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MuToxoHApHY ABASIOTCS aBTOHOMHBIMH OpTaHEAAAMH
— KazkZas U3 HUX HEeCéT B MaTPUKCe COOCTBEHHbIH re-
HOM, TMpeACTaBAeHHbIH KoAbueBod wmorekyror JJHK
6axtepuarbnoro tuna. Muroxouapuarbnas JHK gero-
BeKa TMPeJCTaBASeT COB0H KOABLEBYIO ABYXLENOYEdHYIO
MOAEKYAy, cocTosmyio npubausureabHo us 16 500 map
nykaeotuzoB. Ona cogepsxur 37 renos: 22 rena Tpauc-
noptabix  PHK, 2 rema pubocomarvupix PHK nu
13 cy6beamHu KOMIAEKCOB ZbIXaTEAbHOH LEIH: LUTO-
xpoma b, ATMaspr, uuroxpom-C-oxcuzassr,
NADH-zeruaporenasnt [1]. Kax npasuro, B kazkzoft
KAETKE COJEP:KHTCA HECKOABKO JeCATKOB HAH COTEH MH-
TOXOHZPHH, a B KaKZI0H MUTOXOHZPHH — HECKOABKO KO-
nuii ee resoma. HacaezoBanre MHTOXOHAPHAABHOTO Te-
HOMa TPOMCXOZHT IO MAaTePUHCKOH AMHMH, TaK KaK BCIO
IIUTONAA3MY C COZEP:KAIIHUMHCS B HeH MHTOXOHZPHSIMH
[OTOMKHU TIOAYYaIOT BMECTE C SIMLIEKAETKOM, B TO BPEMsI
KaK B CIIePMaTO30H/1aX IIMTOMNAA3Ma [IPAKTHYECKH OTCYT-
CTBYyeT.

Jra xoppecnongenuun: Heanosa Mapus Muxaiirosna, acnu-
paHT, MA. Hay4. COTpP. Aab. KACTOYHBIX MEXaHH3MOB aTeporeHesa

®IBY «<HUHOI» PAMH. E-mail: masha_i@inbox.ru

B uzaearbHbIX yCAOBHAX BCe MHTOXOHAPHH B KAETKE
umetot oaunakosble kormu JJHK, takoe cocrosuue nme-
eT HasBaHHe romorniasmusi. Ho MuTOXOHApHAAbHBIH re-
HOM OTAHYAeTCsl HeCTaOMABHOCTbIO, BEPOSITHO, M3-3a
HPOUCXOJSAIIETO B MHTOXOHJPHSIX TPOLIECCA TKAHEBOTO
ZbIXaHHs, B CBA3H C YeM B HEM HEpeJKH COMaTHYeCKHe
MyTalluM, BOSHHKAIOIIME B TEYeHHE 2KH3HHM HHZIHBHJA.
Kpowme Toro, psig MyTanuii MUTOXOHZPHAABHOTO FeHOMa,
C(hOPMHPOBABIIHCh B OPraHU3ME MaTepH, MOKET Tepesa-
BaTbhCsl PeOGEHKY 0 HACAEACTBY M ZAaAee YMHOMKATbCS
OyTEM JEAEHHs] OPTaHEeAA, COJEp:KAllUX MYTAHTHYIO
JHK. Bcaeacrsue mapaareabHoro cymiectBoBaHus My-
TaHTHOH M HOPMaAbHOH (opM mutoxoHzapuarbHol JJHK
BOBHMKAeT sBA€HHe reTeponAasmuu. Mutoxonzpuarb-
Hble MYTallMM MOTYT MPOSIBAATbCS B PA3AMYHOM CTENeHH
y Hecyllero MX MHJMBHZA B 3aBHUCHMOCTH OT MHOTHX
(PaKTOPOB, HO TAABHbIM 06pa3s0M — OT AOKaAMBalUH
MyTalMM M ypoBHsA reteponiasmuu [51]. dtu cnerygu-
yeckue xapaktepucTuku muroxonapuarbuii JHK mo-
3BOASIOT MyTalMsM HaKalAMBaTbCS B TEYEHHE 2KM3HH,
(POopMHPYST (PEHOTHUIT HOCHTEAS.

