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HepBOBO-M’930Bi 3aXBOPIOBAHHS:
HOBI MOX/IMBOCTI B YKpPaIiHi

st HepBOBO-M’5130BMIX 3aXBOPIOBaHb y CBITI Ta B YKpaiHi BXe iICHye He nuLue giarHocTvka, a vi e(pekTuBHE JliKyBaHHSI.
Cawme ue cTasio Temoro 06roBopeHHs Ha Il LLIkoni 3 HepBOBO-M’s1I30BYIX 3aXBOPIOBaHb Ta 3axXBOPIOBaHb nepugdepudHoi
HepBoBOI cuctemu, sika Binbynacs y JIbBoBi 25-26 tpaBHs 2018 p. OcCBIiTHIV 3axig BiABigaim HEBPOIOry Ta reHeTuku
3 baraTbox obnacrteli Ykpainv, a cepen aonosiaadis 6y Biaomi 'y CBiTi Ta B YkpaiHi gaxiBuji, 3okpema npogecop AH-
AOHI YpTisbepea 3 IHcTuTyTy Mionorii (PpaHuis), nokTop Anekc Poccop 3 HaliioHabHOro HeBPOJIOriYHOro 1a Hevi-
poxipypridHoro rocnitamo (Benvkobputanis), npogecop FassHe AKonsiH, 3aCTyrnHUK aupekTopa IHCTUTYTy cnaakoBoi

narosorii HAMH Ykpaixu Ta iH.

L siigrs! ;

CepefL 0CHOBHMX TEM A0MOBIAEN — PO3p0o6Ka HOBYMX Npenaparis
09 NiKyBaHHS NaLEHTIB i3 MiogncTpodieto JioweHHa Ta CniHanbHO
M’5130BOIO aTpodieto. Takox 3Ha4Hy yBary 6yno npuaineHo xsopoobi
Momne, ska Ha CbOrOAHI € EAMHUM HEPBOBO-M’30BMM PO3NAL0OM,
0191 9KOro B HaLLiv KpaiHi 4OCTynHa edekTBHA Tepanis.

XBopo6a MNomMne BMHMKAe BHACNiAoK Aediunty akTMBHOCTI dep-
MEHTY KMCNOi a-rnoko3naasu, Wo nNpu3BoauTb 40 HAKOMUYEHHS
rnikoreHy B Ni30COMax MiOLMTIB i HE3BOPOTHOIO yYpaXeHHs M’a3iB.
XBopo6a MNomne Takox Bigoma sk aediumT kucnoi a-1,4-rnoko3ngasu,
abo rnikoreHo3s |l Tuny (Hirschhorn R., Reuser A.J.J., 2001).

XBopo6a MNomMne xapakTepuayeTbCs LUIMPOKUM CMEKTPOM KITiHIYHNX
GbeHOTUNIB | MOXE BUHMKATW Y NALLIEHTIB BIKOM A0 1 poky (iHpaHTub-
Ha dopma xBopobu Momne) Ta cTapiue 1 poky, y Aiten i Lopocnmx
(dopma xBopobu MNMomne 3 nizHim novaTkom — XIMIMM) (ACMG Work
Group on Management of Pompe Disease et al., 2006).

Ockinbku kniHiYHa KapTUHA | Bik NOSIBY CUMNTOMIB MPOSIBASIIOTLCS
no-pidHomy, y naujeHTis i3 XM yacTo Bia3Ha4alTh Taki 03HAKM
Ta CUMMNTOMMU:

* nporpecytoya cnabkicTb MPOKCUMAabHUX M’A3iB, 30KPEMa Y HX-
HIX KiHUiBKax, WO € HanvacTiwmm cumntomom XM (Hirsch-
horn R., Reuser A.J.J., 2001; van der Beek N.A.M.E. et al., 2012);

® nuxasnbHa HEJOCTaTHICTb, CNpUYMHEHa cnabkicTio aiadparmu,

AKa MOXe NPOSBNATUCS K HEPErYNIAPHUIA PAHKOBUI rOIOBHUIA

6inb, 3aamLLKa Y nexadoMy NonoxeHHi abo nig vac Gi3nyHux Ha-

BaHTaxeHb (Mellies U. et al., 2001; American Association of Neu-

romuscular & Electrodiagnostic Medicine, 2009; Mellies U., Lo-

faso F.,, 2009);

