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WHULUWATNBbHbLIE KNTUHUWYECKUE
NMPOABJIEHUA U MPEMOPBUAHbIE
OCOBEHHOCTMU PA3JINYHbIX
OEHOTUMUHECKUX BAPUAHTOB (II, )
CMUHATNBbHbIX MbILWEYHbIX ATPO®UN

M3yyeHbl MHMLMarnbHble CUMNTOMbI M TPpeMopbuaHble 0COBEHHOCTN AeTel COo CnnHanbHbIMU MbllevHbIMy atpodmsmu (CMA) 1l u 1l Tunos.
Mpu n3yyeHUn aHamHesa XU3Hu 1 3aboneBaHUsi aKLLeHTUPOBaNoCh BHUMaHNE Ha NPEMOpPOUaHbIX 0COBEHHOCTSAX B KIIMHUKO-HEBPOIOrMYECKOM
cTaTyce paHHero Bo3dpacTa. M3yyanacb conyTcTBytoLLas HEBpPOMorMyeckas cumnTomMaTuka.
BHumaTenbHas oLeHKka ceMeHoro aHaMmHesa, yTo4HEeHWE NPOoSsIBIIEHNIA, TEMMNA MPOrpPeccupoBaHUst M MHTEPNPEeTaLmMs ABUraTenbHbIX PacCTPONCTB
B fAebloTe 3aboneBaHusa SBNATCA BeayLwMMy dakTopamy paHHen knuHnyeckon auarHoctukn CMA, no3BonsioT npegycMoTpeThb AanbHelliee
pa3BUTUE MOTOPHBLIX CUMMTOMOB W OCIIOXXHEHWI, KOTOPbIE YTSHKENSAT COCTOsIHME BoMnbHOro pebeHka 1 BAMST Ha BUTalbHbIA NMPOrHo3.
KntoueBble cnoBa: crnvHarnbHble MbllLeYHble aTpodum, AEeTU, UHULMAMbHbIE CUMNTOMBI, NPeMopbyaHbIe 0COBEHHOCTY.

The initial symptoms and premorbid features of children with spinal muscular atrophies (SMA) types Il and Ill were under study.

In studying the anamnesis of life and disease, attention was paid to premorbid features in the clinical and neurological status of early childhood.
The concomitant neurological symptoms were studied.

Careful assessment of family history, clarification of manifestations, rate of progression and interpretation of motor disorders in the debut of the
disease are leading factors in early clinical diagnosis of SMA, that allow consider the further development of motor symptoms and complications
that aggravate condition of a sick child and affect the vital prognosis.

Keywords: spinal muscle atrophies, children, initial symptoms, premorbid features.

