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OpVIFVIHaﬂbeIe CcTaTtbu

SIINJIEIICUA Y IETEN

C MUTOXOHIPUAJILHBIMUA
3ABOJIEBAHUAMU: OCOBEHHOCTH
TUATHOCTUKU U JIEYEHU S

3aBanerHko H.H., XonuH A.A.

I'b0Y BI10 Poccuiickuii HaUNOHaNbHbIN UCCNE[0BATENbCKUI MEAULNHCKUI YHUBEPCHUTET
um. HU. Iuporosa Mun3zgpascoypassutua Poccun (Mocksa)

Pesrome: mumoxonopuanvmoie bonresnu (Mb) —
oonvluasn 2emepo2ennasn 2pynna 3ao0ae6amuil, 603-
HUKAOWUX 6 pe3yromame OUCHYHKUUU OblXa-
MenbHOL enu Mumoxonopuil. B cmamaoe paccma-
MmpPUBaIOmca 0CoOCHHOCMU KAUHUKECKO20 meye-
Hua MB, conposoicoaroujuxca anunencueil. [ipugo-
0AMCA KAUHUYECKUE HAONI00eHUA CUHOPOMOB
MELAS uAnvnepca-I'ymmennoxepa. O6¢cyicoarom-
ca enemuveckue mexanusmol Mb, ocobenrnocmu
OUAZHOCIMUKY U NPOBCOCHUA NPOTNUBOINUNCTINU-
YecKoll mepanui.

Kniouesvie c106d: MUumoxonopudaivisie 001e3Hu,
anunencus, curnopom MELAS, curnopom Ansnepca-
I'ymmennoxepa, anmudnuienmuvecxkue npe-
napamat.

ntoxoHapuansHole 6onesun (MB) — 6onbLuas

reTeporeHHas rpynna 3aboneBaHuii, BO3HMKA-

IOWKX B pesynbrate AUCHYHKLUN [biXaTesb-
HOM Lenu MUTOXOHAPWUIA. OHM MOTYT BbI3bIBAaTbCA MyTa-
uMamMmn B A0epHON unu  mutoxoHgpuanoHon [OHK
(MTOHK). KnuHunyeckun cnektp Mb Lwnpok: Bo3pacT fe-
6t0Ta BapnabeneH, XxapakTepHbl NONMCUCTEMHOCTb 1 NO-
JINOPraHHOCTb TMOpPaXKeHWi, CBOeOOpas3me COoYeTaHwuii
CMMMNTOMOB BOBNEYEHMS PA3NMYHbIX OPraHoB. H4acTo Ha-
6ntoaeTcs passuTue jpaMaTuyeckx oCTpbIX aNN30408
B 0e610Te 3a60N€BaHNSA U BHE3AMHbIX YXYALIEHWUA B €ro
pasBepHyTON cTaguu. B 60NbLIMHCTBE Cly4yaes xapak-
TEPHO NporpeccupytoLlee Te4eHne ¢ HapacTaHNeM CUM-
NTOMOB C BO3PAaCTOM.

MuTOXOHAPMUM BbINONHAKT B KJETKE MHOXECTBO
OYHKUNIA, Hanbonee BaXKHas — U3BJIe4EHNE 3HePrun U3
MUTaTeNbHbIX BELLECTB W BbIpab0TKAa 3HEPrun nyTem
oKucnuTenbHoro ocpopunuposanus (0®) [1,3,4,15].
Philip Siekevitz B 1957 r. [15] BnepBble onpeaennnm mu-
TOXOHOPUMN KaK «3HEepreTnveckume CTaHUUW KneTku». B
OT/IMYME OT APYrnX OpraHess MUTOXOHLPUN UMEIOT CO6-
cteeHHyto OHK (MTOHK), KoTOpas KoaupyeT HEKOTOpble
cybbeamHmnubl komnnekcos O®. HecmoTpsa HAa aBTOHOM-
HocTb MTOHK, ona ee (pyHKUMOHMPOBAHNA TaK>Xe HE0Ob-
X04uMbl 6enku, Kogupyemble agepHon OHK (aJHK).
MyTtauun mTAHK MOryT npMBoaANTb K HApPYLLEHWIO Bbipa-

Ten. (495) 936-94-52

60TKWN 3HEPrUmn N rnbenmn KneTok, 4To NPosABASETCS pas-
JINYHBIMW NATOSIOMMYECKUMMN COCTOAHUAMM.

MTOHK 4enoBeka npeacTtaBnseTr co60i AByXLENO-
YEYHY0 KOMbLEBYH MOMEKYIY, B KOTOPOW PacnosioXeHsbl
37 reHoB, y4acTBYHLMUX B NPOLECCE BbIpabOTKN 3HEp-
MM B AbIXaTeNbHOW Uenyu MUTOXOHAPUA. B ux yucno
BXOAAT 13 CTPYKTYPHbIX FEHOB, KOAUPYIOLWMNX CYyObeamn-
HULbI Y4eTbipex 3 natn komnnaekcoB O®. Cuctema 0D
BKJII04AET NSATb KOMMEKCOB: Komnekc | coctonT n3 46
cyobveanHuy (cemb kogupytotesd MTAHK n 39 — aJHK);
Komnnekc Il cocTouT n3 YeTbipex cybbeanHul (Bce —
A0HK); komnnekc Il — w3 11 cybveanHuy (ogHa —
MTOHK n 10 — aIHK); komnnekc IV coctout n3 13 cy6b-
eanHuny (tpu — mMTOHK 1 10 — aOHK); komnnekc V co-
ctout n3 16 cybveguuuy (ase — mTOAHK n 14 — a[1HK)
[1,3,4]. Takum 06pa3om, PYHKLUA MUTOXOHAPUIA 1 NPO-
ueccbl O® o6ecne4nBaldTC COBMECTHbIM AECTBUEM
MUTOXOHAPUANbHbIX U ALEPHbIX TEHOB.

MuToxoHApuanbHas reHeTUKa 0TM4aeTCA OT MEHAe-
NeBCKON cneayowmmMmm 0CO6eHHOCTAMU:

- MatepuHckoe HacnenoBaHue — BMeCTe C siLe-
K/TIETKON MOTOMKW MOJIy4atT BCH LUTONNA3My C
Haxo4sdwWwmmMunca B Hel opraHennamu. oatomy
MUTOXOHAPWANbHbIE TeHbl NEpeaaroTcs No mMarte-
PUHCKON NINHUN.

» [ereponsiaamms — 0QHOBPEMEHHOE CYLLECTBOBA-
HUe B KJIeTKE HOPManbHOro (AMKOro) U MyTaHT-
Horo Tunos mTOHK.

e MwutoTunyeckas cerperaumsa — o6a tuna mtTHK B
npouecce [JefleHNs KIeTKU pacnpepenstTrcs
MeXAy A0YEPHUMU KNeTKamu ciydanHbiM obpa-
30M (HEepaBHOMEPHO).

MoporoBbin achekT — nponopumd mTOHK nomkHa
NpeBbICUTb KPUTUYECKWUIA MOPOroBbIi YPOBEHb, B pe-
3ynbTaTe 4ero NposBATCA N3MEHEeHUS B KJIeTKax u 6uno-
XUMMYyeckmne HapyweHus. MNpoueHTHbIR ypoBeHb MTOHK
BapbupyeT Y MHANBMAYYMOB BHYTPU CeMel, a TakxXe B
pasnnyHbIX OpraHax u TKaHaXx.

