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OCHOBHI NOJ1I0XXEeHHA

* BinbwicTb MiONaTiN MatoTb CNAaAKOBUN XapaKTep.

* OAQHNX CMMNTOMIB, 3a3BMYAN HEAOCTATHLO A4 AiarHOCTUKW MionaTil,
ane ix HaABHICTb BUMArae NoAasibLUMX HEBPOJIOTYHMX 06CTEXEHD, L0
NPOBOAATLCA Y BENIMKMX NIKAPHAX Ta aMByNaTOPHMX KJiHiIKaX, Lo
cneuianisyoTbCsa Ha HEPBOBO-M'A30BMNX PO3/1aax.

1igo3pa Ha MionarTito

¢ TUNOBMMM CUMNTOMAMM €:
° MOBIJIbHO NporpecytoYa M'A30Ba C1abKicTb

o M'A3o0Ba aTpodin

> M'A30Ba cnabkicTb, 6inb abo cynomu nifg vac eisnyHoro
HaBaHTaXXeHHA

° MTO3
o aucdaria
° MOPYLUEHHA MOBM.

* O6TAXEHNN CIMENHMI aHaMHe3 NMOCKJIHOE NiA03py.

* OAHMNX CMMNTOMIB, 3a3BMYaN HEAOCTATHbLO A4 AiarHOCTUKWN MionaTil,
ane ix HaABHICTb BMMArae noAasibluMX HEBPOJIOTYHMX 06CTEXEHD.
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O6cTe)XeHHA

* 36ip ckapr, peTtenbHumn 36ip aHaMHe3y, ¢iznKasnbHe 06CTeXEHHA Ta
nabopaTopHi AoCNiaXKeHHSA

* Y Bunaaky 6aratbox MionaTin niaBuLLYETbLCA piBeHb KpeaTuHKiHa3n (KK)
nnasmu.
o HopManbHuK piBeHb KK He BUKJ1H04YAE iIMOBIpHICTb MionaTil.

o Chnig BpaxoByBaTH, WO piBeHb KK NiABULLYETLCA NpY TPaBMax,
BHYTPiLLHbOM'A30BUX iH'€EKLIAX Ta Nicna npoBeAeHHA EHMI.

» EnekTtpoHenpomiorpadia (EHM)
» bioncia Mm'a3iB
o MiaxoanTb ANna andepeHLUiNHOT AiarHOCTUKN MiX MiO3UTOM,
MiONaTi€ Ta HEMPOTreHHMMN M'A30BMMM PO3J13JaMM.
MNpoBeaeHHs bioncii BMMarae cneundiyHnMX HaBUYOK, TOMY BOHA

NMOBMHHA NPOBOANTUCL 3@ YMOB HAaABHOCTI y dpaxiBua
BiAMOBIAHOrO AOCBIAY.

 Bi3syanizauinHi metoamn gocniaxeHHa m'asis (KT/MPT)
o Lly>Ke KOPUCHMW MeTOoA AJ18 OLIHKM CTYyNeHs Ta NOWWPEHOCTI
ypaXkeHHA M'A3iB

o Jlekinbka pa3iB HeobXiAHO Ha3HAYaTK BUOIp NpaBUJIbHOTO MicuA

nna 6ioncii
» [NocnigxeHHa AHK

° € OCHOBHMM METOA0M, AKLLO /1iIKap MAE YiTKY Niao3py: ANTNHA 3i
cniHanbHo M'A30Bot0 aTpodieto (CMA) I-ll Tunis, MioTOHIYHOO
anctpodieto (Tuny 1 1a 2), M'a30B0t0 AUCTpodieto JoleHHa i
Bekepa, TMbianbHO0 M'A30BOO ANCTPOdiEtD, Nieve-/10NaTKOBO-
nnueBoto aucTpodicto

o 3aCTOCOBYETLCA ANA NOAANbLUNX 06CTEXEHb, AKLLO 33
pe3y/ibTaTaMM iHWNX AOCNIA>KEHb BUHMK/IA NiA03PaA HA HACTYMHI
cneundivyHi 3aXBOPHOBAHHA: NePBUHHI HeMponarTii, XxBopobu
PYXOBWUX HEMPOHIB, MIOTOHIl, cnagkoBi MionaTii, ancTpodii,
MITOXOHAPIabHi MionaTii TOLLO.

