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Cnunanvro-0yav6apHas moluievHas oucmpodus — meoaeHHo npoepeccupyoujee X-cuenientHoe noaucucmemnoe 3a601eeatue, accoyuupo-
BAHHOE C NOAUAYMAMUHOBOLL SKCRAHCUell 8 2eHe aHOpo2eHHo2o peyenmopa. Mymanmublii 6ea0K nposgasem moKcuueckue ceoiicmea no om-
HowleHuto K HelipoHam u muoyumam. K ocHosHbim e20 dguecamenvHbiM nposgaeHUsM 3a601e8anus OMHOCAMEs caabocms, ampoguu u gac-
YUKyAsyuU Moluly KoHeuHocmeli u Oyav0apHoii epynnul. TpaouyuonHo cnunanbHo-6yab6apHas MblulevHas Ooucmpogus OmHOCUMCS
K epynne 60ae3Hell MOMOHelpoHa, 00HAKO 8 nocaedHue 200bl NosA6AsIeMCsl 6ce 60blle 00K A3aMeNbCME 3HAUUMENbHOU POAU NePBUHO-Mbl-
weuHoll namoao2uu 8 namozenese U KAUHUYecKoll kapmume 3moeo 3abosesanus. B cmamve npusodumecs 0630p aumepamyput no namoee-
He3y, KAUHUYEeCKUM NPOSAGACHUAM U OUASHOCMUKe CNUHAAbHO-0YA1b0apHol MblueuHoll ducmpoguu. Taxce npedcmasnen kKaunuveckuil
cAyuail CHUHANbHO-0YAbOAPHOU MblULeHHOU OUCMPOpUU ¢ KAUHUYECKOU KAPMUHOU, HANOMUHAIOWell MemaboauYecKyo MUONAMUIo.
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Spinal and bulbar muscular atrophy as a multisystem disease with motor neuron and muscle involvement:
literature review and a case report
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The spinal and bulbar muscular atrophy is a slowly progressive X-linked polysystemic disease associated with polyglutamine expansion
in the androgen receptor gene. The mutant protein exhibits toxic properties towards neurons and myocytes. The main motor manifestations
of the spinal and bulbar muscular atrophy are weakness, atrophy and fasciculation of the muscles of the limbs and bulbar group. Traditio-
nally spinal and bulbar muscular atrophy belongs to the group of motor neuron diseases, but in recent years there is increasing evidence
of a significant role of primary muscle pathology in the pathogenesis and clinical picture of this disease. This article provides a review of the li-
terature on the pathogenesis, clinical manifestations and diagnosis of the spinal and bulbar muscular atrophy. We present a case report
of the spinal and bulbar muscular atrophy with a clinical findings resembling metabolic myopathy.
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Bsepexue

CrmHanmbHO-0yIs0apHast MbIredHas atpodust (CBMA),
wiu 6one3Hb KeHHenu — X-clerjieHHOe, MeIJIEHHO TIpo-
rpeccupylollee HepBHO-MbIIIEYHOE 3a00/IeBaHNE, CBSI3aH-
HOE C TTOJINTITYTAMWUHOBOM 9KCITaHCHEN B TeHE aHIPOTeHHOTO
penteriropa. OCHOBHBIMU IBUTATEIBHBIMU MPOSBICHUSIMU
3a00JIeBaHUS SBJISIOTCS CIa00CTh, aTpodun 1 hacluKy-

JISIIAY MBIIIL KOHEYHOCTEe! 1 Oyab0apHoi rpynmnsbl. dim-
TeJIbHOE BpeMsI JaHHAas CUMIITTOMATHKA pacCMaTprBaiach
KaK MCKITIOUNTEIHLHO TIPOSIBIICHIE HEMPOHAIBLHOTO TTOpa-
JKEHUS BCJICICTBHE IeTeHEPAIINY ITeprhepUISCKIX MOTO-
HeiipoHoB. OIHAKO Pe3yJIBTaThl UCCIICIOBAHMI ITOCTSTHIX
JIET TTIOMYEePKUBAIOT TaKKe CYIIECTBEHHYIO POJIb IIEPBUYHO-
MBIIIEYHON MaTOJOTUM B ITATOTeHEe3¢ W KIMHUIECKOM
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kaptTuHe CBMA. KpoMe Toro, moMmuMo ABUTATEILHBIX
MOTYT IIPUCYTCTBOBATh UyBCTBUTEIIBHBIC U BUCIICPAJTHHBIC
HapyleHus1, 94To xapakrepnzyer CBMA Kak MyJBTHCHC-
TEMHYIO ITaTOJIOTHIO.

leHemuka, nhamoreHes, KnuHUYecKad KapmuHa

3aboneBanue BeI3BaHO 9KcmaHcueil CAG-TIOBTOPOB
(IMTO3MH-aIeHUH-TYaHWH) B 1-M 9K30He TeHa aHIPOT¢H-
Horo penienTopa (androgen receptor gene, AR), 1okammzy-
OIIIETOCS Ha ITMHHOM Tutede X-XpoMocoMsl (Xql1-ql12) [1].
B HopMe aTOT yuacTok reHa comepxut 8—35 CAG-no-
BTOPOB, KOTUPYIOIIMX IOJIUTITYTAMIUHOBBIN TPAKT Y aMUHO-
koH1a 6enka. I[Ipu CEMA xommuectBo CAG-TIOBTOPOB
yBenmuuBaeTcs 10 38 u 6omee [2]. CunTaercs, 9TO ajuIesu,
cogepxamne 36—37 CAG-IIOBTOPOB XapaKTePU3YIOTCS
HETIOJTHOM TICHETPAHTHOCTBIO, M B 3TUX CIIyJasiX pe3yib-
tatbl JlHK-TectupoBaHust HEOOXOAMMO UHTEPIIPETUPOBATh
C YIETOM CEMEIHOTO aHaMHe3a U KIIMHNIEeCKON KapTUHBI
3aboneBanus. [Ipu CEMA xommuectBo CAG-TIOBTOPOB
BJIMSIET HA BO3pAcCT Ie0I0Ta 3a00JIeBaHMS M BO3PACT MOTE-
U CITOCOOHOCTH K X0[1b0e 0€3 MoaaepKKK, OMHAKO HE BT~
sIeT Ha CKOPOCTh IIPOTPECCUPOBAHUS CUMIITOMOB | 3].

