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Pe3iome

Muomybynsphas (yenmponyKkieapras) Mmuonamus — peokoe Haciedcmeennoe 3aboiesanue ¢ nepeuinblM no-
padicenuem mbluiy U KIUHUYeCKUMU NPOSAGIEHUAMU 8POJICOeHHOU Muonamuu. [Ipedcmagnieno onucanue KiuHu-
YeCcK020 CLyYas MUOMYOYISAPHOU MUORAMUU Y MATbYUKA, KOMOPbIU HAOn0oaics ¢ ospacma 2 mec. 00 2 iem
5 mec. 3abonesanue npossIALOCh MbIUEYHOU CIAO0CMbIO, 2UNOMOHUET, ObIXAMENbHOU Hed0CMamoyHOCmbio,
BAILIM mMempanape3om, 6yibOapHviMu HapyuleHusamu, Heobxooumocmoio UBJI u nompebnocmvio 6 30H0060M
numaHuu.
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Abstract

Myotubular (centronuclear) myopathy is a rare hereditary disease with primary muscle damage and clinical mani-
festations of congenital myopathy. The article describes a clinical case of myotubular myopathy in a boy who was
observed by us from the age of 2 months to 2 years 5 months. The disease was manifested by muscle weakness, hy-
potension, respiratory failure, peripheral tetraparesis, bulbar disorders, the need for artificial lung ventilation and
probe nutrition.
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Cokpawenusa: VIBJI — uUCKyCCTBEHHAasi BEHTUJIS- MuoryOynsipras  (LIEHTpOHyKJIeapHas)  MHOIa-
must serknx; MTMIT — wmuoTyOynsipHass Muomnarusi;  Tus — opgaHHOE HaCIle[ICTBEHHOE 3a00JeBaHue, MPo-
OHMI" — snekrponeiipomuorpadusi. SIBISIFOLIEECS] BPOXKACHHOM Muomnatued. TepMuH «MHu-

oryOynsipHas Muomnarus»y (MTMII) Obul npeanoxeH
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A.J. Spiro u coaBT. B 1966 T [ 1]. ABTOpBI BIIEPBBIC OIH-
CaJIM MaTOJOTMYECKOE COCTOSIHUE Y MOAPOCTKA ¢ An-
(y3HOW MBIIEYHON CIA00CThIO, MPEUMYIIECTBEHHON
3aMHTEPECOBAHHOCTHIO JIMLIEBBIX U [T1a30BUTaTEIbHBIX
mbi. [Ipu uccnegoBanuy OMONTAaTa MBILII] MX BOJIOK-
Ha OBUIM M3MEHEHbI B BHJIE MBILICYHBIX TPyOOUEK (MH-
0TyOyi1), HAIIOMHMHAIOIUX MBIIIIBI TUI0/IA. XOTs TOYHAas
MIPUPOZA U ITUOJIOTHS HEOOBIYHBIX MUOGUOPHILI, HICH-
TUGHUIUPOBaHHBIX A.J. Spiro U coaBT., OCTAIOTCS Hesic-
HBIMH, TEPMUHOJIOTUSl COXpaHmiack. Jlpyrue aBTOpHI
MoKa3aJy, YTO MPH MHUOIMATHH 3TOTO THUIA MBIIIEYHBIE
BOJIOKHA 10 CTPOCHMIO OTJIMYAIOTCS OT MHOTYOYM IjI0-
Jla, ¥ TO3TOMY TpeAjiarajd Ha3blBaTh 3Ty MHUOIATHIO
«LEHTPOHYKJICApHAs] MHONIATH» 110 TUCTOJIOTHYECKOMY
MIPU3HAKY, TO €CTh IO PACIIOIOKEHHUIO MBIIIEYHBIX SIIEP
B LICHTPAIbHON YaCTH MBIILICYHBIX BOJIOKOH B BUJE MHO-
TOYMCIICHHBIX IIEHTPANbHO PACHOIOKEHHBIX sep. Ta-
KM€ XapaKTepHBIC MaTOJIOTHYECKUE M3MEHEHHS MBIIIIL]
HaXomAT mpu ouornicuu [2].

B 1985 1. J.Z. Heckmatt u coasrt. ornmucanu emie 8 ma-
IIUEHTOB, a TaK)Ke CyMMMPOBAJIM BCE CIIy4ad C aHaJo-
TUYHBIMH pe3ynbTaTaMu OWOIICHH, W3BECTHBIC Ha TOT
MOMEHT [3]. ABTOPHI BRLICTIIIH TSDKEIYIO hopMy 3a00-
neBanus ¢ AUQQPy3HON paHHEH MBIIIEUHON CIA00CTHIO,
JIBIXaTeIbHOM HEeJI0CTAaTOYHOCTHIO U MIPEXKACBPEMEHHON
CMEPTHIO, KOTOpas COOTBETCTBOBANA X-CLEIUIEHHOMY
TUIy HACJIEZOBAaHUS, U Pa3eNIiiIN HEHTPOHYKICAPHYIO
MHOINATUI0 Ha 3 (OPMBI: ayTOCOMHO-JIOMUHAHTHYIO,
ayTOCOMHO-PEIECCUBHYI0O M X-CHEIUIEHHYI0, Ha3BaB
MTOCIIEHIOK X-CIETUNIEHHOW MHOTYOYIISIpHOW MHOTIATH-
eit [3]. Myranus B rene muotyOynapuna (MTMI1) kak
npuunHa X-CIHETUIEHHOW MHUOTYOYISpHON MHOTaTHH
Obuta ommcana B 1996 r., a B gajbpHeieM ObUIO Hali-
neHo 6onee 400 pa3MTUYHBIX BAPHAHTOB MYyTaIUl 3TOTO
rera [4, 5]. C 2003 r. Ha3BaHHUE MHOTYOYJISIpHAs MHO-
MaTusi UCIONb3YeTCs y MalUeHTOB ¢ X-CLEMJICHHBIM
pellecCCUBHBIM THIIOM HacyieqoBaHus [6], a 3a ayTo-
COMHO-IOMUHAHTHBIM HJIM AyTOCOMHO-PEIECCUBHBIM
TUTIOM HACJIEJIOBAaHUS 3aKpPEMUIOCh Ha3BaHHE «IICH-
TpOHYKJIeapHas MUONaTus». 3a001eBaeMOCThb TSKEIOH
X-cueruieHHO# GopMoit cocTapmsier okoio 1 Ha 50 Thic.
HOBOPOXKJICHHBIX MY>KCKOTO mona [7, §].

