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HEBPOJIOI'IA
NOCTIIKEHHS

llowupenicmb Xgopobu MoMne y nawicHmis 13 NIQBULLEHAAM
dKMUBHOCMI KpeamuHKiHasu ma cnabkicmio M'9318 KiHWIBOK

Xsopo6a Momne (XM), a6o xBopo6a HaKONUYEHHS FMIKOreHy 2-ro TUNY — Lie MyNIbTUCUCTEMHE METaBoniYHe 3a0XBOPIOBAHHS,
cnpuuMHeHe HeOCTATHiCTIO pepMeHTy Ni3ocomHoi kucnoi a-1,4-rniokosupasu (GAA). Z. Lukacs et al. nposenu
NPOCNEKTUBHUI CKPUHIHT BENUKOI BUGIPKM NALieHTIB i3 NigBULLIEHHSIM AKTUBHOCTI cMPOBATKOBOI KpeatuHkiHasm (KK)
Ta/a6o cnabkictio M'si3iB KiHLiBOK (guctpodicio JlelipeHa) Ha npeamet HepoctarHocTi GAA 30 SONOMOroI0 AOCAIAKEHHS
cyxoi kpanni kposi (DBS). OtpumaHi pesynbtartn ony6nikosaHi y BuganHi Neurology (2016; 87 (3): 295-298).

XI1 i3 nizHiM MOYaTKOM XapaKTePU3Y€EThCS PisHUMU BIKOM JIEOI0TY 3a-
XBOPIOBaHHSI Ta (DEHOTUTIOM. Y OUIBLIOCTI XBOPUX OCHOBHUMM KJTiIHIYHK-
MU TPOSIBAMU € aKCiaIbHa i MPOKCUMaJTbHA CITA0KICTh CKEJIETHUX M SI3iB.
OHaK 3aXBOPIOBAHICTh Ta CMEPTHICTh TAIlIEHTIB, 30KpeMa, ITOB’sI3aHi
3 IMXaJbHO HemocTaTHicTio (Glingor et al., 2011). XTIT i3 mi3HiM movar-
KOM TPOSIBIISIETHCS IIIMPOKUM CIIEKTPOM CHMITTOMIB, Cepel SIKMX OKpeMi
HEPBOBO-M 'sI30Bi CHMITTOMY Ha TIEPBUHHOMY €Tarli, 4epe3 1110 XBOpoOy
MoxHa He aiarHocTyBaTu (Schiiller et al., 2012).3aTpuMaHHs y BCTAHOB-
JIEHHi JiarHo3y 3a3Buyaii ckianae Bin 7 1o 10 pokis (Kishnani et al., 2013).

MoXI1MBO, HACTAHHS €MOXM (PePMEHTO3aMICHOI Tepartii BILTMHYJIO
Ha HeoOXinHicTb Jimoi odizHaHocTi mono XI1. Tox Z. Lukacs et al.
BUKOHAJIV MPOCTIEKTUBHUI CKPUHIHT TALIIEHTIB i3 MiBUIIIEHHSIM aKTHB-
HocTi cupoBaTtkoBoi KK Ta/ab0 cadKicTro M’513iB KiHIIIBOK (IUCTpOdieio
Jleiinena) Ha npeamet HeoctaTHOCTI GAA 1isixom gociimpkeHHst DBS.

Mamepianu ii Memogu gocnigKenns

JL71s BKJIIOUEHHS Y JOCTIIXEHHS Malli€HTiB BiIOUPAIN LIISXOM Me-
JIMYHOTO OOCTEXEHHSI, SIKe MPOBOAW/IN Y CEMU CTalliOHApHUX Ta aM0y-
JIATOPHUX KJTiHiKaxX JUIsl JIiKyBaHHSI HEPBOBO-M'SI30BUX 3aXBOPIOBAaHb
Himeuurnu it Benmkoi Bpuranii yripomosx 2009-2014 pp. B ycix xBo-
pux OyJI0 OTPMMAHO YCHY Ta MUCHMOBY 3rofy Ha y4yacThb. JlocmimKeHHs
0OyJ10 BUKOHaHE BilMOBITHO 10 [ebCUHCHKOI IeKIIapallii Ta yXBajlieHe
€TUYHOI0 KoMicieto YHiBepcutety Jltonsira Makcuminiana y MioHxeHi
(HimeuyunHa). /1151 OMcoBOro CTaTUCTUYHOTO aHAJTi3Yy BUKOPUCTOBYBAIIU
niporpamy ms Windows SPSS (Bepcist 23.0; IBM, Heto-Hopk, CIIIA).

