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YBa:kaemblie poguTeIN U
YJ/IeHbI CeMbHU!

IIpoBeseHHBII BaieMy pe0eHKY CKPUHUHT
HOBOPO:K€HHBIX IT0Ka3aJI II0JIOKUTEIbHbII pe3y/lIbTaT
aHaJIM3a Ha CIMHAJIBHYIO MbIIIeYHYI0 aTpoduio (CMA).

31a 6pouwtopa BMecTe ¢ Hawel nbuein CMAJIEO nomoxeT Bam npoiiTv Yepes
NepBbI SMOUMOHANBHO TAXKENbIN 3Tan NOCAe CKPUHWHIA, 1 AaCT OTBETbI Ha BCe Baww
BOMPOCHI, cBsi3aHHble co CMA. Y10 Takoe CMA? YTo 3TO 3HaUMT Ans moero pebeHKa?
Kakue ecTb BapuraHTbl neyeHunsa? Ytobel y3HaTh O0sble, NoceTuTe Be6-CanT Www.
smaleo.de.

Heo0xoa1Mo 3HaTh, YTO JJid Bairero pebeHka Ba;KHO paHHee
HA4aJIo JIeYeHUsI.

CMAJTEO pacckakeT 06 3TOM 3ab0neBaHuK, ero NPUYMHaXx, NpPU3Hakax 1 CUMNTOMaXx,
a TakKe O BapmaHTax neyeHuns. 310 No3BOANT Bam COBMECTHO CO crnelmanmctamm 13
LEHTPa HEPBHO-MbILLIEUHBIX 3a60neBaHMi (HM3) BbICTPO MPUHATD BaxkHbIE PeLleHNns
ans Bawero pebeHka.

U xoT1s y Bac ceiiyac MHOTo 3a60T, HIOCTapailiTeCh COXPAHATh
CIIOKOFCTBUE U YAEIATH 0OJIbIlle BpeMeHU CBOeMY PeOeHKY.

Y10 Obl HK CYUMNOCh, B CIIOMHBIX CUTYaLMAX HaLl BHYTPEHHUIA «1eB» MOMOraeT
60pOTbCA 3a TO, UTO ANA HaC Hanbonee BaxHO. BmecTe Mbl Halaem BbIXOA.

Bama komanga CMAJIEO



COA.epmaH'ne'.

- 3a4ueM HyXKeH

CKPUHUHT HOBOIJO)KZ[@HHI:»IX> A e S = .................. 04
YTo Takoe KOHTpOJIbHoe JIUaTHOCTUYECKOe o6c11e,zL0}3aHI/Ie> .............. 05
YTo MOXeT 03Ha4aTh JJId HOBOPOXKAEHHOIO ArarHo3 CMA? .............. 06
Paunusas ,tl;HarHOCTi/IKa KaK BO3MOXXHOCTD ... ...oveeennns e 06

YTto Takoe CMA? ... Sl TS st 07
CMA npoCcThIMY CI0BAMU o ............ e S 08
TanueHThb! co' GNTAZZ iy P e o T st g i C R S 09
I-ITo BbI3bIBaeT CMA? ..... e o b e A T el i o 10
CyLueCTByIOT JIU Aipyrue (paKTopbl, BJII/IHIOH.[I/Ie Ha CMA? ... 11
KakoBo KJIMHUYECKOe TeIeHne CIMA R - T st 2y e s SITTTTISCT 12
Kak macnmegyerca CMA? ..................... A e O R SRR 13

Kakue eCcTh BADVAHTDI ICYEHUA? ... 14
BapuaHTBI IEUEHUS .................... et et o 15

'KpaTKI/Iﬁ 0630p HanooJjiee Ba;KHBIX MOMEHTOB ... 16

ITose3Hble agpeca ... ETRRETE i SR 17

Imoccapui ... '

JaHHas GpolIopa HUKOUM 00pa3oM He sIBJISeTCs
HcyeprbiBaolieii. OHa COAEPKUT I0Ie3HYIO
HH(OPMAIIHIO O CIUHAIBHOI MBIIIEIHO
arpoduu, Ho He 3aMeHseT Gecesy ¢ BpadoM. Bee
doTorpadr GELIH BOCCO3AAHBI U SIBIISTIOTCS
BBIMBIIIUIEHHBIMU CJIy4asMH C MAI[eHTaMU.