B auteparype mokasana accoumaius pasAMYHbIX 3a-
6GOAEBAaHHUH C HEKOTOPHIMH MYTAaLMSIMH MHTOXOHZPHAAb-
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Horo reHoma. VHUTOXOHApHAAbHbBIE GOAE3HH A LIUTOTIA-
THH — TPYIIA CUCTEMHBIX PACCTPOUCTB, KOTOPBIE MOPa-
?KAIOT B OCHOBHOM MBIIIEYHYI0 U HEPBHYIO TKAHH, TaK
KaK OCHOBHasl (DYHKUMSI MHUTOXOHZAPHUH — IPOZYKLIHsI
DHEPTUM, a KAETKH BbILIEYIIOMSIHYTbIX TKaHEH Hy:KAAIOT-
ca B Hell B Hauboabiuedl crenenu. /ledexToB mpouecca
OKHCAMTEABHOTO (POCHOPUAMPOBAHUS K HACTOSILLIEMY Bpe-
MEHH OIMCAHO MHOTO, OHU MOTYT GbITb CBSI3aHbI C OZHHUM
HAM HECKOABKHMH GEAKOBBIMH KOMIIAEKCAMH, MH(OpMa-
UMs O KOTOPBIX COJEPKUTCSA B MUTOXOHZPUAABHOM T€HO-
me. B ognoli kaeTke, kak 6blAO CKazaHO paHee, MOTYT
COCYIIECTBOBAaTb MHUTOXOHZPHUH HOPMAaAbHble M C Hapy-
IIeHHOH (pyHKIIMeH. 3a cueT mepBbIX KAETKa MOKET (yH-
KIMOHHPOBATb ZI0BOABHO Z0ATOE BpeMmsi. Ficau ke wacTb
MUTOXOHAPHH, HECYIUMX HOPMAAbHbIH [€HOM, M0 Ka-
KHM-TO [PUYIUHAM DAUMHUHUPYETCSI U IIPOAYKUHsl SHEPIUH
B KAETKE [1aJIaeT HHzKE OIPeLEAEHHOrO [opora, MPOUCX0-
JUT KOMIIEHCATOPHAsI IPOAU(EPALIHsSI BCEX MUTOXOHZPHUH,
BKAIOYasi Ze()eKTHbIE, YTO KpalHe HEraTHBHO CKasbIBaeT-
Cs1 Ha IPOUECCe KHSHEAESITEABHOCTH BCEr0 OpPraHU3Ma.
[To aT0fi npuunHe yeroBeK, HECYIIUH MyTalMIO B OZHOH
U3 KOIMH MHTOXOH/PHAAbHOIO I'eHOMa, MOKET BOOOILe
He UMeTb KAMHMYECKHMX MPOsBAeHHH 3aboaeBanusi. Ha
[PAKTUKE 3TO IPOSIBASETCS [OBOABHO AAMTEABHBIM 6ec-
CHUMITTOMHbBIM IepHOOM Tpu MHOTHX muTonatusx. Oana-
KO HAcTyIlaeT MOMEHT, Korzaa Je@eKTHble (POPMbl MHTO-
xouapuarbHoit /IHK nakanausarorcs, u matororuyeckue
MPUSHAKK OCTENEHHO HAYMHAIOT TPOSBAATbCS. Manu-
(ecrauusi 3a60AeBaHusl HAOAIOZAETCsT Y OGOABHBIX B pas-
AHYHOM BO3pACTe, HO YEM PAHbILE [OCTABAEH JHUArHO3,
TEM MeHee GAAroNpUsITEH IPOTHO3 AAsl AaHHOTO IalMeH-
Ta.

XapakTepHble NPU3HAKH
MHTOXOHJPHAABHbBIX LUTOMATHIH

XapakTepHble TIPUSHAKK IIMTONATHH TMPUBEJEHbI B
taba. 1.

Marepuan, HeobxoauMblii A 3a60pa y TNalueHTa
[PY U3YYEHHH MHTOXOHJPUAABHBIX MyTalMH, — KPOBb,
a Takxe TKaHb [TOPAKEHHBIX 3a60AeBaHHEM OPraHOB.

