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BYJIbBOCITHHAJIbHAA MBILLEYHAA ATPOPHUA
(BOJIEBHb KEHHE/H): OITIHCAHHE RJIIHHHUYECKROI'O CJIYYHYASA

INocmynuaa B pegakyuto 28.05.19 r.; npunsima K newamu 28.10.19r.

PesioMme

X-crenreHHas 6yAbOOCIMHaABHAS MbIIIeuHas aTpodus KeHHepAn — pepkoe HaCAGACTBEHHOe HeMpoAereHepaTUBHOe 3a00AeBaHIe
HUKHUX MOTOHEHUPOHOB, B OCHOBE KOTOPOTO A€JKUT l'eHeTUYEeCKUM Ae(eKT IIepBOro 5K30Ha reHa aHAPOTeHHOTO perenTopa (AR), xapak-
Tepu3yIouiics naTororndeckuM yBeandenrueM CAG-11oBTOpoB. [IpuBepeHO onrcaHre KAMHUYECKOTO CAyYasi TallieHTa, 3a60AeBaHue
KOTOPOTO IPOSIBAIAOCH CAAOOCTBIO MBIIII] HUJKHUX KOHEUHOCTEeH, CHU)KeHHeM AUCTAHIINY XOABOLI A0 400 — 500 M, HapylIeHreM KOop-
AVHAIIUY ¥ YMePEeHHBIM IOAUHEeBPUTUYECKUM CUHAPOMOM. Ha ocHOBaHUU >KaA00, HEBPOAOTHYECKOI0 OCMOTpPa U CeMEeHHOro aHaMHe3a
ManueHTy OBIAO BBIIIOAHEHO reHeTHIeCKoe NUCCAeAOBaHNe, IIOATBEPAUBIIIEE IPEATIOAOIKEHHBIM AUATHO3, C IIOCAEAYIOIIUM IIPOBeAeHIEM
KypCOB HeipOMeTaOOANYeCKOM Tepalliuy, BUTAMUHOTE ANy, Ae4eOHOM (PU3KYABTYPEI, (DM3MOTepallui ¥ UTAOPeAEKCOTEPAIIUH C yMe-
PEHHBIM IIOAOKUTEABHBIM 3(D(PeKTOM B BUAE PACIIMPEHUSI ABUTAaTEABHOI'O peyK1Ma U CHU)KeHNS MHTEHCUBHOCTHU CUMIITOMATUKU. Takke
B CTaThe OCBeIleHbl 0COOEHHOCTHU MaTOreHe3a 1 IIePCIeKTUB IIaTOreHeTUYeCKOTro AeYeHNS AQHHOTO 3a00AeBaHUS.

KAhroueBble cAOBa: CIMHAABHAA aMUOTPOMUI B3POCABIX, 00Ae3Hb KeHHeAlr, OyAbOOCIIMHAABHASA MbllIeuHas aTpodug KenHeAn, Ooae3HN
9KCIIAHCHU TPUHYKAECOTHUAHBIX IIOBTOPOB, CHHAPOM IIATOAOTHMYECKOM MEIIIIETHON YTOMASIEMOCTH
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SPINAL AND BULBAR MUSCULAR ATROPHY (KENNEDY’S DISEASE):
CASE DESCRIPTION
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Summary

Kennedy's X-linked spinal and bulbar muscular atrophy is a rare hereditary lower motoneuron neurodegenerative disease, which
is based on the genetic defect of the androgen receptor's first exon (AR), characterized by an abnormal increase of CAG-repeats. This
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article describes a clinical case of a patient with complaints about low limb weakness, walking distance shortening to 400 — 500 meters,
coordination disturbances, and moderate polyneuropathy. According to complaints, neurological examination and patient's family history,
a genetic study was performed confirming the proposed diagnosis. Following neurometabolic, vitamin, physical therapy, physiotherapy
and acupuncture were performed and the patient's physical activity increasing and intensity of symptoms reduction was achieved. The
article also highlights the features of pathogenesis and the prospects for pathogenetic treatment of this disease.
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BBEZAEHHE
Boaesns KenHepu (OyAbOOCIMHAABHAS MBIIIIEYHAS
aTpodust KeHHear) — 3TO pepAKOe HAaCAEACTBEHHOE

HeWpoAereHepaTUBHOE 3a00AeBaHUEe HUJKHUX MOTO-
HeMpPOHOB, XapaKTepHu3ylollleecs MBIIIEUHON aTpo-
duel, IPeuMyleCTBEHHO IPOKCUMAABHBIX OTAEAOB
KOHEYHOCTeY, pa3BuUTHEeM OyABOAPHOTO CUHAPOMA,
BBIpa’KeHHBIMHU (PACIIUKYAIIIUSMU U SHAOKPHUHHBIMUI
HapyUIEHUSIMU, TAKUMU KaK THHEKOMACTHSI, TECTUKY-
AsIpHast aTpodus, 6eCIAOANe, YaCTUYHAsl HEUyBCTBU-
TEABHOCTBb K @aHAPOTeHaM U caXxapHbIU puader [1, 2].

