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«OmKpbieas Hoble 20pU3OHMBL 8 KAUHUMECKOU NPAKmMuKe HeuH8a3ueHoil namozenemuyeckol mepanuu CMA 5¢» — cum-
no3uym ¢ maxum nazeanuem cocmosiaca 6 pamkax IX Hayuno-npaxmuueckoti konghepenuyuu Accouuauuu 0emcrkux Hepoao-
206 8 ooaacmu muoaocuu «HEOMHO» «Omkpoieas HoGble 20pU30OHMbBL> C MeHCOYHAPOOHbIM yHacmuem. Meponpuamue
npoutro 6 Mockee ¢ 17 no 19 anpeas 2025 2. B pabome xongepenuyuu npunsiu yuacmue Cneyuaiucmol U3 pazAuiHslx pezuo-
Ho6 Poccuu u cmpan CHI (ouno u 6 gpopmame onaaiin).

B pamkax cumnosuyma oocysycoaauce docmuxcenus 8 ouazHocmuKe CRUHAALHOU MbluleMHOl ampogyuu 5q, cé63anHbLe
C GHedpeHueM HeOHaMAAbHO20 CKPUHUHEA, U NPEUMYUECINEA HAYAAA AeHeHUSA Ha 00CUMIMOMAmu4ecKkoll cmaouu, Komopoe
CMA10 603MONCHLIM UMEHHO 0.1a200aps COBEPULEHCMBOBAHUIO PalHell duazHocmuku 3aboaesanus. Paccmampusaauco éonpo-
cbl I hexmuenocmu u nepeHOCUMOCIU NAMOEHEMUMECKOll Mepanuu CRUHAAbHOU MbluevHol ampoguu 5q ¢ aKuyenmom
Ha npeumyuwiecmea HeuHea3uGHoI mepanuu nPenapamom pucouniam.

Modepamopom cumnosuyma cmaa npezudenm Accouuayuu 0emckKux Hegpon02oe 6 ooaacmu muorocuu «HEOMHO»,
Pykosodumensv Poccuiickozo 0emckozo HepeHo-MbLutenH020 ueHmpa, 6e0yuiuti HaAy4Holll COMpPYOHUK OMOeAd NCUXOHEBPOA0UU
u snuaenmoaoeuu Hayurno-uccaedosamenvcrkozo kaunuueckozo uncrmumyma neduampuu u demckoil xupypeuu um. IO.E. Beav-
muwesa PIAOY BO «Poccuiickuii nauuonaavnolii uccaedosamenvckuii meouyunckui ynueepcumem um. H. H. Ilupozosa»
Munsdpaea Poccuu, douenm xaghedpot Heepoaocuu, neipoxupypeuu u meouuyunckou cenemuxu um. axao. JI.0. badaarana
neduampuueckozo gaxysomema OIAOY BO «Poccuiickuti HauUOHAAbHLLI UCCACO08AMEAbCKUI MeOUUUHCKUI YHUBEPCUNEm
um. H. H. Ilupocosa» Munzdpaea Poccuu, k.m.n. JImumpuii Baaoumuposeuyu Baooaeey.

Kaunuueckuii cayuaii no nepesody nayuenma Ha HeuH-
GA3UBHYIO NAMO2EHEMUMECKYI0 MEPANUI0 CRUHAAbHOU Mbl-
weunoii ampogpuu (CMA) 5q npedcmaeuaa 3asedyrowas
Heapoaocuneckum omoeaenuem I'bY3 HO « Huxcezopodckas
obaacmuasn demckas KAuHuueckas 60AbHUUa», 8pav-Heepo-
402, 8pay pusu4ecKoii u peaduiUMauuoHHoU meduyunsl
Tamvana Andpeesna Camodhaa.

JlaHHBIN KIMHUYECKUI Cydail MHTepeCceH, Mpexie
BCEro, CEMeHBIM aHaMHE30M. B 3Toii ceMbe 2 cecTphl
(c paznulieit B Bozpacte 5 et — 2005 u 2010 . p.) cTpanaioT
CMA 5q 3-ro Tuna, ¢ aHaJIOTUYHBIM TeYEHUEM 3a00JIeBa-
HUS. B JTaHHOM KJIMHMYECKOM IIPUMEPE Mbl paCCMaTpH-
BaeM MCTOpHIO 00JIe3HM MJIAIIIEH CeCTPhl M 00CYyKIaeM

CJIeAYIONINEe OCHOBHBIE BOITPOCHI: KaKue (GakTOphI MPUBE-
JIV K PELIEHUIO O CMEHE MMaTOreHETUYECKOM Tepanuu (Te-
pexojie Ha IepopabHbIA IpUeM pUCIUIIIaMa) y JaHHOIA
MallMEHTKU U KaK JOJIKEH BBICTPAUBAaThCS KOHCEHCYC
MEXIY METULIMHCKUMU CIIELIUATUCTAMU U CEMBEIA.

KnuHuyeckuni cnyyait

Mnaowas cecmpa (2010 e. p.) podusace om 2-ii bepemer-
Hocmu, npomekasuieii 6e3 ocobeHHocmell, 2-X CPOUHbIX Ca-
MOCMOSIMeNbHbIX P0008, Macca meaa npu poxicoeruu — 3250e,
oyenka no wikane Aneap — 8/9 6annos. MomopHoe u peuegoe
paszsumue do 1,5 200a coomeemcmeosano 6o3pacmy (Ha4ano
camocmosimenvHoil xo0vowt nocae 1 eoda 2 mec). C 1,5 eooa
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OmMeueHa MaHugecmayus 08uamenbHbIX HapYUeHUil: caa-
bocmb 6 Ho2ax, YMOMASEMOCHb NPU 08ULAMEAbHOU AKMUG-
HoCmu, UsmMeHeHue cmepeomuna noxooku. B 2 zo0a desouky
8nepable 20CRUMANU3UPOBANY 8 HeBPOA0UHECKOe OmdeleHue,
2de y Hee bblna duaenocmuposana CMA 5q 3-eo0 muna (dene-
yus ax3ono8 7—8 eena SMN 1, 3 konuu eena SMN2). C 3 aem
OMMeUeHO YCuneHUe 08ULAMENbHbIX HaPYUeHUil: Hapacmanue
c1abocmu 8 HUINICHUX KOHEHHOCMSX, boaee yacmole nadeHust
npu xo0vbe, NOABUAUCH MUONAMUHECKUE NPUEeMbl NPU 6CMA-
8aHuu c noaa; 8 7.1em — nomeps ambysamoprocmu (degou-
Ka nepecmana camocmossmenvro xooums). Ilamoeenemuue-
ckas mepanus (npenapam HycuHepceH, UHMpameKalbHoe
86edenue) navarace 6 eospacme 11 nem (Ha smom smane
Y hayuenmiu yice 0blia ympaveHa amoyaamopHocms u cgop-
MUposarucy epybvle opmoneduteckKue 0CA0NCHeHUs, 8 MOM
yucae co cmopousl no3eoHoyHuKa). Ha momenm nauana na-
moeeHemu4eckoll mepanuu NOKAa3amenb no pacuiupeHHoll
wKane OyeHKU MOMOPHLIX PYyHKUUI 60AbHULbL Xammepcmum
(Hammersmith Functional Motor Scale— Expanded, HFMSE)
cocmasun 14 6a1108, nokazamens no NepecMomMpeHHoOMY MO-
0yA10 OYeHKU 08UaMENbHOU (PYHKUUU 8ePXHUX KOHEUHOCMell
(Revised Upper Limb Module, RULM) — 26 6aanos. Ha ¢ho-
He 1-e0 amana namoeenemuueckoii mepanuu (¢ 11 0o 14 aem)
npu HabawOeHuu 8 OUHamMuKe Oblaa OMMeYeHa HeKomopas
noaoXcUmenbHas OUHAMUKA 6 08UamMenbHOIL chepe: OueHKa
no HFMSE — 16 6annoe (+2), ouenxa no RULM — 29 6an-
106 (+3); desouia Hauanra camocmosmenbHo cadumbCs U3 no-
AOJCEHUSL 1eXHCA, CAMOCMOSIMENbHO Hadegamb 00excdy Ha
BEPXHIOI0 HACMb MeNd, NePeMeujamspCs U3 Kpecia-Kamanku
Ha kposams. OOHAKO, HECMOMPSL HA YKA3AHHbIE NOAONCUMENb-
Hble UBMEHEeHUsl, OMMEeUAN0Ch NPOSPECCUPOBAHUE BIMOPUHHBIX
opmoneduueckux 0cA0XcHeHuil (epybas cKoAuoOmu4eckKas
dehopmauyusi NO360HOUHUKA, ceubamenvhble KOHMPAKMYPbL
KOAEHHbIX CYCMAB08), NOSBUAC XPOHUYECKULL 601e80li CUH-
dpom (60au 6 chuHe 8 NoA0NCEHUU CUOSL — OCHOBHOM NOA0JICE-
HUU Yy OQHHOI NAUUEHMKU), A MAKICE CUMNMOMbL KOMOPOUO-
H020 MpeoicHO-0enpeccusno2o paccmpoiicmea. Ilosmomy
npu oyepedHoli NAAHOBOU 20CNUMANU3auuU 0esouKa U ee
Mamb 0MKA3aAUCh 0m 0asbHeluee0 UHMPAMeKanibHo20 66e-
deHus npenapama u HACMAUBAAU HA nepexode HA HeUHBA-
3ueHyr0 mepanuto (npenapamom pucouniam). Bozpacm na-
yueHmku Ha mom momernm cocmagun 14 aem. Ilocaednee
86edeHUe HycuHepceHa 6bia0 npogedero é cenmsbpe 2024 e.
(6ceco evinoaneno 14 esedenuii npenapama). B oxmsaope
2024 2. cocmosincs 8pauebHbLil KOHCUAUYM ¢ yuacmuem § pas-
HbIX CReUUANUCmos (8KAI0HAsI 0Opmoneoa, Helpoxupypea u me-
duyunckoeo ncuxonoea). Ilauuenmia npedesensina #aiobv
Ha npogpeccupyrouiee 0epanuterue 08uamenbHol aKmueHo-
Cmu, 8bIPANCEHHYI0 deghopmayiiio NO360HOUHUKA, 60U 8 CRU-
He 8 noaoiceHuu cuos (6e3 604U Moera Haxo0o0UmsCs 8 SMoM
nosaoxcenuu 0o 30 mun). B Heaponoeo-opmoneduueckom cma-
myce: KOCHUMUBHBIX U PEYeBblX HAPYUEHUI He 8blsiGAeHO.
B momopHoii cpepe: oepanuuen obsem 08UNCEHULL 8 8EPXHUX
U HUMICHUX KOHEUHOCMSX, 08U2amenbHble nepexodbl 8 npede-