® He3HayHe 4u NOoMipHe MiABULLEHHS PiBHA kKpeaTuHdochOoKiHa-
31 (KDK) (400-2000 Op,./n), ockinbku HopmanbHMiA piBeHb KOK
He [,03BOJISIE NMOBHICTIO BUKITIOUMTY XBOPOOY Momne npu andepeH-
uinHin giarHoctuui (ACMG Work Group on Management of Pompe
Disease et al., 2006; American Association of Neuromuscular &
Electrodiagnostic Medicine, 2009; Leslie N., Bailey L., 2017).
MaujeHTam i3 xBopo6oto MomMMne 4acTo BCTAHOBIIOTL AjiarHo3

i3 3anisHeHHsaM (American Association of Neuromuscular & Electrodi-
agnostic Medicine, 2009). 3aTtprmMka B AiarHOCTUL MOXe NPU3BECTn
[0 CYTTEBOr0 NOPYLUEHHS CTPYKTYPU M’S30BOi TKAHUHM, MOTipLUEHHS
disnyHoi PyHKuji Ta nepepyacHoi cmepTi (Hagemans M.L. etal., 2005;
Giingor D. et al., 2013). CepepgHiit nepion, 3aTpMMKM BCTAHOBJIEHHS
niarHo3y B naujeHTis i3 XM moxe ctaHoBuTM 40 7 pokis (Winkel L.P.
etal., 2005; Kishnani P.S. et al., 2013).

Rt

Cepef xBopux i3 Ta30BO-MNIEHOBOO MiONaTiE HEBM3HAYEHOI ETiO-
Jnorii, cnabkicTio NPOKCUMasbHMX M’S13iB Ta/41 NiaBULLEHHSM piBHA KDK
MOXYTb OyTI NaLieHTN i3 XBopoOoto MNMomne, 9KMM MoXHa AONOMOrTH,
BYACHO AiarHOCTYBaBLUM Ta PO3MnoyaBLUM GepMeHTO3aMiCHY Tepa-
nito (O3T) (Tabn. 1, 2) (Hobson-Webb L.D., Kishnani P.S., 2012).

Ta6nuug 1. TazoBo-n/eyoBa Mionartis HeBU3HAYEHOI eTionorii/cnabkicTb MPok-
CUMasbHUX M’93iB

Yactka
Kniniyna kapTuHa/cumnTomm K”?"K".m’ _ MauienTis
naujieHis, n i3 xeopo06oto
Momne, %
Ta30B0-nn1e4y0Ba Mionartis HEBU3HAYEHOT eTioNOrii 144 10,2
Y HepiarHoCTOBaHa cnabKicTb NPOKCUMaNbHIX M'S3iB
(Bautista L.J., 2013)
Ta30B0-nn1e40Ba M'1308a AUCTPODIS HEBU3HAYEHOI 38 8,0
etionorii (Preisler N. et al., 2013)
CnabkicTb Ta30B0-MNE4Y0BUX B0 NPOKCUMANbHIX 132 15,0
M’513iB i3 niz03poio Ha xBopoby Momne
(Goldstein J.L. et al., 2009)
Ta6nuusa 2. Ninguwenns pisHs KOK y kposi
Yactka
- KinbkicTb naujiexTis
Kniniyna kaptuHa/cumnTomm nauieHTie, n_ i3 XB0poGoIo
Momne, %
InionaTuyHe nipBueHHs piBHs KOK abo navieHTy 207 2,4
3i 0I1HO BUSIBNEHUM NiABULLIEHHSM DiBHS KK
(Bautista L.J., 2013)
AcumntomaTnyHe niagueHHs pisHs KOK Hesigomoi 137 2,2
etionorii (Spada M. et al., 2013)
MinuwieHHs piks KOK Ta BincyTHICTb KNiHiYHMX 104 3,8

03Hak cnabkocti M's3iB (Fernandez C. et al., 2006)

Pe3ynbTatu OCTaHHIX JOCHIOXEHb, MPUCBAYEHUX MOLUMPEHHIO
XM, [o3BonsoTb BUOKPEMUTU CUMITOMMU, SIKi MOXYTb CBIAYUTMU
NpO BUCOKMIA PU3NK PO3BUTKY LbOro 3axsoptoBaHHs (Fernandez C.
etal., 2006; Goldstein J.L. et al., 2009; Bautista L.J., 2013; Preisler N.
etal., 2013; Spada M. et al., 2013).

Bes3 cBoeyacHO BCTAHOBNEHOrO AiarHoady i nikyBaHHs xBopoba
lMomne nporpecye i3 Taxkumn Hacnigkamn (Hagemans M.L. et al.,
2005).