C DaHHbIMU 0COO6EHHOCTSIMM CBSiI3aHa BapmabenibHOCTb
KNMHM4Yeckoi KaptuHbl MB. YT0 KacaeTcsd xapakTtepa u
TSXKECTU KNUHMYeCKNX nposisneHuin Mb, To oHn onpepe-
NATCA TAXKECTbo MyTauunii MTAHK, npoueHTHbIM coaep-
YKaHvem MyTaHTHON MTHK B KOHKPETHbIX OpraHax n Tka-
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COCTOSIHUSA

OpraHbl U CUCTEMbI

Knuuuyeckue nposiBneHus

HepsHasa cuctema

Anunencus, 3aepXKa pa3BuTus, AeMeHLUUs, rMyxoTa, aTakCusi, MUOKITIOHYC, MUTPeHb,
WHCYNbTOMOA0GHbIE 3MM30AbI, NOMMHeponaTns

CKeneTHble MblLWLUbI

[MNoToHMA, cN1aboCcTb, HENEPEHOCUMOCTb HArpy3oK, Kpamnu

Cepaue Kapanomuonartus, 6nokaabl, apurmuns

[nasa OnTuyeckas HeilponaTusa, MUFMEHTHbIA PETUHUT, NTO3, HApPY>XHasa oddTanbMonnerns
[MeyeHb [le4yeHOYHasa HEJOCTATO4YHOCTb

Kenyao4yHO-KULLIEYHbIA TpakT PBoTa, XpoHu4eckas auapes

Mo4km CuHApPOM (haHKOHW (MOpaXkeHne NPOKCMMabHbIX M3BUTbIX KaHaNbLEeB HE(POHOB,

aMUHoaLMAypus, rnKo3ypus, runepgocdarypus)

JHAO0KPUHHAA cucTema

CaxapHblii Anabet, runonapaTnpeos

Ta6muna 1. [ToTMCUCTEMHOCTb KITMHUYECKUX TPOsIBIeHU MB.

HAX, @ TAKXXe 3HepreTM4eckon noTPebHOCTbI0 U PYHKLM-
OHaJIbHbIM PEe3epBOM OPraHoB U TKaHEN, coepxaLiux
mMyTaHTHYt0 MTOHK. B Tabnuue 1 npeactasneHbl CUMNTO-
Mbl MB, cBSi3aHHbIE C MOpaXKeHrem OpraHos, KOTOPbIE AB-
NATCA Hanbonee 3Hepro3aBUCUMbIMU.

KnuHnyeckne npudHaku. Hekotopble Mb BoBnekatoT
TOJIbKO OAUH opraH unu cuctemy. Cpeamn Hux: LHON —
HacneLCTBEHHasds 3puTenbHaa Herponartua (atpodus)

Jle6epa; CPEO — xpoHuyeckas nporpeccupyrolias Ha-
pyxHasa odrtanomonsiernsd; SNHL/DEAF — HelpoceH-
COpHas rnyxota ¥ aMWUHOTIIMKO3UA-UHAYLMPOBAHHAS
rnyxota, Mmonatuyeckue pOpmbl.

0paHako npu 6onblinHcTBe MB BOBNEKAOTCA MHOXE-
CTBO OpraHoB u cuctem. Cpean Hux: KSS — cungpom
KepHca-Ceipa: nTo3, otanbmonsiernsd, nNUrMeHTHbIN
PETUHWUT, aTaKCWs, HApyLeHUs CepAe4yHOn NPOBOAMMO-

MuToxoHapuanbHbie

Goneann leHeTuka 0co6eHHOCTH KNMHUYECKNX NPOAABNEHUNA

MERRF — To4e4Hble MyTaUUu HacnepoBaHne No MaTepuHCKON NUHUK, Y POACTBEHHUKOB MO MaTepPUHCKON

MWOKTOHNYecKas B reHe MmTAHK, JINHUW MOXKET ObITb HEMOJIHAA KapTUHA CUHAPOMA;

anunencus KOAUpYytoLwero Ha4vano Ha 2-m OecATUNETUN XKNIHU;

C «pa30pBaHHbIMU nuanHoyto TPHK [MepBNYHbIE CUMMTOMBI: MUOKJIOHUYECKME 1 APYTe 3NUNenTuyYeckme

KpacHbIMU» MUTOXOHAPWIA MPUCTYMbl, MO3)KEYKOBASA aTakcus, MMoNaTus;

BOMOKHAMM (tRNA-Lys) [dpyrve cuMnTOMbI: IeMEHL WS, aTpona 3pUTeNbLHOro HepBa, HEMPOCEHCOP-
Has TyroyxocTb, nepudepuyeckas HemponaTus;
TeyeHue nporpeccupytouee, 601bWNHCTBO 60JIbHbIX YMUPAET Ha 3-4-M
DEecATUNeTHN

MELAS — To4eyHble MyTauum HacnepoBaHue no MaTepuHCKON INHWW;

MuTOXOHApUanbHaa |Brede MTAHK, BoapacT ne6tota — 5-20 neT, yalle B AETCTBE NOCE HOPMaNbHOI0 Nnepuoaa

3Huecdbanonartus, KOANPYIOLWEro PaHHEro pa3BuTus;

NakTaumaos, neunMHOBYO MepBMYHbIE CUMNTOMbI: UHCYNBTONOA06HbIE 3MN30Abl, MUTPEHO3HbIE NPU-

MHCYNnbTONOA06HbIE | TPHK MuUTOXOHAPWIA | cTynbl, pBOTA, 3NUNENTUYECKME NPUCTYNbI ((DOKaNbHbIE, TEHEPANM30BaH-

anu3opabl (tRNA-Leu) Hble, MMOKJIOHNYECKIE), NaKTaunL03, «pa30pBaHHbIe KPACHbIE» MbILLEYHbIE

BOMOKHA;
Jlpyrue cMMNTOMbI: MO3)Ke4K0Bas aTakcus, HEMPOCEHCOPHAA ryxoTa,
MUTMEHTHbI PETUHUT, KAPAMOMMUONATUSA, HU3KOPOCTOCTh, CaxapHblil Ana6eT

