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XynyH xxaHa 6ynuyH atpodumachl, 2-TUN: KNUHUKANbIK OKYA

9.M. MambiToBal , M.M. MambIToB 1, Y.A. Hyp0ekoBa 2

I U. K. Axynbaes amoinoazel Keipevls mamaexemux meouyunaisik akademusicol, buuixex, Koipevls Pecnyonuracol
2 Dne scana b6ananvl kop2oo yrymmyk 6opoopy, URFA-Unimed paouayusnvik ouaznocmuka 6opoopy, Buwkek, Koip-
2v13 Pecnybnuxacul

KopyTtynay. Opdan oopynap/siH keiireify ap JaiibIM IPaKTUKTEP apachIH/Ia YOH KbI3BITYYHY TYYAypraH, aHTKeHH Celpex
Ke3zelice a, ajnap oenruinyy Oup Oeiiran jxaHa aHbIH OyT Yi-0yJiecy Y4yH 4YOH MaaHure 33. By makanaia KIMHUKAIIBIK
(opManapBIH KbICKada CYPOTTONYIYy OepIreH jkaHa 3 XKaImTarsl OaJaHBIH XKYIYH jKaHa OyTdyHIApBIHBIH aTpodus-
coiblH (CMA) Il Tuntern KIMHUKAIBIK yuypy kentupuiret. banaga CMA 13 aiinbix ke3unie Oalikanasl. Byn marono-
THSHBIH AUATHO3YH KOOy MOJEKYIISPIBIK TeHETHKAIBIK METOI0PAY KONJOHYY MEHEH 63 yOarslHaa ANarHO3 KOy YUYH
HEBPOIATOJIOTAOPLYH, OPTONEAAEPIUH XKaHa TeHETUKTEPIUH OUPTeeIIKeH apakeTTepUH Tajam KeliaT. Kuannekeit Oeit-
TamTa OMypTKa OyTIyHIapBIHBIH aTPO(UACHHBIH JHAaTHO3Y OyITTyHIap/bIH IPOTPECCHBIYY aJlChI3IBITBIHBIH KIIMHHKAIBIK
CHHAPOMYHYH HETHU3MH/E aHBIKTAIIaH XKaHa Ja00paTOPHIbIK )KaHa HHCTPYMEHTAJLABIK BIKMAJIap MEHEH TaCThIKTAJTaH.
Aram atitkanna: JIHK n3unneecy xyprysynny, ansH HatslibkacsiHaa SMN reHHHIH 7-8 SK30HIOPYHYH JEeIEIHACH TO-
MO3HToTalyy abanna karrairat. dnexrponespomuorpadusaa (OHMI) CMAra myHe3yy O0JITOH KYJIYHIYH KbIIMbLI-
JIaTKBIY HEHPOHIOPYHYH JKaINMBUIAHTaH jKaObIPKAIITbl aHBIKTaITaH. Ma9HMH xaHa )XynyHayYH MPT, kpeatnadocdornHaza
JKaHa KPEaTUHHMH YUYH KaH aHAJIN3U 94 KaHAal aHOMaIUsUIapAbl KOPCOTKOH HMEC.

Knuankansik, 1a00paTopHsIIBIK KaHA HHCTPYMEHTAIIBIK MaadbIMaTTapAbl 3CKe alyy MEHEH AuarHo3 koronrad: G 12.
TyxyM KyydyiayK HepB-OyauyH oopycy. JKyIyH xkaHa OyT4yHAapbIHbIH aTpoduscsl, 2-TuIl. [lepudepusibik TeTpanapes.
JKynyH xaHa OyTayHIapBIHEIH aTpOo(HUACH, Myp/a alThIITaHAal, celipeK Ke3Aeyydy 0opy KaHa ap OUp TEKIIePUITeH
yuyp KaKIIbl CYPOTTONYI, JOKyMEHTTCIITUPIIIUIIN KEPEK.

Karyy OyirayH THIIOTeH3Hs CHHAPOMY JKaHa OyITayHIap/bIH aIChI3ABITEl MEHEH 00pyTaH OelTanTap Oamrka MyMKYH 60
TOH I'€HETHKAJIbIK [aTOJOTHIAP/Abl )KOKKO UbITapyy YUYH Japoo T'€HETHKKE TEKIIEPYYre )KOHOTYIYIY Kepek.

CMA nuarso3y OaiaHbBIH aTa-dHECH YUYH ap JaifbIM Tpareaus OOIyII SCeNTeNeT, aHTKeHH a3bIPKBI yaypaa Oy 0OpyHY
napbuioocy koK. Jlapeiioo CMAHBIH kaHa CUMITOMIOPAYH TYPYH® apatua 60510T. Kuunnekeii Oelitan y3ak MOOHOTTYY
6aifKko0 JKYpPry3yyY YIYH KaTTOOTO aJbIHTaH, KbIIIMBLI-apaKeT ’KaHa TasHbIY-KbIMBLT allllapaThIHEIH Oy3yITyIIyH KOppeK-
U100, OLIOH/ION 3J1€ SKUHYMIMK OOPUYIIyKTapAbl aJIAbIH allyy OOIOHYA JKEKe IPOrpaMMa UIITENINI YbIKKaH.

