'Kadbeppa reHeTuku Hes-
ponoruyeckux 3abonesa-
Huit OFBHY “Mepguko-
reHEeTUYECKUH HayuHbIH
LieHTP UMeHK aKafeMuKa
H.M. Boukosa”, 2Knunuka
um. E.M. Tapeesa [lepsoro
MI'MY um. U.M. CeueHosa
(CeyeHoBckuit YHuBep-
curtet), Mocksa

[ina KoppecnoHaeHUUK:
C.B. Moucees. Mockea,
119435, Pocconumo,
11/5.
avt420034@yahoo.com.

Lins uutupoBaHus:
Hukutun C.C., Mowucees
C.B. Anroputm guarHoctu-
Ku 6onesnu Momne ¢ nosa-
HUM HayanoMm y AeTer 1
B3POC/bIX /15 Bpayer
Pa3nun4yHbIX cneunasnbHo-
crei. Knun chapmakon tep
2024;33(2):70-75 [Nikitin
S, Moiseev S. Speciality-
specific diagnostic algo-
rithm for late-onset Pompe
disease in children and
adults. Klinicheskaya
farmakologiya i terapiya =
Clin Pharmacol Ther 2024;
33(2):70-75 (In Russ.)].
DOI 10.32756 /0869-5490-
2024-2-70-75.

70

NMPAKTUYECKWE PEKOMEHOALINA

Anroputm guarHoctTuku 6onesHu Momne c no3gHUM
Ha4ya/ioM y ieTeH 1 B3POC/IbiX A4S BpaueH
Pa3NMYHbIX CNEeLHaNbHOCTEH

C.C. Hukutun', C.B. Moucees’

BonesHb MNomne — 3To pefikas ayTocoMHo-peLec-
CUBHas IM30coMHas 6onesHb HaKonneHUs, KOTo-
pasi XxapaKTepU3yeTCs OT/IOXKEHWEM FIMKOreHa B
JIM30COMaXx KNETOK Pas/iMuHbIX TKaHEH, Mpexae
BCEro CKEJIETHbIX W [bIXaTe/bHbIX MbiLL, B
pe3ynbTate CHUXKEHUSI aKTUBHOCTH OL-T/IIOKO3Uaa-
3bl. CumnToMbl 6oe3Hu Momne MoryT nosBuTbHCS
He TOJIbKO B LETCKOM, HO U CTapLueMm (MHorga
NOXWJIOM UK cTapyeckoMm) Bo3pacTe. OCHOBHble
nposieneHus 6onesnu MNomne ¢ No3gHUM Hauanom
(BIMIMH) BkntouatoT B cebsi MeaneHHO NPorpeccu-
pYIOLLYIO MPOKCUMasIbHYIO MUOMNATHIO, COMPOBOX-
[aloLLYIOCS YMEPEHHbIM yBeJIMieHUEeM aKTUBHOCTH
KpeaTUHKWHa3bl U APYrUX MbllLeYHbIX (hepMeH-
TOB, W HapyLUeHWe PYHKLHHK LbIXaHHsl, CBS3aHHOe
C nopakeHWeM guadparmbl U pYrux AbiXaTesib-
HbIX MbiwL,. TpyaHocTu auarHoctuku BIMH ces-
3aHbl C HEOAHOPOAHOCTBIO KIMHUYECKHX
NPOSBIEHUH, BO3MOXKHOCTbBIO UX PA3BUTHSA B CTap-
LUEM BO3pacTe, MeA/IEHHbIM MPOrPECCUPOBaHHEM
MHOMNaTHUKU U CXOLCTBOM (PeHOTUNA C APYTUMU
HepBHOMbILEUHbIMK 3abonesaHusmu. B ctatbe
NPUBOAATCA NPAKTUYECKHE PEKOMEHZALMU Mo
auarHoctuke BIMH pns Bpayei pasnunuHbix cne-
LHUaNbHOCTEN, NPEANIOXKEHHbIE MEXAYHAPOAHON
rpynmnow aKCnepToB..

Kniouesble cnoea. bose3Hb [Tomne ¢ no3o-
HUM HQYa/n0M, MUONamus, OblxamebHas Hedo-
cmamo4yHocms, OUA2HOCMUKA.

one3nb [lomne (rmukorenos Il tuma) —
9TO peKasi JIM30coMHas 60JIe3Hb HAKOTI-
JIEHUsI, pPa3BUBAOLIASCA B DPE3YJbTE
MmyTaluii reHa GAA, KOTOpble IPUBOAST K CHU-
JKEHMIO aKTUBHOCTHM KUCIIOW O-TJIIOKO3UIA3bl U
OTJIOKEHUIO TJMKOTeHa B JM30COMax KIETOK
Pa3MYHBIX TKaHEl, B YaCTHOCTU CKEJETHBIX U
IbIXaTeTbHBIX MBI [1-3]. 3abojeBaHue mepe-

JAETCsl 10 ayTOCOMHO-PEIECCUBHOMY THUIY U
BCTpevaeTcss KakK y MYXYMH, TaK W XEHIIWH.
I[MoMumo  MmiIameHYecKoit  (Kj1accU4ecKoit)
(opmbl  GosesHu [lomme, pasBuBaroLIeics
BCKOpE TOCJIe POXIEHUS U TPOSIBISIONIENCs
rUnepTpopruUecKoil KapauoM1ronaTiei, GbICTpo
MPOTPECCUPYIOLIEH MUOTIATUEN U JbIXaTeIbHOMN
HEIOCTaTOYHOCTBIO,  BBIACISIOT  TMO3IHIOI
(hopmy 3aboseBaHMsI, MEPBbIE CUMIITOMBI KOTO-
poil TOSIBIISIOTCS B JIIOOOM BO3pacTe, B TOM
qucyie TMOXWJIOM WIM Oaxe CTapyeckoMm, W
HapacTaloT 3HAYMTEJIbHO MeEAJeHHee, 4TO
3aTPYAHSIET €€ CBOEBPEMEHHYIO NMAarHOCTUKY
[4].

