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Y10 TAK0E MUTOXOHADUANDbHDbIE Gone3Hu?

MuToxoHapuanbHble Gone3Hn—rpynna HacrneacTBeHHbIX 3aboneBaHui, CBA3AHHbIX
C HapyLeHnsMu paboTbl 0cobbix OopraHens— MUTOXOHAPWUIA. B MUTOXOHAPMAX NPOMCXO-
anT cuHTe3 95% KNeTovHOoM 3Heprun (B BUAE MOreKyn aaeHo3MHTPUGOCHOPHOM KUCTOThI
nnn AT®), ngylien Ha nogaepXaHue Xn3Hu 1 pocta opraHuamMa. Korga MUTOXOHOPUU He
paboTaloT, B KrneTke BblpabaTbiBaeTCsd BCE MEHbLUE M MEHbLUE 3HEepruv, YTo MpuBOauT
K HapyweHuto ee yHKkumn. MNpyn MUTOXOHAPUanbHbIX 3aboneBaHnsx ctpagatroT Gonblue
BCEro KIeTKU rofIoBHOrO MO3ra, CKENeTHOW MYyCKynaTypbl, cepaua, nevyeHu, noyvek, aHao-
KPUHHOW 1 ObIXaTerbHON CUCTEM.

MuToxoHapuanbHble 3aboneBaHWs BO3HMKAKOT W3-3a HACNEeACTBEHHbIX WM CMOH-
TaHHbIX (cnopaguyecknx) Mytauun B mutoxoHapuansHon OHK (MTOHK) nnn B saepHbIx
reHax (reHax, pacrnornoXeHHbIX Ha XpOMOCOMaX, HaxoasLwmxes B agpe knetkm). B mtOHK
n3sectHo 6onee 300 pasnuMyHbIX MyTauUA— OAHOHYKNEOTUAHbIX 3aMeH (3aMeHa Of4HOro
HykneoTuaa Ha ApYyron) M MHOXeECTBO Aereuni (BbinageHne Hykneotnaos). Kaxabiv roa
ONUCBLIBAIOT HOBbIE SAEPHbIE reHbl, MyTauun B KOTOPbIX NPUBOAST K Pa3nnyHbIM MUTOXOH-
apvianbHbliM 6onesHsam. Ceryac Takux reHoB yxe 6onee 100. Janeko He Bcerga yoaetcs
0BHapyxuTb MyTaumto, 6onblias YacTb NaLMeHTOB C NO403PEHMEM HAa MUTOXOHApUAsb-
Hoe 3aborneBaHue HaxoauTcs 6e3 NoATBEPXKOEHHOro reHetnyeckoro gedekra. Kpome
TOro, B nocrniegHee Bpems NosiBrsieTcs Bce Oonblue CBMAETENbCTB NaTonorMm MUTOXOH-
OPUIA Npu B3pOCTbIX AereHepaTuBHbIX 3aboneBaHusX, Taknx kak 6onesHb MapkuHCOHa,
B6onesHb AnbLrenmepa, a Takke npu caxapHom gunabete, OXNMpeHUn, LWN30peHnn, pake.

Ho Bce e TpagnuMoHHO MUTOXOHAPUAnNbHbLIMY 3a60neBaHNAMN Ha3bIBAKOT NATONOru,
HenocpeacTBEHHO CBSA3aHHbIE C NOBPEXAEHNEM 3MNEKTPOH-TPAHCNOPTHON LIen MUTOXOH-
Opv 1 HapylweHreM cuHTesa AT®. MHorga nx Ha3biBaloT BoNe3HAMY AbixaTenbHON Lenm
MWUTOXOHAPWI NN BGONE3HAMM OKUCIUTENbHOrO hoCcOpUNNPOBaHKS.



TpaanuMOHHO B y4ebHMKax OMonornm MMTOXOHOPMM OMNUCHIBAIOT Kak “OHepreTuyeckune
habpukm knetkn”. ATo He coBCEM MpaBunbHO. B paboTe MUTOXOHAPWUM Yy4acTBYIOT OKOSO
3000 reHoB. 31U reHbl KoaMpyoT 6enkun, 1 n3 H1x Tonbko 3% (100 13 3000) OTBETCTBEHHDI
3a cuHTe3 AT®. bonee 95% reHos (2900 n3 3000) BbINOMHAT Apyrue yHKUUN, CBA3aH-
Hble, Hanpumep, ¢ AnddepeHLMPOBKON KNETKU.

MuTtoxoHgpuaneHasa OHK kogmpyeT Tonbko 37 reHoB (puc. 1); ocTanbHble reHbl pacno-
NOXeHbI B KNETOYHOM siipe U CUHTE3MPOBaHHbIE C HUX BENKN TPaHCNOPTMPYIOTCA B MUTO-
xoHgpun. CtpoutenbHbiMu knpnndmkammn gna PHK n OHK sensiotcs nypuHbl 1 nnpu-
MUOVHBIL. B MUTOXOHOPUAX HaxoaaTcs pepmeHTbl AN CMHTe3a NMMPUMUAMHOB U rema,
HeobxoaMMoro Ansi cuHTe3a remornobuHa. B nevyeHn MUTOXOHOPMU cneumanuanpyoTcs
Ha OeToKCMKauum aMMmmaka B UMKIe MoYeBUHbl. MUTOXoHApUM Takke Heobxoammbl Ans
meTabonusma xonecrtepvHa, HeMpoOTPaHCMUTTEPOB, ACTPOTEHOB U CUHTE3a TECTOCTEPOHA.
W Bce 31O B gonornHeHve Kk nepepaboTke (OKMCNEHUIO) XMPOB, BENKOB 1 YyrneBoaoB, KOTO-
pble Mbl €4UM U NbEM.

HapyLueHune dyHKLMIN MUTOXOHAPUIA MOXET 3aTparmBaTh TONIbKO ONPeneneHHbIE TKaHM.
MprynHa gaHHOro heHoMeHa He 3BecTHa. ApkMM NpUMepPoM TKaHecneumnpryHoro nopa-
XeHus sensieTca 3aboneBaHne onTudeckasa Henponatus JlebGepa (Leber hereditary optic
atrophy, LHON), np1 KOTOpOM NOBpPEXAatTCH TONBbKO raHrMMO3HbIE KIETKU CETHaTKM rnasa.



