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KnuHuyeckuii ocmomp nayuenmos npu 6onesxu Momne
C NO3AHUM Ha4anoMm: mMunuyHbié U HeMunNu4Hbié CUMNMOMBI U NPU3HARU
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bonesnv [lomne karaccuguuupyemes Ha 06e 0OCHOBHbIE (hopMbl: MAaOeHYecKas gopma c debromom 6 eozpacme 00 12 mec u 6oae3us [lomne
¢ NO30HUM HAYANOM — MaHugecmayueil 6 1060m eo3pacme nocae 1-2o eoda xcusnu. boaesns Ilomne ¢ no30HUM HauarOM XapaKmepusy-
emcsl noBblLUEeHUEM YPOBHS KDeaMmUHKUHA3bL, CAAGOCbIO MblULY, MYA0BULA U ROSICO8, HACMO CONPOBONCOaroueiics 0bixameabHoil Hedocma-
MOYHOCMbIO 6 pe3yabmame 0e2eHepayuu ObIXameabHulx muiuly. 3adepicka ouasHoza ocmaemcs npooaemoil 045 00AbUUHCIEA CIMPAH,
U 8pauu 00ANCHbL ObIMb HACMOPONCEHbL OMHOCUMENbHO NO30HE20 YCMAHOB8ACHUS NPAsUAbHO20 duacno3a. CroxcHocmu duaeHocmuku 60-
ne3Hu Tlomne ¢ NO30HUM HAYANOM CEA3AHL C WUPOKUM CHEKMPOM U HPOOOANCUMENbHOCIbIO PA3GUMUSL CUMRIMOMOS U Hechneyuguueckux
NPU3HAKO08, HACMO He OMAUYUMbIX OM USMEHEeHU, Ha0A0aeMbiX npU OpyeUX HepEHO-MbluleuHbIX paccmpoticmeax. OCHOBHbIe MblUuieHHble
nposieneHUs U KAUHUYecKUue mecmol, UCnoab3yemble 6 duazHocmuke 6oae3nu [lomne ¢ nO30HUM HA4AAOM, PACCMAMPUBAIOMCS HA NPUMEPAX
u3 cobcmeeHHbix Habat0e UL, 00cycoaromes HeMbluleyHble UZMEHEHUs, N0380AsAoujUe 3anodo3pums eaukoeeno3 11 muna.

Karouesvie caosa: bonesuv [lomne, 6oae3nv Ilomne ¢ no3onum nauansom, cumnmomst 6ose3nu Ilomne, noscHo-KOHeHHOCMHAS MblUUEeHHAS
ducmpogus, muonamus, aHeepPUIMa, SUNePKPeamuHKUHa3eMusL
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Clinical examination of patients with late-onset Pompe disease: typical and not typical symptoms and signs

S.S. Nikitin
Association of Neuromuscular Disorders Specialists, Medical Center «Practical Neurology»;
Build. 2, 17 Krzhizhanovskogo St., Moscow 117258, Russia

Pompe disease is classified in two main forms: the infantile onset Pompe disease, manifested before the age of 12 months and late onset
Pompe disease with a debut at any age after 1 year of life. The late onset Pompe disease is characterized by hyper creatine kinase level,
limb-girdle and axial muscle weakness, usually complicated by respiratory muscles degeneration. Diagnostic delay is still common in most
countries, and physician should be wary to of delaying the correct diagnosis. Difficulties in diagnosing late onset Pompe disease are associ-
ated with broad and continuous clinical spectrum of nonspecific signs and symptoms often not distinguishable from those in other neuromus-
cular disorders. The main muscular manifestations and clinical tests of late onset Pompe disease are considered, and extra-muscular
changes are discussed that allow one to suspect type 11 glycogenosis.
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[mkoreno3 II tumma (MIM: 232 300), unu 601e3HB
IMomme (BIT), — HacaenCTBEHHOE ayTOCOMHO-PEIICCCUBHOE
3a00J1eBaHIEe, 00YCIIOBIIECHHOE MyTalreil B reHe GAA (10-
Kyc 17q25.2—25). MyTaiiysi IpuBOAUT K METaOOIMIECKO-
My dedekTy pepMEeHTaTUBHOI HETOCTATOYHOCTH KUCIIOM
o-raoko3uaassl (o-IJI), B pe3ysbrate 4ero HapyiaeTcst
TMIPOJIN3 TIIMKOTEeHA B JIM30COMax KJIeToK. HemocraTounast
aKTUBHOCTb WM OTCYTCTBUE 0-IJ1 IpUBOOUT K BHYTpH-

KJIETOYHOMY HAaKOIJICHHIO TIMKOTeHA I B KOHEYHOM UTO-
re K MOpakKeHUIO pa3HbIX TKaHel opraHu3ma [1]. YacTtoTa
o6one3nu Ilomne konebieTcss B IIMPOKUX Mpeaeaax —
ot 1:40000/60000 [2—4].

