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3abonesaHua Mpenaparbl MeponpuaTua

Knaccundukauma CMA (Trnbl 1 GyHKLN)

Knaccuyeckmm cuntaeTca BblaeneHne Heckonbkux KnnHndeckux Tunos CMA, kaxabin 13 KOTOPbIX XapakTepn3yeTca
onpeneneHHbIM BO3pacToM nebroTa, BbIPaXeHHOCTbIO KIMHMYECKON KapThHbI, MakCMasbHbIMK I'Ipl/IO6peTeHHbIMI/I
OBUraTeibHbIMU HaBblKaMU, a TakXe Npoa0/XKNTENNbHOCTLIO XU3HN MNP €CTECTBEHHOM TEYEHNN 3aboneBaHuA

Knaccuyeckum cuntaeTca BblAENEHNE HECKOMbKMX KNMHMYeCKMX TnoB CMA, kaxabv 13 KOTOPbIX XapakTepuayeTca
onpefeneHHbIM BO3PaCTOM e60Ta. BbIPaXEHHOCTbIO KIMHUYECKON KaPTUHBI (TAXECTb KIMHUYECKMX NPOABNEHMIA
3a60neBaHMA yBbIBAET OT MEPBOrO K YETBEPTOMY TUMY), YTO Yalle KOPPENMPYET C KONMYECTBOM konuii reHa SMN 2,
MakCvMasbHbIMK NPUOBPETEHHBIMU ABUrATENBHBIMI HABBIKAMY, @ TaKXE MPOLOIKUTENBEHOCTLIO XU3HW NPK

€CTeCTBEHHOM TeueHunn 3abonesaHma’™.

Omupaeman [euratensHoie Yucno
Tun CMA Bospact pebwra NPOACTIKUTENBHOCTh el xonuit SMN2"
WMUIHN
CMA O BHyTpryTpOGHO Lo 6 mecauee Het 1
HecnocoBHocTb
[EPHATL [OMN0BY,
CMA I [lo 6 mecaues Mo 2-x net nepesopayYveaTsea, 2
cuaerts Gea
NOAAEPKKI
70% powweakot oo 25 CnocoBHoCTe CUOETb
CMA I 6-18 mecauee net P 3
CMA I
10-40 neT nocne CHO'CCIEHDCTI} CTOATE
Crapwe 18 mecAues N W XOANTE 3-4
maHupecTaumn 63 NoIEpIHH
Kak npaguno, He
B noapocTioBom ’ CnocoBHOCTL K
I'IoCMﬁ‘l;:an WNW B3POCTOM "ﬁ“mﬂ:;{:T‘éH"zﬁsgrf CaMOCTOATENBHOMY 4
gas BO3pacTe PO A nepeaB KEHNID

*Mpun ecTecTBEHHOM TeueHWn 3abonesanuma; **Konnyectso konuin SMN2 naumentoB ¢ CMA BapbupyeTca oT 1
110 6, NpW 3TOM HabnogaeTcA obpaTtHan 3aBUCUMOCTL Mexay TunoM CMA n konnuecTsom konmm SMN2*.

VIHTEpECHO OTMETUTL, YTO UMCNO KoMK reHa SMN2 He BCerfa MeeT YeTKyIo CBA3b C KNMHMYecknM deHoTnnom CMA,

T.€. €CTb CYLLECTBYIO elle Monmd)mumpyiou.l,me q)aKTOpr, KOTOPbIE OKa3blBaAlOT BJIMAHNE Ha [ebIoT 1 TeyeHve

3aboneBaHna®.
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. Konu4yecteo konui reHa SMN2
KonuuyecTBo Konuit
reda SMN2

CMA 1-ro Tuna CMA 2-ro Tuna** CMA 3/4-ro Tunos***

1 96% 4% 0%
2 79% 16% 5%
3 15% 54% 31%
b=l S 1% 11% 88%

*KnuHnyecknin deHoTmn TONbKO C NoAAEPXMBaIOLLEV Tepanuen; **npu MCNonb30BaHM TONLKO
NoAAEPXVMBAIOWEN TEpanMm MakCMManbHaA AOCTUIHYTaA ABuratenbHan QyHKUMA — 3TO cuaeHue; ***tonsko
npuY NOLAEPXMBAIOLLEM YXOAe AOCTUrAeTCA NePedBMXEHNE, HO OHO MOXET He NoaaepxusaTsea; ***Prior et al
[2004] cooblumnm o Tpex 6eCCUMNTOMHbIX HEPOACTBEHHbIX MIOAAX, FOMO3UrOTHbIX Mo Aeneum SMN1T, y
KOTOPbIX BbIN0 NATE kKonui SMN2, AEMOHCTPUPYA, YTO YPOBHM 3KCMPECCKM, COOTBETCTBYIOLLME NATU KOMUAM