Cvngpom Jn [eHeTu4ecku retepo- | [e610T NpenuMyLLeCTBEHHO B PaHHEM [eTCTBE;
(Leigh syndrome) — | reHHas MB: MUTOXOH- | XapakTepHbl NPOrpeccupytoLlne HeBpOIoruyeckre pacCTponcTea ¢ yTpaTon
nogoctpas LpuanbHas unu agep- | paHee NpMoBGPETEHHbIX MCUXOMOTOPHbIX HaBbIKOB, MbILLIEYHON FMNOTOHMEN,
HekpoTuaupytouias Has MyTauua cybbe- | MO3XEYKOBLIMM 1 3KCTpanMpaMuHbIMU paccTpocTBaMu, Cyaoporamu,
3HUedanomMmmeno- OVHWL KOMMJieKca JIAKTaUMA030M U XapakKTepHbIMU n3MeHeHusamu npy MPT ronosHoro mosra
natums [bIXaTeSIbHOV Lenu
CuHapom MyTaumus sagepHoro HacnepoBaHne ayToCOMHO-PELECCUBHOE;
Anbnepca- reHa POLG1, kogupy- | [e6toT 4yaule B Bo3pacte 1-3 roaa ¢ anunenTM4ecKmMx npuctynos. Pexe
[yTTeHnoxepa OLLEer0 MATOXOHAPU- | MaHMd)ecTupyeT B BO3pacTe A0 25 nerT.
anbHy10 MpucTynbl (reHepann3oBaHHbIE TOHUKO-KJIOHUYECKUNEe, Q)OKaSbHble, MUOKII0-
OHK-nonnmepasy HNWYEeCKMe) pe3ncTeHTHbl K ASMN, 4acTo pa3BMBaAETCS ANUNENTUYECKUIA cTaTyC.
v (15925) — [pyrue cuMNTOMbI: 3aiep>KKa NCUXOMOTOPHOIO Pa3BUTUSA, MblLLeYHas r1no-

depmeHT obnagaet
NnosIMepasHoi n K-
30HYKea3HON akTUB-
HOCTbI0, y4acTByeT

B NnpoLeccax penu-
Kauum u penapauun
MTOHK

TOHUWS, KOPKOBas CnenoTa, atakcus, y 60nee cTapLinx nauneHToB — CEHCOp-
Has NosinHesponaTus.

MPT — nporpeccupytowias atpous ¢ 04araMmy NOHUXEHHON NNOTHOCTK

B 3aTbIJIOYHbIX JONAX.

MoyTn y BCeX MauMeHTOB pa3BuBaeTCa TsHKenas neveHovHas HeocTaTou-
HOCTb. bruoncus nevyeHn — xxuposas HMUNbLTPaLUs, Nponndepawus
XKeJYHbIX NPOTOKOB, ON6P03, LNPPO3.

JleTanbHbIA UCXO HACTYNAET B TEHEHUE HECKONbKUX MECALEB

Ta6auna 2. MUTOXOH/[PHATBHBIE 60IE3HU, COMTPOBOKIAIONTIECS PA3BUTHEM ITHIICTICHH.
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ctu; MELAS — muTtoxoHapnanbHas 3Huedanomuona-
TUSA C NAKTaungo30M U UHCYNbTONOLOOHBIMM 3NKU30a-
mun; MERRF — MunOKNOHMYeCcKas anunencus ¢ «paso-
PBAHHLIMU KpaCHbIMW» MbleYHbIMU BoslokHamu; NARP
— HeNporeHHas cnabocTb C aTakCueh U MUTMEHTHbIM
peTuHUTOM; LS — cuuapom Jln: nogocTpas HEKpOTU3u-
pytowas anuedanomuenonatus; NARP/MILS — Helipo-
naTns, atakcus, NUTMEHTHbIA PETUHUT U HACNeadyeMbIi
MO MAaTEPUHCKOW NUHUM CUHAPOM JIn; CUHAPOM
Anbnepca-lyTTeHnoxepa — nporpeccupytoulas Henpo-
HanbHaa fAereHepauns (nonuoancTpodus) [eTCKOro
BO3pacTa C nopaxeHuem nedveHn. Mexnay Tem, n3-3a
3HAYUTEJIbHON KJIMHWYECKON BapuabenbHOCTU MHOrMe
cny4vau MB He ynaeTcsa OTHECTU HM K OJHON U3 Nepeyunc-
JIEHHbIX OpPM.

Anunencua passuBaeTcs y 40-60% paetenn ¢ Mb. Tpa-
OVLMOHHO OMNUCbIBAJINCb MUOKJIOHWYECKWE MPUCTYMbI,
0TMeYaBLUNEeCs N30JINPOBAHHO MJIN B COYETAHUAX C Nap-
UManbHbIMKU, TOHWYECKUMU, KITOHWMYECKMMM, TOHUKO-
knonuyeckumu [7]. Canafoglia et al. [6] Habntoganm npe-
MMYLLECTBEHHO MapuuasibHble MOTOPHbIE MPUCTYMbI C
boKanbHOM NN MYNbTU(OKANLHOK ANUIENTUHOPMHON
aKTUBHOCTbIO Ha 33l B KayecTBe BefyLlen MPUYMHBI
3MUNENTUYECKMX NPUCTYNOB PacCMaTPMBAETCS CHIUXXE-
Hue npoaykuuy AT®D, KoTopoe NPUBOAUT K HECTAOWUIb-
HOCTW MeMOpaHHOro nOoTeHLMana HEepPBHbIX KIIETOK.
dakTopamMun pasBUTKS 3NUMENCUMN BbICTYMNAOT CHUXKE-
HWE 3HEepreTMYecKoro noTeHuMana HepBHbLIX KIETOK,
KneTo4Hasa rubenb W nocneaywollee qopmupoBaHue
HENpOHalnbHbIX CETEN C aHOPMaJibHbIM CMPAYyTUHIOM U
HE CKMTOHHbIX K OFPaHMY€eHMNI0 BO3OYXIEHNSA, HO B TO Xe
BPEMSA HAXOLALLMXCA B 3HEPreTndeckom gecuumnte. Mpu
atom MB oTnuyatoTcst TEHAEHUNEN K CTaTYyCHOMY Te4e-
HUIO 3NWUNenTMYecKMX NpucTynoB. Hambonee spkumm
npumepamu asnatca Mb, 06ycnoBneHHbie MyTaunen
mtOHK (MELAS) n sgepHoro reHa POLG1 (cuHppom
Anbnepca-lyTTeHnoxepa), [aOWMMmM CXOXKYH0 KITMHUKO-
MaTonorn4yeckyto 3BOSIOLMIO Y NOCMEPTHbIE NaTON0ro-
aHaToOMMn4YecKue N3MEHEHUS B rof1I0BHOM mo3are [5]. B Ta-
6nuue 2 npusoautca onucanme Mb, Ang KOTOpbIX Hau-
60see xapakTepHO pa3BuTUE ANUIIENCUN.

logTBepxgenne gnarHoda Mb. QuarHo3 Mb Tpe6byet
IndepeHLMpoBaHns ¢ ApyruMn NporpeccupyoLwumm
MYNbTUCUCTEMHbIMI 3a60neBaHUAMU. [uarHo3 mMoxet
ObITb YCTAHOBJEH JOCTATO4YHO ObICTPO B C/Iy4asnX TUNUNY-
HOro doeHoTMNa UK UaeHTUuUMpyemon mytaumm. Ec-
nn MB xapakTepn3yeTcsi MaTepPUHCKUM HAcne10BaHueM,
Heob6xoaumo uccnegoatb MTOHK. Ecnu knuHnyeckas
KapTuHa xapakTepHa ans Mb ¢ meHeneeBCKMM Hache-
JoBaHuem (BkJitoMas Aeneuumn, cuHgpom Anbnepca-
[yTTEeHNnoxepa), HE06XOANUMO MOJIEKYNIAPHO-TEHETMYEC-
Koe uccnenosanue mytauun sHK. Korga knuHuyeckas
KapTuHa HecneuuuyHa, HE06X0AMMO OnpejeNnieHne B
naasme UM CNMHHO-MO3TOBOW XUAKOCTU KOHLEHTpa-
LMW MOJIOYHOMN KUCNOTbI, KETOHOBbLIX Te, aLnUIKapHUTK-
Ha B Nnjasme, OpraHNYeckux KUcnoT B move. B cnyyae
OTK/IOHEHWUI 3TUX MOKa3aTtenei nNpoBoAuTcs 6uoncus
MbILLL, N OLEHKA aKTUBHOCTN (DEPMEHTOB [ibIXaTeNbHOM

uenu. Mpy 3TOM HOPManbHbIe YPOBHM MOJIOYHON KUCNO-
Thl He UcKYaT gnarHosa Mb.