B ocHOBe paHHOTO 3ab0A€BaHUA AEKUT TeHeTU-
4ecKul AeeKT IepBOro 3K30Ha r'eHa aHAPOTEHHOT'O
petieniropa (AR), pacrmoroKeHHOT0 B MPOKCUMAABHOM
OTAEeAe AAUHHOTO Iaeda X-xpomocoMbl (Xql1-12).
AedeKT xapakTepu3yeTCsl NaTOAOTUYECKUM YBEAU-
JyeHHeM IOBTOPOB TPUHYKAeOTUAOB CAG (IIUTO3UH-
AACHUH-TYaHUH). Y 3A0pPOBBIX Aropelr uncao CAG-
TTOBTOPOB KoAeOAeTCs OT 9 Ao 36, ipu 6oae3Hu KenHe-
AU OTO YHCAO BBIIIe — OT 38 A0 62. [ToAurAyTaMaTHBIA
AOMeH B Oenke 00ycAaBAMBaET AePeKT aHAPOTEHHOT'O
pelienTopa, OTBETCTBEHHOTI'O 3@ Pa3BUTHE CUMIITOMOB
3aboaeBanus [3].

CBoe Ha3BaHMe OOAe3HBb IIOAYYHAQ OAaropaps pa-
6ore W. R. Kennedy et al. [1], HabAtopaBmux 11 60AL-
HBIX M3 ABYX HEPOACTBEHHBIX CeMelt U OTMETHUBIITHUX
pelleCCUBHBIN TUI HaCAEAOBAHMS 9TOTO 3a00AEBaHNA.
B 1982r. A. E. Harding et al. [4] kraccudunmposaru
0one3Hb KeHHepn Kak X-CIleTIA€HHYIO OyABOOCHH-
HAABHYIO HEBPOIATHIO, AAS KOTOPOM XapaKTepHa
CeHCOpHas HeBPOIaTHs B AOTIOAHEHMe K AUCHYHKITUN
ABUTQTEABHBIX HEMPOHOB.

B 1991 r. La Spada et al. [3] onipepeArAr TPUUMH-
HBIY TeHeTUUeCKUM Ae(PeKT, KOTOPHIM CTaAa KCIIaH-
cuga CAG-TIOBTOPOB B IIePBOM 3K30He reHa AR.

Boaesnb Kenneau (BK) oTHOCHTCS K IIMPOKOM IPyTI-
e HeUPOAETeHePAaTUBHBIX PACCTPOMCTB, HA3bIBAEMBIX
OOAE3HSIMU IKCIIAHCUU TPUHYKAEOTUAHBIX TTOBTOPOB,
C TIaTOTeHHBIM IIOPOTOM IOBTOPOB TPUOAUZUTEABHO OT
35040 10BTOPOB [, 6]. TIpearioroKUTEABHAS PacIipo-
CTpaHeHHOCTH cocTaBAsieT 0KOAO 1 Ha 40 000 Haceae-
HU4 [7]. Bo3dpacT Hauara 3a00nreBaHUSA BapbUpyeT OT
18 A0 64 AeT, HO OCHOBHYIO MacCy COCTaBASIIOT AUIIQ,
MOCTUTIIIHE 4-TO UAU 5-TO AeCSTKA JKU3HU [8].

B MckArOUNTEABHBIX CAYUYasIX 3a00AEBaHME MOJKET
HaAOAIOAQTHCS U Y JKEHITUH, HO 6€3 KAMHUYEeCKUX IIPOo-
SIBA€HUY U B TO JKe BPeMsI C perucrparnuei OTKAOHe-

HUN SAEKTPOPU3UOAOTUUECKUX UAU AaDOPATOPHBIX
mokaszaTenel [9].

Kak u npu Apyrux 00Ae3HIX 3KCIaHCUU TPUHYK-
AE€OTHUAHBIX IIOBTOPOB, BO3PACT HauaAad 3a00AeBaHUSA
obpaTtHO mnponopnuoHareH uucAy CAG-IIOBTOPOB.
AaHHOe HaOAIOAEHUE Ha3bIBAIOT (peHOMEHOM aHTH-
nunanuu [10].

B3amMOCBsI3b MEKAY BO3PAcCTOM HavaAa MbIIIEY-
HOM cAQ00CTU KOHEUHOCTEU U AAMHOM 5KCIIaHCHUPO-
BaHHBIX CAG-IIOBTOPOB ObIAG TPOAEMOHCTPUPOBAHA
BO MHOTHUX pabotax [3, 11 — 17]. TeM He MeHee HEKOTO-
pble HCcCAeAOBaHMs, TOCBsIeHHbIe BK, yKa3piBaroT Ha
OTCYTCTBHE 3HAUMMOM KOPPEASATIUH MEKAY IIPOTPEC-
CHpOBaHHWEM CUMITOMOB U uncAoM CAG-IIOBTOPOB
[18, 19]. TTOCKOABKY OOABIIMHCTBO MCCAEAOBAHUY,
BBIIIOAHEHHBIX K HACTOSIIEMY BpEMEHH, COAEPIKaAU
MaAble pa3Mephl BELIOOPKH HallIeHTOB, BOIIPOC BAUS-
Hug AAUHB CAG-TIOBTOPOB Ha KAMHHAUECKOE TeYeHNe
BK ocraetrcs criopHbIM. [1pu Apyrux 3a00AeBaHUSX,
xXapakrepusyromuxcsa skcrnancuen CAG-IIOBTOPOB,
TaKUX Kak OOAe3Hb ['eHTHMHITOHA, CHMHOIepebeA-
AdpHag arakcug 3-ro tuna (SCA3) u AeHTaTypanb-
Ho-TTaarupymusmniickaga atpodua (DRPLA), TaxecTb
KAMHWYECKUX, Mopdoaorndeckux u MP-1ipr3HakoB
3a00AeBaHNUd, KaK IIPAaBUAO, KOPPEAUPYET C AAMHOMN
CAG-noBTOpOB [20 — 23].

