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YBa:kaemblie poguTes I U
YJ/IeHbI CeMbHU!

IIpoBeseHHBII BaieMy pe0eHKY CKPUHUHT
HOBOPO:KJ€HHBIX IT0Ka3aJI II0JIOKUTEIbHBII pe3yabTar *
aHaJIM3a Ha CIMHAJIBHYIO MbIIIeYHYI0 aTpoduio (CMA).

31a 6pouwtopa BvecTe ¢ 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 BapunaHTbl neyeHunsa? Ytobel y3HaTh O0sble, NoceTnTe Be6-CanT Www.
smaleo.de.

Heo0x0A1MO 3HATh, YTO /151 Baiero pe6eHKa BAXKHO paHHee
HA4aJIo JIeYeHUsI.

CMAJTEO pacckakeT 06 3TOM 3ab0neBaHuK, ero NPUYMHaXx, NpU3Hakax 1 CMMNTOMaXx,
a TakKe O BapmaHTax neyeHuns. 310 No3BOANT Bam COBMECTHO CO crnelmanmcTamm 13
LeHTPa HEPBHO-MbILLIEUHBIX 3a60neBaHmi (HM3) BbICTPO MPUHATD BaxHbIE PeLIeHNA
ans Bawero pebeHka.

U xots y Bac ceiiyac MHOTo 3a60T, IOCTapailiTeCh COXPAHITh
CIIOKOFICTBUE U YAEIATH 00JIbIlIe BpeMeHU CBOEeMY PeOeHKY.

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

Bama komanga CMAJIEO
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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.

& | B

BaﬂTme 06pa3ua
KpoBu

Pesynbrar




9T0 TaKoe KOHTPOJIbHOE
AUATHOCTHYECKOe 00CIeI0BaHHe?

KoHTponbHoe gmarHocmquKoe obcnenoBaHue TUATENbHO OLIEHNBAET
NPaBUIbHOCTb AMarHo3a nopospesaemort CMA, 1 niedeHie HauMHaAETCA TObKO NoCe
NOATBEPKAEHNA ANarHO3a. [IMarHo3 CUNTAETCA MOATBEPKAEHHBIM TOMIbKO TIOCIE TOTO,
KaK aHanm3 BTOpOro obpasLia Kposu nouTBep,chT MEepPBbLIN pe3y/brar.

'

Creapyromuii mar: KoHTpoibHOe ,z:marHoc'rnquKoe

o0ciegoBaHUe
+ KoHTponbHoe + AHanu3 reHoB SVMNT « [loaTBEPKAEHHDIN
[VarHocTmyeckoe u SMN2 nvarHos CMA UNA
obcnefoBaHne

- [opospenne He
noATBEPANIOCH

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.

PaHHAS AMArHOCTHUKA KaK
BO3MO:KHOCTD

BepoATHO, ceruac MHOrVie BELLIM OTAIMYAIOTCA OT TOrO, Kak Bbl X cebe npeacTaBnsnm
[10 POXKAEHNA pebeHKa. 3

ITonbiTaliTech paccMaTPHUBATh CKPUHUHT HOBOPOKJ€HHBIX
KaK BO3MOXKHOCTb, Jake ecjIu nogo3peHue Ha CMA
noATBepAauaock. Ele HeCKOJIBKO JleT Ha3a/Z, paHHee Ha4yalo
JIedeHM s OBLIIO HEBO3MOKHBIM.

A ceituac Bam u BameMy peOeHKY C ITOATBep:KIeHHbBIM
- ararHo3oM CMA 10CTyIIHO HECKOJIBKO BADHMAHTOB JIe4eHNU,
KaK OITFICaHO Ha CTpaHule 15. :



910 Takoe CMA?

CnvHanbHasa MbilleyHas atpodua (CMA) — 3To pefkoe, HO Mo AaoLLEECH NeYeHMIo
3aboneBaHue, KOTOPOe NPOABNACTCA B BUAE MbILLEYHOI CNA0OCTU. Y NaLMEHTOB

co CMA 6oriblie BCEro MOPaXKarTCA Tak Ha3blBaeMble MOTOPHbIE HEMPOHI
(Ccneuranu3vpoBaHHbIE HEPBHbBIE KIETKM) B CMIMHHOM MO3re, OTBETCTBEHHbIE 33
KOHTPOJb ABMXKEHMIA.

