NEJIATPIA

OP®AHHI SAXBOPIOBAHHSA

(epmenmuo3aMicHa mepania — namo2exemuyHuil
Memo( B;jexmusHo20 NiKYBaxue xsopobu Nomne

OpHi€lo 3 BAOXXJIMBUX TEM CYyHACHOI neAiarpii € paHHs AiArHOCTUKA TA CBOEYACHE NiKYBAHHS
piakicHux saxsopioBaHb. Came 06roBOpPEHHIO LIMX rOCTPUX NUTAHb Gyna NnpuceBaYeHa
HAYKOBO-NPAKTUYHA OHNAaWH-KOH$epeHLis 3 MDXHaOPOAHOIO YyHacTIiO «AKTyanbHi MUTAHHSA
Cyu4dacHoi negiarpii», aka Big6ynacsa 23-24 uepeHsa 2020 poky B m. JIbBiB 3a iHiLiaTMBM

YHiBepcuTtety 3a0poBoi AMTUHM HAHbKOBCLKMX.

Ha BaxximBoMy 3HaYeHHi OCHOBHUX
eTalliB JiarHOCTUKM Ta 3aCTOCYBaHHSI
depmeHTHO3aMicHOI Tepamii (P3T)
y JIiKyBaHHi Talli€HTIB i3 XBOPOOOIO
ITomrnie Haronocuna aoueHt Kadenpu
neniaTpii Ne 2 BiHHMIIbKOTO HALlIOHAJb-
HOTO MeJMYHOro YHiBepCUTeTy iMeHi
M.I. ITuporoBa, KaHAMIAT MeAMIHHX
Hayk Haranig IsaniBaa CiHuyk.

— CrporogHi oniHka (pizuuyHOro
Ta HEPBOBO-TICUXiYHOT'O PO3BUTKY € OJHUM i3 BaXJIUBUX
€TarliB OMISIAY IUTUHU NMPU EPBUHHOMY 3BE€pHEHHI 0aTh-
KiB 110 Jikapsi-neniarpa. OCHOBHUMM O3HaKaMU CUHJIPO-
MYy «MJISIBOI IUTUHMW» Yy Malli€HTIiB BiKoM 10 1 poky €:
cnabka ¢pikcallist ToJIOBU, IPOBUCAHHS TOJIOBM Ta HIir
y TIOJIOXKEHHI JiexXauun Ha XuBoTi (y Burisai gitepu C),
«I103a XKa0KW» y MOJOXEHHI Ha CTIMHI Ta HEBIAMOBIAHICTh
MMOSIBU MOTOPHUX (DYHKIIii BiKy AUTUHU 200 IXHS BTpaTa.
Takox y BUIaaKy BifcTaBaHHS MajllokKa Yy HEpBOBO-TICU-
XiYHOMY PO3BUTKY IU(DEPEHLITHY 1iarHOCTUKY HEOOXil-
HO MMPOBOAUTHU 3 IEPUHATAIIBHUM YPaskeHHSIM [IEHTPaTb-
HOI HEPBOBOI CUCTeMU, JOOPOSIKICHOIO BPOIKEHOIO Mio-
MnaTi€ero, BPOIKEHOIO CTPYKTYPHOIO MiomarTi€lo, repude-
PUYHOIO MiOTaTi€0, MiTOXOHIPiaIbHUM 3aXBOPIOBAHHSIM
Ta XBOpOOaAMM HaKOTIMYCHHSI.

