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MPO®UITIAKTUKA ACIIUPAIIMOHHOM IMTHEBMOHUHU Yy BOJIBHBIX
JTUCTPOPUYECKONH MUOTOHUEN C OPODAPUHTIEAJTBHOM TUCPATUEN
E.A. baxtuna, H.A. Inaiinep, T.JI. Kamo3a, E.A. Ko3ynuna
KpacHosipckas rocyaapcTBeHHass MeIMLMHCKas akaaeMus uM. B.®. Boiino-fcenenxoro,
pekTop — 1.M.H., ipod. N.IT. ApTroxoB; kadenpa MEIUITUHCKON T€HETHKU M KIIMHUICCKOM
Helipodusunonoruu MHCTUTYTa TOCIEIUIIIIOMHOTO 00pa3oBanus, 3aB. — 1.M.H. H.A. [lIHaiinep;
KpacHospckuii rocy1apcTBeHHBIN TOPrOBO-3KOHOMHUYECKUN HHCTHUTYT, Kadeapa TEXHOIOTUN
nuTaHus, 3aB. — K.3.H. O.A. SI6posa.
Pesztome: [Jucmpoguueckas muomonus (congenital myotonic dystrophy, myotonic dystrophy —
DM, amen.) sengemcs MynomMucUCMeMHbIM — 3a00]1e6aHUeM, NpU  KOMOPOM — MYymayus
3ampazueaem pazeumue U @OYHKYUOHUPOBAHUE DA3IUUHBIX OP2AHO8 U MKAHel: 21aoKol U
CKeNlemHOU MbIUEeYHOU MKAHU, cepoyda, OpeaHa 3peHus (2na3a), 201068Ho20 Mo3ed. [lns
oucmpoghuyeckoli. MUOMOHUYU XaApaKmepHa opoghapuneeanrvras oucghazus, Komopas Aeniemcs
8e0VWUM haKMopom pUcKka acnupayuoOHHbIX NHEGMOHULL U JIeMAlbHbIX UCX0008.
Knrouesvie  cnosa:  oucmpoguueckas — Muomouus,  opogapuneeanvhHas — oucghazus,

acnupayuoOHHAAl NHEEMOHUAL, npoqbwzakmuka.

Huctpodudeckast muoTonus (congenital myotonic dystrophy, myotonic dystrophy, anrn.;
DM) siBnsieTcs MyJIbTUCUCTEMHBIM 3a00JIeBaHUEM, TIPU KOTOPOM MyTallMsl 3aTparuBaeT pa3BUTHE
U (pyHKIIMOHUPOBAHUE PA3IMUYHBIX OPTaHOB U TKAHEH: TNIaJKOil U CKENeTHOM MBIIICYHON TKAaHU,
cepaua, oprana 3peHus (Tyiasa), rojJoBHoro mosra [6, 13, 15, 17, 18, 32]. Dro Hambonee
pacripocTpaHeHHOe 3a0oyieBaHME U3 Kiacca MHOTOHUM. Kiunuueckas xkaptuHa DM
CKJIa/IBIBAETCS U3 3 CHHAPOMOB: MUOTOHUYECKOTO, TUCTPO(YUUECKOTO U CUHIPOMA BEreTaTUBHO-
Tpouueckux Hapymenuid. KimroueBas ocobenHHocTh DM — codeTaHne MHOTOHUHU, KOTOpas
XapaKTePU3yeTCcsl OTCPOYCHHBIM  pAcCia0eHHEeM TIOClie  MBIIICYHOTO  COKpAIICHHUS U
MIPOTPECCUPYIONIEH MBIIEUHOH cimaboctu, quctpoduu (arpodumn). o 1994 roga DM cuuranacek
OJTHOPOAHBIM 3a0oneBaHueM. OIHAKO B IMOCIETHUE TOAbI MOCTe MACHTU(UKALNU Pa3INuHbIX
MYTalUl TPU CXOHOM KIIMHUYECKOW CUMIITOMATHKe, HanoMuHaromei J[M, 6bu10 okazaHo, 4To
3TO reTeporeHHoe 3a00JeBaHue, MpeacTaBiIeHHoe TpeMs noarunamu: DM1 (myrtamus 19q13.3),
DM2 (mytanust 3q21) m DM3 (myrtamus 15q21-q24). Pacnpoctpanernocts DM1 B Gombimx

nonyisuusx okojo 1:8000 [19], pacnpoctpanenHocts DM2 uw DM3 B Hacrtosiiee BpeMmst



HenoctaToyHo wu3ydeHa [18]. JlocTaTOYHO BBICOKA pPacCIpPOCTPAaHEHHOCTh 3a00JCBaHHSA B
Bocrounoii Cubupu u Sxytun: no gaaasiM H. A [Inaiinep u coast. (2005), E.A. Ko3ynuHoii u
coaBT. (2006), B Kpacnosipckom kpae pacnpoctpaneHHocTs DM1 coctaBnser 14,17 na 100000
HaceneHust [2, 4, 5]; mo nanueiM A.JI. CyxomsicoBoit u coaBT. (2005), pacnpocTpaHEeHHOCTh
DM1 B SxyTtuu — 10,32 ma 100000 [6].

