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BBepeHue. CnuHanbHas mblweyHas atpodus (CMA), cuenneHHas ¢ XxpOMOCOMOIA 5@, — ayTOCOMHO-PELLECCUBHOE HEPBHO-
MbllweyHoe 3abonesaHue, obycnosneHHoe mytauueit reHa SMN1. OtHocuTensHo 6onee pepgkue dopmbl CMA ¢ geblotom
BO B3pPOC/IOM BO3PACTE BbI3bIBAKOT 3HAYUTENbHbIE LUArHOCTUYECKMUE TPYAHOCTM W NMPUBOAAT K BbIPAXEHHON 3afiepiKe
NOCTaHOBKM AnarHo3a. [loctynHas natoreHeTuyeckas Tepanus CMA okasbiBaeT Hanbonbluil 3 ekt npu 6onee paHHeM
Hauase JieyeHus, NO3ITOMY CBOEBPEMEHHAs AUArHOCTMKA O0NE3HU 3HAYUTENLHO YyULaeT 06LWMiA NPOTHO3.

Llenb uccnepoBaHma — oLeHUTb OCOBEHHOCTU AMArHOCTMKMU B3pocnoit opmbl CMA 1 06061WMTE NEPBLI OMbIT TaKOM
ANarHOCTUKU Y POCCUIACKNX NALMUEHTOB.

Martepuanel u meTopabl. [poaHann3nMpoBaHbl apxMBHble MEAULMHCKWE faHHble 50 B3pocnbix naumeHTos ¢ CMA, KOHCynb-
TUpoBaHHbIX B PTBHY «HayuHbiit LeHTp HeBponorumn» (r. Mocksa).

Pesynbrarbl. [poaHanuanpoBaHbl faHHble naumeHtoB ¢ CMA tuna 2 (n = 26), Tuna 3 (n = 21) u Tuna 4 (n = 3). Bpems
3a/iePKKM NOCTaHOBKYM AnarHo3a npu CMA Tuna 2 coctasnset 35 (0-270) mec, npu CMA Tuna 3 n 4 — 108 (0-408) mec.
[narxo3 CMA 6bin nepBbiM anarHo3zom npu CMA tuna 2 8 69 % cnyyaes, npu CMA Tuna 3 u 4 — 8 29 % cnydaes. Hanbonee
YacTbiM NepBbIM AWarHo3oM y nauueHToB ¢ CMA aBnsietcs Muonatns — 52 % BCex Cy4aeB C OWMUOOYHLIM [MArHO30M.
OtmeyeHa HebonNbLIAA YAaCTOTa MCNONb30BAHWA UTObYATOI 3NeKTpoMUorpaduu B npouecce auarHocTukm (1/3 cnyyaes);
B C/TyYasnx ee UCMOoNb30BaAHMA 3TO He YCKOPANO NOCTaHOBKY BEPHOMO AMarHo3a. AKTMBHOCTb KpeaTuH(OCHOKMHA3bI YacTo
nosblweHa y naumeHtos ¢ CMA Tuna 3 u 4 no cpasHenuto ¢ CMA tuna 2 (p <0,05).

BbiBoAbI. [1n5 yMeHblIEHUA CPOKOB 3aA€PIKKM NOCTAaHOBKM NpaBuibHOro AnarHosa CMA u 6onee paHHero Hayana naro-
reHeTUYecKoi Tepanum Heob6Xo[MMbl NOBbILIEHUE UHBOPMUPOBAHHOCTH CNELMANUCTOB 06 0COBEHHOCTAX AMUArHOCTUKM
3a601€BaHUA U aKLEHTUPOBAHUE UX BHUMAHWSA HA aNbTepPHATUBHbIX OLIMGOYHbBIX AMArHO3aX, KOTOPble MOTYT KMACKUPOBATb»
CMA y B3pocnibix nauueHToB. KntoueBbiM MeTogoM NoATBepKAEHUA AnarHo3a asnserca JHK-tectupoBsaHue.
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Background. Spinal muscular atrophy (SMA) associated with chromosome 5q is an autosomal recessive neuromuscular
disease caused by a mutation in the SMNI gene. Adult forms of SMA are relatively rarer and associated with significant
diagnostic difficulties and pronounced delay in diagnosis. The available pathogenetic therapy for SMA has the greatest
effect with an earlier start of treatment, so timely diagnosis of the disease significantly improves the overall prognosis.
Aim. To evaluate the features of diagnosis of the adult SMA and summarize the first experience of such diagnosis in
Russian patients.

Materials and methods. We analyzed the archived medical records of 50 adult patients with SMA consulted at the Re-
search Center of Neurology (Moscow).

Results. The data of patients with SMA type 2 (n = 26), SMA type 3 (n = 21), SMA type 4 (n = 3) were analyzed. The delay
time for diagnosis in SMA type 2 is 35 (0-270) months, with SMA types 3 and 4 — 108 (0-408) months. The diagnosis
of SMA was the first diagnosis in SMA type 2 in 69 % of cases, in SMA types 3 and 4 in 29 % of cases. The most common
first diagnosis in patients with SMA is myopathy, accounting for 52 % of all misdiagnosed cases. A small percentage
of the use of needle electromyography in the diagnostic process was noted (1/3 of cases); in cases of its use, this did
not accelerate the correct diagnosis. Creatine phosphokinase activity is often elevated in patients with SMA types 3
and 4 compared with SMA type 2 (p <0.05).
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Conclusions. To reduce the delay in the correct diagnosis of SMA and earlier initiation of pathogenetic therapy, it is
necessary to increase the awareness of specialists about the features of diagnosis the disease and focus on alternative
erroneous diagnoses, among which adult patients with SMA may “hide”. The key to confirming the diagnosis is DNA

testing.
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BeepeHune

AyTOCOMHO-peIeCCUBHASI CIIUHAJIBHAS MBIIICYHAS
arpodpust (CMA), crierieHHas ¢ XpOMOCOMO# 5q, — op-
¢aHHOE HEPBHO-MBIIIIEYHOE 3a00JIeBaHNE, OOYCIIOBICHHOE
MyTanussmMu reHa SMN1 (Survival Motor Neuron — reH
BBDKMBAEMOCTH MOTOHEWMPOHA) Ha JUIMHHOM IIIeUe 5-11 Xpo-
MocoMbl. CMA BCcTpedaeTcsl MOBCEMECTHO C 9aCTOTOM
1 cimydait Ha 6—10 ThIC. poXIeHHBIX AeTelt [1, 2]. Mopdo-
JIOTMIEeCKOM OCHOBOM 3a00JI€BaHUS SIBIISICTCS TIPOTPECCH -
pyIoIast TMOeJTb ABUTATEIFHBIX HEHPOHOB TTEPETHIX POTOB
CITMHHOTO MO3Ta U sIIep YepeITHBIX HEPBOB CTBOJIA MO3Ta.
KanHMYecKkn 310 pOSIBIISICTCSI CHMMETPUYHBIMU TIepH-
deprmyecKkMM maparndaMu M aTpodueii CKeJIETHON My-
CKYNaTypHl (B IEPBYIO OUEPEb MPOKCUMATIbHBIX OTAETIOB
KOHEYHOCTEN), ee HEHPOTeHHOI IereHepaliieil, HapyIie-
HHEM IBUTATEILHOTO Pa3BUTHSI, PACCTPOCTBAMU XOIBOHI,
KH(OCKOINO30M TPYITHOTO Y TTOSICHUIHOTO OTIEJIOB I0-
3BOHOYHNKA, B TSLKEJIBIX CITydasiX — HapyIISHUSIMU TJIOTa-
HUS U ObIXaHUSI.

CrimHaabHas MBIIIEYHAsT aTPOMUST XapaKTepU3yeTCs
IIAPOKOI BapnabeTbHOCTHIO KIIMHNIECKUX IPOSIBJICHUIA
[3, 4]. B 3aBucuMocTu OT Bo3pacta MaHU(ECTallN CUM-
IITOMOB ¥ TemIia mporpeccupoBanust CMA mpuHSITO Toa-
pas3meIsaTh Ha CACAYIOIINe KIIMHIYECKIEe BAPUAHTHI (TUITHI):

» Tt 0 (BHYyTpuyTpoOHEIir, CMA ¢ apTpOrpHUIIIIO30M).
Hao6monatorcst mtoxoe IieBeJIcHHE TII0a, pe3Kast TH-
TIOTOHMSI M IBIXaTeIbHBIC HAPYIICHUSI ¢ CAMOTO pPO-
XKIeHus1 pebeHKa, TUTIETUs JULIEBOM MYCKYIaTyphl,
KOHTPAKTyPhI KOJICHHBIX CYCTABOB U T.I1., YTO OOBITHO
BedeT K ObICTpOii rnbenu;