17141 9ero NpoBOAUTCA CKPUHHHT
HOBOPOKJEHHBIX?

CKPUMHVHT HOBOPOXJEeHHbBIX 0becneunBaeT PaHHIO AUArHOCTHKY N3NeUYNMBIX
3ab0neBaHuii, NO3BONAA B Cllyyae NOATBEPKAEHNA NOAO3PEBAEMOrO AMarHo3a

CBOEBPEMEHHO Ha4aTb CI'IELLI/IC])I/NQCKOE nevyeHye.

& | =

B3sATne obpasua LGENTES
KpoBw

Pesynbtart




4

Y10 TaKOE KOHTPOJIbHOE
' AAarHOCTHYeCKoe 00c/IegoBaHe?

KoHTpObHOE AnarHOCTUYECKOe 06CNef0BaHNe TLIATENbHO OLeHMBaET
MPaBHILHOCTL AvarHo3a nofo3pesaemolt CMA, 1 NedeHe HauVHaeTCA TONbKO Noce
NOATBEP/AEHVA AWarHo3a. [IMarHo3 CunTaeTca NoATBEPKAEHHBIM TONBKO MOC/e TOrQ,

Kak aHasnu3 BTOporo 0bpasia KpoBY MOATBEPANT NEPBbIN PE3y/bTar.

Crepmyrouiuii mar: KOHTponbﬂqe JHUArHOCTHYECKOoe

o0cIef0BaHMe
+ KoHTponbHoe « AHanu3 reHo SMNT ! - [oaTEPXAEHHDIV
[VarHocTuyeckoe v SMN2 nvarHos CMA UNA
obcnenoBaHne - [opo3peHne He

NMOATBEPAMNOCH

KopoTkoe B1aeo Ha Beb-calte smaleo.de naet
npeacTaBneHve 0 KOHTPOIbHOM ANArHOCTUYECKOM
obcnefoBaHnm.



http://www.smaleo.de/

Y10 MO:KeT 03HaYaTh /I
HOBOPO:KIeHHOro suario3 CMA?

IToce noaTBepP:KAeHUA AUArHO3a, II0A03peBaeMoro Bo
BpeMs CKpUHUHTA, BanieMy pe0eHKy MOKeT ObITh Ha4aTo
CBOEBpeMeHHOe JiedeHre. B 3ToM ciiydae 0OIBIIMHCTBO
JeTeli 0e3 IpHU3HAKOB 3a00ieBaHMs (OCHOBBIBASICh Ha
nMeroelica nHGOpPMaIUM) MOT'YT UMeTh BO3MOKHOCTD
HOPMaJIbHOT'O WJIY ITOYTH HOPMAaJIbHOTO Pa3BUTHS.

Y peten c PaHHUMIN !'IpI/I3HaKaMI/I/CI/IMI'ITOMaMI/I BO BPeMA CKPUHMHIa HOBOPOXAEHHbIX
MPOrHO3 3Ha4MTENIbHO YNy4dlaeTCA npu paHHe% ANarHoOCTnKe 1, COOTBETCTBEHHO,

PaHHeM Havane nevyeHuns.

PaHHAA TUATHOCTUKA KaK
BO3MO;KHOCTD

BeposTHO, celuac MHOrVie BELLW OTAIMYAIOTCA OT TOrO, KaK Bbl X cebe npeacTasnsnm
[0 POXKAEHNA pebeHKa. :

ITonpITaliTeCch paccMaTpUBaTh CKpI/Im/IHr HOBOPOX/I€HHBIX
KaK BO3MOXHOCTb, la’Ke eC/IU II0ZJ03peHre Ha CMA
noATBepANIOCh. Ellle HECKOIBKO JeT Hazaz paHHee HaanIo
JIeYeHUs 651110 HEBO3MOKHBIM.

