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Ilpedcmasaen kaununeckuii cayuaii nayuenma 28 aem co CRUHAALHOU U 0YAbOAPHOT MblueHOU amuompoguell, 00Ka3aHHOU yeeaute-
Huem CAG-noemopog @ eete, Kooupyioujem aHopoeeHHblil peyenmop. Y neeo Haba00aruce Gacyukyaayuy 8 CKeaemubixX MolUyax u s3ol-
Ke, cUHeKOMAacmusl, NOGbllUEeHUe 8 CbIGOPOMKE YPOGHel mecmocmepora u kpeamuHkuna3zol. Oco6eHHOCMbI0 CAYUas 16As5emcs pazeumue
2uHeKomacmuu 6 gospacme 0o 7.1em, nosieaenue acyuxyisyuii 6 gospacme 11.1em u npodoadcumensvHuix MbliieuHbix cy0opoe ¢ 3adep-
JcKoll paccaabnenus 8 15 aem, Komopslie HANOMUHAAU MURUYHYIO MUOMOHUIO. DneKmpomuoepagus 6vi18Una NPU3HAKU ymepeHHou
denepsayuu 6e3 MUOMOHUYECKUX PaA3Psi008 HAPs0Y ¢ eUeAHMCKUMU NOMEHYUANAMU 08UAMENbHbIX eOUHUY, U CHUMICEHUEeM NammepHa
pexpymuposanus. O6¢cyicoaromes 603MONCHbIE MEXAHUZMbL MUOMOHUU U 3A0ePICKU MblULeHHO20 paccaabieHus KaKk NPU3HaKo8 Hapy-
weHus YYHKYUU CKeNeMHbIX MblULY, 8 C8eme CO8PeMeHHbIX NPedCmasaeHuli 0 CRUHANLHOU U 6Y1b0apHOT MbluleHOU ampohuu KaK myab-
mucucmemHoll eeHemMu1ecKoll namono2uu.
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Spinal and bulbar muscular atrophy with pseudomyotonia phenomena:
a clinical case report
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A clinical description of a 28-year-old man with spinal and bulbar muscular atrophy diagnosed on the basis of the CAG-trinucleotide
expansion in the gene coding androgen receptor is presented. He exhibited skeletal muscles and tongue fasciculations, gynecomastia, in-
creased serum testosterone and creatine kinase levels. The peculiarities of the case were the gynecomastia under the age of 7, development
of fasciculations at the age of 11 and appearance of hard muscle stiffness with delayed muscle relaxation after voluntary contraction at the
age of 15, which resembled typical myotonia. Electromyography showed few signs of mild without myotonic discharge, contrasting with giant
motor unit potentials and reduced recruitment. The cause of myotonia-like symptom without myotonic discharge as a feature of skeletal
muscles disorder is discussed with the modern view of spinal and bulbar muscular atrophy as a multisystem genetic pathology.
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HepBHo-Mblweynbie BONTE3HU

Kaunuueckuit pazoop

CrnivHanbHas v OyiabOapHasi MbIedHas aTpodus
(CBMA) — HaclieIcTBeHHOE X-CIEIUICHHOE pelieCCUBHOE
3a00/iIeBaHNE C TMOpPaXKEHUEM HIDKHUX MOTOHEWPOHOB
U cTBOJIA TosoBHOTO Mo3ra. Cummntombl CBMA oTimyaior-
cs1 BapuabeIbHOCTbIO, UTO OTNPENEsIeT 3aJePXKKY U CIOXK-
HOCTb ITPY TTIOCTAHOBKE ArarHo3a. [1o maHHbIM TuTepary-
pbl, KaxaoMy 3-my u3 46 6oapHbIX ¢ CBMA B ne6iorte
CTaBWJIY OIIMOOYHBIN TUATHO3 (CITMHATBHAS aMUOTpodus,
Mporpeccupyloias MblilieyHast auctpodusi, 6osne3Hs [Map-
KWHCOHA, MUACTEeHMSI, 00KOBOI aMUOTPODUUECKUT CKITe-
po3, pagukynonatus L4 — L5) [1-3].

[TpuBOAMM COOCTBEHHOE KIMHUYECKOE HAOMIONCHUE
namieHTa ¢ CBbMA, B HEBpOJIOTMYeCKOM CTaTyce KOTOPO-
T'O BEAYIINM CUMITTOMOM ObUTH O0JIE3HEHHBIE MBITIIEYHbIC
CyAOpOTH, HATIOMWHAIOIIIE MUOTOHMUIO.

