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Abstract

The review summarizes and systematizes data on the prognostic significance of various biomarkers in determining the
effectiveness of pathogenetic therapy for spinal muscular atrophy. The review includes a clinical case of a patient with
type 3 spinal muscular atrophy. The case illustrates that a decrease in the level of heavy chains of neurofilaments in
the cerebrospinal fluid of the patient during the use of pathogenetic therapy with nusinersen positively correlated with
an improvement in motor function, assessed by standard functional scales.
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WNCCNEAOBAHNA N KNIMHUYECKE HABITIOAEHWA

Coxpawenus: AT® — aaenosunTpudochopHas
kucnora; ['Ob — remarosnuedannueckuii Oapnep;
JE — nBuraresibHas eqununa; JTB — muddys3Ho-TeH-
3opHas Buzyanuzauus; MJI — unrepneiikun; MHO —
nntephepon; KK — kpearunkunaza; JIHO — nerkas
nens Helpogmiramenta; MPHK — marpuunas pubony-
KJIEMHOBasl kuciora; MPT — MarHUTHO-pe30HaHCHas
tomorpadus; MiPHII — manbie snepHbIe puOOHYKIE-
onpotennsr; HO — neiipodunaments; CMA — crm-
HasbHas MblmedHas arpodus; CHO — cpenusis uens
Heiipopunamenta; CIIJAM — cymmapHBIH TOTEHIIMAI
nevicteus mpin; THO® — Tspkenas nens Helipoduna-
Menta; ®HO — dakrop Hekposa omyxomnu; [[THC —
neHTpansHas HepBHas cucreMma; LICXK — nepedpocnu-
HaJbHas )KUAKOCTh, 6OMWT — 6 Minute Walk Test/Tect
6-munyTHOU X0nb0BI; CHOP-INTEND — Children’s
Hospital Of Philadelphia Infant Test Of Neuromuscular
Disorders/ Tect nerckoit 6onpauIel Ounanensuu 11t
OIICHKH JIBUTATEIbHBIX QYHKIMN TIPU HEHPOMBIIICYHBIX
3a0oneBaHuAX y HOBOpokaeHHBIX; CMAP — Compound
Muscle Action Potential/ cymmapHBbIii moTeHIAAN Jeii-
crBusa Mmbinsl; HFMSE — Hammersmith Functional
Motor Scale — Expanded/ Pactmpennas mkana oneH-
KA JBHUTaTes]bHBIX (QyHKUMNA OONBHHULIEI XaMMEPCMUT;
MUNE — Motor Unit Number Estimation/ npuGin3u-
TEJbHOE ONpPEAETICHUE YHCa ABHIaTENIbHBIX CIUHMIIL
RULM — Revised Upper Limb Module/ mepecmo-
TpeHHBIH «MOAynb I OIICHKH JIBUTATEIBHON (YyHK-
UM BEPXHHUX KoHeyHocTei»; SMN — Survival Motor
Neuron.

[IpoxcumanbHasi crniMHalbHAsE MBIIIEYHas arpodus
5q (CMA) — ayTOCOMHO-PEIIECCHBHOE HEPBHO-MEI-
nreyHoe 3aboeBanne, 00yCIOBICHHOE MyTallueH B reHe
SMNI (Survival Motor Neuron — reH BbDKHBAGMOCTH
MOTOHEHPOHA), XapakTepu3ylolleecs NpOrpeccHpyro-
MMM CHMIITOMaMH BSJIOTO Tapajiida BCIEICTBHE Jie-
reHepalyy 0-MOTOHEHPOHOB NEPEAHUX POrOB CIIMHHO-
TO MO3Ta, peke IBUTaTeIbHBIX S7ep CTBOJIA TOJOBHOTO
Mmosra [1]. B 3aBucumocTu ot Bozpacta MaHuecTanuu
CHUMIITOMOB M TeMIia nporpeccupoBanusi CMA monpas-
JETSI0T Ha HECKOJIBKO KIMHUYECKHX THIIOB: HanOonee
Tsokenbie popmel — CMA 0 u 1 Tuna, pa3BuBaronIrecs
BHYTPHYTPOOHO M Ha PaHHUX CPOKax MOCTHATAIBLHOTO
pasButus (10 6 mecsues), npoMexyrodnas — CMA
2 tuna (Bo3pact aedrora 7—18 mec.), CMA 3 tuna, roHO-
meckas ¢popma, pa3BUBAIOIIAACA B BO3PACTHOM JHara-
30He OT 18 mec. no 20 net u, Hanbonee Jerkas Gpopma,
CMA 4 tuma ¢ n1e0rToM Ha 3—4-M NeCATIIETUAX KU3HI
[2].

B nacrosmee Bpemst ogoOpeHo Tpu Ipemapara IS
Tepanun CMA, W3 HHMX /ABa — HYCHHEPCEH U pPHC-
IUIIaM — OBITM PEKOMEHJOBAaHbBI /ISl MPUMEHEHUS
y B3pOCHBIX ManueHToB. HycuHepcen — aHTHCMBICTO-
BOW OJIMTOHYKJIEOTH], JECHCTBUE KOTOPOIrO HaIpaBlie-
HO Ha MOAYJIMpPOBaHHE CIUIafiCMHra MpeleCTBEHHUKA
MaTpUYHON pHOOHYKIenHOBOH KucioThl (mpe-MPHK)
reHa SMN2, 4To crocoOCTBYET BKIIIOUEHHIO 3K30HA 7
B Tpa"ckpuntT MPHK 1 noBsieHyo npogyKuuu noiaHo-
pasmepnoro 6enka SMN. Ilpenapar BBogUTCSI HHTpaTe-
KaJIbHO, C TIEPUOAUYHOCTRIO 1 pa3 B 4 mecsria, omo0peH
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K IPUMEHEHUIO Y AeTEH U B3POCIIbIX HE3aBHCUMO OT BO3-
pacra, THIa wid ctaguu 3aboneBaHus. Pucoumimam —
MepOpaBHBIN Tpenapar A eXEeTHEBHO ITPHEeMa TaKKe
siBIsieTcss Monugukaropom citaiicunara npe-MPHK rena
SMN2, npumensercs ans tepanun CMA y B3pocCibIx
U JeTell crapiie 2 Mec.

C nosiBNeHNEM aTOT€HETHYECKON TepaTTi BO3HUKIA
ocTpast He0OXOAUMOCTE B ONpeIeIeHUH OMOJIOTUIECKUX
MapKepOB, MO3BOJISIONINX OLEHUTh d3PPEKTUBHOCTE Jie-
YeHusl, 0OCOOCHHO Yy B3pOCIBIX MalMeHTOB. DyHKUHO-
HaJIbHBIE IIKAJIBI, TAKHE KaK MepecMOTpeHHBINA «Momyib
JUIl OLEHKH JBUTaTelIbHOW (DYHKUMH BEPXHHUX KOHEU-
Hocrei» (Revised Upper Limb Module (RULM)) [3],
«PacmmpenHast 1Kaja OLEHKH JBUraTelIbHBIX (yHKINH
oonpauIbl  Xammepcmut» (Hammersmith Functional
Motor Scale — Expanded (HFMSE)) [4] u TecT 6-Mu-
HYTHOU XOn60I (6 Minute Walk Test 6MWT)) [5], koto-
pBI€ OOBIYHO UCTIONIB3YIOTCS AJIsl OLICHKU ABHIaTENIbHBIX
¢bynkiuit, He Bcerna 3(G(GEKTHBHBI IS MOHUTOPUHTA
JIEYEHUs! Y B3pPOCIBIX MAalMEHTOB, B CBA3M C HAJIUYUEM
Yy HHX OPTONEIMYECKHX OCIOXHEHHUH (CKOIMO03, KOH-
TPaKTYpHI CyCTaBOB), KOTOPbIE OrPAaHUYUBAIOT TOYHOCTh
TecToB. []enb pabomsl — CUCTEMAaTH3UPOBATH UMEIOIIH-
€Csl Ha CErOJHAIIHUN NEHb JaHHbIE O MOTEHIMAIBHBIX
Oromapkepax, KOTOpble MOTYT ObITh HCIIOJIB30BAHBI IS
OLEHKH 3((PEKTUBHOCTH MAaTOrEHETUYECKOW Tepanuu
y B3pOCIHBIX manueHToB co CMA.

