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Pe3tome. C KaXZIbIM TOJIOM MbI BCE Yallle CIBIIIMM O OJaroTBOPUTEIBHBIX COOpax JJIsi ITOMOIIH
MalUeHTaM, KOTOPbIC CTPAIA0T CIMHAIBHOM MblieuHoU atpodueit (CMA). 13-3a HenocTaTka nHpOpMa-
N1 OTHOCUTCJIBHO JAaHHOI'O 3a00J1eBaHU O6HIGCTBO CTAJIKUBACTCsI C HCAOITIOHUMAaHUEM MEXAaHU3MOB BO3-
HUKHOBEHUS 1 JICUCHUS JaHHOU naTosioruu. Heobxoauma akTHBHOE pacipoCTpaHEHUE MPOBEPEHHOM U J10-
Ka3aHHOH uH(popmaruu, kacaromerics CMA.

KuaroueBnle cj1oBa: ciuHainbHas MBIIIICUHAS anoq)I/ISI, JUAarHoCTHuKa, J€4YCHUC.

Resume. Every year we hear more and more about fundraising to help patients who suffer from
spinal muscular atrophy (CMA). Due to lack of information about the disease, society is faced with a lack
of understanding of the mechanisms for the emergence and treatment of this pathology. Active campaigning
of verified and proven information concerning the AGR is required.

Keywords: spinal muscular atrophy, diagnosis, treatment.

AKTyalabHOCTh. CIUHAIBHAS MBIIIEYHAst aTpodust - 3TO TsHKENAss HACIEACTBEHHAsS
MAaTOJIOTHsI, KOTOpasi 00yCIOBJIEHA TEHHOW MyTalKeil U 6€3 CBOEBPEMEHHON JMArHOCTUKU
Y JICUCHUS IPUBOAUT K MHBAJIMIU3AIMN U MYYUTEIIbHONU CMepTH nanueHToB. Habmonaercs
YBEJIMYECHUE CTAaTUCTUYECKUX TMOKa3aTesei 3aboneBanus cpenu Hacenenus Pb (B Pecry6-
nuke benapych exXeroiHo poxaaercs 9-15 nereit ¢ Takum TUarHO30M).

Heub: npoaHAIM3UPOBATH OCBEAOMIEHHOCTh HACEJIIEHUSI OTHOCUTEIBHO IPUYMH BO3-
HUKHOBEHHS U PACIIPOCTPAaHEHHOCTH CIIMHATILHOM MbITIIeuHOM aTpodun. Onupasich Ha U3y-
YEHHYIO JIUTEPATypy, IPOJAEMOHCTPUPOBATh PEATIbHBIE MEXAHU3Mbl BOZHUKHOBEHHSI, 1Ua-
rHocTuku U JedyeHuss CMA. Pa3Bedarb Mu@bl, BOZHUKIINE y OOIIECTBEHHOCTH OTHOCH-
TEJHbHO CIMHAIBHOW MBIIICYHON aTpo(uu, UCIIONB3Yys OMHCAHHBIC B JIUTEpaType AaHHBIC
paHee NPOBEAEHHBIX UCCIIECIOBAaHUN. BBISIBUTh KIMHUYECKUE MPOSIBICHUS KAXKAOTO THUIIA
JTAHHOM TATOJIOTHH, TTOKa3aTh HEOOXOAUMOCTh MOBBIIICHUS JOCTYITHOCTH JUArHOCTUKU U
JICYCHHUS CITMHAIBLHON MBIIIICYHOU aTpOdHH.

3agaun:

1. C nomo1pio OHJaH-aHKETUPOBAHUS OLICHUTh PeabHbIA YPOBEHb 3HAHMI Hace-
neHust otHocutesibHo CMA.

2. Onmpasch Ha T0Ka3aHHYI0 WH(OpMAIUIO, OMUCATh THTUYHBIA MEXaHNU3M BO3HUK-
HOBEHMS CITIMHAJIBHOM MBIIIEYHON aTpoduu.

3. IIpommttocTpupoBaTh JOCTYTHBIC HA TAHHBI MOMEHT METO/IbI TUAarHOCTUKH JTaH-
HOU MMAaTOJIOTHH.

4. OcBeTUTh BUIIBI U NMPUHIUI ACHCTBUS MPENapaToB, HAMPABIECHHBIX HA TEPAINUIO
CMA.
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5. [IpoieMOHCTpUPOBATh YPOBEHb PACIPOCTPAHEHHOCTU JAHHOTO 3a00JIeBaHUS
cpenu xutenert Pecriyonuku benapyce.