RJIIMHHYECKOE HABJIIOAEHHE

TMammmenr O., 54 Aer, cuuTaeTr cebsa OOALHBIM
c2013r., KOorpa BHe3alHO ITOCAe (PU3MYECKON Ha-
IPYy3KHA U IICUXO3MOIIMOHAABHOTO IepeHalpsIKeHUs
BO3HUKAA TSIPKECTh U CAAOOCTh B HMXKHUX KOHEUHO-
CT$IX, COIIPOBOJKAABIIAACA CYyAOPOraMu. AMOYAQTOPHO
IIPOXOAUA KYPC Maccaka, IIOCAe KOTOPOT'O HAOAFOAAA-
CS1 HEIIPOAOASKUTEABHBIN ITOAOKUTEABHBIN 9(h(eKT B
BHAE CHUPKEHHUSI CKOBAHHOCTH B HDKHUX KOHEYHOCTSIX.
B Teuenune mocaepyromux 1,5 ropa 3a MEAULIMHCKOM I10-
MOIIIBIO He oOpatiancs. B deBpane 2016 r. mpousoiiea
TTOBTOPHBIM 3MM30A CAAOOCTH B HOTaX, COIMTPOBOKAAB-
IINMCS CHUYKeHHeM AMCTAaHIINK XOALOBI A0 1000 M,
TMOCA€ KOTOPOTO TalleHT 0OPaTUACS 3@ ITOMOIIBIO K
HEBPOAOT'Y II0 MECTY JKUTEABCTBA U IIPOIIIeA KypC KOH-
CepBaTUBHOM Tepaluy, HO 6e3 3HaunuMoro 3 dexTa.

13 aHaMHe3a U3BECTHO, UTO ¥ POAHOTO OparTa Ila-
nueHTa OblAa BhIgBAeHA BK, mposiBAeHUsT KOTOPOM
HavYaAUCh B Bo3pacTe 48 AeT B BUAE CAAOOCTH B HOTax
(mpoxuBaet B 'epmanuy, cBaA3b yTepsHa) (puc. 1).
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Puc. 1. FeHeorOTHUEeCKOE ADEBO HallMeHTa: OeAble CUMBOABL — 3A0POBBIE AHUIIG,
yepHble — OOAbHBIE. CTPEAKOM yKa3aH IPoOaHA,
Fig. 1. Patient's family tree: white symbols — healthy persons, black symbols —
sick persons. The arrow indicates proband

B cBsi3u ¢ 3THM Ha aMOyAQTOPHOM 3Talle AUarHoc-
THKU TalleHT OBbIA HAIlpaBA€H HEBPOAOTOM Ha IIPO-
BeAeHNEe MOAEKYASIPHO-TeHEeTMYeCKOro aHaAu3a Ha
IpeAMeT BBISBAEHUS UMCAA TTOBTOPOB B TeHE aHAPO-
TeHHOTO PeleNTOpa, BHIIOAHEHHOEe B He3aBUCUMOU
AaboOpaTopuy, B pe3yAbTaTe KOTOPOIo ObIAA BEIABACHA
srcnancus CAG-11oBTOpOB (N =46) B mepBOM 3K30HEe
rera AR. Toraa >ke 6GBIAO BHITOAHEHO SIAEKTPOHENPO-
MuoTparIecKoe NCCAEAOBaHHE, TPU KOTOPOM BEBISIB-
A€HBI IPU3HAKM BEIPa’KeHHOTO TOPaskeHUS TepPepAHNX
POTOB CIMHHOTO MO3Ta Ha MOSCHUYHOM U IIEHMHOM
VPOBHAX, a TaKKe IOPaKeHHWSI MOTOHEWPOHOB Ha
OyABOAPHOM YPOBHE C HEMPOTeHHBIMY N3MEeHEeHUsIMHU
B IIPOKCUMAABHBIX U AUCTAABHBIX MBIIIIAX KOHEUHO-
CTel, MBIIIIe s13bIKa C YMEePeHHbIM CHIDKeHHEeM aM-
TIAWTYABI BEI3BAHHOM aKTUBHOCTY TOABKO AMCTAABHBIX
MBIIIII] HYDKHUX KOHEYHOCTeH, HaAYueM AeHepBallu-
OHHOMW @aKTHUBHOCTM B MBIIIIIaX HOT U IPAaBOU KUCTH,
yMepeHHOe ITIopa’keHre CEHCOPHBIX BOAOKOH ITepude-
PUYECKUX HEPBOB BePXHUX 1 HIDKHUX KOHEUHOCTEN 110
TTIOAMHEBPUTUYECKOMY TUITY aKCOHAABHOT'O XapaKTepa.

