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JlaHHBIN KIMHUYECKUN CITy4dail MOKa3bIBAET HAPYLIECHUS B HA3HAYCHUU TEPANTUHU
6one3nu [lapkrHCOHA HA paHHEH CTauu U B MOJIOJIOM BO3pacTe.

[lenecoobpa3no Obl10 marueHty Il., Ha3HAUUTH aroHUCTHI JA0()AMHUHOBBIX
pELEenTopoB, BMECTO JIEBOIONACOAEPKAIICH Tepanuu, KOTopas Xopoio 3pdexkTrBHa
Ha paHHEl cTajauMu, HO UMEET PsJ MOOOYHBIX SIBICHUW B OyAyIlIeM U TeM CaMbIM
yXyIIaeT TeyeHue O0JIE3HU.

B pe3ynbraTe KOppeKTHO Mo100paHHOM cxeMbl JieueHus Oone3nu [lapkuncona,
MBI Ha0JII0/1aeM 3HAYUTENbHYIO TMHAMUKY 3a00JIeBaHUsI.

PanHsAs nMarHoCcTMKa M IPaMOTHOE JICUEHUE IMO3BOJISIOT YJIYUYIIUTHh Ka4yeCTBO
KU3HU MAIMEHTOB U YBEJIMYUTH €€ POIOJKUTEIBHOCTD.
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Annotation. The article presents the main clinical and diagnostic characteristics
of rare distal Nonaka myopathy and considers one clinical case of a patient with this
diagnosis.

KiarwueBsble ciaoBa: muonatus Honaka, nucranbHbie Mmuonatuu, red GNE.

Key words: Nonaka myopathy, distal myopathies, gent GNE.

Bsenenue

JluctanbHbple MHUOMATUM — TPyNna HACIEACTBEHHBIX HEPBHO-MBIIICYHBIX
3a001€BaHUH, XapaKTEePU3YIOMAsACS MPOTPECCUPYIONMEH MBIMIEYHOW CIab0CThIO U
aTpodusiMHU, MPEUMYIIECTBEHHO B AHCTAJIBHBIX OTAeNax KoHeuHocTed. IlepBbie
MyOJIMKAIMU OMUCAaHUN KJIMHUYECKUX HaOmofeHui nossuiuch B 1885-1893 romax.
Tepmun «aucranbHas muonatus» Brepsbie BBeaeH B 1902 r. W.R.Gowers. C 1995
roJla Hayajgo MOJEKYJSIPHO-TCHETUYECKUX HUCCICAOBAHUM JAHHOW  TPYIIIbI
3a0osieBaHuil. B HacTosiiee Bpemsi W3BECTHO 28 OTBETCTBEHHBIX IeHOB. Bo3MoxkeH
mr000# Bo3pacT aebrora. Onucansl (popMbl ¢ ayTOCOMHO-AOMUHAHTHBIM, a8y TOCOMHO-
PELECCUBHBIM, X-CIEIJICHHBIM TUIIOM HaclieJJOBaHUs. XapaKkTepHa n30UpaTeIbHOCTD
MOPa’KEHUS MBI, HE OTMeYaeTcsl aTpodru KOPOTKOTO pa3rubaTesisi majiblieB CTOIIbI,
BO3MOXKHO pa3ruOaHue MajblleB CTON TpU (DUKCUPOBAHHOW TSTKE, COXPaHHBIN
axwioB pedaekc. Yacto naHHble 3a00J€BaHUA OCTAIOTCS HEPACIIO3HAHHBIMH.
JlnarHocTHKa AUCTAIBHBIX MUOMNATUN BKIo4aeT nposeaeHue DHMI, MPT wmpbimin
(IperMyLIECTBEHHOE BOBJICUCHHE IEPEAHEr0 KOMIIApTaMEHTa), OMOICHIO MBIIIII.
MonekynsapHo-reHeTnyeckass BepuuKaus TpeOyeT HCHOJIb30BaHUSI METOOB
cekBeHupoBanus HoBoro mokoneHus (NGS). [uddepennmanbupiii  1uarsos
MPOBOAUTCSA C JAUCTAIBHBIMU (OpMaMU CHUHAIBHBIX MBIIIEYHBIX aTpPOoPuid, C
HACJIEJICTBEHHBIMH MOTOPHO-CEHCOPHBIMU HeBponatusiMu. Muonatuss Honaka
(OMIM: 605820) - penkast AuCcTaNIbHAS MHOIATHS C ITO3AHUM JACOIOTOM U ayTOCOMHO-
pelecCUBHBIM HacienoBanueM. Bnepsbie Obiia onmcana I. Nonaka u coaBropamu B
1981 r. m wumena pa3Hble Ha3BaHUs, OTPAXAIOIIHE HUCTOPUID €€ OMNUCAHUS,
NaTOMOP(OJOTHUECKYI0 KapTHHY, KIMHUYECKHE O0coOeHHOCTH: Muomnatus Honaka,
JTUCTabHAS MHUOTIATUSI C OOpaMJIEHHBIMU BaKyOJISIMH, HACJICICTBEHHAs MHUOTATHUS C
MBIIIEYHBIMU BKIIIOUeHHUSIMU 2-T0 THa, GNE-Muonarus, Muonatus 6€3 mopakeHus
yeTplpexriaBbix  Mbeimy  [1,2,4]. B 2014 1. MexXayHapoIHBIH KOHCOPLMYM
HcclieIoBaTesNield MPUHsUT pelieHne 00 ucnoiab3oBaHuu eauHoro tepmuHa «GNE-M»y
[2]. D10 oTpaxkaeT 0OIIYIO TEHACHIIMIO B HOMCHKJIATYPE HACICACTBCHHBIX 0OJIC3HEH:
nepexoj OT ONUcaTeNIbHbIX Ha3BaHUHM U 3TMIOHUMOB K 0003HAYEHUSM [0 IPUIMHHOMY
TeHy.