AHnporeHHBIN petienitop (AP) siBisieTcst BHyTpUKIIE-
TOYHBIM PEHEIITOPOM U BBIMOJHSIET (GYHKINIO (pakTopa
TPaHCKPUIIIINY, aKTUBUPYEeMOTO JuraHaoM. Ilpu oTcyr-
CTBUHM JIMTaHAA (TECTOCTEPOHA MM TUTUIPOTECTOCTE-
pPOHA) OH HAXOOWTCS B LIMTOILIA3ME KJIETKU B CBSI3aHHOM
COCTOSTHUH ¢ OeJIKaMH TeIJIOBOTO IIoKa. B mpucyrcTBun
ymranga AP nuccomumpyeT u IepeMeniaeTcs B IIpo, Te
CBSI3BIBACTCSI C OTpeIe/IeHHBIMHU ITOCIeI0BATSIbHOCTIMU
JHK u B3aumoaeiicTByeT ¢ SiAepHbIMU OeJIKaMU, pery-
JIMPYS SKCIIPECCUI0 TCHOB-MHUIIICHE.

B natorene3e CBMA nMeeT MecTo Kak rmotepst pnu3no-
Jnornueckoit pyHkunm AP, Tak 1 TiprodpeTeHne 0eJIKOM
TOKCHUIECKHUX CBOMCTB. [IposiBIIeHUSIMM TIEPBOTO MEXaHM3-
Ma SIBJISTIOTCSI 4acTo BeTpevaroiyecs y naiueHToB ¢ ChbMA
MMPU3HAKNA CHIDKEHUSI 9yBCTBUTEIBHOCTHA K aHIpPOTeHAM
B BUJIC TMHEKOMACTUH, CHIDKCHMS JTUOUIO0 M UMITOTECH-
st [4]. OoHaKO BTOPOit MEXaHW3M, TT0-BUINMOMY, SIBJISI-
€TCSI BeIyIIIM, IIOCKOJIBKY ITPY HAJIMYWUH IPYTUX MyTaLIMiA,
NPUBOASIIMX K MOJHON motepe pyHKuuu AP, a Takxke
y MBIIIIEH ¢ TTomaBIeHreM aKcnpeccun AP, He pa3BuBaert-
cs xapakTepHbIi 111 CBMA ¢deHOTHIT HepBHO-MBITIICUHOM
nmucdynkimy. Tokenuecknii a(pheKT coaepKalero maToreH-
HyI0 3KCcITaHcuio AP miposiBisieTcst HapylreHrueM HOpMalb-
HOTrO B3anMoeiicTBus AP ¢ opyruMu TpaHCKPHUITIIMOHHBI-
MM (paKTOpaMU B sIIpe, YTO IIPUBOAUT K MX CEKBECTpALINU
W B KOHEYHOM HTOTE K AU3PETYISINU TPAHCKPUIIINU
nenoro psnga reHoB. [Ipu CBMA mnoka3aHbl HapylieHue
PETPOTPATHOTO aKCOHAIIBHOTO TPAHCIIOPTA (4TO MOXKET
WUTPATh POJIb B IATOTeHE3€ MeTeHEepAIN IeprdepuIeCKIX
MOTOHEHPOHOB), TUCHYHKIINS HEKOTOPBIX ITyTei BHYTPH-
KJIETOYHOM Mepeaadn CUTHaA, HapylleHne (PyHKIIMN MH-
ToxoHapuit [5]. Kpome Toro, Hapyiaercs aerpaganus
MYTaHTHOTO OeJIKa, 9YTO ITaTOMOP(OIIOTTICCKH TTPOSIBIISI-
eTcs oOHapy:keHneM Kak aud@y3HBIX HAKOIUICHUM, TaK