B mmarnoctuke MTMII umeer 3HaueHue OHOICHS
MBILIL] C WMMYHOTHCTOXUMHUYECKUM HCCIIEIOBaHUEM,
KOTOPYIO TIPOBOIAT yXe NMPH POXKACHWU peOeHKa, Ha-
JMYME MOHOKJIOHAJBHBIX AaHTHUTE]I K MHOTYOylapuHY,
a taxke manaele aHammza JIHK [1, 9, 10]. Ilpu snex-
TpoHelipomuorpadguu y OOJBHBIX C MHOTYOYISpHON
M IEHTPOHYKJICAPHOW MHOMATHSMH BBISBISIETCA TeEp-
BUYHO MBILICYHBII XapakTep MOpaKEeHHs, OAHAKO U3Me-
HEHUS B MBIIIIAX MOTYT OTCYTCTBOBATh. Y MAIMEHTOB
co B3pocioi (mo3gHer) ¢opmoil 3aboneBanus ¢ ayTo-
COMHO-JOMWHAHTHBIM THUIIOM HAcJIeIOBaHHS OTMEYaeT-
Csl yMEPEHHOE TOBBIIICHNE YPOBHS aKTUBHOCTH Kpea-
TUH(OC(HOKMHA3EI B KPOBH.

TunuuHeIM TIpOsIBIIEHHEM X-CLEIUIEHHOH (opMbl
sBisieTcst MudQy3Has MplliedHas cnabocTh W THIIO-
TOHUSI, TPOSABJSIOIIMECS] B HEOHATAJBLHOM IEPUOAE,
CTOMKasi JpIXaTeidbHass HEeIO0CTaTOYHOCTh ¢ HEeoOXomu-
MOCTBIO Pa3IMYHBIX (OPM pecupaTOpPHON MOIAEPIKKU
WM TPaxeoCTOMBI. [lanmeHTsl HyKJaroTCsl B 30HI0BOM
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nutanui [8, 11]. B 3aBucuMoctu ot o6bema TpedyemMoit
JBIXaTeNIbHON TMOIEPKKU BBIACISIOT JIETKYI0 (opmy
3aboneanmst — 15-29% ciydaes, cpenHioro — 6—16%
CllydaeB M HanOosiee MHOTOUMCIICHHYIO TSDKEIyIo (op-
My — 55-79% GonbHbIX [7, 11]. TIpu Tsxenoi popme
85% cmyuaeB 3aBepIIAOTCS JIETAIBHBIM HCXOAO0M [8].
Hapsiny ¢ mepBoodepemHbIM TOpak€HHEM CKENETHBIX
MBI IpH panHuX Gopmax MTMII nabnromatorcs apy-
T'Hie TIPYU3HAKK 3a00J1€BaHNsA, K KOTOPBIM OTHOCHTCS XPO-
HHUYECKas Iporpeccupyomas ohTaabMOIIET s, TIETH03
MEYEHH, XapaKTepU3yIOMHUNAC HATHINEeM MHOKECTBEH-
HBIX JIAKyH C TEMOpPparndeckKuM COAEpKUMBIM [7, 8, 12,
14]. BonbHbie YacTo UMEOT MaphaHOIoI00HOE TENIOo-
CIIO)KEHUE: Y3KO€ YUIMHEHHOE JIMII0, BBICOKUH POCT, Y-
JMHEHHbIE PYKH U HOTH.

3HauuTeNbHAs YACTh MAIMEHTOB — OT 25 10 50% —
yMHpaeT Ha nepBoM roay ku3HH [15]. Habmromaercs
BBIpQXKEHHOE HapylIeHHE ABUTaTeIbHONW (QYHKIUN —
JIETH PEOKO OBJA/JEBAIOT HABBIKOM XOABOBI, COXpa-
HseTcsa Tsokenas runotoHus. [loutu 80% OombHBIX
HYXJAIOTCS B MICKyCCTBEHHON BEHTHJISIINU JIETKUX U B
30HJ0OBOM NUTaHUH, B MHBAJIMIHON KOJSCKE A Ie-
penBrkeHus [8]. Y malueHToB COXPaHAETCS BBHICOKUN
PHUCK TpexIeBpeMeHHol cmepTd (okomo 10% B rom)
OOBIYHO OT PECHUPATOPHBIX OCIOXHEHHWH U JIHIIb He-
OopII0o€ YMCI0 OONBHBIX C KIACCHYECKUMH MPOSBIIE-
HUSAMHU 3a00JIeBaHUA OKUBAIOT J0 3PEJIOro BO3pacTa.
IIpu OGomnee nerxkom Teuenun 3aboneBanus (mo 29%
BCEX CIly4aeB) IMAMCHTH OOBIYHO TMEPEIBUTAIOTCS
CaMOCTOATENbHO, HE HYXAAIOTCSI B MCKYCCTBEHHOH
BEHTUJISIIIUM JIETKUX, XOTS C TEYCHHUEM BPEMEHHU Y HHUX
MOXET Pa3BUTHCA HOYHAS TUMOBEHTWIIALMS M MOTPed-
HocTh B BiPAP [7, 8].