AGX Kpoeamu NAuUeHmKa ocyujecmensnem Kpaiine 02paHu-
YEHHO U HYHCOAemCst 8 NOMOWU 83DOCA020; CAMOCHOSLMENbHO
He cadumcs; noaocenue cuds noddepicusaem b6e3 0epanu-
YeHus: 60 @pemeHU (npu ucnoavsosanuu kopcema Illeno);
CamMoCmosimenpHo He 6cmaem, NoAoNCeHue cmosi ¢ hoodep-
JHCKOIL 83POCA020 HE YOePICUBAen; OMMeUaromcest ceubamens-
Hble KOHMPAKMYPbl KOACHHbIX CYCMAB08; CYXONCUAbHbIE Pegh-
JeKcbl He onpedeasiiomcst. Myabmucnupanbhasi KOMRblomepHast
momoepaghus no3eoHouHuKa om okmsaops 2024 e.: kapmuna
8bIPAJICCHHO20 POMAalUOHHO20 S-00pa3noeo ckoauosa IV cme-
nexu (3Ha4UMeAbHO 3ampyoHAUWe20 NOUCK docmyna
05 uHmpamexkanvHoeo 6éedenust), spina bifida S1, evipa-
JHCeHHOU Kocoll degpopmayuu epyoHOIl KaemKU. DaeKkmpoKap-
duoepagus: npedcepOHblil YCKOPEHHbLI pumm, 4acmoma
cepdeunbix cokpaujeruil — 95 yo/mun, HopmaavbHoe noaoxce-
Hue aneKmpu4eckoll ocu cepoya, 8vicokuii 3ybey, R 6 omee-
Oenuu V6 (céa3anHbLil ¢ PenO3ULUOHHIMU USMEHEHUAMU —
depopmayueil epyoHoil KaemKu), U3MEHEHUe NPOoUeccos
penoaspusauuu (cHudiceHue amniumyow 3youa T). Ixokap-
duoepagusi: npusHaKu OUA2oHANbHOU MpabeKyabl NoA0OCHU
ne6020 xncenyoouka. Uccredosanue pyHkuyuu eHeuineeo Obl-
XAHUSA: HEKOPPEKMHOE 8bINOAHeHUe NPOObL ¢ POPCUPOBAHHBIM
6b100x0M. Umnynvchas ocuyurromempus: HeborbULUe HADY-
WeHUs. nPpoxXoouUMocmu ObIXAMeAbHbIX nymeli nepugepute-
ckoeo muna. Koncynbmauyus MeOUyUHCK020 NCUX0A02a: IMO-
YUOHANbHAs chepa ¢ GbICOKUM MPEBONCHBIM U 0enPecCUBHbIM
Komnonenmamu. Pexomendosanvt daumenvhoie 3aHamus
C NCUXO0A020M U peuleHue 80NPoca 0 HA3HAYEHUU MeOUKAMEH -
mo3sroli mepanuu. Ha ocnosanuu noayvenuvix 0aHHbix ycma-
Hoenen Kaunuueckuil duaenod: CMA 5q 3-eo muna. Ouyenka
no HFMSE — 16 6aanos, ouerxa no RULM — 29 6annos.
OcCn0xcHeHUsL OCHOBHO20 OUACHO3A: HEUPOMbLULEHHbLI NPO-
epeccupyrouuti epydonoscHuyHblil Kugockoauos 1V cmenenu
no Yakauny, epybas deghopmayus epyoHoii kaemku, 8blpa-
JICeHHblIl nepeKoc masza énpaeo, spina bifida S1, ccubamens-
Hble KOHMPAKmypol KOAeHHbIX Cycmagos. Conymcmeyouuil
Ouaeno3: MUoOnus cpeonell cmeneHu msaxcecmu oboux anas,
CMeUanHHOe MPEBOICHO-0ENPECcCUBHOe PACCMPOICMEO.

Kaxkwue (pakTopbl prBeIn K pEIICHUIO O CMEHE ITaTo-
TeHeTMYECKO Teparuu?

B doxkyce obcyxneHus 6bu10 4 hakTopa:

* KJIMHUYECKUii (akTop: OTpUlATe/IbHAsA AWHAMHUKa
B OPTONEANYECKOM cTaTyce (MMpOorpeccupoBaHue Hel-
POMBIIIIEYHOI'O CKOJIN03a C TOPCUEH TTO3BOHOYHMKA,
YMEHBIIICHUEM pa3Mepa MEXIIO3BOHOUYHBIX ITPOME-
KYTKOB Ha HWXXHETPYIHOM U IOSICHUYHO-KPECTLIO-
BOM YPOBHSIX);

* TeXHUYECKUI (haKTOp: KpaltHe CJIOXKHBII OIBIT BBITOJI-
HEHMSI MHTPATeKaIbHBIX MAaHUITY/ISILIMI HEMPOXUPYP-
rOM (IJTUTEIBHOCTD IpOLEeRyphl 10 1,5 4, 10 18 mornbl-
TOK OCYILECTBJIICHMSI MHTPATeKaJbHOro JOCTymHa 0e3
YJIBTPa3ByKOBOI HaBUTralyu, 63 MeToa 3JIEKTPOHHO-
ONTHYECKOTO IpeoOpa3oBaHusi, HEBO3MOXHOCTb UC-
MOJIb30BaHUsI B HACTOSIIEE BpPEeMsl KOMITbIOTEPHO-
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ToMOrpadyecKoif HaBUTAllUK) B COYETAHUU C yCUIIEe-
HUEM 00JIEBOTO CHMHIApPOMA IOC]e MHTPAaTeKaJbHBIX
MaHUMYISLUNA U BBICOKMM PUCKOM Pa3BUTHUS STPO-
TE€HHBIX OCJIOXXHEHMIA;

* CeMelHbIi (haKTOp: HETaTUBHBIN OIBIT MTPOBEACHMUS
WHTpaTeKaJIbHBIX MaHUIMYJSLMIA y CTapllieil cecTphl
C aHaJIOTMYHBIM 3a00JIeBaHMEM, KOTOpasl YXKe TOIoM
paHee mepelilia Ha TaTOreHeTUIECKYI0 Teparulo C Ie-
popasIbHBIM NPHEMOM Iipemnaparta pucauriaMm. Cre-
IyeT YYUTBIBATh, UYTO NIPUMEHEHUE Pa3HBbIX METOIOB
JIEYEHUS Y 2 MAllUeHTOK B OMHOM CeMbe 3HAYUTEIBLHO
CHIKAEeT KauyeCTBO XKU3HU CEMbU;

* TICUXOJIOTUYECKUI (DaKTOP: IICUXOJOTMYECKOE COCTO-
sSIHUE MallMeHTKU W YICHOB €€ CeMbM, KaTeropuye-
CKUI OTKa3 CeMbU OT MPOBEICHUS 0011Iell aHeCcTe3un
(Cc y4yeToM TMpeAIIecTBYIOIIET0 HeTaTUBHOIO OITbITa
y CTaplleit CeCTphl).
besycnoBHo, nocaenHuii pakTop UMeeT 00JIbIIOE 3HA-

YeHUE, OCOOEHHO C yYETOM MOJPOCTKOBOTO BO3pacTa Ia-
LIMEHTKU.

ITo pe3ynbrataM NMpOBEIEHHBIX IBAXIbl TEJIEMEIM -
LMHCKUX KoHcynpTanmii ¢ ®ITAY «HarmoHamsHbI MeTn-
LIMHCKUI MCCeA0BaTENbCKUI LIEHTP 310POBbS IeTeil»
MunsnpaBa Poccuu, a Takxke BpayeOHOIl KOMUCCUU
B ycnoBusx 'BY3 HO «Hwuxeropoackast obiactHas aet-
CKasl KIIMHUYeCKast 00JbHMIIA» MTallMeEHTKA ObljIa ITepeBe-
JleHa Ha HeMHBAa3MBHYIO NMAaTOTeHETUYECKYIO Tepaluio
npenapatoMm pucauniaam. OH ObLUT BBeAcH Yepe3 4 Mec
rocJjie MpeKkpanieHus: Teparnuu HyCUHEPCEHOM, COTJIaCHO
pekoMeHaauusIM. bella peKoMeHIoBaHa KOHCYJIbTallMs
XUpypra-BepreopoJiora ajs onpeaeacHus: JaabHenIen
TaKTUKM JIEYSHUST CKOJIMo3a. JJMHaMuKa peHTIeHOJIOT U -
yecKoit KapTuHBbI 3a 5 jieT (2019—2024 rr.) neMoHCTpUpyeT
3HAYUTEJIbHOE ITporpeccupoBaHue nedopMalry mo3BO-
HOYHUKa.

[Tpu HaGMONEeHNY B TMHAMUKE MTOCJIe CMEHBI METOIa
MaToreHeTUYeCcKOoi Teparnuu (OCMOTP HEBPOJIOTOM I10 Me-
CTy XuTeJibcTBa B MapTe 2025 I.) cocTosiHUE TTallUeHTKU
cTabuiIbHOE, 6€3 YXyIIIeHUS ; TOCTIMTAIN3alMs TUIaHUPO-
Banach B anpene 2025 1.

AHau3 TaHHOTO KJIMHUYECKOTO Ciyvasli MO3BOJISIET
clenaTh CAeAyIolIe BIBOIbI: pellIeHNe O CMEHE T1aTore-
HETUYECKOI Tepalliy JOJDKHO ObITh BCECTOPOHHE B3BEIICH-
HBIM U 00OCHOBaHHBIM, 1 UHOTJA OHO IpeACTaBsIeTCs
HeobxoauMbIM (1); pellieHre MPUHUMAETC B KOHCEHCYCe
MEXITy MEAULIMHCKUMMU CIIEUATUCTaMMU, TTALIUEHTOM U €T
CeMbeii; MpU MPUHITUY JAHHOTO PEIIeHUs BaXKHO YUUThI-
BaTh MaKCUMaJIbHOE KOJIMYECTBO (PaKTOPOB U HEJIb3S UT-
HOPpUPOBATh Iicuxojiorndyeckuii pakrop (!). Xots peryisip-
HoOe HaOJIIoleHUE Y KIMHUYECKOTo ICUX0JIora He BXOAUT
B KJIMHWYECKHE peKOMEHIaluu (yKazaHa BO3MOXHOCTh
«TIPUBJICYECHUS] JPYTUX CIELUATUCTOB MO HEOOXOAMMO-
CTH»), XOTEJI0Ch Obl MOAYEPKHYTh, UYTO MPUBJICUECHUE KIIU-
HUYECKOTO ICUXoJiora npyu HabJIoeHUHY TTallueHTa B T1-

HaMUKE ABJISICTCA HE MEHEE HeO6XOL[I/IMLIM, YEM yyacCcTue
JIIOOBIX APYTUX CIIEIIUATICTOB.

Kaunuueckuili cayuail no npumenenuo HeuH8a3ueHol
namoezenemuyeckoii mepanuu CMA 5q y nayuenmog na do-
CUMNMOMamuH4ecKkoli cmaouu 3a604e6anus npeocmasuid
8pay-Heepo02, 2AAGHLLI GHEWMAMHLLIL demcKuil cneyua-
aucm-Hespoaoe Munzopasa Aamaiickoeo kpas, 3aeedyrouias
ncuxoneespoaocuveckum omoeaenuem KI'bY3 «Asmaiicxuil
Kpaesoil KauHu4ecKuil YeHmp 0XpaHvl MamepuHcmed u dem-
cmea» Anna Anamoaveena Ioaenxo.

