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AKTYAJIbHOCTb [MarHo3a, nporHosa 1 BbiGopa afAeKBaTHOTO NeYeHNs
B KnuHM4eckon npakTuke BCce AOCTYMHEN CTaHOBUTCA W Haubonee 3PeKTUBHBLIX nporpamM abunutaumm,
MOMeKyNAPHO-TeHEeTUYEeCKaA WAEHTU(UKALMA pedkux YTO TpebyeT OT Bpadert COBPEMEHHbIX NpeacTaBneHui
(opthaHHbIX) 3aboneBaHWn ONA pPaHHEro YTOYHEHWMA O NPUPOAE HAcNeACTBEHHO OOYCMNOBIIEHHON NATONOMMN.
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KITMHWYECKOE HABJNMIOOEHUE

CMWHAJNBbHAA MbILLEYHAA ATPO®UA

O6wan xapaktepucTuka

CornacHo onpegenennto depepanbHbIX KIMHUYE-
CKMx pekomeHpaumm 2013 r, cnuHanbHaA MblleYHanA
atpodma (CMA) — «rpynna KIMHUYECKU 1 reHeTude-
CKW reTeporeHHbIX HaCneaCTBEHHbIX 3aboneBaHui, Bbl-
3BaHHbIX MPOrPeccupytoLlen aereHepauvenn MOTOHER-
POHOB NepenHMX POroB CIIMHHOMO MO3ra».

OuchdbepeHumanbHbIn - OnarHo3 — CMHaNBHOM — ammo-
TPogoMM MPOBOAMTCA C 3aboreBaHVAMM, KOTOpble Mpo-
ABMAIOTCA CUMITOMOKOMITIEKCOM «BANOMO pebeHka» —
BPOXXAEHHBIMU MbILLEYHBIMW ANCTPOOUAMN, CTPYKTYP-
HbIMW MMOMNATUAMW, MUTOXOHAPUASIBHBIMU MUONATUA-
mMu [1-4]. Cpean HacneacTBEHHbIX HEPBHO-MbILLIEYHbIX
3aboneBaHnii Hanbornee 4acTo BCTPeYaeTcA WUMEHHO
KNMuHM4eckaA cumntomatuka CMA; nonynAauMoHHaA
cTtatuctuka coctasnaet ot 1:6000 go 1:10 000 HoBso-
poXaeHHbIX [1].

B 3aBucumMocTn OT aTmonorun AebroT 3abonesaHuA
BapbMpyeT OT POXAEHMA A0 B3POCMOro Bo3pacTta, Te-
YeHne HenmpoaTpochmyeckoro npouecca nporpeccupy-
tollee, yalle Bcero ¢ dpatanbHbiM ncxonom [1-3]. Mpu
paHHnX coopmax CMA 60MbLUMHCTBO 60MbHbIX (40 90%)
He goxuvBanu go roga. INpu 6onee 6rnaronpUATHLIX TH-
nax CMA (c pgebrotom nocne 18 mec.) naumeHTbl nNpu
a[eKBaTHOM JIe4EHUM U yXO4€e AOXKUBAIOT A0 B3POCHO-
ro Bo3pacrta [4—6]. bbinun Takxe 0TMeYeHbl HEMHOMo4UC-
NEHHbIE CnyYau BblHaLMBaHWA 6epeMeHHOCTU U POAOB
y NaumMeHToK ¢ no3gHum gebiotom CMA [7, 8].

MoHAaTe CMA obbeavHAeT pasnuyHble opMbl re-
HeTn4Yeckn oByCrnoBAEHHOro nepudepuyeckoro nape-
3a M MbIWEYHON aTtpodoun BCNEACTBME AereHepaumu
MOTOHENPOHOB CMMHHOMO MO3ra W/vunu CTBoMa ronoB-
Horo moasra [1, 2]. NMaTomopdonoruA nopaxxeHna nepu-
dhepryecKor HEPBHOM CUCTEMbI U MbILLUL, 3aTparmBaeT
Tena MOTOHENPOHOB, aKCOHOB U XOSIMHEPINYECKNX CU-
HancoB, cConpoBoXaaeTcA aTpodonen nepeaHnxX KopeLl-
KOB CMMHHOMOS3IOBbIX HEPBOB, arnonTo30oM anbga-mo-
TOHEMpPOHOB [3].

[eHeTU4ecKan NpU4MHa pa3sBUTUA
CNUHaNbHOWN Mbllie4yHOM aTpodum

B ocHoBe knuHuyeckoro nonumopdmnama CMA nexxnt
3HauUMTENbHAaA reHeTudeckasa retTeporeHHocTb [1, 2, 7).
OT0 TpebyeT MOHMMaHUA NPUYMH BOSHMKHOBEHUA 1 pas-
BUTNA BOME3HN Ha MONEKYNAPHOM ypoBHE AnA avdde-
peHUNaNbHON ANarHOCTMKK, a[eKBaTHOMO Bblbopa Kak
MeTOoAa reHeTUHECKOrO UCCNeaOBaHWA, Jake Mpu ycTa-
HOBJIEHHOM KITMHUYECKOM AnarHo3e, Tak v Bblbopa Tak-
TWKM OMTUMASILHOIO fledeHna n abunutaumum [1, 2, 5, 9].