B Hacrosimee BpeMs HE CYLIECTBYET creuudu-
YeCKOTOo JieueHus s 000 u3 dopm MTMII, ono
OCHOBBIBAa€TCA Ha MEXIUCHUIUIMHAPHOM MOJXO-
e W sBisieTcs Juib noxaepxkuBatomuMm [10]. Tem
HE MEHEE HECKOJBKO TEpaNeBTUUYECKUX CTpaTerui,
BKJTIOYAsi TEHHYIO TEpamuio, 3aMeCTHTENbHYI0 (dep-
MEHTHYI0 Tepamuto, wuHruouposanne PIK3C2B
(phosphatidylinositol-4-phosphate 3-kinase catalytic
subunit type 2 beta) B HOKIMHHYECKUX HCCIEIOBa-
HUSIX TIOKa3anu OOHaAe)KWBAIOIINE pe3yabTaThl |8,
11, 12, 16]. HoBrle TepaneBTUYECKHUE KOHUECTIIUN Ha-
MpaBJeHHBl HA 3aMallYMBaHUE T€HOB (HOpMaW3aIlus
WIH CHIDKEHUE ypoBHel Oenka DNM?2); mHruOupo-
BaHME AalleTHJIXOJIWHACTEpasbl; 3aMeHa reHa (peskc-
npeccust MTM1); 3ameny ¢gepmenTa (zocraBka Oenka
MTMI1 B mMuo¢uOpmIIbI), AOCTAaBKy IepeHoca re-
HOB (akcmipeccus BIN1) u ap. [12]. B uccnenosanuu
S. Nesrin u coaBT. OBIJIO MTOKAa3aHO, YTO WHTUOMPOBA-
Hue PIK3C2B ynyumaer QpyHKIUIO U TpOAJTIEBACT BBI-
XnBaeMocTh B Mogmenssx MTMII Ha xuBoTHBIX [12].
B uccnenosannu ASPIRO mamuentsl ¢ X-CIEILICH-
Hoit MTMII B Bo3pacTe 70 S J€T NOoay4aroT OJJHOKpaT-
Hy10 103y AT132 ¢ HaOmofeHueM 3a 0€30MaCHOCThIO
u 3ddexktuBHOCTRIO B Teuenue 10 met [11]. dpyras
aJbpTepHATHBa TeHHOW Tepanuu OblIa HEJaBHO OINHUCa-
Ha V.M. Lionello u coaBT. Ha 0CHOBE KCIIPECCHH MO-
croBoro unrerparopa 1 (BIN1) y mMblmieil MplieqHOro
Tparckpunta (Mtml- /y) [13].
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IIpuBonuM onucanue ciydass MTMII y mansunka,
KOTOPBIN HAOMIOAICS HaMU € Bo3pacTa 2 Mec. 10 2 JeT
5 Mec.

PeGenoxk poamiics B cpok Ha 39,2 Henene. Macca Tena
nipu poxxkaeHnu 2980 1, pocT 50 cM, OKPYKHOCTb TOJIOBHI
35 cm, okpyxHOCTB Tpyau 33 cm. llkana Amnrap 4/6/7
OamoB. M3 akymniepckoro anaMmHe3a MaTepH: IPOKUBAET
B I. Cubaii, peOeHOK OT 2-if OepeMEeHHOCTH, 2-X POJIOB.
[NepBbIii peOCHOK ¢ BPOXKICHHBIMUA TOPOKAMH Pa3BUTHS
(anomamnus Jlenan—Yokepa, MUkpouedamTndecKuii CHH-
IpoM, OynbOapHBI CHHAPOM, Bsijlas TETPAIIETHsI) yMep
B Bo3pacte 5 Mec. Bropas GepeMeHHOCTh HMpoTeKana
Ha (oHE XPOHHYECKOH (eToruraneHTapHoi HemocTa-
TOYHOCTH, MHOTOBOAMSA, XPOHHYECKOH BHYTPHUYTPOO-
HOH TMIIOKCUM IIJIOJA, aHEMHUU | CTENEHU NpU HAINYUU
COIYTCTBYIOIIMX 3a00NeBaHUi — OXHUpeHus | creneny,
BPOXKJICHHOW TPOMOODUIINI, MUOMBI MaTKH, KOJIBITUTA.

CocrosHue pebeHka mpu poxaeHuu Tsoxenoe. C mep-
BOIl MUHYTBHI JIBIXaHHE HEPETYISIPHOE, Yepe3 MacKy YB-
JQKHEHHOW KHCIIOPOAHO-BO3IYIIHONH CMEChbI0, YCTa-
HOBKa Ha30racTpajbHOro 30HAa. CIIOHTaHHOE JbIXaHue
¢ 5-i1 MUHYTBI, OTHAKO B CBSI3M C HApacTaHUEM JbIXa-
TeJIHHON HEAOCTATOUHOCTH ObliIa MPOBEeHa MHTYOAIUs
Tpaxed. C poxKIIeHHS KallUIeBOU 1 IFIOTOUHBIN pedieKch
HE OIpeaeNaanch. B poTOrmoTKe cKarmuBaaoch 3Ha4YH-
TEJbHOE KOJIMYECTBO aCMpara, 4YTo TpeOOBalIo 4acTou
CaHalMu POTOBOM MOJIOCTH.