JlikyBaHHA | peabinitauin o reso) e rmee

 JlikyBaHHA NOTPibHO NpOBOAMTW Mifl HArNIAA0M CheLiani3oBaHOro
nigposainy.
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« BbaraTto MionaTin obMeXyoTb 3aTHICTb 10 NepecyBaHHSA Ta
NOBCAKAEHHY aKTUBHICTb. YacTo cTatoTb HeobxigHnMK disioTepanis,
nepeobs1afHaHHA NOMELLKAHHSA Ta YNCJIEHHE AOMNOMIXKHE YCTAaTKYBAHHSA.
EdbekTUBHMMM MOXYTb BUABUTUCA TPEHIHIM 3 aflanTalii Ta nepioanyHi
Kypcu peabiniTauii y BianosigHMX 3aKnanax.

 TMauieHTy TakoX cnig HaAaTV iHGOPMaLLio LLLOA0 YCNaAKyBaHHA
3aXBOpPHOBaHHA. 33 He0bXiaHOCTI, NALiEHT MOXe ByTN HaNpaB/IEHMN Ha
reHeTUYHe KOHCY/IbTYBaHHA AJ18 NoAANbLUNX AOC/iAXEHb Ta HAZlAHHSA
iHbopMalLii.

MionaTii paHHbOIro ANTAYOro BiKY

* CMMMTOMM BKJIKOYAKOTb:
> M'A30BY FiNOTOHIO, MNABICTb 360 C/1abKiCTb Yy HOBOHAPOXEHOIO
YN HEMOBJIATH, LLLO NPOABAAETLCA Y CKAAHOCTI yTPMMYBATH
rOMiBKY, BiACYTHICTIO MiMiKN, HEPYXOMICTHO, YTPYOHEHNM
CMOKTAHHAM YM ANXaHHAM abo peunamByounMm iHpekLismm
ANXANbHUX LLUNAXIB

° BPOXAEHi MionaTii MOXXYTb CYyNnpOBOAXYBATUCA BUBMXOM
KYJIbLLOBOrO Cyrn106a, KOHTPaKTypoto cyrnobiB Ta CKONi030M,
apTpPOrpMno3om, To6To He3BOPOTHIMM KOHTPAKTypaMu cyrnobis

* Hanpwuknag, HeManiHOBa MionaTia B TOMY YMCJli NPOABAAETLCA Y LbOMY
Billi. MiOoTOHIYHa ANCTPOdifa i MiacTeHiA TaKoX MOXYTb byTK
BPOAXEHUMMU.

CniHanbHi M'A30Bi aTpodii

+ OOopMM 3aXBOPIOBAHHSA 3 paHHIM 1e6l0TOM 3a3B1Yal YCrNaIKOBYHOTbCA
33 QYTOCOMHO-peLeCcMBHNUM TUNOM. [TporpecrMBHe ypa>keHHsA
JIOKANI3yeETbCA B NepeaHixX porax CMMHHOIo MO3KY.

¢ CMMNTOMM BKJTHOYAOTb M'A30BY FiMOTOHIO, MIABICTb, CN1A6KICTD i
aTpodito. PacunKkynauii A3nKa Ta TPEMOP € YaCTMHOI KiHIYHOIT
KapTUHW.

» CniHanbHa M'a3oBa atpodia (CMA) I-lll Tunie cnpnunHaeTbCa nedpekTom
reHy SMN1, npamnn JHK-TecT MOXe BUKOPMCTOBYBATUCh AN
NiarHOCTMKMW. ICHYIOTb TAaKOX iHLWi, 6inbL pigkicHi popmu CMA Ta
MOTOPHMX HEMPONATIWN.

* ICHYIOTb YMcneHHi cybkateropii CMA abo MOTOpPHUX Henponarin 3
nebloToM y I0poCaIoMY Billi, LLLO YCNAAKOBYHOTHCA IK 3@ aYyTOCOMHO-
peuecMBHUM (Hanpuknaa, xeopoba KeHHei, 34enieHa 3 X-
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XPOMOCOMOI0, B T.4. CMiHa/IbHa bynbbapHa M'a3oBa aTpodia (CBMA)) abo
ayTOCOMHO-IOMiHAHTHMUM TUMOM (HanpwukKaaz, HeMpPOHOMAaTIA HUXKHbOIO
MOTOHEWMPOHaA 3 Mi3HIM MNOYaTKOM, LLIO HeLLloJaBHO byna onncaHay
DiHnaHaii). HannownpeHilmM 3aXBOPHOBAaHHAM MOTOHENPOHIB € HiYHN
amioTpodiyHmm cknepos (BAC) [555: 5| Biunnii amioTpodiunnii cka...], AKNIN Y
6araTboX BMMNaaKax Ma€E reHeTUYHE NOXOAXKEHHS.

CMA | Tnny, xsopoba BepaHira-fropdpmaHa

* |HTepHeT-KaTanor MeHAeniBCbKOro ycnagkyBaHHAa y ntoanHn OMIM
[se6]|http://www.ncbi.nlm.nih....]