CeronHs BBIIEISIOT 2 OCHOBHBIE (popMbl BIT — Mia-
IeHIEeCKYI0 (hopMy C IeOI0TOM Ha IepBOM IOy KM3HU
u BI1 ¢ mo3maum HavamoM (BITITH), k KoTopoit oTHOCST
BCeX MAIlMeHTOB ¢ MaHUdecTalMeil TPU3HAKOB 00JIC3HU
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B JIFOOOM BO3pacTe MOcJe IepBoro roaa Xu3Hu. [laToreHes
BIT onyHakoB i BBIIEIEHHBIX KITMHUYEeCKNX (popM. Mita-
IeHdYecKast (hopMa XapaKTepHr3yeTCs TOJIMOPTaHHOM IaTo-
JIorHelt (KaparmoMeTaauneit, TermaToMerajiieil, TMIoTOHUe
1 TeHEPATM30BAaHHOU MBIIIICYHOI CJIA00CTHIO), arPeCCUB-
HBIM TEUCHUEM M OOBIYHO TMOEJTbI0 peOSHKA OT IbIXaTeIh-
HOI HemocTaToYHOCTH. Ha moio mmarHOCTMpOBaHHBIX
nanueHToB ¢ MiiageH4deckoii BIT mpuxoaurcs Becero 23 %,
YTO CTaBUT BOITPOC O TIPUIMHAX MAJIOTO YKCJIa JMATHOCTH -
poBaHHBIX 60JbHBIX ¢ BITITH [2].

I1pu BITITH B oCHOBHOM TTOpPaXkarOTCSI MBILIIIBI TIIE-
YeBOT0, TA30BOTO MOSICOB 1 TTapaBepTeOPaTbHBIC MBITIIIBI
P OTCYTCTBUU MJIM MIHUMAJIGHOM BOBJICUCHNH TIPYTHX
OpraHoB ¥ TKaHeli [5, 6].

ITo Mepe TIporpeccupoBaHmsT 00JIE3HU Pa3BUBACTCS
IBIXaTeTbHasl HeAOCTaTOYHOCTD 3a CUYET CJIA0OCTH IbIXa-
TETBbHOM MYCKYJIaTyphl. MBIIIICYHEIE ITPOSIBIICHUST OOBITHO
KOPPEJUPYIOT CO CTENMEHbIO CHUXKEHUST aKTUBHOCTU o-TJ1,
KOTOpBI Kojiedsercs B ripepenax 1—40 % ot vopmel [7],
W OTIPEHCIISIOT KIMHUYIECKIE TIPOSIBJICHUS] B COOTBETCTBUN
C BO3pacToM AeOIoTa (TSKeCTh M PacIpoCTPaHEHHOCTD
IMOpakKeHMST Pa3HBIX MBIIIII), a TAKXKE XapaKTep TCUCHMUS
o0one3nu. MHoroo6pasue perHorumnon BITITH y nuu pa3-
HOTO BO3pacTa 3aTpyIHSIET CBOEBPEMEHHOE YCTAHOBJICHUE
IWarHo3a W IMpoBeleHNWE MAaTOTeHETUIeCKON (pepMeHT-
3aMECTUTETbHO TepaItiu.