[ToMuMoO MOpa)keHUsI CKEIETHBIX MBI U MHOKapaa, s DM XxapakTepHO Mopa’keHHe
[JIAJKOM MYCKYJIaTypbl JKETyJOYHO-KHIIEYHOro TpakTa (opodapuHreanbHas IUCQYHKIIHS,
»30(areanvHas aucdarus, HapylmIeHHEe MOTOPUKHU KETyJOYHO-KUIIEYHOTO TPAKTa, BIUIOTH 0
KUAIIEYHOH HEMPOXOJUMOCTH - TICEBIOOOCTPYKIMH KHIIEYHOH MPOXOAUMOCTH, HapyIICHHE
byHKIME CPUHKTEpa TPSAMON KHIIKH: METAKOJIOH; JXeTdekamMeHHas Oosie3Hb) [25]. Takum
obpa3om, mpu DM MoskeT mopakaThCs TNafKas MyCKyJiaTypa BCEro MUIEBAPUTEIBLHOTO TPAKTA,
BKJIIOYAsl IMHILEBOJ, >KEIYIOK, TOHKHMHA M TOJICTBIA KHIIEYHUK, aHyc. [larmeHTOoB MOryT
OECrOKOUTH OOJIM B >KMBOTE, 3amopbl Wiau auapes. Kpome TOro, B maTtojJordYecKUil Mpoliecc
YacTO BOBJICKAIOTCSA TJIAJIKME MBIl KEITYHOIO ITy3bIps M IKEIYEBBIBOIANIUX IyTeH. Y
601pHBIX DM BepOATHOCTh AMCKHUHE3UH KETYSBBIBOIAIIUX MyTeH M jKeT4eKaMeHHON Oolie3HU
HAaMHOTO BBIIIIE, YeM B CpeIHEM B MOMYJSAIUH. [laliueHTHl MOTYT NpEeAbsBIATH KajJoObl Ha
JTUCKOMQOPT TOCIIE MpUeMa KUPHOU U OCTPOH MU, 60y B TpaBoM moapedepswe [3, 4, 5].

OnHako B KIMHUYECKON MPAKTUKE BpauH, B IEPBYIO OUYEPEb, BBIABISIOT U KOPPETUPYIOT
HapylIEHHUs CO CTOPOHBI CKEJIETHOM MYCKyJaTypbl M CEpACYHO-COCYIHUCTOM CHCTEMBI, a
MOPAKEHUIO JKEITYJIOYHO-KHUILIEYHOTO TPAaKTa y A3TOM KaTeropuu IMAalMEeHTOB HE YJIEelseTcs
JOCTOMHOrO0 BHMMaHuA. HapylieHne KMHEMAaTHKM BEPXHUX OTJAEIOB JKEIYJO0YHO-KHILIEYHOI'O
Tpakta mpu DM MOXKeT NpHBOAWTH K HapymeHWsM TioTaHus (mucdarum). Bo Bpewms
MIPOXOXKACHUS MHUILEBOr0 KOMKa MO MUIIEBOAY TOHUYECKHE CIa3Mbl U CIA00CTh IIaJKUX MBIIIIL
MOCJIETHET0 HApyILIAIOT NPOJABUKEHUE MHUIINM B JKEIYJOK, BBI3bIBAIOT OILIYIICHHME «KOMKA B
ropyie», a MHOTAA NMPHUBOJAT K acHMpalMy MHIIM B BEPXHHUE JBIXATEIIbHBIE IyTH U PA3BUTHUIO
acHUpallMOHHON THEBMOHMH, SBJISIOIIEHCS BEyLIEH TPUUUHON JIETAIbHBIX UCXO0J0B Y OOJBHBIX
DM [4, 54].

Hucharus - 5To HapylIeHHE aKTa IJIOTaHHs, KOTOPOE BBI3BAHO OPTaHMYECKUM WIIH
(YHKIMOHAJIBHBIM MPEMSATCTBUEM Ha IyTH MPOBMKEHUS MUIIH 110 numeBoxy. [Ipu nopaxenuu
MBIIII TMUIIEBOAA y OonbHBIX DM OJHMM W3 YacThIX CHMIITOMOB SIBIsieTCs aucharus -
3aTpyJHEHHE WU TUCKOM(OPT MPH INIOTAaHHUH.

HopmanbHblid TpaHCHOPT NHUIIEBOTO KOMKA 4Ye€pe3 TJIOTATeNIbHbIM KaHall 3aBUCUT OT
pa3MepoB KOMKa, JuaMeTpa KaHajla, IEPUCTAIBTUYECKOTO COKpAIIEHUS U COCTOSIHMS

[JIOTaTeNbHOTO IIHTPa, KOTOPBIH oOecreynBaeT HOPMAIBHOE pacciiablieHHe BEpXHEro |



HIDKHETO CUHKTEPOB MHUIIEBO/Ia BO BpEMsl TJIOTAHMS M YTHETCHHE CTOMKUX COKPAIICHHUIA B TEIIe
numieBoaa (puc. 1).