CPIHZI,pOMbI MHUTOXOHAPHAADHDBIX gnTonaTnﬁ

HCKOTOprC rpynIbl HanboAee 4acTo BCTPEYAIOIIHUXCsT
KOM6I/IHagI/Iﬁ CHUMIITOMOB MHUTOXOHZPHAAbHbIX gHTOHaTI/Iﬁ
06'beZlI/IHeHbI B CHHZAPOMDI, BCE€ OHH SIBAAIOTCS COKPaAIIe-
HUSIMM AaHTAMHCKHUX HasBaHMH CHMIITOMOB.

MELAS — Mitochondrial Myopathy, Encephalo-
pathy, Lactic Acidosis and Stroke-like episodes — mu-
MOXOHAPUANbHAS MUONAMUS, SHUCPAAONAMUS, AAK-
mammblll AUUA03 U UHCYAbMONOJ0OHbIC NUSOIbL.

MEILAS — wuelipoaerenepaTusHoe 3aboieBaHHe,
06bIYHO ZMAaTHOCTHPYETCS B BO3pacTe oT ) z0 35 et un-
CYABTONOZOOHBIMU COCTOSHMSIMH MAM Murpenbio (uare
Bcero 5—15 aer). I'lpu paspuruu saboresanusi mocre-
IIEHHO 'HOHYT HeHPOHbI TOAOBHOTO MO3ra, JeMHEAHHH3H-
PYIOTCA HepBHble BOAOKHA. KHcyabTOonmozo6ubie cocros-
HUsl BO3HMKAIOT 10 MPUYHHE MHTOXOHAPHAABHOH aHTHO-
natuu (CAeZCTBHE THINePIIPOAM(EpPallid MUTOXOH/PHIH) 1
HE COOTBETCTBYIOT AOKAAM3alMM MarHCTPaAbHBIX COCY-
a0 mosra. YacTo HabAr0zal0TCs HeHPOCEHCOPHbIE pac-
ctpoiictBa cAyxa. Myrauum, accouummpoBaHHBIE
MELAS, npeacraBaenbr B Taba. 2

CPEO/PEO — External Ophthalmoplegia, Oph-
thalmoplegia plus syndrome — opmanomonaezus, ces-
3AHHASL C NOPAYCEHUEM 21A30/4BUZAMENHBIX MUY,

Manugecrauust 3a60AeBaHHsI IPOUCXOAUT B ZIETCKOM
Bospacte. | lpyunnamu obparuenuss B MeAMIMHCKOE Y-
pe:/IeHHe, KaK MPABUAO, SIBASIOTCS TIOBBILIEHHAS! yTOM-
ASIEMOCTb, MblIlIeYHas CAa60CTb, IITO3 U OTCTaBaHHE POC-
Ta. |pH OCHOBHBIX CHMITOMa, 1O KOTOPbIM CTaBUTCS
/IMarHo3:

1) manugecrauua zo 20 ner;

2) nporpeccupyiolasi HapyzsHasi OPTAAbMOIIAETHSI;

3) nurmenTHast peTMHOMATHSL.

ZlOMOAHUTEABHBIMHM CHMIITOMaMH, BCTPeYarOIUMHUCS
IIPU ZJaHHOM 3a60A€BAHUM SIBASIIOTCSI BbICOKOE COZePrKa-
Hue 6eAKka B 1epeOpPO-CIIMHAABHOM KHUAKOCTH, OGAOKaza
cepaevHOM MPOBOAUMOCTH, aTakcusi. IMyTaluu, accouuu-
posannbie ¢ COPEO /PEQ, npeacraBaenbt B TabA. 3.

