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Pedepar. Onmcan ciay4ali MEUTOXOHAPHATIBHOM LUTOMATHH,
OCOOEHHOCTSIMH ~ KOTOPOTO  SBJSIETCS Haluuue paHee He
omucaHHOW MyTtanuu wmuTtoxoHApuansHoi JIHK, d¢eHomena
AQHTHLUNAIMNA ¥ KIMHUYECKH IPOSBHUBIIETOCS CHHAPOMOM
JICBOCTOPOHHEH reMuAnCTOHUU. B 0030pHOM yacTu NpHUBEAEHBI
COBpPEMEHHbIE TIPEACTaBIeHHs 00 OJTHOJIOTHH, IIaTOTeHese,
KIMHUYECKUX MPOSABICHUSAX, METOJaX AUArHOCTUKH W JICICHHS
MUTOXOHApPHUAJIbHBIX LIPITOI'[aT]Aﬁ.

KnroueBsle  cimoBa:  MHUTOXOHApHUAnbHAas  LUTONATHSA,
MBIIlIEYHAsl AUCTOHUS, MyTalust MUToXoHApuansHoi JTHK.
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A case of mitochondrial cytopathy, which feature is the
presence of previously described mutation of mitochondrial
DNA, the phenomenon of anticipation and clinically manifested
syndrome of the left-side hemidystonia. In the review section
there are presented the modern concepts of etiology, pathogenesis,
clinical manifestations, diagnosis and treatment of mitochondrial
cytopathy.
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WUTOXOHJIpHANIbHBIE 0O0JNe3HN (LUTOTIATHH)

(ML) mpencraBisiroT co00ii TeTEPOTEHHYIO
IPYIIY CHUCTEMHBIX PAacCTPOMCTB, OOYCIOBIEHHBIX
MYyTalsIMM  MHUTOXOHIPUAIBHOTO WJIM  SIEPHOTO
TEHOMa, KOTOpHIE TMOPAXalT MNPEUMYIIECTBEHHO
MBILICYHYI0O W HEPBHYIO CHCTEMBI, HMEIOIIHUE
HauOOoJNBIINe dHEpreTHYecKue noTpedHoctu [8]. ML
TaKXe MOTYT OBITh OXapaKTEPHU30BaHBI Kak 3adosie-
BaHUsI, 00YCIIOBJICHHbIE TCHETHUECKUMHU JeeKTaMHu,
MPOSIBISIOIIMMUICS HapyLIEHHEM 3SHEPreTHYECKOro
oOMeHa B KJeTke. MUTOXOHIPUHU OTHOCATCS K aBTO-