Hezu3zzu co300p: 6anoap, sHcyaiyn 6yiuyHOApbIHblH ampouscel, 2-mun, OUaZHOCMUKA.
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MawmebrtoBa D.M., MameiroB M.M., HypOekora Y.A. KeIpreizcranpia cajlaMaTrTblK CaKTOO

Pesrome. IIpobraema opdaHHBIX 32001€BaHIH BO Bce BPEeMEHA BI3bIBaa OONBINOI HHTEpEC Y MPaKTHYECKUX Bpadei,
HIOCKOJIbKY, IIPH CBOEH PEAKOCTH, OHU UMEIOT OIPOMHOE 3HaUECHUE [UIsl KOHKPETHOTO IalleHTa U BCeil ero ceMmbu. B nan-
HOI1 cTaThe MPEACTABICHO KPAaTKOE ONMCAHNE KIMHIYECKUX (OPM U MPEACTaBICH KIMHUYECKUH CITydail CIMHAIBHOM
mbinreyHoit arpoduu (CMA) Il Tuna y 3-x nernero pebenka. CMA y pebenka manugectuposaia B 13-Mecs4HOM BO3-
pacre. YcTaHOBIECHHE ANArHO3A JAaHHOH MAaTOIOTHH TPeOyeT COBMECTHBIX YCHIIMH Bpadeil HEBPOIIOTOB, OPTOIIEOB, Te-
HETHKOB C LIEJIbIO IIPOBECHHS CBOEBPEMEHHOM TUArHOCTUKHU, B TOM YHCIIE C IPUMEHEHHEM MOJIEKYISIPHO-TEHETHIECKUX
MeTon0B. /lnarHo3 CrMHAJIbHAs MBIIICTHAS aTpo(us y MaICHbKON TTAIIMEHTKH OBIT yCTAHOBICH HA OCHOBAHHUH KIIMHU-
YECKOT0 CHH/IPOMA IIPOrPECCUpPYIOLIEH MBIIIEUHOI! Cl1a00CTH U MOATBEPKAEH 1a00PaTOPHBIMU U HHCTPYMEHTAJIbHBIMU
Mertonamu. B wactHOCTH, 066110 IpOBeieHo JIHK nccnenoBanue, o pe3yasTaTaM KOTOpOTo Oblia 3aperHCTPUPOBaHA JIe-
sienust 5k30H0B 7-8 reHa SMN B TOMO3UTOTHOM COCTOSIHUM. DiekTpoHeiipomuorpadus (OHMI) BeIsiBUIa TeHEpan30-
BaHHOE IOPaKEHUE MOTOHEHPOHOB CIIMHHOIO MO3ra, uTo siBiseTcsd XapakrepHbiM i CMA. Ilpu nposenenuu MPT
TOJIOBHOI'O ¥ CIIMHHOTO MO3T'a, aHaIN3a KPOBU Ha KpeaTuH(OC(HOKNHA3Y U KPEaTHHUH OTKJIOHEHUH OT HOPMaJbHBIX T10-
Kkasareneil He ObUT0 MoMydeHo. C y4eToM KIMHHYECKUX, 1a00paTOpPHO-HHCTPYMCHTATBHBIX JAHHBIX OBIT YCTaHOBIICH
nuarno3: G 12. HacieactBeHHas HepBHO-MbIIIeyHas Oone3Hb. CruHalbHas MblieuHast arpodus, tun 2. [lepudepuue-
CKHIi TeTpamnapes.

CrnuHasbHas MblIIeUHas aTpodus ABIAETCS KaK yKe ObLIO CKa3aHO paHee PeiKUuM 3a00IeBaHUEM U KaXK bl BEpUPUIIH-
POBaHHBII CITydail JOIKEH OBITH XOPOIIIO OIHCAH U 3aJOKYMEHTHPOBaH. [1ariieHTOB ¢ BEIPaKEHHBIM CHHAPOMOM MBI-
IIEYHOM TMIIOTOHUY U CIa00CThIO MBIIIII CIIEAYET CBOEBPEMEHHO HAIIPABIIATH HA OCMOTP TCHETHKA C LIEJIbI0 HCKIIOUEHUS
JpYroii BO3MOKHOM F€éHEeTHUECKON 11aTOJ0TUH.

ITocranoBka nquarHoza CMA Bcera siBIsieTCS Tpareaueil uis poauTesnei peOeHKa, TaKk Kak B HACTOSIIEe BpeMs HE Cy-
LIeCTBYET METOAOB U3JICYEHUs OT JaHHOro 3aboneBaHusd. JleueHue 3aBucut oT Tuna CMA u cuMnToMoB. MaseHbKoH
HalnueHTKe OblIa B3sITa Ha y4eT JUIS AJUTEIBHOTO TUHAMUYECKOro HaOIIoAeH!s, pa3paboTaHa HHIUBUIyaIbHAs [IPO-
rpaMMa 110 KOPPEKIHH IBUTATEIbHBIX U CKEICTHO-MBIIICUHBIX HApYIICHMI, a Takxke Mo Mpo(UIaKTHKe BTOPHIHBIX

OCJIO)KHCHHMI.

Kniouesvie cnosa: oemu, cnunanonas mvlueunas ampogus, 2 mun, OUuaeHoCmuKd.

Spinal muscular atrophy type 2: a case report
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Abstract. The problem of orphan diseases at all times aroused great interest among practitioners, since, despite their
rarity, they are of great importance for a particular patient and his entire family. This article provides a brief description
of the clinical forms and presents a clinical case of spinal muscular atrophy (SMA) type II in a 3-year-old child. SMA in
a child manifested at 13 months of age. Establishing the diagnosis of this pathology requires the joint efforts of neurol-
ogists, orthopedists, and geneticists in order to conduct timely diagnosis, including the use of molecular genetic methods.
The diagnosis of spinal muscular atrophy in a small patient was established on the basis of the clinical syndrome of pro-
gressive muscle weakness and confirmed by laboratory and instrumental methods. In particular: a DNA study was carried
out, as a result of which a deletion of exons 7-8 of the SMN gene was registered in the homozygous state. Electroneu-
romyography (ENMG) revealed a generalized lesion of the motor neurons of the spinal cord, which is characteristic of
SMA. MRI of the brain and spinal cord, blood tests for creatine phosphokinase and creatinine showed no abnormalities.
Taking into account clinical, laboratory and instrumental data, the diagnosis was made: G 12. Hereditary neuromuscular
disease. Spinal muscular atrophy, type 2. Peripheral tetraparesis.