A ceitgyac Bam 1 Bamemy pe6em<y C IIOATBEPKAECHHBIM
auaraozoM CMA JOCTYITHO HECKOJIbKO BapI/IaHTOB JIe4eHus,
KaK OIMCaHO Ha cTpaHume 15.



- 4Yro Takoe CMA?

‘CnviHanbHas MblteyHas atpodua (CMA) — 310 pefikoe, HO MoAAAIoLLEECA NeUEHWIO
3a60neBaHme, KOTOPOE MPOABMASTCA B BIAE MblLLEYHOM CNaBocT. Y naLmeHToB

co CMA 6onblie BCEro NOpaatoTcA Tak Ha3blBaeMble MOTOPHbIE HEMPOHbI
(cneuvanvsnposaHHble HEPBHbIE KNETKM) B CMHHOM MO3Te, OTBETCTBEHHbIE 3a

~ KOHTPOSb ABVRKEHWI.

il

JAuaraos CMA 03HAdYaeT, YTO opraHu3sM Bamero pebeHka

He MOKET CaMOCTOSATEIbHO BbIPaGaTHIBATD JOCTATOYHOE
KOJINYECTBO «0e/IKa BBLKUBAEMOCTY MOTOPHBIX HEIPOHOB»
(benxa SMN), nocxojlblcy HeOoO0XO0AMMBIH A1 3T0oro red SMN1
saBaserca gedeKTHbIM. 3¢ '

benok SMN HeobxoauMm ANs BbIKNBAHNA MOTOPHbIX HEMPOHOB, KOTOPbIE OTBEYAOT
3a nepefavy CUrHanoB MeXy FOIOBHbIM MO3rOM U CMIMHHBIM MO3rOM. STV HEPBBI,
KoTopble HEOBXOAWMbI A1 KOHTPOSA ABUMXKEHNSA, MOrMOaloT, eC/N KOIMUYeCTBO Henka
SMN HepocTaToyHo.'=

CKOpOCTb ¥ CTeMeHb, B KOTOPOW 3TO MPOUCXOAMNT, 3aBUCAT OT TOrO, CKOMbKO Herka
SMN MOXeT BblpabaTbiBaTb OPraHn3m, HECMOTPSA Ha reHeTUYeckoe HapylleHue. B
STOM OTHOLLIEHWI BaXKHYIO POSb UFPAET KONMYECTBO BTOPOrO reHa, TECHO CBA3AHHOTO
C pedeKTHbIM reHom SMIN'T (Tak HasbiBaemoro reHa SMIN2).

Hazo ckasaTh, YTO BCE 3TO AOBOJIBHO CJIOKHO, II09TOMY Ha
CJIe,ZLYIOIJ.H/IX CTpaHI/IuaX MBI ITIOIIbITAEMCA 06'I)HCHI/ITb 3TO
cJI0KHOe 3a00/IeBaHUe 00JIee IIOHATHO.

B Buaeo «[leiicTBOBaTb 6bICTPO» Ha Beb-calite smaleo.de
OBBACHAETCA NOAXOR NOCHE PaHHEN AUArHOCTYKYA.



http://www.smaleo.de/

00bsacHenrie CMA mpOCTBIM SI3bIKOM

Y 3[00PO0BbIX NoAEN CUTHanNbI nepedaroTca cneunanm3npoBaHHbIMK HEPBaMK. o
HepPBbl Ha3blBatOTCA MOTOPHbIMI HeI;IpOHaMI/l, 1 OHWN MMEIOT OrpoMHOee 3Ha4eHne

anAa CNocobHOCTK K OBMXEHVAM: UX 3aa4a — nepefaBaTb CUrHasbl M3 rOTOBHOTO
MO3ra 4yepes CMUHHOM MO3T K MbllL{aM. DTV CUrHasbl, B CBOKO o4vyepelb, KOHTPOMPYIOT
OBUMXEHWA MblLLLL.

