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TunuuHsIM UMEHEHUEeM CO CMOPOHbI NO360HOYHUKA NPU PA3AUYHBIX MUNAX MYKONOAUCAXAPUA03A ABASACMCs
(opmuposanue cmenosa no3eoHouH020 Kanara: yaue na yposie Thi12—L1, pexce 6 odracmu Kparnuogep-
mebpanbHo20 nepexooa, Ymo A6A31emcsi 2PO3HbIM OCAONCHEHUEM BCAOCMEUe pA3eUMUs mempanapesa ui
mempanaeeuu. B cmamve npedcmagaersl KAuHuueckue, peHmMeeHON02UMECKUe U Mepanesmuyeckue achek-
mol meyenus mykonoaucaxapuoosa Il muna y masbquka 6 eospacme 23 mecaues, a makmce pe3yabmanisi
08YX3MANHO20 XUPYPUH1ECKO20 NeHeHUS, NPOBEOCHHO20 C UeAbl0 CIAOUAU3AUUU WelIHO20 0MOeAd NO360HO -
HUKA U YCMPAHEeHUs CMeH03a NO360HOYH020 KAHAAA HA YPOBHE KPAHU08epmeOpanbHo2o nepexood.
KnodyeBble CJI0Ba: MyKONOIUCAXapUIO03, TIMKO3aMUHOITIMKAHBI, CUHAPOM XaHTepa, LieiHast
MUEJIONATUs, XUPYPTUYeCcKoe JieueHUe, rao-MeJBUK-TPaKIUs, OKLIUMITUTOCTIOHANIIONE3.

Treatment of a Patient with Mucopolysaccharidoses Type II (Hunter Syndrome)
Complicated by Craniovertebral Spinal Canal Stenosis
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Formation of spinal canal stenosis at T12-L1 level, rarely at the level of craniovertebral junction, is a typical
spinal disorder in different types of mucopolysaccharidoses that is a serious complication due to tetraparesis
and tetraplegia development. Clinical, roentgenologic and therapeutic aspects of the mucopolysaccharidoses
type 11 course in a 23 months old boy as well as the results of two-step surgical treatment for the cervical spine
stabilization and elimination of spinal canal stenosis at the level of craniovertebral junction are presented.
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Beepenne. Mykonosmcaxapuzos 11 tuma (MIIC II;
CHHIPOM XaHTepa) — HACJeACTBeHHAdA JIM30COMHAA
DoJle3HP HAKONJIEHUs ¢ X-CLEIJIEHHBIM PelleCCUBHBIM
TUIIOM HacJeJoBaHNUA, O00yCJIOBJeHHAsd CHUMKEHUEM
aKTVMBHOCTM JIM30COMAJIbHOTO (bepMeHTa MAYypPOHAT-
2-cynbdarasel.  Koanmunueckme mnposasiaerna MIIC
II Tuna pazHoobpas3Hbl ¥ MOTYT 00YCJIOBIMBATD JETKYIO,
CPeIHeTIKeIYIO 1 TAXKeIyI0 (PopMbl TedeHna 3aboe-
BaHMA B 3aBUCUMOCT)I OT BO3pacTa MaHudectauuyu u
BbIpaskeHHOCTU cumnToMoB. ¥ gerteit ¢ MIIC II tumna,
KaK NpaBUJIO, HAOMIOMAIOTCA 3a/epryKKa IICHXOMOTOP-
HOTO Pa3BUTHUA, JIMIEBO AM3MOP(U3M, MHOMKECTBEeH-
HBIII OM30CTO3 C TYTONIOJABJKHOCTBIO B CyCTaBax, re-
[IaTOCIIJIEHOMETaJMA, KapAMOMMONATIA, XPOHNYeCcKad
Iuapesd, Hapymenue cayxa [1] Tawxemnaa cdopma 3a-
foseBaHNMA XapaKTepuayeTcsd paHHel MaHudecTarm-
eil B Bo3pacTe oT 8 no 36 Mec *KM3HM, IPOrpeaieHTHBIM
Te4YeHNEeM 1 BbIPa’KeHHBIM HapyIIeH)eM MHTeJJIeKTa.
CMmepTs, Kak IPaBUJIO, HACTYIIAeT B Bo3pacTe 10 15 jeT