Spinal muscular atrophy is, as mentioned earlier, a rare disease and each verified case should be well described and doc-
umented.

Patients with severe muscle hypotension syndrome and muscle weakness should be promptly referred for examination
by a geneticist in order to rule out other possible genetic pathologies.

The diagnosis of SMA is always a tragedy for the parents of a child, as there is currently no cure for this disease. Treatment
depends on the type of SMA and symptoms. The little patient was registered for long-term follow-up, an individual pro-
gram was developed for the correction of motor and musculoskeletal disorders, as well as for the prevention of secondary
complications.

Key words: children, spinal muscular atrophy, type 2, diagnostics.
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KynyH sxaHa OyauyH arpousichl

Beegenune

CrnunanpHast Mbimieynas arpodus (CMA)
Ipe/ICTaBIsIeT COOO0M TSDKEJI0e HEPBHO-MBIILIEUHOE 3a-
OoJieBaHKE U SIBJISIETCS] OCHOBHOM I'€HETHYECKON PUYH-
HOM jeTckoit cmeptHOCTH [1,2]. OHa Xapakrtepusyercs
JereHepanuei anbha-MOTOHEHPOHOB B EPEIHUX POTax
CIIMHHOTO MO3Ta, YTO MPUBOAUT K MPOrpeccupyroniei
MbIIIeYHO# ciadoctu [2]. Haumbomnee pacmpocTpaHeH-
Hast ¢popma CMA, 5q CMA, cocrasisier 6oiee 95%
BCEX CIIy4aeB M IPEACTABIIsIET OO0 ayTOCOMHO-peLec-
CHBHOE 3a00JIeBaHNE, BHI3BAHHOE FOMO3UTOTHOM Jiesie-
UCH WK eNIeUel U MyTalluei ajuiesnel rena hakropa
BBDKMBaHUSA JBUTaTEIbHOTO HelipoHa 1 (SMN1) [3,4].

3aboneBaemocts CMA dyacTo ymoMHHaeTcs
npumepHo, kak 10 na 100 000 >xuBopoxaeHuii [4].
PacnpocTpaHeHHOCTh OLIEHUBAETCS MPUMEPHO OT 1 110
2 Ha 100 000 yenoBek [4] 1 Ha Hee BIMSIET PE3KOE CO-
KpaleHHe OXUAAEMOW MPOJOIIKUTEIbHOCTH KU3HU
npu Haubosee pacripocrpaneHHOM THie CMA.

3aboneBaHue BHa4yaje MPOSBISETCS IO-pa3-
HOMY, B 3aBHCUMOCTH OT Bo3pacTa jiedtora. MiajeH1bl
MPOSBIISAIOT TSKEITYIO THIIOTOHUIO U TPYAHOCTH € KOPM-
JICHUEM, B TO BpeMsl KaKk OoJsiee MO3Hee Ha4yajio y Ma-
JICHbKUX JETEH MOXKET IIPOSBIIITHCS TPYAHOCTSMU IIPU
MoJlbeMe 1O JIECTHUIIE M YacCThIMHU MaJeHUsAMH [5].
CMA 'y B3pOCIIBIX TIPOSIBIISIETCSI JIETKOM CJIa00CTBIO ITPO-
KCUMAaJIbHBIX MbIIIIL. [§]

Hl/IaFHO3 TOATBEPIKAACTCA JaHHBIMU 3JICKTPO-
Mﬂorpa(imquKoro HUCCIICAOBAaHUs, TI'JIC BbIABIAIOTCA
CUHXPOHHU3UPOBAHHLIC TNOTCHIIUAJIbI (baCHHKyﬂHHHﬁ.
[Tpu ToHMUYECKUX peakuusx (cocaHue, Iiaq) MNEKTPH-
4YE€CKasA aKTUBHOCTDb YCUJIMBACTCA — HOABIACTCA KPUTM
4acToKoJay. [ eHeTHuecKoe TeCTUPOBaHKE JJaeT OKOHYA-
TenbHbIN quarHo3 CMA 5q, 1 IepBbIM IIarOM sIBIISETCS
npoBepka feneruu resa SMN 1 [6]. Eciu romo3urot-
Hast genenus SMN1 He oOHapyKeHa, CEKBEHUPOBAHKE
koaupyroriei oomact SMN1 MOXKET BBISIBUT IPHYHH-
HYI0 MyTanuto [7].

Cy1iecTByeT METOMKa PEHATATLHOW JIMarHO-
CTHKH, KOTOPasl MOBBIIIAET TOYHOCTh MOCJIEIYIOLIET0
JIHK wucciienoBanusi, O3B0l HaYaTh 0ojiee paHHEe
JICYCHUC, YIIYUIIUTDh IJIAHUPOBAHUEC CEMbBU.

ITocranoBka nuarnoza CMA sBnsieTcst Tpare-
IUel st poauTesei pedeHKa, Tak Kak B HAcTosIIee
BpEMs HE CyHICCTBYET METOA0B U3JICUCHUS OT IaHHOTO
3abosieBanus. Jleuenne 3aBucut ot tuna CMA u cumi-
ToMOB. MHoruM Jsirosim co CMA moMoraroT ¢usuore-
panus ¥ TpynoTepamnus, a TaKKe BCIOMOTaTElIbHbIE
MPUCIIOCOOJICHHSI, TAKUE KaK OPTONCINYCCKUE CKOOBI,
KOCTBUIM, XOOYHKH 1 UHBAJIMAHBIC KpecCJia.

