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IIpuBenen KaunuyecKuii cirydaii pepMeHTO3aMeCTHTEILHOI Tepanuy NpenapaToM 3j10cyabdasa anbga y NOIPOCTKA ¢ PeAKUM JIH30-
COMHBIM 3200J1eBaHHeM — MyKonosmcaxapuao3om tuna IV A (cuaapomom Mopkuo A). JleyeHue ObLIO HAYATO JOBOJILHO MO3/IHO,
B Bo3pacTe 12 jieT Ha (hoHe TsKes0r0 TeyeHus cunapoma Mopkuo A. Tem He MeHee y peGeHKa 0TMeYeHO yiaydlleHHe MoKasaTeeii
BBIHOCJIMBOCTH M MEJIKOWi MOTODHKH, NMOBBINIEHHE MBILEYHOr0 TOHyca. OOCYKIAIOTCS HEAOCTATOYHOCTh WH(GOPMAINH O COBpe-
MEHHbIX MeTOaX (DepMEHTO3aMeCTUTEIbHOI TePANHH, a TAKXKE OrPAHMYeHHs JaHHOTO THNAa Tepanuu. [ToquepkuBaercs HeoOX0aM-
MOCTb MEKIUCIUILTMHAPHOTO MOAXO0/A VISl JIeYeHHs] TAKUX 3200JIeBAHUI 1 00/IErYeHs] COCTOSIHUS NAIMEHTOB.

Karoueswte caoea: demu, auzocomuoe 3aboneeanue, mykonoaucaxapudoz muna IV A, cunopom Mopkuo A, pepmenmoszamecmumens-
Has mepanus, 3n0cyavghaza arvga, Bumusaiim, kaunuveckuil cayuail.
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The article describes a clinical case of enzyme replacement therapy (ERT) with elosulfase alfa for a teenager with mucopolysaccha-
ridosis type IVA (MPS IVA, Morquio A syndrome). Treatment was started quite late, at the age of 12, against the background of a
severe course of Morquio A syndrome. Nevertheless, the child showed an improvement in endurance and fine motor skills, and an
increase in muscle tone. The article discusses lack of information on modern methods of enzyme replacement therapy, as well as the
limitations of this type of therapy. The paper emphasizes the need for an interdisciplinary approach to treat such diseases and alleviate
the condition of patients.
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ykononncaxapuao3 tuna IV A (cunapom Mop-

kno A wm Mopkuo—bpeitnchopma; OMIM
Ne253000; MKB-10: E 76.2) — penkoe HaclieCTBeH-
HOe 3aboJieBaHUE W3 TPYIITbI JIM30COMHBIX OOJIe3HEl
HaKOIJICHUSI ¢ ayTOCOMHO-PEIIECCUBHBIM TUTIOM HacJie-
noBaHus. 3aboyieBaHME BbBI3BAHO MEPUIIMTOM JIM30-
coMajJbHOM THAponas3bl — N-aleTUITaTaKTO3aMUH-6-

cynbdarcynbdaraser (EC 3.1.6.4) [1], KOTOpyIo KOTUPYET
reH GALNS (xpoMocoMHas Jokanu3auus 16q24.3).
B rene GALNS 3apernctpupoBaHo >330 pa3adyHBIX
BBI3BIBAIONINX OOJE3Hb MYyTalWii, BKJIOYash MMCCEHC-
M HOHCEHC-MyTalluM, MYyTallMM CaWTOB CIJIaiCUHTA,
HeOOoNbIINe AeNCIUN, KPYIHbIE IeJelIMd W BCTABKU
u T.0. Bce MyTauym, BeI3bIBAIOIINE MYKOITOJTUCAXapUI03
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tina [V A, cHUXXaroT uiv 3JMMUHUPYIOT PYHKIIMIO (hep-
MeHTa N-aleTWIralakTo3aMUH-6-cyabdaTcyabdaTaspl
[2, 3]. PaznooOpa3ue myranuii B reHe GALNS nipuBoaut
K U3MEHEHMIO aKTMBHOCTU (DepMeHTa IO YeThIpeM pa3-
JIMYHBIM MeXaHU3MaM, 4TO OOYCIOBJIMBAET ITUPOKUI
CIIEKTP KIMHUYECKOW TSKECTH OOJIE3HM — OT TSKETBbIX
dopmMm 1o Oosee gerkux peHotunos [4, 5]. Kimaccuueckue
(Tsxenbie) (popMbl XapaKTepU3YIOTCSI TTPOAOIKUTETbHO-
cThio ku3HU manueHToB 20—30 set, a nerkue GopmMbl —
HEOOJIBIINM TOpaXXeHUEM KOCTeH M BHYTPEHHMX Opra-
HOB, MallMEHTHl MOTYT MMETh OTHOCHMTEJIBLHO XOpoliiee
KayecTBO Xu3HM 10 50—60 et [6].

PacnipocTpaHeHHOCTh ~ MyKOIOJIMCaxapuao3a THUIIa
IV A BapbupyeT cpenu pa3HbIX 3THUUECKHX TPYII U Olle-
HuBaetcst ot 1 Ha 600 ThIC. HOBOPOXIEHHBIX B Benko-
O6putanum 10 1 Ha 926 ThIC. HOBOPOXIAEHHBIX B ABCTpaTuN
[7-9]. Ilo nmocnenHuM ouieHKam, B Poccuu 3aboneBaHue
Bcrpevaercs y 1 u3 250 Teic. HOBOpoxaeHHbIX [10].

Hedpuunt N-aneTnaragakTo3aMUH-6-CYIb(haTCyTb-
(aTasbl BeeT K HAKOIJICHUIO B TKAaHSIX, B OCHOBHOM
B KOCTSIX M XpsIllaX, TJTMKO3aMUHOTIMKAHOB — Kepa-
TaHCylb(aTa M XOHIPOUTUH-6-CyIb(daTa, 4YTO BBHI3BI-
BaeT IUCITIA3MIO CKejleTa M, KaK CJeICTBUE, HU3KUIA
poct [11]. IlopaxkeHue ckejieTa M CBSI30K — HamboJiee
y3HaBaeMble XapaKTepUCTUKU cuHApoMa Mopkuo [6].
IMpn poxaeHUn OOJBITMHCTBO TALIMEHTOB BBITJISIST
3MI0POBBIMM, Heopmaliny cKejieTa OOHapYKMBaIOTCS
B Te€UEHME HECKOIBKHX MEePBHIX JIET KU3HU. Y TAallMeHTOB
C TSDKEIbIM (DEHOTUTIOM OOJIE3HU CYIIECTBEHHO 3ames-
JIEH POCT, YTO OTMEYaeTCsl yXKe rmociie 24 Mec XXKU3HU, pOCT
npekpamraeTcss B Bo3pacte 7—8 jet [12, 13]. Knunnue-
CKUMM TIPOSIBJICHUSIMU TsKeJIol (DOpMBI 3a00JIeBaHUST
CJTy>KaT CKeJIeTHasl IUCILIa3usl, KOpoTKas 1i1esi, yKopode-
HUE TYJIOBUIIA, HECTAOMIBHOCTh M KOMIIPECCHST CITMH-
HOTO MO3Ta Ha YpPOBHE KpaHHWOBEpPTEOpaJIbHOTIO Tepe-
X0la B COYETAaHUU C MUEJIOINATHEeN, MPOrpecCupylomas
KudocKoamoThueckass  aedopManusi  TTO3BOHOYHUKA,
KUJeBUAHAA AedopMaldsl TPYIHOW KIIETKW, THUIep-
MOOUJIBHOCTb MEJIKMX CYCTAaBOB, AMCILIA3Usl Ta300emd-
PEHHBIX CYCTaBOB W BajJbrycHas aedopMalldsl HIK-
HUX KOHEUHOCTEH, a TakXKe OOCTPYKILMS JBIXaTeJbHBIX
myteit [6,13]. B mporecce pocta 6OTbHBIX MPOUCXOANT
VXYIIIEHWEe HEBPOJOTMUECKOTO U OPTOIEANYECKOTO
cTaTyca, U B TOAPOCTKOBOM BO3pacTe OHM NMPUKOBAHBI
K MHBaJMAHOMY Kpeciy. [TaimeHTsl ¢ Tskesoil popmorii
0e3 CBOEBPEMEHHOTO JIeYCHUSI YMUPAIOT OT pecrupa-
TOPHBIX 3a00JIeBaHUI, OCJOXHEHUI B IIEHHOM OTIese
CIIMHHOTO MO3Ta WJIM TIOPOKOB CepAEeYHBIX KJIalaHOB
B Bo3zpacte ot 20 1o 30 yet [6].