Tabmya 1

Mpu3Haku MUTOXOHAPUASNbHBIX LUTONATUI

OpraH / cuctema OpraHoB

[posiBneHKe UTONATHIA

CKeJleTHBIE MBIIIIIBI

Hu3skast TosepaHTHOCTh K (PM3MYECKON HArpy3ke, TMIIOTOHMS, TPOKCUMAaJIbHAsI MUOTIATHSI, BKJIIOYA-
folasi paluMaibHble M (hapuHreabHble MBILILBI, odTaabMonapes, NTo3

Cepaue

Hapyiienust cepieyHoro putMa, runeprpoduydeckasi MUOKapaAUONaTust

IlenTpanbHas u nepudepudecKas
HepBHasl CUCTeMa

ATpodus 3pUTeIbHOTO HepBa, MUIMEHTHAsI PETMHOMNATHUSI, MMOKJIOHYC, IEMEHIIMSI, MHCYJIbTONON00-
HBIE 3IU30/IbI, PACCTPOCTBA TICUXUKU

3HI[OKpI/IHHaH cucremMa

HU3KUIA pOCT

[lna6eT, runonapaTupeonanu3mM, HapymeHue 3K30Kpl/IHHOﬁ (byHKL[I/II/I noz[)Kenyz[quoﬁ 2KEJIE3HI,
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MIDD — Maternally Inherited Diabetes and Deaf-
ness — MacaeJyeMmvie N0 MAMEPUHCKOL AuHUU Juabem
u 2ayxoma.

B orarume or sbmeynomsmytoro cunapoma MELAS ne
COTIPOBOK/IAETCS HEBPOAOTHYECKOH cumrrromaTukor. [Myra-
1y, accorpmpopannble ¢ MIDD, npeacrasaenbt B Taba. 4.

MERRF — Myoclonic Epilepsy associated with Ragged
Red Fibres — muoxaonuueckas anusencust ¢ 06HapydiceHu-
em RRF — mouueurvle 8010KHA ¢ USMEHEHHBIMU MUMO-
XOHAPUAMU — mak Haswisaemvle ragged-red soa0kHa.

Manugecraius 3a6oAeBaHUsT TPOUCXOAUT 110 YTOMAS -
€MOCTH TIpH (PHBHUYECKOH Harpyske, G0AIX B MKPOHOMKHBIX
MbIIAX, CHizKeHus BHUMauus. /laree STH CHMITTOMBI
PA3BUBAIOTCS B MHOKAOHYC-3IHAEIICHIO, aTAKCHIO U Je-
mentmio. Myrauuu, accouuuposannbie c MERRF, npea-
CTaBAeHbI B TabA. ).

NIDDM — Non-Insulin-Dependent Diabetes Mel-
litus — nposisACHUS UHCYAUH-HE3ABUCUMOZO CAXAPHOZO
auabema.

Caxapupiii  guabeT XapaKTepH3YeTCs MOBbIIICHHEM
YPOBHSI TAIOKO3bI B KDOBH, CHHKEHHEM YTHAM3ALUU TAIO-
KO3bl M TMOBbIIIEHHEM MOOMAUBALMH aMHHOKHCAOT H
»KMPHBIX KHCAOT. Y TMalldeHTa HabAIOJAIOTCsl yCHACHHE
2KaxZbl, 4acToe OOHAbHOE MOYEOTZeAeHHe, CAAGOCTb,
CyXoCTb BO pTy, MuokAonyc. Myranuu, accouuuposaH-
upie ¢ NIDDM, npeacrasaenn: B Taba. 6

LHON — Leber Hereditary Optic Neuropathy —
BPOINCACHHAS HEIPONAMUS 21a3H0Z0 HEPBA

Jaa 3aboreBanusa xapakTepHa 6e360Ae3HEHHAs TIOTE -
psl 3peHHsl, BbI3BaHHAsl aTPO(HEH BPUTEAbHOTO HePBa.
Bospact manugecraiuu LHON — or 8 a0 60 aret, kax
npasuro — B 20—30 rer. Kak npasunro, aereneparys