B HacTtosiee BpeMsi B AJITaiickoM Kpae MalMeHTh
¢ CMA 5q, nonyyalolye naToreHeTU4eCKylo Teparmio,
pacnpenessiioTcs ClenyIuM 00pa3oM: 12 60IbHBIX MTO-
JIydaroT HycuHepceH, 11 — pucaurniam, 8 malueHToB Mo-
JIYYUJIM TeHO3aMECTUTEIbHYIO Tepanuio (ImpernapaToM
OHAaCceMHOTeH abernapBoOBeK), U3 HUX 2 HAXOISATCS Ha KOM-
OMHUPOBAHHOW Tepanmuy W MOJYyYaroT MOCje reHo3aMe-
CTUTEJIbHOM Tepanuu HycuHepceH. Pucnuruiam — emuHCT-
BEHHbII HEMHBAa3MBHbIN ITpernapar i TaTOreHeTUYeCKOn
tepanuu CMA 5q ¢ cUCTeMHBIM JeicTBUEM, 3G HEKTUB-
HOCTb 1 0€30MTaCHOCTh KOTOPOTO MOATBEPXKIEHA B IIIMPO-
KO TIOIMyJISILMU TTallMeHTOB. BcTpauBasich B MATpUYHYIO
PHK, pucnumniam cnocoOCTBYeT CUHTE3Y MOJTHOLIEHHOTO
oeska SMN, 4YTO JIEKUT B OCHOBE MEXaHN3Ma IEeHCTBUS
npemnapara. 3a c4eT COXpaHEeHUsI 9K30Ha 7 B TPaHCKPUIITE
MarpruyHoii PHK yBennuuBaeTcst KOJIM4ecTBO MOTHOpA3-
MepHoit MmaTpuuHoit PHK SMN2, yTo npuBoauT K cTa-
OUJILHOMY YBeJIMYeHMIO CHTe3a 6esika SMN B LieHTpasib-
Hoii HepBHoOI1 cucteme (LIHC) u mepudepryecKux TKaHsIX.
IIpencraBnsieM 2 knuHudeckux ciaydyass CMA — 2 geteit u3
pa3HbIX ceMmeli, ponuBiuxcs B Mae 2024 1.; B HacTosIIIee
BpeMsl OHU €ellle He JOCTUIJIM Bo3pacTa 1 rona, uMeloT pas-
Hble (PEHOTHUIIBI, HO MOJYYalOT OMUHAKOBOE JIEYCHHUE.

Knunnyeckun cnyyai 1

Manvuux c duaenozom: «G12. CMA 5q. okaunuueckas
cmadus». Ilpu HeonamanvHOM CKpuHUHee 0OHaApydceHa Oe-
neyus Ix3ona 7 eena SMN1 6 eomo3ueomnom cocmosHuu.
B urone 2024 e. nposeden anaaus uucaa konuii eenoé SMN:
3apeeucmpuposarnt 4 konuu eena SMN2, konuii eena SMN 1
He o0Hapyxceno. M3 anamuesa scusnu: pebeHok om 2-i be-
PEMEHHOCIU, Y Mamepu OMAO0UEHHbLIL COMAMUYeCKUll aHaM-
He3 (XpOHUYeCKasi apmepuanvas uNnepmeH3us, 2eCmayuoH-
HbLil caxapHblli duabem, panee ONePUPOBAHHAS ONYXOAb
wumogudroil xceneszvl (TINOMO)). Poodwr Ha 33-it Hedene,
gusuonoeuueckue, macca meaa npu poxcoenuu — 2320 e,
oauna mena — 45 cm, oyenka no wxane Aneap — 6/7 bannos.
C nepevix MUHYm JHcU3HU 803HUKAU ObIXAMENbHble HAPYUIEHUSL,
6 C6513U C HeM 8 meUeHue CYyMmoK nPoeoodunacs pecnupamopHast
noddepicka 6 omoenenuu peanumauyuu. C 24 mas no 6 urons
2024 e. pebenok Haxoduacs 6 omoeseHUU NamoA02UU HOBO-
DPOJICOeHHbIX U HeDoHOueHHbIX demeil [lepunamanbHoeo yeH-
mpa «JIAP» ; HeonamanwHblil ckpunune npogeden 29.05.2024,
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pemecm Ha CMA evinonnen 03.06.2024. B neéponocuueckom
cmamyce (6 803pacme 0Ko40 3 Hed): COZHAHUe ICHOe, IMO-
YUOHAAbHBIE PEAKUUU COXPAHEHbL, CAYX080€ U 3PUMENbHOe
cocpedomouenue onpeoensiemcs; 04a2o08ble CUMNIMOMbL U 0Y1b-
OapHble HAPYWeHUS, CYXONCUAbHBLE PeqhieKChbl GbI3bl8AIOMCSL
(YMePEeHHOU 8bIPANCEHHOCMU UAU OJCUB/EHDBL); He 0OHapYIce-
Hbl RPUBHAKU MbLUEYHOU 2UNOMOHUU, PUOPUAIAUUL A3bIKA,
cuna Mulily, 8 pyKax u Hoeax — 4—5 6aanos. B uesom cocmo-
SAHUe NayueHma yo0oeiemeopumenvroe, nposieaeHus 3abone-
sanus (CMA 5q) omcymcmeyrom (dokauHuueckas cmaodus).
Pucounnam b6bin Haznauern Ha nepuod do 2-nremue2o o3pacma
6 doze 0,20 me/ke/cym. B dexabpe 2024 e. nokazamend
no mecmy demckoil 60avHuYubl Puradesvpuu 043 oueHKU
dsueamenbHbix PYHKYULL nPU HelipoMblUeHbIX 3a001e6aHU -
sax y Hoeopoxcoennvix (Children’s Hospital of Philadelphia
Infant Test of Neuromuscular Disorders, CHOP INTEND)
cocmaensem 60 6annos. Pebenok passusaemcs 6 coomgem-
cmeul ¢ 803pPACMHbIMU HOPMAMU.

Knunuyeckuin cnyyvai 2

Manvuux ¢ duaenozom: «G12.0. CMA 5q, 1-it mun (60-
ne3ub Beponuea—Iloghpmana)». Ilpu eenemuueckom uccae-
dosanuu evisenrena deaeyusi 3k30na 7 eena SMN1 6 eomo3u-
2omuom cocmosanuu. B urone 2024 2. nposeden anaiu3s uucaa
Konuii eenoe SMN memodom myabmunieKcHoll NoAUMepasHol
UEeNHOU peaKyuu: 3apecucmpuposansvt 2 KOnUU 3K30H08
7—8 eena SMN2, konuii eena SMN1 ne obnapyiceno.
U3 anammuesa ncusznu: peberox om 4-ii bepemenHHocmi, 2-x po-
006 Ha cpoke 39 Hed; macca meaa npu poxcoenuu — 4030 e,
dauna mena — 51 cm. Ha 5-e cymku pebenok 6vin evinucam
domoti. Habaroodancs c duaenozom: «llepebpanvhasn umemus
1 cmenenu, cunopom moimeurnoii eunomonuu. Heonamanvhas
anemus neekoli cmenenu. Ilepeonavanvras yovias maccol
mena, eoccmanoenennas». Ilposederno uccaedosanue Ha Ha-
auvue 3k3ona 7 eena SMN 1 memodom myavmuniekcHoll no-
AUMEPA3HOL UeNHOU PeaKyul: GbisaeaeHa oeleyus IK30Ha 7
eena SMN1 6 eomo3ucomHom cocmosiHuu, 4mo accoyuupo-
eano c pazeumuem CMA 5q. Tump AAV9 — 1:100 (noao-
JcumeneH; 6eposmuHo, MamepuHcKue aHmumena, 8 OUHa-
MUKe pe3yabmam ompuyamenvHolil). B nesponroeuueckom
cmamyce npu nepeoM 0CMOMPE GbIABAAAUC, NPUIHAKU Mbl-
weuHol eunomonuu u ubpuiiayuu s3vika. Ipu ocmompe
6 so3pacme okoao 8 mec, 8 dekabpe 2024 e.: coznarnue sc-
HOe, IMOYUOHANbHbIE PeaKUUU COXPAHeHbl, yablbaemcs,
2yAum, uHmepecyemcs uepyuwxamu, bepem u yoepicugaem
npedmem, xopouwio ydepcusaem 20108y 6 8ePMUKALbHOM
NOA0dCEHUU, NePesopaUusaemcs Ha 60K CamoCmosmenbHo.
Peaxuyus onopul Ha Ho2u KpamKo8pemenHa u 6blcmpo yea-
caem. byavbapuvie napywenus omcymemeyrom. Ommeua-
0Mest pacyuKyAsuUU A3vIKa, MbleHHas 2UNOMOHUS, O0nee
BbIpadceHHas 6 eepxHux KoneunHocmsx. CyxodcunbHble
pehaexcol ¢ pyK YyMepeHHOU HcUBOCMU, KOACHHbIE U aXU-
n06vL — He ebizblearomcest; oyenika no CHOP INTEND co-
cmasagem 58 6an108.

B 060oux npencraBaeHHBIX ClIydasix MaTOreHEeTUYe-
cKasl Tepalus IpernapaToM pUCAMILIaM (ITOPOILIOK
JUISI TIPUTOTOBJIEHUST pacTBOpA JJIsl IpyUeMa BHYTPb) Ha-
yajach B Havaje 2-ro Mecsia Xu3Hu. PacueTHas no3a
pucnouniaama cocraBuia: g0 2 mec — 0,15 Mr/kr/cyr,
¢ 2 mec 10 2 aet — 0,20 Mr/Kr/cyT. Y4uTbiBasi pocT pe-
OcHKa M U3MEHEHNE MacChl Tejla, pacdyeT MOTPeOHOCTH
B Mpemnapare B JaJbHeHlIIeM ciaeayeT MpoBOAUTH C yue-
TOM BEPOSITHOTO (pru3myecKoro Habopa mMacchl Teja. Ile-
PEHOCHMOCTb JICUCHHUS XOpOoIlasi, HexXelaTeIbHbIC SB-
JIeHUsl Ha (oHe MPOBOAMMOIM Tepalvu PUCIUILIAMOM
HE OTMCYECHBI.

