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MUTOXOHAOPUATIbHAA SHLIEE®ATIOMUOMNATUA,
ACCOLIMMPOBAHHASA C MYTALIMEN
B rEHE MSTO1Y BOJIbHOIO 16 NET

MamegoBa A.P.'
HayuHbIt pykoBoguTenb: goueHT O.B. Mo6a'?

'®AQY BO «[MNepBbii MOCKOBCKMI rocyapCTBEHHbIN
MeauLUHCKuA yHuBepcuTeT nmenn N.M. CeveHoBa»
MuHsapasa Poccum (CedeHoBCKUIN yHUBEPCUTET),

Mocksa, Poccus;

2PrAY «HaumoHanbHbIN MeguULIMHCKUIA UccneaoBaTenbCKui
LeHTp 3gopoBbs AeTen» MuHsapasa Poccun, Mockea,
Poccus

Knroyesbie criosa: KnuHUYeckul crydal; MUMoXoHOpuarnsHasi
namornoeusi; Mymauus 8 eeHe MSTO1; kapduomuonamus;
UHcynbm; Mmemabosnu4eckasi meparusi

Axmyanvrhocms. MUTOXOHIpHATIBbHAS ATONOTHS — TPyIITIa
HaCIeICTBEHHBIX 3a001eBaHNi, BEI3BAHHBIX AUCHYHKIIHEH MU-
TOXOHJPUH, BEAYIIUX K HAPYIICHUSIM YHEPreTHUECKOro oOMe-
Ha ¥ TIOPaKeHUIO YHEProEMKUX OpraHoB. M3-3a monumopdusma
CHMITOMAaTHKH BO3HUKAIOT TPYAHOCTH B IOCTAHOBKE AUArHO3a.

Onucanue kaunuyeckozo cayuas. bonbHolt 16 ner ¢ muto-
XOHIPHAJIBHON MAaTONOTHEe — HOCUTENb HYKJICOTHIHOTO BapH-
anta B rene MSTOI. B Bo3pacre 3,5 Mec npu 3xokapauorpadpuu
(Ox0KT") ObLIO BBISABICHO OTKPBITOE OBAJIbHOE OKHO. B BO3pac-
Te 11 Mec y 60JIbHOTO OTMEUanach pBOTa 0e3 MOBBIIICHHS TeMIIe-
parypst. IIpu penTreHorpaduu rpymHoil KIeTKH — BBIpaKESHHAs
KapauoMeranusi, mHeBMOHus. [Tocne nepenéra 00JIbHOTO s TO-
CIHTAIM3aIUH B CTAMOHAP COCTOSHHE YXYIIIIIOCH, TIOSBHIICS
reMHIape3 clieBa B CBS3M C HapyIIeHHEeM MO3TOBOTO KPOBOOOpa-
IeHus B 0acceliHe CPeHNX MO3TOBBIX apTepHil C ABYX CTOPOH.
ITpu OxoKI" BBIsABIEHA AMNATalUs JEBBIX OTAEIOB cepaua. 3a-
CTOWHBIC SIBJICHUSI B MAJIOM Kpyre KPOBOOOPAIIECHHUS IO JaHHBIM
penTrenorpaduu. B kpoBH BBISIBICH MOBBINICHHBIN YPOBEHb JIaK-
tara. O0ciienoBaH Ha yactele MyTanuu cuaapoma MELAS — He
obHapyxkeHsl. B Bo3pacte 2 net npu D3I ObLT BBISBICH OYar 3ITH-
JenTUMOP(HON aKTUBHOCTH B JIEBOH JIOOHO-IIEHTPAIEHO-TEMEH-
HO-BHCO4YHOU oOnactu. B Bo3pacte 3 ner y 60s1bHOTO ObLIT IMAarHo-
CTUPOBAH He(PPOTUUECKUIl CUHIPOM. B cBs3U ¢ TaKTaT-anun03oMm,
MOPXKCHHUEM CEep/la, MePeHECEHHBIM UHCYIETOM, HepoTHye-
CKUM CHHJIPOMOM IPOBOJHJIICS TUATHOCTUUESCKHI TIOUCK ITHOIO-
rudeckoro ¢axropa. beum uckIroYeHb! HHQEKIHOHHBIE, IMMYH-
HbIe 3200JICBaHMs, aMUHOALIUIOTIATHH, OPTaHNYECKHE ATy pHn
U Ae(eKTbl MUTOXOHPUAIBHOTO B-OKUCICHUS JIUIHIO0B. B B03-
pacte 7 net 6onbHOMY ObLI MPOBEAEH CUKBEHC MUTOXOHIPUAIIb-
HOTO TeHoMa, oOHapyxeHbl MyTauuu: B rene NC_012920.1 (MT-
NDI): c9101T >C —4216T>C , Brene NC 012920.1 (MT-ND2):

c.488A>G — 4917A>G. [Ipu mOTHOIK30MHOM CEKBEHHPOBAHUN
— yCTaHOBJIEH MaToreHHslit Bapuant ¢.661G>T B rene MSTO! B
TeTEPO3UTOTHOM COCTOSHHHU C ayTOCOMHO-JAOMHUHAHTHBIM Haclle-
JIOBaHUEM. Y MaTepH ObLIH BBISBICHBI aHAJIOTMYHBIE MYTALIUU C
HE3HAYMTEIBbHON TPaOeKyJIIPHOCTHIO JIEBOTO XKEIyJ04Ka U y ce-
CTpPBI C HEKOMITaKTHBIM MHOKapaoMm. Otern 310poB. Pe6EHoK Ha-
OxromaeTcs y KapIuoJora ¢ AMarHo30M: KapANOMHUOIIATHs HeKJac-
cuuLIIpyeMasi, IOBBIIEHHAs TPaOeKyISIPHOCTh MUOKapAa JEBOTO
KETyH04Ka; y HEBPOJIOTa C MOCTUHCYIIBTHOM SMMIENICHel U IBU-
rareJIbHBIMH HapyUICHUSIMH B BHJIE JIEBOCTOPOHHETO reMuIape-
3a, MOJIy4YaeT TePaIio, B TOM YHCIIe METa00INYeCKyI0, PEKOMEH-
JIOBaHHYIO TP MUTOXOHJIPHAJIbHOM NATOJOTUH, C ITOJIOXKUTEIb-
HOW IMHAMMKOW 1O KIIMHUYECKON KapTHHE.

3axnouenue. IlpencraBieHHBI KITIMHUYECKUHN CITydail HHTEpe-
CCH pa3sHO00pa3neM KIMHUYECKUX MIPOSBICHUH MUTOXOHIPUAIIb-
HOW MaTOJIOTHH B 1IEJIOM U B YaCTHOCTH, CBS3aHHBIX C MyTalUsIMH
B reHe MSTO1 661G>1 B rerepo3uroTHOM BapHaHTe.



