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Pompe disease is an orphan hereditary accumulation disease associated with a deficiency of the lysosomal enzyme alglucosidase alpha.
Manifestations of the disease are associated with pathological deposition of glycogen in body tissues as a result of GAA gene mutation and
subsequent reduction in the activity of the enzyme alglucosidase alpha or acid maltase. The variety of phenotypic forms and varying degrees
of damage to the skeletal and respiratory muscles, cardiomyocytes and internal organs greatly complicates the diagnosis and treatment
of patients with Pompe»s disease. This article describes the clinical case of late-onset Pompe disease, which was followed by a course of en-
zyme replacement therapy, as well as an assessment of the condition before and after treatment and preliminary results.
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Bonesus [Tomme (BIT), wmu rmkorenos 11 tuma, — pen-
KOe HacJIeICTBeHHOe 3aboJieBaHue, onrcaHHoe B 1932 1.
rojmanackum natoyioroanaromoM M. K. TTomme [1]. 3a60-
JIeBaHUE CBSI3aHO C PEIIECCUBHOI MyTaIlieli B ayTOCOMHOM
reHe GAA, KOTOpBIA KOOWPYET JIM30COMHBIN (DepMEHT
aJTTIOKOo3MAa3y anbda, Win KUCIyo Manbrady. OmicaHo

6onee 450 myrauwmit reHa GAA ipu BIT [2]. dedumut dep-
MEHTa MPUBOAUT K reHEePaJnu30BAHHOMY HAKOILICHUIO
[JIMKOT€HA B TKAHSIX OPraHM3Ma, HO MPEUMYILECTBEHHO
B KapAMOMHUOLIUTAX U ITOIMEPEYHO-TI0JI0CATHIX MBIILIEYHBIX
BosiokHax. Ceromsst BIT mo BpeMeHn medroTa KiraccupuIm-
pyeTcs Ha MjaaeH4ecKyio Gopmy (pa3BUTHE CUMIITOMOB
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HepBHo-Mblweynbie BONTE3HU

Kaunuueckuit pazoop

Ha 1-M romy xu3Hn) 1 hopMy ¢ mo3gauM Hadajaom (BITITH)
(meGroT 60JIe3HM TOCHe 1-TO Toda XW3HU, IMPUIEeM CUM-
IITOMBI MOTYT IIPOSIBISITBCSL B JIFOOOM Bo3pacte). s
MiageH4deckoit ¢opmbl BIT Hapsoy ¢ MuoOmaTHIeCKUMU
MIPOSIBJICHUSIMU XapaKTepHa ITOJIMOpPTaHHAasl ITaTOJIOTHS,
1 B IIEPBYIO O4Yepenb KapIUOMMOIIATHUSI, TeIIaTOMETaIHsT
1 Makpomioccusa. B mebroTe it B3pOCHIBIX MALIMEHTOB
0oJIbIIIe XapaKTePHBI HecTIeITM(MUIecKIe XKaJI00bl, B OCHOB-
HOM CBSI3aHHBIE CO CJIA0OCTBIO CKEJIETHBIX MBIIIIIT TIIeUe-
BOTO 1 TA30BOTO TT0sICA, a Ha Pa3BePHYTHIX CTAOUSIX — IbI-
XaTeJbHOI MycKyJaatypbl. [Ipn 3TOM KapamOMUOIIATHS
SIBIAeTCS peakoil Haxonkoi [3]. CocTosiHME OTIMYaeTCs
MEUTCHHO TIPOTPECCUPYIOIINM TeUCHUEM, UTO TAKKEe TIPH-
BOINT K N3MEHEHMIO OCAaHKM (K1 03y, CKoIm303y). Hapsimy
¢ HamOoJIee YaCTBIMU TIPOSBICHUSIMU B JIMTEPATypEe OITH-
CaHBI CJTydar BOBJICUCHMS JIMLIEBOI MYCKYJIATypHI (aCM-
METPUYHBIN MTO3), MAKPOTJIOCCHS, TU3YPUISCKIEC U TAC-
METICUYEeCKUE PacCTPOMCTBA, KOTOPBIE TaKXKe TOJIKHBI
HACTOPOXUTH B TutaHe uckimoueHust bIT [4]. PenoTtunu-
yeckasl TeTeporeHHOCTh 3arpyaHsieT auardHo3 BITITH
1 YBSJIMIMBAET CpeIHee BpeMsI €ro ITOCTAaHOBKH, IO JaH-
HBIM JIUTEPATYPHI, 10 5—7 et [5, 6].