[TonydyeHHBbIE HAMU PE3YJIBTaThl KOPPEIUPYIOT C TaH-
HbiMU ucciaegoBanuss RAINBOWFISH, onenuBasiero
3¢ deKTUBHOCTD U 6E30ITaCHOCTD IIpernapara pUCIUILIaM
y MallMEHTOB C TEHETUYCCKM MOATBEPXACHHOM U TIpel-
cumnroMatnyeckoir CMA 5q. B naHHOM ucciieioBaHUU
GOJBIIIMHCTBO MTaIeHIIEB ¢ 2 Kormsimu reHa SMN2 (7 (88 %)
U3 8 MalUMEeHTOB) K KOHIY 12-ro mMecsua JiedeHus ObLIU
CITOCOOHBI cuueTh 6e3 oropkl B TeueHue 30 ¢, 4 (50 %)
MOTJIM CaMOCTOSITEJILHO CTOATh, M 1 (13 %) pebGeHoK Ha-
yrHan xoauTh. IlanuenTsl ¢ 3 kKonusamu SMN2 u Gonee
(n = 18) B GonpIIMHCTBE cirydaeB (n = 17 (94 %)) morimm
cunethb, 17 (94 %) maluMeHTOB MOTJIM CaMOCTOSITEJIBHO
CTOSITh (M3 HUX 5 OBLIM CITIOCOOHBI CTOSATH C OMOPON 1 12 —
CaMOCTOSITEJIbHO), CIIOCOOHOCTb XOIMTh COXPaHsIach
y 15 (83 %) nereit (4 — ¢ onopoit, 11 — caMOCTOSITEILHO).
Y Bcex neTeit OyabbapHbIe, pecIMpaToOpHble M peYeBhIe
HapyIIeHUs OTCYTCTBOBAJIM, OHU CAMOCTOSTEIbHO TJI0Ta-
JIW, IPUHUMAJIA U1y Yepe3 poT, 0e3 30HA0BOM moaaep-
xku. Ilpu satom 06e3 nmedyeHust naumeHTel ¢ CMA 5q
1-T0 THITa HUKOTJA HE MOTYT CUIETh O€3 OMOPHI.

B nipencraBieHHBIX 2 KIMHUYECKUX CIyYasix y 000ux
JieTeil Oyap0apHble HapyIIeHUs OTCYTCTBYIOT, OHM CaMO-
CTOSITEJIBHO TJIOTAIOT, IPMHMMAIOT IUIIY Yepe3 pOT, 30H-
JIOBOE ITMTaHKME U pecIMpaTopHas IMTOAIepKKa UM He Tpe-
OyIoTCSI, U B HacTosIIee BpeMsi oba IalyeHTa MOTyT
JUTUTEIEHO HAXOMUTHCS B IoJloKeHuu cuns. [1epBblii pe-
0eHOK ¢ 4 KonusaMu reHa SMNZ2 Xopolllo pa3BuUBaeTCs
M CKOPO HAYHET CAMOCTOSITEJIbHO XOIUTh. Y BTOPOTO pe-
OeHKa (¢ 2 KOIUSIMU) €CTh MUHUMAaJIbHas OIopa Ha HOTH,
OH CUAUT Oe3 OIOPHI, U B LIEJIOM €r0 Pa3BUTHE OLICHMBA-
€TCs KaK YIOBJETBOPUTEIbHOE.

TakuMm obpazom, 06a pedeHKa, MoJyJarolue JeueHue
PUCAUILIAMOM Ha IOCUMITTOMAaTUYECKOM cTanuu 3abosie-
BaHMS B TeUeHUE TOYTH 11 Mec, CMOTJIU JOCTUYb CITOCO0-
HOCTH CUZIETh 6€3 OrOpHI (ITPY 3TOM IALIMEHT ¢ 2 KOIUSI-
MU reHa SMN2 cugut 6e3 onopsl 0ojee S5 ¢); mepBblii
MaLMEHT TaKXXe MOXKET CTOSATh M XOIUTD C MOIICPKKOIM.
006a pebeHKa TOCTUTIM MaKCUMAJIbHBIX ITPeIBAPUTEIbHBIX
nokasarejieit no CHOP INTEND. Y oboux aeteit coxpa-
HSIIOTCSI CAMOCTOSITEJIbHOE TJIOTaHUE U TTePOpaIbHOE M-
TaHMe, U MX KOTHUTUBHBIC HaBBIKA COOTBETCTBYIOT BO3-

pacry.
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Kaunuueckuii cayuaii no npumenenuro HeuHea3uGHoU
namoezenemuyeckoi mepanuu CMA y nauuenmoes, o6Hapy-
JCEHHBIX 8 PAMKAX NPOGeOeHUA PeMPOCKPUHUHA, Npedcma-
6.1 3a6e0yrouuil ncuxonespoaozuteckum omoeaenuem IbY3
«/lemckaa kpaeeas xaunuueckasn 6oavnuya» Munzdpaea
Kpacnooapckozo kpas, eaaenviii 6nemmamuutii 0emcKuii
Heapoaoz Munzdpasa Kpacnoodapckoeo kpas JImumpuii Heo-
pesuu Iyxkocoan.

K coxaneHuio, B HacTosIIIee BPeMsT PETPOCKPUHUHT
MIPOBOIMUTCS ellle He B MOJTHOM oObeMe. Bo3moxHO,
MPU COBEPIIEHCTBOBAHUU MeToAa Yucio 60abHbIXx CMA
Oynet BhIlle (Cpeau OOJbHBIX AETCKUM liepeOpaabHbIM
MMapajiidoM C aTOHUYECKM-aCTaTUYCCKUMU (hopMaMu,
HEYTOUYHEHHOI MUOTIaTUEH U IPYTUMHU 3a00JIEBAHUAMMU).
B nHacrosmiee Bpems B KpacHomapckom Kpae BBISIBICHO
88 mereit ¢ CMA 5q, usz nux CMA 5q l-ro tuna —
y 26 (30 %) nereii, CMA 5q 2-ro Tuna —y 29 (33 %), CMA
5q 3-ro tuna — y 18 (20 %), noxnmuanveckas CMA 5q —
y 15 (17 %). U3 88 nmereit 87 (99 %) obecreueHs JieKap-
CTBEHHBIM IIpeIapaToM B perroHe. PacrpeneneHue naTo-
TeHETUYECKOM Tepany TaKOBO: PUCIMITIAM IOJIYYaloT
44 (51 %) nauueHTra, HycuHepceH — 16 (18 %), reHosa-
MECTUTEJIBHYIO Tepamuio IperapaToM OHaCEeMHOTeH abe-
mapBoBeK — 27 (31 %). [1auueHThI OJTyYaloT HyCMHEPCEH
B I'bY3 «/leTckas KpaeBast KTMHUYeCKast OOJIbHULIA» , PUC-
JIUTUIaM BBOIMTCS aMOYJIaTOpPHO, a HaOMIONEHNE TaKKe
npoBoautcst B I'BY3 «J/leTckas KpaeBas KIMHUYeCcKast
0OJIbHHUIIa»; OHACEMHOTEH aberapBOBEK MALIMEHTHI MOJTY-
yuiu B penepalibHBIX LIEHTPax U B JAJIbHEHIIIEM TakKe
HaomonatoTcs B 'bY3 «JleTckast kpaeBasi KTMHUYECKast
0OJIbHULIAY.

IpencrapisieM pe3ynbTaThl HEOHATAIBHOIO CKPUHMH-
ra, mpoBoarMoro B KpacHomapckom Kpae B riepro ¢ 1 siH-
Bapst 2022 1. o 31 gexa6pst 2024 . Haru kpaii ObL1 B MUAJIOT-
HoM 1ipoekTe B 2022 1. ExkeromHo HeoHaTaIbHBIN CKPUHUHT
BoIsiBIsIeT 7 mauueHToB ¢ CMA 5q. M3 158 400 ponus-
mmxcst aeteit 157 220 (99 %) HOBOPOXISHHBIX MTPOLLIN
CKPUHMHT; BBISIBJICH 21 peOEHOK C MTOJIOXKUTEIBHBIM pe-
3yJILTaTOM HUCCJIEIOBaHUS HAa TOMO3UTOTHYIO AC/ICIUIO;
4 pebeHka c 2 konusiMu reHa SMN2, 9 nereii ¢ 3 KonusiMu
SMN2, 7 nereii ¢ 4 konuamu SMN2, 1 pebeHOK ¢ 5 KOIu-
amu SMN2. ety ¢ 3, 4 1 5 KOMUAMU UMEIOT JOCUMIITO-
MaTHYECKYIO CTanuio 3aboeBaHus. PacueTHas 3a0ojeBae-
MocTh — 1:7486, nipu aToM 33 % cocTtaBUIM AeTHU ¢ 4 KO-
nusiMu reHa SMN2.

KnuHuyeckum cnyyvait

Manvuux, 2013 2. p., 12 nem. U3 anamuesa yncusnu: pe-
benok om 7-it bepemeHHOCMU, NPOMeEKABUIeLl C 2eCMO30M,
3-x cpounbix podos, macca meaa npu poxcoeHuu — 3200 e,
ouenka no wikane Aneap — 8/9 6annos. Yoepucusaem 20108y
CamocmosimenvHo ¢ 4 mec, camocmosmenvHo cea 8 7—8 mec,
camocmosmenvho nouten 6 14 mec; 6 éo3pacme 1,5 eoda,
€O €106 podumeneli, nepexcun cmpecc, nocie Komopozo om-

MeueH peepecc 08U2AMeNbHbIX U peyesblX Hasvikos. B 4 cooa
podumenu 06pamuAUCh K He8poa02Y C HcAA00aMU HA X00bOY
Ha HOCOMKAX U peuegbie HapYuleHUst, U peOeHKY Obia YCMaH08-
AeH duaenos: «llemckuil yepeGpanviblil napatu, amoHu4e-
cku-acmamuueckas gopma. Paccmpoiicmeo sxcnpeccusHoii
peuit, oouee Hedopazeumue peuu 1—11 ypoens. KoenumueHoie
Hapywenus». B nesponoeuueckom cmamyce 6 eopacme 4 1em
(no danHbIM MeOUYUHCKOU OOKYMEHMAUUL): CYXONCUNbHbIE
pechaercol oxcueaeHbl (0COOEHHO ¢ HUNICHUX KOHeYHocmeil),
namonoeuuecKue peaeKcsl ¢ HUNICHUX KOHeUHOCmel, CHU-
JHCeHUe MbIUEUHO20 MOHYCA, PopMUpPYIOuUecs KOHMPAKmy-
Pbl 2oneHOCcmonHbix cycmasos. Ppazosas peuv — ¢ 4,5 eooa.
B 2022 . (8 6o3pacme 9 aem) coxpansauce i#canobvl Ha duc-
MAAbHYI0 YCMAHOBKY CMON, NPOCpeccuposana caabocmo
HudcHux kKoneunocmeil. Heeponoeom Obin ycmanoenen ouae-
Ho3: «Cnacmuueckas napanaeeus lllmpromnens (?)». Mae-
HUMHO-PE30HAHCHASL MOMOCDAYUSL NOSACHUUHO-KPECMU08020
omadena no3eoHouHUKa om gespansa 2022 e.: npusHaKu cnoH-
dunoducnaasuu, Hapyuienue cmamuku N0360HoHHUKa. buo-
XUMUYECKUTl aHaiu3 Kpoeu om saHeaps 2022 e. 6 Hopme, 8KAI0-
Yas nokazamenu AAKMamoeeuopoeHasbl U KPeamuHKUHAa3bl.
C 2020 2. ommeuanocv npoepeccuposanue degpekma 0CaHKu.
B aseycme 2022 2. peberok bbL1 HanpasaeH HA eeHemu4ecKoe
obcaedosarnue ¢ npeononsoxcenuem o CMA, u 6 oxmsabpe
2022 e. npu eeHemuueckom 0bcaedosanuu bviaa ooHapyicena
2omo3ueomuas deneyus k30106 7 u 8 eena SMNI1; uucao
xonuii eena SMN2 — 4. B saneape 2023 . y nayuenma co-
XPAHsAUCH X00b0a HA HOCKAX, HEYCMOUHUBAs HeYy8epeHHAs
noxodka, yacmoie NAOCHUS, HEHEMKOCMb Peyll, CHUNCEHUE
YCneeaemocmu 6 wKoe, N08eOeH4ecKue HapyuleHus, azpec-
cusHocmo 6 wkone. B neeponoeuneckom cmamyce: cuuice-
HUe MblUEeUH020 MOHYCA U KOAEHHbIX pehaexcos, mpemop
BbIMAHYMbIX NAAbUE8 PYK, dedhopmayus cmon, noxooka
¢ onopoii Ha ducmanvHbie omdenvt cmon. Ouenka no HFMSE —
49 6aanos.