¥ arperaToB B KJICTOUHOM SIIpe W LIMTOIUIa3Me. DTH U3Me-
HEHUSI 00HAPYXKMBAIOTCA KaK B HeHpoHaX (MOTOHEHPOHAX
CITMHHOTO MO3Ta, MOTOPHBIX SIIpax CTBOJIA 3a MCKIIIOYE-
HUEM SIIEP T71a30BUTATSIbHBIX HEPBOB, IyBCTBUTEILHBIX
TaHIJIMSIX TOP3aIbHBIX KOPEIITKOB CITMHHOMO3TOBEIX HEP-
BOB), TaK M B KJIETKaX APYTMX TKaHEH M OpraHoB, B TOM
YYCJIe MBI, TIEYSHH, TTOKEIyIOIHOM XKeIe3bl, IToYeK,
sSA4eK, IpocTaThl M Koxu [6]. Tokcnueckme 3(hheKTh My-
TaHTHOTO AP 4BISAIOTCA JUTaHI-3aBUCUMBIMU U PEaIU-
3yI0TCSI TOJIBKO B MIPUCYTCTBUU aHAporeHoB [7]. Tak, pu
BBEICHUM aHAPOTECHOB TPAHCTEHHBIM CaMKaM y HUX pa3-
BuBaynach kKaptuHa CbMA, a KacTpaiust MbIlIeii-caMIIOB
¢ cumriromatukoit CBMA npuBomuia K BOCCTAaHOBIICHUIO
yTpadyeHHBIX MBIIICYHBIX (PyHKINI [8]. Poth aHIpOTEeHOB
B ITaTOTe¢He3¢e 00JIC3HN OYEBUIHA M Y JIIOIEH, TTOCKOIBKY
TTOJTHAST KIIMHUYECKasi KapTUHA 3a00JIeBaHUST OTMEJaeTCs
TOJIBKO Y JIMII MY>KCKOTO T10J1a. Y XEeHITWH-HOCUTEIbHUII
MTaTOJIOTUYECKOM X-XpOMOCOMEI CUMIITOMOB He HaOJTf0-
JAeTCs, INOO MOTYT BBISIBJISITHCS JIETKO BRIPAXKECHHBIC TIPO-
apinenuss CbMA: kpaMmu, jerkast MbIllieqHast c1aboCThb,
HeOoJbIIoe TToBBIIIeHNE KpeaTnHpochokmHazsl (KDK)
WJIN HelporeHHbIe N3MEHEHMS Ha 3JICKTPOMUOTpadhur
(OMI'), mpryeM cTereHb BBIPasXKEHHOCTH CIMITTOMOB 00YC-
JIoBJIcHa (heHOMEHOM HeclTyJalfHOM MHAKTUBAIIUM X-XPO-
MOCOMEI [9].

3aboeBaHne OeOIOTUPYET B ITUPOKOM BO3PACTHOM
JauanasoHe: ot 4 10 76 net (B cpenHeM Ha 4—5-m 10-y1eTusix
xkn3HN). K Hanbonee 9acThIM CUMITTOMAaM B Ie0I0Te 3200-
JIeBaHUS OTHOCSITCSI TPEMOP, MBIIIIEYHasI CJ1a00CTh, TrU3ap-
Tpusi/nucdarvsi, MbIIIeIHbIe (PaCHUKYIISIIINN, KPaMIIH,
ruHekomactus [10]. Tpemop uallie Bcero pa3BUBaeTCs B py-
Kax, IMeeT HU3KYI0 aMIuUTyy. I1o cBomM a5reKTpodn3no-
JIOTUYECKUM XapakTepuctukaM tpeMop ripyu CbMA nme-
€T, BeposITHEE BCero, TeprudepruecKuii reHe3. MBIeuHast
C1a00CTh OOJIBINE, YeM B ITIOJIOBUHE CIyJIacB IeOIOTHPYET
B HOTaX: MaIlMeHTHl HAUMHAIOT XKaJIOBAThCS HA TPYTHOCTH
TIpY TTIOXbEMeE TI0 JIECTHHUIIE, XOIb0Oe Ha OOJIBIIINE PACCTO-
STHUSI, IO3HEe — Ha TPYIHOCTH IIPW BCTaBaHUU CO CTYyJIa.
B TpeTu cinyyaeB cHauana pa3BMBaeTCs C1ab0OCTh Oyab0ap-
HOM MYCKYJIaTyphl: YMEPEHHBIC HAPYIIICHNS apTUKYISITNN
u rotanus. Eie pexe ciadocts nedroTupyer B pykax [11].
[rydokue pedrekcsl 3HAYNTETLHO CHYDKCHBI MJIN HE BBI-
3BIBAIOTCST. MBIIIIEUHAsI CITA0OCTH IIPOTPECCUPYET MEUIEHHO
Y UHBAJTUIWU3ALIMS BCJICACTBHE HAPYIICHUS CITOCOOHOCTH
K IIEPEIBIDKCHUIO Pa3BUBACTCS MO3MHO: MAIIMEHTHI HAUM-
HAIOT HyXXIAaThCS B OTIOpe TIPU XOOb0E B CPeITHEM B BO3pa-
cte 0KoJ10 60 JeT.