PT
0/16,569

mtOHK
16569 n.H.

Kogupyer
22 TPHK
13 cy6veguuny KAL,
125, 16S cy6veauHuubl pPHK

Puc.1. Cxema cmpoeHuss MmAHK. Ljeemamu o603Ha4yeHb! 2eHbl MmHK.



OcoGeHHoCTH HacneA0BaHNA U NPOABNEHUA MUTOXOHADVANbHDIX 3a00neBaHNH

CyLI.I,eCTByeT 4 Tna HacnegoBaHus MUTOXOHAPUaIIbHbIX 3aboneBaHun.

1. MaTepuHCKUM TN HacnegoBaHus (puc. 2). MUTOXOHAPUN UMEOT CBOK COBCTBEHHYIO
[OHK, koTtopasa HacnegyeTca HezaBucumo ot [JHK xpomocom B 9ape KneTku. TOUKOBble
myTaumm B MTOHK nepeparTcs TONbKO OT OQHOMO POAMTENS—OT MaTepu OeTAM;
MOXeET 3aboneTb Jo4b NGO CbiH. BonbHOM MyX4MHa He NepefaeT MyTauuio OETAM, Tak
Kak npu onnogoTBOPEHUN SNLIEKNETKN B HEe He NonagarT MUTOXOHAPUN U3 crepMaTto-
3ounga. [Npy BHMMATENBHOM U3yYeHW POLOCIOBHOM BpaYv-reHETUK MOXET 3anog03puTb
MaTepuHckoe HacnegoBaHve. OgHako COBceM He 0b6si3aTenbHO y MaTepen NaumMeHToB
OynyT HabnogaTbes Kakne-nmbo npusHaku 3aboneBaHuns.
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Pacnpegenenue MyTanTHoH MTOHK y neTed moxeT BbiTe noboe, ot O go 100%

Puc.2. Cxema, unnrocmpupyroujasi MamepuHcKuli mun HacsedoeaHusl.



2. AyTocomMHo-peuLeccuBHbIN TuUn HacnegoBanus (Puc. 3). Ob6a poauTtensa aBnstoTCA
HOCUTENSIMM MyTauun, HO He BOMEIOT, Tak Kak y HUX eCTb BTOpas Konmus 340pOBOro
reHa 6e3 mytauun. Puck poxaeHusi 6onsHoro pebeHka B AaHHOM Cllydae COCTaBnsieT
25%. bonbHoOWM pebeHoK HacneagyeT OgHy KOnuio “6onbHOr0” reHa oT oTua U OgHYy —OT
maTepu. 3aborneBaHne NPOSIBNSIETCS TONMbKO B CryYae Hanmuuus OBYX KOMWI MoBpe-
XOEHHoro reHa. Tak Hacnegyetcst 60MbLUMHCTBO MUTOXOHApUanbHbIX 6onesHen. Kak
npaBumno, CTpagaeT TONbKO OOHO MOKOINIEHNEe B POAOCIOBHOM. M3-3a pasHoobpasus
NPOSIBIIEHNA MUTOXOHOPWAnbHbIX 3aboneBaHun, HanMyunsa reHo- u OeHOKoNUi (CM.
Janee) noaTBEPAUTL TUMN HacnegoBaHUsl 3ab60neBaHUs MOXHO TOMNbKO MPW BbISIBIIEHUN
MyTaLUuu.

- Hopma (0 konui
MYTaHTHOro reqa )

- HocuTens (1 konua
MYTaHTHOro reHa )

- BoneH (2 konuu
MYTaAHTHOrO rexa )

- Hacnegyet
HOPMAankHLIA rexd

‘ i.G@

- HacnegyeTt
MYTaHTHLIA reH

Puc.3. Cxema, unnrocmpupyroujasi aymocoMHO-peyeccueHbIli mun HacsedoeaHusl.
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3. AyTOCOMHO-AOMMHAHTHbLIM TUN HacnegoBaHusa (puc. 4). [ns nposiBnenns 3abone-
BaHMS1 AOCTATOMHO TOJbKO OAHOW KOMMM MOBPEXOEHHOro reHa. 3aboneBaHne MOXET
nepegaBaTbCs OT OOQHOMO U3 POAMTENEN, KOTOPbIN TOXe BoneeT, NMbo MyTaunsi BO3HU-
KaeT NepBMYHO Yy NaumMeHTa—Takne Crlydam HasbliBakT cnopagnyeckumu.,

- Hopma (0 konwi
MYTaHTHOrO reHa )
- GoneHol HocuTenk (1
KOMKWA MYTaHTHOrO reHa )

—— E— — - Hacne'qy-e'r
HOopMansHLIA red

A - Hacne'qye]'
MYTaHTHLIA reH

Puc.4. Cxema, unnrocmpupyroujasi aymocomMHo-00MUHaHMHbIU
mun HacnedogaHusl.



4. X-cuenneHHbIN TUMN HacnegoBaHus (Puc. 5). bonetoT TONbKO Manb4mkn, MaTepu SBns-
IoTCA HocuTenamu Mytauun. MyTaumsa pacnonoxeHa Ha X-xpomocome. Matepu nauu-
€HTOB He BOMeloT, TaK Kak MMelT BTOPYHO “340pOBYH” KOMMIO X-XPOMOCOMBbI. Y Marib-
UYMKOB TOJNIbKO OfHa komnusa X-xpomocoMbl. Camoe pacnpocTpaHeHHoe X-CuenfieHHoe
MUTOXOHOPWanbHoe 3aboneBaHne —HegOCTaTOMHOCTb NMpYyBaTAerngporeHasb! .
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- Hopma (0 konuwi
MYTaHTHOR X -
XPOMOCOMBI )

HEeHWMHA - HocuTenb (1
KOMWA MyTaHTHOW X -
XPOMOCOMEI )

- BONLHOM MyxH4KHA (1
KOMWA MYTaHTHOR X -
XpPOMOCOMGI )

- Hacneayet
HOPMAanEHBI reH

- Hacneayet
MYTaHTHLIA reH

- MyTaHTHaRA X-
Xpomocoma

Puc.5. Cxema, unnrocmpupyrowast X-cuensieHHbIl mun HacsedoeaHusl.