KiauHugeckoe HaOM0geHue 1

[eBo4ka 8 net 5 mec., 3a6onesia 0KoJsio 4 Mec. Hasaf:
NOSIBUANCL YTOMASAEMOCTb U YXYALLIEHNE NEPEHOCMMO-
CTU (u3nyecknx Harpy3ok. COCTOSHME YXYALIMNOCH
OCTPO B AHEBHOE BPEMSA: BO3HUKIIN 3pUTeSibHbIe Hapy-
WeHna (BbiNageHne NeBbIX NOSIOBUH MOMEN 3PEHNS, OT-
Me4anucb MOBTOPHAsA PBOTA, 3MNWUIENTUYECKNE NPUCTY-
Mbl C OTBELEHWEM TOJI0BbI U N1a3 BJIEBO, Cy[0poraMmu B
NeBbIX KOHEYHOCTAX (hoKasbHbIe 663 NoTepn CO3HaAHUA
1 CO BTOPWYHOW reHepanusaumeir). focnutannsnposaHa
B OTAeJleHne peaHumaunu, rge Habnpanocb KOMaros-
HOe COCTOsAHWE, 3MUNENTUYECKUIA cTaTyC. YpPOBEHb MO-
NOYHOW KMCNOTbI B N1a3Me KPOBY NpU NOCTYNeHNn 6,7
MMonb/n (Hopma fo 1,8), 4yepes 2 jHa — 1 MMonb/n.

N3 aHamHesa. Pogunack oT 2-1 OU3UOJIOrMYECKN
npoTekaBLlen 6EPEMEHHOCTH, 2-X CPOYHbIX poaoB. Bec
npu poxaeHun 3400, poct 53 cm, oueHka no Anrap 8/9
6. PaHHee pasBuTue 6e3 ocobeHHocTen. C 3-neTHero
BO3pacta — rosloBHble 60511, NEPUOSUYECKN COMPOBO-
xaaswuecsa peoToi. OfHAKO pa3BuBanacb HOPMasbHO,
YCMeLWHO y4unach B wkone. Gtapwias cectpa ymepna B
BO3pacTe 8 NeT OT «MPOrpeccupyroLLero HeiipoaereHe-
paTuBHOro 3a60neBaHUsA» (TOYHbIA [LWATHO3 He Obin
YCTaHOBJIEH).

B HeBponornyeckom ctatyce npu NOCTYNEHMMN: KOMA
| CT., NpoAOMKaOTCSA FeHEPaNN30BaHHbIE CYA0POXKHbIE
nofepruBanHns moiwl. MeHUHreansbHbIX CAMNTOMOB HeT.
[esnaynsa B3opa BfieBo. [Ny60KMIA NIEBOCTOPOHHMWIA Te-
munapes.

MPT: MHOXECTBEHHbIE 04aroBble U3SMEHEHUS B BELLe-
CTBE r0JIOBHOrO M03ra (BEPOSATHO AaBHWE), NpenmyLle-
CTBEHHO B JIEBOVi JIO6HOW Jone u Tanamyce cnpasa. W3-
MeHeHUs B NpaBoi TEMEHHO-3aTbIJIOYHON 061acTu, npe-
MNMYLLECTBEHHO B KOpe, BO3MOXXHO BCJIEACTBME MeTab0-
NNYECKOI aHUedanonaTumn.

QOI-MOHNUTOPUHT: PU3NONOTNYECKNEe PUTMbI B COCTO-
SAHUM 60APCTBOBAHNA U CHA HE permcTpupytoTcs. brnoa-
NeKTpuyeckas akTMBHOCTb FOJIOBHOrO MO3ra npeacTas-
neHa guddysHoiMm 3amepneHmeMm. OTmevaeTcsi Bblipa-
YKEHHasa MeXXMNoJsylapHas acuMMeTpus B BUAE 4OMUHU-
poBaHuA NMPOAOSIKEHHOTO BbICOKOAMMNAUTYAHOIO
JefibTa-3ameJIeHNs C BKITHOYEeHNEM PErMoHapHoOmn anu-
NnenTMdOPMHON aKTUBHOCTI B NPAaBOM MoyLwapuu ¢ ak-
LLleHTOM B NpaBoii 3aTbISIOYHO-BUCOYHO-TEMEHHOI 06na-
ctn. [lepnoanyeckn KOMMNAEKCbl OCTpasi-mMeasieHHas
BOJIHA B NPABON LLEHTPaJIbHO-TEMEHHOI 06/1acTu onepe-
)KaKT Mo BpeMeHn POKYC B NpaBoii 3aTbIIOYHON Jone,
4YTO MOXET ObITb CBA3AHO C MuUrpaumein gpokyca anuak-
TUBHOCTW. B X0a€ nccnenoBaHns Kak B COCTOAHUM 604p-
CTBOBAHUSA, TaK U CHA 3apernucTpupoBaHbl DOKasbHbIE
reMUKOHUYECKNEe NPUCTYNbl, NPENMYLLECTBEHHO 3a-
XBaTbIBaAKOLME NIEBYIO PYKY.

B oTneneHun cCOCTOAHWE MOCTENEeHHO YNyYLWUnoch,
npuwnia B CO3HaHME, 4acTUYHO perpeccupoBas JieBo-
CTOPOHHMIA remunapes. [lepuogmyeckn OoTMevanuncb
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NPUCTYNbl CYAOPOr B NEBbIX KOHEYHOCTSX, Ha3HAYEHO
neyeHne Kennpoii. Yepe3 HeCKONbKO MECALEB, HECMO-
TPA Ha NOCTOSSHHO MPOBOAMMYK NMPOTWBO3NUNENTUYE-
CKYH 1 MeTab0onmM4YecKyt Tepanuto, COCTOSIHME YXYALLK-
NOCb [10 KpariHe TSXKENoro: cTaTyCHOe Te4YeHue anunen-
CWW, HapacTaHne HEBPOSIOTMYECKUX HAPYLUEHWIA, neye-
HOYHas HeO0CTaTO4HOCTb, PA3BUTNE KOMbI.

B xo4e reHeTMYECKOro CCneoBaHns NOATBEPXKAeHA
myTauua agepHonnt OHK B reHe POLG1. dnarHo3: CuH-
npom Anbnepca-lyTTeHnoxepa.