AKT TIIOTaHHS y 3/I0pPOBOTO YEJOBEKa BKIIIOUAET 4yeThipe (pa3pl, HapylleHue Jto0oi u3
HUX MOXeT mpuBecTd k aucharuu [10]. B nodecomosumenvuoii ¢paze NpOUCXOAUT U3METHUCHUE
UM 1 (OPMUPOBAHME MUIIEBOTO0 KOMKa. JTa (pa3a HOCUT MPOU3BOJIbHBIN XapaKTep, TO €CTh MO
JKEJTaHWIO TJIOTAIOIIETO MOXKET OBITh NpHOCTaHOBIeHA. OpanvHas (npouszeonvuas) Gaza
XapaKTepu3yeTcsl MepeMelIeHHeM MUIIeBOro 0oroca B CTOPOHY 3€Ba (Ha KOpPEHb s3blKa). B
Qapuneeanvuyro  (Henpou3gonvHyro) ¢hazy HUMIYICBl OT BKYCOBBIX PELENTOPOB IO
SBBIKOTIIOTOYHOMY HepBy moctynmaior B I[HC x sagpam, rae BO3HHKAIOT HWMITYJIBCHI,
00yClIaBIUBAIOLIME T[JIOTATENbHBI pediekc, TO €ecTh MPOMCXOIUT COKpAIllEHHUE MBIIIIL,
NPUMIOAHUMAIOIINX MSITKOE€ HE0O0, YTO MPENSATCTBYET IMOMAJaHUI0 TMHIMUM B TMOJIOCTh HOCA.
OOHOBPEMEHHO TMPOUCXOIUT COKpAIICHHE MBI, CMEMIAONINX MOABS3BIYHYI0 KOCTh U
BBI3BIBAIOIINX TOJHATHE TOPTAHH, BCIICICTBUE YETO 3aKPBIBACTCS BXOJ B JBIXATCIbHBIC ITyTH,
YTO MPEMSITCTBYET MOCTYIUIEHUIO B HUX NHIIK. OTKpbIBaeTCs BEPXHUU CHUHKTEp MHILEBOAA.
OcHoBHast (yHKUMSA S3bIKAa — TMPOJBIDKEHHE MHUIIEBOr0 Oofioca, a TJaBHAas 3ajaaya
(bapUHTeaIbHBIX MBIIII-KOHCTPUKTOPOB — MPEIyNpexACHUE MONaJaHus MUIIEBOr0 OOIroca B
runodapuHre. Izo¢pazeanrvrasn gaza HAUNHACTCS C OTKPHITHS HUKHETO COUHKTEpa MHUIIEBOIA, B
pe3ynbTare 4ero MUIieBoi OOJ0C MOMaIaeT B JKEIyI0K.

Jucdarus, BbI3BaHHAS CIUIIKOM OOJIBIIMM pa3MEpOM IMHILEBOTO KOMKA WM CYKEHHEM
MPOCBETa TJIOTATeNbHOTO KaHalla, HA3bIBACTCS MEXaHM4YeCKoH, a maucdarus, oOyCIOBICHHAs
HEKOOPAMHUPOBAHHBIMU WM CIAOBIMU TIEPUCTATHTHUECCKUMU COKPAIICHUSIMU WIH YTHETCHHUEM
TJIOTATEIEHOTO LIEHTpPA - ABUTATEIIHLHOM.

Jlnst DM xapaktepHa opodapuHreansHas (npurarenbHas) nucharus (puc. 2). bombHbie
TOYHO YKa3bIBAIOT Ha JIOKAM3ALMI0 HAPYLICHUH TIOTaHUS B pOTOrNoTKe. OHU MPEABABISIOT
KaI0OBbI Ha CKOIIJICHHUE MUIIH BO PTY WJIH HEBO3MOXKHOCTH €€ MPOTJIOTUTh, OTMEUasi PETITCTBUE
Ha ypoBHE TI0TKU. Kpome Toro, y Takux mareHTOB HAO0JaeTCsl aCIIUpays 10, BO BPEMs WIH
nocie rioTanua. B To Bpems Kak Ipu HaJWMYMK MUIIEBOJHOM nucdaruyl MalueHTbl HE COBCEM
TOYHO M JalleK0 HE BCErJa YKa3blBalOT MECTO JIOKAIW3allUUd MPEMATCTBUSA, MEIIAIOIIErO
npoxoxaeHuto nuu. Tak Toapko 60-70 % W3 HUX MOTYT MPAaBHIBHO OIPEACNIUTH YPOBEHBb
3aepKKM THIMM B THIIEBOJE; OCTAJIbHBIE OMIMOOYHO CYHMTAIOT, YTO MECTO TOPAKEHHS
pPacroJio’)KeHO MPOKCUMallbHEe, YeM Ha caMOM jejie. B CBA3M ¢ 3TUM JOCTAaTOYHO CIIOXKHO
pa3inyaTh MPOKCHMANbHBIE M TUCTAIbHBIC MOPAXKEHHUS MHILNEBOAA, OCHOBBIBASCH IHUIIL Ha
*)anobax manuenra. [loatomy st quddepeHInanTsHOM JUArHOCTUKY 3a00JIeBaHUN POTOTIIOTKA
¥ TUIICBOJIAa CHMIITOMBI OpodapHHreabHON aucharuy, Takue KaK HapyIICHWE >KEBaHUS,

CIIIOHOTEYEeHHE, HazodapuHreanbHas pEerypruTalus, acnupamnus, a TakkKe Kallelb,



BO3HI/IKaIOHII/II71 MoCJIC IMpOorjaTrblBaHUsA MHIIW, WK OINYIWCHUC YAYyIIbd HWMCIOT 0obIIOE

3HA4YCHHC.

Puc. 1. Akm enomanus y 300poeoco uenogexa [Palmer J. B., Drennan J.C., Baba M., 2000]. C nomowwto 60K0801i
8UOCOPNIOOPOCKONUU MOJICHO HAOMO0AmMb 3d AKMOM 2I0MAHUL MEEPOol U JHCUOKOU nuwu. s mouyHocmu
npogederUs UCCIe008AHUA K A3bIKY NPUKPENNIeHbl MpU MAIeHbKUX paouooamuuKda, 4moosl MONCHO ObLIO YemKo
Habnodams 3a 0sudceHuem A3vlka. A - Ha 0aHHOU haze NPOUCXOOUmM U3MeNbYeHUe NUWU, CMAYUBAHUe ee CTIIOHOU U
Gopmuposanue nuweso2o Komka (Muwegoll 60II0C Ha PUCYHKE NOKA3AH 3€IeHbIM YGEIMOM), KOMOPbIIL 8 pe3ylbmame
OBUIICEHULL A3bIKA NepeMeaemcst Ha e20 CNUHKY. B - npousgonvhbiMu cokpawenusimu nepeodnel, a 3amem cpeouet
yacmu s3bIKa NUWEeBoU KOMOK npudicumaemcsi Kk meepoomy neby. C - npoodgudicenue nuueso2o 6oI0ca 6 Cmopony
3e6a (Ha KopeHwb si3vika). D — 6 obracmu a361uHO-HEOHO20 KOHMAKMA NPOUCXOOUM Yeeauyenue nuweeozo 60cd,
npoxooaujezo uepes 8aneKkyivl (00HA 8ANEKYIA - MECHO MeNCOY HAO2OPMAHHUKOM U CNUHKOU S3bIKA - C KANWCOOU

