HanvmeHoBaHMe CnuHanbHas amuoTtpodua Tunel I, 11, 1, IV
ycnyrm (I Tun (BonesHb BepaHura-frovodmaxa),

Il TMN (npomeXkyTouHas popma),

Il TN (6onesHb Kyrenbbepra-Benanaep),

IV T1n (B3pocnasa dopma),

OnpepaeneHue Yncna Konui reHa SMN1
Koa ycnyru A 27.30.231
KpaTKas MpoKcumasnbHble cnMHanbHble ammnotpodum (CMA) I, 11, 11I, IV TMna — cpean Bcex
nHbopmauma o CNUWUHANbHbIX AMUOTPOOUIA  ABAAIOTCA Hambonee pPacnpPoOCTPaAHEHHbIMU U
3abosieBaHUMU n3yyeHHbiMmM dopmamu. YactoTta 1:6000-10000 HoBOpoOKAEHHbIX. Hacneaytotca

No ayTOCOMHO-PELLeCCMBHOMY TUMy. XapaKTepusylTcA pPaHHMM Ha4vyaiom U
NPeNMyLLECTBEHHbIM BOB/IEYEHMEM NMPOKCMMANbHOM MYCKynaTypbl. Bce yeTbipe
dopmbl CMA saBnstoTca annenbHbiMM  3aboneBaHUSAMU, 0OYCNOBAEHHbIMU
myTaumamm ogHoro reHa — SMN1 (Survival Motor Neuron — reH BbIXKMBaemMoCTH
MOTOHEWNPOHA), IOKaNIM30BaHHOIO Ha A/IMHHOM MJjlieye 5 XPOMOCOMbI B JIOKycCe
5013. Yactota reTeposMroTHOro HOCUTENbCTBA MYTAHTHOro reHa CMA
LO0CTAaTOYHO BbICOKaA u coctasasaet 1:60-80.

B cooTBeTcTBMM C Bapl/la6e}'leOCTb}O BO3pacTa LI,E6IOTa 3a60/'IEBaHVI‘r'|, XapaKTepa
TeyeHunA 7] cteneHn TAXecTn NPOKCUMa/ibHblEe MbllLleYHble anOd)VIVI
noapasaenAaroTca Ha 4 Tvna.

OMIM 253300
CnuHanbHaa mblwedHasa atpodua aeTckoro Bospacta, | Tmun (bonesHb BepaHura-
fropdpmaHa). Camas Taxkenaa ¢opma CMA. Eule B nepuos 6epeMeHHOCTN Mama
OoTMe4yaeT no3gHee W BAnoe wWwesBeneHne naoga. C poxKAeHWA BbipaxKeHa
reHepasin30BaHHAA MbIlEYHAA TMMNOTOHMA, B MEPBble MeCALbl }KU3HU BO3HUKAIOT
CUMMETPUYHbIE aTpoduM Mbiwl, U PacUMKyNApHbIE NOAEPrMBAHMUA B MblWLAX
CMWHbI, TYJIOBULLLA, NMPOKCUMAJIbHbIX OTAENAX BEPXHUX U  HUMKHUX KOHEYHOCTEWN.
PaHO dopmMMpylOTCA KOHTPAKTYPbl KPYMHbIX CYCTaBOB, MHOM4A OTMEYAIoTCA YiKe
BHYTPUYTPOOHO. B HeKoTopbix cay4vasx, HabnogaloTcs paHHWE NPU3HAKK
6ynbbapHbIX HapyleHWin: BANOE COCaHMe, MONEepxuMBaHMA, Cnabbli  KPWK,
dnbpunnaumm  mblwy, A3biKa. Y  Bcex 0O0JbHbIX OTMeYaeTca  3a4epXkKa
ABUraTeNbHOrO Pa3BUTUA C POXKAEHMA UAKN K 6 MecALLaM. XapaKTepHbI CKeNeTHble
aedopmaumum: ynaoLweH1e rpyaHon KAeTKKU, KUNEBUAHAA MANM BOPOHKOOOpasHasn
gedopmauma B obnactu  rpyaumHbl.  Yacto  OTMevaloTca  acnupaummy,
pecnupaTopHble MHPEKLMM, NHEBMOHUN. TeuyeHue BbiCTponporpeccupytoLlee ¢
neTanbHbIM UCXo40M K Bo3pacTy 1-1,5 rogam XKusHu.
B 6uvoxmmmyeckom aHanM3e KPOBM OTMEYaeTca HOopMasabHaa WAW YMepPeHHOo
NOBbIWEHHAA aKTUBHOCTb KpeaTuHPOChOoKMHazbl (KOK).
Mo aaHHbIM SHMT — nopaxkeHue nepegHUX POros CIMHHOIO MO3ra.