BCJIEJICTBME Pa3BUTUsS HelpojereHepauuu, OOCTPYK-
TUBHBIX 3a00J€BaHNUI AbIXaTeJbHbIX IIyTell U cepaed-
HO-COCYIMCTON HexocTaTouHocTH. Jlerkasa dpopma cuH-
npoma XaHTepa XapakTepusyeTcs MNOIMMOP(U3MOM
KJVHNYECKNX IIPOSIBJIEHNII M OTHOCUTENBHO J0OpOKa-
YECTBEHHBIM TedeHyeM 3a00JIeBaHMA C MMHMMAaJIbHBIM
HeBpoJiorndecKyM geduuyuToM. IlanmeHnTe! qosKMBaIOT
1o 30—40 ser [2]. HecmoTpsa Ha nosaByieHue (pepMeHTO-
3aMeCTUTeJIbHOI Tepalyi 3], malyeHThl IPOoA0LKAIOT
HYKJaThCA B CUMIITOMATIYECKOM JeueHnu. I'aBHbIMMI
OpUYMHAMY CMEPTHU TaKUX MallMeHTOB ABJIAIOTCA Cep-
JleYHO-JIerouHble ocJoxkHeHus [4, 5]. Cinenyer nmpuHu-
MaThb BO BHMMAaHMe, 4TO ruIomasusd 3yba C2-11o3BoHKa,
CTEHO3 IT03BOHOYHOTO KaHaJa ¥ HeCcTabMJIbHOCTbL aT-
JIAHTOOKIMINTAJIBHOTO COYJIEHEHN MOTYT IIPUBECTU K
BHE3AITHO} CMepTH B pe3yJbTaTe CMellleHNs B cycTaBe
1 TIOBPEXKIEHNS CTBOJIA Mo3Ta [6, 7).
Kpanunoseprebpasbubli creHo3 y gmerert ¢ MIIC
II tmMna pasBuBaeTcA BCJIEACTBUE IMIIOMIa3un 3y0o-
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BuaHoro orpoctka C2-1m03BoHKA, aTJIaHTOAKCHAIBHON
HeCcTaOMJIBHOCTY U  HAKOIIEHUS [JIMKO3aMMUHOIJIV-
KaHOB B TBEPJIOl MO3roBOM 000JIOUKe U 3aJHeil Mpo-
JIOJIBHOM CBA3KE, YTO B JaJIbHENIIeM IPUBOIUT K KOM-
[IPEeCCHMOHHOM MMEJIONATUM U PasBUTUI0 0yJsbOapHBIX
HapylLIeHUN, UeHTPaJbHON JbIXaTeJbHO He0CTaTO4-
HOCTU. JJaHHOE OCJIOMHeHNe OIMCAHO Y IIPY MYKOIIOJIV -
caxapugosax I, IT, IV, VI n VII tumnos [8, 9].

[IpencraBideM omucaHue KIMHUYECKOTO HabJro-
JIeHUA TallyieHTa ¢ peaKuM MeTabosudeckum 3abose-
BaHMEM C 11eJIbI0 O3HAaKOMUTB IIeJIMaTPOB, OPTOIEOB,
JIETCKUX XVPYPTrOB U HEIPOXMUPYPTOB C KIMHIIECKUMI
POABJIEHMAMI CUHJpOMa XaHTepa 1 0COOeHHOCTAMM
XUPYPIUYIECKO TaKTUKIU NPY JIEYeHMM CTEeHO3a II0-
3BOHOYHOTO KaHaJla Ha yPOBHe KpaHMOBepTeOpaIbHO-
ro epexojia y JaHHOM KaTeropuy NalyeHToB.

MauywneHT ., 1roa7 mec. Pogutenu obpatnnmce B Knu-
HUKY C Xanobamu Ha HapylleHne OBUraTefnbHOM akTUBHOCTM
pebeHka, 3a1ep>XKy MOTOPHOMO pa3BUTUS.

Poaouncs oT nepBo HepemeHHOCTW, npoTekasllien 6e3
0COBEHHOCTEN, Npeasiexanne Ta3oBOe, B CBS3M C 4em Oblio
BbINOJSIHEHO KECAPEBO ceveHue. [pur poxaeHnr macca Tena co-
ctasuna 4150 r, poct — 53 cm. 3akpuyan cpasy. OTmevanach
MennieHHas npubaska B Bece. B poanome BbisiBNeHa OBYCTO-
pPOHHASA NaxoBas rpeixa. C nepBbiX AHEN Xn3HM pebeHoK YacTo
fonen pecnupatopHeiMu 3abonesBaHusmu. Mo pesynbratam
ocMOTpa opToneaa B Bo3pacTte 1 mec n aaHHbIM Y3W Tazobe-
OPEHHbIX CYCTaBOB AWNArHOCTMPOBAH ABYCTOPOHHWIA MOABbI-
Bux 6egep. Mo atomy nosoay B AMKE Ne19 um. T.C. 3auenunHa
NPOBOAMIOCH NeYeHne B cTpemMeHax aBnunka Ha NpoTsXEHNN
3,5 mMec, 3aTem B wWwmMHe BuneHckoro B TeyeHne 3 mec. Ha
peHTreHorpamMmMax Ta30bepeHHbIX CyCcTaBOB B BO3pacTe
7 mec (puc. 1, @) onpeaensanuce NPU3HaKM rmnonaas3umn rono-
BOK Oefiep, HO BEPT/YXHble BNaauHbl XOPOLWO CHOPMUPOBAHDI.
(B 4,5 ropa (puc. 1, 6) OeueHTpauus ronoBok GeapeHHbIX
KOCTEelN, BEPTNYXHble BMNaauHbl CKOwweHbl. COCTOAHWE nocie
KOHCEPBATMBHOMO SIeHEHNs B OTBOASALLMX LUMHAX).