PinkicHe ayToCOMHO-pelleCUBHE, YaCTO CMEpPTEIbHE
3aXBOPIOBAHHS 3 EPEBAXKHUM YpaxkeHHSIM M’ S130BO1 TKa-
HUHU — xBopoba [Tomrie. Y manieHTa 3 1i€l0 maToyoTi€l0
BUHUKAE MyTallisl, 1Ka MPU3BOJIUTH 10 1ediuTy hepMeH-
Ta Kucioi anbda-riaoko3uaasu (GAA), 1110 CylTpoOBOIXKY-
€TbCSI HAKOTTMYEHHSIM TJIiKOTeHY B JliZocOMax MPakKTUYHO
B yCiX TKaHMHAX, 0COOJMBO Y KapAioMiollMTaX, CKeJIETHUX
Ta IMXalbHUX M’sg3ax. KiliHiuHi MposiBU MOXYTb OyTH BiJl-
CYTHi, aJie i3 HAKONMUYEHHSIM TJIIKOI'€HY B M’S13aX CUMII-
TOMU 3aXBOPIOBAaHHS MPOrPECYIOTh Ta BPELITi-peIlT MO-
KYTh IPU3BECTU 0 PO3BUTKY TSIXKOI Miomarii, pyiHYy-
BaHH (iOpu Ta mopyieHHs GYHKIII M’ S3iB.

CrexTp KJIiHIYHMX 03HAK 3aXBOPIOBAHHS 3aJIEXKUTh Bif
aKTUBHOCTI (pepMeHTY. ¥ BUIIAIKY, SIKIIO piBeHb GAA €
HU3bKUM (<1%) abo B3arayi He BUBHAYAETHCS, TIPOSIBH XBO-
poou ITomrie y HEMOBIIST 3’SIBIISTIOTHCS TIPOTSTOM TEPIINX
MiCSI1IiB XXUTTS Ta CYMPOBOIKYIOTHCS IIBUAKOIPOTPECYIO-
YYM T1epediroM i3 BUCOKUM PU3UKOM PaHHbOI cMepTi. AKiio
aKTUBHICTH hepMeHTY cKianae 1-30% Bim HOpMH, TO TIepe-
0ir 3aXBOpIOBaHHS BiIOYBA€THCS MOBIIBHO Ta MOCTYIOBO
3 MIOSIBOIO CUMIITOMIB y pi3HUX BikoBuXx mepiogax. Tomy
3aJIEXKHO BijI BiKy Ta KiJIbKocTi pepmeHTY GAA pO3pi3HSIIOTH
IBi (hopMU 3aXBOpIOBaHHS: iIHDaHTUIBHY 3 MaHidecTallieto
1o 1 poky Ta xBopoOy [Tomrie 3 mi3HIM MOYaTKOM.

VY Bunanky masidecTrauii KJIiHiYHUX POSBiB 10 1 poKy
BiI3HAYAaE€THhCI HAIBHICTh M’ SI30BOI CJIAOKOCTI, sTKa IIIBUII-
KO Mmporpecye (CMMIOTOMOKOMIIIEKC «MJISIBOI IUTUHU» ),
BUPAXEHOI KapaioMeraiii, Kapaiomionarii, TpyIHOIIiB
i 4Yac roAyBaHHS, 3aTPUMKM PO3BUTKY, YaCTUX pPECITi-
paTopHMX iH(MeKiil, MopylleHb TUXaHHS YBi CHi.

[MpubausHo y 92% HEeMOBIIAT i3 MeIiaHOIO BiKy 4 MicsI-
11i Bil3HAYa€ThCS 3HaYHE 30ibIIEHHST PO3MipiB ceplis, 1110
3 4acOM TMPU3BOAUTD A0 PO3BUTKY CEPLIEBOi HEIOCTATHO-
cti. [1pu mizHiit Mmanipecranii xsopobu [Tommne y mamieH-
TiB PO3BUBAETHCA CNAOKICTh Y MIPOKCUMAILHUX M s13aX,
rnopyieHHs xoau (xona TpeHaeaeHOypra), 6i1b y M’s13ax,
TPYAHOILLI MiJ Yac XOAiHHSI, MigHIMaHHS 10 CX0JaX, BCTa-
BaHHS 3i cTUIbLS uM Mmignoru (cummroMm [oBepca), mmopy-
IIeHHS TVUXaHHS YBi CHi/HiYHA TiMOBEHTUJISALIS, 3aIAIIIKA
npu Gi3MIHOMY HaBaHTaXKeHHi, TOPYIIEHHS XapuyBaHHS
Ta KOBTaHHS, TOBiJIbHE 30iJIbIIEHHS MacH Tija.