CMOPOHBL POMOBOLL NOAOCMIL). 3amem nuwa RPoXoouUm no NUWE800y U NONAOAem 8 HCeNYOOK.

Haubonee anekBaTHBIMU METOJIaMU BBISIBICHUS OpodapuHTeanbHON qucaruu sBisiOTCS
peHTreHOKnHeMaTorpadust Wik BUICOPEHTTEHOCKONHS akTa riaotanus (puc. 3-4). [amuedt npu
STOM JOJDKEH HaXOAUTHCS B BEPTUKAIBHOM TOJIOKEHHUH. [10CKONIBKY aKT TJIOTaHUs Ha ypPOBHE
TJIOTKH MPOAOIKACTCS AOJU CEKYHBI, JUIsl IeTaJbHON BU3YyaJU3alMH MBIIICYHBIX COKPAIICHHUMA
HE0O0X0MMO, 4TOOBI YacToTa CMEHBI KaapoB cocTaisuia 15-30/c. Kpome Toro, koraa 3amuchk
cAenaHa C TaKOW 4YacTOTOH, €€ MOXKHO MPOCMOTPETh B 0Oojee MENJICHHOM pEKUMEe U
BHMMATEIIbHO HM3Yy4YUTh BCE HMEIOIIUECS W3MEHEHHsS. JlaHHOe wucclieloBaHue HE SBISETCS
aHAJIOTOM PEHTIEHOCKONHUHU C OapueBOM B3BECHIO, KOTOpas IMO3BOJISECT OICHUTh B OCHOBHOM
TOJILKO COCTOSTHUE MHILEBO/A, TPOBOAUTCS B IMOJIOKEHUU Jieska U (UKCHUPYET JIHIIb HECKOIBKO

MOMEHTOB IIPOXOXKJCHHS OapueBOl B3BECH 110 POTOTIIOTKE.
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OparnbHas ¢asa QapuHaearbHas ghasa B30qhacearnbHas hasza

e [lpouecc rnotaHus e O6pasoBaBLnincsa bontoc e  OTKpbIBaeTCs BEPXHUI

HauynHaeTcs ¢ hasbl XXeBaHUSA npoTankuBaeTcs A3bIKOM K NULWEBOAHbIN CHUHKTEP.

N YBN@XHEHNS NN CIIIOHOMN. ropTaHu. e bBontoc nonagaet B

o OO6pasyeTcs NULLEBON KOMOK o CokpalleHne mblLL, nuuieson.

(6ontoc). NPUNOAHMMAaILMNX MSATKOe e [uwesop BonHoo6pasHo
Hebo, obecneunBaeT cokpallaeTcs, npoasuras
3aKpbITME BXO4a B NOMOCTb nLweBon 6onc BHUS.
Hoca. e OTKpbIBAETCA HUXHUNIA

e [logHATne ropTanHm NULLIEBOOHBLIN CPUHKTEP.
3aKpblBaeT BXoA B e bBontoc nonagaet B
AblXaTenbHble NyTW. XKenynok.

e HaproptaHHuK 3akpbiBaeT
BXOZ B ropTaHb BO BpeMs
akTa rnotaHus.

o 3agepxka OblxaHusi.

e CokpalleHue nuwesoaa.

~— Al /)
Y
OgpapuHeearnbHas ducghazusi B3oghaceanbHas ducghazusi

Puc. 2. @azvl enomanus u 6udwvt oucaeuu [no C. Krames, 2000; J.R. Malagelada et al., 2004].
Tabauya 1.

Oobcnedosanue nayueHmos, UCHbIMBLEAIOUWAUX MPYOHOCHIU NPU 2TIOMAHUU

Jlnarsoctuka Pesynprar

[TokasbIBaeT CTPYKTYypHbIE U3MEHEHHUS TTUIIEBOA W/
ropraru. C moMouipio BU1e0(IF0OPOCKOITUE MOXKHO
IIPOCJIEAUTD 332 AKTOM IVIOTAHUS U ACIIHPALUEH.

PenTreHockonus nuieBoa ¢ 6apueM u
BUICOITFOOPOCKOIIHS.

dubpoonTuueckas IHIOCKOIHSL. MoeT BBISIBUTH BOCTIAJICHHE TTHIIIEBO/IA, OMYXOJIN, KPYTOBbBIE
CyXeHHs (CTPHUKTYPY), MEHIOUKH (IMBEPTHUKYJIbI) HMIIEBOJIA.

Ilo3BoisieT OIPCACIINTD CUITY U aACKBATHOCTD IIEPUCTATIbTUKN

Manowmerpusi.
(MOTOpHKH) IIHMIIEBOJIA.




BerIsiBIIsIET TPYAHOCTH ITIOTaHUS Y MJIAJICHIIEB U JIETEH, a Y

VYabTpasByk.
B3POCIIBIX OIpesielisieT Tuc(aruio.

