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AHHOMayun

BynsbocnuHanbHas amuorpobust KeHHen — peikoe HepBHO-MBIIIIEUHOE 3a00J1eBaHNe, CBI3AHHOE € IIOBPEK/IEHNEM I'eHa aH/IPOTeHHOTO Perer-
TOpa U HAaCJIe/[yeMOoro 0 X-CIeIUIEeHHOMY PelleCCUBHOMY THITy. KiIMHIUecKkas KapTHHA XapaKTePU3YeTCsl KOMIIJIEKCOM HEBPOJIOTUYECKUX U HKC-
TpaHeBPAJIBbHBIX HAPYIIEHUH, BI/IIOYAIONIUM IepudepuyecKkre napessl, OyJ1b0apHbIid CHHIPOM, B psZie CJIydaeB CEHCOPHYIO IOJIMHEHPOIIaTHIO,
KOTHUTHUBHbBIE, SHJIOKPHUHHbBIE U YPOJIOTHYECKHEe HAPYIIEHUs. B craThbe mpe/icTaBieH KIMHUYECKUN CIydaid OGyIp00CIHMHATBHON aMHOTPO(IH
KenHenl y My>KUIHHBI € /1e0I0TOM CHMIITOMOB B 35 j1eT. Oco6eHHOCTAMY 3260J1eBaHN IBIJIMCH BHIPAXKEHHOE MOBBIIIEHIE YPOBHS KpeaTHH(OC-
¢oxuHa3BI KPOBH, HAJTUYKE [TOJIMHEBPONIaTUH. IIpHBe/ieHbI JaHHbIE TPEXJIeTHEr0 HA0JII0/IeHUs 32 KIMHUYECKUMU U 9JIeKTPOMUOTPahHUeCKIMEI
TIPOSIBJIEHUSIMU, PE3YJIbTAThI JIAO0OPATOPHOTO 00C/IeI0BaHuUs, OMOICUN 1 MAaTHUTHO-PEe30HaHCHOU ToMorpaduu MbIIi. O6CyK/IeHbl BO3MOMKHO-
CTH UCIOJIB30BAHUSA U OCOOEHHOCTU MHTEPIPETAIIMK PE3yJIbTaTOB JONOIHUTEIBHBIX METOJI0B 00CIIeIOBAHUS, TPYAHOCTH AU(depeHIInaTbHON
JINarHOCTHKY 3a00JI€BaHUA.

Knaoueswvte caosa: GynbbocnuHanibHas amuoTpodusi, 601e3us Kennenn, aaexrpomuorpaduisi, GUOICHS MBIIII, MATHUTHO-PE30HAHCHAS TO-
morpadusa M, kpeaTuHdochOoKIHA3A.
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Abstract

Kennedy disease is a rare neuromuscular disease associated with damage of androgen receptor gene and inherited by the X-linked recessive type.
Its clinic features is characterized by a complex of neurological and extraneural disorders, including extremities peripheral paresis, bulbar syn-
drome. Some patients also have sensory polyneuropathy, cognitive impairment, endocrine and urological disorders. The article presents a clinical
case of a man with Kennedy disease, symptoms debuted at age of 35. The features of the disease were significantly increase the level of blood cre-
atinekinase, the presence of polyneuropathy. The data of a three-year observation of clinical and electromyographic manifestations, the results of
laboratory tests, biopsies, and magnetic resonance imaging of muscles are presented. The possibilities of using and features of interpretation of
the results of additional examination methods, the difficulties of differential diagnosis of the disease are discussed.
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BBepgeHmne

CuuHasibHbIe Mbllieunbie arpoduu (CMA) — retepores-
Hasg TIpyIa Hac/eACTBEHHBIX 3a00JIeBaHUM, XapaKTepH-
3YIOIIUXCA JlereHepalied MOTOHEHPOHOB IIEPeJHUX POTOB
CIIMTHHOTO MO3Ta U JIBUTaTeJIbHBIX fA/1ep YePEITHO-MO3TOBBIX
HEPBOB, IPEHMYINECTBEHHO C AyTOCOMHO-PELeCCHBHBIM
TUoM HacenoBanus. B 1968 r. W. Kennedy u coaBr. 6p11a
onucaHa CMA ¢ no3gHUM Ha4ajgoOM U MeJIJICHHO IIpOTpec-
CHUPYIOIIUM TeueHUeM — Gosie3Hb KeHuenu win Oyan6o-
cnunanbHass amuotpodus Kennemau (BCAK). BCAK sie-
Jigercs penxkuM 3abo0JieBaHUEM, HAcjIeyeTcs IO X-Cel-
JIECHHOMY PEIeCCHBHOMY THILY U CBS3aHA C IIOBPEXEHHEM
reHa aH/IpPOTeHHOro pernenTtopa (AR), pacroyiokeHHOro B