Boavnoii I 1988 co0a poxcdenus obpamuacs Kk Hegpono-
2y € Hcanobamu Ha yacmole Henpou380abHble N00epeUBaHUs
6 MbIUUAX PYK, HOe U MYA08UWA, a MaKdice nPUCmynsl 60-
ANE3HeHHbIX CNA3MO8 MbliUY, KOHeYHOCHell ¢ 3a0epIicKoil pac-
crabnenusi. Cnazmol NPOBOYUPOBANUCH U YCUAUBAAUCH NOCAE
@usuueckoil Haepysku, unoeda npodoaxcaruce 0o 15 mun.
B kucmu cnasm HanoOMUHAA MUOMOHUYECKYIO CYO0PORY.

Anamne3 yucusnu. Poouncs 6 cpok, 6 demcmee poc u paz-
8U6ANCSI COOMBEMCMBEHHO 803DACY.

Cemeiinotii anamnes ne omseoujen. Mamo nayuenma
CO00WUAA O CRA3MAX MbLUY, PYK NPU hopCUPOBaHHOM ceuba-
HUU 8 10Kmeguix cycmagax. Y opama 14 nem — eunexoma-
cmusi. Cmapwas cecmpa nayuenma 300posa.

Anamne3 6oae3nu. C 00wK0AbHORO 803pACMA B0 BPEMSL
MeOQUUUHCKUX 0CMOMPO8 8pauu 00paw,anu 6HUMAHUeE HA Yee-
Auyerue epyoHuix dcenes. B 22 eoda onepuposan no nogody
eunexomacmuu. Ilepuoduueckue 6e3001e3neHHble nodepeu-
eaHus 8 mviuyax pyk ommevaem c 11.1em. B 15 1em 6o epe-
M5 huzuueckoll Haepy3Ku (80cxodcoeHuUe 8 20pbl) Pa38UAACH
bonesnenHas cyodopoea é muiuiyax 6edep u eoneweii ¢ obeux
cmopox, npodoacasuiascs okoao 15 mun. B nocaedyrowue
10 nem na gpone npusviuHbx 6€3004€3HEHHbIX NOOEPeUBAHULL
Mblidy, auya u meaa 604e3HeHHble CRA3Mbl MblULL HOBMOPUALCH
Heckoabko paz npu gusuueckoil Haepyske, a ¢ 24 rem yua-
CIMUAUCHL U BCKOPe CIANU edceOHe8HbIMU, YMPAMUAU C8513b
¢ gusuueckoii Haepyskoii. [layuenm obpawan eHumarue epa-
yeil, ymo O0Ae3HeHHbLI CNa3M 8ce20a CONnPo8oICOaNcs 3adep-
JHCKOU paccarabaerus.

IIpu ocmompe: acmenu1eckoeo meaocaoNiceHus, pocm —
189 cm, macca meaa — 70 ke, undekc maccot mena — 19,6.

B neeposocuneckom cmamyce goisgnensi caedyoujue om-
KAoHeHus: caabocme m. orbicularis oris — He Modcem Goi-
maAHymy 2y0bl 8 MpyOOUKY, CGUCHEMb;, HENOCIOSHHbLIL HU3-
KOaMnAUumyOHbli mpemop HudicHel uealocmu;, ampo@us
U NOOepeUBaHUsL Mblull I3bIKA,; HENPOU3B0AbHbIE NOOEPeUBAHUSL
6 MbIULAX Nnae4e8020 nosica U pyk, myaosuuia, Hoe. Ilpu nep-
Kyccuu moaomoukom no m. deltoideus o6pazyemcs moluieyHblil
sanuk. Cuna cHudiceHa moavko  m. extensor digitorum com-
munis, m. abductor digiti minimi cnpasa do 3,5 banna no wika-
Ae KoauvecmeeHHoll ouenku moiuteyHoil cuavt (Medical
Research Council Weakness Scale, MRC). B kucmsx nociae

CUNBHO20 Colcamusi NAAblYes Ommeuaemcsi 3ampyoHeHue pac-
caabaenus. Ilpu nepkyccuu moiuiy, 6036biuieHUs 6016020
nanvya Kucmu MUOmMoHU4eck02o heHomMeHa Hem.

