LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

CvHpapoMm uctouweHns MutoxoHapuanbHou [IHK, TK2-
accouuMpoBaHHbIN

KnuHuyeckune pekomeHdaumnm MmHsapasa Poccuu - B3pocnble, AeTu - pegakuma 2026 r., ctaTyc «[pumeHaeTtcs» Ha 04.11.2026 - MKB-10:
G71.3 - Accoupaums MeAULIMHCKUX FreHeTUKOB

TK2-accoummpoBaHHas MMonaTus — KpanHe pefkoe ayTOCOMHO-PeLLeCCrBHOe 3ab601eBaHNE C UCTOLEHNEM
MuTOXOHApWanbHoW OHK 1 npenmyLeCTBEHHbIM MOpaXeHWeM MblLLL, PekoMeHaaLLmsa nocesLeHa
NOATBEPXOEHMIO OMarHo3a, HyKNeo3nagHown Tepanuuy, KOHTPOIMIO AbIXaHWA U MUTaTeNlbHOro CTaTyca,
peabunutaumm n MynsTUAUCUMNIMHAPHOMY HabMoAEHMIO.

naBHoOe

+ BblOensoT MHGAHTUNbHYIO, AETCKYIO (OBEHWUMbHYIO) 1 B3POCNYIO GOPMbI. PaHHWI 46T 06bIYHO COMPOBOXAAETCA
BbICTPbLIM MPOrPECCUPOBAHNEM, MbILLEYHOM CNabBOCTbIO, PErPecCoM ABUraTeNlbHbIX HaBbIKOB 1 AblXaTelbHOW
HEeLOCTaTOYHOCTbIO.

« [InarHo3 okoH4aTebHO MOATBEPXKAAETCH TONBKO BbIIBNEHWEM BUanienbHbIX NaToreHHbIX UM BePOSITHO-
NaToOreHHbIX BapvaHTOB B reHe TK2; BapnaHTbl AOMKHbI HAXOAWUTHCS B TPAHC-MONOXEHMN U 6bITb MOATBEPXKAEHDI
pedepeHCHbIM METOLOM.

« [Tpn NOATBEPXAEHHOW MMOMaTUN KOHTPONMPYIOT MNOKa3aTeN BHELHErO AbIXaHWUA, HOUHYIO FTMNOBEHTUMALMIO U
caTtypaumo. 3K 1 axokapamorpaduio BINOMHAIOT He pexe OAHOro pasa B rof v nepen onepaumysMu.

« BceM naupeHTam ¢ noaTeepxaeHHon TK2-MronaTmuen HasHauatoT Cneumnann3vpoBaHHble MULLEBbLIE NPOAYKTHI C
TUMUONHOM 1 ge3okcuunTnanHom. YYP B, YO 3.

» Mpwv aMcdharum oLLeHMBaT 6€30MacHOCTb FNOTaHUS U HY TPUTUBHBIN CTATYC; MPU BLICOKOM PUCKE acnnpaLmm
MCMONb3yOT Ha30racTpanbHbIA 30HA MW racTPOCTOMY. [ineTonora NnpuBneKkaloT kKaxasle 3-6 MecsaueB y AeTen
paHHEero Bo3pacTa M eXerofHo y OCTarnbHbIX.

- BegeHwne gonxHo bbiTb MynbTUANCUMNNIIMHAPHbBIM C y4aCTUEM HEBPONOra, reHeTKa, rnyribMOHOMora,
raCTpoaHTeponora, AqneTonora, optonena, cneunanmcToB no pea6W'IV|TaLLl/1M W APYrmX NpoPUnbHbIX Bpauelh no
NOKa3aHUNAM.

OunarHocTuka

1. 3anopo3puTs 3abonesaHue Npwr OCTPOM UM NOSOCTPOW NPOrPECCUPYIOLLEN MbllLEYHOM CNaboCcTu, perpecce
HaBbIKOB KPYMHOW MOTOPUKK, MaTONOrMYECKON MOXOAKE, CHUXEHUN UNIN OTCYTCTBUM CYXOXMIbHBIX pedneKkcos,
obeHeHN MUMKKK, MTO3e, AMcdarunm, YacTbiX MHEBMOHWUSX M CUMNTOMAaX MMMOBEHTUMALMM.