CaMBIMI 9aCTBIMU TTIEPBBIMU HECTTEITM(DIUECKIIMU TTPH-
3HAKaMU HeOJIaroIroryqust Ha TOCUMITTOMATHUECKOM CTaIN
BIIITH siBnsitoTcst 60J1b B MBIIILAX, CHYDKEHUE TOJIEPAHTHO-
CTH K Harpy3KaMm ¥ IOBBIIICHHAS YTOMJISIEMOCTD, TIPE/IIIIe-
CTBYIOIIIME CJ1A00CTH MBI, BoJTb B TIPOKCHMMATEHBIX MBIIII-
uax Ha panHux cragusx BIIIIH, mo maHHBIM pa3HBIX
aBTOpOB, OTMe4YeHa ot 18 % [8] no 45—50 % cayuaes [9].
Ommcansl 2 cectpsl ¢ BITITH ¢ nepcuctrpyiomm 601eBbIM
CHHIPOMOM, HAITOMUHAIOIINM (PHOPOMUAJITHIO, KOTOPBIIA
He YMEHbIIAJICS Aaxe Ha oHe (hepMEHT-3aMeCTUTEIIEHOM
teparu [10]. o HammM HaGMIOAEHUSIM OOJIb B MBITIIAX
BCcTpeuaeTcs y noyioBuHbl nauveHtoB ¢ BIIITH [11],ay 1
MAalMEHTKN O0JIb ObIJTa OCHOBHOI KaJI0OOIl 32 HECKOJIBKO
JIET A0 pa3BUTHS C1a00CTH MBIIII B Bo3pacTe 25 neT. Muai-
TV OOBIYHO OTHOCAT K CHISTIeMy 00pa3y XXM3HM, HeI0CTa-
TOYHOU (PM3UIECKOI HArpy3Ke, IIEPEYTOMIICHHIO U IeTIpec-
CHM, 9TO TIPUBOIUT K TOMY, YTO MAIIUEHTY HE TIPOBOIUTCST
JIOJKHOTO 00cnenoBaHusl. HeBposior B momoOHBIX Caydasix
B IICPBYIO OYepeb TOJDKEH MCCIICIOBaTh YPOBEHb KpEaTHH-
KWHA3bl, aJJAHUHTPaHCAMMHA3BI, acllapTaTTpaHCAMIHA3EI
1 JIaKTaTAeruaporeHasbl. [1py oBBIIIIEHN YPOBHET Tepe-
YUCIIEHHBIX (DEPMEHTOB 11 0COOEHHO KpeaTMHKIHA3HI B TIpe-
nenax ot 500—600 no 1000—1500 Ex/n pekoMeHayeTcst Ipo-
JTOJDKUTH TMATHOCTHYECKII TIONCK IIPHMYMHBI BBISIBJICHHBIX
M3MEHEHMI 1 XKaji00 1 B TIEPBYIO O9epeIb UCKITIOYUTh TJTH-
koreHo3 II Turma.

I1pu ocMoTpe yacto obOpaiaeT Ha ce0sl BHUMaHUE Cla-
0OCTb MBILILL JIWLIA C HAUTUYKMEM T1TO3a (Yallle CUMMETpUY-
Horo) (puc. la, 6), c1aboCTH KPYrOBOit MBI PTa (TTALH-
€HTBHI COOOIIAIOT, YTO B AETCTBE HE MOIIM WU ILIOXO

Puc. 1. Ilayuenmka P., 58 anem, ¢ 6oae3nvio Ilomne ¢ no3onum navaiom:
a — caabocms MUMUMECKUX MblUlY, ACUMMEMPUUHbLI NMO03 ¢ 2 CMOPOH,
83210 C BbIHYIHCOCHHO NPUNOOHAMbIMU OPOBIMU, YCUACHHBLI PUCYHOK MOD-
wun a6a; 6 — caabocme m. orbicularis oculi, cnabocms u acummempus Ha-
npsixcenuss m. orbicularis m. orbicularis oris

Fig. 1. Patient R., 58 years old, with late-onset Pompe disease: a — weakness
of facial muscles, asymmetric bilateral ptosis, gaze with forcedly raised eye-
brows, enhanced forehead wrinkles; 6 — weakness of the m. orbicularis oculi,
weakness and asymmetry of tension of the m. orbicularis oris

Puc. 2. ITayuenm /1., 9 nem. Juaenos: 6one3nv [lomne ¢ no3oHum Ha4arom.
Xapaxmepnuiii npuem O0ONOAHUMENbHOU ONOPbI HA PYKY hpu nodseme
N0 AecmHuUYe U3-3a cAa00CmU Mblull, ma3o80eo nosca u beoep

Fig. 2. Patient D, 9 years old. Diagnosis: Pompe disease with a late onset.
A characteristic technique used additional support on the arm when climbing
stairs due to weakness of the muscles of the pelvic girdle and hips