» tun 1 (6one3us Bepmuura—Todmana) — HanboIee
pacIopocTpaHeHHbI, cocTaBisieT 0Kojo 60 % Bcex
cinydaeB CMA, xapakTepu3yeTcst 1e0I0TOM IBUTATE b~
HbBIX CUMIITOMOB B BO3pacTe 10 6 MeC, pa3BUTHUEM T~
KeJIoi reHepaIu30BaHHON MbIILIEYHOM ¢1a00CTU U TU-
IIOTOHMU, CTA0BIM KPMKOM M KalllJleM, HapyIeHueM
OCHOBHBIX 3TallOB MOTOPHOTO Pa3BUTHS; CMEPTh Ha-
CTyIIaeT OT IBIXaTeJIbHBIX HAPYIICHWII B BO3pacTe
IIo 2 1eT;

 tun 2 (6ose3nb Jdy6oBuiia) — nebiot B 6—18 mec, pe-
OCHOK MOXET HAyUYMThCSI CAMOCTOSTEIBHO CHIETH,
OIHAKO OOBIYHO HE CIOCOOCH CTOSATh WU XOIWUTH
0e3 TToMIepKKH; IMAallMeHTHI TIPA COOTBETCTBYIOIIEM
YXOJIe MOTYT JOXUBATh 10 2—3-TO AECATUIICTUS K13~
HH, HO TIPM 3TOM MMEET MECTO TsDKeJass MHBaTUI3a-
LIST C TIPUKOBAHHOCTBIO K KPECITY M HEBO3MOXHOCTBIO
CaMOOOCTYKNBaHUSI;

« Tin 3 (foHOIIecKast hopMa, 6oje3Hb Kyrempbepra—

Benanmep) — me6tot mexxmy 18 mec m 20 rogamu xK13-

HU, TIPOTPECCUPOBaHe Ooyiee MeIEHHOE, C MTHBAJI-

nnsauueit B tedyenue 20—40 Jer;

* Tun 4 (Hayano Ha 3—4-M AecATUIETUM XKU3HU ) XapaK-

Tepu3yeT OYeHb MEIJICHHOE TedeHUe, 3a00JIecBaHUE

He BIIMSET Ha IIPOIOJLKUTEILHOCTD XKMU3HU, HO TIPUBO-

IIAT K TPYTHOCTSIM C XOIB0O 1 TTOIBEMOM 10 JIECTHH -

e nocie 50 Jer.

Hexotopsle aBTOpHI OCHOBHBIE TUIIBI CMA nensT
ellle Ha TIOATHUIIE (Hampumep, 2a, 2b u T. 1I.), oTpakaroliie
0oJiee TOHKHME XapaKTePUCTUKH Ie0I0Ta M IIPOrPeccrupo-
BaHMS HEMpoHIereHepaTUBHOTO MpoIiecca.

TomosuroTHble MyTa reHa SMN 1 BeoyT K HegocTa-
TOYHOCTH ero IpoayKTa — 6einka SMN, uTto sBsieTcs pu-
YUHOHN HapyIIeHUSI HOPMaJIBHOM IpOorpaMMbl (opMUpO-
BaHUs Tepu(peprIecCKOro HeHPOMOTOPHOTO arIiapaTa
U TIpoTpeccupymoleil Tudenn nepudepunIecKnx IBUTA-
TEJbHBIX HEMPOHOB [5, 6]. TunmuHoit myrtamuein SMN]
SIBJISIETCS IEJIeIrsl 7-To 1 8-To 3K30HOB reHa [5]. B penkmx
caydagx y mauveHToB ¢ CMA HabmonaeTcs KOMIaHyH I~
TeTePO3UTOTHOCTB 10 pa3HBIM MyTausiM SMNI: B omHOM
ajuiesie MMeeT MECTO TUITMYHAS ACIellnsT 9K30HOB 7—8,
a B IPyrOM — TOYKOBAsI MyTaIlvsl B KOTUPYIOIIEH 001acTH
reHa [7]. Takoe pa3HOOOpa3rie BO3MOXHBIX TEHETUUECKUX
nedeKToB 100aBIsIeT BapruadeIbHOCTY KIIMHIIECKOM Ma-
HudecTauuu 3a00J1€BaHUS.

B ToM ke xpoMocoMHOM JIoKyce 5q13 6osee ieHTpo-
MEpHO II0 OTHOINEHHIO K TeHy SMN1 pacIiojloxXeH ero
rmapajor — reH SMN2, KOTopblit MOXKET OBITh IIPeICTaBIIEH
HECKOJIBKMMM KOonuaMHU (4yame Bcero ot 1 mo 5). Iensr
SMN1wu SMN2 pa3nnyaiorcs BCero Ha Iapy HyKJI€OTHIOB,
u 3ameHa C/T B 6-ii mo3uiinu 3k30Ha 7 reHa SMN2 sBsi-
eTcsl KIIF0UeBOi, TIPUBOIS K HAapYIICHUIO MEXaHU3MOB
crutaiicudra npe-MPHK reHa, Beipe3aHuto 5K30Ha 7 U CMH-
Te3y HEIOJTHOIICHHOTO OenKa [8, 9]. Tem He MeHee, HeCMO-
TPsI Ha 3Ty HeOJIarONIPUSITHYIO HYKJICOTUIHYIO BApHALIHIO,
c reHa SMN2 Bce XXe MOXEeT CHHTE3MPOBAThCS HEOOIIBIIIOE
YHCJI0 HOPMAJIBHBIX 0eJIKOBBIX MoyieKyldl SMN, KoTopble
B OIIpEIECJICHHON CTeTICHH BBITOJHSIOT KOMITCHCATOPHYIO
POJIb B CTy9ae TOTaIbHOM MHAKTUBAIIMY MyTAHTHOTO TeHa
SMNI [8]. He cirygaitHo uncio Konuii SMN2 (1, ctano
OBITH, 00IIIee KOJTMISCTBO CMHTE3NPYEMOIO ¢ HUX Oelika
SMN) Bo MHOTHX CITy4asix KOPPEIUPYET C TSLKECTHIO 3200-
JieBaHUs: pu 4—5 Konuax reHa SMN2 3aboyeBaHue Ha-
yuHaeTcs B mo3aHeM Bo3pacte (CMA tuma 3 u 4) uiu
Jlaxxe MOXET MPOoTeKaTb 0€CCUMITTOMHO, TOTAAa KaK IIpH
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1—2 xormusix SMNZ2 o6bI9HO HAOTIOJAIOTCS TSKEJble paH-
Hue hopMel CMA (tuma 1 m 2) [10, 11].

Hcxonst n3 pacCMOTPEHHOTO MOJICKYJIIPHOTO MeXa-
HHU3Ma, OMHUM U3 TIPUBJICKATeIBHBIX TTOIX0I0B K Teparin
CMA gBngercd BIUSHUE Ha crutaiicuir reHa SMN2 ¢ ne-
JIBIO TTIOBBIIICHUS 3(D(HEKTUBHOCTU TPAHCKPHUITIIUN U YBe-
JIMYEHUS CUHTE3a C JTAaHHOTO TeHa HOPMAaJIBHBIX O€JTKOBBIX
moutekyn SMN [12]. Takoii moaxon Ha TMIPaKTUKE MOXKET
OBITh peann3oBaH 2 mytsamu [12—15]:

* IpUMEHEHNE AHTUCMBICIOBBIX OJUTOHYKICOTUIOB,
KOMITJIEMEHTAPHO B3aNMO/EMCTBYIOIINX C TAPTETHBIM
yJacTKoM 7-T0 3Kk30Ha rpe-MPHK SMN2 (tmipemapar
HycunepceH, BBOOTUMBII HHTpATeKaJIBHO B IIPOIIecce
MOBTOPHbBIX JIOMOATbHbIX IMTyHKIIW);

* IPUMEHEHNE MAaJIbIX MOJICKYJ, MOIUIM(PUPYIOIINX
cIDaiicuHr 7-ro 3k3oHa SMNZ2 (nperapatr Pucoumumam,
KOTOPHIN TIPUHUMAETCSI BHYTPD €3KE€THEBHO).

Ja meuennst CMA 1ipeioXXeH TakkKe METOI TeHHOM
Tepallii ¢ BBEACHUEM IIOJIHOPAa3MEPHON KOITMM TeHa
SMN1 B MOTOHEHPOHHI ¢ UCITOJb30BAHNEM B KAa4eCTBE
BEKTOpA aleHOACCOIIMMPOBAHHOTO BUpyca 9-1o Trta (AVVY)
(mperrapat OHaceMHOTeH abemapBOBEK IS OMHOKPATHO-
ro BHYTPUMBEHHOTO BBeaeHUs) [16]. OmHAKO Y B3pOC/IBbIX
MMAIMeHTOB 3TOT METOI JICUeHUS He peKOMEHIOBaH.

C y4yeToM HamboJiee TSKEJIOTO IPOTHO3a ¢ paHHUM
daranbHBIM KCX0moM Iipu ocTpoit dopme CMA (CMA
tina 1) mommdukaTopsl criavicuara npe-MmPHK SMN2
B TIEPBYIO OYepedb CTaIM aKTUBHO M3y4aThCSI MMEHHO
Ha 3Toi Koropte manueHToB. bonsaeie CMA tuna 2—4
BIIOCJICICTBUM TaKxKe OBLIM BKJIIOUEHBI CHadajia B IIPO-
rpaMMy KJIMHUYIECKUX MCCIICIOBaHUI, a 3aTeM 1 B TTOKa-
3aHMS 1T IPUMEHEHMS TIPU PETUCTPAIIUA COOTBETCTBY-
FOIIMX TIPEIIapaToB.