KOMeHTap eKcriepra. ,ﬂ,aHMVI KaTaJsior MOXXHa 3HANTM 33 NOCUJIAHHAM
https://www.ncbi.nlm.nih.gov/omim/

* oyvaToK 3a3BMYaM BNPOAOBXK MNEPLUMX TUXKHIB XXUTTS; MPOrHO3
HeCnpuUATINBUN.

CMA Il Tuny, npomixxHa popma

* |HTepHeT-KaTasior MeHAeNiBCbKOro ycnagkyBaHHA y ntoanHm OMIM
[ses|http://www.ncbi.nlm.nih....]

* ICHY€e TakoX NpOMiXKHa GOpMa 3aXBOPIOBAHHSA 3 MEHLL TAXXKUMMN
CMMNTOMaMM Ta Ae60TOM 3aXBOPHOBAHHS, WO NpMNagae npnban3HoO Ha
Bik 12 Micauis. NMpn3BoaAnTb A0 BUPAXXEHOI iHBaNiAM3aLil, ase o4ikyBaHa
TPMBANICTb XUTTS MOXe aocAratn 50 pokiB i 6inbLue.

CMA lll Tuny, xBopoba Kyrenbbepra-BenaHaepa

* |HTepHeT-KaTasor MeHAeNiBCbKOro ycnagkyBaHHA y ntognHn OMIM
[ses|http://www.ncbi.nlm.nih....]

» Jlyxe pigkicHa ¢opMa 3aXBOPHOBAHHA 3 Ae6OTOM y AUTMHCTBI Nicna
[OCArHeHHA 18 MicAauiB abo y paHHbLOMY AIOPOC/IOMY Billi. TAXKICTb i
LIBMAKICTb NPOrpecyBaHHSA LbOro 3aXBOPIOBaAHHA BapilOOTh.

BiyHnn amiotpodiunnn cknepos (BAC)

o [nB. [15555"°%°|BiuHmMI amioTpodiuHMM cK...]
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CnapgkoBi nosliHenponartii i NOpyLeHHA HepBOBO-
M’'I30BOI Nepepaavi

* CnapgkoBi nosliHenMponaTil [fis: °®*|MNoniHenponartii] Ta MOPYLUEHHS
HepBOBO-M'A30BOI Nepeaayi, AK HaNpuMKa4 MiacTeHia gravis Ta
MiaCTeHIYHI CMHAPOMM [§e52"°%|MiacTeHia Ta MiacTeHiYHun...], TAKOX
BUKJINKAOTb M'A30BY C/1abKiCTb; y BUNAAKY MiaCTeHin BUHNKAE LWIBMAKA
BTOMJIOBAHICTb M'AA3iB NPy NOBTOPIOBAHNX pyXaX. HeBesMka 4acTuHa
MiaCTeHiN € CNAAKOBMMM.

[Mporpecytodi M'a3oBi gnctpoddii

* ICHYIOTb pi3Hi popmMn ancTpodii, LLLO BiAPi3HAIOTHCA 33 CBOEIO K/iHIYHOO
KapTMHOO Ta TUMOM YyCNaaKyBaHHA. bioncia m'asiB BUABNAE BENMKY
MIiHNMBICTb AiaMeTpy M'A30BNX BOJIOKOH. Jlesiki 3 BOJIOKOH
aTpodyoThCA, AeAKi pereHepytoTb, YaCTUHA 3aMiHIOTbCA Gibpo3HO
TKAQHWUHOI Ta XXMPOBUMMW KNITUHAMW. N9 AiarHOCTUKM LMX MIONaTIn
BUKOPUCTOBYETLCA EHMI. B akTMBHINM cTaaii pieHb KK nnasmn yacto
niaBuwyeTbca y 50-100 pasis.

M'asoBa anctpodia AoLieHHa

* |HTepHeT-KaTanor MeHAeniBCbKOro ycnaakyBaHHa y ntoanHn OMIM
[ses|http://www.ncbi.nlm.nih....]

* OVH i3 HaNCepMOo3HIWKMX TUNiIB M'A30BOT ANCTPO®iIi; TN yCNaaKyBaHHA
pPeLeCMBHNI, 34ENJIEHNIN 3 X-XPOMOCOMOH. B/IN3bKO TPEeTUHN
BMMNaAKiB — HOBi MyTaLii. XBopoba 3ycTpivaeTbecay 1/3 500
HOBOHAPOAKEHNX XJI0MYMKIB.

