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NPABO HA PEABINITALUIO

BALLUE 340POB’1

B YKpaiHi KiAbKiCTb AiTel 3 HEPBOBO-M'I30BUMU 3aXBOPIOBAHHSAMM LLOPIYHO 36iAbLUYETLCA Ta HabAMXYeTbes A0 2000 ocib.
B 6iAbLLOCTI BUNAAKIB AiarH03 BCTAHOBAKOETLCS TOAI, KOAWU MIATBEPAXYIOTb iHBaAiAHICTb. 3a AaHUMU peecTpy YKpaiHCbKOro
®oHay CMA Hociem reHy 3axBoptoBaHHA € KoXXHa 40-60 AtoAMHa, HE3aAeXHO BiA BiKy, cTaTi Ta HauioHaAbHOCTI. Ha cboroa-
Hi B peecTpi baaroaiiHoro ¢oHay «Aith 3i CMA» HanivyeTbes 244 nauieHTU. 3BiCHO, Lie He OCTaToMHE YMCAO, aAXe AepXXaB-

CMIHAAbHA M’'I30BA ATPO®I: LLLO LLE?

Horo peecTpy xBopux Ha CMA B YKpaiHi Hemae. CMA € HanbiAbLL NOLLIMPEHO0 FrEHETUYHO NPUYUHOIO CMEPTI AiTei.

0 X TAKE CNIHAAbHA M’A30BA ATPO®IA (CMA) ?
Lle piakicHe reHeTMyHe crnapkoBe HeNpoMm’'si30Be
Hanexutb A0 rpynu  opdaHHUX
3axBOptoBaHb. BOHO BMKAMKAE MpPOrpecuBHy cnab-

3axXBOPHOBaHHA.

KiCTb M’A3IB i BTpaTy MOXAMBOCTI pyXaTUCSl uepe3 BUCHaXEHHS
(aTpoodito) m’'asiB. Lle mMoxe BMAMHYTM Ha 3AATHICTb MoOB3aTu W
XOAMTU, AMXATH | KOBTaTU, @ TAKOX pyxaTu pyKkamu, KUCTAMMU, TONO-
BOIO i WIKMELD. ICHYIOTb Pi3Hi dopmu CMA i LUMPOKKUIA Aiana3oH CTy-
MEHIB TAXKOCTI 3aXBOPIOBAHHSA Y AiTEN, MOAOAMX AOAEN i AOPOC-
AmX. HannowmpeHiwa dopma CMA wnpoko Bipoma sik «59-CMA» i
HEPIAKO OMMUCYETbCA abo KAacKbiKyeTbCS 3aAEXHO BiA BiKy, KOAW
NOYaAUCS CUMMTOMM, Ta AOCATHYTOI CTaAii Gi3MUHOro PO3BUTKY.

€ yotnpyr GopMu XBOPObHH, fKi B OCHOBHOMY BIAPI3HAIOTLCS THM, B
AKOMY Billi Bneplle NPOSABUAUCA O3HAKKM MyTalii, - YuM paHiwe
BOHU BYAM MOMiYEHIi, TUM CHAbHILLE CTPaXAQtOTb PYXOBi OYHKLUIT i
BaXkue NPOXoAUTb XBOpoba.

Tabamus 1. KainivHa knacudikauia CMA (Tabanuio asantoBaHo
3a nybaikauieto RS Finkel et al, 2017, p.597).

Tabnuua. Kniviuna knacudikauis CMA
| (TAMKUI) CWAiHHA HIKONM He JOCATraETbCA | <2 POKIB
:ISE?OMW— 7-18 mic CTOAHHA HIKONW He JOCAraETbCA | >2 POKIB
11l (nerxwui1) >18 mic BneBHeHOo CTOATb, 4acTo XOAATb Morie byu
HOpMarbHoI0
IV (aopocna | [lpyrauwv Tpeta Mano BIAPI3HAETLCA HopManbHa
dhopma) [IEKaa HUTTA | Bifl TAKOrO B «310POBUX»

BaxAMBO nam’sataty, LLO HE iCHYE YiTKUX PO3MEXYBAAbHUX AiHIl,
AKi BipAIAAIOTE AnTAYI dopmm CMA oaHa BiA OAHOI, @ TakoX LUO
BnAMB 50-CMA cyTTEBO BIAPIBHAETLCS Cepea Pi3HMX ocib, y Tomy

UMCAI CepeA XBOPUX Ha AOPOCAY GOPMY.