HOMHBIM OpTaHeJUIaM — B WX MaTPUKCE COAEPIKUTCS
COOCTBEHHBINI TEHOM, IPEACTABICHHBIN KOJBIIEBOM
monekynoit JIHK GakrepmanpHOrO THIA. MHUTOXOH-
npuanbHas JIHK (MmtIHK) genoBeka — 3T0 KoibIieBas
JIBYXIIETTOUCTHAS MOJIEKyJIa, cocTostas u3 16569 map
HYKJICOTHUIOB, KOTOpasi COMEp>kuT 37 TeHOB: 22 reHa
tpancnoptHeix PHK, 2 rena pubocomansaerx PHK
u 13 cyObenuHHI KOMIUIEKCOB IBIXaTSIIHbHON IICTIH:
nmuroxpoma b, AT®azp, muTOoXpoM-C-OKCHIA3HI,
NADH-nerunporenassl. B kax10ii MUTOXOHApPUH,
KaK TPaBWJIO, COIEPKHUTCS HECKOJbKO KOMHUil ee
TeHOMa, a KaKJas KJIeTKa pacrojaraeT HeCKOJIbKUMHU
JeCATKaMH WIIA COTHSIMH MHTOXOHIIpHH [2, 9].
HacnenoBanue MyTanuii B MUTOXOHJIPHUAJIbLHOM
T€HOME HOCHUT 0COOBI XapakTep. Ecim reHsl, 3aKimo-
yeHHble B saepHor JIHK, netu mosy4aroT mopoBHY
OT 00OWX POAMTENEH, TO MUTOXOHJIPHAIHHBIE TE€HBI
MepearoTcsl TOTOMKAaM TOJBKO OT Marepu. ITO
CBSI3aHO C TE€M, YTO BCIO ITUTOILIa3MY C CONEpIKaIlH-
MHUCSI B HEH MHUTOXOHAPUSMH TOTOMKH ITONyYarOT
BMECTE C SIHIIEKJIETKOM, B TO BpeMsl Kak B crepma-
TO30MJaX IMTOILIa3Ma IPAKTHYECKH OTCYTCTBYET.
ITo sTO¥ MpHUYMHE >XKEHIIUHA C MUTOXOHAPHUAIBHBIM
3a0oneBaHNEeM TepenaéT ero BCEM CBOWM IETIM, a
0ONMBHON MYyXYHWHA — HET. B HOpMaJIbHBIX YCIOBUAX
BCE MUTOXOHIPHUU B KJIETKE HMEIOT OIMHAKOBYIO
kormmio JIHK — 3T0 cocTosiHMEe HAa3BIBAaIOT TOMOILIA3-
mueit [2, 10] Ho Tak Kak B MHUTOXOHIPHUSIX IPOHC-
XOJIUT MPOIIECC ABIXaHUS, YTO CBSI3aHO C TOBBIIIICHUEM
00pazoBaHUs aKTUBHBIX (OpM KHcCIopona (OKCH-
JMAHTHBIA CTPECC), MUTOXOHAPHAILHBIN TeHOM OTJIH-
4aeTcsl BRIPAKEHHONW HECTAOMIBHOCTHIO, ITO3TOMY B
HEM HEPEJIKO B TEUCHHE KU3HU WHANBH/IA BOZHUKAIOT
MyTaiuu. Kpome Toro, psn MyTauuii MUTOXOHIpH-
aJbHOTO T€HOMa MOXKET OBITh TepellaH 1O Hacles-
CTBYy OT Marepu K peOEHKY W Jajiee YMHOXaTbCs
MyTEM JIeJIEHUs] OpTaHeIlI, COAepKAIIUX MyTaHTHYIO
JHK. BcnenctBue mapaiieiabHOTO CyIIECTBOBAHUS
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B OJIHOM KJIETKE MYTAaHTHOM MU HEMYTaHTHOM MHTO-
xoHnpuansHoit JIHK Bo3HHMKaeT rereporia3zMus,
KOTOpasi OIEHMBAETCA IO J0JI€ MyTaHTHBIX IIEMOYEeK
JHK. IlenerpanTHOoCTh (94acToTa (EHOTHITHYEC-
KOTO TIPOSIBJICHHUSI) M OKCIPECCHUBHOCTEL (CTETICHB
BBIPQXCHHOCTH TIPOSIBIICHHS) MHTOXOHAPHAITBHBIX
MyTalui BapUPYIOT B IIMPOKUX MIPE/IeIax U 3aBUCAT
OT MHOTHX ()aKTOPOB, HO TJIABHBIM 00pa3oM OT TeHO-
THTIA ¥ YPOBHS T€TEPOIIa3MHUA. ITH CIIeHPIIecKue
XapakTepucTuku mutoxoHapuaisHoit JIHK mosso-
JISTFOT MYTAIlMsIM HaKaIUTMBaThCsl B TEUSHHE KU3HMU,
dhopmupys penorun Hocurens [3, 5.