C 2006 1. B MUpOBYIO ITPaKTHKY BBeIeHA (DEPMEHTO3a-
MectuteabHas Tepanus (P3T) peKoMOMHAHTHOM YeI0Be-
YeCKOM aNlrIioKo3uaa30i ajibda (mpemapar MaitozaiimM®),
KOTOPBIH TakKe ObLT 3apernucTpupoBad B Poccun B 2013
OnbIT npuMeHeHNsT 1 3¢ GEeKTUBHOCTD TTpenapaTta Maii-
03aitM 0000IIIeHBI B MHOTOUYMCIICHHBIX MCCIICIOBAHUSIIX
[6—10], a TakXe MpeIOXKEHB PEKOMEHIALIMA 110 Havary
n npekpamenuio ®3T [11].

IIpencraBneH KIMHUYECKUI pa300p HAOIIOASHMS T1a-
uuenta ¢ BITITH u ocobeHHOCTH TeueHUsT 3a00JieBaHuUS
Ha pone D3T.

Knunuyeckoe nabniopenue

Ilayuenmra C., 34 aem, obpamunace ¢ ycarobamu Ha
c1abocmy U YMoMASIeMOCHb CKeAeMHbIX MbldY, npeuMyule-
CMBEHHO 6 NPOKCUMAAbHBIX 0MOeAax KOHeYHOCHel, 4mo
nposeAsnocy 3ampyoHeHusMU npu xodbbe no AecmHuye,
BCMABAHUU C KOPMOUEK, NepemMeHe NOA0JNCeHUs meaa (Heeo3-
MOJNCHOCHb AeUb U 6CIAMb U3 NOA0NCEHUS Aedca be3 NOMOuU
DYK), 604b U HY8CME0 YCMAAOCMU 8 NOACHUMHOU 00aacmu npu
ONUMENbHBIX CMAMUYECKUX HAepY3Kax, cAabocmv Mbluly
naeues020 nosica (He03MOICHOCIb NPUHECAMbCS), A MAKICe
o0biuky npu nodseme Ha 1 secmHuuHbLil nposem uau npu
xo0vbe 6oaee wem na 100 m. IlIpu demanvHom onpoce nayu-
eHmKa cooouua, Ymo Hapsaoy co cAaboCmvbl0 MblUlY, C 603-
pacma 25 aem becnokosm nepuoduyeckue 3anoput 0o 2 oHell
u bosee.

IIpu ocmompe: pocm 175 cm, macca meaa 81 ke, unoekc
Mmaccot meaa — 26,5 ke/m? (uzbbimounas macca meaa no Kadc-
cughuxauuu BO3).

B neepoaocuneckom cmamyce npu omcymcmeuu Hapy-
UIeHUTL CO CIMOPOHbL YEPENHBIX HEPBOB, NUUEBOT MYCKYAAMYPbL,
KOSHUMUBHBIX (DYHKYULL, KOOPOUHAMOPHOU U HYECMEUMenb-
HOI CGhepbl BbIsI8ACHO CHUNCEHUE CUAbL MbLUUY, 8 NPOKCUMANb-

Hblx omdenax KoneyHocmell (0o 3 6aanos). Co cmyna ecmaem
¢ 00NOAHUMENbHOLL ONOPOLL HA PYKU, He MOJICem camocmosi-
MmeabHO 6cMams ¢ KOPMOoUeK, cecib 8 HOCMeAnl U3 noaodice-
HUsl aedica Ha cnuHe 6e3 nogopoma Ha 60K u 6e3 NOMOUU pyK.
IIpu xo0v6e obpawaem Ha cebs HUMAHUE cAAOOCMb 200UY -
HbIX Mbliiy, U bedep, ymo nposeasiemcst «<yMmuHoi», nepeeant-
sarouetica noxookol. Cuna 6 OUCMANbHBIX MbIUUAX PYK
u Hoe — 5 6annos. Onpedensiemcs ampousi Mbludl, NAe4e8020
nosica ¢ CUMRMOMOM <KDbLAOBUOHBIX» N0NAMOK, 1200UYHBIX
Mmoiuy. Molweunsiii moHyc 8 KoHeuyHocmAX cHudiceH. Lnyboxue
pedbaexcol ¢ pyk u Hoe mopnudnste, D=S. Ilamoaoeuueckux
3uaxkoeé Hem. Ilpu ouenke kauinegoeo moauka — Hedocma-
MOuHOe HanpaiceHue Mblully nepeoreil CMeHKU JHcUueoma.

