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O6ocHoBaHue. CrivHaabHas MbilieyHas atpopusi 5q (CMA 5q) — camoe yacToe ayToCOMHO-peLeCcCUBHOE Hac1eCTBEHHOEe
HepPBHO-MbILLIEYHOE 3ab0/ieBaHNe, A/ ANarHOCTMKMU KOTOPOro MCroJIb3YT MOJIEKY/ISPHO-FEHETUYECKME UCCEA0BaHMS,
ro3BoJisiroLyne noaTBepAnTb To/1bko CMA 5q. KnnHudecKas KapTuHa m pe3ysibTaTbl napakinHUYeCKUX UCCe0BaHnn MoryT
MepeKpbIBaThCS C HAC/E€ACTBEHHbLIMU NEPBUYHO-MbILIEYHLIMU 3a601€BaHUSIMM, 3aTPYAHSAS AMarHOCTUKY U oTAanss npume-
HeHune natoreHeTnyeckoro sedeHusi npu CMA 5q. OnucaHme KnMHu4YecKoro cay4das. [lpyuBejeHO KIMHM4YecKoe onucaHme
10 601bHbIX c0 CMA 5q B Bo3pacTe oT 3 mec 40 25 neT ¢ pa3HoH CTENEHbIO BbIPAaXXEHHOCTH MPOKCHUMasIbHOro TeTpanapesa,
atpoguen CKeaeTHoM MyCKyaaTypbl U YyTHETEHUMEM CYXOXKW/IbHbIX pedieKcoB. Y 3 60/bHbIX B BO3pacTe [0 2 JIeT C MUOIreH-
HbIM NATTEPHOM PU UIroSIbY4aToN d1eKTpomuorpapum (MOMI) B natepasibHOM MbllLe 6eapa Uy 7 60/bHbIX cTaplie 2 aet
C MOBbILIEHNEM YPOBHSI KpeaTuHpocpoKknHasbl (KPK) CbiIBOPOTKM KPOBM OLUMGOYHO MPOBOAMIN MOMCK HaC/aeACTBEHHbIX
epBUYHO-MbILLIEYHbIX 3ab0/1€EBaHMI Ha NPOTSXKEeHUU rnepuoga ot 1 mec go 12 nert. llocne MeanKO-reHETUYECKOro KOH-
CY/IbTUPOBaHMS Ha OCHOBaHWM TEMIOB TEYEHMS 3a601€BaHUS U KIIMHUYECKMX MPM3HAKOB 3arnojo3peHa M NnoATBep)KaeHa
CMA 5q. 3aknioyeHue. [lpu BSIOM MPOKCUMa/IbHOM TeTparnapese B co4eTaHuU C MMOreHHbIM natrepHom rnpu ndAMI y ngeten
paHHero Bo3pacta uin B KoOMGUHaLuu ¢ rnoBekilueHnem KOK npu no3aHem gebote Ha nepBoH IMHUM HEOOXOAMMO NMPOBOANTh
anpoepeHumnanbHyto anarHocTuky ¢ CMA 5q B ¢BA3M ¢ BO3MOXHOCTbIO aTOr€HETUHECKOIo IeHeHMS.
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Ansa yntupoBanns: Kyp6atos C.A. CninHanbHas MbllieyHas atpodus 5q noa Mackamu Muonatum: 10 KIMHUYECKUX CyHaeB.

Bonpockl coBpemerHow neanatpumn. 2021;20(6S):576-580. doi: 10.15690/vsp.v20i6S.2365

OBOCHOBAHME K CHUXKEHMIO NPOACIKUTENBHOCTH KU3HWU. CMA 5q — camoe
CnuHanbHaa MbllleyHas atpodus, accoummpoBaHHas 4YacToe ayTOCOMHO-PELIECCUBHOE HEPBHO-MbIWEeYHoe 3a60-
C AJIMHHBIM naedvoM xpomocoMbl 5 (CMA 5q), — opdaHHoe JleBaHne C HocuTeNnbCTBOM 60sie3Hn 1 Ha 36 B poccun-
HacneLCTBEHHOe 3a60NneBaHne C HEYKIIOHHO NMPOrpeccupyto- CKOM MonynsumMnM U NpUMEPHOW MaH3THU4YecKon 3abosnesa-
en cnaboCTblo CKENeTHOMW MyCKynaTtypbl, MNPUBOASLLEN emMocTblo 1 Ha 11000 HoBopoxaeHHbIX [1, 2, 3]. MprynHa
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Spinal Muscular Atrophy 5q under the Mask of Myopathy:
10 Clinical Cases