JlonoanumenvHnvie memodst 06caedo6anua 6vi8UllU: NO-
svluerue kpeamunkunaswst 0o 510 Eo/n (nopma — 10— 172 Eo/a;
ypogeHnv mecmocmepona 39,7 umons/a (Hopma — §8,64—
29,0 umons/n). Ha maenumno-pesonancnoii momoepaghuu
20/108H020 M032Q BbISIGAEHA KUCMA WUUWKOBUOHOL dicenesbl.
Cmumynayuonnas snexmpomuoepapus (9MI): n. medianus
u n. tibialis — napamemput nposedenus u M-omeema e om-
AUMAAUCH OM HOPMbL; PEUCMPUPYIOMCS 2U2AHMCKUe U NO-
emopHble F-eoanot (>3 mB) npu cmumyasyuu n. medianus.
IMT ueonrvuamoim 31eKmpoo0oM 0OHAPYIHCUAA 2eHEPAAU30-
BAHHbLIl OeHepBAYUOHHO-DEUHHEPBAULOHHDbLIL NPoYecc ¢ Ha-
AuYUeM NOMEHYUAN08 QUOPUNIAYUL, NOAOICUMENbHBIX
OCMPbIX B0AH U NOMEHYUAN08 PACUUKYAAYUULL (0M eOUHUYHBIX
0o manoii evipaxcenHocmu) 6 mm. mentalis, extensor digitorum
communis, deltoideus et vastus lateralis; nomenyuanvt dsuea-
menbHbIX eOUHUL, U3MEHeHbl N0 HeGPUMUMECKOMY MUNY 80 8CeX
Mbluyax (cpednss amnaumyoa yeeaudena do 3—5,8 mB, cped-
HAsL 0AUmMeAbHOCMb makice 0biaa ygeauveHa Oonee yem
Ha 12 %), 3a uckarwuenuem m. mentalis — npu yeeauuerue
amnaumyosl NOMEHYUAN08 08ULAMENbHbIX eQUHULY, CPeOHss
OdaumenvHocmob Oblia 6 npedesax Hopmul = 12 %).

Ha ocrosanuu kauHu1eckux uzmenenull (cuneKomacmus,
mpemop nodbopodka u naivyee Kucmu, ampogus A3vika,
Henpou3601bHble NOOeP2UBAHUSL 8 A3bIKe U CKeAeHHbIX Mblul-
Uax), nogvluleHUs: KpeamuHKUHasbl 6 CblBOPOMKe U pe3ynb-
mamog IMT-uccredosanus, evisi8usuUIe20 NPUHAKU MEKY-
we2o HeilpoceHHo20 npoyecca, Obla NPeonosodicen 0uazHo3
byavbocnunanvroll amuompoguu Kenneou.

Ilpuuunoii ChMA seasemcs sxcnancus mpuHyKkAeomuo-
Hoeo CAG-nosmopa 6 I-m 3K30He eeHa aHOpO2eH08020 pe-
yenmopa (AR). B nopme dauna mpakma nosumopgpHa —
om 19 0o 25 noemopos. Y boabnbix dannbim 3ab01e6aHuem
uycao mpuniemos eapsupyem om 38 do 62. MoaekyaspHo-
eeHemuteckoe uccaedosanue, nposedentoe 8 1abopamopuu
A HK-ouaenocmuxu ©OI'bHY «Meduko-eenemuueckuii Hayu-
Holll yenmp um. akao. H.I1. bBoukosa» no npomokony, onu-
cannomy panee [4], eviseuno sxcnancuio CAG-noemopos
Y 6oavHo20 — 49 konuii 6 ecene AR, ymo noomeepduno ou-
azHo3.

06cyxneHue

Knnnanaeckue mpuzHakyn CEMA 0GBIYHO TTOSIBIISIOT-
¢y MmyxunH B 30—60 jieT 1 BKJIIOYAIOT MEIJIEHHO ITPO-
TPECCUPYIOLLYIO C1a00CTh MBIIIL KOHEUHOCTEN 1 Oy Ib0ap-
HOM MYCKYJIaTyphl, (haCHMKYJISIIUN B CKEJICTHBIX MBITIIIAX,
TpeMop TOJIOBHI M pyK [5—7]. Cpennuit Bo3pacT Hadaia
CBMA B Benmmkoopurtanuu — 14—75 ner [3], B AAmonun —
B Inamna3oHe 22—69 jet [8]. Y maumeHTOB MOCTENEHHO
MOTYT pa3BUBAThCS aTPOGUsI TECTUKYII M acTiepMaTOTeHe3,
TMHEKOMACTHSI, CHIDKCHHE CEKCYaIbHOTO BiIeueHUs. Tak-
K€ HapyIIIaeTCcs METaOOIN3M TITFOKO3BI, PA3BUBAIOTCS IVIC-
JIMITAIEMMS M HapyIIeHUsT QYHKIINY TIeYeHH, B PSIIE CITy-
yaeB pa3BUBaeTCd AuadeT 2-To Tuma. Hempon3BoabHBIE
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HepBHo-mbiweyHbie 5OJIE3HH