Torga kak Bce KNeTKu HaLlero opraHmama cogepkat CTpOoro rno 2 Konum sAepHbIX reHoB,
MuToxoHapuanbHas OHK moxeT npucytctBoBaTh B pa3HOOBpa3HOM KONMYeCTBe KOMuin, ot
200 [0 HECKOMBKMX ThICAY Ha KIETKY. Y BCEX 300POBbIX M0AEN KNETKN rOMONa3Muyeckme,
YTO O3HAYaET, YTO BCe KIETKM coaepKaT Tonbko HopmarnbHyto MTOHK. Y noaen ¢ MUTOXOH-
apvanbHbiMM 3ab0neBaHnsiMM C MaTEPUHCKMM TUMOM HacneLoBaHWs KNETKN, Kak MpaBuio,
rereponnasMuyHbl, T.e. 4Yactb MTAHK HopManbHas (He cogepXut MyTauuio), a YacTb—He
HopmMmanbHasi (cogepxut myTauumio). [Nponopumsi reTeponnasMmmm MOXET OYEeHb CUMbHO
OTNINYATBLCA Y Pa3HbIX YNIEHOB CEMbM MO MAaTEPUHCKOM NMNHUU. MOXHO NPEeAnonoXnTb, YTO
yem Gonble myTaHTHoM MTOHK B knetke, Tem Gonblie npobnem, ogHako Ha MpakTuKe
€CTb HEeKWUI OONYyCTUMBIV NOPOr, NOCMEe KOTOPOro KieTka yxe Oorblue He MOXET BhIMNor-
HATb CBOM (DYHKLMN. B 3aBMCUMOCTM OT SHEpro3artpaT y pa3HbiX TKaHEN pasnmyHbI NOPOT,
KpOMe TOro, nmopor 3aBUCUT OT KOHKpPeTHoW MyTaumn. CTeneHb reteponnasmmm obbIMHO
0b03Ha4aeTcsi B reHETUYECKNX 3aKIIOHYEHMAX B MPOLLEHTaX MyTaHTHbIX Mornekyn mTOHK.

M3 BblecKkazaHHOro crnegyert, YTO CUMMTOMbI, UX TSKECTb, BO3pacT Havyana MUTOXOH-
OpuanbHOro 3aboneBaHns U ap. MOryT CYLLECTBEHHO OTNMYATLCS Y Pa3HbIX YNIEHOB CEMbU.
W xoTa matb nepegaet myTtauuto mTHK Bcem cBoum aetsam, HeobsizaTenbHO y BCcex AeTen
pPa30BbIOTCS Kakne-nmbo CMMMNTOMbI.



M3-3a onMcaHHbIX Bbille CBOWCTB MUTOXOHAPUanbHbIX 3aboneBaHui, a Takke M3-3a
B3aMMOAENCTBUS KONMMYECTBa reHoB, y4acTBYOLWUX B nogaepxaHun paboTbl BCen meTa-
Bonm4ecKkon «MaLLNHbI» OAHW 1 TE e MyTauuu y pasHbiX NaLMEHTOB MOTyT Bbi3blBaTb pas-
NWYHble MUTOXOHAPWarbHble 3aboneBaHusi. FeHokonNMM—3To 3aboneBaHusl, Bbi3BaHHbIE
OOHOW M TOW Xe MyTauuewn, HO KNMHUYeCKue oTnuyarowmecs apyr ot gpyra. Hanpumep,
oOHM 1 Te xe myTauun B reHe POLG mMoryT npmBoauTb K 6onesHn Anbnepca, CMHOPOMY
SANDO wnnn PEO. Mytauua mtOHK m.8344A>G moxeT npuBoauTb kK cuHapomy MERRF
nnn K cuHgpomy Jn.

Takke BepHO M 0bpaTHOe: pas3nuyHble MyTauuu (B pasHbIX reHax) MoryT MpuBOAWTb
K oOHUM U1 TeMm e 3aboneBaHusaAM. [JaHHbI (heHOMEH B reHeTUKe Ha3biBaeTcsl PeHOKOo-
nMamMn. eHOKONUM O4YEeHb YacTO BCTPEYalTCs MPU MUTOXOHAPMArbHbIX 3aboneBaHunsix
N 3TUM JOMOMHUTENBHO OCIOXHSAIOT UX AUArHOCTUKY. Tak Hanpumep, cuHapom Jln MoxeT
ObITb BbI3BaH MyTaUMAMW B HECKONbKMX AecsATkax reHax n MtOHK.

Kak nposiBnstotcst MMTOXOHAPUanbHble 6onesHn?

MuToxoHapuanbHble 60ne3Hn MoryT MaHugecTnpoBaTb NpPakTU4ecku B 0OOM BO3-
pacte. bonee Toro, HeaaBHO GbINKM ONMCaHbl CyYan MUTOXOHAPUANbHbIX 6onesHen, Hau-
HalLWMXCH eLle BHYTPUYTPOOHO M MPMBOASALLMX K Pa3BUTUIO NMOPOKOB FOfIOBHOMO MO3ra.
Ho nogaensiowee GOMbLNMHCTBO MUTOXOHAPWANbHbIX BOMne3Hen HaunHaTCA B AETCKOM
BO3pacTe.

B 3aBucumocT OT TOro, Kakue KrneTKM NnopaxeHbl B GoMblUen CTEeneHW, CUMMNTOMbI
MOTyT BKIO4aTb OTCTaBaHWe B POCTE W PasBUTUM, NOPaXEHNE HEPBHOM CUCTEMbI, dMu-
nenTuyeckne NpUCTYMbl, HApYLIEeHWEe 3PeHNs U/UMK Cryxa, MbIleYHyo cnabocTb, yTOM-
NSEeMOCTb, HapyLlUeHWe AbIXaHWs U CEepAevYHOro puTMa, NeYeHOYHYK HEeAOCTaTOMHOCTb,
XKenyaovHO-KMLWEeYHble HapyLUeHWUsi, pasnuyHble 3HOOKPVHHble 3abonesaHusa (Ouaber,
runonapatupeos) (Puc. 6).
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CHMXKeHue cnyxa
[Ovapes Fnyxota
MceBaoHenpoxoanmocTb

Puc.6. Op2aHbIl-MUuWweHuU npu pasJuyHbIX MUMOXOHOPUabHbIX 3a6osieeaHusIX.
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Kakue 3a6onesanua NOXOXKN HA MUTOXOHADPWANDbHDbIE?