CrienyaIu3upoOBaHHBIE HEPBHBIE KIETKU
(MOTOpHBIE HEUPOHHI) ITepesaloT CUTHAJIBI
K MBIIIIIAM Yepe3 CIIMHHOM MO3T.

MoTopHble HeilpoHbI B
rofIoBHOM MoO3re

nepenatoT CUrHanbl

MoTopHble HeNPOHbI B
CMVHHOM MoO3re

« NepeaatoT CUrHanbl

Mbll.uubl * KOHTPONMPYIOT ABUMXEHNA MbILULL

npoucxoamT
NBUXEHnE

CnnHHOM MO3r



ITanmyienTsl co CMA

Y naymeHtoB co CMA 3T MOTOPHbIe HepPOHbI NofBepratoTca aTpodum. CUrHanbl
Honblue He NepefaloTca K MbllLAM, B pe3ynbTaTe MbllLbl YMEHbLIAIOTCA 1 CTAHOBATCA
BCe cnabee. Bpaun Ha3biBalOT 3TO aTpodUeEN MbiLLL,

MoTopHbIe HEHPOHBI y IAIIEHTOB CO
CMA noru6aroT, 4To, B CBOIO OUepe/b,
MPUBOAUT K MBIIIEYHON C/1a6OCTH.

MoTopHble P el )
HelpoHbI B -
roJloBHOM Mo3re

nepenatoT CUrHanbl

MNepepaya curHana OTCYTCTBYET

MoTopHble HeMpPOoHbI B
CMMHHOM MO3re

« MOrM6AIOT 13-33 FEHETUYECKOrO

(N .. Mbiwubl
nedekta 4 ’
« BosbLLe He MOTYT NepeaaBath %, + CTAHOBATCA BCe cnabee u
curHansl { YMEHbLIAIOTCA B pa3mepax

(aTpoduA MBILLY)

Teeenens "

CnyHHOW MO3r




YTo0 BoI3bIBaeT CMA?

benok SMN MoTtopHble

HEeNpPOHbI

leH SMN1

CMA BbI3bIBaETCA reHeTUYECKMM fedeKTOM B OCHOBHOM reHe SMINT, KoTopbii
ABNAETCA HEMOMHBIM UV MOMHOCTbIO OTCYTCTBYET. COOTBETCTBEHHO, KOIMYECTBO
6enka SMN CMWKOM Mano, YTo NMPUBOAUT K aTRODKIN MOTOPHbIX HEMPOHOB 1
0CNABNEHMIO MbiLLL,

1 o benok SMN MotopHble
HEeNPOHbI

NedekTHbI reH SMN1 MbiweyHasa
cnaboctb




BausaroT iu Ha CMA apyrue

daxrTopmn1?

PazsumTe CMA Takke 3aBICKT OT KonMuecTBa Konui reHa SMN2 (reHoB-
MOMOLLHVKOB), KOTOPOE Y KaxAoro YenoBeka MHAMBUAYANbHO. Hanvumne HeckonbKmnx
Konuii reHa SMN2 obecneuviBaeT obpazoBaHme bonbliero konmnyecTsa benka SMN,

1 pedekT reHa SMNT yacTyHo KomneHcupyetca. OgHako reH SMIN2 obpasyert nuiub
Hebosblume KonmyecTsa (MpnbnmsmntensHo 10 %) ¢yHKLUmoHansHoro beska SMN.
3TO 03HauaeT, yTo: Yem 6osbLLEe KONMUYECTBO UMetoLmxca konuin SMN2, tem 6onee

6naronpuaTHo TeueHne CMA.

KoJ/iruecTBO KOIHiA reHa
SMN2 onpepaenseTca BO
BpeMsI KOHTPOJIbHOTO
JAHAArHOCTUYECKOTO
o0ciemoBaHMs.

'4>( ¢

[er SMN2

HeCcKo/JIbKO HMEIOIIMXCA KOIMUEA
reHa SMN2 yka3bIBaloT Ha Oosee
OmaronpusTHoe TeueHue CMA.

[er SMN2




KakoBO KIMHUYECKOe Te4eHHUe
CMA?

