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KnuHuKa «lInaHeTaMeg»

Beepenune. OCHOBHble NPUYMHBI KapauoMuonaTui
AEeTCKOro Bo3pacTta — reHeTUYeckue, BKMOYaKWWe B
cebA MyTaLMK reHoB CapKOMEPHOro KOMMNNEKca, a Tak-
ME pa3NMYHble HACNeACTBEHHbIE HAPYIWEHUA 0OMEHA M
MUTOXOHJpHWankeHble natonoruu. Mpu atom metabonu-
YecKHe HapylWeHWA Hepeako MaHWdecTHpylT nocne
WMMYHHOW KOMNPOMETALKUMK, NOCNE Yero NOABAAKTCH
nocrteocnanvTeneHele HamMmeHeHWA B MWOKappe, a 3a-
TEM MNPOABNAKTCA afanTUBHbE M3MeHeHWAa MeTabo-
NWYECKOro XapakTepa, KOTOpble, KaK NpaBuno, HOCAT
cuCTEMHbIH 3ddekT. 06HapyKeHWe 30NUPOBAaHHOI re-
HETUYECKOW MYTauuW HEe NPUHOCHT Bpavy-KNMHULMUCTY
AOCTAaTOMHOW MHQOpMauuu ANna npoBefeHun 3ddek-
TUBHOW NeyebHOW M NpodUNaKTUYECKONH Tepanuu, Tak
KaK He [JaéT NoNHoro BWAEHWA ToW MeTabonM4YecKoi
KapTWHbI, KOTOPaA Bbi3blBAET CUCTEMHBIE 3D (DEKTLI.

Knuunyeckuit cnyvail. Mauymnent M. 9 net. PebeHok oT
BTOpPbLIX POAOB, NPOTEKABIWWX Ha QOHe 3HAOLUEPBULUTA
W BaruHUTa Ha cpoke 23 Heflens U OPBU Ha 32 Hepene,
POMJAEH B CPOK, oUueHKa no wkane Anrap 8/9. PaHHee
(hu3anyeckoe U NCUXOMOTOpPHOE pa3BuTHe Bes ocobeH-
HocTeil. Bnepeble uameHeHns Ha K Gbinu o6Hapyxe-
Hbl B BO3pacTe 2r 3 mec., no AaHHbIM 3XoKI — noXHele
xopabl JIX. locne nepeHeceHHoOro MOHOHYKNeo3a B
pospacte 3 r 7 mec. Ha 3Kl npuaHaku runepTpodum
npasbiX OTAENOB, AWacTonuyeckaa neperpyska JIXK.
Mo paHHBIM 30Kl — gMnarauua NeebliXx OTAENOB, CHKU-



weHue OB JIXK po 42%, peryprutayua Ha MATpPanbHOM M
TpPYKycnuaanbHOM KNnanaHax, fuarHocTUpoBaHa Auna-
TayuoHHas kapauoMmuonaTtua. Yposeds NT-proBNP 3193
nr/mn. MNauweHTy G6blna Ha3HayeHa Tepanua (Basoauna-
Tatop, uHrnbutop AN, AuypeTHK U NpenapaTtbl Kanus).
Ha doHe Tepanuu oTMe4yaeTcA HapacTallan gunara-
LUWA NeBbiX OTAENOB cepjua, HapyweHWA cepleyvyHoro

puTma. MaunenTy e 2019 rogy 66IN0 NPOBEAEHO MONEKY-
NApPHO-TEHETHUYECKOe UCCNefoBaHWe, No pesynbraTam
KOTOpOro BbiABNeHa MyTauuA B rede TNNTZ, kogupyio-
wero TponoHuH T2. MyTauuu B reHe TNNT2 onucaHbl y
NauWeHToOB C KapguomuonaTeid W HacnegywTca ayTo-
COMHO-0OMUHaHTHO. lpu obcnepoBaHUM poAUTENei
nauWenTa MyTauuil B rene TNNT2 He BbiABNEHo, cnepo-
BaTenbHO, B KNUHMYECKOM Nnpumepe nayuenTa [1. myTa-
uuA BosHMKNa de novo. Mo peaynsTaTam Nocneayrwmx
obcnegoeanuid (2020-2021rr): BbIpaXEHHAA aTpUOMe-
ranus, YMEPEHHOE CHUXEHME COKPaTUTENbHOM QYHK-
LMK, HeOCTATOYHOCTb MUTPANLHOIO M TPUKYCNUAANb-
HOro KnanaHoe, HekoMnakTHbIA Muokapp N, XCH 2A.
cT.@K Il no NYHA, ¥3-npu3Haku noBbIWEHWA 1aBNeHUA
B npaesix otaenax, NT-proBNP 4135 nr/mn, no gaHHbIM
dubpoanacTorpadmm — KapauanbHblii GUOPO3 NeYeHw
(F4), cybknuHuyeckwnii runotupeos (TTI 6,8 MMEa/n,
cT3 4,24 umons/n).