KianHHu4ueckoe HA0IogeHue 2

Marnb4uk 2 et 7 Mmec. noCTynus B HEBPOJIOTNYECKOe
oTAeNeHne ¢ xanobamm Ha gpokasibHble 3NUIenTuye-
CKWe KIIOHWYeCKNe N MUOKJTOHNYeCKNe NPUCTYNbI C BTO-
PUYHON reHepanuaaunen, CKNOHHbIE K CTaTyCHOMY Te-
4YeHuto, cnabocTb B MPaBbIX KOHEYHOCTAX, HAPYLUEHUS
NMOXOAKW N KOOPAUHALWUW ABVKEHUIA, 3a4EPXKKY NCUX0-
peyveBOro passuTus.

13 aHamHe3a: pe6eHOK OT MONO/bIX 30P0BbIX POAU-
Tenew, HacneACTBEHHOCTb He oOTArowleHa. bepemeH-
HOCTb nepBasd, NpoTekana Ha YoHe NOCTOAHHOIO TOKCK-
Ko3a. Poabl cpoyHble, cnabocTb POAOBON [AEATENIbHO-
CTW, ABYKpPaTHOe 06BUTME MYMNOBUHbI, aCHUKCKUA B PO-
nax. Bec npu poxzenun 3500, poct 50 cm, oueHka no
Anrap 7/8 6. PaHHee pa3BuTMe COOTBETCTBOBANO BO3pa-
cty. Co cnos matepu, 6051eH ¢ 3 Mec., KOrAa et 3aMmeye-
Ha ¢naboCcTb U HapylwleHne crubaTesibHbIX OABUXEHUN B
Horax. GamocToaTeNbHO He Xxoamun Ao 1 roga 2 Mec., Kor-
[la nocne KypcoB HelmpoTpou4eckon n CTUMynupyo-
LLlei Tepanumn caMoCTOSATETbHO MOLeSl, HO C ABJIEHUAMM
arakcuu. B BospacTe 2 roga 5 mMec. nocjie HOYHOro cHa
BO3HUK 3anu30[ cnabocTu B MPaBOi HOre, Yepe3 He-
CKONbKO 4aCOB MPUCOEAUHWUIICA (DOKASIbHLIA MPUCTYN
(MWOKJIOHO-KJIOHMY€EKME NOoAepruBaHna Npasoin pyku) ¢
pacnpocTpaHeHWeM Ha MpaByk MONOBUHY Tena (AXekK-
COHOBCKWMiA MapLy) ¢ nocnefyoLein yTpaTon CO3HaAHNA 1
pa3BuTMEM BTOPWUYHO-TEHEpanM30BaHHOMO  TOHWKO-
KJIOHMYECKOro npuctyna, NPUCTynbl KYMMpPOBaHbl B
YCINOBUSIX peaHMMauuoHHoro otaeneHms. OgHako co-
XPaHANNCb MHOXECTBEHHblE MUOKJ/TIOHUYECKUE MPUCTY-
Mbl BNJOTb 40 MUOKJTOHNYECKOr0 3nniienTn4eckoro cra-
Tyca. [pucTynbl NPOAOMKANUCL B TeYEHUE 2 HeOenb U
6bIIM KYNMPOBaHbl MPW Ha3HAYeHUU MNPeAHU30M0Ha B
[o3e 5 Mr/kr n dpeHo6apbuTana ¢ aHTenencmHoM.

B HeBposIOrM4eckoMm cTaTyce npu NOCTYMNJIEHUN: CO-
3HaHMe SICHOEe, HO Mano3MOLMOHANEH, TUMOMUMUYEH.
YepenHble HEPBbl: OrpaHMYyeHnMe B30pa BBEPX, NErkoe
He[0BeLeHMNeE rNadHbIX A6J10K KHapy>Xu, HenoCTOAHHbIN
nonynTo3. B gBuratenbHon chepe — TOHYC U3MEHEH Mo
NAacTU4ecKoMy Tuny, 06beM aKTUBHbIX ABUXEHUI B KO-
HEYHOCTSIX [A0CTATOYHbIA, CYXOXWNbHble PedeKchl
D>S, pednekc babuHckoro cnpasa. lNpn xoabbe aTak-
cus, rpybbli MHTEHLUMWOHHbIA TPEMOP C 06EMX CTOPOH.
Bbiclive KOpKOBble (ODYyHKUUM — (Ppa30oBOi pevn HeT,
CNOBAPHbINA 3anac OrpaHnyeH, MHCTPYKLMMN BbIMOJHAET.

B oToeneHny Ha TpeTuii AeHb Noce 0TMeHbl JHEBHOW
[103bl aHTENeNncnHa BOZHUK (POKanbHbIA NPUCTYN B BUAE

MUOKJIOHNYECKNX NOAEPrBaHUIA NTIEBON PYKW C nocne-
JYIOLMM BOBJIEYEHNEM MbILUL LA, NPABON PYKKN U ne-
BOW HOrn. 3aTteM Habnaanuch NPakTUYECKN MNOCTOSH-
Hble MUOKJIOHUWN KUCTWU JIEBON PYKWU U pa3BUTUE JIEBO-
CTOPOHHEN remunnernn. Pe6eHOK BANbINA, HA OCMOTP He
pearuposan. lNpu BeeaeHumn genakuHa B gose 100 mr 3
pasa B AieHb 1 BO3BPALLEHUN K NPexXHel [o3e aHTenen-
cuHa (0,75 mr/cyT.) Ha hoHe ropMOHanbHOW 1 Jermgpa-
TaUWOHHON Tepanuu COCTOSHME CTabun3npoBanoch,
OTMEYEHO ypeXXeHue NPUCTYNOB U YMeHbLUeHUe ABMe-
HWUI remunapesa, cTan XoauTb ¢ NoaAepXKon. Ha poHe
meTabonunyeckon Ttepanum (koaHsum Q10, uutoxpom,
pnbodnaBuH, TMAMUH, BUTaMUH E) cocTosiHMe yny4yLimn-
10Cb, cTan 6051ee aKTUBHbLIM, MPUCTYMNOB HET.

[pn o6cnenoBaHUN: ypoBeHb MOMOYHOW KUCNOTbI B
nnasme Kposu 4,5 mmons/n.

01 npoBeaeHns MPT maTtb 0TKa3anacb 13-3a 6083HU
NpoBeAeHNs HapKo3a.

Ha 33l oTmeyvaeTcs peaykuus anunentudOpPMHbIX
pa3panoB. Anbda-puTm OTCYTCTBYET U AOMUHUPYET 4-5
U TeTa-aKTUBHOCTb, CKJIOHHAA K FTMNePCUHXPOHM3aLNN.
OTmevaeTcsd NeBONONYLIAPHbIA LEHTPanbHO-TEMEHHOW
aKLEHT MeLJIeHHbIX hopMm.

B xo[e reHeTn4ecKkoro ncciieoBaHuns BbisiBieHa T04-
KoBas 3ameHa A3243G B reHe MUTOXOHAPUANBbHON TPHK.
OwnarHo3: cungpom MELAS.