B HacTosiee BpeMst 11t GOJBbHBIX MyKOTOJMcaxapu-
nmozom Ttumna IV A paspabortaHa (epMeHTO3aMeCTUTE b~
Hasl Teparusi, OJHAKO TTOKa He CYIIEeCTBYET PAIMKAILHOTO
MeTo/a JIeYeHUsI, KOTOpOe MOIJIO Obl oKa3aTh 3(PheKTUB-
HOE BO3IEHCTBME Ha WMMEIOIINECS TTOpaKeHUsI KOCTei
n cBsa3oK [14, 15]. depmeHTO3aMECTUTEIBHAS TEPAIIUST
OCHOBaHAa Ha TIPUHLUIIE TIEPEKPECTHON KOPPEKIINH,
COITaCHO KOTOPOMY JIM30COMHBIN (hepMEHT TOTJIONIAeTCSI

KJINMHUYECKUE CJ1YHAU

KJIETKaMU-PELIMITMEHTAaMU U WX JIM30COMaMM 4epe3 MaH-
HO30-6-¢ocdaTtHbIil perientop. Ipenapar wis ¢pepMeHTO-
3aMEeCTUTENTLHOM Teparmiy MPY MyKOTIOIMCcaXxapra03e THIa
IV A (snocynbdaza anbda, ToproBoe HazBaHue «Bummn-
3aiiM», Vimizim, kommanun «bunoMapun WMHTepHAIIHIT»)
ObLT 0IOOPEH JTsT KITMHUYeCKOW npakTuKu B 2014 . Yripas-
JIEHVEM TI0 CAHUTAPHOMY HA/I30py 32 KAYECTBOM IMUIIEBBIX
MpOIYKTOB U JekapcTBeHHbIX TipernapatoB CIIIA (FDA)
u EBpoIeiickiM areHTCTBOM TIO JIEKApCTBEHHBIM Cpell-
cteaM (EMA). B Poccuu nipenapat mosryaust perucrpariu-
OHHoOE ynocToBepeHure B KoHile 2018 1.

Onocynbdasa anbha — 3TO TeHHOMHXEHEPHBIN (ep-
MEHT 4ejioBeKa N-alleTHJITaaKTO3aMUH-6-CyThhaTaza
(thGALNS) ¢ npucOeIMHEHHON KOHIIEBOM OJIUIo-
caxapumHOM Ilemblo  (MaHHO30-6-cocdat), OGmaromapst
yeMy (hbepMEHT PacIio3HaeTCsl M WHTEPHAIM3YeTCs KIIEeT-
KaMu TIOClie BHYTpWBeHHOW wHMy3uu. I[locie wuHTep-
HaJM3allid  PeKOMOWHAHTHOTO  Oejika  TTOBBIIIACTCS
yaeabHast (hepMeHTaTMBHAsI aKTUBHOCTb M 3aITyCKaeTcst
KaTaboIM3M KepaTaHCyabdarta M XOHIPOUTUH-6-CYITb-
darta [16], yTO TO3BOJSIET M30€XKATh MX HAKOIUICHUS
B KJeTKax. Dyocynbdasza ajbda BBOIUTCS BHYTPUBEHHO
exeHeneabHO B 03¢ 2 Mr/Kr/Hen. aHHBIN Tperapar
MpU3HAH UTA JIeYeHUsT TTALMEHTOB € MYyKOIoJcaxapy-
no3om tuma IV A. Iloka3zaHo, 4TO mon BIMSIHUEM 3TOM
Teparny CHIXKAETCs YPOBEHb KepaTaHCyJb(darta B Mode,
VIIYUIIAIOTCST TTOKa3aTeid B TeCTax ¢ 6-MUHYTHOM X000
U 3-MUHYTHBIM TIOIBEMOM TIO JIECTHHIIE, (hYHKIIMOHATb-
HBIE TECThI JIETKMX, MBIIICUYHBI TOHYC Y CHIDKACTCS YPO-
BEeHb 0OJIEBBIX OLIYIIeHW y manmeHToB [17, 18]. OgHako
y JAHHOTO BHIA JICYEHMSI €CTh HECKOJIbKO OrpaHWYEeHUI:
1) HEOOXOMMMOCTb €XEHENETbHON UIUTeIbHON MHQY3UU
B TeueHHe 4—6 4; 2) KOPOTKUI TepUO TOTyBBIBEICHUS
nperapaTa y 4yejoBeka — 35 MuH [19]; 3) BbicoKas 1ieHa
npenapata. Kpome Toro, y naiueHToB, nosyvaBiiux ¢ep-
MEHTO3aMeCTUTETbHYIO Teparuio, He BBISIBICHO YITy4Ile-
HUSI B OTHOIIEHWM OUCIUIA3UM CKeJleTa WJIU TaTOJOTUU
Kocreii [15, 20].

Knunnyecknii npumep. [lanment Bospact 18 e,
HaoOmonaetrcss B TAY Pecnyonukanckoit 6oabHue Nl
— HauwmonanbHoM 1ieHTpe MeauiimHbl Pecryonmnku Caxa
(AxyTtusi) ¢ aumarHozoM: Mykomnoaucaxapunos IV, tun
A (cunnpom Mopkuo).

Anamues xcusHu. Manbuuk oT 1-fi GepeMeHHOCTH,
MpOTEKaBIIIei B MePBOIi MOJOBUHE C YTPO30il MpephiBa-
HUSI, BO BTOPOI MOJIOBMHE ¢ aHemuell. Pombl ctpemu-
TeJbHBIE, C MPEXIEBPEMEHHBIM H3JTUTUEM OKOJIOTLION-
HBIX Boa. Macca tema mpm poxnenuu 3430 1, mmmHa
52 cM, OKpyXHOCTb TrojioBbl 33 cMm. OlueHKa Mo 1iKaje
Arrap 6/7 6amnoB. CocTosTHUE TTOCHE POXKICHUS TSKe-
Jjoe ¢ 1-X CYTOK 3a CUeT HEBPOJOTMYECKON CHMIITO-
MaTUKW: aAvuHaMMs, TUIEPKUHE3bl Ccrubateneil, Tpe-
Mop, rurnopeduiekcusi. Habnonanucy nerexuu Ha Jule
W TYJIOBUIIE, IbIXaHWE OCJIabJIEHO ¢ TIEPBOTO JTHS, TIPU-
rayuieHe ToHoB cepaua. Co 2-ro AHS XU3HU OTMEYEH
OTeuYHblil cuHApoM (mo 4 cyT), ¢ 3-ro JHS — Trenaro-
MeTallisl, BJIaXHbIe XPUIbI B JIETKUX, 3aTpyIHEHHOE
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Typunosa E.E. u coasm. Jleuenue npenapatom Bumusaitm (Vimizim) mogpoctka ¢ cunapomoM Mopkuo A (Mykomosucaxapunozom IV A)