Jokyce Xq11.2-12. ITpoucXoguT 3KCIAHCUA TAHAEMHBIX
CAG-110BTOpPOB B 1-M 9k30He reHa AR. B HopMme unciio ko-
muii CAG cocrasisger 9—36, npu BCAK yBenuumBaercs
4YMCJI0 TaH/IEMHBIX IIOBTOPOB OT 38 710 72. YBeJInueHue unc-
s1a CAG-IIOBTOpPOB U JIJIMHBI NIOJIUTJIyTAMHUHOBOTO ydacTKa
cooTHOcUTCA ¢ 6oJiee TAXKeIIbIM TeueHneM U 6osiee pAaHHUM
HauasioM 3aboseBaHus [1—3]. CBA3bIBaHUE aHAPOTEHOB C
IIaTOJIOTUYECKU N3MEHEHHBIM PELeNITOPOM IIPUBO/INT K JIie-
(exTy TPaHCKPUNIIIMOHHOMN PeryJIAIUH, 3aIllycKaeTcs Kac-
KaJi IaTOJIOTUYECKHX PEAKIUN C yuacTHeM OeJIKOB TeIIo-
BOTO INIOKA W OTJIO’KEHWEM I1aTOJIOTHYEeCKH H3MeHEHHBIX
0eJIKOBBIX CTPYKTYP B LIUTO30JI€ U S/Ipe, C HApyLUIEHHEeM
(yHKIIMHE MUTOXOHJPHUH M XpoMOcOM. MyTaHTHBIH Geslok
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npuobpeTaeT IUTOTOKCHYECKUE CBOHCTBA, BBI3bIBAA T'H-
6esib MOTOHEHPOHOB CTBOJIAa M CIMHHOTO Mo3ra. B mopa-
JKEHHBIX HEeHPOHAaX BBIABJIAIOTCS BHYTPHAZIEPHBbIE 0eJKO-
BbIe IIOJIUIJIyTAMIHCO/IEPIKAIUEe BKJIIOYEHH, YTO I103BO-
JIseT OTHECTHU JIaHHOe 3a00JIeBaHMe K TPYIIIIe OJIUIJIyTa-
MUHOBBIX 00OJIe3HEH.

OmnmucaHpl pesikue CIydad TOMO3UTOTHOTO HOCHUTEIBCTBA
CAG-skcniancum B reHe AR y JKeHIIUH, 4TO COIIPOBOXK/A-
JIOCh Pa3BUTHEM YPE3BBHIYAHHO «MATKOro» (eHOTHHa —
KpaMIIH, TPEMOPA PYK U PEIKUX IIEPUOPAJIBHBIX (aCIHKY-
Ay [1-3].

BCAK jiebrotupyer Ha 4—5-M JIECATHIETUH KU3HU, BO3-
MOJKHO paHHee Havyaylo Ha 2—3-M JIeCATHWIETUH, TaKk U 0o-
Jsiee nio3zHee (mocse 70 jiet) [3]. JlereHepaTHBHbBIE N3MeHe-
HUA IPOUCXOJAT IIPEUMYIECTBEHHO B JIBUTATEIbHBIX A/
pax XII, X, IX, V map 4yepenHbIX HEPBOB U MOTOHEHPOHAX
CIIMHHOTO MO3TA, YTO IPUBOJUT K PA3BUTHIO IIAPE30B C aT-
podusaMu u GacuUKyIATUAMY B IPOKCUMAIbHBIX MBIIIIAX
KOHEeYHOocTeH, OysnbpbapHOro cunapoma (GubpwuAnNN U
atpodus s3pika, aucdarus, Iu3apTpus, AucoHus) 1 cia-
60CTH MUMHYECKUX MBIIIIL C IEPUOPATIBHBIME (DACIIUKYJIA-
nuAMHU. MpleyHas c1abocTh ABIAETCA OCHOBHBIM KJIMHU-
YecKUM nposBieHueM. [IoMHMO €1ab0CTH BCTpedYaroTCs
TPEMOD, KpaMII¥, IICeBAOruepTpodusi HUKPOHOMKHBIX
MbIn. TpeMop pyK MokeT ObITh IIEPBBIM CHMIITOMOM 3a-
GosieBaHM:, OTMEUYEHHBIM Y IIAIIIEHTOB, U IOABIAETCA B
cpezHeM B Bo3dpacre 35 jieT. OH, Kak IPaBUjIO, IOCTYPasb-
HBIH M MOJKET IIPUBECTHU K YXY/ILIEHUIO II0BCE/THEBHOM Jies-
tesibHOCTH [5]. ITo Mepe Hapacranus ciaboctu u arpoduu
B MBIIIIIAX Ta30BOTO 10sica, Oe/iep MOABJIAIOTCA BCIIOMOTa-
TeJIbHBIE IIPDHEMBI IIPH BCTABaHUU, «yTHHASA» Hoxojka. Ha
MIO3/JHUX CTAAMAX 00JIE3HU MOXKET Pa3BUBATHCA C1ab0CTb
JIBIXaTeJIbHBIX MBIIII, OJHAKO JbIXaTeJbHAs HEJOCTATOY-
HOCTb BO3HHUKAET PEJIKO.