[Mo3BossieT 3aduKcupoBaTh peduItoKC, MOCIEACTBIE Yero

BryrpunumeBoanas pH-merpus.
yTP HeBoaL p p MOJKET OBITh TUC(ArHsL.

[To3BosseT OLIEHUTH MaTepHall, MOMaJa0IIUil B BEpXHUE

KenynouHo-nuiieBogHas CIUHTUTPA(U.
YA B a1 B p q) ABIXATCJIBHBIC IYTH ITPU TJIOTAHUU.

Kommetorepnas tomorpadust (KT) u maruutHo- C nomomnsio KT 1 MPT mMoxHO onpenenuTs NpuInHy
pe3onancHas tomorpadust (MPT). CY’KEHUS IIUIIIEBOJA.

Puc. 3. boxosas penmeenocpamma weu nayuenma c opogapuneeanvhou oucgazueii [no S.J.
Spechler, 2002]. Juacnocmuposano unopoonoe meno Ha yposhe Kpuxogapuneca. Ha 6oxosoii
PpeHmeeHozpamme MASKUX MKAHell uleu 6bid81eHO Haauyue MAKOMKAHO020 00pazosanus 6
Kpuxoghapunece, npedcmasienHoe nuwesvim 0Ooatocom (A), u Hamuuue 6030yXa 6 HUINCHUX
omoenax nuwesooa Hudxce nuueso2o boatoca (B).

B HeKkoTOphIX cyyasx Mpu HATMYUU OpodapuHTeanbHON nucharui OTCYTCTBYIOT KaKHe-
a100 PEHTIeHOJOTHYECKUE TPHU3HAKK MOpPaKEHUs TJIOTKH WIM THIIeBOJa. JlBUTaTenbHbIe
HAapyIIEHUsI TPH 3TOM PETHCTPUPYIOTCS OoJiee UyBCTBHTENBHBIMA METOIAMH, TAKHUMH Kak
anexktpomuorpabus (OMI'): cTtumynsiimoHHas wW/wiau wuronbdaras. OIHAKO, Jaxe eciu
pe3yNbTaThl BCEX 3THUX HCCIEIOBAHHMM HAXOAATCA B IpeaelaXx HOPMbI, HApYUICHHE TIOTaHUs
MOKET OBITh TeEpBBIM TmposiBieHueM 3aboneBanus (DM). Kpome Toro, ans IHarHOCTUKA
BBIPQKEHHOCTH OpodapuHreansHol aucharud ©W HAapymIeHWH pedn y OoibHBIX DM

MIPUMEHSIOTCS CIEIUATN3UpOBaHHbIC MK (Tabm. 2) [30].
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Puc. 4. Buoeoghnroopockonuueckoe ucciedosaniue 6016H020 ¢ opoghapuneeanrvHol ouchazueti 60
8pemsi papuHeeanvbHoll pazvl enomanus. A — KOHMpPACm NPOHUKAEM 8 IAPUHSEAIbHOe
npedogepue Oe3 NPOXOAHCOeHUs: yepe3 2010cosble C853KU, B — acnupayusi 6
mpaxeobponxuanvroe depeso [10].

Tabauya 2.



Illkana ouacnocmuku opoghapunzeanvhoii oucghacuu u HapywieHuii peuu y 0071bHbIX

oucmpodghuueckoii muomonueii [30].

IpuzHaku Ha Jaune (JIUIEeBast TUILICTHS ). 0 = HopmMma;

1 = He3HAYHTEIbHEIE OTKIOHECHUS,
2 = yMepeHHbIE OTKIIOHECHHS;

3 = IBHBIC OTKJIOHCHUS.

Iosio:xeHune pacciaadiaeHHbIX Ty0 (HaOIroneHNE B 0 = pOT 3aKpBIT WX HEMHOTO IIPHOTKPEIT;
Te4YeHUe | MUHYTHI). 1 = NONMyOTKPBITHIN POT;

2 = pOT OTKPHIT OOJIBIIIE, YEM HAIOJIOBHHY;
3 = MUPOKO OTKPHITHIN POT.

Paccnadaennoe nojo:kenue sizbika (Habmrogenue B | 0 = sI3BIK pacIioyioxKeH 3a 3y0amu;

Te4eHue | MUHYTHI). 1 = Hapy)KHOE PacIoJIOKEHHE A3bIKa (MEHBLIE TTOJIOBHHBI
BPEMEHH) ;
2 = Hapy KHOE PaCIIOJIOKEHHE 53bIKa (OOJIbIIIE TTOJIOBUHBI
BpPEMEHN);
3 = Hapy’>KHOE I0JIOXKEHHE S3bIKA (TOCTOSHHOE).
YeTKoCTh U ACHOCTH PeYH. 0 = peub NOJHOCTBIO MOHSATHA;

1 = peus O1M3Ka K MOJHOCTBIO IIOHATHOMH; IPUCYTCTBYIOT
TIOBTOPEHUS U IPOBEPKH MPABMIBHOCTH CKa3aHHOTO;

2 = yBEINYMBACTCS KOJINIECTBO MMOBTOPEHUIT U IIPOBEPOK
MIPaBIIIBHOCTH CKa3aHHOTO, TPeOyeTCsl yCHIICHHOE
BHUMaHHE CITyIIaTeNs;

3 = IpUCYTCTBYET HECKOJIBKO MOHATHBIX CIIOB U (pa3,
HEOOXOAMMBI JIOTIOJTHUTEIbHBIE CPEJICTBA KOMMYHHKALIHH.

