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MyTb naymeHTa K ANarHo3sy: KNNMHNYeCKNiA cnyyain 6onesHm
Nomne c no3gHMUM HavyasIoM y B3pOC/IOro

A.B. imwukoBa, T.A. BblukoBcKasi
Hay4Ho-uccnepoBaTensCKuii MUHCTUTYT KOMIMIEKCHbBIX MPO6AEM rUrmeHsl 1 NpogeCccMoHasbHbIX 3aboneBaHuni,
HoBoky3HeLk, Poccusi

AHHOTALIUA

O6ocHoBaHue. bonesHb Nomne ¢ No3gHUM Ha4YaoM — PefKoe reHeTu4yeckoe 3abosieBaHne, OTHOCS-
Ljeecsi K 60/1e3HSIM HaKOIMJ/IeHWsl, OCHOBHbLIM MPOSIB/IEHUEM KOTOPOIO SIBASIETCS MPOrPEeCCUPYIOLLNI MUO-
naTu4eckui cuHApPoM. TpyaHOCTU ANarHOCTUKM CBSi3aHbl B OCHOBHOM C HU3KOW OCBEAOMJIEHHOCTbLIO
Bpayen-crienaancToB (HEBPOJIOroB, OPTOMNEAOB, PEBMATO/IoroB, MyJbMOHOJIOrOB, NneanaTpoB v Ap.)
06 0COBEHHOCTSIX 3TOro 3abosieBaHns, a TakkXe C HU3KUM YPOBHEM HO30JI0MMHYECKON CrneyngduyHoCTu
muonaTndeckoro cuHapoma B yesnom. Ocobasi BaXXHOCTb paHHEeN aMNarHOCTUKM 06yC/oB/ieHa CyLecT-
BOBaHWEM MaTOreHeTUYeCKor Tepanuu. o34Hsas gnarHoCcTvka M OTCPOYEHHOE Ha4vasio Tepanun BeayT
K MEHbLLEN BbIXXNBAEMOCTU 1 BOJIbLLIEN YaCTOTe NHBanuan3aLmuy naymeHTos. OnucaHne KIIMHU4YeCKoro
cnydas. Y naymeHTku 62 net, MHOro et Hab/irogaBLUeriCsl y HEBPOJIOroB C ANarHO30M OCTEOXOHAPO3a,
OOBEKTVBHO OblJ1 BbISIB/IEH MUOMNATUHECKUN CUHAPOM, MOATBEPXXAEHHbIN C MOMOLLLIO 3/1EKTPOHENPOMMO-
rpagum. OBHapy>xeHO CHUXKEHWE aKTUBHOCTY (hepMeHTa asibgha-rmoKo3ygasbl, a nocaeqyroLjee reHeTu-
4YecKoe nccieqoBaHme no3BOJINIIO ONpPeaenTs Hammymne MyTauum B reHe GAA. lpocnexxeHa anHamuka
3abosieBaHVs Ha hOHE rNpUEma naToreHeTNYeCKou Teparnmumy B TeHeHne 4 net. 3aknrdenune. [JaHHbIi K-
HUYECKWUI CJlyYan niIioCTPUPRYET MHOMOIETHMIA MyTh MaLUNEHTKU C PEAKNM reHETUYECKM 3ab0/1eBaHNEM
K AnarHo3y v, COOTBETCTBEHHO, 60s1ee No34HeMy Ha4vasy Teparuu.

KnroueBbie cnoBa: 60s1e3Hb [Tomrie ¢ no3gHUM HavyasaoMm; MyuonaTusi; hepMeHTO3aMeCcTUTe IbHast Tepa-
si; rmkoreHo3 Il Tvna; 601e3HN HaKOMIEHWS.
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OBOCHOBAHMUE

BbonesHb Momne ¢ nosgHMM HavanoMm — penkoe
3aboneBaHne, KOTOPOe OTHOCUTCH K FMKOreHo3am
I TNna n sBnseTca HacneaCcTBEHHOW OO0JSIe3HbIO Ha-
KOMMEHNS C ayTOCOMHO-PELIECCMBHBIM XapakTepoM
HacnenoBaHus. KMHWYECKNe NposiBNeHnst 60ne3Hu
00yCnoBMEHbl HAKOMJEHMEM T[fINKOreHa B JIN30CO-
MaX CKENETHbIX MbILUL, MNAPEHXUMATO3HbIX OPraHoB,
HEpPBHON CUCTEMbl W ApPYrux TkKaHen. HakonneHve
rMNKOreHa CBSI3aHO C HEeOOCTaTO4YHOCTbIO (hepMeH-
Ta Kucnom anbga-rawokosngassl. HepgoctaToyHOCTb
depmeHTa pasBuBaeTCa B pesynsrate MyTauum reHa
GAA (glucosidase alpha acid), nokanusoBaHHOro Ha
ONVHHOM neye 17- XPOMOCOMBI.

PacnpocTpaHéHHOCTb 3aboneBaHusi B pa3HbIX
cTpaHax konebnetcs ot 1:40 000 go 1:300 000 [1-3].
B Poccumn 6onesHb Nomne BXOAUT B NepeyeHb opdaH-
HbiIX 3ab0neBaHuii, PacrnpPOCTPAHEHHOCTb €€ Hens-
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BecTHa. Ha 2024 rop, B Poccuu gaHHbIn guarHos ycTa-
HoBJeH npubnusnTensHo 100 nauuyeHTam'.
BoNbLUMHCTBO NaLMEHTOB NPOXOAST O4EHb OO
nyTb 0O MOCTAHOBKW AMarHo3a U MonyyYeHust natore-
HeTU4YecKoi Tepanun. HU3KN ypoBEHb AMArHOCTUKU
CBA3aH B TOM 4UC/NE U C HELOCTATOYHOW OCBEOOM-
NEHHOCTLIO Bpayen-negnaTpoB 1 Bpavei-HEBPOJIOroB
06 ocobeHHOCTsIX 6bone3Hn. MNMpepcTaBneHne 06 aToM
3a6051eBaHNN JOMKHBI UMETb 1 Bpayy Opyrux creum-
anbHOCTEN: MyNbMOHONON, OPTONEAbl, PEBMATOJONN,
TepaneBTbl [4]. CnoXXHOCTWM [OMArHOCTUKM CBSA3aHbl
B MepBYIO o4epefpb C 60MbLUIoM BaprabenbHOCThIO BO3-
pacta gebiota. bonesHb NMomne ¢ NO3gHMM Havanom
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CASE REPORT

