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Ilpedcmasneno onucanue nayuenma co cnopaouyeckum ciydaem X-cyenienuou o6ynvoocnunanrvo amuompoguu Kenwne-
Ou, KOMopas Xapakmepu3o06andcs NO30HUM HAYALIOM, MEONEHHO Npopeccupyioujeli NPOKCUMATbHOU MbIUEYHOU C1ab0Cmbio
u eunompogueii, CuHOPOMOM NAMONOSUYECKOU MbIUEYHOU YIMOMIAEMOCIU, SHOOKPUHHLIMU Hapyuenuamu. Obcyicoaromes
80NPOCHI KAUHUYECKOU KAPMUHbL, OUPpepeHyuaIbHoo OuazHosa, namozenesd, NoucKa npenapamos 0 iedeHus 0y1b00cnu-
HanbHoU amuompopuu Kenneou.
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A case report of sporadic X-lined bulbospinal muscular atrophy Kennedy is presented. The case is characterized by late

debut, slowly progressive proximal muscular weakness and hypotrophy, by the syndrome of pathological muscular fatigue and
endocrine disorders. The aspects of symptoms, differential diagnosis, pathogenesis and management strategies are discussed.
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Bynsb6ocnmnaneaass amumorpodust Kennemu (0o-
ne3nb Kennenn, amuorpodust Kennenn) — peakast gpop-
Ma CIMHAJIbHONH aMHOTPO(HUHU B3POCIBIX, HaCIeLyeMas
1no X-CHeIICHHOMY PElleCCHBHOMY THILY, T.e. OOJICIOT
WCKITIOYUTENbHO MY4uHbl [1, 2]. PacmpocrpaneHn-
HOCTHb 3aboneBaHus cocTtaBiusier 2,5 cimydas Ha 100
Teic. HaceneHus. B CIIIA 3aboneBaeMOCTb COCTaBIIsI-
eT npuMepHo 1 ciyuait Ha 40 Teic. MyxunH. CTpaHBlI,
HMMEIOIINE BBICOKYIO PACIPOCTPAaHEHHOCTh 3a0oseBa-
Husl, — Anonus, CIIA, Ounnsuaus, ABctpanus u bpa-
3w [3].

BynbbocniunanbHas amMuoTpousi BIEpBble Obuia
ommrcana B 1897 1. smonckuM HeBposoroM Hiroshi
Kawahara [4], HO cTana M3BECTHON BO BCeM MHUpPE Kak
6omne3np Kernenn ¢ 1968 1., korma W.R. Kennedy u co-
aBT. HaOmomanu 11 OGONBHBIX M3 BYX HEPOACTBEHHBIX
cemetii [1]. Bnmocnencrsun B paborax A.E. Harding u co-
aBT. (1982) Obl1 ompeneneH reHeTHYECKUN JeeKT pH
3TOM 3200JIEBaHUH B TPOKCUMAIBHOM OT/IEINE JITUHHOTO
ieda X-xpomocoMmsl (Xq 21/3 — q22). B 1991 . AR
LaSpada u coaBt. pacmudpoBanu npupoay nedekra,
00HapyXMB HEOOBIYHO UIMHHBIM MOBTOP W3 TPEX HY-
xieotunoB (Tpuruietsl)) CAG (UMTO3WH—aICHUH-TY-
aHWH) B Te€HE aHJIPOTeHHOTO perenTtopa — AR [5, 6].
B Hacrositiee Bpemst 6ose3Hb KeHHeaM 0THOCSAT K TrpyTi-
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e 0oJie3Hel «OKCMaHCHW» — TPYIIE HACIEICTBEHHBIX
3a00J1eBaHMI, B OCHOBE KOTOPBIX JIGKHT YBEITHUEHHE KO-
JIMYECTBA OBTOPOB TaHJAEMHBIX TpUHYKIeoTuA0B CAG
i CGG. K 3708 rpymnie Takke OTHOCSTCS CHHIPOM
JIOMKOH X-XpOMOCOMBI, MHOTOHHYECKAs JTHCTPOQHS,
Xopes ['eHTUHITOHA, HEKOTOpbIE BApUAHTHI CIIUHOLIEPE-
OemnspHON aTakcwu, O0ome3Hbp Madano, arakcus Dpu-
Jpeiixa u ap. B nopaxeHHbIX HEMPOHAX CIIMHHOIO MO3-
ra BBISBISIIOTCS BHYTPHUSACPHBIC OCIKOBBIE TIOJIHUTITYTa-
MHHCOJIEpXKAIIKE BKIoUeHus [7, §].

B oredecTBeHHOM IUTEpAType NEPBOE ONMKUCAHUE CE-
MbH ¢ Oose3nbto Kennenu Obuto cuenano JI.O. banans-
HOM " coaBT. B 1987 1. [9, 10]. B 1996 r. B Kinunuke
HepBHBIX Oone3nel uM. A.Sl. Koxxesnukosa JI.B. JlyO-
gak ObUTH 00CIeNOBaHBI 35 OONMBHBIX ¢ OyITHLOO0CTIMHAIE-
HOU amuoTpoduei (13 HuX 17 ceMeiHbIX ciy4yaeB U 18
criopaguieckux cirydaen) [11].