JIbIXaHWe, TUTIepeCTe3nsi, TTOBBIIIEHUE TeMITepaTyphl.
C 6-x cyTok Habomancs CUHIPOM XEITyXH, cOXpa-
HsBumiicss 1o 2 mec. C AuMarHo3om: BHYTPUYTpOOHast
MHOEKINST, BPOXIECHHBII MEHUHTUT, BHYTPUYTPOOHAsI
IMTHEBMOHMS; pOIOBasi KpaHMOCTIMHaIbHasT TpaBMa. Cy6-
apaxHOMAAJIbHOE KPOBOMBIUSHMUE, C 6-X CYTOK pebe-
HOK ObLT TIOMEIIeH B MH(PEKIMOHHOE OT/AeJIeHNe HOBO-
POXIEHHBIX, 3aTeM TiepeBelieH B OTIeJeHUE MaTOJIOTU
HOBOPOXAEHHBIX C IMAarHO30M: TUIIOKCHYECKOe Iopa-
JKE€HME LEHTPAIbHOM HEPBHOM CUCTEMBI M TTIOJO3PEHUEM
Ha aHOMAJTIO Pa3BUTHS KETUEBBIBOASIICH CUCTEMBI.

VnsTpa3BykoBOE HcCCieIOBaHME B Bo3pacte 1 Mec
BBISIBUJIO YMEPEHHYIO TermaToOMerajuio, 3XOMPU3HAKU
(rebrTa ITyMOYHOM BEeHBI 1 JIEBOI BETBM BOPOTHOM BEHBI.
JInarHo3: MOpoK pa3BUTHUS KETUEBBIBOASIICH CUCTEMBI;
areHe3mst KeJITHOTO TY3bIPsT; aTpe3usT OOIIEeTO XETIHOTO
nporoka? [lpy MarHUTHO-pe30HAHCHOW ToMorpaduu
(MPT) opraHoB OplolIHOIi MOJ0CTH B Bo3pacte | Mmec
Obl1a BBISIBJICHA TUTIOTUIA3USI JKEJTIHOTO Ty3bIpst. OIHAKO
MpU TUHAMUYECKOM HCCIeIOBaHUN (renaToOMIUCIIMH-
Turpacdus) TaHHAsT aHOMaJTUsI He TTOATBepanIack. B Bo3-
pacte 7 Hell TTocjie 00cieI0BaHus B O0IIEXUPYPTrUIECKOM
OTIEICHUN BBITTMCAH C JUArHO30M: TUCKUHE3US XKeJl-
YeBBIBOISIINX TyTeil Ha (oHe aedopMaiuy XeTIHOTO
my3bipst, aHemus Il cremenu; mepuHataabHas sHUEda-
JIOTIaTHsl; TUTIEPTEH3MOHHBIA CUHAPOM; CUHAPOM IBU-
raTeJbHbIX PACCTPOMCTB; PaHHUI BOCCTAHOBUTEIbHBIN
MepUO/I.

PeGeHok Hauan nepxarb TOJOBY ¢ 3 MeC, CUAMUT
¢ 6 mec, xomut ¢ | roga. Hayam roBopuTh cOTH TTOCITE
roaa. [lepBbie 3y0bl nosiBuiuch B 7 mec. C 7 JieT yuutcst
1Mo TMporpaMMe cpemaHell 0o0pa3oBaTEeNIbHOM  IITKOJIBI
Ha nomy. [lepeHeceHHbIe 3a001eBaHNSI: OCTPhIE pecrrpa-
TOPHO-BUPYCHbIE UH(DEKIINU, YACTbIE AHTUHBI, OPOHXMT,
OCTpast ABYCTOPOHHSISI OPOHXOITHEBMOHUSI.

Anamnes 6onesnu. lTlepBble TIpu3HAKM 3a00JIeBaHUS
MOSIBUJICH B Bo3pacTe 8—9 Mec B BUe AehopMaliviu rpyi-
HOI KJIETKM M HIDKHMX KOHeyHocTeil. B Bo3pacre 1 roma
1 Mec pebeHOK 0BT OCMOTPEH BpauOM-TeHETUKOM. BhIsB-
JIEHO TIOBBILIIEHNWE YPOBHS TJIMKO3aMUHOTIIMKAHOB B MOUe
(CKpUHMHT-TeCT). PekoMeH10BaHO yTOUHSIIO11IEE 00CIIEN0-
BaHMe B LIEJISIX TTOATBEPXKACHUST CUCTEMHOTO 3a00J1eBaHUST
B CTALIMOHAPHBIX YCIOBUAX. [Ipy TOBTOPHOI KOHCYJIbTA-
IIMM Bpada-TeHETMKA B Bo3pacTe 4 JieT ObUIM OTMEYEHBI
cieaylolye KIMHAYECKWEe TPU3HAKK: TPOTPECCUpyIo-
mast BajbrycHasl neopMarusl KOHEYHOCTEH, KUJIEBHI-
Has Iedopmaiiust TpyIHONM KIIeTKW, OTCTaBaHUE B POCTe,
rpyObie uyepThl Juia. [1o naHHbIM 1ab0paTOpHBIX MCCe-
JIOBaHWI B JIEMKOIUTAX TMeprudepuIecKoil KPOBH BBISIB-
JIEHO CHIDKEHUE aKTUBHOCTU N-alleTHIraJaKTo3aMUH-
6-cynbdarcynbdaTasel 10 0,5 HMOJB/MT/4 TIpU HOpMeE
6,6—19 HMonb/Mr/4. B Mouye oGHapy:KeHa MOBBIIIIEHHAST
SKCKpelrst 00IINX TITMKO3aMUHOTIIMKAHOB, KepaTaHCYJTb-
¢daTa, KOHLIEHTpALIMS INIMKO3aMUHOIIMKaHOB 17,5 mr/MM
npu Bo3pacTtHoil Hopme 4,4—8,0 mr/MM. Ha ocHoBaHuu
KIMHUYECKUX TIPOSIBJICHUI W pe3y/IbTaTOB aHAJM30B ObLT
YCTAHOBJIEH IMarHO3: MyKoTmojincaxapuaos tumna [V A.

C Bo3pacra 4 JeT malueHT eXeroaHo MPOXOINJ CTa-
IIMOHApHOe oOcIeIoBaHNe, TOJIyJal CHUMITOMAaTHYe-
cKoe, (u3MOTepaneBTHUECKoe JedeHne. B Bospacte
6 JieT BaJbrycHast necdopMalnsi HUKHUX KOHEUHOCTEH
crtaia 6osee BbIpakeHHOM, OMHAKO MaJIbYMK He YTpaTUiI
CIMOCOOHOCTH K CaMOCTOSATEIbHOMY XoxaeHuto. Kpome
TOTO, HabJIIoJaIach yMEepeHHas! TeraTOMETaIHSI.

3aboneBaHre TIPOTPECCUPOBAIIO, B BO3pacTte 8 JieT
OTMEUEHO yBeJIWYeHne aedopMalid HIKHUX KOHeY-
HOCTEH, 4TO CIPOBOIMPOBATIO 3HAYMTEIBHOE 3aTpyaHe-
Hue 1pu xoawsoe. [TalmeHT cTan moab30BaThesi KOJISICKOM.
TMossBunmce pe3kue 60yM B 001aCTH IIEU, TIEPUOANIECKIIS
rojioBHbIe 60711, [TpKr KIMHUYECKOM OCMOTpE B 3TOM BO3-
pacTe OTMeUYeHbI OTCTaBaHUE B POCTE, YKOPOUYEHUE TYIIO-
BWIIIA, KOPOTKA IIest, KUIeBUIHas AepopMalysl IpyIHOM
KJIETKH, TYTOMOABIKHOCTD B CYCTaBaX BEPXHUX M HIDKHHMX
KOHEUHOCTeM, yKopodyeHre W aedopmaivs KOHEUHO-
CTeil, TUTTEPMOOUIBLHOCTb MEJTKIX CYCTaBOB, YBEJMYEHME
obbemMa XKUBOTa, BUCHepoMeranus. MHTeUIeKT coxpaH-
Hutit. [Tpu MPT 1efiHoro otiena mo3BOHOYHMKA B BO3pa-
cTe 8 JIeT BriepBbIe BBISIBJICH CTEHO3 ITO3BOHOYHOTO KaHaIa
Ha ypoBHe C,—C .. cyxeHue 10 8—9 mm Ha yposHe C,—C
B TiepeiHe3aTHEM HaTIpaBJICHUM.