¥V yactu 60s1pHBIX BCAK IOMUMO MOTOPHBIX ITPOSIBJIEHUI
WMEIOTCSI TIPU3HAKU CEHCOPHOH MOJIMHEBpONAaTuu [1, 3, 4].
UYamie oHa ocraeTcs CyOKJIIMHUYECKOU M BBIABJISAETCA JIUIIH
IIPH 3JIEKTPO(U3HUOIOTHYECKOM HCCIIE/IOBAHUY B BUJIE CHH-
JKEHHS CKOPOCTU WM GJIOKA IPOBEJIEHUSA II0 IyBCTBHUTEJIb-
HBIM BOJIOKHAM [4]. Y HEKOTOPBIX GOJIBHBIX OTMEYAIOTCS Ha-
pylIeHUs BUOPALMOHHOH, GOJIEBOH UyBCTBUTEJIHHOCTH, a
TaK)Xe HeBporaTuyeckas 060sib. [IOMHMO HEBPOJIOTHYECKHX
cumntoMoB Ju1si BCAK xapakTepHb! KJIMHUYECKHE CUMIITO-
MBI, OOYCJIOBJIEHHbIE HApYIIEHHEM TIOPMOHAIBHON pelel-
. Ocoboe BHIMAaHUE IPHUBJIEKAIOT SHAOKPUHHBIE HapyIlle-
HUA (TMHEKOMACTHS, UMIIOTEHINSA, CHIDKEHHe JINOUIOo, Te-
CTUKYJIApHAs aTpodusa), BbIABIIAEMbIE OoJIee YeM B 70% CIIy-
yaeB. Y OOJIBIINHCTBA GOJIBHBIX OHU COITPOBOXKIAIOTCS HAPY-
IIEHUSAMU cliepMaToreHesa U OeciuionueM. ['MHeKOMacTusA
WM CHIDKEHHEe IIOTEHIMH HepesiKO BBICTYIAIOT II€PBBIMU
IIpU3HAKaMU 3a00JIeBaHUA. [ THEKOMACTHS ABJIAETCA HAanbo-
Jiee pacIpOCTPAHEHHBIM He HEBPOJIOTHIECKHIM ITPOSIBIIEHUEM
1 MOJKET BCTPEYaThCs B OUeHb MOJIOZIOM Bozpacre. ITpumep-
HO B 40% ciydaeB npu BCAK pa3BuBaloTcsa ypoJorudeckue
IPOGJIEMBI, IIPEATIOIOKHUTEBHO TaKKe O0YCJIOBIEHHBIE I'H-
IIOCEHCUTHBHOCTBIO K aHjporeHaMm. Haumbosiee THIHYHOU
Cpeny HUX ABJIETCA 33/1eP’KKa MOYH B OTCYTCTBUU THITEPTPO-
¢uu npocratsl, Tpebyrommas KateTepusanuu [2].

PssoM aBTOPOB ONKCAHO BOBJIEYEHUE B IIATOJIOTHIECKUH
nponecc npu BCAK CTpyKTyp TOJIOBHOTO MO3ra, Ipexe
Bcero JIOOHOH Jtonu. IIpu 5TOM naTTepH BBIABJIECHHBIX HEH-
POIICUXOJIOTHYECKUX HapYIIEHU! BKJIIOUAeT B ce0s Hapy-
[IeHNs TaMATH, UCIOIHUTEIbHBIX GYHKIWH, BHUMAHUA U
YKa3bIBAET Ha IPEUMYILECTBEHHO JJOOHO-BUCOYHYIO A3pe-
ryJanuio [6]. ATo cortacyercs ¢ HeHPOBU3YaIN3aI[UOHHbI-
MU HCCJIEIOBAHUSAMY, TOKA3aBIIUMH PAaCIPOCTPAHEHHBIE
n3MeHeHHs 0eJIoro M Ceporo BellecTBa FOJIOBHOTO MO3Ta,
0oJ1ee BhIpa’KEHHbIE B JIOOHBIX T0JIAX [7].