K macrosmemy BpeMeHH ONHCAaHO MHOTO BapHh-
AaHTOB  HApyIIEHUS TIpollecca OKHUCIUTEIHHOTO
dbochopmmpoBaHUsT B MHTOXOHIPHSAX UETOBEKA.
deHoTHITHYECKOE TIPOSIBIICHUE AeeKTa MOKET OBITH
00yCJIOBJIEHO aHOMAaJMEH OMHOTO WM HECKOJIBKHX
OEITKOBBIX KOMIUIEKCOB. MUTOXOHIPUH HOpPMaJbHBIE
W C HapyImIeHHOW (QyHKIIMEH MOTYT COCYIIECTBOBATh
B OJTHOM KJIeTKe. 3a CYeT MEepPBBIX OHA MOXKET HEKO-
TOpoe BpeMs GyHKIIMOHUPOBaTh. Eciu xe mpomxyKius
SHEPTUHM B KIETKE MaJaeT HWXKE OIPeaeIeHHOTO
[opora, TPOWCXOIUT KOMIICHCATOPHAsT TpOiHde-
pamusi BCeX MHTOXOHIPHHA, BKIIOYas ae(eKTHEIE.
[Ipu sToM B XydmieM TOJIOKEHWH OKa3bIBAIOTCS
KIIETKH, KOTOpBIE TOTPEONSIOT MHOTO OJHEPTHH:
MBIIIIEYHBIE BOJIOKHA, KAPIUOMHUOIUTHI, HEHPOHHI [ 7,
12] Takum 00pa3oM, MpH HATHUYIUHA HEBBIPAKEHHOMN
reTepoIUIa3MiH MYyTalluyd MOHaJajly MOTYT BOOOIIE
HE MMETh BHEIIHUX MposiBieHui. Ha mpaktuke 310
MposBIIsieTcs Ooliee Wik MeHee IITNTEeTFHBIM OeCCHM-
NTOMHBIM TIEPUOJOM TIPM MHOTHX MHTOXOHIIPH-
anbHBIX 3a0onmeBaHmsaX. OAHAKO HACTYITaeT MOMEHT,
Korma nedekTHsie GOPMBI HAKATUIMBAIOTCS B KOJH-
YEeCTBE, JOCTATOYHOM JUISI TIPOSBIICHUS MATOJIOTHYe-
CKHMX TIpH3HaKkoB. Bo3pact manmdecranmu 3adoie-
BaHUS Y pa3HBIX OONBHBIX BaphHpyeT. PaHHee Hadaso
3a00JIeBaHMS TIPUBOIUT K O0JIee TSHKETIOMY TCUCHHIO
1 HEYTEUTUTEIPHOMY IPOTHO3Y [1, 12].

MyTanuin MHUTOXOHAPHAIBHOTO Te€HOMa MOYKHO
YCIIOBHO pa3ieNNTh Ha 2 THUTIA: XPOMOCOMHBIE (CTPYK-
TypHBIE TIEPECTAHOBKH — AYTUITMKAIUWA W JEIEIHH,
KOTOPBIC OOBIYHO SIBIIIOTCS CIIOPAIWYSCKUMH) H
reansle (Mytamuu OenkoB, TPHK, pPHK, 3arparu-
Barorie 1 HyKJIEOTH, B CBOIO OYepensb MOoapasie-
JISFOITAECS Ha MHKPOJEIICIIUN/MHCEPIIUH W OJIHO-
HYKJICOTHIHBIC 3aMeHBI) [S5, 7]. B 3aBucumocTn ot
MopaxeHus Wiu mytanuu reioma MI[ Moryt umeTs
MEHENICEeBCKUE WIJIM MHUTOXOHJPHAIbHBIE THIIBI
HacienoBanus. [ 1o Tuy HacIe10BaHNS BRIACTISIOT TPH
OCHOBHBIE TPYNIBl MHUTOXOHIPHUAJIHHBIX OONE3HEH,
KOTOpBIE BKJIIOUAIOT, B CBOIO OY€penb, HECKOIBKO
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TOTPYIITI, OTIPEAETIIEMBIX COYETAaHUEM ITHOJIOTHIEC-
KHX ¥ TTAaTOT€HETHYECKUX (PaKTOPOB.

Mamepunckoe (yumonnasmamuueckoe) Hacie-
O0osanue. 3a00eBaIOT Bce NeTH (OpaThs, CECTpPHI),
poXneHHBIE OONBHON keHmuHOWH. Cpemm HHX
HanOojiee W3BECTHBI HACIEACTBEHHAs arpodus
3pUTEeNbHBIX HepBoB Jlebepa, cumHmpom NAPR
(HeBpoTIaTHs, aTakCHs, NUTMCHTHBIH pPETHHUT),
CHUHJIPOM MERRF (MUOKIIOHYC-3ITHIIETICHS,
«pBaHBIC» KpacHBIC BOJOKHa M cuHApoM MELAS
(MUTOXOHApPHATRHAS dHICHATOMHUONATHS, JIAKTaT-
aruI03, HHCYIBTOMIOTOOHBIE ITH30THI).

