1. Ilokazarenu ¢poHTansHOM D3I acUMMETpPUM TpPYINIbl HEJOHOUIEHHBIX
JeTeil mpencTaBieHbl 00Jiee BBICOKUMH a0COMIOTHBIMU 3HAYEHUSIMU 110 CPABHEHUIO C
IPYIION JOHOIICHHBIX, THTUYHO-Pa3BUBAIOIINXCS ACTEH.

2. [IlpaBblif THUIN aCHUMMETPUHM JAEMOHCTpPUpPYETCS Haubojee Yacto Yy
HEJJOHOUIEHHBIX JETEH, 10 CPABHEHUIO C JOHOIICHHBIMU JE€THMHU.

3.JIaHHBII MATTEPH MOXKET CIYXHUTh 3HAYMMBIM CHOCOOOM OOBEKTHBH3ALUU
JAQHHBIX, TOJIy4aeMbIX TPH TMOMOIIUA THUIHUYHO MPUMEHIEMBIX TCUXOJIOTUYECKUX
METOJI0B OMpOca.

4. Pa3nunua nokazareneil ¢ppoHTanbHO DDI acHMMETpUM Yy JAOHOIICHHBIX U
HEJOHOIIEHHBIX JIeTe MOXKET OBITh pacCMOTpeHa B KauyecTBe (haKTopa BbIJIEICHUS
Ipymn pucka (GoOpMHUPOBAHUS HAPYIIEHUM TCUXUYECKOW W/UIM TICUXOJIOTUYECKOM
cdepsbl Ha ATane JabHEUIIEro pa3BUTHUA.
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PROGRESSIVE MUSCULAR DYSTROPHY AS THE CAUSE OF ISOLATED
DYSPHAGIA. CLINICAL CASE
Department of nervous diseases, neurosurgery and medical genetics
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Yekaterinburg, Russian Federation
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AnHoTtanms. [Iporpeccupyromue Mpimeunsie nucrpodpun (IIMJI) — rpynna
HACJICACTBCHHBIX 38.60JI€B8,HPII>1, BBI3BIBAIOIINUX AOCTCHCPAIIUIO MBIIIIEYHON TKAaHU U
NPOSIBIISIOIINXCA MPOrPEeCcCUpyIoNIeil c1aboCcThi0 CKeIeTHOM MycKynaTypbl. OJHON
3 ¢opm IIMJI  sBuserca  okynodauuodapuHreaibHas  MHOAUCTPOQUs,
XapaKTepu3ymolasicss pa3BUTHEM 1MTo3a U Jucharud u3-3a  U30UPaATENHHOIO
MOPAKCHUA 3KCTPAOKYIIAPHBIX, T'NIOTOYHBIX W JIMIICBbLIX MBIIIIII. B cratne IMPUBCACH
Clly4ail TUarHOCTUKH BEpOSITHOM oOKynodamnurodapuHreanbHO MUOAUCTPOPUU Y
B3pOCJIOTO IMAIIHUCHTA, CJIHHCTBCHHOfI ’)Kas000M KOTOpOTOo ObBLIO HapymcHHue
TJI0TaHUs.

Annotation. Progressive muscular dystrophies (PMD) are a group of
hereditary diseases that cause degeneration of muscle tissue and manifest as
progressive weakness of skeletal muscles. One of the forms of PMD is
oculopharyngeal myodystrophy, characterized by the development of ptosis and
dysphagia due to the selective lesion of extraocular, pharyngeal and facial muscles.
The article presents a case of diagnosing probable oculopharyngeal pharyngeal
myodystrophy in an adult patient, the only complaint of which was a violation of
swallowing.

KiarwueBble cioBa: aucdarus, okyaodhapuHreasbHas MbIIIEYHas TUCTPOdHs,
IITO3

Keywords: dysphagia, oculopharyngeal muscular dystrophy, ptosis

BBeaenue

Tepmun «aucdarus» o3HauaeT AUOO0 TPYIHOCTh, KOTOPYIO UEJIOBEK MOXKET
UCIIBITHIBATh BO BpeMsI MEPBUYHBIX (a3 rIoTaHUs (OOBIYHO OMHUCHIBAEMYIO Kak
«opodapunreanpHas gucharus»), TM0O0 OIIYIIEHHE TOTO, YTO TMHUINA WU KUIAKOCTh
KaKUM-TO 00pa3oM OJIOKHPYIOTCS BO BpeMs MPOXOXKIEHHUS OT pTa J0 KEIyaKa
(0OBIYHO OMHCHIBAEMOE KaK «IUIIEeBOIHAS Aucharus»). Takum oOpa3zom, aucharus —
ATO ONIYIIEHUE TMPETNATCTBUSA [JII HOPMAJIBHOTO MPOXOXKJIEHUS MPOTIOUYCHHOTO
Matepuania [5].

