTos

Moaxom, NpedycMaTprBatoLLMi
yyacTve MHOronpPodUIbHOM KoMaHab!
CrneLuanmncToB, peanmsosaH
Moaxom, NpedycMaTprBatoLLIMI yyacTe
MHOronpobUnbHOM KOMaHAb! CNeLmnanmncTos,
He peanu3oBaH

LleHTpbl NOBbILLEHUA KBanupuKaumm

PernoHanbHble LeHTPbl MOBbILLEeHWS
KBanueomKaumm cosgaHsbl

PervoHanbHble UEeHTPbl MoBbILLUEHWSA
KBaﬂVICbIAKaLLI/II/I He co3daHbl

CneuuManusaumsa Bpaya, KOOPAUHUPYIOLLEro
neyeHue NauuneHTa

MenuaTtp onpeaeneHHoM cneunanbHoOCTU
(3HOOKPWMHOMOT UMK FEHETUK)

MeOnUMHCKUIN reHeTUK

Mepuatp MNu 3HAOKPUHOMON

DTO MOryT 6bITb PasHble cneLmanmncTbl:
MEAULIMHCKUI FeHETUK, AETCKUI SHOOKPUHOMON
VNN OETCKUI MYSIbMOHOOT

Oonepauum No yANMHEHUIO KOHEYHOCTEN

OuveHb YacTo

Yacto

Penko

Mporpamma, o6neryaipoLias nepexon
C neaguaTpuU4yecKoro Ha B3pocroe
MeAULIMHCKOoe o6cny)XuBaHue

MporpamMa cyluectsyet

Mporpammsl He cyllecTByeT

bpemsa yxoaa

® [Gpemgayxona 3a 6ONbHbLIMY aXOH,ELpOI'IJ'IaBVIeI;I MOXET OTPMUATESTbHO BITNATb KaK Ha CaMiX

naumeHToB, TaK N Ha X PoaHbIX."

® bHosblUe NoNoBWHbI poauTenemn aetemn c axoHaponnasnemnm B EBpone 3adBmim O TOM,
UTO 3TOT AMArHo3 BNMAET Ha X COOCTBEHHOE 3MOLMOHanbHoe bnarononydyme (54 %)."

® [1pu 3TOM MoYTV ABYM TpeTaMm (65 %) poamTeneit Hin pasy He npeanaranm colmanbHo-
MCUXONOrMYECKYIO MOMOLLb MOCEe TOro, Kak UX AeTAM AMarHoCTUPOBani axoHaponiasmio.

Haw npu3bIB K AencTteuio

Ham 6bl oUeHb XOTEeS10Cb, uTOObI B EBpone Obin MEUHAT €OMHbIN NOAX0oa K TeYeHnto axoHgponraasnmn.

Mbl pekoMeHaoyeM pa3paboTaTb U peanms3oBaTh YeTKMe PYKOBOACTBA, MPOTOKOSbI L CXeMbl

NEeYEeHUA C LeNbio CHMKEHNA BpeMeHM yXoaa, C KOTOPbIM CTaflkMBatoTcsa 60/bHble axoHaponnasnem
M NX POAHbIE.

Mbl peKoMeHOyeMm, UTOObI NeYeHre Bcex MnaymneHToB C aXOHﬂ,pOI‘Iﬂa3I/IeI;I OCYLLeCTBAATIOCb
MHOFOI‘IpOdJI/IFIbHOVI KOMaHOoW CreumanmcroB, 0COBEeHHO rnpwy nepexone BO B3POCNYHO XN3Hb, KOda
KoopaAnHMpPOBaHHOE MeNLIMHCKOe O6Cﬂy>KVIBaHVIe 3a4acCTyro npeKpallaeTcd.

© 2022 bBuoMapuH NHTepH3LWHA JTuMuTea. Bce npaBa coxpaHeHbI.
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OB AXOHAOPONNA3UMU

Mmoccapum

KoMnpeccusa 60bLIoro 3aTblJIOUHOrO OTBEPCTUSA

Llepe3 BoMblUOE 3aTbl/TOYHOE OTBepCTMe, HaxXoadlleeCd B OCHOBaHWMKM Yeperia, MpoxoanT CTBOJ
rOTOBHOIrO MO3ra M CrMHHOWM MO3T. |_|pl/l CTeHo3e 60/MbLUOro 3aTbl/IOYHOO OoTBEPCTUNG MPOMCXoanT ero
Cy>XeHWe, 4HTO MOXKeT NMpUnBeCTn K cAaB/TMBaHMIO MOJTOBHOIO UK CMMHHOIMO Mo3ra."v