BBeageHue. CnvHanbHble MbllLEYHbIE
atpodum (CMA) — Takenoe nporpeccu-
pytoLlee 3aboneBaHve, pa3BrBatoLLEeecs
B paHHeM [JEeTCKOM Bo3pacTte, BeayLUM
3TMONOMMYECKUM  (DAKTOPOM  KOTOPOrO
SBMSETCH rOMO3WUroTHasa Aeneuust Teno-
mepHou konun SMN reHa [1]. 3abonesa-
H/Me XapaKTepu3yeTCcsl YMEHbLUEHUEM U
JereHepaumeri MOTOHEPOHOB CMUHHOTO
MO3ra, COMPSKEHO CO CTOWMKUMU TsKe-
NbIMX  OBUraTenbHbIMW  HaPYLUEHUSIMU
n vHBanuamsauven [5]. 3a nocnegHune
OBa pecaTunetus Obin JOCTUrHYT 3Ha-
UUTENbHbIA MPOrpecc B WU3YYEHUN MO-
neKynsipHo-reHeTndecknx ocHoB CMA,
YTO MO3BONWMO CYLLECTBEHHO YMyYLUNTb
OMarHoCTUKy 1 nedveHne atux 3abonesa-
HWUI 1 NOCNYXMIO NnaTtdopMor Ans pas-
paboTky MHHOBALMOHHBLIX TepaneBTu4e-
cknx nogxogos CMA c BO3MOXHOCTAMM
MOoAynAuMM reHeTudeckoro gedekra [4].
Tem He MeHee, cyllecTByeT Gornbluas
reTeporeHHOCTb C TOYKN 3PEHUSA KINHU-
YeCKOro OTBeTa Ha JOCTYMHble B HaCTO-
silllee BpemMs METOAbl NeYEHUs, Ha4YMHas
OT OTCYTCTBUSI OTBETA A0 BNeYaTnAoLwmnx
pesynsraTtoB [6]. CornacHo obLenpuHs-
TOW TOYKE 3PEHUS, BEAYLLMM NMPOrHOCTU-
Yeckun GrnaronpusTHbIM hakTopoMm, onpe-
pensaowyMm  3ddeKTMBHOCTL  Tepanuu,
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ABMNAETCS rleYeHne, Ha3Ha4yeHHoe Ha CcTa-
0NN PaHHUX KIMHUYECKMX MPOSIBNEHUN
3aboneBanus [9]. Tak, AaHHble Uccneao-
BaHUIM Mo npobnemam HacnencTBEHHbIX
Helpo-MblLLeYHbIX 3aboneeaHuii, npo-
BOAMMbIX B BeOyLUMX €BPOMENCKUX LieH-
Tpax EBponekl, Bkntoyasa Division of Child
Neurology, Centre de Références des
Maladies Neuromusculaires, Department
of  Pediatrics, University = Hospital
Liege & University of Liége, Liege,
Belgium; MDUK Neuromuscular Center,
Department of Paediatrics, University of
Oxford, Oxford, UK, cBugetenbcTBytorT,
YTO MHHOBAUMOHHbIE TepaneBTUYECKMEe
noaxoapbl, HeE3aBMCMMO OT crnocoboB na-
TOrEHEeTUYECKOro BO3OENCTBUS, UMEOT
nyywyo 3pPEKTMBHOCTb, Korga naum-
€HTbl neyatcs OO0 CUMMTOMATUKL WIK
BCKOpe Mocre MOSsIBNEHUST CUMMTOMOB,
a He Ha bonee nNo3gHUX ctagusax 3abo-
neeaHus [3, 4]. CywiecTByeT MHeHue,
YTO noAdoOHas KOHUenuus akTyanbHa
ONs BCEeX BUAOB NeYeHusi, BKMoYas pas-
NNYHbIE MeToAbl MeOMKAMEHTO3HOro U
HemMeOMKamMeHTO3HOro BosgencTeus [8].
OTO CBMAOETENLCTBYET O TOM, YTO Cerog-
HS paHHAs uaeHTUdrKaums 6asncHbIX
KINMHUKO-HEBPONOIMYECKUX CUMMNTOMOB,
N3yYyeHne mnoTeHumanbHbIX akTopoB,
MHCNMpUpyLWKMx AebT 3aboneBaHus
C MO3LUMM NPOAKTUBHBLIX MEpPONpUATUN,
HanpaereHHbIX Ha npegynpexaeHne
YCKOPEHHOW NPOrpeaneHLN U pa3BuTUs
MHBanNuausaumm, SBMSETCA OAHUM U3
NPUOPUTETHBIX HaMNpaBIEHU B CErMeHTe
CMA.

Lenb nccnegoBaHus: U3yynTb paH-
HMEe CUMMTOMblI U nNpemopbuaHble Oco-
OEHHOCTUM  KIUHMKO-HEBPOSIOrM4ECKOro
cratyca geten co CMA Il n lll Tunos.

MaTtepvan 1 Metoabl uccnegoBa-
HuA. Ha 6ase PecnybnvkaHckoro knu-
HWYECKOTO LIeHTpa Herpopeabunutauum
(JoHeuk) obcnepoBaHbl 95 peten co
CMA. N3 Hux 66 manb4mkoB (69,4 %) n
29 pesouek (30,6 %).