OMIM 253550
CnuHanbHana MblweyHas atpodua, I TMA (MPOMEKYTOUHBIM) MAW CIMHANAbHASA
MblleYyHan aTpodus, XpoHUYeCcKas aeTcKasa ¢popma.
[ebioT 3aboneBaHns B nepsble 18 mecALEB KU3HW. HayanbHble MNPU3HAKK
XapaKTepU3yrTCA reHepasM30BaHHOM MbllEeYHOW €1abocTblo U rMnoToHMen. Ha
pPaHHUX CTagMAX MblleYHble aTpoPuM HepenKo MACKMPYHOTCA MNOAKOMKHO-
KMPOBOM KNEeTYaTKoOM. B panbHeillem ucyesaloT CyxOXuibHble pedaeKchl,




nossasetcs GacUUKYAAPHbIN TPEeMOP B MbIWLAX KOHeYHocTel, ¢ubpunaumnm
MbILWL, A3bIKA. [PyAHas KNeTKa ynaolaeTca BcaeacTene cnaboctm mexpebepHbix
MbllWL,. 3aTem QopmupyeTcs KUPOCKONMO3, WMHOTAa KOHTPAKTYpPbl KPYMHbIX
cycTtaBoB. TonbKo B 25% cnyyaeB NaUMeEHTbl MOFYT CaMOCTOATENIbHO CUAETb U
KpaliHe peaKo CTosTb ¢ onopoi. CmepTenbHbIN UCXOZ CBfA3aH, Kak MpaBuno, ¢
ObIXaTe/IbHbIMM HapyLWeHMUAMM W HacTynaeT B Bo3pacTe 1-4 nier.

Mo aaHHbIM SHMI anarHocTupyeTca nepeaHeporoBon TUMN NopaKeHus.

OMIM 253400

tOBeHMNbHasA MblweyHan atpodus, |l Tun (BonesHb Kyrenbbepra-Benanaep).
MepBble CcMMNTOMbI MOABAAKOTCA B BO3pacTe nocne 18 mecsaues MU
XapaKTepu3ylTca cNaboCcTbio  MbIWL, MNPOKCUMMANIbHBIX  OTAEN0B  HUMHMUX
KOHeYyHocTen. Y peTeit oTMevaeTcAa ABuraTeNbHas HENOBKOCTb, OHWU He MOryT
6eratb, 4acTo NafatoT, UCMbITbIBAOT TPYAHOCTU Npu xoabbe nNo necTHUUE n npu
BCTaBaHWW. B pganbHelwem NOABAAIOTCA CUMMETPUYHbIE MbllLeYHble aTpoduu,
CHUXKAIOTCA CYXOXMUJbHble pedaekcbl, POpMUPYIOTCS CKeneTHble aepopmauum m
KOHTPAKTYypbl cycTaBos. MNpu aAaHHON dopme 3ab60neBaHMA XapaKTEPHO Hanuuune
nceBaorMnepTpoduii B MKPOHOMKHbIX, AFOAMYHbLIX U B Ae/bTOBUAHbLIX MbILWLAX.
TeyeHne  3aboneBaHMA  MeAsIeHHO  Mporpeccupytollee,  OTHOCUTENbHO
[obpoKayecTBeHHoe. B TeueHMe MHOMMX NIeT NaLMEHTbl COXPAHAOT CNOCOOHOCTb
K CaMOCTOATENIbHOMY NepPeaBUKEHUIO U CAaMOODCAYKUBAHMIO.