Taxue 6uodvl mepanuu maxice MOZym nOMOUb:

Bonesnp-mopudunupytomas Tepanusi: 3TH
npenaparbl CTUMYJIHPYIOT BbIpaOoTKy Oenka SMN.
Nusinersen (Spinraza®) npegHazHa4eH Jyist JeTel B BO3-
pacte ot 2 o 12 ner. Bam nevamuii Bpau BBOIUT TIpe-

napar B MPOCTPAHCTBO BOKPYT CIIMHHOMO3IOBOTO Ka-
Hana. Jpyroii npenapar, pucnamiam (EBpucau®), mo-
MOTAeT B3POCIBIM M JAETAM CTaplie AByX MECSIEB.
Jlromu exxeTHEBHO MPUHUMAIOT PUCAAILIAM IIEPOPATIBHO.
I'eHo3amecTHuTeNBHAS TEPATIHS: AETSIM MJIa e JBYX JIET
MOXET [TOMOYb OHOKPATHOE BHYTPUBEHHOE BIMBAHUE
npernapara oj Ha3BaHHeM onasemnogene abeparvovec-
xioi (Zolgensma®). Dra Teparuis 3aMeHsIeT OTCYTCTBYIO
i Wik HeucnpaBHbid TeH SMN1 QyHKIIHOHUPYIO-
UM T€HOM [6].

Takum 0Opazom, nmpodiiema opdaHHbIX 3a00J1e-
BaHMI BO BCe BpeMeHa BbI3bIBajia OOJIBLION HHTEpEC Y
MPAKTUYECKUX Bpaueil, MOCKOJIbKY, IIPH CBOEH peaKo-
CTH, OHU UMEIOT OIPOMHOE 3Hau€HHE 11 KOHKPETHOTO
MaleHTa U Bceil ero ceMbu. B gaHHOl cTarbe npej-
CTaBJICHO OITMCAHNE KJIMHUYECKOTO CITyyasi CITMHAIBHON
mbleuHoit arpodun (CMA) 11 Tuna y 3-x jgetHero pe-
OeHka, KoTopasi MaHu(ecTupoBaa B 13-Mecs4HOM BO3-
pacre. YcTaHOBJIEHHE JIMarHO3a MOTPEOOBAJIO COBMECT
HBIX YCUJIMH Bpauell HEBPOJIOIOB, OPTOIIEIOB, [CHETH-
KOB C LIE€JIbIO NPOBEJIEHUS CBOEBPEMEHHON HMAarHo-
CTHUKH, B TOM YHCJIE C IPUMEHEHHEM MOJIEKYISIPHO- TeHe
THYECKHX METOOB.

I]env: ananu3 KIMHUKO-TA00pATOPHOU Kap-
TUHBI y MAIMEHTKHU 3 JIET C CHMHAJIBHOI MBIIIIEYHOH aT-
podun 2 THma AN MOBBILICHUS OCBEAOMIICHHOCTH
Bpayell MepPBUYHOTO 3BEHA 37]PAaBOOXPAHEHUS O PEAKUX
TeHETHYECKUX MaTOJIOTUSX.

HcTtopus 60/1e3HU

Mawma u nauuentka M. A., 3 1et obparunuck
K JIETCKOMY HEeBpoJory B 4acTHbI neHTp «HOPDA-
Unimed» 29.12.21 rona ¢ xano0aMu Ha OTCTaBaHUE B
MOTOPHOM pa3BUTHU. 113 aHaMHe3a cTalio U3BECTHO, YTO
pedenok ¢ 1 roxa u 11 mec HaOmomaeTCst U NOIy4aeT
JIEYEHHUE TI0 MTOBOJY 3aJIep)KKH MOTOPHOTO Pa3BUTHUS Yy
HeBposiora u oproresia. Ho 1mojokuTensHoN JMHAMUKA
Ha (oHe mpoBOAMMOI Tepanuu He HabroAanoch. 13
aKyLIepCKO-TIeIMaTPUIECKOT0 aHaMHE3a CTaJlo H3-
BECTHO, YTO peOCHOK ObLT porkieH oT 11 6epeMeHHOCTH,
II ponoB. bepemMeHHOCTH y MaMBbl TIpoTeKaia Ha (hoHe
anemuu. Posbl ObutH B 38 Henenb co cTuMyssinueit. Bec
npu poxxaenun o061 3350 1. JleBouka 3akpuyaiia cpasy,
K Ipyau OblIa IPUIIOXKEeHA ToXe cpasy. PaHHee pa3ButHe
NPOTEKAJIO C 3aJIePKKOM - cTasa CHIETh C 8 Mec, IpH-
MepHO ¢ 1 rofa 1 2 Mecsilia Mpu MOAACPKKE Cl1ado OIH-
panack mpu XoJp0e Ha CTOMBI U MbITAJach ejarh 1-2
mara, K 1 rony u 11 Mecsiiiam mo-npexHeMy He MOoIyia
XOOUTb CaMOCTOATEIIbHO, AK€ IPU MOAACPIKKE, B CBA3U
C 4YEM pOAUTEIIN 6])1.]'[[/1 BBIHYX/ICHBI O6paTl/ITI)Cﬂ K HEB-
POJIOTY M T€HETHKY B CBSI3U C 33JIePKKOH MOTOPHOTO
pasBuTHsL.

B HeBposiornueckoM craryce ObLIO 0OHApy-
JKEHO sICHOE co3HaHue. Bo Bpemst ocMoTpa pearnpoasa
oecriokoitno. dopma veperna ObLIa TOTUXOIEHATEHOM.
B3msin Ha npenmarax ukcuposana. [orounsie 1 HeO

56



MawmebrtoBa D.M., MameitoB M.M., HypGekoBa Y.A.