Menoeneesckoe (aymocomHo-0omMunanmmoe,
aymocomMHo-peyeccusroe, X-cyenieHHoe) Haciedo-
sanue. 1lpu ayToOCOMHO-ITOMUHAHTHOM THUIIE HACe-
nmoBaHus 3aboneBaroT 50% merel, pOXAEHHBIX OT
OOJNBHBIX MY)KYMHBI WINM >KeHIMUHBL. [lpm ayto-
COMHO-PEIIECCHBHOM HACJeZ0BaHWU Oomeror 25%
JIeTe, POXIEHHBIX OT 3J0POBBIX POJUTEIEH.
IIpu X-cuemnjaeHHOM pelecCUBHOM THUIIE HAacleno-
BaHHs 3aborneBatoT 50% cwiHOBeH, a 50% modepeid,
POXIEHHBIX 30POBOM MaTephio, SIBISIOTCS 3I0pO-
BBEIMH HOCHUTEISIMH MyTaruu. Hanbosnee m3BecTHBIC
KITMHIYECKHEe (hOPMBI C TAKIM THUTIOM HACIIEOBAHUS —
cuaapoM Jlu (momocTpas HEKPOTH3UPYIOIIAs YHIIE-
(damoMmuernonatrs) U CHHAPOM AJbIiepca (mporpec-
CHpyIOIIas  CKIIEPO3UpYyIoMmas  TOTUAUCTPODHS).
Araxcuto @puspeiixa He oTHOCAT K rpynne MII, Tak
KaK TIPH HeWl CHHTE3 MUTOXOHAPHAIBHBIX OSIKOB HE
HapyIIaeTCs, a MPOUCXOIUT IIePEeTrpy3Ka» MHUTOXOH-
JIPHI JKEJIe30M HM3-32 HapyIIeHUsS BEIPaOOTKH TpaHC-
mopTHOTO Oeka paTakCHHA.

Omnucansl cnopaouyeckue cayuau ML, pu sTOM
OTCYTCTBYIOT IIOBTOPHBIE CIIy4ad 3a00JIeBaHUS B
cempe. Hambomnee pacmpocTpaHeHHBIE KIMHHYECKU
BBEIpaKEeHHBIE cocTostHUS — cuHapoM Keprca—Cetipa
(mporpeccupyromiasi HapyXHas 0QTaIbMOIUIETHS,
MUTMEHTHBI PETHHHT, aTaKChs, WHTEHIIMOHHBIN
TPEMOP) M XpOHUUECKas Iporpeccupyromias odraib-
Moruterus [2, 7].

Jns ocHoBHBIX (opm MIl XapaktepeH psn
YHUBEpPCAIbHBIX JTUATHOCTHYECKHX TECTOB, ITO3BO-
JSIOMMX TIOATBEPAUTh (PAKT MHUTOXOHIPHATHEHON
TUCGYHKIINY W HapyIIEHWE YHEPreTUYecKoro MeTa-
O6omm3sMa. K HUM OTHOCST NakTar-anumao3, GeHoMeH
«pBaHBIX KpAacCHBIX BOJIOKOH», BBISBIAEMBIH TpH
TUCTOXUMHYECKOM HCCIIEIOBAaHUHU IePUIUT IUTO-
xpoM-C-0KCHIa3bl B MBIIIEYHBIX BOJOKHAX U JJIEK-
TPOHHO-MHUKPOCKOTIMYECKHE TPHU3HAKH TaTOJOTHH
MHUTOXOHIpHHA (aHOMaNN (JOPMBI ¥ pa3MepoB, Hapy-
meHne KOH(UTYpanmuyd KPUCT, HAJIMYUE ITapaKpric-
TAIUTMIECKUX BKITIOYCHHH ) [2, 8].