IIpoBeneHHBIC B pa3HBIX IICHTPaX MUPa KIMHUYECKIE
HCCIIeI0BaHUsI MoKa3aan 3(P(MEeKTUBHOCTH BBINICYKa3aH-
HBIX TTOIXOMIOB B JICUCHUM CAMBIX TSKEJIBIX KaTeTOpHiA
60sbHBEIX CMA THmna 1 1 2 — ObUIO JOCTUTHYTO YBEIMYEeHNE
KaK MUHHMYM B 2 pa3a 0ecCOOBITUITHOTO mepurona (Ime-
prona, B TeUeHUE KOTOPOTO MAlIMEHTHI Ha (DOHE JICUCHUS
HE YMepJd M He ObUIM TIepeBeIeHBl Ha MCKYCCTBEHHYIO
BEHTWISILIVIO JIETKNX). [1p1 3TOM B TepaneBTHUECKIX TPYII-
Iax 10 CPaBHEHMIO C €CTECTBEHHBIM TEUCHHEM OOJIC3HU
BBIPOCIIA TOJISI OOJIBHBIX, JOCTUTIINX PsIia pPAHHUX MOTOP-
HBIX HABBIKOB — YIEeP>KUBAHUSI TOJIOBBI, CITOCOOHOCTH CH-
eTh U CcTOsATh U T.11. [17, 18]. Hanbosee BnevaTisioniye
pe3yabTaThl UMEIA MECTO IIPY MaKCHMAaJIbHO paHHEM,
MMPEeCUMIITTOMATHISCKOM Hadaje CIIeInDUISCKON Tepa-
MUY — TaKWe MallMeHThl YBEPEHHO JOCTUTAIN BCEX KITIO-
YeBBIX 3TAlIOB MOTOPHOTO pa3sutus [17, 18].

CIioxHee OLeHUTD pe3ynbrathl JeueHuss CMA y ma-
IIUEHTOB B3pOCI0ro Bo3pacta. OHM OOBITHO XKaTYIOTCS
Ha OrpaHMYCHUE TOABIDKHOCTH M aKTUBHOCTHU B ITOBCE-
IHEBHOM XXM3HH, 00IIIee IUTOX0e (PU3MIECKOe CAMOIYBCT-
BUE, IOBBIIIEHHYIO YTOMJISIEMOCTD, SMOIIMOHATBHEIE TTPO-
0JeMBI, OTCYTCTBHE COLIMAJbHOUW mommepXKu. M xoTs
Y 3TOIf KaTeropuu OOJIBHBIX Ha (pOHE MPUMEHEHHUSI COBpe-

MEHHBIX TepPaIeBTUYECKNX CTPATEeTUl OIMCcaHa OIpeae-
JICHHAsI TIOJIOKUTETbHAs TMHAMKKa (YIydIIeHrue caMmo00-
CIIyXXMBaHUs, OOIIETO CAaMOYYBCTBHS U T. 1.) [ 18], B eroM
moaTBepKneHne 3 (MEKTUBHOCTH JICISHUS TEM WA MHBIM
MperapaToM B3pocibix 60abHBEIX CMA TpebyeT IpoBeie-
HUS CIICIINAIbHBIX KITMHIYECKUX UCCIICIOBaHUIT ¢ 00JIb-
IITAM YKUCJIOM MAIlMeHTOB M IJIUTEJIbHBIMU CPOKAMU Ha-
omonmeHusi. HemaBHO OBLIM TpencTaBIICHBI Pe3yIbTaThl
HECKOJIbKMX KPYITHbIX MccaenoBanuii HycrHepceHa y B3poc-
JbIxX rateHToB ¢ CMA (rmaBHBIM 00pazoM CMA tnma 2 u 3,
cymMmMapHo 6oJiee 250 TTalMeHTOB), YOS IUTEIBPHO TTOKA3aB-
IIUX OJIATOTIPHUSITHOE MEUCTBHUE Mperapara B 3TOU TPyIIIe,
B TOM YHCJIe ¥ OOJBHBIX, ITOJYIMBIINX IIEPBYIO 03y Mpe-
mapata mocie 18 et [19—21].

[NostBIeHME B apceHaie HEBPOJIOTOB M B KITMHUYIECKOM
MIPaKTHUKE TIPeIapaToB, KOTOPbIE MOAMMUIIMPYIOT CILIAM-
cunr npe-MPHK rena SMN2 mn6o oka3bIBaloT MpsIMOe
TeHOTepareBTUUECKOE BO3MEHCTBIE, IIPUBEJIO K M3MEHE-
HUIO CJIOXWBIINXCS MPEACTABICHUNM O TPATUIIMOHHOM
neneH CMA Ha pa3Hble TUITBI ¥ TIOATUITBI C X OCOOEH-
HOCTSMM TporpeccupoBaHMs M mporHo3a [22]. Tak,
IIpY Ha3HAYCHUM CIEUM(PUIESCKOTO JeUeHUs B paHHEH
(B Mmease — MpecUMITTOMATUIeCKOIT) cTanny 00JIe3Hb MO-
JKET He pa3BUTHCS BOBCE, MAaHM(PECTHPOBATh B O0JIee MO31I-
HHE CPOKU JINOO IIPOTEKATh B O0JIee MATKO# (hopMe — 3TO
Ha3bIBaeTcs (peHOMeHOM TpaHchopMatmy heHoTra CMA
(marmpumep, Tpancdopmarist CMA tuma 1 8 CMA trma 2).
Crano peajqpbHO BO3MOXHBIM KapAWHAIbHOE BIMSHHE
Ha eCTECTBEHHOE TeUCHNE ayTOCOMHO-PEIIECCUBHOM S5q-ac-
couunupoBaHHoit CMA. Kak yxXe OblJTo OTMEUYEeHO, Hanbo-
Jiee 3HAYMMO 3TO CKa3aJIoCh Ha M3MEHEHHMHU IIPOTHO3a
KW3HU [UTS TTALMEeHTOB ¢ AebotroM CMA B TeueHIE ITepBhIX
6 mec xxu3uu (CMA tumna 1). Tem He MeHee 6oibHbIe CMA
THMA 2, TIPA KOTOPOM CUMIITOMBI pa3BUBAIOTCSI B BO3pacTe
oT 6 Mec Xu3HU 10 1,5 roga, a Takxke MalMeHTHI ¢ 6oJiee
penKuMu THIaMu 3 1 4, 6€3yCIIOBHO, TAKKE MOTYT paccMa-
TPUBATHCS KaK 1IeJICBbIC TPYIIIIHI IUTS TIOJTyYeHMST JICUCHUST
C HICITOJTb30BaHMEM MoauMHUKATopoB cruialicnHra mpe-MPHK
SMN2 vnu Ipyrux TepareBTUYECKNUX ITOIXOIOB.

Huarnoctnka CMA nipu MaHudecTallud CUMITTOMA-
THKM TI0CJIC TIEPBBIX HECKOJIBKUX JIET XKM3HU MOXET BbI-
3bIBaTh CEPhE3HBIC 3aTPYAHEHMS. DTO OCOOCHHO CITpaBe/I-
JIMBO JJis ciiy4yaeB ¢ aebiotoM mocie 15 net. Bapocibie
HEBPOJIOTH HE CTOJIb XOPOIIO 3HAKOMBI CO CITEIM(PUKOIA
HEHPOTreHeTHISCKMX OOJIE3HEH, YaCTO BCTPEUAIOIINXCS
B IIeMMATPUIECKOM MmpakThKe. OIBIT IOKA3bIBACT, YTO YPO-
BEHb 3HAaHWI B3POCJBIX HEBPOJIOTOB O Mpobdiieme CMA
CYIIIECTBEHHO HIKE TT0 CPaBHEHMIO C IETCKUMH HEBPOJIO-
ramu. KpoMe Toro, B meauaTpuy B IMaTHOCTUKE M BEICHUN
MMAIIeHTOB C HACJICACTBEHHON MAaTOJIOTHEH B ITOCIEaHEE
BpeMsI IIIPOKOE PACIIPOCTPAHECHHUE TIOTYIIIT MYTBTUINC-
LMIITAHAPHBII ITOIXOM, 9YeTO HeJb3s CKa3aTh O 3BeHE MeIH-
LIMHCKOM TTOMOIIIY B3POC/IBIM NaleHTaM [23, 24]. B HeBpo-
JIOTHH B3pOCJIOT0 BO3pAcTa TAKKe €CTh PSIT APYTUX IIPOOJIEM,
OCJIOXKHSTIOIINX IMATHOCTHKY 1 BeeHre TareHToB ¢ CMA.
B mrepByro ouepenp 3T0 KacaeTcs MOCTAHOBKHY 3aauyl IIPHU
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BBITIOJTHEHUU 3JieKTpoMuorpaduu (DMI) u mocnemyroreit
KOPPEKTHOM OLIEHKE €€ Pe3yIbTaToB. Takxke HeMaToBaXKHO
OTCYTCTBUE PEJIEBAHTHBIX KITMHUIECKUX IITKAJI IJIST OLIEHKU
coctostHUA mmanueHTa ¢ CMA. OCHOBHBIE MEXKIyHAPOIHO
npu3HaHHbIe mKaibl ;ist CMA (takue kak nikana [leH-
cunbBaHckoro perckoro rocnutaiass CHOP-INTEND,
MoIn(pUIIMpOBaHHAS IIKaja OOJBHUIIEI XaMMEPCMUT
U [Ip.) OPMEHTUPOBAHBI HA IETEll MEePBBIX MECSIIEB U JIET
JKU3HU, U B HUX 3HAYNTENbHBIN YIETbHBIN BEC UMEIOT 3Ta-
bl MOTOPHOTO Pa3BUTUSI peOeHKa, TOTAA KaK IS B3PO-
CJIBIX TIAIIMEHTOB 3TU KPUTEPUM HETIPUMEHUMBI. Takum
00pa3oM, pelIeHre MEPEUUCICHHBIX BblllIe MTPOOJIeM, MO-
BbIIIIEHNE MH(OOPMUPOBAHHOCTH U PACIIIMPEHNE BO3MOX-
HOCTE# HEBPOJIOTOB B 00j1acTH marHocTK CMA y rTanm-
€HTOB B3pOCJIOTO BO3PACTa, MacIITaOHAast 00pa3oBaTeIbHAas
JIeSITEIbHOCTD Cpei pAOOTHUKOB 3[PABOOXPAHEHMSI, & TAK-
K€ BOTIPOCKI TTPEEMCTBEHHOCTH OKA3aHUSI TTOMOIIM 0OJTh-
HBIM TIpY TIEpeXOie M3-TIOf TIEAUATPUUECKOTO HAOMIOAEHUSI
BO B3pOCJIOE 3BE€HO 3[PAaBOOXPAHEHUsS UMEIOT TIEPBOCTE-
TIEHHOE 3HAUYEeHUE.

