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Cnyyau HeupopereHepaLuum ¢ HaKOMJIEHUEM
}esie3a B ro/lIoBHOM MO3re y pebeHKa

JNoxTtuHa J1.10.

BY «Cyprytckas ropogckas nonukanHuka N2 4», Cypryt, Poccuiickas Pepepaums

AKTyanbHOCTb. HenpopaereHepauun c HaKOMNIEHUEM
enesa B mMo3re — neurodegeneration with brain iron
accumulation (NBIA) — KIMHWYECKM U TEHETUYECKMU reTe-
poreHHas rpynna HacneLCTBEHHbIX MPOrpeccupyowmnx
6one3Hen LIHC c Bbipa)eHHbIM HaKoMneHuem enesa
B 6a3asibHbIX raHIMsX, C XapaKTepPHON KapTUHOM MNpU HENpo-
BU3yanusaumnm — «rasa Turpar, NposBASIOWMXCSH Nporpec-
CUPYIOLUM YXyALIEHUEM NCUXOMOTOPHbLIX GYHKLUMI, aKcHasb-
HOW LIMCTOHWEN, CNaCTUYHOCTbIO U aTaKCUEN, @ Y HEKOTOPbIX
neten — aTpopuen 3puUTenbHOro HepBa, MUOKIOHUYECKOM
anunencuen. O6uasn Yactota Bcex dopm NBIA oueHnBaeTca
Kak 1-2 Ha 1000000 HoBOpOXAEHHbIX. Takoe HebonbLLIOE
4YUCNO NaUMEHTOB 3aTPyAHAET NpoBedeHWe UccnefoBaHun
natoreHesa 3aboneBaHUd U pa3paboTKy TepaneBTUYECKUX
noAaxono..

Llenb uccnepoBaHus. OnucaHue KIMHUYECKOro cryvas
PeAKOro HempoaereHepaTUBHOro 3aboeBaHKs y pebeHKa.

MauyuneHTbl U MeToabl. [JeBoyka H., 19.05. 2015 r.p.,
HanpaBfieHa Ha Kypc peabunuTauuuM B [LHEBHOM CTauuo-
Hap BY «CypryTtckasa ropoackas nofiuMkinHuka N2 4» B uione
2021 r. ¢ anobamu Ha HapylleHWe NOXOAKM, KOOpAMHALMHK,
YyacTble nageHus, HapyweHune pedn. U3 aHamHe3a 3abone-
BaHWA BbISBIEHO, YTO HapylleHWe KOOpAMHAaLMK OTMevanu
C paHHero Bo3pacTta. C 2,5 net — 3agepxKa GopMmnpoBaHua
aKTUBHOrO crioBaps, 3anvHKKU B peyn, HapylleHne 3ByKonpo-
naHouleHus. C Bo3pacta 6 net (c anpens 2021 r.) — Hapyuwie-
HWE NOXOAKM, KOOPAMHALMK, MOABUICSA Pa3BOPOT NpaBow CTO-
Mnbl KHapyxu. Havana 4yacto cnoTbiKaTbCs Npu xoap6e. Hapoc
MbILLIEYHbIM TOHYC B HOrax, 0TMeYascs perpecc B HEMPOMNcH-
XMYECKOM pa3BuTuu. pu NpoBefeHUn HEBPOSOrMyYeCcKoro
OCMOTpa: HapyLLleHWe apTUKYNSLLMOHHON MOTOPUKH, rMnepca-
NMBaUMS, 3aMUHKK B Pedn, NErKUM aKCTpanupaMmuHoli TOHYC
B BEPXHUX KOHEYHOCTAX MO TWMy BHA3KOCTW, MUMpamuaHas
CUMMTOMaTHKa B HUXHWUX KOHEYHOCTSAX € runeppednexkcuen
W KIOHYcamMu CTOM, TYronoABMKHOCTbIO B TOJIEHOCTOMHbIX
cycTaBax, CHUXEHWEM cuiibl o 4 6annoB B pasrubatensx
CTOMM, aTaKCUYECKUM CUHAPOM B BUAE HapyLlEHUsS KOOpPAWHa-
LUK Npu xoabbe U NpoBeLEHUM KOOPAMHATOPHbIX NPO6.