benox SMN. benok SMN uyenoBeka COCTOUT
n3 294 aMHHOKHCIIOT ¥ CHHTE3UPYETCSl BO BCEX THITaX
k1eTOK. SMN BBINONHSAET HECKOIBKO (QYHKIMHA — SB-
JISIETCSl 9aCThI0 OOJBIIOTO MOJIEKYIISIPHOTO KOMILIEKCa,
Y4YacTBYIOLIETO B COOpKE MajbIX SAEPHBIX PUOOHYKIIE-
onporenHoB (MsPHII) u cmmaticuare MPHK, a Takxe
y4acTBYET B aKCOHAJBHOM TPAHCIOPTE M POCTE aKCo-
HOB [0,7]. Tounas ¢ynkumas SMN B MoOTOHeipoHax
1 u30uparesbHas YsI3BUMOCTh HIKHUX MOTOHEHPOHOB
K gepunury SMN eme nmoigHOCTHIO He m3y4eHbl. Co-
nepxanue 6enka SMN oTpaxkaeT CTeleHb SKCIPECCHU
reHa SMN2, B CBSI3U C Ye€M 3TOT ITOKa3areiah paccMa-
TpHBaJcsi Kak HanOoJee MepCHeKTUBHBINA AT MOHHUTO-
puHra nedenus manueHToB co CMA moaudukaropaMmu
crutaiicunra rena SMN2. Beuio moka3aHo, 4YTO YpOBEHb
o6enmka SMN B kpoBH y marueHToB co CMA HIKe, 4eM
B KOHTponbpHOHU rpynmne [§]. Kpome Toro, BeIsiBI€HA MO-
JIOXKHUTETbHAS KOppesus ypoBHs Oenka SMN B KpoBU
C BO3PACTOM U TSKECTHIO JIEHEPBALMK MBIIIL] Y Malu-
enToB co CMA. Ilanmentsr co CMA, y KOTOPBIX OBIITH
OoJiee HU3KME 3HAYCHUSI CyMMapHOTo MOTeHIMana aeu-
ctBus Ml (CII/IM), umenn Gonee HU3KHHA ypPOBEHB
upKyaupytomiero B kposu SMN [9]. I[1pu aTom Tepanust
HYCHHEPCEHOM He BIIMsIAa Ha conepkanue Oenka SMN
B KPOBH, 4TO 00YCIIOBIICHO BBEJICHUEM IIpernapara Hemo-
CPEICTBEHHO B IIEHTpaNbHYI0 HepBHYIO cuctemy (LTHC)
¥ OrpaHMYEHHON MPOHHLAEMOCTBIO TreMaTo’HLeau-
yeckoro 6apeepa (I'9b). [Ipn mpuMenenun pucaumniama
OBUIO MTOKA3aHO YBEIMYCHUE YPOBHS (DYHKIMOHAIEHOTO
6enxka SMN B kpoBH y jroneit [10], a B JKHBOTHBIX MO-
nenax CMA pucauniam yBenndrai ypoBeHb SMN He
TOJIBKO B TIepu(epudeckoil KpOBH, HO U B Iepedpocmu-
HanpHOU kuakoctu (L[CXK) [11]. Omnako, HEcMoTps
Ha TO YTO ypoBeHb Oenka SMN MoXXeT JaTh HEKOTOpoe
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MIPeJCTaBIeHNE O TEKYILEM COCTOSHUHU 3a00JIeBaHNs OH
HE MEHSETCS C TEeUCHHEM BPEMEHH, YTO JeNaeT ero IIo-
XUM «KaHIUAATOM» JJIi MOHUTOPUHTA IPOTPECCUpPOBa-
HUs 3a00JieBaHMs U OTBeTa Ha Tepamuio. Kpome Toro,
SMN, u3MepeHHBII B KPOBHU, HE 00513aTEIBHO OTPaXKaeT
ypoBeHb Oenka B [IHC, ocobeHHO mpu Tepamuu HycH-
HEPCEHOM.