CBHCTEIIN), BO3MOXHBI 3XKaJI00BI Ha CTA00CTD U IIPUKYCHIBA-
HUE sI3bIKa, 3aCTPeBaHMe TTHIIN 3a IIeKOM, IIeTIC/ISIBOCTD.
OrmicaHHbIe N3MEHEHUS TIPEAIIeCTBYIOT MJIN COIIPOBOXIA-
FOT 3XKaJIO0BI CO CTOPOHBI CKeJTeTHBIX MBI, [Iporpeccupo-
BaHue 0o0Je3HM MeHsieT moptpeT nmauueHta ¢ BITITH.
Ha niepBblit 1aH BBIXOAST KaJa00bl Ha CJ1a0OCThb MBILIIILL
TIPY BBITTOTHEHUH MPOCTHIX MOTOPHBIX 3a11a4; TIOXBEM C TT0-
CTEJIA M3 TOPU30HTAIBHOTO TTOJIOXKEHYSI, BCTABaHUE C HU3-
KOTO CTyJIa, TPYITHOCTH ITPH BHIXOIE M3 aBTOMOOWIIS, TIOIb-
eMe 110 JiecTHHIIE (puc. 2, 3a), a TaKKe U3MEHEHNE OCAaHKI
¢ pa3BuTHEeM TuIepiopmo3a (puc. 36). Hapsmoy ¢ atum

(=)}
5
—_-

27



TOM 9

28

HepBHo-Mblweynbie BONTE3HU

Jlexuuu u 0630pbi

Puc. 3. layuenm J1., 9 nem, c 6oaesnvio [lomne ¢ nozonum nauasom. Knunuueckuii ocmomp: a — u3z-3a caabocmu mm. gluteus, erector spinae nayuenm
UCNOAb3Yem 0ONOAHUMENbHYIO ONOPY PYKU Ha 6e0po, NbIMAsch CMAmb NPAmMo; 6 — BbIPANCEHHbILL 2UNEPA0PO03 U CAAOOCMb 0eAbIMOBUOHBIX MbLUUY, 8 — AMPO-
ust MbluY CNUHBL, XOPOWO 8UOUMASI NPU HAKAOHE 8Nneped; e —cAabocmy MbliuY, YOepICUBAIOUUX NONAMKY, ACUMMEMPUUHBII CUHOPOM <KPbLA0GUOHBIX»
ANONAMOK, 601blUe GbIPANCEHHDLI C1e8a

Fig. 3. Patient D., 9 years old with late-onset Pompe disease. Clinical examination: a — due to weakness of mm. gluteus, erector spinae the patient uses the extra
support of the hand on the thigh, trying to stand upright, 6 — severe hyperlordosis and weakness of the deltoid muscles, ¢ — atrophy of the back muscles, clearly
visible when leaning forward; e — weakness of the muscles holding the scapula, asymmetric syndrome of «pterygoid» scapula, more pronounced on the left

OTMevaeTcs U3MeHeHVe MOXOAKN — M3-3a CJ1a00CTY MBIIIIII,
OTBOIAIINX OEIpo, TP XOOb0e Ta3 IepeKalImBaeTCs, Ta-
LIUEHT WAET Bpa3BajKy, ITOXOAKa HAIIOMUHAECT YTHUHYIO
v roxoaky TpenaeneHOypra. B 6ombiieit creneHu rmopa-
JKarOTCsI MBIIIIIIBI TA30BOTO TT0SIca — Pa3rnOaTeNy, IIPUBO-
ISIIIe W OTBOISIIME MBIIIIBI Oepa, a Takke (0OBIYHO
rozxe) crubarenu 6eapa. CeneKTUBHO TTOPAKAIOTCS MBI -
LIbI 3aIHEN YacTu Oeapa, B IEPBYIO OYepeab OOJbIIAs TIPU-
BOISIIIAst MBIIIIA Oeapa M IoTyMeMOpaHO3HAasT MBIIIIIA,
IMo3Xe — IJIMHHAs TOJIOBKA OuIierica Oeapa W MOJyCyXo-
XKWIbHas Mblla. YeTblpexriaBas MbIlILa U, 0COOEHHO,
MBIIIIIEI TOJIEHU Y CTOITBI OOBIYHO OCTAIOTCSI MHTAKTHBIMU