ITpu KIMHUYECKOM OCMOTpe B Bo3pacte 9 JIleT oTMe-
YeHO HEYKIIOHHOE TIpOrpecCpoBaHue 3abosieBaHUs.
KoHcTaTupoBaHO 3HAYMTENbHOE OTCTaBaHWE B POCTE
(poct 102 cMm, Mmacca tena 23,5 Kr), HapacTaHUE CKeJieT-
HBIX Ie(opMalii MO3BOHOYHMKA, KOHEYHOCTEH, cycTa-
BOB, TPYIHOW KIJIETKU, BBIpaXKEHHBIE AUCTPODUIECKHE
M3MEHEeHUs B TeJlaX MO3BOHKOB. KpoMe TOro, BBISIBICHBI
W3MEHEHUsI OpraHOB 3peHUs (MTOMYTHEHUE pPOTOBMIIBI)
W OPTaHOB KeTyJOYHO-KUIIIEUHOM CUCTEMBI (TermaTome-
Tayivsl, KaJIbLIMHATBI B TieueHNn). TTaliMeHT nmepeaBuraics
C TIOMOIIBIO KOJISICKU. WMHTeNneKTyaabHOe pa3BUTHE
COXpaHHOE C HEKOTOPHIM OIepeXXeHUeM Bo3pacTa.

TMonnerit IHK-ananu3 rena GALNS nipoBeieH B BO3-
pacte 10 ner B nmaboparopuu HacnencrBeHHBIX 00Je3-
Heil oOMeHa BelllecTB MeanKO-reHeTUIeCKOTO HayqHOTO
neHTpa uM. akagemnka H.I1. boukoBa. B rene GALNS
ObITM OOHAPYKEHBI IBE MMCCEHC-MYTAllU B KOMIIAyH]T
rerepo3urotHoM coctosiHuu — p.Gly44Val/p. Trp230Arg
(c.131G>T/c.688T>A).

Jleuenue. B Bo3pacte 12 jeT mo >KM3HEHHBIM TTOKa3a-
HUSIM HayaTa (pepMeHTO3aMEeCTUTENIbHAsl Teparus Tpe-
napaTom Bummzaiim (ammocynbdasa anbda, elosulfase alfa,
buoMapun WMHTepHBIIHI) B peKOMEHIOBAaHHOUN 103e
2,0 MT/KT exkeHeIeTbHO (62 MT TIpr Macce Teia 31 KT), BHY-
TpUBEeHHOI MHQy3uel, memaeHHo. [Ipemenukaimst ocy-
LIECTBIISIACh CYNMPAcTUHOM BHYTPHUMBIIIEYHO. B Havase
uH(py3un Oblla OmHOKpaTHas pBoTa. BrocnencTsuu
B MpeMeIMKalUs MCTIONb30BaICs TaBETWJI, TaKKe OBUIA
J06aBIeHBI METUTIPEN MBIIIICUHO, PAHUTUANH BHYTPb.

Jo Hayana ¢pepMeHTO3aMECTUTEILHON Tepalmy KITHN-
HUYecKasi CUMITTOMaTHKa 3a00JieBaHUsI COOTBETCTBOBAIA
MpU3HAKaM TsoKeNIol (opmbl cuHapoma Mopkuo. Kpowme
TUTTMYHBIX TTIPU3HAKOB, TAKMX KaK HU3KUI POCT, KOPOTKAST
1iest, KunaeBuaHas aecopmanus rpyaHoi kiaetku [—I1 cre-
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TTIeHH, BaJIbIyCHasT meopMaiiust KOJEHHBIX CYCTaBOB, YBe-
JIMYeHne 00beMa 1 TYTOMOIBIKHOCTh KPYITHBIX CYCTaBOB,
TMTIEPITONBIKHOCTh  MeXK(haJTaHTOBBIX CYCTaBOB, KpPYII-
HBIE YepThl JIMIA, YMEpeHHasl TenaTOCIIEeHOMErasusi,
ITOMYTHEHWE POTOBUIILI U TYTOYXOCTh Ha (hOHE COXpaH-
HOTO MHTEJUTIEKTA, Y MaleHTa HabJioaaaach BeIpaskeHHasT
MBIIIeYHasT TUTIOTOHUSI, TIpUBEIIIas K HeoOXOIUMOCTU
ITOCTOSTHHOTO MCTTOJIb30BaHMSI MHBATMIHOMN KOJISICKU.
UYepes 6 Mec Teparuu 3510CyIb(da3oit aabha Habmoga-
JIach MOJIOKUTETbHAST TMHAMUKA CAMOYYBCTBUS Y COCTOSI-
Hus1 pebeHka. OTMeyanoch yMEHBIIEHWE pa3MepoB
«4ETOK» U «OpacyeTOK», HOpMaJ13allnsl pa3MepoB TeUeH!
U ceJie3¢HKH, a TakKe TOBBIIIEHNE MBIIIIEYHOTO TOHYCA.
IMocnennee, 1o Bcelt BEPOSITHOCTH, TTO3BOJIMITO TTALIUEHTY
ONMpaThesT HA HOTU M CAMOCTOSITENTBHO CTOSITh, MPUAEP-
SKUBasICh 3a OTTOPY, B TeYeHNE HECKOJILKIUX MUHYT (puc. 1).
C xonua (espansa 2016 . 1 1Mo HacTosllee BpeMs
(bepmeHTO3aMeCTUTENTbHAS TepaTiisi TTPOBOIUTCS B THEB-
HOM cTalumoHape Meauko-reHeTndeckoro mneHrtpa [TAY
PC(I) «PBNel-HLIM». CremyeT OTMETUTH XOPOIIYIO
MepeHOCHMOCTh Tepanmuu. B auHaMHWKe OTMedaeTcst

KJINMHUYECKUE CJ1YHAU

yJIy4dllieHre nokKa3saresieil BBIHOCIMBOCTH, MEJIKOI MOTO-
puku. OTMEUeHBI TMOJOXUTEIbHAsT TUHAMUKA M3MEHEe-
HUI CepAeYHO-COCYIMCTON CHUCTeMbl M TTapeHXMMAaTO3-
HBIX OpraHoB (OTCYTCTBHME BMCIIEpOMETalvuM), OJHAKO
KOCTHO-CYCTaBHbIE UIBMEHEHUsI coxpaHsitoTcs. CrimHaIb-
HBIl CTEHO3 1 Aedopmalny MO3BOHOYHUKA (paKTUIECKU
YXYAIIUIUCHh B TeueHue 54 Mec Tepamnuu, XoTsi Mopdo-
JIOTUYECKUX U3MEHEHUI KOHEYHOCTE 3a TOT Xe Tepruos
He o0HapyXeHo (CM. TabiulLy, puc. 2).