KpuTepii BKAlOUEHHSI

Jlist yuacti y mocimkeHHi Oyo1o Binibparo 3076 mawieHTiB BIKOM Bil
18 1o 89 pokiB (MeniaHa — 48 pokiB; 58,2% — xiHku). Bubipka ckia-
najacs 3 oci0 i3 HeKJtacu(hikoBaHOIO IPOKCUMATBHOIO Ta/ab0 aKciaib-
HOIO CJTa0KiCTIO M’SI3iB KiHIIIBOK (mrcTpodieto JleiineHa) Ta/abo CTilikum
He3’sicOBaHUM TiIBUILICHHSIM piBHs cupoBatkoBoi KK. ITix muctpodieto
JleiimeHa Majacst Ha yBa3i CJTa0KiCTh IPOKCHMATbHIX M SI3iB PYK Ta Hif,
30KpeMa IJIeY0BOro Iosica, Iieda, akcialbHOi mapaBepTeOpabHoi,
Ta30Boi o0s1acti Ta creroH (Giingor et al., 2011, Schiiller et al., 2012).
Heonnopa3zose 36inbiieHHs BMicTy KK stk Kputepiio BKitoueHHs 0yi10
BHU3HAUYEHE SIK MEePeBUILECHHSI BEPXHBOI IPAHULIi HOPMU MPUHAKMHI
BiBivi: <180 MO/n mnst xiHok Ta <200 MO/ y1st 40OBIKiB.

B3siTTa 3paskiB, hpayopomeTpis
Ta reHeTuYyHe CeKBeHyBaHHS

3pasku DBS 3abupanu 3 neprdepryHoi BeHU 3a JOIMOMOTo0 pooip-
KU, TOKPUTOI €TUJIEHIMAaMiHTETPaoOLITOBOIO KUCIOTOI0. Jlasti KpoB Oy/10
HeraitHo HaHeceHo Ha (ibTpaLiiiHuii namip. Yci 3pa3ku aHOHIMi3yBaIu
Ta gocnimkyBany B Jlabopatopii 00MiHy pedyoBUH IHCTUTYTY KITiHIYHOL
XiMii YHiBEpCUTETCHKOTO MeAMYHOTO LIeHTpY M. [amOypr (Himeuun-
Ha). /1ns1 mocimkeHHs OYB BUKOPUCTaHUI METOM (hIyOPOMETPUYHOTO
aHastizy Ha npeaMet HepocrtatHocTi GAA (Lukacs et al., 2010). 3pa3ku
DBS, B sikux 6y;10 BUSIBICHO 3MEHIIEHY (hepMEHTaTHBHY aKTHBHICTb,
nepeBipsu Ha MyTallii reHa GAA.

CexBeHyBaHHsI 32 CeHIrepoM KOIyBaJIbHOTO Ta (hyIaHKYBaJIbHOTO €K-
30H perioHy reHa GAA mpoBomin, Koy akTuBHiCTE GAA 'y DBS Oyna
<0,9 HMoJB/TIPOGY 3a 21 roa y ABOX He3aleXHO B3ITHX 3pazkax DBS.