Hanbornee pacnpoCTpaHEHHON FEHETUHECKON MNpUYK-
Hon passutnA CMA — ayTOCOMHO-PELECCVMBHON MyTa-
LUMen Ha [yMHHOM g-fede 5- xpomocombl (5qCMA) —
0bycnoBneHo 95% BCeX 3aperncTpuMpoBaHHbLIX Cryya-
eB 3abonesaHuA. Opyrve 5% cocTtaBnAeT obmpHan
rpynna (8o 30 hopM) C KNMHNHECKUMM NPOABMEHUAMU
CMA, np1 KOTOpbIX MyTaLuum NTOKanM3oBaHbl Ha Opyrmx
XPOMOCOMaX, CBA3aHbl C APYrMMW reHHbiMM aedpekTa-
MW, T.€. C pasHbiMM TUMaMn HacnefoBaHuA (ayTOCOM-
HO-pEeLEeCCUBHBIM, ayTOCOMHO-AOMUHAHTHBIM,  X-CLe-
NSIEHHBIM), Pa3HbIMU BUTASTIbHBIMU U PENPOAYKTUBHBIMU
nporHosamu [2, 5, 7]. HacneacteeHHble 3aboneBaHns,
06yCnoBfeHHble NAEHTUOULMPOBAHHBLIMW FEHHBIMU MY-
TaunAmK, NpeacTasneHbl B 0OLLEeA0CTYNHOW 3NIEKTPOH-
HoW 6a3e AaHHbIX FEHOB U FeHETUYECKMX 3aboneBaHmin
yenoseka OMIM (Online Mendelian Inheritance in Man).
3TO OHNAaNH-KaTanor reHoB YesioBeka U reHeTUHECKMX
HapyLleHnn [4], rae akkymynmpoBaHa akTyasnbHas WH-
dopmauma O reHo-(PeHOTUNNYECKUX B3anMOCBA3AX
C KJIMHWYECKUM CUMHOMCMCOM, CCbISIKaMN Ha KIMHUYe-
CKue pecypcbl. MIMeHHO noaTtomy nabopaTopHoe Mo-
NEKYNAPHO-TEHETUYECKOE BbIABIEHNE MyTauMn Kak
npnivHel CMA cTaHOBUTCA HEOBXoAQMMbIM 3TarnoM B
[NarHoCTMKe N AnA KIMHWYECKOro BedeHVA Camoro
naumeHTa, 1 ¢ uenbio 060CHOBaHUA pekoMeH4aumin no
NIaHUPOBaHWNIO OETOPOXAEHWA, MpeHaTasibHon auva-
FHOCTUKE U T.4.

CornacHo AaHHbIM mccnenoBaHvA «bepemMeHHOCTb
N podpbl Y >KEHLWH CO CMMHASIbHON MbILWEYHOW aTpo-
domen», Tonbko 30% NauMEeHTOK, 3HAKLWKMX O HaNMymMm
y Hux CMA, oTkasanucb oT getopoxzaeHua [8]. U He-
CMOTPA Ha TO, YTO 74% nauneHTOK OTMETUNN HapacTa-
HWe KNHMYecknx npoAsneHnin CMA B BUAE MbILLEYHON
cnabocTn BO BpemA 6epeMeHHOCTH, a 42% — coxpaHe-
HVe 3TOoro cTatyca 1 nocne pofaoB KecapeBblM CeYeHu-
emMm, TeM He MeHee 91% >XeHLUMH He XarneloT O CBOeM
Bbl6ope 1 6bInn rOTOBbI B CNy4dae nocneanyoLen bepe-
MEHHOCTM NPUHATb TAKOe e peLLeHue.

MpenctaBnAemM cnyyan BeAeHUA NaUMEHTKM C Kap-
TUHON BbIPaXXEHHBIX ABUraTeflbHbIX HapylweHun npuv
CMA | Tuna, koTopana NnaHpyeT AeTOPOXKAEHUE.

KJIMHWYECKUN CNYYAN
O nauueHTe

BonbHaa B., 35 net, nocne KOHCYNbTUPOBaHWA
B HayyHOM ueHTpe HeBponorun PAH, ctaumoHapHOro
nevyeHua B HeBpomnormdeckom otaeneHun CeyeHoB-
CKOro YHMBepcuTeTa MoCTynuna B HEBPONOrMyeckoe
oTaeneHune LieHTpanbHON KIMHNYECKOW 60NbHULbI BOC-
CTaHOBUTENbHOrO NedeHna deaepansHOro Meanko-6mo-
nornyeckoro areHTcTBa Poccun (KnuHuka «lony6oe»).
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B cemeiHOM aHaMHe3€e HEePBHO-MbILLEYHOW NaTono-
MW, SKOMOTNYECKNX N MPOGIECCMOHASBHBIX BPEAHOCTEN
y poauTenemn He oTMedanock. Cmbcehbl: cTaplian cecTpa,
KoTopaA 6bina npakTu4ecku 3goposa, nornbna (He-
CYaCTHbIN criyyan), 6pat ymep OT MHEBMOHMWMN.