6. [TokazaTh akTyaJIbHOCTh TAaHHOM MPOOIEMbI B COBPEMEHHON MEIUIIMHE.

Marepuajbl u MeToabl. [lepen HavanoM Uccaea0BaTEbCKOM pabOTHI OBLIO MPOBE-
JICHO OHJIaliH-aHKeTHpoBaHue (Ha ocHoBe forms.google.com), xoTopoe HLTIOCTPUPYET
OCBEIOMJIEHHOCTh HacesneHus o CMA, oTpakaeT OCHOBHbIE MHEHHSI, KACAIOIIUECs MPH-
YUHBI U PacOpOCTPAHEHHOCTH JTaHHOTO 3a0osieBaHud. [IpoaHanu3upoBaHa Hay4Hasi JUTe-
parypa 1o JaHHOU TeMe.

Pe3yabTathl M ux odcyxaenue. CrimHanbHasE MbIIICUHAst aTpopus — TCHETHIECKOE
HEPBHO-MBIIIIEYHOE 3a00JICBaHUE, MPUBOMAAIIECE K HapacTaloIeld MbBIIMIEYHON CIa00CTH.
CMA otHOCHUTCS K op(aHHBIM (PEAKHM) FreHeTHIECKUM 3a00jeBaHusIM. OTHAKO B CBS3H C
TE€M, YTO YaCTOTa BCTPEYAEMOCTH JAHHOTO HEAyra — OJIUH ciay4dail Ha 6-10 TeIC. yenoBeK,
ATy MATOJIOTHIO MHOT/IA Ha3bIBAIOT «CAMOM 4acToM U3 peakux». C LEIbI0 aHaIu3a OCBEIOM-
JEHHOCTH HaceseHusl OTHOcUTeNbHO CMA MHOIO OBLIO MPOBEAEHO OHJIANH-aHKETHPOBa-
HUE, B XOJ€ KOTOPOro OBbUIM TMOJIYYEHBI CIEIYIONIUE CTAaTHUCTHYECKHE mokazarenu: 6%
OTPOIIECHHBIX KOTJIa-TU00 CIBIIIAIN O CIIMHAIBLHON MBIIIEYHON aTpoduu, OoibIIas 4acTh
PECIIOHJIEHTOB CYUTAET, YTO YMCIIO OOJIbHBIX, Y KOTOPBIX JUATHOCTUPOBAHO JaHHOE 3a00-
JIEBaHUE, BBIPOCIIO B Mocieanee BpeMs. JlaHHast TeHaeHIus Oblla TakKe OTMEUYEeHa MHOIA.
HecomuenHo, 3T0 CBSI3aHO ¢ noBbIlIeHUEM KadecTBa auarHoctuku CMA. Ot 50 % omnpo-
IIEHHBIX ObLT MOJTy4Y€H BEPHBIN OTBET OTHOCUTEILHO MPUYHMHBI BOSBHUKHOBEHUS IAHHOM Ta-
TOJIOTHH (HaclieCTBeHHOE 3a0osieBanue). 44% y4acTHUKOB BO3JIEPXKAIUCh OT OTBETA.
Cpenu ommO0YHBIX MHEHUN CTOUT OTMETHUTH CIIEAYIOIINE: IepeHeCEHHAs B I€TCTBE MH(EK-
uus (4%), 3apaxenue AeTeil mpu NpoBeleHnH npoduaakTuyeckoi BakuuHauuu (2%). Ka-
caeMo MOCIEHEr0 MHEHHUS: Y HaceleHus: umeeTcs: yoexaenue, uto CMA Bo3HUKaeT u3-3a
MIPUBUBOK, BEJlb POAUTENIN 3aMEUalOT MIEPBhIE CUMIITOMBI KaK pa3 B MEPHOJI PO PHITAKTH-
YecKoM BakIUHANMU. TOT (akT, YTO OCHOBHBIM MCTOYHHKOM, OTKY/Ja YYaCTHUKH MOETO
onpoca y3Hanu npo CMA, SBJISIFOTCS MHOTOYHCIICHHBIE 0JarOTBOPUTENbHBIE COOPHI, YKa-
3bIBAET Ha OE3YCIIOBHYIO aKTyallbHOCTh UCCIIENYEMOI MHOM MPOOIEMBI.