Yepes 3 aHs ManueHT nepeBeicH Ha HEHHBa3UBHYIO
HCKyCCTBEHHYIO BeHTuisuio nerkux (MBJI) B cBs3u
C HapacTaHHEM AbIXaTeJIbHOH HEIOCTATOYHOCTH, pas-
BUTHEM pECIUPATOPHOro anujao3a. JanbHeniiee yxyi-
LICHWE COCTOSHUS peOeHKa MOTpebdOoBaIoO €ro mepeBo-
7la B OT/JIEJICHHE aHEeCTEe3UOJIOTUH U peaHUMaIllH, Kyaa
OH mocTynuia B Bo3pacte 2 mec. CocTosHuE MpH MO-
CTYIUICHHH CTaOWIIBHO TspKenoe, o mkane pSOFA —
pediatric Sequential (Sepsis-related) Organ Failure
Assessment (OLleHKa TOCIeI0BaTeNbHON (CBsI3aHHAS
C CEIICHUCOM) OPTaHHOM HEJTOCTaTOYHOCTH y AETei) —
5 6amtoB. YpoBeHb co3HaHMUs 10 Tkane [asro 12 6an-
noB, conop, UBJI. Ilutanue uepe3 HazoracTpasbHBIN
3ou7. [lo3a «marymkn». Peakmus Ha ocMOTp CHIDKE-
Ha. [maza otkpriBaeT. Koxka OnemHO-po30Basi, BiIax-
Has, KOHEYHOCTH TeIUIble, TYpProp MATKHX TKaHeH
COXpaHEH, MOAKOKHO-KUPOBasi KjeTdaTka pa3BUTa
JOCTAaTOYHO, MACTO3HOCTh JIMLA. BoJbIION pOIHUYOK
pasmepom 0,5 x 0,5 cM, 3amaBlInii, HE HANpPSKEH, HE
nynbcupyert. [1IBbl yepena Ha ctoike. Kedanoremaroma
B TEMEHHO-3aTbUIOYHOH oOiactu cmpasa. Ciusucroe
OTJEISIEeMOe U3 BEPXHUX JBIXATEIbHBIX ITyTEH M SHIO-
TpaxeaJbHOW TPyOKH B OOJIBIIIOM KOJTUUECTBE. AYCKYJIb-
TaTUBHO ¢ 00X CTOPOH JbIXaHue ociadnenHoe. ['emo-
nuHaMuka crabwibHas. CepaeyHble TOHBI pUTMHYHBIC
HpUIIyIeHbl. 3b1k BnaxHeld. IIpu mampmanuu xu-
BOT MSTKHi, 0€3007€3HEHHbIA. 3pauKkul y3KHe, paBHbIC
D=S, ¢oropeakuus xupasg. MplliedyHass TUIOTOHUS
B BEPXHUX M HIDKHUX KOHEYHOCTSX. Peduiekcel HOBO-
POXACHHBIX yTHETEHBI. ModuencmyckaHue cBOOOIHOE,
MOYa CBETJIO-JKENTAs.

Huarnos: «Bpox/ieHHasi THEBMOHHUS HEyTOYHEHHas,
ocTpoe TedyeHue, Tshkenas (opma. JlpixarenbHas He-
JOCTaTOYHOCTh 2-U cremneHu. llepeOpanpHas wmemMus
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Tsoxenor crenenu. Kedamoremaroma mpaBoit TeMeHHOM
oOmactuy.

IIpu HaOMOACHNY B TUHAMUKE COCTOSTHUE ITAITMCHTA
OCTaBaJIOCh TSDKENBIM. Y peOeHKa C IIePBBIX JTHEH KU3HU
HaOII0AAIOCh HAPYIICHUE Pa3BUTHS, MBIIICYHAS Clia-
00CTh, BSJIOCTh, HApyIICHUE TIIOTAHHSA, HapacTarolas
JIIXaTeNbHas HEAOCTAaTOYHOCTh C IMEPHOIaMH Jecary-
pauuu 1o 85%, pecnuparopHbii anuao3. IIpoBoaunace
pecniupaTopHas, HHQY3UOHHAs, aHTHOAKTEPUAIIbHAS TE-
panust. [IpeanpuHUMAaNNCh MONBITKA IKCTYyOAIH, KOTO-
pbie ObLIH OE3yCIIeIHEI.

B cBsi3u ¢ TsKENbIM cOCTOSIHHEM peOeHKa U C Iie-
JIBIO ONpEAeNICHHs AUArHOCTUIECKOTO aNropuTMa Oblia
MPOBEJICHA TEJEKOHCYNbTAUA CO  CICIUAIUCTAMU
Cankr-llerepOyprckoro rocygapcTBEHHOTO MenUaTpH-
YECKOT0 MEUITMHCKOTO YHUBEPCUTETa. PexoMeH1I0BaHO
nposectr KT jrerkux m cepana ¢ KOHTPaCTHPOBAHKEM,
U JUIS UCKJTFOUEHUS HACJICACTBEHHOM MaTOJIOTUHN CEKBe-
HHUPOBAHWE MHTOXOHIPHAIHHOTO T'€HOMa W KIIMHHAYE-
CKO€ CEKBEHHMpOBaHWE JK30Ma. Marepuan OTIpaBiicH
B naboparoputo «['enomen» (Mocksa). [Ipu KT nerkux
oOHapyxeHa aHOMaJIHS PAa3BUTHS OPOHXOB — Tpaxeallb-
HBIA OpPOHX BEpXHEH JOJIH MPABOTO JIETKOTO.