CIIYYANL MUTOXOHJPUAJIBLHOU IIUTOIATUN C PAHEE HE OIIMCAHHOM
MVYTAIIMEA MUTOXOHJPUAJILHOW JTHK C CUHAPOMOM T'EMWJMCTOHUU

[IpuBOIKMM KIMHUYECKOE OMUCAHUE CIIy4asi MUTO-
XOHIPHUAJIBHON LUTONATUU C BUTaTEJIbHBIMU Hapy-
LIEHUSIMU B BUJIE CUHAPOMA JIEBOCTOPOHHEU TeMUIUC-
TOHHH.

[MammenTtka 3. B Bo3pacte 41 roma B 2013 1. Haxomu-
nack B HeBposioruyeckoM otaeneHuu I'Kb Ne5 r. Mocksbl
C AMArHO30M: MHUTOXOHJpHAJIbHAS LUTONATHS; CHHIPOM
JI€BOCTOPOHHEH TeMUANCTOHNH; TPEBOKHO-AEIIPECCUBHOE
pacctpoiictBo. IlanmeHnTtka »amoBajach Ha OIIYIICHHE
CTATHBAaHMSA B JIEBBIX KOHEYHOCTSX, HATOJIOTHYECKYIO
YCTaHOBKY JICBOM KHCTH, IOIBOPAYMBAHNE JIEBOW CTOIBI
KHapy>Xd Tpu Xoap0e, oOmIyro ciiaboCTh, COHIMBOCTh H
YTOMIIIEMOCTb.

Kinnanko-reneansornyeckuii  anaam3. IlanueHTka
SIBJISIETCSI BTOPBIM PEOEHKOM B CEMbE, POXKIEHHBIM MaTePhI0
ot nepBoro Opaka. lmeer crapmiero popHoro o6para. Ot
BTOpOTO Opaka MaTepH y MalMeHTKH eCTh MJilajue opar
u aBe cectpbl. HU co cTOpOHBI Marepu, HU CO CTOPOHBI
OTIa, a TaKXkKe y OpaTbeB M CecTep KaKHX-THOO ITpOsiB-
JIeHW# JaHHOI naronoruu HeT. bonbHas 3aMyXeM 1 UMeeT
2 CBIHOBEH, Y KOTOPBIX BBISIBIICHA MOJI00HAsI TeHETHYECKast
naronorust. Crapmmii pebeHok 3a0oen B Bo3pacre 2 JIeT,
B HacTosllee BpeMs eMy 9 JIeT, B KIIMHUKE — CMEIIaHHBIN
UpaMUIHO-3KCTPAaMPaMUIHBIN TeTpanapes. [1pu nmpose-
nean MP tomorpaduu royioBbl y Hero ObUTH BBISBIEHBI
TaKue ke, Kak U y MaTepH, N3MEHEHHs B 00JIaCTH MOAKOP-

I (M)
U/

I

I

‘ . Bbonbabsie MIT

Puc. 1. PogocioBHasi NallHEeHTKH.