Background. Spinal muscular atrophy 5q (SMA 5q) is the most frequent autosomal recessive hereditary neuromuscular disease.
Molecular genetic testing is used for SMA diagnosis, and it can confirm only SMA 5q. The clinical findings and results of paraclinical
studies may overlap with hereditary myopathies making the diagnosis difficult and delaying the administration of pathogenetic
treatment for SMA 5q. Clinical case description. Clinical description of 10 patients with SMA 5q aged from 3 months to 25 years with
different severity of proximal tetraparesis, skeletal muscular atrophy and tendon reflexes depression is given. 3 patients under 2 years
of age with myopathic motor unit action potentials (MUAPs) pattern on needle electromyography (EMG) in lateral vastus muscle and
7 patients over 2 years of age with increased levels of serum creatine kinase (CK) were mistakenly diagnosed for inherited myopathies
for the period from 1 month to 12 years. After the genetic counselling based on the disease course and clinical findings it was suspected
and later confirmed SMA 5q. Conclusion. In case of flaccid proximal tetraparesis associated with myopathic MUAPs pattern on needle
EMG in young children or with increased CK levels at late manifestation it is crucial to perform differential diagnosis of SMA 5q since
there are options of pathogenetic therapy.
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CMA 50 B naToOreHHblX WU3MEHEHWUSX ABYX aiefnien reHa
daKTopa BblXXMBaHWS MOTOPHOro HempoHa 1 (SMNZ1), npwu-
BOAAWMX K AedULNTY OAHOMMEHHOIrO 6enKa M MOopaXKeHuto
NPENMYLLECTBEHHO -MOTOHEMPOHOB LEHTPaNbHOMW HEPBHOM
cuctemsl [3, 4]. B 95% cnyyaeB npuinHa CMA 5q — geneums
9K30Ha 7 unu 7/8 aByx annenev reHa SMN1 [4, 5].

Bbigenatot 5 Tunos CMA 5q, rae Tvn O — cambli TSXKeNbIX, Co
CHUXXEHMEM LUEBENIEHUS BHYTPUYTPOOHOIO pebeHKa 1 rmbenbto
B HEOHaTa/lbHOM Mepuoje, a TMn 4 — OTHOCUTENbHO 6aaronpum-
ATHbIV BapuaHT Te4eHUst 60/1e3HN C MUHUMalIbHbIM MOTOPHbIM
aeduUUMTOM M cpeaHen NPOAOMIKUTENBHOCTbIO KU3HKM [3]. [o
70% Bcex cny4aes CMA 5q npuxogutcs Ha TMn 1 1 2 ¢ ae6iotom
B MNepBble Mecsilbl NMocne pPoXKAeHus, OGbICTPO Mporpeccupyto-
LUMM MOTOPHbIM AedDUUUTOM U PaHHUM NeTajlbHbIM UCXOLOM
[6]. CMA 5q ™MnoB 1 1 2 ABAAKOTCH OCHOBHbIMW MPUYMHAMM
MJIalEHY4ECKON CMEPTHOCTH OT FrEHETUHECKUX 3aBoneBaHui [7].

B nexkabpe 2016 r. YnpaBneHue no caHUTapHOMYy Haa30py
3a Ka4yeCTBOM MULLEBbLIX NPOAYKTOB M MeauKameHToB CLUA
(FDA) 3apernctpupoBasno nepBbli NpenapaTt Ha OCHOBE aHTH-
CMbIC/IOBOTO OJIMFOHYK/IeOTHAa (HyCUHEepCeH) ANA NedYeHus
neten n B3pocnbix ¢ CMA 5q. MNMpenapaT no3BoNA U3MEHUTb
eCTeCcTBEHHOEe TeyeHMe 3ab0oneBaHUs, MUHUMU3UPYS MOTOpP-
Hble HapylleHUs NPU CBOEBPEMEHHO Hayatom fieyeHun [8].
B Poccun HycruHepceH oaobpeH B aBrycte 2019 r. n BKIOYEH
B KIMHMYECKUE pEeKOMEHAaLUMW KaK npenapat 4nsg naroreHe-
TUYECKON MEeOMKaMEHTO3HOW Tepanuu A0 M nocne mMaHude-
ctauun CMA 5q [9]. N JOCTUMXEHMS NyYWIEro KIMHUYECKOro
OTBETa PEKOMEHAOBAHO HayMHaTb NATOreHETUYECKyl Tepa-
nunio cpasy nocse NocTaHoBKM anarHo3sa [10].