B aHamHe3e: npobaHp OT TpeTben 6epeMeHHOCTH Ma-
Tepu, KOTOPOW HA MOMEHT poaoB 6bi110 40 neT, poaunach
B Cpok ¢ Maccon Tena 3500 r. B paHHem Bo3spacTe oT-
MeYeHa Bblpa>keHHaA 3a4epkKa MOTOPHOrO pasBuTyUA,
nocne roga MblwevyHaA cnabocTb nporpeccmpoBasna.
B Bo3pacTe 2 net B KnnHuke Ce4eHOBCKOro YH1Bepcu-
TeTa pebeHKy NpoBOAMIIOCH HEBPONornyeckoe obcneno-
BaHWe, B pesyfibTate KOToporo Bbin YCTaHOBMIEH KIUHK-
yeckmn gmarHo3: «CMA | Tuna BeppHura-logpcomanar.
BonbHoM ohopmneHa MHBaMMAHOCTb C AETCTBA; HAXoau-
nacb Ha AUCNaHCEepPHOM HabntoAEHUN B CEMbCKOW MECT-
HOCTU; KOMMIEKCHYIO Tepanuio (Mo noBoay YCTaHOBIIEH-
HOro KnuHudeckoro anarHosa CMA) He nonydana.

B 26 neT >eHWMHa Bbiwa 3aMy>, CEMbA MNnaHu-
posana getopoxaeHue. bonbHaa obcneposaHa v no-
nydyana nedvenne B HUW akywepcTtBa, rMHEKonoruu
W NepuHaTonorMmM ¢ AnarHo3oM ceposouene, crnag4Ho-
ro npouecca B MasioM Tasy Ha ¢poHe OCHOBHOIO HEBPO-
noru4yeckoro 3abonesaHuA, No NoBoay KoToporo 6bina
KOHCYNbTUpOBaHa B Hay4yHOM LEHTpe HeBpONoruu.
C anarHo3som «CnuHanbHaA MbiweyHaA atpodmA | Tuna
Bepanura—-focddpmana; BANbIM TeTpanapes; S-o6pasHbii
CKOMMO3 rpygHoro otaena no3BOHOYHMKA; racTpoaso-
(hareanbHaA pedrtokcHaa 6onesHb; pedhnioke-33oda-
MAT; XPOHWYECKNIA racTpUT» HanpaBfieHa Ha reHeTuye-
CKO€ KOHCynbTupoBaHue, IHK-amarHoCTumKYy.

B mapTe 2017 . B HeBponornyeckom otaeneHum Ce-
YEHOBCKOro YHMBEpCUTETaA MPOBOAUSIOCH CTaumoHap-
HOe fleyeHne no MNOoBOAY OEKOMMEHCAUMU OCHOBHOIO
npouecca ¢ HapyLeHeM CoLMaribHOM aganTtaumm 1 ca-
MOOBCNY>XUBaHUA: BblpaXkeHHaA cnaboCTb B KOHEYHO-
CTAX (A0 Nniernm B NPOKCUMaUTbHbIX OTAenax), cnabocTb
aKCUaNbHbIX MbILL, HEBO3MOXXHOCTb BEPTUKANIM3ALMN.

[duarHocTuka 1 3akntoyeHue

SnekTpoHespomuorpachma ot 15.03.2017: meTooom
Urofib4aTomn aneKTpommorpadnm nccrnepoBaHbl nepea-
Hne 60nbluebepLoBble MbIlLbl U OOpCallbHbIE MEXX-
KOCTHbIE MbILLLbI:

® CpenHAA NPOAOIMKUTENBHOCTb NOTEHUNANOB ABU-

ratenbHbIX e4VHWL YBenmyeHa (B MbIWLE rofeHn oT-

KrnoHeHne +15%, B MblwLe KUCTU +27 %), TrncTorpam-

Mbl AINTENBHOCTY AethOpMUPOBaHbI, PacTAHYTHI;

® KONMMYECTBO NONMdasHbiX MNOTEHUMANOB ABU-

raTenbHbIX €OVHWL, YBENMMYEHO COOTBETCTBEHHO,

Ha 60 n 45%;

® CMOHTaHHaA aKTUBHOCTb OTCYTCTBYET.

3aknoyeHmne: nonyyeHHble pesynbTaTbl MOryT
COOTBETCTBOBATb FEHEpanuM3oBaHHOMY HeWpOHanb-
HOMY YPOBHIO MoOpakeHnA 6e3 Npu3HaKkoB TEeKYyLIero
XapakTepa npouecca.