Tabnmya 2

MyTauum, accoummnpoBaHHblie ¢ MELAS

Ten Myranus [To3nuusa Ccplika Ha IyOJIMKaIuio
tRNA-Leu A3243G Hyxneorun 14, BXonuT B 001aCTh TepMUHALIMM TPAHC- [50]
(komoH y3HaBaHusi UUR) kpunuuu nerau DHU
C3256T Hyxkneorun 25, BXoguT B 00J1aCTh TEpPMUHALIMM TPaHC- [20, 59]
Kkpunuuu credenbka nerim DHU
T3271C Hykieorua 40, BXoouT B cocTaB cTebebKa MEeTIN aH- [43]
TUKOJOHA
ND3, kommiexkcl G13042A AmuHokMc0Ta 236 3aMeHa allaHMHA Ha TPEOHUH [33]
LuTtoxpom B, xomriekc3 A15533G AmunHokwucaoTra 263: 3aMeHa acraparrHa Ha acraparu- [11]

HOBYIO KHCJIOTY

Tabnmua 3
MyTauun, accouumnpoBaHHblie ¢ CPEO/PEO
Ten Myranus TTo3uuusa Ccplka Ha ImyOJIMKaIuio
tRNA-Val T1658C Hyxkneorun 61, Bxogur B cocraB crebenbka T-meriu [53]
tRNA-Gly T9997C Hyxneotnn 7, BXomuT B cOCTaB cTeOesIbKa aKIIeTTopa [48]

Tabnuua 4

MyTauuun, accoummpoBaHHbie ¢ MIDD

Myrarus

I'en

TTozurus ‘ CchulKka Ha IyOJIMKALIMIO

Jeneuust No3uLMiE MUTOXOHIpUaIbHOTO reHoma ¢ 4308 no 14874

tRNA-Leu A3243G Hyxneotun 14, Bxonut B 001acTh TEpPMUHALIUM TPAHC- [22, 38]
(komon y3HaBanusi UUR) kpuniuu e DHU
ND1, kommiekcl A3421G AmuHokKcioTa 39: 3aMeHa BaJIMHA Ha M30JIEHIIMH [6]

Tabnuuya 5

MyTauuu, accoummpoBaHHble ¢ MERRF

I'en Myrauust [Mozunust Ccplika Ha my0JIuKanuio
tRNA-Lys A8344G Hykneorun 55, Bxogut B coctaB T-netiau [8, 50]
T8356C Hyxkneorun 65, BXogut B coctaB crebenbka T-metin [8]
G8363A Hykneotun 72, BXOOUT B COCTaB cTeOebKa aKlenTopa [40]
ND35, kommiekcl G13042A AmuHokucioTa 236 3aMeHa allaHMHA Ha TPEOHUH [33]
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OZHOTO M3 HEPBOB ONeperKaeT MaTOAOTHYECKHe H3MeHe-
Husa Bo BropoM. Mytauuu, accorumposannbie ¢ LHON,
TIpe/ICTaBAeHbI B TabA. 7.

AMUHO2AUKOSUA-UHAYUUPOBAHHBIE PACCMPOLCMBA

cayxa.

[Tocre npuéma aHTHOGHOTHKOB TPYTIIIBI AMHHOTAHKO-
3UZI0B MOKET HaOAIOJaTbCsl HapyllleHHe cAyXa. Y MalH-

pemuHonamust.

NAPR — Neuropathy, Ataxia and Pigmentary Re-

tinopathy — Heliponamus, amaxkcus u nuzmeHmHas

[lepsuunas manugecramus g0 20 aer, wame Bcero B
MAaZieHIecKoM BospacTe. Kpome cummromoB, Borme et

B Ha3BaHHE€ CHHJAPOMa, Yy 6OABHBIX MOr'yT BCTP€YaTbCA

ZleMeHUMsI, CyZOPOTH, TYrOyXoCTb.

Hbl B TabA.

€HTOB, IIPOABHUBIIHUX TaKylO H€6}\aI‘01'IpI/IﬂTHle pE€aKLHIo

Ha aMHHOTAHKO3HZJCOZep2Kallue INpernaparbl, AETEKTHPY -

€TCsl PSiZL MyTallMi MHTOXOHZIPUAABHOTO TeHOMA.
MyTauuu, accouuMupoBaHHbIE C AMHHOTAMKOBHZ-HH-

JAYUHPOBAHHBIMH PACCTPOHCTBAMH CAyXa, IMPEACTaBAEHbI

amakxkcus.