MosxHO ckasaTb, YTO 13-3a OrPOMHOI0 pa3Hoobpasms BbINONMHAEMbIX OYHKLUWIA, U KOMK-
YeCTBO MUTOXOHAPWAnbHbIX 3aboneBaHnn Toxe OrpoOMHO, OKOMNO COTHU. CumMnToMbl 3a60-
fieBaHun nepecekatrTCcs, NOCTaHOBKA AMarHo3a MOXET 3aHATb MHOIO BpeMeHU. 3a4acTyio
Onst yTOMHEHUs1 AMarHo3a Bpad TakkKe WCKMYaeT y nauueHTa 3aboneBaHus M3 ApYrux
rpynn:

- OpraHnyeckue auvaypumm ammHoaumaonaTtun: NenumMHoO3, roMOLUMCTUHYPUS, TUPO3N-
HeMWs, HeKeToTuYecKkas runeprnuumHeMms NPONMOHOBas aunaypus, n3osanepuaHoBas,
MeTUIIManoHoBas v ap.

- AedeKTbl LMKna MOYEBUHbI: OPHUTUHTPaHCKapboMunasHas HeqOCTaTOMHOCTb U Ap.

- AedekTbl MeTabonnama caxapoB: ranakro3eMus, PpykTo3eMusl, MmMKoreHo3bl

- NN30COMHble BonesHn HakonnexHus (6onesHe Momne)

- 3HOOKpUHONatTuu: Auabet, runonapaTvpeos, ayTOMMMYHHbIA MNONUMMaHAYAPHbIN
CMHOPOM

- cuHgpom lNpagepa-Bunnu, cuHgpom AHrenbmaHa, cuHgpom PeTtTa

- OeTCKuI LuepebpanbHbi napanny

Cy3uTb Kpyr novcka nomMoratoT 6MoxmMmyeckne u Herpodusmonornyeckme Mapkepbl
MUTOXOHOPWAanNbHbIX 3aboneBaHnii. MNocnegHen TOYKOM B MOATBEPXKOEHMN AnarHosa cuu-
TaeTcst obHapyXeHve NepBuUYHOro gedpekta — myTauum B S4E€PHOM reHe Ui MUTOXOHAPK-
anbHon AHK.
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Bpay MoxeT BblOpaThb pasnnyHblie anropuTMbl ANArHOCTUKM MUTOXOHAPUANbHbLIX 3a60-
neBaHun. Ecnn KnMHU4YeCcKMe CUMMMTOMbI MauMeHTa SPKO BbIPaXKeHbl W yKNnagblBarTCA
B KaKOW-TO «KIlACCUYECKUn» MuUToXoHApuanbeHbii cuHgpom (LHON, MELAS, MERREF,
NARP, KSS), To Bpay HasHa4yaeT [JHK-aHanu3 Ha npegnonaraemoe 3abonesaHue. Takom
noaxod MNO3BOMsieT caenatb OMArHOCTUKY MUHUManbHO WMHBa3nBHOW (6e3 GonesHeHHon
Guroncum mbiwubl), 6eicTpon n geweBor. OgHAKO YacToO MUTOXOHAPWanbHble BonesHn He
Tak npocTto pacnosHaTe U HK-uccnegosaHme npoBoamnTCA yxe rnocrne npoBefeHUs Heu-
pPOM3MONOrM4ecKnX NccneaoBaHnn, GUOXMMMYECKUX NCCIeqoBaHUIA KpoBK, MOPAONorn-
YECKMX N TMCTOXMMMUYECKUX UCCNEAOBAHUN GUOMCUM MblLLbl U KOXW, (PYHKLMOHAMNBHbIX
nccrnefoBaHnii MUTOXOHAPWIA. Bce nabopatopHble MccneqoBaHus Npy3BaHbl Cy3uUTb Kpyr
npeanonaraemblXx MUTOXOHAPUArbHbIX 3aboneBaHnin, a Takke NMOMOratoT B MOHUTOPUHIE
neyeHus.

Mpu nogo3peHnn Ha MUTOXOHAPUaNbLHoe 3aboneBaHue NaLMeHTy MOTyT
Ha3HauYuTb criegylolme npoueaypbl, KOHCYNbLTaUUK U naéopaTopHbie
uccnegoBaHuUA:

- anekTpomuorpadus

- MPT ronosHoro mosra

- KOHCymnbTauMsa HeBporiora C nogpoOHbIM OMUCAHWEM HEBPOJSIOTMYECKOro cTaTyca
nauveHTa

- OKTI" n koHcynbTauusa kapauorora

- ayamorpadust U KOHCyrnbTaumsi oTonapuHrorora

- uccnenoBsaHmMe rmasHoro gHa 1 KOHCynbrauua O(*)TaJ'IbMOJ'IOFa

- NlakTaT B KPOBU (40 M Nocre yrneBogHOW Harpysku)

- COOTHOLLEHWE nakTaT/nmMpyBaTa B KpOBU

12



- FGF-21 (dpakTop pocta pmnbpobnactos 21) B KpoBu

- CMEeKTP aMUHOKMUCIIOT M auniKkapHUTMHOB B KPOBU

- CMEeKTp OpraHNYeCcKnX KUCIOT B MOYe

- Buoncusa Mblwubl /My Koxn (KynstnBmpoBaHue pmnbpobnacTtoB) ¢ nocnegyowmm
nccnegoBaHMeM METOAO0M AMEKTPOHHOW MUKPOCKOMNUM U UIMMYHOTUCTOXMMUN

- Broncmsa MbllLbl U/UnNn Koxn (KynsTrBuposaHue ¢unbpobrnactoB) ¢ nNocneaywmum
nccnefoBaHMeM akTUBHOCTU KOMMMEKCOB AbIXaTeNbHOW Lenn MeTOA0M (DnioopnuMeTpun

- Broncmsa MblWwLbl U/unu Koxn (KynsTBupoBaHue mbpobnactoB) ¢ Nocneayowmum
nccnegoBaHvemM MeTogoM nonsiporpacum

Fae npoBoaAT NabopaTopHyr ANArHOCTUKY MUTOXOHAPUANbHbIX
3aboneBaHuN.

lMpuBeAeHHbIV Bbille CMMCOK WMCCeQoBaHUM He MOXET MPeArioXvTb LIeNIMKOM HU
ogHa 6onbHuua B Poccuun. Ho paneko He Bcerga Tpebyetcs npoBefeHWe BCEro CrekTpa
aHanm3os.