®3T, sika nonsrae y BHYTPiLULHLOBEHHOMY BBEAEHHI GEPMEHTY,
He[oCTaTHICTb SKOro NPU3BOAMTL A0 XBOPOOU NomMne, NpoaeMOoH-
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CTpyBasa 3HMXEHHS PU3MKY CMEePTHOCTI Ha 59% NOPIBHAHO 3 MOBHOMO
BincyTHicTio ®3T (Glingdr D. et al., 2013).

JaHi nocniopkeHb TakoX 4EMOHCTPYIOTb KHIYHO 3HAYYLLYy TeH-
neHuito edpexkTmBHocTi BrimBy @3T Ha TPMBANICTh XWUTTSH, MOTOPHY
YHKLIO Ta pecnipaTopHuii ctaTtyc y nauienTis i3 XMNIMIM (Strothotte S.
etal., 2010; van der Ploeg A.T. et al., 2010; Glingor D. et al., 2013).

B YkpaiHi Bukntount xsopoby NomMne MoxHa 3a LONOMOroH0 LLBMA-
KOro Ta JOCTOBIPHOro aHanidy 3a METOA0M CyxOi NasmMu Kposi. Liio aia-
rHOCTUKY 6e3KoLITOBHO NponoHye TOB «CaHodi-ABeHTiC YkpaiHa».

Binblwe Npo aiarHOCTUKY Ta NikyBaHHA HEPBOBO-M’A30BUX 3a-
XBOPIOBaHb MOXHA Ai3HATUCS, 3B’A3aBLUMCh 3 YKPaiHCbKOK acolia-
LLIEI0 HEPBOBO-M’A30BMX 3aXBOPIOBAHb Ta 3aXBOPIOBaHb Nepudepmy-
HOi HEPBOBOI CUCTEMU:

e http://nmdpns.org.ua/
e E-mail: neuromio.lviv@gmail.com
e Ten.: +380 98 020 9223

(Opect Cemepsik, ronosa AcoujaLii, kepiBHuk LieHTpy HepBOBO-

M’A30BKX 3aXBOPIOBaHb JIbBIBCbKOT 061ACHOT KNiHIYHOI NikapHi).
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PE®OEPATUBHA IHOOPMALIA

N30bITOK CHa TaKXe BpefeH ans 340pOoBbS,

KaK U ero HeaoCcTaTokK

Y1o Gonee BpeaHO A1 300POBbLS: PETYNSPHO HE BbICLINATLCSA
W He ynyckaTtb HWU OAHOM BO3MOXHOCTM nocnate nogonbwe? B xone
HOBOIO UCCNEA0BaHNS yueHble CeynbCKoro HauMoHaIbHOTO YHUBEPCU-
TeTa (Seoul National University), tOxHaa Kopes, onpegenunu, 4to
He TOJbKO HEJOCTATOK, HO Y U3ObITOK CHA MOFYT 3HA4YUTESIBHO MOBLILLIATbL
prCK pa3BUTUS MeTabonMyYecknx HapyLleHnii. Kpome Toro, oHn oTMe-
TUAN, YTO HA BbIPKEHHOCTb HEFATUBHOMO BIVSIHVS YPE3MEPHOMO KO-
4ecTBa CHa BIMSIET NOJ NtobuTens otabixa. PesynbTatsl nccnegoBaHus
onybnmkoBaHbl B xypHae «BMC Public Health».

MpogonxutenbHOCTb CHa M MeTabonYecKuii CUHAPOM

[ns npaHHOM paboThbl yueHbIe Noa, pykoBoaCcTBOM fokTopa Knep E. Kum
(Claire E. Kim) npoaHanvaunposanm nHdopmMaumio, Noy4eHHyo B Xoae
KPYMHOro nonynsiuMoHHOro nccneposaHns Health Examinees (HEXA),
Liesblo KOTOPOro ObINO M3y4eHVEe B3aUMOCBS3V MEXY FeHaMM U BHELL-
HUMK akTopamm Npn GOPMUPOBAHUM XPOHUHECKUX NaToNorun. B nc-
cnepoBaHne yyeHble Bktoumam gaHHble 133 608 niopet (Bo3pact —
40-69 neT), KOTOpble eXeAHEBHO YKa3bIBaN NPOAOIKUTENBHOCTbL CBO-
€ero CHa B HOYHOE 1 OHEBHOE BpeMs. MeanumnHcKme OOKYMEHTbI
Y4aCTHVKOB cofepkanv MHdopmaLmio 06 Nx aHaMHESE XUN3HK, Npueme
NeKapCTBEHHbIX MPEenapaTos, HAIMYMN BPEOHbIX MPUBBLIMEK 1 FEHETUYE-
CKOVi NPeApacnonoXeHHOCTY K Pa3BUTUIO OTAENbHBIX MATONOMIA.