CvmnTombl CMA 50 — Nporpeccupytowuni Baabli NPOKCKU-
MaJibHbIM TeTpanapes, yrHeTEHNE CYXOXMIbHbIX pednekcos —
COMpOBOXKAAOT GONbLWIMHCTBO HacneacTBeHHbIX (6onee 800)
M NPUOBPETEHHBIX 3a601eBaHMI MPU NOPaXKEHUN Pa3HbIX YPOB-
HeW HepBHO-MbIlLeYHoM cucTembl [1, 11, 12]. Ucnonb3oBaHue
MacCOBOro napannenbHOro CEKBEHNMPOBAHUS reHoma Mo3Bo-
NFeT O4HUM UCCNefoBaHWEM aHaNlM3npoBaTb BCE MHTEPECYHO-
LMEe reHbl 060N reTeporeHHon rpynnbl, BKIOYas 60MbLUIMH-
CTBO HacCnefCTBEHHbIX NEPBUYHO-MbIWEYHbIX 3ab0neBaHun,
HO He CMA 5q [13, 14]. MoneKynsipHo-reHeTu4ecKkne MeTo-
[bl, HanpaBfieHHble Ha Onpefe/eHne KOMWW 3K30Ha 7 WIn
7/8 reHa SMN1, no3BOASAOT AMArHOCTUPOBATb MCKIIOYM-
TensHo CMA 5qg. OTcyTCTBME HACTOPOXKEHHOCTM B OTHOLLE-
HUM CMA 5q 1 BblGopa TapretHoro (uenesoro) AHK-aHanun3za
ocTaBnsieT 60/bHbIX 6€3 AMarHo3a U BO3MOXHOCTU paHHero
CcTapTa natoreHetuyeckon Tepanmu [5, 10]. 3agepkKa auar-
HocTMKM CMA 5q oTmedyaeTcsl MOBCEMECTHO WM COCTaBAsSET
B cpeaHem 3,6; 14,3 n 43,6 mec ans TmnoB 1, 2 u 3 cooTBeT-
CTBEHHO [15, 16]. B cnyyae HepBHO-MbILIEYHbIX 3a601eBaHNN
ans Bbl6opa HK-uccnegosaHna HeO6X0aAMMO ONPEAENUTbLCS
C ypoBHeM nopaxKeHus. C aTon Luenblo NPUMEHSIOTCS Urofbya-
Tas anekrpomuorpadus (MOMI) u aHanus ypoBHSA KpeaTnHdOoC-
dokmHaszbl (KPK) cbiBOPOTKM KpoBu [17, 18]. O6HapyxeHue
MUWOreHHoro natrepHa npv OMI 1 nosbliweHne ypoBHA KPK
XapaKTepHbl 419 NepBUYHO-MbILLEYHbIX 3a6oneBaHui [17, 18].
OaHaKo Npu 6bICTPOM TEYEHMM U Ha No3aHMX cTaauax CMA 5q
natrepH npu Ml HanoMunHaeT MnoreHHbiv [19]. Kpome Toro,
npu XpoHU4eckom TedeHrn CMA 5g MoxKeT noBbilatbes KOK
COMOCTaBMMO C MbllIEYHbIMK AncTpodusimu. B Poccum onuca-
Hue cnydyaeB CMA 5q ¢ nosbilweHneM ypoBHA KPK 1 muoren-
HbIM naTtTepHoM npu MAMI paHee He nybnunKoBanu. B cBa3u
C 3TMM Ype3BblYarMHO BaXKHbIM SABNAETCA WHbOPMUpOBaHWe
KNMHUYECKUX CMELManncToB 0 BO3MOXHOCTU OMNTUMMU3ALMK
avarHoctukn CMA 5q.

ONMUCAHME CEPUU KJIMHUYECKUX C/TYYAEB

3a 17-netHuin nepmop paboTbl aBTopa B BopoHEKCKOM
061aCTHOM  KIIMHMYECKOM  KOHCYNbTaTUBHO-AMArHocTnye-
CKOM UeHTpe (2004-2011 rr., 2014-2020 rr.), a Takke

B MEAMUMHCKMX LeHTpax «[uarHocTnka natoc» (BopoHex,
2008-2020 rr.) n «3a0poBbIN pebeHok» (BopoHer, 2020—
2021 rr.) anarHoctupoBaHo 87 cnydyaeB CMA 5q, U3 KOToOpbIX
B 12 (13,8%) BbIABNEH MUOrE€HHbIN NatTepH npu MAMI nnu
BbICOKMIM ypoBeHb KPK. Bce cnyvan 60n1e3HM NOATBEPKAEHDI
MOJEKYNAPHO-rEHETUYECKUMU UCCefoBaHuaMu B nabopaTto-
pusax 000 «LleHTp MonekynsipHon TeHeTukun» (Mockea), MITHL,
M. H.IM. boykoBa (MockBa) u 000 «[eHomen» (MockBa). Huxke
npeacTaBneHo onucaHue pesynstatoB MOMI n KOK 10 60nb-
HbIX, ABO€ 60MbHbIX 58 1 38 net u ¢ gebtotom nocne 21 roga
B BbIGOPKY UCCNEA0BAHNS HE BKJTIOYEHDI.