B TeueHne nocnegytowero MmecAua, y4ynTbiBaa He-
3(hPeKTUBHOCTb aMbynaToOpPHOrO feYeHun, yxyawe-
HMEe camo4yBCTBUA, NauMeHTKa rocnutanuanpoBaHa
B LleHTpanbHyl0 KNnHMYecKyto 60MbHULY BOCCTaHO-
BuTenbHoro neyeHna PMBA Poccumn (aanee LIKBEBIT)
ANA BOCCTAHOBMTENBLHOMO fIEYEHUA C Uenbio pacLuu-
pPEeHVA OBUraTenbHOro pexkuma, yBenMyeHuA Tone-
PaHTHOCTU K (h3NYECKON Harpyske.

OCHOBHOM AMarHoO3: CrnvHanbHaA MblleYyHanA
arpodma | Tuna (Bepanura-lopdmana). Conyrcrsy-
owWni AnarHo3: S-o6pasHbii ckonnos. l[acTpoaso-
thareansHaA pecpnokcHaa 60Me3Hb, pedoKc-330-
darnt. XpoHnyeckuin ractput, pemmccna. CocToAHne
nocne nanapockonuu, pasaeneHna cnaek, ornopox-
HeHWUA cepo3olesie, ApeHMPOBaHMA OPIOLLIHOW MOoNo-
ctn. MactoguHua. CnaeyHbl Npouecc B Manom Taay.

Hesposniornyeckuii cratyc npuv nocTynsieHumn.
MeHuHreanbHbIX 3HakoB HeT. Co3HaHue AcHoe. B me-
CTe U BPEMEHU OPUEHTMPOBAaHA MpaBuiibHO. Yepen-
HO-MO3roBble HepBbI: MasHble wenn OD=0S, 3payku
OD=0S, doTopeakumna COXpaHeHa; KOHBepreHumA
coxpaHeHa. [BueHunAa rnasHbix AGNOK B MOMHOM
obbeme. Nona 3peHMA He n3meHeHbl. Huctarma Her.
Jlnuo cummeTpunyHo D=S. Cnyx coxpaHeH. OboHAHNE
He HapylweHo. [MoTaHue He HapyleHo. [MOoTo4YHbIe
pecnekcbl XuBble. A3blK NO cpegHen nuHuu. [Bu-
>XEHWA MNeY U HaKMOHbI FONoBbl COXpaHeHbl. BAnbin
TeTpanapes: cuna B pykax npokcumansHo 0-0,5 6an-
na, guctanbHo 1,5-2 6anna; B Horax NPOKCUMarsibHO
0-1 6ann, gnctaneHo 1 6ann. CyxoxXunbHble pednek-
Cbl C PYK M HOT He BbI3biBatOTCA. MbIWEYHbIN TOHYC
B KOHEYHOCTAX CHWXEH. [MnoTpodmAa Mbiwy Bepx-
HUX N HUWXKHUX KOHe4yHocTen. [Natonoruyeckue nu-
pamMupHble 3Haku OTCYTCTBYIOT. HapyweHuAa 4yB-
CTBUTENBHOCTM HEe BbIABNEHO. KoopauHaTopHble
Npo6bl OLEHUTb HEBO3MOXHO. [1OCTOAHHO HyXXnAa-
eTcA B NOCTOPOHHEeM yxoge. Ceba He obcnyxuBaeT.
CamocToATeNbLHO He NepeaBuraeTcA. AgantTmpoBaHa
K Kpecny-KonAcke, MoxeT cuaetb o 40 MuH.
Mo wkane PaHknHa 4-5 6annos.

YuntbiBaA aHamHes, pAdaHHble obcnenoBaHuA
1 >XenaHne NaumeHTKM (Mpy HaINYun y Hee KnnHu4e-
ckoro gmarHosa CMA) yTOYHUTb BO3MOXHOCTU BblHA-
WMBaHNA U poXXaeHuA pebeHka 6e3 KINUHUYECKUX
npoasnenun CMA, nokasaHO TreHeTU4eCKoe KOH-
CynbTUPOBaHMe AnA Bblbopa MeToaa MOMEKYAPHON
AVArHOCTUKMN.
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KNMHUYECKUIN CNYYAN

Mpy reHeTM4eCcKOM OCMOTpPE OTMEYEHbl 0COOEH-
HOCTW PEHOTUMA: TENOCNOXEHUE TMNEPCTEHNYECKOE,
ancnnactnyHoe ¢ S-obpasHbiM ckonmosom IV ctene-
HW, pecdopMaunen rpyoHoON KNeTKW, KOHEYHOCTEewN;
OTCYTCTBME CYXOXWUIIbHbIX pPedNeKcoB, MblleyHanA
aTpodchma, TeTpannerna co CHUXXEHUEM cusibl 1 06bema
AKTUBHbIX ABUXXEHWI B MbILILAX LEWN, BEPXHUX U HUXK-
HUX KOHEYHOCTeN (6onee BblpaXeHHaA B MPOKCUMMarb-
HbIX oTAenax). [ockonbKy HEBPONOrM4eCcKne MnpoAB-
nenna (No pesynbTatam 06cnefoBaHNA N KOHCUIMYMA)
COOTBETCTBYIOT KNACCUYECKON KNMHUYECKON KapTuHe
CMWHanNbHOM Mbiwe4dHon aTtpocum BepgHura-lodd-
MaHa, BblIbpaH MeTon MONCKa roMO3UroTHON Aeneumm
B reHe dpakTopa BbIXKMBAeMOCTM MOTOHepoHoB SMNT
(survival motor neuron): TakaA MyTauuA BblABNAETCA
npu CMA B 95% cnyyaes [1, 2, 7].