B aAekaOpe 2016 r. marueHT OBIA IIAQHOBO TOCIIH-
TAAM3UPOBAH B HEBPOAOTMUECKOe OTpeAeHue Ne 2
rkamauku HUMW HeBpoaoruu ¢ >karobaMum Ha CAa-
OOCTBb B HIDKHUX KOHEUHOCTSX, CHU KEeHNE AUCTAHIINHI

Puc. 2. ATpodus a3bika
Fig. 2. Tongue atrophy
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X0ABOBI A0 400 — 500 M, HapyIlIeHre KOOPAWHAIINY,
yMepeHHOe CHU)KeHHe YyBCTBUTEABHOCTU B CTOIIaX
u roareHsx. Ha poorocnmuTarbHOM 3Tarie ObIAa BBHITIOA-
HeHa MarHUTHO-pPe30OHaHCHas Tomorpadus (MPT)
TIOSICHUYHO-KPECTIIOBOTO OTAEAda MO3BOHOYHMKA OT
19.01.2016 r. — BeHTpaAbHasA KAMHOBUAHAS Aedop-
Manus Teaa L1 (HOCAeACTBUS KOMIIPECCUOHHOTO IIe-
peAoMa), 3apAHSS IPaBOCTOPOHHSS CPeAUHHO-IIapa-
MeAraHHas rpbika Aucka L5-S1 pazmepom a0 7 MM ¢
IpuAe’kaHmeM K Kopetmkam L5, S1 cupaBa. Bropuu-
HBIU CTEHO3 IIO3BOHOYHOI'O KaHana Ha ypoBHe L5-S1.

MPT 11e#iHOTO OTAeAd IIO3BOHOYHHKA  OT
03.02.2016 r. — TPaBOCTOPOHHSASA MeAMaHHO-TIapa-
MeAraHHas rpbika Aucka C5-6 po 0,4 cM ¢ KacaHueM
Koperika C6.

Ha MOMeHT oCTyTIAeHNS B HEBPOAOTMYECKOM CTa-
Tyce: CO3HaHUe SICHO€, ICUXOTUUYeCKUe HapylleHUs
He BBIIBA€HBIL. DMOIMOHAABHBIE Y THTEAAEKTYaABHO-
MHeCTHYeCKUe HapyllleH!s He BBIIBA€HEI. YepenHas
UHHepBaUUs: TEMUAHOIICUU He BLIIBAEHO. 3pauku
IPaBUABHOU (DOPMEL, CpepHero puameTpa, D =S. Pe-
aKITMY 3PAaYKOB Ha CBeT (IIpsMas ¥ COAPY’KeCTBeHHas)
JKUBAsA, CUMMeTpUIHasA. ABUKEHUS TAA3HBIX SO0AOK
B IIOAHOM 0O0BeMe. AUTNAOIIUS IIPU B3TASIAE IIPSIMO U
B KpallHUX OTBeAeHUusAX. [laabmanus Touek BBIXOAQ
TPOMHUYHOI'O HepBa 0e300Ae3HEHHA C ABYX CTOPOH.
l'mnecTe3usa Ha AMIle CIIpaBa — IIOCAEACTBUSA TYIIOU
TPaBMBI MATKUX TKaHel auna. CrabocTb HUKHEN
TIOPIIMY MUMHUYECKUX MBI cAeBa. DacIiuKyAIIIny
MUMUIECKUX MBI W MBI SI3bIKa. POTOBUYHBIN
pedarekc cpepHent xuBoctu, D=S. JKeBaTeabHas
MyCKyAaTypa coxpaHHa, D=S. HapOpoBHEIN ped-
AEKC cpepHer >KuBocTU, D=S, moAOO0pPOAOUHBIN
pedarekc cpepreli xkuBocTy, D =S. CAyX He U3MeHeH.
Msarkoe HEOO TTOABUIKHO. Uvula 110 cpepHelr AUHUY;
TAOTOUHBIN pedAeKC cpepHeld JKUBOCTHU. YMepeHHast
AmsapTpus. Aucharuu, AucoHun HeT. YMepeHHast
aTpocus sa3bika. OTMedaroTcsd BAABAEHHUS OT 3yOOB
Ha sI3BIKe C ABYX CTOPOH (pHC. 2).

Pedaekcbl opaaAbHOTO aBTOMATH3Ma OTCYTCTBYIOT
(puc. 3).
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ABurameaAbHas cucmema: CHUAA MBI, BEPXHUX
U HUJKHUX KOHEUHOCTEM B ToKoe — 5 6aaroB. [Tocae
du3nuecKor Harpy3ku (xopb0a Ha 40 M) oTMedaeTcs
CAQ00CTh B IPOKCUMAABHBIX OTAEAAX HU)KHUX KOHEeU-
HOCTel A0 4 6aaroB. [AyOoKue peAeKChL: C BEpXHUX
KOHEYHOCTeW — KapIopajuarbHble, OUIeIC- U TPU-
nenc-pedaercel D =S, cHUJKeHBI; C HUJKHUX KOHed-
HOCTe — KOAEHHBIE M aXUAAOBEI D =S, CHM>KeHHI.
[MTaTorOoTUYECKUX KUCTEBBLIX M CTOIHBLIX 3HAKOB He
BBIIBAEHO. TOHYC MBIIII, KOHEYHOCTEM CHUKeH, D =S.
OKCTpanupaMUAHasA CUCTEMA: AeTKUH TOCTYPAAbHBIA
TPeMOp IaAblleB PYK.

YyBcmBumeAbHOCMb: TOAMHEBPUTUUECKUM CHUHA-
POM IO TUITY TUIIEPEeCTe3NU B HUKHUX KOHEYHOCTSIX
C YPOBHS TOAEHOCTOITHBIX CYCTaBOB.

KoopauHanusa: IaablleHOCOBYIO IIPOOY BBIIIOA-
HAeT C MHTeHuel, D =S, N4TOYHO-KOAEHHYIO IIPO-
0y — yAoBAeTBOpUTeABHO, D=S. B nosze Pombepra
U YCAOKHEHHOM 1To3e PoMbepra HeyCTOMUMB C AaTe-
paamsaluen BIpaBo.