* OCHOBHO NPUYMHOLO € AediunT AUCTPpodiHy B MOBEPXHEBIN MEMbOpPaHI
KNITUH CKeNeTHUX M'A3iB, LLL0 MoXe BUABAATUCA Npu Bioncii m'asis.
HDocnipxxeHHa AHK niaTBepAXye AiarHo3 y 6ifibll HiXX ABOX TPETUHAX
BMMaaKiB.

» XBOPIiOTb XJIOMNYMKMK, CUMNTOMM 3'ABNAKOTHLCA VY Bili 4—5 pokiB..
o [Mo4aTKOBi CUMMNTOMM BKJIHOYAKOTb MOPYLUEHHSA X04M | CNabKicTby
M’'A3aX NPOKCMMAJIbHUX BiAAiNiB KiHLIBOK (CK/1alHO BCTaBaTH 3
MOJIOXXEHHSA HABMOYINKK).

o XapaKTepHe NOTOBLLEHHSA JINTKOBUX M'A3iB (ncesaorineptpodis).

o CnabkicTb M'A3iB HAPOCTAE i NALLIEHT CTAE NPUKYTMM 10
iHBaniaHOro Bi3Ka y Bili npnban3Ho 12 pokis.
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o |HWIi NposABKN 3aXBOPIOBAHHSA BKJIKOYAIOTb CYr/1060Bi KOHTPAKTypH
Ta nedopmalito cnmnHm (CKoNios), a TAKOX YTPYAHEHE ANXAHHSA Ta
KapZioMionarTito, SiKi CnpuAoTb PO3BUTKY iHbEKLIN.

* Ban3bko y 15% XiHOK-HOCIIB NpOABASAKTLCA CUMATOMM MIONATIl TOK YK
iHLOK Mipolo.

M’asoBa anctpodia bekepa

* |HTepHeT-KaTanor MeHAeNiBCbKOro ycnagkyBaHHA y ntoanHn OMIM
[se6]|http://www.ncbi.nlm.nih....]

* Tvn ycnaakyBaHHA — peLLeCUBHUI, 34ENJIEHNI 3 X-XPOMOCOMOHO.

* PiBeHb ANCTPOdiHY 3HMXKEHWNN, aNe He HACTiNIbKKN, IK Y BUNaaKy
anctpodii AroweHHa

* CTyniHb TAXKOCTI MOXe 6yTn pi3HOtO.
* [M04aTOK 3aXBOPHOBAHHA MOXIMBUIM Y ANTUHCTBI Ta AOPOC/IOMY BiLi.

» Kapgiomionartia Moxe 6yT CTAHOM, HANCKAAAHILLKMM Y JliKyBaHHi
nauieHTa.

KiHuiBoyHO-nosicHa anctpodis

e CnabkicTb M'A3iB TOKANI3y€eETbCA B NPOKCMMAJIbHUX M'A3aX KiHLLIBOK
(TPyaHoOLLi Npu NiANOMI NO CXo4aX i yTPMMAHHI NiIAHATUX PYK).

» MoyvaToK y ANTUHCTBI, y NigniTkoBoMy abo y fopoc/ioMy Bilj;
nowmpeHictb 5/100 000

* Twun ycnaakyBaHHSA 3a3BM4Yan ayTOCOMHO-PELIECUBHUN, piaLue
AYyTOCOMHO-AO0MIHAHTHUN.

e Bigomi 6inbLue 30 pi3HUX reHiB, L0 BUKJIMKAIOTb 3aXBOPIOBAHHSA; BOHM
MOXYTb ByTV ineHTMdiKoBaHi B yMOBaXxX CreLianisoBaHUX reHeTUYHNX
nabopatopin.

Mneyo-nonaTkoBo-MLLEeBa M'A30Ba aucTpodia

* |HTepHeT-KaTanor MeHAeniBCbKOro ycnagkyBaHHa y ntoanHn OMIM
[zes|http://www.ncbi.nlm.nih....]

* 3a33BKWYaN CNpUYMHSAE aTPOdito M'A3IB B YPaKeHNX 30HAX, ane KNiHiYHa
KapTMHA 3HAYHO Pi3HNTbLCA.

» 3axBOPIOBAHHA NPOrpecye BiAHOCHO NOBiNbHO. MNoWwKnpeHicTb cknaaae 3/
100 000.
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* YcnapgKoBYETbCA 3@ QyTOCOMHO-AOMIHAHTHUM TUMNOM; NPOTE, iICHYOTb
YMCJIeHHI HOBI MyTaLii 6e3 nonepeiHLOro CiMeMHOro aHamHesy.