Mpn OTCYTCTBMM WUCKOMOW [eneumm BO3MOXHO
npoBefeHNe CEKBEHVMPOBaHMA U BuonHdopmaTuye-
CKOr0 aHasnm3a C UCMOSb30BaHNEM MYJTbTUIEHHOM na-
Henn «HepBHO-MbIWeYHble 3aboneBaHnA» — uccne-
nosaHne Habopa 13 391 reHa, BblABMEHME MyTaumm
B KOTOPbIX AOKasaTeslbHO accouMMpoBaHO C HepB-
HO-MbILLEYHOW NaToNornen (C HapyweHmem OyHKLMK
CKENETHbIX MbILLL, HEMPOHOB M MPOBOAALLMX NYTEN) UK
HempogereHepaTuUBHbBIMM U MeTabonuMyeckummn 3abone-
BaHMAMM CO CXOXKMMU KITMHNYECKUMM NPOABNEHNAMN —
ONA MONeKyNApHO-reHeTu4eckon auddepeHuman-
HOW amarHocTuku [1, 2, 4].

BbiaBneHve reHeTudeckon npuyunHel CMA y 6onb-
HOW MpoBefeHO B naboparopum MONEKYNAPHOW na-
Tonormm «leHomen»: OmarHocTMyeckasa naHenb —
«CnnHanbHaA Mblwe4vHaA atpodma (tunbl |, 11, I,
IV)»; buomaTepnan — BEHO3HaA KPOBb 2 M/ B Mpo-
6upke c pacteopom J[ATA (STUNEHAUaAMUHTETpayK-
CycHaA KucnoTa AJ1A XpaHeHUA U TPaHCMOPTUPOBKMU
bvomaTepuana); MeTond uccnenoBaHuA — annenb-
cneunduyHana nurasHaA peakuma oparMeHToB 3K30-
HOB 7 1 8 reHa SMN1.

JleyeHue B cTaumoHape

B HeBponoruyeckom otaeneHun LKBBJT (Knu-
Huka «lonyb6oe») NpoBeneHO creaylollee nevyeHue:
BHYTPMBEHHO Tnoramma, Hempokc; BHYTPUMbILLEYHO
Llepenpo, OmokcunuH, BuTamuHbel B1, B6; BHyTpb
KapanoHat, KaHedpoH H. MNpoBeneHbl Kypc ¢usmno-
TepaneBTMYECKOrO Jle4YeHMA (nasepoTepanna  Ha
koneHHble cycTasbl Ne 5; THY-Tepanua (Tokom Haa-
TOHANbHOW YaCTOTbl) HA HUXHWE KOHedHocTu Ne 5;
MarHMTOoTepanua Ha HMXHME KOHe4HocTu Ne 5; cee-
ToTepanvAa (annapaT cBeToamopHbii ATC-01/660
«TEPA ®©OT») Ha HuxXHMe KoHeyHocTn Ne 5); kypc

neyebHon U3KYNbTypbl (NedyebHaAa rMMHacTUKa
Ne 5, maccax py4yHOWN LIEWHO-BOPOTHUKOBOW 3OHbI
Ne 6, mexaHOTepanua Npu NOMOLLM TpeHaxepoB «Mo-
Tomen» Ne 10, «Jlokomar» Ne 5). Ha ¢poHe npoBoau-
MOW Tepanum obLiee camo4yBCTBME YNy4yLWNIOoCh, yBe-
nm4unacb TONMEpPaHTHOCTb K (PM3NYEeCKon Harpyske,
Hapocna cuna B AuUcTanbHbIX OTAENax KOHeYHOCTEeN
(B pykax Ha 2-2,5 6annos, B Horax go 1-1,5 6anna),
CUanT B Kpecne-konAacke ao 60 MuH. Mo wkane PaH-
KnHa — 4 6anna.

PekomeHaauuum npu BbiINUCKe

Mpu BbINNCKE PEKOMEHAOBAHO HAbNIOAEHNE Y He-
Bposora, TepanesTa, opToneaa, rMHeKonora, yponora
no MecTy XuUTenbcTBa; npuem TpeHtana 400 Mr no
1 TabneTtke yTpom B TedeHue 1 mec, Henpomuau-
Ha 20 mr no 1 TabneTke 3 pasa B OeHb B TeYEHUe
2 MEeC; perynapHble 3aHATUA nevyebHon OU3KYMbTy-
pOWi; KypCbl BOCCTAHOBUTENBHOMO fiedeHnA 3—-4 pasa
B rog (thmsmoTepaneBTUHECKOE NeYeHue, Maccax,
cocyoucTan, aHTMOKCUAaHTHadA, BUTaMUMHOTepanua).