MBIIIEYHBIC COKPAIICHUS M KPaMII MOTYT TIPEAIIeCTBO-
BaTh CJIA0OOCTH MBIIIII ¥ OBITh OMHUMU W3 PAHHUX CUMIITO-
MmoB CBMA [2, 4, 9—11], HO, 110 JaHHBIM JIUTEPATYpPHI,
YaIre BCero OCHOBHBIMM CUMITTOMAMHU SIBJISTFOTCSI C1a00CTh
¥ aTpod s MBIIIII SI3bIKA 1 KOHEYHOCTEH, COIMPOBOXKIAI0-
muecst GacunKyISUUsIMUA U KpaMnu [2, 4, 5, 12]. B nauane
60J1e3HU €1a00CTh MbIiL B 70 % oTMedaeTcsl B IPOKCH-
MaJIbHBIX OTaenax Hor, 10 30 % — B pykax u 1o 11 % — cna-
60CTh OyIE0apHOIM MYCKYJIaTyphl, U JINIIb Y 2 % MUCXOIHO
uMeeTcsl ciadbocTh MbIl aula [1]. bauzkue gaHHbIe
1o pesyasraraM orpoca 46 6oabHEIX ¢ CBMA npuBogsiT
P. Fratta 1 coaBT.: cTabOCTh MBIIIII] HOT KOHCTaTUPOBaHa
B 87 %, 6ynb0apHbIX MbILIL — B 6,7 % [3]. Y naunenTa I.
B CTaTyce MMEJIMCh CIab0CTh MBI Oy IL0apHOTO OTIea,
W3MEHEHUS B SA3BIKE, TPEMOP ITOA00POIKA 1 TAJIbIIEB KH-
CTH, IIPY TOM YTO CHIKCHHE CHJIBI KOHEYHOCTE OTMeUe-
HO TOJIBKO B MBIIIIIAX MPEATIICYbS C OMHON CTOPOHBI, UYTO
HEe MPOTUBOPEYUT AMATHO3Y, TaK KaK Y 55 % maLueHTOB
¢ CBMA cuMIITOMBI OBLT aCUMMETPUYHBIMU [5].
Hecmotpst Ha TO, 4TO OcHOBHBIE M3MeHeHus Tipu CBMA
CBSI3aHEI C IeTeHEpaleii HIDKHUX MOTOHEHPOHOB 1 IBH-
rareabHbIX saep V, X, IX, XII map yepenHbIX HEPBOB,
y OOJTBHBIX MOTYT OOHAPYKUBATHCS IPU3HAKN CEHCOPHOM
HeitponaTun. YyBCTBUTEIIBHBIC PACCTPOMCTBA OOHAPYKH-
BaoTcs B 0ojiee ueM 50 % ciiydasix Ha pa3BEpPHYTBIX CTa-
IHASIX 00JIE3HM Y TTONTBEPXKIAIOTCS JIEKTPODU3NOIOTYE-
ckuMu Metonamu [3, 4, 12, 13]. Y na6momgaeMoro HaMu
TAleHTa He OBUTO IPU3HAKOB CEHCOPHOI HEMPOITaTHH, YTO,
CKopee BCero, CBSI3aHO ¢ OTHOCHUTEIBLHO OJIaroIoyIHBIM
COCTOSTHMEM 1 MaJIOM TTPOIOJDKUTETEHOCTBIO HAOJTIOICHMSI.
K unciy ocHoBHBIX ocoberHHocTelt CBMA maumeHTa
I. cmemyeTt OTHECTH CIIeAYIOIINE: TIEPBBIM IIPU3HAKOM 00-
JIe3HM ObLJIa THHEKOMACTHS B TOIITKOJIBHOM BO3PacTe, YTO
penKo onmchIBaeTcA B mebioTe. [MHEKOMaCTHsI BcTpedaeT-
cs ipu CBMA B 78 % u, Kak npaBUJIo, I103X€ MOTOPHBIX
HapylleHuii [6], a B KauecTBe IIePBOro CUMIITOMA U MIOBO-
J1a oOpalleHus K Bpady otMedeHa y 6,7 % GonbHBIX [3].
[Mpu3Haky HeOIATOMOMYYNST HUKHETO MOTOHEHpOHAa
B BHUJIe HETIPOM3BOJIBHBIX MBIIIICYHBIX TTOIePTUBAHUI TT0-
SIBUJIVICh TI03e THHEKOMACTHH, B Bo3pacte 11 Jiet, a B B03-
pacte 15 jeT MpUCOeTMHUINCH SITU30IBI 00JIe3HEHHBIX
MBIIIEYHBIX KPaMITA, He COIPOBOXIABINMECS 10 24 JeT
¢1a00CTHIO MBIIIIIL KOHeYHOCTe. boie3aHeHHBIE cymoporu
BO3HMKAJIV TIPY HAIIPSKEHUU MBIIIIE (prc. 1) 1 compo-
BOXIAIMCH 3aTPYTHECHUEM PacCiIabjeHNs 10 TUITY MHO-
toHuu (puc. 2, 3). B nureparype nMeeTcs: eIMHCTBEHHOE
OITMCaHME TTallMeHTa C TTONOOHBIM HapyIIeHUEM IIPU TH-
MMYHOM KapTHHE reHeTu4ecKoit nokazanHoit CBMA [14].
V amonnia 33 jiet B TeueHMe 4 JIET IMOCTEIIEHHO HapacTan
CKOBAaHHOCTbB, CJIA0OCTh M 3aTPYTHEHHE PacCIabICHUS
MBI TIPaBOM PYKHU TOCJIE TTPUBBITHBIX ITPOMU3BOJIBHBIX
yeuuii (MaHUITYJISIIIVST TTAJTOYKAMU TIPH e11e, TICBMeE, 0CO-
OCHHO MIPW HU3KOH TeMIIepaType OKPYXKAIOIICH CPEIBI).
CKOBaHHOCTH MBI 1 (DACITUKYJISIIAA YACTUIHO YMEHB-
IIWJIACH TIPY IIpHeMe MEKCIIETUHA TUAPOXJIopraa (AaHTH-
apUTMHMYECKOTO IperapaTa, 0J10KaTopa HaTpUeBbIX KaHa-