Myrauuu, accouunposannbie ¢ NAPR, npeacrasae-

KSS — Kearns-Sayre Syndrome — pemunona-
must, c1abocmb NPOKCUMANbHLIX MbIUL, APUMMUS U

Ha'{aAo 3&60J\eBaHI/Iﬂ, KaK IIPAaBHUAO, XapPaKTEPUIYET~

B Taba. 8 Cs OTCTaBaHMEM POCTA, TOBBIIIEHHOH YTOMASIEMOCTDIO,
Tabnuya 6
MyTtauum, accoumnunpoBaHHbie ¢ NIDDM
['en Myrauus [MTosuuus CcbliiKa Ha NyOJIMKaLKIO
16S rRNA T3200C | Hyxkneorun 1529 [54]
tRNA-Leu G3242A | Hykneorun 13, BXOAUT B 00J1aCTh TEPMUHALIMKM TPAHCKPUIILIMI [10]
(komoH y3HaBanuss UUR) netau DHU
A3252C | Hykneotun 23, BXOOUT B 00JacTh TEPMUHALMU TPAHCKPUIILIMU [26, 32]
netiu DHU
T3264C |Hykneotua 33, BXOOUT B COCTaB METIM aHTUKOMOHA [45]
NDI, kommiexcl G3316A | AMMHOKHUCIIOTA 4: 3aMeHa allaHMHA Ha TPEOHUH [34]
T3336C |Amunokuciaora 10: u3oneidlinH, HE U3MEHSIETCS [31, 57]
T3394C | AmuHokuciota 30: 3aMeHa TUPO3WHA HA TUCTUIWNH [16]
ND6, kommiekcl T14577C |OOpaTHOE HampaBJIeHHME CUHTEe3a, aMIMHOKKCIIOTa 33: 3aMeHa [46]
MU30JIELIMHA HA BaJIUH
ND2, kommiekcl A4833G | AmuHokuciora 122: 3ameHa ajJJaHMHa Ha TPEOHUH [23]
Tabmua 7
MyTauum, accoummnpoBaHHbie ¢ LHON
I'en MyTtaumst [Mozumms Ccpika Ha MMyOJIMKaIuio
ND1, xommiekcl G3460A | AMMHOKKCIIOTA 52: 3aMeHa aJlaHWHa Ha TPEOHUH [17, 18, 21, 28, 37, 41, 56]
CO3, xommnexcsd G9804A | AmuHokucioTa 200: 3aMeHa ajlaHMHA Ha TPEOHUH [41]
ND4, xommiekcl G11778A | AmuHokuciora 340: 3aMeHa aprMHUHA Ha THCTUAMH 19, 17, 21, 27, 30, 35, 37,
39, 41, 49, 56]
ND6, kommiekcl G14459A | OGpatHOe HalpaBleHUE CUHTe3a — AMUHOKUCIIOTAa 72: 3aMeHa [14, 43]
aJlaHMHA Ha BaJIMH
A14484G | OGpaTHOe HalpaBJIeHUEe CUHTEe3a — AMUHOKKCIIOTA 64: 3aMeHa [2, 17, 21, 27, 41, 56]
METHOHWHA Ha BaJMH
LntoxpomB xomrmiekc3 G15257A | Avunokucnora 171: 3aMeHa acriapariHOBOI KMCJIOTHI Ha acriapariH [17, 41]

Tabnuua 8

MyTauum, accounMmnpoBaHHble ¢ aMUHOMIMKO3UA-UHAYLMPOBAHHBIMU PAaCCTPOWCTBAMM Clyxa

I'en Myranus TMosuius CchuUlKa Ha TyOJIMKALIMIO
12S rRNA T1095C | Hykneorun 448 [25]
C1494T | Hykneorun 847 [55]
A1555G | Hyxkneorun 908 [12, 15, 24, 58]
961insC | Hykneorun 314, ayrmukauust C [24]
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MbIIIeqHOH cAabocTbio. ['AaBHbIMM ZAst TOCTAHOBKH AMa-
THO3a SIBASIIOTCSL 3 CHMIITOMA:

1) paunsas manugecramus — g0 20 aer;

2) nporpeccHpylOIMH NapaAHd TAa30ABUTAaTEAbHbIX
MbIIIIL;

3) nurmeHTHas ZeTeHepaLMs CETYATKU C TIOCTENIEHHOH
MOTePEN 3PEHMSI.