Ilocne 3ao4yHOIl KOHCYJNBTALIMM C 3apyOeskHBIMU
KoJuleTaMM TO0 JaHHBIM CEpPUM  TOCJIeI0BATEIbHBIX
MPT-cHnMKOB nanueHTa B Bo3pacte 15—17 JeT, B cBsI3u
C BBISIBJICHHBIMY HapyILIEHUSIMU T10 XXKU3HEHHBIM TTOKa3a-
HUSIM peKOMEHIOBaHa KOMIUIEKCHasl oTiepaliust Ha Ieii-
HOM OTJ/eJie TIO3BOHOYHMKA T10 TIOBOAY MMEJOoNnaTuu
U CTeHO3a MO3BOHOYHOTO KaHaJjia, orepalivs 1o peKoH-
CTPYKIIMM Tpaxeu W oriepaius Ha HUXHUX KOHEUYHO-
ctsx. OnmHaKo mocjie 3a0YHbIX KOHCYJIBTAlldil B BEAYIIINX
denepanbHbIX KiauHUKax Poccum u3 HayuHo-uccre-
JIOBaTeJIbCKOTO KJIMHUYECKOTO WHCTUTYTa TeAUaTpuH,
Poccuiickoit nerckoii KIMHUYECKO 6obHUIIEI, Hatmo-

Puc. 1. TIoapocToOK ¢ peaKuM JM30COMHBIM 3a00/IeBaHHeM — MyKomnosmcaxapuao3oMm tuna IV A (cuaapomom Mopkuo A).

a — /10 Haya1a (hepmMeHTO3aMeECTUTEILHOM Tepanuu Jiocyibda3oil aabda, nepeaBuKeHne TOJIbKO B MHBAJIUIHON KOJIsiICKe; 0 — ve-
pe3 6 mec mocye Havana ¢epMeHTO3aMeCTUTEbHOI Tepanuu, BOCCTAHOBJIEHHE CIIOCOOHOCTH CAMOCTOSATENbHO CTOATh B TEUEHHE
HecKOJIbKUX MuHYT. (M300pakeHus my0IMKYIOTCS MOCIe MOJIydeHns] TH()OPMUPOBAHHOTO COIIACHS POUTEJIell MANNeHTa).

Fig. 1. A teenager with a severe lysosomal disease — mucopolysaccharidosis type IV A (Morquio A syndrome).

a — before enzyme replacement therapy with elosulfase alfa, moving only in a wheelchair; 6 — after 6 months of enzyme replacement
therapy, restored the ability for maintaining in standing position during several minutes. (The images are published after receiving

informed consent from the patient's parents).
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Typunosa E.E. u coasm. Jleuenue npenapatom Bumusaitm (Vimizim) mogpoctka ¢ cunapomoM Mopkuo A (Mykomosucaxapunozom IV A)

Puc. 2. a — MPT kpannoBepTedpasbHOro + MIEHHOro + rpyaHOro OTIEIOB MO3BOHOYHHKA. Bu3yanu3upyercs cTeHO3 U MUeJIONaTHs
Ha ypoBHe KpaHnoBepTeOpaibHoro nepexona. Ha yposae Th1—Th2 no3BonkoB otmevaercs perpoanctes. [1o nanabiv MPT nosso-
HOYHMKA OTMeYaeTcs ToTaibHas miarucnonauius; 6 — KT rpyanoii kierku. OTveuaeTcs BbIpakKeHHas! KuieBuaHas nedopmanus
rpynHoii Knetku; B — KT Tpaxeu, rpyaHoii KJIeTKH M IPYAHOro OT/€ej1a I03BOHOYHHKA. Busyaimsupyercs aedopmanus Tpaxem co cre-
HO30M Ha YPOBHe ¢/3 ee pa3mMepa; BbIpaKeHHAs KWIeBUIHAS Ned)opManus rpyIHOi KJIeTKH; TOTAIbHAS IUIATHCTIOHIUIHS TI03BOHKOB
Ha YPOBHE IPYAHOrO OT/eJa M03BOHOYHNKA, cMemenne Th1—Th2 no3BoHKoB.

Fig. 2. a— MRI of the craniovertebral + cervical + thoracic region of the spine. Stenosis and myelopathy were seen at the craniover-
tebral junction level. At the Th1—Th2 vertebrae level, retrolisthesis was noted. By the spine MRI total platyspondylia was detected;
0 — CT image of the chest. There was a pronounced pigeon chest (pectus carinatum); B — CT of the trachea, chest, and thoracic spine.
Trachea deformation with stenosis at c/3 level was noted; pronounced pigeon chest; total vertebral platyspondylia at the thoracic

spine level, Th1—Th2 vertebrae displacement.

HaJIbHOTO MEAMIIMHCKOTO MCCIIeI0BATEIbCKOTO IIEHTpa
neTckoi TpaBmatosioruu u oproneauu um. I[LU. TypHepa
MOJyYeHbl PEKOMEHAAIMN, WCKITIOYAoIIe BO3MOXK-
HOCTb KOMILJIEKCHOTO XUPYPru4eCcKOro BMeIaTeIbCTBa

B Bo3pacte 17 jer y maumeHTa y9acTWIUCh 3a00Jie-
BaHUs IbIXaTeJbHBIX MyTeil: OPOHXUTHI C OOCTPYKIIUEN,
OpoHxornHeBMOHMU. B Hactosiiiee Bpemsi B BO3pacTte
18 ner GosbHOIN TPOMOJIKAET TOJIyYaTh €XeHEIETbHO
(bepMeHTO3aMECTUTENTBHYIO Teparuio MpernapaToM 3J10-
cynbdasa anbda B 103€ 2 MI/KT exXeHeneslbHo. [laimeHT
“MeeT AUCTIPOTIOPLIMOHANIBHOE TEIOCIOXEHNE ¢ aedu-
LIMTOM MAacChl Teja U pocTa: Macca 35 Kr, pocT 122 cM.
OTMeyvaroTcs  XapaKTepHble MHOXECTBEHHBIE aedop-
Malluyi TPYOIHOW KIIETKW, TIO3BOHOYHUKA, BEPXHUX
W HIDKHUX KOHEYHOCTEH, KOpOTKas Ies; TepeaBura-
eTcsT Ha Kouisicke. MIHTeJuTeKT coxpaHHbIi. Kpome Toro,
HaOTIOMAIOTC KIMHUYECKHWE TPOSIBICHUST TTOPaKeHUST
OpraHOB 3peHUs: AUCTPO(US POTOBUIIBI OOOMX TJjia3
U TUTIEPMETPOTTMIECKUI aCTUTMATU3M.

00cyxaeHue

Bcero Heckonbko JieT Hazal JedyeHWe CUHIpoMa
MoOpKHO B OCHOBHOM OTPaHMYMBAJIOCH CUMITOMATHYE-
CKOI TIOIAEePKKOM, METMKAMEHTO3HBIM JIEYeHUEM CHM-
MTOMOB, (U3MOTEparueil, XUPYPrUIeCKOM KOoppeKIrei
u peabwnranveit. GepMeHTO3aMeCTUTETbHAST TEPATTHST
(anocynbdasza anbda, Bumuzaiim) 6611a omoopeHa B FDA
14 peBpainsg 2014 1., a 20 dpeBpass Toro ke roga EBpomneii-
CKOE€ areHTCTBO MO JIEKAPCTBEHHBIM CPEICTBAM PEKO-
MEHIOBAJIO €€ KIMHUYEeCKOe MPUMEHEHUS I TeX Xe
nokasaHuii. B Poccuun mpemnapar nmoyrydust peructpaiuio

Juiib K KoHiy 2018 roga. HecMmoTtpst Ha To 4TO Tepanust
Hanbosiee 3 deKTUBHA IJIST OOJBHBIX JETei, NCClIeIoBa-
HUS C y9acTHEeM B3POCIBIX U JaXKe MOXKUIIBIX TTAllMeHTOB
Tak>kKe MoKa3aJii BbICOKYI0 3(hheKTUBHOCTS [21].