[Mpexpae Bcero, 3aboneBaHne NPOTEKAET NO-PasHOMY Y Pa3Hbix fitogel. PaHHee
Hauano nedens — Aae [0 NoABEeHNA NePBbIX MPU3HAKOB 3a00/1EBaAHNA — MOXET
n'gssonmb Balemy pebeHKy pa3BuBaTLCA B COOTBETCTBIM C BO3pacToMm. Peluatotnm
PaKTOPOM 3[1eCb ABNACTCA PAHHARA ANarHOCTVKa. CKPUHUHI HOBOPOXAEHHbIX A3eT
OT/INYHYIO BO3MOMHOCTb /14 '6J'IaI'OI'Ip.I/IﬂTHOI'O TeyeHna. Celtuac ecTb xopolive

BapViaHTbl leYeHUs, KOTopble OMMcaHbl Ha CTpaHuLEe 15 3TOM 6POLLIOPbI.

MaumenTtam co CMA, He MOy YaBLUMM fleYeHUS, UYacTo TAXENO NOAHATb FONOBY 1
ABUraTh PyKamu- 1 Horamn. CamoCTosTe IbHOe YNOTPEGeHNE MUK, TIOTaHWE 1
AbIXaHvie Toxe MdryT ObITb HaPYLLEHBI, MOCKOSbKY Npyt CMA nopaxaeTca HECKONbKO
FPYNM MbIWL: MbIWLbI 6efep, CAMHBI M TeY, a TakKe MbILL|bl, YUaCTBYyoLME B
KEBaHWW, MOTaHWV U fbiXaHuK. B 6_OﬂbLLIl/IHC.TBe CNyYaeB aTpPodUA MbILULL HA HOTax

. 6onblue, dem Ha pyKax.

Ozxnako CMA He BIUSeT Ha ,z[p'yr'ne HEpBHbIE KIETKU
rOJIOBHOTO MO3Ta, KOTOPbIE OTPe/IeNSI0T HHTe/IeKTya bHbIe

~ cnoco6HOCTH. OIyIIeHNs, MBICIH, BOCIIPUATHE U
VHTE/UIEKT MMAIMeHTAa He HAPYIIAITCs.

O cnnHanbHOM MblLEYHOI aTPOGUN

TaK»Ke 0UeHb NoAPOOHO PaccKa3biBaeTcs B
Bnaeoponuke DGM (Hemelikol accoumaLmm
MbILIEYHOKN AUCTPOGUM) Ha BEO-CaliTe
smaleo.de.



http://www.smaleo.de/

Kak "Haciaeayerca CMA?

CMA o0ycoBeHa reHeTH4ecKUM JedeKToOM HIu
OTCYTCTBHEM I'eHa.

OpHa NoNoBYHa reHeTUYeCKon NHGopMaLMK (reHOB) NPOVCXOANT OT OTUA, a Apyras
NONOBVHa — OT MaTepw. Y pebeHka 3aboneBaHe pa3BrBaeTCA TONIbKO B TOM CllyYae,
ecnu oba poauTens nepeaaloT pebeHky fedekTHyo Bepcuto reHa SMNT.

[ouemy? Y Kaxaoro Yenoseka ecTb Mo fABe KOMUU KaXOO0ro reHa, 3a UCKIIYeHeM
- TeHOB, OmpeAensLLVX nosl. ECin TonbKo ofHa 13 ABYX Konuii reHa aedekTHa, y
TAKOTO YefioBeka 3aboneBaHve He Pa3BMBAETCS, MOCKObKY Y HEMO eCTb Apyras,
HenoBpeXaeHHasA Konua reHa. Takum 06pa3oM, y camoro Yenoseka HeT CMA, Ho
OH MOXET nepeaatb AEGEKTHBIN reH CBOMM MOTOMKaM. Takov YenoBeK HasbiBaeTcs
«HocuTenem 3abonesanusy. Kerat, CMA BCTPEYAETCA Y MaNbUMKOB 1 IEBOYEK C
O[VIHaKOBOW YaCTOTOW.