Kniniynuii Bunagok

HisumHka. Hapogunacs Big nepluoi BaritHocTi, ska nepe-
6irana Ha TN aHeMii Ta NepeAYaCHOro BigWApPyBAHHS naa-
ueHTU. [IMTMHA HepgoOHOLWEHA, MACA TiNd NPU HOPOAXKEHHI
830 r, pict 34 cm. CTaH npu HapoaXeHHi ByB TAXKUM, Cy-
NPOBOAXYBABCS AUXANbHUMMU NOPYLUEHHSMM, 3yMOBIEHUMU
PO3BUTKOM PECMipATOPHOro AUCTPEC-CUHAPOMY TA MHEB-
Modieto. [MpoTtarom 30 gHis HOBOHApOAXEHA 3HAXOAUNACS
Ha pecnipaTopHii nigTpumui. 3rogom novascs nepiog, Big-
HOCHOI cTabinizauii (nocTHaTanbHui Bik cknagas 1-2,5 mic.,
nocTkoHuenTyansHui — 29-36 TMxHis BaritHocTi), skui Bys
noB’s3aHMM i3 AESKUM NOKPALLEHHSIM CTAHY, NPU AKOMY
AanTMHa He notpebysana LLIBJI, npote 3Haxoaunacs Ha kuc-
HeBiK niaTpumui. Jlikapi npunyckanu HasBHICTb BPOAXEHOI
BaAM cepus B 3B'S13Ky 3 HASBHICTIO LWYMIB y cepui npu
QycKynbTATUBHOMY fochnigxXeHHi. [iutuHa 6yna npokoH-
cynbToBaHa B IHcTuTyTi cepus MinictepcTea oxopoHu 3p0-
poe’s Ykpaihu, npoTe piarHo3 BpoaXeHa BApaa cepus
He nigTBepauecs. MNoripweHHs cTaHy noyanocs y nocrHa-
TanbHOMY BiLi, kMM cknae 2,5 mic., Wwo signosigas nocr-
KOHLEeNTyansHoMy — 36 TMXHIB BAFiTHOCTi T CynpoBOAXyY-
BABCS PO3BUTKOM AMXANbHOI HEJOCTATHOCTI BHACAIAOK
6poHxo-nereHeeoi aucdyHkuii. Moyana nporpecyeartu
cepLeBa HEAOCTATHICTb, y 3B’ 3Ky 3 YUM AUTHHA NoTpeby-
BANIA NOCTiHOI pecnipatopHoi niarpumku. Mporpec norip-
LWEeHHsl CTaHY AUTMHM nouaecs y 3,5 Mic. nocTHaTansHOro
BiKY, O BiANOBIAAB NOCTKOHUenTyansHoMy — 38-39 TmxHie
BArTHOCTI Ta 6yB NOB’'S30aHMIA i3 PO3BUTKOM CepLEBO-
CYAMHHOI Ta guxanbHoOi HegocTaTtHocTi. [luTMHa nomepna.
Mpu nposeaeHHi natomopdonoriyHoro gocnigxeHHs 6yno
BUSIBNIEHO HAKOMMYEHHS FNIiKOreHy B M’'3aX, WO CBiguMno
npo HAasBHICTb y AUTUHM xBOopobu Momne.

ChorojHi Ha MepIIOMY eTalli Jab0paTOPHOI AiarHOCTUKU
y Mali€eHTiB 3 Migo3poio Ha XxBopoOy [lomie Bin3HavyaTh
MiIABUIIIEHHS piBHS KpeaTuH(pochOKiHA3M, JaKTaTAETiIpo-
reHasu, ajlaHiHamiHoTpaHcdepasu (AJIT), acnapratami-
HoTpaHcdepasu (ACT) y cupoBartili KpoBi, a TAKOXK BUSIBJISI-
I0Th MiOTIATUYHUI MATepH Iif Yac MpoBeaeHHs Miorpadii
CKEJIETHUX M’s3iB KiHIiBOK Ta pO3Jay JUXaHHS, 0COOJIMBO
VBi CHi.