CnuHanbpHas MbIiedyHast atpodus nepenaéres mo ayrocoMHoO-perieccupHomy tumy. Hocu-
TeJIeM MYTaHTHOTO reHa sBiseTcs Kaxabiid 40-50-i xurens 3emiu. BeposTHOCTh BO3HUK-
HOoBeHMS 3a00eBanus de novo — 2%. [Ipu cnmHaIEHON MBITIICYHOM aTpOo(HH TOpakaroTCs
0-MOTOpPHBIE HEHPOHBI, KOTOPHIE MHHEPBUPYIOT dKCTpady3aJibHbIC MBIIICUHbIE BOJIOKHA,
OTBETCTBEHHBIE 32 COKPAILIEHUE CKEJIETHON MYCKYJATyphl. B CBSI3U C 3TUM BBIICISIOTCS
CJIEAYIONINE MPOSBICHUS JAHHOW MAaTOJIOTMU: MBIIILBI TEPAIOT CBSI3b C HEPBHBIMU KIIET-
KaMU, TPOUCXOIUT TUIIOTpodust Mbiil. Heo0XoIuMO yYUTHIBaTh, YTO UHTEIUICKT JIOIEH
co CMA ocTaeTcsi IOJTHOCTBIO COXPAaHHBIM. 3a00JIeBaHUE TaKKE XaPAKTEPU3YETCs CKEJIET-
HBIMHU HapyIICHUSMU (CKOJTUO30M, JeQopManisIMu TPYIHON KIETKH), YTO BIOCIICICTBUU
MPUBOJUT K MpoOIeMaM C JIbIXaHUuEM, U3-3a OrpaHUYCHUS TTOJABUKHOCTU CYCTaBOB pa3BU-
BAaIOTCS KOHTPAKTYpbl. BakHBIM (DaKTOM SIBJISIETCS CJICAYIOIIEE: CIUHAIbHAS MBIIIICYHAs
atpodust — 3T0 MOHOTeHHOE 3aboseBanue. MiMmeHHo 3Ta 0COOEHHOCTh JaHHOW MATOJIOTUHU
IAaE€T BO3MOKHOCTB Ha MOJIHOE U3JICUEHUE HEIYTa C IOMOIIBIO TEHHOW Tepanuu. Yarie Bcero
npu CMA nopaxaercs red SMN1 (survival of motor neuron 1), koTopbIii OTBEYaeT 3a Mpo-
n3BoicTBO Oenka SMN. J[aHHBIN TeH JOKAIM30BaH B ITMHHOM TIjIede S-i XpOMOCOMBI (5q).
B 95% caydaeB npoucxoauT ojiHa U Ta ke MyTanus B reHe SMN1 — 310 nenenus 3K30Ha /.
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Puc. 1 — TunuvHbIi BapuaHT MyTallUy IpU CIIMHAIBHOW MBIIIEUYHON aTpodun