benku neiipopunamenmos. benku neripodunamen-
toB (H®) mpeacrasmstor coboii HelpoH-crienuduye-
CKHE KOMIIOHEHTHI LIUTOCKEJIETa, MPUHAIJISKAIINE K Ce-
MEWMCTBY MPOMEXYTOUHBIX (QuinameHToB 1V tnna. OHu
cOOpaHbI B FETEPONOIIMMEPHYIO CTPYKTYPY, COCTOSIIYIO
U3 TpeX CyObeAMHUI] Pa3INIHON MOJNEKYISIPHON MacChI:
nerkoi nenu Heipodunamenta (JIH®, 68 k/la), cpen-
Heii nenu Helipogunamenta (CH®, 150 k/la) u Tsoxenoi
nenu Helipodunamenta (TH®, 200 x[a) [12]. benku
TH® o6nagaroT yHUKaJIbHBIMU CBOMICTBAMU — B aKCO-
HanbHbIX H® cepunosbie octatku TH®, conepxkamu-
ecsl B MMOBTOPAx JIM3MH-CEPUH-TIPOJIHH, (HoCHOopUinpo-
BaHbI, YTO MpHIAeT OeJIKy yCTOWYHMBOCTb K JEHCTBHIO
MPOTEa3 MOCIIe BHIX0/1a U3 MTOBPEKICHHBIX aKCOHOB [13].
[Ipu akconansHOM noBpexaeHNH H® BrICBOOOKIatOTCS
U MOTYT OBITH 0OHapyxeHbl B kpoBH 1 B LICXK, orpakas
BBIP&KEHHOCTb Tubenu HelpoHoB. IlpoBeneHHsie wuc-
CJIEZIOBaHUS JEMOHCTPUPYIOT BBICOKYIO KIMHHUYECKYIO
3HaunMocTh TH® mpu OokoBOoM amuoTpodudeckomMm
ckiepose [14—16] u apyrux HelpoaereHepaTHBHBIX 3a-
OoneBanusix [17, 18]. 3a mociieiHUE HECKONBKO JIET BO3-
pOCIIO YHCIIO WCCIENOBaHUM, M3yUYalOUINX MPOTHOCTH-
yeckuit noternuan OenkoB H® nmpu CMA, ocobeHHO
y TalMeHTOB, MOJYYaIONINX TepalHio MpernapaToM Hy-
cuHepceH. beuio mokaszano, uyto y munajaeHueB co CMA
1 tuna ypoBau TH® u JIH® B muaszme kpoBu u LICXK
ObUIM TIOBBIIIEHBI JI0 JICYCHHUSI PU CPaBHEHUH C KOH-
TPOJIBHOM I'PyNIION TOTO X€e BO3pACTa U 3HAYMMO CHHMKa-
JIMCh BO BpeMsl JieueHus1 HycuHepceHoM [19,20]. Ognako
10 pe3yJibTaTaM HCCIEHOBAHMM 110 U3yYEHHUIO YPOBHEM
H® B [ICXK y B3poCnbIX NAMEHTOB MOIyYEHBI IPOTH-
BOpeurBhie AaHHbIe. Tak, B pabore C. D. Wurster u co-
aBT. mpoBoawiaack ouneHka coxaepxkanus JIHO u THO
B LICXK y 25 moapocTkoB M B3pOCHbIX (METUaHHBII
Bo3pacT — 34 roga) co CMA 2 tuna (n = 9) u 3 Tuna
(n=16), nony4aromux JieueHue HyCHHEPCEHOM. YPOBHHU
H® usmepsuince 10 Hayana Tepanyy U Mociie YeTBEpTon
WHBEKINH, TIOTYYEHHBIE PE3YNIbTaThl COMOCTABIUIUCH
C TOKa3aTesIMA KOHTPOJIBHOM IpyNIbl, COOCTaBUMOMN
mo Bo3pacTy u mouy. [lo pesynasratam mccienoBaHus,
He OBUIO BBIABICHO 3HAYUMOW Pa3HUIIBI IO COIepXka-
a0 HO B LICXK y manmmentroB CMA u KOHTPOJIBHOMH
IpyNIoON HU HAa MCXOIHOM YpPOBHE, HH IIOCIE YETBIPEX
MHBEKINI HycuHepceHna [21]. AHaJOrHYHBIE pe3yabTa-
ThI OBUTH TIOJTYYEHBI U B Ipyroii pabote, rae ucciienona-
mch yposar H® B ceiBopoTke kposu u LICXK B3pocibix
narueaToB co CMA (n = 33) no Tepanuu u Ha (oHe
nedeHust HycuHepceHoM [22]. HecKonbko HHbIE JaHHBIE
Obutn mony4eHsl B uccnenoBanuu . Faravelli u coasr,
B KoTopoM m3ydanuchk ypoBHu JIHO n TH® B CMX
12 manuentoB co CMA 3 tumna (cpemHuii Bo3pact —
28,5 mer), MoNly4aBIINX TEpanmuio HycwHepceHoM. Mc-
xonueie ypoBHH JIH® u TH® B LICXK Obimu conocra-
BUMBI C KOHTPOJIGHOW TpyMIOi, oqHaKo depe3 6 mec.
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rnocie Hayana tepanuu ypoBHH kak JIH®, tak u THO
3HaYMMO CHU3HIINCH NIPU CPAaBHEHUHU C UCXOJHBIMU JAaH-
HBIMH, B TO BpeMsI KaK JBUTaTelbHas QyHKIIUS, OIICHEeH-
Hag no mkanaMm HFMSE u 6MWT, ynydmunace He3Ha-
gutensHO [23]. [IpoTHBOPEYNBOCTD JAHHBIX BEpOATHEE
BCero o0ycCJIOBJIEHa KOPOTKHM IEPHOIOM HaOMIONEHHUS.
B monrepkaeHne 3TOT0 MPEATIONOKEHHS CBHIETEINb-
CTBYIOT JaHHBIE, TOJYYECHHBIC B HEIABHO OITyOTMKOBaH-
HOI paboTe, MOCBAIEHHOW N3YYCHUIO OMOXUMUIECCKUX
U KIMHAYECKHX OMOMAapKEpOB y B3POCIHBIX MAIllMEHTOB
co CMA 3 u 4 Tumna, nomy4aBIINX HyCHHEPCEH B TeYe-
Hue 22 mec. bpuio nokazano, yto KoHueHtpauus THO
B LICXK 3HaunMoO CHHM3WIIACh BO BpeMs JICUEHUS HYCH-
HEpCceHOM, Toraa kak koHueHTpauus TH® B ceiBopoTke
HE M3MEHMJIACh [0 CPAaBHEHHIO C MCXOAHBIM YPOBHEM
[24].

Takum o6pazom, 6enku HO orpakarotr panaue Ono-
xuMuueckre 3QQekTsl HycMHepceHa, KOTOphIE Mpes-
IIECTBYIOT HM3MEHEHHUSAM KIMHWYECKHX TI0Ka3aTeleH,
1 MOT'YT pacCMaTpHUBATLCS B Ka9ECTBE MOTEHIIUAIBHOTO
o6momapkepa CMA.