Heiiporenernueckoe otaenenue @®I'BHY «HayuHblii
ueHTp HeBpojorun» (PI'BHY HIIH) Ha npoTskeHuu He-
CKOJIBKMX JIET aKTUBHO 3aHMMAETCSI TPOOJIEMOl IMarHo-
CTUKM Y OpraHU3alMei OKa3aHUsI KBATU(PUIIMPOBAHHOM
ITOMOIIX B3pOCJIbIM nanueHTtaM ¢ CMA Ttuma 2, 3 u 4.
OnHoli 13 3a1a4 SIBJISIETCS OTpeesieHre Hanboiee 3HaY-
MBIX aCIeKTOB, KOTOPhIE MOTYT ITOMOYb B ONTUMU3ALIUYN
poIiecca mocTaHOBKYU ararHo3a CMA 1, COOTBETCTBEHHO,
CBOEBPEMEHHOM Ha3HAYeHUU OOJLHBIM BHICOKO3(D(hEeK-
TUBHOI TapreTHOU Teparmu. O000IIeHNE TTOIyIeHHOTO
OTIBITA YPE3BBIYAHO BAXXKHO [T IIIMPOKOTO Kpyra Bpadeit:

HEBPOJIOTOB, peabUTMTONIOTOB, TEHETUKOB, CTIEIIUAICTOB
B 00J1aCTU TaOOPATOPHOW AUATHOCTUKH.

enb uccnenoBanusi — OLIEHUTb OCOOEHHOCTU TUATHO-
cTuKHU B3pocioit popmbr CMA 11 0000IITUTE ITEPBHI OIIBIT
TaKOW TMAarHOCTUKU Y POCCUMACKUX TTALIMEHTOB.

Marepuannbi u metopbl

IIpoananm3npoBaHBl MEIULIMHCKIE TaHHBIE 50 B3poC-
nibix maeHToB ¢ CMA (Bo3pact >18 jieT), mpoXoauBIIUX
B ®I'bHY HIIH no HanpaBieHUIO perMOHAbHBIX CTIEIIN -
aJIMCTOB WM crieluanuctoB LleHTpa BpaueOHy0 KOMHUC-
CHIO TI0 Ha3HAYEHUIO 3TUOMATOTeHETUIECKON Tepanuu
(Hycunepcena wnm Pucnonmiama).

Pe3ynbratbl U 06CyKACHUE

CpenHuii Bo3pacT MmamueHToB coctaBmia 31 + 11 jer
(pa36poc o Bo3pacty 19—66 ner). Pacnipenenenue mo dop-
maM CMA: CMA tumna 2 — 26 nauyenTos; CMA tnma 3 —
21 maunent; CMA Ttumna 4 — 3 nauueHTa.

O61ast XxapakTepucTHKa 00CIeJOBAaHHBIX TTAIMEHTOB
¥ 0COOCHHOCTH Tpoliecca nuarHocTuku CMA mipencraB-
JiIeHbI B Ta61. 1.

IMpu CMA Tuma 2 cpegHuii Bo3pacT Aebiora 601e3Hn
coctaBun 10 * 4 mec (pa3dpoc 2—17 mec), cpenHuit BO3-
pacT IMOCTaHOBKM guarHosa — 45 * 66 Mmec (pa36poc
8§—288 Mec), cpenHee BpeMst OT MOMEHTA TTOSIBJIEHUSI TIep-
BBIX CUMITTOMOB JIO TIOCTAHOBKHM TMPaBWJILHOTO JIMarHO3a —
35 mec (pazopoc 0—270 mec). Takum 06pa3oM, B pealbHOIM
MPaKTUKE «CTAHIAPTHBIA» IIEPUO BPEMEHM, Ha IIPOTSIKE-
HHMU KOTOPOTO MPY HAJTMYUM YETKUX KIMHUYECKUX TTPO-
sieieHnii 6onesnn CMA Turia 2 He pacrio3HaeTcs Bpauamu,

Tadmuua 1. Ocobernocmu duazHOCMUKU CRUHAALHOU MbIUEYHOU ampoduu y NAUUEHMO8 83D0CA020 803pacma

Table 1. Characteristics of adult spinal muscular atrophy diagnosis

Bospacr neb6iota (pazdpoc), mec
Age of onset (range), months

Bo3spacTt noctaHOBKY JauarHo3a
(pa3bpoc), Mec
Age of diagnosis (range), months

3anepkKa guartHosa (pasopoc), Mmec
Delay of diagnosis (range), months

IlepBorit nuarno3 CMA, % 70
SMA is the first diagnosis, %

36 (B OCTAJIBHBIX CITydasiX yPOBEHb ITOpaxKe-
HUS W IPEATIOJIATaéMbIii TUArHO3 YyCTaHAB-
JIMBAJIUCh KIIMHUYECKU C HOCI[CI[YIOH.Ieﬁ
JHK-nrarHocTuKoin)

36 (in other cases the level of damage and
presumptive diagnosis were based on clinical
phenotype and followed DNA test)

YacToTa nepBUYHOTO BBITIOTHEHUS
OMT npu IOCTAHOBKE AuarHo3a, %
Frequency of EMG in diagnosis SMA, %

10 £ 4 (2—17)

45 + 66 (8—288)

35 + 65 (0—270)

94 + 71 (18—216)

203 £ 138 (24—600)

108 + 106 (0—408)

29

35 (B ocTaJIbHBIX CJIydasix ypOBEHb
TIOPAXEHUS U TIPEAIOIAaraeMbIi TUATHO3
YCTaHaBJIMBAJIVCh KIMHAUYECKA
¢ mocnenytomei JIHK-nraraHocTukoit)
35 (in other cases the level of damage and
presumptive diagnosis were based on clinical
phenotype and followed DNA test)

Ilpumeuanue. CMA — cnunanrvnas amuompoghusi; IMIT — snexkmpomuoepaghus.

Note. SMA — spinal muscular atrophy; EMG — electromyography.
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HepBHo-Mblweunbie O JIE3HH

JocTuraeT 3 JIeT. B emMHUYHBIX CIydasiX CpOK ITyTaHUIIBI
C IMarHO30M MOXET IPEBBIIIATh 2 TeCATUICTHS.

B 69,2 % cny4aeB (18 6osbHbIX) auarHo3 CMA Obu1
TIepBBIM YCTAaHOBJIEHHBIM HEBPOJIOTUIECKIM THArHO30M —
B OTHUX CITyJasiX CpeaHee BpeMs OT MaHU(beCTAIIUH TTePBBIX
CHMIITOMOB JI0 TIOCTAaHOBKHM IMAarHo3a cOCTaBUIO 13 Mec
(pa3opoc 0—72 mec). U3 nux B 61,1 % ciayyaes (11 mauu-
€HTOB) MPAaBUILHBIN TUAarHO3 OBUT YCTAHOBICH KIIMHIYECKU
(DMT -oTpumnaTenbHas OATPYIINIA; CpeAHEe BPEMSI OT Ma-
HUbeCTallu CUMIITOMOB IO ITOCTAHOBKM AWAarHO3a —
7 mec, pazdopoc — 0—25 mec), a B ocTanbHbIX 38,9 % ciy-
yaeB (7 MalMEHTOB) KOPPEKTHHIN MepBOHAYATbLHBIN
nmrarHo3 CMA ObIJT yCTaHOBJICH TIOCTIE BBITIOJTHEHSI UTOJTb-
yatoit DMI (DMI -mronoxuTenpbHas ITOATPYIINA; CpeIHEe
BpeMsl OT MaHU(MECTAIUN CUMIITOMOB IO ITOCTAHOBKU
nmurarHosa — 19 mec, pazopoc — 3—172 mec). [Ipu Tectupo-
BaHMU IO KpuTepuio MaHHA—YUTHU pa3audyuii MexXmy
DMTI-nonoxutenbHo 1 DMTI -oTprLIaTeIBHOM TOATPYIT-
ITaM# B CpOKaX IMocTaHOBKM nuarHo3a CMA Turia 2 He BbI-
sBieHo (p = 0,1902).