Ilo10BHHA J bea CMA
reHeTHYeCKOM > Hocutenb
uHbpopmanuy peGeHKa

MPOMCXOJUT OT OTIIA, U O CoCma
HO0BMHA — OT MATEPH.

N

A4
A 4

be3s CMA (25 %) Hocutenun (50 %) Co CMA (25 %)



Kakue ecTh BApUAHTHI JIeYEHUA?

lNocne nogteepxaeHva anarHoza CMA peluatoLee 3HaYeHne NMeeT paHHee fedeHne
Bawero pebeHkKa. MepBbiM KOHTAKTHbBIM INLIOM NOC/Ee MOCTaHOBKM AMarHo3a obbluHO
ABNAETCA CNELMANUCT LeHTpa HEPBHO-MblLEeYHbIX 3aboneBaHuin (HM3). Mocne storo
NPOBOANTCA BCECTOPOHHEE UCCNeA0BaHVe 1 MOAPOGHOE 0OCYKAEHVE C FpynMo
neyvyalmx Bpaven.

K cuacrtpro, CMA nnoggaercs jedeHu0. CyiecTBYIOT
pasHble BApHUaHTHI JIe4eHN C pa3JINIHbIMU MeXaHU3MaMu
ZeMiCTBUS, KOTOPbIE O0BACHSIOTCS HILKE.

Bupeoponvik «/lga Tvna neyeHus» Ha Beb-carite
\
- smaleo.de Takxe HarnanHo obbACHAET 1Ba
TepaneBTMNYECKMX Noaxoda K neveHnio CMA.
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JleKapCTBeHHOeE JIeUeHIe

1. 3amenieHre OCHOBHOro reHa (SMN1)

Benok SMN MoTopHble
HEMpPOHbI

Sameryarouymvi reH SMIN'T

3amelueHune
reHa SMN1

CMA obycnosneHa fedektom reHa SMNT. 3TOT METOA NeveHrA 3akniovaeTca

B 3aMelleHnn fedekTHoro reHa SMN1 HenospexaeHHbIM reHom SVMINT
MOCPEeACTBOM OZHOKPATHOI HMH(GY3HHU. [103T0My TaKoe N1eUeHUe Takke
Ha3biBaeTCA TeHHOM 3aMeCTHTE/IbHOI Tepanueii. Bo fomxHb Gyaete
perynapHo CBA3bIBaTLCA C LeHTpoM HM3 ana nocnepyiolero HabnogeHws nocne
NeyeHns N KOHTPONS pa3BuTKA Ballero pebeHka.

2. YBesinueHHe BBIPA0OOTKHY Oejika reHoM SMN2

YBenuueHuve — N
Bbenok SMN . MoTopHble
BblpaboTKn 6enka < HETDOHb!
reHom SMN2 = P g

[eH SMN2
Konwnuectso konuii reHa SMN2 BapbupyeTca y pasHbix ftofeit. Yem 6onblue KonmuecTso

Konuii reHa SMN2, Tem 6onee 6naronpuatHo TedeHre CMA. Takiv 06pa3om, Liesib STOro
METO/a NeUeHIA 3aKMIoYaeTcA B yBenuueHn BBIPAGOTKH Geika reHoM SMN2.
TOT MeXaHw3Mm AencTBImA TpebyeT ANMNTeNbHOrO NeyeHA. [MoMYMO perynapHbIX
noceleHni Ana NnposeaeHVa nedeHus, Bel TOUHO Tak »ke A0MKHbI OyaeTe CBA3bIBATLCA C
ueHTpom HM3 ans KoHTpons pa3suTvis Ballero pebeHka.



KpaTtkuii 0630p HaubGoJiee
Ba;KHBIX MOMEHTOB:

* CKPUMMUHT HOBOPOXAEHH bIX NO3BONAET HA PAHHUX CTaJZHUAX BBIABIATD
TOAAAIOIITEC JIE‘!GHHIO 3a00;1€BaHUA.