MioToHiuHi ancTpodii i msiol

* 3axBOPHOBAHHSA 3 ayTOCOMHO-AOMIHAHTHUM TUMOM YCMNaAKYBaHHSA

* HaneXwuTb [0 HAaNNOLWMUPEHIWNX ANCTPOdIiN, KJiHIYHI NpoABK i CTYMiHb
TAXKOCTI Pi3HATbCA. YacToTa Tmny 1 1a TMNY 2 Pi3HNTbLCA 3a/1€XXHO BiA
periony; y ®iHnAHAIT nowmpeHicTb 060X TMNiB cknaaae binbie 10/100
000.

* [liarHo3 rpyHTYETbCA Ha gocniaxeHHi AHK.
MioToHiuHa guctpodis | Tnny

* |HTepHeT-KaTanor MeHAeniBCbKOro ycnagkyBaHHA y ntoanHu OMIM
[se6]|http://www.ncbi.nlm.nih....]

e [1e6l0T CMMNTOMIB MOXJ/IMBMI Y Pi3HOMY Billi (Bif HEMOBNAT [0 OCib
MOXMJI0ro BiKY).

* KAiHIYHI NpoABM BKIKOYAOTb
o M'A30BYy aTpodito i C1abkicTb, 0c06MBO y ANCTaNbHUX BiaAinax
KiHLiBOK, M'i3ax 06/11M44a Ta nosikax (NTo3)

o MiOTOHIt0, TO6TO yTpyaHeHe po3csiabsieHHsI CKOPOYEeHMX M'AI3iB,
KOJIM MaLi€EHT HAMAraeTbCA PO3KPUTK CBil KyNak, LLO
NiATBEPAXYETLCA Npy enekTpoMiorpadii

o @HAOKPMWHHI pO3/1aan, HAaNpUKNAA, iIHCYNiIHOPE3UCTEHTHICTb i
rinoroHaZin3m y 4oJ10BiKiB

o CcepueBi apuUTMii
o KaTapakTwu.

* Bpop>xeHi popMm 3axXxBOPIOBaAHHS MOXKYTb CYyNpOBOAXKYBATUCS
pPO3YMOBOIO BiACTaNICTIO.

* SAKLWO0 NOYaTOK 3aXBOPIOBAHHA NPUNAAAE HA LWKINIbHUN BiK, MOXe
NPOABNATNCA CKN3AHOLWAMM Y HaBYaHHI 33 BiICyTHOCTi CUMMNTOMIB 3
60oky M'a3iB.

MioToHiuHa guctpodisa Il Tuny

* |HTepHeT-KaTasior MeHAeNiBCbKOro ycnagkyBaHHA y ntognHm OMIM
[ses|http://www.ncbi.nlm.nih....]
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» XapaKTepu3yeTbca nerwmm nepebirom nopisHAHO 3 | TMNOM

* [1o4aTOK 3aXBOPHOBAHHA MOXJIMBUM NicNA 25 pokiB, ane yacTiwe Ao
50 pokis.

* He3'acoBaHum 6inb y M'A3ax Ta CKYTICTb MOXYTb BYTU CXOXMMM HA
dibpomianrito

 [lporpecyoya c/1abkicTb NPOKCMMaJIbHNX M'A3iB

» KaTapakTa, apuTMil, eHOOKPWHHI po3/1aau, NiABULLLEHHA KOHLEeHTpaUil
ne4vyiHkoBMx depMeHTiB, TPeMop, rinepTpodis INTKOBNX M'A3IB Pi3HOrO
CTyNeHs BUPAXKEHOCTI

* HaBiTb Ha EMI He 3aBXXAW BUABNSETbCA MIOTOHIS, @ KOHUeHTpauia KK He
060B’A3KOBO NigBULLEHA.

BpoaXxeHi MiOTOHII Ta nepioAnYHUN Napaniy

* |HTepHeT-KaTanor MeHAeNiBCbKOro ycnagkyBaHHA y ntoanHn OMIM
[se6]|http://www.ncbi.nlm.nih....]

* 33xXBOPHOBAHHA BUKJIMKAHI FeHETUYHNUMKN AedeKTaMM IOHHUX KaHaNiB,
yCNaaKoBYHOTbCA 33 AJOMIHAHTHUM ab0 peLecnBHMM TUMOM, Ta Ha
BiZIMiHY Bif MiOTOHIYHMX ANCTPODIiN He NporpecyoTb

* XapakTepHi puUcK: puUrigHicTb Npu KNiHiYHOMY 0b6cTeXeHHi Ta/abo
MiOTOHIfl 3@ pe3ysibTaTaMmmn EMI 33 BigCyTHOCTI 3HAXIAOK, LLO BKA3yOTb
HAa NOLWKOAXEHHA M'A3iB

* PeuecmBHi MyTaUil X10pNAHMX KaHaNIB € OAHIEI 3 HAMMNOLWMPEHILLNX
NPMYNH. YacToTa HOCIMCTBA TaKNX MyTaLiM € BUCOKO, HaNpukaa, y
dinnaHaii npnbansHo 3%. Moxnmnea AHK-giarHocTurka.