MeHuHTeaAbHbIE 3HAKYM He BHISIBACHHI.

BrisiBA€HHBIE CHHAPOMBI:

— TAA30ABUTATEABHBIE HapPYIIeHU (AUIIAOIMSA IPU
B3rASIAE IIPSIMO M B KDAUHUX OTBEACHUIX);

— OPOAMHTBOMAHAUOYASIPHBIE (DACIIUKYASIINY;

— 3AeMeHTHI O6yABOAPHOTO CUHAPOME;

— HIJKHUU IepudepruuecKUi IPOKCHUMAAbHBIN
napanapes A0 4 0aANOB;

— TIOAMHEBPUTHUECKUN CUHAPOM I10 TUITY TUIIepec-
Te31M B HUDKHUX KOHEYHOCTSX;

— MBIIIEYHO-TOHNYECKUY CHUHAPOM IIEMHOTO U TI0-
SICHIYHO-KPECTIIOBOTO OTAEAd TO3BOHOUHUKA;

— HapyllleHue CTaTUKU U AUMHAMUKU B IIeHHOM
¥ TOSICHUIHO-KPECTIIOBOM OTAEAE TTO3BOHOYHUKA.

/AabopamopHble pe3yAbmambl: OOIIUM aHAAU3
KPOBH, OOIINM aHaAU3 MOUM — 6e3 0COOeHHOCTEH.
B 6noxmMHnuecKoM aHaAu3e KPOBU OBIAO BBEIIBAEHO
TIOBBIIIIEHNEe YPOBHSI KpeaTHHMOCHOKMHA3E! A0 859
(mopma — 30—200) Ea/A. OcTanpHBIE OMOXTIMUIUE-
CKUe IIoKa3aTeAu 6e3 0cCOOeHHOCTeH.

Ha MOMEHT BBINMCKU M3 CTaljoHapa IalueHTy
OBIA BBICTABAEH AMArHO3: «X-CIIeIA€HHas pelec-
cuBHasi OYABLOOCHUHAAbHAs MBIIIeUYHass aTpodus
(6one3unb Kennean)».

1

Puc. 3. ®oTo nmaruenTa
Fig. 3. Patient's photo

Ha otaeneHnm arieHTy MPOBOAMAY KYPCHI HEMPO-
MeTabOAMYECKOUN Tepamnuy, BUTAMUHOTEPAIIUU, Ae-
4yeOHOU (PU3KYABTYPH], (PU3NOTEePAIUU U UTAOped-
AEKCOTepamuu C TOAOKUTEABHBIM 3 (PEeKTOM.

IMocae BEIMUCKY M3 CTAIIMOHAPA MAIlMeHT OBIA B3AT
Ha AMHaMUYecKoe HaOAIOAeHUe.

B Aekabpe 2016 T. BO BpeMs ouepeAHOM roCIIUTaA3a-
1Y OBIAO BEITIOAHEHO ITOBTOPHOE FTeHETHYECKOE TECTH-
poBaHme B Aa00PaTOPUH AUaTHOCTUKY 8y TONMMYHHBIX
3a0oneBaHU HaydHO-METOAMYECKOrO IIeHTPa 10 MOAE-
KyaspHor MepunyHe [TCTIGIMY um. WM. I'T. [aBaoBa.
BrrsBaeno 40 CAG-mioBTOpPOB B 11epBot amennt, 0 CAG-
TTOBTOPOB BO BTOPOU aareAu reHa AR (puc. 4).

| TTokaszaTenan

| Hopwma

| Y 60ABHOTO |

OmnpepereHne 3KCIIaHCUY IpU 60Ae3HU KeHHepU (B reHe AR)

Yucro CAG-IOBTOPOB B IIepBOM aareAr reHa AR

<34 CAG-1I0OBTOPOB — HOPME&;

35— 37 CAG-10BOTOPOB — yMEpEHHOe
YBEAUUYEHHE;

>38 CAG-1IOBTOPOB — BBIpa’keHHast
9KCIAHCUS

40 CAG-11oBTOpPOB

Yucao CAG-1IOBTOPOB BO BTOpOM aarean reHa AR

<34 CAG-IOBTOPOB — HOPMa;

35— 37 CAG-IoBOTOPOB — yMepeHHOe
YBeAUYEeHUE;

>38 CAG-1IOBTOPOB — BBIpa’KeHHasd
3KCIIaHCUS

0 CAG-noBTOpPOB

Puc. 4. Pe3yAbpTaTel reHETUYECKOTO TECTUPOBAHUS
Fig. 4. Genetic test result
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B HOos0pe 2018 r. mamueHT OTMETHUA IOSBAEHUE
SMU30A0B CAAOOCTU Me>KpeOePHBIX MBbIIIII],

[Tpu HeBpoAOTHMYECKOM ocMOTpe B MapTe 2019 r.
TaIMeHT OTMeYaA OTPHUIATEABHYIO AMHAMUKY B BUAE
MOSIBA€HMSI CAAOOCTU B KUCTSIX PYK.