[ns yTouHeHus guarHosa Ha npuemM obpatuinch poauTenu
WM CaMU NaLMeHTbl C NOJO3PEHMEM Ha HaceACTBEHHOE nep-
BMYHO-MbIlLIE4YHOE 3ab6oneBaHne. Bo3pacTt gebtota, OCHOBHbIE
KNMHUYECKME MPOSIBNEHMS W pedynbraTbl npoBefdeHHbix AHK-
nceneaoBaHuin Npu HabnAEHUU MO MECTY KUTeNbCTBa npes-
cTaBneHbl B Tabn. 1. Bce 60nbHble (CAaMOCTOATENbHO WKW CO
CNOB poAauTeNien) Ha MOMEHT KOHCYNIETUPOBaHWA NPeabaBIsnmn
anobbl Ha NPOrpeccupyloLlytd cnabocTb M MOTEPK ABUra-
TeNlbHbIX HABbIKOB, NPV paHHeM BO3pacTe AebioTa 0TMeYanoch
Hanbonee 6bICTpoe NporpeccupoBaHue. NosaBneHne n Hapac-
TaHWE MbIlEYHON TMNOTOHMK, 06eHEHNE 0ObeMa aKTUBHbIX
[IBUXEHUN B KOHEYHOCTSX U ocnabneHne aKCKYpcuu rpyaHomn
KNETKM Npu AblxaHun Habnogannce ¢ 2 mecy N 1, ¢ 5 mec —
yN2 21 Ne 3, c15 mec —y 6onbHbIx N2 4 1 Ne 5. lMNoTteps asu-
raTefibHblX HaBbIKOB MPU WX HaIM4UK B BUAE HECMOCOBHOCTU
YOEPXMBATbL FONOBY MPU OTKIIOHEHWM OT BEPTUKAIbHOW OCHU
n cnaetb 6e3 onopbl oTMeYeHbl K 3 Mecy N2 1, K 9 mec — y N2 2
M N2 3, K2 rogam — y 60nbHbIX N2 4 1 N2 5. Y Bcex aeTen B BO3-
pacte o 4,4 rofja npu oCMOTpe oTMeYanach KynosoobpasHas
nedopmauma rpyaHor KneTku. Y 6onbHbix N2 6, 7, 8, 9 1 10
Cc Ae6iToM nocne 2 net CMMNTOMbl NMPOKCUMabHOM cnabo-
CTW HapacTanu MeAJIeHHO, 1 Ha MOMEHT OCMOTpa BCE MOIU
X04WTb 6€3 0nopbl U 06CNYKUBaATh CEOS CaMOCTOSATENbHO.

Bo Bcex pofoCn0BHbIX MpKU cO0pe reHeanorMyeckoro aHam-
He3a He YCTaHOBJIEHO MOBTOPHbLIX ClliydaeB 3abofieBaHus.
[aHHble nepuHaTanibHOro aHamHesa, cobpaHHble U3 MeauLnH-
CKOWM JOKyMEeHTaLK, CBUAETENLCTBOBASM B NO/b3Y HOPMaSibHO-
ro Te4yeHust 6epeMeHHOCTM y MaTepen, B ABYX Clnyvasix poLopas-
peLleHre NIaHOBbIM KecapeBbliM CEHEHMEM MO MOKa3aHWAM CO
CTOpOHbI MaTepu. Bo Bcex cnyyasx no wkane APGAR aetv Habu-
panu He HU¥Xe 7 6anioB U UMeNu B COOTBETCTBMU C BO3PACTOM
HOopMasibHOE MOTOPHOE pa3BuTHe A0 AebtoTa 3aboneBaHus.

Mpun o6cnefoBaHUM OCHOBY KIIMHUYECKOW CUMMTOMaTUKK
COCTaBWM BSA/bIN NPOKCMMasbHbIV TeTpanape3 u atpobduu,
ocnabneHne unu cyxoxunbHasa apednexcus (y 9), aedopma-
LUMS TPYAHOM KNETKU MM CKOAMO3 (y 8), ApoXKaHWe nanbLes
BbITAHYTbIX PYK (Y 8), dacunKynsaumm a3blka U/UnmM CKeNeTHon
MycKynatypsbl (y 7). llp1 BO3MOXKHOCTM XOAMTb Y BCEX «yTUHasN»
NMOXOAKa, IeCTHUYHOE BCTaBaHWe C KopTo4yeK. M3 Hux 'y 4 —
YKOPOYEHME WM PETPAKLMA axuNnoBbIX CYXOXWIUK, y 3 —
ncesaornnepTpodma MKPOHOXKHbLIX Mbllwl,. Bce aetn B BO3-
pacTe 0o 5 net ¢ oTpuuatenbHO OKpaweHHOW 3MOLIMOHaIbHOM
peaKkLmen Ha ocMOoTp.

Pesynbratbl uronb4aton IMIr u KOK

MepBas MOMIT 13 natepanbHOM MblwLbl 6eapa U aHanua
nnasmeHHoro yposHa KPK npoBoamnuch 60MbHbLIM MO MecTy
UTENbCTBA NPM 06paLlleHnn K Bpady nocne aebiota cnabocTy.
Mpn npoBeaeHun MAMI GonbHbIM B BO3pacte A0 5 net 13
6 60/bHbIX ¥ 2 B NPOTOKO/IE OTMEYEHO YKOPOYEHUE ANUTENb-
HOCTV M aMNANUTYabl MOTEHLMANOB ABuUratenbHbix eanHul, (MAE)
Mo MUOrEHHOMY TUMY, y 4 BbISIBNIEH COYETAHHbIM NaTTepH 6e3
BO3MOXHOCTU ONPEAENTb YPOBEHb MopakeHusl. Y 60NnbHbIX
B BO3pacTe Ao 2 net yposeHb KPK Konebancsa B fuanasoHe OT
115 po 153 Ea/n. OgHaKo y 04HOro 601bHOr0 B Nepuo 0CTPOn
NMHEBMOHWM C BbICOKOK TemnepaTypor ypoBeHb KPK nosbicui-
cs go 309 Ea/n; npn NOBTOPHOM UCCNeaoBaHUK (Yepes 2 Hef)
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OpuruHanbHas cTaTbs