Hecmorps Ha To uto BCAK xapakrepusyercsa JOCTaTOYHO
crenudUIecKUM KOMILJIEKCOM HEPBHO-MBIIIEYHBIX Hapy-
IIEHUH ¥ SKCTPaHEBPAIbHBIX PACCTPONCTB, B KIIMHUUECKOH
IIpaKTUKe JUAarHOCTUKA U AubdepeHInaabHas JUArHOCTH-
Ka JJAHHOTO 3a00JIeBaHMSA 3aYacCTyIO BBI3BIBAIOT 3aTPy/HE-
HuA. OTYACTH OHU CBSA3aHBI C BAPUAOEIBHOCTHIO BBIPAXKEH-
HOCTH CHMIITOMOB U CXO/ICTBOM C JIDYTMMH 3a00JIeBaHUsA-
MU, B YaCTHOCTU OOKOBBIM aMHOTPOGUIECKHM CKIEPO30M
(BAC) [1, 2], uTo HepeAKO TPUBOUT K JIOKHOH JTUATHOCTH-
ke BAC [3]. Kpome Toro, pesysprars! 1a60paTOPHOTO, HEH-
podU3M0IOTHIECKOT0 U MOP(OJIOTUYECKOTO 00cIeoBa-
HusA npu BCAK 3HaUUTEIbHO OTJIMYAIOTCA OT TAKOBBIX IIPU
npyrux ¢opmax CMA. OcBemoMiieHHOCTh Bpada 00 9THX
0COOEHHOCTAX IO03BOJISIET OOJIErYUTh AUATHOCTUUYECKUH
TIOHCK.

Huke mpuBeieHO cOOCTBEHHOE TpeXJIeTHee HAOIIOieHIe
(2016—2019 1T.) ciopaanueckoro ciaydas BCAK.

KnunHnueckoe Ha6moneHv|e

ITanuent C., 43 roza. [lepBbple cUMIOTOMBI IIOSABUJINCH B
BO3pacTe 35 JIET B BUJ[€ CHIKEHUSA TOJIEPAHTHOCTHU K pu-
3UYeCKOU Harpyske (AucraHius xo/b0bl 6e3 OTAbIXa 10
2 kM), oHeMeHus cTotl. [locTenieHHO cy1abocTh Hapacrania,
yepes 3 rojja MPUCOEAUHIIACH CIAOOCTh B PyKaXx, MOSIBU-
JIACHh OHEMEHWE KUCTEU PYK U MOJIepTHUBAHUE B MBIIIIAX
HOT. B 2016 r. B HEBPOJIOTUUECKOM CTaTyCe€ BBIABJIAJIUCH
TUIIOTpO(UA A3BIKA, IJIOTaHUE U (HOHANWA HAPYIIEHHI HE
6butn. ViMenuch euHUYHbIE (DACIMKYJISIPHbBIE [TO/IEPTHBA-
HUSA Ha TYJIOBUIIE, A3BIKE, IEPUOPAJIBHO, YMEePEHHBIE THIIO0-
TpodHuU 1-T0O MEKKOCTHOTO IPOMEXYTKa W THIIOTeHapa.
OTMeuasoch CHUKEHHE CHJIBI B ITPOKCHMAJIBHBIX W JIVIC-
TAJIbHBIX MBIIIIAX HOT JI0 YeThIpex OAJIOB, B JUCTAJIBHBIX
MBIIIIAX PYK — JI0 4YeThIpeX OaJIOB, B MPOKCHUMAJIbHBIX
MBIIIIAX PYK CHJIa COCTaBysiia 5 6ayioB. CyXOKUJIbHbBIE
pediexchl ¢ HOT He BBI3BIBAIIUCH, C PYK ObLIM CHIIKEHBI,
6e3 4eTKOU pa3HUIIbI CTOPOH. VIMesiach rumnasire3ust mo TH-
Iy «IIepYaTOK X HOCKOB», APYTHE BU/IBI UYBCTBUTEIHHOCTU
He HapylleHbl. Ta3oBble paccTpoicTa orcyTcTBoBaIH. O6-
pamana Ha cebsi BHUMaHUe ThHeKoMacTus. KorHuTuBHbIE
HapYIIEeHUs OTCYTCTBOBAIH.

CemeliHBIN aHAMHE3: y TAlIIEHTA TPOE JIETEH, B CEMbE I10-
JIOOHBIX 3a00J1€eBaHUI He ObLIO.

3abosieBaHNe HEYKJIOHHO IporpeccupoBaio. K 2019 r.
TIOABWJINCH HapYIIeHUA TJIOTaHusA, GOHALINY, AU3aPTPHU,
OTMeYaeTcsi Jierkast cJ1aboCTh MUMUYECKOW MYCKYJIaTyphl,
MOXO/[Ka TPHUOOpesia XapakTep «YTHHOW», MAlMeHT CTajl
HCIIBITHIBATh TPYAHOCTU IIPH MOABEME II0 JIECTHHIIE, MIPU
BCTaBaHUM HA HOCKH, HA IATKU. JluCTaHIINAA XOAb0bI 6€3 OT-
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Puc. 1. Tunotpodua MblwL, KNCTEN.
Fig. 1. Hypotrophy of the hand muscles.