OBCYXAEHHE H OB30P JIMTEPATYPbI

[TocTanoBKa pnarHosa X-CLeAeHHON peLeCCUB-
HOM OyABOOCIIMHAABHOM MBIIIEYHON aTPOUU 4acTO
OTCpOYeHa BBUAY OTCYTCTBHS HACTOPOIKEHHOCTH CIIe-
IIMAAMCTOB B CHAY HU3KOM 4aCTOTHI BCTPEe4aeMOCTH
3aboneBaHuA. [Ipy 3TOM, yUUTHIBas HAAWUYKE Xapak-
TEPHBIX KAMHHUYECKUX OCOOEHHOCTelN 3a00AeBaHUSA
U IIOATBEPIKAQIOIEro reHeTHUeCKOTO TeCTUPOBAHUS,
AMArHO3 MOJKET OBITh IIOCTaBAEH ellle Ha paHHUX 3Ta-
nax 3aboneBanwms. B ceoeMm nccaepoBanmuu L. E. Rhodes
et al. [8] moka3wIBalOT, YTO BpeMs OT MOMEHTa IT0B-
AEHUS IIePBBIX CUMIITOMOB AO IIOCTAHOBKU AMArHo3a
COCTaBASIET B CPEAHEM 5,5 TOAQ, @ OT IIePBOTO MEAUITHH-
CKOTO OCMOTPAa AO IIOCTAHOBKU AMATHO3a — He MeHee
3 AeT. B HameMm cayuae AnarHo3s ObIA BEICTABAEH Uyepes
3,5 ropa oT AeOr0Ta KAUHUYECKUX IIPOSIBACHUM U de-
pes roa IOCAe IIEPBOTO OOpAIlleHUs 3a MEAUITMHCKON
noMo1bio. CTOUT OTMETUTE, UTO CTOAbL PaHHEee BhISIB-
AeHUe Oone3HU KeHHeAU y Halllero MaljieHTa, IOMHU-
MO KAMHUYECKOM KapTUHBI, O0OYCAOBAEHO TIIATEABHO
COOpaHHBIM CeMeWHBIM aHaMHe30M (OpaT ImpodaHAa
cTpapaeT 6boae3HbI0 KeHHeAN).

3a4acTyro IIallMeHTaM C IIOAOOHOM KAMHUYECKOU
KapTUHOU OIINOOYHO BEICTABASIETCS AUATHO3 «BoKo-
BoOM amMmmoTpoduueckuii ckaepos» (BAC). Aucdarus,
AH3apTpHs U IPOTPeCcCUpYyolas CAadOoCTb 4acTo CO-
nyTcTBYIOT BAC; TeM He MeHee pAudepeHIIUanus
Mexxpy BAC u BK 0OBIYHO IIPOBOAUTCSA HA OCHOBE
aHaMHe3a M HeBpoAoTrHueckoro ocMmorpa. Axa BAC
XapaKTepHbl NPU3HAKU IMOPa’kKeHMs KakK BepxXHe-
ro, TaK U HUJKHETO MOTOHEUPOHQE, U 00Aee OBICTpOe
IporpeccUupoBaHMe 3a00AeBaHUS, YTO HE COOTBETCT-
BOBAAO TEUEHUIO U KAMHUYECKOW KapTUHE HAIero
nalueHTa, UMeBIIero IPU3HaKU ITOPa’KeHUsT AUIIb
HU>KHEr0 MOTOHEMPOHA, & TAaK)Ke YyBCTBUTEABHBIE U
9HAOKPUHHBIE HapyIIeHUs.

ByAbOapHBIN CUHAPOM U CAQOOCTH B KOHEYHOCTSIX
MOTYyT OBITH HEBEPHO PacIieHeHb! KaK IIPU3HAaKM MU-
aCTEeHUYEeCKOTO CHUHAPOMQ, M, XOTS KAMHUYECKUe
NIPOgBA€HHUSI OOBIYHO pasamyaioTcs, BK caepyer
3aM0AO3PUTH Y NAIJUEHTOB, KOTOPHBIE IIPEATIOAOIKU-
TEABHO OOAEIOT MHAcTeHHel, HO UMeIOT OTpHIla-
TeAbHBIE PE3YABTAThl TECTUPOBAHMSA Ha @HTUTEAA K
aleTUAXOAMHOBOMY pelienTopy (AxP) u oTcyTcTBUE
YAYUIlleHus Ha (POHe AeUeHUS XOAMHIPIrUYeCKUMU
¥ MMMYHHOTPOIIHBIMU IIpenapaTaMu (MHTHOUTOPHI
aleTUAXOAMHICTEePa3bl, KOPTUKOCTEPOUADL, UMMYHO-
AernpeccaHThl). OpAHAKO HeCMOTPS Ha HaAWdue y Ia-
nueHTta O. 3AeMeHTOB CHUHAPOMA IIaTOAOTMUYECKOM
MBIIIIEYHOM YTOMASIEMOCTH, AUarHo3 «MmuacTeHUus»
OBIA HICKAIOYEH BBUAY OTCYTCTBHUS IIPU3HAKOB MUACTe-
HUYeCKOW peakIIUM II0 pe3yAbTaTaM 3A€KTPOHEeHpo-
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MHOTrpaUIeCcKOTro UCCAEAOBAHMS. YUUTEIBAS APYTHE
MHUOTIaTUYEeCKHe 1 HeBponaTuiecKre 0COOeHHOCTH,
omMOOYHEIe ANaTHO3EL V TaljeHToB ¢ BK BKAIOYaioT
B ce0s MOAMMHUO3UT, METaOOANUYECKYIO MUONIATHUIO U
XPOHUYECKYIO BOCIIAAUTEABHYIO IIOAMHEBPOIIATHIO.