Ta6nuua 1. KnnHnyecKkas xapaktepuctuka 60nbHbx co CMA 5q Ha MOMEHT MeAMKO-reHETUYECKOWM KOHCYNbTaLun
Table 1. Clinical characteristics of patients with SMA 5q at the time of genetic counselling

dacumKynaLumm a3blka, 6PIOLIHON TUM AbIXaHus,
Mwuonatus Tun? Kynonoo6pasHas aedopMaLims rpyaHON KNEeTKH,
1 2 mec (aKTMBHOCTb 3 mec (1 mec) Npuv TPaKLMK 3a PYKU 3anpoKuabiBaHWe ronoBbl Ha3ag,
-TIOKO3MAa3bl) CYXOXUNbHble pepeKCbl He CHUKEHbI, OTpuLaTeIbHas
3MOLMOHaNbHas peakuus Ha ocMoTp
BpoxaeHHas dacumKynaumm a3blka, ApoXKaHue nanbLeB pyK, GPIOLWHON
MbllleYHas TUN AbIxaHus, KynonoobpasHas gedopmaLna rpyaHom
5 5 mec anctpocdus TMn? 1 ron (6 mec) KNETKH, CYXOXKUbHas apecbneKcvvm, He YAepK1BaeT ronosy,
(CHIN Ha naHenb BblpaXKeHHas rTMNoTOHUS, rpy6bbln BAMbINA, MPEUMYLLECTBEHHO
82 meTabonnyecKmnx NPOKCUMasbHbIW, TETPanapes, oTpuLatenbHas
muonatui u NMKMA) 3MOLMOHaNbHas peakLmsa Ha OCMOTpP
DacuMKyNaLUMK S3blKa, APOXKaHWe NanbLEeB PyK, GPIOLLHON
Mwuonatus TMn? TUN AblXaHus, Kynonoo6pasHas aedopMaLims rpyaHoM KNeTKu,
3 6 mec (aKTMBHOCTb 1,3 roga (9 mec) BbIpaXKeHHas rMnoTOHUSA, CyXOXKUIbHas apedneKcus, He
-TIOKO3MAa3bl) YOEPKMBAET rofIOBY, HE NepeBopayYnBaeTcs, rpy6bli BAbIN,
nNpevMyLLECTBEHHO NMPOKCUMasbHbIN, TeTpanapes
BpoxpaeHHas
MblleYHas [poxkaHre nanbLeB pyK, Kynonoobpa3sHas aedopmauus
4 16 mec anctpodus Tun? 3 rona (1,5 roa) TPYAHOM KNETKM, MOKET CHAETH C OMOPOM, He CTOUT,
(CHIM Ha naHenb ’ CYXOXMNbHas runopedneKcus, BANbii NPOKCUManbHbIN
82 MeTabonM4yecKnx TeTpanapes, runoTpodus Mol 6esep
muonaTuin n MKMA)
BpoxpaeHHas
MbllleYyHasn DacuMKyNAaLMK A3blKa U CKENETHBIX MbILLLL, ApOXaHue
avMcTpodus Tun? nanbLeB pyK, KynonoobpasHas aepopmaLus rpyaHon
5 15 mec (CHIM Ha naHenb 4,4 ropa (3 ropa) KIETKM, CKOJ‘IVIO? rPYAHOrO OoTAeNa NO3BOHOYHUKA, MOXKET
HEPBHO-MbILLEYHbIX ’ CUAETb C OMOPOW, HE CTOUT, CyXOXKUbHas apedneKkcus,
3a60/1eBaHNN BSJIbIN MPOKCUMAasbHbIV TeTpanapes, rmnoTpodus MblLuL,
BKJTIOHAIOLLMX nneyva v 6efep, yKOpoOHEHUE axmNoBbIX CYXOXUINI
391 reH)
NKMA tmn? CKONMO3 rpyaHOro oTaena No3BOHOYHMKA, «yTUHas» NOXOAKa,
6 2 (CHIM Ha naHenb 12,2 roaa (10 ner) NIEeCTHUYHOE BCTaBaHWe C KOPToYeK, apedieKeusi KoneHHbIX
82 MeTabonmM4yecKnx ’ CYXOXMNbHbIX pedneKcoB, BAMbIM MPOKCUMabHbIN
muonatuin u NMKMA) TeTpanapes, runoTpodus mblwy, 6eaep
MbiweyHas
anctpodus DacumMKynAaLMK A3blKa U CKENETHBIX MbILLULL, APOXaHne
[ioweHHa? nasnbLeB PyK, «yTUHasA» NOXOAKa, TEeCTHUYHOE BCTaBaHne
(aHanus geneuni C KOPTOYEK, CyXOXUbHasa runopedneKkcus, Banbli
7 2 1 fynankauumn 14,8 ropa (12 ner) NPOKCUManbHbIN TeTpanapes, rmnoTpodua MblLL, niey
B reHe DMD, n 6efep, BbiparKeHHewn cnesBa, yKopo4eHne N1eBon HOru
CHI Ha naHenb Ha 3 CM, NCeBAOrMNEePTPOPUA MKPOHOMHbIX MbILLL,
15 MblleYHbIX peTpaKkums axunnoBbIX CYXOXKUINM
ancrpodui)
DacUMKyNALMK A3blKa U CKENETHBIX MbILLLL, POXaHne
nanbLeB pyK, <yTUHas» NOXOAKa, TECTHUYHOE BCTaBaHWe
8 8 MblweyHas 18 net (10 niem) C KOPTOYEK, CyXOXubHasa runopedneKkcus, Banbin
anctpodus Tun? NPOKCUMasbHbIV TeTpanapes, rMnoTpodua MblLL, niey
1 6eaep, NnceBfornnepTpodUsS MKPOHOMKHbIX MbILLLY,
peTpaKLuMsa axuaioBbIX CYXOXUANIA
Y- Kndockonnos rpyaHoro otaena, GacuuKynsaumm MblLuL,
P nneyeBoro nosica, ApoXaHue nanbLeB pyK, «yTUHas»
BekKepa? MOXOAKA, C KOPTO4EK He BCTALT, CyXOMkMbHAR apecbnexcwvﬂ,
9 13 (aHaNM3 peneLimil 24,2 ropa (11 ner) KPOME axmNoBbIX, BblPaXeHHbIN BSANbIN MPOKCUManbHbIM
M AYNAMKALMEA TeTpanapes ¢ npeoénanaHyleM cnesa, aTpodUs MblLLLL
& reve DMD) nney u 6eaep BblpaxeHHew cnesa, nCGBAOFVII‘IeprO(bVJFI
MKPOHOXHbIX MbILLL,, PETPAKLMSA axnaoBbIX CYXOXKUANM
Kndockonnos rpyaHoro otaena, ApoxaHue nanbLeB pyK,
NMKMA? «yTUHas» MOXOAKa, C KOPTOYEK HE BCTAET, CyXOXKWUbHas
10 11 (CHM Ha naHenb 25,4 ropa (14 net) apedneKkeus, Kr{ome aannosntlx, BblpaH(thIbIVI BSINbIN
15 MbllWeYHbIX ’ NPOKCUMaNbHbIN U YMEPEHHbIV ANUCTalbHbIV TETPanapes
ancTpodui) ¢ npeo6nagaHvem cnesa, AMbody3Hble aTpodUN CKENETHLIX
MbILLL, BbIPAXKEHHEM CEBa, yKOPOUEHWE axmIOBbIX CYXOXMANI