Puc. 1. llayuenm I., 28 aem. Ampogus moiuy s3vika

Fig. 1. Patient G., 28 years old. Atrophy of the tongue muscles

Puc. 2. [Tayuenm I., 28 sem. Boaesnennvie kpamnu 6 mviuyax nepedueil
2pynnbl 6edpa c 0beux cmopoH nocae HeCKOAbKUX Npucedanuil, ¢ 3a0epickoil
paccaabaenus 0o HeCKOAbKUX MUHYM, 6 pe3yAbmame 4e2o nayueHm ocma-
emcsi 8 8bIHYIHCOEHHOU no3e

Fig. 2. Patient G., 28 years old. Painful krampi in the muscles of the anterior
thigh on both sides after several squats, with a delay in relaxation for several
minutes, as a result of which the patient remains in a forced position

JIOB MeMOpaHBl KapaIHnOMHOIIMTOB) B mo3e 100 mr/cyT.
JlomoHuTeNbHBIE 3eKTpodusnonorndeckue n JHK-
HCCIIeIOBaHMSI HE BBISIBIUIM IIPU3HAKOB MUOTOHMU.

¥ mamuenTa I. TakKe He BBISIBIICHO YaCTBIX TeHETHYC-
CKUX IIPUYHNH, KOTOPBIE MOTJIA OBbI OOBSICHUTH BO3HUKHO-
BeHMEe MUOTOHNUYecKMX peHomeHOB. [Ipu ananmnze JJHK
BBISIBJICHO HOpMasibHOe uncio Konuit CTG-1mmoBTopa B
3’-HeTpaHCIMPYeMO 00JIACTY TeHa MUOTOHUHITPOTEMHKH -
Ha3bl (DM PK), OTBeTCTBEHHOTO 3a pa3BUTHC MHUOTOHUYE-
ckoit muctpoduu: 1) HopmansHOe ynciao Kormit CCTG-
moBTopa B reHe ZNF9, OTBETCTBEHHOT'O 32 MUOTOHMYEKYIO
muctpoduro; 2) B reHe CLCNI, OTBETCTBEHHOM 3a MUO-
tonun TomceHa u Bekkepa He BbisiBJIeHO 6 Haubosee
qacTeIX MyTaumii: ¢.568G>T+569G>C (p.Gly190Ser),
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Puc. 3. layuenm I., 28 aem. 3adepucka paccrabaenus kucmu (6—3) nocae MaKcumMaibHo2o0 nPou3eoabHo20 ycuaus (a) (00uwas npooosNCUmensbHoOCms

yukaa paccaabaenus — 20 c)