Takum 06pa3oM, MUTOXOHApPUANbHbIE 3HUedanona-
Tnn, Takume kKak MELAS wu cuHgpom Anbnepca-
[yTTeHnoxepa, pOpMUPYIOT KapTUHY CUMMTOMaTU4e-
CKUX (POKaNbHbIX 3NWUENCUA C HANMMYNEM MUOKITOHO-
KJIOHNYEeCKMX NPUCTYNOB, C BTOPUYHOW reHepanunaawmen
N CKJTOHHbIX K CTaTyCHOMY Te4eHut. Hanuyue oTAro-
LLLEHHOr0 MepuHaTanbHOr0 aHamHe3a He A0/KHO YBO-
AWTb Bpaya o1 06cnefoBaHns Ha HACNELCTBEHHYIO NaTo-
noruto. lMporpeccupytowmin xapaktep Mb ¢ npeguwe-
CTBYIOLLMM NEPUOLOM HOPMaJIbHOr0 Pa3BUTUA pebeHKa,
NPUCOEaNHEHNEM ANUNENTUYECKUX NPUCTYNOB, 0CO6EH-
HO CO CTaTyCHbIM TEYEeHUEM, ABJIAKTCA CTEPXHEBbIMU
NMPU3HAKaMW HannMyua y nauueHTa HenpomeTabosinye-
ckoro 3a6onesaHus. Mb ABNAOTCA He CTONb PeaKUMMU,
KaK ObIfi0 NPUHATO CYMUTaATb paHblue. KomnnekcHas me-
Tabonmyeckas tepanus cnoco6CTBYeT YNYHLIEHUO KIn-
HWYECKOM KapTWHbI Y NaLWeHTOB, NpOuUNakTuke meTa-
60IM4ECKNX KPU30B U MPOLJIEHNIO XKU3HU Y AeTei C faH-
Hon natonoruein [Muxainnosa C.B. n ap., 2011]. Tem He
MEHee, Ha JaHHOM 3Tane pasBUTUA MeLULMUHbI CUHLPO-
mbl MELAS n Anbnepca-lyTTeHnoxepa 0CTalTCA HEN3-
neqyumbimu. OfHAKO HOBble Hay4Hble MCCIIEA0BAHUS 1
OTKPbITUS MO [aHHON npo6neme AagyT 3TUM [OeTaM
LIAHC Ha 60Jiee pajunKanbHY KOPPeKLMo MmeTabosnnye-
CKWNX HapyLleHWA, CyLLeCTBEHHOE NPOAJSIEHNE XN3HU C
aKLIEHTOM Ha Ka4eCTBEHHble MOKA3aTenn 1 CounanbHy
ajanrtauuio.

O0cy:xaeHue

CoBpeMeHHble AOCTMXKEHNS B auarHoctuke Mb noka-
3bIBAKOT, 4TO NATONOrNA MUTOXOHAPUIA MOXET NexxaTb B
OCHOBE MHOTUX CMy4aeB MPOrPeCcCUpyrLLINX 3NUIencuii
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OpVIFVIHaﬂbeIe CcTaTtbu

[IeTCKOro Bo3pacTta C HefCHOW aTtuonoruei. MNpu atom
CylliecTBeHHas YacTb cny4vae Mb conpoBoxaeTcs aH-
Luedanonatuei BHe paMOK YETKO O4EPYEHHbIX CUHAPO-
ManbHbIX dopm [7,9]. N3y4eHunto nedpeKToB MUTOXOH-
apuanbHon pbixatenbHon uenu (ML) kak npuyuHel
Pa3NNYHbIX INUSIENTUYECKUX CUHOPOMOB Yy AeTen no-
CBALLEHbI HECKONbKO CEPUIA KJIMHUYECKMX MCCliefoBa-
Hun [8,11].

Lee et al. [11] o6cnepnosanu 48 peteit (23 manbymka,
25 nesoyek) c anunencuen n gecpektamu ML, cpegHnii
BO3pacT Npu NocTaHOBKe AnarHos3a 4,8+2,9r. (ot 12 mec.
no 11,8 ner). narHo3 noATBEPXAEH MO MOKasaTensm
AKTUBHOCTU MUTOXOHAPUASIbHLIX (DEPMEHTOB B 6uonTa-
Tax MblwwL, (46 NaLMeHTOB) U KYNIbTYpax KOXHbIX prubpo-
651acToB (2 mauneHTa).

35 cny4aes (72,9%) 6b111 CBA3AHbI C HEAOCTATOYHO-
cTbto komnnekca | MAOL, 1 cnyyan — komnnekca Il MOL,
(2,1%), 11 cny4aeB (22,9%) — komnnekca IV MOL n
OAMH (2,1%) — co4eTaHHOro geduunTa KOMNIEKCcoB | n
IV MAOL. KnuHuyecknii anarHo3 cooTBETCTBOBaS CUH-
apomy Jln B 10 cny4vasx (20,8%), cungpomy MELAS — B
1 cnyyae (2,1%), cuHgpomy Anbnepca — B 1 cny4ae
(2,1%). Y ocTtanbHbIX nauneHtos (75,0%) nmena mecto
HeaudepeHLMpPOBaHHAA MUTOXOHAPMWANbHAA LKUTONA-
TUSA C KJIMHNYECKUMU NPOABNEHUSAMU 3HLedanonaTuun.

Habntogaswuecs anunentuyeckne CUMHAPOMbI 6bin
KnaccuuumnpoBaHbl cregytowmm o06pa3omM: CUHOPOM
Otaxapa — 2 cnyyas (4,2%), cuHagpom Becta— 10 cny-
yaes (20,8%), cuHppom JleHHoKca-MfacTo — 12 cnyyaes
(25,0%), cungpom JlaHpay-KneddHepa — 2 cnyvas
(4,2%), reHepanu3oBaHHaa anunencus — 14 cny4aes
(29,2%), napumnanbHas anunencua — 8 cny4aes (16,7%).
CpefHunin BO3pacT BOSHUKHOBEHUA NMPUCTYMNOB COCTaBUI
2,7+2,2 (o1 1 mec. Jo 5,5 ner).

HaHuble MPT xapaktepu3oBanucb LIMPOKUM Crek-
TPOM OTKJIOHEHUWA KaK B OTHOLUEHWW BOBJIEYEHHbIX
CTPYKTYP, TaK 1 PacCNpOCTPAHEHHOCTH M BbIPAXXEHHOCTH
N3MeHeHUN. IameHeHns oTMevanucb B Kope, 6e510M Be-
ecTBe, 6asanbHblX FAHTAUSAX, 3PUTENbHbIX Oyrpax,
A4pax CTBOJSIA, MO3Xe4Ke, HOCUIM U36MPaTEeNbHbIA UK
COYeTaHHbIN xapakTep. Hanbonee pacnpoCTpaHEHHOMN
Obina KopTukanobHasa atpodus. Msmernennsa npu MPT He
6b1IM CeUndUYHbIMN AN KIIMHUYecKUx BapnaHtos Mb
1 OOPM 3NUSENCUN.

Mo paHHbIM Lee et al. [11], nedpektol ML, TpyaHbI
NS 1ab0paToOpHON OMAarHOCTUKM JaxKe Mnpu npuMeHe-
HUWM HaOeXHOro coBpeMeHHOro o6opyaosaHus. Bee cy-
LLeCTBYHOLINE LMNATHOCTUYECKNEe METOLbl UMEKT ornpe-
JlefIeHHble OrpaHnyeHuns, BK4as 6uoxmuMmuyeckue, re-
HeTUYeCKNe WUCCNea0BaHUS, HENpPOBM3yannu3auuto u
MOPONOrnyecKne nccriefoBaHus.