INTATOI'EHE3

B oTamune ot Apyrux OOAe3HEU 3KCIAaHCUU TPHU-
HYKAEOTHAHBIX IIOBTOPOB, IPU KOTOPBIX (DYHKITH He-
U3MEeHEHHOT0 KOAUPYEMOT0 OeAKa MOJKeT OBITh HEU3-
BeCTHOM, reH AR KopupyeT IAepHBIN TOPMOHAABHBIN
penenTop U HaXOAUTCS B IIUTOIIAA3Me B HEAKTUBHOM
COCTOSTHUM B KOMIIAEKCe C OEAKAMU TEIIAOBOTO IIOKA.

[Tpu cBA3BIBAHUU C €Tr0 eCTeCTBEHHBLIMU AUTaH-
AaMHM, TeCTOCTEPOHOM U ero DOAee CUABHBIM ITPOU3-
BOAHBIM AUTHMAPOTECTOCTEPOHOM IIPOUCXOAUT PSIA
TIPOIIECCOB, B TOM YHCA€E ITIOCTTPAHCASAIITMOHHASI MOAU-
dukanmga AR, saepHas TpaHCAOKAIIWS 1 CBI3bIBAHUE
AHK. OTu n3mMeHeHUs, B KOHEUHOM UTOTE, IPUBOASIT
K AR-ommocpepOBaHHOM aKTHUBAIIUM MAU PellpecCcuu
TapreTHLIX T'€HOB, IIPOUCXOAAIINX B COYETAaHUU C
KOH(OPMAITMOHHBIMU U3MEHEHUIMH, BCAEACTBUE
KOTOPBIX IPOUCXOAUT B3aUMOAEUCTBUE COPETYASATO-
poB — aKTuBauMoHHOU pyHKIUU-1 (AF-1) 1 akTHBa-
nuoHHOU pyHKINU-2 (AF-2) [24].

Camo 3a0oaeBaHUe, BEPOSATHO, ABASETCS PE3YAb-
TaTOM TOKCUYECKOTO 3(pheKTa, IOTOMY KaK AeAelus
reHa AR y yenoBeKka He NPUBOAUT K AereHepaluu
ABUTQTEABHBIX HEMPOHOB, @ MOAEAD MBIIIN C 9KCIaH-
CUPOBAHHBIM ITIOAUTAYTaMUHOBBIM AR-OE€AKOM TOUHO
oTpa’kaeT OOAe3Hb UeAOBeKa C O0Aee HU3KOU CIIely-
(PMYHOCTBIO K ABUTATEABHBIM HEMPOHAM U e HACPHOM
cnenuduko [25]. TeM He MeHee TOTepPs HOPMAABHOMN
dysKInU AR Tak>)Ke MOKET UI'PATh POAB B IATOre€He3e,
4YTO NIOATBEPIKAQETCSA TeM (PaKTOM, YTO Y IAllMeHTOB
¢ BK gacTo npogBAgiOTCS AeTKHe NPU3HAaKW 4aCTHY-
HOM HEUYBCTBUTEABHOCTH K aHAPOTeHaM, TakKue KaK
TUHEKOMAaCTUS U CHU>KeHle (PepTUABHOCTH.

INaTorornyecKUM IIPU3HAKOM IMOAUTAYTAMHUHOBBIX
SKCIIAHCUM SBASIeTCS HaAWule BHYTPUSIAEPHBIX U
IIUTONAA3MaTUYeCKIUX BKAIOUEHU M, KOTOPHIE CBSI3aHbI
C Pa3AMYHBIMY (paKTOPaAMU TPAHCKPUMIINY — IIare-
pOHaMU U TPOTeaCOMHBIMU KoMITIoHeHTaMu [15]. Ecau
yenroBeuecKui AR IIIMPOKO 9KCIIPECCUPOBAH, TO IAEP-
HbIe BKAIOUEHUS ITaTOreHHOro 6eaka AR oOHapy»>Ku-
BAIOTCS HE TOABKO B TOAOBHOM M CIIMHHOM MO3T€e, HO U
B ADYTI'MIX TKQHSAX, TAKUX KaK [I0YKa, CKEAETHBIE MBIIII-
1IbI, HAATIOUEUHUKY U KOKa MOIIIOHKU. XOTS IAePHBIE
BKAIOUEHUS IBASIOTCS CIeNU(PUIECKIMU AAT 3a00A€-
BaHMS TUCTONIATOAOIMYECKUMU HAaXOAKAMM, OHU MOT'yT
He OBITh TaTOTeHHBIMU KaK TaKOBBIMU. MOHOMEpPHI U
PacTBOPUMBIE OAUTOMEPHI SKCIIAHCUPOBAHHOTO OeA-
Ka MOTYyT IPEACTaBAITbH COOOM TOKCUYHBIE BUABI IPU
TIOAMTAYTAMUHOBBIX 3a00A€BaHUAX, @ BHYTPUIAEP-
Hble BKAIOUEHUS, BEPOSITHO, IIPEACTABASIIOT COOOM 3a-
IIUTHBIN OTBET HA @HOMAABHBIN IIOAUTAYTAMUHOBBIN
0eAOK [26, 27]. XOTs 9KCIaHCUs ¥ MOJKET MelllaTh HOp-
MaAbHOMY (DYHKITMOHMPOBAHMIO OEAKa, ITIOKA He SICHO,
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KakK 3TO CIIOCOOCTBYeT IIaToreHesy. MiccaepoBanud mo-
KazaAW, uTo HapyllleHUe PeryAsluy TPaHCKPUIIINN
MO>KeT AeKaTh B OCHOBE MOAEKYASIPHOTO MeXaHu3Ma
HelpoHaAbHOU pAuchyHKIINU B BK 11 ApyTHx 3ab6oaeBa-
HUSX, CBSI3@HHBIX C TIOAUTAyTaMUHOM [28, 29]. CREB-
CBS3BIBAIOIINY OEAOK, KO-aKTUBATOP TPAHCKPUIIIIUY,
KOTOPBIM OIIOCPEAYET IACPHBIN OTBET KO MHOKECTBY
KAETOUHBIX CUTHAABHBIX KaCKaAOB, BCTPAuBaeTCs B
SIAEPHBIE BKAIOUEHUST, 00pa30BaHHBIE TOANTAYTaMUH-
CoAepKalIMU OeAKaMH B KYABTUBHUPYEMBIX KAETKax
TPaHCTeHHBIX MBIIIIeN 1 TKaHIX MaieHToB ¢ BK [28].
MmuTOXOHAPHAABHOE HapyIIeHWe U IIOCAEAYIOITUHN
OKHCAUTEABHBIN CTPECC TaKyKe OBIAM IIPEAAOSKEHBI
B KaueCTBe IPUUYUHHOTO MOAEKYASIPHOTO COOBITHS B
BK [30]. BBIAO BBIIBAEHO, YTO IATOTEHHEBIN OeAOK AR
pelnpeccupyeT TPAHCKPUIIIUIO CYObEAUHUL] IIPOAU-
depaTopoB MEPOKCHUCOM — raMMa-KOaKTUBATOPOB C
akTUBUPOBaHHLIM periennTopoM (PGC-1) [30]. Kpome
TOTO, KaK B MOAEASIX MBIIIeN ¢ AePeKTHBIM AR, Tak 1y
nanmeHToB ¢ BK, HelipoduaaMeHTHI 1 CHHAITO(OU3UH
HAKaIMAWBAIOTCS B AUCTAABHOM ABUTATEABHOM aKCOHE,
UTO CBUAETEABCTBYET O HapyIlIeHUU PETPOTPAAHOIO
aKCOHAABHOTO TpaHcnopra [31].