Hesponor, npoBegs 0CMOTP B
BO3pacTe 6 mec, AMarHoCcTmpo-
BaN 3a4epXxky MCUXOMOTOPHOrO
pa3sutua.  CumnToMatu4yeckoe
nevyeHne ¢ NpUMeHeHemM Hempo-
MeTaboIM4eckmx CTUMYNATOPOB
HUKakoro acdekTa He gano.

B 11 mec pebeHok cuaen
TOMbKO MPU MOAAEPXKe, He ne-
peBopaymBancs, He nonsan, B
15 mec (puc. 2) — He cToan, He
XOAWA, CaMOCTOSITE/IbHO He Ca-
OMnca, cugen ¢ NoaaepxKon.

B 1,5 roga y pebeHka oTme-

TUAN TUNEPTPUX03, U3MEHEHNE
CTPYKTYpPbl BOIOC, KOTOPbIE CTa-
N XKECTKUMU U YTONWEHHbIMU.
Cneundunyeckm N3MEHANNCH
YepTbl NMLa, CTAHOBACL TUMUY-
HbIMW ans naumeHTos ¢ MMC:
rmnepTenopmaM, YTOMWEHHble
ry6bl, rmnonnasnpoBaHHas HX-
HAS YencTb W runepnnasus
geceH. Lllea ykopo4yeHa, ronosa
HaknoHeHa knepegwn. BO3HMKIO
M  NporpeccupoBasio OrpaHun-
YyeHne [OBWXEHMN B CyCTaBax:

CamMoCTOoATeNbHOE  OTBeaeHune
BEPXHUX koHeuyHocTen po 30°.
dopmMupoBanicb KOHTPAKTYpPbI
B MPOKCUMMasbHbIX WU OUCTanb-

HbIX MexXdanaHroBbix cycTaBax KucTen (60nblue BblpaxeH-
Hble cnesa). Jeduunt pasrubaHus B IEBOM JIOKTEBOM Cy-
crtaBe 0o 60°. OrpaHuyeHo oTBegeHune 6emep: crpasa 45°,
cnesa 35°. JleBasd cTona B 9KBMHYCHOW ycTaHoske 115°, 13
MOPOYHOrO MOJIOXEHNS BbIBOAUTCS HE NOSHOCTLIO, A0 100°.
O6cnenoBaH reHeTukom B opdaHHOM LeHTpe Mopo30oBCKom
[EeTCKOW KJMHUYECKON OO0NbHUUbI, MPaBWbHbIN AnarHo3
noctassieH B Bo3pacte 1 rog 7 mec.: MIMC Il Tuna (cuHopom
XaHTepa). NaTtoreHeTnyeckoe fie4eHne — IH3MoTepanuio
npenapartom Idursulfasum 6 mr 1 pa3 B Hefeno — nauueHT
nony4aet ¢ 16 nekabps 2015 r. (c 1 ropa 8 mec) Tam xe,
B OpdaHHOM LIEHTpE.

HecMoTpa Ha NpoBOAMMOE fedveHune, y pebeHka Hapac-
Tana opToneamyeckas 1M HEBPOOrMYeckas CUMMTOMATuKa,
NOABMACS BbIPaXeHHbIN KNDO3 rpyaonoOACHUYHOro oTaena
NMO3BOHOYHMKA B MOMOXEHWNN CWUASA, KOTOPbLIN HE MOJSIHOCTBIO
KOPPUIrMpoBancs B nosioxeHunn nexa. OrpaHnyeHne AsuxeHnin
B CyCTaBax BEPXHMX U HUXKHUX KOHEYHOCTEN NporpeccupoBa-
N0, HapyLleHUs ABUraTeslbHOW akTUBHOCTU HE YMEHbLUaNNCh.
MbILEYHBIN TOHYC ANDPY3HO CHUXEH, CMUa MbILLL, CHMXEHA,
BonblUe CreBa, B AMCTaNbHbIX OTAENax BEPXHUX KOHEYHOCTEWN
00 2-3 6aNN0B, HAXHMX KOHeYHocTen — Ao 2-3 6annos, Tun C
no knaccuodukaumm ASIA. CyxoxumnbHble pediekCbl CHUXEHbI,
FLACC 4 6anna. HeBponorom BbisiBfieHa NeBOCTOPOHHAS N1pa-
MUAHas HEAOCTAaTOYHOCTb.

B Hosbpe 2015 r. naumeHT obcnenosaH B Hay4HOM LEHTpe
3[0POBbA AETEN, BbiIABNEHbI M3MEHEHWNS: 3adepXKa ncuxuye-
CKOro ¥ PeYyeBoro pas3BuTuS; OTKPLITOE OBasIbHOE OKHO; rena-
TocnneHomeranus; ageHouasl Il ctenexu.

03.03.2016 pebeHoK BHOBb OCMOTPEH HEBPOIOrOM — MPO-
ABJIEHME LENHON MUeonaTum C IEBOCTOPOHHEN MMPaMnaHoOn
HEeLOCTaTO4HOCTbIO.