Juarao3 CMA o3Ha4aeT, YTO OpraHu3M Baitero pebeHKa

He MOKET CAMOCTOSITEIbHO BBIPa0ATHIBATD JOCTATOYHOE
KOJIMYECTBO «0eJIKa BhI;KBA€MOCTH MOTOPHBIX HEHPOHOB»
(6enxa SMN), IIOCKOJIBKY He06xo,zu/1Mbm JJIst 9TOrOo reH SMN1
ABseTcs AeEeKTHbIM. !

'

Benok SMN HeobxoauMm ANA BbIXKMBAHNA MOTOPHbBIX HEMPOHOB, KOpome OTBeYaloT
3a mepefady CUrHanoB MeXIy rofIOBHbBIM MO3TOM 1 CTIMHHbBIM MO3TOM. 3TW HEPBbI,
KOTOpbIE HEOOXOAVIMbI /11 KOHTPOMA ABVKEHWA, OrMOaIoT, eCIIN KONMMYECTBO befka
SMN HegocTaToyHo:!

CKOpOCTb 1 CTeNEHb, B KOTOPOW 3TO MPOUCXOAWT, 3aBUCAT OT TOrO, CKOMbKO OefKa
SMN MOeT BblpabaTbiBaTb OPraHn3mM, HECMOTPA Ha rEHETUUYECKOE HapyLleHue. B
STOM OTHOLLEHMI BaXKHYIO POSb UrPAET KOMYECTBO BTOPOrO reHa, TECHO CBA3AHHOTO
C pedeKTHbIM reHom SMIN'T (Tak HasbiBaemoro reHa SMN2).!

Hazo ckasaTh, YTO BCE 3TO AOBOJIBHO CJIOKHO, II03TOMY Ha
CJIe,ZLYIOI].H/IX CTpaHI/IuaX MBI ITIOIIbITAEeMCA 06'])HCHI/ITb 3TO
CI0XHOe 3a001eBaHMe 00Jiee IIOHATHO.

B Buaeo «[leiicTBOBaTb 6bICTPO» Ha Beb-calite smaleo.de
OBBACHAETCA MOAXOA NOCHE PAHHEN ANATHOCTUKM.



http://www.smaleo.de/

00bsacHenrie CMA mpOCTBIM SI3bIKOM

Y 3[00PO0BbIX NoAEN CUTHanNbI nepedaroTca cneunanm3npoBaHHbIMK HEPBaMK. o
HepPBbl Ha3blBatOTCA MOTOPHbIMI HeI;IpOHaMI/l, N OHWN UMEIOT OrpOMHOE 3HaueHne AN
CNOCOBHOCTU K OBMMXEHUAM: NX 3afava — nepefaBaTtb C/rHasbl M3 rOJJIOBHOIO MO3ra
yepes CMUHHOM MO3T K MbllWLaM. DTV CUIHasbl, B CBOKO oyepelb, KOHTPONMPYIOT
OBUMXEHWA MblLLLL.

Crenyaayu3ipoBaHHble HEPBHBIE KJIETKU
(MOTOpHBIE HENIPOHEI) IEPEAAIOT CUTHAJIBI
K MBILIIIAM 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 naumeHTos co CMA MOTOPHble HeMPOHbI B CMMHHOM MO3re NOABEePraloTCA
atpodun. CrrHansl 6onblie He NepeaaloTca K MblULiaM, B pesyssTaTe MblLULbl
YMEHbLLIAIOTCA 1 CTAHOBATCA BCe Criabee. Bpaum Ha3biBAOT 3TO aTPOGVEN MbILLILL

MoTopHbIe HEHPOHBHI y AIIEHTOB CO
CMA noru0aroT, 4To, B CBOIO 0Yepesp,
MIPUBOAUT K MBIIIEYHO C1a00CTH.