Fig. 3. Patient G., 28 years old. Delay of relaxation of the hand (6—3) after maximum arbitrary effort (a) (total duration of the relaxation cycle is 20 s)

c.1437 _1450dell4 (p.lle4791lefs*25), c.1478C>A
(p. Ala493Glu), ¢.1649C>T (p.Thr550Met), c.2058C>A
(p. Tyr686*), ¢.2680C>T(p.Arg894*). I1ockoNbKY BCE 10-
TTOJTHUTENIFHBIE MCCIEAOBAHUSI B 00OMX CIIyJasix HE BBIS-
BWJIM JaHHBIX 3a JOTIOJTHUTEIbHOE TeHETUIEeCKOe 3a00I1e-
BaHME, BCTACT BOIIPOC O CBSI3U 3aIEPKKU PacCIabICHMS
MBIIIII ¢ AUCPYHKIMEH NOHHBIX KaHAJIOB ITOMePEYHO-T10-
JocaThIx MBI, [TomoxuTembHBIN 3 dHeKT MEeKCIIIETHHA,
ITOKa3aHHBIN SIMTOHCKUMU aBTOPaMM, KOCBEHHO TTOATBEP-
XKJIIaeT CIpaBeIJIMBOCTh TUTIOTE3HI [ 14].

B montp3y npearionoxeHus 0 BO3MOXHOM IEPBAIHOM
BOBJICUCHNH MOHHBIX KaHAJIOB CKeJIeTHBIX MbIrI pr CBMA
TOBOPSIT PE3YJIETAThl MOACIMPOBAHMS O0JIC3HN Y MBIIIICH,
COTIJIaCHO KOTOPHIM Y TIOCICTHNX HapsImy C HeipOHATBHOM
JleTeHepalmeit TakKe CHIDKASTCST 9KCIIPECCHsI TeHa IOTeH-
MaI3aBUCUMOTro xjopuaHoro kaHana 1 (CLCNI) ckeneT-
HBIX MBIIIIII ¥ TeHa aTb(pa-CyObeIMHUIIBI ITOTEHITNATI3aBH -
CHMOTO HaTpHeBOro KaHana IV TuIra cKeJeTHBIX MBIIIIIT
(SCN4A) [15]. Y monenpHBIX MBI ¢ CBMA 11pyt HTONIB-

yaToit OMI perucTprupoBaCh MUOTOHUYECKHE Pa3PSIIbI
B ITOTIEPEYHO-ITOI0CATHIX MBIIIIIAX 3aIHIX KOHEUHOCTEI,
MBIIIIIE, TIOTHUMAIOIIEH 3aJHIIA ITPOXO, Y OYIThOOKaBEeP-
HO3HOU MBIIILIE.

[MoryyeHb! 1 KTMHUYECKWE TaHHBIE O TIEPBUYHOM BO-
BJICUCHUM TIOTICPEIHO-IIOIOCATOM MBIIIIIBI Ceplia Ipr
CBMA. TToka3aHo CHIKEeHNE DKCITPECCUU TeHa, KOTUpY-
[oI1IeTo aabda-cyobeIMHHUILY HATPUEBOTO KaHaja V THIia
(SCN5A) B muokapae 6onpHBIX CBMA, 1 00HapyXeHO
TIOBBIIIICHNE YACTOTHI BCTPEYAEMOCTH CYOKITMHUIECKIX W3-
MEHEHMI MHMOKapaa 1o JaHHBIM 3JIeKTpoKapauorpaduu
(BKT) ripm 37011 MTaToI0rMy. B 9acTHOCTH, TTOYTH Y TIOJIOBH-
HbI 13 144 06cnemoBaHHBIX B Amonnu 6omsHBIX CEMA nipn
OKI BBISBISIIMCH TTATOJIOTMYECKIE M3MEHEHMS, TIPU 3TOM
B 12 % HapyliieHUs 371eKTPO(PU3NO0IOrMIeCKON aKTUBHOCTU
OBITM XapaKTepHHI IS CHHIpoMa bpyrama — reHeTmaecKu
JIETePMIHUPOBAHHOTO TTOBPEXKICHMS HATPUEBBIX KaHATIOB
MUOIINTOB, TTOBHIIIAIONIETO PUCK MapOKCU3MAIbHOMI Ta-
XUKapIUW W BHe3amHoit cMmeptu [8]. M3MeHeHus,