3npaBooxpaHenue Ksipreizcrana

Hble peduieKchl ObUIM CHHXKEHBI, M3-32 CIIa00CTH HKeBa-
TEJIbHBIX MBIIII] TBEP/LYIO UIILY HE MOIJIA Pa3yKeBbIBATh,
YTOMIISIEMJISUIACh BO BpeMsl KopmiieHus1. OObeM aKTHB-
HBIX U MMAaCCUBHBIX JIBHKEHUU ObUI PE3KO OrpaHHUYCH,
uMesnach pa30oJITaHHOCTh CyCcTaBOB. [ 0JIOBY ylepKu-
Baja, CHJeNa, CaMOCTOSTENbHO HE XOnja, NMpH MOA-
Jep’KKe He omnMpanach Ha HOXKKH. MpIlIeyHas Macca
ObuTa paseuta ciado. OTMedanach 00Iast TUITOTOHUS.
Typrop Tkaneit 6611 cHIKEeH. CyX0XKHIIbHBIE H TIEPHOC-
TaJIbHbIE Pe(IIEKCHI HE BBI3BIBAIIUCH.

Comarnvecku jgedopmannii HO3BOHOYHUKA U
YMCHBILICHUSI EMKOCTH JICTKUX HE ObLIO OOHAPYKEHO,
Bec pebeHKa ObIT B Ipejienax BO3pacTHON HOPMBL.

W3 naboparopHO-MHCTPYMEHTAIBHBIX 00CiIe-
nosanuid: ipu npoenennn JIHK uccienoBanus Obuia
3aperucTpupoBaHa Jenenus S5k30HoB 7-8 rena SMN B
TOMO3UTOTHOM cOCTOsTHUU, MPT T0JIOBHOTO M CHUHHOTO
Mo3ra naToynoruu He o0Hapyxuno, JHMI BersBuna re-
HepaJii 30BaHHOE MOPakKeHNE MOTOHEHPOHOB CITTHHOTO
Mo3 ra. KoHuenTpanus kpearnHpochoKrHazbl U Kpea-
TUHHHA B CBIBOPOTKU KPOBH HE MMeJIa CyIIeCTBEHHBIX
OTKJIOHECHUH OT HOPMaJIbHbIX 3HAYECHUI.

C yueToM BbIIeyKa3aHHBIX KIMHUYECKHX, Ja-
00pPaTOPHO-MHCTPYMEHTAIBHBIX JaHHBIX JIEBOUKE ObLI
ycraHoBneH auarto3: G 12. HacnencTBeHHass HEpBHO-
MbleyHast 6osie3Hb. CrinHaIbHAS MbIILICYHAs aTPOHs,
tun 2. [lepudepuueckuii Terpanapes.

MarneHbKol ManueHTKe ObUIN JaHbl CIETYIO-
e JieueOHbIe PEKOMEH JaluH 110 TPO(UIIAKTHKE acIiH-
PaIMOHHON THEBMOHHHM, Pa3BUTHsI KOHTPAKTYp U 3aI0
pOB.

O6cyxaeHue. MNaTtoduanonorus

Tounas pons 6emka SMN B (QyHKITHOHHpPOBA-
HUH U Pa3BUTUH HEHPOHOB /10 KOHIIA HE N3y4YeHA, HO U3~
BECTHO, YTO €r0 OTCYTCTBHE BBI3BIBACT TAaKOW Pa3pyIIH
TeNbHBINA AeuuT. 10 CHX MOp TOYHOE MAaTOPU3HOIIO-
TMYECKOE €r0 Ha3HaueHue elnle He onucano. benmok SMN
oOHapyKeH BO BCEX PYKAPHOTHYECKUX KIETKaX M UT-
paeT pemaromyio poiik BO BCEX KIETKaxX JUIs MoAeprKa-
HUS WX roMeocTasa [8].

CymiecTByeT HECKOIBKO TUIIOTE3, KACAIOIINXCS
6enka SMN u ero ponu B pazButu CMA, 1BE OCHOB-
HbIE THITOTE3bI KacatoTcst ponu 6enka SMN B padore: 1)
MUTOIUIa3Mbl HEUPOHOB | 2) s/ipe HEHpOHOB. bemok
SMN B 1uTOImIa3Me MPOASMOHCTPUPOBAT KU3ZHEHHO
BaXkHYI0 poib B Tpancniopte MPHK uepes akconsl, au-
HaMUKe aKTHHA U BBICBOOOXICHUU Iy3BIPHKOB B CH-
Harice. B spe 6enmok SMN o0pasyeT Malbie siiepHble
PHK (snRNA) u mo3ToMy Urpaer KJIIOUEBYIO pOJib B
(hopMUPOBAaHUH CIUIAMCOCOMBI, KOTOpas yJaauseT HH-
tpousl pe-MPHK B ¢pyukinonansayro MPHK [9] [10].

OTOT (haKT mpeanoaaraet, 4To JBUTaTeIbHbIC
HEHPOHBI TTOBPEXKIAIOTCS KOHKPETHO JTHO0 U3-3a UyB-
CTBUTEJIIBHOCTH HEHPOHOB K cO0sM B padoTe crutaico-

COMBI TIPSIMO MJIM KOCBEHHO, JIN00 U3-32 HENPABUIILHOTO
craricuara MPHK, co3naromiero aucgyHkunoHaibHbIe
O€JIKH, KOTOPBIE SIBISIFOTCSI KITFOUEBBIMHU JUIsl (DYHKIIMHH-
posanus Heliponos [10] [11] [12] [13].