CUHOPOM O6CTPYKTUBHOIO anHO3 CHa

BpeMeHHada ocTaHoBKa AblXaHWA, KOTOpada Yallle BCero npomucxoamT Bo cHe. B oTcyTcTBMe nedyeHuna
CUHAOPOM OOCTPYKTVBHOMO arnHo3 CHa M anHoO2 CHa LIeHTPAaNTbHOIO MPOVICXOXAEH WA MOIYT CEPbE3HO
MOBNMATb Ha Pa3BUTME OETEW C axoHOpOoMNNa3nen.!

NckpuBneHue Hor

VICKpMBEHWE HOM Hapy»Ky Ha YPOBHE KoneHa UK YyTb HbKe (TakyKe Ha3blBaeTCd BapyCHOM
nedopMalimeit); 3To OCNOKHEHWE MOYKET MPUBOAMUTL K yCUNEHMIo 60NW B CNMHE 1 BNUATb Ha
NOABUMKHOCTb MaLMEHTOB.

Mnonnasua cpegHen TpeTu nuua

CocToaHKe, NpK KOTOPOM HEKOTOPbIE KOCTU, GOPMUPYIOLLIME CPEAHION YacTb KLa (Harnpumep,
BEPXHAA YeOCTb, CKY/bl M IMa3HULIbl), MEHEE BblpaykeHbl, YeM ocTaribHad YacTb Nuia. CneacTemem
STOrO COCTOAHMA MOYKET ObITb arHO3 CHa.’

NMocTossHHOE UCKPUBJIeHUE MOSCHUYHOro otaesia No3BOHOYHUKA

Y 6onbLUMHCTBa AeTel C aXOH,ELpOI'IJ'IEBI/leI;l OoTMeYaeTCA MCKpKMBeHKe NoACHMYHOro otaesia
MO3BOHOYHMKa, KOrOa OHW HaUYMHAKOT BCTaBaTb U XOOUTb. CUbHO BblpaXKeHHOE NCKPUBIEHME MOXKET
noBfedyb 3a cobom ycuneHne 6oneBbIX OLLLyLLI,eHI/II;\ N CTEHO3 CMMHHOMO3roBOIro KaHarsa, a Takxxe
CepPbe3HO NOBMNATb Ha MOABMXKHOCTD.'

CTeHO3 CMMMHHOMO3roBoro KaHana

CyrkeHre cBoOOAHOro MPOCTPaHCTBa B CMMHHOMO3MOBOM KaHarse, KOTOpOoe MOXET MPUBECTU K
COABMUBAHMUIO HEPBOB, MPOXOAALLIMX Yepe3 MO3BOHOUH MK, U TakMM MocneayolmMM npobneMam Kak
MoCToAHHasa cnaboCTb B HOrax, HapyLLeHre KOOPAMHALUMN, M3MeHeHVe NMOXOAKM 1 HeaepwaHve
MouM 1N kana.

MHoronpodouibHas KOMaHAa CNeLUuanncToB

B cocTtas MHOI’OI‘IDOCbI/U'IbHOI;\ KOMaHObl BXOAUT LEenbIn pAan Bpaqel?l CaMbIX Pa3HbIX cneuvanbHoCTEN,
KOTOpble B COBMECTHOM pa6OTe MnEenoCTaBAtoT NMaumMeHTamMm 3d)d)eKTl/IBHoe KOMTMJTeEKCHOE NnedveHune.
B cnydyae naumeHToB C aXOHE,pOI'IJ'IEBI/IeI;! 2TO MOTyT ObITb neounaTtpbl, MeONUMNHCKNE FreHEeTUKK,
opTonenbl 1 ¢)l/|3l/|OTepaI'|eBTbl. Takowm MHOI’OI'IDOCI)VU'IbeIl;I rnoaxof, K iedeHmto moMoraeT n3bexaTb
MHOTOYMNCNEHHbIX MOXO40B B MONTUKINHNKY U obecneyrBaeT 6€30MacHOCTb NaueHTa.

Y3HaunTte 6onblie Ha cante achondroplasia.com
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midface%20hypoplasia%3F the%20rest%200f%20the%20face.
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