The Patient’s Way to Diagnosis: A Clinical Case of Late Onset
Pompe Disease in an Adult

A.V. Yamshchikova, T.A. Bychkovskaya
Research Institute for Complex Problems of Hygiene and Occupational Diseases, Novokuznetsk, Russia

ABSTRACT

BACKGROUND: Late onset Pompe disease is a rare genetic disease from the group of the accumulation
diseases, the main manifestation of which is the progressive myopathic syndrome. The difficulties
of diagnostics are mainly related to the low awareness of the specialized physicians (neurologists,
orthopaedists, rheumatologists, pulmonologists, pediatricians etc.) on the specific features of this disease,
as well as to the low level of nosological specificity of the myopathic syndrome in general. Special importance
of early diagnostics is due to the existence of pathogenetic therapy. Late diagnostics and delayed initiation
of therapy lead to lower survival rate and higher rate of incapacitation among the patients. CLINICAL
CASE DESCRIPTION: The patient aged 62 years, which for many years was under the supervision by
neurologists with the diagnosis of osteochondrosis, based on the objective data, actually had a myopathic
syndrome that was diagnosed and confirmed using the electroneuromyography. The detected findings
included a decrease in the activity of the alpha-glucosidase enzyme, while the genetic examination that
followed, allowed for detecting the presence of a mutation in the GAA gene. The dynamic changes of
the disease were tracked with a background of taking pathogenetic therapy for 4 years. CONCLUSION:
This clinical case demonstrates the many years of the patient’s way to being diagnosed with a rare genetic
disease and, respectively, to the later initiation of therapy. The efficiency of treating the accumulation
diseases directly depends on the extent of the pathological changes in the target organs, accumulated to
the moment of diagnostics, which means — the earlier, the more effective.

Keywords: late onset Pompe disease; myopathy; enzyme replacement therapy; glycogenosis type II;
accumulation diseases.
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MOXEeT CTapToBaTb Kak B AETCKOM Bo3pacTe (nocne
1 roga), Tak 1 B noxkunom. OcHoBHasi npobnema guarHo-
CTVKN — HecneunduiHOCTb KNMHNYECKNX MPOSBIEHWIA,
heHOTMN NauneHToB ¢ 60ne3Hblo Nomne ¢ No3gHUM
Ha4yanoMm CXoXX C 6ONblUMM KOMMYECTBOM HEpPBHO-
MblILLEYHbIX 3aboneBaHuii. Tak Kak 60ne3Hb [Momne
C MO3QHVMM HayanoMm OTHOCUTCH K rpyrnne MuonaTtui,
TO B KJIMHUYECKON KapTuHe npeobnagatoT MblllevHast
cnabocCTb 1 AblxaTeNbHble HapyLUEHNs, KOTOpble Mef-
JIEHHO MPOrpeccupyroT N HE UMEIOT YETKOW HO30J10r-
yeckon crneuyndudHocTn. AnarHoctuka 6onesHu Nowm-
ne OCHOBbLIBAETCH Ha CKPVHWHIOBOM WCCIELOBaHNM
aKTUBHOCTM hbepMeHTa KUCOoii anbta-rnoKosngass?,

2 MuHncTepcTBO 3ppaBooxpaHeHusi Poccuiickoii defdepauuu.
Pybpukatop  knuHMYeckux pekomeHpauun  [MIHTepHeT].
Bone3Hb [llomne. Cow3 neguatpoB Poccun, Accoumaums
MEOUUUHCKUX reHeTmkoB, OO6wWecTBO cneumanncTtoB Mo
HEPBHO-MbIWeYHbIM 3abonesaHuam, 2019. Pexum poctyna:
https://cr.minzdrav.gov.ru/view-cr/317_1

KOTOpPOE [OMOJNHSAETCS MOJNIEKYNSPHO-reHETUYECKIM
aHann3oM reHa GAA npu BbISBNEHNN CHUKEHNSA ak-
TMBHOCTM (hepMeHTa [5-7].

Bce naumeHTbl ¢ 60ne3Hblo loMne AOSKHbI Mo-
Jly4aTb MOXXWM3HEHHYIO MATOreHETUYECKYD (epMeEH-
TO3amMecTUTENbHYO Tepanuto. B HacTosiwee Bpewmsi
B Poccuiickon ®Pepfepauun 3apermcTpupoBaHbl fBa
npenapara: anrnioko3upgasa anbda (¢ 2013 ropga)
n aBanrnoko3mpasa anbga (¢ 2023 roga). Asanrnto-
ko3ugasa anbda, No faHHbIM KIMHUYECKNX UCCNEeno-
BaHWN, saBnAsieTcs 6onee ahdeKTUBHLIM NpenapaTom
C ny4wmm npodunem 6ezonacHocTu [8].

