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Pe3ztome. B cTathe peICTaBICH KIMHUYECKUH CITydaid TUIIEPTPOPUISCKON KapIMMHUONIATHH TIPH
MHUTOXOH/IPHAJILHOM 3a00JIEBaHUH.
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KapAuOMHUOITIaTUA.

Resume. The article presents a clinical case of hypertrophic cardiomyopathy in mitochondrial
disease.
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Beenenne. MutoxoHapuanpHble 00JIE3HU - KJIACC HACJIEACTBEHHBIX Ooje3Hel oOMeHa,
BCJICZICTBUE TEHETHYECKUX M  CTPYKTYPHO-OMOXMMHUYECKHX  Je(PEKTOB  MHUTOXOHJIPHIA,
CONPOBOXKJAIOIINXCA ~ HAPYIIEHUSMU  TKAaHEBOTO  JbIXaHWs, BBI3BAaHHBIMU  MYyTalUsIMU
mutoxoHapuansHoit JJHK ¢ HacneqoBanuem mo MarepuHCKOM JIMHUM, JTHOO MyTAIUSIMU SIIEPHBIX
IEHOB C MEH/ICJIEBCKUM HacJIeJ0BaHUEM. DHIe(alIoNnaTHsl, 3aJiepKKa ICUXOMOTOPHOI'O Pa3BUTHS,
CYZIOpOT'H, MBIILIEYHAsl TUIIOTOHUS U KapIMOMUONATHsl — OCHOBHBIE ITPU3HAKU JaHHOW NaTOJIOTUU.
OCOOEHHOCTh JIaHHBIX KapAMOMMOMNATUIl - codeTaHWe JAWjaTallMM IOJIOCTeH cepaua u
runeprpodun MHOKapAa c MposBIeHUSAMH (uOposnacro3za SHIAOKAPAA, KOHLUEHTPUYECKUN
xapaktep runeprpodudeckoi kapauomuonaruu (I'KMII) ¢ GpicTpbIM pa3BUTHEM CUCTOJINYECKOM
JUCQHYHKIIUH.

Hens  mccnemoBanms.  IlpencraBurs  kimHudeckud  caydan  [KMII  npu
MUTOXOH/IPHAJIBHOM 3a00JI€BaHUU.

IManpmenTsl M MeToabl. Manbuuk OT 6-i OEpeMEHHOCTH, 3-X CpOUYHBIX PpOJIOB.
HacnencrBennblit anamues: 1-s 6epeMEHHOCTb — CpovHbIe pojibl, ymep B 3 mMecsna ([KMIT), 3-s
— Hepa3BUBarolIascs OEpeMEeHHOCTb B 8 HeZlelb, 4-51 U 5-1 — Hepa3BUBAIOIIAsACA OEPEMEHHOCTD B
6 Henens.