PacyeTHast pacnpocTpaHEHHOCTb 00Je3HU
[Momne ¢ no3nHum Havanom (BITITH) B oGreit
nonynauuu coctasister 1:57000 [5], xord Ha
caMOM [iejle OHa MOXET ObITh 3HAYUTEIbHO
Bbille. Hampumep, 1o JaHHBIM CKpPUHUWHTA
HOBOPOXJIEHHBIX, TpOBOIUBIIErocs B TaiiBaHe
(n=344056) u Asctpuu (n=34736), yacTtoTta
BITITH B aTHX ABYX cTpaHax coctaBmia 1:26466
n 1:8684, coorBercTBeHHO [6,7]. CxomHble
pe3yabTaThl ObLIM TOJYYEHBl U B IPYTUX PETHO-
Hax, B yactHocth B Mtamuu n CLLA [8,9].

OcHoBuble nposiBaenus BITITH BxiovaioT B
ceds HapacTaloUlyl0 MBIIIEYHYI0 CJIabocCTh,
KOTOpasi HAUMHAETCS C TIPOKCUMAJIbHBIX MBIIIIL]
HMKHUX KOHEYHOCTEH, a 3aTeM TOCTeTIeHHO
pacnpocTpaHseTcss Ha MBIIILbI TYJIOBUIIA U
BEPXHUX KOHEUHOCTEH, M IbIXaTeJIbHYI0 HEI0-
CTaTOYHOCTb, CBSI3aHHYIO C BOBJICUCHUEM Iua-
(bparMbpl W Opyrux JAbIXaTeAbHBIX MBILIILI.
[ToMumo cnabocTu B MbIIIAX U YTOMJISIEMO-
ctu, mauueHTsl ¢ BIIITH oTmeualoT HeycTOMYM-
BOCTb TpU XOAbOE M YacTble MaAeHUs, UM
TPYAHO TOAHSITBCS IO JIECTHUIIE, M3MEHUTH
MOJIOXKEHUE TeJla U YIepXUBaTh TOJOBY B BEPTH-
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KaabHOM mosioxkeHuu. [Ipu ocMoTpe ompenensercss Hapy-
meHue ocaHku. YToObl BCTaTh € KOPTOUEK, MALIMEHT
BBIHYX/IEH ONUpaThCcs pyKaMy O TOJI, a 3aTeM O KOJIEHU
(cummrom T'oBepca).

B otanume or MiaameHuyeckoil (opmbl 3abojeBaHUS,
TsKesoe rnopaxeHue cepaua npu BITITH mpakrtuuecku
HUKOTHAa He BcTpevaercs. [lopaxeHue auadparMbl Mpu
BIIIH npuBoaMT K CHUXXEHUIO XU3HEHHON €MKOCTHU JIer-
KUX B MOJIOXEHUU JiexKa, TUTTOBCHTUISIIUM B HOYHOE BpeMst
1 COHJIMBOCTH B IHEBHOE BpeMs. [Tporpeccupyolias abixa-
TeJbHasl HeJ0CTaTOYHOCTh MOXET MOTpedoBaTh TMOCTO-
SHHOW pecrupaTopHOi ToaaepXKu. Mwuomnatusi 1pu
no3aHelt popme 6oe3nn IMomrre HapacTaeT OTHOCHUTETBHO
MeUIEHHO (MHOTAa B TeYeHHE HECKOJbKHUX JIET), TIOITOMY
NbIXaTeJIbHbIE HapyIIeHMWs], B YAaCTHOCTM HapacTarolias
OIBIIIKA ¥/WJIN TIOBTOPHBIE MTHEBMOHWHU, MOTYT BBICTYIATh
Ha NepBbIi TUIaH B KIMHUYECKOI KapTuHe 3a0oseBaHus [3].
[TpuunHOI CpaBHUTEIBHO MEIEHHOTO TIPOTPEeCCUPOBAHUS
BIIIIH cyuTaloT coxpaHeHHE OCTATOYHON aKTUBHOCTH
o-rmoko3nnassl (<30%), koropas npu WHGaAHTHIBHOU
dbopme 3aboneBaHus TpakTHUecK oTcyTcTBYeT (<1%) [10].

I BIIITH xapakTepHo yMepeHHOE MOBBIILIEHNE aKTHUB-
Hoctu KpeaTuHKuHa3bl (KK), XoTs oHa MOXeT ObITh U HOP-
MaJIbHOM, U JAPYTUX “MBIIICYHBIX” (PEPMEHTOB, B TOM YHCJIE
nakrtataeruaporenassl (JIAI'), amanmHaMuHOTpaHChepassl
(AJIT) u acnapraramuHorpaHncdepasbl (ACT). Y GonbliH-
CTBA TMALMEHTOB OTIPENeseTCsl CHIKeHUE (hOPCUPOBAHHOM
xku3HeHHO# eMkoctu Jierkux (®XKEJT). Hannuue muomna-
TUU TIOATBEPKIAIOT MPHU MTOJbYATON 3J1eKTpoMuUorpaduu.
[Ipy MuonaTtMy HesICHOTO reHe3a MOXET OBbITh BBIMOJHEHA
OUMOTICHST MBIIIIIBI, XOTS €€ OUArHOCTUYECKOe 3HaueHUe
OTPaHUYEHO, TaK KakK TUCTOJOTMYECKME M3MEHEHHUs B
MBIILIEYHON TKAaHU MOTYT OTCYTCTBOBATH WJIM Hecrelunduy-
Hel [11]. IIpu BIIIIH B OuonraTte ompenesieTcsl BaKyoIn-
3alMsl MBILIEYHON TKaHM 3a CYET OTJIOXKEHHUs TIMKOTeHa,
CTeNeHb KOTOPOH OOBIYHO KOPPEIUPYET C BhIPAKEHHOCTHIO
KJIMHUYECKUX TMposiBieHuit. Ecium npeamnonaraeTcs nuar{os
BIIITH, nenecoobpa3Ho ompeneauTbh aKTMBHOCTb KUCIOM
O-TJTFOKO3Ma3bl B CyXMX TSITHAX KPOBU C ITOMOIIBIO TaH-
NeMHON Macc-CIIeKTPOMETPUU M, B CiIydae ee CHMXKEHMS,
MPOBECTU  MOJIEKYJISIPHO-TEHETUUECKOE HCCTIeI0OBaHUE,
KOTOpPOE TMO3BOJISIET BHISBUTH TOMO3UTOTHbBIE MJIM KOMIIa-
YVHI-TE€TepO3UTOTHLIE MyTaluu TeHa GAA [12].