KimtoueBoit Bompoc — sBisieTcst U aucharus opodapuHTeaqTbHOW WITH
MUIIEBOHON. DTO Pa3IHuMe MOXKET OBITh YBEPEHHO YCTAHOBJICHO HAa OCHOBAaHUU
TIIATeJIbHO coOpaHHOTO aHaMHe3a (B 80—85% ciyuaes) [5].

OpodapunreansHass aucdarus - pacnpoCTPaHEHHOE PaCCTPOUCTBO Cpeau
TOXKUJBIX JTofie. Hanbomee yacToil ee MpUUMHON SIBISIOTCS IIepeOpOBACKYISIPHBIC
3a0oneBaHusl, K JPYrUM TPUYAHAM OTHOCSTCS  CTPYKTYPHBIC IOPaKECHUS
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opodapuHreanbHOl 00JIACTH, CUCTEMHBIE MBIIIICYHbIC 3a00JIEBaHUS, B TOM YHUCIIE
HEKOTOpbIE porpeccupyromme moimeynsie nucrpoduu (IIM/) [4].

Oxynodapunreanbias muoguctpodpus (ODPMJI) — HaciaeACTBEHHOE HEPBHO-
MBIIIIEYHOE 3a00JI€BaHNE, KIMHUYECKHE CHUMIITOMBI MOSBIAIOTCS mocie 45 mert [1].
Bone3nr nposiBisieTcs NTO30M BEK, pacCTPOMCTBOM IJIOTaHMS U (DOHAIIMH, MAape30M
[J1a30ABUTATEIBHBIX MBIIIII, CJIA00CTHIO JIMIIEBOM MYCKYJIATyphl, IPOrPECCUPYIOIICH
c1ab0CThIO U aTpOPuUEN MBI TPOKCUMAIBHBIX OT/ICJIOB KOHEYHOCTEH.

Ecnu B341h B enom EBpony wactora O®M/I Huskas - 1:100000 gemosek [1].
IIpeanonoxurenpHo, yactora OPMJ] y pycCcKux CpaBHMMa C €BpPONEHCKUMH
NaHHbIMUA. TpyAHOCTh TIOCTAaHOBKM JHMarHo3a CBs3aHa C I[IO3JHUM HaydajioM
3a00JIeBaHUsl U HU3KOU MPOAOJKUTEIBHOCTBIO KU3HU POCCHUSH IO CPaBHEHUIO C
rpaxaaHamMu eBponeickux crpad. [locmennue pabotel 1mo uizydeHuro OOM]J] B
NOMYJIANUAX SIKyTUH BBISIBIJIM BBICOKYIO YAaCTOTY 3TOr0 3a0osieBanus [1].

[Tpuunnoii 3a0oneBanus sipnsierca myrauusa rena PABPN1, pacnionoxenHoro B
14911,2-q13. benox PABPNI1 wurpaer BaxHYH poidb B 00pabOTKE MOJEKYI,
Ha3piBaeMbIX MecceHkepHbiMu PHK (MPHK), kotopwie ciyxat marpuiiei mmis
cunte3a OenkoB. PABPNI1 ces3biBaercsi ¢ koHnom moiekyiasl MPHK B obnactw,
Ha3bIBaEMOM XBOCTOM mojuageHnHa win 1oiau(A) xBoctoMm. bemok PABPNI
criocoOCcTByeT TmoymMaaeHwmpoBanuto xBocta MPHK, on Takke mnomoraer
tpancnoptupoBaTh MPHK u3 siapa u mMoxxeT yyacTBOBaTh B PEryJAIUU MPOIYKIIUH
MPHK u pacmennennss MPHK Huszkoro kauectsa [2].

