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Pe3rome. B crartbe MNpeACTaBIEH pEOKUNA KIMHUYECKUH ciydaid BpoxkiaeHHoH LMNA-
accoLUMUPOBaHHON MbllIeuHoi nuctpoduu (OMIM 613205) y peGenka paHHero Bo3pacTa.
KioueBble cjioBa: 1eTH, MbIIIeYHAst JUCTPO(DUs, BPOKICHHBIE MUOTIATHH.

Resume. The article presents a rare clinical case of congenital LMNA-associated muscular
dystrophy (OMIM 613205) in a young child,
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BBenenne. 3a0osneBaHus HEPBHOM CHUCTEMBI, IPOTEKAIOIINE C PETPECCOM JIBUTATEIIBHBIX
HaBBIKOB Y JI€TEH, IPEACTABISIIOT 0CO0YI0 3HAYUMOCTh, TaK KaK TPEOYIOT MaKCUMaIIbHO OBICTPOTO
IIPUHSTHS PEUICHUs] O TaKTHUKE JIeYeHMs nanueHTa. OQHaKo, B HEKOTOPBIX CIy4asX CHMIITOMBI
3a00JIeBaHNA U pe3yJIbTaThl J1a00paTOPHO-UHCTPYMEHTAIbHBIX HCCIEIOBAaHUM  SBISAIOTCA
IPOTHBOPEYMBBIMH, UTO CYILIECTBEHHO 3aTpyAHseT AuddepeHnnanbayro AMarnoctuky. Ha stom
¢doHE 0CO0YI0 aKTyaJIbHOCTh MPUOOpETaeT M3y4YeHHE peakux (HOpM HACIEICTBEHHBIX HEPBHO-
MBILIEYHBIX 3a0oneBaHuil, B yacTHOcTH LMNA-accolMUpOBaHHBIX MBILIEYHBIX AUCTPOQUIA,
KOTOpBIE  XapaKTepU3YIOTCS  CIEeUU(UYECKUM  COUETAaHHMEM  KIMHUYECKUX  IPU3HAKOB,
MO3BOJIAIOIINX 3aI10{03PUTh JaHHBIN AUATHO3.

Heab uccaenosanus. [IpeacraButh peaxuii KIMHUYECKU ciydail BpoxkaeHHod LMNA-
accolMMpoBaHHOM MblmeyHol auctpopuun (OMIM 613205) y pebeHka paHHero Bo3pacTa,
AKIIEHTUPOBATh BA)KHOCTH 1LI€JICHANPABICHHOI'O MOJIEKYJIIPHO-T€HETUYECKOT0 00CIe10BaHus IpU
HaJIMYMHU crienu(pudeckoro Gpenorumna.

Marepuanbsl u Meroabl. [IpoBeneH pPETPOCHEKTHBHBIM AHAINA3 MEAMIIMHCKON
JOKYMEHTAllUN TalueHTKH B Bo3pacte 4 jer, HaOmroparouieiics B PecryOnMkaHCKOM IIeHTpe
HACJIEICTBEHHBIX HEPBHO-MBIIIEUHBIX 3a0oneBaHuil ¢ ceHta0ps 2021 roma, pe3yabTaThl
COIOCTABJECHbl C KIMHUYECKUMH HAOJIOAEHUSMH TMAIMeHTOB C BpoxaeHHo LMNA-
ACCOLIMMPOBAHHOM MBILIEUYHOMN TUCTpOo(dUH, MPEACTaBIEHHBIMU B TUTEPATYpeE.

Pe3yabTaTsl u o0cy:xnenue. [laimentka M. A. umesna HEOTATOLICHHBIN MEpUHATATBHBII
aHaMHe3 M HOpPMaJbHOE IICUXO-MOTOPHOE pa3BUTHE B IEPBbIE MecCsIbl JKU3HHU. [[eOroT
3a0oneBaHusd y peOeHKa MpOM30LIeNl B Bo3pacTe 4-X MeCALEB B BHJE OBICTPOro perpecca
MOTOPHBIX HaBBIKOB: yTpaTa KOHTPOJIS T'OJIOBbI, CHH)KEHHE MBIIIEYHOIO TOHYyCa, OcCiallieHue
HaBBIKA 3aXBaTa U YAEp)KaHUS UTPYLIEK NMPH COXPAaHHON (PYHKIIMHM HIKHUX KOHeYHOCcTed. [lpum
JanbHeWIeM HaOMIOJCHUH y TMAlUUMEHTKH OTMedallach KIMHUYecKas crabunmsanus, (GeHOTHIl
BKJTI0YaJ U ((Hy3HYIO MBIIIEUYHYIO THIIOTOHUIO ¥ TUIIOPE(IEKCHI0, c1a00CTh NPEUMYIIECTBEHHO
aKCcHaJIbHOU MYCKYJIATyphl (CHHAPOM «OMYIIEHHON TOJIOBBI»), MBIIII] BEPXHETO TIEYEBOTr0 MosIca,
BbIp@KEHHBbIE THNOTPOPHUM MBIIL, (OPMUPOBAHHE THIEPIOPI03a U  CKOJIMOTHUYECKOU
negopManuy MO3BOHOYHMKA, KOHTPAKTYPBl TOJIEHOCTONHBIX cycTaBoB. Ilokazarens KDOK Obia
3HAYUTEILHO MOBHIIICH B 1e0rote (10 1509 En/im) ¢ mocnemyronum mocTeneHHbIM €T0 CHUYKEHUEM
(1o 414 Epn/nm). Ha QoHe mnpoBOAMMBIX peabUIMTAMOHHBIX MEPONpPUATHII OTMeuanach
IIOCTETIEHHAs IOJIOKUTENbHAs JUHAMUKA 110 JBUTATEIbHOW (DYHKUMHU: TOCTUTHYT YaCTUYHBIN