OtMmeTuM, uTo cpeau Beex cnydaeB CMA tuma 2 DMT
Ha OIIpeIeSICHHOM 3Talle TMarHOCTUYECKOTO MOMCKa HC-
nosib3oBaiachk B 34,6 % ciaydaeB (9 manueHTOB U3 26).
B wenom mipu cpaBHeHUM TToATrpymnn namueHToB ¢ CMA
THMA 2, KOTOPBIM BHITIONHSIIACE (1 = 9, CpeaHsIs 3amepKKa
nnarHosa — 40 Mec) u He BhITIONHSIach OMI (n = 17,
CpemHsIsI 3amepKKa ITOCTAaHOBKM JUarHo3a — 32 Mec), I0-
CTOBEpPHOI pa3HUIIBI B CPOKaX IMOCTAHOBKM OHUArHO3a
He 66110 (p = 0,4354).

Y ocranbHbix 30,8 % naumentos ¢ CMA tuma 2 sta
HO30JIOTHSI He ObIJIa TIEPBBIM TUaTHOCTUYECKHUM IIPEATIO-
JIOXKEHUEM U TIePBBIM KIIMHINYECKUM TUAarHO30M, YCTaHOB-
JIEHHBIM y nauueHTa. M3 nux B 19,2 % cinydaes (5 60J1b-
HBIX) TIEPBOHAYAIEHO BBICTABIISIICS IMATHO3 TOM MIJIM MHOM
¢dopmbI MUOTIaTHM (CpemHee BpeMsI IO ITOCTAHOBKM JUar-
Ho3a — 87 Mec, pa3bpoc — 9—206 Mec); B ocTaBIIUXCSA
11,6 % cnyuaeB (3 GONbHBIX) BBICTABJISICS UATHO3 JET-
CKOTO IIepeOpaIbHOTO TTapaimda, CKOJIM03a, IOCIEICTBUIA
IIPUBUBKY (3a7epXXKa B ITOCTAHOBKE TMAarHO3a COCTaBUJIA
32,270 u 9 Mec COOTBETCTBEHHO).

Bo Bcex ciydasix OKOHUYATEIbHBIM ITOATBEPXKICHUEM
IrarHo3a OBLIO BBISIBJICHUE IEJICLMU 7-TO 3K30HA IeHa
SMN1 ripr MONIEKYISIPHO-TEHETUIECKOM TeCTUPOBAHNM.

ITpu CMA Ttuma 3 u 4 cpegHMit Bo3pacT 1edioTa cocTa-
B 94 + 71 mec (pa3dpoc 18—216 Mec), cpenHMii BO3pacT
YCTaHOBJIEHUS TTpaBUJIbHOTO auarHo3a — 203 + 138 mec
(pa3bpoc 24—600 mec), cpeaHee BpeMsi OT MOMEHTA MaHU -
decTait CUMIITOMOB 0 TIOCTAHOBKH ITPaBIJIBHOTO M-
arHo3a — 108 mec (pa3opoc 0—408 mec).

B o6cnenoBanHoit rpymme 6oabHBIX CMA THNA 3 11 4
sk B 29,1 % ciyvaes (7 nauuenToB) auarHo3 CMA Obu1
IIEPBBIM YCTAHOBIIEHHBIM IUArHO30M (CpemHee BpeMs
IO TIOCTAaHOBKM auarHo3a — 33 mec). M3 HuxX 2 ciaydas
CMAS5(q BepupuULMpPOBaHbI CITeUaIMCTAMU aMOyJIaTop-
Horo 3BeHa ®T'BHY HIIH y nanyeHTOB, KOTOpHIE BIIEpBHIE
00paTWINCh 3a KOHCYJIBTALIMEil 0e3 KaKoro-ambo paHee

YCTaHOBJIEHHOTO TMAarHO3a, IIpUIeM OIUH 13 HUX, HECMOTPST
Ha 6o1ee yeM 30-sietHee (1) TeueHre 00JIe3HI, HUKOTIA 33 Me-
JUIIMHCKOM TTOMOIIIBIO He 00paliajics, Tak KaK KITMHIMYECKIE
TIPOSIBJICHMST 3200JIeBaHMSI ObLTN KpaitHe MSITKMH.

B ocranbHbIX ciyyasx rpyrmsl CMA tuna 3 u 4 (17 na-
LIMEHTOB) OOJBHBIM ITIEPBOHAYAIIPHO OBLIA YCTAHOBJICHBI
TaKWe OUArHO3bl, KAK MUOIIATUS WA pa3Hble BapHUaHTHI
MIPOTPECCUPYIONINX MBIIIEYHBIX TUCTPOMUIt, CKOINO3
WU IPYTHE OPTOTIEANIECKIE ITPOoOIeMbl, 00JIe3Hb IBUTA-
TEJBLHOTO HelpoHa, moJinHelpornarus, 6o1e3Hb Opunpeii-
Xa, TeNaTOJICHTUKYJ/ISIpHAsT aereHepamys (Tada. 2). CpemHee
BpeMsI 10 TOCTaHOBKY nrarHo3a CMA B TaHHBIX CITydasix
cocTtaBmiio 152 mec.

Taomiua 2. Haubonee munuunvie Hekoppekmiubie OUazHO3bl, 8blCMABAS-
emble NayUeHmam co CRUHAAbHOU MbluieuHoli ampoghueli (n = 25)

Table 2. The most common misdiagnoses of adult spinal muscular atrophy
patients (n = 25)

Yuciao

Juarnos nauyuenTos, n (%)

MuonaTust (B TOM YKCIIe TPOTPECCH-
pyiolias MbllliedHast IUCcTpodust
JromeHHa, bekkepa,

Dpba—Pora u 1p.)

Myopathy (including Duchenne muscular
dystrophy, Becker muscular dystrophy,
Erb—Roth muscular dystrophy, etc.)

13 (52,0)

CKo1o3 («HapylIeHue OCaHK1»)
S . - 2 (8,0)
Scoliosis (“posture disorder”)
Bone3Hp aBuraTeIbHOro HelpoHa
. 2 (8,0)
Motor neuron disease
[MonuueBpomnatus
P 2 (8,0
Polyneuropathy
Boinesnp @puapeiixa 2 (8.0)
Friedreich disease ?
ITocnencTBusi MpUBUBKU
(HeliponHDEKITNN)
Consequence of vaccination
(neuro-infection)

1(4,0)

Jerckuii iepedpaibHbIN Mapaanyd

Cerebral palsy 1(4,0)

[enaToneHTUKYISIpHAS JeTeHepaIus
Hepatolenticular degeneration

1(4,0)

MuotoHnyeckas IUCTpodus
Myotonic dystrophy

1(4,0)

Cpemu Bcex manmeHToB ¢ CMA tnna 3 1 4 miepBUYHO
JUTsE Bepru(pUKaLK YPOBHS ITOPAXKEHMS ITPU 00CIIeI0OBAaHUI
DMTI BbinosHeHa ToabKo B 37,5 % ciyuaeB. [Ipu atom
IIPY CPaBHEHUU MOATPYII MALIMEHTOB, KOTOPHIM BBIITOJI-
Hsutach (n = 9, cpeHsIs 3amepskKa B TOCTAHOBKE IMAarHO3a —
132 mec) n He BeIMonHsIack OMI (n = 15, cpemHsisa 3a-
JepKKa quarHosa — 81 Mec), He BbISIBJIEHO CTATUCTHYECKHU
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3HAYMMBIX Pa3INuMil B CPpOKaxX 3aAepKKU ITOCTAHOBKU
BepHoro auarHosa (p = 0,06876).

BBumy NCKIIOUNTEIHFHOM PEIKOCTA HAOIIOMSHUS 11e-
JIecooOpa3HO OTACIBHO OMMcaTh 3 HAIIMX MalUeHTOB
¢ CMA Ttuma 4, Bo3pacT KOTOPHIX Ha JaHHBIM MOMEHT
npesbiinaeT 60 yet. [lepBble KIMHUYECKUE POSIBIEHUS
OTMEUYEHBI B Bo3pacTe 0KoJ10 20 JieT — HalpuMep, TPYITHO-
CTH TIPH TIOTBbEME U3 ITOJIOXKEHUST Ha KOPTOYKAX MJIU T0-
BBIIIICHHAST YTOMJISIEMOCTh B HOTaX; IepBOEC BpeMsl 3TO
pacLeHUBAIOCHh KaK «0COOCHHOCTh» PAa3BUTHS M HE TIPH-
BJIEKaJIO OOJIBIIIOTO BHUMAHUSI, BCICICTBHE YETO ITallieH-
ThI OoJiee 15—20 yieT He oOpalIaIMCh 3a METUIIMHCKOM
ITOMOIIIBIO M BEJTX TTPAKTUIECCKU OOBIYHBIN 00pa3 XKU3HU
(cembst, mpodeccoHabHAS Kapbepa U T. 1.). Hapacranue
BBIPAXKEHHOCTU CMMIITOMATUKNA W WHBATUANU3ALINHU TIPO-
HUCXOIWIO YPe3BBIYATHO MEIUIEHHO, M BCE TPOE IO CHX TTOP
COXPaHSIOT CITOCOOHOCTH K CAMOCTOSITEIbHOM XOIb0e.