B mapte 2022 r. nayueHT [1. nocTynun Ha Kypauuw
B KNMHKUKY C XKanobamu Ha rpybyro cnabocTb, yToMnse-
MOCTb, HETONEPATHOCTb K DU3MYECKUM U YMCTBEHHbIM
Harpyakam. MauneHTy Gbino Ha3HayeHo aoobecnenosa-
HWe, Mo pesynsTaTam KoToporo Gbinn BbIABNEHBI MK-
TOXOHApPWANbHaA NaToNorMA C BbICOKMMW NOTEpPAMM
aHeprocybcTpaToB ¢ MOYO (MonoyHaa kucnota 7,869
MMONb/MONb KpeaTWHWHA, NMPOBWHOrpaJHan Kucnota
23,061 MMmonb/MONb KpeaTMHWHA, NMMOHHAA KUCNoTa
349,744 Mmmonb/MONbe KpeaTWHWHA, LWC-aKOHWTOBAaA
kucnota 93,507 MMonb/MONb KpeaTMHKUHA), HapylWweHue
obmeHa kosH3auma Q10 (3-rugpokcu-3-meTunrnytapo-
BadA kucnota 18,954 MMonb/MoNb KpeaTUHKHA), HapyLe-
HUA |l a3bl feToOKCHKALWUK B NevyeHn. B cooTBETCTBMM
C pesynsTaTamu nabopaToOpHbIX UCCNEfOBaHUA Naym-
eHTy [. B JONONHEHWE K KapAManbHO Tepanuu Obina
Ha3HayeHa KOMNNekcHaa MeTabonuuyeckas Tepanua M
NEeTOKCUKALUMOHHAA TepanuA. TakXe nauWeHT npolwen
12-nHeBHbIA Kypc KOMOBWHWPOBAHHOW OKCWUreHoTepa-
MKW, BKNOYAKWHIA B ceba runokcuTepanuio, runepba-
PUYECKYH OKCUreHaLuo U 030HOTepanuio.

Ha ¢oHe NnpoBoAMMON Tepanuu y NnauMeHTa oTMeya-
eTCA YBENUYEHWE TONEPAHTHOCTH K DM3NYECKUM Ha-
rpyakam, ynyywexue obwero cocToAHUA. Mo AaHHbIM
JxoKl' — nonoxuTeneHad JWHAMMKA C HapacTaHWem
COKpaTUTENbHON QYHKLUKMKM cepaua, No AaHHbIM Gubpo-
anactorpaguu — CHMXeHWe BblpaXeHHoCTH Gubpoza
nedenu (F2). MaumeHT NpoAONKAET HAXOAUTCA NOA Ha-
GnogeHneM Bpayed KNMHUKW QNA AMHAMWYeCcKon Kop-
PeKLMH NPOBOAUMON TEPANMM.



3aknwyveHue. [lpeAcTaBneHHbId KNWHUYECKWHA cny-
yail AeMOHCTpupyeT KapauomuonaTuio, obycnoeneH-
Hylo MyTauWed reda TNNT2, nporpeccupylowyw Ha
toHe cTaHjapTHoro nevyenusa. [ononHutencHoe o6-
cnefgoBaHue peeHKa No3BONWNO BLIABUTL Y HEMO MM-
TOXOHAPHANbHbIE HAPYIWEHWA C 3HeprofeduuUMTapHbIM
CTaTycoM, KOTOpbIE AONONHUTENbHO OCNOXHANK UMEID-
wyrcs natonorui. MNpoTekawwme Ha GoHe 3Heproge-
hUUMTa NONMCUCTEMHbIE HecneyupUYecKHe CHMNTOMbI
60NbHOro MackMpoBanuck W 6bINKW MHTEPNPETHPOBAHDI
KapAuonorvyeckum auardHoszom. [pM 3aToM, Kak Knu-

HMYECKM, TaK M NabopaTOpHO NOATBEPMAEHHbIE YXYA-
WEeHMA COCTOAHWA MauueHTa GbiNM AacCOLMMPOBaHLI C
WMMYHONOTMYECKMMK TPUITEpamMK, Ccnoco6CTBYHWMMMU
pasBUTHIO MMMYyHoMeTabonuyeckoro Kpusa. Boisene-
HME W KOPPEeKUWA MeTaboNUYecKux HapywWeHuid no3so-
UK Noao6path NauMeHTy 3QGeKTUBHYIO Tepanuio co
3HAYNTENbHBIMK KNMHUYECKMMHU YNYYLLEHHAMM.