BaxnuBuM y BUSBICHHI XBOPUX i3 1Ii€10 IATOJOTIEIO € Ta-
KOX BU3HAUYEHHS TPYIU PU3MKY, 10 IKOI MOXHA BiTHECTU
MallieHTa B 3aJ€XHOCTi Bill HASSBHUX CUMIITOMiB: M’s130Ba
cJ1abKiCTh Ta30BOTO Ta IUIEYOBOTO TOSICY, sIKa HapOCTaE,
TPYAHOILI MiJ Yac XOAiHHS, IiTHIMaHHS 0 CXOJaXx, IiaBe-
JIEHHI 3 MOJIOXEHHS CUASTUM, 00l y M’13aX, IUXalbHa He-
JIOCTaTHICTh, OPTOITHOE, YacTi iH(eKIIiliHi 3aXBOPIOBaHHS
IUXaJbHUX 1ISIXiB, HiYHA TiMOBEHTUJISALLSI JIETEHb, TiMo-
Tpodis.

Ha npyromy etami 1iarHOCTMKM BCiM MalliEHTaM I'pynu
pPU3MKY BU3HAYAIOTh aKTUBHICTh KMCJIO1 MajbTa3u B KPOBi
METOJIOM CYXMX TIJISIM (BUKOPUCTOBYETBCS JUISI CKPUHIHTY)
3 MIOJAJIBILIOIO 1iIarHOCTUKOIO 3a LJILHOIO KPOB’10.

Ha tpethomy erarti giarHOCTUYHOTO TIPOLIECY B pa3i TUIIOBOI
KJIiHIYHOT KapTUHU Ha TJIi «<HOPMaJIbHOI» aKTUBHOCTI KHCJIO1
MaJjibTa3u B KpoBi rnokasaHe nposeaeHHs I HK-niarHoctrku
nedexrHoro reHa (GAA). KpiM toro, iHoai mpoBoasTh 6io-
TCi10 M’SI30BOI TKAHWHMU 3 MTOAAIBIITUM MOP(OJIOTIYHUM aHa-
JIi30M, SIKUi JO3BOJISIE BUSBUTHU crieli(iuHi 3MiHM, BiACYyT-
HiCTb SIKUX HE BUKJIIOYA€E HasIBHICTh xBopobu [Tomre.

BaxkimBe 3HaYeHHs1 Ma€ NpaBWIbHMIA 3a0ip MaTepiaxy s
¢epMeHTHOrO aHATI3Yy METOIOM CYXOi IUISIMU KPOBi 3 BUKOpPHC-
TaHHAM KapT 1ja 3a0opy Oiomarepiamy. Taka miarHocTnka
€ CKPHHIHTOBHM METO/IOM i HAA€THCS 0e3KOMITOBHO KOMIIAHIEI0
TOB «Canodi ABenric-Ykpaina».

*Jikapcokmi 3aci6 Mio3um, MOpOLIOK Ans MPUrOTYBAHHS KOHLEHTPATY ANs po3dmHy Ans iHdysin no 50 Mr, sapeectposanuit 8 Ykpaiki. PI. N2 UA/11618/01/01. Hakas MO3 Ykpaikm N2 1166 sig 03.11.2016,

3amitm BHeceno Hakas MO3 Ykpainm N2 577 sig 27.02.2020.

OCHOBHOI0 METOIO Teparil MnalieHTiB i3 xBopoboto [Tomme
€ YIIOBUIbHEHHS IIPOTPECyBaHHS MiONIaTUYHOTIO IIPOLIeCy 3a-
JIEXKHO Bifl CTafil MporpecyBaHHsI 3aXBOPIOBAHHS Ta TSKKOCTI
CTaHy Malli€eHTa i MOKpPAaIlIeHHSI SIKOCTi HOT0 XUTTSI.