IoJ10:xeHne ryd: wioTHO cxateie TyObl B TeueHue 20 | 0 = IBMKEHUS M KOOPAWHAIMA B HOPME COOTBETCTBEHHO
CeKyH]1; 00JM3bIBaHue Ty0 - 5 pa3; BHITSATHBaHUE I'Y0 B | BO3pacTy;
TpyOOUKY; OCKaJ 3y0OB; yJIbIOKa M HAJYBaHUE IEK - 5 | 1 = ABMXKCHUE M KOOPAMHAIIMS HE COBCEM B HOPME;

pa3; y,uep)KaHMe JIOKKHU COMKHyTbIMI/I Fy6aMI/I; 2 = 3aMCTHBI OTKJIOHCHUSA B ABUXCHUAX U KOOlel/IHaLIl/II/I,
JKCBaHHE C 3aKPHITEIM PTOM H COMKHYTBIMH T'YOaMU; HE00XOMMOE PACCTOSHUE MPEOI0JICBAIOT C YCUIIHEM;
yAepKaHUE COIOMKH COMKHYTBIMH T'YOaMHU. 3 = sBHBIC OTKJIOHCHHS B JIBIXKCHUSIX U B KOOPIUHALINHY,

HE00XO0AMMOE PACCTOSHHUE MMPEOJ0JICTh HECIOCOOHBI;
IoaABUKHOCTD 3BIKA: IEMOHCTPUPOBAHHUE SI3bIKA,; CM. BEIIIIE,

00mM3bIBaHIE BEpXHEH T'yObl; 0OMU3bIBAHNE HIKHEH
ryOBI; IepeMeIleHue s3bIKa U3 OJTHOTO YIJla pTa B
JIpyro#, 5 pas.

H3naHue 3BYyKOB: TIOBTOPEHNE HEKOTOPHIX CIIOB. JlabuanpHble (ryOHbIE), IeHTaNbHbIC (3yOHBIC) U
BeJSIpHBIC (3a1HCHEOHBIE) 3BYKH.

AcnmpanonHass THEBMOHHMsS y OonbHbIX DM. XpoHudeckas opodapuHTeanbHas
mucarus MOXET MPUBECTH K OCJIOXKHEHHSIM, KOTOPbIE MOXHO ObUIO OBl H30ekaTh. ITO
COCTOSIHUE CIIOCOOCTBYET HEIOENaHHI0, 00€3BOKMBAHUIO OpPTaHU3Ma M ABIKECHHUIO MHUIIHM WIN
JKUJKOCTH B JIbIXaTEJIbHBIE MYTU C Pa3BUTHUEM aCHUPAIIMOHHOW MHEBMOHUU. [lom TepmuHOM
"acrupalMOHHAas NMHEBMOHMS" TOHMMAIOT JIETOYHBIE MOPAXEHUS, BO3HHUKAIOIIME BCIEICTBUE
acnupanuu (MHUKpoacHupanuu) OONBIIEr0 WM MEHBIIEr0 KOJM4eCTBa KOHTAMHUHHUPOBAHHOTO
COJICP’)KUMOTO HOCOTJIOTKH, TMOJIOCTH pTa WM KEINyJKa W Pa3BUTHE 332 3TUM HHQEKIMOHHOTO
npouecca (puc. 5) [8, 14, 25]. Acnupanus y 6016HbIX DM MOXET NpOUCXOIUTh U BO BPEMS CHA.
DTHOO0THS OOJIBITMHCTBA ACTIMPAIIMOHHBIX THEBMOHHM MOJTUMUKpOOHas [1].

B3pocnble momKHBI OBITh BHUMATENBHBI K MIIAJEHIAM H JETSIM, CTpPaJaroliiM
KOHreHuTanbHoi DM u uMeromuMm TpyJHOCTH C IVIOTAaHHEM. Y MIIQJCHLEB U JETeH ¢

opodapuHreansHON Tucharueit mocie enpl BO pTy MOXKET OCTaBaThCs MHUIIA, B PE3YJIbTAaTEe YETro




MIPOSIBIISIIOTCS XapaKTepHBbIC TMPH3HAKU: Kamenb, yaymbe. OmgHako acrupamus y 70% pereid
MPOTEKAET OECCUMIITOMHO.

Psn snu3om0B acnupanuu NpoxoauT OeccleHO; MHEBMOHUS pa3BUBAETCS MO0 B CiIydae
nomnaianusi OONBINOr0 KOJIMYECTBA WH(OUIIMPOBAHHOTO (KOHTAMUHUPOBAHHOTO) COIEPIKUMOTO,
Koraa €CTCCTBCHHBIC 3alllUTHBIC MCXAaHU3Mbl MYKOLOWIMAPHOI'O KIIMPCHCA MOAABJICHBI HJIN "He
CHPABISIFOTCS C Harpy3kou", nuOO — 3TO SBISETCS OJHHM W3 BAXKHBIX 3BCHBEB PA3BUTHUS
MHEBMOHHMH (MIPU ACHCTBUM Ha HIDKHHUE JAbIXaTelbHbIE MyTH arpeccuBHOro (¢ Hu3kuM pH)
acnimpara). OCTpbIii XMMHUYECKHN MHEBMOHUT — 3TO CHHAPOM, XapaKTEPHU3YIOMIMNUCS OCTPHIM
BOCHAJICHUEM OpOHXOB M JIETOYHOM MapeHXHMbl cpa3y e B OTBET Ha BO3JEUCTBHE
acIMPUPOBAHHOTO MaTepHayia. "ATrpecCHBHBIMH'" BEIICCTBAMHU, CIIOCOOHBIMU BBI3BATH OCTPHIN
XUMHUYECKHI MHEBMOHHUT, MOTYT OBITh MUHEpPaJbHBIE Macia, THIpPOKapOOHAT. Y MalMEeHTOB C
MAaCCHUBHOI acmupainueil HapacTaeT TUIIOKCEMUs, PEHTTEHOIOTUYECKU OMPEICSISIFOTCS CIMBHBIC
JgeroyHsle MHQUIBTpAThl. Bo3HHMKaeT 0co0oe COCTOSHUE, Ha3bIBAEMOE PECIHPATOPHBIM
JMICTPECC-CHHIPOMOM. B 3TOM ciydae mporecc MOXET pa3BHBATHCS MO JIBYM CIICHAPHSM: B
OJIHUX CITydasx TMIIOKCEMUs U JierouHas HH(DUIbTpalus pa3peatTcs B OMmKalme IHU, Jaxe
0e3 CHeInualbHOTO JICUEHUS, B APYTUX — MOCHE MEePUoJia KaKYIIerocs yiaydmeHus (2-5 cyTku)