SMN2, MoryT KOMNeHcupoBaTh OTCYTCTBME akcnpeccum SMN 16,

B npueneHHom Tabnuie npocnexunsaeTca obuiad TeHAEHLMA O TOM, YTO YeM BOoMblIE KONMYECTBO Konuit reHa SMN2,

TeM MeHbLue TAaxecTb CMA. BmecTe ¢ TeM, B MEHbLLEM npoueHTe cny4aes BOSHMKAKOT UCKTKOYEHUA. HaanMep, 2

konuu reHa SMN 2 y naupeHtoB co CMA 3/4-ro Tunos BeTpeyatotca B 5% cnydaes, unm B 1% cnydvaes y nauyeHToB

co CMA 1-ro Tuna obHapyxeHo 4 1 6onee konun reHa SMN2°4,

®
©

Hynesoit Tun CMA - netw, KoTopble NOrvbaioT BHYTPUYTPOGHO, MMGO B NEPBLIE AHM/MECALbI XW3HN B
BVAY BbIDQXEHHOW TAXECTU KIIMHUYECKUX MPOABNEHNN.

Tun | 3a6onesanuna (6onesHb BepaHura-foppmaHHa) ABNAETCA HAMBONEE TAXESbIM, HA HErO
npvixoantca BblABneHne okono 60 % 6onbHbIx CMA. Ho 3abonesaemocts CMA 1-ro Tvna He oTpaxaeTt
pacnpocTpaHeHHOCTH 3aboneBaHuaA, kotopad cocTaBnAeT 12% 6onbHeix CMA. 3710 cBA3aHO C
KOPOTKOW NPOAOMKMTENBHOCTBIO XM3HW NaumeHToB’. Tun | xapakTepunsyeTca paHHUM Ha4yanoM, B
BO3pacTe [0 6 Mec, 1 CMEPTbLIO OT AblXxaTelbHON HeJOCTATOYHOCTH 10 AOCTUXEHMA 2-NETHErO
Bo3pacTa. [lopaxeHHble 0eTV He CNOCOBHbI AepXaTh roNoBYy, NEPEBOPAYMBATLCA, CUAETL 6e3
nonaepxku. MNpokcumanbHaa CUMMETPUYHAA MbllEeYHaA CNaboCTb, OTCYTCTBUE MOTOPHOMO Pa3BUTHA
Y MbllIEYHAA MMNOTOHMA — OCHOBHbIE KNMHMYeckne npuaHakn CMA tvna |. CoxpaHHOCTb avadparmel B
COYeTaHUK Co CaboCTbio MeXpPebepHOr MyCKynaTypbl MPUMBOAUT K OPMMPOBAHUIO KYyNOI00bpasHoM
FPYLHOM KNeTKM U NapafoKCanbHOro «OpIoWHOrO» ApixaHuA, Koraa pebeHoK HanparaeT MblLbl
XWBOTa, a He rpyau (amadparma cunbHee 1 NCNob3yeTcA Kak OCHOBHAA MbILILIA MPW [bIXaHWW U TAHET
rPyOHYio KneTky BHM3). Habniopalotea dacumkynaumum A3sika v TPYAHOCTM C FNOTAHUEM U COCaHUEM,
YTO TakXe CNOCOBCTBYET CHUXEHWIO 3aLLMThI AbIXaTeNbHbIX NYTEN Y YBENNYMBAET PUCK Pa3BUTUA
acnmpauyoHHOM MHEBMOHMM —~ BAXHOW NPUUMHBI CMepTH®*®,

Tun Il 3a6oneBanua, unu xpoHndeckaa CMA (6onesHb [ly6oBuua), vMeeT 6onee no3aHee Havano,
B BO3pacTe 6-18 Mec., 1 MeHee TAxenoe TeveHwve. [leT coxpaHAaloT CNOCOBHOCTb CUAETL
CaMOCTOATENBbHO. HekoTopble NauMeHTLl MOryT CTOATL C Noaaepxkon. OBbIYHO pa3BrBatoTCA
AVCnoKalmnm Ta306epeHHbIX CYyCTaBOB, KOHTPAKTYPbI, KUPOCKONMNO3, KOTOpbIE TPEBYIOT
XUPYPrU4ecKoro Unm optToneanyeckoro BMellatenscTaa. Yacto HabnoaaeTca MenkopasMallncTbin
TPEMOP NanbLEB BbITAHYTLIX PyK. CNaboCTh roTaHWA MOXET NPEeNATCTBOBaTL Habopy Beca. Kak u
6onbHble ¢ CMA Tvna |, n3-3a HapyLeHMA MHHEPBALLMM U CNaboCcTy MeXpebepHO MycKynaTypsbl
nauuenTsl ¢ CMA Tna Il MCnbITIBAOT TPYAHOCTM C OUMLLEHUEM AbIXaTefbHbIX MyTel OT cekpeTa.
[bixaTenbHaA HeQOCTATOUYHOCTb CMYXUT YaCTON MPUYMHOM CMEPTH TakMX NaleHTOB B MOAPOCTKOBOM
BO3pacTe’®.