Puc. 2. TunoTpo¢usA mbilL KCTen.
Fig. 2. Hypotrophy of the hand muscles.

Puc. 3. MotopHbiii oteT ¢ N. Ulnaris.
Fig. 3. Motor response of the N. Ulnaris
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WERMAR TPETH NAEYY

JIbIXa COKPATHIJIACh 710 300 M, HapocJia ¢aabocTh B pyKax U
BBIPJKEHHOCTH runoTpoduii (puc. 1, 2). Ilpu ocmorpe: na-
Pe3 B IUCTAJIHHBIX MBIIIIAX PYK — 3 6ajjia, B IPOKCUMAJIb-
HBIX — 4 Oajia, B MPOKCUMAJIBHBIX OTZIeJIaxX HOT — 3 6asiia,
B INCTAJIbHBIX OT/IeJIaX HOT — 2 Oasuta. PaccrpoiicTBa 4yB-

CTBUTEJIBHOCTH He UMeJI YeTKOH JJUHAMUKH.
ITo pe3ysnpraTaM IIPOBE/IEHHBIX UCCIIEAOBAHUIL:

* Yr71eBo/IHBIN OOMEH He HapyIlleH: II0Ka3aTeJIH TTTI0KO3BI
KPOBH HATOIIAK, [VIMKWPOBAHHBI IeMOIJIOOMH ObLIN B

HOpMeE 32 BCe BpeMs HaOJII0/|eHU.

Puc. 4. CnoHTaHHaA akTMBHOCTb (M. tibialis anterior) L} noteHunanos
$unbpunnaumii, noteHymanos pacumkynaumii, 2016 r.
Fig. 4. Spontaneous activity (m. tibialis anterior) C FP, FPs. 2016.
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Puc. 5. NQE (m. tibialis anterior) 2016 r.
Fig. 5. Motor unit potentials (m. tibialis anterior), 2016.
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Puc. 6. NQE (m. tibialis anterior) 2019 r.
Fig. 6. Motor unit potentials (m. tibialis anterior), 2019.
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e YpoBenp obmeil kpeatnH(pochoknHassl (KOPK) xposu
IIpeBbIIIa HOpMy. B 2016 r. cocraBun 1468 EJI /i1, B 2017 T. —
932 EJI/n, 2018 . — 1309 E/I/11; 2019 . — 565 EJ1 /11 (HOpMa
1o 170 EJl /).

e O0wwii aHaIN3 KpOBU 0e3 IaToyornu, KosebaHue
3HaueHH COD oT 2 710 10 MM/4. C-peakTHBHBIA OEJIOK B
2016 1. — 0,5 MI/J, B 2019 I. — 1,1 Mr/J1. AHTHATEIA K aMUHO-
arucuaTerazam TPHK (Jo-1) He o6HApyskeHbI (B 2016 T.).

ITo nanHBIM 51ekTpoMuorpaduu (OMI) B 2016 r. peru-
CTPUPOBAJIOCh CHUIKEHHE aMILINTY/Abl M-OoTBeTa IpH pe-
THCTPALMH C TUIIOTPO(GUPOBAHHBIX MbIIII (PHC. 3) U CEH-
COPHOTO OTBeTa. PermcrpupoBasach CIIOHTAHHAs AKTHB-
HOCTh B BHUJI€ IIO3UTHBHBIX OCTPBIX BOJIH, IIOTEHIINAJIOB
dacuukyssuii, noteHIUanoB GubpULIALIUA (PUC. 4).

[Tokasareny IMOTEHIUAJIOB JABUTATEJIBHBIX €IUHHUIL] —
[IJE (ammuiuTyza, AJIATEIbHOCTh) cocTaBuiin: m. tibialis
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Puc. 7. AnHamukKa pacnpepenenus NAE 2016 r., L| 2019 .
Fig. 7. Dynamics of MUP distribution, 2016, C, 2019.
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Puc. 8. TypHo-amnanTyaHbIN aHanus 2016 r.m 2019 .
Fig. 8. Turn-amplitude analysis, 2016 and 2019.
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Puc. 9. MPT mbiwL, BepxHen TpeTu 6efpa B pexkume T1 nauymenT C.

1 naumneHT H. (KoHTponb).

Fig. 9. T1-weighted MRI of muscles of the upper third of the thigh: patient S.
and patient N. (control).

Puc. 10. YepepoBaHune aTpopuUHbIX 1 runepTPodGUpPoBaHHbIX
MbILLIEYHbIX BOJIOKOH. OKpacka reMaToKCUAIMIHOM 1 303MHOM, X100.