Kaunuyeckas kapTuHa

CMA mnoapaszenseTcs Ha YeThlpe KIMHHYe-
CKUX TMOATHUIIA, KOTOPHIE PA3INYAIOTCsA B 3aBUCUMOCTHU
OT CPOKOB Hauasa 3a00JIeBaHUs, CTEIICHN JIBUTATEIb-
Horo aedekra u nporuo3a. XoTs NOATUIBI 00ecTeyr-
BAalOT yJOOHBIH Ccroco0 KiacCHu(UKALUKU MAEHTOB,
ClIeZlyeT OTMETHUTb, YTO UMEETCs COBIAICHUEM CUMIITO-
MOB MEX]Ly HOJITHIIAMH.

EcrectBeHHOE TeueHne OOJIE3HU U PE3YIIbTAThI
obcnenoBanus mpu CMA 3aBUCAT OT (PEHOTUITHYECKOU
U3MEHYMBOCTH M TIO3BOJISIOT KIIMHUYECKUE MPOSIBICHUS
kiaccuduuuposarb 1o «runam» CMA [8]. ITpu Bcex
tunax CMA, B 4aCTHOCTH, KOTHUTUBHbIE (DyHKIIUH HE
3aTparuBaoTCs, U, Kak coo0IIaeTcsl, MaeHThl UIMEIOT
WHTEIJJIEKT OT CPEHETo A0 Bhile cpeanero [9]. Huxke
OTHCaHBI YeThIpe OCHOBHBIX THUIa CMA:

Tun 0 (Taxke U3BECTHBIN Kak TUI 1a, BPOX-
nennasi CMA) xapakrepusyercsi 1e0r0TOM B HCOHATAITb-
HOM II€pUOJe C TUIIOTOHUEH, PAHHEH JbIXaTeJIbHOU
HEJI0OCTaTOYHOCTBIO, BBIPAKEHHOH CIIa00CTBIO U, KaK
MPaBUJIO, CHIPKEHUEM JIBI)KEHHUH IUT0/Ia C COMMyTCTBYIO-
UM apTporpuro3om. CMepTh 0OBIYHO HACTYIAET MPU
POXIEHUH WM B TEUEHHE MEPBOTO MeCsAIa JKU3HHU; 3TO
penkuit penorun[11] [12].

Tun 1 (Taxxe u3BecTHBIN Kak Oose3Hb Bep-
nura-l'opdmana, «ne cupsmmer, Tsokenas CMA) xa-
pakTepu3yeTcsi 1e0I0TOM B IEpBbIE IIECTh MECSIIEB
YKM3HU C OIPaHUYEHHBIM KOHTPOJIEM T'OJIOBBI, TUIIOTO-
Hueil u apeduiekcueit. [lereii ¢ Tuom | onpenensiior, kax
«HE CUJSIINX» C JIATYLIaYbel 110301 B IIOJIOKEHUH JIEXKA
Ha criHe. CitabocTh MeXKPEOSPHBIX MBIIILL U COXPaHHast
¢GyHKUUMS nuadparMbl MPUBOIAT K MapaoKCaIbHOMY
XapakTepy JbIXaHHs U KOJIOKOJI000pa3Hoit opme rpya-
HOH KJIETKHU. 3aTpYIHEHUsI IPU [IOTAHHUHU SIBIISIFOTCS TH-
NUYHBIM ~ TpU3HAKOM  (aCUMKYISIOUA ~ si3bIKa U
CBSI3aHHBIX C HUIMHU OCJIOKHEHUH, TaKNX KaK 3aJepKKa
pas3BUTHS peuu U actupauus. J[pyrue uepenHbie HepBbI
0OBIYHO HE NOPaXKAIOTCS B 1e010Te, HO CI1a00CTh JINIe-
BOrO HepBa OOBIYHO pa3BUBAETCs I03XkKe B Xozie 00-
ne3Hu. [IpiuMeyaresbHo, YTO KOTHUTHUBHBIE (DYHKIIMU HE
3aTpParuBaroTCs, U MPH IOCTAHOBKE AUArHO3a MALUEHTHI
YaCTO ONHUCHIBAIOTCS KaK OUTENbHBIE U COOOPa3UTEIb-
Hble. be3 MCKYCCTBEHHOI BEHTHIISLIMU JIETKUX OOJIb-
HIMHCTBO JIeTel yMHUPAIOT OT OCJIOKHEHHH OO0JIe3HU B
Bo3pacTe 10 AByx JeT [13] [11][14].

Tur 11 (oH xe Oosie3Hs JlyOOBHIIA, «CHICITKI,
npomexxytouHas CMA) nposiBisieTcst B Bo3pacTe oT 6
no0 18 mecs1es; 1eTH MOTYT CHI€Th, HO UMEETCsI THIIO-
TOHUSI, apeQIIeKchs, IPOrpecCUpyoLias MPOKCUMab-
Has cJ1ab0CTh, TTOCIEIHSI HEPOMOPIIMOHAIBHO BIHUSIET
Ha paboTy HoT, ueM pyK. [Iporpeccupyrormiuii CKoimno3 u
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cJ1a00CTh MEXPEOEPHBIX MBIIIL TPUBOIAT K PECTPHK-
TUBHOMY 3a00JI€BaHHIO JIETKHUX. [IpyrumMu mpumeda-
TEJIbHBIMU XapaKTEPUCTUKAMM SIBISIOTCS TTIOJIMMHHA
MHOKJIOHYC KUCTEH, aHKHII03 HH)KHEH YEeIIFOCTH U KOHT-
paxtypsl cyctaBoB. Okono 70% MarieHToB J0KHBAIOT
70 25 JeT, a HeKOTOPbIE JI0KHBAIOT JI0 TPETHETO JIECs-
THIICTHS; JIbIXaTeNNbHast HEIOCTAaTOYHOCTD SIBIISIETCS OC-
HOBHOH npuuuHO# cMeptHOCTH [14] [15].