[MNEPCIIEKTHBbI
MMATOI'EHETHYECKOI'O JIEYHEHHA

B AaBOpaTOPHBIX NCCAEAOBAHUAX HA MBIIIAX C U3Me-
HEHHBIMU IIaTOAOTMYECKUMU FeHaMU OBIAO ITOKa3aHo,
YTO CHUJKEHMeE YPOBHS aHAPOT'€HOB IIyTeM KacTpaluu
TPaHCTeHHBIX CaMIIOB IIPEAOTBpAlllaeT IOPaskKeHue MO-
TOHEUPOHOB. M3BeCTHO, YTO BBIHYKACHHASA XUMUYE-
CKasl UAM OTlepalliOHHas KacTpalysa O0ABHBIX OyABOO-
COMHAABHONU aMHOTpo(duer ¢ ropMOH3aBUCUMBIMU
OITyXOASIMU IIPUBOAKAQ K YAYUIIIEHNIO ABUTATEABHOTO
AedekTa. TakuM oOpa3oM, 6BAOKapa aHAPOTEHHOTO pe-
nenropa nIpu 0oae3Hu KeHHeAr MOJKeT MMeTh OIIpe-
AeAeHHOe TepalleBTuYecKoe 3HaueHne. O0CyKpaeTcs
HUCIIOAB30BaHMeE MIPeNapaToB U3 I'PYIIILl aHTHAHADPO-
TeHOB U IIPeNlapaToB, PEIryAUPYIOIINX TPAHCKPUIIITUIO
TeHOB Ha Pa3ANYHBIX YU4aCTKax OeAKa, TaKUX Kak /\eii-
npoaeanH, Ayractepup, Oayrammp, Pamamumys.

B Hacroguiee BpeMsi AedeHMe nanueHToB ¢ BK
0a3upyeTcs Ha IPUMEHEHUN MEeTOAOB KaK MeAUKa-
MEHTO3HOM Tepalluu (QaHTUTUIIOKCAHTHAA HelipoMeTa-
OoAmMYecKasd, IIpenapaThl KO3H3UMa Q, L-KapHUTHHE,
BUTAMUHOTEpIIaNs), TaK U HeMeAHWKaMeHTO3HBIX
poIepyp (redebHas puskyabTypa (ADK), Mmaccaxk,
dusnoTepanug u Ap.). B HameM caydae HallueHTy
IIPOBOAUAUCE KYPCHI AeueOHOU (PU3KYABTYPEL I1O Me-
TOAWKE «HEeVPOMBIIIeUHast [IaTOAOTHSI», BKAIOUaBIIIHE
B ce0s1 KaK I'PYIIIOBLIE, TAK U UHAUBUAYAABHEIE 3QHS-
s ¢ mHCTpyKTOpoM ADK, Kypcel Maccaka, PuU3no-
Tepaluy (QMIAUIYABCTEPAINsI Ha TOICHUYHO-KPeCT-
IIOBBIM OTAEA IIO3BOHOYHUKQE, IAEKTPOCTUMYASAIIUI
CTOI) U UTAOPEPAEKCOTEPAINU C ITIOAOKUTEABHBIM
5 PeKTOM B BHAE PacCIIMpPeHMUs ABUTATEABHOTO pe-
>KMMa, yMEHBIIIeHUS TpeMOopa PYK U CyOBEeKTUBHOTO
YBEAUUEHMS CUABI B KOHEUHOCTSX.
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