B cratbe mpuBeneH KIMHWYECKUN TIPUMEDP ITOYTH
5-neTHero HaOJIIOIEHUs 3a TIAIIMEHTOM C TsLKeJoi (op-
Moit cuHapoma Mopkuo A npu ¢hepMeHTO3aMeCTUTEb-
HOW Tepamuu TipernapatoMm sjocyibdasa anbda. Jleye-
Hue Obuto HavaTto B Bospacte 12 ner. Tsokenas dhopma
3a0o0JieBaHMSI OblJla ITMAarHOCTMpPOBaHa Ha OCHOBAaHUU
COBOKYITHOCTH KJIMHUYECKUX TTPU3HAKOB U PE3YILTaTOB
JTa0OPaTOPHBIX MCCIIEIOBAHWI: TMOBBIIIEHNE MOYETHOMN
OKCKpelMy KepaTaHcyibdaTa, CHUKEHUE aKTUBHOCTHU
N-aneTuirarakTo3aMuH-6-cyabdarcyabdarasbl, HaIu-
yue ABYyX MUCCEHC-MyTauuit B reHe GALNS.

JaHHBIe O KJIMHUYECKOM TIPUMEHEHWU TIperapara
anocynbdaza anbda B Poccum KkpaitHe orpaHUYeHbI
1O TIPUYMHE €T0 HeJIaBHETO OJ0OPEeHMSsI, UTo JejiaeT Halll
OTYET Ype3BbIYAitHO IIeHHbIM. KpoMme Toro, HeoGXOAMMO
MOMYEPKHYTh, YTO ATOT KIMHUYECKUI CIIydail — MEepBbIA
OTBIT TIPUMEHEHUsST (hepMEHTO3aMECTUTELHON Teparun
JUTS JIedeHUsT MyKomojimcaxapuno3a [V A Ha Tepputopun
Poccun: tepanms Obl1a HavaTta 1O KM3HEHHBIM TTOKa3a-
HusM B 2015 1, 3a101r0 10 perucTpanuu npemnapara B PD.

B Hacrosiiee BpeMmsi  pocTtynHble  «KimHuueckue
pekoMmeHnaiuu. Mykononucaxapunos IV tuna y nereii»
B peakumu 2016 . He comepkat HHMGOpMaALUK O (hepMeH-
TO3aMECTUTEIBHOM Tepanu. OTHUM 13 HEMHOTOYMCIICH-
HBIX O(UITMATBHBIX JOKYMEHTOB, COAEPXKAIINX PEKOMEH-
TN 1O (pepMEeHTO3aMECTUTETBHOM TePaITiy, OKa3auCh
«MeToanueckre peKOMeHIAINK TT0 paHHEeM TUarHOCTHKe
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KJINMHNYECKUE CJTYHAU
Tabauya. Knnunyeckoe TedeHue 3a00J1eBaHus Y ManieHTa ¢ cuHapoMomM Mopkuo
Table. The clinical course of the disease in a patient with Morquio syndrome
IToka3zarenn Jlo ®3T 6 mec 3T 10 mec ®3T 54 mec ®3T
Pocr 102 cm — — 122 cm
CTeH03 KpaHNOBEpTe-
OpaJIbHOTO TIepexoa
" CreHo3 Ha ypoBHe C, ;¢ MaKCUMaJIbHbIM
CrnuHaJIbHBIN 11 CreHo3 ciiHHOMO3r0-  CTeHO3 Ha YPOBHE
cTeHo3 Ha ypoBHe Th CaTUTTATBHBIM 1A~
CTEHO3 XI . Boro kaHaza (KT) C. uTh _(MPT)
(MPT) METPOM 4 MM; CTEHO3 1-11 1-11
Ha yposre Th,_; cTeHO3
Ha yposHe Thy, (MPT)
[Mpu3Haku HecTa- CwmelnieHne Iyru
OMJILHOCTHU B 00JIaCTU 1 3y0uaToro oTpoctka  Jlucriactuyeckue
M3ru6 Ha ypoBHe .
KpaHUOBepTeOpasIb- IePBOTO IIEIHOTO U3MEHEHUS TeJl
C,,,—Th,, odbpa3oBa- . .
Hedopmarm M I HOTO Mepexofia B aHTe-  TI03BOHKA; PeTPO- 1mo3BoHKOB; Os odon-
HIEe U3rnbda Ha ypOBHE . . .
TMO3BOHOYHMKA u perpocdaekcuo (KT); maucre3 B obnact toideum; aHTeCTIOH AU~
TPYIHbBIX TO3BOHKOB .
Th— (MPT) Ccrud Ha ypoBHE Ipy/i- Th—Th, ; kuneBuaHasg  JonucTe3 Mo3BoHKa Th,
o HBIX T03BOHKOB Th,  nedopmarms rpynHoic  (MPT)
(MPT) kiaetku (KT)
Ha ypoBHe kpaHuoBep-
Bcero mo3BoHounuka  Bcero mo3BoHoYHUKa
Ilnatucnonnumus TeOPaIbHOTO Mepexoaa
(MPT) (MPT)
(KT)
KommpeccnonHast
Ha ypoBHe kpaHuoBep- Ha ypoBHe KpaHHOBEp- MMEIOIATHS IEHHOTO
Muenomnarust — TeOpaJIbHOTO Mepexofia  TeOpaIbHOTO Mepexoia  CerMeHTa CITIMHHOTO
(MPT) (KT) mosra Ha ypoHe C, |
(MPT)
[Iporpeccupyroriee
CyXXEHHE B MecTe Kpa-
[Mpusnaku GyHKIIMO- HUOBEPTEOPAIbHOTO IMopaxeHue Tsxe-
HAJILHOTO MOPaXXeHUsI  Tepexola, 3eKTpodu-  JIOi CTeTeHU 3aJHUX
DneKTpoMHorpa- BOJIOKOH 3aTHETO 3MOJIOTUYECKUE U3ME-  KAaHATHUKOB B KPAaHUO-
e cTOJI0a B 30HE Kpa- HEHUS [IEHTPAIIbHOTO BepPTEOPATLHOM TTepe-
HUOBEPTEOPATLHOTO BpEMEHU MPOBENEHUsI,  XOJIe, C yXyALIEHUEM
nepexoaa 3HAUUTENbHOE yXyAllle- B AMHAMUKE
HHE CyOKOPTUKAIEHOTO
MOTeHIaIa
HzmeHeHus hyHKIMN
JIETKMX C TIPU3HA-
OTHOCUTEILHOE YJTyY-
[lnetusmorpacdus — KaMU OOCTPYKTUBHbBIX ’, -
IIeHre TIoKa3aTeseit
U PECTPUKTUBHBIX HApy-
IEHWIA BEHTIISIIAN
Peryprurarus
MUTPAITLHOTO KJIallaHa
Henocratounoctsb .
DxoKapauorpadus - — 1-ii cteneHu, peryp-
MUTPAJIbHOTO KJIalaHa
TUTALNS] 2Q0PTAJIbHOTO
KJIamana 1-i creneHu
CTeHo3 Tpaxen
Ha YPOBHE BEPXHEN
Jledopmanuu yp PXHeY
arepTypbl TPYIHON
JPYTUX OPTaHOB -
KJIETKW; CMeIleHre
tpaxeu BripaBo (KT)
ITpumeuanue. P3T — hepmeHTozaMecTuTeNbHASI Tepanusi; MPT — MarHuTHO-pe3oHaHcHast Tomorpacdust; KT — koMmbloTepHast Tomorpadusi.
MYKOTIOJIMCAXapUI030B», COCTaBJIEHHbIE AccolMaluein CUPOBaHHYIO KM3HEHHyI eMmKkocTh Jerkux (FVC),
MEIMUMHCKKX TeHeTUKOB B 2019 I. Bee a0 momuepkuBaeT  00beM (hopcupoBaHHOTO Bbifoxa 3a 1-10 cexyHay (FEV))
HEIOCTaTOYHOCTh MH(MOPMAIIMM O COBPEMEHHBIX Mperna- U UHAEKC Macchl JieBoro xenynouka [17, 22, 23]. lanHbie
paTtax ¥ BAXXKHOCTb OCBEIIEHUST KITUHUYECKOTO CITydast. HCCleIoOBaHUIA MOATBEPKAAIOT, UTO aocybdasza anbda
PesynbraThl KIMHWYECKUX WCMBITAHUN TOKa3alu, MO3BOJISIET MallMEHTAM COXPAaHUTh WM TaXe BOCCTAHO-
4yTO B0Ccyibdasa aabda XOpoIIo MepeHOCUTCsI U TT03BO- BUTH CIIOCOOHOCTh K CaMOCTOSITEJIbHOMY TepeIBuXke-
JISIET TIOBBICUTH BBIHOCJMBOCTh, CTAOMIN3UPOBATh (Op- HUI0, OJHAKO BO3HUKIINE MOPAKEHNST KOCTHOW CUCTEMBI
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Typunosa E.E. u coasm. Jleuenue npenapatom Bumusaitm (Vimizim) mogpoctka ¢ cunapomoM Mopkuo A (Mykomosucaxapunozom IV A)