BHOBL IIOSBJIACTCA JIMXOpadkKa, INPHU3HAKU ,I[BIX&TCJ'IBHOfI HEOAOCTAaTOYHOCTH H HpOI[yKTHBHBIfI

Kalllesb, YTO CBUJECTENBCTBYET O Pa3BUTHH BTOPUYHOM OaKkTepHaabHOM MHEBMOHUM [1].

R

Puc. 5. Mexanuzmsi acnupayuonHotl nHeeMoHuU npu opoghapuneeanvHou oucgazuu [no Mary
Ann E Zagaria].



[Ipodwmnaktuka acnupanvOHHON MHEBMOHWH y OonmbHBIX DM ¢ opodapunreamsHon
nucharuei. OpraHu3anus aaeKBaTHOTO MUTaHUsS BaykHA J1sl 6016HBIX DM ¢ opodapuHreanbHOMA
mucharueid. [Ipu coctaBieHun AUET HEOOXOAWMO YYUTHIBATH KOHCHUCTCHIIMIO M TEMIIEPATypy
noJaBaeMbIX ON0Z. Y NalMeHTOB ¢ opodapuHreaabHON aucdarueil TPyTHOCTH TIIOTaHUS
BBI3bIBACT JKUJAKAS  MHINA, [IOTOMY YTO >KUAKOCTb HEBO3MOXXHO >KE€BaTh, W3MEIbYaTh U
YIEPKUBATh B pOTOBOM MOJIOCTH. [10 TOM kK€ MpUUYMHE CI0KHO KOHTPOJIUPOBATH €€ MEePEX0 U3
POTOBOI TOJIOCTH B TJIOTKY. B CBs3M ¢ 3TMM mamueHTaMm ¢ opodapuHreanbHo aucdaruei
pEKOMEHAyeTCS YIOTPEOIATh BA3KYIO ITHILY.

K coxanenuto, HMCHoNb30BaHWE AHTHOMOTHKOB [UIS MPOQWIAKTUKNA aCIIHPAIMOHHBIX
MHEBMOHMIA y OonbHBIX DM He ompaBmaaHO BBUAY KIMHUYECKONW HEI(PPEKTHMBHOCTH M PHUCKa
CeNIeKIIMM pe3ucTeHTHOM ¢uopbl. Kak moka3piBalOT pe3ynbTaThl psiia  UCCIEIOBAHUIA,
aCTMpPalMOHHYI0 THEBMOHUIO y OonmbHBIX DM ynaéres sddexktuBHo npenynpeauts "mambiMu'
MaTepuaIbHBIMU 3aTpaTaMM — MPAaBUJILHOW OpraHu3alueil NpUroToBICHUs U preMa nuu [27].
Henb3st 3a0b1BaTh O TUTHEHE TIOJIOCTH PTa U CBOEBPEMEHHOM caHaiuu 3y0oB [30].

C uenbio NpodUIAKTHKY aCIUPAIIMOHHOM MHeBMOHUY Tpu DM pekoMeHayroTces:

1. ITocmypanvuvie cmpamezuu. HeoOXoAMMO TTOMHUTE, YTO BO BpeMs €lbl U B Ommkaimme 1-2
yaca 1ocjie mpueMa muu 00JTBHOM JOJKEH HaXOAUThCS B BEPTHKAILHOM Mojioxkenuu [27]. Bo
BpeMs ellbl He0OXOUMO KOHTPOJIMPOBATh JbixaHHe. JIaHHBIN MPUHIMIN JETKO COOMI0AaTh, OH
MIOMOTaeT KOHTPOJUPOBATh [BWKEHHE MHIIEBOro Ooitoca, u30erarb YCTajoCTH BO BpeMms
npueMa MUIMY U MpeaynpexaaeT mporpeccupoBaHue opodapunreansHoil aucharun. Haxmnon
TOJIOBBI BIEPE] W/WIM HAKJIOH TYJIOBHILIA Brepel [22] M HEe3HAUUTENbHBIA MOBOPOT T'OJIOBHI B
CTOPOHY 3alUIIACT JIbIXaTeIbHbIC MyTH OT aCIIUPAIIMK BO BpeMsl mpuema nuiu [28];

2. Ilpuem 6a3xou nuwu manenvkumu nopyusimu [9]. BA3kocTs mUIeBoro 00Jr0ca 3aBUCHT OT €0
TEMIIEpATypbl, MO3TOMY OXJAXACHHYIO NHUILY CIEAyeT HCKIYaTh W3 paldOHA MUTaHUA
6ombHBIX DM. PexoMmeHayloTCsi Teruible Miope, MyAuHTH, Mycchl. Ecnm Omom0 kuakoe, TO
MO>KHO HMCIIOJIb30BaTh 3aryCTUTENH;