IMopaxxeHure MPOKCUMATbHBIX MBIIILL Y B3POCIBIX MOXET
OBbITH OOYCJOBJIEHO pa3MYHBIMU TPUYMHAMM, BKIIIOUast
JIEKapCTBEHHBIE CpeAcCTBa (HAIpUMep, CTaTUHBI), MH(EK-
LMK, HACAEeNCTBEHHbIE, ayTOUMMYHHbIE U 2HIOKPUHHbIE
3a0oneBaHus U Ap. Hapacratomias MmbiiieyHasi ¢abocThb,
HEPEeIKO COYeTAloNIasicsl ¢ CUCTeMHBIMU TIPOSIBICHUSIMM,
TaKMMU KaK JUXOPaJKa, U3MEHEHUsI KOXHU, apTPUT, UHTEp-
CTULIMAJIbHOE 3a00JIeBaHUE JIETKUX, CUHApoOM PeiiHo, muc-
(arus, HabMIOMAETCS MPU MAMOMATMYECKUX BOCTIATUTEb-
HbIX MMOMNATUSX, BKJIOYAsT A€PMATOMMO3UT, aHTUCUHTETA3-
HBIi CMHIPOM, UMMYHOOTIOCPEIOBAHHYIO HEKPOTU3UPYIO-
IIyI0 MUOTIATHIO, MUO3UT C BKJIIOUEHUSIMU, TIOJTMMUO3UT U
MHUO3HUT, COYETAIONINIACS C APYTMMU CUCTEMHBIMU 3a00ie-
BaHUSAMU COeAMHUTEIbHON TKanu [13]. JInsa mamonaTude-
CKUX BOCTIAJIMTENbHBIX MUOMATHM (32 HCKIIOYeHUEM
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MHUO3MTA C BKJIIOYEHUSIMU) XapaKTepHbI OCTPOE WJIM TTON0-
CTpoOe Hayaao 3a00eBaHUS M HATMUYKMe JTabOpaTOPHBIX MPU-
3HAKOB BocIajeHus (MMoBbIleHUE YpoBHSI C-peakTUBHOTO
0enKa), XOTd OHM MOTYT U OTCYTCTBOBaTb. B oTimume ot
HacJeICTBEHHBbIX MUOTATUI, MNPUYUMHON JbIXaTeIbHOM
HEIOCTaTOYHOCTU TIPU MHUO3UTE SIBJISIETCS TMOPaXKeHUE
MHTEPCTULIMATBHON TKAaHW JIETKUX, a He IbIXaTeJbHbIX
MbILI. Y 2/3 MalueHToB ¢ UAMONATUYECKUMHU BOCTAIU-
TEJIbHBIMA MUOMATHUSIMHU OIPEACISIOTCS MUO3UTCIICIIU(DU-
yeckne aHtutena (antu-Jol, antu-MDAS, antu-Mi2,
aHtu-TIF-1y u 1p.) n/MAM MMO3UTACCOLIMMPOBAHHBIE AyTO-
aHTUTeNa, BCTpeYalolIuecss TpU APYTUX ayTOMMMYHHBIX
3aboneBaHusIx (aHTu-Ro52, antu-PM-Scl, antu-Ku u
antu-U1RNP).

BIIITH crenyer takxe nuddepeHIUpoBaTh C APYTUMU
HACJIEICTBEHHBIMA MUOTATUSAMM, TAKUMU KaK MBIIIEYHBIE
nuctpouu domeHHa u bekkepa, KoTopbie 00YCIOBICHbBI
MmyTtauMsiMmu reHa DMD, xoaupymouiero auctpoduH,
HEOOXOMMMBIN IS HOPMaJbHOTO (DYHKIIMOHUPOBAHMUS
MblIllIeyHO# TKaHU [14]. TToICHOKOHEYHOCTHAsI MUOIUCTPO-
(ust MoKeT ObITh TaKKe CIENCTBUEM MYTAlMil HECKOIbKUX
necaTkoB apyrux reHoB (MYOT, LMNA, CAV3, DNAJBG,
DES, TNPO3 u nip.), KOTOpbIE MepeaaroTcsl 1Mo JOMMHAHT-
HOMY WJIM pelieCCUBHOMY TuIty [15].

IIpu BIIIIH, B oTimume OT MHOTUX OPYTUX HaclIemd-
CTBEHHBIX 3a00JIeBaHMIA MBI, JOCTYIHO 3G {eKTUBHOE
MMaTOreHeTUYEeCKoe JIeYeHME, IO3BOJISIONICe OCTAHOBUTH
WM 3aMeUTUTh TPOTPecCUpoBaHue MUOTATUU. B cBs3M C
9TUM y MalMeHTOB C MMOMNATUEH HEsSICHOTO reHesa OnpaB-
naH ckpuHuUHT Ha BITITH myrem u3amepeHus: akTMBHOCTH
KUCJION 0.-TJIIOKO3MAa3bl B CyXuX MsATHaxX KpoBu. [To maH-
HbIM HECKOJIbKMX CKPMHMHTOBBIX MCCIEI0BaHUI, MPOBO-
IUBIIKMXCS B pasHbIX cTpaHax, auarHo3 BIIITH Obur
ycTaHoBIeH Y 1-3% NauueHTOB ¢ MPOKCHMAIbHOM MKOIIA-
TUE W/UIM CTOMKMM TOBbIeHeM akTuBHOCTH KK [16-
19].