B anpene 2023 2. Hauanracy HeuHea3zueHas namoee-
Hemuyveckas mepanus npenapamom pucouniam. Yepes
5 Mec namoeenemuuecKoil nepopatbHoil mepanuu, 8 CeH-
msabpe 2023 2. (603pacm manvuuxka — 10 sem), mamo
OmMemuna 3HAYUMeNbHOe YAYYeHUe N0OX00KU pebeHKa
(cman 3HauumMenbHoO pedce nadamov, MpPasMupPoO8aAmsvCs),
MENKOU MOMOPUKU, HABbIKA NUCLMA, NPOUSHOUEHUSL CA08
U HemKOCmU pevu, a maKice e2o CnoCOOHOCHb CNYCKAmMb-
cs1 no cmyneHskam o6e3 nomowu pyk. Oyenka no HFMSE
cocmasuna 57 644108, HMoO COOMBEMCMEYem NpUpoCcmy
8 () 6anrnoe cnycmsa 5 mec om nauanra mepanuu. Ilpu na-
Onr00eHuu 6 dunamuie 8 aHeape u dexabpe 2024 2. oyen-
xa no HFMSE ocmasanace cmabuavHoil u cocmasuaa
57 6aanos. Co cnroé mamepu, noxooka pebeHka cCmaHo-
sumcs 6ce bosee ygepeHHOU, YBeAUUUBACMC CUAA BEPX -
HUX KOHEeUHOCMel, ommeuaemcs yaAyHuleHue WKoAbHOl
ycneeaemocmi.

JaHHbBIN KIMHAYECKUN ClTydyail IeMOHCTPUpPYET 3Ha-
YUTENIbHYIO 3 GEKTUBHOCTD TEPAITUU PUCIUTLIIAMOM.
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Kaunuueckuii cayuaii no npumenenuro HeuHea3uGHoU
namoezenemuveckoil mepanuu y nayuenma c 6oae3nvto Bepo-
Huea—Iloghpmana npeocmasuaa epav-neeposoz omoeseHus
namosaozuu Ho8OPOICOCHHBIX U HedoHoweHHbix demeti TAY3
«Pecnybaukanckaa Kaunuueckasn OoavHuua» Munsdpaea
Pecnybauxu Tamapcman, douenm ragedpot Hespoaocuu
¢ Kypcamu ncuxuampuu, KAUHU4ecKoll ncuxoa02uu u meou-
yunckoil eenemuxu Uncmumyma gpynoamenmaavHoti meou-
uunot u 6uoaozuu PIAOY BO «Kazanckuii (Ilpusoarcckuii)
dedepaavnbiii ynueepcumenv>, 2Aa6HbLI GHEUMAMHbLI dem-
cKkuii Hespoaoe Munsdpasa Pecnybaurxu Tamapcman, k.M. H.
Jluna Badumosna Aiizamyauna.

C 1 auBaps 2023 r. B Poccuu Obl1a BBeAeHa paciliu-
peHHasl IporpaMMa HeOHaTaJIbHOTO CKPMHMHTA Ha 36 HO-
30JI0THi1 (paHee CKPMHUHT BKITIOYAJT TOJIBKO S 3a00J1eBaHUi),
Bkmovamomas 1 CMA 5q, 4To 3HAaUUTEIbHO YIYYIIUIO
JIMarHOCTHKY 3TOro 3aboseBaHust. OUHAIBHBIN MOJIEKY-
JISIPHO-TEHETUYECKUIA aHAIU3 IeTe, MOMaBIIMX B TPYITITY
pucka, npoBogut ®PT'BHY «Menuko-reHeTHuecKuii Ha-
YUYHBIU LIEHTP».

3a npoutenimii nepuo (2 roga 3 Mec) HeOHaTAJIbHbBIN
CKpUHUHT BbIsiBUI B Pecrrybsvke TaTtapcTaH 5 malimeHTOB
¢ CMA 5q, 13 HUX B 3 clyyasix UMeJIO MeCTO POXKIeHUe
nepBoro 6oabHOro CMA 59 B cembe, B 1 ciiyyae B CeMbe
yxe 061 6onbHOIT CMA 5q 1-ro Tuna, u B 1 ciyyae pe-
o6eHok ¢ CMA poausicst OoT OJIM3KOPOJICTBEHHOrO Opaka
(ponuTteny — ABOIOPOIHBIE OpaT U cecTpa; TakKue Ciiydyau
peako Bctpeyvatorcs B Pecrrybnuke Tarapcran). OauH pe-
3YJIBTaT CKPUHUHTA ObLI JIOXKHOIOJIOXUTETbHBIM, JIOXKHO-
OTpULIATEIbHBIX PE3YJIBTATOB BhISIBICHO He ObL10. Cpenu
BBISIBJIEHHBIX CJTydaeB 3 TMalMeHTa MOoJyYuIu TeHo3aMe-
CTUTENbHYIO Tepanuio. B 1 ciydae, rae B ceMbe yKe ObLIT
o6oabHOI CMA 5q 1-ro Tumna, ob6a poauTess SIBISIIOTCS
HOCUTEJIEeM MyTalliu, U BO BpeMsl 66peMEeHHOCTU IPOBO-
JUJIach OMOIICUS BOPCUH XOPUOHA, HO MaTh OTKa3ajlach
OT MpepbIBaHUS OEPEMEHHOCTH.

B Hacrosiee Bpemst B 1iesioM B Pecriyonnke Tatapctan
BbIsIBJIEHO 35 neteit ¢ nuarHo3oM CMA 5q. Cemb marueH-
TOB TTOJTYYWI TeHO3aMECTUTEIbHYIO TEPAITUIO ITperapaToM
OHACeMHOTreH abernapBOBeK, U3 HUX 3 MallMeHTa ObUIU
BBISIBJIEHBI ITPU HEOHATAJIbHOM CKPUHUHIE W TOJYYUIU
JIeyeHUe Ha JOCUMITOMAaTUYEeCKOM cTanuu 3ab01eBaHusI.
JBaniaTh NalMeHTOB MOJYy4YaloT HYCUHEPCEH, U3 HUX
2 malMeHTa MoJIyyaroT Mpernapat Ipy MOMOIIY pe3epBya-
pa OMmaiis. BoceMb nmaiimeHTOB MoJTyJaloT HeMHBa3WBHYIO
MaTOreHeTUYECKYIO Teparnuio (pUcauIiaM), U3 HUx 2 ma-
LIMEHTA BBISIBJICHBI MPU MOMOIIY HEOHATAIBHOTO CKPU-
HUHIAa U HaXOASTCS Ha JOCHMIITOMAaTUYECKOW CTaguu
3a00J1eBaHUSI.

Knunuyeckuin cnyyai 1

Manvuur, 2022 e.p. Poduncs 0o 66edenuss HeOHaAMAaAb-
Hoeo ckpununea Ha CMA 5q. Bmopoii pebenok é cembe; cmap-
was cecmpa 30oposa. bepemennocmos npomexana be3 oco-

bennocmeii. Podbi Ha ¢one carabocmu podoeoil
deamenvHocmu, Ha cpoke 40 Hed, macca meaa npu poiicoe-
Huu — 3115 e, oyenka no wikane Aneap — 8/9 6aanos. C po-
JcoeHus ommeuanace caabocms u esnocms cocanus. Ha 4-i
denb pebeHoK Obin nepesedeH 6 omoeneHue namoaoeul Ho-
60poJICOeHHbIX ¢ OuaeHo3om: «I[locmHamanvHas nHeGMOHUSA
cpedHeil cmenenu mscecmu, ObIXamenbras Hedocmamoy-
nocmb I cmenenu. Ilepunamanvroe nopaxcenue IIHC eu-
NOKCUUECK020 2eHe3a, CUHOPOM OUu@y3HOl MblueHHO
eunomonuu». Ilpu nposedenuu maeHUMHO-PE30HAHCHOU
momoepapuu Ha 7-i Oerb HCU3HU BblAGACHbL MEAKUE KUCbL
6 obnacmu 20406KU X60CMAamMo20 A0pa cnpasa. 2aeKkmpo-
Hellpomuoepagus Ha 4-ii OeHb Hcu3HU: OaHHbIE, YKA3bI8AI0-
e Ha nopadicenue Ha CNUHANLHOM YPOBHe, OMCYMCMEYIOM.
Pebenok 6bi1 ebinucan domoit Ha 21-ii denv JHcu3Hu, a yepes
18 oneit 6H06b c0CNUMANUUPOBAH 8 NEOUAMPUHECKOE OM -
deneHue 6 c653U ¢ 3ampyOHeHUeM KOPMACHUSL U HADYUeHU -
em cocanus. B nesponoeuueckom cmamyce ¢ smom 6o3pa-
cme: epybas Oug@ysnas MmovluleuyHas 2UNOMOHUSA,
CYX0XCUNbHBLE Pehaechl ¢ PYK U Hoe He @bi3biearomces. Ono-
pa Ha Hoeu caabas, ¢ nodeubanuem Hoe 8 KOJAEeHHbIX CYyCma-
eax. Kopmaenue uepes 30n0. Ommeuaromesi ObixamenbHoie
HapyuleHust, npo8oOUMCS HeUHBAZUBHASL BEHMUNAYUS NCCKUX
(HHUBJI). B c653u ¢ kaunuyeckumu npusHaKamu 3a001e6a-
Hus 6 so3pacme 1,5 mec gvinoanena eenemuueckas OuaeHo-
cmuKa: 3ape2ucmpupoéansvi 2 Konuu 3K30H08 7—8 eena
SMN2 u omcymcmeue cuernana, coomaemcmayouezo K-
301y 7 eena SMN 1. Yemanoenen ouaenos: «G12.0. llemckas
CMA, 1-it mun». IIposedeno 6enmpuKkyonepumoHeatbHoe
wynmuposarue (8 2,5 mec). Ycmarosaen Ha302acmpanbHblil
30u0. HUBJI 24 u/cym. Ilocae ycmanosaenus ouaeHosa
CMA 5q 6 603pacme 2 mec Hauanraco nepopasvbHas mepanusl.
Ha mom momenm Heuneasuenas mepanus pucouniamom
ObLaa paspeutena ¢ so3pacma 2 mec. B coomeemcmeuu ¢ un-
cmpyKyueil, 0o3a pucouniama 3a8ucum om 603pacma
u maccol meaa: om 2 mec 0o 2aem — 0,2 me/ke/cym, é 603-
pacme cmapuie 2 aem npu macce meaa <20xe — 0,25 me/ke,
npu macce meaa >20 ke — 5 me. MakcumanvHas pexomeH-
dosanHas 0o3a pucouniama cocmaensem 5 me npu 66e0eHulU
1 pa3 6 cymku. Jlo3a dasn demeil do 2 mec 6 Hacmosujee
epems cocmasagem 0,15 me/ke (coenacHo uHcmpyKyuu
no MeOUUUHCKOMY NPUMEHEHUIO pUCOUnIama).