AncTanbHi MmionaTii

* MionarTii 3 cumnToMamMmn cnabkocTi nepeBaXKHO Y KUCTAX i cTonax

* [iarHo3 rpyHTyeTbCA Ha AHK-gocniaXeHHi, BAKOHaHOMY B yMOBax
cneuianizoBaHoi 1abopaTopii.

* Y1993 p.y ®innanaii bys onncaHmMmn HOBMN GeHOTUMN ANCTANIbHOI
Mionarii, TubianbHa Mm'Aa3oBa guctpodia (TMA, OMIM
[ee6|http://www.ncbi.nlm.nih....] ). [liarHO3 Ha CbOroAHi NiATBEPAXEHNN Y
6inbL Hixk 500 BMNagKax. ICTIHHA NOWKMPEHICTb OLIHETLCA NPUBAN3HO
y 1000 naujieHTiB, WO pobUTb Lie 3aXBOPHOBAHHSA HANMOLLMPEHILLO
MiOnaTi€o y KPaiHi.
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o CMMNTOMM 3'ABNAIOTHCA B CEPEAHbOMY Billi; y NaLiEHTA
PO3BMBAETLCA HECTIMKaA i “xs1onar4da” xona. Enektpomiorpadis
NEeMOHCTPYE XapaKTepPHi A1 ypaXXeHHS M'A3iB 3MiHN Y
npeTnbianbHMX rpynax m’'asis.

> 3axBOPIOBAHHA Nporpecye nosinbHo. bonto abo BTpaTn
YYT/IMBOCTI NPM LbOMY HEMAE. MMaLiEHTAM i3 BUPAXXEeHUM
CMMMTOMOM “3BNCAOYOI" CTOMN MOXYTb BYTM KOPUCHI IONOMIXHI
33acobu ana xoabbu. JlikyBaHHSA BiACYTHE.

» [ncranbHa Mmionarisa BenaHaepa € ayTOCOMHO-A0MIHAHTHOK MiONATIELO,
LLLO HANIeXXUTb A0 IPynu LWBEACbKUX CNaaKOBMX 3aXBOPIOBAHb, aNe €
AOCTAaTHbO NowmnpeHoto i y PiHnanaii. Mo4aToK CMMNTOMIB Y Bili
40 pokiB.

* OCTaHHiIMM poKaMM iAeHTUIKOBAHI YNC/IEHHI GOPMUM ANCTANbHUX
MionaTin.

Mio3unT o]

* 3anajsibHe ayTOIMyHHE 3aXBOPOBAHHA HEBIAOMOI eTioNoril

e [M'ATb OCHOBHMX TUNiB: NOJIIMIO3WNT, MiO3UT i3 TiZIbLAMMN BKJIOYEHHS,
AE€PMATOMIO3MT, HEKPOTM3YHOYA aYTOIMYHHA MIiONATIA Ta MiO3UT,
ACOLiIMOBAHUM i3 CUCTEMHMM KOJ1areHo30M

* HanvacTiwe Bik no4aTky cmmntomiB — 50-70 pokiB, ane moxe
cnocTepiratuca iy aiten, B 6iNbLIOCTI BUNAaAKIB Yy BUrNaai
AEPMaTOMIO3MnTY.

* Mo)xe acouitoBaTMCA 3 IHLUMMW ayTOIMYHHUMM PO3/1aAaMM.

* CMMNTOMM BKJIHOYAKOTb NiArOCTPY CMMETPUYHY M'A30BY CNabKicTb,
pigwe 60onicHICTb y M'A3ax.

» JlabopaTopHi aaHi: nigsuiieHnn piseHb KK nnasmu; LLUOE i ramma-
rnobyniH TakoX NiABULLEHI Y €KX NALLIEHTIB, MiO3UTHI aHTUTING
No3nUTUBHI NpnbansHo y 20% BMNaaKiB.

* Bi3syani3auia m'asie 3a gonomoroto MPT € npekpacHUM MeTo10M
obcTexXeHHA AN YTOUYHEHHA AiarHo3y Ta Bubopy micuya bioncii.