KpiMm  TOro, OCKIiAbKHK

leH SMN1 micTuTbCsi Ha M'ATIM XpPOMOCOMi ,
Y AirsIHL, no3HayeHin AaTuHCbKOoo ALt IT Ty BXe

AITEPOIO «q», TOMY OCHOBHI pidHOBMAM CMA OTPUMYIOTb MEAMNKAMEH-

4acTo Ha3uBaroTb «5q-CMA».
TO3HE AiKyBaHHA,

BiA-
MiHHOCTI Y BMAMBI XBOPOoOWM MOXyTb OyTW e BiAbll iCTOTHUMM.
ToMy nia yac Po3rAsiAy AikyBaHHSA Ta KOHTPOAKO nepebiry XBopobu
BaXXAMBO BpaxoByBaTU HE TiAbKM KAIHIYHY Khnacudikauito CMA, ane
N CTapito i3UYHOro PO3BUTKY, SIKOI AOCATHYB NauieHT. BoHW mo-

XyTb 36iratucst abo BiAPIBHATUCSA Bia HABEAEHUX y TaBAULL BULLE.

AK YCMAAKOBYETbCA 5g-CMA
50-CMA nepepaeTbca AITAM Bia 6aTbkiB Uepes NMOLKOAXEHI reHu
SMN1. 3a3Buuait cnocTepiraeTtbCa ayTOCOMHO-PELECUBHUI TWM
ycnaakyBaHHs. Lle o3Hauyae nepepauy 3axBOptoBaHHA Bia 6aTbkiB
AO AiTEN Yepes NowwKoAXeHi reHn SMNL. Huxue ue NosiCHIETbLCS
AeTaAbHiLLe:

= Y oci6, Aki ycnapkoByloTb ABi NoLwKoAXeHi konii reHa SMN1 (no
OAHIN Bia KOXHOro 3 6aTbKiB), po3BuBaETbcst CMA.

= 0cobu, sKi yCaaKOBYIOTb OAHY MOLUKOAXEHY KOMilo | OAHY 3A0POBY

Konito reHa SMNZ1 (no oaHili Bia KOXHOrO 3 6aTbkiB), € HOCIAMM

CMA. Npu6ausHo 1 i3 40 oci6 € Hociem CMA; y HocilB He BUHUKa€E

CMA um 6yAb-IKUX CUMMTOMIB LIbOTO 3aXBOPIOBAHHS.

= Y oci6, Aki ycnapkoByloTb ABi 3p0poBi konii reHa SMN1 (no oaHiv

BiA KOXHOro 3 6aTbKiB) He BUHUKAE CMA, i BOHU He € HOCIAMM.

Xoua 6inbLIicTb NauieHTiB ycnaakoBytoTb CMA Bia 060x 6aTbkiB,
NPUBAU3HO ¥ 2 % ocib MyTalis € HOBOHO, LLIO HaWiMOBIpHilLE BU-
HUKae yepe3d NoMUAKY B AHK SMLIEKAITUHM UM cnepmaTtosoiaa, 3
AKMX ix Byno 3auato. Llen npouec BiaoOMUI K MyTauist de novo.
BaxAnBO, WO6 uAeHW CiM'i PO3yMiAM pe3yAbTaTU FEHETUUYHOrO
aHani3y, Ha OCHOBI fikoro 6yno aiarHoctoBaHo CMA. KoHcyAbTauii
3 FEHETUYHUX NUTaHb Mae MPOBOAUTU MEAMYHWIM NpauUiBHUK i3
BiANOBIAHOK MIAFOTOBKOK. BiH BiANOBICTb Ha BCi 3anuTaHHS, LLO
MOXYTb BUHUKHYTK Y YAEHIB CiM’i MPO reHETUYHi aCneKTu AiarHoay,
i HapacTb iHPOpPMALLItO MPO MOXAUBI BapiaHTW A LLOAO ManbyT-
HiX BariTHOCTEMN.
NIATBEPAXXKEHHA AIATHO3Y