[na pelweHua nocTaBneHHoOW uenu
NPUMEHSINNCb  KIMHUKO-HEBPOMOorMye-
ckui (aHamHe3 3aboneBaHusi, uccne-
AOBaHMe HeBpONorM4yeckoro craryca);
MOSEKYNSPHO-TeHETUYECKUIA;  DYHKLMO-
HanbHbI  (3reKTpoHenpomuorpadus),
CTaTUCTUYECKUIA METOAbI UCCIEN0BAHNS.

KpuTepun BknoYveHus B mccrnenosa-
Hue — Bo3pacT oT 1 roga oo 12 ner, re-
HeTn4Yeckn BepudULMpOBaHHas dopma
npokcumansHo CMA ¢ ayTocoMHOo-pe-
LlECCBHBIM TUMOM HacrneLoBaHWs, CO-
OTBETCTBUE  KIMHMYECKOMY (DeHoTuny
CMA npomexyTtodHon dopmel (1) vnn
BapuaHTy Kyrenbb6epra-Benangepa (lll),
OTCYTCTBME TSHKEMNOW COMyTCTBYHOLLEN
COMaTMYECKOW NaTonoruu.

Kputepun wucknveHns — Bo3pacT
0o 1 roga u ctapwe 12 net, oTcyTcTBME
MONeKyNsipHO-reHeTnyeckoro  obcneno-
BaHWS WNWN FeHeTU4eckn He Bepuduumn-
poBaHHas npokcuManbHas dopma CMA
C ayTOCOMHO-PELECCMBHBIM TWUMOM Ha-
cnepoaHus, naumeHtel co CMA Bep-
anvra-fodpdpmana (1) 1 CMA IV, Hanu-
yme TSKeNnowm comaTUYecKom naTonoruu,
[OOpOBOMbHLIM 0TKa3 poauTenen unm



3aKOHHbIX NpeacTaBuTenen pebeHka ot
KITMHUYECKOTO NCCreaoBaHus.

CornacHo coBpeMeHHbIM pekoMeHa-
umam no sepudukaumm geHotuna CMA
[4, 5] CMA |l Tuna 6bina obHapyxeHa y
54 (56,8 %) peten n lll Tuna —y 41 (43,2
%) naumeHTa.

C uenbto n3y4eHns BO3MOXHOCTU paH-
HeWl OUarHOCTUKM U C YYETOM BaXXHOCTU
HaMM PETPOCMEKTUBHO ObINU U3yYeHbl
ocobeHHocTn gebiota CMA y geteln.

CornacHo KOHCEHCYCY, [OOCTUrHYyTO-
My MeXayHapoAHbiMu akcneptamu SMA
Europe, EBponenckoro Hemnpo-mbliliey-
HOro KOHCOpLUMyMa, B pamKax reHetude-
ckoro obcnefoBaHnsa y nNauueHToB Npo-
BOAMIOCb MCCMNedoBaHMe reHoTuna my-
Tauuu, konudyectsa konuit SMN2, a Tak-
e obcrnegoBaHve poavTenen naumeHTa
Ha HocutenbcTBo geneuun SMN1. Mo-
NEKYNspPHO-reHeTUYEeCKMe NCCneaoBaHuns
nposoaunuce B ®rbHY «Meauko-reHe-
TUYEeCKNA HayuHbil ueHTp» (Mocksa),
Megwnko-reHeTu4eckom LeHTpe «leHo-
men» (PoctoB), MHcTuTyTe Monekynsip-
Hou Buonorun n renetukn HAHY (Knes).

Ona yToyHeHus natodusmonoruye-
CKUX MexaHM3MOB (DOPMMPOBaHUS naTo-
norun asuratenbHoOn cdpepbl NaumeHToB
co CMA npoBoannocb 3neKTPOHEenpo-
Muorpaduyeckoe nccrnegoBaHue, BKMO-
Yas rnoGanbHyl, CTUMYNSLMOHHYH,
Uronb4aTytd MeTOAUKM (KOMMbIOTEPHbIV
anektpomunorpad «Hewnpo-MBI1-mukpo»
dupmbl «HernpocodT», Poccus).