OMUCAHUE CNYYAA

O nauuneHTte

MaumneHTka X., 1959 rog poxxpeHus, paboTaeT B odu-
ce. ObpaTtunack B KabMHET HEPBHO-MbILLEYHbIX 3260~
JIEBAHNIN KOHCYNILTAaTUBHO-ANArHOCTUYECKOrO LeHTpa
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OrBHY «HayyHo-nccnenoBaTenbCKuin UHCTUTYT KOM-
MAEKCHbIX NPO6AEM TUrMeHbl U NPOMECCUOHANBHbBIX
3abonesanuii» (HUW KIMIT3) B mapTte 2021 roga ¢ xa-
nobammn Ha cnaboCTb B KOHEYHOCTAX; 3aTpyaHeHUs
npu nobom nogbéme (MO NEcTHUUE, B TPaHCMNopT);
npu BCTaBaHUN U3 NONOXEHUSA CUAS, NEXA; USMEHEHNEe
MOXOOKW; MEPUOAMNYECKNE CYOOPOrn B UKPOHOXHbIX
MbILLILLAX; OOBILLKY Npy xoabbe 1 HebonbLion dhusnye-
CKOIl HarpyskKe.

AHamHe3 3abosnieBaHusi. PaHHee pas3Butne 6e3
ocobeHHocTell. Co LWKONBHOMO BO3pacTa oTMmevana
npob6nembl C (PU3KYNbTYPOU B LUKOME: UCMbITbIBANA
CJIOXKHOCTM MpW BbINOJIHEHUW NPbIXKKOB, 6ere (e4UHCT-
BEHHasi «TPOVKa» B LLUKOJIbHbIE rofpl 6bl1a no uakysb-
Type). B Bo3pacTte npumepHo 45 net (2004-2005 rog)
cTana 3ame4aTb TPYOHOCTY Npu NogbEME U3 NOSIoXKe-
HUSE CUOA Ha KOPTOYKax, MO CTYMNEHSM B TPAHCMOPT;
cTana npuxpambiBaTb. EWwé yepes 3 roga nossunocs
SIBHOE N3MeHeHne noxodkn. B nocnegHun rog otme-
YaeT ofbIWKy. TeyeHne 3aboneBaHNsi NPOrpeccupy-
owtee. Y ponocTBEHHNKOB MOAO0OGHbIX CUMMTOMOB He
6bi10. C 30 neT nepuoguy4eckn NPOXoauT neveHune
y HeBposiora no MOBOAY OCTEOXOHAPO3a C KpaTKo-
BPEMEHHbIM 3D PEKTOM.

PesynbraTthbl (hu3mkanbHoOro, nabopaTtopHoro

N MHCTPYMEHTaJIbHOI 0 UCclief0BaHumn

Ob6bEeKTUBHO: CO3HaHMEe SICHOe, MoBeAeHne afek-
BaTHOE; OPUEHTMPOBaHa B MECTe, BPEMEHU, COOCT-
BEHHOW NMYHOCTUW. TenocnoXxeHue npasuibHOE, HOP-
MOCTeHUK. PocT 172 cm, Bec 82 kr. KoxkHble MOKPOBb!
4YNCTbIE, 0ObIYHONM OKpacky. YacToTa fgbixaHus 18 B Mu-
HYTY, XpUMOB B NErkux HeT. [pn aycKynbrauuy TOHbI
ceppua pUTMUYHbIE, YacToTa CepaeyHbIX COKPaLLEHNI
75 yo./MuH, aptepuaneHoe gasneHune 120/78 mm pT.CT.
XKuBot wmsaArkun, 6e360-
NnesHeHHbIn. OyHKuMKN Ta-
30BbIX OpPraHoB He Hapy-
LUEHbI.

Moxooka TpeHoeneH-
Oypra; BCTaéT 13 Nonoxe-
HUA cnpgs, Néxa, ¢ KopTo-
4YyeK C 60MbLWMM TPYAOM,
ncnosibdys  npuémbl  lo-
Bepca (cnabocTb akcu-
ansHom MyCKynaTypbl)
(pwnc. 1, MpunoxeHue 1).

Myckynatypa.  Cuna
‘ MUMWYECKOW MYyCKynaTy-
pbl 5 6annos no wkane
MRC (Medical Research

Puc. 1.
npw BCTaBaHUu.

Mpuém Tlosepca
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Council). Cuna B npoKcMManbHbIX OTOENax pyk
4-5 6annos, B pasrmubarensax npeanneyuin — 4 6anna,
B MPOKCUMAJIbHbIX OTAENAaX HUXKHUX KOHEYHOCTENn —
3-4 6anna; 6onblue CHMXeHa cufia pasrubartenen
N NPpUBOASALWNX MbiL 6éaep, pa3rnbaTtenei rofeHen.
BusyanbHO MbIlWeYHbIX aTPOgUi, KPbIIOBMAHbIX J10-
naTok HeT.

Pegpriekcbl. TOHYC B pyKax U HOrax CHUXXEH, CyXO-
XKUJbHbIE PECEKCHI C PYK U HOI CHUXKEHbI, MaToIoM-
YEeCKMX 3HAKOB HET. BpiollHble pednekcbl CHUXEHDI
(opsibnas nepegHas GprOLIHAA CTEHKA), YyBCTBUTENb-
HbIX HapyLleHun HeT. B no3e Pombepra ycTonynea, Ko-
OpOVHaTOPHbIE NPOObI BbIMOMHAET YAOBETBOPUTESNBHO.

XapakTepHble anobbl 1 AaHHbIE HEBPOJIOrMYECKO-
ro oCMOTpa MO3BOMAMAN 3anNoJ03pPUTb NEPBUYHO-MbI-
Lue4yHoe 3aboneBaHue.

BeicTaBneH npegsapuTenbHblil anarHos: «Muona-
TUYECKNI CUHOPOM HESICHOIO reHe3ax.

KnvHn4eckne aHaim3bl KpoBuM U MO4u 6e3 0co-
GeHHOCTElN, OTMeYaeTcs nepuoanyeckoe MnoBbILLe-
Hue KpeaTuHdochokmHasbl (KPK) ot 300 go 500-
600 Eg/n.