Peaynbmamu gocnigKenns

JlemorpadiuHi XapaKTepHCTUKH MAL[EHTIB T KIIHIYHI TIPOSIBU M-
cyMoBaHi B Tabuili 1. Pesynbratu aktuBHOCTi GAA 2844 oci6 (92,2%)
6y B Mexxax Hopmu. Cepenniii pisenb KK y Bcix yqacHUKIB cTaHO-
BuUB 563 MOp/n; HopMaIbHMI Aiana3oH 3HadyeHb — 15 tc. MOm/i.
AkTtusHicTb GAA y DBS Oyna HUXYO10 32 TpPaHUYHUI MOKA3HUK
0,9 Hmorb/mipody 3a 21 rox y 232 xBopux (cepeniii Bik — 40,7 poky).

AxtusHicTb GAA y DBS cepen HeypaxxeHHX 0ci0 npyu BUKOPUCTaH-
Hi inTibitopa GAA akap603u nepeBaxxHO CTaHOBUIA 1,73 HMOJIb/TIpo-
0y (MemiaHa — 1,22 HMOJIb/TIPO0Y) BPoaoBX 21 rof. 3a 10MoMOro
MyTalliifHOTO aHai3y B 42 XiHoK (56%) Ta 32 4oJI0BiKiB Oy/10 BCTa-
HoByieHo AiarHo3 XI1 i3 mizHiM movyatkom. [TokazHUKKM aKTUBHOCTI
GAA y DBS npu 3acTocyBaHHi akap0031 y BCiX Malli€HTiB i3 mij-
tBepmkeHoto XIT cknanm 0,18 HMomb/mpoby (Memiana — 0,12 HMOIB/
mpo0y) npotsarom 21 rox. Y 70 xBopux cekBeHyBaHHS TeHa GAA Busi-
BWJIO JIBi F€T€PO3UTOTHI BiIOMi ITaTOreHHi MyTallii, 30KpeMa 3a 4acTolo
MyTali€lo cailTy craiicuHry reHa GAA c.-32-13T>G Ha onHOMY
3 aJIeJliB, 110 CBOEIO YEProk0 MiATBEPAMIIO TiaTHO3.

Takox 3a rpaHMYHOIO (PEPMEHTATMBHOIO aKTUBHICTIO GAA OyJ10 ineH-
TrdikoBaHo 158 moxmBux HociiB XI1. [ToBropHe mocmimkenHs: DBS
10KAa3aJ10 HOPMaJIbHi pe3y/ibraTh y 123 i3 HuX. AJITepHaTUBHMUIA 1iarHO3
0yJ10 OCTaTOYHO TOCcTaBIeHO 52 i3 123 yyacHHMKIB, a caMe PeLIeCUBHY KiH-
LiBKOBO-TIOSICHY iricTpodito (n=32), M’s130By nuctpodito bekepa (n=4),
MIOTOHIYHY AUCTPOdiro 2-To THITy (n=8), Mio3uT (N=6), KiHIIiBKOBO-IT0-
SICHMI MiacTeHIUHME cHIpoM (n=1), aTpodito M SI3iB CIIMHY 3-TO THITY
(n=1). JliarHo3 95 0ci0 i3 rpaHUYHUMM 3HAYECHHSIMU (DepPMEHTATUBHOI
akTUBHOCTI GAA 3a/IMIIMBCS HEBCTAHOBAEHUM. Y 24 i3 1IUX Malli€HTiB
0YJ10 HEMOXKITMBO TIPOBECTH MOBTOpHE nocmimkeHHsT DBS; 11 BusiBimcst
reTepO3UIOTHUMMU 3a YACTOIO MYTALIEIO caidTy critaiicuHry reHa GAA
¢.-32-13T>G, npu 11boMy MyTallito apyroro reHa GAA He BCTAHOBUJIH.