B npyron cepun HabnogeHui El Sabbagh et al. [8] 06-
cneposanu 56 geten (23 feBo4kmn U 33 Masnbymka) ¢ anu-
nencuen n pedpektamm ML 24 — ¢ HeLOCTATOYHOCTbIO
B 04HOM, 20 — C COYeTaHHOW HefO0CTaTOYHOCTbH KOM-
nnekcos MALU; 11 — ¢ myTtaumamu mtOHK, 10 — ¢ «ncto-
weHnem» MTOHK, 11 — ¢ myTaunamu sgepHon OHK.

MposBneHns anunencun 6bIIKN NPOAHANN3UPOBaHbI
peTpoCneKTUBHO. B wmccnepoBaHHyto rpynny  6biau
BKJIIOYEHbI TONIbKO NaUUEHTbl C (DapMakope3nUCTEHTHbI-
MU 3NUNENCUAMU, BINABLUIMMMN HA KA4€CTBO XKU3HU, OBU-
ratefibHble U KOFHUTWUBHbIE OYHKLMUKU. ANnMNenTUu4eckune
NMPUCTYMbl CTann nepsbiM NposBrieHnem 60se3Hn y 10
nauneHToB (17,5%). B ocTtanbHbiX cny4asx (47 petewn,
82,5%) nepBbIM MPUCTYNam NpeaLecTBOBaNN MYJbTU-
CUCTEMHAs HeLOCTAaTO4HOCTb C NaKTauufo30M, Hapy-
LIEHNA T0TaHnsA, 3afep>Kka NCUXOMOTOPHOro pasBu-
TUSA, U/MNN Lpyrue HeBPONOrnyecke CUMNTOMbI (aTak-
cus, NUPamMUAHbIe NN 3KCTpanupaMmuaHble HapyLLeHns,
obtanbMonnerus, NTo3, PETUHONATUSA, CHUXKEHUE CIy-
Xa, HelponaTus). Bo3pacT BO3HMKHOBEHUS NPUCTYNOB
Bapbuposan ot 1 gHa go 20 net (megnaHa — 13 mec.),
NUK Npuxoannca Ha 1-i rog )u3Hu. MNoebileHne Temne-
patypbl Tena SABUJIOCb NPOBOLUPYHOLUM ()akTOPOM
nepsbix npucTtynos y 11 naumeHTtoB (19%), nx cpeaHun
BO3PacCT HA 3TOT MOMeHT cocTtasun 40 mec. (MegmaHa —
21 mec.).

«B3pbIBHOW» XapakTep Hadyana anunencuu Habnio-
fJancsy 32 nauuneHToB (57%): B hopme NPOAOSIKUTENb-
HOro 3NUNenTUYecKoro craryca y 21 nnu anunentuye-
ckoi aHuetbanonatum — y 11 geteir. OCHOBHbIE TUMbI
NPUCTYNoB ObIM NpeacTaBfieHbl MUOKIOHUYECKMMU
(MaccuBHbIMU, NOKANIbHBIMU W MepemMeXxarLwnummncs)
(n =29), nHpaHTUNBHBIMK cnadmamu (n = 10), dpokanb-
HoiMu (n = 13), TOHM4Yeckumm (N = 5) M TOHUKO-
KnoHu4eckumm (n = 5). CambiMn 4acTbiMu 6bIIN MUO-
KJIOHUYECKMe NPUCTYNbl U 3NUIeNTU4ecknin ctatyc (n =
29, BKNtoYasa 6 cnyvaes ctatyca MUOKNOHUYECKUX NPU-
cTynoB). Y 60% nauneHTOB Habnwoganuch NPUCTYNbl He-
CKOJIbKMX TUMOB.

Ha ocHOBaHWM XxapakTepucTWK 3nunencum (Bo3pact
Ha4vana, Tunsl npuctynos, I3[, TeveHue) El Sabbagh et
al. [8] BblgeneHbl 6 rpynn nayMeHToB:

1. ONWUNenTMYecKMin cTaTyc Ha (DOHe MONMOPraHHOw

HeO0CTaTO4YHOCTH (2 NauneHTa);

2. PaHHfis MUWOKNOHMYeckad aHuedanonatua ¢
CynpeccMBHO-B3PbIBHbIM naTTepHom 33l (3 na-
uneHTa);

3. Cunpgpom Becta, BKNoYas Knactepbl cna3mMoB ¢
rMncapuTMmMen U perpeccom NCUXOMOTOPHOro
pas3suTtua (8 nauneHToB);

4. PedypakTepHblii 3anunenTUYeckuin crtatyc mnpo-
LOJDKUTENIbHOCTBI B HECKOJIbKO AHen-Hepnernb,
NPUBOAALLNA K NeTanbHOMY WCXOAY WU TsXe-
NbIM HEBPOJIOrMYECKUM pACcCTPOCTBAM BMIOThb
[0 peumnanBa Yepes HeCKoNbKo mecsAues (21 na-
LUNEHT);

5. Epilepsia partialis continua ¢ ogHo- unn aBy-
CTOPOHHUM pacnpocTpaHeHuem cygopor (4 na-
uuneHTa);

6. dnunencus ¢ NPeMMyLLECTBEHHO MWOKJIOHMYe-
CKumu npuctynamm (18 nauueHToB), ¢ BO3MOX-
HbIM MepexofoM B CTaTyC MWOKJIOHUYECKNX
NMPUCTYMOB.
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MoHoTepanusa 6bi1a 3 PEKTUBHOM Wb Yy 5% nauu-
EHTOB. JNwuJiencus njaoxo noAnasanacb KOHTPOJIO,
HECMOTPS Ha Ha3Ha4YeHue Makcumym YeTbipex AII no-
cneaoBaTenbHO UM OLHOBPEMEHHO. BONbWMHCTBO Na-
LMEHTOB MOnyYann KeTOreHHyw AUeTy, OJHaKO peTpo-
CMeKTNBHAA OLeHKa ee aPEKTUBHOCTK Bbina 3aTpya-
HeHa. BanbnpoaT Hatpus nonyd4anu 25 60NbHbIX. Y
0AHOro nauymeHta ¢ mytaumen POLG1 yepe3 1 Hegento
NneYeHns passBunacb 0CTpas nevyeHo4Has HepdoCTaATOM-
HOCTb, €My NpOu3BeLeHa TPAHCMJIAHTALNA NeYeHu, HO
HECMOTPSA Ha 3TO OH Noruo.

JletanbHblil ncxof HacTynun y 23 nauneHtos (45%)
— B CpefHeM Yyepes 21 mec. nocrie Ha4yana anuenTuye-
CKuX npuctynos (c megmaHoin 9 mec.). B 20 cnyyasx
(95%) npu4mHOM cMepTy cTana HeBpOJOTMYecKas ae-
KomneHcaums [8].