Jlo OCHOBHMX KpUTEPiiB, 1110 BU3HAYAIOTh HEOOXiTHICTh
MoyvaTKy Teparlii xBopoou ITomrie, BiTHOCSTh: MinTBEPIKEHUI
niarHo3 xBopoou [lomme, HasiBHICTD y nalieHTa cielupiyHuX
CHMITOMIB 3aXBOPIOBAHHS, TAKUX SIK CJAOKICTh CKEJIETHUX
M’$13iB 200 3aTyuyeHHSsI M’s3iB IMXaTbHOI MyCKYJIaTypH, MUCh-
MOBO HaJlaHa 3rojla XBOPOro,/OMiKyHiB Ha JIiKyBaHHSI, TOTPH -
MaHHS$ pexXuMy BBEIEHHS Jlikapchkoro 3aco0y (1 pa3 KoxHi
2 TVKHI) Ta HopivyHe 00CTeXEHHS, HAsSIBHICTh (DYHKIIIOHATb-
HOI Ta KJIiHIYHO 3HAYYII01 3AJIMILIKOBOI CKEJIETHOI i pecrtipa-
TOPHOI M’130B0Oi (PYHKIIil, IKy MOXHa 36epertu abo mokKpa-
IIUTH, BiICYTHICTb iHIIIMX 3aXBOPIOBAHb, 1110 CTAHOBJISTD 3a-
Ipo3y IS XUTTS (32 HAIBHOCTI SIKMX JIIKyBaHHSI XBOPOOU
[ToMne He BrUIMBa€E HAa TPUBAIICTD i SIKICTb XUTTS Malli€H-
Ta). 1o KpUTepiiB, sIKi BU3HAYAIOTh MOXKJIUBICTb TPUMTMHEHHS
JIIKyBaHHSI, HaJeXaTh: HasIBHICTh TSKKUX, aCOLiOBAaHUX
3 iHQY3iIMU peaklliit, IKi He MiAIaThCsl METUKAMEHTO3HOMY
KOHTPOJTIO, BUCOKI TUTPU aHTUTIJT 0 TIperapaTy, 110 3HaYHO
BILJIMBAIOTh Ha €(heKTUBHICTb JTiKyBaHHSI, HEAOTPUMAaHHSI Ta-
LiEHTOM ab0 oro poauyaMu pexxuMy JTiKyBaHHS i1 00CTexXeH-
Hsl, HAsIBHICTb iHILIKX 3aXBOPIOBaHb, 1110 CTAHOBJISITh 3arpo3y
JUTSL KUTTS 1 IPU SIKUX JIIKyBaHHS1 XBopoOu [Tomnie He BIUIMBAE
Ha TPUBAJIICTh Ta AKIiCTb XUTTS, BiICYTHICTb cTaOUIi3alii U1
MOKpallleHHs Yyepe3 2 pOKM Bifl MOoYaTKy Tepartii.

ChOTo/iHi Yy CBITi iCHyE €NMHUI METOJ JIIKyBaHHSI XBO-
pobu Ilomre, sikuii osisirae y 3acrocyBanHi @3 T anrimroko-
3upasolo anabda (mpenapat Miosum*), sika BUPOOJISIETHCS
3a JIHK-pekoMGiHaHTHOIO TexHOJOrien. MexaHi3Mm il
LIbOTO JIIKAPChKOTO 3aCO0Y MOJISITAE B PO3LIETUIEHHI TTiIKOTEHY
JI0 TJIIOKO3M M0 aHAJIOTIi 3 1i€l0 HaTUBHOTO (hepMeHTy GAA.
IMpenapat Miosum (Sanofi Genzyme) € 3apeecTpoBaHUM
Ha TepuTopii YKpainu. PexomeHmoBaHa cxema mpuiiomy
AJTTIOKO3WIa3M anbda cTaHoBUThL 20 MT/KT Macu Tina 1 pa3
Ha 2 TUXHI.