3. Cencopnvie cmpameeuu. Jns OombHBIX DM mOXWIOTO BO3pacTa HYKHO TPaBHIBHO
OpraHM30BaTh MUTaHHE C IIeNbI0 OOJEryeHus Mmpoiecca TIoTaHus (Mepea MPUEeMOM TMHIIU
CTUMYJIUPOBATh anmeTuT) [24]. DTO MOXKHO CAeNaTh CIEAYIOIIUM CIIOCOOOM: MPUCTYTAS K €Iie
HAauMHATh C 3aKyCKM, KyIIaThb 3a KpPacHUBO HAKPBITBIM CTOJIOM, B CIIELUAIbHO OTBEICHHOM
noMmenieHuu. BaxkHyio posib B BO30YXACHUU amlleTUTa UrpaeT apoMaTr MUinu. Torja mpoiecc
npueMa MUIIH CTaHeT OoJiee JeTKUM;

4. Cneyugpuueckue npuemvl (MaHespvl) npu 2romanuy. ITA TPUEMbl MANUEHT HOJKEH

3aIIOMHHTH M BBITIOTHATH UX aBTOMaTudecku [21, 22]:



- HaJrOpPTaHHOE TJIOTAaHWE: OCHOBHASI 11€JTh, YTOOBI BO BPEMs TJIOTAHUS MIPOUCXOAMIIO ITOJTHITHE
TOpPTaHH, BCJEACTBUE YErOo 3aKpbIBAETCS BXOJA B JbIXaTeNbHbIE IyTH, 4YTO MPENSTCTBYET
acCIHUpalrd; 3TO BaYKHO VIS MAIIMEHTOB, Y KOTOPBIX €CTh KOTOPBIX HApYIIEHUS B (haprUHreanbHON
daze wim mporecc TI0TaHus B JaHHOH (aze MPOTEeKaeT OUYeHb MEIJICHHO;

- yckopeHHoe ((opcupoBaHHOE) TIOTaHHE: HEOOXOIMMO YBEIWYHTH CKOPOCTH MPOJBHUKCHUS
0omroca, TaHHBIA MPUHLMI JOJDKHBI COOJIIO/IATh MAIMEHTHI, Y KOTOPBIX OOJIIOC MPOJBUTAETCS
MeJICHHO;

- IBOMHOE TJIOTaHME: €0 IeIh — MUHUMH3AIHs pedIroKca Mmocie TI0TaHus U HOBOUM acupaIuy;
- MaHeBp MeH/CNbCOHA: IeNb MOBBIIICHUE CTENEHU W JUTUTCILHOCTH IMOAbEMa TOPTaHH, U
MOBBILICHHUE TIOMAAN U JUIUTEILHOCTU (ha3bl OTKPBHITHS BEPXHETO 330(QareaibHoro chuHkTepa
[12].

3akmodyeHue. st Toro, 94To0bl yIydIIUTh KauyecTBO XKU3HU 001bHBIX DM HeoOxoaumo
noMHUTH cienyromee [11, 16]: 1. opodapunreansHas mucdarusi — 3T0 cepbe3HOE KIIMHHYECKOE
nposiiecne DM, B pe3yJibTaTteé KOTOPOrO BO3MOXKHA AacCHUpallMOHHAs TTHEBMOHUS; 2.
OCHOBHBIMH  METOJaMH  JMArHOCTUKH  opodapuHreanpHoil  aucharum  SBISIOTCS
Buneodmoopockonus U Manometpus [16, 28]; 3. 6onpHBIM ¢ opodapuHTeanbHON aucharuen
HY)KHO COOJIONaTh psiji 00s3aTENbHBIX NPUEMOB: HCKIIIOYCHHE €IbI Ha Oery, pasroBOpPOB BO
BpeMs IpueMa MUIIM, MHILy [OPUHUMAaTh B CIOKOMHONW OOCTaHOBKE M HCKIIOYaTh BCE
oTBJIeKaoIue (akTopbl, OJt0/1a JOJDKHBI UMETh BSI3KYI0O KOHCHCTEHLMIO U YHOTPEOIATHCS
HeOonpmuMu  mopumsimu [12, 20]; 4. ana nedenus u peabunurtauuu OonbHBIX DM ¢
opodapuHreanbHoil nucharueit HeoOXoaMMa KOHCONUAANMS YCWIMKA HEHPOTCHETHUKOB,
MEJICeCTep, Bpauei-IMETONIOTOB, TEXHOJOTOB OOIIECTBEHHOTO NHTAaHUS W YIECHOB CEMbHU
ManyeHTa.

PanHss pauarHocTMKa W OpraHu3alvs aJeKBaTHOTO NHTaHHA OoipHBIX DM ¢
opodapuHreanbHOi nucharueii He TONBKO CHOCOOCTBYET YIYUIICHHIO KA4yecTBa IKU3HU
OOJBHBIX, HO W CHIDKAeT CTENCHb WHBATUAW3AINN, CMEPTHOCTH, JICTAJHPHOCTH B MOJIOJOM
TPYJIOCIIOCOOHOM BO3pacTe.

PREVENTION OF ASPIRATION PNEUMONIA IN MYOTONIC DYSTROPHY
PATIENTS WITH OROPHARYNGEAL DYSPHAGIA
E.A. Bahtina, N.A. Shnayder, T.L. Kamoza, E.A. Kozulina

Krasnoyarsk state medical academy named in honour of V.F. Vojno-Yasenetskij

Myotonic dystrophy is a multisystemic disease. Mutations may influence on development and

function of different organs and tissues: smooth and skeletal-muscular tissue, heart, eyes, brain.



Myotonic dystrophy associates with oropharyngeal dysphagia. It is high risk factor of aspiration

pneumonia.
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