Hns ammorpoduu KeHHenu XapakTepHBI CIIEAYyIO-
€ KIMHUKO-THAarHOCTHYECKHUE IPU3HAKH:

*  MEUJICHHO MPOTPECCUPYIOIasi MBIIIEYHasi CI1ab0CTh

U YTOMIISIEMOCTb, arpodusi MBI U (QacUKyISIHN

B IPOKCUMAITLHBIX OT/IeJaX KOHEUHOCTEH;

* OynpOapHblii cuHApOM (QUOPMILIALIIMU U aTpodus
s3bIKa, ucharus, TU3apTpus U ap.);
* DHJOKPUHHBIE PACCTPONCTBA — THHEKOMACTHS, TECTH-
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KyJsipHast arpodusi, Oecruionue, JacTUYHAs HEJyB-

CTBUTEILHOCTD K aHJAPOTCHAM, CaXapHbIi TuaberT;

* ToBbINIeHUE ypoBHS KpearnHpochokuHazel (KOK) B

KPOBH;

* TIPH INMEKTPOHEHPOMHUOTPaA(YUIECKOM HCCIIETOBAaHUH

BBISIBIISICTCSI HEHPOHAJIBHBIN YPOBEHb IIOPAKEHNUS;

e nuar”o3 noarsepxkaaercs ¢ nomoulsio JIHK-nuar-

HOCTHUKH.

[TomuMoO yKa3aHHBIX CHMITOMOB, JIOCTaTOYHO dYa-
cto ipu amuorpoduu KeHHenu BCTpeyaroTcs Tpemop,
KpaMIld, TICEBIOTHIEPTPO(HUS HKPOHOKHBIX MBIIII]
[12, 13]. [To mepe HapacTaHus cinaboctu u arpoduu
B MBIIIIaX TA30BOTO T0sica, Oenep MOSBISIOTCS BCIO-
MOTaTebHbIC MPUEMbI TIPU BCTaBAaHUH, «yTHHAs» T10-
xonka [14, 15].

MBpI nipeficTaBsieM COOCTBEHHOE HAONMIONICHUE CIIOpa-
JTUYECKOTO CiTydast OyIs00CHAIBHOM amMmuoTpodrn Ken-
Henu ¢ BeisaBiaeHueM THUIHON CAG-myTanuu B reHe AR.

bonsuO# B., 36 €T, mOCTyIHI B KJIMHUKY HEPB-
HbIX Oone3ned uMm. A.Sl. KoxeBHHKOBa ¢ jxajnobdamu Ha
MTOBBIIIICHHYIO MBIIIEYHYIO YTOMIISIEMOCTh U CIaboCTh
B KOHEYHOCTSIX, OOJIbIIIE B HOTaX, MPU (PU3UYCCKUX Ha-
rpy3Kax (OTMEJaeTcsi COKpAIICHUE PACCTOSHUS XOIHOBI
0e3 otapixa 10 50 M), TPYIHOCTH IIPU BCTaBaHUU W3 110~
JIOXKEHUS CUIS, TIOJBEME TIO JISCTHUIIE, KPAMITH B HKPO-
HOXXHBIX MBINIIAX; (pacuuKy S B OTACIBHBIX MBIIII-
nax (MBIl JKUBOTA, MEPHOPATILHOW MYCKYJIaTyphl,
JIeTIBTOBUIHBIC MBIIIIIBI ), OSCIIOAME.

Anamues 3abvonesanus. Cuuraer cebs OOJIbHBIM
¢ 25-1eTHero BO3pacTa, KOIJia BIEPBHIE 3aMETHI Obl-
CTPYIO YTOMJIIEMOCTb, CJIa00CTh B HOTax, KOTOpast Oblia
0COOCHHO 3aMETHOMH MPU MOABEME T10 JISCTHUIIE U BCTa-
BaHUU W3 TIOJIOKEHUS cufisl. B 27 neT mosiBUIHMChH Kpam-
1 B UKPOHOXKHBIX MBIIIIAX, 4epe3 & JIeT OTMETHII TIPH-
COoeMHEHHE cIaboCTH B MBIIIIAX IJIEUYEBOTO Tosica. B
MTOCJIEIHEE BPEMS MTOSIBIITUCH (DACIIUKYIISIIAN B MBITIIIIAX
’KUBOTA, TEPUOPATHLHON MYCKYyIaType, NeIbTOBUIHBIX
MBIIax. 3aboneBanre MeIJIEHHO TIPOTPECCUPYET, C Ha-
pacTtanueM cjiabocTu B KOHeUHOCTsX. 26.08.14 maruenr
oOparuiics B KIIMHUKY HEPBHBIX OOJI€3HEH U OBLI TOCITH-
TaU3UPOBAaH.
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Puc. 1. IByCTOpOHHSISI THHEKOMACTHSL.