WJTU BOBJIEKAIOTCSI MUHMMAJIBHO J1aKe Ha Pa3BEPHYTHIX CTa-
nusix 6one3nu (puc. 4). [Ipu u3MeHeHUSIX MBITIII] TA30BOTO
nosica ¥ MBIIIL 3aAHEH TpynIbl 6eapa OCMOTP 0OHAPYKU-
BaeT c1ab0CTh MBIIIIL IJIEYEBOTO TIosica (PUC. 38, ¢): MBbIIIILI,
(ukcupyromux JIonaTky (HUXXHUE MTOPIIUY TpanelueBuI-
HOI, poOMOOBUIHOM ¥ TIOIJTONIATOYHOM MBIII). JleJTETOBHI-
Hasl, HAIJIOMAaTOYHasT U 3y04YaTasi MBIIIIIBI, KaK MPaBUIo,
CTPAIAIOT MO3XE U B MEHBIIIEH CTETICHN.

W3 Mbl11L TyJIOBUILA GOJbIIE BCETO MOABEPKEHBI 16~
TeHEepaIy C XMUPOBBIM 3aMEIIEHUEM MapaclHAIbHBIE,
MeXpeOepHbIe MBI, KOChIE, TIOTIEPEYHBIC U TIPSIMbIE
MbIIA XuBoTa [12—14]. B psnme ciayvaeB y maiueHTa,
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Puc. 4. [lpumep 00unaxo6o2o nammepHa 6CHOMO2AMENbHbIX NPUEMOE, UCHOAbIYEMbIX NAUUEHMAMU PA3HO20 803pacma ¢ 6oaesnvio [lomne ¢ no3onum na-
4aa0M NPU 6CMABAHUU U3 NONOINCEHUS NeNCA: CAADOCHb MbIULY, MYA08U4A, MA306020 hosca U bedep: a — maavuuk 9 nem; 6 — nayuenmra C. 33 rem

Fig. 4. An example of the same pattern of additional techniques used by patients of different ages with Pompe disease with a late onset when standing up from
a prone position: weakness of the muscles of the trunk, pelvic girdle and hips: a — boy, 9 years old; 6 — patient S., 33 years old
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00cIeq0BaHHOTO T10 TIOBOY Kaj100 Ha 00Jib U c/1a0OCTh
B MBIIIIIAX ITOSICHUIIBI, MOXHO 3aII0I03PUTh INIMKOTCHO3
11 Trma Mo HATMYMIO M3MEHEHMI TTapacITMHAIBHBIX MBIIIIIT
Ha CTaHOAPTHBIX CHUMKAaX MarHUTHO-PE30HAHCHOM TO-
Morpadur, 0COOEHHO ITPH OTCYTCTBUU IeTeHEPATUBHO —
IUCTPODUISCKUX M3MEHECHUN MTOSICHUIHOTO OT/eIa IT0-
3BOHOYHMKA. HecMOTpsl Ha TO, 4TO THIIEPIOPIO3 IIPU
BIIITH BcTpewaeTcd yalle, onmucaHo 4 ciiydyast, Korjaa
MMalMeHTOB ¢ mImKoreHo3oM Il tmma B Teuenume 10 mer
HaOIIODaIM ¢ IUarHO30M «CHHIPOM COTHYTOTO ITO3BO-
HOYHMKa» [15].