Mo paHHbiM MPT ot 27.11.2015 (puc. 3, a) u KT ot
02.03.2016 (puc. 3, 6) Ha ypoBHe KpaHuoBepTeOPaSbLHOrO
nepexoja BbiABNIEHO BbIPAXEHHOE CYXEHWEe MO3BOHOYHOIO
KaHana: annasusi MbllLLEeNKOB 3aTbITOYHOM KOCTH, NMPOMEXYTOK
MeXay 3aTblIOYHOM KOCTbI W aTNaHTOM CYXEH, Henb3d UC-
K/IIOYUTb Ha/TMYME CUHXOHAPO3a Ha 3TOM YPOBHE. AT/IaHT Haxo0-
OUTCA B NONOXEHNN NepeaHero noasbiBunxa (CyctaBHas Lefb
cycTaBa KptoBenbe paclumpeHa), Ha 3TOM Xe ypoBHe — CTe-
HO3 NMO3BOHOYHOrO KaHana (cyxeHune bonee 50% npocseTa Ka-

Puc. 1. PertreHorpaMmbl Ta300eIpeHHBIX CYyCTaBOB B Bo3pacTe 7 mec (a) n 4,5 roga (0).
Puc. 2. Buewmnnii Buj nanyenTta JI. B Bo3pacre 15 mec.
Puc. 3. Tauusie MPT T2-BU (a) n KT (6) no oneparym.
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Puc. 4. Penrrenorpammel (a) u ganseie KT (6) mocse onepannn.

Puc. 5. Buerunit Buz namyenta Jl. 9epes 14 mec rocJie ornepanmm.

Hana). MNoanayTMHHOE MPOCTPAHCTBO 3a4HEeN YepenHom AMKM
paclimMpeHo, HegopassuTve nonywapuii modxedka. CTeHo3
NMO3BOHOYHOrO KaHana 3a CYET MOoABbIBMXA aTnaHTa Knepeau.
Henb3a UCKoYNTbL Hanuyme CUHXoHAPo3a Ha yposHe CO-CH1.
BbiBux C1-M03BOHKA C KPUTUHECKUM CYXEHNEM NO3BOHOYHOMO
kaHasna, ayra C1-no3BOHKa HAXOAMTCS 3a 3aTbISIOYHOWN KOCTbIO.
LLlenHas muenonatms. CuHapom 6asanbHOM gucnnasumn Ha
yposHe C1-no3soHka. Okkno3upyioLas rugpouedanvs.

MauneHT KOHCYNbTUPOBAH COTPYOHWKaMW rpynnbl Bep-
Tebponorum LUMTO um. H.H. Mpuoposa B deBpane 2016 r.
focnuTanu3anpoBaH B [ETCKOe oTaeneHve BepTebponorum
LNTO 29.02.2016. MpUHATO peLLeHre NPOBECTU ABYX3TarnHoe
XMPYPruyeckoe neyeHmne ¢ Lesblo cTabunmsaumm WenHoro oT-
[ena no3BOHOYHMKA M YCTPaHEHMS CTEHO3a NO3BOHOYHOIO Ka-
Hasa Ha ypoBHe KpaHWoBepTebpanbHOro nepexoaa.

MepsbiM aTanom 02.03.2016 nog HApKO30M HANOXEH ra-
no-annapart. B TeyeHne 7 oHen NpOBOAMIACH A03VMPOBaHHAA
rano-nenbBUK-TPaKUMs, B pesyfbrate 4ero yaanoch yCTPaHnTb
noagbisux C1-no3soHka. Bropbim atanom 10.03.2016 Bbinon-
HeHa onepauus: OeKOMMNPECCUS CMIMHHOMO MO3ra Ha ypoBHe
CO0-C1. OKUMNUTOCNOHAMIOAE3 META/NIOKOHCTPYKUMEN, 3a-
HW CNOHAUOAE3 ayTOKOCTbIO 1 OCTEOVNHAYKTUBHOM KPOLLKOW.
JemMoHTax rano-annapara.

Xoa onepaumn. Moa NHTYGALMOHHBIM HapKO30M (ronosa
1 LWEeNHbIN OTAeN NO3BOHOYHMKA PUKCMPOBAHBLI B raso-anna-
pate) BbIMOMHEH JIMHENHbIAN pa3pe3 OT 3aTblIOYHOW KOCTW 40
C5-n03BOHKa, CKENETUPOBAHbl 3a4HME 3JIEMEHTbI MO3BOHOY-
HUKa. BbISBNEHO CMeLLLeHME KNepeayn CKeneTMpoBaHHOM yXKU
C1-nosBoHka. [locne yoaneHns oy>xxu Budyanu3vpoBaHa CTpaH-
rynaumoHHas 60po3ana. Yepesa HeCKOIbKO MUHYT AypasibHbI Me-
LLIOK pacnpaBuics, CTpaHrynsumoHHas 6opo3aa ncyeana.