LaHHble CTUMYNSLMOHHON 3/1EKTPOHENPOMUOrPa-
vy, BbINONHEHHON B AeHb OOpalleHus B KIIMHUKY
HU KMNIM3 B mapTe 2021 roga: npoBegeHne nmnysb-
ca no HepBaM BEPXHUX U HUXKHUX KOHEYHOCTEN HE Ha-
pyLeHo. Mpu nrofb4aTon anekTpoMmorpagum B MblLL-
Liax BEPXHUX 1N HMXKHNX KOHEYHOCTEN PErncTpupyeTcs
€0UHNYHas CMOHTaHHas akTUBHOCTb B MPOKCMMAalb-
HbIX MbIWLAX, MNOTEHUManbl ABUraTeNbHbIX eauHUL,
B ONCTaNbHbIX MbIWLAX HE U3MEHEHbI, B MPOKCUMasb-
HbIX MbIlWLAX PYK (B OENGTOBUMAHON) N HOr (YeTbIpEX-
rnaeas, npuBoAasWwas Mbiwya 6egpa) noTeHumanb
OBUraTeflbHbIX eAuHUL, C YMEPEHHOW MNepecTpOonKoii
MO MbILLEYHOMY TUMY B BUOE YMEHbLUEHUS CpenHen
ONUTENBHOCTY (puC. 2).

MonekynspHo-reHeTn4yeckoe nccnegosarHme. B map-
Te 2021 roga B3siTa KPOBb A1 UCCNEAOBAHNSA CyXOro
nATHa: aKTUBHOCTb anba-1,4-rnioko3ngasbl
0,36 MKMmonb/n B Yac (Hopma >2,32).

MeToOoOM CEKBEHMPOBAHMSA HOBOrO MOKOJIEHNS
(next generation sequencing, NGS; NGS-naHenb)
B reHe GAA BbISIBfIeHbl MATOrEeHHblE HYKNEOTUAHbIE
BapuaHTbl chr17:78078341T>G u chr17:78078692T>G
B reTepo3nrotHoM coctosiHun. WccneposaHne Bbl-
NnoJIHeHO B JflabopaTtopun MONEKYNSPHON TeHEeTUKU
N MeOULMHCKON reHoMuku LleHTpa dyHpameHTanb-
HbIX nccnegosaHuin B negnatpum OrAY «HauymoHanb-
HbIi MEOUUMHCKUI UCCnenoBaTelbCKUn LEHTP 300-
poBbs peTell» MuH3sgpaBa Poccun, pesynbsTathbl
nony4yeHsl B Mae 2021 roga.
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ViHTepnpeTaums TypHO-amMnnuTyAHbIN aHanus (250 mc)
ql'l)azameTp \E)HaHeHIAe 2500
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dacumkyn. Het = o 1500
Avinn. NOE B Hopme 221000
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Bua uHTepd. HacbILLeHHbIi 0 200 400 600 800 10001200
narrepHa CHVDKEHHbII YacToTa TYPHOB, 1/c
MaTTepH MbiLLLbI MwuoreHHsbln
O
MapameTpsb! MOE
N | YautbiBate | Oaut, | Avna., | Mnow,., | Tonw,., | ®a- | Typ- | ®poHT, |YacTtoTa, | Muk. gn., | Size
B aHanm3e MC MKB HBXC MC 3bl | Hbl MC 1c MC Index
1 v 9,46 496 788 1,59 3 3 0,775 8,1 2,68 0,979
2 v 9,23 458 706 1,54 3 7 11 4,9 4,43 0,864
3 v 9,02 689 1236 1,79 3 5 0,6 0,9 2,88 1,47
4 v 7,32 957 445 0,465 |3 5 0,3 2,0 3,93 0,427
5 v 9,12 457 842 1,84 3 5 1,23 1,4 3,78 1,16
6 v 7,52 1001 532 0,531 5 12 0,3 1,58 0,532
7 v 765 |1674 |1e54  |o0988 |3 |7 |05 5,0 144 | O
11 v 8,25 669 1059 1,58 4 8 0,65 3,13 1,23
12 v 5,8 1022 456 0,447 |4 8 0,275 1,6 0,466
13 v 7,45 1463 2037 1,39 3 6 0,575 2,6 1,72
14 v 7,13 842 672 0,797 |3 9 0,2 2,35 0,648
16 v 8,98 639 875 1,37 5. 7 0,375 3,4 0,98
18 v 6,65 603 566 0,94 4 10 0,35 1,65 0,5
19 v 9,48 2057 2801 1,36 4 7 0,775 2,78 1,99
20 v 8,07 1075 1567 1,46 5 5 1,0 373 1,52

Puc. 2. MuoreHHas nepecTporika noTeHUManoB ABuraTefibHbIX €4MHUL, MTPY UFr0IbYaTON anekTpomMmorpadgum (yMeHbLLe-

HWEe ONTENBHOCTN, HACBILEHHbIA NaTTepH).
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XapakTepHble »Xanobbl, AaHHble aHaMHe3a, HEBPO-
IOrM4EeCKOro OCMOTpPA, a TakXe CHUXXEHMNE aKTUBHO-
cTn anba-1,4-rnoKo3npassl B KPOBU U MOATBEPXK-
OeHne Hanuyins MyTaumi B reHe GAA nossonusio
YCTaAHOBUTb 3aKJIKOUUTENBbHbIA KIMHUYECKUIA ANarHos:
«bonesHb Nomne ¢ N03gHMM Havanom».

DononHutenbHoe o6cnepoBaHne

HononHntenbHoe obcnegoBaHne naumyeHTka npoLu-
na B HeBponormndeckom otaeneHnn OrbHY «Hay4yHbin
LEeHTP HeBponorum» B MtoHe 2021 roga, roe 6bin no-
Jly4eHbl crefyoLine pesynstaThl.