Kaxk n y marmmenToB ¢ CMA tuma 2, Bo Bcex CiIydasix
CMA tumna 3 u 4 oKoHYaTeJIbHBIM ITOATBEPKICHUEM TV -
ar”o3a ObUIO BBISIBJIEHUE AeIelInM 7-T0 9K30Ha reHa SMN 1
TP MOJIEKYJIIPHO-TEeHETUIECKOM TecThupoBaHuU. Cliemy-
€T OTMETHUTD, YTO TCHETUIECKOE TECTUPOBAHNE TAKKE MO-
KeT OBITh NCTOYHUKOM JUArHOCTUYECKUX OIMMOOK, €CIIN
CITCLINAJTVICT, HAITPaBJISIONINIA TTAlIeHTa Ha MCCIeI0BaHNE,
HEIOCTAaTOYHO YBEPEHHO OPUEHTUPYETCS B COBPEMEHHBIX
merogax JIHK-guarnHocTuku, tTunax Mytaiuii 1 BO3MOX-
HOCTSIX MX BepU(PUKAIINN C TIOMOIIIBIO TEX VJIN MHBIX TeX-
Hojiormii. Tak, B OTHECIBHBIX CITyYasiXx U3 COOpaHHOM HaMU
KoropThl 001bHBIX CMA THIIA 3 MaIllieHThI, COTJIAaCHO Me-
JULMHCKHAM JOKyMeHTaM, Obuiv HamnpasieHbl Ha JIHK-
IWATHOCTHKY (T. €. Bpad MPEANoIOXKMI HAIMINE TeHETH-
YeCKOTO HEPBHO-MBIIIETHOTO 3200JIeBaHNS ), HO TIPY STOM
HCCIIeT0BaHNe OBIIO TIPOBEACHO C UCIIOJIBb30BAaHUEM Tap-
TeTHOM MaHeJH IJISI MAaCCOBOTO ITapaJuIeIbHOTO CEKBEHM -
pOBaHMSI, KOTOpass B IIPUHIINIIC HE BBISIBISICT ACICIINU
5K30HOB M OPMCHTHPOBAHA JINIITh HA UATHOCTHKY TOYKO-
BuIX MyTanuii [25]. TTosTomy nmenrenust 7-ro 5K30Ha TeHa
SMN1 B 5THX cly4yasx JOJITOE BpeMs OCTaBajach Heauar-
HOCTHUPOBAHHOI, HECMOTPS Ha (hOPMAaJTEHOE TTPOXOXKICHIE
mpouenayps! JHK-1marHocTiky ¢ MeIUKO-TeHeTUISCKIM
KOHCYJIETUPOBAaHUEM.

OmpenencHue ypoBHs KpeatnHbochokmHazsl (KDPK)
He BCeraa BXOAWJIO B CTAHAAPTHBIC IIPOTOKOJIBI 00CIIen0-
BaHMII MALIMEHTOB C BBINIEYKa3aHHBIMHU TUITaMu CMA,
1 B OOJIBIIIMTHCTBE CITy4aeB JaHHBIH ITOKa3aTelb He NCTIOJb-
30BaJICSI TIPU TTOCTAHOBKE AMarHo3a. Takmm o0pa3om, co-
OTBETCTBYIOIIVE TaHHBIC MOCTYITHBI TSI HEOOJIBIIOTO YK~
cia nareaToB (CMA tuna 2 — 9 manmmeHToB, CMA THa
3u4 — 12 maumenToB). [Ipu a3ToM oOparaeT Ha ceOst BHU-
MaHue Jactoe ToBbieHrne aktuBHoctTu KMK B 2—8 pa3
OT BepXHE TpaHULIBI HOPMBI Y 00C/IeI0OBAaHHBIX ITALIMCHTOB
¢ CMA Ttuma 3 1 4 o cpaBHeHMIO ¢ 601bHBIMU CMA THMa 2,
Y KOTOPBIX aHAJIM3UPYeMBbIi TTapaMeTp OCTaBajics B IIpe-
nenax HopMbl. [1py cpaBHEHNM JaHHBIX pa3IMIUiA 110 KpH-
Tepuro MaHHAa— YUTHH BBISIBJICHO CTATUCTUICCKI 3HAUM -
Moe pazimmune (p <0,05). Takum ob6pa3oM, MOBHIIIICHUE

aktuBHOCTM KDK y manmmenToB ¢ CMA tumna 3 u 4 Moxer
OBITH paclieHeHO KaK IPU3HAK IePBUYHO-MBIIICYHOTO
3a00JIeBaHUS, YTO BIUSET HAa MHEHHE Bpaya U SIBIISICTCS
MPUINHON 3aIepKKU ITOCTAHOBKY IPAaBMUIBHOTO TUATHO-
3a. B atHx ciygasix Bo3pacTaeT poJib uroiabdatoit OMI.

ITpu cpaBHEHNU CPOKOB 3aA€PXKKU B TOCTAHOBKE M-
arHosa Mexnay rpynmnamMu CMA tuma 2 u CMA tuma 3 u 4
C WCTOJIb30BaHUEM KpuTepust MaHHa— YNUTHU BBISIBJICHO
craTucTUIecKr 3Haunmoe pasnmuue (p <0,05): mpu CMA
trna 3 1 4 3amepkKa B TOCTAaHOBKE MPaBUILHOTO TUAarHO-
3a ObLIa JOCTOBEPHO Ootbiiie (cM. Tabm. 1). ¥V atux manu-
€HTOB Yallle BCero B AcOI0Te CTABIIICS JUATHO3 MUOIIATHH,
HO 11px 3ToM DMI B 000CHOBAaHMY AMAarHO3a MCIOJIB30-
Bastach Jiib B 1/3 cimygaeB. Kpome Toro, 9acto ucciemno-
BaHVE BBITIOJTHSUIOCH B HEIOCTATOYHOM 0ObEME WJIM HE OT-
BeJaJI0 HEOOXOMMMOM ITOCTaHOBKE 3amadyu. Hampumep,
BBITTOJTHSUTACH CTUMYJISIITMOHHAS SJICKTPOHEpoMurorpadust
IUTST ICKITIOUEHMST TIOJTMHE i poraThy 6e3 yKa3aHMS O HeoO0-
XOIUMOCTH TIpoBeeHUs uronbuatoir OMI mirst Bepudu-
KaIuy TepeaHEePOTOBOTO ITOPAXKEHMSI.

IIpuBeneM npumepbl uarHoCTUK CMA ¢ TTo3mHUM
HAJaJIOM.

Knunuyeckunin cnyvaim 1

Ilayuenm, 26 aem. 2Kano6vt Ha crabocms 8 NPOKCUMANb-
HbIX omdenax Hoe, mscecms 8 Hoeax, boavule cnpasa. Ha-
uano 6oaesnu c 18 1em, koeda nosisunace u cmana Hapacmame
crabocms u msdcecms 8 H02AX, CUMAIMOMAMUKA NOCIeNeH-
HO npoepeccupyem, ¢ 23 nem cmano mpyoHo 6cmagamso
co cmyaa. Ilpu maenumno-pesonancroii momoepaghuu (MPT)
welinoeo, 2pyOH020 U NOSICHUMHO-KPeCMU08020 0MAen06 no-
360HOYHUKA BbIAGAEHA YMEPeHHAs ampous napagepmedpans-
Holx Moty Jlgykpamuoe uccaedosanue akmuenocmu KOK
8 Kposu 3a 2 mec 00 u HenocpedcmeeHHo neped 8U3UMOM
8bls6UN0 Nepcucmupyroulee ee nogolierue 0o 601 u 605 Ed/x.
Yposeno mupeomponnoeo eopmona é kposu é nopme. MPT
20/108H020 M032a — be3 cyuecmeeHHbix usmenenuil. Cemelinolil
anamues 6e3 ocoobennocmeii. Hanpaenen 6 kaunuky OIbHY
HIIH c duaenozom muonamuu. Ilpu ocmompe visigner npox -
CUMANbHBLEL 85116l mempanapes (Cuaa Muliil, RPOKCUMAAbHBIX
omdenos pyk — 4,0—4,5 6anra, cura npoKcumManbHuix omoe-
2108 Hoe — 2,5—3,0 6aana), navuenm ecmaem co cmyaa, uc-
noas3ys npuemst logepca, «<muonamuyeckas noxooka»; CHu-
JceHbl enybokue peghaexcol, NOCMYpPaLbHbLi MpPemop pyK.
Hccnedosanue akmusrocmu anbgha-2noko3udasst no Cyxum
naAmHam Kposu uckarouuno bonesns Homne. IMI ueonvuamoim
21eKMpo0oM BbIAGUAA 2eHePANU308AHHbLI NepPeOHePO208oll
npoyecc. Ilpu nocaedyroweit JITHK-duaenocmuke evisieneHa
eomosueomuas deneyus 7—8-eo 3x30106 eena SMN 1.