Covl6opomounan KpeamuHKUHA3Q U KPEAMUHUH.
Kpearnnknnaza (KK) — depmenT, katanm3upyromuit
oOpazoBanue u3 kpeatnHa 1 AT® BbicoKo3HEpreTHde-
CKOTO coennHeHMsI KpeatnH(ocdara, KOTOPbIi IeHCTBY-
eT KaK ObICTPO MOOMIIM3YEMBIil 3amac YHEPTUH, MIPEXKIIEe
BCEro, B CKeleTHBIX MbImax. [Ipu CMA HabmogaeTcs
noBbimieHne aktuBHocTH KK B KpoBH, 0cOOEHHO y ma-
IIMEHTOB ¢ OoJiee JIETKUMHU TUTIaMH 3a00JIeBaHus, BEPO-
ATHO, U3-32 OOJBIIEH COXPaHHOCTH MBILIEYHON MacChl,
B CBsI3U ¢ yeM akTuBHOCTh KK MoeT paccMmarpuBaTbCst
Kak Mapkep TsbkecTH 3abonesanus [25]. Kpearnaun —
KOHEYHBIM MPOAYKT pEaKklMM, KaTalu3upyemou Kpea-
TUH-(ocdarazoii, KOTOPBIA 0Opa3yeTcs B MBIIIIIAX U 3a-
TeM BBIZIEIIETCS B KpoBb. [lammentsl co CMA mmeroT
Oosiee HU3KME KOHIIEHTPALH CHIBOPOTOYHOTO KpeaTH-
HHUHA 110 CPAaBHEHUIO CO 30POBBIMH JIFOABMH TOI'O K€
Bo3pacTa. B HegaBHEM HMcciae0BaHUM, B KOTOpPOE ObUIN
BKJIIOUCHBI AaHHbIe 238 manuentoB co CMA BeIsBICHA
OTpHIlaTeNbHas KOPPEISIIMOHHAST 3aBUCUMOCTh MEXIY
tirioM CMA U ypoBHEM CBHIBOPOTOYHOIO KPEaTHHUHA.
Camblii BBICOKMII YpOBEHb KpeaTHHHHa HaOona-
csa y manueHToB co CMA 3 tuma — B 2,2 pa3a BBIIIE
npu cpaBHeHHr co CMA 1 tumna (1oBepUTENbHBIN HH-
tepBan 1,52-1,82; p < 0,0001) u 1,7 pasa BeIIe, yeM
y nauueHToB co CMA 2 tuna (JoBepUTeNbHBINA HHTEP-
Ban 1,93-2,49; p < 0,0001). 3agmMbie accoIaITiN
COXpaHSJIMCh JaXKe MOCIIe MOMPaBoOK Ha BO3pacT U 0e3-
KHUPOBYIO MaccCy, CBHJCTEIbCTBYIOIINE B I10JIb3Yy TOTIO,
YTO NMPUYMHA CHUKEHUS KpeaTHHUHA CBSA3aHA HE TOJIBKO
¢ arpodueli MpIIIL, a SBISETCA MApKEPOM CTENEHU Je-
HepBauuu npu nporpeccuposanu CMA [26]. I1pu ana-
mm3e ceiBopotouHoit KK m kpearnHa y 266 B3pOCIbIX
nanueHToB (cpemHuit Bo3pact 36,2 roma) co CMA
2 tumna (n = 70) m CMA 3 tuma (n = 136) panee He 1M0-
JMy4aBIIMX JiedeHue, o0a IoKa3arelsi TMOJOKUTEIBLHO
KOPPEHPOBAIH C IBUTATSIILHON (PyHKIIMEH, OIIeHEHHO
0 IIKaJaM OLEHKH ApurarenbHbix ¢yHkiuii (HFMSE,
RUML) u cTenensio TspKeCTH 3a00JieBaHUs. bomee BbI-
cokuil ypoBens KK nHabmromancs y amOymnaTopHBIX ma-
nreHToB co CMA 3 Tuma ¥ y HarueHToB ¢ 4 KOMIsIMHU
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reHa SMN2. HeamOynaTtopHble MallueHTH UMen Oolee
HU3KWA YpOBEHb KpEaTHMHHWHA TI0 CPaBHEHHUIO ¢ amOy-
JATOPHBIMU TIAIIMEHTAMU. Y TAIIUEHTOB, MOIYyYaBIINX
HYCHHEPCEH B TeueHHe 18 Mec., HaOOmanoch yiryd-
IIEHUE JBUTATEIHLHON (YHKITMHU, OICHCHHOW IO IITKa-
nme HFMSE, B coderannn co CHM)KEHHEM aKTHUBHOCTH
KK u HeOonbpIIuM MOBBINICHHEM YPOBHS KpeaTHHUHA.
Haubonee 3naunmoe cHmkenue aktuBHocTH KK OpUTO
BBISIBIICHO y manueHToB co CMA 3 tuma u amOymarop-
HBIX TanueHToB [27]. Takum oOpa3zom, cofiepKaHue ChbI-
BOPOTOYHOIO KpeaTMHUHA ¥ akTHBHOCTH KK orpaxator
TshkecTh TedeHUss CMA u SBISIOTCS MHOTOOOEIIAI0-
MUMHU OMOMapKepamMu It MOHUTOPHHTA 3(PPEKTUBHO-
ctu neuenust. CHmkenue aktuBHocTd KK B coueranuu
C TEHICHITMEH K YBEJIMUEHUIO KOHIICHTPAIIUU CHIBOPO-
TOYHOTO KpeaTUHUHA BO BPEeMs JICUSHHsI HYyCUHEPCEHOM
CBUJICTEICTBYET O CHMKCHUH MHTCHCHBHOCTH TOTEPH
MBIIIEYHON MACCHI ¥ YITyUYIIEHUH MeTa0O0Iu3Ma MBIIIIII.
Xumompuoxcuoasa, xumuna3o-3-no0oonulil 6enox
1, yumoxunwpr. XuToTpHoO3uaa3a NpeAcTaBiser coboit
9H/IOXUTHHA3Y Y€JI0BEKa, KOTOpast IKCIPECCUPYETCS TIO0-
TUMOPGHOAICPHBIMA HEHTPOPHUIAMU M aKTHBHPOBAH-
HBEIMU Makpodaramu H, KaK Ipearnojiaractcs, y4acTBy-
€T B peakUusiX BpPOXACHHOro uMmyHurera [28]. beuio
MTOKa3aHO, YTO YPOBHH XHUTOTPHOKCHUIA3HI ITOBBIIICHEI
B ceiBopoTke W LICXK npu pasnnusbix 3a0o0ieBaHUX,
BKJIIO4ast Ooiye3Hp lomre, MAMONMATHYECKHI JIETOUYHBIH
¢ubpo3, capkomzi03 W HeHpoaereHepaTuBHBIE/BOCIIA-
TUTENbHBIC 3aboneBanmsi — OO0JE3Hb AJBIreiMepa,
T00HO-BUCOYHASI IEMEHIINS, PACCESTHHBIHN CKIIEpo3 1 00-
KOBOH amuoTpoduueckuil ckiepo3 [29-32]. HemaBno
ObLTO BBIHECEHO Ipearnoiokenue, uro npu CMA akrtu-
BaIlWsi MUKPOTJINH, BeI3BaHHAS nedummrom Oenka SMN,
BHOCHUT BKJaa B peHoTunn CMA 1 naxe IpeamecTByeT
MIOTepe IBUTATEIIBHBIX HEHPOHOB, YTO IO CITY>KUJIO TOTU-
KOM K IPOBEICHUIO Psiia UCCIAEAOBAHUN, TOCBAICHHBIX
BBISIBIIEHUIO OnoMapkepoB BocmanieHus npu CMA [33].
[Ipu wuccnenoBaHuM copepx aHUs XUTOTPUOKCHUIA3HI
B LICXK 58 B3pocnsix manmentoB co CMA (cpennuit
Bo3pact — 31 rox), paHee He MOMYYABIIUX TEPAIUIO,
ObUIO BBISBJICHO 3HAYMMOE IIOBBINICHUE €€ KOHIICH-
Tpaluy IPU CONOCTABICHUHM C KOHTPOJIBHOW TIpynmoun
(1838 (1035-3133) nr/mut mpotus 563 (563-971) rr/mi,
p<0,0001), uT0o CBHAECTEILCTBYET B MOJIb3Y BOBICUCHHS
HelipoBocmanienus B nmarodusnonornro CMA. Bonpeku
OXXUJAHUSM B TedeHue 14 mec. JnedeHus HycHHepce-
HOM YPOBHH XUTOTPHOKCH/IA3bl 3HAYUTEIHHO yBEIHUHU-
JIach MO CPABHEHUIO C UCXOAHBIMU 3HAUCHUAMHU. Takxke
KOHIIEHTPALMsl XUTOTPHUOKCHAA3bl HE KOppenupoBaja
C TSDKECTBIO 3a00JICBaHHUS U HE OTIIMYANIACh y IMalUeH-
TOB C Pa3IMYHBIMH THUIIAMU 3a00JICBaHUSA, B CBS3H C UEM
JTAHHBIN TI0Ka3aTeNlb HE MOXET OBITh UCTIONB30BaH B Ka-
YecTBE MapKepa MporpecCHpoBaHus 3a0oneBaHus 1 3¢d-
¢dextuBHOCTH Tepanuu [34]. B pabote De Wel B. 1 coaBT.
TTOJTYYCHBI aHAJIOTUIHBIE PE3YIBTaThl — Y 16 B3pOCIBIX
MAIMeHTOB HAOII0aI0Ch 3HAUMMOE TIOBBIIIICHUE YPOB-
Helt xutorprokcuaasbl B IICK 3a 22-MecsiaHbIi Tepro
JiedeHus: HycuHepceHoM. B 3ol sxe pabote ObL1 nuccie-
JIOBaH APYTod MapKep BOCMAJEHHUS — XUTHHA30-3-TI0-
no6HbIH 6enok 1. Okazanock, 4To YpOBHH 3TOro Oenka
3HaunTelbHO cHHMCH B L[C)K manmmeHTOB, MMErOmmMX
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MOJIOKUTEIIBbHYIO JIMHAMHKY TI0 JBHTaTeIbHBIM (YHK-
uusaM Ha (oHe Tepamuu HycuHepceHoM [24]. Takum
00pasom, XUTHHA30-3-IOA00HEIH O6eToK 1 MOXKHO pac-
CMaTpuBaTh Kak MNOTEHUHaJIbHBIN Onomapkep 3¢hdex-
TUBHOCTH Tepanud. B HemaBHeM HccieoBaHUU ObLIO
BBISIBJICHO 3HAYUTEIIFHOE IMOBBIMICHUE COIEPIKaHUs
psana mutoknHoB (mHTepneiikun (UJ1)-18, NJI-4, 1JI-6,
WiI-10, WJI-17A, WI-22, NJI-23, NJI-31 u UJI-33, dak-
Top Hekposa onmyxomu (OPHO) u untepdepon-y (MHD-
Y)) B CBHIBOPOTKE KpOBH JeTel u B3pocibix co CMA
IIPYU CPaBHEHUH C KOHTPOJIBHBIMU TPYIIIIAMH. Y3Ke Uepes
6 Mec. mocie Havajga Tepalid HyCHHEPCEHOM HalIo-
JAIoch 3HauMMoe cHmxkeHnue yposued NJI-4, UHO-y,
WI-22, NJI-23 u NJI-33 B CHIBOPOTKE KpOBU H€TEH
co CMA u cumxkenne yposueit WJI-4, NJI-6, MH®-y
n NJI-17A B CBIBOPOTKE KpPOBH B3POCIBIX NAIMEHTOB
co CMA mo cpaBHEHHWIO C HCXONHBIMU 3HAYCHHSIMHU.
IIpu stom B LICK kak netei, Tak M B3pOCIBIX MallEeH-
ToB c0 CMA CyIIeCTBEeHHBIX Pa3IMIUN MEXIY UCXOI-
HBIM COZIEp’)KaHHUEM LIUTOKHHOB U Yepe3 6 Mec. JeueHUs
HYCHHEPCEHOM BBISIBIEHO He Obuto. [IpmmeuarensHo,
4yTo Oosiee BBICOKMH HCXOAHBIA ypoeHb WJI-23 B chI-
BOPOTKE KOPPEIMPOBaJ C BEIPAKEHHOCTHIO HAPYIIEHUI
JOBUraTelbHBIX (QyHKUMI ocye neueHus y aereil. boiee
TOTO, Yepe3 6 Mec. JIeYeHHs MalMeHTHl ¢ 0ojee BBICO-
Ko kKoHneHTpanueit 1JI-10 B cbIBOpoTKe MoKa3aiu J1yd-
it mokasarens o mkaie HFMSE [35]. IlpuBenenubie
BBIIIE HCCJIEOBAHUS MOATBEP)KIAIOT, YTO IMOKa3aTelu
BOCTAJIEHUS] MOTYT BBICTYTIaTh B KaueCTBE OMOMapKepOB
nporpeccupoBanuss CMA U MOHUTOpPUHTA JICUEHUS 3a-
OoeBaHus.