I'en GNE conepxut 13 xomupyronux 3k30HOB. Ero O€NKOBBIM MPOAYKT —
OM(pYHKINOHATBHBIN dbepMeHT ypununaudocdat-N-aneTuiraoko3aMuH-2-
snuMepasa/N-aleTuiIMaHO3aMIUHKHHA3a — Y4YacTBYeT B Pa3HBIX OWOXHMMHYECKUX
MIPOIIECCax, B TOM YHCIJIE KaTaIU3UpPyeT MEPBbIE 2 3Tana CUHTE3a CUATIOBOM KUCIIOTHI
(CK) B tkansx. [2] [Tonbitku neduenust GNE-M npenapatamu CK noBbicHiI HHTEPEC
K 3TOH (popMme. DTOT IreH Takke OTBETCTBEHEH 3a pa3BUTHE HACIEACTBEHHOM (POPMBI
MHO3UTA C BKIKOYEHUAMU, OKMCcCaHHOTO Z. Argov B 1984 r. [1].
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Bo3spact ne6rota npu muonatuu Honaka umeeT mupokuii quamna3on ot 10 10 61
roga (B cpemneM- 28 iner). Jia Hayana 3a00eBaHUs XapaKTEpHbI CIA0OCTh U
TUNIOTPO(US MBI TEepeHeH TpyNmbl TOJEHEeW ¢ pa3BuTHeM cremnmaxa [1,3].
3a0oneBaHue HMEET HEYKJIOHHO MPOTPECCUPYIONIEe MENJIEHHOE TEYEHUEe ¢
MOCTETIEHHBIM PacCpOCTPAaHEHUEM MOTOPHOTO Je(UlIUTa HA MPOKCUMAIIbHbBIE TPYTIIIBI
MBIIIIL HOT ¥ TA30BOT0 1Mosica. MBIl PYK BOBJIEKAIOTCS B IPOLIECC CITYCTSI HECKOJIBKO
netr. (OcCOOEHHOCTBIO JTOr0 BapUaHTAa MHUONATUU  SABJSIETCA  COXPaHHOCTh
YETBIPEXTIABON MBIIIIIEI, KOTOpas OOBIYHO HE TOPaXKaeTCs AaKe B Pa3BEPHYTHIX
cTtaausx Oonesnn. KapamoMuonaTus, NbIXaTelbHbIE HAPYIICHUS U CIA00CTh MBIIII]
ITIICH OMMCAHBI B OTAEIBHBIX COOOIIECHUSX U TIOSIBIISIOTCS TOJIBKO HA TMMO3IHUX CTaJMSIX
o6onesan [5]. OOBIYHO TAIMEHTH YTPAYUBAIOT CIIOCOOHOCTH CaMOCTOSITEIIBHOU
x011b0BI uepe3 5—10 et or MomeHnTa Mmanubectanuu 6ose3uu [3]. HoBbie Habmo1eHAS
PACHIMPSIOT NPECTABICHUS O KIMHUYECKON KapTUHE 00JIE3HU.