HEBO3MOXXHO 00paTUTh BCIISITh. B MpencTaBieHHOM KT~
HUYECKOM TIpuMepe Ha (hoHe (pepMeHTO3aMeCTUTETbHOM
Tepany Mbl OTMEYaeM yJIydIlieHre TToKa3aTesieil BHIHOC-
JIMBOCTH W MeJIKOM MoTopuku. Yepe3d 6 Mmec Tepanmuu
aJiocynbdaszoit aabda malMeHT MOT ONMUpaThCcsi Ha HOTU
U CTOSITh C OMOPOI B TeUeHUe HECKOJIbKMX MUHYT. Cre-
IyeT TakKXe YIMOMSIHYTb HEKOTOPYIO TOJOXUTEIBHYIO
ITWHAMUKY W3MEHEHU OpraHoB CepAeUYHO-COCYIUCTOMN
CHCTEMBI M OTCYTCTBUE BUCIIEPOMETAINH.

Myxkononucaxapuao3 [V A xapakrepusyercsi 3HaUU-
TeJIbHOU TUCITIa3Kel CKeJleTa, U ITO3TOMY HauboJiee O~
JTAaeMBbIM TepareBTUYeCKUM 3(P(HEKTOM SBIISIETCST BO3ACH-
CTBUE Ha TTOpaxkeHUsT KocTel 1 xpsmeit. K coxaneHuio,
MoKa HET COOOIIeHWH O BIUSHUU (hepMEeHTO3aMeCTh-
TeJBHOU Teparnuy Ha pa3pelleHre CKEJETHBIX Topaxe-
HUi y manueHToB. ClenoBaTeIbHO, METOIBI (PU3MOTEpa-
MEBTUYECKON M XUPYPTUUECKOU KOPPEKIIUU COXPAHSIOT
CBOIO aKTyaTbHOCTh. Kak 1 BO BceX paHee OIMmyOJIMKOBaH-
HBIX OTYETaX O TepaIliy 3JT0CYJIb(a30ii anbda, MbI TaKXKe
HabJIIoJaI COXpaHEeHNe, a B HEKOTOPBIX acTeKTaxX 1 Mpo-
rpeccUpoBaHre KOCTHO-CYCTaBHBIX U3MEHEHUI B paMKax
OCHOBHOTO 3a00sieBaHUsI (CM. TaOJIUILY).

IMaumeHnTtsl ¢ mykomosnucaxapumosom IV A umeror
KOMITJIEKC OPTOIEANYECKUX MPOoOJIeM, TaKMX KaK MHO-
SKECTBEHHBIM JIU30CTO3, HECTAOMJIIBHOCTH B KpaHUO-
LIEpBUKAJbHOW 00J1aCTH, CTEHO3 MMO3BOHOYHOTO KaHajla
C pa3BUTHEM MMEJIONATUH, TIPOTPECCUPYIONINE KOHTpaK-
TYpbl KPYITHBIX CYCTaBOB. XUPYPrUYECKYI0 KOPPEKIIUIO
OPTOIEANYECKUX M3MEHEHMI, B YaCTHOCTU TTO3BOHOY-
HUKa, HEOOXOOMMO paccMaTpuBaTh He TOJIBKO KaK pea-
OUINTAIINIO, HO M KaK KyITUPOBaHWE BUTAJbHBIX OCIOXK-
HeHui [24—26].

IMaument M.B. ObUT KOHCYJBTMPOBaH OpTOIEAAMU
He TOJIBKO B POCCUMCKUX KIIMHUKAX, HO 1 B OHOM U3 KJTU-
Huk CIHA. YuuteiBas Hanuuue y OOJBHOTO OOCTPYyK-
LIMM IBIXaTeTbHBIX MyTell Ha (OHE YacThIX OPOHXUTOB,
nedopmalum  Tpaxew, 3a00JIeBaHMSI CEepPIEeYHO-COCYIM-
CTOI CHCTEMBI, aTJaHTOAKCHAJIbHOW HeCTaOMIbHOCTH,
CTeHO3a MO3BOHOYHOrO KaHaia (10 4 MM) U MUEJIONaTuu
Ha ypOBHE KPaHMOBEpPTEOPaTbLHOTO Tepexona, Mporpec-
CHUpOBaHUST BaJbIyCHOW aedopMalMiyi HIKHUX KOHeY-
HOCTei, 1 Ha (hOHE 3TOTO YCYTryOIeHHsST HEBPOJIOTUYECKOTO
U OPTOMEAUYECKOTO CTaTyca, MAlMEHTY MO XU3HEHHbIM
MOKa3aHUSIM TIPEUTOXKIIINA TPOUTIEHHYIO JIEKOMITPECCHIO
C OJIHOMOMEHTHOM cTaOWIM3aluel 3aTbliKa U HIEHHOro
OTJeJ1a TTO3BOHOYHMKA, (POPMUPOBAHUE 3aHETO CITOHIN-
Jiofe3a ayropeObpoMm. BTopbiM aTamom ObLI0 MPEIoKeHO
BBITIOJTHEHME KOPPEKIIMU BaJTbIYCHOU JAe(hopMaliiy HIK-
HUX KOHEYHOCTEH.

Jledopmamust Tpaxeu, 3a00JieBaHUSI CEPIEUHO-CO-
CYAUCTOM CHUCTEMBI MMEIOT BBICOKUI PHUCK pa3BUTHS
OCJIOKHEHUI BO BpeMsi aHecTe3uu (OOCTPYKIMS JbIXa-
TeJIbHBIX MyTeW, TPYIHOCTU WM HeyJayu Mpu MHTyOa-
UM, HEOOXOIMMOCTb 9KCTPEHHON TPaxeoCTOMUM ITOCTIe
aKcTybanmm). HectabuabHOCTh Ha YPOBHE KpaHUOBEPTE-
OpaJTbHOTO TIepexoaa MOXeT ITPUBECTU BO BpeMsT MHTyOa-
LMY K TTOBPEXISHUIO CITMHHOTO MO3ra, Tape3y/TuleTuu,

JleTaibHOMY ucxony [27, 28]. PomnTenu mamueHTa oTKa-
3QJINCh OT OINEpPATUBHOTO JICYEHUST BBUAY BBICOKOTO
pucKa pa3BUTHUST MHTPAOTIEPAITMOHHBIX OCJTOXHEHWIA.