Bo3HuKaeT BOIpoc: moyeMy UMEHHO MOTOPHBIE HEMPOHBI TaK YyBCTBUTEIIbHBI K HE-

xBaTtke SMN? Benp 3T0T 0e10k He0OXoAuM Jj1si paboThI BceX KJIETOK opranusma. Mccie-
J0BaTeNIM U3 YHHUBEpPCUTETa OMOpPU JAIOT CIEAYIOlIee OObsICHEHUE JAHHOMY SIBJICHUIO.
Jeno B ToMm, uto B Kaxaon kinetke MPHK cuuteiBaercs ¢ JIHK u, B manpHeniiem, CiayxuT
OCHOBOM nJisi cuHTe3a OenkoB. OJHAKO AJisi TOro, YTOObl CHHTE3 OEIKOBON MOJEKYJIbI
nHavascsi, MPHK nomkHa ObITh TOCTaBieHa B ONpeEICHHYIO TOUKY KieTku. Kaxnas mat-
prnunasg PHK mmeer yuacTok, KOTOpbId KOAMpYyeT MecTO AocTaBKU. benok SMN kak pa3s
OTBEYAET 32 KOPPEKTHOE CUUTHIBAHWE TAHHOW MH(pOpPMAIIUU, a TIPU €ro HEXBATKE JIaHHBIN
MEXaHU3M Hapymiaercs. Tak Kak CIUHAIbHbIE MOTOPHBIE HEUPOHBI 00J1aJAI0T OUYEHb JTHH-
HBIMH aKCOHaMH, TO HapyueHne Tpancnopra MPHK crtanoBurces miig HuX KputuaHeiM. 13-
3a Toro, uto MPHK He gocturaer KOHIIOB aKCOHOB, HACTymaeT T'HMOeNb JIBUTaTeIbHBIX
HEWPOHOB U, KaK CJIEJICTBUE, MTOCIEIYIONIasi MbIIIeYHass aTpodusi.
B ciiyyae co CMA otuétiuBo BuHA BapruaOeIbHOCTh Te€UEHHS 3a00JI€BaHUs. JTO CBSI3aHO
C TE€M, YTO JUIsl K&XKJI0T0 MallMeHTa CyIIECTBYIOT (DAKTOPHI, ONPEIEIAIONINE PA3INIME B BO3-
pacte MaHU(DECTALUN U TSHKECTU TEUEHUS CIIMHAIBHON MBIIIIEYHOU aTpoduu. ITH (HaKTOPHI
Ha3bIBAIOT Moau(uKaTopamu 3aboseBanus. OCHOBHOM MoIu(UKATOP, BIUSIONIUNA HA YPO-
BeHb Oesika SMN — sto ren SMN2 (riceBgokonust SMN1). Otiuuue JaHHBIX T€HOB JIMIIb B
onHOM azoTtuctoM ocHoBaHUU (y SMNI1 — mmuto3un, a y SMN2 — tumun). B cBsizu ¢ atum
otnnureM ¢ rena SMN2 yuib B 10% mporieHTax ciydaeB BeIpabaThIBa€TCS MOTHOLICHHBIN
1 (pyHKIMOHANBHBINA OeoK. OYeBUIHO, TAKOTO KOJUYECTBA Oejika HEeJOCTATOUYHO, YTOObI
red SMN2 Mor sBJISTBCA «Ero OCHOBHBIM mocTaBIIMKOM» HapaBHe ¢ SMNI. Iloatomy
SMN?2 BBICTYMAET JULIb B POJIH «AOMOJHEHUs». VIMEHHO MO KOJWYECTBY JAAHHOTO I€Ha
MPEANOJAraloT MO0 «CLEHAPUI0» KAaKOro TUIa OyAEeT pa3BUBAThCA MATOJIOTHS B TOM WIIU
nHOM cirydae. Yem Oouipliie y mareHnTa konuii reHa SMN2, tem Oonee OiaronpusTHBIN
MPOTHO3 OYyJIeT UMETh 3a00JICBaHUE.

SMN1 SMN2

-—=on 6 e=xon 7 axon B
lpre-mRNA C

MHorue uccienoBareny BeIICIIIOT 5 TUIIOB JaHHoro 3a0oneBanus (0 — V). OxHako
0 MEXAYHApOAHBIM cTaHaapTaMm Takux Tunos 4 (I — IV). Dto cBsa3ano ¢ tem, uto CMA,
TaK Ha3bIBAEMOT0 HYJIEBOTO THIIA, MposiBisieTcs Ha 30-if Hexene OEpPEMEHHOCTH, B CBSI3H C
STUM TaKHE JIETH Yallle BCET0 YMUPAIOT J0 WK BO BPEMS POXKICHHMS.