JlabopaTtopHblie unccnegoBaHus.  AnaHUHaAMUHO-
TpaHcepasa (AJIT) 26 Ep/n, acnapTataMuHOTpaHC-
depasza (ACT) 59 Epn/n, kpeatuHdbocdokmHasa (KOK)
516 Ep/n, naktatperugporenasa (J4r) 190 Egp/n,
KpeatuHpocdoknHaza-MB (KOK-MB) 8 Ep/n (pede-
PEHCHble 3Ha4eHust nabopaTtopun B BbIMUCHOM 3Mu-
Kpu3e He npeacTaBeHbl).

VIHCTpyMeHTasIbHble NCCREA0BaHNS:
® axokapaumorpadus: NMHENHble pas3Mepbl ceppua

N reMoguHammyeckme napameTpbl Ha KjanaHax

Ceppua B npegenax BO3pacTHOW HOPMbI. Jlokanb-

Has u rnobanbHas cucTtonnyeckas yHKUNUS Je-

BOro >XeNyfodka He HapylleHa. [duacTtonudeckas

OVCHhYHKLNA NeBoro xenygo4yka | tuna (HapyLueHve

penakcauun). MutpanbHas peryprutaumsa | cre-

neHu. TpukycnmpanbHaa peryprutaums | cteneHu.

[Mpn3HakoB NEroYHOWN rMNEPTEH3UN HE BbISIBAEHO;
® oueHKa PyHKUUM BHELUHEro AbIXaHWs: XXU3HEHHas

émkocTb nérkux (PKEJT) B nonoxxeHun cuagsa 2,2 n

(64,9% ponxHom XKEN);
® MarHuTHo-pe3oHaHcHas Tomorpadus (MPT) MblLwL;

OaHHble COOTBETCTBYIOT aTpoduu Mblwy, 6éaep

C Hann4neMm 30H OTéKa (cTaams 2b no knaccudmrka-

uun E. Mercuri, 2002).

JleyeHne

MauneHTke HasHaveHa epMEHTO3aMeCTUTENb-
Has Tepanus: B TedeHne aByx net (8 2021-2022 rogax)
OHa nosy4ana anrnokosnpasy anba, nocnegHue gsa
roga (B 2023-2024 rogax) nepeseneHa Ha aBaroKo-
3ngasy anbga.

Ha doHe natoreHeTnyeckon Tepanun cyobeKkTuB-
HO MauMeHTKa OTMeYaeT MOJSIOKMTENbHYIO OUHAMUKY
B BUAE YBEJIMYEHUS TONEPaHTHOCTU K (DU3NYECKON
Harpyske, yMeHbLLEHWSI OObILLIKM.

HononHuTtenbHble 06CnefoBaHUs, MPOBELEHHbIE
B AVHaMNKe B HeBposiorm4eckom otaeneHun OroHY
«Hayu4HbIn LeHTp HeBponorun» B asrycte 2023 roga,
NPOOEMOHCTPUPOBaNY cnegyoLwme pesynsraTbl:
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1) nabopaTopHble uccnegosaHus: AJIT 36 Ep/n,
ACT 55 Epn/n, KOK 293 Ep/n, KOK-MB 30 Ep/n,
J14r 162 Ep/n, weno4Has docdarasa 189 En/n;
2) VHCTPYMEHTasbHble UCCNEAOBAHNS:
® uronbyaTas anekTpomwuorpadus: amnauTyga
U OAUTENBHOCTb MOTEHUMANoB ABUraTesbHbIX
eouHuy, musculus deltoideus cnpasa, musculus
biceps brachii cnesa, musculus paravertebralis
Th12 cnesa, musculus tibialis anterior cnesa
B Npefgenax HopMbl; B musculus biceps brachii
cneBa eanHNYHbIE MUOrEHHbIE MOTEHUManb! OBun-
raTefibHbIX €AVMHWUL; amnauMTyda MnoTeHuunanos
OBuratenbHblX eauHuY, musculus interosseus
dorsalis cnesa w musculus vastus lateralis
crnpasa NOoBbILEHA, OANTENBHOCTL B Npeaenax
HOPMbI; PErNCTPUPYETCA CMOHTAHHAs aKTWB-
HOCTb B BUOE MONOXUTENbHbIX OCTPbIX BOJH
B musculus interosseus dorsalis n musculus
tibialis anterior cnesa;

® oueHKa QyHKUMM BHelwHero AbixaHus: >XEJ
2,530 n (75,3% pomkHon XKEJT) B nonoxxeHun
cnas;

® Sxokappuorpadus: NPU3HaKM COeqUHUTENbHO-
TKaHHOW gumcnnasum (rmnepmobunibHOCTb MeX-
npencepaHon Neperoponku, AONOSHUTESNbHbIE
XopApl B NONIOCTY NIEBOrO XeNyao4Ka); oKanb-
Has u rnobanbHas cucTonnyeckas QyHKUUSNA
NIEBOr0 >XeNyaoyka He HapylleHa; Anactonuv-
Yyeckas AMCHYHKLMS NeBOro xxenygoyka | tmna;
MUTpanbHas HeJoOCTaTOYHOCTL | cTenenu; Tpu-
KycnuganbHasa HepgocTaTovHoCTh Il cTeneHu;

® yNbTPa3BYKOBOE  WCCNIe0OBaHME  OpraHoB
OpPIOLWHONM MONOCTW: YNbLTPa3BYyKOBbIX MpU3Ha-
KOB MaToNOrM4eCcKmnX U3MEHEHU NeyYeHun, noa-
XKEeNyOO4YHOWM >XKenesbl, >XeN4yeBbIBOOSLLEN Cu-
CTEMbI HE BbISIBNIEHO.