Ecmm mo Hauvana 2000-x TT. TOCIOACTBOBAJIA «HENPO-
LIEHTPUCTCKAsT» TeOPHsl, OOBSICHSIONIAS MBIIIICYHYIO ClIa-
6octhb ipu CBMA Helipore HHBIMY U3MEHEHUSIMU BCIIEI-
cTBHE THOEIN neprdepudecKIX MOTOHEITPOHOB, TO OoJree
TTO3MHVE MCCIICIOBAHNS aKIICHTUPOBAIM CYIIECTBEHHYIO
pOJTb MIEPBUYHO-MbIIIeuHOM maToyioruu mpu CBMA [12].
Tak, B MBIIeYHBIX OuonTatax mamueHToB co CbMA
00HapPYXMBAIOTCSI MPU3HAKKM HE TOJHKO HEHPOTEHHOTO,
HO M MHOTEHHOTO IIpoliecca: BapruabeIbHOCTh pa3Mepa
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MBIIIIEYHBIX BOJIOKOH, 0a30(MJIBHBIC BOJIOKHA, HEKPOTH -
YeCKHe MBIIIECYHBIC BOJIOKHA C SIBICHUSIMHA (parommrosa,
BE3UKYJSIPHbIE s1Ipa, LIEHTpaJbHbIE SiApa, YBEJIMYEHUE
SHIOMM3UAJIBHOM COeIMHUTENbHOM TKaHu [13]. B muo-
nutax 6osbHBIX CBMA oTMeuatoTcst HapylieHust Mopho-
JIOTMIY ¥ CHIDKeHUE (DYHKIIMOHAIBPHOI aKTUBHOCTH MUTO-
XOHIIpWH, U3MEHEHNE JINITUIHOTO COCTaBa MX MeMOpaH,
B CBOIO ouepens AeHeKTHBIC MUTOXOHIPUH ITOABEPTalOTCST
mutodarnu. [1penmnonaraercs, YTo OMHOM M3 TIPUYUH MH-
TOXOHApHUaNpHOU Tarojiorun mpu CBMA MoxeT OBITh
CHIKEHUE CMHTE3a KapaIUOJIUITMHA B Pe3yJIbTaTe TU3pery-
sy TpaHckpuniuu [14]. Eme 6onee yoenuTelbHbIE
JTIOKa3aTeJIbCTBA POJIM TIEPBUYHO-MBITIIEYHON TATOJIOTUH
B pa3BuTun CBMA ObUIM TOy4eHBI Ha MOJEIN 3a00J1e-
BaHWS y MBIIIIEH. BBII0 TTOKa3aHO, YTO Y MBIIIIEH ¢ XapaK-
tepHoi 11 CBMA MyTalieit MuonaTndecKne N3MEeHEeHHST
MIPENIIECTBYIOT Pa3BUTHIO ITATOJIOTUH HEHPOHOB CIIMHHOTO
MO3ra, B TOM YHCJIE OTMEYAIOTCS METa0OTMIECKIE M3ME-
HEHMS MBIIIII C TIEPEXOIOM OT TJIMKOJIN3a K OKUCTUTEThb-
HOMY (pochoprmIMpOBaHMIO, a TAKXKe MUTOXOHIpHUATbHAS
marosiorus [15, 16]. boiee Toro, ce1eKTMBHOE «BBIKITIOYE-
HHUe» IKIIpeccny TeHa AP B MBIIIIeYHOM TKaHU TPaHCTECH-
HBIX MBIIIEN MPeIoTBpaIIacT pa3BUTHE OBUTATEIbHBIX
nposiBlieHui 3abosieBanus [17]. B cBoio ouepenb, y MbI-
IIeH, SKCIPECCUPYIOIINX MyTaHTHBIN T'eH AR TOJIBKO B MBI-
IIEYHOW TKAaHW, PAa3BUBACTCS TAKOW K€ KITACCUYECKUM
aHIPOTeH-3aBUCUMBIN (DeHOTHII 3200J1eBaHMsI, KaK 1 Y MBI-
el ¢ AKCITpecCcreit MyTaHTHOTO TeHa BO BCeX TKaHsX [18].
HccnenoBannst OMOXMMHUYECKIX MapKepOB 3a00JIeBaHUS
Tak>Ke MOATBEPKAAI0T MEPBUYHOE BOBJIEUEHUE MBbIILILL B Ma-
TOJIOTUIECKUiA rIporiecc. Tak, ObUTO TTOKa3aHO, YTO KOHIICH-
Tpalys B KPOBH JIETKHUX IIeTIeil HeiipodriaaMeHTOB — OHO-
MapKepa HeHpOHAJIbLHOTO TOBPEXAECHUSI, TTOBBILLIEHHOTO
mpu 60KoBOM ammoTpodudeckoM ckiepose (BAC) 1 Ha-
CIIeICTBEHHBIX MoJimHelpomnaTusx, npu CbMA He uzme-
HEHa U HE KOPPEIUpyeT ¢ aKTUBHOCTBIO 3a00JICBaHUS.
ITpu aTOM BrIOMapKep MbIlIeyHOro noBpexaeHns — KOK,
JIOCTATAET 3HAYUTEJIPHO 00Jiee BBICOKMX 3HAUCHUI NP
CBMA 110 cpaBHenmo ¢ BAC 1 HOpMOIi, XOTS U He KOp-
peIpyeT ¢ KITMHIYISCKUMHU TIPOSIBIIeHUSIMU 0051e3H1. Kpo-
M€ TOTO, KpeaTUHUH, SIBJISIOIINICSI OMOMapKepOM MBbI-
1IeyHoi Macchl, cHikeH mpu CBMA B OonbIneii cTeneHu,
yeM y mmanueHToB ¢ BAC 1pm Toi1 XXe MBITIIeYHOI Macce,
1 eT0 COoAepKaHNe B KPOBU KOPPEIUPYET C TSKECTHIO 3a-
6oneBanms. [1o mocaemHIM TaHHBIM 3TO MOXKET OBITB CBSI-
3aHo ¢ umerommMcs Ipu CBMA HapyIreHreM 3KCIpeccui
MbIeyHbIMU KieTkamu SLCO6AS8 — Oeska-nepeHocyrKa
KpeaTrHa, SIBJISIIOIIETOCS TIPEAIIeCTBEeHHUKOM KpeaTHHIHA
[19, 20].

Kimnmnanueckas kaptuia CBMA He orpannumnBaeTcs
JIBUTATSILHON CHUMIITOMATUKOM: HEPEIKO BCTPEUYAIOTCS
JIETKO BEIpaXKCHHBIC IyBCTBUTEIHFHBIC PACCTPOICTBA BCIISI-
CTBUE JIeTCHEPAIINY YYBCTBUTEILHBIX TAHTJIMEB JOP3aJTh-
HBIX KOPEIIKOB CIIMHHOTO MO3ra. MOXeT OTMeJaThCs
JIETKOE CHUXKCHWE BHOPAIIMOHHON YYBCTBUTEIHLHOCTHU
B HOT'aX, COIPOBOXIaeMOe U3MEHEHUSIMU TIPU CTUMYJISI-

nuoHHO DMI B Buae CHMXEHUS aMIUIATYI OTBETOB
10 YyBCTBUTEIBLHBIM HepBaM [21]. Kpome Toro, nccnemo-
BaHUS MOCJICIHUX JIET COOOIIAIOT O HAIMYMH JIETKO BBIpa-
XKEHHOWM TAaTOJIOTUU LIEHTPAJIbHOW HEPBHOW CUCTEMBI
npu CBMA, BeIpaxkalomeiicss B HaJIWYUM JIETKUX/
YMEpEeHHBIX KOTHUTUBHBIX PACCTPOMCTB, a TAKKE IMaTOJI0-
iy 0eJIoTO BellleCTBa MO JaHHBIM HOBEUIITNX METOIOB
HelipoBuayanuzauuu (@ @y3noHHO-TeH30pHAsT Mar-
HUTHO-pe30HaHCHast Tomorpadust (MPT), Bokcenb-opueH-
TtpoBaHHass M P-mopdomerpust, MP-ciekTpockormst) [22].