Nakrart, 6yay4m XOpOLLO U3YHEeHHbIM OMOXMMUYECKM MapKePOM He TOSbKO MUTOXOH-
ApvanbHbiX 3aboneBaHuin, MOXHO caenaTb aMbynaTopHO NOYTH B NOOON KOMMEPYECKON
naboparopuu, 1 BO MHOTMX MHOronpounbHbIX cTaumoHapax. CrnegyeT 3HaTb, Y4TO MHAOP-
MaTUBHOCTb aHanmsa HaMHOro Bbille nNpu 3abope KpoBM Nocne Harpy3ku (3a nonmvaca Ao
npouenypbl NOECTb YTO-HMOYAb CNaaKoro).

M3-3a CnoxHOCTK, TPYOOEMKOCTU UM HU3KOW CrieumdnyHoCT nabopaTopHbIX TECTOB
MHOr1e aHanu3bl MPOBOAATCSA B labopaTopusx Ha nccrnenoBaTenbCkUX Havanax.

MamepeHne koHueHTpaumm FGF-21 n aHanu3 ¢ubpobnacTtoB nonsiporpadnyecknm
meTogom (Ha okcurpade) Ha nccrnegoBaTenbCkMxX Havanax npoBOAST B Hay4vHbIX nabo-
paTopusix. Y4acTue naumeHTOB B Hay4HbIX MCCReAOBaHUSIX CMOCOBCTBYeT ckopenllemy
BbISICHEHMIO NPUYMH N MEXaHWU3MOB Pa3BUTUSA MUTOXOHAPUANbHbIX 6onesHen.
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Takke ons BbIABNEHUA U3MEHEHUI B CNeKTpe opraHn4YecKknx KMUCriotT n auunkapHUTU-
HOB MOKa3aHO npoBeaeHne aHanunisa TaHOeMHoMn MaCC—ClNeKTpoMeTpum n rasoBou Xpo-
MaTOFpa(bI/II/I OopraHn4eCcKnx KMCrnoT Mo4n.

OHK-gnarHoctuka MMTOXOHApPUanbHbIX 3a6oneBaHUN.

OHK-guardoctvka MUTOXOHApUanbHbLIX 3aboreBaHuin NPOBOAUTCA AONS noaTBepXae-
HUA KMMHUYECKOro AmMarHosa, Yto Mo3BOnseT NPOBECTU PacyeT PUCKOB POXAeHUA 6orb-
HOro pebeHka B JaHHOW CemMbe, Ha3Ha4UTb fedyeHne, B HEKOTOPbIX Cryvasix CyLLECTBEHHO
ynyyliaiolllee KayecTBO XM3HM nauueHTa. M3-3a pasHoobpasus dhopM 1 CrOXHOCTU Knu-
HMYECKOW OMArHOCTUKN MUTOXOHAPUASbHBLIX 3a60MeBaHnin NOMCK MyTaLMU MOXET 3aHATb
NPOAOIMKUTENBHOE BPEMS.

YacTble MyTauun.

[ns HekoTopbIX MWUTOXOHAPMAaNbHbIX 3aboneBaHWU XapakTepHbl Tak HasblBaeMble
yacTble MyTauuu, T.e. MyTaL M1, KOTOpble BCTpeYalTcHa Yy 60MbLIMHCTBA NAUMEHTOB C 3TUM
avnarHosom. Tak, Hanpumep, nNpu onTudeckon Hesponatum Jlebepa okono 95% naumeHToB
UMeroT oaHy n3 Tpex myTtaumin B MTOHK (m.11778G>A, m.14484T>C, m.3460G>A). A npu
cuHgpome Jln ¢ HegocTaTovHocTbIo [V KoMMnekca AbixatensHow uenu okono 60% nauuneH-
TOB MMetoT myTaumio ¢.845 846delCT B reHe SURF1, npyyem BbICOKYHO 4acTOTy JaHHas
MyTaums umeet B Poccum u ctpaHax BoctouHon Esponbl. B criyyasx, korga Yactele MyTa-
uunn ectb, AHK-gnarHoCTuKy HaumMHatoT ¢ HUX. OAHaKO CTOUT YYUTbIBATb, YTO YacTble MyTa-
UMM ObIBaAKOT HE TAaKUMU YK YacTbIMU U MOTyT cocTaBnaTb Bcero nuwwb 10—-20% ot Bcex
MyTauUui, XapakTePHbIX Anst KOHKPETHOro 3abonesaHus. [py oTCYTCTBUM YacTbiX MyTauui
naumeHTy NPpOBOAAT aHanm3 BCEro reHa/reHoB, OTBETCTBEHHbIX 3a pa3BuTUe GonesHu.
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Peaokue mytauum.

B cny4asax 6onblioro konmyectBa OeHOKOMUIM M OTCYTCTBUS YacTbix MyTaumn OHK-
OMarHocTnka MUTOXOHAPWAanbHbIX 3aboneBaHU 3aHMMaeT OOCTAaTOMHO MHOIO BPEMEHMU
N bmHaHcoBbIX cpeacTB. CokpaTuTb BpeMs aHanusa No3BOSISIIOT COBPEMEHHbIe reHe-
TMYeckne aHanuaartopbl, pabotawowme Ha ocHoBe NGS (Next Generation Sequencing).
C 1X NOMOLLbI0 MOXHO OOHOBPEMEHHO aHanmnavpoBaTh IPymMmny reHOB, 3K30M UIN FEHOM.
CyluecTBYlOT Tak HasblBaeMble «MUTOXOHApPWanbHblE MaHenuW», BKMAYawLwme B cebs
NccneaoBaHUs reHoB, OTBETCTBEHHbIX 32 MUTOXOHAPUanbHble 3aboneBanus. [NaHenv moryT
BKIOYaTh B cebs pasHoe KonmMyecTBO reHoB, oT 20 OO0 HECKOMbKMX COTEH. BbiBNeHHbIe
metogoM NGS nsameHeHusi B reHax ob6A3aTensHO NOATBEPXKAA0T METOLOM CEKBEHMPOBA-
Hust no CaHrepy. Kpome Toro, obHapykeHHble Haxoaku HeobXxoaMMo CBA3aTh C NposiBrie-
HUsIMK 3a00neBaHns y NauMeHTa, JoKa3aTb MX NMPUYacTHOCTb K pa3BuTuo bonesHu. 3Ta
paboTa NpoBOAMTCSA BpayamMu COBMECTHO C MOMEKYNSAPHbIMU FEeHETUKaMN.