Hns matoreHeTnuyeckoil tepanuu 0Ooje3Hu [lomme y
JieTell ¥ B3POC/bIX HAa MPOTSDKEHUU TOUTH JIBYX JIecsTHIIe-
TU IPUMEHSIIOT aITIIOKO3KUa3y aabga, KoTopasi TpeicTaB-
JseT  c0o00l  peKOMOMHAHTHBIM  IpemapaT KHUCIOU
O-TJTI0KO03Ua3bl. D(PGEKTUBHOCTD ANTIIOKO3MAa3bl anbda
OblTa yCTaHOBJIEHA B JIBOMHOM CJIETIOM, PaHIOMU3MPOBaH-
HOM, MJ1a1e00-KOHTpoJupyeMoM uccienoBanuu y 90 nosu-
poctkoB (ctapiue 8 yiet) u B3pocabix ¢ BITITH, kotopsie B
TeyeHue 78 Hemenb IMojydyaju UCCIeayeMblil Tpernapar B
no3e 20 MT/KT BHYTPUBEHHO KaxKIble 2 Hemelau WM Iiale-
60 [20]. [To 0OouM mepBUYHBIM TOKa3aTeIsIM 3G HEKTUBHO-
CTHM, BKJIIOYABIIUM B ceOs TIPOWICHHYIO 3a 6 MUHYT
muctanuuio u ®XKEJI, anrmoko3ugasa anbda JOCTOBEPHO
npeBocxoImIIa Tiamedo. Yepes 78 Hemenb npoieHHas 3a 6
MUHYT OMCTAHUMS B OCHOBHOM TpyIIe yBeIUYMIACh B
cpenem Ha 28,1%£13,1 m (p=0,003), a ®XEJI — Ha
3,4+1,2% (p=0,006) 1o cpaBHEHUIO C TLIAIE60.

Henasno mns neuennst BITITH 3aperncrpupoBana aBai-
IJTI0KO3KAa3a anb(ha, KOTopas 1o CpaBHEHUIO C aJITTIOKO3M-
nazoil  anba  comepXUT  Oosbliee  KOJIMYECTBO
61c-MaHHO030-6-(ochaTa (mpuMepHO B 15 pas), uro obec-
MevyrBaeT Jyulliee MPOHUKHOBAHUE TperapaTa B KIETKH-

Al
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MUIIIEHU 3a CYET YBEJIMUSHHS €r0 CPOJACTBA K PEIETTOPaM.
B nBoitHOM cienoM, paHAOMU3MPOBAHHOM KJIMHUYECKOM
uccinenoBaHun COMET y 100 paHee HeleueHHbBIX MallUeH-
toB ¢ BIIITH (cpemumii Bo3pact 48,1+14,2 ner, nnama3oH
or 16 no 78 net) miutenbHas GpepMEHTO3aMECTUTEIbHAS
Tepanusi aBaIIIOKO311a30i abda BbI3biBasa O0Jiee BbIpa-
KeHHOE yiydllleHue (GYHKIWUU JIeTKUX, TepeHOCUMOCTH
(busnyeckoii Harpy3Ku M CHJIBI MBIIII, YeM JieUyeHUe a-
rmoko3uaa3oil anbda [21]. Kpome Toro, HOBEIN mpemapaT
MMeJT TPENMYILECTBa 110 MPOdUII0 6e30MacCHOCTH.

YuuteiBasg HeogHOpoAHOCTD nposiBaeHuit BITITH u Bo3-
MOXHOCTb X Pa3BUTUSI B JTIOOOM BO3pacTe, UMEThb Ipel-
CTaBlieHUs] 00 3TOM 3a00JIeBaHWUU TOJDKHBI HE TOJIBKO
MeauaTpbl U HEBPOJIOTH, HO M Bpauu APYrUX CHelUalbHO-
CTeii, B TOM UHMCJIe MyJIbMOHOJIOTH, PEBMATOJIOTH, OPTOIIE/IbI
u TepaneBTel. B 2022 1. MexXmyHapomHasl IpyIina 3KCIIEPTOB
MpoaHaau3upoBasa OOJbIIOE KOJIUYECTBO JUTEPATYPHbBIX
WCTOYHUKOB M TMPEMIOXKMIA TPAKTUUYECKUE aJTOPUTMBbI
muarHoctuku BIITTH mna Bpaueii, KOTOpBIE OOKHBI CIIO-
cOOCTBOBATb CBOEBPEMEHHOMY PACIIO3HABAaHUIO 3TOTO 3a00-
JieBaHMS [22]. DTH peKOMEHIAIMN TIPUBOAITCS HIDKE M Ha
puc. 1 u 2.

Ilo mHeHu1o aBTOpOB, mnpeamnoiarat BIIIIH crenyer
MpY HaJUYUU JIIOOOTO M3 TIEPEUMCIEHHBIX CUMIITOMOB/
MPU3HAKOB B COYETAHWM C MOBBIIIEHNEeM aKTUBHOCTH KK 1
NPYTUX “MbIIIEYHBIX” (PEPMEHTOB U/UIM OTSITOLICHHBIM
ceMeitHbIM aHaMHe30M (MBbILLIeUHasl C1ab0CTh UM HEOObsI-
CHUMas JbIXaTeJbHAas HETOCTAaTOUYHOCTh Y POACTBEHHUKOB
nauueHTa). Kak ykaszano Bwime, BITITH nepemaercss mo
ayTOCOMHO-PEIIECCUBHOMY TUITY, ITO3TOMY POIMTEIU Tallr-
€HTa, KaK TPaBWJIO, SBISIOTCA HOCUTEISIMU MAaTOT€HHOTO
BapuaHTa reHa GAA, a ceMeliHbIii aHaMHe3 OOBIYHO OTCYT-
ctByet. Tem He MeHee, BITITH moxer ObITh BbIsIBIEHA Y
cuOCOB.