Nikap niposptoBatme, WO HasBHI Y AUTUHM ab0 AOPOCAOTO CUMI-
TOMW MOXYTb BKadyBatu Ha CMA, BiH opraHidye B3ATTS 3paska
KPOBIi Ta BiANpaBWTb MOro Ha aHaai3 aAenelii reHa SMN1. Akwo
pe3yAbTaTW aHaAi3y CBIAYMTUMYTb, WO B 060X konisax reHa SMN1 €
Aenelisi, byae noctaBAeHO AiarHo3 «5g-CMA». TlicAst LbOro peko-
MEHAYETbCA BCTAHOBUTU KiAbKICTb KONii SMN2, OCKiAbKM Lie Moxe
6yTM KOPUCHWM MOKA3HUKOM AN BU3HAUYEHHS BMAMBY XBOPOOU B
ManbyTHboMy (NpPorHo3 nepebiry XxBopobwu), Lo, Y CBOK 4Yepry,
6yAe OPIEHTUPOM AAA BUOOPY ONTUMAABHOTO AOTASIAY M AiKyBaHHS.
Lis iHbopmaLia Takox OGyae KOPUCHOM, SKLLO PO3rASAATUMETLCS
MOXAMBICTb Y4acTi B KAIHIYHUX AOCAIAKEHHAX 3 BUBYEHHA HOBUX
BUAIB AiKyBaHHS, OCKiAbKM 0B0B’A3KOBUM KPUTEPIEM yuacTi B HUX
HEPIAKO € NEBHa KiAbKiCcTb konit SMN2.

MpoaoBXxeHHs Ha 5 cTop.
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NPABO HA PEABIAITALIIO B

CMIHAAbHA M’'I30BA ATPO®I: LLLO LLE? (MPOAOBXXEHHA)

KLLO pes3yAbTaTu aHani3y BKa3yBaTMMYyTb, LLUO MOLIKOAXEHO
TIAbKM OAHY Komito reHa SMNZ1, npote cMMNTOMW HaAaAi
6yAyTb XapaktepHuMu aaa CMA, peKoMeHAYETbCS BUKOHA-
TW FPYHTOBHILLMI aHaAi3 Ha OCHOBI MPOLECY, BIAOMOro siK
cekBeHyBaHHS reHa SMN1. BiH A03BOASIE BUABUTU OAMHOYHI, BaXKO-
BAOBMMIi MyTalii reHa, HafABHICTb AKMX MIATBEPAXYE AiarHo3 «5q-
CMA». fIKWwo HasiBHIi 06MABI HeylikopxeHi konii SMN1, iMoBipHicTb
TOro, WO CUMMNTOMW BUKAMKAHI CMiHAAbHOKO M'A30BONO aTpodieto, €
AYyXe HM3bKa. AN BU3HAUEHHS AiarHo3y B TakOMy BMMaAKy MOTPIOHO
6yAe BUKOHATH iHLWI 06CTEXEHHSA 11 aHaAI3N.
Ansi piarHoctyBaHHA 50-CMA npoBeAeHHs iHLWMX 06CTEXEHb, TaKUX K
OTPUMaHHSI HEBEAMKOIO 3pa3ka M’30BOI TKAHWHW XipypriyHUM LUIAS-
XxoM (6ioncia M'A3iB) i TecTyBaHHA OYHKLIW HEPBOBOI CUCTEMW, He
BUMaraetbea. Mpote AAA nauieHTiB 3 nisHiM noyatkom CMA MoXyTb
3HaA0OMTUCS MOAaAbLUi OBCTEXEHHS, OCKIAbKM B TakMX BUMNAAKaXx
CUMMTOMMW Baxye BUSIBUTM Ta Habarato CKAAAHilWe AiarHocTyBaTW.
Hanpukaap, moxe 6yt BUKOHAHWIA aHaAi3 KPOBi Ha M’'SI30BUI dep-
MEHT (KpeaTuHKiHa3y abo kpeatnHbocdoKiHazy, KOK).