KopoTrkwe  mepuoipl  CIIOHTAHHOTO  JIBIXaHUS
(6-8 mHeit) ¢ momadell yBIaXHEHHOTO KHUCIOPOoa Yepe3
JUIEBYI0 MAacKy CMEHSUIMCH YXYAIICHHEM COCTOSHUS
C Pa3BUTHEM JUTUTEIIEHOTO aIHOD, OpaIuKapaneii, acu-
pamuei rpyaIHBIM MOJIOKOM, YTO TIOTPeOOoBalIo IepeBoia
Ha MIBJI. CrabunpHoe cocTosiHue peOeHKa IIPY CIIOHTaH-
HOM JIbIXaHUU C KUCIOPOIHOMN MOANEP>KKOH MO3BOIUIO
OCYIIIECTBHUTH MEPEBOI B JETCKOE ICHXOHEBPOJIOTHYE-
cKkoe oTaeneHue JIeTCKOro LEHTpa ICUXOHEBPOJIOTHHU
1 AMIJICTITONIOTHN PecmyOmmkanckoi TeTCKOM KITMHUYe-
CKOY OOJIBHUIIBL.

[ToBTOpHO Ha CTAaIIOHAPHOE JIEYCHHUE B ITO OTIEIe-
HHUE MAalMeHT NoCTynuiI B Bo3pacte 1 rona 6 mec. HeBpo-
JIOTUYECKUA CTaTyC MPH IMOCTYIUICHWW: CO3HAHHE SIC-
HOE€, OKPYXXHOCTb TOJIOBHI 41,0 cM, OONBIION POJHIHYOK
pasmepom 0,1 % 0,1 cM Ha ypOBHE KOCTEH CBOIA Yeperia
He HampsbKeH, He nynbcupyeT. Kpuk orcyterByer. [maza
OTKPBIBAET, JINIIO CUMMETPHYHOE. 3pauku paBHEIE, (Ho-
TOpeakuusi coxpaneHna. JIBycroponusisi runortonus. Cy-
XOKIJIBHBIE peduIeKchl He BBI3BIBAOTCS. CumMnToMm ba-
OuHCKOTO ¢ 00enx cTopoH. [Ipu BepTukanu3amu onopa
cHkeHa. [o5oBy He aepKUT. MeHUHTeanbHble 3HAKU
otpuuarenbHble. [03HaBaTeIbHO-OPUEHTUPOBOYHAS JIE-
ATEIBHOCTH TPYOO CHIDKEHA.

Pesynpratel mabopaTOpHO-MHCTPYMEHTAIBHBIX HC-
cnenoBanuii: kpeatuHdochokunaza 112 EJl/n (mo-
myctumoe 3HadeHue no 210 EJl/m), acmapraramuHO-
tparcdepasa 380 EJI/n (pedepencroe 3naucHue 0—59),
anaHnHamMuHOTpaHcdepaza 661 EJl/1 (pedepencroe
3HaueHue 0—41).

Menuko-renetnyeckuil ananus: kapuotun 46 XY;
TaHJIEMHAsT MAacC-CIIEKTPOMETPHS: CONEPKAHUE aMU-
HOKHUCIIOT, AaIlWJIKAPHUTHHOB W  CYKIWHWIAIETOHA
B KPOBH B Tipefiesiax peepeHCHBIX 3HAUYCHUH, JaHHBIX
3a HaCJIeJICTBEHHBIC AMHHOALUIOMATUH, OpPTraHUYEeCKUe
aruaypuu U 1e(eKThl METOXOHIPHAIBHOTO OeTa-OKuC-
JICHUS HE BBISBICHO. AHATU3 MOYH Ha allUAYPHIO B pe-
nenax pedepeHCHBIX 3HavYeHWHA. Pe3ymprar aHanmmsa
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Ha CIMHAIBHYI0O aMHUOTPOQHI0 OTpuiarenbHblid. Kin-
HUYECKOE CEKBEHHPOBAaHHE JK30Ma: MyTalldsd B TEHE
MTMI1 (c.142 143delGA) — Myotubular myopathy,
X-linked (310400), X-linked recessive (XLR).

KT opranoB rpygHOW KIETKH: CyOCErMEHTapHBIN
aTeneKkTa3 CpedHed NoiM mpasoro Jerkoro. CyTodHoe
monutopupoBanue IKI' nmo Xonrtepy: CHHYCOBBIM pUTM
¢ UCC ot 73 no 201 ynapoB B MHUHYTY, C 3MHU304aMHU
CYINIPaBEHTPHUKYJSIPHOW MUTpAIMM BOIUTENS PUTMA,
MECTaMHU BBIpOKEHHAs] apUTMUS; PETHUCTPUPYIOTCS CY-
MIPaBEHTPHUKYJIAPHBIE SKCTPACUCTONBI C TOJHON U He-
TIOJTHOW KOMIIEHCATOPHOHM May30i. DXokapauorpadus:
OTKpBITOE OBaJIbHOE OKHO. bpoHXockomus: GpoHXoMa-
JSIUMS IPABBIX U JIEBBIX OTAEJIOB TPaXeoOPOHXHUATBHOTO
JepeBa; kaptuHa auddy3HOro KkarapaabHOr0 OPOHXHTA.
OnekrposHuedanorpadus: 6e3 MMUICITHYECKUX Mat-
TepHOB. MPT ronoBHOro mMosra: mpu3Hakyu FHIIOKCHYE-
CKU-MIIEMUYECKOTO MOPaXXEHUsI TOJIOBHOTO MO3ra, Ke-
(anoremaToma TemeHHou obmactu. Ha MPT mieitnoro
OTZeNa TTO3BOHOYHNKA M CIMHHOTO MO3ra Marojorude-
CKMX U3MEHEHUH He BbISABIIEHO. [laHHbIE CTUMYJISIIOH-
HOW 3JEeKTpOHEHpOMHOTpa(Uu: CHIDKEHHE aMIUTUTYIbI
M-oTBeTa ipu CTUMYIIALIMHA nn. tibialis et peroneus, nn.
medianus dextra/sininistra. CKOpoCTb paclpocTpaHe-
HUsI BO30YX/IEHHSI U JIUCTalIbHAsA JIATEHTHOCTh COXpa-
HeHbl. [Ipu nronsuaroit OMIT cioHTaHHasE aKTUBHOCTh
B BH/JIE TIOTEHIIMAJIOB QUOPHILUISIMNA U HAJTMYUE OCTPBIX
BOJIH HE 3apETUCTPUPOBAHEI.