Cymmapnotii  nomeHyuan Oeucmeun Mouiliybl
(anzn. Compound Muscle Action Potential (CMAP))
u npudIU3UMENbHOE ONPEOCNCHUE YUCIA 08U2AMEITb-
Hoix eounuy (amzn. Motor Unit Number Estimation
(MUNE)). KonuuecTBeHHas! OLIEHKA COXPAHHBIX JIBU-
rarenpHbIX eauHAL (JE) paccmarpuBaercs kak Omo-
Mapkep B OLEeHKe 3(P(EeKTUBHOCTH HOBBIX pa3zpalarhl-
BAa€MBIX TEXHOJOTHH JieueHUs] OOJNIe3HH IBUTATEIHHOTO
HEHpOHa, B CBA3M C Y€M, Ha MPOTKEHUM MOCIECAHHUX
JIECSATHIIETHH BEAETCS MOUCK IEKTPOPHIUOTOTHIECKAX
MeTo 0B otleHKH konudecTBa JIE [36]. CMAP (cunonum
M-0TBeT) — TMOTEHIIMAN, PETUCTPUPYEMBIA C MBIIIIIBI,
OOBIYHO B OTBET HA MPIMYIO MM HEMPSMYIO CTUMYIISI-
[IUI0 MHHEPBHUPYIOIIETO €€ HepBa. MPEACTaBIsAET co00it
pe3yabpTaT CyMMalllu TIOYTH CHHXPOHHO FeHEPUPYEMBIX
MOTEHINAJIOB JEHCTBHUS MBIIIEYHBIX BOJIOKOH. M-OTBET
SIBIISIETCS. KOCBEHHBIM IIOKa3aTeleM 4YHCIa MHTAKTHBIX
M JOCTYTHBIX JBUTATENbHBIX HEHPOHOB, OTpa)karomIuit
obmiee (YHKIMOHAIBLHOE COCTOSHUE JIBUTATEIBHOMN
equaUIB! [37]. Otenka 371eKTPOQU3NOTOTUIECKIX TI0-
KazaTeseld HepBHO-MBIIICYHON Mepenayd Ha MBILIUHON
monen CMA B paHHEM ITOCTHATAIFHOM TIEPHOJIE TTOKA-
3ana 3Haunmoe cHwkeHne CMAP u MUNE ko 2-it He-
JieJie TIOCTHATaIBHOTO TIEpHo/a, IPU 3TOM MPHUMEHEHHE
Tepanuy, MoBHIIAloel ypoBeHs Oenka SMN croco0-
CTBOBAJIO BHauaje CTaOMIIM3AINH, a 3aT€M IOCTENeHHO-
MY BOCCTAHOBJICHUIO HEHpPO(U3NOIOrHYECKHX MOKa3a-
teneit [37].

V moneit co CMA Taxxe HaOIIOHAETCs CHUXKE-
ane CMAP u MUNE mpu ecTecTBEHHOM TCUCHHH
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3a00J1eBaHusl, TIPH ATOM TOKa3aHa KOPPEJSIMOHHAS 3a-
BUCHMOCTb JaHHBIX [TOKa3aTelNeil ¢ KOIMYeCTBOM KON
resa SMN2, tuniom CMA u Bo3pacToMm marueHTos [38,
39]. B uccnenoBannu D. Kariyawasam ¢ koiuieramu
U3y4alluCh U3MEHEHUS! HeHpO(H3HONOTHUECKUX TOKa-
3areneil Ha (oHe Tepanmuu HycuHepceHoM y 20 mereit
B BO3pPAcTHOM Auara3oHe oT 4 mec. 70 16 ner, ¢ pas-
muaaeiMA THHAMH CMA (1 o v = 6, 2 tan n = 10,
3 Tun n = 4) U pa3TUYHON MPOTOIKUTEIHHOCTBIO 3a-
OosieBanus. bputo mokaszaHo, 4TO y A€Te ¢ MEHBIIUM
craxeM 3a0oneBaHus HaOmonanach Oojee 3HaAUYM-
moe moBeimieHne CMAP u MUNE Ha ¢one Teparnuwu,
IIPU CPAaBHEHUHU C MALIUEHTAMH C JUIUTEIBHBIM CTaKEM
3aboneBanus. Kpome Toro, okazanoch, 4to HeHpodu-
3HOJIOTMYECKHUE TOKA3aTeN IOJIOKUTENBHO KOPpEIH-
poOBajM C ABUTaTENbHBIMH (YHKLUUSIMH, OLCHEHHBIMU
¢ nomotnpto mkaa CHOP-INTEND (anrn. Children’s
Hospital Of Philadelphia Infant Test Of Neuromuscular
Disorders — Tect merckoit OoibHMIBI Dunanenshuu
IUIL OLICHKM JBUIATENIbHBIX (YHKUIUM HpU HEHpOMBI-
IIeYHBIX 3a00seBaHUsAX y HOBOpoxkaA€HHBIX) 1 HFMSE
[40]. B mpyrom uccienoBaHUM U3y4yajuCh MOKa3aTeld
CMAP u MUNE y 28 nereit ¢ mo3aanm Haganom CMA
(Bo3pact 2—15 neT), mony4yaBIINX TEpPAIHIO HyCHHEpCe-
HOM B TeueHue 3 neT. HecMoTps Ha TO 4TO ABHUTraTesb-
Has ¢yHkuwms, cormacHo wkaitaMm, HFMSE u RULM
y JeTeil yiaydiiniach, 3HAUMMOTO TOBBIIICHUS TOKa-
sareneii CMAP u MUNE BeisgBieHo He Obut0. OHAKO
JAaHHBIE TTOKAa3aTeyd OCTABAJINCh CTAOMIBHBIMH BECh
nepuoJ, HaOMIOACHHS, YTO CBUAETEIBCTBYET B IMOJb3Y
BO3MOXHOCTH MX HMCIIOJIB30BaHUS B Kau€CTBE MapKepOB
a¢dexruBHOCTH Tepanuu [41]. Takum oOpaszom, drek-
Tpouznonornyeckue IMokazaTelld MOTYT BBICTYTIaTh
B Ka4eCTBE MapKepOB JUIsI MOHUTOPUHTA IIPOTPECCHPO-
BaHHs 3a0ojeBaHus M 3(D(HEKTUBHOCTH MPHUMEHSEMOMN
TEpaTuH.