Oxkazanochb, 4to 13% xeHLLmnH 1 11% MyxuuH cnanm <6 4/cyt,a 1,7%
KEHLLWH 1 1,5% myxumH — 210 4/cyT. MpoaHanv3npoBas BCE AOCTYMHbIE
[aHHble, YYeHble NMPULLAN K BbIBOAY, YTO NPOAO/HKNTENBHOCTL CHa <6
1 210 y/cyT accoummpoBaHa C PUCKOM PasBuUTUsS METAbOIMYECKOrO
cuHapoma. MiccnepoBateny AMarHoCTMpPOBaIv MeTaboNNIYeCKNin CUH-
OPOM MPU HAMYMK Y YHACTHUKOB HE MEHEe TPEX M3 Takmx NMPU3HAKOB:
136bITOYHOE KONMYECTBO XMPOBOW TKAHWN BOKPYT TaIUK, BbICOKMIA YPO-
BEHb TPUIMINLLEPUO0B B CbIBOPOTKE KPOBU, HU3KMIN YPOBEHL IMMONPOTE-
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10B BbICOKOW MAIOTHOCTM B CbIBOPOTKE KPOBU, BbICOKUIA YPOBEHD M1I0-
KO3bl KPOBM HATOLLIAK, MOBLILLIEHHOE apTepuanbHoe fasneHune. Mpu-
3HakM MeTabonM4eckoro cuHapoma otMedanu 'y 29% mMyxumnH n 24,5%
XKEHLLVH, YTO MO3BOAWIO YYEHBIM FOBOPUTL O FEHAEPHbIX Pa3INUUaX
B YPOBHSIX prcCKa.

TeHpepHbie pa3nnyus npyu GopMUPOBaHNU PUCKA

ABTOPbI PABOTLI OTMETUIIN, HTO Y KEHLLWH, KOTOPbIE Cnasnv <6 4/CyT,
pUCK M3OLITOYHOIO HAKOMIEHNS XNPOBOI TKaHM BOKPYr Tanuu Gbin
BbILLE, YEM Y UX CBEPCTHULL, KOTOPbIE CNanm eXxeaHeBHO 6-7 4. Y Myx-
YMH, KOTOPBIE MAJIO CMau, Takxe Hab o AaI0Ch HAKOMJIEHME XUPOBOIA
TKaHW BOKPYT Ta/IMK, HO TaKol PEeXMM CHAa U OTABIXA Y HUX MOBbILIAN
BEPOATHOCTb MPUCOEAMHEHNS 1 APYrUX CUMITOMOB, CBOMCTBEHHbIX
MeTaboIMYeckoMy CUHAPOMY.

Yro kacaeTcs n3bbiTka cHa (CoH >104/CyT), TO y4eHble onpeaenmn-
NN, 4TO Y MYXH4MH OH Obl1 aCCOLUMMPOBAH C MOBLILIEHNEM YPOBHS
TPUMNLEPULOB, a Y XEHLWMH C BLICOKMM YPOBHEM TPUIIMLEPUOOB,
HU3KUM YPOBHEM JIMMOMNPOTENOB BbICOKOW MIOTHOCTM, BbICOKAM
YPOBHEM T1H0KO3bl U HAKOTMJIEHNEM XUPOBOI TKaHW BOKPYT TaJIN.

ABTOPbI PabOThI PE3IOMMPOBASIU, YTO B IAHHOM UCCNeA0BaHU Brep-
Bbl€ OLIEHEH 0303aBUCUMbIN 3P DEKT MEX Y NPOAOCIKUTENBHOCTHIO CHA
1 PUCKOM Pa3BUTISt METAOOIMYECKOrO CUHAPOMA, & TAKKE €r0 OTAESbHBIX
CYMMTOMOB. B HacTosiLLee BpeMst OCTaeTCs HEACHBIM, KaK Pacropsiiok
[OHS MOXET BUSATb Ha Pa3BuTE METABONMYECKMX HAPYLLEHWIA, OAHAKO
1ccnefoBaTeny HanoMHI, YTO BO BPEMSI CHA CUHTE3VPYIOTCS KITOHEBbIe
rOPMOHBI, KOTOPbIE PETYIMPYIOT anmneTuT U SHEPrOOOMEH. BO3MOXHO,
HapyLUEHNE 1X CUHTE3a 1 NPUBOAUT K HABM0AAEMBIM U3MEHEHVISIM.
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