,quCKHe HEeBpPOJIOrH U HEBPOJZIOTH

e Hesponoru, B TOM 4Mciie AETCKUE, TOJDKHBI MPEAToia-
ratb BIIITH y manueHToB ¢ HEOOBSICHUMOI MOSICHOKO-
HEYHOCTHOM MBIIIEYHOUN cJIaboCThI0, a TakKke ¢
0ECCMMIITOMHBIM TTOBHIIIIeHHeM akKTuBHOCTH KK.

e CkojJno3 yacto BcTpeuaercs: y nmauveHToB ¢ BITITH,
MO3TOMY HEOOXOAMMO YYUTBHIBATH €r0 HaJIWuue Tpu
00CYKIEeHMM TUarHo3a Kak y JAeTeid, TaK W Y B3pOCIIbIX.

e HapyuieHus byHKUMM ObIXaHMSI, TAKUE KaK OJBIIIKA U
pecnMpaTOpHbIN TUCTpecC-CUHIPOM, — 3TO Haubosee
pacmpoctpanernbie nposiaeHus BITIIH y mereii, koTo-
peiM B 50% ciyyaeB TpebyeTcsl pecrnupaTtopHasi Moj-
JepXKKa.

e V pmereit ¢ BIIIIH naGmiomaioTcs 4acThie MameHUs U
TPYAHOCTH MPU XOABOE, B CBSI3U C YEM OHM BBIHYXAEHBI
MOJIb30BaThCSl MHBAIMAHON KOJISICKOM.

e M3MeHeHMS sI3bIKa MPU MAarHUTHOPE3OHAHCHOW TOMO-
rpacum y B3pocibix ¢ BIIITH BeIsBASIOT yalle, 4yeM y
MaleHTOB C APYTMMU HEPBHOMBIIIEUYHBIMU 3a00sieBa-
HusiMH. [lomoOHBIE M3MEHEHUS MOIYT OBITh KJIIOYOM K
YCTAHOBJIEHMIO MPUYMHBI MBILIEYHOMN €1a00CTH Y B3pOC-
JIBIX.

e ¥V B3pocibix manueHToB ¢ BIIITH BBIABIAIOT DOIMX09K-
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Ta3uio (YIJIMHEeHNe, paclIMpeHue U U3BWINCTOCTD) Oa3u-
JIIPHOI apTepuu, KOTOpas MOXeT COMPOBOXAATHCS
11epeOpOBaCKYISIPHBIMU OCJIOXHEHUSIMHU, TaKUMU KakK
cybapaxHOMAATbHOE KPOBOUZIMSIHUE MM KOMITPECCHUs
CTBOJIa TOJIOBHOTO Mo3dra. [Ijisi CBOEBpEMEHHOM AuarHo-
CTUKU aHOMAJIUI COCYOB TOJOBHOTO MO3ra PEKOMEH Y-
ercst mpoBenenne KT- mam MP-anruorpadum.

,quCKHe nyJIbMOHOJIOTU U NY/IbMOHOJIOIH

[Ty1bMOHOIOTY WTPAlOT KIIOYEBYIO POJIb B ITMArHOCTUKE W
BeneHun mnanueHToB ¢ BIIITH, yuuThiBasi BO3MOXHOCTb
TSIKEJIOr0 HapylleHUs (DYHKLIMM BHELIHETO ObIXaHUsS TpU
3TOM 3a00JIeBaHUH.

e BIIIH compoBoxnaeTcs ¢1ab0CTbi0 MBI AXadparMbl
M IPYTUX AbIXaTeJIbHBIX MBI, [TopaxeHue auacbparMel
MePBOHAYATBHO TIPOSBISICTCS HApYIIEHUEeM JbIXaHUST BO
BpeMsI CHa, a TI03IHee MPUBOAUT K PA3BUTHUIO JbIXaTeNb-
HOIM HEeIOCTaTOYHOCTH, TUIEPKAITHUU, TOBEPXHOCTHOTO
IBIXaHMsI, OPTOITHOD, HAPYIICHUST PeYM U TJIOTaHUS U
MOBBIILIAET PUCK aTesieKTasa M MHOEKIMI AbIXaTeIbHbIX
nyteit. CabocTh IPYTUX AbIXaTEIbHBIX MBIIIL] CITOCO0-
CTBYET Pa3BUTHIO JBIXaTEIbHON HETOCTATOUHOCTH.

* Ilpumepno y 60% mauuentoB ¢ BIIITH HaGmomaeTcs
HeOOJIbIIOe CHIKEHUE XU3HEHHOW €MKOCTHM JIETKUX
(menee 80% ot mokHOTO 3HaveHwus), a y 30-40% —
YMEpEeHHOe CHIKEHME 3TOro mokasatesnst (MeHee 60% ot
JIOJKHOTO 3HAUEHUST), YKa3bIBaIOIIee Ha MPOrpeccupyto-
mee yxyaieHue GyHKINU JTeTKUX.

e Cnaboctb nuadparMbl MOXET ObITh PAHHUM M OCHOB-
HbiM niposiBiienneM BITITH wu compoBoxmaeTcst cHuke-
nuem ®OXKEJI, runoBeHTMnsLKMEl BO BpeMs CHa U
JbIXaTeIbHON ~ HemocTaToyHocThlo.  [lyabMoHoMOTH
JOJKHBI YIUTBIBATh, YTO OTH CHUMIITOMBI MOTYT YKa3bI-
Bath Ha BIIITH.