Takum o6pasom, gedpektsl MAL, moryT obycnosnu-
BaTb JOBOJIbHO LUMPOKUIA KIMHUYECKWUI CNEKTP anunen-
CWiA: OT BMNOJTHE KypabesibHbIX C/ly4aeB cuHapoma BecTa
J10 3NUNenTUYecKoro cratyca C neTanibHbIM MCXOA0M.
[pocnexunsaetca onpefefieHHas B3aMMOCBA3b MeXAy
TAXKECTbIO TEYEeHUA U pe3ynbTatamn 6UOXUMUYECKUX 1
MOMNEKYNAPHbIX UCCrefoBaHuii. Hanborsee TSXXeNbIM Te-
YeHWEM XapaKTepu3ylTCs CO4YeTaHHAs HemocTaToy-
HOCTb HecKosbKux komnsiekcos ML, n cuHapomel «unc-
ToweHunsa» mTOHK.

OcobeHHocTn HasHavyeHus A3l npu anunencun y na-
ymeHToB ¢ Mb. Banbnpoatbl OO/MKHbI MPUMEHSATLCSA C
OCTOPOXXHOCTbIO, B psfle CIly4aeB UX Ha3Ha4YeHue cneay-
€T OrpaHnynTb. OHM NPOTUBONOKA3aHbI MPU CUHAPOMAX
«uctoweHns» MTOHK, Anbnepca-lyTTeHnoxepa us-3a
pucka pa3BuTus OCTPON renatotokcuyHocTu. G apyron
CTOPOHbI, NOCJIe OTMEHbI BaNbNpoaToOB BO3HMWKAET onac-
HOCTb Y4alleHUs U yTsXKeNeHUs MpucTynoB. B Takmx
C/lyqasnx X NpUMeHeHne MoXXeT 6bITb MPOAOJIKEHO NpY
O0[JHOBPEMEHHOM Ha3Ha4eHWu npenaparos L-kapHUTUHA
[12]. L-KapHWTUH ABNAETCA XU3HEHHO BaXHbIM [A1iA
PYHKUNN KNETKM aMUHOKWCIOTHbIM BUTAMUHONOA06-
HbIM COEAVHEHNEM, ABNALWUMCA KODEPMEHTOM 00Me-
Ha XXWUPHbIX KucnoT. 06ecneynBaeT TPAHCMOPT XUPHbIX
KWCIOT B MUTOXOHAPWMK, CNOCOOCTBYET 6aniaHCy Mexay

aAUMNKAPHUTUHOM N aunI-KOIH3UMOM A 1 yNpasJieHNto
(hepMEHTATUBHbIMA  OEACTBUAMU CEMbU KAPHUTUH-
3aBucuMMbIX auunTpaHcdepas [16]. BeTpevarowmincs B
npupofe L-nsomep ABASeTCA 6MONOrMYecKn ddPdeEK-
TWBHbIM BeLeCTBOM, a D-n3omep — HeaKTUBEH, U [aH-
Hbll  (pakKT  onpenenset KayeCcTBO  Npenapartos
L-KapHMTUHA MO HANMMYWKD WMEHHO aKTWBHOIO Bellle-
CTBa. L-KapHWTWH 06f1afaeT Le3UHTOKCUKALWOHHLIMU,
aHab0INYeCKUMUN, AHTUOKCMAAHTHBIMU, HERpOnpoTeK-
TUBHbLIMM CBONCTBAMM.

N3 aHTnanmnenTn4yeckux npenapaTos NPOTEKTUBHOE
B/INAHNE HA MUTOXOHLPWUM MOXET 0KasblBaTb Namo-
Tpuaxuu [10]. JleBeTupauetam adpdekTUBeH B Tepa-
MU MUOKITOHUYECKUX MPUCTYMOB M MOXKET 1aBaTb Npe-
XOOAWMNA NONOXUTENbHbIA 3MEKT Npu CUHAPOME
MERRF [13]. BaxxHbiM thakTopom npu Bbibope Al sB-
NAETCs ero NepeHocuMOoCTb, OTCYTCTBUE CPeSn N060Y-
HbIX 3 PEKTOB COHMMBOCTU, HEraTUBHOIO BAMAHNSA HA
ncuxmyeckyto cdepy, QyHKLUM MO3Xedka. bnaronpu-
ATHBIM NpodunemM adEeKTUBHOCTY / MEPEHOCMMOCTH
npu anunencumn y nauneHtos ¢ Mb o6nagaer okckap-
6asenuH [14].

[onoxuTenbHoe feNCTBNE KETOrEeHHON JNETbl MOXET
6bITb CBA3AHO KaK C MPOTUBOANWUIIENTUYECKUM AENCTBU-
eM, TaK M MepexooM Ha anbTepPHATUBHbIA WCTOYHUK
3Heprun. OgHaKo 3TOT MeTOZ He AaeT CTOWKOro U 3Ha4K-
TeJIbHOr0 yJly4LleHns B cocToaHuy naumerntos ¢ MB [11].

[OnuTenbHOe Ha3Ha4YeHne (PeHUTONHA He PEKOMEHAY-
€TCA 13-3a BbICOKOW HaCTOTbl NO60YHbLIX 3P EKTOB, HO
MOXET 0Ka3aTbCs HEN36EeXHbIM B CBA3M C (hapmakope-
3UCTEHTHbIM Te4eHuem anunencun. OeHUTOUH Takxe
NPUMEHSETCSA NPU JIEYEHMN INUNENTUYECKOro crartyca
[14]. BeHsonnazenuHbl JOJKHbI MPUMEHATLCA C O0Nb-
LLIOW OCTOPOXXHOCTLI Yy NauneHToB ¢ gedpektamu ML n
CNaboCTbio AbIXaTeSIbHON MycKyNaTypbl (0CO6EHHO Npu
JIEYeHNMN ANUNENTNYECKOro cTaTtyca v NPoBeLEHNN aHe-
cre3un) [14]. MHekymmn v germgparaumnsa MoryT npoBso-
LUMpoBaTh 3NWUIENTUYECKNE MPUCTYNbl Y MALWEHTOB C
MB. 3Tux cutyaunin cnegyet nsberatb U Npu Heobxoaun-
MOCTK 6e30TN1araTesibHo NPOBOANUTL COOTBETCTBYHOLLYIO
Tepanuio. Momumo A3l noka3aHO MPUMEHEHWE KOM-
MJIEKCHOW MeTabonm4ecKoi Tepanuu.
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EPILEPSY IN CHILDREN WITH MYTOCHONDRIAL DISEASES: DIAGNOSTICS AND TREATMENT FEATURES
Zavadenko N.N., Kholin A.A.

GBOU VPO Russian National Investigational Medical University named after N.I. Pirogov, Ministry of Health and Social
Development of the Russian Federation (Moscow)

Abstract: Mitochondrial diseases (MD) represent a large clinically heterogeneous group of disorders that arise as a result of
dysfunction of the mitochondrial respiratory chain. The article discusses clinical features of the MD, accompanying by
epilepsy. Two case reports are presented of MELAS syndrome and Alpers-Huttenlocher syndrome. The genetic background
of MD is discussed as well as methods for establishing the diagnosis of MD and peculiarities of antiepileptic therapy.

Key words: Mitochondrial diseases, epilepsy, MELAS syndrome, Alpers-Huttenlocher syndrome, antiepileptic drugs
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