IlepBeiii  2x30H rena PABPN1  cogepxur yuactok GCN  (tae
N=Adenin (A)/Guanin (G)/Cytosin (C) /Thymin), kotopsiii B HOpme moBTopsieTcst 10
pa3 u kogupyet cunre3 ananuHa (Ala). [Ipu myraruu, Bei3siBaromeir OPMJI, stoT
yuactok JIHK noBropsiercst 11-17 pa3 [6]. YBenuueHue TpUHYKJICOTHUIHOTO MTOBTOPA
GCN B mepBom 3x30He PABPN1 Berer k M30BITOYHOMY BKIIOYCHHIO ajaHWHA B
CTPYKTYPY MOJIEKYJbl Oenka. J[omoJHUTENbHBIM alaHWH MPUBOAUT K TOMY, YTO
oenmok PABPNI1 HaumHaeT 00pa30BBIBaTH B MBIIMIEYHBIX KIETKaX BKIIOUEHHS,
KOTOpbIE HE TMOJBEPralTCs JU3NCY M HakamimBaroTcs. CuuTaercs, 4To 3TH
BKJIFOUCHHUS HAPYIIAIOT HOPMAIbHYIO (DYHKIIMIO MBIIIIEYHBIX KIETOK M, B KOHEUHOM
UTOTE, MPUBOIAT K MX cMepTH [6]. [TocTeneHHas THOEIIb MBITIICYHBIX KJIETOK, CKOpEe
BCETO, W SBIACTCS NMPUYMHOW MbIIedHOM cimaboctu y moaeit ¢ ODPM/I. Ilouemy
aHoMasibHbIe Oeniku PABPNI1 BiusitOT Ha MBIIIEYHBIE KJICTKHU JIMIIb OMpPEACICHHBIX
yacTel Tena (MBIIILBI TJ1a3, TJIOTKA), OCTA€TCSI HEBBISICHEHHBIM.

O®MJI wyame HacimeayeTcs II0 ayTOCOMHO-JOMHUHAHTHOMY, pEXe - IO
ayTOCOMHO-pELEeCCUBHOMY TUITY [3].

[Tpu ayrocomuo-perieccuBHoi hopme ODPM/J] nto3 u aucharus pa3BUBaAIOTCS
rocie 60 jet. 3aboaeBaHre MPOTEKAEeT B OoJIee JIETKOM Gopme.

Jlst JTUArHOCTUKHA ayTOCOMHO-JIOMHHAHTHON (hOPMBI ODM]I BBeaCHBI
cieayroue Kkpurepuu [3]:

. CemeliHbIll aHaMHE3 C BOBJICUEHHUEM JIBYX WJIU 00Jiee MOKOJIECHUM

. Hanuune mnro3a, omnpenenseMoro mno yMEHBIICHUIO BEPTUKAIBHOIO

pa3Mepa XoTs Obl OJHOM TJa3HOW IIEJIM MEHEe 8 MM B COCTOSHUH TIOKOS WJIH
NPEABIAYIYI0 KOPPEKIITHOHHYIO OIMEPAIAIO
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. Hanuuue  aucdarum, omnpexaensieMoll  Kak  MOPOJOJDKUTEIBHOCTD
npornateiBanust 80 MII JeAsHOM BOAbI Oosnee ceMu cekyHA. Jlis moATBEp:KIeHUS
TUC(YHKIIMK TJIOTOYHBIX MBI U BEPXHETO CPUHKTEpa MHUIIEBOAA HEOOXOIUMBI
BUJICO3HIOCKOITMYECKOE U BUACOPIYOPOCKOIMUYECKOE UCCIIETOBAHUS TJIOTAHUS.

AyTtocomHo-penieccuBHyt0o  hopmy ODMJI MOXKHO 3amo03pUTh  TIO
CJIEYIOLIUM TIpU3HaKaM [3]:

. CumnToMbl W TpU3HAKU Takhe K€, KaK U JJI1 ayTOCOMHO-
JIOMUHAHTHOT'O BapuaHTa, HO JI€OIOT 3a00JIeBaHMs IPUXOIUTCA Ha Bo3pacT > 60 Jer,
. Cemeiinblit aHAMHE3 coryjacyercs C ayTOCOMHO-PEUECCUBHBIM

TUIIOM HaclieloBaHus (T.€. 3aTPOHYThIC CUOCHI, HE3aTPOHYTHIE POAUTEIM U / WIH
OJIM3KOPOJICTBEHHBIN Opak y poauTeneit).