CUMNTOMMU
K NpaBWAO, NEPLUMIA KPOK Ha LUASIXY AO BU3HAUEHHS AlarHO3y po6b-
AATb 6aTbKM @60 MEeAMYHI NMPaLiBHUKM.
Mpr CMA tMny 1 i3 paHHiM NoYaTKOM 3axBOPHOBaHHS, LLO XapaKTe-
PU3YETLCA BiAbLL TAXKMM nepebirom, 6aTbKiB i NikA\yBaAbHUKIB 3a-
3BUYal Typbye MAABICTb (CAAOKMIA M’A30BUI TOHYC) Ta NPObAEMU 3
AOCATHEHHAM CTaAil GiBUYHOrO PO3BUTKY Y HEMOBASITU. CAabKui
M’SI30BMI TOHYC CWAbHIiLLE BMAMBAE Ha M’'A3M HIr AMTUHU, HiX Ha
M'3U pyK. TakoX HEPIAKO BWHUKaOTb MPOBAEMW 3 TOAYBAHHAM
HEMOBAATH Yyepe3 cAabKi KOBTaAbHI M'i3U. CXOXMM UMHOM, Yepes
CcAabKi AMXaAbHi M'A3K Y AITER YACTO BUHUKAKOTb TPYAHOLL 3 AMXaH-
HAM.
Y aitert 3i CMA TRy 2, CTyNiHb TSXKKOCTI 3aXBOPIOBAHHA Y AKWUX HE
Taka BUCOKa, K y Aitert 3i CMA tuny 1, o3Haku cArabkocTi M'a3iB y
HOrax TakoX CMoCTepiratoTbCs yacTile, HiX y pykax. O3Haku now-
KOAXEHHS KOBTAAbHUX i AUXaAbHUX M'A3IB MOXYTb Y HUX criocTepira-
THcA abo He crnocTepiraTues.
Y aiten 3i CMA Mny 3 TakoX paalle CnocTepiratoTbCs CUMMNTOMM
CAABKOCTI Hir, HiX pyK. OCKIAbKM KOBTaAbHI M AMXaAbHI M'13U Y LMX
nauieHTiB 3a3BMYalt He NOLUKOAXEHI, TPYAHOLL| 3 KOBTAHHAM i AM-
XaHHSIM Y HUX, IK NPaBWUAO, HE BUHUKAIOTb.
Y aopocanx oci6 3i CMA tuny 4, i3 nouaTkoM 3axBOPHOBAHHS B AO-
pocAOMY Billi, 3a3BMUYait cnoyaTky BUHUKAE AMCKOMOPT Ta (abo)
6inb y M'A3ax. OCKIAbKM KOBTaAbHI M AMXaAbHI M'A3M Y LMX NaLEHTIB
3a3BMYai He MOLIKOAXKEHI, TPYAHOLLI 3 KOBTAHHAM i AMXaHHAM Y
HWX, 3A€6iAbLIOTO, HE BUHUKAIOTD.

MIATOTOBKA AOTAAAY | NIATPUMKA
CMA — L KOMMAEKCHE 3aXBOPIOBaHHSA, LLLO NO-Pi3HOMY BNAMBAE Ha
AtoAeN. ONTUMaNbHUI KOHTPOAb Mepebiry XBopobu BMMarae cnis-
npaui 6aratbox dpaxisuiB y cdepi 0XOPOHU 340p0B’A (Man.1).
Yci nauieHTu, y skux aiarHoctoaHo CMA, matoTb 6yTW HamnpaBAeHi
B CreLjani3oBaHy KAIHIKY 3 HEMPOM’A30BKX 3axBOPKOBaHb Ta AO
iHLLIMX BIAMOBIAHUWX CrELiaAiCTiB.

BALLE 3AOPOB’A

3akiHueHHs. NMoyaTok Ha 4 cTop.

DO HUX MOXYTb HaneXaTu
daxiBLi 3 Taknx coep:
® AnXaHHA
(pecnipaTopHe Aiky-
BaHHSA)
e XapuyBaHHsA
(racTpoeHTeponoris i
AIETONOTIA)

MNynsMokonoriune
niKysaHHs

Heiipom'szosi
acnextu/
peabinitauin

InTencusna
Tepanis

Oproneauune
nikyBaHus

YpaxeHs
iHwmx opranis

e CTaH KiCTOK i M'A3iB
(opToneanyHe Aiky-
BaHHA)