2.Tpy OCMOTpPE OLLEHUTL POCT, Maccy Tena n HyTPUTKBHBIV CTaTYC, XXEBaHWE 1 FNOTaHne, NOXOAKY, CUY MbILLLL Lew,
CYXOXWIbHble pedneKcol, AedopMaLLm NO3BOHOYHWKE U FPYOHOM KNETKM, a TakXe AblXaHWe 1 KaLlneBow TOMYOK.

3. OnpepenuTb KOK, KNCNOTHO-OCHOBHOE COCTOSAHME U ra3bl KPOBW, BKOYAsA OLLEHKY YINEKMCNOro ra3a;
nccnenosaTh naktaT. KPK yacTo nosbiweHa 40 5-10 HOpM, HO MOBbILLEHWE HE ABMASTCH 06A3aTENbHbIM.
Onpepenerve KOK 1 rasos kposwu: YYP B, YO 3; naktaT: YYP C, YOO 4.

4. BbIMONHUTB UrONbYaTYIO M NOBEPXHOCTHYIO OMI, a Takxe MPT MbiLULL BEPXHWUX 1 HUXHUX KOHeUHocTen. Ang MPT
HY>XHbI akcuarnbHble cpedbl B pexuMax T1n T2 STIR. OMI: YYP C, YOO 4; MPT mblww: YYP B, YOO 3.

5. MNpoBecTu MoNeKynApHO-reHeTuyeckoe nccrnenosaHne TK2 B cocTaBe NaHenm reHoB, 3K30Ma UN reHoma C
0653aTeNnbHOM KOHCYNbTaumen reHeTnka. OanH BapuaHT, BapuaHTbl HeonpeaeneHHOro 3Ha4eHms nnmM oTCyTCTBue
NOATBEPXOEHHOMO TPaHC-MONOXEeHNs AMarHo3 He noaTeepxdatoT. YYP C, YOO 4.

6. MpoBOANTbL OLLEHKY MOTOPHbIX QYHKLLMI MO BaMANPOBaHHbLIM WKanam n 6MWT y naumeHToB C NOATBEPXAEHHON
TK2-accounmpoBaHHoM MionaTtuen; BMWT He MpUMEHSIOT Ha HeambynaTopPHOM CTaauu.

INleueHue

+ HasHayaTb TUMMAOWH M AE30KCUMLMTUANMH BHYTPb, MOBbIWAad A03Y KaXaoro Hykneosuaa no cxeme: 50 Mr/kr/cyT 1pas3
B CyTkn 3 aHs; 100 Mr/kr/cyT B 2 npuema 3 aHs; 150 mr/kri/cyT B 2 npuemMa 3 oHg; 200 Mr/kr/cyT B 2 npuema 5 oHen.
3aTeM yBenuumBaTb AO3Y Kaxaoro Ha 50 Mr/kr kaxable 5 gHen o 400 mr/kr/cyT. YYP B, YOO 3.
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« JleBOKapHUTUH Ha3HauatoT no 50-70 Mr/Kr/cyT BHYTPb B 2-3 npuemMa npu OTCYTCTBUU CONYTCTBYIOLWEN
runepTpoduyeckon kapanommonatun. YYP C, YOO 5.

Mpw ancdarnm KOPPEKTUPYIOT MNO3Y NP KOPMMNEHUU N KOHCUCTEHLMIO MULLM, NPeanoymnTas NonyTBEPAYIO NULLLY,
ryCTbl€ XWUOKOCTU, XeneobpasHble GOpMbl 1 XNOKUE MIOPE; PaLLMOH PaCCHUTBIBAIOT MO KANOPUNHOCTU, XNOKOCTH,
MaKpo- U MUKpOHYyTpureHTam. YYP B, YO 3.

Mpw ancdarnm ¢ BLICOKUM PUCKOM acrmpaLmm yCTaHaBNMBaKOT Ha30racTparbHbI 30HA UV raCTPOCTOMY A4
npopuNakTUK1 acnupamm u Hopmanusauum nutanmnd. YYP C, YO0 5.

HBJ1 HaunHaoT Mpy CUMNTOMAaX MMMOBEHTUNALMM U XOTS 6bl OAHOM KpuTepuun: PaCO2 =45 MM PT. CT. AHEM U
Houbto; PtcCO2 =50 MM pT. CT. 6onee 30 MUHYT HOYbIO; HOYHOE noBbiweHue PtcCO2 Ha =10 MM PT. CT.; BbiCTpoe
CHuxeHne ®XEJ1 6onee yem Ha 10% 3a 3 Mecdua. MNpu OXEST MeHee 70% 1 TakoM CHUXEHUM 3a 3 MeCALa HOYHYIO
HINBJ1 MOXHO Ha4aTb HE3aBUCUMO OT AOMONHUTENBbHBIX MccnenoBaHuit. YYP C, YOO 5.