Fig. 10. Alternating atrophic and hypertrophic muscle fibers. Hematoxylin and
eosin stain, 100x.
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anterior MakCUMaJIbHOe 3HaueHWe — 2607 MKB, 15,8 wmc;
cpensee — 738 MKB, 11,6 Mc; m. extensorditorum Makcu-
MyM — 3498 MKB, 16,9 mc, cpenHee — 1452 MKB, 13,2 Mc.

B 2019 r. — cHHU3WIACh aMIUIATY/]a MOTOPHOTO OTBETa
MPOTIOPI[HOHAILHO BBIPAXKEHHOCTH THUNOTpodun (JIOKTe-
BOH, cpenunHbIi HepBbI), [IJIE m. tibialis anterior makcu-
MyM — 15094 MKB, 16,8 Mmc; cpennee — 2538 MKB, 13,6 mc
(puc. 5—7). IlaTTepH peKpyTHpOBaHUA B 2016 I. U 2019 T.
HOCHJI YeTKUU HEHPOTeHHBIH Xapakrep (puc. 8).

ITpu npoBezieHUN TPaHCKPAaHUAJIBHONH MAarHUTHOU CTH-
myJisiiuu (2016 T.) IPU3HAKOB HAPYIIIEHUsI IPOBE/IEHUS 110

Puc. 11. BbipaxeHHble guctpoduryeckne N3MeHeHUA MbilLEYHbIX
BOJIOKOH C BaKyonusauuein ux uutonsiasmbl. OyaroBoe samelyeHune
MbILLIEYHOW TKaHW »npoBoi. OKpacka reMmaToOKCUIMHOM U 303UHOM,
%200.

Fig. 11. Pronounced dystrophic changes in muscle fibers with cytoplasmic
vacuolization. Foci of muscle tissue substitution with adipose tissue.
Hematoxylin and eosin stain, 200x.
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Puc. 12. TnnepTpo¢dupoBaHHbie MbilleYHble BOJIOKHA: yBeNnYeHmne
cofiepKaHuA KUCbIX MyKOMNOnncaxapuaos B uutTonnasme.
Komb6unHmpoBaHHas okpacka peaktusom LLindda n anbymaHoBbIM
CcuHUMm, X400.

Fig. 12. Hypertrophic muscle fibers: elevated levels of acid
mucopolysaccharides in the cytoplasm. Combined Schiff's reagent-Alcian
blue stain, 400x.
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[IUPAMUTHBIM IIYyTAM (KOPTHUKO-IIepBUKAIBHBIN TPAKT) BbI-
AIBJIEHO He ObUIO — BpeM: IIeHTPaJIbHOTO MOTOPHOTO IIPO-
BesieHU:A 9,88—11,0 Mc IIpu HOpMe 10,5 MC.

YuuTeIBasA HajW4yue y NanyueHTa nepudepuyecKoro TeT-
pamapesa B COYETaHUU CO 3HAYUTEIHHO ITOBHIIIEHHBIM
ypoBHeM KOK, ¢ nespo nuddepeHnnanspHOro uarHosa ¢
BOCIIAJIUTEJIbHOM MHUOIIATHEH (JI0 IOJIy9YeHUs pPe3yIbTaToB
JHK-anarsocTuky) OB BBITIOJTHEHBI MarHUTHO-PE30-
HaHcHas Tomorpadusa (MPT) u 6uorncusa MpIL.

IIpu nposenernnu MPT wmbrin 6eapa (2016 r.) B T1, T2,
STIR-pesknMax M3MeHEHUs MATKUX TKaHEN HOCHJIM CHM-
MeTPUYHBIN XapaKTep: MBIIIIBI ¢ IPU3HAKAMU aTpoduH, ¢
3aMelleHneM COeIUHUTEIFHON U KUPOBOHM TKAHBIO, MEXK-
MBIIIIEYHbIe ITPOCTPAHCTBA YBEJIMYEHBl — B CPAaBHEHUU C
MP-kapTuHOU KOHTPOJIA (pHC. 9).

| KTMHUYECKNI PA3BOP B OBLLEA MEQWLMHE | TOM 4 | Ne10 | 2023 | Clinical review for general practice | VOL. 4 | No. 10| 2023 | 79



Knununueckmii anyvair / Clinical Case

Puc. 13. 30Ha 3ameLLeHNs MbILEYHON TKaH GpUGPO3HOIA.

Okpacka NMKpo¢pyKcmHoM no BaH MM3oHy, x400.

Fig. 13. Area of muscle tissue substitution with fibrous tissue. Van Gieson's
picrofuchsin stain, 400x.

Puc. 14. PereHepauus MblLeYHbIX BOJIOKOH C popMunpoBaHnem
MHOroagepHbIX MVIOGHaCTOB. OKpaCKa remaToKCWJiINHOM M 303UHOM,
x400.

Fig. 14. Muscle fiber regeneration with multinucleated myoblast formation.