MonekynApHoO-reHeTU4eCKoe uccreaoBaHue
M NPOrHo3

B pesynbTare MOneKynAapHO-reHeTUYECKOoro nccrne-
[OBaHWA 3aperncTpupoBaHa Aeneuma 3k30Ha 7 reHa
SMN1 B roMO3UroTHOM COCTOAHUW. BbiABMNEHHanA ro-
Mo3urotHaA myTtaumAa (del/del) ak3oHa 7 reHa SMNT
Ha ONMHHOM nneve 5-i xpomocomsl q11.2-13.3 u AB-
nAeTcA reHeTu4eckon npudmHon CMA | Tuna — 60-
nes3nun BepgHura-lodhdmaHa ¢ ayToOCOMHO-peLeccuB-
HbIM TUMOM HacneaoBaHuA.

Mpn nnaHMpoBaHUM [ETOPOXAEHNA MaUMEHTKe
HeobXoAMMO Y4YUTbIBaTb BbICOKYIO MOMYAALNOHHYHO
yactoty CMA | Tyna, NOCKOMbKY UMEHHO MpX 3TON
dopme 6eccMMnTOMHbIM (6€3 KIMMHUYECKMX MpOoAB-
neHnn CMA) reteposuroTHelm (del/SMN1) HocuTe-
neM MyTauum ABMAETCA Kaxabln 50- KIMHUYECKMN
3[0pOoBbIN Yenosek [2, 3]. Ecnn y 6yaywero KnvHu-
Yeckn 340poBoro otua mmeetcAa (del/SMNT retepo-
3urotHaa mytauma, To 50% NOTOMKOB OT rOMO3UroT-
Hon (del/del) maTepn 6yoyT romo3uroTHeiMu (del/del)
6ONbHBIMU C KNUHUYECKMU nipoAaBneHnAMn CMA,
a octanbHble 50% pOeTen — reTepo3vroTHbIMKM HO-
cutenamu mytauum (del/SMNT) 6e3 knuHnkn CMA.
B 6onee 6naronpnATHOM crnyyae, T.e. Npu OTCYyTCTBUK
myTauum (SMN1/SMNT) y 6yoyuwiero otua, BepoAT-
HOCTb reTepo3urotHoro (del/SMN1) HocuTenbcTBa
6e3 cumntomatnkn CMA onAa Bcex NOTOMKOB 60rb-
Hon maTtepu coctasnaeT 100% [4, 10, 11].
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KNMHUYECKUI CNYYANA

OBCYXAEHUE

CnvHanbHaA MblwedHaA amuoTpodma 5qCMA
B NpPeAcTaBfeHHOM criyyae — obycrnoBneHa y 60nb-
HOW FOMO3UrOTHOW Aeneuuven, T.e. HacneaCTBEHHbIM
nedekTom B 7-M 3k30He reHa SMN1 ¢ ayTocOMHO-pe-
LleCCMBHbBIM TUMOM HacnegosaHuAa. MyTtauua petep-
MUHUPYET CUHTEe3 pfedekTHoro npotenHa (6enka
SMN, survival motor neuron), 4To onpenenAeT K-
HUYECKYIO KapTuHy nporpeccupytowen CMA | Tuna.

l[eH SMN cywecTByeT B OBYX napasiormyHbIX KO-
NMAX (BbICOKOTOMOMIOTUYHbIX, MPaKTUYECKN UOEHTUY-
Hbix BepcuAax): SMN1 (SMNt — TenomepHaAa konwuA)
n SMN2 (SMNc — ueHTpomepHaa konuAa). Mo ko-
avpyowen nocneposatensHoctn SMNT otnuyatoT-
CA TONbKO OAHOHYKNEeoTuAHON 3ameHon 6C>T B 7-m
9k30He reHa SMN2, 4yto B 90% nNpMBOAMT K OTCYT-
CTBUIO 7-ro 3K30Ha (ykopodeHmto PHK-TpaHcKpunToB)
reHa SMN2 nocne cnnancuHra [6, 7, 12]. Monekynbl
SMN-npoTenHa, CMHTE3MPOBaHHbIE Ha OCHOBE HOp-
manbHoro reHa SMN1 (6e3 myTaumm 7-ro 9K30Ha v Bbl-
KNOYeHMA N3 cobpaHHOM nocne crniancuHra maTpuy-
Hon PHK), anuHHee, yem monekynbl SMN-npoTenHa,
CUHTE3UpOBaHHble Ha ocHoBe reHa SMN2. Hopmans-
Hble, MosiHopasmMepHble Monekynbl SMN-npoTenHa
HeobXxoauMbl AnA BbDKMBAHUA U (BYHKLUMOHUPOBAHMWA
MOTOHENPOHOB. B cnyvae geneumn B 7-M 3K30HE reHa
SMNT1 npu cnnancvHre Takxke obpasyeTcA KOpoT-
Kn (6e3 7-ro ak3oHa) PHK-TpaHCKpunT, ¢ KOTOPOro
CYHTE3MpyeTcA M3MeHeHHan, HecTabunobHana, bbICTPO
paspywatowanaca nsocopma 6enka SMNA7 [7, 12, 13].