MoTopHble -y
HelpoHbI B %
roJloBHOM Mo3re

nepenatoT CUrHanbl

MNepepaya curHana OTCYTCTBYET

MoTopHble HeMpPOoHbI B
CMMHHOM MO3re

« MOrM6AIOT 13-33 FEHETUYECKOrO

Lt .. Mbiwupbl
nedekTa y
« BosbLLe He MOTYT NepeaaBath . + CTaHOBATCA BCe cnabee u
curHansl { YMEHbLIAIOTCA B Pa3mepax

(aTpodws MbiLULL)

CnyHHOW MO3r




YTo0 BoI3bIBaeT CMA?

benok SMN MoTtopHble
HEeNpPOHbI

U

leH SMN1

CMA BbI3bIBaETCA reHeTUYeCKMM fedekToM B OCHOBHOM reHe SMINT, KoTopbiii ABNs-
€TCA HeMNOMHbBIM UM MONHOCTbIO OTCYTCTBYET. BcnencTeme 3Toro BbipabatbiBaeTcA
HefnoCTaTouHOE KONMYecTBO Benka SMN, uTo MPUBOANT K aTPOGUM MOTOPHBIX HEMPO-
HOB. MOCKONbKY 3T MOTOPHbIE HEMPOHbI 6OMbLIE HE MOTYT NPaBUIbHO NepeaaBaTb
CUMHAMbl K MbILLLIAM, MbILLIbI HE MOYYatoT OCTAaTOUYHO UMMYbCOB

1 NO3TOMy OCnabesaloT.!

1 . benok SMN jl MoTopHble

HEeNpPOHbI

MblweyHasn
cnabocTb

HedekTHbi reH SMN1




BausaroT iu Ha CMA apyrue
daxrTopmn1?

Pa3suTe CMA TakKe 3aBWCUT OT KONMUECTBa Konwui reHa SMN2 (reHos-
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 2

KoJ/iruecTBO KOIHiA reHa HeCcKo/JIbKO HMEIOIIMXCA KOIMUEA
SMN2 onpepaenseTca BO reHa SMN2 yka3bIBaloT Ha Oosee
BpeMs KOHTPOJIbHOI'0 OmaronpusTHoe TeueHue CMA.
AHArHOCTUYECKOro

o0ciemoBaHMs.

'4>( ¢

[er SMN2 [er SMN2




KakoBO KJIMHNYECKOe TeYeHue
CMA? ‘ Yoo

IMpexpae Bcero, 3a601eBaHme MPOTEKAET NO-Pa3HOMY Y Pa3HbIX TOAEN. PaHHee
Hayano neyeHms — faxe 40 NOABMeHA NePBbIX MPYU3HAKOB 3a6one_BaHl)|h — MOXeT.
Mo3BoNMTH Balwemy pebeHky passurBaThcs B COOTBETCTBIN C BO3PACTOM. Peluiaiouiym
GaKTOPOM 3eCh ABNAETCH PAHHAN AMArHOCTUKA. CKPUHUHT HOBOPOXAEHHbIX AaET
OT/IMYHYI0 BO3MOXKHOCTb [/151 61aronpusTHOrO TeueHus. Ceryac ectb xopoluve
BapWaHTbI leyeHiA, KOTOPbIE OMMCaHbl Ha CTPaHuLe 15 3Tol GpoLUopb.