CambiM BOMbLUMM OMbITOM OUArHOCTUKM MUTOXOHApPUAnbHbIX 3aboneBannn B Poccumn
obrnapaet nabopatopus HacneAcTBEHHbIX Oone3He obmeHa Bewects PrbHY «Meaunko-
reHeTUYEeCKOro Hay4Horo LeHTpay. B nabopatopun paspabotaHbl COGCTBEHHbIE METOAMKU
OMAarHoCTUKN YacTbIX MyTauumm npu cuHgpome Jln, cuHapomax MNMupcona, MELAS, MERREF,
NARP, LHON, KSS, PEO, SANDO, cuHgpome Anbnepca un gp. POLG-06ycrnoBneHHbIx
3aboneBaHusix. PazpaboTaHbl U NPUMEHAIOTCA METOAMKN cekBeHnpoBaHusa MTOHK 1 aHa-
nm3 60 reHoB MUTOXOHApPMAnbHbIX 3aboneBaHnii metogom NGS. Ha nccnegoBaTenbCkmx
Hayanax nposoautcst aHann3 FGF-21 B nna3me KpoBu M (OyHKLMOHaNbHbIE UccrnenoBa-
HUSA AObIXaTenbHOM Lenu MUTOXOHAPUMA MeToAoM nonsiporpadum (KpoBb nMbO KynbTypa
dpunbpobnacrtos).
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Kak neyat mutoxoHapuanbHble 3aboneBaHus

B HacToswee BpeMsi 3EKTUBHbIX METOAOB NIEYEHN MUTOXOHAPUAIbHbBIX 3abonesa-
HWIA He cyLlecTByeT. [NpuMeHsieTcst Tepanusi, OCHOBaHHas Ha npenaparax, akTUBMPYHLLMX
TPaHCMNoOpT MUTOXOHAPWUAnNbHbLIX CyOCTpaToB, NOBbIWLAKWMX Npoaykunio AT® n cHuxato-
wmx naktat-aumaos. OgHako 60NbLUMHCTBO 9TUX MpenapaTtoB UCMONb3yeTcsl Bpadamu rno
nccreoBaTenbCkUM MPOTOKONaM B METabONMUYECKNX LIEHTPaX; LUMPOKO PEKOMEHOYEMBbIX
npenapaToB HeMHOro. TepaneBTuyeckasa cxema nogbupaerca nHausmayanbHo. SddekT
N [03bl KaXZoro npernapata 4Ype3BblHavHO pasfuyHbl ANs KaXkOoro nauueHta gaxe
C OOHVM 1 TEM e MONEKYNAPHO-TeHETUYECKUM AeEKTOM.

Ha cante UMDF (www.umdf.org) B pasgene «Understanding mitochondrial disease»
pa3meLlLleH COOPHMK peKkoOMeHAaLM No NIEYEHNI0 MUTOXOHAPUanbHbIX 3abonesanuin http://
www.umdf.org/site/c.8qKOJOMVF7LUG/b.8047215/k.91B3/Mito_101_Features.htm

COOopHMK cocTaBneH BCEMUPHO M3BECTHbIMU CrieLmannucTamm no MUTOXOHAPUanNbHbIM
bonesHam. B pasgene «Supplements and Nutrition» npuBegeH cnMcok LUMPOKO NPUMEHS-
IOLLIMXCSt @aHTMOKCUOAHTOB U KOGAKTOPOB C PEKOMEHAYEMbIMY A03NPOBKaMMU.

OKCTpeHHasa Tepanus

HekoTopble nauveHTbl ¢ METABONMYECKUMU U MUTOXOHAPUANbHLIMU GOME3HAMN OCOo-
GEHHO YyBCTBUTENbHbI K TAKUM (OM3MONIOTMYECKMM CTPECCOPHBLIM (hakTopam, Kak MpocTyaa,
Aervaparauus, nuxopaaka, nepenaabl TemnepaTtypbl, XMpypruieckue onepaumu, aHecTe-
318 UnNn AnNUTenbHoe ronoaaHve. Bo BpeMs Takux NpoLecCcoB HepeaKo MOXKET BO3HUKHY T
mMeTabonuyeckas aekomneHcauusi. HeobxoanMo MpUMeHATb MpodunakTUyeckne Mepbl
[Ns Toro, YToGbl ee nsbexarb, MO0 YMEHbLUNTL €€ BIUAHWE Ha OpraHnam naumeHTa.

OcHoBHble Moaxoabl K NIEYEHNo 40 UM BO BpeMsl Kpuaa BKIoYaloT B cebs noaaepxka-
HME KUCMOTHO-LLenoYHoro coctosiHua kposu (KLLC), HasHayeHne HeoGXoaMMbIX BUTaMU-
HOB M KO(PaKTOPOB, B TO Xe BpeMsl n3bexaHue NpMMeHeHUs NpenapaTos, KOTopble MOryT
OKa3sblBaTb TOKCMYECKOE BMUAHUE HA MUTOXOHAPUN.
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MpoBeaeHne WHQY3MOHHOM Tepanuu ANs KOppeKuuu 3NeKTPoSIMToOB, BOCMOSHe-
HUst obbema XMAOKOCTU, MoadepKaHUs YpoBHSA Moko3bl. Mpu meTabonMyeckomM
aumaose nokasaHo HasHavyeHue bukapboHaTta HaTpua. MIHY3nMoHHas Tepanus He
OOIMKHa BKIoYaTb pacTBop PuHrepa ¢ nakratom

HeobxoaMMo MOHUTOPUMPOBaHUE TaKMX NMapaMeTpOB KakK KONMMYECTBO 3pUTPOLM-
TOB, TPOMBOLUTOB 1 APYrUX KNETOYHbIX 3NeMeHToB (06LUMIiA aHanmns3 KpoBwu), dep-
MEHTbI MEeYEHN, ToKO3a, MOYEBMHA (OMOXMMUYECKUA aHANU3 KPOBMK), aMMOHWMN,
KETOHOBbIE Tena v nakrar.