ZloroAHUTEABHBIMU MOTYT 6bITb CHMIITOMBI: BbICOKOE
cozep:anue 6eAka B 11epe6pO-CITMHAADHOH 2KHAKOCTH,
atakcusi, 6AOKazZa CepAedHON TPOBOAUMOCTH.

Myrauuu, accouuuposannbie ¢ KSS, npezacrasaensr
B Taba. 10.

Kapauomuonamus, snueparomuonamus.

JAa zannoro THIa 3aboAeBaHUH HaHbOAEE XapaKTep-
Ha AUAATalHMOHHAsl KapJUOMHOIIATHsI — HapyIlIeHHe Co-
KPAaTUTEAbHO! (DYHKIMH MHOKapZa C BbIPa?KEHHBIM Pac-
mmpenyem Kamep cepana. Cumrnromamu sBAsIOTCA Hapa-

CTalomas cepeyHas HeZOCTaTOYHOCTb H pasMep MOAOCTH
A€BOTO 2KEAyZO4YKa B ZuacTory 6oree 6 cm Ha Y.3M.

OHLeParOMHONATHs, ACCOLMUPOBAHHAS C MHTOXOHJ -
PHAABHBIMH MyTalUsMH, MPOSBASETCS B PAaHHEM BO3Pac-
Te. DTo 3a60A€BaHHE LIEHTPAAbHOH HEPBHOH CHCTEMbI
XapaKTepH3yeTcsl M0PazKeHHEM CEpOro BeIeCTBa TOAOB-
HOTO M CIIMHHOTO MOS3ra.

Myranum, accouuupoBaHHbIe ¢ KapAHOMHOIATHEH H
SHLe(arOMHOTIaTHe , MpeacTaBAeHbl B TabA. 11.

Sakrwuenue

B MomenT mocrynaenus maupeHTa B MeAHIMHCKOE
yupexeHuss Hauboaee BazKHbIM SBASETCS TIIOHHMMaHHe
DTHOAOTHH HMMEIOIIEH MECTO KAMHMYECKOH KAPTHHDL.
B cayuae siBHbIX NpHU3HAKOB HACAE/CTBEHHBIX LIMTOMATUH
HY2KHO TIPOBOJUTb aHAAU3 F€HOMa MUTOXOH/IPUN TAlUeH-
Ta Ha HAAMYHE U CTeleHb BbIPAa:KEHHOCTH PsiZia MyTalluH,

Tabmmya 9
MyTtauuum, accouumnpoBaHHbie ¢ NAPR
I'en Myranus TTozumus Ccbuika Ha TyOJIMKALIMIO
AT®-cunrasa, komruieke5 | T8993GC | AMuHokuciora 156: 3aMeHa JieiiliMHA Ha apTUHUH WM TIPOJIMH [50]
tRNA-Leu G12315A |Hyxkneorun 52, BxoauT B coctaB ctedesbka T-netTaun [52]
(komoH y3HaBaHusit CUN)
Tabnmya 10

MyTtauun, accoumnpoBaHHbie ¢ KSS

Myranust CcbliKa Ha MyOJIMKaluIo
Oynmukauust HykieotrnaoB (CCCCCTCCCC-tanaeMHble MOBTOPBI B To3uLiusx 305—314 u 956—965, mo- [29]
3BOJISIIOLLME YABOUTH Y4acTOK B 652 OCH.)
Tabnuya 11
MyTtauum, accouMnpoBaHHbie C KapanomuonatTuen u sHuedpanomuonaTnen
len Myrtauust [Mozuuus CcbliKa Ha MyOJIMKaluIo