Anammnes ncuznu. Pomuiics B Cpok, B JIETCTBE POC
Y pa3BHBAJICSI COOTBETCTBEHHO BO3pacty. B monomoctu
AKTHBHO 3aHHUMAJICSI CITIOPTOM, TPOXOAMI CIYKOy B ap-
muu. OOpa3oBaHue CpefHEcCIenuaibHOe, padOTaeT BO-
muteneM. [IpodeccroHanbHble BpPEIHOCTH OTPHUIIACT.
Anteprojoruueckuii aHaMHe3 He OTSTromleH. BpemaHbpie
MPUBBIYKU: YMEpEHHOE ynoTpedienue ankoronus. [lepe-
HECEHHbIC XPOHHUYECKHE 3a00JIeBaHMs: MOYEKaMEHHas
Oose3nb. Onepanyu, TpaBMbI OTPHUIIACT.

CemeliHblil aHaMHe3 He oTsrouleH. JKeHaTt Bo BTOpoit
pa3, nereil HeT. Ponutenu 310pOBbI, COMAaTUYECKUX 3a-
OoneBaHuii He oTMeuaeTcs. EcTh CBOTHBIN OpaT 1m0 Jn-
HUU MaTepH, KOTOPBIN 3710pOB, U IMEET 3/10pPOBOTO ChIHA
16 ner.

Obvexkmueno: OONBHOW TOBLIIICHHOTO ITUTAHUS,
poct 173 cMm, macca tena 105 kr. MHekc macchbl Tena
(MMT) — 33. OtmeuaeTcsi BEIpaKCHHAs! ABYCTOPOHHSIS
runekomactus (puc.l). Co cTOpoHBI BHYTPEHHHUX Opra-
HOB CYyIIIECTBEHHO! MaToJIOTUU HE OTMEUEHO.

Hesponozuueckuii cmamyc. MeHUHTEaIbHBIX 3HA-
koB HeT. [loJist 3peHust He orpaHnYeHsl. JIBrkeHus raz-
HBIX s0JIOK B TOJHOM oOOBeMe. Mummdeckue MpoObI
BBITIOJTHSIET YIOBIETBOPUTEIbHO. CIyX COXpaHEH, HH-
crarma HeT. OT™MeuaroTcs runotpodus u GuoPUIIIAINU
MBI sI3bIKa (puC. 2). Msirkoe HEO0 CHMMETPUYHO TPU
¢onanmu, orMedaercs quchonnd. [0TouHbIH pedrexc
coxpaneH. OTMeuaercs mape3 10 4 0aioB B MPOKCH-

Puc. 2. Tunotpodust MBIIIIL SI3bIKA.
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Tabnuma 1
JlaHHbIe 3j1eKTpOHelipoMuorpaduu
HccnenoBannsie M-otBet S-otBeT F-orBer
HEpBBL aMmrunryaa, MB | CIIN, m/c pe3ua. JaTeHINs, MC amIuintyna, MxB CIIN, m/c
n. medianus sin. 4,55, Hopma 60,2, Hopma 2,5 Hopma 65% BBIIAACHUI
n. peroneus sin. 2,88, HIKHSS 45,9, nHopma 2,6, HOpMa 4,14, nHopma 47,5, vopma  70% BbITIaeHUN

TPaHUIA HOPMBI

Tabauma 2
JlaHHBbIe UT0JIbYATOMH 3IeKTPOMUOrpaduu
HccnenoBanubie Cpen. 1urt. OTKIIOH.CpeL. Cpen. amrr. Makc. ammumT., | Ywuceno momud. CrioHTaH.
MBIIIIIBI MJIE, mc ot TTJ1E, mc I1J1E, mxB MKB IJE AKTHUBHOCTH

m. Quadriceps 15,6, 4,4, 90 6368,1, 10000, 20,0%, Hert
femoris. sin. (vastus lat.) BEIIIIE HOpMBI  cocTaBisieT 41%  BbITIe HOPMBI BEIIIIE HOPMBI  BBITIIE HOPMBI
m. Deltoideus sin. 16,5, 5,4, 9t0 24999, 4684, 35,0%, b -2

BBIIIE HOPMBI  cocTaBisieT 49%  Bblllle HOPMBl  BBIIIE HOPMBI  Bbime HOpMbl  T1IOB — 1