B nmanHo#t crtatee mpenacraBien cinydaii GNE-M, BepuduimpoBaHHbii ¢
HCIIOJIb30BAaHUEM IIAHEJIIBHOTO MCCIEAOBAaHUS T'€HOB, NPEALIECTBYIOUIMM JOJTUM
JUAarHOCTUYECKUM TTOMCKOM.

Leap ucciaenoBaHusA — ONKMCAHUE KIMHUYECKOTO CIIy4as, OLEHKA KIMHUKO-
n1abopaTopHON KapTUHBI 3a001€BaHUS

MarepuaJjbl 1 MeTOABI UCCIIET0BAHUS

Hacrosmas paboTa COAEpXUT JaHHbIC OTHACJICHUS MEIUKO-T€HETUYECKOTO
koHcynpTUpoBanus ['BY3 CO KJ/II O3MP r. EkarepunOypra. IIpoTokon
HCCIICIOBAHMS BKJIIOYAN: JaHHBIE aHaMHE3a, HEBPOJIOTMYECKUNW W COMATUYECKUU
CTaTyC, JaHHble J1a0OpPaTOPHO-UHCTPYMEHTAIBHBIX METOJOB  OOCIIEI0BaHMUS,
MOJIEKYJISIPHO-TEHETUYECKOTO0 MCCIE0OBaHUsI Ha 0a3e J1abopaTopuu MOJEKYJISPHOI
narosioruu «I'enomeny.

Pe3yabTaThl HCcIe10BAHUS U UX 00CYXKIECHHE

Kiaunnyeckuii cayyau

[Tannentka, 26 T., BIEpBbIe 00paTUIIACh B MEIUKO-TEHETUYECKUM IIEHTP B 25
JIET B CBSI3U MPOTPECCUPYIONICH CTa00CThIO MBIIIII BEPXHUX M HIDKHUX KOHEUHOCTEH,
M3MEHEHHEM MOXOJKH MO HanpasieHuto Bpaya-HeBposora COKbB Nel nns yrouneHust
JMarHo3a.