Cpeny coMaTUIeCKUX TIPOSIBJICHUH Yallle BCeTo 00Ha-
PYXKMBAIOTCS MPU3HAKN CHWKCHUS UYBCTBUTECIHLHOCTHU
K aHaporeHaM (THHEKOMACTHsI, TECTUKYJIIpHAsT aTpodusi,
ceKcyajbHasT TUCGhYHKIINS), KOTOPBIC 3a9acCTYIO ITOSIBIISI-
FOTCS eIlle IO ABUTATEIbHBIX CUMIITOMOB 00jie3Hu. [1pu-
MepHO Y 38 % GOJIbHbBIX BBISIBJISIETCS ITOBBILLIEHIE YPOBHE
TECTOCTEPOHA U IETUIPOINUAHAPOCTEPOH-CYNbdaTa. Kpo-
Me TOTO, 10 TaHHBIM TTocaeTHnX padoT, st CBMA xapak-
TepeH HeaJTKOTOJIbHBIN CTEaTOTeIIaTo3, 00HAPYKMBACMBIIA
y OOJTBIITMHCTBA ITAIIMEHTOB, ¥ META00IMICCKII CHHIPOM
(abmomMMHAIIPHOE OXUPEHNUE, TUCTUTTUACMUS, THCYJTNHO-
PEe3UCTEHTHOCTH) [23, 24]. Ha DMI MoryT o6HapyXnBaTh-
cs bpyrama-mmomo6HbIe U3MEHEHUS IIPAKTUIECKH Y TT0JI0-
BUHBI OOJIbHBIX, TTO JAHHBIM MCCAEI0BaHUS OOJIbIION
SATIOHCKOI KOTOPTHI [25]. Y HEKOTOPBIX MALIMEHTOB MOTYT
pa3BUBATHCS YMEPEHHBIC I BBIPAXKEHHBIC CUMITTOMBI
CO CTOPOHBI MOYEBBIACINTEIBHON CUCTEMBI (Jallle CUMII-
TOMAaTHKa OOCTPYKIIMK BBIXOZHOTO OTBEPCTHUS MOUYEBOTO
My3BIPsI, HE CBSI3aHHAS C YBEJIMUCHUEM IIPOCTATHI), B pell-
KMX CTy4yasix TpeOylollre yCTaHOBKM MOUYEBOTO KaTeTepa.
[Ipenronaraercs, 9YTo CHMIITOMATHKA OOCTPYKIIMU MOYe-
Boro 1y3bIpst mpu CBMA MokeT OBITh CBSI3aHa C TIEPBUY-
HBIM TTOpakeHHEeM MBIIIIIT Ta30BOTO THA JIN00, MEHee Be-
POSITHO, C BereTaTUBHBIMM HapylLUeHUSIMU [26].

OcHoBHbIe KTMHNYecKue rposBiieHnss CBMA, otpa-
JKaroIlre TMOIMCHUCTEMHBII XapaKTep 3a00JIeBaHMS, TIepe-
YUCJIEHbI B TAOIULIE.

ITpu CbMA nipoao/KUTETbHOCTD XXU3HU CHUXKAETCS
HE3HAUYUTEIBbHO U TALMEHTHI PEAKO YMUPAIOT OT MPSIMbIX
OCJIOXXKHEHUI 3a00JIeBaHMSI, CBSI3aHHBIX C HapyIICHUEM
mIoTaHuA (PUCK acIUpPallMOHHON ITHEBMOHUM) 1 CJ1ab0-
CTBIO IBIXaTeTbHBIX MBI [27].

JluarHocmuka

Huarno3 noareepxnaercs JHK-guarHoctukoii, Ko-
topas BeisiBIsieT CAG-3KkcmaHcuio (38 1 6oJiee ITOBTOPOB)
B reHe AR.

VYpoBenb KDK y 60abIIMHCTBA TALIMEHTOB MOBBIIIEH
B 2—4 paza (10 900—1400 En/i), XOTS1 y OTAENBHBIX MALU-
eHToB ormchiBaeTcs moBbieHrne KOK no 4000 Em/m.
IMoBeimenne KMOK perucrpupyercs, Kak MpaBuiio, yxKe
Ha TOKJIMHUYIECKOI CTamny 3a00JIeBaHMS, OTHAKO €T0 YPO-
BeHb HE KOPPEJIMPYET ¢ BO3PACTOM MaHMMECTaIluM, CKO-
pocThio TiporpeccupoBanus 1 unciioMm CAG-1oBTOpoB [28].
Kpowme Toro, kak B TOCUMIITOMHOM, TaK I B CHMITTOMHOI
cramyu 00JIe3HN OOHAPYKMBACTCS HEOOJIBIIOE TTOBBIIIICHIE
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MbluleyHol ducmpoguu

Polysystemic clinical manifestations of spinal and bulbar muscular atrophy

Opranst
U CHCTEMBbI

HepsHas cuctema:

Nervous system:

* MOTOHEHPOHBI
CIIMHHOTO MO3ra
U MOTOPHBIE
siApa CTBOJIA TO-
JIOBHOI'O MO3ra
(xpome simep 111,
IV u VI nap ue-
PETHBIX HEPBOB);
motor neurons
of spinal cord and
motor nuclei
of brainstem
(except nuclei
of cranial nerves 111,
IV and VI);

* YYBCTBUTEJIbHbBIE
TaHIJIUA 10P-
3aJIHBIX KOpeIl-
KOB CITMUHHOT'O
MO3ra;
dorsal root ganglia;

* TOJIOBHOI MO3T
brain

MBIs
Muscles

Cepuiie
Heart

[TeueHn
Liver

MoueBbIBOASIIIIAS
cucrema
Urinoexcretory
system

DHIOKpPUHHAs
cucrema

1 MeTaboJIMYecKue
HapyILIeHUs
Endocrine and
metabolic disorders

Ilpumeuanue. M —

Kimanyeckue, HHCTpYMEHTAJbHbIE,
JIa00paTopHbIE MPOSIBJIEHHS

* [Tape3sbl, MBIIIEYHbIE TUTTOTPODUH,
dacuukynsamu, apedaekcus;
muscle weakness, atrophy and
fasciculations, areflexia;

* IU3apTpusi, nucharus;
dysarthria, dysphagia;

* IOCTYPaJIbHO-KWUHETUYECKUI TPEMOP
PYK;
postural and kinetic hand tremor;

* CHIDKEHME BUOPAIIMOHHOW YyBCTBH -
TEJIBbHOCTH B HOTaX;
vibration sense impairement in legs;

* JIETKME KOTHUTUBHBIE HAPYILIEHUS ;
mild cognitive decline;

* XPOHUYECKHE HEMPOTEHHBIE NU3MEHE-
HUS TIpY urojpdaroit DMI, mpusHaku
CEHCOPHOM aKCOHAJIBbHOU MOJIMHENPO-
MMaTUU MPU CTUMYJIIIMOHHO DMT;
chronic denervation signs on needle EMG,
sensory axonal abnormalities on nerve
conduction studies;

* IPU3HAKU MOpaxKeHUsI 0EJI0ro
BeIlleCTBA MO JaHHBIM AU DY3UOH-
Ho-TeH3opHoI MPT, Bokcesb-opu-
eHTrupoBaHHOU MP-MopdomeTpuu,
MP-cnekTpockonuu
white matter abnormalities on diffusion
tensor imaging, voxel-based MRI,
MR-spectroscopy

I1ape3sl, MBIIIEYHBIE TUTTOTPODUN
Muscle weakness and atrophy

Ioseimenne KOK

Serum CPK elevation

Bpyrana-nogo6HbIe U3BMEHEHUS
npu DKT
Brugada-like ECG pattern

HeankoroabHbIil cTeaTorenaro3
Non-alcoholic fatty liver

OOCTpPyKIIMSI MOYEBOTO ITy3bIPS
Lower urinary tract obstruction

» CHIXEHUE YYBCTBUTECJIbHOCTU
K aHAporeHaM (TMHEKOMACTHsI, TeCTH-
KyJsipHasi aTpousl, OJIUTOCTIEPMHUS);
mild androgen insensitivity (testicular
atrophy, oligospermia, gynecomastia);

* TUCITATIAAEMUS,;
dyslipidemia;

* a0JJOMUHAJIBHOE OXKUPEHUE;
abdominal obesity;

* UHCYJIMHOPE3UCTEHTHOCTDH
insulin resistance

anekmponetipomuoepagpus, MPT — mae-

HUMHO-pe30HaHcHas momozpagus, MP — mMacHUMHO-pe30HaHC-
Has, KK — kpeamungocpoxunaza, IKI — snexmpoxapouo-

epaghus.

Note. EMG — electromyography, MRI — magnetic resonance imaging,
MR — magnetic resonance, CPK — creatine phosphokinase, ECG — elec-

trocardiography.

MeYeHOYHBIX TpaHcamMuHa3 [29]. Kak yxe ObLIO cKa3aHO
Boie, mpu CBEMA BBISIBIISIETCS CHIKEHUE KpeaTHMHWHA
B KPOBH, KOPPEIMPYIOIIEe C BRIPAXKEHHOCTHIO MBIIIICYHOM
cJ1aboCTH.

Ha OMI mpusHaky aKTWBHOM OeHepBalluM (IIOTCH-
raabl QUOPWILISIINI, TTOJIOKUTEIBHBIE OCTPHIC BOJTHBI)
c71ab0 BBIPAXEHBI, TIPe00IagaloT IPOSIBIICHUSI XPOHUYE-
CKUX HEHPOTEeHHBIX MI3MEHEHUI (TUTAHTCKIE TTOTCHITAATIBI
IBUTATEbHBIX eqnHMIT). DMI -TIaTTepH OTIMYaeTcs oT Ta-
koBoro nipu BAC, neMoHCTpupyIOIIero 6ojee 4acThIe 0~
TeHIWATBI DaCIVKY/ISIINI 1 (GUOPYILISIINIA 1 OTHOCUTEITh-
HO MEHBIIIME IO BEJIMIMHE MOTCHIINAJBI IBUTATCIIbHBIX
SIMHUII.

