Knaccupuxavyus CMA
(munvt u PpyHkuuu)

Knaccudukauma CMA (tunbl n ¢pyHKUMK)

Knaccuyeckum cuntaetca BolgeneHne Heckonbkux knnHuyeckmx Tunos CMA, Kaxablv U3 KOTOPbIX XapakTepuayeTca
onpefeneHHsIM BO3PacToM e6i0Ta. BbIpaXeHHOCTbIO KIIMHUYECKOM KapTuHbI (TAXECTb KIIMHUYECKUX MPOABNEHUI
3a60M1eBaHNA YBLIBAET OT MEPBOrO K YETBEPTOMY TUMY), YTO Yallle KOPPENMPYeT C KOoNMYecTBOM konuit reHa SMN 2,
MakCUManbHbIMU MPUOBPETERHBIMY ABUIATENbHBIMW HaBbIKaMU, & Takxe NPOACXMUTENBHOCTBIO XU3HNU NPK

€CTECTBEHHOM TEYEHUN 3&6OﬂeBaHMH1_3.

Onmnaeman [leurarensHbie Yucno
Tun CMA Bospact pe6ota NPOAOTIKUTENBHOCTD bechgutants wonuii SMN2"
WMU3HN
CMA 0 BryTpmyTpo6HO o 6 mecaues Hert 1
Hecnoco6HocTb
[epMatb ronoey,
CMAI [o 6 mecAues Mo 2-x net nepeeopaynBaThes, 2
cugets Ges
noaAepKK1
70% powweatoT go 25 | CnocoBHoCTs CUAETb
CMA I 6-18 mecaues et 663 NOLIEPHHN 3
CMA I
10-40 neT nocne CnocoBHoCTL CTOATE
Crapwe 18 mecAues - W X0AWTb 3-4
MaHudecTaumm 663 noaAepHKM
Kak npaeuno, He
B noapoctiosom ’ CnocoBHOCTL K
HOCMﬂF‘:\iMn WK E3pOCnom HIEHBU'SEJ{:TZ:ﬂxEEer CaMOCTOATENBLHOMY 4
AR BO3pacTe Pony e nepeasvKeHNo

*Mpu ectecTBeHHOM TeueHnn 3abonesanua; **Konuyectso konun SMN2 naumerToB ¢ CMA Bapbupyetca ot 110 6, npy 3ToM
HabniofaeTcA o6paTHaA 3aBUCUMOCTb MeX Y TUMoM CMA 1 konnyecTsom konuu SMN24,

VIHTEpEeCHO OTMETUTb, YTO YMCNO Konuin reHa SMN2 He Bceraa UMEeeT YeTKyIo CBA3b C KNMHUYeckuM peHotnnom CMA,
T.€. eCTb CYLLECTBYIO elle MoanduLMpytoLme GaKkTopbI, KOTOPble OKa3biBaIOT BMAHUE Ha AE6IOT U TeYeHMe
saBonesanna®?®.

. Konu4ectso konuit rena SMN2
Konu4ecreo konuit
reHa SMN2

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

1 926% 4% 0%
2 79% 16% 5%
3 15% 54% 31%
bl i 1% 11% 88%

*KnuHnyecknin GeHOTUN TONBKO C NOALEPXMBAIOLLEN Tepanuei; **Npu UCnonb30BaHWM TONLKO NOAAEPXKMBAIOLLEN Tepann
MakcuManbHaa OCTUrHyTaA ABUratensHan GyHKLMA - 3TO CUAEHUE; ***TOoNbKOo NpY NOAAEePXMBAIOLLEM YXOLE LOCTUraeTcA
nepenBuxeHne, Ho OHO MOXET He noaaepxusaTbea; ***Prior et al [2004] coobwmnnm o Tpex 6eCCUMNTOMHbIX HEPOACTBEHHbIX
NIOLLAX, FOMO3UIOTHBIX NO Aeneuun SMNT, y koTopbix 66110 NATL konuit SMN2, AeMOHCTPUPYA, YTO YPOBHW SKCNpeccuu,
cooTseTCTBYIOWIME NATY KonnaM SMN2, MOTYT KOMMeHCHpPOoBaTs OTCYTCTBME 3kcrpecci SMNTE,