Ha gone nepopanvroit mepanuu uepes 2 mec (6 8603pa-
cme 4 mec) ommeuenwvl cHudiceHue orumeaviocmu HHUBJT
do 20 4/cym u nogviuernue oyenku no CHOP INTEND om
2 (0o nauana neuenus) 0o 6 baanoe (npupocm 4 6anrna).
Pebenok cman ebimsieueamo pyuku U MAHYmMuCa K uepyi-
xam. Yepes e0o0 mepanuu oyenka no CHOP INTEND do-
cmuena 32 6annos, daumeavHocmov HHUBJI coxkpamuaace
do 12 u/cym. Hecmomps Ha usHauaibHo omseoujeHHbLl
comamuuecKuii poH, OOCMUSHYMO 3HAYUMENbHOE YAVHULe-
Hue 6 deueamenvHoll cghepe baaeodaps nepopasvHoll me-
panuu pucountamom, a maKice AKmueHol pabome mame-
pu ¢ pebeHKom.
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Knunuyeckuin cnyyai 2

Manvuur, 2022 2. p. Pebenox om 6au3kopodcmeenHozo
opaka (podumenu — 08010poodHble bpam u cecmpa), om 1-ii,
HOPMAAbHO npomeKaguieil bepeMeHHOCmU, podo8 Ha CpoKe
39 ned. Macca meaa npu poxcoenuu — 3944 2, oyenka
no wikane Aneap — 6/8 6annos. Jvixanue nocae poooe camo-
cmosmenvHoe, ebinucal u3 poddoma é cpox. B éozpacme 1 mec
O0CMOMPEH HespoI020M, YCIMaHoeAeH duazno3: «Ilepunamans-
Hoe nopaxcenue I[HC, cundpom dughgy3noit moiueuHoi eu-
nomonuw». CyxoxucunvHuie peghrexcol He 8bl3bi6aAUCh. B cés-
3U ¢ HAPACMAHUEM 8A0CMU U OMCYMCMBUEM 08UICCHUL
8 KOHeuHOCMAX (He NOOHUMAn pyKu u Hoau) pedeHoK Obin
IKCMPEHHO 20CNUMANUZUPOBAH. DaeKmpoHelipomuoepagusi:
Ha MOMeHmM UCCAe008aHUS OAHHbIX, YKA3bIBAIOUUX HA CHU-
HAAbHbLU YPOBEHb NOPANCEHUs, He noay4eHo. MaenumHo-pe-
30HAHCHASL MOMOCPAPUS NOACHUHHO-KPECIMU06020 OMOeNa
CNuUHHO20 M03ea om espans 2023 e.: namonoeuu He 8vis61e-
Ho. B 6o3pacme 0k040 2 mec npoedeno ceHemuueckoe uccae-
dosanue — anaausz na CMA 5q: 3apecucmpupogannl 2 Konuu
9K30H08 7—8 eena SMN2 u omcymcmeue cuenana, coomeem-
cmeyroueeo 3k30Hy 7 eena SMN 1; makum o6pazom, ouaeros
CMA 5q noomeepacoen. HUBJI 24 u/cym. [locae ycmarnog-
AeHus duaeHo3a 6 go3pacme 2 mec pebeHOK HAYAA NOAYHAMb
pucounaam.

Ha gpone nepopanvroii mepanuu uepes 2 mec (6 6o3pacme
4 mec) ommeueno He3HAUUMENbHOE YAYYUEHUE 8 8Ude NOBbl-
wenus oyerxu no CHOP INTEND om 2 (0o nauana nevenus)
do 4 6annoe (npupocm 2 banna). HUBJI 6 meuenue 24 y.
Yepes e00 mepanuu oyenka no CHOP INTEND docmuena
18 6annos, npodoancumenvrnocmov HUBJI coxkpamunocy do
204/cym. Menee 8vicokuil pe3ynbmam, NOAYHeHHblil 8 OAHHOM
KAUHUMECKOM cay4ae, ¢ 00AbULOL 8EPOSIMHOCMbIO 00YCA08AEH
HedoCmamo4Ho UHMEHCUBHOU peabuaumayuetl.

TakuM 006pa3oM, OrpOMHOE 3HAYEeHUE I TTPOTrHO3a
MMeeT KaK IMOCTOSIHHAasl paboTa poauTeNieil ¢ peOeHKOM
(TIpoBeficHME PeadMIMTAlMOHHBIX MEPOIIPUATHII), TaK
U HaOJIIoNeHUe MalMeHTa MyJIbTUAUCIUTUIMHAPHON KO-
MaHOM CITEIUATMCTOB. MyJbTUANCIUILIMHAPHAS KOMaH-
Jla CTICIIUAJIMCTOB, OCYIIECTBIISIIONINX BeICHUE MallueHTa
¢ CMA 5q, MOXeT COCTOSITh U3 HEBPOJIOTa, CieLMaaucTa
110 HEPBHO-MBIIIICUHBIM 3a00JIeBaHUSAM, 3ProTepareBTa,
(usnoreparieBra, opronena, myJJbMOHOJIOTa, TaCTPOIHTE-
poJiora, UeTojIoTa, SHAOKPUHOJIOra, JOoroneaa, Imcuxo-
Jiora, peaHMMaToJjIoTa, Bpada CKOpO MEIUIIMHCKOM 110~
MOIIIU, TepaneBTa (rmeauarpa). MyasTUIUCIUTLTMHAPHBIA
TTOIXO/ IOJDKEH MPUMEHSATHCS C YYETOM MHAUBUAYATbHBIX
0COOEHHOCTEI TalMeHTa.

Jlevamumii Bpay (4ale BCero HeBpoJIor) OOBIYHO OTBE-
YaeT 3a KOOPAMHMPOBAHUE MYIBTUANCIUILIMHAPHOM KO-
MaHnbl. He BceM maimentam ¢ CMA 5q Tpebyetcs Habmo-
JIeHEe BCEX WICHOB MYJBTUCIUIUIMHAPHONW KOMAaHJbI.
KoHcynsranuu onpeneseHHbIX CIeUaaiCcTOB U3 MYJIb-
TUAUCIUTUTMHAPHON KOMaHAbI POBOASITCS B 3aBUCUMOCTH
OT CTaIUM U TSIKECTU 3a00JIeBaHUSI.

Hecmotps Ha BBeieHMe HEOHATAIbHOIO CKPUHUHTA,
CIIeIIMAIMCTHI TOJDKHBI 3HaTh XapaKTePHbIE CUMIITOMBI
CMA 5q, uim Tak Ha3bIBaeMbIe KpacHble (Jiaru, 4ToObl
He mponycTuTh ciydan CMA, He AuarHoCTUpOBaHHbIE
Ha 3Tare HeOHaTaJIbHOTO CKPMHUHTA (BKJIIOYast 3- TUII
CMA):

* CMMMETPHUYHAs MBIIIeYHAasI CJIa00CTh C IIpeodIataHm-
€M B IIPOKCHUMAJIbHBIX OT/e/Iax; KaK MpaBWIo, MPeo-
OagaHue c1aboCTU B HOTax;

* bacUMKYJISIIIUY SI3bIKA;

* YYBCTBUTEJBHOCTh COXPaHEHA; HaIMYWe TIIIyOOKMUX
CYXOXWJIBHBIX PehIEKCOB 3aBUCUT OT IPOIOJKUTEITb-
HOCTH 3a00JIeBaHMS ¥ BO3pacTa 1e010Ta CUMIITOMOB;

* CKOJIMO3, OTrpaHWYCHUE MBVIKCHWIA, TpeOyeTcs Io-
MOIIb MPH XOAbOE WJIM MCIOJb30BaHUE BCIIOMOTA-
TEJIBHBIX CPEICTB MEePEABUKCHUS;

* OTCYTCTBME HapyIICHWM MHTEJUIEKTa UM BHUMAaHMSI,

* HapyllleHue IbIXaHus; AuadparMaibHOe TbIXaHUE;,

° HapylIEeHUE IOTaHUA, TPYIHOCTU € IPUEMOM ITUIIIH.
B uccnenosanuu FIREFISH Ob111 mostyyeHb! JaHHBIE

110 3¢ (HEKTUBHOCTY 1 O6€30IMaCHOCTU pUCIUILIaMa y Tia-
uueHtoB ¢ CMA 5q 1-ro tumna 3a 5 net. UccnegoBanue
BKJTIOYAJI0 2 YaCTH; B JAHHOM MCCJICIOBAHUY TaKXKe IIPH -
HsUT yaactre HayyHo-uccaenoBaTeIbCKUid KITIMHUYECKUIA
WHCTUTYT TeIUaTPUN U IETCKOW XUPYPTUM WM. aKaj.
IO.E. Bensruiiena. Pe3ynsraTsl MccieqoBaHUs MOKa3alu,
YTO Mocjie 5 JIeT mpueMa pucauIiaMa 6eccoObITHITHAS
BBDKMBAEMOCTb Y MTAlIMEHTOB, MOJTyYaBIINX JeUeHe, 3Ha-
YUTEIBHO ITPEBOCXOIMIIA TAKOBYIO Y IETEl C €CTECTBEHHBIM
TeyeHreM 3abosieBanus. Yepes 5 et neyenus 91 % nmeteit
JIOCTMIJIM TIOKa3aTessl BbDKMBaeMocTH, a 81 % — Gecco-
OBITUITHOI BBIKMBAEMOCTH. MeauaHa BpeMeHU HACTyII-
JIeHUs JieTajdbHoro ucxona wiu nocrosstHauoir HUBJI B uc-
cienosanuu FIREFISH ouieHke He moayexana BBUIY
OTCYTCTBUSI JAHHBIX COOBITHIA.

Bwmecte ¢ Tem B uccinegoBanuu PNCR y miageHueB
¢ nuarHoctTupoBaHHO CMA 1-ro Tuma u 2 KonusiMy reHa
SMN2, koTopble He OoayJalu JIeueHue, MearaHa Bpeme-
HY HACTYIUICHUS JICTAIBHOTO MCXOMa WU ITOCTOSTHHOM
HUBIJI coctasmia 10,5 (8,1—13,6) mec. bes neyenus npu
CMA 5q 1-ro TMna Hen30eXKeH JIeTaJIbHBIM UCXO/ B paH-
HEM BO3pacTe.