» bioncia M’'A3iB NOKa3ye HaABHICTb KJIITUH 3aMNasieHHA Npy
lepMaToMio3nTax, 0cob6/IMBO B NepMBACKY/IAPHIN M'A30BIN TKaHWHI.
MapaHeonaacTUYHNI MiO3UT NPOABNAETLCA Y BUrNAAI HEKPO3Y M'A30BUX
KNiTUH 6€3 3HaYHOro CKYMYeHHSA KJiTUH 3anaJieHHA.

* JliKkyBaHHSA MNONAra€ y NpM3HaA4YeHHI rIOKOKOPTMKOIAIB Ta LMTOCTATUKIB.
MoximBe cynyTHE ayToOiMyHHe abo OHKO10TiYHE 3aXBOPHOBAHHSA TaKOX
MalOTb AiarHOCTYBATUCSA Ta NiKyBaTUCA. [MIOKOKOPTMKOIAM
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NPM3HAYaKTbCA BNPOAOBX TPUBANOI0 Yacy; NiKyBaHHSA HE MOXHA
NPUNNHATK 6e3 KOHCYNbTaLil daxiBusa. Y BUNaaKy Mio3nTy 3 TiibLSMU
BKJIOYEHHSA BiANOBiAi HAa /TiKyBaHHA 33a3BMYan HEMAE.

MiToxoHApiasbHI MionaTil

* |HTepHeT-KaTanor MeHAeniBCbKOro ycnagkyBaHHa y ntoanHn OMIM
[es|http://www.ncbi.nlm.nih....]

* Mionarii 3 YNC/IEHHUMMWN KNIHIYHMMU NPOSABAMMU: XPOHIYHA
odTanbmonaeria, Nnporpecytoya NnPoKCMManbHa cabkicTb abo KNiHiYHa
KapTHa MeTaboniyHoi MionarTii (AMB. HUXYe)

e Y piTen 4acTo cynpoBOAXKYETLCA eHUedanonaTieto abo NopyLLIeHHAMM
$YHKUIT NeYiHkn, ane y gopocaunx nepebir i30/1boBaHMN.

* PiBeHb nakTaTy MOXe 6yTH NiABULLIEHNUM B AUTUHCTBI.

« JliarHo3 niaTBepAXyoTb pe3ynbTaTti bioncii M'a3iB, ocTaTouHWUN AiarHo3
BCTAHOBJIKOETLCSA 33 AONOMOroto gocniaxeHHa AHK.

MeTaboniuyHi MmionaTii

* PigKicHi MionarTii, LLLO NPOABNAOTLCA 3HMXKEHOK BUTPUBANICTIO M'A3iB,
6021eM y M'A3axX NPpW HABAHTAXXEHHI Ta MiZIBULLLEHOK CXMIbHICTIO 10
CYZIOM, pifilie AeblTYIOTh AK TAXKE YPAXKEeHHA M'A30BUX KNITUH,
pabaomionis, WO BUMArae iHTEHCMBHOIT JOMNOMOTW Yepes PU3UK FOCTPOro
NoLWKOAXKEHHA HNPOK. PaKTopaMy, WO CNpUAKOTb, € edekT depMeHTiB
eHepreTMyHoro metabonismy B M'A3ax.

* MiToxoHAapianbHi MionaTii (i30/1bOBaHI Ta AK YaCTUHA MYJIBTUOPraHHMX
npob6aem) MoxyTb ByTH BilHECEHI 10 MeTaboNiYHNX MioNaTiNn.
BinbwicTb BUNaaKiB AiarHocTyoThCa npu bioncii m'asis.

BTOpWHHI MionaTii

* YpaxeHHa M'A30B0Oi TKaHNHM MOXe ByTH NOB'A33aHUM i3 CUCTEMHUMMU
3aXBOPHOBAHHAMM.
o [oWwKoAXeHHA M'A3iB, CMTPUYNHEHE NPUNOMOM CTATUHIB

o [inepTnpeos
o [inoTupeos
o [inepnapaTtnpeos, rinepkasbLieMis

o XBopoba KyLunHra
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o ANKOronism

MNoB'A3aHi pecypcn

» KokpaHiBcbKi ornaaun [5e5:2|Myopathies — Related res...]
* |HWi ornAaan AoKa3oBUX AaHUX [5957°"|Myopathies — Related res...]

* |HTepHeT-pecypcn [555:°*|Myopathies — Related res...]

HacTtaHOBM

* HacTaHosa 00799. BiyHnn amiotpodiuHmi cknepos (BAC).
* HacraHosa 00781. lNMoniHenponarii.

* HacraHoBa 00795. MiaCcTeHisl Ta MiaCTEHIYHMN CUHAPOM.