MporHos

lMokasaHo, 4TO Y B3POCbIX NAUNEHTOB C 6ONE3HbIO
[MomMne ¢ NO3aHUM Ha4vanoM, He NosyyarLmx hepmMmeH-
TO3aMeCTUTENBHYIO Tepanuio, CMEPTHOCTb BbILLE, YEM
B obwen nonynauum [9]. K cdakTopam, ynydiaroLwmm
MPOrHO3 1 3aMefnsALWyM NporpeccmpoBaHne 3abo-
NeBaHNsA, OTHOCATCS Hanbomnee paHHAsS AMarHoCTMKa
3aboneBaHnsa 1 Ha3HaveHne PepMeHTOo3aMecTuTeNb-
HOI Tepanuu.

OBCYXXOEHUE

MyTb NaUMeHTKN 40 NOJyYeHUs NaToreHeTUYeCKomn
Tepanun coctaBun okosno 20 net. AnuTensbHbli CPOK
ONarHOCTUKN CBA3aH C HELOCTaTO4YHOM HACTOPOXKEH-
HOCTbIO U OCBEOOMJIEHHOCTBI Bpa4ven-HeBpooros,

https://doi.org/10.17816/clinpract678919
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KOTOpble MHOrO NIeT Habnwganu nauneHTKy ¢ guar-
HO30M OCTeoxoHApo3a. lNo3gHuin pebioT 3abonesa-
HUSA accounMMpoBaH ¢ 6onee «MArkKUMU» MyTaumsamMu
reHa GAA n 6onee megneHHbIM NPOrpeccMpoBaHu-
em [10], 4To Tak>Xe NPUBOANT K 3aTArMBaHNIO MPOLIEC-
ca QnarHoCTUKM.

BbisiBNeHHbIN y HawWen nauneHTkn npu gusnkanib-
HOM 06CnegoBaHuM CUHAPOM MbIWEYHbIA cnabocTu
HeobxoamMo 6bi10 anddepeHUMpoBaTb C PAOOM 3a-
6oneBaHuin, 1 B NEPBYIO O4EPEnb HY>KHO OblIo onpe-
OeNNTb YPOBEHb MOPa>KeHUS — MUOMEHHbIN, HEBPO-
FEHHbIA, CUHANTUYECKUNA, LEHTPaNbHbIN. Y4nTbiBas,
YTO NMPaMUOHbIA CUHAPOM (NOBbILLIEHNE PedIEKCOB,
naTtonorndyeckme pedgnekcobl) y nalnueHTKn OTCyTCT-
BOBaJ, LEHTPasbHbIi YPOBEHb MOPAaXXEHUS HEPBHON-
MbILLEYHOW CUCTEMbI Oblnl cpasy OTBEprHyT. He Ha-
6n0[anoch y Halen NauneHTKN 1 XxapakTepHOro As
CUHaNTUYECKOro MOopa>keHusi CUMMTOMa naTonorn-
YeCKON MbleyHon yTomngemoctn. OTCyTCTBUE Ha-
PYLUEHNI YYBCTBUTENBHOCTW CTABWJIO MOL COMHEHME
HEBPOreHHbI YPOBEHb, OAHAKO MNOpaXXeHne MOTOHEN-
POHa, a Tak>Xe MOTOPHbIE HEBPOMAaTWK NPOTeKaloT 6e3
HapyLUEeHWI YyBCTBUTENBHOCTW. PasrpaHnyintb HEBPO-
FEHHbIN Y MUOTEHHbI YPOBHU NMOMOraeT 3JIEKTPOHEN-
pomMuorpadus (C OroBOPKOi, YTO UCCNeoBaHbl Knu-
HMYeCKUN cnabble MbilLpbl). SnekTpoHelipoMuorpadums
NPU MUOFEHHOM MOPaXkKeHN UMEET PSAL, OrPaHNYEHNIA,
CBSAI3@HHbIX C MO3auyHbIM MOPaXKEHWEM MbILLL, MNpY
PasnuyHbIX Muonatusx, atpoduelnt OTAeNbHbIX Mbl-
LeYHbIX BOJIOKOH Jaxke B npepenax OOHOW MbILLbl
[11, 12], nosTOMy MOTeHUManbl ABUrATENbHbIX €AVHUL,
U3 MbllWLbl, B KOTOPOW OOBEKTUBHO HET CHMKEHUS
CWJibl, MOTYT VMMETb HOPMasbHbI NaTTEPH, MHOrga
Ja)ke HEBPOreHHbIN, YTO MOXEeT COuTb AuarHocTa
C NpaBwWJIbHOro NyTW. PacnpegeneHune MblleyHoN cna-
60CTMN B Hallem ciyyae 1 B 6OJILLUMHCTBE OMUCaHHbIX
B NuTepatype cny4aes 601e3Hu MNomne ¢ No3gHNM Ha-
YyasioM VMeET onpefeNnéHHbIn NaTTepH, 0COBEHHOCTBLIO
KOTOPOro ABASIETCA NPEUMYLLECTBEHHOE MOpPakeHne
aKCuanbHONM MYCKynaTypbl, MPOKCUMMANbHbIX MbILLL
njeyeBoro 1M Ta3oBOro nosica, NpPUYém Ta3oBbIN MO-
paxkaeTcsa B GOnbLUE CTEMEHU NPU COXPAaHHON cune
B ctonax [11, 13, 14]. B maHHOM KNMHWYECKOM Cryyae
MbllLeYHass cnabocTb nNpeobnagana UMEHHO B MbILL-
uax 6émep: 6binMm ob6cnegoBaHbl crabble  MbIWLbI
(MpuBopsWas ©n 4YeTblpéxrnaBas Mbiwlbl 6epgpa),
B KOTOPbIX MOJly4YeHa efuMHU4YHasi CroHTaHHast ak-
TMBHOCTb U MWOreHHasi MepecTpoiika MOTeHUManos
apuratenbHbiX  eauHuy.  CnoHTaHHast akTUBHOCTb
B MOPa>KEHHbIX MbILLLAX CBUAETENLCTBYET O TEKYLLEM
npouecce geHepsauumn B pesynsraTte rmbeny mbiey-
HbIX BOJIOKOH, B NMOJIb3Y KOTOPOW GbIN0 BbISBIEHO U NO-
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BbilLeHne KOK B KpoBW, OOHAKO HEBbLICOKNE YPOBEHb
K®K 1 akTMBHOCTb AeHepBaumn B MbILLIAX FOBOPWN
O MeOJsIeHHOM TeYeHUM MaToNorM4ecKoro npouec-
ca, 4TO BbINO NOKa3aHo 1 B APYrux ciy4vasax 6one3Hun
lMomne ¢ no3gHMM Hadanowm [13, 15, 16].