JHannpie ucciaenosanuss FIREFISH noxkasniBaror,
YTO y OOJIBIIMHCTBA ACTEM, TTOJYIaBIINX JICUESHUE PUCI -
IJTaMOM Ha IPOTSDKEHMH 5 JIET, OTMEUYAIOCh IIPUOOPETEHME
U TOoJiepKaHWe CIIOCOOHOCTH CUACTh 0€3 MOMICPKKU:
u3 58 nmereit 36 (62 %) Morv cumeTh 6e3 MOMICPKKHU >5 ¢
u 34 (59 %) mornu cugeth >30 ¢ yepes 5 JIeT JeYeHus.
Hekotopsle netv Ha (hoHe Tepanuu pUCAUILIAMOM K 5 TO-
JlaM MOTJIM JaXe CTOsITh 6e3 momaepxXku (4 (7 %) us 58).
ITpu aTom 60abHBEIE CMA 5q 1-ro ThIa 63 JIeueHUsI HU-
KOrIJla He CMOTYT cueTh 0e3 moaaepxkku. Ha ¢one Tepa-
MUY PUCAMILJIAMOM 4Yepe3 5 JIET MOJIHOE MepopaabHOoe
KopmJieHue coxpaHsieTcst B 80 % ciydaeB. CoxpaHeHUE
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MepOPabHOIO0 KOPMJICHUSI UMEET OTPOMHOE 3HAYCHUE
JUIS1 Ka4eCTBa XXU3HU CEMbU. Y JeTel, MOJyYaBIIX PUC-
JIATIIIaM B TE€YCHUE 5 JIET, OTMEUCHO YCTOMYMBOE MOBBIIIIE-
Hue oueHku mo CHOP INTEND, npu 3ToM oHa MOBHI-
IIaeTCs JaXxe MPY OTCYTCTBUY aKTUBHOM peaOdWIMTALINN,
OJTHAKO B 3THX CUTyalusiX (0€3 aKTUBHOM peaOWIUTALIIN )
peOEHOK He CMOXKET JOCTUTHYTh MAaKCUMAaJIbHOTO YPOBHSI
cBoMX Bo3MoxkHocTeit. Y gmereit ¢ CMA 5q 1-ro Tuna,
He ToJyJyarolux JedeHue, odmiasg oueHka mo CHOP
INTEND penko mocturaetr 40 6aninoB. OnHako AeTU
¢ CMA 5q, nosiy4JaBuiyde pucauIniaM, yepes S JeT JeueHus
TOCTHTIIM Toka3atenss >40 GammoB B 80 % caydaeB
u >50 6atoB — B 62 % ciydaeB. Ha npoTsokeHuM S et
JISYCHUSI 3HAYUTEIIPHO CHIDKAETCSI KOJIMYECTBO TOCIIUTa-
JIM3alMi, TaK KaK YKPEIUISIOTCS AbIXaTeIbHbIC MBIIIIIBI
U pexXe BO3HMKAIOT IbIXaTeJbHbIe ocIoXHeHus. B 22 %
cJlyyaeB AETSIM He MOTpeOoBaIach TOCIIUTAIU3ALIMS ITOCTIe
HayvaJia JIedeHus1 pucauriaMoM. [1pu a3ToMm B Koropre ¢ ec-
TECTBEHHBIM TeUeHMEM 3a00JIeBaHUS BCE JICTH TOCITMTA-
JIM3UpOBaNuch ot 4,2 1o 7,8 paza exXerogHo.

Takum obpazoM, tuddy3Hast MblliedHast TUITIOTOHUS
MOXeT OBbITh CUMIITOMOB MHOTUX 3a0ojieBaHuUli. BaxHo
B IIEPBYIO OYepelb MCKITIOYUTh HACICACTBEHHBIC HEPBHO-
MBIIIIeYHbIE 00Ie3HN (OCOOEHHO YUMTBIBAsI, YTO OHU MOTYT
UMeTh clieurduyeckoe jJeyeHue). BakHo MOHUMATh,
4yTO y JAeTelt ¢ mepuHaTanbHbIM nopaxkeHueMm LIHC (¢ mpo-
SIBICHUSIMU MBIIIICYHON TMIIOTOHUM) MMEETCS XOTs ObI
MMHUMAJIbHBII ITOJIOXUTEIbHBINA 3(D(hEKT JIeYeHUST, U OT-
cyrcTBre 3(hdeKTa B JTaHHBIX CITydasx TpeOyeT IepecMoTpa
JnvartHo3a. HeoHaTaqbHbBIN CKPUHUHT ITO3BOJISIET BBISIBUTh
3a00JIeBaHUE B JOCHUMITOMATUICCKHIA IIEPUOL 1 TOOUTh-
¢S MAaKCUMAJTBHBIX PE3YJIBTATOB JICUEHWS TIPH ITPOBEIECHUN
MaTOreHETUIECKOM Tepani. MoJIeKyJISIpHO-TeHeTUIeCKast
JIMarHOCTHKA ITO3BOJISIET HE TPATUTh BPEMsI Ha JOTIOJTHM -
TeJIbHBIE UCCIICIOBAHMS TSI UCKJTFOUEHMUSI IPYTUX 3a00I1e-
BaHUIi 1 OBICTpee HAa4aTh aTOTCHETUYECKYIO TePaIuio.

Kaunuueckuii cayuaii no npumenenuro HeuHea3uGHoU
namozenemuyeckoi mepanuu npu CMA 5q ¢ nozonum nava-
A0M NPpeocmagula 3a6edyroudas 2-m ncuxXoHe8poA0cUHeCKUM
omdeaenuem I'bY3 MO «Hayuno-uccaedogameavckuii Kau-
Huueckuti uncmumym demcmea» Munzdpaea Mockoeckoii
obaacmu, k.m.H. Arexcanopa Anamoaveena Cmupnosa.

I1o nanHbBIM peructpa namueHToB ¢ CMA 5q neTckoro
Bo3pacTa, B MOCKOBCKOI 001acTu HabonaoTcs 94 ma-
nueHTa, u3 Hux 33 manuenta ¢ CMA 5q 1-ro Turma, 36 —
¢ CMA 5q 2-ro tuma, 14 — ¢ CMA 5q 3-ro tuna, 11 nmaiu-
€HTOB HaXOISTCsl Ha JOKJIMHUWYECKOH cTanuu. B ampere
2025 1. ObLT BBISIBJIEH ellle | MauueHT B Bo3pacTe 2 Hen
Ha TOKJIMHUYECKOM CTauu, TAKUM 00pa3oM, 00l11iee YUCIIO
nmauueHToB — 95 (M 12 — Ha JOKJIMHMYECKON CTaauu).
B 2023 1. 661710 BBISIBJIEHO 12 MainMeHToB (5 — Ipu CKpu-
HUHIE, U3 HUX 3 — Ha JOCHUMIITOMAaTUYECKON CTaluu;
7 — BHe ckpuHuHra: CMA 5q 1-ro Tuna — 3, CMA 5q

2-ro Tuma — 2, CMA 5q 3-ro Tuma — 2; u3 HuX 6 poavInch
JI0 BBEIEHUSI CKPMHWHTA M Y 1 IMOJIyYeH JIOKHOOTpUIIA-
TeJbHBIN PEe3yJIbTarT, a B JaJbHEWIIEM TUarHOCTpOBaHa
CMA 5q 1-ro tnma), B 2024 . — 16 maumeHToB (12 —
IpYU CKPUHMHTE, U3 HUX BCe OECCUMITOMHBIC; 4 — BHE
ckpuHuHra, y Bcex CMA 5q 2-ro Tura; Bce MaluueHThI
U3 Apyrux peruoHoB). Takum obpasoM, B 2024 I. oTMEUEHO
3HAYUTEIbHOE YIYYIICHUE TUarHOCTUKU IPU ITOMOIIN
HEOHAaTaJIbHOI'O0 CKPUHMHIA Ha JOCMMIITOMHON CTaguu
3aboneBaHus. OgHako B 3 u3 12 ciydaeB, BBISIBIEHHBIX
Ha TOCMMIITOMHOM CTaIyM, Ha4ajIo Teparuu ObIJIO OTCPO-
YEHO 110 HACTOSTHUIO POJUTEIICi, M B UTOTe JieYeHUE Ha-
4yajoch yXe IMocje MosiBjieHus: cuMnTomMoB. U3 94 neteit
32 moJy4yuIM oHaceMHoreH abemapBoBek, 17 moayyaroT
HycuHepceH U 40 — pucIuIiaMm.
[pencrapnsieM 2 KIMHUYECKUX CITydas.

Knunnyeckun cnyyai 1

Tayuenmrka M., 6 aem, duaeros: CMA 5q 2-eo muna.
Jlannvie anamuesa: pebenok om 3-ii bepemenHocmu, npome-
Kasuell Ha one mokcuxo3a é I mpumecmpe, om 2-x podos
Ha cpoke 37 Hed nymem 3KCMPeHHO20 Kecapesa cexeHus (npe-
JcdespemerHOe Uzaumue 0KoA0NA00HbIX 600, 08YKPAMHOe
obsumue nynogutvl 60kpye uieu naooa). Macca meaa npu po-
acdenuu — 3300 e, oauna mena — 49 cm, oyenka no wikane
Aneap — 8/9 6annos. Boinucana uz podooma na 5-e cymku.
Jluaenos 6 neonamanvHom nepuode: «lunokcuuecku-umemu-
yeckoe nopaxcernue IIHC. Cundpom yenemenus I[HC». Pan-
Hee pazeumue: yoepicueaem 20408y ¢ 3 mec, CAMOCmosmenb-
HO nepesopauugaemcs ¢ 4,5 mec, camocmosimenbHo cuoum
¢ 8,5 mec, ecmaem y onopet u noazaem c 11 mec. Pooumenu
00pamuAuUCy K Hegpoao2y 8 C8s13U ¢ OMCYmcmeuem y pebenka
HABbIKA CAMOCIMOSMENbHOU X00b0bL.

Dnexmponetipomuoepapus om 16.01.2020 (603pacm na-
yueumku — 1 200 5 mec): npu cmumMyAsyUOHHOU 31eKmMpOMUO-
2paguu MOMOpHbIX B0N0KOH PYK U HO2 OMMeueHbl Oedueypa-
Yus U CHudCeHue amnaumyod 6wi36amHvix M-omeemoes
npu onpedenenuu CKopocmu nPogedeHUs o A0KMeGOMY HEP8y
Cnpasa u 3Havumenvroe cHuxcenue (omcymemeue) M-om-
6emMo8 ¢ HO2, NPeUMyU,eCmeeHHo ¢ Mai00epyoBblX HEPEoa.
Tlonyuennvie dannble He NPOMUBOPEUAM AKCOHAAbHO-0eMU-
CAUHUBUPYIOUEMY NOPANCEHUID, NPEUMYULeCMBEHHO HUNCHUX
Koneunocmeii. MaeHumHo-pe3oHancHas momoepagus 20106-
Hoeo mo3zea om 23.01.2020: nepueenmpukyaapHas Aelikona-
mus (6epostmHo, NOCAeOCMBUe 2UNOKCUHECKU-UUEMUYECKO-
20 nopaxceruss 1[HC), cummempuunoe caaboe duggysroe
nosblUleHUe MACHUMHO-PDE30HAHCHO20 CUCHAAA OM CYOKOp-
MUKAABHBIX U 21YO0KUX 0MO0e06 0en020 8elecmea 20106H020
Mo32a, 00yCA068AeHHOe He3DeN0CHbI0 MO3206bIX CIPYKMYD,
cnaboe pacuiupenue HApyHCHbIX U GHYMPEHHUX AUKBOPHBIX
npOCMpancma.