Maznummno-pe3onancuaa momozpaghus. Maruut-
HO-pe3oHaHCcHass Tomorpaduss (MPT) menHsrii muar-
HOCTHYECKUI MHCTPYMEHT, KOTOPBIM MO3BOJISIET HEUH-
Ba3WBHO OLICHUTH JAETCHEPALMIO HE TOJBKO MBIIII, HO
U MOTOHEHPOHOB IE€pPEeIHUX POTOB CIIMHHOTO MO3ra
[42]. [Tpu CMA naOmromaeTcs aTpodusi MBILII U KUPO-
BO€ 3aMelleHue MbleuHoi Tkanu. H. Durmus u coaBT.
MOKa3aJli CIIeHU(PHUECKYI0 KApTUHY HOPAKEHUS MBILIILL
y 25 maruenToB co CMA 3 Tuima — BBIpaXE€HHOE KUPO-
BO€ 3aMELICHUE MBIIIEYHON TKaHU B MOAB3IOLIHO-TIO-
SICHUYHON M OOJBIION STONMYHOM MEIIIIAX, a TaKKe
B TPEXIVIaBOM U ABYIIaBOM MblIIax rwiedya [42]. B He-
naBHEW pabore Obum omyOnukoBanHble MPT-nman-
HBIE MIPOAOJKUTEIILHOTO HAOIIOACHUS JBYX B3POCIHBIX
nanreHToB co CMA 3 Tumna, MOSyYaBIINX JICUCHHE
HycuHepceHoM. JKupoBoe 3amelleHre OIEHHBAIOCh
C HCIIONB30BaHUEM pexuMa U PY3HO-TEH30PHOH
Bm3yanmzanmu (J{TB), Oputo BBISIBIEHO yBenWuYeHHE
KOJIMYECTBa, JJIMHBI U OPTaHU3AIMH JJOPOKEK MBIIIey-
HBIX BOJIOKOH uepe3 10 u 24 mecsieB npu CpaBHEHUU
C MCXOAHBIMHU JaHHBIMH. ABTOPBI MPEANOIOKHIIN, YTO
nposeaeaun MPT wmbiun B JATB-nocnenoBatenbHO-
CTH MOXET HCIOJIb30BaThCs JJIsi MOHUTOPUHTA P PeK-
TUBHOCTH TEpalUM y B3pociblX namueHtoB co CMA
[43]. IIpu mpoBeneHuu KoiamdecTBEHHONH MPT MmbImig
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B3pocibM narueHTaM co CMA 3 Tuma, moryJarommm
TEpaIuo MpenapaToM HyCHHEepCeH B TeueHue 21 mecs-
11a, OBLJI0 3aPETUCTPUPOBAHO MPOTPECCUPOBAHUE KHUPO-
BOTO 3aMEIEHUsS] MBI PEUMYIIECTBEHHO B 3aJlHEH
Oenpennoit rpymnme [44]. Hecmotps Ha TO, 4TO MpH-
BEJICHHBIE HCCIICJOBAaHUS JEMOHCTPUPYIOT BBICOKYIO
napopmaruBHocTh MPT mpu CMA, npumeHeHHe ero
B PYTHHHOH KIIMHUYECKON MPAKTUKE OTPAHUYEHO B CBSI-
3U ¢ HEOOXOIMMOCTBHIO HCIIONH30BAHUS CBEPXBBICOKO-
NOJBHBIX TOMOrpadoB U TpeOoBaHUEM OCOOOW MOAro-
TOBKH Bpada-pagnoiiora.

Ilpeocmasnsem cobcmeennoe Kiunuueckoe HaoOMO-
Oenue. Tlaunentka ®., 1989 r.p., He paboTaet, HHBAIN
1 rpynmsel. JKanoObl MpH MOCTYIUIGHWH Ha claboCTh
B KOHEUHOCTSIX, OTPAHINYCHNEC aKTUBHBIX IBUKCHUH, HE-
BO3MOXHOCTh CaMOCTOSATEIBHO H3MEHHTH TOJIOKECHUE
Teja, TPYIAHOCTH MPHU BBIMOIHEHUH 0a30BBIX (YHKIIHH
camMo0O0CITyKMBaHUS (YMCTKA 3yOOB, IPHEM MHILH, [IPH-
YEeChIBAaHUE | JIP. ).

Anamnes 6onesHu: pedCHOK OT MEepBON OepeMeHHO-
CTH, TIpOTeKaBmIel 6e3 ocioxHeHui. Poasl Ha 38 He-
Jierne, C JIUTEIbHBIM OE3BOJHBIM IPOMEXYTKOM, 3a-
Kpruyana cpa3y. Macca tena npu poxaernu 3000 r,
poct — 50 cm. Panee nBurarenbHoe pa3BuTue 0e3
0COOEHHOCTEH — roJIOBY JEpKHUT ¢ 1 Mecsma, ¢ 5 mec.
CaMOCTOATENbHO cHuuena, B 12 Mec. caMOCTOSTEIbHO
monta. J[e0roT 3a6oeBanus B Bo3pacte 1,5 mert, koraa
POIUTENH CTAJIA 3aMedaTh 4acThle MaJeHUs, CI0XKHO-
ctu nipu Oere. K aByM romaM MOSBIUIMCH TPYTHOCTH
MIpU MOABEME IO JIECTHHUILIE, TOXOJKA CTajla mepeBau-
Barommasics. B Bo3pacte 2,5 jJeT Ha OCHOBaHWH KITMHU-
YECKHX JaHHBIX 3al0J03pPCHA CIIMHAIbHAS MBIIICYHAs
aTpodust (B0O3MOKHOCTh MPOBEACHHS MOJICKYJIIPHO-TE-
HETHYECKOTO aHaJu3a HAa MOMEHT YCTaHOBJICHUS Juar-
HO3a OTCYTCTBOBasia). B TedeHHWe MOCIENyIOMHUX JET
MOCTENEeHHBIN perpecc ABUraTeabHbIX HaBbIKOB. K 10
rogaM IepecTajia caMOCTOSTEIhLHO XOAWTh, Hadaja
non3ate. C Bo3pacTta 12 jeT mepeaBUraeTcs B UHBA-
JTUTHOM Kpecie. 3a0oieBaHne HEYKIOHHO IMPOTPECCH-
poBaJio, cTajia HapacTarh CiIaboCTh B BEPXHUX KOHEU-
HocTsax. B 2021 r. mnarHo3 «CruHajIbHAs MBIIIEYHAS
aTpodus» MONTBEPKACH MOJNCKYISIPHO-TEHETHYECKUM
METOAOM — OOHapyXeHa TOMO3UTOTHAs HIeNeIus 7
sKk30Ha reHa SMNI, 1 xomms 8 3k30Ha reHa SMNI.
[IpoBemeHo wccienoBaHUE Ha OMpEACICHUE KOJIUde-
cTBa Konuil 7—8 sk30HOB reHa SMN2 — omnpeneneHo 3
kori. CeMelHbI aHaMHEe3 He OTATOIIECH, MOJIEKYIIAp-
HO-T€HETHYEeCKOE 00CIIeJOBaHUE POIUTENICH HE TPOBO-
TTIAJIOCH,