Knunuuecxuii pazbop

HepBHo-Mblweunbie O JIE3HH

XapaKTepHble 1Jis1 cuHApoma bpyraga, oOHapyXeHbI
Ha OKI'y 3 (4 %) maumentoB u3 73 ¢ CbMA, o6cneno-
BaHHBIX B Utanuu [6]. B aT011 XXe koropre 6osbHbIX B 40 %
BBISIBJICHBI CUMIITOMBI YMEPEHHO MITA BBIPasKEHHOM TVC-
(GYHKIIUY HIDKHUX MOYEBBIBOISIINX MyTeil. B TsoKembIx
cllyyasix BUAEOypoIMHaMUIeckoe 00CIeq0BaH1E BbISIBIISI-
JIO OOCTPYKIIMIO BEIXOMHOTO OTBEPCTUS MOYEBOTO ITY3BIPST
C 3a1epKKO MOYM U HEOOXOAUMOCTb MOCTAHOBKU MOCTO-
STHHOTO MOYEBOI0 KaTeTepa, IMOCKOJIBKY MOTOHEHPOHBI
KPECTIIOBOTO OTeJIa CIMHHOTO Mo3ra (sapo OHyba), uH-
HepBUPYIOIIe 0yIb00KaBEPHO3HYIO MBIIIILY, HE TTOABEP-
JKeHBI HeliponereHepaTUBHBIM N3MEHEHISIM. DTO KOCBEHHBIM
00pa3oM CBHUACTEIBCTBYET O BO3MOXHOM TOKCHMYECKOM
IECTBUM arperaToB M3MeHEHHOTO 0emka AR, 4To MOXXeT
MIPOSIBJISITHCST HE TOJIBKO B TeJIaX HEMPOHOB, HO U TICPBUYHO
Ha ypOBHE CKeJIeTHBIX MBIt [5, 12, 16, 17]. B 6Guonrarax
MBI HapsiAy ¢ IPU3HaKaMU HEMPOTeHHOTO ITOPAsKEHUS
00HapyXMBAIOTCS TTpU3HAKU MuomaTuu. HeiiporeHHbIe
W3MEHEHUSI OOJIBIIIE BEIPAsKEHBI B MBIIIIIAX C OTHOCUTEThb-
HO COXpaHHOW CUJION, a MMOITATUIECKAE — B MBIIIIIAX
CO 3HAYUTEIbHO CHUXKEHHOM CUJIou [5].

Kaxwm 06pazoM 11 HACKOJIBKO ITATOJIOTHSI MBI BJIMISICT
Ha TIPOIIeCC JeTeHepallii CETMEHTAPHBIX HEPOHOB, OCTACTCS
HEesICHBIM, HO HEBO3MOXKHO OTPHUIIATh (DAKT IEPBAIHOTO IT0-
pakeHMsI MBIIICYHBIX BOJIOKOH Ha Moxean CBMA y «Ho-
KWHHBIX» MbIIIeit [12, 15]. B ckeneTHBIX MBIIIIAX MO~
[IIOTAMUH-YIJIMHHEHHBI yJacToK Oesika AR BhI3bIBaeT
HapyIlIeHNe TPAaHCKPUIIIINN HECKOJIBKNX TEHOB, Y4aCTBY-
IOIMX B MUOTeHe3e M (PYHKIIMOHAIBHOM O0OeCTICUYCHUN
MBILIIII, a TaKXe HapyueHus cruiaiicuara PHK [15].

M3zonupoBaHHas CBepXdKcIpeccusi AR TUKOTo TUIIa
B CKeJIETHBIX MBIIIIIIAX COITPOBOXKIACTCSI THOEIIBIO TBUTATE b~
HBIX aKCOHOB, MMUTHPYsT CBMA 110 THITY TeCTOCTepOHOBOM
3aBrucumoct [12, 16, 17]. D11 HaOIr0IEHS TIPEATIONAraior,
yT0 AR-MHIyIIMpyeMast MUOTIATHSI CITOCOOCTBYET HEKJICTOU -
HOU JIeTeHepaIy CITMHATBHBIX MOTOPHBIX HEHIPOHOB.