MMnepammoHnemMmnst BO3HWKAET BCNeACTBME BTOPUYHOIO WHMMOGUPOBAHUA LMKNa
MOYEBMHBI. [1py BbICOKOM YPOBHE MOYEBWHbLI U aMMOHUS MOXET noTpeboBaTbCs
remoguanus

B TeuyeHue ocTporo nepmvoga Tepanusi NEBOKAPHUTUHOM MOXET BbiTb 3peKTMB-
HOW. JleBOKapHUTWH Ha3HavYaeTca BHYTPUBEHHO

INlekapcTBeHHbIe NPOTUBONOKa3aHUs

MauneHTam ¢ MUTOXOHApPMANbHLIMKU 3aboneBaHWsiMM NMPOTUBOMOKA3aHbl Takue
npenapaTtbl, Kak BanbnpoaTtbl (NMPOTUBOINUINENTUYECKUE), aMUHOMTUKO3UAHbIE
aHTUOMOTUKKN, CTaTWUHbI, 3PUTPOMULMH (CM.TAKKe HMKe pasgen «OKCTpeHHas
Tepanusi»). bonee nogpobHbIA CNUCOK HeXernaTenbHbIX NpenapaTtoB Ans nauu-
€HTOB C MUTOXOHAPWarbHOW MaTonorner MoXHO NpodnTaTh Ha cante mexayHa-
pogHoro obuwectsa muto-naumeHtoB (IMP), htip://www.mitopatients.org/news/
item/73-potentially-harmful-drugs-for-mitochondrial-patients
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AHecTe3unsa

* HEKOTOpble MauMEHTbl C MUTOXOHApPUAIbHbIMKU 3aboneBaHMsaMu Gonee 4YyBCTBU-
TenbHbl K NETY4YMM aHecTeTMKam, um TpebytoTca bonee HM3KME JO3MPOBKU. OTOT
appeKkT 0COBEHHO BblpaXeH y MauMeHTOB C HeOoCTaTOMHOCTbIO | Kommnekca
ObIXaTenbHOM Lenn MUTOXOHAPUNA.

* He pekomeHgyeTcsi Ucnonb3oBaTb MNponodon B MNPOOOIMKUTENBHBIX NpoLeny-
pax (>30 MuH).

* unsberatb ANUTENBHOrO ronoaaHus. Bo nadexaHun katabonmyeckoro cCoCcToAHUSA
B Npea- 1 NocTonepauyMoHHble Nepuodbl NauneHTaMm ¢ MUTOXOHAPUarbHON naTto-
nornen BBOAAT AEKCTPO3coAepKallne BHYTPUBEHHbIE XNOKOCTH.

B Poccun neyeHnem v guarHOCTUKOM MUTOXOHOPUAsbHbIX 3aboneBaHUn 3aHMMaKTCs

cnepywolme denepasnbHble YYPEXOEHNS:

PIrBY «Poccunckas getckasa knuHuyeckas 6onbHmuay Munsgpasa Poccun, Mockea.

Hay4yHo-nccnenoBaTenbCKMii KNMMHUYECKUA UHCTUTYT NEAMaTpunm UMEHU akagemuka

HO.E. Benbtuwesa N6OY BIMO PHAMY mnm. H. W. MNMuporosa MunHsgpasa Poccun, Mocksa.

OIrbHY «HayyHbIn ueHTp HeBponorun» MwuH3gpaBa Poccun, Mocksa (B3pocnble

PopMbl MUTOXOHAPUAnbHbIX 3aboneBaHui).
®IrBHY «HWUW rnasHbix 6onesHen», Mockea (naumeHTel ¢ LHON).

I'IpeHaTaanaﬂ n npenmMmnnaHTauMoHHaa AnarHoCTuka

MpeHatanbHasa (gopogoBas) AMarHOCTUKA NPOBOAUTCS B CEMbSX, B KOTOPbIX paHee
pebeHKy Oblfl MOCTaBMEH WU MOMEKYNSPHO MOATBEPXKAEH AMArHO3 MUTOXOHOPUANBHOIO
3aboneBaHus. B cnydyae Mmytauuin B AepHbIX reHax npeHartanbHas AuarHocTuka no3Bo-
nseT Ha paHHeM cpoke bepemeHHocTu (8-12 Heaenb) Ha MaTepuasne BOPCUH XOpMOHa Mpo-
BEPUTb MII0A Ha HanMumMe KOHKPETHOW MyTaumu. [JaHHas MHopMaLMs BaxHa XEHLUMHE
ONS NPUHATUS pelleHnst o npepbiBaHMM GepeMeHHoCTU. [peHatanbHas guarHocTuka
00bl4HO NpoBoOANTCA B nabopaTtopuun, KoTopasa paHee obHapyxuna mMmyTtauuio y 60nbHOro
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yneHa gaHHou cembn. B cnyyae mytauun mTOHK npeHaTanbHaa gnarHocTuka CTporo He
pekoMeHJoBaHa BBMAY heHOMeHa reteponsiasMmn. YpoBeHb reTeponna3mum B KneTkax
BOPCUH XOPMOHA He CBSI3aH HanpsiMyto C YPOBHEM reTepornnasMmm y HOBOPOXAEHHOrO.

MpevMnnaHTaLMoHHasa AnarHocTrKa No3BOMSET Ha OOHON KINeTKe, B3ATOM OT 8-KNeTou-
HOro nioga nocre onnogoTBOPEHUs B Npobupke, NpOBEPUTL HanmMyMe KOHKPETHON MyTa-
U1K 1 B Criydyae OTCYTCTBUSA MyTaLuMu nepecaguTb daMOPUOH XeHlmHe. Takum obpasom,
ONarHoCTMKa NPOXOAUT A0 HacTynneHnnst bepemenHocTn. B cnyvasx mytaumin mTOHK npe-
OUMNIIaHTaUMOHHAasa AnarHoCTMKa ToXe BO3MOXHAa, HO MMEET CBOM orpaHnyeHns. Buibop
3MOpPUOHA C HaUMEHbLUEN CTeneHblo reTeponnasMmm CHUXKAET, HO HE WUCKIIYaeT pUcCK
nepegadn mytaumm mMTOHK oT matepn pebeHky. He Bcerga y »eHLMHblI €CTb 0OUUTbI C
MUWUHMManbHbIM AOMYCTUMbIM YPOBHEM reTeponnasmun. [JJonycTumbli ypOBEHb UHAMBUAY-
areH 1 3aBMCUT OT TMNa MyTauum, MaHudecTaLmm 3abonesaHms U CEMENHOro aHamHesa.
Ha gaHHbI MOMEHT ypoBeHb reteponna3mun B bnactomepe 6onee 5% paccmatpuBaercs
Kak BbICOKMI pUCK pa3BuTus OonesHn. Kpome Toro, ons gmarHoctvkn mytaumi mTOHK
Heob6xoaMMo MUHUMYM 2 BnacTomepa n3 8, UTO MOXET CYLLEECTBEHHO CHUXAaTb KU3HECMOo-
COBHOCTb 1 pa3BuTMe 3MOpMOHa.