HepocTtatok HopmanbHoro SMN-npoTeuHa, Heob-
XOOMMOro ANnA BbDKMBAHWA WM MOMTHOLEHHOTO (hyHK-
LUMOHUPOBaHNA HEMPOHOB U MbILIEYHbIX KNETOK, Npu-
BOOUT K rnmbenn npemmyLiecTBEHHO MOTOHENWPOHOB
CMWHHOrO MO3ra, C HEeaoCTaTOYHOW WHHepBauuen
MbILLL, MX BbIP2)XEHHOW aTpodun ¢ NoTepemn Mbllley-
HOW CUNbl N MPOrpPecCcUpyoWMM yracaHmem crocob-
HOCTM coBepliaTb aKTUBHbIE ABUXEHWUA (C HapyLlue-
Huem paboTbl MOMEpPeYHOMNONIoCcaTon MyCKynaTypbl
HOI, MEHbLUE CTPagalT MbIWLUbl PYK, FOMIOBbI U LIEW),
OOHAaKO >ke ANA CrHaNbHbIX aMMOTPOOUn XapakTep-
HO COXpaHeHWe 4yBCTBUTENLHOCTWU, OTCYTCTBUE 3a-
AEPXKN ncuxuyeckoro passutua [1-3].

JleyeHue. BonbHble CMA HyxpaloTcA B KOM-
NAEKCHOM BEAEHUWN: MONEYUTENbCKUX AEeNCTBUAX,
AMETUYECKOM NUTaHUW, NOAAEPXKMBAIOLLEM NIEYEHWUU
(dpapmakoTepanuAa U HeMeaMKamMeHTO3Hble BOCCTa-
HOBMWTESbHbIE BO3BO3AENCTBMA (hr3moTepanuu, Ku-
He3uTepanuu). TpaguuMOHHO MPUMEHAIOTCA CXEMbI
NeYeHns ¢ NoNMMoaanbHbIM BO3AENCTBUEM HE TONBbKO

Ha KOCTHO-MbILLEYHYIO CUCTEMY, HO 1 Ha Opyrue cu-
cTembl opraHmama. PagmkanbHoro nedyenma CMA
HeT, 04HaKo, MO OnybNMKOBaHHbIM AAHHbLIM, onpeae-
NEeHHYI0 aPPEKTUBHOCTL NoKasanm aMUHOKUCOTHI,
BUTaMWHbI, HENPOTPOohmnyeckmne npenapatbl, 6noka-
TOpbl KanbuMeBbIX KaHanos, I/IHFI/I6I/ITOpr npoTeas,
cocygopaclumpsalowme cpeacTea, KapavoTpoduye-
CKue npenapatbl, Katabonuyeckue n aHabonmyeckme
cTepouabl,  WMMYHOCYMNpPECCaHTbl,  LMTOCTaTUKMW,
aHTUOKCUAAHTbI, HEeMpOTpoduyeckne n metabonu4e-
CKue cpefcTBa, katabonuyeckue ctepovbl, UMMYHO-
rnobynuHel 1 ap. [9, 15]. B pAae akcnepuMeHTanbHbIX
N KITMHUYECKUX UCCNEAOBAHNA OTMEYEHO, YTO NpumMe-
HEHMe CTBOJMOBLIX KNETOK, HEMPONPOTEKTMBHBIX MO-
NEKyN 1 COeAMHEHN, NOBbILLAIOLLMX MbILLEYHYIO CUITY,
MOXeT MPUBOAMTbL K CUCTEMHbIM HeXenaTesbHbIM
peakuuAM, a 1X NonoXuTenbHoe BNUAHWE Ha cerof-
HALWHWI OeHb OCTaeTCA HefoKasaHHbIM [2, 14].