Heeponocuueckuii cmamyc: TOHyC MBI HU3KHH,
muddysaas runotpodus Mermn. Cuma MBI M0 IIKa-
JIe OIEHKH MBIIIEYHOH cuiibl (B Oayuiax): crubarenu
men — 2,5, pazrubarenwm — 2, MBIIHBI JICIEBOTO
nosica, MPOKCUMAaJIbHBIE MBIIILBI BEPXHUX KOHEUYHO-
CcTel — 2, MUCTalIbHBbIE — 3, MBIIIIIBI TA30BOTO MOsIca —
0, mMpOKCUMAaJIbHBIE MBI HIDKHUX KOHEYHOCTEH — 1,
nuctanbueie — 1,5. CyxokunbHBIE pedIeKcs ¢ BepX-
HUX ¥ HWKHHUX KOHEYHOCTEH He BBI3BIBAIOTCS. [1y0o-
Kasi U TOBEPXHOCTHAs YYBCTBUTEIHLHOCTH HE Hapy-
menbl. KoopauHaTopHbIE TIPOOBI — MANBIIEHOCOBYIO
poOy BEHITIONHSET YIOBICTBOPUTEIHHO C JBYX CTOPOH,
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KOJICHHO-TISITOYHYIO ITPo0y HE BBHITIONHSET. BripaskeHHas
Kkn(ocKonuoTHYECKast JeopMalys HO3BOHOUHHUKA Bie-
BO. OYHKIIMH Ta30BBIX OPTaHOB KOHTPOJIHUPYET.

OneHka BBIPQKEHHOCTH JABHUTaTEJIbHBIX Hapylle-
HUHP 10 IIKajaM: pacIiMpeHHas IIKaja OLEHKH JIBU-
rarenpHBIX QyHKIui npu CMA HFMSE — 8 6ammoB
13 66 BO3MOXKHBIX; IIKaJia OIIEHKHU JIBUTATEIbHOMN (QyHK-
mun BepxHeidl koneunoctn (RULM), omenka ¢yHk-
UM JOMHHUpYMOIEed pyku (npaBas) — 18 OamioB
n3 37 BO3MOXKHBIX; IIKaja M3MEPEHUH IBUTaTEIbHBIX
(GYHKIHIA TP HEPBHOMBILIEYHBIX 3a00JIeBaHUSMX (2HTII.
Motor Function Measure (MFM-32)) — 28 GamioB
m3 96 (29,1%), u3 mux: gactp D1. Ctatuka u quHaMU-
ka — 0%, gacte D2. AxcuasnpHas W IPOKCUMAaJIbHAs
MotopHas (yHkuus — 44,4%, yacte D3. /lucranbHas
MoTopHas ¢pyHKIusI — 57,1%.

Pentrenorpaduss u KommbloTepHass Tomorpadus
IPYIHOTO W MOSCHUYHOTO OTAEIOB MO3BOHOYHHUKA —
CKOJIO3 TPYAONOSCHUYHOTO OT/JeNia IO3BOHOYHHKA
4 crenienu. OCTEOXOHIAPO3, CIOHAMI0APTPO3 (pHc. 1).

Onekrpomuorpadusi — HeHPODU3NOIOTHUCCKHUE
MPU3HAKU BBIPAKEHHOTO MOPa)KeHUsI CIIMHAIBHOIO MO-
ToHepoHa. I1o JaHHBIM CIMPOMETPUM PE3KOE CHUXKE-
HUe ku3HeHHo# emkoctu yerkux (OKEJI) — 28% ot
nomxHoi JXXEJL.

JuarHo3: cnuHambHas MblmedHas arpodus 5ql3,
3 Tum, accoUMHMpOBaHHAs ¢ Jenenueill 7 3K30HA reHa
SMN 1, ancno xorwmii reHa SMN2 — 3; OclIoXHEHUS OC-
HOBHOTO JMarHo3a: kudockomuoruueckas aedopmanus
IPYIOTIOSCHUYHOTO OT/eNia Mo3BOHOUHMKA [V cTenenu.
KonTpakTyps! KoleHHBIX cycTaBoB. Hapyiienue aprxa-
TedbHON (GyHKIHMH 110 pecTpukTuBHOMY THITY (JKEJI —
28%).

[TanmenTKe Ha3HaueHa IMaTOr€HETHYECKas Teparus
nperaparoM HycuHepceH. [IpoBenena nHUIanus Tepa-
MUY — BBEJICHO MHTpaTeKaIbHO 4 0361 (12 Mr Ha 1 BBe-
nenne) npenapara (0-i, 14-i, 28-it u 63-i neHs), mocie-
nyrormas (moamep:kuBaromas) goza (12 mr), commacHo
WHCTPYKIIMK TI0 TPUMEHEHHIO TIperapara, BBeJeHa
Ha 183 nens. 3a BpeMst HaOMIOACHUS TMAIIMEHTKH HEXe-
TaTeNbHBIX SBICHUMN, CBA3aHHBIX C JTIOMOATBLHOU MyHK-
[IUel ¥ BBEIEHUEM IIpernapara, 3aperucTpHpOBaHO HE
OBLI0.

Just oteHKH 3 EKTHBHOCTH IPOBOIUMON Teparu,
MMOMHUMO CTaHJAPTHBIX (YHKIMOHAIBHBIX MIKaJ, OIle-
HHUBAJIOCH cofiepkanue Oermka SMN U TsDKeNbIx 1ernei
HeiipodunamentoB B LICXK u nnazme kpoBu. O0pasist
KpOBH 3a0HMpanuch M3 JIOKTEBOM BEHBI MapaIEIbHO
C JJMKBOPOM, Cpa3y HEeHTPH(YTUPOBAINCH U XPAHIIUCH
B MOpPO3MIIbHHUKE 1pu Temmeparype -70°C. Comeprxanne
TSOKETBIX Tenel HelipodunamenToB u 6enka SMN ompe-
JEJSUTd METOJIOM UMMYHO(EPMEHTHOTO aHalin3a C Hc-
MOJIb30BaHUEM KOoMMepueckux HabopoB Abcam. Iloka-
3arenu oreHuBaMKCh B miasMe kpoBu u LICXK nHa 0-i,
28-i, 63-i1 u 183-it gens Tepanuu.