MonekynsipHo-renetnueckoe uccienoBanue rena PABPN1 ucnonssyercs st
NOATBEPKJICHUST AuarHo3a y nui ¢ noao3peHnemM Ha ODPMJI [3]. [laTorenubiii
ajuieNlb  BBISABISICTCS 1O YBEIUYEHUIO TpuHyKiIeotuaHoro moBTopa GCN B
nepBoMm 3k30He PABPN1. Hopmanbhueiit amnens umeer Bun (GCN) 10 / AlalO,
natorennbie amtean - (GCN) 11-17/Alall-17. Cuwuraercsi, YTO ayTOCOMHO-
JOMUHAaHTHbIE ajienu uMeror ot 12 go 17 moBropoB GCN, a ayrocomHo-
peneccuBHble ayenu - 11 GCN-noBTOpoB.

Kak mnokaspiBaeT mpakTWKa, Jajlleko HE Bcerjaa 3a0oJieBaHUS IPOTEKAIOT
KJIACCUYECKH, HAIPOTUB, HEKOTOPHIE U3 KIFOUEBBIX CHMITOMOB MOTYT OBITh CMa3aHbI
WIK OTCYTCTBOBAaTh B MOMEHT HaOIto/IeHus. B Takux ciiydyasix yCTaHOBKa 3THOJIOTHU
CTpaJlaHusl MAIlME€HTa CTAHOBUTCA TPYOHOM 3ajadyeil, U Ha MEPBbIM IUIAH BBIXOJIUT
CUMIITOMAaTHYECKOE JiedeHHe. Mbl XOTUM MOACIUTHCA HAIIUM OIBITOM HaOIIOICHUS
nanuenta ¢ [IMJI, rme eauHCTBEHHOW XajnoOoW Ha TPOTsHKEHUU 7 JieT ObLIo
HapylIeHue rioTanus. MaTtepuan OyeT HHTEPECEH KaK MPAKTUKYIOIIMM Bpadyam, TaK
U CTyJIEHTaM, KIIMHUYECKUM OPJAHHATOPAM.

Heab ncciienoBaHusi — BHECTH BKJIAJ B HAKOIUIEHHE KJIMHUYECKOTO ONbITa U
dbopMHUpoBaHUE KIMHUYECKOTO MBIIIJICHUS B MUPOBOM COOOIIIECTBE Bpaueil, OCBETHB
AQTUTIMYHBIN XapakTep TeueHus oaHod u3 ¢gopm [IMJI, TpyaHOCTH TOATBEPKACHUS
IMarHo3a B MPAKTUKE KIMHULIKACTA.

MarepuaJjbl 1 METOIbI HCCJIEIOBAHUS

JIns peanu3anuy UEIu UCCIeI0BaHUSI Mbl IPUBOJUM ONMUCAHUE KIMHUYECKOTO
CiIy4asi BEpOSTHON OKylodanuohapuHreasbHOH MUOMATHH Y B3POCIIOrO MalUeHTA.
KommiekcHoe oOcnenoBaHue MPOXOAUIO B COOTBETCTBHM  YCTAHOBIICHHBIMU
NOpsiAKaMM W CTaHAApTaMU OKa3aHHWsT MEIULMHCKOM TIOMOIIM C ONOpOM Ha
MEKTyHapOIHbIE KIMHUYECKUE PEKOMEHAAIUU.