Ob6HaxeHbl 3aaHue anemMeHTbl no3sBoHkoB C1-C5 u 3aTbl-
JI04Has KOCTb. B 3aTbIIOYHOM KOCTU BbINOMHEHBI OTBEPCTUS, B
KOTOpble YCTaHOBMEHbI 3aTbiflo4HbIe Kptodkn. Crnpasa n cnesa
nog ayxkun C4—-C5 ycTaHOBAEHbI KPIOYKM MO TUMY «3axBaTa Kpa-
Ha», B 3TUX KpPKOYKax cnesa u crnpasa GUKCUPOBaHbI CTEPXHN,
CcTabunM3nNpyoLLIME 3aTbIIOYHYHO KOCTb W LWENHbIM OTAeN no-
3BOHOYHMKA. Ha mexkopTMumpoBaHHble 3aHWEe 3/IEMEHTbI Mo-
3BOHKOB C2-C5 ynoxeHbl ayTOTpaHCMIaHTaT M3 pes3eumpo-
BaHHOM ayrn C1-no3BOHKA 1 OCTEOUHAYKTUBHAS KpoLuKka. PaHa
OpeHnpoBaHa 4epel3 OOMNOJIHUTENbHBLIN padped. ocnonHoe
ylwimBaHue paHbl. BbiMonHeH AemMoHTax rano-annapara.
MauneHT akcTybMpoBaH, NepeBefeH Ha CaMOCTOATENIbHOE [bl-
XaHue B OTAeNeHe peaHmaumu.

Ha peHTtreHorpammax (puc. 4, a) n KT (puc. 4, 6) kpaHuo-
BepTebpanbHolii obnactn ot 16.03.2016 cocTtosHue nocne
yCTPaHeHNsi CTeHO3a MO3BOHOYHOrO KaHasna losioxeHne me-
TaNIOKOHCTPYKUMN yaoBneTBopuTesibHoe. CTeneHb KOCTHOro
CTEeHO3a YyMeHbLUMach.

Cpok HabnogeHns nocne onepaTMBHOMO JIe4eHNs COCTaB-
naet 17 mec. Ha peHTreHorpammax MeTasfIoKOHCTPYKLUMSA
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ctabunbHa. Ha MPT weinHoro otaena no npowectsmn 3 mec
C MOMEHTa onepaumv NPU3HaAKOB MWENOULLIEMUN HA YPOBHE
onepauuy He BbISBNEHO, OTMeYanach nosiHas Aekomnpeccus
CAWHHOIO MO3ra, B NOCneonepaLmMoHHOM Nepuoae KIMHNYeCcKkn
NONOXUTENbHAA OANHAMUKA, NAUNEHT CAMOCTOATENIbHO BCTAET,
perpecc HeBPONOrMYECKUX HapyLUEHWA: NauMeHT CamMoCTos-
TeNbHO CaauTCs, CaMOCTOATENbHO MepeLwesn B BEPTMKabHYO
NO3MLMIO, aKTUBHO PELIMNPOKHO (Ha YeTBepeHbKax, 0aHoBpe-
MEHHO BLICTAB/AA BNEPE/ HOMY U MPOTUBOMONIOXHYIO € PYKY)
nof3aeT, Hayan xoauTb Yyepe3 5 mec nocne onepauun. XoamT
€aMOCTOATENLHO 63 AOMNONHUTENBHOM ONopbl € 2 NeT 6 Mec.
Mo npowecTtBun 14 mec nocne onepauum COCTOSiHME MO
wkane ASIA ctano cootsetcTBoBathb Tuny D, no wkane FLACC
— 1 6anny. Yepe3 17 mec. nocne xmpypruieckoro nedveHns
(pnc. 5) NnauWeHT camMOCTOSATENBHO CTOWUT, CUAUT, XOOAUT BAOIb
Bapbepa. XoaMT camocTosiTENbHO ©e3 oTabIxa HEenpoaoKu-
TenbHoe BpemMs Ha HebosbLioe paccTosiHue (15-20 m).

OBCYJIEHME

Iuarnoz MIIC II tuna, cuaapom XaHTep, ObLI 110~
cTaBJIeH MalMeHTy JOBOJIbHO PaHO, OJHAKO TsXKe-
Jloe TedeHue OOJIE3HU COMPOBOKAAJIOCH OLICTPBIM
nporpeccupoBanyueM: (OPMUPOBaHME KOHTPaKTyp B
JIOKTEBBIX, KOJIEHHBIX, Ta300eIpEeHHBIX cycTaBax, 3a-
JIepyKKa MOTOPHOTO Pas3BUTHsA, MuesonaTus. B cBasn
C HapacTaHMeM CTEHO3a II03BOHOYHOTO KaHalla BO3-
HIUKJIA He0OXOJMMOCTb B XUPYPIUUeCcKOM yCTPaHeHNN
creHosa Ha yposHe CO—Cl1.