PeBmatonoru

Heneuennas BIITIH, compoBoxmaiomiasicsa M3MeHEHUEM
CTPYKTYpPbl M HapylieHHeM (DYHKIMU MBILIL, MPUBOAUT K
VXYALIEHUIO TBUTATEIbHOW aKTUBHOCTU U JIbIXaHUSI, BbI3bI-
BaeT MHBAIMAM3AINIO W TIPETSATCTBYET HOPMAJIbHOU COIIM-
aJIbHOM Xu3HM (paboTa, yueba u ap.). AuddepeHunanbHas
nuarHoctuka BITITH u BocmanuTeNbHBIX MUOTIATHM, B
YaCTHOCTU TIOJUMUO3NUTA, 9TO CJOXHas 3anauva,
MOCKOJNbKY TPU3HAKM U CUMIOTOMBI HX CXOMIHBIE.
[IpokcumManbHast MbllIeyHasi €1ab0CTh, HW3MEHEHHas
MTOXOMKA, ONBIIIKA MPYU Harpy3Ke, 3aTpyAHEHUE TJIOTaHUS 1
MOBBILIIEHUE aKTUBHOCTU MbIIIEYHBIX (DEPMEHTOB HabII0-
JaroTcsl ipyu oboux 3aboneBaHusIX. KinHuueckue npusHa-
K1, nomoralomue auddepenuuposats BIIIIH ot
MAMOMATUYECKUX BOCTIAIMTEIbHBIX MUOTIATUH, CIEayIOlIMe:
* Paznuuue B CKOPOCTM M CTENEHU PAa3BUTHS CIabOCTH
MBIIII; TIPY BOCHATUTEIBHBIX MMOMATUSAX — OT HeAeNb
0 HECKOJIbKMX MecsleB, B To BpeMs Kak npu BITITH
OHa Bcerna MOsIBSIETCSl U MEUIEHHO HapacTaeT 3aj10JIro
N0 TOTO, KaK MalUeHT OOpaTUTCS K Bpauyy MMEHHO IO
3TOMY MOBO/Y.
e boJjee Tsaxenoe M MpakTUYECKU 00s13aTelbHOE TMOopaxe-
Hue auacdparMbl (MaLMEeHTHl HE MOTYT CIaTh Ha CITMHE);
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IETH (1-17 7er)

yabsm

JIOTH

1. dpixatebHasi HEIOCTATOYHOCTD

2. Cnaboctb nuacdparMbl

3. HapyuieHust IbIXaHusT BO BPeMsi CHa
4. OpTOIHO?

5. Omplmika

TpynHo mogHUMATBCS TIO JIECTHUILIE
TpynHo BcTath co cTyna

1.

2.

3. TpyaZHO MBITh TOJIOBY

4. prl[HO TIOIHATH MPEAMET BBIIIE I'OJIOBbI
5.

CyﬂOpOFI/I B MBIIIAX W Iioxas
TIEPEHOCUMOCTD Harpy3sku

B

Bpra)KCHHaH YTOMJIIEMOCTD

1

. 3arpynHeHue MpH IbIXaHUK B MOKOE
M TIPU Harpy3Ke

foe)

. Hapyuienve riotanusi, ¢1abocTh MBI
YeJTIOCTH

1. Ckonmo3s

2. MbltieyHast ¢1abocTh
3. 3amath Caeayloue BOMPOCH:
- TpynHo 11 mogHUMAThCS 1O JiecTHULIE?
- TpyaHo 1 BCTaTh €O cTyna?
- TpynHO 1 MBITh TOJIOBY?
- Tpy/iHO JIN TTOIHSITH MPEAMET BBILIIE
TOJIOBBI?

- TlepeHocumocTh Harpy3ku?

TCKHE HEBPOJIOTH

1. [TosICHOKOHEYHOCTHAsI MUOTIATHS:

HapyIlIeHUe TTOXOIKH, YacThie MajeHMs,
TPYIHO TIOTHSTHCS IO JIECTHUIIE,
cumnrombl ['oBepca

2. HapyiiieHue ABUTATEIbHONW aKTUBHOCTH

3. [Mosbimenune aktuBHoctn KK

~

. HenponopuuoHanbHast ¢1abocTh
crubaTebHbIX MbILILL 1E€U, TPYIAHO
TIOJTHSITH TOJIOBY

5. CHIXeHMe/oTCyTCTBUE pedieKcoB

6. Jlerkast c1abOCTb MBILIILL JIKLIA

7. bonb B MbIlIIAX + MOBBIIEHNE

aktuBHocTH AJIT/ACT

8. Ckonnos

9. MckimoueHbl CIMHATBHOMBIILIEYHAST
arpodus U MbIlIeYHas] AUCTPOdUst
Jl1o1lIleHHA

10.OppllKa B TOKOE WIM MPU HArpyske

INoBbIIeHME aKTUBHOCTH
KK, JIAT, AJIT u ACT

B3POCJIbIE

ITyasmMoHoIOTH

1.
2.
3.
4.
5.

JbIxaTesbHasi HEAOCTaTOYHOCTD
Crnaboctb auadparmel

HapyiieHust [bIXxaHusi BO BpeMsl CHa
OpromHO3

Onpiika

1.
2.
3.
4.
5.