3axio4eHne TeHeTHKa: MUOTYOyIspHas MHUOIMATHS,
X-CUEIJICHHBIA BapUaHT, BSUIbII BRIPAXKCHHBIN TETpara-
pe3, Oynp0apHbIil CHHIPOM, AbIXaTeNIbHbIE HApyIIEHHUSI.

3aKIroueHUE OPTOIea: CrudaTeIbHbIe KOHTPAKTYPHI
KOJICHHBIX CYCTaBOB, TUC(YHKIIHS MBIIII] CIIUHBI.

VYuuteIBas 1aHHBIE aHAMHE3a, KINMHUKO-HEBPOJIOTH-
Yyeckue, J1abopaTopHO-MHCTPYMEHTAIbHbBIE IOKa3aTe-
7Y TOCTaBJCH AWArHO3: «MuoTyOynsapHas MHONATHSA,
X-cueruieHHas (hopma, BSUTBIA BBIpaKEHHBIN TeTpara-
pe3, nceBroOyab0apHBI CHHAPOM TSDKEIOM CTETeHH.
OcJIo)KHEeHN: ObIXarelIbHasg HeaocTarouHocTh 1l cremne-
HI.

ComyTcTByIOmuU auarfo3: «bpoHxoneroyHas mwc-
IJ1a3usl JOHOUIEHHBIX JETed, KiIaccudeckas, TsxKe-
JIOM cTeneHU. BpoxkJIeHHBI NOPOK Pa3BUTHA JIETKUX:
OpoHXOMaIIALMsl TPaBbIX M JIEBBIX OTAEIOB Tpaxeo-
OponxuanbHOro aepeBa. OTKpPHITOE OBAJIBLHOE OKHO.
l'unokcnyecku-umemuyeckoe nopaxenue [THC, no3n-
HUIl BOCCTAaHOBHUTENBHBIN nepruoa. CrubdarenbHble KOH-
TPAaKTYpbl KOJCHHBIX CyCTaBOB. JMCOYHKIMS MBIIILL
cnuHbl». [IpoBoaMIIOCE JieueHre — WH(Y3HOHHAs, aH-
THOaKTepUalibHasl, peclupaTopHasi, HelipomeTadonnye-
CKasl Tepamusi, WHTAJSIUH MyJIbMHUKOPTa, Maccax Tpo-
(bnyeckuii, OMONITPOH TPYIHON KIETKH.

Ilepen BBINMCKOW M3 cTalMOHApa IPOBEIEH KOHCH-
JIMYM CHENHATNCTOB — MPENI0KEHO NMPOAOIKUTh CHM-
NTOMAaTHYECKYI0 M HEHPOMETaOOIMYECKYI0 Teparuio.
VYuuThIBas MaToreHe3 OCHOBHOTO 3a00JeBaHUS, HAJH-
YHe MPU3HAKOB MOPAKEHUS PECHUPATOPHON CHUCTEMBI
B CTPYKTYpE€ OCHOBHOI IMaTOJIOTHH, B LIEJAX NPOdUIaK-
TUKWA Pa3BUTHS BOCHAIUTEILHBIX 3a00JIeBaHUI U are-
JIEKTa3a JErOYHON TKAaHU MOKa3aHO HCIOJIb30BaHUE MH-
TEHCHUBHON pPECNHUPATOPHON TEpANUU C HNPUMEHEHUEM
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HeuHBasuBHoi MBJI, oTkauuiuBarens, memika AMOY,
B TOM YHCIIe ¢ 00y4eHHEeM MaTepu peOeHKa UCTIONb30Ba-
Hus HenBasuBHoW MIBJI 1 BcmoMoraTenbHOr0 MEIHUITNH-
CKOro 000pyIOBaHUsI B JOMALIHUX yCIOBUSX.

B nmanmwpmeiimem peGeHok Habmomancs aMOyIaTopHO
U B CTAllMOHApE MO0 MECTY KUTEJIbCTBA.