MPT mbIwy, nogTBEPANIO MOPMONOrMYECKYO Mne-
PECTPONKY MbiwL, 6Eaep. MuonaTnyeckuini CUHAPOM,
BbISIBIEHHbIN KJIMHUYECKN U NOATBEPXAEHHbLIN UHCTPY-
MEHTaNbHO, 3a4acTyl0 He MoJy4aeT HO30M0rMYECKON
ngeHTudrKaumm n ocTaércst CUHAPOMAasbHbIM AnarHo-
30M. [MpOoCnexXeHHbI aHaMHe3 MbllLeYHol crnabocTu
CO LUKOJIbHbIX NIET C MefJ/IEHHbIM NPOrpeccupoBaHneM
YKa3blBaeT HA BO3MOXXHbI FEHETUYECKIUI reHe3 Muona-
TUW; HEBBICOKNI YpoBeHb KOK 1 HU3Kas akTMBHOCTb Ae-
HepBaLuMn CBMOETENbCTBYIOT MPOTMB BOCMNANUTENBHO-
ro NOpa>keHusi MbILL, (MOAMMUO3NT, SEPMATOMUO3NT),
051 KOTOPOr0 XapakTepHbl O4YEHb BbICOKME YPOBHU
K®K 1 akTMBHOCTV OeHepBauuu; OTCYTCTBUE BOJbHbIX
POLCTBEHHVKOB B NMpeablayLLEM MOKONEH — 3a ayTo-
COMHO-PELECCUBHBIV TUM HACIEA0BaHWS.

BonesHn HakonneHus OenaTcs Ha OBe OCHOBHbIE
rPynMbl: C NPENMYLLECTBEHHBLIM MOPa>keHNEM HEPBHON
CUCTEMbI (erikogncTpodnmn) 1 MNPenMyLLECTBEHHbIM
NOPa>XEHNEM MbILLIEYHON CUCTEMbI  (FMUKOrEeHO3bI).
B Hawem cnydae Ha nepsbli NnaH BbIXOQUIO nopa-
XeHre Mbiwy. MuonaTtuyeckuin CMHOPOM Npu  rn-
KOreHo3ax, KOTOpbIX HacuuTbiBaeTcs 6onee OeCHATu
TUMNOB, HO30JIOrMYeckn HecneyudurdeH. Tun Hacnego-
BaHUs Npu GOJILLUMHCTBE TIMKOrE€HO30B ayTOCOMHO-
peueccusHbii. [Mpu | Tne (6one3Hb hoH MpKe) Muo-
naTMYecKnii CUHEPOM, B OTiM4ne OT 6onesHn MNomne
C MO3OHVM Ha4vasioM, COMPOBOXAAETCH CMMMATOMAaMM
rMNEPYPUKEMUN 1 TUMOTIMKEMIMN, XPOHUYECKON MO-
YeYyHOW HefoCTaTOYHOCThIO, MMEET OebioT 3abonesa-
HUS B MI2AEHYECKOM BO3pacTe W XapakKTepuayeTcs
3a[lepXXKOoi pocTa 1 NonoBoro cospesaHus [17]; npw
[l Tvne (6onesHb Kopu) NOMUMO rnepypuKeMnn n r-
NOrnMKeMU HabN[ATCS TMNEPUNUEEMUS U TUNep-
xonectepuHemus [17]; npwu IV Tune (6one3Hb AHgepce-
Ha) y nauMeHTOB HabMOOaeTCa 3afepXXkKa pasBuTus,
CMepTb HACTyMNaeT OT MEeYEHOYHON HELOCTaTOYHOCTM
K 5-my rogy »*u3Hu [18]; npu V Tune (6onesHb Mak-
Apons) mMuonatus  COMPOBOXAAETCH  MbILLEYHbIMU
oonsMu, pasBUBAETCS MOYeYHas HeOoCTaTOYHOCTb
Ha (hoHe MUOrNOBUHYPUKN, OTMEYAETCA rUnepyprke-
Mus [19]. Takum obpasom, 6onesHb [omne ¢ No3gHUM
Ha4asioM y B3pPOC/bIX OTNYAETCA OT APYrUX rvKore-
HO30B OTCYTCTBMEM 3afep>XKn (HU3N4eCcKoro passu-
TWS, TUNOTNNKEMUW, TUNEPYPUKEMUN, MUOTNIOBUHYPUN,
OfHaKo anddepeHunpoBaTb UX 4OCTOBEPHEE MOXXHO
Ha OCHOBaHWM NabopaTOpPHOro UCCNENOBaHNSA aKTUB-
HOCTUN (PEPMEHTOB, y4aCTBYIOLLMX B OOMEHE rMUKoreHa.
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3AKJIIOMEHUE

MonTBepxaeHne anarHo3a 6onesHu MNomne ¢ nosg-
H/M Ha4yafioM OCYLLECTBASETCA C MOMOLLbI nabopa-
TOPHOrO 1 reHeTMYeCKoro uccneqosaHunin. Cyxue natHa
KPOBM B FrEHETUYECKYIO TabopaToOpU0 MOXKET OTNPaBUTb
no6on Bpay 13 Nboro pernoHa cTpaHsbl. [1ns Toro 4rto-
Obl NAUWEHT NOMYYNS LAHC Ha NMaTOreHEeTNYECKYIO Tepa-
nuio, Bpay OO/MKEH He TONbKO 3anofo3puTh Y NaumeHTa
MMONATUYECKNIA CUHAPOM, HO 1 ObITb OCBEAOMIIEH O BO3-
MO>XHOCTI OTMPaBKM CyXUX MATEH KPOBW Ha aHanm3.