Cratuctnyeckuin aHanus npoBoAuNU
MeToAaMMn BapuaLMOHHOW CTaTUCTUKN Ha
MK ¢ ucnonb3oBaHveM NpuUKIIagHOro na-
keTa Statistica 10.0 (Statsoft Inc., CLLUA).
[ns KONMYecTBEHHbIX MoKasaTenen Bbl-
yucnanu cpegHee 3HadeHue (M) u ero
CTaHOapTHyl0 owunbKy (xm), Ons kade-
CTBEHHbIX BEMUYUH BbIYUCASNINCE OTHO-
cutenbHble gonu (P, %).

VcenenoBaHme ogobpeHo nokanbHbIM
atudeckum komutetom PKLUH (npotokon
Ne 3-9/19 o1 13.04.2011). PoanTtenu nnm
3aKOHHble MpeacTaBUTENU NauUMEeHTOB
ObINy 03HAKOMIEHbI Y MHPOPMMPOBaHbI
0 Uensx, xapaktepe, OMarHoCTUYECKUX
npouenypax u ganu fobpoBONbHOE WH-
hopMmMpoBaHHOE cornacue.

Pe3ynbraThbl n 06¢cyxaeHune. Pesynb-
TaTbl MOMNEKYNSIPHO-rEHETUYECKNX NCCe-
OOBaHWI npeacTaBneHsl B Tabmn. 1-3.

C uenbto n3y4eHus BO3MOXHOCTU paH-
HeW OUarHOCTUKM U C Y4ETOM BaXXHOCTU
HaMW PETPOCMEKTUBHO ObINU U3yYeHbl
ocobeHHocTn pebiota CMA y peten.
[MepBble CUMNTOMbI BO3HMKaNM B BO3-
pacTHOM AuanasoHe OT 7 Mec. o 7 neT.
B Hawwmx nccneposaHusax passutue CMA
B Bo3pacTe ao 1 roga (8,4+1,1 mec.) oT-
MeueHo y 22 peten (23,2 %), oT 1 roga
no 3 nert (20,1+7,5 mec.) — 53 (55,8 %),

12020 RN/

I'enoTun myrauuu y nanueaTos co CMA II u I1I Tunos

Buj resernyeckoit myranmu, n (%)
Tuan CMA renorun 0/0 reqotum 0 / SMNIm™
CMA 11 tuna (n=54) 51(94,4) 3(5,6)
CMA 1III Tumna (n=41) 40 (97,6) 1(24)

Ipumeuanne. ['enotun 0/0 — roMo3urotHas aejenus (KOHBEPCHs) SK30HA 7 W/WiaK 8 3K30HA
SMNI1; renorun 0 / SMN1™ - nenenus Ha OTHOM ajuiene U BHYTPUTCHHAS MyTaIlUsl HA JPYTOi

ajuieiie.

Yucao xonuit SMN2 y aereii co CMA II u 111 Tunos

7 0,
Tum CMA UYucno koruit SMN2, n (%)
2 3 4
CMA 1I tumna (n=54) 3(3,9 46 (85,2) 5(10,9)
CMA III Tuma (n=41) - 15 (36,6) 26 (63,4)

Ienernueckuii anaau3 poguresieii nauuenToB co CMA II u III Tunos

KonuuaecTBo Bapuant HocutenscTsa geneuun SMN1, n (%)
06CJTe£lyeM131X HaJIM4Ke JIBYX WX Ooiee KOIHit
poauTencu JieJelns TeTePO3UroTHOTO 7-ro 3x30Ha SMN1
MalUCHTOB sk30Ha 7 SMN1 Ha OJJHOM XpoMocome
co CMA (unc-xouuryparws)*
122 115 (94,3) 7(5,7)

* JInarHoCTHPOBAHO C TOMOIIBIO MYJIBTUIICKCHON aMIUTH()UKAIIUU 30H/1a.

ctapwe 3 net (41,9+4,0) — 20 peten
(21%). Takum obpasom, Hanbonee 4acTo
nepsble CUMNTOMbI 3aboneBaHusi BO3-
HuUkanu B Bo3pacte oT 1 roga go 3 net
(pVCYHOK).