Hematoxylin and eosin stain, 400x.

Puc. 15. OuaroBble numdonnasmouyntapHbie nHGUNbTPaTbl. OKpacka
remMaToKCUIMIHOM 1 3031HOM, X400.

Fig. 15. Focal lymphoplasmacytic infiltration. Hematoxylin and eosin stain,
400x.

¥ -

ITo laHHBIM OGHOIICUY KOXKHO-MBILIIEYHOTO JIOCKYTa Oeapa
(2016 r.), oIpeZEIIAIOCH YePEJOBAHNE YIACTKOB aTpOdUn
Y runepTpodUy MBIIIEYHBIX BOJIOKOH (pHC. 10), UX BBIpa-
JKEHHBbIe JTUCTpOQUUECKHe H3MEHEHUsA C pacllelUIeHHeM
[UTOITIa3MbI, GOPMHUPOBaHUEM BaKyosied (puc. 11) U o4a-
roB Hekposa. Cojep:kaHre KHCJIBIX MYKOIIOJIMCAXapH/0B
6bLIO TOBBIIIEHO (pPHUC. 12). 30HBI MOBPEK/EHUS MBIIIIEY-
HOU TKAaHU HA 3HAYNTEIBHOM IIPOTSKEHIH 3aMeIleHbI XKH-
poBoii u Gu6GPO3HOH TKAHBIO (pHUC. 13). BrisABIAIICH DOKY-
CBI pEreHePANNH C TPYNIIAMHI MHOTOSA/IEPHBIX MUODJIACTOB
(puc. 14), ouarossle JTUMGOIUIA3MOIUTAPHBIE HHMUIBTPA-
THI (puc. 15).

ITpu npoBeleHNU TeHEeTUYECKOro HCCiIeZoBaHUusA (Ips-
masa JJHK-puarsocruka — ouenka uuciaa CAG-moBTOpoOB
B 1 9k30He reHa AR) ObLI0 BBISIBJIEHO 43 1OBTOpaA (2016 T.).

O6cyxpeHue

Kak mpaBuso, Ipu HJINYUU Pa3BEPHYTOH KIMHUYECKOH
kaptuHbl auarHoctTuka BCAK He BbI3bIBaeT 3aTpy/[HEHUH.
CoueraHue IPU3HAKOB IIOPAKEHNs HUKHETO0 MOTOHEHpPOHa
C TIOJIMHEBPOIIaTHeN, TPOSBIEHUAMY TUIIOTOHA/IN3MA U Me-
TabOJIMIECKUMH PACCTPONCTBAMY, JJaHHBIE HEUPODU3UOIIO-
TUYECKOI'0 UCC/IeI0BAHUA MTO3BOJIAT 3a110703puTh bCAK n
[IPOBeCTU reHeTnueckoe obcsenosanue. [psmas JJHK-auar-
HOCTHKA C OIIEHKOH KosmdecTBa TaHAeMHBIX CAG-TIOBTOPOB
B reHe AR fABjIfeTCsS peIamoyM MeTO/I0M BepHUKAIII
quarnosa. Tak, y naruenta C. B 2016 T. ObUIO BBISBIEHO
43 oBTOpa (pu HOpME 9—36), YTO COOTBETCTBOBAJIO TOMY
KOMIIJIEKCY KJIMHUKO-WHCTPYMEHTAIbHBIX JAHHBIX, KOTO-
PBIil BMeJIcsA K MOMEHTY IIOJIydeHHs Pe3yJIbTaTOB IeHeTH-
YeCcKOTO UCC/Ie/I0BAHNUS.

Ha paunux crajiusx 6osie3uu auarnocruka BCAK moxer
OKa3aThCsA JIOCTATOYHO cI0KHOHU. Kpyr muddepennuans-
HOTO AUarHo3a B IepBylo ouepesb BkaodaeT bAC, a Takxke
IIPOrpeCcCUpYoe MbIIIeYHble AucTpodun, 601e3Hp Xu-
POSIMBI, HOCTIIOJINOMUETUTUYECKUN CHH/IPOM, ITOJTHHEHRPO-
[IaTUY, MHOKECTBEHHYIO MOTOPHYIO HEHPONATHIO ¢ 6JI0Ka-
MU TIPOBe/ieHus u fip. [2]. Oupe/essonuM MeTo/[0M B 110~
CTaHOBKe AuarHosa seiasercs OMI'.