TIDI] -2

MaJIbHBIX OTJEJIaX BEPXHUX U HIKHUX KOHCUHOCTEH, B
JUCTAIIBHBIX OT/IeNax cuia 5 0amoB. B rpyaHbIX MbIII-
1ax, B pa3rubaresnsix CuHbl — 4 0aiia, cujia B IEHHBIX
MBIIITAX, TPANeHeBHIHOW W TPYIUHOKIIOYHIHO-CO-
CUEBUAHON MbIax — 5 0aywioB. ToHyC B pykKax U HO-
rax yMepeHHo cHIKeH. CyXOKUIIbHBIE pe(IeKChl ¢ pyK
CHW)KEHBI, CHMMETPHYHbBIC; C HOT' HE BBI3BIBAIOTCS C 00€-
ux cropoH. [laromorndeckue pedeKkchl OTCYTCTBYIOT.
[Mocne mpoOsI ¢ PpuzHYecKoi HArpy3Koi Ha pYKH (TTOIb-
eM pyk 10 pa3) u Ha HOTH (XOAKOa B TEUCHHE 2 MUH)
OTMEYAeTCsl HapacTaHUE CJIA0OCTU B KOHEYHOCTSX JIO
2-3 GamnoB. BeIIBIAIOTCS eAWHUYHbBIE (DACTIIKYIISITIN
B TIEpPUOPAIIBHON MYCKYyJIaType, JeIBTOBUTHON MBIIIIIE,
MBIIIax xuBora. KoopamHaTtopHbie TpoObI BRITOTHSAET
YIOBIETBOPUTEIHHO. YyBCTBUTEILHOCTE HE HAPYIIICHA.
Ta3oBbIX HapymIeHU HET. Bricime Mo3roBble QyHKIINU
0e3 maToJoruu.

/ononnumenvnvle memoovt 00c1e008anus:

OOmuit aHaaM3 KPOBU U MOYHU O€3 MaTOJIOTHH.

B OwoxmMuueckoMm aHamm3e KPOBH OTMEYAETCS
noBeimenue ypoBast AJIT no 116 en/n (mopma mo 40
en/n) u ACT mo 73 en/n (mopma 15-31 en/m), OBEI-
menue ypoas K®K mo 1856 en/n (mopma 10-172
en/n) u ypoBHs Kanus mo 6,1 mmons/n (HopMma 3,5-5,5
MMOJIB/J1). BBISBIEHO HaApyIICHHE TOJCPAHTHOCTH K
TJTIOKO3€.

benxosvie ppaxyuu — 63 MaToONOTHH.

Peaxyuu na ungpexyuu (anturena k BUUY, na rematut
B u C, RW) orpuuarenbHsle.

[Toxazarenu copmoros wumoeuonol dcejiesvi: B IIpe-
JIeJIaX HOPMBI.

Ipu penmeenoepaghuu opearnoe epyOHoll Kiemku Ta-
TOJIOTUH HE BBISIBIICHO.

OKI': pUTM CHHYCOBBIH, 4aCTOTa CepAEYHBIX COKpa-
mernit (UCC) 59 B 1 muH. JlaHHBIX 3a KapaualbHYIO
TIaTOJIOTHIO HET.

Ipu nposeoenuu MPT noscuuuno-kpecmyo8o2o omi-
oena no360HOYHUKA, 207I06HO20 MO32a TIATOJIOTUU HE BBI-
SIBIICHO.
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B pamkax nuddepeHnmanbHON THarHOCTHKY Ha J0-
TOCIUTaIbHOM YpOBHE ObLta BbimonHeHa MPT msexux
mKaHell 1egou 2oneHUu — BBHIABICHBI TUGQY3HBIE IHC-
Tpoduyeckue/aTpoPuuecKkrue M3MEHEHUS MBIIICUHBIX
BOJIOKOH.

Onexmponeupomuozpaghus (MCCISIOBAHBI CPEIUH-
HBIA ¥ MaJIOOEPIIOBHI HEPBHI CJIeBa); IMOKA3aTeH Mpo-
BOJIMMOCTH T10 JIBUTATEIIbHBIM M YyBCTBUTEIbHBIM BO-
JIOKHaM HEPBOB KOHEYHOCTEH, a TaKKe aMILTATYIBI MO-
TOPHBIX U CEHCOPHBIX OTBETOB B MPECiiax HOPMBIL.

3axrro4eHne: 0TMEYAeTCs yBeIIMYCHNE MTPOIIEHTA BbI-
najgeHuii F-oTBETOB, UTO MOXKET yKa3bIBaTb Ha MOpake-
HUE MTPOKCUMANTBHBIX OTJIENIOB aKCOHOB, MOTOHEHPOHOB
CIIUHHOTO Mo3ra (Taoi. 1).

Ilpu wueonvuamour snexkmpomuoepagpuu (OMI) wc-
CJICJIOBaHBI YeThIpEXIVIaBasi MbIIIIA Oe/pa (JarepaibHas
4acTh), IeIBTOBH/IHAS MBIIIIIIA CIICBA.