B npueneHHoi Tabnuue npocnexveaeTtca obLLan TEHAEHLMA O TOM, Y4TO YeM Bosblue KONMYecTBO Konui reHa SMN2,
TeM MeHbLue TaxecTs CMA. BMecTe ¢ TeM, B MeHbLUEM NMPOLEHTE CyYaeB BO3HUKAIOT UCKOUeHWA. Hanpumep, 2
konum rera SMN 2 y nauneHTos co CMA 3/4-ro Tunos BcTpevatotca B 5% cyyaes, unm B 1% cnydyaes y nauneHTos
co CMA 1-ro Tuna oBHapyxeHo 4 1 Gonee konnit reHa SMN25:¢,
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https://med.roche.ru/neurology/diseases/Spinal-muscular-atrophy/sma-about.html
https://med.roche.ru/neurology/diseases/Spinal-muscular-atrophy/sma-evolution.html
https://med.roche.ru/neurology/diseases/Spinal-muscular-atrophy/sma-role.protected.html
https://med.roche.ru/neurology/diseases/Spinal-muscular-atrophy/exclude-sma.html
https://med.roche.ru/neurology/diseases/Spinal-muscular-atrophy/navigator-SMA.html
https://med.roche.ru/neurology/products/evrisdi.html
https://www.med.roche.ru/
https://med.roche.ru/

Hynesoi Tun CMA - 1eTy, KOTopble NoruéatoT BHYTPUYTPOBHO, NGO B Nepsble AHW/MecALb
XW3HW B BUAY BbIPXKEHHOM TAXECTU KIIMHUYECKUX MPOABNEHN.

Tun | 3a6onesaHuna (6onesHb BepaHura-FoppmanHa) AsnaeTca Haubomnee TAXENLIM, Ha HErO

npuxoauntca BbiABneHne okono 60 % 6onbHbix CMA. Ho 3a6onesaemocts CMA 1-ro Tuna He

oTpaxaeT pacnpoCTpaHeHHOCTH 3aboneBanua, kotopasa cocTaenaeT 12% 6onbHbIx CMA. 310

CBA3AHO C KOPOTKON MPOAOMXNTENLHOCTLIO XM3HN NaLmeHTos’. Tun | xapakTepuayeTca paHHIM

HayanoMm, B BO3pacTe A0 6 Mec, U CMEPTLIO OT AblIXxaTenbHON HeLOCTAaTOYHOCTY 10 LOCTUXEHWA 2-
NneTHero Bo3pacTa. [opaxeHHble AeTU He CNOCOBHEI AepXaTh ronoBy, NepeBopaunBaThCs, CULETL 63 NOAAEPXKN.
MpokcvManbHaa CUMMETPUYHAA MbllieYHan cNaboCTb, OTCYTCTBME MOTOPHOIO Pa3BUTUA U MblLLEYHAA TMMIOTOHWA —
OCHOBHble knuHuYeckue npuaHakm CMA Trna |. CoxpaHHOCTb Anadparmbl B COMETaHNUM CO CNaboCTbio
MexXpebepHO MyckynaTypbl MPUBOLANT K GOPMUPOBAHUIO KYNONOO6PA3HON MPYAHOM KNeTKu 1 NapafokcanbHOro
«BPIOLWHOrO» [ibIXxaHuA, Koraa pebeHoK HanpAraeT MbILLLI XMBOTA, a He rpyam (amadparMa cusbHee 1 UCnosb3yeTca
KaK OCHOBHaA MblLULLA NPV AbIXaHUW 1 TAHET rpyAHYI0 KNeTky BHW3). HabniogatoTtca dpacumkynaLmm A3bIKa U TPYAHOCTU
C [NI0TaHWEM M COCAHUEM, YTO TakXe CMOCOBCTBYET CHUKEHUIO 3aliMThI AbIXaTebHbBIX MyTEN U YBENUUYMBAET PUCK
pPa3BUTIA ACMMPALIMOHHON MHEBMOHIM — BaXHOM NpUYMHLI cMepTnS:8.