Jeb6ror 3aboneBanus c¢ 18 ner (2014r.), xorma mocne pOXKACHHUS MEPBOTO
peOeHKa MOSBUINCh M3MEHEHHE MOXOIKH, CIa00CTh B HWIKHHUX KOHEUHOCTAX. C
JAHHBIMU kajo0aMM 0OpaTwiach K HEBPOJIOTY IO MECTY JKUTEIhCcTBa. bbina
npoBeneHa DHMI', o pe3ynbraTaM KOTOpOU IpeArnoiarajach MbIIeuHast AUCTpOodust
(I'oBepca-Benannepa). [lauuentke nposeaeHa MPT rosioBHOro mosra, oOHapykeHa
BpOXKJCHHAS apaxHOUIAJIbHAS KUCTa OOJIBIIUX pa3MepPOB B JIOOHO-BUCOYHO-TEMEHHOM
obacT W KOpTHUKajdbHas IliepeOpanbHas artpodus 2-3 crenenu. JKeHmuHa
oOcnenoBana B Helipoxupyprudeckom otnaeneHuun ['KBNe4(, mocrtaBiieH nuarxos:
BPOJKJICHHAS apaXHOUJATbHASI KHCTA OOJIBIITUX Pa3MEPOB B TOOHO-BUCOYHO-TEMEHHOM
00J1acTH; TPOrPECCUPYIOIIAsl MBITIIEUHAs TUCTPOPus (MUOTATHS ), TPEUMYIIIECTBEHHO
TJIede-JI0MmaToYHO-TIepOHealIbHas opMa; yMEPEHHBIN BSUIBIN Maparnapes B CTOMax.
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Uepes 4 rona (B xonue 2018r.) Ha ¢doHe BTOpOW OEPEMEHHOCTH M POJIOB
CUMIITOMAaTHKa CTaja MpPOTPEecCHpoBaTh — HapacTaHUE MBIIIEYHOW crnabocTu B
JTUCTANBHBIX OTJIeJIaX KOHEUHOCTEH, TUMOTPO(GUH MBI KUCTEH, MepeaHeil TPyMIIbl
MBI TosieHel u ctom. B aBrycre 2019 roaa skeHImHa Obljla FTOCIUTAIM3UPOBAHA B
HeBposornueckoe otneneHne COKBNel nns oGcnenoBanusi. B HeBposornyeckom
cTaTyce OTMedallach YMEPEeHHas c1ad0CTh MUMHYECKUX MBI, TPEUMYIIECTBEHHOE
BOBJICUCHHE IUICUE-JIONATOYHOW W IEPOHEATBbHOM MYCKYJIATYpPbl, JIETKAA BEPXHUU
BSUIBIA TIape3 MPOKCUMAIbHO W JUCTAIBHO B PYKaX, BBIPAXKEHHBIA JUCTAJBHBIA B
HOoTax, Hapymenne (QyHkimun xoasObl. IIpoBemena OHMI' -  BEIsSBIEHBI
MUOTOHHYECKHE Pa3psbl, YTO YKA3bIBAET HA MBIMICUYHYIO AUCTPOQUIO, TIO JAHHBIM
dboHOKapAHOTpaMMbI OOHAPYKEH MPOJIAIIC MepeIHEN CTBOPKH MUTPAJIBHOIO KiIaraHa
0e3 HapymieHus 3anuparenbHor ¢ynkiuu, Ha OKI - cuHycoBas Taxukapawus,
HapyILICHUE MPOLECCOB PENOJSpU3ALMU JIEBOTO Kenynouka, Y3/IT BeH HMKHHUX
KOHEYHOCTE — 0e3 HapylleHUus NPOXOJUMOCTH, YJIbTPa3BYKOBOE HCCIIEJOBaHHE
OpraHoB OpIOIIHON TMOJOCTH U TOYEeK — Oe3 M3MEHEHHUMH, MOoKazarelb YpPOBHSA
aktuBHocTU KpeatuHdocdokunassl (KDOK) kpoBu B HOpMme — 64,7 En/n. [loBTopHO
npoBeneHa MPT rojsoBHOro mo3ra - BpOKJIEHHAs apaxHOWJadbHAas KUCTa OOJIBIINX
pa3MepoB B 00JIACTU TIEpEIHEW U CpeHEl YepemHbIX SIMOK, acCMMIITOMHas, 0e3
IUHAMUYEeCKOro pocta. I1o 1aHHBIM 0P TaTbMOJIOTHYECKOT0 UCCIIETOBAHUS — MUOTIHS
1 crenenu. IlarmenTke NOCTaBIEeH JUArHO3: HEPBHO-MBIIIEUHOE 3a00JI€BaHNE, CITydail
crnopaguyeckuid: MuoToHM4Yeckas auctpopus Pocconmnmo-Kypuimana-Illtenepra-
barrena. uddepenuuanbupiii auarHo3 ¢ MuotoHuer Tomcena, Mwuomnatuei
HNaBunenkosa, amuorpopueM Ilapko-Mapu-Tyra, Muonatueit Jlanaysu-Jlexepuna.
C 2019 rona opopmieHa UHBATUAHOCTD.

JKenmuna koHCYynbTUpOBaHa reHeTUKOM, HeBposioroM K/[I[ O3MP, mposeneno
oocnenoBanne B MIT[ «['eHomen». MeTogoM BBICOKO MPOU3BOAUTEIHHOTO
cekBeHupoBanust (MPS:MassiveParallelSequencing), «bomnbiias HeBponoruueckas
TIaHEeJIbY BBISIBJIICH ONMCAHHBIN paHee matoreHHbI BapuadTt C.1853T>C B rene GNE B
TOMO3HUTOTHOM cocTosiHuU. buamnensubie myTaruu B rene GNE npuBoasT k pa3BuTHIo
3aboneBanus muonarust Honaka (GNE-muomnartust) ¢ ayTocOMHO-pE1ieCCUBHBIM THTIOM
HacienoBanus. KiuHudeckue TposBICHUS Yy OOJbHONM B OOJBIION CTENEeHH
COOTBETCTBYIOT KJIMHUKE JAaHHOrO 3a00JIeBaHMs, TakuM OOpa3oM, BBISBICHHBIN
nmaToreHHbId BapuaHT B TeHe GNE B TOMO3UTOTHOM COCTOSTHUM MOYHO OIICHUTH Kak
BEPOSATHO Kay3aTHUBHBIN.