B sinreparype HOBOJBHO pelKM COODILIeHMA O XM~
PYPIMYECKOM JIeUEHUM TAIMEHTOB C KpaHMOBepTed-
pasbabiM crerozom npu MIIC II tumna. Tak, Z. Zuber
U COaBT. [3] mpeacTaBMM JaHHble 7 MalMEHTOB C
cunapomom XaHTepa B Bo3pacTe oT 5 no 30 Jser, Ko-
TopbIM mpoBoguyy MPT 1iejiHoro orzpesa mo3BOHOY-
HuKa. HeBpoJsiormyeckasa CUMIITOMATHKa OTMedeHa B
6 (85,7%) cayuaax. Hamnbosiee yacTble n3aMeHeHNUs 110
manaeiM MPT: runomsasma 3y00BMAHOTO OTPOCTKA
C2-nossonka (100%), yTosrienne MATKNX TKaHeN BO-
Kpyr 3yboBuaHoro orpoctra (100%), cTeH03 MO3BOHOY-
Horo KaHaga (43%). OnmHako He BBISBJIEHO YeTKOM KOp-
pensuyu mexxy usMeHeHuamy Ha MPT n peHOTHIIOM
MTaI[MeHTOB.

UccnenmoBaremu [10—12] n gpyrue cnenymaJsmcrhl,
3aHMMAaloIMecs JedeHyeM O0JIbHBIX ¢ Pa3HbIMM TUIIa-
vy MIIC, cxomsiTess BO MHeHMM, 4TO BhInogHATs MPT
LIEIHOTO OTJeJsla II03BOHOYHMKA HeoOXoamMmo cpasy
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rocJie  MarHoCTUPOBAaHUA OCHOBHOTO 3a00JIeBaHUA
OTO CBA3AHO C TeM, YTO KOMIIPECCHA CIIMHHOTO MO3Ta
npu MIIC conpoBosxaaercs oTpuUIaTeILHON IMHAMY-
KOJI B ITpoLiecce pocra peGeHKa, Aaske TPy yCJIOBUY BO-
BpeMsA Ha4aToil (PepMEeHTO3aMeCTUTEIbHOM Tepari.

Bropmynasa komIpeccus COMHHOrO MO3Ta M3-3a
NOABBIBMXa B AaTJAHTOAKCMAJIbHOM CyCTaBe dalle
BCTpe4aeTcd y IMalMeHToB ¢ cuHapoMoM Mopkuo
(MIIC IV rtuma), 4em y nalueHTOB C CUHIPOMOM
Xanrtepa. CTeHO3 MO3BOHOYHOTO KaHAjla C HeCTa-
OMJIBHOCTBIO M/MJM TuepTpodmeli TBEPAOi MO3To-
BOJ 0DOJIOUKM TIPUBOAUT K TAKEJBIM HEBPOJIOTIYe-
CKJM OCJIOYKHEHMAM, dYacTo HeobpaTumbiM. PaHHee
XMPYPrudecKoe BMeEIIATeJbCTBO MMEET pellamnlee
3HadeHMe B YCTpaHEHMM CTeHO3a. Bapumant omepa-
Iy CJIelyeT paccMaTpUBAaTh Jajke y MallMeHTOB 0e3
HEBPOJIOTYECKON CUMIITOMAaTUKM, €CJM CATUTTaJb-
HbII ZIaMeTp IIO3BOHOYHOIO KaHaJa Cy KeH DoJiee yeM
Ha 50%. ITo muernto D.P. O’Brien u coasr. [13], xu-
Pypruieckoe BMEIIaTeJbCTBO JOJIKHO BbINOJHATHCS
3aJ10JITO 710 Pa3BUTHUA HEBPOJIOTMUECKUX [TPOABJIEHNIA.

B nacroaieit pabore Mbl npecTaBUIIM OMMCAHME
NalleHTa C TAMKeJOo (opMoil cuHApoMa XaHTepa
(MIIC II Twma), mpoONepMpPOBAHHOTO MO TOBOLY
KpaHuoBepTeOPaJIbHOr0 CTeHo3a B Bo3pacTe 1 roja
11 mec. B smrepaType Mbl He BCTPETUJIM OMUCAHMS
[OJOOHBIX KIMHMYecKux ciaydaes mpu MIIC II tuma.
Opnaxo R.D. Dickerman n coast. B 2004 T. coobiim-
JIVL O XUPYPTUYECKOM JIeHeHN) MaJIbuMKa C CUHAPOM
Cnasa (MIIC VII tuna) B Bozpacre 1 roza 5 mMec us-
3a KpaHnoBepTeOpasbHOM HECTaOUILHOCT B COYe-
TaHUNM C KOMIIpeCCyel CIIMHHOTO Moara [14]. ABTOpBHI,
KaK I B HallleM CJy4ae, CTOJKHYJIMCh C XMPyprude-
CKOI auyaeMMoit. PopMupoBaHe OKUMUIINTOCIIOHIN-
JIole3a 3aTPyAHEHO y leTell paHHero Bo3pacTa, fae
Oes meTabos4ecKnx HapyIIeHWUI, BCIEICTBIE TOTO,
YTO 3aThLIOYHAs KOCTb COCTOUT 13 4 JacTell, cpacTa-
IOLINXCA JIMIIb B Bo3pacTe 3—6 Jjer. [15, 16]. B To »xe
BpeMA HaKOIJIeHVe TJIMKO3aMUHOTJIMKAaHOB B TKaHAX
3aTpynHAeT (hOPMUPOBaHNE CIIOHANIONE3a U 3aKIB-
JIEHIE T10CJIe0Ne PaIMIOHHON PaHbL