lpumeyaHme. M/ — Non 60/LHOr0 (MYXCKOW, eHCKU). CMA — crnvHanbHasa MbllweyHas atpodus; CHIT — ceKkBeHWpoBaHWe HOBOro
nokonenus; MKM/J, — nosicHo-KOHEeYHOCTHas MblleyHas aucTpobus; DMD — reH autpoduHa.

Note. m/f (m/x) — patient gender (male, female). SMA (CMA) — spinal muscular atrophy; NGS — next generation sequencing;
LGMD (MKMJ) — limb-girdle muscular dystrophy; DMD — dystrophin gene.




Ta6nuua 2. MNMepsble peadynstathl MYOMIT 1 aHanusa ypoBHa KOK 6onbHbix ¢ CMA 5q
Table 2. First results of needle EMG and CK tests in patients with SMA 5q

Ne UM (Bo3pacTt npoBefeHus) K®K, Ea/n (Hopma < 190) (Bo3pacT npoBeAeHUs)
1 CoueTaHHbIM (2,5 mec) H/A

2 MuoreHHbIM (8 mec) 115 (1 roa)

3 MuoreHHbIn (1 roa) 198 (1 roa)

4 CoyeTaHHbIN (3 roga) 309/153* (2 roga)
5 CoueTaHHbI (4 roaa) 241 (3roga)

6 CoyeTaHHbIM (5 neT) 1678 (3 roga)

7 H/A 1060 (3 roga)

8 H/A 1601 (9 neT)

9 HelporeHHbl (16 nert) 1102 (14 neT)
10 HelporeHHbii (18 nert) 4050 (14 neT)

MpumeyaHne. WAMI — uronbyatas aneKkTpomuorpadums; H/o — HET faHHbIX. <*> — ypoBeHb KPK npu NOBTOPHOM (BHE NPOBOLMPYHOLLIMX

baKTopoB) onpeaeneHnn Yepes 2 Hea.