Ilpu nposedenuu mecma 6-muHymuoi xo0b0bt NPOXOOUM
227 m (III gynkyuonansusiii kaacc no NYHA (New York
Heart Association Functional Classification)) [12].

Anamne3 3aboaeeanus. /o 25 rem cnpaeasinace ¢ 4100bi-
MU QuU3UMeCKUMU HA2PY3KAMU U CHUMANA cebs NOAHOCIbIO
300p060il, Ko20a enepavle oMMemuaa cAabocmos 8 MblUYax
bedep. B meuenue 5 nem cocmosinue cybsekmueHo ocmasa-
A0ch 6e3 OUHAMUKU, NAYUeHMKA UCNbIMbI8ANd MpYOHOCMU
npeumyujecmeeHHo npu evixode uz mawunsl. Ilayuenmka
obpawanrace K epa4y u Haba00aracy ¢ OUAeHO30M «OCMEo-
XOHOpOo3, 8ecemamuenas ducgynxuyus». Tlocae 30 rem om-
Memuaa Hapacmanue caabocmu: cmano mpyoHo cmasams
€0 cmyna, NOGHUMAambCsi ¢ KOpmouek, no aecmuuye. Bnepegoie
nossuaace 00bluKa npu gusuveckoli Haepyske. B 34 eoda
(2017 2.) He cmoena noduamacst 6 agmobyc b6e3 noCmopoHHell
nomouju.

Ilpu o6caedosanuu 6 mapme 2017 2. npedeapumensHoiil
duaenos npu oopaujeruu 8 CypeymcKkyio OKpYICHYIO KAUHU-
ueckyo 6016HULY OblA NEPecCMOMpPeHr Ha OCHOBAHUU OCMOMPA
U pe3ynomamos 00NoAHUMEAbHbIX UCCAeD08aHUIL: nPednoao-
JCeHA HACAeOCMBEeHHAs] NOSICHO-KOHeYHOCMHAs MblulevHas
ducmpogus. BuiseneHo nogviutenue KpeamuHpochoxKunasol
0o 689,0 Ed/x (Hopma do 167 Ed/n), muoenobuna do 390,7 mke/n
(npu Hopme do 76 mKe/n), AKMUBHOCMU MPAHCAMUHA3 —
anranuHamunompaucpepasvt do 88,0 Ed/a (npu Hopme 0o
32 Ed/a) u acnapmamamunompancgepaswr do 101,0 Ed/n
(npu Hopme 33 Ed/n).

B npedcmasnentbix nayueHmxoil pe3yabmamax 31eKmpo-
muoepacgpuu (OMI) m. deltoideus u m. quadriceps femoris
U20NLYAMBIMU INEKMPOOaMU OMKAOHEHULL OM HOPMbL 8bls16-
seHo He bbi10. [losmopras DM na 6aze Cypeymckoil oKpyic-
HOU KAUHU4eCKOU O0AbHUYbL U20AbYAMbBIM IAEKMPOJOM
m. gluteus maximus u mm. paravertebralis na epyoHom ypos-
He, 8 KOMOPbIX OMMeUAN0Ch CHUIICEHUE CUAbL, NPU OMCYMCM-
8UU CNOHMAHHOI AKMUBHOCMU 0OHAPYNCEHbI BbIPANCEHHbIE
NOMeHUUanbl 8KAAbIBAHUS, CHUNCEHUEe CPeOHell ONUmenbHO-
cmu u amnaumyobt, yeeauuerue noaugpazuu (>20 %), a mak-
Jce uzMeHeHue peKpymuposanus NOmeHyuano8 dgueamens-
HbIX eQUHUY, N0 MUOREHHOMY MUNY.

Penmeenoepagus opeanoé epydnoil knemxku — b6e3 na-
monoeuu. Ha sxoxapouoepaguu pasmepst kamep cepoya
6 npedenax Hopmul. Cucmonauueckas QYHKUUs Jcenydo4xos
He uzmeneHa. Dnexmpokapouoepamma 6e3 ocobeHHocmel.