[Mpw pecnpaTopHbIX HapYyLWEHNAX MPUMEHSTL OUULLEHME ObIXxaTeNbHbIX NyTen. HCyddnaTop-acnmpaTop nokasaH
npv HeaPOEKTUBHOM Kallne, peLnamBUPYOLLMX MHOEKLMAX HUKHUX OblXaTebHbIX MyTen U XPOHUYECKOM
acnvpaumu, a Takxe npu OXEJST <509, NMKOBOM NOTOKE Bblgoxa MeHee 270 N/MWH Ui MakCcUMansHOM
3aKcnMpaTopHOM dasneHun meHee 60 cM H20. YYP C, YOO 5.

MauneHTOoB C AMCOYHKLMEN ObIXaTeNbHOM MyCKynaTypbl 06ecneumBatoT AoMallHuM BPAPR, nynbsCOKCUMETPOM, Mpu
BO3MOXHOCTUW — TPaHCKyTaHHOW KanHorpapuem, MewkomM AMBY, 31eKTPOOTCOCOM U MeXaHNYEeCKUM
NHCYPONATOPOM-3KCYDDIATOPOM; pOAUTENEN 0BYyYaloT NCMONb30BaHWMIO obopyaosaHna. YYP C, YO 5.

PeabunuTaLms BKMoYaeT NevebHyto GU3KynbTypy, Maccax, rmapoKMHe3noTepanmio, opTe3npoBaHme,
BEPTMKaNM3aLmio, MO3ULIMOHMPOBaHUE 1 TEXHWYECKME CpeacTBa peabunmTaumm. CneayeT naberats Ype3aMepHbIX
Harpy30K 1 9KCLLEHTPUYECKMX YMPaXHEHWI C BbICOKUM COMPOTUBIEHUEM; BEPTUKANN3ALMIO OPraHn3yoT
perynspHo, OpUEHTUPYACH Ha QYHKLMOHANbHBIE BO3MOXHOCTHM NaLMeHTa.

Korpa HanpaBuTb U Kak HabnogaTb

« MNnaHoBas rocnuTann3aLmns nokasaHa npm NepBUYHON NOCTaHOBKE AMAarHo3a; AeTAM 40 3 neT — Kaxable 6
MeCALEB, AETAM CTapLUe 3 NeT — exerofHo Ans GyHKLUMOHaNbHOM OLLEHKW, BbISIBNIEHWSA PECNIMPATOPHbIX,
KapAMONornyeckmx, KOCTHO-CYCTaBHbIX U FaCTPOIHTEPONOrNYECKUX OCTIOXHEHUI 1 peabunuTaumn. MNpu B3pocnom
($OopMe rocnmTann3aLumio NPOBOAAT NPU YCTaHOBNEHUM ANArHO3a 1 fanee Kaxable 2 rofa Unv Yatue rno TaxecTu
COCTOSIHUSA.

- MNepen x1pypruyeckmm opToneanyeckmm BMeLWaTebCTBOM, a Takxe Npu HEO6XOAMMOCTM raCTPOCTOMbI UMK
TPaxeoCTOMbI MaLMeHTa HanpPaBAoT Ha MNaHoBYO FOCMUTaNIM3aUMIO B COOTBETCTBYIOLEE OTAENEHNE.

+ KoHcynbTaumns nannMaTMBHOMO creumanmecTa Unm rocnmtannsaums Hy>KHbl Npy NoTPebHOCTY B AOMALLHEN
pecnmMpaTopHO MOAAEPXKE, TAXENOM HEKYNMPYEMOM 60MEBOM CUHAPOME, TAXKESbIX CUMNTOMAX, TPEOYIOLLMX
CTaLMOHaPHOro NneYeHuns, Unnm HeobxXxoANMOCTM MEONLMHCKMX BMELaTENbCTB, HEBO3MOXHbIX aMByiaToOPHO.