C To3WIMM CUHAPOMATLHON OLEHKHM TaTOJOTUU
IIeTHOTO OTHeja TO3BOHOYHMKA TIPU MYKOIIOJrcaxa-
puaI03ax CleayeT BBIACIUTb TPU CUHApoma: 1) CTeHO3;
2) HecTaOWIbHOCTD; 3) ux coueraHue. CoueTaHue 3TUX
CUHIPOMOB M BapuMaHTOB nedopMaliMi MO3BOHOYHUKA,
KOTOpbIe MOTYT BBI3BIBATH BTOPUYHBIE HEBPOJOTHYE-
CKHUe TIPOSIBIIEHUS, BapbUpPyeT B 3aBUCUMOCTU OT THUIIA
Mmykononucaxapunosa [1, 29]. BonblmHCTBO aBTOpOB
MPUAEPKUBAIOTCSI MHEHUSI O HEOOXOAMMOCTU paHHEro
JIeYeHUsI KpaHWOBEpPTEOpaJIbHOTO CTEHO3a MPU MYKO-
noJiucaxapuao3ax, 10 pa3BUTHUSI HEOOpaTUMOM AuchyHK-
ouu crimHHOTro Mo3ra [30, 31].

TpynHO OmpeneNUTh ONTUMATbHbIE CPOKU JIJIST BMe-
IIATEeJIbCTBA, TTOCKOJIBKY MTOTEHIIMAIbHBIE IIPEUMYIIIECTBA
JNEKOMITPECCUU OJIKHBI OBITh COOTHECEHBI ¢ BHICOKUMU
pUCKaMU, CBSI3aHHBIMU C aHECTE3UEH W XUPYPTUIECKUM
BMeIaTeIbCTBOM. bosiee Toro, cremeHb KOMIIpecCuu
He 00s3aTebHO KOppEeaupyeT ¢ HEBPOJIOTUYECKUMU
MposiBIeHUsIMU. Hanuyue TpU3HAKOB W CHUMIITOMOB
MUEJIOTIaTUM CIYXKUT aOCOMIOTHBIM TTOKa3aHUEM K Orfle-
paimu. OTHOCHUTETbHBIMU TTOKA3aHUSAMU  SIBIISIIOTCS
BbIpaXEeHHasi HECTAOWJIbHOCTb (>8 MM) U U3MEHEHUE
B CIIMHHOM MoO3Te (o4Yaru MHeonaTUuu) TO JaHHBIM
MPT [32, 33]. MuHuManbHOE TTPOCTPAHCTBO MO3BOHOY-
HOTO KaHaJjla, HeoOXoauMoe [JIsi HOpPMaJbHOTO (hyHK-
LIMOHUPOBAHUSI CIUHHOTO MO3ra, HE€ YCTaHOBJIEHO.
TlosToMy cneayer WMCIOIb30BaTh PEKOMEHIOBAHHbBIE
1IKaJIbl OLIEHKM CTEeHO3a MpU MyKoroiaucaxapumose [V A
NI OTIpe/ieJIeHUs TIOKa3aHWM K KpaHMOBEPTeOpaIbHOMI
nexomrmpeccun [32]. KitoueBoii B paHHEM CKPUHUHTE
BepTeOpabHOTO CHHApPOMA SIBJISIETCS OlLleHKa HEBPO-
JIOTMYECKOTO M JIBUTATeJIbHOTO cTaTyca nanueHTta. Hau-
6oJjice BaMAHBIMU IIKaJaMU TPU3HAHBI MOIUMPULIMPO-
BaHHas IIKaia SIITOHCKOM OpTONeANYeCKO accouan
mJOA (JOAScore), mkansl Hypuka (Nurickscale), Tect
¢ 6-MUHYTHOI XOIb0Oi1, TeCT ¢ 3-MUHYTHOI XOIBHOOIA.

OrtsrolieHne HEBPOJIOTUYECKOTO cTaTyca M yXyjllle-
HHUE KayecTBa XW3HU Ha (POHE TOATBEPKICHHOTO CTe-
HO3a M HeCTaOMJIbHOCTH, a TaKXe MpOorpeccupoBaHUe
nedopmaliii  TTO3BOHOYHMKA OOYCJIOBJIMBAIOT — TIPOT-
HOCTUYECKU XU3HEHHBIE MOKa3aHUSI K XUPYPTUUIECKOM
Koppekuuu. JleKoMrpeccusi M OKLMITUATOCTIOHIMIIO-
Nie3 ToKa3aHbl TMallMeHTaM ¢ HeCTaOWJIbHOCTBIO M CTe-
HO30M Ha YpOBHE KpaHUOBEpPTEOPAIbHOTO Tepexo/a.
Ilpu HanMuuM MpU3HAKOB 00OMX CMHIPOMOB TpeOyeTcst
pelieHrue OpTOMEAMYECKUX U HEHPOXMPYPrHUECKUX
3a71a4 OTHOBPEMEHHO. B mpeicTaBieHHOM KIIMHUYECKOM
cllydae He OBbITM TIPUMEHEHBI XMPYpPrHUUeCKUe METOMIbI
JIeYeHUs, 9YTO B 3HAUUTETbHOM CTETIEHN CBSA3aHO C TshKe-
Jioii popmoii 3ab6osieBaHMSI, TIPU KOTOPOU XUPYpPTrUIECKOe
BMEIIATETbCTBO XapaKTePU3YeTCsT BHICOKUM PUCKOM.

Huskuit poct — Haubosiee BaXHbI U M3MEPUMBIH
MpPU3HAK CKEJETHOM NMCIIa3uu MPU MYKOITOJIMcaxapu-
nose IV A. Tlpu olieHKe aHTPOITOMETPUUYECKMX TaHHBIX
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y 128 manuureHTOB MYXCKOrO U XEHCKOTO MoJjia C TsKe-
JIBIMU (hopMaMU 3TOTO 3abojieBaHUs Jaxe MPU paHHEM
Havaje (epMeHTO3aMEeCTUTEILHOM Tepalui B BO3pacTe
o 5 JieT He HaOJ0Jai0Ch 3HAYMTEILHOTO YJIyUIlIeHUs
rokasaresieil pocta Tena. ITallMeHTHI BHE 3aBUCHMOCTU
OT TIOJYYEHUST Tepaliu JOCTHTAJM CBOETO0 KOHEUHOTO
pocra nipumepHo K 10 rogam. Ha cdoHe depmeHTO3ame-
CTUTEJIBHOM Tepanmuu y OOJIBHBIX OTMEYaJoCh CHUKE-
HUe MyOepTaTHOTO BCIUIECKa pocTa, KaK M Y MallMeHTOB
6e3 teparnmu [20]. [IpencraBneHHBIN HAMU KJIMHUYECKUIA
MpUMep TakKXKe TOATBEPXKIaeT 3Ty TEHICHIIMIO, XOTS
pemiaioliee 3HaUeHWE MOXET MMETh JOCTATOUYHO ITO3[-
Hee Havajio (hepMEHTO3aMECTUTEILHOM Teparuu y 3TOTO
pebeHka B Bo3pacrte 12 yet. B HacTosiee Bpemst K BO3-
pacty 18 neT maneHT umeeT pocT 122 ¢M, YTO COOTBET-
CTBYET CPEIHMM ITOKa3aTeIsIM ISl OOJBHBIX C CHHAPO-
MoM Mopkuo.

CreflyeT OTMETHTD, YTO JaXe B CJlydae Teparuu 2J10-
cyabdaszoit aabda y MoXUIbIX MMalMeHToB yepe3 18 mec
OHU CMOTJIM BOCCTAHOBUTH CITOCOOHOCTH K CaMOCTOSI-
TETBHOMY XOXICHMIO, OTMEYaay yMeHbIIeHUe OO0l
n ycrajoctu [21]. TlonyuyeHHbIe maHHBIE YKa3bIBalOT
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