[Tocneaanii ocMoTp pebeHka B Bo3pacte 2 JIeT 5 Mec.
Cocrosinue crabunbHo TsoKenoe. [loHmkeHHOro muTa-
Hus. Koxka Omemgnas. Typrop MSATKHX TKaHeW CHIDKEH,
MOJKO)KHO-)KUPOBas KJIETYATKa pa3BUTa HEJOCTATOYHO
I'pyanas kimeTka — BOpPOHKOOOpa3Has, CHMMETPHYHA,
YMEPEHHOE BTSDKEHHE TPYOHOM KIETKH, yMEpPEHHOE
y4acTHe BCIIOMOTATeNIbHOW MYCKYJIaTyphl B aKTe AbIXa-
HUS, YMEPEHHOE 3aMaJIcHUE YCTYTUUBBIX MECT IPyAHON
KieTku. CIU3UCTOE OT/ENIeMOe U3 BEPXHHUX JbIXaTellb-
HBIX IyTei. AYCKYJIBTaTHBHO B JIETKHX oOcliaOlieHHOe
JIBIXaHue, XpHUIoB HeT. [Toka3arenn reMoInHAMIKH CTa-
OunbHble. TOHBI cepalia pUTMUYHBIE ICHBIE, ITYNbC HA d.
radialis pUTMUYHBIH, YIOBIETBOPUTEIHFHOTO HAIONHE-
HUL. SI3BIK BIaXHBIH. JKUBOT ocTymeH m1yOoKoil manb-
nanuu, MATKui. [ledeHs BeICTyIaeT u3-moj pedepHOit
nyru Ha 1-3 cM. Cene3eHnka He najsnupyercs. OyHk-
Ul Ta30BBIX OpraHoB He HapymieHa. CruOarenbHble
KOHTPaKTYpPBI KOJICHHBIX CyCTaBOB.

Hesponoauueckuu cmamyc: co3nanue sicHoe. [To3Ha-
BaTeIbHO-OPUEHTUPOBOYHAS! IEATEIBHOCTD IPy0O CHH-
xeHa. Peub oTcyTcTByeT. [010CcOBast akTHBHOCTH B BH/IE
BCKpHUKHMBaHMM. [71a3a OTKpBIBAET, GUKCUPYET B30D, CiIe-
KEHHE 3a MPEIMETOM HeI0CTaTOYHOE. 3pavyKi paBHBIE,
(oTopeakuusi coxpaHeHa. YMEPEHHBIH IBYCTOPOHHHIM
nro3. Tunomumusd. I'moranue HapymieHo. Kopmienue
30H10BO€E. [ 0IOBY HE NEpKUT, HE CUOUT, HE CTOMT, Ca-
MOCTOATEIBbHO He xomuT. OO0mas aBurareiabHas aKTHB-
HOCTh B BUJEC XAOTUYHBIX ABI)KCHHUU pyKaMH U HOTa-
MH, CaMOCTOSITETIFHO TIepeBOpaynBaeTcs Ha OOK, CHIUT
NpU YCaKMBaHWU C MOLAEp)KKoH. OOmast MbIIIeYHas
runotouns. Cuira MBI KOHEYHOCTEN CHIKEHA 10 2—3
OamnoB. CyxoKuibHBIE pedrieKchl 0TCyTCTBYIOT. [lato-
JIOTUYECKHUX CTOIHBIX 3HAKOB HET.

B noMamHux ycioBusX peOCHOK MOCTOSHHO HAXO-
nutcs Ha HeuBasuBHOM MBJI, ncnonb3yeTcs oTKaluu-
BaTeb.

IIpoBenena MoONEKyIsIpHO-TEHETHYECKAs JHUArHO-
CTHKa MaTepu MalMeHTa METOJOM IpsSMOro CEKBe-
HupoBauus mo Coanrepy. 3aximodeHne: oOHapyKeHa
myTtanust c.142 143del B reTepo3UroTHOM COCTOSIHUM
(c.142_143del/N). Takum obpa3om, MaTh peOCHKa SBIS-
ercsa HocuteneMm reHa MTM1.

Oocyxnenue. Pazmnuatot 3 popmsr MTMII: Heona-
TajbHasl, paHHssA GopMa TPYJHOTO M PaHHETO IETCKOTO
BO3pacTa, mo3aHss Gopma, KoTopast 1eOI0THPYET B BO3-
pacte 10-30 et [17]. B HameM kKITMHUYECKOM HaOITIO/IE-
HUU TIpe/ICTaBJIeHa HeOHaTanbHas (hopma, KOTopas Mmpo-
ABJISIETCS C POXKACHUS peOeHKa MPU3HAKAMH MBIIICYHON
c1a00CTH, THTIOTOHUH, JBIXAaTEIEHON HEI0CTaTOYHOCTH,
BSJIBIM TeTpanape3oM, OylIbOapHbIMH HapYIICHUSMH,
HeobxomuMocThio MIBJI 1 moTpeOHOCTRIO B 30HIOBOM
nuTaHud. Bce 3TW martonoruyeckue CHUMOTOMBI Ha-
Oromaiych y HaIIeTo MalMeHTa Ha MPOTSDKEHHH BCe-
TO Mepuoa Kypaluu ¢ 2 Mec. 0 2 JIeT 5 MeC. U COO0T-
BETCTBOBANIN TsDKENOH (opme 3aboiieBanmsi ¢ paHHEH