Pa3Butne KnuHWYecknx nposiBNeHui
3aboneBaHus poauTeEnM CBA3bIBANN C
nepeHeceHHoW HakaHyHe OCTpOii pecnu-
paTopHOW BUPYCHOM MHeKunen — 28 ae-
Ten (29,5%), npoBeaeHeM BakUuMHALMK
AKOC — 19 naumneHToB (20%), y 3 (3,2 %)
NOSIBMIEHVIO MEPBbIX CUMMNTOMOB MNpea-
LIecTBOBaNM BOMHEHWS, CTPECCOBbIE
cuTyaumMm B OETCKUX cafax Wnu aoma.
Y octanbHbix 45 peten (47,4 %) Havano
6one3Hn He yganoch CBsi3aTb C KaKoW-
B0 BHELUHEN NPUYNHOMN.

Takum obpasowm, cbakTop aucperyns-
UMM MMMYHHOTO OTBETA wUrpan onpege-

Jdolroaga
60

Konuuecrtso geren

53

Crapwe 3 net

3aBUCUMOCTb YacToTbl BO3HUKHOBEHNS CMA ot BO3pacTta

neHHylo ponb B aebioTe 3aboneBaHus,
YTO AMKTYeT HeobXOAMMOCTb AarbHew-
LUMX MCCreaOBaHUA B 3TOM HanpaBneHnm
B NPOMNaKTUYECKMX LieNnsax Aris OTCPoY-
kn gebiota CMA, Takum obpasom onpe-
nenssi 6onee BbICOKMIA YPOBEHb (OYHK-
LMOHarnbHbIX BO3MOXHOCTEN A0 Hayana
3aboneBaHus.

[Mpu n3yyeHnn aHamHesa X1U3HWU 1 3a-
6oneBaHUsi akLEHTUPOBANOCh BHUMAHWE
Ha NpeMopbuaHbIX OCOBEHHOCTAX KINMHK-
KO-HEBPOSOrMyeckoro cratyca (tabn. 4).

B HacTosilee Bpemsi Bpauu WMMeELOT
[OCTaTO4YHO LUMPOKUIA CMEKTp AuarHo-
CTUYECKMX BO3MOXHOCTEN [2, 7], HO, K
coXareHuno, Yactota OUarHOCTUYECKMX
OoWwmnBoK 1 nosgHen BepuduKaumm NHU-
umManbHbIX  CMMNTOMOB  3aboneBaHusi
octaetcsi BblcoKoW. [lopobHasa pedek-
Tvpa Takke OnpefensieTcss HegocTaTou-
HOW OCBEOMITEHHOCTbH
NPaKTUYeCKnX Bpayen
NepBMUYHOTO 3BEHAa, B CBOIO
ovepedb, 0OycrnoBneHHON
M Tem, 4YTO HeT onpege-
JNIEHHOro  pa3paboTaHHOro
afanTUpoOBaHHOIO Knu-
HMYeCcKoro naTtTepHa, mno-
3BOMAIOLLEro 3anoao3putb
paHHue nposieneHns CMA

Ot 1lrona o 3 ner
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KJ]I/IHHKO-HCBPOJIOF“‘!eCKﬂe CUMIITOMBI 10 HAYAJIbHbIX l'IpOﬂB.]'IeHPlﬁ CMA

(n=95)

Knnandeckne nposiBIeHUS Konmuaectro %

Jlucrnasus Ta300€IpeHHOT0 CycTaBa 90 94,7
I'MnepMoOUIBbHBIHN CycTaBHOM CHHIPOM 88 92,6
BanprycHast/BapycHasi yCTaHOBKa CTOII 75 78,9
Omnepe)keHne CBEPCTHUKOB B IICHX0-PEUEBOM Pa3BUTHH 56 58,9
Henocrarounas npnbaBka Beca 45 47,3
«MesIeHHO CTapTyIoHii peOeHOK» B IBUraTelabHOU chepe 36 37,9
Jlerkoe kudo3npoBaHme Npu CUACHUH 44 46,3