PaccmoTpum knuHMYeckue mposiBaeHuss THIOB CMA, KOTOpbIe BBIIEISIOTCS CO-
TJIACHO MEXTYHAPOIHBIM CTaHIapTaM.
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Ta6J. 1. Tunel cnMHaIBHON MBIICYHON aTpOhUH

Tun CuHOHUM Bo3zpacr OCHOBHBIE TTPOSIBIIEC- [Iporuo3 Homnst
CMA MaHupecTau HUA cpenu
THUII BCEX
CMA
CMA bonesns Bepa- | Ot 0 mo 6 me- | Umerores tpyanocTtu ¢ | Hanbomnee Tsokéneii | 60%
| tuma | Hura-I'odd- CSITIEB IBIXaHUEM, COCAHHMEM | THI, YacTO HE JIO0XKH-
MaHa u rnotanuemM. He gep- | Batot 1o 2 ser.
»aT roJIOBY, HE CHUJIAT.
CMA Bonesnb /ly6o- | 7-18 mecsmieB | Moryt cuneth, xoas0a | HeGnaronpusTHIi, 27%
Il Tuma | Buna HEBO3MOJKHA. MPOAOJIKUTEIIBHOCTh
JKU3HU BBINIE, YeM MpU
CMA I.
CMA bonesnr Kio- | [Tocne 18 me- | CamocrositenbHo — cu- | IIpogomkurenbHOCT 12%
Il Tuma | rens6epra-Be- | csues JIAAT ¥ XOJIAT, HAOJIFO1a- | )KU3HU OJIM3Ka K Cpej-
JIaHzaep I0TCS TIPOOJIEMBI ¢ Oe- | HeCTAaTUCTHYSCKUM, OJI-
TOM W MOABEMOM IIO | HAKO €€  KadecTBO
JIECTHHIIE. CHJIBHO yXYJIIIAeTCs.
CMA B3spocnas [Tocne 35 ner | CamocrositensHO —me- | He Bimsier Ha mpomon- | 1%
IV tuna | CMA PEIABUTAIOTCS, MHOTHE | )KMTEIBHOCTD KU3HH.
WCIOJIb3YIOT WHBAIUI-
HbIE KOJISICKU.

JlokazaHo, 4TO, 4yeM paHbllle OyJIeT MOCTaBJICH JHArHO3 CIHHAJIbHAS MBIIIICYHAS
aTpodus 1 yem paHsblie OyeT HayaTo JIeueHue, TeM 0oliee OJIaronpusTHBIN MPOTHO3 Oy 1eT
UMeTh TeueHue 3a0oaeBanus. OqHAKO B CBSA3HM C TEM, YTO TOJILKO B 1995 roay yaamock mo-
HaTh npuunHy CMA (mytanus B reHe SMNI1), odeHb 4acTo AMArHOCTUKA U, COOTBET-
CTBEHHO, JICUCHUE JAJIECKH OT CBOEBpEMEHHBIX. Ha ceroaHsimHui JeHb CylIecTBYeT 3 Oc-
HOBHBIX CITOC00a MOCTAHOBKH 3TOT0 JIMarHO3a: TCHETUYECKOe TECTUPOBAHUE Y PeOCHKA HITH
YeJI0BEKA, Y KOTOPOTO MPOSIBIIIOTCS CUMITTOMBI, CKDUHUHT HOBOPOKICHHBIX, PEHATAIbHBIN
CKpUHUHT. Tak)Ke peKOMEHTyeTCsI TPOUTU TECTUPOBAHNE HA HOCUTEILCTBO MYyTAaHTHOTO TeHa
00OMM TIapTHEpaM, €Cliv TUTaHupyeTcs 3auatue pedénka. [lo qanueim Ha ceHTaops 2021 roga
B MHUpe O(PHUIIMATIBLHO CYIIIECTBYET TPH JIEKApPCTBA, KOTOPHIE HAIlpaByieHbl Ha 60pr0y co CMA.
PaccMoTpuM NpUHIKIT ASUCTBUS TaHHBIX MPEnapaToB MoapoOHee.