CMA ﬂl/IaI'HOCTVIpyeTCﬂ TOJIbKO B TOM cnyqae E‘CJ'II/I aHanm3 BTOpOI'O o6pa3u,a KpOBl/I
HOL(TBGDN(,ElaET I'IepBbIl/l pe3yanaT ek ,

“+B criyyae nomsepmqumn /;u/larHo3a BakHO 6bICTPO HaYaTb MPUHMUMATH KOHerTHbIe
MEpbI. 310 OTIMYHasA BO3MO>KHOCTb ans nonyueHMﬂ 6J‘IaI'OI'IpI/IF|THOI'O pesysbTaTta.

oY PasHbix niopeit CMA umeeT pasHoe KJ'Il/lHl/I‘-IeCKoe TeueHve. PAHHSAS
nnarﬂoc'rm(a u GBICTPOE JIe‘IEHI/Ie HUMeEIT pemammee 3Haqe1me.

q CyLLleCTByeT HeCKonN bKO XOpOLIJI/lX BaPHaHTOB JIe‘leHI/I}I.




Ilos1e3HbIC aZpeca:

Initiative ,,Forschung und Therapie fiir SMA“

« wwwi.initiative-sma.de

Deutsche Gesellschaft fiir Muskelkranke e. V.

-www.dgm.org

Deutsche Muskelstiftung
Philipp & Freunde [Philipp and Friends] - SMA Deutschland
eV.

- www.deutsche-muskelstiftung.de

Ecnwu Bbl noxenaeTe, nauneHTCKMe opraHm3aummn 6yayT pagbl Mo3HakoMmnTb Bac ¢
CEMbAMM, B KOTOPbIX eCTb AeTn co CMA.

JononHuTenbHad ;

i)
nHGpOpMaLYT HA Pa3TUIHBIX
A3bIKaxX AOCTYITHA 3/€eCh:

~

Cure SMA

“WWW.CUresma.org

SMA Foundation

swww.smafoundation.org

SMA Europe eJV.

“Www.sma-europe.eu



Ilmoccapuii

37ech 06BACHAIOTCS CaMble BasKHbIE TEPMUHBIL, CBAI3AHHbIE
CO CIIMHAJIbHOM MbIlIeYHOMH aTpodueii (CMA):

ATpO(l)I/I}I 03HauaeT yMeHbLLUeHWe UK NoTepIo TKaHW. ATPOGUA MbILULL NPYBOANT
K NCTOLLEHWMIO MbILLIEYHOW TKaHMN.

T'eHBI voxHO CPaBHWTL C WabnoHamMu Ana onpeaeneHHbIx 6enkos. Kaxabli rexH
BbINOSIHAET B OpPraHv3me onpefeneHHyto 3agady. [eHbl CBA3aHbl C reHeTUYECKOM
NHOOPMALIMEN KaxKIoro YenoBeka.

T'eHeTHYEeCKUM /i[e(l)eKT onpefenaeTca Kak aepeKTHbIV Uv NOAHOCTBIO
OTCYTCTBYIOLMI reH. edeKTHbIN reH BO3HMKAeT 13-3a M3MEHEHNA FrEHeTUYECKOrO
MaTepurana, KOTopoe Take Ha3blBaeTcA MyTaumen. [onHoe OTCyTCTBME reHa
Ha3blBaeTCA feneumen.

KOHTpOJIbHOE JUATHOCTUYECKOe 00C/Iel0BaHe
NpoBepPAET NPaBMIbHOCTb AVArHO3a, NOA03PEBAEMOrO BO BPEMSA CKPVHUHTA
HOBOPOXAEHHBIX. KOHTPOSb B JAHHOM CMbIC/E ABSETCS CYUHOHUMOM MPOBEPKM.
TilaTenbHoe UCCNeaoBaHVe BTOPOro 0bpasiia KpoBK B 1abopaTopun reHeTUKN
uenoBeKa MoXeT NoATBepAnTb Nofo3peHne Ha CMA 1, COOTBETCTBEHHO,
NoATBEPANTL AMATrHO3.