Kaunuueckuii pazoop

HepBHo-mbiweyHbie 5OJIE3HH

Tlayuenmka C., 34 1em. MaeHUmMHO-pe30HAHCHAS. MOMOPAGUS MbLUUL, CRU-
HbL 6 pexcume T2 6 KOpOHAPHOI NPOEKUUU: BbIPANCEHHAS 2UNOMpodust U ghu-
OpO3HOE U3MEHeHUe HACMUYHO COXPAHUBUIUXCS ny4Koe mm. iliopsoasis (000-
3HAYEHbl CMPeKamu,)

Patient S., 34 years. Magnetic resonance imaging of the back muscles in T2
mode in coronary projection: pronounced hypotrophy and fibrous change of
partially preserved mm. iliopsoasis (indicated by arrows)

Yasmpaseykosoe uccredosanue newenu namoaocuu He 8bi-
saeuno. Maenumuo-pesonancuas momoepaghus (MPT) eonos-
H020 M032a 8 COCYOUCMOM pedcume U3MeHeHUll, 8 MOM uucae
Mansghopmayuii, He 8bia8UAA.

1o dannvim MPT mouuy 6edep visenervt ampoghus ¢ ycu-
POBbIM 3aMeUjeHUEM MbLULeHHOU MKAHU NPeUMYUeCmeeHHO
8 3a0Hell epynne moiuy (m. semitendinosus, m. biceps femoris),
ampogus A200UHHbIX U NPUBOOSULUX MblULY, 8 nepedHell epyn-
ne aHAn02UYHble UBMEHEeHUs 6 HUJICHell nopyuu m. rectus
Jfemoris. B noschuurom omoene 8vis6aena 3HauumMas ampogpus
m. iliopsoas (cm. pucyHok ).

Komnvromepuas cnupoepachus ynkuuu eneuine2o obvi-
XaHUs1 NPo8oduUnacs 00 Havana aevenus u nocie 8 npouedyp
D3T (cm. mabauyy).

bonbHas 6bLaa KOHCYIbMUPOBAHA 2eHEMUKOM, 0451 UCKAI0-
uenus BII nposedeno uccredosanue obpasuya Kposu memooom
DBS, komopoe 6bis6un0 cHudCeHUe aKkmugHocmu anvga-
enoko3udasvl. uaenos BII 6bia noomeepicoen monekyispro-
2eHemuyeckum uccaedogaruem 8 OI'BY «Meduko-eenemuue-
ckuil HayuHotii yenmp» PAH 6 nabopamopuu cenekmueroeo
ckputuea. Memoodom npsamoeo agmomMamuuecKo2o ceKeeHu-
posanus npogeder noaubviil anasus eena GAA (pegpepencras
nocaedosamensvocms: NM_000152.3). Hceenedosarst 3K30-
Hbl 2eHa U npuneeaiowjue K HUM UHMPOHHble obaacmu. Boi-
SA6AEHO U3BMEeHeHUe HYKAeomMUOHOU nocae008amensHOCmu
¢.-32-13T>G 6 eemepo3ucomnom coOCMOAHUU, ONUCAHHOE
8 mexcdyrapodHoil 6aze daunvix no mymauusm HGMD
(CS941489). Boisieaeno usmenerue HykaeomuoHoi nocaedo-
samenvrocmu ¢.307T>G, npusoodswee k 3amene p.C103G

8 eemepo3ueOMHOM COCMOSAHUU (U3 MeNCOYHAPOOHOU 6a3bl
dannsix no mymavusm HGMD (CM040049)).

Tlo danubim npoedenHo2o KAUHUMECK020 AHAAU3A, pe-
3Y16Mamos 00cAe008anUs U 0OHAPYIHCEHUS CHUNCEHUS K-
MUBHOCIMU AU30COMHO20 (DepMEHMA ANCAHK03UOA3bL albpa
ObL1 nocmaesnen ouazno3 6oae3ns Ilomne ¢ nO30HUM HAHAAOM.
Jluaenos 6vin noomeepicoen OGHHbIMU MOACKYAAPHO-2eHeMU-
4eCK020 UCCACOOBAHUAL.

Ilayuenmke ovina pexomendosana DP3T npenapamom
Maiiozaiim no cmandapmmuoii cxeme 20 me/ke 1 paz é 2 ned
BHYMPUBEHHO KANEAbHO, 00HAKO PeanbHO NOAYHUMYb 00CHYN
K npenapamy nayuenmKa cmMo2aa moavbko yepe3 7 mec om mo-
MeHma NoCMaHo8Ku OuaeHo3a U 6vl0avu peKoMeHOayuil.
3a smo epems ommeueHo yxyouieHue coCmosHuUs 8 eude Ha-
pacmanus cA1abocmu 8 MyblUYAX KOHeYHOCmel, uled U aKcu-
ANbHOU MYCKYAaMYPbl, RAUUEHMKAQ MAKJice cooouua 06 uc-
Ye3HOGEHUU NO3bIBOE K AKMY dedhekayuu.