Tum 111 (on xe Oone3ns Kyrensbepra-Benan-
nepa, «XOmyHKm», erkass CMA) mposiBisieTcs mocie 18
MecsLEB, aHajoruuHo tuny II, mporpeccupyrouieii mpo-
KCHMAJIBHOH cl1a00CThIO, HEMPOIIOPILIMOHAIBHO OOJIbIIIe
BOBJICKAET HOTH, Ye€M PYKH, OIHAKO, MAUEHTHl MOTYT
TIePEe/IBUTATHCA, HO 110 MEpe MPOrpeccUpoBaHmst 3a00-
JEBaHUS UM MOXKET TIOTpeOOBaThCSl HMHBAIHMIHOE
kpeco. [TareHTsr 00BIYHO HE CTPAAAIOT PECTPUKTHB-
HBIM 3200JIEBaHNEM JIETKHX, YTO HE BIMSAET HA OJKUIAe-
MYIO [IPOAOIKUTENbHOCTD *u3HU. Tun Il nnorna eme
noapaszaensitor Ha IIIA tun, koTopelil nposBisercs B
Bo3pacte ot 18 mecsmes o 3 et u [11B tun, 1edroT Ko-
TOPOTO XapakTepeH B Bo3pacTe crapie 3 et [14] [16].

Tum IV (Taxxe m3BecTHBI kKak CMA B3poc-
JBIX) y TAIMEHTOB KIMHUYECKHE NPOSBICHUS HAdH-
HAIOTCS B 3pejIoM Bospacte (crapire 21 rozxa), 3ToT THIl
sIBIIsieTCA caMbIM JierkuM (penoturiom CMA. TTaruenTsr
HaxXoATCs Ha aMOyJIaTOPHOM HAOJIOCHNH, Y HUX OT-
MeJaeTcs JIErKas c1adoCThb B HOTax 1 pa3BUBACTCS MPO-
rpeccupyomas ITpOKCHMalbHas ciIabocTh. OTH
CHCMTOMBI Ha MPOJOJDKUTEIBHOCTD KH3HN OOBIYHO HE
BrusttoT [17].

JInarnocTuka

Ecnu Bpau xnmHuuecku nopospeBaer CMA
Tocyie THIATEIbHOTO cOopa aHaMHe3a U KIMHHYECKOTO
00cIe10BaHMs, TEHETHIECKOTO TECTUPOBAHMS OOBIYHO
JIOCTaTOYHO JUIsl HOATBepkAeHus quarnoza CMA [17].
[Nonumepasnas nenHas peakms ([1LIP) wmu ammmdu-
Kalys 30H1a MyJIBTHUILIEKCHOTO Juruposanust (MLPA)
MOXET ITOMOYb OOHAPY)KUTh TOMO3UTOTHYIO JEIIEIHIO
sk30Ha 7 B rene SMNI [18]. Otot Tect umeet 95% uys-
CTBUTENBHOCTH U mouTH 100% creruduanocts. OKoI0
5% mroneit co CMA reteporeHHs! 1 UIMEIOT OJHY JAeJe-
LUIO ajuiens ’k30Ha 7 B reHe SMN1 u npyryro annens ¢
aTUMUYHON TOYeYHOM MyTanuei. JuarHocTuky nesne-
uuu B reHe SMN2 4acto BBIIOIHAIOT OJHOBPEMEHHO,
YTOOBI OOHAPYKUTH JOITOTHUTEIBHBIA MPOTHOCTHYE-
CKHI TIOKa3aresb ¢ 0ojiee BBICOKUMHU KomusiMu SMN2,
CBSI3aHHBIMU C MCHEE TSDKEIBIMU (peHOTHIIAMH [ 19].

Jpyrue OTuarHOCTUYECKUE TECTHI SABISAIOTCS
BCIIOMOTraTeIbHBIMHY, €CIH IEPBOHAYAIBHOE TeHETHYE-
CKO€ TECTUPOBAHHE HE MOXKET OOHAPYKHUTh TOMO3UTOT-
HYIO Aenenuto sk30Ha 7 rena SMN1:

Omnpernenenne KpeaTHHUHKIHA3BI 00HAPYKH-
BaeT HOpPMAJIbHBIE €€ 3HA4YeHUs (XOTS MOXET OBITh
clierka rmosblmieHa) [19].

HccnenoBanus HepBHOU MPOBOAUMOCTH, IpU

KOTOPO# CEHCOPHBIE HEPBBI AIEMOHCTPUPYIOT HOPMAIIh-
HBIE IOTEHIUAIIBI ICHCTBHSA, B TO BPEMSI KaK IBUaTEIIb-
HbIE HEPBBl MOTYT JEMOHCTPHPOBATH CHMKCHHBIC
MTOTEHIIMAJIBI IBUTATEIbHOTO oTBeTa [19].

Uronpuatas snexrpomuorpadus (OMI) npu
CMA I Tuma 1eMOHCTpUpPYeT H3MEHEHUS IeHePBAIHOH-
Horo Tuma 0e3 pennHepBarun. [Ilpu CMA II+I1I Tuma
XapaKkTepHbl HEHPOTCHHBIE MATTEPHbI (TTOTEHIHAIIBI
JEWCTBHSA C YBEIIMUCHHON MPOJOIKUTEILHOCTBIO, YBE-
JTMYCHHON aMIUINTYION M CHIKEHHBIM PEKpyTHPOBa-
HueMm) [19].

MplmieqHasi OUOTICHS SIBJISCTCS] YCTapeBIINM
JMarHOCTUYECKUM MHCTPYMEHTOM IO IIPUYMHE TOCTH-
KEHUH B 00J1aCTH TeHETHYECKOTO U MEHbIIICH HHBA3UB-
HOCTH JIaHHOTO TECTHPOBAHMS, HO TP €€ POBEACHUN
y manmeHTa ¢ CMA oOHapyXuBaeTCsl HEHPOTCHHBIN I1a-
tTepH [19].