JlaHHBII CTydali TOKa3bIBAeT, YTO KIIMHUYECKas Kap-
ThHA ¥ ToBbIIeHre akTuBHOCTH KMK B 3 paza, oOymyun
HecIeun(prUIeCKUM TPU3HAKOM, MOTYT MTPUBOAUTD K OIIIU-
OOYHOMY TMAarHO3Y MUOTIATUU, 1 O€3 BBHITTOJIHEHUST UTOJTb-
yatoit OMI ¢ mocneayionMM HampaBieHUEM Ha MoJie-
KyJISIPHO-TEHETUYECKOE TECTUPOBAHWE YCTAHOBJICHUE
MPaBWJIBHOTO TUAaTrHO3a MOXET 3aHSITh MHOTHE TOMBI.
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KnuHuveckunn cnyvain 2

Ilayuenm, 25 aem. Hauano b6ore3nu 6 éo3pacme 20 aem,
Koeda nosieunace crabocms 6 aesoti pyxe. Ipu MPT weiino-
20 omdena no3gonounuka 8 21 200 eviseaeHbl NPUBHAKU 0CMeo-
XOHOpOo3a 0e3 epblicesvlX NPOsiAeHUll HA (POHe UCXO0OHO
OMHOCUMENbHO Y3K020 NO360HOYHO020 KaHana. Ha cmumyas-
YUOHHOIL 3AeKMPOHEUpoMUOpapUU ONUCAHBL NPUSHAKU MYH-
HeAbHOU Hegponamuu 10Kmego2o Hepea 8 KyOUmanbHom Ka-
Hane caeea. B meuenue nocredyroujux Heckonvkux mecsayes
cman ommeuams ampoguio mMululy 8 obaacmu npeonaeuss
caesa. Yepes 4 200a nocae debroma 6vinoaHeHa U20AbHAMAs
IMT, evis61eHa nepecmpolika NOMeHYUaN08 08ULAMENbHbIX
edunuy no HeipoeenHomy muny ¢ muomomax C6—CS§ ¢ 2 cmo-
POH, NPU HAAUMUY MUHUMANBHOL OeHeP8ALUOHHOL AKMUEHOCMU
6 moimyax kucmu. Ha ocnoganuu danbix snekmpoghuzuono-
euteckoeo uccaedosarnus 3zanodozpena CMA. Ilpu JTHK-0u-
aeHocmuke deneyusi 7—8-20 sk30H06 eena SMN 1 e ébisicneHa.
Hanpaesaen na koncyssmayuro 6 ®I'bHY HI[H 0as ymoune-
Hus duaenosa. Ilpu neeponocuueckom ocmompe 8ols64eHbl
CHUMICeHUe MblueuHoll cuavt 00 4,0—4,5 barna u mviuieunoie
2unompouu 6 OUCmanbHblX 0Moesax 1e6oi pyKu, CHUNCEHUe
21y00KUX peghreKcos 8 pyKax u ux nogoluleHue 8 Hoeax ¢ pac-
wupenuem peghrexcoeernvlx 30H. C yuemom munuuHoi Kau-
HUYeCKOll KapmuHbl (COOMeemcmayem nopa3ceHuto Ha weil-
HOM YPOGHe CHUHH020 M032d, ACUMMEMpUs CUMNMOMOS8,
M040001 603pacm nayueHma, Y3Kuil N0360HOUHbLI KAHA
no danusim pauee evinoanentol MPT weiinoeo omdeaa no-
360HOYHUKQ) BbICKA3AHO NPpednonodicerue o 60ae3nu Xupasma.
Ilayuenm nanpaeaen na MPT weiinoeo omdena no360HO4HU -
Ka ¢ QYHKUUOHANbHBIMU NPOOAMU (MAKCUMAAbHOe ceubanue

Mazcnumno-pesonanchas momozpagus weliHo2o omoeaa CHUHHO20 M032d
nayuenma c 6oae3uvro Xupaama (T2): a — HelimpaabHoe nOAOJNCEHUE: UCIMOH-
yeHue cnuHHo20 mo3ea Ha yposHe C5—C7, eunepuHmeHCcusHbll CUSHAN
Ha ypoghe C5—C7; 6 — noaodicenue MaKcuManbHo20 ceubaHUs: 8bipaiceHHoe
pacuuperue 3nUdypanbHo20 NPOCMPAHCMEA U KOMAPeccusi 0ypaabHO20 npo-
cmpancmea u cnuHHoeo mosea Ha yposre C5—C7, nepednee AUK8opHOe npo-
CMPAHCME0 He GU3YANU3UPYEMCsl

Cervical magnetic resonance imaging of patient with Hirayama disease (T2):
a — neutral position: thinning of the spinal cord at the level of C5—C7,
hyperintense signal at the level of C5—C7; 6 — high flexion: pronounced
expansion of the epidural space and compression of the dural space and spinal
cord at the level of C5—C7, the anterior cerebrospinal fluid space is not
visualized

eonoevl eneped). Ilpu MPT unmpamedyanapHo Ha yposHe
C5—C7 no360HK08 8bis18€Hbl 30HbL C POGHBIMU HeMKUMU KOH-
mypamu nO8blUeHHOU UHMEHCUBHOCMU CUSHAAA 8 pedcume
T2. Ilpu maxkcumanbHom ceubanuu Ha yposHe weiHo2o om-
dena no0360HOMHUKA BbISABASIOMCS YCUAeHUE KUpOo3a Ha YPosHe
C5—C7 no3601K08, 8bIpaiceHHoe pacuuperue SnU0YPalbHO-
20 NPOCMPAHCMEA U KOMApeccUs 0ypanbHo20 NPOCMPAaHCmMea
u cnunHoeo mozea Ha yposve C5—C7 nozeonkos; Habawda-
emcsi cMeujeHue CNUHH020 Mo3ea knepedu Ha yposne C5—
C7no360ouK08, nepednee AUKBOPHOE NPOCMPAHCMEBO He BU3Y-
aauzupyemcs (cm. pucynok). Taxum obpaszom, eviséneHHble
npu MPT usmenenus coomeemcmeyrom MOHOMEAUYECKOU
amuompouu (bore3nu Xupasima).

JlaHHBIi clly4yaii IEMOHCTPUPYET HEOOXOAUMOCTb BHU-
MaTeIbHOI OILIEHKHM BCEX KOMIIOHEHTOB KJIMHUYIECKOTO
CHHApPOMA: Y TTalleHTa C IIpU3HaKaMHi aCUMMETPUIHOTO
TepeIHepOroBOTo IIpoliecca Ha IMIEHHOM YPOBHE MMEJICS
MUPaMHUIHBIN CHHAPOM B HOTaX, YTO HE XapaKTePHO LIS
CMA ¥ 9eTKO yKa3bIBaeT Ha 1 ypoBeHb MOpakeHUSI (IIIeii-
HbIii). B Takoii cutyalium Heob6XoauMo 0COOEHHO BHUMA-
TEJIbHO OTHOCUTHCS K MOJIOABIM MAaIlMeHTaM, ¥ KOTOPBIX
BEPOSITHOCTh MaHMDECTAIIMN HEIPOTPEeCCUPYIOIIETO 3a00-
JieBaHUS — 00s1e3HU XUpasiMa — 0COOEHHO BeJIMKa.

BbiBOAbI

ITpoBeneHHBI HAMU aHAIN3 TTO3BOJISIET CIEJIaTh He-
CKOJIBKO Ba>KHBIX BEIBOIOB.

B pamkax HemnpepbIBHOIO MEIUIIMHCKOTO TTOCIICIH-
TUIOMHOTO 00pa30BaHMsI HEOOX0AMMa CUCTeMHas padoTa,
HaITpaBJIcHHAsT Ha TIOBBIIICHNE KBATU(PUKALINI B3POCIIBIX
HEBPOJIOTOB IO TIPO0IeMaM TeHeTUIECKI 00YCTIOBICHHBIX
HEpBHO-MBIIIIEYHBIX 3a0oneBanmii. Jlnarnoctuka CMA
Y B3POCJIbIX TTAIIMEHTOB MMEET PSII CIOKHOCTEH, CBSI3aH-
HBIX C 0COOCHHOCTSIMH KITMHUICCKUX TIPOSBICHUI TTO3I-
HUX DopM 3a00J1eBaHNSI, KOTOPHIC B 3HAUNTEIILHOM CTE-
TMEHU OTIMYAIOTCS OT Kilaccmdeckmx ommcanuit CMA
B PYKOBOJACTBaX, y4eOHMKaX M CIIpaBOYHMKAX. BaxHO
pPacIpOCTPAHSITh U TIPOTIaraHANPOBATH OITBIT TMATHOCTUKHI
B3pocibIx Gopm CMA, moy4eHHBIN B IIEHTpaxX 3KCIIep-
TH3bI (B UHCTUTYTAX, BEAYIINX KIIMHIUKAX, HAa TIPOMPIIBHBIX
Kadenpax CTpaHbl).

HaunbGomnee gacTeIM mMepBBIM TUAaTHO30M, KOTOPHIMA
OIMOOYHO BhICTaBsieTcs mamnueHTaMm ¢ CMA, siBnsieTcst
MUOIAaTH (B ITMPOKOM ITOHUMAaHUK 3TOTO TEPMUHA, T. €.
BKJTIOUAs pa3IMYHbIC BApUAHTHI IIPOTPECCUPYIONTNX MbI-
IIEYHBIX TUCTPODUIL, BPOKICHHBIX I MUTOXOHIPHATBHBIX
muonaTtuii u T.4.). [To maraeiM @®T'BHY HIIH, MuonaTust
oIpenelsieTcsT bojiee YeM B TIOJIOBUHE BCEX CIydacB He-
BEPHBIX AMATHO30B. TaKoi OMMOOYHONW HMATHOCTHUKE,
10 HAIIMM HaOJIONEeHUSIM, CIIOCOOCTBYIOT HEpEeIKO Ha-
omonaemoe y manmeHToB ¢ CMA trma 3 1 4 yMepeHHoe
noBeimeHne akTuBHOCcT KMK B KpoBH (BEICOKAST aKTHB-
HOCTb chiBopoTouHOU KMDK SBIISIeTCS THIIMIHBIM TTpU3HA-
KOM TIEPBUYHOTO MOBPEXICHUS MBIIIEYHOIO BOJIOKHA
M HabJII01aeTCsl B TIEPBYIO OUEPEIb MPU MUOTIATHUSIX). Takum
obpasowm, omnpeneneHne akTuBHoctTu KDK He momkHO
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BXOIUTH B 00S13aTEJIbHBINM TMATrHOCTHICCKUI aJrOPUTM
npu togo3peHn Ha CMA.