3aKiIroueHue:

1) mpu TPOU3BOILHOM AaKTHBHOCTH OTMEUaeTCs
YBEJIIMYCHHUE CPETHEH ITUTEIbHOCTH, CPEHEH aMIUIUTY-
JTbI, MAaKCUMaJIbHOW aMIUIATY/IbI TIOTeHIHaja IeHCTBHUS
JIBUTATEIIbHBIX CIMHHIl U YBEIMUCHUE KOJIMYECTBA I10-
mudasaeix [1J1E;

2) B TIOKOE€ PETHUCTPUPYIOTCS MOTEHIHANBl (Hu-
OPWUTSIITNI U TIOJIOKUTEIIBHBIE OCTPBIC BOJIHEI (TA0I. 2).

Takum oOpazom, 1o nanHsM DM BeIsSIBIISIETCS HEH-
POHANBHBIN YPOBEHB TTOPAXKCHHUS.

Y4YuTHIBas KIMHUYECKUE MPU3HAKA MATOIIOTUIESCKOM
MBITIIEYHOW yTOMIISIEMOCTH, ObUTa TIPOBEACHA PUmMu-
yeckas cmumynayus yacmomou 3 Iy — HUccIenOBaHbI
MBIIIIIA, OTBOMAIIAS MHU3UHEIl (JIOKTEBOW HEPB) CJICBA,
TparenrueBUaHas MbIIIIA (100aBOYHEIN HEPB) CIpaBa: B
JMUCTATHFHOM MBIIIIC U3MEHEHUS JEKPEMEHTa HE OTMe-
YaroTCsl, 2 B TPANCIIMEBUIHON MBIIIIE OTMEUAeTCs Jie-
kpemeHT M-oTtBeTa — 14%, 4TO yKa3bIBaeT Ha MPU3HAKU
HapyIlIeHUs HEPBHO-MBIIIEYHOW TIepeayn B Tparerme-
BUJHOU MBIIIIIIE.

Koncynemayusa snookpuronoea: HapylIeHHE ToJe-
PaHTHOCTH K TJIIOKO3€. DK30T€HHO-KOHCTUTYIIMOHAIb-
Hoe oxupenue 1-i ct. ['mHekomactus. ['nnoronaausm.
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Ilpu nposeoenuu J[HK-uccnedosanusi ObLIO BBISBIIC-
HO yBenmuenne urciia moBTopoB (CAG)n — 50 moBTOpOB
B DK30HE | TeHa aHIPOTEHHOTO PEIENTOpa.

JJHK I'er AR (CAG)n

166 n =50

YuutsiBas Hayaio 3aboneBaHus B BO3pacTe 25 JeT,
ITOCTETICHHOE MEJUIEHHOE IIPOTPEeCCHPOBAHUE CHMIITO-
MaTHKH, C Pa3BUTHEM NEPUPEPUYECKOTO MPOKCUMAIIb-
HOTO TeTpamapesa ¢ (GacuuKyIAIUsIMHU; Oyap0apHOTro
CUHApOMA; HaJIMYMWC CHHApOMA MBIIICYHOMN YTOMIJIsAC-
MocTH; noBbilienne ypoBHsi KDK; snaokpuHHbIE Ha-
pyuieHust (TMHEKOMACTHSI, HAPYIIICHHE TOJIEPAHTHOCTH K
TJTIOKO3€, THIIOTOHAIN3M, OECIUIONNE); H3MEHEHUS MPH
ANEKTPOHEHPOMHUOTPA(PUISCKOM HCCICIOBAHUU, YKa-
3pIBAIOIIME HA HEWPOHAJBHBIA XapakTep MOPaKEHUS;
HapyIlIeHUE HEPBHO-MBIIICYHON Tepeaayu, HaMu ObLI
MMOCTaBJICH MWarHo3: OymhOOCIHUHANBHAS aMUOTPOUS
Kennenu, koTopblii OBLT MOATBEPXKICH T'€HETUYCCKUM
HCCIIEIOBAHUEM.

Oo6cy:xneHue

Bonesnr Kennenu oOycioiena nerenepanueii 1Bu-
rarenabHbixX saep XII, X, IX, V nap yepenHslx HEPBOB
W JIBUTaTeNIbHBIX HEHPOHOB CIMHHOIO MoO3ra. TeueHue
0oie3HU B OOJIBIIMHCTBE CIy4YacB MEIJICHHO Mporpec-
CUpYIOIIee, W MPONOKHTEIHHOCTh JKU3HH TAIMEHTOB
MOKET OBITh JI0CTaTOYHO BBICOKOH [9, 10]. 3aboneBanne
OOBITHO TIPOSIBIIICTCS] Ha 4—5-M JCCATHUICTHH JKU3HH,
OJIHAKO OITMCAHBI CIy4au Kak Oosee paHHero (B 15 ner),
Tak u 6oinee mosaHero (rmocie 70 neT) mebrora 6ome3Hn
[11, 12]. ITo3gHee Hayayio OTIMYACT AaHHYIO (POpMY OT
JIPYTUX W3BECTHHIX BApPUAHTOB T€HETHYECKH CITMHAIb-
HBIX aMHOTPOQHI.