0620B0peRHHA

Hapa3i 11e Haii6i1b11 TPOCTIEKTUBHE KOTOPTHE CKPUHIHTOBE A0CTi-
JokeHHs1 xBopux Ha XIT i3 mizHiM moyatkoM Ta HekacugikoBaHi M’s130-
Bi xBopoou. EdextusHictb MeTony GAA GyJ10 OMUcaHo Npy BUBYEHHI
BUOIPKM HEMOBJISIT Ta B MeXKax iHIIMX (POKYCOBaHMX AocimkeHb XI1
(ta61. 2) (Gutiérrez-Rivas et al., 2015; Musumeci et al., 2016; Palmio
etal., 2014; Spada et al., 2013; Preisler et al., 2013; Goldstein et al., 2009;
Perez-Lopez et al., 2015; Schoser, Toscano, 2013). Yci 74 natieHTH, IKUM
OyJ10 Briepiie rnocrapieHo aiarHo3 XI1, Manu KitoyoBi KITiHiuHi MposiBU
XBOPOOM 3 Ti3HIM 1MOYaTKOM. BaxIMBUM HaC/IiIKOM JTOCTIIKEHHS € Te,
110y 2,4% IOpoC/MX XBOPUX i3 HeKtacupikopaHoio nuctpodiero Jeie-
Ha Ta/a60 mixBumeHHsM piast KK 6ymo BcranosneHo XI1. Lli nawi Bin-
TOBINAIOTH Pe3yJIbTaTaM MEHILIUX BUTIPOOYBaHb, ITPOTE 3 KOMOIHOBAHOIO
ToIMpeHicTio XBopoou y 2,5% (Gutiérrez-Rivas et al., 2015; Musumeci
et al., 2016; Palmio et al., 2014; Spada et al., 2013; Preisler et al., 2013;
Goldstein et al., 2009; Perez-Lopez et al., 2015). Xoua Oy;1 BUKOpUCTaHi
OIHaKOBI MeTou (piyopoMeTpii, Bci Bicim mocrimkeHb DBS nokazanu
HeBesMKi BinMiHHOCTI y notupeHHi XT1. Lli po3dixxHOCTI MOXYTb Bi-
JOOpaXkaTy Pi3HULIIO B YACTOTi 3aXBOPIOBAHOCTI Ha PiIKICHY XBOPOOY
3a51exkHo B KpaiHu (van der Ploeg, Reuser, 2008; Kishnani et al., 2013).

Takox HemocTaTHICTh akTHBHOCTI GAA He 3BT MOXKHA TTiITBEPIM-
1 MeTogoM DBS y moBropHo B3sitoMy 3pa3ky. Cepel BitoMyX pUYMH

B Ykpaini kapt1 ans 3a6opy 6iomarepiany (DBS) Ta nabopartopHy
piarHocTuky Hagae TOB «Canodi-Asenric YkpaiHay. [Ins nauientis
obcTexeHHs abconoTHo 6eskowTosHe. PepMeHTHA AiarHocTUKa
nposoauTbes B MeTaboniuwii naboparopii ARCHIMED Life Science
GmbH Laboratories (Asctpis) a6o naboparopii LleHtpy opdaHmx
3axsoptosanb HACIT «OXMATOUT» (m. Kuis).

€ B3SITTS KPOBI TMiCJIs EpeIMBaHHSI, HEMPABUJIbHE B3STTS Ta HAHECEHHS
DBS, a Takox 30BHilIIHi (haKTOpH, SIK-TO BUCOKA TEMITEPaTypa ITilT yac
TpaHCIOPTYBaHHs1. HaBiTh y LIbOMY TOCITiIXEHHI, Py 3ay4eHHi J0CBiI-
YEHUX LEHTPIB, Oy/I0 HEMOXJIMBO YHUKHYTU MMOMUJIOK MPY HAHECEHHI
KPpOBIi 200 1110710 AOTPUMAHHSI YMOB 30BHILLIHBOTO CEPEIOBUILIA.