Maunertam co CMA, He MoayYaBLUIMM NEYEHNA, YaCTO TAKENO NOLHATH FONOBY U
ABUraTb pyKamu u-Horamu. CamoctoaTeNibHoe yrnoTpebneHe nuw, moTaHve u B
AbIXaHvie ToXe MOTYT 6bITb HAPYLLIEHbI, MOCKOSIbKY NPV CMA,nopamaefcg HecKonbKo
FPYNN MblLWLL: MbILILG 6e1ep, CMUHBI 1 MeY, @ Takxe MblLLLb,, y4acTBylolme B
KEBaHWM, MOTaHMM 1 AbIxakun. B 6OMbWMHCTBE Ciyyaes atpodus MblLLL Ha HOrax

LY
OorbLue, Yem Ha pyKax.

£

Ozxuaxo CMA He BIHAET Ha PyTHe HePBHbIE KIETKU
rOJIOBHOTO MO3Ta, KOTOPbIE omnpezend0T UHTe/UIEeKTya/IbHbIe
croco6HocTH. Oyl eHNs, MBIC/IU, BOCTIPUATHE U
MHTEJUIEKT ALFIeHTa He HapyIIaloTCs.




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.

[Moyemy? Y Kaxoro Yesoseka ecTb Mo hBe KOMUW Kaxoro reHa, 3a MCKIoUYeHEM
reHoB, onpeaenaLLX nos. ECiv TonbKo OfHa 13 ABYX KOMWIA reHa AedeKTHa, y
TaKoro YyesioBeka 3aboseBaHue He Pa3BuBaETCA, MOCKOMbKY Y HErO eCTb fipyras,
HenoBpeXaeHHasA Konud reHa. Takium obpa3om, y camoro yenoseka HeT CMA, HO
OH MOXeT nepefaTb AePEKTHbIV reH CBOUM NMOTOMKAM. TaKoW YeN0oBEK Ha3blBaeTcA
«HocuTenem 3abonesaHusAy. Kctatv, CMA BCTpeuaeTcs y ManbUnKoB 1 IeBOYEK C
OJVHAKOBOW YaCTOTOMW.

N
|/

IMonoBuHA bes CMA
reHeTH4eCKoun ) i
nHpopmanuy peGeHKa -
MPOMCXOJUT OT OTIIA, U O CoCma

MMOJIOBUHA — OT MAaTEepPH.

D D

bes CMA (25 %) Hocutenu (50 %) Co CMA (25 %)



Kakue ecTh BApUAHTHI JICYEHUA?

Mocne noaTeepxaeHVA AnarHoza CMA peluatollee 3HaueHVe UMEeeT PaHHee nevexne
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.




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 MHQY3UU. [10370My TaKoe N1eUeHme Takke
Ha3biBaeTC FEeHHOM 3aMeCTUTEIbHOM Tepanueii.’ By 1omkHb byete
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 3aKMI0YaETCA B yBenuyeHny BBIPAGOTKY Gesika reHoM SMN2.
TOT MeXaHw3Mm AencTBImA TpebyeT ANMNTeNbHOrO NeyeHA. [MoMYMO perynapHbIX
noceLleHni AN NpoBeAeHVA NedeHns, Bbl TOUHO Tak »ke AomKHbI OyaeTe cBA3bIBaTLCA

C ueHTpoM HM3 ansa koHTpONA pa3suTra Ballero pebeHka.



KpaTkuii 0630p HanboJiee
Ba;KHBIX MOMEHTOB:

« CKPUHUHT HOBOPOXAEHHBIX nogsonﬂe% Ha PAaHHUX CTAaJAUAX BBIABIATH
noAaaomuecs je4eHNuI0 3a601eBaHuA.

« CMA ANAarHOCTUPYETCA T TOJ'I bKO B TOM CJlydae, eC/i aHas3 BTOPOro o6pa3u,a KpoBu
nonTBepm,uaeT I'IepBbIl/l pe3ynbraTt.

.-B Cryyae NoATBepPKAEHA AMarHo3a BaXHO GbICTPO HauaTb MPUHMMATE KOHKPETHbIE
MepbI. 3TO OTAMYHAA BO3MOXHOCTb 1A NOMYyUYeHWs 6naronprATHOrO pesynbraTa. -

- Y pasHbix niogert CMA nveet pasHoe KanquCKoe TeyeHve. PAHHAA
LR nnamoc'mxa n Gblc'rpoe Jleqerme HMeIOT pemammee 3HAYeHHe.