JprxaTebHasT HEIOCTATOYHOCTh — OOBIYHBIN CITYTHUK
MbIIeuHbIX cumiitomoB Tipu BITTTH, pa3BuBaeTcs 3a cueT
C1a00CTHM MBIIIII TIepeIHEN CTEHKH! XUBOTA, TUa(parMsl
1 MexpebepHbIx MbliL [16, 17]. B nepByio ouepenp pe-
CIUpaTOpHBIC HAPYIICHUS TIPOSIBISIIOTCS MPU3HAKAMU
aITHO3 CHA: TIALIMEHTHI XKaJTYIOTCSI Ha TJIOXOM COH, Ha yCTa-
JIOCTB TIOCJIE CHA, JHEBHYIO COHJIMBOCTD, YTPEHHIOIO TO-
JIOBHYIO 00JIb, a TaKX€E ONBIIIKY M CJ1a00CTh KalllJIEBOTO
Toiyka. B Takux ciydasix Heobxonuma olieHKa popcupo-
BaHHO XXM3HEHHOI €eMKOCTH JIETKNX B IOJIOKCHUU CUIS
M JIeXXa, 9TO SIBJISICTCST 00SI3aTeIbHBIM, TaK KaK B TTOJIOKCHU
cuIs B psioe CAyJaeB IMOKa3aTe M MOTYT HE OTIMYAThCS
oT HopMHI. [TageHne moka3zaresst (popcupoBaHHOM XKM3-
HEHHOM eMKOCTH JIeTKUX >25 % B MOJOXEHUH JieXa CBU-
JIETETBLCTBYET O CHIDKEHUHW CYUTBI MBI mradparMel |18,
19]. I1pn ciupoMeTprUM TaKKe MOXKHO OIIEHWUTb MaKCH-
MaJIbHOE JaBJICHUE Ha BBIIOXE, HOCOBOE MaBJIeHUE Ha BIO-
Xe, MMKOBYI0 CKOPOCTh BBIIOXA U T.T. DTHU ITOKAa3aTeIn
takke Oynyt cHuxatbesl pu BITITH. ITpu oGpamenun
MMaIeHTa K Bpayy 1o TTOBOAY HapyIIeHNUS CHA, CHHIpOMa
HOYHOTO aITHO3 1 BBISIBJICHUH IIPH 3TOM COITYTCTBYIOIIEH
c71ab0CTH MBI, a TAKXKE €CIU MPU JOIOJTHUTEITBHOM
00C/IeI0BaHNN BBISIBJICHO TTOBBIIICHNE KPeaTUHKUHA3EI,
TpedyeTca nckmodeHue BITITH. Atpodusa nmadparmsl
YacTO aCCOLIMUPYETCS CO CHIDKCHHMEM BBICOTHI JICTKUX
W Pa3BUTHUEM aTEJICKTa30B, YTO MOKHO CUNTATH XapaKTep-
HeiM ipu3HakoM BITITH [16].

AHa3 TUTEpaTyphl II0KA3aJl, YTO MBIIIIIBI SI3bIKA 0~
CTaTOYHO YacCTO MOpaXkaloTCs yKe Ha paHHUX CTaIHUsIX
BIIITH, yTo npuBOAUT K HAPYLIEHUIO IJIOTAHUS U PUCKY
acrmpaunu, mucdarnm u qgusaptpuu [20—22].

Odranpmonornueckue Hapymenus npu BITITH mpo-
SIBJISTIOTCST KOCOTJIa3MeM, TITO30M (KaK IIPaBUJIO, aCUMME-
TPUYHBIM) [23, 24].

K HeTMITMIHBIM ¥ OTHOCHUTEIHHO PEIKUM IPOSBICHH -
sM BI1 B kxauecTBe MaHM(pECTa U COMYTCTBYIOIINX N3ME-
HeHuit npu BIIITH oTHOCSTCS ciyyaiiHO BBISIBIIEHHBIS
LIepeOpOBaCKYJISIpHBIE apTepronaTu [25—28], TOIMX03K-
Ta3us 0a3WIIPHON apTepuu, aHEBPU3MBI, MUKPOTEMOP-
parum [27, 29, 30]. Yucio ciryyaeB BITITH ¢ onmucaHHBIMUI
M3MEHEHMSIMU He MpeBbiiaet 3 %. Takxke K peiKUM IIpo-
SIBIICHUSIM OTHOCSITCSI HapyIICHUSI CEPIeYHOI0 PUTMa,
CYTMPaBEHTPUKYISIpHAST TaxuKapausi, CMHIpoM Bonbha—
IMapxunacona—VYaiita [31—33]. Borpoc, HaCKOIBKO 3TO
obu10 cBsizaHo ¢ BIIITH, ocTtaercs OoTKpHITHIM, TaK Kak

cunapom Berpedaercst y 0,1—0,3 % HaceneHust B o01ieit
TIOTYJISIIIUH.