Pe3yabrarsl. PeGenok B Bozpacte 2,5 mec. noctynwi B PHIIL] «Matb u 1uTsi» B cBs3H ¢
3a/1ep>KKOI ICUXOMOTOPHOT'O Pa3BUTHS, yTPaToil HaBbIKa A€p KaHUsI TOJIOBBI, OTKa30M OT eibl. [1pu
NOCTYIUIGHUH HaOMNIOAAJCsl CUMITOMOKOMIUIEKC HeWpomeTaboiauyeckoro 3aboieBaHHUs C
HapylIeHHEM MCHUXOMOTOPHOIO Pa3BUTHS U perpeccueil HaBBIKOB, CYIOPOXHBIM CHHIIPOMOM,
TUIeplakTaTeMuel, mpu3HakaMyu u3MeHeHHoro MP-curnana ot 6a3aibHbBIX TaHIJIMEB TOJIOBHOTO
Mo3ra. TaHneMHass Macc-CIIEKTpOMETpHUsS  (aKTHMBHOCTb  JIM30COMAlbHBIX  (PEPMEHTOB),
JUArHOCTUYECKN 3HAUYMMBIX W3MEHEHUH He BblaBuia. [IpoBeneno NGS cexBeHumposanue. B
muHamuke nporpeccupyer I'KMII, napactaer rumeprpodusi MHOKapaa JE€BOrO KeTylouka ¢
BBIPQ)KEHHON BHYTPHIKEIYIOYKOBOM 0OCTpYKIMEH, rHIponepuKkapIoM. BIMOIHEHB! MyHKIUS U
JPEHUPOBAHME TMOJOCTH MEpUKapla, TOPAKOCKONMYECKass MepukapA’KTomus. JleueHue
npononkeHo B Y3 «2 IZIKb» Muncka. C MOMEHTa MOCTYIUIEHHUSI COCTOSIHUE peOeHKa TSKeINoe.
Tsokecte  00OycnoBiieHA  MPOrPECCHUPYIOLIUM  HelipomeTaOoinyeckKuM  3a00JieBaHUEM,
HEBPOJIOTUYECKOW CUMITOMATHKON C (JOPMUPOBAHHEM TeTpamapesa, CyJOPOKHBIM CHHIPOMOM,
'KMII ¢ passutuem HK, NBJI-3aBucumocTbio, MHPEKIMOHHBIM IporeccoM. KimHnyeckuit
nuarHo3: OcHoBHOW. MwuToxoHApHanbHOE 3a0oneBaHMe: Ie(UIUT MHUTOXOHIpHaNbHOrO [V
KOMIUIEKCA, SACPHBIA TUT 2*(KOMITayHI-T€TepO3UTOTHAS MYyTaIus): dHIe(aaonaTus TIKEIOn
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CTEMEHH C pEerpeccoM ICUXOMOTOPHOTO pa3BUTHUS B BHUJIE TeTpamape3a ¢ OylbOapHBIMU
HaApYyLICHUSAMH, CYJOPOKHBIM CHHIPOMOM, aITHO?, TBYCTOPOHHHUMH M3MEHEHHMSIMHU B 0a3albHBIX
oTienax rojoBHOro Mo3ra (1o pesyasraram MPT); nmporpeccupytromas konneaTpudeckas [’ KMIT;
croiikast runepnakraremusi. Cerncuc. CIIOH (HK 3ct, XJIH 3ct, OIIII, ractpouHTecTUHETbHAS
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dakinloueHne. J[MarHOCTUKa MUTOXOHJPHAIBHBIX OOJIE3HEH CIIO)KHA BCIEJICTBHE PEIKOM
BCTpEe4aeMOCTH, MYJIBTHCHCTEMHOTO Xapaktepa 3aboneBanuii. HeoOxoanMa HaCTOPOKEHHOCTD
8paueil-nequarpoB B OTHOIIEHWU BO3MOXHOW KapAUaJIbHOM MAaTOJOIMM B A€0I0TE MPOSIBICHUS
MUTOXOHIpUANIEHBIX 3a00JieBaHui. B HacTosiIee BpeMs Teparnusi MUTOXOHIPUAIILHOM MaToJI0ruu
fBi1eTCA MCKITIOUMTENIEHO CUMIITOMATHYECKOM. Mlcxo/ He6Iaronpus THBIHA.
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- cunapom). OcnoxxHenus. ['uaporopakc ciepa. J[peHHUpoBaHUE IJIEBPAIBLHOM MOJIOCTH CIIEBa.
Hedpomnatus BeposSTHO JEeKapCTBEHHOW ASTHOJOTUU. HelporeHHHBIH MOYEBOW IMY3BIPb.
Keparonarust ON. ComyrcTByromue. 1 rpynmna nauiMaTiBHOW METUITMHCKON TTOMOIIH. 4 CTENeHb
yTpatsl 300poBbs. KaHtoneHocuTens, TpaxeoctoMus. TopakocKonn4eckas: IEPUKapAIKTOMHUS.