Baprto 3a3HauuT, 1110 OYB MPOBENEHUI1 BHYTPIllIHilf KOHTPOJIb YCiX
1po6 DBS misxoM BUMiproBaHHSI aKTMBHOCTI HEUTpATbHOI MaJIbTa3H,
SIKMIA 3aCTOCOBYBAJIM LLIOJ0 MEPIIOTo 3pa3Ka JOCTiIKEHUX MallieH-
TiB. OfIHaK JIMILIAEThCS UMOBIPHICTh MCEBAOMO3UTUBHOTO Pe3yJIbTa-
Ty. ToMy aBTOpU peKOMEHYIOTh TiATBEPIKYBATH YK CIPOCTOBYBATH
OTpUMaHi JaHi 3a JOMOMOTOIO iHIIMX TKAHUH, Hanpukiaa ¢iopo-
6J1acTiB / M’130BOi TKAHWHU YU 30JI0TOTO CTAHIAPTY, KOJIU IIe CTOCY-
eTbest GAA, — TeHeTUYHOTO ceKBeHyBaHHSI 3a CeHrepoM. KimacuuHo
npu XIT i3 mi3HiM MOYATKOM 3a MpOBeJeHHs Oiorncii M’s130B01 TKa-
HMHM MOXHA M00aYuTH aBTO(ariuHi BaKyoJbHi MiOMaTUUHI 3MiHU,
HaKOMMYEHHSI TJIIKOTEHY, a TAKOX BKJIIOUEHHSI, TIO3UTUBHI Ha KUCITY
(ocarasy. OctaHHE MOXe CITocTepiraTrcst 0e3 04eBUIHOTO HAKOIH -
4yeHHs TiikoreHy. OnHaK (axiBLsaM 100pe BiTloMo, 10 HAKOTTMYEH-
HsI TJIIKOTEHY Ta BKJIIOUEHHST Kucoi (pocaTa3u OyBaioTh BiICYTHI,
ajie 1e He BUKIIoYae rposeacHHs DBS. MoxiuBo, mociimkeHHS
metonoM DBS BapTo BUKOHyBaTH 10 B3ATTS Giomcii, SKIIO y KTiHi-
LIMCTA € Tig03pa 1oa0 po3BUTKY B natieHTa XI1.

BpaxoBytouu BimHOCHO pinkicHi Bunaaku XI1 i3 mizHiM moyaTtkoM,
HecneuudiyHi KIiHIYHI 03HAKM MPOKCUMAJIbHOI CJTAOKOCTI Ta IMiBU-
mweHHs piBHa KK, a Takox 3a3BMYaii BiICYTHICTh O3HAK MOPYIIEHb
TIpY TIPOBeeHHi Gioricii M’130B0i TKAHWHY, HABITh JOCBiTUEHI CIle-
LiaJTlicT¥ 3 HEPBOBO-M’SI30BUX 3aXBOPIOBAaHb MOXKYTh HE 3aIliflo3pUTH
JaHuii giarHo3. Tox aBTOpH AiMLIUIA BUCHOBKY, 1110 JOLILJIBHO MPO-
BOJIUTH AOCHiIKeHHsT MeTonoM DBS Ha paHHix eTanmax I1iarHOCTUKN
MallieHTIB i3 HekacudikoBaHow auctpodieto JleiineHa yn HassBHUM
nigBuieHHaM aktuBHOCTI KK mist BukmoueHHs aiarnosy XI1 i3 mizHiMm
noyaTkoM. KiltouoBUMM KJTiHIYHMMM O3HAKaMH, 1[0 MAIOTh HACTO-
POKUTH JIiKapsl Ta CIIOHYKATH MPOBECTU CKPUHIHT 3a ioromoroto DBS
Ha nipeamet XI1 i3 mizHIM MoYaTKOM, € ypaxkeHHs M’sI3iB 1LIui, Ta3a,
JIMXaJIbHOT MYCKYJIaTypU Ta MepcucTyBajibHe 3pocTaHHs piBHS KK.