K uucny npyrux Hamubosaee TUIIMUYHBIX OIIUOOYHBIX
IMarHo30B y nauueHToB ¢ CMA tuma 2, 3 1 4 oTHOCSITCS
opToreanIecKre 3a00J1eBaHNsI, TIOIMHEBPOIIATHH, 00JIe3Hb
®punpeiixa u 00JIe3Hb IBUTATEILHOTO HelipoHa. [1o-Bu-
IUMOMY, liejecoobpa3Ho o0CyXaaTh ¢ MPOPUIbHBIMU
KJIMHUKAMU 1 OpraHaMu 3[paBOOXpaHEHUsI BO3MOXHOCTb
OpTraHu3alliyM U TIPOBEACHMS HAa MeCTaX aKTUBHOM IIeje-
HAIIpaBJICHHOM MePeoIleHKN KIMHUIECKOTO COCTOSHMUS
MalKXeHTOB C YKa3aHHBIMU TUArHO3aMU, B TOM YKCJIE C UC-
ITOJIb30BAHMEM BCEX COBPEMEHHBIX MCCICI0BATEIBCKIUX
TexXHOJIOTHiA. BrIsiBIIeHMe cpeay Hux 00bHBIX CMA (Takast
BEpPOSITHOCTB IIPEICTABIISICTCS] JOCTATOYHO peaIbHOM) TT0-
3BOJINT HE TOJIbKO MCIIPABUTH IMarHOCTUICCKYIO OIIHOKY,
HO ¥ (4TO BakKHEe) KaK MOXKHO OBICTpee Ha3HAUYUTh HO30-
MOIN(PUITMPYIONIYIO XXU3HECOXPAHSIONIYIO TePAITHIO.

Haur onbIT He TT0Ka3aj 3HauynMoii poii ODMI B ycko-
pennu gunarHoctnku CMA tuna 2, 3 u 4. Bosnee Toro,
nrarHo3 B OMI-oTpuiiaTeTbHOM MOATPYIITIe YCTaHABII-
BaJicsI maxe ObIcTpee, 4eM B DMI -momoxurensHoM. MHBI-
MM CJIOBaMH, IIPY BOZHUKIIIEM KJIMHIUYECKOM ITOH03PEHUN
Ha CMA nuarHo3 ObICTPO TOATBEPKAAICS TeHETUIECKU
(6e3 HeoOxommMoOcCTU TpuBjicdecHUss DMI'); HampoTHUB,
B 00J1ee cOXXHBIX ciydasx CMA MorIa I0JITO OCTaBaThCs
KIMHUYECKU HEPaCIIO3HAHHOM, M MAlIMEHTHI TOCTYIIAIN
Ha OMI u 3atem Ha JJHK-ananu3 mocraTodHO MO3IHO
(B pe3yipTaTe IINTEILHOTO THAaTHOCTUIECKOTO ITOMCKa).
XapakTepHo, 4TO B HaIllelt ceprur HAOMIOICHUA Y B3POCITBIX
MmauveHToB ¢ pa3sHbIMU TuntamMu CMA Ha DMIT 3a gonroe
BpeMsI U3 O0IIeH TPYIIIBI OBUIO HAIIPABJICHO JIUIITh OKOJIO
1/3 mamuenToB. YacTUYHO Takoe OoTHomeHHe K DMI
y IPaKTUIECKMX Bpadeil MOKHO CBSI3aTh C HEIOCTATOUHBIM
Y1CJIOM KBAIM(UITMPOBAHHBIX LIEHTPOB U TUIOXO JOCTYII-
HOCTbIO TPAMOTHBIX CIIELIMAIMCTOB B 3TOU CJIOKHOM 00-
nactu. Takoe TIpeArnoIoKeHNe TTIOATBEPKAACTCS TEM, UTO,
COIVIACHO HAIIIMM JaHHBIM, Hepeako DMI y 6omsHbEIx CMA
MIPOBOIMJIACH Y MHTEPIIPETUPOBAJIACh HE BITOJIHE KOPPEKT-
Ho. CremoBaTeIbHO, ONTUMU3ALNS TruarHocTuku CMA

—_

. Emery A.E.H. Population frequencies of inherited neuromuscular
disease — a world survey. Neuromusc Disord 1991;1:19—29.
DOI: 10.1016/0960-8966(91)90039-u
2. International SMA Consortium. Meeting report: International
SMA Consortium Meeting. Neuromusc Disord 1992;2:423-8.
DOI: 10.1016/50960-8966(06)80015-5
3. Lunn M.R., Wang C.H. Spinal muscular atrophy. Lancet
2008;371:2120—33. DOI: 10.1016/S0140-6736(08)60921—6
4. Oskoui M., Darras B.T., De Vivo D.C. Spinal muscular atrophy:
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characterization of a spinal muscular atrophy-determining gene.
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TIpeaIioIaracT COBEPIICHCTBOBAHME 3HAHUI O TaHHOM T1a-
TOJIOTU U COOTBETCTBYIOIIUX IPAKTUICCKIX HABBIKOB
HE TOJIFKO HEBPOJIOTOB, HO 1 KIIMHUYIECKUX SJICKTPOHEIPO-
$U310IIOTOB (CIIEIINATIMCTOB B 001aCTH (DYHKITMOHAJTBHOM
JMarTHOCTUKM).

PematommM MeToqoM, OKOHYATEIBHO MOITBEpPKIa-
FOIIMM AVAaTHO3 JI000i1 KimmHIIecKoi (hopmbl CMA, B TOM
YIICcyIe M Yy TTALMEeHTOB B3POCIOro Bo3pacTa, seistercst JJHK-
WCCJICIOBaHNE C BBISIBICHUEM TUIIMIHOU ICICIINU 7-TO
9K30Ha TeHa SMN 1. OnHaKoO OIBIT MTOKA3bIBAET, UTO He-
KOppeKTHO BeiOpaHHbIi MeTon JIHK-nrnarnoctruku moxer
He TIPOCTO 0Ka3aThCsl HEMH(POPMATUBHBIM U, TI0 CYIIICCTRY,
0ECITOJIC3HBIM, HO M YBECTH B CTOPOHY OT IIPaBIJIBHOTO
IUarHo3a Ha goirue roabl. [1py HampaBieHWN MalueHTa
B CHELUMAN3UPOBAHHYIO MOJICKYISIPHO-TEHETUUECKYIO
JT1abopaToOpHIo0 HEOOXOIMMO YeTKO c(hOPMYINPOBAThH I10-
no3perre Ha CMA, TOCKOJIBKY HanOos1ee pacipocTpaHeH-
HBIE CETOIHSI METOABI MaCCOBOTO IMapajlICIBHOTO CeKBE-
HUpOBaHUS (ITaHEJIbHOE, SK30MHOE CEKBECHHPOBAHMNE)
HE TIO3BOJISTIOT OOHAPYXKMTb 3K30MHBIC ITePECTPOUKU.
15t KOppeKTHOI TUAarHOCTUKH IEJICIIAN 7-TO 9K30Ha TeHa
SMN 1 HeobXoaMO MPUMEHEHNE CTIEIMATbHBIX METOINK,
Taknx Kak MLPA-anamm3 ¢ maHenbsto Ha SMN-3K30HBI
(3TOT MeTOA NMPEACTABIISIETCS TTPEATTOUYTUTENBHBIM B CUITY
OTHOCHUTEJILHOM TIPOCTOTHI M BO3MOXKHOCTH OJHOBPEMEH-
HO OLIEHUTD J03Y «<MOIUMULIMpYIoIero» rena SMN2) nu-
00 METOIBI TAPTETHOTO KOJTMISCTBEHHOTO aHaIm3a (TT0JIH-
Mepa3Has IeITHasl peaklns B pealbHOM BpEeMEHN ).

C y4eToM BBIIIIECKA3aHHOTO OYEBUIHOMN CTAaHOBUTCS
3a/1a4a CO3IaHMUsI B Pa3HBIX PeTMOHAX CTPAHBI CTICIIMAIM -
3MPOBAHHBIX KOHCYJIBTaTUBHBIX U JICYCOHO-IUATHOCTHYIEC-
KUX 1IeHTpoB (KadbmHeToB) CMA, Ha 6a3¢ KOTOPBIX KBaJIH-
¢uLpoBaHHbIE M 00YIEHHBIC HEBPOJIOTH, PEaOMIINTOIIOTH,
TeauaTPhl, TCHETUKM MOTJIA OBl OKa3bIBaTh BCE BUIBI BHI-
COKOKBaIM(pUIMpoBaHHOM Tomomy nauveHtam ¢ CMA
¥ WICHAM MX ceMeil. DTO MO3BOJIMT IPUHIINITHAIBHO YITyd-
IINTh KaK IMATHOCTHKY, TaK 1 jJedeHne CMA, BKITIOUast
OITMMM3ALNIO SKOHOMWYECKOM MOJIETN Ha3HAYCHUS 3(-
(GEeKTUBHOI, HO TOPOTOCTOSIIIIEH TepaITim.
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