HepocTaTo4Hasi NonoXntenbHas gUHaMmMka B CO-
CTOSIHUM NaLMEHTKUN CBA3aHa C MNO34HMM Havanom Te-
panun, OgHaKo OTCYTCTBME CYOBLEKTUBHOMO yxygLlie-
HMS CUMMTOMATUKUN CBUOETENBCTBYET O CTabum3saumm
COCTOSIHUSI 1 HEOOXOOUMOCTU MPOJOSIKEHNSA naTore-
HETNYEeCKON hepMeEHTO3aMECTUTENIbHON Tepannn B Te-
YeHne BCEW >XXU3HWU L5 YBEMYEHUS NPOJOSIKNUTENb-
HOCTW Neproga akTUBHOW (hasbl.

OONOJIHUTENIbHAA NHO®OPMALUA
Mpunoxenune 1. [lloxogka no Tuny
TpeHpeneHbypra. [llaumeHTka BCTaéT
13 MONOXKEHUSA CUASA C TPYAOM, UCMOSb-
3ys npuémbl foBepca, B CBS3M CO cna-
60CTbIO aKcMasibHOM MyCKynaTypbl.
doi: https://doi.org/10.17816/clinpract678919-4340943
Bknap aBTOpOB. A.B. SIMLyMKOBa — AmarHOCTNYe-
CKasi, MOVCKOBO-aHanuTu4eckas pabota, 06CyxaeHue
pe3ynsTaToB MCCNeA0BaHNS, HanMcaHne TeKcTa cTaTby;
T.A. BbiukoBCcKasi — puarHocTudeckas pabora, ob6cyx-
OeHne pe3ynsTaToB WCCNenoBaHus, PefakTUpPOBaHUe.
ABTOpPbI MOATBEP)XAAOT COOTBETCTBUE CBOEr0 aBTOp-
cTBa MexxayHapogHbiMm kputepuam ICMJE (Bce aBTopbl
0006pPUIN PYKOMUCh, @ TaKXKe COrMacuincb HECTV OTBET-
CTBEHHOCTb 3a BCe acneKTbl paboTbl, FapaHTUpys Hagle-
)Kalllee pacCCMOTPEHNE U PELLIEHE BOMPOCOB, CBA3aHHbIX
C TOYHOCTBIO U [OBPOCOBECTHOCTLIO JIIOOOW €€ HacTw).
Cornacue Ha ny6nukauuio. ABTOPbI MONYYUNN
NMCbMEHHOE UH(MOPMUPOBAHHOE AOOPOBOJSIBHOE CO-
rnacue nalmeHTa Ha nybnukauuo nepcoHanbHbIX AaH-
HblX, B TOM 4ncne doTorpaduin (C 3aKpbITUEM nLa),
B HAy4HOM >XXypHarse, BKJIloYasa ero 9/IEKTPOHHYHO Bep-
cuio (pata nognucanus 12.04.2025). O6bEM ny6nnkye-
MbIX AaHHbIX C NALMEHTOM COracoBaH.
UcTouHuku mHaHcupoBaHus. OTCyTCTBYIOT.
PackpbiTue nHTepecoB. ABTOPbI 3asBNSAOT 06 OT-
CYTCTBWM OTHOLUEHUI, OEATENIbHOCTU 1 MHTEPECOB 3a
nocnegHne Tpu roga, CBA3aHHbIX C TPETbUMU NULLAMU
(KOMMEPYECKNMMN N HEKOMMEPHYECKNMY), HTEPECHI KO-
TOPbIX MOTYT ObITb 3aTPOHYTbl COAEP>XXAHNEM CTaTbN.
OpuruHanbHoCTb. [1pn nNpoBefeHUN nccnenosa-
HUSE 1 CO3LaHNM HacToswen paboTbl aBTOPbl HE UC-
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nonb30Bann paHee onybMKoBaHHbIe CBEOEHNS (TEKCT,
NANtoCTPauUnm, daHHbIE).

[ocTtyn K aaHHbIM. PefakuoHHas nonmTunka B oT-
HOLLEHNM COBMECTHOMO MCMNOJIb30BaHWS OaHHbIX K Ha-
CcTosLLen paboTe HeNpUMeHMMa, faHHble MOryT ObiTb
0ony6MKOBaHbl B OTKPLITOM OCTYre.

FeHepaTMBHbLIN NCKYCCTBEHHbIN UHTENNeKT. [1pn
CO3[aHUN HACTOSILLEN CTaTby TEXHONOM N FreHepaTuB-
HOro MCKYCCTBEHHOIO UHTENNIEKTA HE UCMOSIb30BaN.

PaccmoTtpeHue n peueHsupoBaHue. Hactosuwas
paboTa noAaHa B )XypHasn B MHALMATVBHOM MOPSAKE
M paccMmoTpeHa Mo o6bl4HOM npouepype. B peuer-
31MpOBaHNM y4yacTBOBa/M [Ba BHELUHUX PeLieH3eHTa
1 Hay4HbI pefakTop n3faHus.

ADDITIONAL INFORMATION
E Supplement 1. Trendelenburg gait,
the patient experiences significant
difficulties when standing up from the
sitting position, from the lying position,
from squat on haunches, using the
Gower’s maneuvers (weakness of axial muscles).
doi: https://doi.org/10.17816/clinpract678919-4340943
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