Bucnosku

3 SIBJISIETHCS BCE OUTBILIE JOKA3IB HA MiATBEPIKEHHSI TOTO, 1110 Ha paH-
Hix eTanax y xBopux Ha XI1 i3 Mi3HiM MOYaTKOM JOLTLHO 3aCTOCOBYBATU
(bepMeHTO3aMiCHY Tepartiio. [i BApTo IIpH3HAYATH, TIEpII HiX BiIOYIeTh-
¢S 3HAYHE, MOXJIMBO, HE3BOPOTHE TTOIIKOKEHHS M SI30BO1 TKAHUHM.
Take JiKyBaHHSI € 3HAYHO e(DEKTUBHIIINM TIOPiBHSIHO 3 TUM, IO PO3-
royare Ha OiTbLI Mi3HiX cTamisx. Le 1ie pa3 Harosolye Ha BaXJIMBOCTI
paHHboi miarHocTuku (van der Ploeg, Reuser, 2008; Musumeci et al.,
2016; Goldstein et al., 2009; Schoser, Toscano, 2013).
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Tabn. 1. AemorpadiuHi XapakTepucTukmn Tabn. 2. Ornapgoei paxi pocnigxeHs i3 BukopucraHHam GAA-DBS
P P P P
YUOCHMKIB Ta KNiHiuHi nposBu K cKpuHiHrosoro metoay piarHocruku XIM i3 nisHim nouarkom
XapakTepucTuku MokasHuk n nauieHTis n nauiexTis
. . AgsTopm Kpaina n popocnux | Mertop pocni- i3 NO3UTMBHUM i3 nigTBEepAXKEeHUM MowmpeHicrb
3arankHa ucensHicts BuBIpKM 3076 Ta pik ny6nikauii P nauyieHrie pxeHns DBS pesynsTarom piarnosom XIN nicna Xnnn,%
Bik, poku (Meaiara) 48 (18-89) 3a merogom DBS | NOBTOPHOro TeCTyBAHHS
Xi 1784 (58 Lucascetal,, HimeuunHa, . 74 meTopoM ananisy
Crats, n (%) i (58) 2016 Benuka bpuratis 3076 ®nyopometpia 232 myTauin GAA 24
Yonosiku 1292 (42) ] ;
MeTOAOM aHanisy
Mipemwenns aktmeHocti KK 738 (24) I:rzlz-lé%p;esz lcnanis 241 e 3 $);:)c::|.e|:TC:ﬁ\er;ulH::iTac;n0M 0,8
Kniniynui FinepKan'ieMiaj- reHepanisoBaHa 2338 (76) ! B neiikouuTax
nposis, actpodis Jlenpera
n (%) Moui s X0 ( o Gutierrez-Rivas lenanis 348 ®nyopomerpis 20 16 meTogom ananisy 46
auiexty i3 XI (noautnsHi pesynsraty tal, 2015 it GAA '
DBS ta myTauii rena 2 GAA) 74(2,4) e MyTaum
Bik, poku (MeaiaHa) 48 (18-81) Musu?gi:léef al, Iranis 1051 ®nyopomerpis 30 ;Z;‘E:‘ng:“may 1,6
Kinku 42 (56) . .
o Palmio et al., . . 3 MeTosoM aHanisy
Crars, n (%) Jonosicn 32 (44) 2014 Hanis 103 ®nyopomerpis 3 MyTawiii GAA 2,9
[30MbOBGHA rinepKpeaTHHKIHa3EMis 9(12) Spadaetal., 2013 Dinnangis 108 ®nyopomerpis 0 0 0,0
linepkaniemis + reHepani3oBaHa AMCTPO- Preisler : ; 3 MeToAOM aHanizy
ois JlerpeHa + puxanbHa HeROCTATHICTL 45(61) etal., 2013 Irania 137 ®nyopowetpia 8 myTauin GAA 2.2
Kniniunui linepkaniemis + auctpodis Jlemaena 7(9,5) 28 (pocnipxeHns
nposis, NNe4oBOro nosicy / Goldstein et al., CLWA 671 e m $ibpobnacris uufipu); 41
n (%) - T . 2009 7 MeTooM aHanisy
linepkaniemis + anctpodis Jleaera 11(14,8) MyTauiin GAA
Ta3osoi obnacri ¢
- B 3aranom 5735 374 143 2,5
Migenwenns aktmeHocti KK + guxansHa 2(2,7
He#OCTATHICTb ! ) Mpumitka: XMMM - Xsopo6a Momne 3 nisHiM noyaTkoM.
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