Q CyLLleCTByET HECKOJ1bKO XOpOLIJI/lX BapHaHTOB JIe‘leHHﬂ.




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.

»

JonosHUTE/IbHAsA
nHGpOpManysa Ha Pa3JIUYHBIX .
SA3bIKaxX AOCTYITHA 3/,€Ch:

Cure SMA

*WWW.Ccuresma.org

SMA Foundation -

swww.smafoundation.org

SMA Europe e.V.

*WWW.Sma-europe.eu



Ilmoccapuii

371eCh 00BACHAIOTCA CaMble BAKHbIE TEPMUHDI, CBA3aHHbIE
CO CIIHAJIbHOI MbIlIIeYHOI 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-MBILIIEYHBIX 3200 I€BAHMI
ABNAETCA CMELMaNM3MPOBaHHBIM NeYeBHbIM LIEHTPOM 4717
JVArHOCTUKM W JIEYEHNS HEPBHO-MbILIEUHbIX HAPYLIEHVI, TAKMX
kak CMA. 9111 obliieHaLoHabHble LIEHTPbI ObifI OCHOBAHbI MO
nHuumatvee Deutschen Gesellschaft fir Muskelkranke e.V. (DGM)
[HemeLKoi accoLmaLin MblLLeuHoM AncTpodum]. OHU pacnpoCcTPaHeHb! Mo Bcew
lepmatmm. Crincok nevebHbix uenTpos: dgm-behandlungszentren.org

TeHeTHYeCKHE aHAJIN3 Ha CMA — 5710 aHanu3 Kposi, KOTOPbI
onpefenaeT Hanuuve reHeTUYeCKoro aedekTta 8 reqe SMNT 1 kommyecTso
UMeroLMxcAa Komavi reHa SMIN2. Hanpumep, 3TOT aHanm3 mexeT noateepants CMA,
NMOAO3PEBAEMYIO BO BPEMA CKPUHMHIA HOBOPOXKAEHHDIX.

Bemok SMN Heobxoamm ans ebixusaHys MOTOPHbBIX HEMPOKOB. KOmM4ecTBo
uvetolierocs 6enka SMN onpeaenseT 310poBbe 1 GyHKLIMIO MOTOPHBIX HEMPOHOB.

I'er SMIN1 ssnaetca wabnoHom ana 6enka SMN v o3sonAeT BbipabaTbizaTh
6onbLuyto yacTb 6enka SMN B opraHmsme. Y naumneHTos co CMA 3TOT reH NOAHOCTbIO
OTCYTCTBYET U/ ABMAETCA AeDEKTHBIM.

T'ert SMN2 woxert nopepxisats BbipaboTky 6enka SMN. Y uenoseka Moxer
. ObITb 0 YeTbIpex Konui (peako bonblue) reHa SMN2. x uncno onpepenset
BO3HWKHOBEHWE U TAKECTb 3a00/1€BaHsA Y KOHKPETHOTO pebeHKa.

CnuHanbHasg MbimeyHasa aTpodua (CMA) — s pekoe
HacneacTBeHHOe HepBHO-MblLLeYHoe 3aboneBaHue, NpyBoadLlee K aTpodum
MOTOPHbIX HEPOHOB 13-3a HeOCTaTOYHOrO ypoBHs Henka SMN. o 3Toi npuyrHe
113 CMMHHOTO MO3ra B MblLLILIbI MEPEAAETCA MEHbLLIE CUTHANOB. ‘



https://dgm-behandlungszentren.org/

. -

3aiinuTe Ha Beb-caii Smaleo.de a1 mosyueHus
0osiee moApoOHOI nHpOpMaUM,
MOJIE3HBIX CCHIIOK U 3arpy30K.
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