N

oo

TepaneBTbl/Bpaun 00LIeli NPAKTHKE

. Hapyuienue riotaHus, c1abocTh MbILILL

prZ[HO IIOOJHUMATHCA I10 JIECCTHULIC
TpynHo BcTaTh co cTyna

TpyaHO MBITh TOJIOBY

TpyaHO NOAHATH MPEAMET BbILLE TOJIOBBI
CyzLopom B MbILILIAX W TJ10Xast
TIEPEHOCUMOCTD Harpy3ku

Bblpa)KCHHaﬂ YTOMIIIEMOCTDH
3any£[HCHI/IC TIpn ObIXaHWM B ITOKOEC

U IIPU HArpysKe

YEJTIOCTU

PeBmatonorn

CeMeliHbIil aHaMHE3: HEOOBSICHUMbIE
MbILLIEeYHast c1aboCTh UK
JIbIXaTeJIbHasi He0CTaTOYHOCTh

Tecmuposanue na 6oae3ns Tlomne
credyem npoeooums npu HAAUMUU
no kpatiineti mepe 00H020 KAUHUMECKO20
NPUBHAKA 6 COMeMAaHUU ¢ NOGbIUEHUEM
axmusenocmu KK/JIJIT/ACT/AJIT uau
CeMelHbIM AHAMHE30M MblUEHHOU
crabocmu uau ObIXamenbHou
Hedocmamounocmu

. HeoObsicHumast Muonartust
. BeccuMnToMHOE WM MAJIOCUMIITOMHOE

. HeobOmwsicHuMast mosicCHOKOHEUHOCTHAS

. Mwonam;{, HE OTBEYarolas Ha JJCYHECHUE

noBbilieHUe akTuBHOCTH KK

c1abocTh

TJTIOKOKOPTUKOCTEpOUIaMIU

HespoJioru

1.

9.

. Bonb B MblIIIIIax + MoBbIIEHUE
. Yacrele mageHust
. Hapyirenust moxomku

. TpyAHO XOIUTh M MOAHUMATBCS IO

. Ckomnno3s
. Hapyiirenue mroranusi, ciabocTh MBILIL]

. TpyaHocTu mipu XeBaHUU, cabOCTh

10.HeoObsicHMMasT MUOTIATHS
11.beccuMnTOMHOE MOBBIIIIEHUE

TTOSICHOKOHEYHOCTHAST MBIIIIEYHAST
c1abocTh

aktuBHocTH AJIT u ACT

JIECTHULIE

S3bIKa 1 MaKpOTJIOCCUA

MBI YEJTIOCTU

CepoHeratiBHasi MMACTEHUSI IPaBUC

akTuBHOCTH KK

Puc. 1. PekomeHpauuu skcnepros no guarHoctuke BIIMH pns Bpaueit pasnuuHbix cneyuanbHocTeM
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KimHuyeckue u 1aGopaTopHbIe MPOSIBICHUS

OrnpeneseHue aKTUBHOCTU KUCIION
0-TJIIOKO3U/1a3bl B CYXUX MSITHAX KPOBU

CHMXeHNe aKTUBHOCTU
JIM30COMHOTO (hepMeHTa

MoeKyIsipHO-TeHEeTHUEeCKOe MCClIeIoBaHIe
(MyTtauuu reHa GAA)

BbIsiBiieHa MaTOreHHast
MmyTaius reHa GAA

[MatoreHHast MyTaLusi
reHa GAA oTCyTCTBYeT

4

Heobxonumel 10MOJIHUTEIBHbIE
UCCIIEIOBAHUSI, €CIU
KJIMHUYECKUE TaHHbIe 1
CeMENHBI aHAMHEe3 YKa3bIBalOT
Ha 6ose3Hp [Tomme

Ecnu noaTBepXIeH TuarHos
6osne3nu [Mommne, HeOOXOAUMO
obcieoBaHue cUOCOB

Puc. 2. Anroputm noaTBepxpeHus guarHosa BIMH

e OTHOCUTENIbHAS KJIMHUYECKasi U30UpaTeIbHOCTh Topa-
JKEHUST CKEJIETHBIX MBIIIILI, KOTOpasi He OTBeUaeT MarTep-
Hy, XapakKTepHOMY Uil TojJuMuosuta (Oosblie
BOBJICUEHBI MMapaBepTeOpalbHble MbBILIIBI, AuadparMa u
SI3bIK, @ TaKXe OTHOCHMTEJIbHO COXPAHEHBI MBIILILIbI
BBITIpSIMUTEJIEI Oepa).

e Tlauments!l ¢ BIIIIH He oTBeyaloT Ha JeyeHME TJIIOKO-
KOPTUKOCTEPOMIAMU, KOTOPhIE SIBJISIIOTCS OCHOBOM Tepa-
MUY WIAOTIATUYECKOM BOCTIAJIMTEIbHON MUOITATUH.

e JlomoIHUTENBHBIMU apryMeHTamu B monb3y BIIITH ciy-
KaT OTCYTCTBUME MUO3UTCHENUDUUECKUX ayTOAHTUTEN,
nuskasg O®XKEJI, PAS-nio3uTHBHBIE BaKyoJId MPU OTCYT-
CTBUM BOCHAJIUTENIbHBIX UHOWIBTPATOB B MBIILIEYHOM
ouonrate. B mociaenHue roabl IIMPOKOE MCIOJIb30BaHUE
MPT wmpi tena mosBossier 3anono3puth BITITH mo
MaTTEPHY BOBJICUEHUSI CKEJIETHBIX MBIIIL U OTCYTCTBUIO
MPU3HAKOB BOCMAJICHUS, XapaKTePHbIX [UISI ayTOMMMYH-
HOW MUOITaTUU.

Bpauu obLiei NpakTUKKU U TepanesTbl

e Bpaum oO1ieil MpakKTUKW U TE€PareBThl TOKHbBI YUUTHI-
BaTh BBICOKYIO PAaCIpOCTPAaHEHHOCTh HApYIIEHUI (yHK-
LIMM BHELIHETo AbIXaHus y aeteil u B3pocibix ¢ BITITH,
Yy KOTOPBIX YacTO Pa3BMBAIOTCSI aJIbBEOJISIPHASI TUITOBEH-
TSI U/ OOCTPYKTUBHOE altHO? BO BPEMSI CHA.