Tun Il 3a6oneBaHua, unu xpoHuyeckaa CMA (6onesHb fly6oBuua), imeeT 6onee nosaHee

Hayano, B Bo3pacte 6-18 Mec.,  MeHee TAXenoe TeyeHne. [letTn coxpaHAT CNOCOBHOCTL CUMaAETL

CaMOCTOATENbHO. HEKOTOpLIE NaLUMEHTLI MOTYT CTOATL C Noaaepkkon. OBbIYHO pa3BMBatOTCA

LMcnokaumnm TazobeapeHHbIx CyCTaBoB, KOHTPAKTYpPbI, KNGOCKONNO3, KOTopble TPebytoT

XMPYPrveckoro nnn opToneanyeckoro BMelaTensCTea. Yacto HabnogaeTca MenkopasMallmcTbIi
TpeMop nanbLeB BbITAHYTLIX pyK. CnabocTb rNoTaHuA MOXET NPenATCTBOBaTb Habopy Beca. Kak 1 6onbHble ¢ CMA
Tvna |, 3-3a HapyLIeHWA MHHepBaLMK 1 CNaboCcTu MexpebepHon Myckynatypbl naumentsl ¢ CMA tuna ll
UCMbITLIBAIOT TPYAHOCTU C OUMLLEHMEM AbIXaTenbHbIX MyTeN OT cekpeTa. [lbixatenbHaa HeAoCTaTOHHOCTb CYXUT
4aCTOM NPUUNHON CMEPTY TakVX NaLMEHTOB B MOAPOCTKOBOM BoapacTeS 8.

Hauano CMA tuna lll (toHoweckaa ¢opma), unu 6onesHu Kyreno6epra-Benanpep,

BapbyvpyeTCA B Bo3pacTte Mexay 18 Mec. 1 NepBbIM-BTOPbLIM AeCATUNETUEM XM3HU. BOoNbHbIE CO

CMA Tuna lll coxpaHaioT CnocoBHOCTb NEPeABNraTbCA CAMOCTOATENBHO, HO YACTO NafaIoT U

MCNbITBIBAIOT TPYAHOCTV NPU NOABEME U CMyCKe MO NlecTHULE, Bere, HaknoHe, NoAbeME U3

NONOXeHWA CUAA. HKHME KOHEYHOCTM MPU faHHOM THNe 3a60n1eBaHUA MOPAXEHbI CUMbHEE, YEM
BepxHue. YacTo passmeaetca ckonmos®s.

Takxe sbigenaioT CMA Tuna IV. [JlaHHoe 3a60neBaHne BO3HUKAET Ha 3-11 ieKaae XU3HW.
XapakTepnayeTCcA CKPbITbIM Ha4anoM 1 MEAIEHHO NPOrPEeCCUPYIOLLMM TedeHWeM. [IBuratensHole
HapyLUEHUA HOCAT MATKUIA XxapakTep, 60MbHbIE He UCTLITLIBAIOT TPYAHOCTEN C ibIXaHWEM U
NUTaHMEM, COXPaHAIOT CMOCOBHOCTL XOANTb B 3penoM BopacTe”.

B HacToAwlee BpeMA NPUHATO BbiAENATb PyHKLMOHANbHbIE Knacchl (CTaTycbl) NAaLMEHTOB:

& Jlexauunit/He cuoayunit;

*  Cupauni;

¢ Xopayumn.