AHaJmM3 JuTepaTypbl M HAIl OIBIT IIOKAa3bIBAIOT,
9YTO y TaKMX NallMeHTOB CYIeCTBYeT BBICOKMII PUCK
OCJIOMKHEeHNII TPV IPOBeJeHNU NHTYyOaly ¥ HapKo3a,
CBABAHHBIN ¢ 0COOEHHOCTAMIY aHATOMMUM M3MEHEHHbIX
IbIXaTeJbHBIX MyTel (CTeHO3 roprany, AedopMalin
U aHOMaJIM¥ Pa3BUTUA Tpaxey, yBeJUdeHMe MIUHIa-
JIVH M aJleHOUJIOB, yTOJIIeH)e HaATOpTaHHMKA U TO-
JIOCOBBIX CBS30K, MaKpPOIJIOCCHUs, TYTONOABMKHOCTD B
BJMICOYHO-HIMKHEUEJIIOCTHBIX CyCTaBax, aTJaHTOaKCH-
asbHasA HectabunabHOCTh). Y. Toda m coasrt. [15] mpu-
BOJAT /iBa carydas rubesu natyentos ¢ MIIC Bo Bpemsa
IIPOBEIEHNs AHEeCTE3MY: B OJHOM CJIydae CMepThb Oblia
CBSI3aHa C TPYAHOCTAMM IIPU MHTYOAL, BO BTOPOM —
C OCJIO}KHEHUAMM CO CTOPOHBI CepaedHO-COCYIMCTON
cucteMmsl [15]. B Hamem HaburogeHny ¢ [eJibio, B 4acT-
HOCTH, O0JIerdeHMsa aHeCTEe3VOJIOTIYECKOr0 Mocobus
ObLIM IPOBeeHbI cTabMM3alMs MIEITHOTO OTAea Mo-
3BOHOYHMKA B rajio-ammnapare 1 JO3MPOBAHHAA TaJo-
TPaKLA B TeYEHNe HECKOJIbKIX JIHeN ¢ 1]eJIbI0 BIPaB-
JIEHMSA aTJaHTOAKCMAaJbHOTO II0JBbIBMXA. VIMEHHO Ha
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ATOM YpOBHE y MaleHTa OoTMedascsa HauboJbImit
CTEHO3 ¥ KOMIIpeccus CIIMHHOrO Moara. IIposenenue
CTAaHIAPTHOM MPOLEenyphl MHTYOaIMOHHOTO HapKo3a
Ge3 churcalym B rayo-amnapare Ipu nepepasrubaaun
11ey ObLI0 COMPSAXKEHO C BBICOKUM PUCKOM ycyrybJie-
HJS KOMIIPECCUY CIVHHOTO MO3Ta ¥ HEBPOJIOTUYECKOMN
CHUMIITOMaTMKH, YTO B JaJIbHeNIIeM MOTJIO IIPMBECTH K
DKCTPEHHOM TPaxeoCTOMMM, a BO3MOYKHO U K JIETaJb-
HOMY JMICXOLY.

AHanua JurepaTypbl UM CODCTBEHHBI OIBIT Be-
neuusa naryentoB ¢ MIIC B mesoMm u ¢ CMHIPOMOM
XaHTepa B 4aCTHOCTM IO3BOJAET IPUATU K 3aKJIO-
YEHUIO, UTO Jarke y MalMeHTOB 0e3 CUMIITOMOB KOM-
IpeccuMy CIMHHOTO MO3ra, HO C HaJuM4MeM CTeH03a
[T03BOHOYHOrO KaHaJa cJjiefyeT pacCMaTpuBaTh BO3-
MOKHOCTb XUPYPIUUECKOIo JeYeHUs — yCTPaHEeHUA
CTeHO3a IO3BOHOYHOTrO KaHaJja ¥ crabmimsanyy 1o-
3BOHOYHMKA.

3akawuenne. Ocnoxuenus npyu MIIC II Tuma
(curmpome XaHTepa), CBA3aHHBIE C Pa3BUTMEM Kpa-
HMOBepTeOPaJIbHOIO CTEH03a, B KpaTdaiflme Cpo-
KM IPUBOJAT K MHBAJIMAM3ALMM IAalMeHTOB C pas-
BUTMEM TpyObIX HEBPOJIOTMYECKUX HapyLUIEeHUIN.
JlekomMiipeccusi CIMHHOTO MO3Ta C OKLMIIMTOCIIOHIIV-
JIOZIE30M B TAKOV CUTyalUy ABJIAETCA e JMHCTBEHHBIM
METOOM, IO3BOJISIOIINM IPeIOTBPAaTUThL HeobpaTu-
Mble U3MEHEeHIA CIIMHHOTO MO3Tra, HeCMOTPA Ha paH-
HUI BO3PACT M HaJM4Me TAMXKEJIOro MeTaboam4ecKoro
3aboseBaHMA.