l'enernueckuit nedexr npu O6onesnn Kennenu oOy-
CJIOBJICH MOBPEKICHUEM I'eHa aHAPOTEHHOTO PerenTopa
(AR), pacnonoxennoro B jokyce Xqll,2-12 [16, 17].
VY Bcex MalMeHTOB UMEET MECTO HKCIIAHCHUS TaH/IEMHBIX
CAG-1noBTOpOB B 1-M 3K30HE TreHa AR: B HOpME YHUCIIO
KOIUU cocTaBisieT oT 8 10 36 y pa3HbIX JIIOfeH, Torna
Kak OoibHbIe aMuoTpoduel KeHnean MMeroT yBennyeH-
HOE YHUCJIO OBTOPOB — 0T 38 10 72 [16, 18, 19]. B Hamem
cllyyae 4Mcio noBTopoB Obu10 50. CBsA3bIBaHUE aHAPO-
TeHOB C MATOJIOTHYECKH N3MEHEHHBIM PEIENITOPOM TIPH-
BOJUT K A€(PEKTYy TPAHCKPUITIIMOHHOHN PETyIIsIINH, 3aITy-
CKaeTcsl KackaJ MaToJOTMYeCKUX PEeaKIHUi ¢ ydacTHeM
0CJIKOB TETJIOBOTO IIOKA U OTIIOKECHUEM MATOJIOTHYECKU
M3MEHEHHBIX OEJKOBBIX CTPYKTYpP B IIUTO30JIE U SIpe, C
HapymeHneM QyHKIIMA MUTOXOHAPUN  XpOMOCcoM. My-
TaHTHBIA OCJIOK MPUOOpPETAeT IUTOTOKCHUYCCKHE CBOM-
CTBa, BBI3bIBasi rHOENIb MOTOHEHMPOHOB CTBOJA U CIHH-
HOTO Mo3ra. [lpyroii KapIWHaIBHBIN CHHIPOM OyIIb00-
criHaIbHOW amuoTpodun KeHHenmnm — SHIOKPUHHEIC
HM3MEHEHUS B BUJIE TECTUKYIIPHON GemuHuzanmu. OHu
00yCJIOBJIEHBI TeM, YTO TOYEYHBIE MYTallid B TeHE AR
MIPUBOAST K MHAKTUBALIMK aHAPOTEHHOTO pelenTopa Te-
ctukyn [20, 21]. YpoBeHb TeCTOCTEpOHA B KPOBH OCTa-
€TCsl HOPMAJIbHBIM MJIM J1aKe CJIerkKa MOBBIIIEHHBIM. M.
Doyu u coaBT. [22] yCTaHOBHIN, YTO MyTaHTHBIC TCHBI

AR mMpOKO IPEICTABIICHBI B PA3IMUHBIX TKAHSIX, BKITIO-
yas AMYKH, TIEYeHb U CKEJIETHBIE MBIIIIIBI [22, 23].

BrisiBiieHa yeTkas 3aBUCUMOCTh MEXIY JIJIMHOM TO-
BTOPOB U TSKECTHIO TE€UCHUS — IIPU 3HAYUTEITHHOM YBe-
JMYSHUN YHCIIa OBTOPOB HalIonaercs Oonee paHHee
Hayajio M TsDkeloe TedeHue Oojnesnm Kemnmemu [24].
Ornrcanbl peKue cydau TOMO3UTOTHOTO HOCUTEIHCTBA
CAG-3kcnancuu B reHe AR y KEHILUH, TPOSBIISIOLINE-
Csl «MSITKUMY (PEHOTHIIOM, — KPaMITH, TPEMOP PYK U peli-
KHe nepruopaibHble Gacuukynsun [25]. Takue pazmn-
YU TSHKECTU KIMHUYECKOW CUMITOMATHKHU Y YKCHIIUH-
TOMO3HTOT TIO CPaBHEHHWIO C MYXYWHAMH-TETEPO3HUIO-
TaMH, KaK MPEJIIoIaracTcsi, CBI3aHbl C 00JIEe BBICOKUM
YPOBHEM CTUMYJSILUM aHAporeHamu AR-penenrtopa y
MY>KYHH.