JNoka3sosi ornagn Duodecim

» Jlokasoswui ornag 05634. Rehabilitation for foot drop in neuromuscular disease.
Jlata oHoBneHHsA: 2009-11-24
PiBeHb aokasoBocTi: D
Pestome: An exercise programme might possibly increase the ability to walk in patients
with Charcot-Marie-Tooth disease, although the evidence is insufficient.

» JlokaszoBwui ornag 06292. Treatment of dysphagia in long-term, chronic muscle disease.
Jata oHoBneHHA: 2017-07-14
PiBeHb gokasoBocTi: D
Pe3tome: There is insufficient evidence on the effectiveness of different treatments in
the management of dysphagia in chronic muscle disease.

« Jloka3oBui ornag 06646. Training for muscle diseases.
JaTa oHoBneHHs: 2014-03-05
PiBeHb goka3oBocTi: C
Pestome: In mitochondrial myopathy aerobic exercise combined with strength training
may increase submaximal endurance capacity. In myotonic dystrophy, polymyositis,
dermatomyositis and facioscapulohumeral muscular dystrophy strength training may
not offer any benefit.

« Joka3osuin ornag 06833. Creatine for treating muscle disorders.
JlaTta oHoBneHHA: 2014-02-06
PiBeHb goka3oBocTi: B
Pestome: In muscular dystrophies short- and medium-term creatine treatment appears
to increase muscle strength.

« Jlokasosuii ornag 03677. Psychostimulants for hypersomnia in myotonic dystrophy.
Jlata oHoBneHHsA: 2007-03-28
PiBeHb gokasoBocTi: C
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Pestome: Modafinil may improve daytime sleepiness in patients with myotonic
dystrophy but there is no evidence to support the routine use of psychostimulants to
treat hypersomnia in these patients.

e Jokasosuit ornag 05209. Drug treatment for myotonia.
JaTta oHoBneHHA: 2010-06-02
PiBeHb goka3soBocTi: D
Pestome: Evidence is insufficient to determine whether drug treatment is safe and
effective in the treatment of myotonia. Clomipramine and imipramine might possibly
have a short-term and taurine a long-term beneficial effect on myotonia but larger,
well-designed trials are needed.

« [Joka3osuii ornag 04835. Immunosuppression for dermatomyositis and polymyositis.
Jlata oHoBneHHA: 2012-11-22
PiBeHb gokasoBocTi: D
Pe3tome: The evidence is lacking about the use of immunosuppressant and
immunomodulatory agents in dermatomyositis and polymyositis.
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Disorders of Excessive Somnolence Muscular Dystrophy, Duchenne Myotonia Myositis
Muscular Atrophy Muscular Diseases muscle biopsy Muscular Dystrophies aldolase
congenital muscular dystrophy Polymyositis Becker muscular dystrophy Blood Sedimentation
Child Myotonic Dystrophy progressive muscular dystrophy Myopathies, Structural, Congenital
gamma-Globulins DNA analysis Peripheral Nervous System Diseases hereditary myopathy
Distal Myopathies hereditary neuropathy Muscle Weakness Muscles

muscular disease in early childhood Muscular Atrophy, Spinal tibial muscular dystrophy
Kugelberg-Welander disease muscular diseases, secondary Werdnig Hoffman disease Genetics
L19 L99 N99 Neurology

12/12


http://guidelines.moz.gov.ua/documents/2918?id=evd05209
http://guidelines.moz.gov.ua/documents/2918?id=evd04835

	Настанова 00794. Спадкові міопатії
	Основні положення
	Підозра на міопатію
	Обстеження
	Лікування і реабілітація [доказ 05634|D] [доказ 06292|D] [доказ 06646|C] [доказ 06833|B]
	Міопатії раннього дитячого віку
	Спінальні м’язові атрофії
	СМА I типу, хвороба Вердніга-Гоффмана
	СMA II типу, проміжна форма
	СМА III типу, хвороба Кугельберга-Веландера
	Бічний аміотрофічний склероз (БАС)

	Спадкові полінейропатії і порушення нервово-м’язової передачі
	Прогресуючі м’язові дистрофії
	М’язова дистрофія Дюшенна
	М’язова дистрофія Бекера
	Кінцівочно-поясна дистрофія
	Плечо-лопатково-лицева м’язова дистрофія

	Міотонічні дистрофії [доказ 03677|C] [доказ 05209|D]
	Міотонічна дистрофія I типу
	Міотонічна дистрофія II типу
	Вроджені міотонії та періодичний параліч

	Дистальні міопатії
	Міозит [доказ 04835|D]
	Мітохондріальні міопатії
	Метаболічні міопатії
	Вторинні міопатії
	Пов'язані ресурси
	Настанови
	Доказові огляди Duodecim