Ha momenm npedocmasnenus OnuCanus KAUHUHECK020
cayuas nayuenmra noayuuna 9 ungysuii npenapama Maiio-
saium. Ilocre § npouyedyp eHympueennozo eeederuss P3T
npogederHo noemopHoe ucciedoganue 0biXxamenbHoll PyHK -
yuu. Ommeueno yayuuienue pecnupamopHviX noKazameneil
(cm. maba.). Haxce ¢ yuemom HenpoooalNcumensHo2o epeme-
HU AeueHUs ommeuaemcs: noaoxcumenvras ounamuxa. Ila-
YUEHMKQa coo0uuAa 00 UCHe3HOBEeHUU 00U 8 MbIUUAX CRUHYL,
noseAeHUU NO3bl8a K akmy deghexayuu, nOS8UAACH 803MOMNC-
Hocmb npueedeHus bedpa K JHCUBOMY 8 NOAONCEHUU CUO5
u aexca 6e3 ROMowU pyK, OMMeHeHo yay4uieHue dvbixamens-
Hotl gynxyuu. Tlpu nposedenuu mecma 6-MuHymHoil x0060b!
nocae 4 ungyzuii npoxodumoe paccmosinue cocmaguno 395 m
(Il kaacc no NYHA).

006cyxpeHue

HecMmoTpst Ha MHOTOYMCICHHBIE OTEUSCTBEHHBIC 1 3a-
pyoeskHble TTyormkaumu [8, 11, 13, 18], mmarnoctuka BITITH
ocTaeTcsl 00JIbIION IpobeMoii. CpemHsis 3aepsKKa Juar-
HO3a TO-TIPEXXKHEMY COCTaBIIICT B CpemHeM S5—7 JIeT, 10 JaH-
HBIM JIUTEPATYpHI [, 6], a B Poccnn ata nndpa 3Ha4MTEIHHO
BoIlIe — 10 10 jeT u 6osee [13]. Manast HACTOPOXXEHHOCTD
HEBPOJIOTOB M Bpauell CMEXHBIX CIIEIIMAIBHOCTEH 110 TT0-
Boay BIIITH saBnsieTcst OCHOBHOM MPUYMHON HEAOCTATOU-
HOTO BBISIBJICHUS JaHHOTO op(aHHOTO 3a00IeBaHMS, IS
kotoporo cerogHs mmeerca P3T. Bosmpioit Bo3pacTHOM
JIMara3oH nosiBjieHui nepsbix npu3HakoB BITITH, mHoroo-
6pasrie (DeHOTUITIECKIX IPOSIBIICHUIA, BO3MOXHOCTB JIJTH-
TEIBHOM KOMITEHCAIIUM MBIIIEYHOTO IeeKTa, pasTiaIus
B OBICTPOTE TIPOTPECCUPOBAHMS U3MEHEHMIA — BCE 3TO TAKKE
CITOCOOCTBYET 3aJiep>KKe MOCTAHOBKHM auarHo3a [3, 15—19].

B mpeacraBieHHOM KJIMHUYIECKOM cIydae TPy auar-
HOCTHKE B IIEPBYIO OUepeIb o0paIaio Ha cedss BHUMaHUE
coYeTaHWe KaJo0 y MOJIOMOM SKEHIMWHBI Ha CIadOCTh
MBI TIJICYeBOTO M Ta30BOTO II0sICA C JBIXaTeIbHBIMU
HapyIIeHUSIMH, KOTOPBIC HEe MMEJTN YOeIUTEIbHOTO Tepa-
neBTUYecKoro oowsicHeHus. B Cypryrckoii obnacTHO
KIMHUYIECKON OOJIPHUIIC aJTOPUTM IHATHOCTHYECKOTO
IMoncKa OBLT IIOCTPOEH Ha OCHOBAaHWM YTOUYHCHUS
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HepsHo-mbiweyHbie 50 JIE3HH
Knunuueckuii pazoop

Pesyavmamot cnupoepaguu y nayuenmru C., 34 1em, ¢ 60ae3uvto [lomne ¢ no30HUM HA4anrom neped Ha4aiom u nocie 8 npoyedyp gepmeHmo3amecmument-
Holl mepanuu

The results of spirography the patient S., 34 years with late-onset Pompe disease before and after § treatments enzyme replacement therapy

Results after 8 Mayozyme infusions

Before treatment % OT NOJKHOI VBemueHne nokasareJieii o CpaBHEHHIO C MPeIbIIYIIM U3MepeHueM, %
(% of expected value)