Xapuysanns,

CcTaH LKT Tepanis
i kicrok

MepuKamenTosHa

® Peabinitauis (GpisnuHi
Maa. 1 MikaucumnaiHapHui  nipxia Ao

TepanesTv Ta eprorepa- AIKYBaHHS | TUMK AOMASIAY, LLO MOXE OTpU-
nesm). myBatu nauieHt 3i CMA (apanToBaHO Ha
CiM'amM i AOPOCAMM 0CO- ocHoBi nybaikauii E. Mercuri et al, 2018,
6am 3i CMA Takox cnia €106

HapaTM  KOHCyAbTauii 3

reHEeTUYHMX NuTaHb. CneuianicTv NOBUHHI NpaLoBaTH Y MiXAUCLMN-
AIHaPHIN KOMaHAI | BpaxoByBaTU He TiAbKM MeAMYHI noTpebu nauie-
HTa, ane Takox 6paTh A0 yBaru i nosaxaTu MOro coujianbHi, KyAbTy-
PHi Ta AYXOBHI 3amnuTu.

MOXAMBO, AO CKAAAY KOMaHAM TakoX OyAyTb BXOAWTM CreLjianicTv 3
naniaTMBHOIO AOTASIAY, SIKi MPOWLLUAM MIATOTOBKY 3 KOHTPOAKD CKAAA-
HUX cUMNTOMIB. MaAiaTUBHMI AOTASIA YACTO aCOLLIIOETLCA 3 AOMOMO-
roto B TEpMiHaAbHINM CTaAil XBopobu, NpoTe Ha NPaKTHLi Moro 3acto-
CcyBaHHA Habarato wwuplue i Mae Ha MeTi AOMOMOITH MaLi€HTOBI
AOCSITTU HAAEXHOI AKOCTI XMTTA. PaxiBuj 3 NaAiaTMBHOIO AOTASAY
AOMOMaratoTb nauieHTamM NOrOAUTH iXHi XUTTEBI LiAi 3 NPU3HAUYEHUM
BUAOM AiKyBaHHS i HaAQtOTb MIATPUMKY B NMOAOA@HHI MOBCAKAEHHMX
npobAeM. IXHIO POBOTY CAiA PO3TAAAATU AK AOAATKOBI MOCAYTM AO
IHWKWX OPM MEAUYHOTO AOTASAY.

HeBAOB3I MicAs NOCTAHOBKM AiarHo3y Bam CAip 06roBOPUTU MOXAK-
Bi BapiaHTU AOTASIAY MiA Yac BIAKPUTOI KOHCYAbTaLii 3 MiDXAMCLMMAI-
HapPHOK MEAMYHOI KOMaHAOH. Taki KOHCyAbTauii MatoTb BiabyBa-
TUCA PEryAapHO. APryMEHTU 3a i MPOTU IHTEPBEHLLIMHOIO AiKyBaHHS
CAiA MOBTOPHO PO3rAfiA@TM pa3oM 3i 3MiHOK 06CTaBWH, SIKLWO BM

660_ KOMaHAG BEaXaTMMeTe Le ; AetanbHile npo CMA Ha Beb-caiTtax
AOLIABHIM. opraHisauii NIATPUMKK NaLEHTIB:
PeKOMeHAyeTbCfA’ Wob yci 06-: —  gpinal Muscular Atrophy UK
CTEXEHHSA Ta BI3UTU KOOPAMHY- « www.smauk.org.uk

BaB OAMH i TOM CaMWii NPEACTa- « = Cure SMA

BHUK KOMaHAM, Aobpe o6i3Ha- ¢ WWw.curesma.org

HWI LLOAO MOXAMBOro nporpe-: = SMA Europe

CYBaHHS Ta MOTEHLIHUX BUKAM- & WWW-SMa-europe.eu

kieB CMA. Slk npasuno, Takum : — Muscular Dystrophy UK

. www.musculardystrophyuk.org
daxiBuem € Hesponor, abo Au- )

o —> TREAT-NMD Alliance
TAYNM HEBPOAOT.

www.treat-nmd.org

€BreHia ApakenbsiH

KAiHiYHUIA ncuxonor, marictp
YKpaiHcbKoro KatoAuubkoro
YHIBEpCUTETY, CneLjianbHICTh
«PisnyHa Tepanis Ta Eprotepanis»

OpraHisauji B YkpaiHi:

= bBaaroaiiHuin  ®oHA «Aitn  3i
CMiHaAbHOIO M’A30BOIO  aTpodi-
€lo» Www. csma.org.ua
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