ITo pesyneraram anamusa copepxkaHus TH® yxe
Ha 28-i JeHb TEpaluy OTMEYaach CHM)KEHUE YPOBHS
B IUIa3M€ KPOBU M B JIMKBOpE B JBa pa3a, TEHIEHIU
K CHIDKEHHUIO COXpaHsUIach K 63 JIHIO JeYeHHs, Aajiee
ypoBeHb crabunusupoBaics (puc. 2a). ComepkaHue
oenmxka SMN B TMKBOpE MOBBICKIIOCH K 28 JTHIO JIEUEHUS
¥ TEHJCHITNS K MOBBIIICHUIO COXpaHsiachk K 183 mHro,
B TO BpeMs Kak B IuIa3Me KpOBH ypoBeHb Oeiaxa SMN
OCTaBajCcs CTaOMIBLHEIM (puC. 20).

JluHamMuka TIOKa3zaTeneld  JBUTATENBHBIX  (PyHK-
I 3a 6 MecdreB  HaOMIOAEHMS, OIEHEHHBIX

Pucynok 1. PentrenoBckoe n3o0pakenus nozBoHoununka naueHTkn @. (a) u KT cpesbl Ha ypoBHe L3-L4 nmo3BoHKOB (0).
Figure 1. X-ray image of the spine of patient F. (a) and CT scans at the level of L3-L4 vertebrae (b).
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Tabnuia 1
JInHaMuKka noxkasareJieil ABUrareJbHbIX (PyHKIMI NanueHTa
Iloka3arenan Ucxonnvie Yepes 6 mec.
JaHHbIE
mkana HFMSE, 6asst 8 13
mkaina RULM, 0amisl 18 19
mkana MFM-32, o6uuii 6am (%) 28 (29,1) 34 (35,4)
gacte D1, % 0 0
gactb D2, % 44,4 50
gactb D3, % 57,1 76

Hpumevanue: mxanra HFMSE — PacumpeHHas 1mikaia OUEHKU JABUTa-
TeNbHBIX QYHKINH 60mbpHHUIBI XaMMepeMuT, mkana RULM — nepecmoTtpeH-
HBIH «MOJTyITb A5 OLIEHKU JBUIATeNIbHOM (DYHKIMH BEPXHUX KOHEUHOCTEH,
mkana MFM-32 — mikana u3MepeHuii 1BUrarebHbIX QYHKIHIA IPH HEPBHO-
MbIleyHbIX 3a0oneBanusx (D1 — craruka u quHamuka, D2 — akcuanbHas
U HPOKCHMAaJIbHAs ABUratesbHas GpyHkims, D3 — nucranbHas JBUraTelbHas
GbyHKIHs).

Table 1
Dynamics of the patient’s motor function during treatment
Indicate Baseline After 6 months

HFMSE, score 8 13
RULM, score 18 19
MFM-32, total score (%) 28 (29,1) 34 (35,4)

D1, % 0 0

D2, % 44,4 50

D3, % 57,1 76

Note: HFMSE — Hammersmith Functional Motor Scale — Expanded,
RULM — Revised Upper Limb Module, mxana MFM-32 — Motor Function
Measure (D1 — Standing and transfers, D2 — Axial and proximal motor
function, D3 — Distal motor function).

1o (yHKIHOHATBHBIM IIKaJaM IpecTaBieHa B Tabmu-
ne 1.

3akarouenune. Ha cerogusmHuil 1eHb B KauecTBE
MMOTeHNMANBHBIX OnomapkepoB CMA paccmarpuBa-
1oTcsi: 6enok SMN, Genku HelipoduIaMeHTOB, YPOBHU

-=- [lukeop

=+ KpoBb

TH®, nrimn

0 50 100 150 200
OeHb
6. 14000
- [luxeop
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“E 12000-] -+ KpoBb
c
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Pucynoxk 2. Coneprxanue TSXKeNbIX Lenel HeiipodunaMeHTos (a)
u 6enka SMN (0) B kpoBu u LICK nauuentku @.

RESEARCHES AND CLINICAL REPORTS

CBIBOPOTOYHOM KpEeaTHHKHUHA3HI U KpeaTHHUHA, TT0Ka3a-
TEJIM BOCHAJICHUS, HEHPO(HU3HOIOTHIECKUE TTOKa3aTe-
nu u gaaaeie MPT. OnHako HU OJUH U3 MpeTaraeéMbIxX
OMOMapKepoB A0 CHX IOpP HE Hallles LIMPOKOTO MpUMe-
HEHUS B KJIMHUYECKON MpaKTUKE, B CBS3M C HENOCTa-
TOYHOH YyBCTBUTEIBHOCTBIO WM CHEHM(PUUHOCTEHIO.
B nmpezacraBieHHOM KIMHHYECKOM Cilydae HaMH ObLIO
MOKa3aHo, YTO Ha (OHE MPHUMEHEHHs MaTOreHEeTHYe-
CKOM Tepanuu HYCHHEPCEHOM CHUXXEHHE YPOBHS TH-
JKeJBIX 1eTel HeHpoQuIaMeHTOB B JINKBOPE MAlUCHTA
KOpPpPEIHPOBAJIO C YIYyYIICHHEM JABUTaTeIbHOH (yHK-
UM, OLEHEHHOH MO CTaHAAPTHHIM (YHKLHNOHATIHHBIM
mkanaM. J[eHCTBUTENbHO, C YYE€TOM HMHTpAaTeKaJbHO-
ro crnoco0a BBEACHUS, MO3BOJIAIOLIETO NPOU3BOAUTH
3abop LICXK mpu kaknoM BBEJGHWU Mpemapara Hy-
cuHepceH, Oenku HelpodumamentoB B L[CXK moryr
paccMaTrpuBaThCs KaK TPOTHOCTHYECKHM 3HAYMMBbIE
MapKepsl, OJHAKO, JUIsSl TIOATBEP>KACHUS YyBCTBUTEIIb-
HOCTH JIaHHOTO MeTO/ia TpeOyeTcsi MPOBEACHUE HUCCIIe-
JOBaHUS Ha OOJNBIIONW BBIOOPKE B3POCIBIX MALMEHTOB
co CMA. Kpome Toro, B HacTosiiiee BpeMsi IpoBeIeHUE
JAHHOTO MCCIIEJOBAaHUSI OTPaHUYEHO BHICOKOM CTOUMO-
CTHIO aHajN3a, OJHAKO, pa3padoTKa OTEUYEeCTBEHHOMH
TECT-CUCTEMBI IMO3BOJIUT CHHU3HUTH €€ B JECATKH pas.
B Takom ciydae yxe B Omkaiinem OymayIieM B KIH-
HUYECKYIO NMPaKTHUKYy MOXXET OBITh BHEApPEHA BBICOKO-
YyBCTBHUTEbHAs TECT-CHCTEMA, TTO3BOJISAIONIAs, HAPATY
C KJIMHUYECKHMHM IIKaJaMH, KOJIUYECTBEHHO OIICHUTh
3pPEKTUBHOCTh TEpanuu HYCHHEPCEHOM, W IPUHHU-
MaTh OOBEKTHBHOE pEIEHHE O MPOAOJIKCHHU/3aMEHe
MaTOTeHETUYECKON Tepanmuu A KakKIOoTo MalueHTa,
YTO CIIOCOOCTBYET ONTUMHU3ALMH PACXOI0B Ha JICUCHUE
naueHToB co CMA.

Kondaukr unTepecoB. ABTOPHI 3asBISIOT 00 OT-
CYTCTBHH KOH(IIUKTa HHTEPECOB.
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Figure 2. The content of heavy chains of neurofilaments (a.) and
SMN protein (b.) in the blood and cerebrospinal fluid of patient F.
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WNCCNEAOBAHNA N KNIMHUYECKE HABITIOAEHWA

dunancupoBanue. Pabora Brimonaena mo ['ocynap-
cTBeHHOMY 3a1anuio Ne 075-03-2024-598.
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