JlnarHocTuka u jJedyeHue HacJeICTBEHHBIX 3200/1eBaHMii HEPBHOIT cucTeMBbl y AeTeil — 2025 : ¢6. maTepuaioB
IV Pecn. nayu.-npakrt. koH(}. ¢ Me:kaAyHap. yuacTuem, MuHCK, 4 1ekadps 2025 r.

KOHTPOJIb YAEpXaHHUs TOJIOBbI, (OPMHUpPOBAHUE HABBIKOB CAMOCTOATEIBHOTO CHUJICHUS U
nepeaBmKeHNs B XoAyHKax. JluddepeHmanbHpiii TUarHo3 BKIOYAT KaK BOCHAIMTEIbHBIC
3aboneBanus [IHC, Tak u HacieICcTBEHHbIE HEPBHO-MBIIIICUYHbIE 3a00JIeBaHUs. bobLION CIeKTp
1a00paTOPHO-UHCTPYMEHTANIbHBIX HMCCIEIOBAaHUHN (aHaiIM3a COIMHHOMO3rOBOM >kujkoctu, MPT
rOJIOBHOTO Mo3ra M Tmo3BoHOYHWKa, OHMI'), a Taxke reHermueckux aHanuzoB (TMC,
UCCIICIOBAaHNE AaKTHBHOCTH JIM30COMHBIX (epMeHTOB B Jeiikouutax, JHK-nmarnocruka
CIIMHAJILHOM MBIMIEYHOU aTpo(uu U TodeuHbIX MyTarui mutoxoHapuansHoi JIHK) He BhIABHI
naToyiorndeckux uaMeHenuid. Hozonornveckas gpopma 3adoneBanus y HallMeHTKU ObLIa yTOYHEHA
0 pe3yJbTaTaM IMOJIHOTO CEKBEHHUPOBAHUS 3K30Ma: OOHApY»XeH MaToreHHbI BapuaHnt c.91G>A
reHa LMNA B reTepo3uroTHoM COCTOSIHMM, KOTOPBIH aCCOLMMPOBAH C Pa3BUTHUEM BPOKICHHON
Mbleunoi auctpodpun (OMIM 613205). CornacHo TaHHBIM JIUTEPATYPHI, JAMHUHOIIATHH UMEIOT
Oonbmiol crekTp (eHoTunuueckux mposiBieHu. [IpencTaBieHHBIN Cilydail COOTBETCTBYET
OTNHMCAaHHBIM paHee HaOmoaeHusIM BpoxacHHOW LMNA-accoruupoBaHHOWM MHONATHH, HO
JEMOHCTPHUPYET PEAKUNM BApUAHT C OCTPBIM JI€0I0TOM U OBICTPBIM PETPECCOM MOTOPHBIX HABBHIKOB
B MJIQJICHYECKOM BO3pacTe.

3akiroyenue. [laHHOe KIMHMYECKOE HAOJIOJEHHE IOAYEPKUBAET, UTO BPOKICHHBIC
LMNA-acconuipoBaHHbIe MHONATHH B PEAKUX CIIydasX MOTYT JeOIOTHPOBATH OCTPHIM
perpeccoM MOTOPHBIX (DYHKIMH, UMUTHPYS B TOM YHCIIe BOCHAIUTEIbHBINA mporecc. Hannuue
cnenuduyeckoro (peHorumna, BKIIOYAOMETO THKEIYI0 aKCHAIBHYIO Cl1a00CTh, CHHAPOM
«OIYUIEHHOW TOJIOBBI», KOHTPAKTYpPhl T'OJEHOCTONHBIX cycTaBoB U runepKdKemwuio, nmeer
KJIFOYEBOE 3HAYCHUE JIJIsl TUArHOCTUKHU JTAHHOK (POPMBI BPOXKIEHHOW MBIIMIEYHOH muctpoduu u,
COOTBETCTBEHHO, SBIISECTCA MPSIMbIM MOKa3aHUEM JJI1 IPUOPUTETHOTO BKIOUeHHs reHa LMNA
B JMArHOCTHUYECKUN IOMCK. YCTAHOBJEHHME JMarHo3a I103BOJSET MPOTHO3UPOBATH TEUYECHUE
3a0oneBaHusl y peOeHKa M MPOBOJUTH LI€JICHANPABICHHBIH MOHUTOPUHT KH3HEYTPOKAOIINX
OCJIOKHEHUH, TAKUX KaK CEPACUYHbIC APUTMUH U JIbIXaTeNIbHASI HEJOCTATOYHOCTh, PUCK KOTOPBIX
IIPH JIAMMHOIIATUSIX YPE3BbIYAHO BBICOK.
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