Mockonbky 5qCMA — HapyweHne, obycrnoBneH-
Hoe HedocTaTkoMm HopmasibHoro SMN-npoTeuHa, co-
CTOAHWE OBOSIbHBLIX MOXET 6bITb YNy4YLWEHO 3a CcYeT
yBenuyenua Ha 25% un 6onee yposHA 6enka SMN
(oaxe ero ykopoyeHHon nsogopmol SMNA7). VimeH-
HO noaTomy, HaumHaa ¢ 2015 r, B CLUA, fepmanun,
Wtanum akTMBHO BegeTcA MOMCK npenapatos, CTUW-
Mynupytowmnx cnHtes npotenHa SMN. Uccnenytotea
rabaneHTuH, Anbbytepon, Punyson, [mgpokcuypea,
a TakXke npenaparbl, OTHOCALUMECA K KNaccy WHru-
6MTOPOB TUCTOH-AeaueTunasbl (BanbnpoeBaA KUC-
nota, heHunbyTupar HaTpuAa n ap.). [eHHaa Tepanua
(c TpaHcthekumen B KNeTku 60NbLHOrO BUPYCHOIO BEK-
TOpa, Hecyllero HopmanbHbin reH SMNT) HaxoguTca
B CTaaum MoaensHom paspaboTku (2,9, 14,15].B2016r.
no pesynbTatam 3aBeplUeHHbIX MnaueboKoOHTponu-
pyembix nccnegosaHmn ENDEAR, SHINE, CHERISH,
NURTURE [7, 14, 15] YnpaBneHvem no caHUTapHOMy
HaA30py 3a KayeCcTBOM MULLEBbLIX NMPOAYKTOB U Me-
avkameHtoB CLUA (Food and Drug Administration,
FDA) 6bino opobpeHo nepBoe MaToreHeTU4eckoe
cpenctBo anA nedeHna CMA HycuHepceH (CnvHpa-
3a, Spinraza), ogHako B Poccun npyMmeHeHue 3Toro
npenapara noka HegocTynHo [2, 14, 16]. Peructpauu-
OHHOE [0Cbe Ha AaHHbIA NIEKAPCTBEHHbIN npenapar
6110 npeactaeneHo B MnHUCTepcTBO 3apaBooxpa-
HeHnAa PO B HoAbpe 2018 ., a Ha ceroaHALHNIA OeHb,
no gaHHbim ®oHga «Cembn CMA» oT 13 cheBpana
2019 r, «CnuHpasa nonyyuna opdaHHbIn cTaTyc
B Poccun, n MunHmnctepctBo 3apaBooxpaHeHna Pd
MPVHANO pelleHne O Bblgaye 3ajaHuA Ha npoBege-
HWe aKcnepTu3bl Npenapara HycuHepceH» [17].
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MpodmnakTuka. [InAa npegynpexaeHua nosTop-
HbIX criy4yaeB B cembAX C puckom CMA Heobxoau-
Mbl TEHETMYECKOE KOHCY/IbTUPOBaHNE poanTenen
(c obAsaTenbHbIM MPEKOHUEMUUOHHBLIM MONEKynAp-
HbiM obcnenoBaHnem npobaHaa) ¢ MHGOPMUPOBA-
HMEM O BO3MOXHbIX K/IMHUYECKMX MOCNeAcTBUAX
n (No nokasaHuAMm) npeHaTanbHaA OHK-gnarHocTtu-
Ka (C NOUCKOM Yy nnofa BbliABNEHHOW POANTENBCKON
MyTauum) B NepBOM TpumecTpe 6epemeHHOCTM AnA
NPUHATMA 060CHOBAHHOIO PELLEHUA O POXAEHUN NN
npepbiBaHun 6epemeHHoOCTH [4, 7, 8].

SAKINIOYEHUE

MpeacTaBneHHbIN cnyvyarh KIAMHUYECKOro U He-
Bponornyeckoro o6cnegoBaHvMA Yy MOMoOAOM naum-
€HTKM C NPOABSIEHNAMU CMUHANBHOW MbILLEYHON
aTpocmu, nnaHvpylowen L[eTopoXAEHUe, OEMOH-
CTpUpyeT HeobxoOAMMOCTb MOSMEKYNAPHO-reHeTnYe-
CKOW OAMarHOCTUKU ANnA naeHTudmKauum reHHoro ae-
dekTa, MOCKOMbKY MPUYUHBI PasBUTUA Pa3UYHbIX
HEPBHO-MbILWEYHbIX HapyweHu npu CMA reHeTuye-
CKW reTeporeHHbl. BoiABNeHHaA myTaumA onpegensa-
€T BUTamnbHbIN NPOrHO3 U BO3MOXHOCTMW NaTtoreHeTun-
YECKOro JIeYeHWA, a TakXe FeHeTMYEeCKU’i MporHo3
HacnegosaHnAa CMA y nOTOMKOB 60fbHON (C y4eTOM
HanM4MA UNM OTCYTCTBUA rEeTEepPO3UrOTHOr0 HOCU-
TenbCTBa TaKOM >XXe MyTauuu y BTOPOro poauTtens),
TaKTUKY MpeHaTanbHOro o6crnenoBaHuA U MOSEKy-
nApHo-reHeTudeckon amarHoctukn CMA y nnopa.
CerogHa pgaxke npu Hanvyum y naumeHtos CMA (oa-
HOr0 M3 CaMbIX 4acTbiX OpchaHHbIX 3abonesaHwi)
CTAHOBUTCA BO3MOXHbIM MJIAHMPOBAHME >KETaHHON
6€epeEMEHHOCTU C POXXAEHNEM KITMHUYECKN 340POBOro
pebeHka.
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