47



POCCUNCKI/A HEBPONIOTYECKIM XKYPHAN, Ne 3, 2023
DOI 10.30629/2658-7947-2023-28-3-44-49

WNCCNEAOBAHNA N KNIMHUYECKE HABITIOAEHWA

MBIIIEYHON C1a00CThI0 UM X-CLEIUIEHHBIM THUIIOM Ha-
ciemoBaHus, KOTopyro onmcanu J.Z. Heckmatt u coaBr.
[3]. Ha nporskennn AByXJIETHETO HAOMIOAECHUS HEBPO-
JIOTHYECKUE TPOSBICHHUsS 3a00NeBaHUS yIIyOJsUTUCH,
MOSIBUINCH NMPU3HAKK OTCTaBaHUS (PU3UYECKOTO U yM-
CTBEHHOT'O pPa3BUTHA, OTPaHUYECHHE ABUTaTEIIbHOW ak-
THUBHOCTH. PecnimpaTopHbIid CHHAPOM HapsiAy ¢ MBbIIIEU-
HOW caboCThI0O W TUNOTOHHEH SBISUINCH BELYLIMMHU
B KJIMHUYECKON KapTHWHE y Halllero MarueHTa, 4To CO-
OTBETCTBYET KJIACCHUYECKUM ONHUCAHHUAM PaHHUX (Gopm
MTMII. HecmoTpst Ha XapaKTepHbIE KIMHUYECKUE IIPO-
SIBIICHUS, UMENINCh TUArHOCTUYECKHE TPYAHOCTH, TaK
KaK ps BPOXKICHHBIX 3a00JI€BaHUI COMPOBOXKIAIOTCS
CXOXKHUMH CHMIITOMaMH — MBIIIEYHON THITOTOHHUEH, TH-
nopediiekcueld U MBIIMICYHONH CIaboCThio. MEIeuHas
THIIOTOHUS Y HOBOPOXIEHHBIX MOXKET OBITh M IIPH MaTo-
JIOTUH LIEHTPAJIbHOW HEPBHON CHUCTEMBI, HO B OTJIMYHE
oT nepu¢epuvIeckoll TUIOTOHUH, IIEHTPAJIbHAS CMEHS-
eTcsl Ha TUIepToHUIo rocie 6 mec. Kputndeckue cocTo-
SIHUSI C ABIXaTeJbHOW HEIOCTaTOYHOCTHIO HaOMIONAIoT-
sl TaKKe TPH CIHHANBHBIX aMHOTpodusx. Pe3ynbsrarsl
OMOIICHH MBI HE SIBISIOTCS TAaTOTHOMOHUYHBIMU JIJISI
MTMII, Tak Kak LEHTPaJIbHOHYKJICAPHBIE BKIIOYECHUS
B BUJIE CKOIIJIEHHA B IIEHTPE MBIIIEYHOIO BOJIOKHA IPYTI-
bl SIAEP HAxXOAAT NPU BPOKIACHHOM MHOTOHMUYECKOMN
aucTpodH, KOTopasi MpeCcTaBIsieT COO0H rHCTONATONO-
radeckyto heHokonuro MTMIT [4]. Pesynbrarst JHMID
MOATBEPAMIIN NEPBUYHYIO MBIIIEYHYIO MaToynoruto. Bo
BCEX CIIy4asx He0OXOAMMO YUUTHIBATH CEMEHHBINA aHaM-
HE3, KITMHAYEeCKOe 00CIe10BaHue MaTepy U crienudude-
CKOE€ TeHETHYECKOe TECTUPOBAHUE JI0 Hadasla OUOTICUH
MbIIIL. MyTalMOHHBIA aHaIW3 TeHa MHUOTYOylIapHHA
(MTM1) B HacTOs1IIEE BpEMS AOCTYTIEH B TUATHOCTHYE-
CKOM TIOMCKE. B mepcrexkTuBe miaHupyeTcsl MPOBOIUTh
WCCIieIoBaHUe HEJIaBHO WICHTH()UIIMPOBAHHBIX MYyTa-
M B reHax Oenka auHamuHa-2 (reH DNM2, 19p13.2)
u Oenka ampudusuna-2 (ren BIN1, 2q14), cBsa3aHHBIX
C JTOMHHAHTHBIMH M PELIECCHUBHBIMU (hOpPMaMu LIEHTPO-
HyKJeapHoi Muonarud [18]. B Hanrem HaOmroneHnn Me-
JMKO-TEHETHYECKOE UCCIIeJOBaHNE peOeHKa MTO3BOIMIO
UCKJIIOYUTh HACJIEACTBECHHbIE 00JIE3HU 0OMEHa BEIECTB
(aMuHOAIMOONIATUH, OpPraHUYECKUE aUUAypUH), CIIHU-
HAJIbHYI0 aMHOTPO(HIO U BHISIBUTh IPUIHHY 3a00JeBa-
HUSI, KOTOPOH SIBUJIaCh MyTalLlMsl B TeHE MUOTYOyIaprHa
(MTM1), xapaxrepHast 1t X-CIEIUIEHHOTO BapuaHTa
MTMIL

3akarouenne. [lo Bcem xapaxrepuctukam MTMII
OTHOCHUTCSI K BPOXJIEHHBIM MHUOIATHAM, IPH KOTOPBIX
MEPBUYHO TMOPAXKAIOTCS CKEJIETHBIE IOMEPEYHO-TIO0-
nocarble MbIUIBL. OOMKM NPOSBICHUEM MHUOMATHHA
SBIISIETCS. TEHEpPAIIM30BaHHAS MBIIICYHAs CIabOCTh,
MPOSABIISIIOIIAACA HEPEJKO YK€ C MOMEHTA POXKIEHUS.
[IpencraBnennoe KiIMHWYECKOe HaOmOAeHWE 00OCHO-
BBIBAET HEOOXOIUMOCTh MEIUKO-TEHETUYECKOTO KOH-
CYJIETHPOBAHMS B KQKJIOM TSKEJIOM CIydae HEOHaTalb-
HOW F'MIIOTOHUY Y €TeH JUIsl UCKIIOYEHUS BPOXKIEHHBIX
MHOIIATU .

KonpaukT uHTepecoB. ABTOpHI 3asBIAIOT 00 OT-
CYTCTBUU KOH(IINKTa HHTEPECOB.

dunaHcupoBaHue. VccnenoBanue BBITOIHEHO 0Oe3
(hMHAHCOBOH MOANEPIKKH.
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