Ckonno3 yame pasBuBaercs y gereit ¢ BII, pexe
y B3pocbix [34]. ITo manueiM Peructpa I[Tomrie, OH BBISIB-
asietcs y 24,8 % 00nbHBIX [35] 1 BHOCUT OTpULIATEIbHBII
BKJIAJ B IbIXaTeJbHYIO (GYHKIIUIO TPyTHOM KIeTKr. CHUH-
IPOM PUTHIHOTO IIO3BOHOYHMKA TAKXKE CIUTACTCS COCTO-
SIHMEM, KoTopoe MoxeT 0bITh Mackoit BITITH, ocobenHo
B KOMOMHALIMA CO CKOJIMO30M [36]. B oTHenbHBIX caydasix
npu BITITH moxeT pazBuBaThes KUdo3.

IIpu BIIITH BcTpeuaroTcs XelygouHO-KUILIeYHbIE
HapylieHns (IIOCTIIpaHaraIbHBIe OO W BCITyYMBaHUE,
OBICTpOE HACHIIIEHNE, XPOHWYECKAsI Truapest M pBOTa, 3a-
TIOPHI, CHIDKEHHE PBOTHOTO pediekca, yBeTMIeHIE TIeue-
HI) [37], cHIXXeHue ciryxa (0COOEHHO B Ie0I0Te) 1 JICHKO-
sH1edanomaTus [38].

PaccrpoiicTBa cO CTOPOHBI MOYEIOJIOBON CHUCTEMBI
MPOSIBIAIOTCS HenepxxanueM mouu [39, 40]. Hegepxxanue
MOYM Y XKEHILIUH U My>XYMH OTMeUeHO B 25 % ciydyaeB mpu
BIIITH u cunTaercss HENOCTAaTOYHO AMATHOCTUPYEMbBIM
cocTosiHUEM [41].

Kapaouonornyeckue Hapymenus npu BITITH BcTpe-
YarTCs PEIKO U, KaK ITOKa3aHo B KOropTe 87 MallMeHTOB,
MpOSIBIISIIOTCs: yKopoueHreM PR-unrteppaia B 10 % ciyya-
€B, CHIDKEHMEM CHCTOJIMYECKON (DYHKIIUM JICBOTO XKeJTy-
gouka y 7 % u yBeJIMYEHMEM MACChl JIEBOTO XKEIya0uKa
TOJILKO Y 5 % GoubHbIx [42]. [Tpu aHanu3e qaHHbIX 74 60JIb-
Hb1x ¢ BITITH ymepenHas rutieprpodust Muokapaa ooHa-
pyxeHa B 13 % ciydaeB gaxe Ha ¢hoHe (pepMeHT-3aMeCTH -
TeJIbHOM Teparuu B TedeHue 4 et [43]. Ormcan 1 ciy4gait
KapIHMOMMOMATHH ¢ (DpaKIIAs BEIOPOCA JIEBOTO JKETyI0UKa
35 % y xenuiuHsl ¢ ae6iotom BIT B Bo3pacre 33 net [44].

CHuxenue ciyxa y 6onbHbIX ¢ BITITH, mo ogHum naH-
HBIM, He TIPEBBIIIAET YHCIIO CIIy4acB B OOIIEH ITOITYJISIIAN
[45], 61m3KMe maHHBIE TIPUBOASIT U IPYTHE MCCIICIOBATEIIN
[46]. W3 20 maureHToB B 57 % ciiydaeB BbISIBJIEHa HEMPO-
ceHcopHas U B 33 % — KOHIYKTUBHAs TyroyXocThb [47].

IMonuneiiponarus nipu BI1 pa3BuBaeTcs B pe3yabrare
OTJIOXKEHMSI TNIMKOTeHA B aKCOHAX M IITBAHHOBCKMX KIIETKAX
MHETMHU3UPOBAHHBIX 1 HEMUESTMHU3NPOBAHHBIX BOJIOKOH
[48—50]. Bombioit MHTEpeC MPEACTABISIOT JaHHBIE O HEMpO-
AT TOHKHUX BOJIOKOH, TIOATBEPXKIEHHOM y 22 13 44 maru-
entoB ¢ BIITTH [51]. [TonuHeliponaTusi ¢ BOBIeYEHUEM
MOTOPHBIX M CECHCOPHBIX HEPBOB HOT MOATBEPXKICHA HEil-
POGU3NOIOTUIICCKIMHA METOIaMHU Y 9 TTaimmeHToB [52, 53].