EdextuBHicth npenapaty Mio3um Takox OyJa MmiaTBep-
JIKeHa pe3ybTaTaMy KJIiHIYUHUX JOCTiIKeHb. Y TOCTiIKeH-
Hi P.S. Kishnani et al. (2007) 3a yyacTio 18 HeMOBISIT y Billi
MoJoire 6 MicsiiB i3 xBopo6oio [Tomme yepe3 52 THXKHI
®D3T nikapcbkuM 3aco60M OYJI0 BCTAHOBJICHO 3MEHIIICHHS
BUpaxeHoCTi rinmeprpodii aiBoro muryHouka (IJIL)
y 100% malrieHTiB Ta MOKpaIlleHHs MOTOPHOI QYHKIIT Yy 72%.
BusxuBanicts y Bimti 18 mic. ckimamana 100% (6e3 LIBJI —
83%). Y 2009 p. 1i XX HayKOBLIi TPOIOBXWIN IIPALIOBATU HaJl
BUBYeHHSIM eekTuBHOCTI ®3T Ta oTpUManu pe3yiabTaTh
y MaJIOKiB BiKOM MoJjofalie 7 MicsIiB, SKi CBIIUYMIN TIPO
smenmenHs [T y 94% nanieHTiB Ta MOKpAIIEHHS MOTOP-
HMX HaBUYOK y 61%. ToOTO OyJI0 BCTAHOBIIEHO HEBEIUKE
3HMXKEHHST e()eKTUBHOCTI Teparii Mpu OiIbII Mi3HOMY I10-
YyaTKy JIiKyBaHHS TipenapaToM Mio3um y XxBopux 3 iH(aH-
TUJIbHOIO (GopMoto xBopobu Ilomme. Y mocnigxeHHi
M. Nicolino et al. (2009) 3a yuyacTio MaJIoKiB y Billi Bix 3
1o 43 Micauis, gkuM npooauian M3T, 3aranbHa BUXKUBA-
HiCTh HAIIPUKIHIII JOCTIIKeHHS ckiana 71%. 3MeHIIeHHS
BupaxeHocti [JIII Bin3Havganocs y 8§1% Ta mokpaieHHs
MOTOPHMX HaBUYOK y 62%.

OTprMaHi pe3yabTaTi AOCTIIXEHb CBiTYaTh PO Kpally
BIDKMBaHICTh TIpU paHHboMy Tipu3HadeHHi ®3T mamieHTam
i3 iHdaHTUIBHOWO (hopMoto xBopobu [Tomre.

3rigHo 3 pe3ynbratamu gociimkeHHs J.M. de Vries et al.
(2012), y nauieHTiB i3 mizHbO1O hopmoio xBopoodu [Tomre
OyJI0 OTPUMAHO JaHi, SIKi CBiIUMJIM TIPO 3pOCTAHHSI MPOMIEHOT
JUCTaHLI (32 JAHUMH 6-XBUJIMHHOIO TECTY), II0 TOBOPUTH
PO 3MEHIIEHHS BUPaXXEHOCTI MiONIaTUYHOTO CUHAPOMY.
Kpim Toro, mpu npusHadyeHHi npenapaty Miosum y 91% ma-
Li€HTIB BimMivaaucs MO3UTUBHI 3MiHU M’S30BOi CUJIHU
tay 86% criocTepiranocs moKpameHHs (hOPCOBAHOI XXKUTTEBOT
€MHOCTI JIETEHb.

OTtxe, Teparis npenaparoM Mio3um cripusie 3pOCTaHHIO
BMXXMBAHOCTI Y MaJIIOKiB, YIMOBUIbHIOE MTPOTPECYBAHHS AU~
XaJIbHOT HEZIOCTATHOCTI NP paHHbOMY TTOYATKY JIIKyBaHHS
B IUTSTYOMY Billi Ta iCTOTHO BILIMBAE Ha ITOKPaILEHHS SIKOCTi
SKUTTS AiTel Ta JOpOCTuX.

Migrotysana Ipuna Hemiw
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