12S rRNA G1541A | Hykneorun 894 [19]
tRNA-Val C1634T | Hyxkseotua 35, BXOIWT B COCTAB aHTUKOJIOHA [19]
tRNA-Leu A3260G | Hyxseorun 29, BXOAMT B cocTaB cTeOeIbKa METJIM aHTUKOIOHA [48]
(komoH y3HaBanuss UUR)
tRNA-Ile A4269G | Hyxkseotun 7, BXOAUT B cOCTaB cTebesibKa aklenTopa [48]
CO2, xomruiekc4 T 7587C | AMuHOKUCIOTA 1: 3aMeHa METMOHMHA Ha TPEOHUH [7]
tRNA-Lys A8296G | Hykieotun 2, BXOAUT B COCTaB cTeOesIbKa aKIenTopa [5]

A8348G | Hykmeotun 59, BxomuT B coctaB T-TieTinm [47]

G8363A |Hykneorua 72, BXOOUT B COCTaB cTebe/bKa aKLIENTopa [5, 40]
CO3, xommiekcsd T9957C | AMuHokwucnora 251: 3aMeHa (eHUnaTaHUMHA Ha JIeHIIMH [3]
tRNA-Gly T9997C | Hykuseotun 7, BXOOUT B COCTaB cTebesibKa aklenTopa [48]
tRNA-His G12192A |Hykneotua 59, Bxoaut B coctaB T-netiun [42]
tRNA-Leu T12297C | Hyxneorun 33, BXOAUT B COCTaB METJIM aHTUKOIOHA [13]
(komoH y3HaBanust CUN)
ND6, xomriekcl A14484G | OGpaTHOE HampaBleHUe CMHTe3a — AMUHOKMCIOTA 64: 3aMeHa [17, 21, 27, 25, 41, 56]

METMOHMHA Ha BaJIMH

Hwuroxpom B, xomruiekc3 G15059A | AmunHokucnotal(05: 3amMeHa TIMLIMHA HA apTMHUH [25]
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ZASL KOTOPBIX, 0 AaHHbIM AMTEPATYpPbl, OblAa ONMCAHA
accouMauus ¢ IpeABapUTEAbHO AHaTHOCTHPOBAHHbIM 3a-
6oreBaHMeM. B mocaeanee Bpemsi pacrpocTpaHeHa Teo-
pUs, COTAACHO KOTOPOH, MyTallMM MHTOXOHZPHAABHOTO
reHOMa He SIBASIOTCS JUCKPETHbIMU IPUYMHAMH LIMTOIA -
THH, Ba:KHO€ 3HA4YeHHE B PA3BHUTHU 3a00AEBaHHs HUMEET
cKopee OOIIMH MYTaHTHbIA (DOH, C(POPMHPOBAHHBIA BCE-
MU MyTaHTHbIMH aireramu |36, 44]. Cumnrombr BosHu-
KaloT I0CA€ ZIOCTHKEHHs TI0pOra CyMMAapHOH MyTallMOH -
HOHM HarpysKH OpraHH3Ma.

HMugopmanus o MazopHbIX MyTaHTHbIX TallAOTHIIAX,
BbI3bIBAIOIIUX KOHKPETHYIO MTATOAOTHIO, MOKET ObITb I10-
A€3Ha KakK ZAsl MEJMKOB IIPH MTOCTAHOBKE JAHMAarHo3a Ialy-
€HTY, TaK ¥ JZAsd HAy4YHbIX PAGOTHHUKOB, MAAHHPYIOIIHX
HCCAEZIOBAHHsl B JAHHOHW OOAACTH MOAEKYASAPHOH I€HETHU-
ku. [ lo gannol TemaTuke y:ke cymecTByer psa AuTepa-
TYpPHbIX 0630p0B, HO B BUZY JAMTEABHOTO BPEMEHH, IPO-
IIeAIIero ¢ MOMeHTa UX MyOAHKAllUM, HacTosIuast pabora
BUZUTCS. HEOOXOZUMBIM JIOTIOAHEHHEM K YiKe COJAeprka-
IeHCs B MPeAbIZYIINX 0630pax UHPOPMALHH.

Paboma nposogurace npu ¢puHarHcosoii noiiepicke
Munucmepcmsa obpasosarus u nayxu PD.
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