CBS13b MEPEYNCICHHBIX HETUITMYHBIX TIPOSIBIICHUN,
TMIOMUMO CHUKEHUS aKTUBHOCTH o-I'JI ¥ reHeTm4ecKoro
nedeKTa, ToKa3aHa TOCTOBEPHBIM YMEHBIIICHEM BEIpa-
KEHHOCTH M3MEHEHUH, BIJIOTh M0 MOJIHOTO MCUYE3HO-
BeHMS Ha (pOHE MaTOTeHETUIECKON (pepMeHT-3aMeCTH -
TEJBLHOM Tepanmuu mpemapaToM Maiio3aiim [54, 55].
V nabmopasmuxcsg Hamu 2 myxxunH ¢ BITITH ymenbIe-
HUE TU3YPUIECKUX PACCTPOUCTB M AeeKallui OTMEYEHO
yXe mocjie TIepBoro Kypca epMeHT-3aMeCTUTEIbHOM
Tepalmu ¢ HapacTaHueM 3¢ddeKTa MPU MPOIOLKCHUN
JICYCHUSI.



Jlexyuu u 0630po!

HepBHo-mbiweykbie 5OJIE3HH

Ha moxnmHndYeckoii craguy, Koraa HeT cIaboCTH aK-
CHAaJTbHOM MYCKYJIaTyphl, MBIIIIT KOHEYHOCTE!, CKEIETHBRIX
MBI U AbIXaTeabHbIX HapywmeHuii, BITITH MoxeT mipo-
SIBJISITHCST M30JIMPOBAHHBIM ITOBBIIIICHUEM KPEaTHHKINHA3EI
(e Boiire 2000 Ex/n) [54—56]. OgHako cpeay MalueHTOB
¢ 0eCCUMITTOMHOM TUITepKpeaTHHKUHA3EMUEH YHCIIO BbI-
sineHHbIX 1yl ¢ BITITH, mo mqaHHBIM TUTEpaTyphl, He Ipe-
BeiaeT 4 % [57, 58].

S apom KimHMYecKux rposiBiaeHui mayeHTos ¢ BITITH
SIBJISIETCSI MMOTNIATUUECKMIA CUHIAPOM C IIPEUMYLIECTBEHHBIM
IMopaXXeHneM aKCHAIBHOM MYCKYJIaTyphI, MBIIIIIT TUICYEBO-
IO Y TTOSICHUIHOTO T10S5ICa, OOBIYHO COITPOBOXKIAIOIIMIACS
MMPU3HAKAMM IbIXaTeIbHON HEIOCTATOYHOCTU. YPOBEHbB
KpeaTHHKWHA3bl 00bI9HO He mpeBbimaer 2000 Em/m.
OtcyTcTBHE Xaja00 B JHETCTBE WM IOHOCTH HE SIBIISICTCS

OCHOBaHMEM JIJIST NCKITIOUSHMSI TIEPBIYHO-MBIIIIEIHOTO 3a-
0oJieBaHMS B TIO3MHEM Bo3pacTte. Psim HabmogaeMbIXx HAMU
naureHToB ¢ bITITH nmoka3biBajii B IOHOCTH CIIOPTHMBHBIE
PE3yABTaTHl BEHIIIE CPETHETO, a TaKKe YCIIeITHO ITPOIILIN
CIIyXO0y B apMHUU, a OOWH Iaxe CTal IPoPeCCUOHATLHBIM
BOEHHbBIM. 2KEHILIMHBI 10 MOSIBJIEHUS] WY TPYU MUHUMAJIb-
HbIX Mpu3Hakax bIT nmenn 1o 1—2 6epeMeHHOCTH C CaMO-
CTOSITEJTLHBIM pomopa3peliecHreM. I[1pr HacCTOpOsKEHHOCTH
otHocuTeabHO BITITH GnaronosydHslii aHaMHe3 10 MaHU-
dectarmu npuszHakoB BITITH n HeTumyHbIE TTPOSIBIIEHUS
paCIIMPSIIOT CHEKTP MalMEHTOB, KOTOPBIM MOKa3aHbl CKpU-
HuHT akTuBHOCTU o-I'JI B cyxoM msiTHe KpoBu [58—62] u,
TIpY CHIDKeHUU aKTuBHOCTH [J1, mpoBeaeHre MOJIEKYIIsIp-
HO-TEHETUIECKOTO MCCICIOBAHUS IS TIOATBEPXKICHUN
mmKoreHo3a 11 Thma ¢ mo3gHUM HavYaIoM.
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