JAuddepeHuuanbHbIi AUATHO3

Ecmu xnmmandeckn nomo3peBaetcss CMA, HO
TEHETHYECKOE TECTUPOBAHNE HE BHISBIISIET ATOJIOTHYC-
ckue OmamiensHble Bepcun/oTcyTcTBue SMNI, cyme-
CTByeT MHOXECTBO KpalHE pEIKHX COCTOSHHH
Pa3NUYHON 3THONOTHH (OOBIYHO BTOPUYHBIX 110 OTHO-
IICHUI0 K TEHETHYECKOMY 3a00JIeBaHHUIO), KOTOpHIE
MOTYT TpPOSIBISATHCS CHUMIITOMATHKOH aHAaJIOTHYHOU
CMA, HO 9acTO C OTIIMYUTETBHBIME YepTaMu. VX uHO-
raa HazeBaroT CMA, He cBs3aHHBIMU € 5q13 [14].

Twamenvuviti coop anammesda, ocmomp, d
maxoice npogederue kpeamuukuraswl, IMI, uccreoosa-
HUs HepsHOU npogooumocmu, duoncuu moviuy, MPT, a
makaice HanpasieHue K 2eHemuKy Mo2ym cmamao Kiio-
4OM K NOCMAHO8Ke NpaguibHo2o ouacnosa [19] [20].
[ompoOHEIf 0030p MU PEpeHITATFHON THATHOCTHKH
BBIXOJIMT 32 PAMKH 3TOI CTaThH, HO CIEAYIOLINI CIICOK
MpeaCTaBIsieT co00i KpaTKuit 0630p nuddepeHIaihb-
HBIX JUAarHO30B, CIPYNITUPOBAHHBIX 110 BO3PACTY, CO-
racHo GeneReviews: [20]

* BpoxieHHbIe — 1€010T B Bo3pacTe paHee 6 MecAIeB:
6omnesnp [Tomrre, cuanpom Ilpanepa-Bunmu, MmuroToHu-
yeckas auctpodus T 1, paccTpoiictBo cnekrpa Cen-
BErepa, BPOXICHHBIC MHACTCHHUYECKHE CHHIPOMBI,
X-clLemnIeHHas IeTCKasi CIIMHAJIbHAs MBIIICYHAs aTpo-
¢ust. Heo6x0auMo yunThIBaTh BPOXKICHHBIE MUOTIATHH,
HapyIIeHUs MeTadoNIn3Ma 1 HapyIIeHUsI MUTOXOHIPUI.
* JlercTBO: GOTYNIU3M, Ae(DUIUT TEKCO3aMHUHNAA3H A,
MebImedHas nuctpodus [mitera-bappe, MbiedHas auc-
tpodusa Hromenna, cuanpom PDarmo-Jlonae, 0one3Hb
Xupasimsl.

* B3poceiii Bo3pact: 00KOBOM aMHOTPOPHIECKUIA CKITe-
po3, CIMHaNbHAs U Oynb0apHas MBIIMIEYHAs aTpodus
[14][19].

BbiBoabl

Takum 06pa30M, C YUCTOM pPAaHHCTO ITPOsABIIC-
HUA CMHApOMa MBIIIEYHOI T'UIIOTOHHH, (l)aKT HaJIn4us

58



Mamytova E.M., Mamytova M. M., Nurbekova U.A.

Health care of Kyrgyzstan

KOTOpOH 00yCJIOBJICH FreHepaTH30BaHHBIM ITOPAKEHUEM
MOTOHEMPOHOB CIIMHHOTO MO3ra U JeJIeUEN SK30HOB 7-
8 rera SMN B rOMO3MIOTHOM COCTOSIHUU 10 JaHHBIM
JAHK-uccnenoBanus 1aau OCHOBaHUE FE€HETUKY U JIET-
CKOMY HEBPOJIOTY JHAarHOCTHPOBATH Y MAJICHBKOM Je-
BOYKH, HICTOPHs OOJIC3HU KOTOPOH OBLIa IpeCTaBICHA
B na"Hoi crarbe CMA 2 Ttrmna.

1. TTauMeHTOB C BBIPAXKEHHBIM CUHIPOMOM MBILIEYHOM
THUIIOTOHUH HEOOXOIMMO HAIPABIATH HA OCMOTp TEHe-
TUKY JUTSI ICKITFOUEHISI BO3MOYKHOM T€HEeTHIECKOM 11aTo-
noruu. J7s ONTUMU3AINH U IIAHUPOBAHUS JICUCHHUS,
COBMECTHOTO TPUHATHS PEIICHUH TPeOyeTC s CIaXKeH-
Has paboTa MyTBTHINCIAILTHHAPHON KOMaH/IbI.

2. YneHbl MyIbTUIUCLUUILNIMHAPHON KOMaHIbl MOTYT
BKJIIOUaTh, HO HE OTPAaHUYMBATHCS: [IEANATPAMH, JIET-
CKMMH MeJICecTepaMu, HEBPOJIOTaMH, TeHETHKaMH, JIET-
CKUMH XHPypraMH, OpTONENaMH, XUPypraMHu-OpToIe
JaMHi, (PU3NOTEpaneBTaMu, AUETOJIOTAMH, CIICIHAIIH-
CTaMH 110 NaJUITMATUBHOM ITOMOIIH W MPAKTHKYOIINMHA
MeJICeCTpaMu.

JKazyyuynap ap kaHaaii KbI3bIKYBLIBIKTAPABIH YbIP KOK-
TYI'YH KapbIsLIaiiT.
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