Comporpacdusi B 10JI0KEHUN CHIS

i,IéEJ: 103,4 120,2 16,8
ERO 119,9 127,4 76
PKET 99,1 122,7 23,6
?E?IIBI 82,3 116,8 34,5
nce 43,1 99,9 56,9
ll\\/l/[](i)Fizs 50,6 98,3 4050
%?F(;so 85,7 94,4 87
Il\\/I/I]?F%S [ 104,9 29,2
Cromporpadusi B 0JI0KEHHH JIekKa
\>§CEJ:M 75,5 92,4 16,9
gg\“/"“‘ 81,7 69,9 11,9
g)\?(I:(EJI 77,1 91,6 14,5
?1?\)/]131 o 72,9 6,6
E&B 55,4 68,6 13,2
11\\/141(5)}:225 58,0 66,0 8,1
MSFS]” 50,2 42,8 7.4
11\\/[4]‘5)&5 37,1 29,9 7.2

Hlpumenanue. XKEJI  — xcusnennas emxocms neekux maxcumanvias; PO, | — pesepsibii 06sem evidoxa; PKEJ — ¢opcuposannas
acusHennas emxocmo aeekux; ODB, — obvem gopcuposarnozo évidoxa 3a 1 ¢; [ICB — nukoeas ckopocms evidoxa; MOC,; — menoser-
Has obvemnas ckopocmy npu evidoxe 25 % DXKEJI; MOC, — menosennas obsemnas ckopocms npu evidoxe 50 % PKE/; MOC,, —
MeHO8eHHAs 00beMHas ckopocmb npu evidoxe 75 % DKEJL.

Note. VC — maximum vital capacity; ERV — expiratory reserve volume; FVC — forced vital capacity; FEV, — forced expiratory volume in 1 s;

in max

PEF — peak expiratory flow; MEF,; — maximum expiratory flow 25 % expiration ERV; MEF,, — maximum expiratory flow 50 % expiration ERV;
MEF ,; — maximum expiratory flow 75 % expiration ERV.

CHMIITOMOB, TTIOMCKa HENPOPU3NOIOTUYECKIX OTKIIOHE- IIpu o1ieHKe MBIIIEYHOTO CTaTyca 10 MOMEHTA yCTa-
HUH B KIIMHUYECKHU MTOPAXKEHHBIX MBIIIIIAX U B CJlydae X HOBJIEHUS] JUArHO3a HEJOCTATOYHOE BHUMAaHUE YACTUIN
0OHapyXeHUs TIPOBEICHNE BCEX NOTIOJHUTETbHBIX OMO-  BOBJIEUEHMIO MBIIII] TJIEYEBOTO 1 TA30BOTO MOsICA TIPY OT-
XUMUYECKUX U MHCTPYMEHTATbHBIX UCCIIETOBAHU. CYTCTBUU TIOPAXEHUST NMCTATBHBIX OTAEJIOB PYK W HOT,
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a TakXKe IMCCOLMALU MEXIY 3HAUUTEIbHBIM CHIDKEHUEM
CWJIBI MBIIII TIepemHel Tpynmel Oempa (m. quadriceps
femoris — 4—4,5 6ana) u mm. iliopsoasi (MalleHTKa He
MOTJIa MPOU3BECTU CrubaHue U CyMMHALIMIO Oepa B Ta30-
OempeHHOM cycTaBe Oe3 oMol pyk). He mpoBommimnch
MOTOpPHBIE TECTHI IT0 OIeHKe (DYHKIMU IETBTOBUIHOMU
MBIIILIbI, MBILIL, CTAOUIUZUPYIOIIMX JIOMATKY, U MBbILLIL
nepeaHe CTEHKM X1UBOTa, B KOTOPBIX BbISIBJIEHO CHUXKE-
HUE CUJIbl, HECMOTPSI Ha OY€BUIHOE HapyllleHe UX PyHK-
1IMM, HAa KOTOpbIE yKa3biBaja MallMeHTKa YK€ Ha PaHHUX
9Tarax pa3BuTus 60j1e3Hu. OTCYTCTBUE N3MEHEHUI B TIep-
BoM DMI -nccrrenoBaHn, B KOTOPOM OIICHUBAIA MBIIIIIIBI
TJIeYEBOTrO Tosica U 6epa, HaMMeHee MopaKeHHbIE HA MO-
MEHT 00CJIef0BaHNUs, OCTAHOBUJIO TMAarHOCTUYECKUI T10-
HCK B CTOPOHY BO3MOXKHOTO MEPBUYHO-MBIILIEYHOTO 3200~
JIeBaHUsI.

