https://elibrary.ru/icalmz

Russian pediatric journal (Russian journal). 2025; 28(Supplement 2)

https://doi.org/10.46563/1560-9561-2025-28-S2 39

THE SIXTH ALL-RUSSIAN PEDIATRIC FORUM «VIRTUOSO OF PEDIATRICS» — 2025

* %k ok

MUTOXOHOPUATIbHAA NEUKOAUCTPOD®USA
Y PEBEHKA 3 NIET

MamepoBa A.P.", lunenesa A.O.", KHasesa M.C.’
HayuHbin pykoBoguTtens: goueHT O.B. Mo6a'?

"MepBbIt MOCKOBCKUIA roCyAapCTBEHHbBIN MEANLMHCKAIA
yHuBepcuteT uMmeHn .M. CeueHoBa MuH3gpaBa Poccum
(CeueHoBckuii YHuBepcuteT), Mocksa, Poccus;
2HaumoHanbHbI MEAUUMHCKWUIA UCCNEeaoBaTENbCKUIA LIEHTP
3gopoBbs geten Munsgpasa Poccumn, Mockea, Poccus

KntoueBble cnoBa: demu; MUMOXOHOpUasibHasi Namosnoausi;
netikoducmpogpusi; dughgbepeHyuanbHas duazHocmuka

AKTYaJILHOCTD. JIHarHocTrKa JeHKOAUCTPOHI TPEICTABIISA-
€T CJIOXKHYIO 33714y, TpeOYIOIIyI0 HHTETPAH KIMHIYECKUX JTaH-
HBIX, PE3YJIbTATOB FEHETUYECKUX UCCIIEJOBAHUM 1 JaHHBIX HEHpPO-
BU3yanu3auu. JlaHHBIN cilyyaii IeMOHCTPUPYET POJIb ONPEAEIEH-
HBIX MIOPA’KEHUH B FOJIOBHOM MO3T'€, II03BOJISIOIINX 3alI0A03PUTh
MUTOXOHJPUAJTBHYIO IIPUPONY JTEHUKOTUCTPOPHH, U UCKITFOUYUTH
JPYTHE BO3MOXKHBIE ()OPMBI C TIOMOMIBIO PA3IMIHBIX TUATHOCTH-
YECKUX METOIOB.

Onucanue KJIMHUYECKOro ciayyas. bonsHoii, 3 roma, mo-
CTYIHJI IJIAHOBO C kajlo0aMu Ha cllaboCTh, HAPYIICHUE TTOXO-
ku. [Tapessl B JIeBOM pyKe U HOTe BO3HUKIN Ha ()OHE MOJIHOTO 3710-
poBbs B Bozpacte 1 roga 4 mec. Ilpu MPT BbIsIBI€HBI OOIIUpHbIE
nopakeHus B 0eJIoM BelecTBe OONBLINX MOJyIIApUil ¢ pacIpo-
CTpaHEeHHEeM Ha 00JacTh KOJIeHa MO30JIUCTOro Teja. JlanHas kap-
THHA XapaKTepHAa sl JIeHKoAUCTPO(UH, TOUHYI0 (HOPMY KOTO-
poii peAcTosno BeIABUTE. O HAIMYNK BO3MOXKHOM reHETHUECKOM
AQHOMAJIUM YKa3bIBall HHIUBUAYalbHbIE 0COOEHHOCTH OOJIBHOIO:
BBICOKAs TPaHUIA POCTA BOJIOC, MIMPOKUIT KOHYUK HOCA, TOHKAS
BEPXHsA Iry0a, TUCIUIACTUYHBIE YITHbIE PAKOBHHBI C IPHPOCIINMU
MOYKaMH, BApHAHT MONIEPEUHON JIATOHHOM 60po3bI ciesa. [1po-
Ganp rony0ornas3blii ONIOHIMH, POJUTENN cMyibie. JlanbHeitne
o0cenoBanust ObUIM TIPOBECHBI JIJIsS BHISIBIICHHSI IPHYUHBI J1aH-
HOTO nopaxeHus. MeToJjoM TaHAEMHON Macc-CIIEKTPOMETPUU
UCKJIIOUEHBI BpOXIEHHBIE 3a0051eBaHMs, 00yCIIOBICHHBIE Hapy-
[ICHUSIMH MeTa0b0IM3Ma, aMIHOAIUIOTIATHH, OPTaHUYECKHUE alli-
JIYpUH U HapyLIeHUs! B-OKHUCIICHUS KUPHBIX KHCIIOT. X-CLeTIeH-
Hasl aIpeHONCHKOANCTPO(DUS, METaXxpoMaTHuecKas JICHKOTUCTPO-
(us UCKITIOYEeHB! (PEPMEHTHBIM U MOJIEKYISIPHO-TE€HETHIECKUM
TecTupoBaHueM. HecMOTpsl Ha cXO)KuE KIMHUYECKUE IIPU3HAKU
u MP-kapTuHy, UCKIIIOUE€Ha MUTOXOHApHaJIbHAs JielikosH1edao-
narus ¢ mytanueii B reie DARS2 BBUITY OTCYTCTBHS y peO&HKa
JIOCTOBEPHBIX NPU3HAKOB MOPAXKEHUS CIUHHOrO Mo3ra. [Ipsmoe
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aBTOMAaTHUYECKOE CEKBeHUpOBaHue 1o CoHrepy He MOATBEPIUIIO
JITaHHYIO0 MYTAal{IO, HO BBIIBUJIO IPYTYIO — HYKJIEOTUAHBIN Bapu-
ant B reae NDUFV2 (chr18:9134193C>T; ¢.664C>T, p.R222C,
NM_021074.5; 1s772693645) B rOMO3UTOTHOM COCTOSIHHH Y pe-
O6EHKa; y ponuTeneil — B IeTepo3UroTHOM cocTosiHuu. Kpaiine
pelkas BCTpe4aeMOCTb 3TOM MyTaluM He AaéT OLEHUTh e€ Hc-
THUHHYIO KITMHUYECKYIO 3HA9YUMOCTb, HO OTIpeIeIEHHbINA GeHoTHI
6oJIbHOTO, XapakTepHas kapTuHa MPT nenaroT quarHo3 MHTOXOH-
JIpUAJILHOM JIEHKOIUCTPODHH, CBA3aHHOM C HYKJICOTUAHBIM BapH-
aHTOM HapylIeHUs, 00JIee BEPOSTHBIM.

IIpakTnyeckasi 3HAYNMOCTh. CX0OXKas KIMHUYECKasl KapTu-
Ha [OpakeHHs1 OEI0ro BEIECTBA FOJOBHOIO MO3ra HE I03BOJLIET
npoBecTH AU PepeHIHANTEHYI0 THarHOCTUKY MEXIY pa3ndHbI-
MU THIIAMH JIEHKOTUCTPOdHH, 4TO TpeOyeT MPOBEACHHS MOJIEKY-
JIIPHO-T€HETUYECKOIO TECTUPOBAHUS.
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