LX)
MOTOprIe HEHUPOHBDI — 570 HepBbl, KOTOPbIE HeobxogMMbl AN1s
nsvxeHnA. OHY nepeaatoT CUrHasbl OT FOIOBHOMO MO3ra Yepe3 CMMHHOM MO3T K
MbILLILIAM, KOTOPbIE 3aTem NPeobPasyioT 3Ty MHOOPMALIMIO B ABUKEHME.

Cl{pI/IHI/IHI‘ HOBOPOKAEHHBIX 3aknio4aeTca B UCCNeaoBaHnmi obpasua
KPOBW HOBOPOXAEHHOIO, MOYYEHHOrO W3 MATKM UK 13 BEHbI HA BTOPOW UMW TPETUN
[€Hb XKN3HW, 1 MOMOraeT BbIABUTb HEKOTOPLIE TAXENbIE, HO MOAJAIOWMNECH NeUeHNIO
3abonesaHua. Bbl fanu cornacue Ha NposefeHne 3Toro CKPUHWHTa.

HepBHO-MbIHIe‘leIﬁ O3HauaeT 3aTparnBatoLLMii HePBbI 1 MblLUL|bI.



IleHTP HePBHO-MbIIIEYHBIX 3200/IeBaHHI
ABAETCA CNELMANM3NPOBAHHBIM 1EUEOHbIM LIEHTOOM ANA
AMArHOCTUKM U NeYeHNA HEPBHO-MbILLIEYHbBIX HAPYLIEHW, TaKX
kak CMA. 9111 obliieHaLVoHabHble LIEHTPbI ObifI OCHOBAHbI MO
nHuumatvee Deutschen Gesellschaft fir Muskelkranke e.V. (DGM) -
[Hemeukol accoumaLmm MbIlLEYHOK AUCTPOdUM]. OHU pacnpocTpaHeHs! Mo Bcei *
fepmaHim. Cincok nedebHbix LeHTpos: dgm-behandlungszentren.org

TeHeTnyecKuii aHAAN3 HA CMA — 510 aHanu3 Kposu, KOTOPbIl
onpeaenseT Hannyve reHeTuyeckoro aedexta 8 reqe SMNT v konm4ecTso '
UMerLMXcA Kommvi reHa SMIN2. Hanpumep, 3TOT aHanmn3 MoXeT I‘IO,I:[TBep)J'I/I'i'b CMA,
MOAO3PEBAEMYIO BO BPEMA CKPUHMHIA HOBOPOMAEHHDIX.

Benok SMN Heobxoaum ans ebixuBaHyA MOTOPHbBIX HEMPOHOB..KONMUecTo i,

nmeloleroca 6enka SMN onpesenseT 300p0Bbe 1 GyHKLVIO MOTOPHBIX HEPOHOB.

T'eH SMN1 ssnsetca wabnoxom ana 6enka SMN v no3sonseT BbipabatbisaTs
6ornbluyio uactb 6enka SMN B opraHm3ame. Y naumeHtos co CMA 3TOT reH NoHOCTbIO
OTCYTCTBYET UM ABNAETCA AEDEKTHBIM.

I'er SMN2 voxet noagep*usats BbipaboTKy 6enka SMN. Y Yenoseka MoxeT
6bITb 1O YeTbipex Konuii (peako bonblie) reHa SMN2. Vx uncno onpegenset
BO3HWKHOBEHWE U TAKECTb 3a00/1€BaHNA Y KOHKPETHOIO pebeHkKa.

CnuHanbHasA MbimeyHasa aTpodua (CMA) — s pekoe
HacneAcTBEHHOE HePBHO-MblLEYHOE 3aboneBaHwe, NpYBOAALLee K aTpodum
MOTOPHbBIX HEMPOHOB 13-33 HeJOCTaTOUYHOrO YpoBHs 6enka SMN. Mo 1ol npuunHe
13 TONIOBHOMO MO3ra B MblLULibl MEPeaeTcA MEHbLUE CUrHAOB.



https://dgm-behandlungszentren.org/

3aitnuTe Ha Beb-caiir Smaleo.de a1 mosTyueHus
. 6osree moApooGHOI HHOpPMaLHH,
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