B Hactosimiee BpeMsi B HEBPOJIOTMYECKOM CTAaTyCe€ MAalUEHTKH OTMEYaeTcs
JIeTKasi TUIIOMHMMUS;, MBIIIEYHBI TOHYC yMEPEHHO CHUXEH, OOJblle IUCTAILHO;
TUTIOTPO(US MBIIII] IJIEYEBOTO MOsIca, IONATOK, KUCTEH, CTOII, TOJICHEeH. 3aTpy IHECHUE
MIpH MOBEME PYK, HE MOXKET XOJIUTh Ha maTKax. [Ipu xoap0e oTMedaroTcst 3J1eMEHThI
cTenmnaxa. PeKkypBanus JOKTEBbIX CyCTaBOB, KOHTPAKTYPhI TOJIEHOCTOITHBIX CYCTaBOB,
BBICOKHMI CBOJI CTOIBI. MBbIlIeuHasi CHJia B JUCTAJbHBIX U MPOKCHUMAIbHBIX OTIENax
pyk — 4 Oaiia, MPOKCUMAIBLHO HUKHUE KOHEUYHOCTH — 3 0ajia, TUCTaaIbHO HUKHUE
KOHEUHOCTH — 2-3 Oamia. CyxXoXKuiibHbIE peIIEKChI ¢ pyK — CHIKEHBI. KoneHHbI 1
aXWIJIOB PeIIEKCh — HE BBI3BIBAIOTCS. bprominbie pediiekchl — xxuBbie. OTMedaeTcs
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HapyuieHue ocanku. [lonoxurensubiii mpuem ['oBepca. [Tokazarens KOK kposu 180
En/n (B mpenenax pedepeHCHBIX 3HAUCHUT ).

Ha ocHOBaHMM KIMHUYECKOTO, HEUPOPU3UOIOTHYECKOTO, J1adOpaTOpHOro
UCCJICIOBAHUS. U TEHETUYECKOT0 TECTUPOBAHUS MAIlMEHTKE IMOCTABIICH JIUArHO3:
HACJICICTBEHHOE  HEPBHO-MBIIIIEYHOE 3a00JieBaHHWE, C  BBICOKOW  CTEMNEHBIO
BepositHocth Muornatuss Howaku (GNE-mMuomnartus), o0yciioBlIeHHasT NaTOTC€HHBIM
BapuanToM C.1853T>C B rene GNE B romMo3urorHoM COCTOSHWHW, BBISBJICHHOM
METOJIOM MacCOBOTO MapaJIeILHOI0 CEKBEHUPOBaHUs. BpoxneHHas apaxHouaajibHast
KHCTa OOJBIIMX pa3sMepoB B JIOOHO-BUCOYHO-TEMEHHOW oOmactu. JKeHmuHe
PEKOMEHJOBAaHO  MPOBEACHUE  BalUAUPYIOMIEH  MOJEKYJISIPHO-TEHETUYECKON
JUAarHOCTUKM — TIOATBEPXKACHUE MYTAllMd CEKBeHUpoBaHueM 10 CaHrepy
(obcnenoBaHne KOHCYJIBTUPYEMOW, MaTepd M OTIa, JUO0 TOJNBKO pOIUTENeH
KOHCYJIbTUPYEMOI) U HAOJIIOICHHE B MEIMKO-TEHETUYECKOM IIEHTPE.

BuiBoabI:

1. JlaHHBIM KIMHUYECKUN CIIy4all MOKa3bIBAET TPYIHOCTh B JUArHOCTHKE
Muomnarn HoHaka n3-3a CX0XKECTU KIMHUYECKON KapTHHBI C PSAIOM HACIEACTBEHHBIX
HEPBHO-MBIIIEYHBIX 3200JIEBAHUIN U UX TEHETUYECKOU FeTEPOreHHOCTHIO.

2. Y MmanmMeHToB CO CJa0OCThIO MEPEIHEN TPYIMIbl MBI TOJICHEH alropuTM
nuddepeHanbHON TMarHOCTUKY JTOJKEH BKITIOYATh (POPMBI IUCTAIIBHBIX MUOTIATUH.

3. JInsd MOJIEKYJSPHO-TEHETUYECKOM JUArHOCTUKU JAaHHOM MHONATHUH
MPEANOYTUTEIbHEE MPOBEJACHUE IMAHEIBHOTO UCCIEAOBAHUS TE€HOB WJIM TMOJHOE
T€HOMHOE CEKBEHUPOBAHMUE.
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