PasHble KMHUYECKME TUMBI MOTYT NEPECEKaTLCA B OAHOM hyHKLMOHANBHOM cTaTyce. Hanpumep, pebeHok (nauneHT)
C TPETLUM K/IMHUYECKUM TUMOM, KOTOPbIN KOFIa-To MPUoBpeN MakCUMarbHbIi ABUraTeNbHbIN HaBbIk XOAbBY (CTaTyc
GYHKLMM — «<XOfAYNIN»), 3aTEM CO BPEMEHEM NPOrPECCUMPOBaHNA 60N1E3HU NOTEPAN STOT HABLIK 1 NEPELLEN B CTATyC
«CUOAYMI», a Npu elle 6oNblLeM NPOrPECCHUPOBAHMM — B CTATYC «exaqnit». To ecTb B GyHKLMOHANBHOM CTaTyce
«NeXaunii» TEOPETUYECKM MOTYT NepecekaTbCa BCe TPU KNMHUYECKMX Tvna 3abonesarua: | Tun ¢ camoro Havana (c

MOMEHTa NoCTaHoBKM AnarHoaa), Il v lll Tunbl Npu NporpeccpoBaHy 3a6onesaHma (Mpy OTCYTCTBN LONXHOIO
COMPOBOX/EHNA 1 yx0aa) C TeueHnem spemerm'C.

CokpalyeHua:

CMA - cnnHanbHaa MbllueyHan atpodua
SMN - (6€10K) BbIXMBAEMOCTI MOTOHEMPOHOB

Ccbinku:

1. Pearn J.H. Classification of spinal muscular atrophies. Lancet 1980;26;1(8174):919-22.
2. Pearn J.H., Walton J.N. A clinical and genetic study of adult-onset spinal muscular atrophy. The autosomal recessive form as a discrete disease entity. Brain 1978;101:591-606.

3. Crawford T.O. Spinal Muscular Atrophies. Neuromuscular Disorders of Infancy, Childhood, and Adolescence. A Clinician's Approach by Jones H.R., De Vivo D.C. and Darras B.T. 2003. Chpt. 8. P. 145-166.



4. Crawford T.O., et al. PLoS One. 2012; 7:4

5. Calucho M., Bernal S., Alias L. et al. Correlation between SMA type and SMN2 copy number revisited: an analysis of 625 unrelated Spanish patients and a compilation of 2834 reported cases. Neuromuscul
Disord. 2018;28:208-15.

6. Prior TW., Swoboda K.J., Scott H.D., Hejmanowski A.Q. Homozygous SMN1 deletions in unaffected family members and modification of the phenotype by SMN2. Am J Med Genet A. 2004;130A:307-10.
7. SMA Foundation. d http://www.smafoundation.org/wp-content/uploads/2012/03/SMA-Overview.pdf. Loctyn 09.11.2023.

8.  Prior TW., Russman B.S. Spinal muscular atrophy. Gene Review, 2003.

9. Tsao B, Stojic A.S. Spinal muscular atrophy. Emedicine, 2009.

10.  Cant nauweHtckoi oprarusaumi Cembn CMA. https://f-sma.ru/fall-sma/neurology/nevrologiya/. Loctyn 09.11.2023.

M-RU-00014265 Hoabpb 2023

© 2024 Roche Russia 20.08.2024


http://www.smafoundation.org/wp-content/uploads/2012/03/SMA-Overview.pdf.%20%D0%94%D0%BE%D1%81%D1%82%D1%83%D0%BF%2009.11.2023
http://www.smafoundation.org/wp-content/uploads/2012/03/SMA-Overview.pdf.%20%D0%94%D0%BE%D1%81%D1%82%D1%83%D0%BF%2009.11.2023
http://www.smafoundation.org/wp-content/uploads/2012/03/SMA-Overview.pdf.%20%D0%94%D0%BE%D1%81%D1%82%D1%83%D0%BF%2009.11.2023