+ OKCTpeHHasa rocnuTann3auns nokasaHa npu MHGEKLMn ¢ gecatypaumnen unm HapyLieHMemM KopMneHus,
06e3BOXMBAIOLLEN KMLLEYHOW MHDEKLMM, TAXKENOM TMNOBEHTUNALMM MW aNHO3, TPEBYIOLWMX PeaHNMaLMOHHON
MOMOLLW, & TaKXe Npu TAXENOoN cepaeyHON HeAOCTaTOMHOCTH UMW HApYLLEHUN pUTMa.

YacTtbie BOMNPOChHI

Kak nogreepxpaetca TK2-accounmpoBaHHas MmonaTuna?

TonbKO MONEKYNSPHO-rEHETUYECKM: AOMKHbI ObITb BbIBNEHBI GUaNNenbHbIe NaTOreHHbIE UM BEPOSITHO-NATOreHHbIE
BapuaHTbl B TK2, noaTBepxaeHHble pedepeHCHbIM METOAOM M PaCMoONoXeHHbIE B TPaHC-NONoXeHnW. OauH BapuaHT
WNW BapuaHTbl HEONPeaeNeHHOro 3HaUYEHN AnarHO3 He NOATBEPXAAIOT.

Kakne nabopaTopHble Npu3Hakv Hanbonee xapakTepHbl?

K®K yacTo nosbieHa, 0CO6eHHO Npu MHPaHTUIbHOW 1 KOBEHUNBHOW hopMax, 06bl4HO A0 5-10 HOpM; nNpw
MHbaHTUNBHOM GOPME BO3MOXEH NnakTaT-aunao3. [NosbieHne KPK He aBnseTcd 0643aTeNbHbIM.

Kak Ha3HayaTb TUMUOWH U €30KCULUTUANH?

Kax bt Hykneoana HaumHatoT ¢ 50 Mr/Kr/CyT 1 MOCTENEeHHO NOBbILLAT A03Y MO NpVBeAeHHOW B peKoMeHaaL/mm
cxemMe [0 paboyent 0o3bl 400 Mr/Kr/cyT Kaxaoro. BoaMoXHbI J0303aBMCHMMas Anapes 1 npexoastume 60nm B XMBoTE.

Korpa HaunHaTb HUB/?
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Mpy CUMATOMaX rMMNOBEHTUNALLM M OOHOM K13 KpuTepunes: PaCO2 =45 MM PT. CT. AHEM 1N HOYbIO, PtcCO2 =50 MM pT.
CT. 60nee 30 MUHYT HOYbIO, HOYHOE noBbiweHKe PtcCO2 Ha =10 MM PT. CT. unu cHuxeHne OXEJ1 6onee yem Ha 10% 3a 3
mMecaua. MNMpu @XENT MeHee 70% 1 TakoM CHUXEHWM 3a 3 MecsLa HouHYo HBJ/TMOXHO Ha4aTb He3aBUCUMO OT
[OOMONMHUTENbHbIX UCCeA0BaHNUI.

Korpa HyxHa racTpocToMa 1 Kak o6paliaTbCcs C KUCNIOPOAOM?

PekoMeHyeTcsl yCTaHOBKa raCTPOCTOMbI UM Ha30racTparnbHOro 30HAa NPy Aucdarum ¢ BbICOKMM PUCKOM
acnupaumun. Kucnopoa npUMEHsItoT OCTOPOXHO: FUMOKCEMUS NMPU FMMNOBEHTUNSILMM MOXET COYETaTbCS C MOBbILLEHWEM
CO2, noaToMy Ans Bbl6opa pexmma HyXHbl KanHOMETPUS U UCCeaoBaHMe KUCNIOTHO-OCHOBHOMO COCTOSIHUS U
ra3oB KPOBM.

Bbik1MKa caenaHa no TeKCTy pekoOMeHAaLIMM 1 He 3aMeHseT ero. MonHbIN oduLmanbHbIN TEKCT, KanbKynaTopbl U COKPaLLEHHas BEpCHs:
https://iukonaceyeHoBa.pd/cr/1046-sindrom-istoshcheniya-mitonhondrialnoj-dnk-tk2-associirovannyj. OpuLmanbHbIM UCTOUHUK: https:/
cr.minzdrav.gov.ru/preview-cr/1046_1

LLikona CeueHoBa - lukonaceyeHoBa.pd/cr/1046 - yuebHad BbIXMMKa, CBEPANTECH C 0pULIMabHbIM TeKCTOM KP 313



	Синдром истощения митохондриальной ДНК, TK2-ассоциированный
	Главное
	Диагностика
	Лечение
	Когда направить и как наблюдать
	Частые вопросы