* BpipaxkeHHas yTOMJSIEMOCTb M 0OJibllIasl pacmpocTpa-
HEHHOCTb YCTaJIOCTU CpPEAU B3POCJBIX TMAIlMEHTOB C
0osie3nbio [loMrie oTMeueHbl KaK Ha HavyalbHOW CTamuu
00J1e3HM, TaK U Ha 0oJiee MO3MHMX ITamax, IpuYeM 3TU
CHMIITOMBI HE BCET/Ia CBSI3aHbI C HAapYILIEHUEM JbIXaHUSI.
DeHOMEH YCTaNOCTH MPHUCYTCTBYET Y MAllMeHTOB KakK C
JIETKOM, TaK M C TsoKeaoit hopMoii 00JIe3HU U HE 3aBU-
CHUT OT ee npoaoskuTebHoCcTH. [llkana oneHKu TsKecTn
ycranoctu (Fatique Severity Scale) siBisieTCs IMOJI€3HBIM

74

U TPOCTHIM MHCTPYMEHTOM OLEHKU YTOMJISIEMOCTU Y
B3POCJ/IbIX MAlMEHTOB ¢ Oosie3HbI0 [TomIte.

* Bpauu o01ueit MpakTUKKU U TeparneBThl JOJKHBI TO103pe-
Bath BIIIIH y manmeHTOB ¢ HEOOBICHUMON IOSICHO-
KOHEYHOCTHOM MBIIIEYHON Cl1ab0CThI0 Jaxe Mpu
OTCYTCTBMM BaKyoJieil B OMOITATE MBIIIIIbI, PECTTUPATOP-
HbBIX CUMIITOMOB, TMOBBILIEHUSI AKTUBHOCTU KPEATUHKU-
Ha3bl U YTOMJISIEMOCTH.

Optonepasbl

e be3 neuenust BIIIIH y neteil mpuBOAUT K yXyILIEHUIO
JBUTATEJIbHOW aKTUBHOCTU U JbIXaHUSI, BbI3bIBACT MHBA-
JUIN3ALNI0 M TIPEMSATCTBYET HOPMAIbHOU COIMATbHOIM
SKU3HU.

e Opromneabl A0JKHBI 00palllaTh BHUMAHUE Ha MBIIICYHYIO
¢1a00CTh U HapyIIeHNe TTOXOAKH Y JAeTe.

e BIIIIH y nmeteil compoBoxaaeTcsi CKOJMO30M, Haauuue
KOTOPOTO SIBJISIETCS BaXKHBIM MPU3HAKOM, TPeOYIOIIUM
HCKITIOYEHMSI 9TOTO 3a00IeBaHUS.

3aknioueHue

MHoroob6pasue 1 HeOMHOPOIHOCTh KIMHIUYECKUX TIPOSTBIIC-
Huit 6ose3nu [lomme, BO3MOXHOCTb MX Pa3BUTHSI B CTap-
1eM, MOXWJIOM W Jaxe CTapuecKoM BO3pacTe 4YacTo
MPUBOAST K TOMY, YTO TMAIIMEHTHI OOpalaroTCcsl K Bpayam
Pa3HBIX CMELMaNbHOCTEH, BKIOYasl MyJbMOHOJOTOB, PEB-
MAaTOJIOrOB, TEPAINeBTOB W OPTOIENOB, B TO BpeMsl KaK HEB-
poJioT, KakK BO3MOXHO caMblii WH(MOPMUPOBAHHBII
CTeLIMATNCT, OKa3bIBAETCS He Ha TepBOi TMHUU. B pesyib-
Tare AuarHo3 oosiezHu [lomme yacTo ycraHaBAMBAIOT MO3[-
Ho. HeoOX0aMMO OTMETHTB, UTO 3TO CIIPABEIIMBO [T BCEX
cTpaH Mmupa 0e3 uckKiaoueHus. B mocienHee Bpems B
pe3ysbTaTe MOBBILIEHNSI HACTOPOXEHHOCTU Cpeln Bpaveit
BCEX CIELUUATbHOCTEN OTHOCUTETBHO OphaHHBIX OOJIE3HEN,
BKJII04as 6ojie3Hb [lomme, cpoku YCTaHOBIEHMSI OUMarHo3a
MMOBCEMECTHO COKPAIIAIOTCS, YTO MO3BOJISIET CBOEBPEMEHHO
HayaTh 3(PHEeKTUBHYIO0 (HepMEHTO3aMECTUTEIbHYIO TEPATIHIO
PEKOMOMHAHTHBIM MpenapatoM KHUCIOW o-TIIOKO3UAa3Hl.
[IpemioxeHHbIe aIrOPUTMbI JOJDKHBI TTIOMOYB BpayaM 3aro-
no3puth BIIITH u mpoBecTn momoaHUTENbHBIE MCCIEI0OBA-
HUsI, HEOOXOMUMbIE /ISl UCKJIIOUEHUST WM TIOATBEPKIACHMSI
9TOrO MarHo3a.
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Speciality-specific diagnostic algorithm for late-onset
Pompe disease in children and adults

S. Nikitin', S. Moiseev?

'Bochkov Medical Genetic Research Cente, Moscow, “Sechenov First
Moscow State Medical University, Moscow, Russia

Pompe disease is a rare metabolic autosomal recessive disor-
der characterized by accumulation of glycogen in multiple
organs, specifically in the skeletal and respiratory muscles,
due to deficiency in the lysosomal enzyme acid alpha-glucosi-
dase (GAA). Late-onset Pompe disease (LOPD) can manifest
from early childhood to late adulthood. The signs and symp-
toms of LOPD include slowly progressive limb-girdle muscle
weakness and respiratory failure caused by diaphragm and
expiratory muscles involvement. Broad spectrum of manifes-
tations that mimic symptoms of other diseases, slow progres-
sion and variable age at presentation hinder initial diagnosis
and cause diagnostic delays. The article presents the special-
ty-specific diagnostic referral algorithm for LOPD that was
developed during expert group committee meeting.

Key words. Late-onset Pompe disease, muscular weak-
ness, respiratory failure, dianosis.
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