YuuteiBas nmo3gHUM 1e0r0T 3a00eBaHus, cI1ab0CTh
MPEUMYIIECTBEHHO B IPOKCUMAIBbHON MYCKYylaType,
noBeiienne ypoBHs KOK B xposu, muddysHyro atpo-
¢uro Mmpi rojgeHu no gaHHeIM MPT-uccnenoBanust
paccMmarpuBaiics AudGepeHITHANBHBINA IHarHO3 C MPO-
TPEeCCUPYIOLICH MBIIIEYHON nucTpodueit. OnHako Ha-
Tugue HerpyOoro Oyiap0apHOTO CHHApOMA C arpodueit
MBI SI3bIKa, (DACIUKYISIIUNA, THHEKOMACTHH, OeCIIo-
IINSI, 3aCTaBUJIO HAC YCOMHHTHCSI B THATHO3E TPOTpec-
cUpyoLIel MbIeyHol auctpoduu. Takxke Mo JaHHBIM
uronpyaroir DOMI™ Obl BBISBIEH HEHpPOHANBHBIN, a HE
MBIIIEYHBIA ypoBeHb nopaxenus. [IpoBenenHoe rexe-
THYECKOE UCCIIEAOBAHNE TTOATBEPANUIIO JUATHO3 OYIH00-
criHanbHOM amuoTpoduu Kennenu. Mnorna npuxoaut-
cs MpoBOAUTH TUBHepeHIINATBHBIN THArHO3 ¢ OOKOBBIM
amuorpoduyeckum ckirepozom (BAC) [26]. Omnaxo,
YUIUTBIBas MeAsieHHoe (B TeueHnue 11 jet) mporpeccu-
pyroiiee TeueHue 3a00eBaHsl, OTCYTCTBAE CHMIITOMOB
MOPAKEHUSI BEPXHETO MOTOHEHPOHA, HATNYNE THHEKO-
mactu, g1uardo3 BAC ObLI HCKIIIOYEH.

OmHON W3 MIABHBIX KaJIOO MALMEHTOB ¢ OOJIE3HBIO
Kennenn sBsieTCSt MBIIICYHAS YTOMIIIEMOCTb, CBHIIC-
TEJhCTBYIOIIAS O HAPYIICHHH HEPBHO-MBIIIIEYHOM TIepe-
Jlaud B CHHAICE, YTO UMEJIO MECTO U B HAIIIEM Cliydae.
Knuandgeckn onpenensiioch pe3koe HapacTaHHe CTere-
HU mape3a B MPOKCHUMAJIbHON MYCKyJaType pyK U HOT
nocye npoOwl ¢ puzndeckoit Harpy3koi. [loxoxue mu-
ACTEHOMO00HBIE COCTOSHUS OBIITM OTHCAHBI B JINTEpPa-
type. Ilo manneM J.Y. Kim u coasr. [28], npu o06cne-
noBaHUU 41 manueHTa ¢ TeHeTUYECKU MMOATBEPKACHHON
amuorpodueit Kennenn B 67% cirydaeB ObIT BBISIBIICH
JIEKPEMEHTHBIN OTBET MPU PUTMUYECKON CTUMYIIALNU 3
I'll. HauGomnee wacto mekpeMeHT M-oTBeTa HaOIIOmAN-
sl TIPH UCCIIEJIOBAaHUH TPATICIIMEBHUTHONW MBIIIIIBL. Y Ya-
CTH MAIUCHTOB OBbLJI OTMEYCH IOJIOKUTEIBHBIA d3PPEKT
AHTUXOJIMHACTEpa3HbIX npenaparoB. K. Inoue u coasT.
[24] onucanu cHmxeHue M-0TBETa IMPU PUTMHUYECKOU
ctumyisinuu y 11 nanuentoB ¢ Oone3nbto Kennemu, B
90,9% nabmroneHnii JEKpeMEHT OTMEJAJICS B TparleIu-
eBuaHON MeIme U B 27,2% — B MBIIIIE, OTBOASIICH
musunenl. M.N. Meriggioli u coasrt. [30] oOHapyKuIH
YBEJNIMYCHHUE HEHPOMBIIIEYHOTO DKUTTEPA Y MAI[HEHTA C
amuorpodueit Kennenu. B Hamem HaOmroneHnu oTme-
qancs JeKpeMeHT M-0TBeTa B TpamerMeBHIHONW MBbIIII-
IIe, B AUCTAIbHOM MBIIIIEC U3MECHCHHUI HE OTMEUAJIOCh.
CHHIPOM TaTOJIOTUYECKOH MBIIIEYHONH YTOMIISIEMOCTH
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BBIABIETCA U TPH JAPYTHX OOJE3HAX, MOpa)Karomnx
MOTOHEHpOHbI, B yacTHOocTH npu BAC [27-30]. I'enes
ATUX HapymeHuid HesiceH. O0CykmaeTcss BO3MOKHOCTh
HapylLIEHUs HEPBHO-MBILICUHON Nepenadyd H3-3a He-
MTOJTHOLIEHHOCTH HOBBIX CHHAICOB, BO3HUKAIOUIUX NPHU
CIIPYTUHIE, B PE3yJbTaTe JIEHEPBALMOHHO-PEHHHEPBA-
LUOHHBIX IpPOLECCOB. J[pyrol BO3MOMKHBIM MEXAHU3M
MMOpaKeHUsI CUHAIICOB TIpu Oone3Hn KeHHenu cBsizaH C
MaToJIOTHYecKu u3MeHeHHbIMU AR-penenrropamu. Ilpu
Oone3nn KeHHeaw BBIABISIOTCS HE TOJNBKO MOpaKEHHUE
TeJI HEHPOHOB, HO W HErpyOasi akCOHalIbHAas JlereHepa-
1us (CTpajaroT Kak JBUTATENbHBIE, TaK W CEHCOPHBIE
BosiokHa) [31, 32]. [Ipu amekTpodU3HOIOTUYECKOM HC-
CJIEIOBAaHUU YacCTO BBISBIISFOTCS] IPU3HAKU MOPAKECHUS
YYBCTBUTEJIbHBIX BOJIOKOH B BUJE CHU)KEHUSI CKOPOCTH
i O710KOB TipoBeneHus [21].