OMIM 271150

CnuHanbHas mblweyHas atpodun, B3pocnas dopma (CMA IV Tun)

CpegHunin  BO3pacT Havyana 3aboneesaHusa Bapbupyer or 20 go 35
net. KAuvHWYeckme nposBAEHUA XapPaKTepPU3YHTCA CUMMMETPUYHOM CNabocTbio
MbILWL, NMPOKCUMANbHbIX OTAEN0B KOHEYHOCTEM M  COXPAHHOCTbIO AUCTasbHOM
MYCKYNaTypbl, NPX 3TOM, HUXKHME KOHEYHOCTM CTpPaZatoT 6osiblle, YEM BEPXHUE.
Mo mepe nporpeccMpoBaHnA 3aboneBaHUA OTMEYAETCA YracaHWe CYXOXWUJ/bHbIX
pednekcos, NosBAAOTCA aTpodMM MblwL, HabaoaaroTca GaCLMKYAALUN MbiLLLY
A3bIKa, TPEMOp pyK. TeyeHune 3ab0neBaHNA OTHOCUTENbHO AOOPOKAYECTBEHHOE.

OMIM 253300, 253550, 253400, 271150
MNepeyeHb CBa3aHHbIN ¢ 3aboneBaHnem reH SMN npeactaBieH B reHOMe ABYMSA BbICOKO
nuccnegyemblix rOMO/IOrMYHbIMK BapuaHTamu: reHom SMN1 u ncesgoreHom SMNZ2. Tpwu

reHoB, MyTauui

CNUHanbHOM amunoTpodumn B 95% cnydaes nmeetca geneuma B reHe SMN1: vawe
BCEr0 rOMO3UIOTHaA Aefieuns 3K30Ha 7 U 3K30Ha 8 (B pAge c/iyyaes y 60bHbIX
3K30H 8 MOXKeT coxpaHaTbcA). CywecTBEHHO peyKe 3aboseBaHWe CBA3AHO C
aeneupent ogHon Konum reHa SMN1, coyeTatoulelica y 60nbHOroO ¢ MHOW (Yale
TOYeYyHoi) MmyTauMeit Bo BTOpoOM Konmu reHa SMN1, nubo c TOYeYHbIMMU
MyTaUMAMM B 0BENX KONUSAX reHa.

Ocywectenaetca npamana [JHK-gnarHoctMka romo- v reteposnroTHbIX Aeneuui
9K30HOB 7 1 8 reHa SMIN1.

NHdopmaumsa o
meToze.
TpeboBaHue K
martepuany

Mcnonb3yeTca TeXHONOIMA Ha OCHOBE MYyAbTUMNEKCHOW npoba-3aBucMMOi
INrasHol peakumm c nocneaytouweit amnanduraumenn (MLPA - Multiplex ligation-
dependent probe amplification), ¢ getekuueit nonydaembix AHK-npoayKToB C
NMOMOLLbIO KaNUANAPHOTO 31eKTpodopesa Ha aHaM3aToOpe HYKAENHOBBIX KMCOT.
Cmecb 30HAOB OMNTMMWM3MPOBAHA A4/1A  KOJIMYECTBEHHOIO  oOnpeaesneHus
KONMYyecTBa KOMui 3K30Ha 7 U 3K30Ha 8 reHa SMN1 u ncespgoreHa SMN2 Ha
reHom.




[ns aHannsa ucnonb3yercs BEHO3Has KPOBb, B3ATaA B Npobupky ¢ 4TA = 2 ma.

Bo3amoKHa mnpeHaTasibHAA AMArHOCTMKA Ha OuonorMyeckom matepuane w3
MONIOCTM  MaATKM, MOJYYEHHOM C MOMOLLbIO WHBA3MBHOM MpeHaTa/bHOM
ANarHOCTMKM (6MonTaThl XOPMOHa / NAaLEeHTbl, aMHUOLMUTBI, MYNMOBUHHAA KPOBb).

CpOK BbIMO/THEHUA

21 pabounit geHb