HaxomieHo HenocTtatouHo maHHBIX o MPT-uccie-
npoBaHuio M mpu CBMA. T1o jaHHBIM McclieqoBa-
Hug J.R. Dahlqvist u coaBrt., BKiirounBIero 40 60JbHBIX
¢ CBMA, 6511 TonyyeH aud@y3HbIi maTTepH NOpakKeHUS
MBIIII] ¢ TIPU3HAKAMU XUPOBOI MH(MUIBTPAIIN BO BCEX
WCCIICIOBAHHBIX MBIIIIIIAX: KeBATCIBHBIX U SI3BIKA, MBIIIIIAX
TyJIOBHINA, PYK 1 HOT. U3MeHeHMsT mpeob1anaid B Horax
U ObLIM 60JIbllI€ BBIPAXKEHBI B cTUOaTesix Oepa v ToJeH!
110 CPaBHEHMIO C pa3rudaTesIsIMu, IpUIeM BBIPAXKeHHOCTD
KMPOBOM MHOWIBTPAIIUM 00paTHO KOPPEIMPOBAIa C MBI-
1meyHou cuioii. B Haubomblet cTerneHn XXUpoBOil UH-
GUIBTpalli TOABEPIIIMCH MOIYCYXOXMIbHAS, TIOTyIIepe-
MOHYAaTas, JJIMHHAS TOJIOBKA IBYIJIaBOM MBIIIIBI Oempa,
TpeXIJIaBasi MBIIIIIA TOJICH!, B HANMEHBIIEH — IOPTHSTK-
Hasl, TOHKasI, TIepeaHsIs 00IbIIeOepIIOBasT MBIIIIIIHI U KO-
POTKas TOJI0BKa IByIIaBoit MbIisl 6eapa [30]. [TokasaHo,
yto MP-nartepHs! nopaxeHus: Mbiii mpyu CbMA n BAC
pa3IM4YHEI ¢ peobIagaHeM 0oJjiee BEIpaXKeHHO KINPOBO
nereHepanuy mpu CBMA, He xapakTtepHoit st BAC [31],
YTO MOXKET OBITh CBSI3aHO KaK ¢ 00jice MEIJICHHBIM IIPO-
rpeccMpoBaHMEM 3a00JIeBaHUSI, TaK U C HAJTMYHUEM TIep-
BUYHO-MBIIIEYHOTO KOMITOHeHTa IopaxXeHust mpu CBMA.

CoxpaHsromasics yoeXXIeHHOCTh MHOTHX HEBPOJIOTOB
B ToM, uTo CBMA gBseTcsl UCKITIOUNTETLHO 00I€3HbBIO
HIDKHETO MOTOHEMPOHA, MOXET IIPUBOAUTH K HEBEPHOMY
TPaKTOBAaHMIO MMEIOIIMXCST Y OOJIBHOTO IIPOSBICHUIA TIep-
BUYHO-MBIIICYHO MTaTOJIOTHUH, 9YTO HAIIPaBJIsIeT JUATHO-
CTMYECKHU TTOMCK B JIOXXHOE pycio. Hike mpuBomuTCs
onuvcanue KimHn4deckoro ciaydass CbMA ¢ deHoTUIiom,
HAITOMMHAIOIINM MeTa00IMIECKYI0 MUOTIATHIO, YTO T10-
CITYKVJIO IPUIMHOM 3aIep>KKI B ITOCTAHOBKE JMArHO3a.

Hayuenm A., 52 200a, nocmynua 6 5-e Hegpoaoeu4eckoe
omdenenue OI'bHY « Hayunutii yenmp Hesponocuu» ¢ ycano-
bamu Ha 6bICMPYI0 YMOMASLEMOCMb U CAADOCMb 8 HO2aX, HA-
pacmarouie K eevepy, Cnasmvl Mblull KOHe4HoCmell, myao-
suwa, Auya nocie QU3UYecKoll HazpysKu.

Ilo anamuecmuueckum OQHHbIM YMOMASIEMOCMb U CRA3-
Mbl 8 MbLUYAX nOCAe PU3U4eCKOU HAPY3KU HAYaA OmMe-
4ameo 0K010 7 1em HA3a0, Hcaio0bl MeONeHHO Hapacmanu.
Ilpumepno ¢ moeo xce épemenu npu yaompaszeyKo8om Uc-
C1e008aHUU 0P2AHO8 OPIOUIHOL NOAOCMU OUACHOCMUDPOS8A -
Ha eenamomeeanrus. B anaruzax kpoeu ommeuanroce no-
soimenue KOK do 4200 Ed/a, rakmamoeeudpoeuna3zvl
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do 518 Ed/a, acnapmamamurnompancgepaszot do 122 Ed/a,
aranunamunompancghepasel do 89 Ed/a, muoerobuna do
403 mre/n. IlpednonoxcumenvHo 8bicmaeasncs 0uaeHos «60-
ae3ns Mak-Apoas», 00HAKO MOAEKYASAPHO-2eHeMUYEeCKas
duaerHocmuka e nposodunace. bvuia nposedena buoncus mviuiy,
nepeonetl 6pIOWHOIL CMEHKU HA 2AUKO2EH, 8 COOMBEMCMBUU
¢ NpedoCMasAeHHbIM 3aKAI0YeHUeM Oblil Bbid6AeHbl OMeK
u ducmpogus MblueyHbIX 8010KOH, nosoxcumenvuas IITHK-
peakuus (periodic acid Schiff (PAS) reaction, PAS-peakuyus)
Ha eaukoeeH 8 o0Hom Kycouke. llayuenmy neodHoOKpamuo
npogodunace IMI no mecmy dcumenbcmea, no pe3y1bmamam
KOMOpoIi 0npedesnucs npU3HaKu 0eHepeayuoHHO-peuHep-
BAUUOHHO20 NPOUECCA 8 COMEeMAHUU C HaAuuUuem dekpemenma
amnaumyosi U naouadu momopHoeo omeema (M-omeema)
NpU HU3KOHYACMOMHOU CIMUMYASYUU 8 0eAbMOBUOHOL Mblillye,
a makoice nepeUYHO-MblilleHble U3MeHeHUsl 6 0eAbMOGUOHOI
moiuye. Ilpu cnupomempuueckom uccae008anul 8bis84s10Ch
YMepeHHoe CHUMICeHUe JcUu3HeHHoU emkocmu aeekux (59 %)
u hopcuposarHoil HeuzneHHol emxocmu aeekux (65 %). Ila-
yuenmy 6vira npogedena obuupras JIHK-duaenocmuxa muo-
namuii: goinoansinace NGS-nanens (cekeenupogarie H08020
nokoaenus, next generation sequencing, NGS) «Hepero-mbi-
weuHble 3a001e6aHUS U BbIsI8AEHA 00HA NAMO2EHHAs Myma-
yus 6 eene RASPN (een peyenmopa auemuixoiuna), a mak-
ace uccredosanue nocaedosamenviocmu mm[HK memoodom
NGS — 6e3 namonoeuu. Ilposodunace dughgpepernyuanvras
duaenocmuka ¢ muacmerueil, 00HAKo Ha poHe npuema Ka-
AUMUHA MblULeYHASL CAA00CMb U CRA3MbL YCUAUAUCD U OUACHO3
muacmenuu Obli OMeepeHym.