[Tpu npoBeseHUH HEHPODUINOIOTUIECKOTO 00CIeI0Ba-
HuA y nanueHToB ¢ BCAK BBIABIAIOTCA NIPU3HAKHU TEKyIIle-
rO /IeHepBaIlMOHHO-PEeNHEPBAIMOHHOTO Iponecca. JuHa-
Mmuueckoe rnposeneHre OMI' mo3BosIAET OLEHUTHb TEMIIB
IIPOTPECCUPOBAHUSA JleHEePBAIMOHHO-PENHEPBAIIMOHHOTO
IIpoIiecca, UCKIIIOYHUTD OBICTPOIIPOTEKAIOINe 32001€BaHUA
(BAC). TTocTeneHHO JTUTEHHO TEKYIIUH [POIIecC TPUBO-
JUT K IOABJICHUIO XapakTepHbIX 1A CMA 3HauUTEeIbHO
ykpynHeHHBIX IITE — 110 gecaTkos Teicad MKB. Kpome To-
ro, orsinunTesapHOU yeproit BCAK city>kuT nopakeHune ceH-
COPHBIX BOJIOKOH [4, 8]. Ocobyro posib Helipoduzunosorunye-
CKOe HCceIefioBaHue Ipuobperaer npu auddepeHuaib-
Hoti tuarHocTtuke ¢ BAC. [ToMumo BoBI€UEHUS B IeTeHepa-
THUBHBIH IIPOIECC CEHCOPHBIX BOJIOKOH U CYIIECTBEHHO 00-
Jlee MeJJIEHHOU JWHAMHUKA MHOTpaUUecKux II0KaszaTe-
e, npu BCAK B otsimune ot BAC OTCyTCTBYIOT IPU3HAKA
MIOPayKeHUs I[eHTPAIBHOIO JIBUTATeJIbHOTO HEHWPOHA, BHI-
sIBJIsieMble IIPU IIPOBEZIEHNH TPAHCKPAHUAJIbHOM MarHuT-
HOU cTuUMysAnvH. B onrncanHoM ciy4dae y nanuenTa C. Bpe-
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M# LEeHTPIBHOTO MOTOPHOTO IIPOBE/IEHUS OCTABaJOCh B
HOpMe 32 Bce BpeMs HabJIIo/IeHu .

B nocsieiaue ro/ibl OBLIH II€PECMOTPEHBI IIPE/ICTABIEHUSA

0 Ipoleccax, NMPOTEKAMINNX B MBIMIEYHONH TKAaHU IIPHU
BCAK. 9kcneprMeHTaIbHO OBLI JI0OKa3aH MHOIATHIECKUN
Bk B benorun 601e3uu Kennenu [9]. BoamorkHO, Takoi
MeXaHU3M Pa3BUTHA aMUOTPOMUH MOXKET OOBSCHUTH BbI-
cokxue ypoBHu K@K, perucrpupyemsie Ipu 5ToM 3ab60sieBa-
HHUU. YUUTBIBAA, 4TO NOBbIIIeHHe ypoBHA KOK xapakTepHO
JUIS BOCHAJIUTETBHBIX MHUOIATHH, ABJISIOIIMXCA IOTEHIIN-
aJIbHO KypabesbHBIMU 3200JI€BAHUAMH, JJIS UCKIIOYEHUA
MMO3UTA MOTYT OBITh IIPIMeEHEHBI JIOII0JIHUTEJIbHbIE Ihar-
HOCTHYECKHE MeTO/Ibl: TaTOMOP(OIOTHYECKOe 1 BU3YyaIU-
3aIlMOHHOE uccyienoBanue Mplmi,. [Ipu CMA rucrosorude-
CKO€ HCCJIe/IOBaHMe OHOIITATOB MBIIII] BBIABJIAET JIEHEPBA-
OUOHHYI0 aTpoduio [10].

IIpu nposenenuu MPT ompezessercss MbIIIEUYHBIH 00b-

€M U CTeIleHb JIeTeHEPANH MBI ¢ 3aMeIleHUEM JKUPO-
BOH TKaHBIO, OLIEHUBAETCA HAIMYME IIPU3HAKOB BOCIIAJIE-
HuA. OZHUM U3 OKa3aHuH A1 npoBenenus MPT asiser-
s TO/I03PEHNE Ha MUOTIATHIO BCJIEZICTBHE CIIEU(PUUeCKON
KJIMHUYECKOW KapTUHBI, HO 6e3 0OHApy:KeHUs IIEPBUYHO-
MblIIeyHoro narrepua npu OMI [11]. Pacupenenenue xu-
POBOY TKAHH U COOTHOIIIEHUE €€ C MBIIIIeYHOH HCCIe/lyeTcs
B Ti-ummysnbcHOM pexxkume. OneHUBaeTcA CHMMETPHUY-
HOCTb/aCHUMMETPUYHOCTh, N30UPATESBHOCTD ITOPaAXKEHUSA
OTZeJIBHBIX MBIIIII, YTO UMEET 3HAUeHUEe IIPU [TOCTAHOBKE
JIar€o3a IMPOrPECCUPYIONIUX MBINIEUHBIX AUCTPODUH.
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