IIpumMeHeHe 3H3UMOTEPAIINY, CBOEBPEMEHHOe XV~
pyprudeckoe JedeHue CTeHO3a I03BOHOYHOTO KaHaJa
y nmarmentos ¢ MIIC II tuma 1mo3BoJA0T Jo0uThCA 3a-
MeJJIeHNsT TIPOTPeCcCUpOBaHyA OCHOBHOIO 3aboseBa-
HUA VI KOMIIEHCHPOBATh HEBPOJIOTMYECKNUI NeduIuT,
YTO B KOHEYHOM UTOTe IPOiJIeBaeT KIU3Hb [TallleHTa U
yJIy4IIaeT ee Ka4ecTBO.
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BHHMAHHIO ABTOPOB! ‘

IIpu HaTIpaBJIEHNY CTATel B peAaKLMIO IPOCUM 00paIiaTh 0c000e BHUMaHMe Ha IPaBUJIbHOCTD ’

MpenCcTaBJIeHNs MaTepuaJa.

Bce TepMmHBI U OnpenesieHnsa AOJLKHBI ObITh HAYYHO JOCTOBEPHBI, MX HaMMcaHue (KaKk pyc- }
CKOe, TaK ¥ JIATMHCKOE) HOJIKHO COOTBETCTBOBATh «JHLMKJIONEANYECKOMY CJIOBAPI0 MEIUI[MH-
CKUX TEPMIHOB» (B 3-X ToMaXx, 1of pex. akag. b.B. IleTpoBckoro).

TEHTOBAaHHBIX Ha3BaHUAX, KOTOPbIe yHOTpe6JIHIOTCH IIepBbIMI, 3aTeM B CJIy4dae He0OX0AMMOCTH

JlexapCTBEHHbIE TTperapaThl J0JKHBI ObITb MTPUBEEHBl TOJLKO B MEMKIyHapOIHBIX Hela- |
|
|

IIPUBOINTCA HECKOJILKO TOPTOBBIX HA3BAHNI [IPENapaToB, 3aperucTpUPOBaHHbIX B Poceun (B co-
OTBETCTBUM C MH(POPMAaIMOHHO-TIONCKOBO cucTeMont «Kandap-T'ocpeectp» [['ocynapcTBeHHbIN ‘

| peecTp JIeKapCTBEHHBIX CPEICTB]).
|
‘ HemarenpHo, uToOBI HaIMCaHME

nih.gov/Omim]).

HasBaHnsaMUKPOOPraHu3MOB JOJIKHBIObITh BBIBEPEHBI B COOTBETCTBIN C « JHLIIVIKJIOTIE IUUEeCKIM
CJIOBapeM MEeIMIVHCKNMX TePMMHOB» (B 3 ToMax, rmox pex. akaj. b.B. ITeTpoBckoro) mam mo udga-
umio «Meguunuckas Murpobuosorna» (nox pen. B.J. Ilokposckoro). ‘

Hamucanue @.J1.0. aBTOPOB, yIOMMHAEMBIX B TEKCTE, AOJYKHO COOTBETCTBOBATD CIIVICKY JIMTe-

paTypsL

; TTomumo 0BIIIeIPMHATHIX COKPAIeHNIT eAVHNL UBMePeHNd, (PUBUIECKUXK, XUMUYECKUX U Ma-
| TeMaTMYECKMX BeJMHUMH 1 TepMMHOB (Hampumep, [JHK), nomyckatorca abbpeBnaTyphl CJIOBOCO-
| dYeTaHM, YaCTO MOBTOPSAIOIINXCA B TeKcTe. Bce BBOgUMEBIE aBTOPOM OyKBeHHBbIE 0003HAYEHUA U
| abbpeBMaTypBI HOJYKHBI OBITH paciiM(POBaHbl B TEKCTE IIPU UX IepBoM yrnomuHanmu. He gomy-
! CKaOTCA COKPAIIEHUA IIPOCTBIX CJIOB, JarKe eCJi/ OHM YaCTO ITOBTOPAOTCH.

i Jl03bI JIeKapPCTBEHHBIX CPECTB, eAMHNIIBI UBMEPEHNA U APYTIE YMCIEHHbIE BeJINYMHBI TOJIK-
\

HbI ObITH yKa3aHbl B cucTeme CIL

depmeHTOB
Classification, Ha3BaHUs HaCJIEIYEeMbIX IJIV CEMeHbIX 3a00JIeBaHNII—MeXKIYHAPOSHOM KJlaccy-
durkanym HacaegyeMbIx cocTosgami y gesoeka (Mendelian Inheritance in Men [http://ncbinlm.

COOTBETCTBOBAJIO CTaHZapTy Enzyme