Pe3ysabTaThl HCCJIEIOBAHUA U UX 00CYyKIeHHE

MyxunHa, 61 roa, noctynui B HeBpoioruueckoe otaenenre 'bY3 CO COKb
Nel ¢ xanobamu Ha 3aTpyJHEHUE MPU MPOTJIATHIBAHUM TBEPAOU M KUAKON nuiu. 13
aHaMHe3a U3BECTHO, YTO B TEUEHUE MOCJIEAHUX 7 JET OTMEYAET HapyIlIEeHHE II0TaHus
(BHauame TBEPAOM, 3aTeM JKUIAKOM TMHIINU), MPOTPECCUPYIOIIEEe IO CTENCHU
BBIPQXKCHHOCTU. 3HAYMMoOe yxyameHnue B aBrycte 2018 r, korga «mogaBuics»
KYCKOM MsICa, HE CMOT' €r0 CaMOCTOSITENIbHO MPOIJIOTUTh. [laniueHT OblT JOCTaBiIEeH B
HI'b mo wmecTy >XUTENbCTBA, OOCIEIOBAaH, OCMOTPEH XHPYProM, HEBPOJOIOM,

254



nposeneHbl OI'JIC, MPT men u ronossl. HanpasieH Ha KOHCYJIBTAI[MIO HEBPOJIOTA B
COKB Nel c¢ pgumarHo3om pauckuHesus numieBoja. llpm nerampHOM paccmopoce
YCTaHOBJIEHO, YTO Yy Jie[la MalMeHTa ObUIO ACTEHHYHOE TEJIOCIOKEHUE, «XYI0e»
JIULIO.

[Ipu HeBpOIOTHMUECKOM OCMOTpPE OBLIM BBISABJICHBI CIECIYIOIMINE MPU3HAKHU:
JUI0 CUMMETPUYHO, CJIab0CTh, aTpopusi MHUMHYECKUX, >KEBATEIbHBIX MBIIIII.
CumnTom pecHull ¢ 06enx cTtopoH. ['notaet, poHUpyeT ynoBIeTBOpUTENIBbHO. TecT Ha
riotanue mnporen. Cuia MBI JoctaTodyHas. PasrubarenbHble KOHTPAaKTyphl B
JIOKTEBBIX cycTaBaxX. CnaboCTh MBIIII MJIEYeBOro Tosica. MepleuHblii Tonyc D=S,
noctatoueH. CuMnToMOB MUOTOHUH HET. CyX0KuibHbIE pedIieKChl )KuBbie, D=S.

Ha »tane mooGcnenoBanus mpoxomaun IuddepeHIralIbHbBIA JUArHO3 MEXITY
O0okoBbIM amuoTpoduueckum ckiepozom (BAC), rpynmoil MNporpeccUpyrommnx
MBIIICYHBIX JUCTPOPUIN U ICUXOTCHHOU aucharue.

N3  naGopatopHbix TmoOKazarenel  oOpaimiaso BHUMAaHHE  TOBBIIICHUE
kpeatuHpochokunaszsl (KOK) B a8a paza. OcranbHble mokazareau ObUIA B Mpeeax
BO3pacTHOM HOpMBI. CrenyeT ydecTh, 4yTo ypoBeHb KOK He MMeeT OTHOLICHUS K
nuaraozy O®MJI, tak kak B OOJBIIMHCTBE CIy4aeB JaHHBIM MOKa3aTellb OCTAETCS
HOpMaJbHbIM [3].

ITo paHHBIM 330racTpOIYyOJACHOCKONMHU BBISIBICHBI MPU3HAKU HAPYUICHUS
(GyHKIIMM BEPXHETO MHUINEBOJHOTO CPUHKTEpA — IOCTOSSHHO B THUIEPTOHYCE, HE
PAcKpbIBAE€TCSl MPU TONBITKE TJIOTAHUS, MPOXOAUM C TpyAoM. OTMeTHM, 4YTO
pacctpoiictBo riotanus npu ODPMJl oOycioBII€HBI BOBJIEUEHHUEM IEPCTHEBUIHO-
TJIOTOYHOM MBIIIIBI, KOTOpas SBISIETCS MOP(OJOTHUYECKUM CYOCTPATOM BEPXHETrO
MUIIEBOIHOTO C(HUHKTEPA.