Cnuapasza» (HyHHHEpPCEH) — IIepBOE JICKapCcTBO, 0o00peHHoe FDA s mpuMeHe-
HUSI ACTbMHU B B3poCabiMu B 2016 romy.; AKTUBHBIN KOMIIOHEHT « CIIMHPA3bD) IPEICTABISST
co00M aHTHCMBICIIOBOM OJMTOHYKJICOTH/I, JCHCTBYIOIIMI Ha T€Hbl BRDKMBAEMOCTH JIBUTA-
TEIbHBIX HEWPOHOB, KOTOPBHIA BBOJAT B CIIMHHOMO3TOBYIO KHJIKOCTh HHBEKIIMOHHO.
3a mepBBIM BBEJICHUEM JIOJKHBI ITOCIIEIOBATH CIe TPH HHBEKIIUU — 4yepe3 2, 4 u 9 Henenb,
a 3aTeM 1o J03¢ pa3 B 4 Mecsna. Tepanuio MpoIoKarT 10 TeX Mop, MOKa MalMEHT MOoJTy-
yaeT oT Hee MmoJib3y. llena «CrmHpass» coctaigeT 133 Thic. HoUIapoB 3a OAHY WHBCK-
uuto. Cineayer yuyuThIBaTh, YTO BBEJICHHE MPEMapaTa B CHMHHOMO3TOBYIO dKHUJKOCTh JI0CTa-
TOYHO TPABMATUYHBIN CITOCOO.

«OBpucan» (pUCaUIIaM) — TIEPBBIM MEPOpalbHBIM MpemapaT IS JICUCHHS
CMA, ono6pennsiit FDA aBrycrte 2020 rona i1 I€YeHHUS NAIMSHTOB CTapIlle JBYX MeECs-
LEB. «DBPUCAN» — 3TO Majas reTepolUKINYecKas MOJIEKyia, KOTOpas BHICTYNAeT MOJIH-
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¢uxaropom cruaricnara PHK, sanpasiaennoro Ha BebkuBanue SMN2. [IpenapaT ucmoinb-
3YIOT €XKEIHEBHO U MOKU3HEHHO. ['ogoBast croumMocTh HauuHaercs ¢ meHee 100 Twic. 10-
JapoB, a mpeaenbHas nocturaet 340 ThIC. JOUIAPOB, B 3aBUCUMOCTH OT MAacChl TeJla Malu-
enta. [IpenmyriiecTBOM SBIsIETCS TTEPOPATBHBIN CIIOCO0 BBEACHUS JAHHOTO Mpernapara.

«3oareHcMay (OHaCEMHOTEeH abenmapBOBEK) — ATO Ipemapar, ojo0peHHbIi FDA
24 mas 2019 roga. Oto Hamboiee 3¢ dexkTuBHBIN npenapat A1 gedeHuss CMA, ocHoBaH-
HBI Ha TEHHO-TEPAINIeBTUUECKOM I0X0/1€. «30AreHCcMay HeceT pabounii reH SMN1, Haxo-
JAIIAICA BHYTPU aJ€HOACCOLIMUPOBAHHOTO BUPYCA, KOTOPBIM BBICTYHAET KaK BEKTOP. AK-
TUBHBIA MHTPEJIMCHT MPOHUKAECT B HEPBBI U BOCCTAHABJIMBAET I'€H, KOTOPBIA 3aTEM ITPOMU3-
BOJUT OCJIKH, HEOOXOAHMMBIC I (PYHKIIMOHHPOBAHHUS HEPBOB M KOHTPOJS JIBMDKCHUS
MbII. Jlo3a onpeaenseTcs: B 3aBUCUMOCTH OT Beca namnueHTa. To ecTh «30reHcmay 3ame-
HSET OTCYTCTBYIOIIMH Min Hepabouunii reH SMN1 Ha GyHKIIMOHAIBHYIO KOIIHIO, HOPMAaJIH-
3ys BRIPAOOTKY O€lIKa BEDKHMBACMOCTH MOTOHEHMPOHOB. Takum 0Opa3oM, ISl TOrO YTOOBI
MOJIHOCTBIO M3aeunuThesl oT CMA, 1ocTaTOYHO OJHOM 103kl JAaHHOIO npemnapara. Liena on-
HOW MHBEKIMH 2,125 MIIH 101apoB. Jlo HelaBHEro BPEMEHU IAaHHOE JIEKAPCTBO CUMTAIOCH
caMbIM JOpOoruM B Mupe. OHaKO B IPUMEHEHHUH «30JIF€HCMa CYIIECTBYET OTpaHUYCHHE:
BO3pAacT MalMeHTa He JIOJHKEH MPEBBIIATh IBYX JIeT. Takke BaXKHO OTMETUTh, YTO Y IaIlu-
€HTa JOJDKHBI OTCYTCTBOBATh aHTUTENA K AAV9. DTO BUPYCHBIN BEKTOP, KOTOPHIM JICKUT
B OCHOBE JCMCTBUS IIpeIiapara.