Hccaedosarnue naubonee uacmoix Mymayuii npu Hacaeo-
CMBEHHOLL MOMOCEHCOPHOI Hellponamuu 2-20 muna om uionst
2020 e.: napywienuii He sbiaenero. Tlouck mymayuii 8 15 eenax,
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OMBEMCMEEHHbIX 30 HACAEOCMBEHHYI0 MOMOCEHCOPHYIO Hell-
ponamuto, om okmsabps 2020 e.: HapyuieHuUil He 8bi6AeHO.
B cea3u ¢ ompuyamenvrvimu pe3yabmamamu eeHemu4ecKko-
20 UCCNe008aHUSI HA HACACOCMBEHHYIO0 MOMOCEHCOPHYIO He-
8ponamuio npogedeHa NOGMOPHAsL INEKMPOHEUpoMUopapust
(om dexabps 2020 e., 6 2 eoda 5 mec), komopas 6viaeura
HeboabUe PUMMUYHbIE NOMEHUUANbL PACUUKYAAUUH, npeu-
MyujecmeenHo 6 ducmanvhbix omoeaax. Iloayuennvie danmHbie
MO2ym YKa3bl6amb HA CNUHAAbHbLI XAPAKMED NOPANCEHUSL.
B sozpacme 2 nem 7 mec (aneapw 2021 e.) mosekyaspHo-eeHe-
muueckoe uccaedogarue noomeepouno ouaenoz CMA (evis6-
neHa deneyus sk3ona 7 eena SMN 1 6 eomozueomuom cocmo-
Axuu; Koauvecmeo xonui eena SMN2 — 3). C urona 2021 e.
peberok noayuaem pucouniam. Ha momenm nauana aevenust
6 6o3pacme 2 2o0a 11 mec desouka nepesopauusaemcs, Cuoum
Oe3 onopwl, 6cmaem Ha YemMeepeHbKU, HO NOA3Aem MOAbKO
no-naacmyncku. Haeoik nonsanus na uemeepenvkax, a mak-
Jce 6CMABAHUSL Y ONOPbL K IMOMY 8peMerU Obla YmpayeH.

Yepes 3 mec om Hauasa mepanuu 6 eo3pacme 3 200a
3 mec Oeouka Ha4ana NOA3AMb HA YEMBEPEHbKAX, A MAKICe
denamb nepavie uiazu ¢ no00epiucKoli 3a pyKy (nammepH xo00b-
0bL docmamouno epybo Hapyuier). Yepes 11 mec om nauana
Aevenuss ona cmoum camocmosmensvro (0o 1 mun). Yepes
2 200a 4 mec om Hauana neveHus (6 eo3pacme 5 nem) 0ecou-
Ka ysepenHo xo0um ¢ onopoii 045 xo0b0bl, nammepH xo0b0Obl
VAVHUUACS, NPU X00bDe NOABUAOCH ceubaHue 8 ma3zobedpeH-
Hbix cycmaeax. Yepes 3 eoda 8§ mec om Hauana aevenus Oe-
souxa c CMA 2-20 muna, panee HuK020a He X00UBUIASL CAMO-
CMosAmenbHo, Xo00um 6e3 no00epIcKU.

Knununyeckuin cnyyai 2

Tlayuenmka A., 4 eoda, duaenos: CMA 5q 3-eo muna.
Jlanuble anamHe3a: pebeHOK om npexncoedpemeHHbiX podos
Ha cpoke 35 Hed, macca meaa npu podxcoeHuu — 2320 e, oau-
Ha meaa — 49 cm, oyenka no wkanse Aneap — 8/9 6annos.
Haegvik camocmosmenvroil x00606t chopmuposan k 12 mec.
C 1 200a 5 mec nauaauce yacmole nadeHus, U3MeHUAACh NO-
xo0ka. [lpu ocmompe Hegpos02om 3an0003peHO HEPEHO-Mbi-
weunoe 3abonesarue. MonexyasapHo-eenemuueckoe uccaedo-
eéanue noomeepounro ouacno3 CMA (eviserena deneyus
aK30na 7 eena SMN 1 6 2omo3uecomHom cocmosiHuu, Koauye-
cmeo konuii eena SMN2 — 3). Ha ochosanuu Kaunu4eckoii
KapmuHsl U 0aHHbIX 00Cc1e008aHUS YCMAHOBAEH OUACHO3!
«G12. 1. CMA 5q, 3-ii mun (IHK-nodmeepcdennotii)». C au-
eaps 2023 e. pebenok noayuaem pucouniam. Tepanus Haua-
aace 8 eozpacme 1 eoda 9 mec. Ha momenm unuyuayuu me-
panuu degouka nepedeueanracs yce ¢ 604bUUM MPYOOM,
He npuvleana, He beeana, He NOOHUMAAACL NO AecmHuye. Yepes
3 mec om Hauana mepanuu (8 éo3pacme 2 eoda 3 mec) oHa
Ha4ana nOOHUMAmMbCsi N0 AeCMHUUE ¢ ONOPOLl ¢ 2 CIOPOH,
Hauan opmuposamsvcsi HAbIK npwviickos. Yepes 2 eoda nocae
Hauana mepanuu 6 sospacme 4 aem 0eeouKa camocmosmens-
Ho (0e3 0nopbl) NOOHUMAemcs o AeCHUYe, MOJCem npuce-

damb u 6cmasams u3 3moeo noaoxcenus. Ha gpone mepanuu
ommeuaemcs noaoxcumenvias ounamuxa no HFMSE:
no cpaeHeHuio ¢ oyeHkoill 6 anpene 2024 e. (3a 1 200) obuuii
oann yeeauuuacs ¢ 48 do 51. Oyenka no RULM cocmaensem
33 banna.

JaHHbIC peaJIbHOM KIMHUYECKOM MPAaKTUKU KOppe-
JIUPYIOT C TaHHBIMU KJIMHUYECKUX UCCIICTOBAHUIA, B 4aCT-
Hoctu ucciaenoBaHuss SUNFISH, ouenuBaromero apgpex-
TUBHOCTh 1 6€30IaCHOCTh IIpeliapara pUcIuIniaM y IeTei,
MOJPOCTKOB U B3pocibix ¢ nediotom CMA 5q B Oonee
Mo3aHeM Bo3pacTe. LIeHHOCTh 3TOro MCCeIoBaHUsT CO-
CTOMT B TOM, YTO B HEM aHAJIM3MPOBAJIMCH JaHHbBIC 3a 4 TO-
Ja HabmoneHus. B ucciienoBaHme ObUIM BKIIIOYEHBI B TOM
YyycyIe MalueHTh U3 Poccun.

ITo manubiM nccnegoBanuss SUNFISH, nunamuka
JIBUTaTeIbHBIX (DYHKIIMIM Yepes rofl Tepaliy pUCIUTLIIaMOM
JIEMOHCTPUPYET 3HAYMTEIbHOE YIyUYIIeHUE IO IIKaje
MFM-32 (32-item Motor Function Measure). YiryuiieHue,
JIOCTUTHYTOE B T€YEHME MEPBLIX 12 MecC Mo CpaBHEHUIO
¢ TIoKa3aTtesieM J0 Havalla JICYeHUSI, COXPaHsUIOCh Ha CTa-
OUJILHOM YPOBHE B TeU€HNE JaJbHEeNIINX 48 MeC JTeueHUsI.
B koropte maiueHToB B Bo3pacte 6—30 JIeT ¢ eCTeCTBEHHBIM
TedeHHeM 3a00JIeBaHMsI OTMEYaJIOCh CHIDKEHUE IToKa3aTe-
71 o mkajie MFM-32 Ha —2,66 6auta 3a 24 Mec.

JwuHamuka aBuratenbHbIX pyHkumii mo RULM, ko-
TOPBIN OLIeHUBaET (DYHKIIMIO BEPXHUX KOHEYHOCTEM, TaK-
K€ TeMOHCTPMPYET 3HAYMTEJIbHOE YJIydIleHUE. YIIyd-
LlIeHWe, TOCTUTHYTOe B TeueHue 24 Mec Mo CpaBHEHUIO
¢ TIoKasaTeJieM 0 Havajia JIeYeHHYsI, COXPaHsIOCh B TeUe-
Hue 48 Mec JiedeHus1. B rpymnmne miane6o u3MeHeHuit mo-
kazateJsis 1o RULM 3a aToT nepuon (hakTUIECKU He ObLITO.
Taxke nmpoBoaunach oueHka mo moayiawo SMAIS-ULM,
KOTOPBI TTO3BOJISIET OLIEHUTD CJIOKHOCTb WU MPOCTOTY
yxoja 3a nauueHToM. I1arueHThl WK Juiia, OCYIeCTB-
JISTIIOIIME YXO/I, COOOIIUIN O CTAOMJIM3AIIMK WJIN ITOCTO-
SIHHOM YJIy4ILIeHUU AUHAMUKU 110 Mmoaymio SMAIS-ULM
IIpH JIeYCHUM PUCIUTLIAMOM B TeueHue 48 Mec 110 cpaB-
HEHUIO C YPOBHEM Ha 3Talle BKIIOUEHUsI. Y TallMeHTOB,
HE IOJyYalolUX Tepaluio, MOJOXUTEIbHAs TUHAMKUKA
oTcyTcTBoBaja. OO0Ias YacTOTa HeXKeIaTeIbHBIX SBJICHUIMA
B uccinengoanuu SUNFISH 3HauutenbHOo cHM3UIACH
Ha 100 mauueHTO-JeT 3a 48 Mec JieueHuUs: B 1-i1 yactu
SUNFISH — B 3 pa3a, Bo 2-it vactu SUNFISH — B 2 pa-
3a. Takum 00Opa3oM, pUCAUILIAM IPOAEMOHCTPUPOBAJ
3¢ deKTUBHOCTD U 6€3011aCHOCTh HE TOJIbKO B KIIMHUYE -
CKMX MCCJIEIOBAaHMSIX, HO U B PeaIbHON KIMHUYECKOMN
MPaKTUKE.

Tlpu nanuuuu cumnmomose CMA 5q uau muooucmpoghuu
ouenna ons nposedeHUs MOACKYAAPHO-2eHeMUUeCcKol Ou-
ACHOCMUKU MOJCHO HANPABUMb 3A56KY NO meaeqpoHy eopsuell
auHuu: §-800-100-17-35.

Mamepuan nodeomoenen 0.A. Ilvraaesoii.