OnexTpoHepomuorpadus >KeBaTeIbHBIX MBI U S3bIYHBIX MBIIII BbISBUIIA
OPU3HAKK TEKYLIEro JEHEPBALMOHHOTO MpPOIEcCa B MBIIIIAX, YTO XAPAKTEPHO MJIA
3a00eBaHnil, COMPOBOXKAAIOIIMUXCA THUOEIBI0O MOTOHEHPOHOB WM HX AKCOHOB.
O6bryHO0 pu ODMJ] 0O6HaApYKUBAIOTCS AUCKPETHBIE MPU3HAKK MHUOMATHYECKOTO
npouecca. OOHAKO HMEIOTCA [aHHBIE O BBIABICHUM JIETKUX IPU3HAKOB
HEBpPONATUYECKOro mpolecca y mnauueHToB ¢ OPM]J] (UCTOIIEHHME MHUETUHOBBIX
BOJIOKOH B JHJIOMHU3WU DKCTPAOKYJSPHBIX, TJIOTOYHBIX M S3BIYHBIX MbImI) [3].
Cuutaercsi, 4ro B OONBIIMHCTBE CIIy4aeB OHHM CBSI3aHBI CO CTapEHUEM WU
conmyTcTBytomM 3a0osieBanueM. Creayer mnoMHuth OHMIT KiIMHMYECKH He
cnenupuyHa P TAHHOM 3a00JICBaHHH.

[To pesynbraTtam ['yrruHCKOTO TecTa IIOTaHUA U PUOPOTAPUHTOTPAXEOCKOTTHH
B codeTanuu ¢ Green TectoM MOATBEpKACHA Aucharusi CpelHe-JETKOW CTEeTCHH
BBIPAKEHHOCTH.

Heiiponicuxosior He BBISBWJI HAPYLMICHUH B 3MOLMOHAIBHOM M KOTHUTHUBHOM
chepax, UYTO  TO3BOJWIO  MCKIIOYUTH  TMCHXOTCHHYI  aucharuio  u3
g depeHnnaIbHO-TMarHOCTUYECKOTO PSa.

Ha ocHoBaHMM KIMHUYECKOW KapTHHBI U  JAHHBIX  J1AOOpaTOpHO-
MHCTPYMEHTAJIbHOTO 00CJe0BaHusl MalUEHTy ObUI BBHICTABICH JIUATHO3 BEPOATHOU
rporpeccupyromeid MpimedHo nuctpodun, oxkynodanumodapunreanrbHo (HOpPMBI,
MEJJIEHHO ITPOTPECCUPYIOLIETO TEYEHHS.
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JUis NOATBEpKJEHUSA [UarHo3a NAlUeHTy ObUI0 PEKOMEHJOBAHO MPOUTH

FEHETUYECKOE HCCIEIOBAaHUE — TIAHEAb HAa HEUPOMBILIEYHYIO MATOJIOTHIO.
Pe3ynbTaThl 00CI€10BaHUS HE U3BECTHBI.
BriBoabI:

JlanHO€ KIMHUYECKOE HaOMIOJEHHWE B OYEpeHOM pa3 MOAYEPKUBAET
TPYAHOCTH BLIABJICHUA UCTUHHOU IIPUYMHBI CTpaJaHUA ITAaUCHTA U HOJ'IHMOp(l)I/BM
KIIMHUYCCKNX HpOSIBJ'ICHI/Iﬁ OOHOTO U TOT'O XK€ 3a00JIeBaHUsL.

[Ipu Bemenun mnauMeHta ¢ Aucharuel Bcerga CleayeT HCKII0YATh
HEHPOMBIIIEUYHbI YpPOBEHb MOPAXEHUs, ONUPAasCh Ha CTAHAAPTHl OO0CIEI0BaHUA,
IMPUBCACHHBIC B MCIKAYHAPOIHBIX KIMHUYCCKUX PCKOMCHIAIUAX.

B nannom konkpetHoMm cinydyae ODMJ] 3kBUBajeHTOM NTO3a CTajia CcliaboCTh
prr0BOﬁ MBIIINEI I'J1a3a, 4 HC MBIIIIBI, HOI[HI/IMaIOI_Heﬁ BCPXHCC BCKO, BCPOATHO, U3-
3a OOJIBILIETO BOBJICUEHHUSI B MATOJIOTMYECKUN MPOIIECC JIMLEBOW MYCKYJIaTyphl, a HE
AKCTPAOKYJApHbIX MbII. C Apyrod CTOPOHBI, KIMHHMYECKas KapTUHA JII0OOU
HO30JO0TUN €CTb KOHTUHYYM, TO €CTh OTCYTCTBUC IIPpU3HAKA CETOIHA, HC UCKIHOYACT
MMOSABJICHHUEC €TI0 B ﬂaHBHeﬁmeM.
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