B Pecnybmke benapych o manaeiM Ha 2021 roxa 127 4enoBek ¢ MOATBEPKAEHHBIM
nuarnozoM CMA (86 nereii u 41 B3pocasiii). Exxerogno poxnaercs 9-15 nereii co CMA.

BbiBoabI:

1. CMA — peakoe reHeTnueckoe 3adoaeBanue (oauH ciaydail Ha 6-10 ThIC. YEIOBEK,
HOCHTEJIEM MyTaHTHOTI'O T'eHa siBIsieTcs Kaxaplid 40-50-i1 sxutenb 3emin), 11l KOTOPOro Xa-
paKkTepHa IMOCTEICHHAs TUIIOTPO(HUS MBIIII, YTO 03 Tepanuu MPUBOJUT K HEMUHYEMOM
CMEPTH MAlMEHTOB U3-3a TPOOJIEM C JILIXaHUEM U TJIOTAHUEM.

2. Ham HEoOX01uMo ITpei0CTaBIsATh HaceICHUIO HH(POPMAIIHIO O TOKa3aHHBIX MeXa-
HHU3Max BO3HUKHOBEeHHS CMA, 4T00OBI M30€KaTh HEBEPHBIX TPAKTOBOK; HEOOXOIMMa arv-
Talusl FTEHETUYECKOTO TECTUPOBAHUA Ha Hanuuue mytauuil B reie SMNI1 nepen ninanupo-
BaHHEM 3a4aTusl.

3. Hepeménnotii octaércs mpobiieMa, CTosIas Ha TOBECTKE JTHS COBPEMEHHON MeTu-
LIMHBI, - CBOEBPEMEHHBIX IUArHOCTUKHU U JeueHuss CMA y netei u3 MaJIOHACENEHHBIX pe-
THOHOB.

Jlureparypa

1. T'eneruka CMA. OTBeThI Ha BOMPOCHI [DICKTPOHHBIN pecypc]: - pekum goctyma: https://f-
sma.ru/all-sma/genetika-fag/ - (nata oopamenus: 25.11.2022)

2. [lnarnoctuka CMA  [DnektpoHHbBId pecypc]: - pexum gocryma: ttps://f-sma.ru/all-
sma/diagnostika-sma/ - (zara obparenus: 30.11.2022)

3. Kak uranupoBath 6epeMEHHOCTh B CEMBSIX, TJIe €CTh peOeHOK co CMA [DneKTpOoHHBIH pecypc]:
- pexxum nocryma: https://f-sma.ru/all-sma/kak-planirovat-beremennost-pri-sma/ - (mara oOparieHus:
10.11.2022)

4. Monudumupyromue daxtopsl mpu CMA [DaeKTpoHHBINA pecypc]: - pexuM goctyna: https:/t-
sma.ru/all-sma/modification-sma/ - (mata oopamienus: 11.11.2022)

5. Hanexxna it CMAiinukoB [ D51eKTpoHHBIN pecypce]: - peskum noctyna: https://biomolecula.ru/ar-
ticles/nadezhda-dlia-smailikov - (mata o6pamenwus: 23.11.2022)
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https://www.fiercepharma.com/marketing/roche-s-low-price-evrysdi-will-take-meaningful-sma-share-from-biogen-s-spinraza-analyst