Note. needle EMG (3MTI') — needle electromyography; N/A (H/4) — no data available. <*> — CK level at repeated tests (without any

triggering factors) after 2 weeks.

BHe nposouupyowmx ¢aktopoB ypoBeHb KOK Haxoaunca
B npepenax pedepeHCHbIX 3HadveHun (Hopma < 190 Ep/n),
coctaBuB 153 Ef/n. Boicokui ypoBeHb KOK 1 HelporeHHbIn
naTTepH OTMeYeHbI Y BceX 60/bHbIX cTaplue 3 et (Tabn. 2).

MpeaBapuTenbHbIA AUArHo3

B MeOMLMHCKOM Y4YpexaeHWM Mo MECTY KUTeNbCTBa Ha
OCHOBa@HUWM KIMHUYECKO-MaPaKIMHUYECKMX [aHHbIX (BANbIN
NPOKCMManbHbIN TeTpanapes, apedneKkcus/runopednercus,
nosbllieHne ypoBHA KPK, muoreHHbin natrepH npu n3IMI)
B NEepBYO o4epeb NPOBOAWAN MOWUCK Hac/eACTBEHHbIX nep-
BMYHO-MbILIEYHbIX 3a60/1eBaHWUI, KOTOPbIe HE MOATBEPANSIUCH
nocne AHK-guarHoctvku (cMm. Tabn. 1). B wtore 6onbHble
HanpaBnsAMCb A9 YTOYHEHWS AMarHosa. B pesynbrate meau-
KO-FeHETUYECKOr0 KOHCYNbTUPOBAHMUA 3anof03peH M B nocie-
aylouem noatesepaeH avarHo3d CMA 5q ¢ BbiSBNEHUEM
B ABYX annensix geneuunmn ak3oHoB 7 unn 7/8 B reHe SMN L.

[AnHamuKa 1 ucxopbl

BonbHbiM N2 3 1 N 5 nocne ycraHOBMEHMS AMArHoO-
3a CMA 5qg 6bl10 Ha3HaA4YeHO NaToreHeTU4yecKoe JeyeHue.
NcTopus pa3BuTua 3aboneBaHns y 60nbHbIXx N2 1, 2, 4 n 8
HEeM3BeCTHa B CBA3M C MOTEPEN KOHTaKTa C poauTeNsiMM, avar-
HO3 6bl1 MOCTaBNEH A0 peructpaumm B Poccuu npenapata
N naTtoreHeTnyecKkoro nevyeHns. bonbHble N2 6, 7, 9 1 10 Ha
MOMEHT HarnucaHus PyKOnucKu HaxoasaTes Ha ctagumn odopmie-
HUS NATOreHeTUYEeCKOro evYeHuns. Bcem 60/bHbIM yCTaHOBNEH
TMn CMA 5q (cm. Tabn. 1).

OBCYXAEHMUE

B apy naToreHeTM4ecKon Tepanuu AMHaMUYECKU COBEp-
LUEHCTBYIOTCS MOAXOAbl M @anropuTMbl, HanpaBiEHHbIE Ha paH-
HIOIO AMArHOCTUKY NPEUMYLLECTBEHHO KypabenbHbIX Hacnes-
CTBEHHbIX 3a60NeBaHUIN, K KOTOPbIM OTHOCUTbCS 1 CMA 5q.
370 06yCNOBAEHO MaKCMMasibHON 3PDEKTUBHOCTLIO TEPAnuK,
KaK NpaBu1o, Ha JOCUMNTOMaTUYECKOM cTaaun unu B aebrote
3aboneanus [10, 20].

HeoHaTanbHbI CKPUHWHI NO3BONSET AOCMMMTOMaTUYe-
CKM BbIBUTb CMA 5q, 1 Ha MOMEHT HamnMucaHus PyKOMUcK
o6cy)KaaeTcs BKIOYEHME 3abofieBaHMA B CKPUHMHT [21].
[OunarHoctuka 60/bHbIX Ha paHHEN CUMMMTOMAaTUYECKOMW CTa-
AU — KpaWHe HenpocTas 3agada. PeHoTUn cuHApoMa «BSJO-
ro pe6eHKa», NPOKCMManbHOro TeTpanapesa u/mnu cnaboctu
MbILUL, LWEW B COYETAHMU C MUOFEHHbLIM MW COYETAHHbIM MaT-
TepHoM npu MAMI, KaK y 60nbHbIX N2 1, 2, 3, 4 1 5, HEOTAIUYUM
OT BPOXAEHHbIX MWOMATUN, BPOMAEHHbLIX MbllUEYHbIX AMC-