Hayano CMA tuna lll (loHoweckan dopma), unu 6onesnu Kyreno6epra-BenaHgep, sapsupyetca B

@ Bo3pacTe Mexay 18 Mec. v NepBbIM-BTOPLIM AECATUNETUEM XM3HW. BonbHble co CMA tvna |l
COXPaHAT CMOCOBHOCTL NepeaBMraTbCA CaMOCTOATENBHO, HO YaCTO NaaatoT UMK UCTbITLIBAIOT
TPYAHOCTM NPK NOABLEME 1 CMyCKe MO NeCTHULE, bere, HakoHe, NoAbeME 13 MONOXEHNA CUAA.
HWXHe KOHeYHOCTH NPW LaHHOM TUNe 3aboneBaHnA NoPaxeHsl CUbHeEE, YEM BEPXHME. YacTo
pasBMBaeTCA CKONMo3®s.

Takxe BblgenaioT CMA Tuna IV. JaHHoe 3a6oneBaHne BO3HUKAET Ha 3-1 AeKane Xn3HN.

@ XapaKkTepuayeTca CKpbITbIM HaYaioM 1 MeaIEHHO NPOrPECCUPYIOLLIMM TeYeHMeM. [IBUraTensHble
HapyLeHNA HOCAT MArKMI xapakTep, 60NbHbIE HE NCMBITHIBAIOT TPYAHOCTEN C AbIXaHWEM U MUTAHWEM,
COXPaHAT CMOCOBHOCTL XOAWTL B 3pENIOM Bo3pacTe’.

B HacTofALLee BpeMaA NPUHATO BbIAENATb GYHKLMOHANbHbIE KNACChl (CTATYChl) NALMEHTOB:

o Jlexauni/He cuoadunii;
e Cuoaunim;

e Xopaumn.

PasHble KNMHKMYECKMe TNkl MOryT NepecekaTbCa B 04HOM dyHKLMOHaNLHOM cTaTyce. Hanpumep, pebeHok (nauneHT)
C TPETLUM KIIMHUYECKMM TUMOM, KOTOPbIN KOFAa-TO NPUOGPEN MakCHMaslbHbI ABUraTeNbHbIN HaBbIK Xoab6y (CTaTyc
YHKLMM — «XOAAYNIA»), 3aTEM CO BPEMEHEM NPOrPECCUPOBaHNA 60NE3HM NOTEPAN ITOT HABbLIK M NEPELLEN B CTaTyC
«CUAAYMM», a NPK eLle BOoMbLWEM MPOrPECCHPOBAHUM — B CTATYC «fiexadmniny. To eCTb B QyHKLMOHAIBHOM CTaTyce
«1EXaYNN» TEOPETUYECKM MOTYT NEPECeKaTbCA BCE TPM KIMHUYECKMX TMNa 3a6oneBaHua: | Tun ¢ camoro Hadana (c
MOMeHTa noctaHoBku auarto3sa), Il u il Tvnsl npy nporpeccupoBaHnn 3a6oneBaHna (Mpy OTCYTCTBUM JONXHOIO
COMPOBOXAEHNA 1 YXOa) C TeUYEHNEM BpeEMEHU™.

,D,OI'IOJ'IHI/ITeJ'IbeIe Martepunarsibl.

O cnnHanbHOW MblleYHON aTpodum
SBpucan® (pucaunnam)

Moaudukatop cnnaiicuHra npe-MPHK rena sbixusaeMocTy 3soniouua peHotunos CMA
aBurarenbHbix HempoHoB 2 (SMN2), paspaboTaHHblii ana
NEYEHNA CNNHANBHON MbleyHol atpodum (CMA) Ponb SMN 6enka B HopMe v npu CMA

MporpaMma MoJiekyIApHO-reHeTUYEeCKOM
anarHoctukn CMA

CMA - cnnHanbHas MblleyHasa atpodua; SMN - (6en0ok) BbIXXMBAEMOCTU MOTOHEMPOHOB
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