B noab3y nepBUYHO-MBIILIEYHOTO YPOBHSI MOPaKEHUS
TTOCITY XM (PEHOTHUIT TTOPAKEHUST MBIIIIIL TIOSICOB, COOTBET-
CTBYIOLIWI MOSICHO-KOHEYHOCTHOM MBILLIEYHOM TUCTpOduu,
YMepeHHOE TTOBHIIIICHNE KpeaTHH(hOCHOKMHABHI, aJTAHIH-
aMUHOTpaHcdepasbl, acnapraTaMMHOTpaHC(epasbl; U3-
MeHeHne Ha DMI UronpYaTbIMK 3JIEKTPOIAMU TI0 MHO-
MaTAYEeCKOMY TUMY B TMOPa’K€HHBIX MBbIIILAX, a TaKXe
XapaKTepHbIH 11 rivkoreHo3a I1 Tuna natrepH nusdupa-
TeapbHOTO TopaxkeHust mbimi Ha MPT. OGHapyxenue
CHUKEHMST aKTUBHOCTM aJIlJIIOKO3MAa3bl albda 1 mocie-
IyIolee MOATBepKIeHNe MyTaruii reHa GAA TOATBe paIN
nuarnHo3 bI1. B Poccun ananm3 HacineacTBEHHBIX 00J1€3-
Heil oOMeHa BelIeCTB IPOBOAUTCS OecIulaTHO B J1abo-
patopuu cejeKTuBHOTO cKpuHuHTa PI'BY «Menuko-re-
HeTUYeCcKuil HayyHblii LeHTp» PAH mnpu noapmepxke
KoMIaHuM «/IxkeH3aiim» rpynibl «CaHodu».

OCOOEHHOCTBIO CTyJast SIBJISIETCS OTCYTCTBIE KaKMX-
JIM0O0 CYOBEKTUBHBIX MPU3HAKOB MOPaKE€HUSI CKEAETHBIX
MBIIIII IO Bo3pacTa 25 JieT, KpaliHe MeIJIECHHOEe pa3BUTHE
CJ1a00CTHU MBIILILL TTOSICOB C TTOC/IEAYIOIINUM (WJIU Mapajlieib-
HbIM, HO KpaitHe MeJIEHHbIM) MOSIBJIEHWEM AbIXaTeJIbHbIX
HapylIeHUIi, KOTOpbIE CHaYaaa OTHOCWIM K «OJbILIKE MPU
U30BITOYHOM Bece» W THIIOAMHAMUM. A TaKKe pe3Koe
VXYAIICHNE COCTOSTHUS 3a TIEPUO. 8§ MeC HAOIIOACHUS 10
Havana ®3T — HapacTaHUe cJTA0OCTH MBI U yCyTy0Jie-
HUe€ AbIXaTeJbHbIX HAPYLLIEHWU I MO JaHHBIM OOBEKTUBHOMN
ouieHKHU. [TocnenHee 06CTOSATENBCTBO OTPAKAET BapUadeib-
HOCTh TWHAMWUKM M3MEHEHWI JIETOYHON (YHKIHMU IIpU
BIIITH o marsbmM mutepatypsl [20]. ITokazaHo oTcyTCT-
BUE JTOCTOBEPHOM KOPPEJSILIMU MEXIY HAPYLLIEHUEM JIbl-
XaTeJbHOU (PYHKIIUU U IOKOMOTOPHBIMU BO3MOXHOCTSIMU
y naueHToB ¢ BIITTH, uto craBuT Bompoc o HeoOXxoaM-
MOCTHM pa3lesibHOM OLIEHKU 3TUX HapylieHuil. Bospact
pa3BUTHS CAA0OCTU JIBIXaTEJbHBIX U CKEJETHBIX MBbIIIILL

MOXET HE COBMAIaTh IO BPEMEHU M CHJIBHO BapbUpYyeT
Y pa3HBIX MALIMEHTOB, TSKECTh 00JIC3HU HE KOPPEIUPYET
C BO3pacTOM OOJIbHOTO, @ B HEKOTOPHIX CITyJasiX OTMEUEHO
napamoKcaabHOEe YIYJIICHWE WM CTAOMIN3aIINs JICTOd-
HOM (pyHKUIMY 0€3 1edeHus 10 15 jieT ¢ MoMeHTa 0OHapy-
xeHus [17].