B cemeiinom anamuese: nodobHbIx 3a601€8aHULL 8 ceMbe
Hem, 00HAKO0 y Mamepu ¢ WHOCMU Yacmole cyodopoel 8 Mblui-
yax Hoe npu HopmanvHoix 3HaveHusx KOK.

IIpu ocmompe obpawana Ha cebs BHUMAHUE 1€2KO 8bIPa-
JHcenHas eunexkomacmus. B neeponoeuueckom cmamyce onpe-
densinace ymeperHas cAadoCcmo AUUEB0U MyCKYAamypbl, Aeekas
ducpaeus, eunompous, ubpuiiayuu u crabocms Moluly
A3bIKA, C1a00CMb 8 CoUOamensix uieu, Mblyax OprouHoeo npec-
ca, MblULYAX Naewes020 Nosica, NPOKCUMANbHbIX U OUCANbHBIX

1. La Spada A., Wilson E.M., Lubahn D.B.

DOI: 10.1093/brain/awl096.

omaoenax pyK (xXyuce cnpaea), npoKCUMANbHbIX OMAenax Hoe
U 6 nodoueeHHbIX ceubamensx cmon 00 3,5—4 6annos. Omme-
YAAUCh HACMble MblUeYHble CRA3MbL U (PACUUKYASUUU 8 Mbll-
yax auya, mMsaeKozo Heba, weu, mya08uwa U KoHeuHocmeil,
yeuaugaroujuecs nocie Haepysku Ha mviuyy. Kpome moeo,
obpawaiu Ha cebs gHuUMaHue OupysHas MvluevHas euno-
moHUs1, apegaeKcus, NOCMYPANbHO-KUHeMU1eCKUll MeaKo-
amnaumyoHslii mpemop nanvyed pyk. Y nayuenma He 06110
KOOPOUHAMOPHbIX, YYECMBUMENbHBIX U MA308bIX HAPYUIEHU].

IIpu doobcaedosanuu 00nOAHUMENBHO K 8bLULEUZN0NCCH-
HbIM OGHHBIM ObLAO BbISABAEHO NOGbIUIEHUE MUO0A0OUHA 8 MOUYe
(10,5 He/me), a makice NPU3HAKU 3HAYUMENbHBIX HEUPO2eH-
HbIX UBMEHEHUI ¢ 1e2K0 BbIPANCeHHOl MeKyuel aKmueHo-
CMbIO 80 BCEX UCCACOYEMbIX MbLUULAX NO OGHHBIM UL0AbYAMOLL
DMT u npusnaxu ceHcopHoll AKCOHANbHOI NOAUHEIPOnamuU
no dauHoiM cmumyasyuoruoil IMI.

Yuumuieas oannvie IMT, nasuuue eunekomacmuu, xa-
PpaKkmepHoe pacnpeodeneriie MolulevHol c1abocmu U Haiuyue
mpemopa naavies pyx, navuenmy 6vira nposedera IHK-0u-
aeHocmuka 6one3nu Kennedu, npu Kkomopoll 8visignena na-
monoeuueckas mymayus (48 CAG-noemopos) 6 eene AR,
umo no3eoauno duaenocmuposams CbMA.

B kauecmee ocobenHocmeli 0aHHO20 CAYHASI MOJICHO Gbl-
deaums eenamomeeanuro, NPU3HaKu muonamuu (3Ha4eHus
KOK >3000—4000 E0/n, muoerobunemus u Muoen00uHypus,
NepeUHHO-MblUleHHble UBMEHEHUs 8 0eAbMOGUOHOU Mblulye
Hapsady c¢ HellpoeeHHOU namoaoeuei no dawHvim IMI),
YUMo HANPABGUAO HEEPOA0208 «NO NONCHOMY cAedy» OUdeHO-
CMuKU Memaboau1ecKux Muonamuil, a no3oHee (8 pe3yibma-
me nposedenroil JIHK-ouaenocmurku memodom NGS u obna-
DYICEHUsT MYMmayuu 8 2eHe peuenmopa ayemuixoiuna
6 2eMepo3U20MHOM COCIOSHUL) U Muacmenuu. B ceeme Hogbix
npedcmasenenuii o CbMA kak myasmucucmemHoil namoaoeui,
BKAIOUAIOUWEI NEPBUHHO-MblULEHHOe NOPadIceHUe, <MUONamU-
uecKue» NposeleHus 3a001e6aHUSA N1e2KO 00BACHUMbL U He
0012ICHbL 6AMbCS NPENAMCMBUEM K CB0e8PeMeHHOI duae-
nocmuxe CBMA npu nHaauuuu ocmansHbuix XapakmepHoix
CUMNMOMOS.
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