HNHunuanbHble NposiBJIeHUs Pa3In4yHbIX BapuanToB CMA vy nereii (n=95)

CMA II tuna | CMA III Tuma
CumnToM (n=54) (n=41)
aoc. % aoc. %
OrpaHndeHne 00beMa aKTHBHBIX JBIDKCHUH B KOHEYHOCTIX | 50 92,6 18 439
OrpaHu4eHNe U HapylieHue (pyHKIIUU MTEPEIBUKCHIS, 23 42.6 41 100
YacThIe MAJCHUs], CIIOTBIKAHUS, ObICTPast yTOMIIIEMOCTh
3arpyaHeHHE TOIheMa/CITyCcKa IO JIECTHUIIE 6 11,1 32 78
DaciuKyIsauus s3pIKa+tUHTEHIMOHHBIA TPEMOpP 48 88,9 7 17,1
CHIKeHNe MaHUIYJSITUBHOW (DYHKITHU PYK 49 90,7 6 14,6
Cnaboctb 1 FI/IHOTpOEbI/Iﬂ MBIIII TJICYEBOTO MOsica U BepX- 49 90,7 3 73
HEil YacTH TYJIOBHIIIA

n BblIAENMUTb Bepylme cumnTombl [4].
3avacTtylo getv AnuTenbHO Habnioga-
I0TCA MO MECTY XMTenbCTBa Mo NOBOAY
nepuHaTanbHoOn aHuedanonatum ¢ CuH-
APOMOM [ABUraTerbHbIX HapyLeHUn nnm
MbILLEYHOW TUMOTOHWMKM, AWChnasun Ta-
300efpeHHbIX CycTaBOB, MMOCKOCTOMNMWSA
unu BanbrycHom gedopmaumm cron [1].
MopobHble owmnbkn B ANArHOCTHKe, C 04-
HOWM CTOPOHbI, MOXHO OBbACHUTL HECBO-
€BpEeMEHHbIM OCMOTPOM, OTCYTCTBMEM
AVHaMU4yeckoro HabnoaeHns, HeBepHON
anddepeHumnanmenn HopmanbHoOro u ge-
BMAHTHOMO HEBPOJSIOrMYECKOro cTaTyca,
He[oCTaTOMHbIM 3HaHMEM HeBpororamu
NepBUYHOIO 3BeHa CEMUOTUKM U CUHAPO-

monorun CMA peTtckoro BospacTa, oLu-
©O0YHON TPAKTOBKOWM AaHHbIX aHaMHe3a, C
OpYyron CTOPOHbI - O4HOHAaMNPaBNeHHOCTb
N «TpadapeTHOCTb» [OeNCTBMIA Bpaya
TaKKe COMpshkeHa C OLMOOYHOM Tpak-
TOBKOW CEMMOTUKM W CUHAPOMOMOrnn
OBUratenbHbIX HapyLUEHUN.

BbiBoabl. BHuMaTenbHasi oOLeHKa
CEMENHOro aHamHesa, YyTOYHeHue npo-
SBNEHW, Temna nporpeccupoBaHns
N WHTepnpeTauus ABuraTenbHbIX pac-
cTponctB B gebioTe 3aboneBaHus, SAB-
NgaTCA BegyLwmnmmn daktopaMmu paHHemn
KnHn4eckon anarHoctmkn CMA, nosso-
NS0T NpeaycMOoTpeTb AanbHelillee pas-
BUTUE MOTOPHbLIX CMMMNTOMOB M OCIIOX-

HEHWN, KOTOpblE YTSXKENSAT COCTOSHUE
©onbHOro pebeHka v BNUAKT Ha BUTasb-
HbI NPOrHO3.

®@uHaHcosol no0depXXKU CO CMopo-
Hbl KOoMnaHul-rpousgodumenel nekap-
CMEEeHHbIX rpernapamos U MedulyuUHCKO-
20 0bopydosaHuUsi a8smophbl He rnosyvaru.
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