TPODUIN, FMUKOreHO30B M MOSICHO-KOHEYHOCTHbIX MUACTEHWUM
[22, 23]. OgHaKo Npu BPOXKAEHHbLIX MUOMNATUAX U MUACTEHUSAX
He onucbiBaloT GacLMKynauum 1 6bICTPOE NporpeccupoBaHe
3aboneBaHud, a ang rMUKOreHo30B U BPOXAEHHbIX MbILWEYHbIX
AMcTpoduii otcyTcTBMe NoBbileHnss KPK ckopee nckioyeHune
13 npaBun [22-24]. MutoxoHapuanbHasa MMonaTus, accoumm-
poBaHHas ¢ reHom TK2, MOXKeT NpoTeKaTb Nogo6HO GeHoTUNy
CMA 59 1 ¢ paHHUM neTaNbHbIM UCXOA0M 6€e3 NeYeHus, B TO
e BpeMs noBblleHue naktata 1 KPK — auckpumuHumpyto-
WM NPU3HAK B MONb3y MUTOXOHAPUANbHOW Muonatuun [25].
Mpu no3gHem ge6toTe ¢ MeASIEHHO NPOrPEeCcCUpPYLLMM MPOK-
CYMasbHbIM TETPaNnape3oM, «yTUHOW» MOXOAKOW, NECTHUYHBIM
BCTaBaHueM, apednekcmen/rimnopednekcnen CyxommnabHbIX
pednexkcos, C UM 6e3 NCeBAOrMNEPTPOPUN MKPOHOMKHbBIX
MbILL, B COYETAHUWM CO 3HAYUTENbHbIM MoBbleHMeM KOPK,
KaK y 6onbHbIXx N2 6, 7, 8, 9 n 10, CMA 59 nepekpbiBaeTcs
C AucTpoduHONaTUAMU, MOACHO-KOHEYHOCTHBIMU MbllUEYHbI-
MU AUCTPODUAMM U TNKoreHo3amm [22, 23]. B Takux cnyvasax
GacuMKynaumMm M HemporeHHbln natrepH npu M3MI QOMKHbI
HaCTOPOXUTb Bpaya, ogHako npu CMA 5q oHM BCTpeyanucb
He Bcerga, 3aTpyaHas avddepeHUMancHyl0 AMarHOCTUKY.
Heo6xoanMMo OTMETUTb, 4TO, MO AAHHbIM MNPeLCTaBNEeHHOM
pa6oTbl, 6onee 10% 60nbHbIX CMA 5q MOXET CKpbiBaTbCS
noJ MacKamu MNepBUYHO-MbIWEYHbIX 3a60neBaHUn. TaKuM
06pa30oM, OCBEAOMJIEHHOCTb creuuanucTa no AaHHOW Mnpo-
671eMe NO3BOIUT COKPATUTL BPEMS A0 NOCTAHOBKM AMarHo3a,
naberas MHBaNMAN3aLnu 1 paHHen netanbHocTu npu CMA 5q.

3AK/TIOMEHME

MpenctaBneHHble AaHHble MO3BOMAIOT 3aKI0YUTb, YTO
npu paHHem aebtote 3aboneBaHUs M OTCYTCTBMM MOBbIWE-
HUS ypoBHS KPK AOCTAaTOYHO KIMHMYECKOrOo MOA03PEHMUs Ha
CMA 5q ansa npoBeaeHuns AHK-uccnepoBaHua Ha npeamet
06GHapyKeHUs aeneLmin ak3oHoB 7 unu 7/8 reHa SMNL. Mpwu
no3gHeM [e6loTe ¢ BSANOro MPOKCMManbHOro TeTpanapesa
N XPOHUYECKOM Te4yeHUn 3aboneBaHns AaHHble KIIMHUYECKOro
o6cnefoBaHus, MAMI n ypoBHa KPK nossonsior BbiGpaThb
ONTUManbHYyl0 MOCNEL0BaTEIbHOCTb MOJIEKYNAPHO-FEHETUYE-
CKMX MccnenoBaHuin. B nepBylo oyepeab Heob6xoanumo obene-
nosatb Ha CMA 5q, 6onesHb omne, auctpodumHonatTmio —
3a60/1eBaHNa C BO3MOXXHOCTbIO MaTOreHEeTUYECKOro eHeHus.

WHO®OPMUPOBAHHOE COIIACUE

MNepen npoBeAeHUEM MEOMKO-TEHETUHECKOrO KOHCY/b-
TUPOBAHWUS POAUTENb WM APYrOM 3aKOHHbLIM MpeacTtaBUTENb
60/1bHOr0 MK caM 60/IbHOM B Bo3pacTe ctapuwe 14 net nony-
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OpuruHanbHas cTaTbs

Yyanu HeobBXOAMMbIE PasbACHEHWS WM MOANUCLIBAAM MHGOP-
MWpOBaHHOE A06POBOJIbHOE COrflacMe Ha MCroib3oBaHue
JlaHHbIX 06CIe0BaHNSA U IEYEHUS B HAYUYHbIX LIENSX.

INFORMED CONSENT

Parents, legal representatives, or the patients themselves
(over the age of 14) received all the necessary explanations
before genetic counselling and signed voluntary written
informed consent on use of any diagnostics and treatment
data for scientific purposes.

UCTOYHUK ®PUHAHCUPOBAHMUA
He ykazaH.
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