Hecmotpst Ha TO, YTO MUOTIATHUECKIE U3MEHEHMUS TP
CBMA oueBUIHBI, B IUTEpPAType HET ONMMCAHUI TaIieH-

1. Atsuta N., Watanabe H., Ito M. et al.

4. lllaruxa O.A., Muponosuy O.J1.,

TOB C «II€PBUYHO-MBbIIIIEUHBIM» Ae0t0TOM Oo0ne3Hu. He
BBISIBICHO KOPPEJISIIINU MEXITYy XapaKTepoM MOpPGhOI0TH-
YeCKMX U3MEHEHMI, YPOBHEM KpEeaTMHKMWHA3BI, YUCIIOM
CAG-noBTOpPOB U TsKecThio Ooyie3Hu [9]. [TonydeHbl
MIPOTUBOPEUYMBHIC JaHHBIC OTHOCUTEIbHO HAKOIICHMUS
naTtojornyeckoro AR-6ei1ka B MbllIedyHOM TKaHU [15]
M €TO OTCYTCTBUS B MbILIeuHO# TKaHU [18]. OmHako 1mo-
BBIIIICHNE YPOBHSI KpeaTMHKWHA3Bl 4acTO HEBO3MOXKHO
OOBSICHUTH TOJBKO HEHPOTeHHBIMU M3MEHEHUSIMHU, UYTO
OCTaBJISIET OTKPBITHIM BOIIPOC 00 yJIaCTHU MEePBUIHO-
MBIIIEYHBIX U3MEHEHWIA B ITaToreHe3e 6ose3Hu [15, 18—22].
[MepBUYHO-MBIIIIEUHBIC M3MEHEHMSI TaKXXe OIMCAHBI
W TIPY CIIMHAJIbHOM MBIIeuyHoi amuorpodum 111 Tuma
[23], guTo emie OoJbIlle MOTYEPKUBAET HEOOXOMMMOCTD
W3YYCHUS XapaKTepa MBIIICYHBIX U3MEHCHUN TIpU Ha-
CIIeICTBEHHBIX 0OJIE3HAX, CBSI3aHHBIX C BOBJICUCHUEM
MOTOHEWPOHOB CIIMHHOTO MO3Ta.

3arniouenue

[Tpu KIMHMYECKOM aHan3¢e JaHHBIX manueHTa ¢ Ch-
MA Heo06X0IMMO YUUTBIBATH CPOKU U MOCIEI0BATEIBHOCTh
BO3HMKHOBEHUSI OCHOBHBIX CUMIITOMOB M TUATrHOCTUYE-
CKHX IIPU3HAKOB ITATOJIOTUHM CETMEHTAPHBIX MOTOHEPO-
HOB, oOpallass BHUMaHVe Ha UBMEHEHUS IPYTUX CUCTEM.
Hamuune y 6onmbHOro CBMA MBIIIEYHBIX CUMIITOMOB
C 3aIep>KKOM paccyiabieHus, HamOMUHAIOIKMX MMOTOHMUIO,
BO BCEX CIIydasix TpeOyeT Helipo(pHU3NOIOTHIECKOTO U MO-
JIEKYJIIPHO-TeHETMIECKOTO aHaA/IM3a IS BRISICHEHUS B TIep-
BYIO O4Yepelbh BO3MOXHONW KOMOMHAIINM 2 TeHETHIEeCKIX
3abosieBaHmit y 1 60sbHOTO. OTpHUILIATEIBHBIN pPe3yabTaT
HaJIMYXS JOTIOJTHUTEIFHOTO TeHETHIECKOTO MedeKTa Tpe-
OyeT IIPOIOJKEHNS UCCSIOBAHMI 1T BBISICHEHUS MeXa-
HU3MOB 1 yJacCTUsI B HapyIIeHUN (bYHKIIMU MBITICTHBIX
BOJIOKOH CKEJIETHBIX MBIIIII ITAaTOJIOTHYECKOro 0enka AR,
yto nomuepkuBaeT: CBMA sBisieTcss MyJTBTUCHUCTEMHBIM
3aboyieBaHeM. Pe3yirbTaThl HMCCAETOBAaHUS MOTYT
CITOCOOCTBOBATh CO3MAHUIO TEPAIIEBTUYECKNX ITOIXOI0B
npu CBMA.
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