B nacrosee Bpems 23pheKTHBHOTO JIeueHus JaHHOTO
3a00JICBaHMS HE CYIIECTBYET. YMEpPEHHBIE (DH3UICCKUE
Harpy3kd, MpeaylpexIeHe COMaTHYeCKHUX OCIIOXKHE-
HUM, COIMaTbHAsA U TICUXOJIOTUYeCKasi ITOMOIIIb OOEHBIM
1 UX CEMBSIM — OCHOBA Be/ICHHs1 OOJIbHBIX.

B n1abGopatopHbIX BiccenoBaHUAX HA MBIIIAX C U3Me-
HEHHBIMU MAaTOJOrMYECKHMMU T'eHaMH OBbLIO TOKa3aHo,
YTO CHIKEHHWE YPOBHS aHIPOTEHOB ITyTeM KacTpaluu
TPaHCTEHHBIX CaMIIOB MPEAOTBPAIIAET MOPAKEHUE MO-
TOHEWPOHOB, B TO K€ BpPEMS BBEJICHHE TPAHCTECHHBIM
CcaMKaM MBIIIEH TECTOCTEPOHA BBI3BIBACT MPOSIBICHUS
3a0oneBanusl. BwIHyKJeHHas XUMHUYEcCKas WU OIle-
paroHHas KacTpanus OOJNBHBIX OyIIbOOCTIHHATBHON
aMHOTpO(HUEH ¢ TOPMOH3aBUCUMBIMU OMYXOJSIMH TIPH-
BOJIMJTA K YITYUIIEHUIO IBUTATeNbHOTO nedekra [4]. Co-
OTBETCTBEHHO OJIOKaJla aHJIPOT€HHOTO pelenTopa Mpu
Oone3nn KeHHenmn MOXeT UMETh ONpeAeNieHHOe Tepa-
NeBTUYECKOe 3HaYeHue. B murepartype obcyxnaercs uc-
[I0JIb30BAHKE MPENAPaTOB U3 IPYIIbl aHTHAHIPOTEHOB
U TIpernaparoB, PEryJupyIONMX TPAHCKPUIIIUIO T€HOB
Ha pa3IMyHBIX ydacTkax Oenka. K Takmm mpemaparam
OTHOCATCS JICUITPOJIENNH, AyTacTepui, GayTaMun, pa-
naMuiyH u ap. [20, 31, 33, 34].

Crenyer OTMETHTBH, YTO B CBS3M C OCOOCHHOCTBIO
X-CHEIVICHHOIO PELECCUBHOIO HACJIEAOBAHUS KECHILU-
Hbl — HOCHUTEJIBHMIIBI MyTallUN BCETZa OCTAIOTCS KIIH-
HUYECKH 3JI0POBBIMH M IEPENal0T MNaTOJIOIMYECKYHO
XpOMOCOMY JIMIIb TOJIOBUHE CHIHOBEH, a TaKXe B CBA-
3W ¢ HEOONBIINM pa3MepOM CeMeH, XapaKTepHBIM IS
CTPYKTYPBI COBPEMEHHOTO OOILIEeCTBa, MPOCIEANUTH Ce-
MEWHBIN XapakTep Oosne3Hn KeHHemu ymaeTcs Jajeko
He Bcera. bonbImHCTBO HAOMIOACHUI JaHHOTO 3a0051e-
BaHUS SBIAIOTCA CIOPAJANYECKUMHU CITydasMu, 00 3TOM
BaXXHO MOMHUTH NPHU MEAMKO-TEHETUYECKOM KOHCYIIb-
THPOBaHUM. B ciydae poxaeHus ChIHOBEH y OONBHBIX
¢ X-cuemneHHOM OynpOOCTIMHANBHONW aMHUOTpoduen
MPOTHO3 OJIArONPUSATHBIN, OT OTIIAa UMH OYy/IET MOIy4YeHa
Y-xpomocoma, B CiIy4ae poKACHUsS T0YEPU MEPENACTCS
MyTaHTHasi X-XpOMOCOMa, KOTOPYIO JI0Yb B CBOIO Ode-
peab MOKET IepenaTh MOJIOBUHE CBOUX ChIHOBEH [7, 12].
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