Ha npueme y Bpaya-reHeTuka

OCHOBHble BOMPOCHI, KOTOPbIE BaM MOMOXET PeLUnNTb Bpay-reHeTUK:

1. Tun HacnepoBaHus 3abonesaHus. CyllecTByeT 4 TMna HacrnegoBaHUs MUTOXOHOPK-
anbHbIX 6onesHen. MIHorga Bpay-reHeTUK Ha NepBOM >Xe NMpuemMe Mo NpeaocTaBreHHbIM
ceMbel BbinNMckam 1 aHanm3am, CeMenNHON UCTOPUM MOXKET cpady ckasaTb TUMN HacneaoBa-
Hua 3aboneBaHusa. OgHako, Yalle BCero ans noaTBepXKOeHUs Tuna HacnegoBaHust Heob-
XOAMMO BbISIBUTb MYTaLMIO Y NaLMEHTa.

2. l'eHoTUN nauueHTta n poautenen. o nonyyeHHslM AaHHbIM [JHK-aHanusa Bpay-re-
HETMK pasbsACHAET reHOTUNn naumMeHTa U ero pogutenen. Hanpumep, kakas M3 MyTa-
UMA yHacrnegoBaHa OT KaKOro poauTensl, OAMHAaKOBble 3TU MyTauuu WU pasHble (npu

19



AyTOCOMHO-PeLECCMBHOM TuMe HacnegoBaHus). lNonHas nHgopmalmsa o0 reHoTune nauu-
eHTa U poauTenen BaxkHa ANs onpeneneHns Tuna HacrneaoBaHUS U BO3MOXHOWM MpeHa-
TanbHOWM ANArHOCTUKMN.

3. BeposTHocTb poxaeHust 6onbHOro pebeHka B JaHHOW cembe. 3Hasi TUM HacrneaoBa-
Hus 3aboneBaHNs, Bpay-reHeTUK onpeaensieT BeposiTHOCTb poxaeHns 6onbHoro pebeHka
B JaHHOW cembe Mpu nocnepyoLmx 6epeMeHHOCTsIX. BeposaTHOCTb BblpaXaeTcsi B Npo-
LeHTax. B cnyyaax ToukoBbix MyTaumi MTOHK Takyto BEpOSTHOCTb onpefenuTb He BO3-
MO>XHO, Yalle BCEro OHa OLEHMBAETCS, Kak BbICOKas!.

4. Bbibop TMna OopoOoBON OMArHOCTUKW. Bpad-reHeTuk momoraetr ceMbsiM paso-
OpaTbCs, Kakoln TUN NpeHaTanbHON OMAarHOCTUKM MOAXOAUT LAaHHOW CeMbe, paccKasbiBaeT
0 pu1CKax, CBA3aHHbIX C Heto. nu npegnaraeT Apyrue BapuaHTbl 4Ns NaHnpoBaHus Gepe-
MEHHOCTU (OOHOpCKasi ANUeKneTka, NpenMniaHTaLMoHHasa AnarHoCcTumKa).

Me:xAyHANOAHDbIE OPraHU3 ALK W LIEHTbI

Cnncok opraHusaumin, 3aHMMaKLWMXCH MWUTOXOHAPWANbHbIMKU 3aboneBaHNaAMU MO
BCEMY MMPY, MOXHO HaWTU Ha CalTe MWUTOXOHAPMAIbHOIO MEAMLMHCKOro obLiecTBa
(Mitochondrial medicine society, MMS), (http://mitosoc.ora/blogs/?page_id=824)

Wellcome trust centre for mitochondrial research. Newcastle upon Tyne,
BenukobpuTtaHus.

http://www.newcastle-mitochondria.com/

National Health Service (NHS) for RARE MITOCHONDRIAL DISORDERS SERVICE
(ALL AGES): MRC MitoCohort Database. Oxford, Benuko6putaHus.

http://www.nhs.uk

MRC Centre for Neuromuscular Diseases. London, BenukobputaHus.

http://www.cnmd.ac.uk/
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Charles University in Prague. Prague, Yexus

http://www.cuni.cz/UKEN-1.html

Friedrich-Baur-Institut der Medizinischen Fakultat an der Neurologischen Klinik. Munich,
[epmanus.

http://www.klinikum.uni-muenchen.de

MitoCon: Insieme per lo studio e la cura delle malattie mitocondriali. Rome, Atanus.

http://www.mitocon.it

Institut national de la santé et de la recherche médicale (INSERM). Paris, ®paHuus

http://english.inserm.fr

Nijmegen Center for Mitochondrial Disorders (NCMD). Nijmegen, lNonnangus.

http://www.ncmd.nl/

Akron children’s hospital. Akron, CLLA

https://www.akronchildrens.org/cms/home/index.html

MHdbopMaLmMoHHble nopTarnbl U UccneaoBaTeNnbCKMe LEHTPbI.

International mito-patients (IMP)

http://www.mitopatients.org/

United mitochondrial disease foundation (UMDF), USA

www.umdf.org

Mitochondria research society

http://www.mitoresearch.org

MitoAction

www.mitoaction.org

National organization for rare disorders

http://rarediseases.org/

Society for the study of inborn errors of metabolism (SSIEM)

http://www.ssiem.org/home/welcome.asp

Bcepoccuitckoe obuiecTtBo opdaHHbIX 3aboneBaHnn

http://www.rare-diseases.ru/