M3 npoBeAeHHbIX METOAOB WCCNefoBaHMA OTMeva-
fnacb 3ajepXKa pas3BuTMA Ha 1 rog No AaHHbIM Herpor-

cuxonoruyeckoro tectupoBaHus. KT rofioBHoro mosra oT
20.02.2020 — 6e3 natonorun. MPT ronoBHoro moara ot
29.06.2021 — KapTMHa paclwunpeHus peTpoLepebennsap-
HOrO MPOCTPaHCTBa, KUCTO3Hasd TpaHchopMaLums LWMLLKO-
BMAHOM kenesdbl. MPT MoO3BOHOYHMKA LWENHOro, rpyaHoro
M NOSICHUYHOro otaenos — 6e3 natonorun. IHMI ctumyns-
LIMOHHAs HUXHKX KOHeYHocTen oT 01.07.2021 — naTtonoruu
He BbISiB/IeH0. 33 -BNAEOMOHUTOPUHT cHa oT 08.07.2021 —
OCHOBHOW PUTM COOTBETCTBYET BO3pacTy. BoigsBneHa anunen-
TMbOPMHasa aKTUBHOCTb B BUAE MUOK/IIOHUYECKMX NATTEPHOB
C MaKCUMYMOM MPOSAB/EHUS BO CHE. INUAENTUYECKUX MPU-
CTYyroB He 3aperucrpupoBaHo. AHanu3 KpoBu Ha KOK —

101 r/n.
Pesynbratbl. [lpoBefeHO MNONHOE CEKBEHUMpOBaHWE
3K30Ma — BbISB/IEHbl 3a60/1eBaHUs, acCoLMUPOBaHHbIE

creHoM Infantile neuroaxonal dystrophy 1; Neurodegedration
with brain iron accummulation 2B; Parkinson discase 14,
autosomal recessive. KoHcynbTMpoBaHa odTanbmMoiorom —
YyacTUyHas atpodus 3pUTENbHbLIX HEPBOB. Y4YUTbIBas pesysib-
TaTbl 9K30MHOI0 CEKBEHUPOBaHUA, ckaHbl MPT ronoBHoOro
Mo3ra 6bl/i1 MOBTOPHO KOHCY/IbTUPOBaHbl 3KCNEPTOM — Mpo-
deccopoMm A.A. ANMXaHOBbIM — 0ObEM MO3¥eyKa aTpo-
duyeckn pefyunpoBaH. M36bIToYHaa anMpoHu3auusa 6nep-
HblX LWapoB, Orpaj M KpacHblX g4ep 060oux nonyliapuin.
N36bITOYHOE ANA AaHHOrO BO3pacTa HaKOoM/eHWe xenesa
B MOAKOPKOBLIX siapax 06enx CTOpPOH. PebeHOK KOHCynb-
TMpOBaH reHetukom B PIBHY MIHLU, nmeHn akapemuka
H.M. BoyKkoBa. BbicTaBneH auarHos: «HenpopereHepauus
C HaKON/JeHWeM xenesa B TOJIOBHOM MO3re, Tun 2B».
MpoBeneHo cekBeHupoBaHue no CaHrepy reHos PLA2G6
n KDM3B. Y mambl o6HapyxeHa HyK/eoTMaHas 3ameHa
B reHe PLA2G6 chr22:38135007T>C B retepo3vrotTHoOM
COCTOSIHUM.

3aknioyeHue. B HacToALLee BpeMsA METOA0B U3NIe4EHUS
HacneaCcTBEHHOW MaTonoruun He cyllecTteyeT. OgHaKo, yTo4-
HWB [MarHo3, MOXHO rOBOPUTb O MPOrHo3e 3aboneBaHus
Ons NauueHTa. TakKe MOXHO ONpeaenuTb PUCK POXKAEHUA
60nbHOro pebeHKa y AaHHOM napbl. PaspaboTaHbl meTo-
[bl NpeHaTanbHOW AMarHOCTUKKU, NO3BONSIOWME UCKITIOYUTD
poxkaeHue 601bHOro pebeHKa U HocuTensa 3aboneBaHums.