W3BectHO, uto nipu BIT oTMeuaeTcst cucTeMHOE OTJIO-
JKEeHHUE TJIMKOTeHa, B TOM YHMCJIe B IJIAAKUX MBIIIIIAX K-
IeYHnKa 1 MoueBoro my3eipsa [11, 21]. Obcyxmaemas
TMaleHTKa TIPeIbsSIBIIsIa MHOTOJIETHHE XKaJT00BI Ha TIPO-
JIOJXKUTEJIbHBIE 3aMO0pPHhl, a Mepe] HayajaoM JICHEHUS — Ha
OTCYTCTBHE TMO3bIBOB K aKTy AedeKalnn, KOTOpble MOXHO
MPEITOIOXUTEIFPHO OTHECTH K HapYIICHHWIO (DYHKIIMU
KeJTyIOYHO-KUIIIEYHOTO TPAaKTa B paMKaX OCHOBHOTO 3a-
0oJieBaHMSI. DTO TTOATBEPKAAETCS OBICTPHIM YIIydIIIEeHUEM
akTa gedexkanum Ha ¢poHe M3T. PaHee cBA3D yIydIIeHUS
(byHKIIMM BBEIACIMTEIBHON CHCTEMBI TAKKE HAOIFOIAIOCh
Ha pone M3T y 6onpHOTO ¢ BITITH [11].

006 spdpextrnBHOcT D3T y manmenTos ¢ BIT pekoMeH-
IIYIOT CYAUTH Yepe3 2 rojia OT Havaja ee mpoBeAaeHus [22].
HaxorieHHBI OITBIT ITOKa3aJl, YT0 He3aBUCHUMO OT (POPMEBI
3a0osieBanms y mmamyeHToB ¢ bIT nmpumenenne O3T mipu-
BOJIMNT K CTAOWIM3AIIY WM YIYYIICHUIO COCTOSIHUS, TIPH-
YeM IIpU MIIaieHIeCKoit (hopMe B IIEPBYIO OUepeIb YMEHD-
MIAIOTCSl TIPOSIBICHUsI KapAMOMUONATUM W B MEHBIICH
crerieHu cumIiitombl muonatuu. Ilpu BIITTH monoxu-
TeJIbHBIA 3(D(EKT B OCHOBHOM OTpaXkaeTcsl B U3MEHECHUH
(bYHKIIMM CKEJICTHBIX MBIIIIII.

HecMoTpst Ha HETIPOMOJLKUTEIBHOCTh HAOIOACHMS
3a a¢pdextuBHOCTBIO P33T, ¥y 00CcykKmaeMoii mauueHTKN
OTMEUYCHBI OOHAICKMBAIOIIMA Perpecc MBIIIEYHOM C1ab0-
cTu crubateseit bemep W yIydIlleHUE pe3yIbraToB TecTa
6-MUHYTHOI1 XOAbOBI.

3akniouenue

Bonesus [Tomme ¢ mo3mHUM HavaroM, HECMOTPST Ha I~
arHOCTUYECKYIO PEIKOCTh, TPeOyeT 0COO0r0 BHUMAHMS
KJIMHULKMCTOB Pa3HOTro Mpoduiis, U B MEPBYIO O4Yepelb
HEBPOJIOTOB, IMYJIbMOHOJIOTOB 1 TaCTPO3HTEpOoIoroB. O0-
HapyXeHHe y MallieHTa Xaxo0 Ha ¢JIaboCTb MBIIIIIL B CO-
YeTaHWU C JIbIXaTeJTbHBIMU HapYIICHUSIMU 1/ M1 HeOJIa-
TOIMOJIyYre CO CTOPOHBI KEIYIOUYHO-KUIIEIHOTO TPaKTa
JIOJDKHO HACTOPOXHUTH OTHOCUTETFHO BO3MOKHOTO HaJI-
YKsl HACJAEACTBEHHOM 0O0JIE3HU HAKOTUIEHUSI — TJIMKOIe-
Ho3a |1 tuma. JlocTyImHas MeTonruKa CKpMHIHTa aKTHBHOCTH
AJTITIOKO3WIA3H! aTb(a TI0 CYXOMY IISITHY KPOBH ITO3BOJISIET
CBOEBPEMEHHO IIPEATIONIOKUTD U B JAIBHEHIIIEM TTOITBEP-
IWTHh AWArHO3 TP TeHeThdeckKoM uccienoBanuu. O3T
y nauueHToB ¢ BITITH npuBoouT K yinydilieHMIO KauyecTBa
KW3HU 1 3aMeJIsIeT IIPOrpecCupoOBaHme 3a00J1eBaHMS.
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