W3 anamHe3a 3a00yeBaHUs] U3BECTHO, YTO YKa3aHHBIC
BBIIIIE JKAJIO0BI OTMEYAIOTCSI B TEYCHHUE JIOJTOT0 BPEMEHH.
Co cJIOB MaIyeHTKy, B 5-IeTHEM Bo3pacte y Hee MOsBH-
JIOCh YYBCTBO CTATHBaHHS B JICBOW KHCTH (KHCTh HETIPOH3-
BOJIbHO CTPEMMUJIACH CHKATHCS B KYJIaK) MOCJIE CTPECCOBOM
CHUTYAIMU CO B3STHEM KpOBH u3 najpla. Co BpeMEeHeM 3TH
CHMIITOMBI TPOIUTA. B J€TCKOM M LIKOJHHOM BO3pacTte
OHA aKTUBHO 3aHMUMAJach CIIOPTOM, BXOIWJIA B COCTaB
BOJIEHOOIBbHOM M 0acKeTOOIBLHON KOMAaHI M HE HCIIBITHI-
BaJia MpobJIeM ¢ IEPEHOCUMOCTHIO GU3HIECKUX HATPY30K.
B Bo3pacte 20 neT y Hee CHOBa CTaJI0 BO3HUKATH HEIIPOH3-
BOJIbHOE C)KATHE JICBOM KUCTH B KyJIaK. 3aTeM OHA OTMETHUIIA
TOSIBJICHHE TATOJIOTHYECKOW MOABMYKHOCTH B Mex(danaH-
TOBOM CyCTaBe JISBOr0 MHU3MHIIA C AajbHEHIINM 00pa3o-
BaHUEM KOHTPakKTypsl. B 32-meTHeM Bo3pacTte y GONBHOM
BO3HUKJIM TPYAHOCTH C ThUIbHBIM CTHOaHUEM JIEBOH CTOIIBI
TIPU IPUCEIAHNH, CITYCKe IO JIECTHHUIIE (Tepsijia TAouKH ).
B Bospacte 33 ser (2004 1.) UMenu MecTO JBa SIMH307a
MOTEPH CO3HAHMS C UCITyCKAHHUEM MOYH.

KOBBIX siJiep, HO ¢ AByX cTopoH. MP Tomorpadus pebeHka
B TMHAMUKE, a TaK)Ke JaHHBIC aHAMHE3a U KIMHUYIECKOH
KapTHUHBI ITO3BOJIMIIN OATBEPAUTH KIMHUYECKUN THAarHO3
CEMEHHOTO CITy4as MUTOXOHAPHAIBHON 3HIIe(haTonaTuu ¢
MaTepUHCKUM THIIOM HacJIeJJoBaHWA. Muaamui pebeHoK
3a0o07enm B BO3pacTe IOCJIEe OJHOTO Toja, B HACTOsIIee
BpeMs eMy 6 JIeT, y Hero Takas JKe KIMHUYeCKas KapThuHa.
I'eneanornyeckoe APEeBO MAIMEHTKH MPEACTABICHO Ha
puc. 1.

HespoJsornyecknii craryc. IlpusnakoB HapyiieHus
CO3HAHUS, CHIDKCHHS KPUTHKH K CBOEMY COCTOSHHIO,
JIe30pUeHTalU HeT. TpeBoxHa, acTeHU3upoBaHa. [ unep-
ruzpo3 JagoHei. OyHKLMs YepenHo-MO3rOBbIX HEPBOB HE
HapymeHa. [Tape3oB HeT. CyxoXHIbHBIE  IEPHOCTATBHEIC
pedrekcsl Ha pykax oxuBIeHbl D>S, ¢ Hor — xwuBbIe, D=S.
B neBoil kucTH OTMEYaeTcsl OUCTOHUYECKAs YCTaHOBKA
B BHIE OTBEACHHUA (pajaHrm cycTaBa OONBIIOTO MajbIla
KHapyxu. B 1eBoM MH3HHIIE olpenenseTcs crudaTenpHas
KOHTPAKTypa, B JICBOM TOJICHOCTOITHOM CyCTaBe — OTpaHU-

93



T.A. UBAHOBA, M.T". TIOJIYOKTOB, T.B. ®UJIUIIIIOBA, B.JI. TOJIYEEB

YEHUE JIBUIKEHUH B CTOPOHBI. MBIIIEUHBINA TOHYC B JIEBBIX
KOHEUHOCTSIX MOBBIIICH IO IIacTH4YeckoMy THiry. [loxonka
napeTuyeckass — JieBasi HOra OTCTaeT MpH Xo/b0e (MoaBo-
JIaKuBaeT HOry). UyBCTBUTEIBHOCTh He HapyuieHa. Koop-
JMHATOpPHbIE MpoObl (IaJbLIEHOCOBYIO, Naliblie-yKa3a-
TEJBbHYI0, MATOYHO-KOIEHHYIO) BBIOTHIET C WHTCHLUEH
¢ nByx crtopoH. Tect PombGepra orpunareneH. Ta3oBeie
(YHKIUU KOHTPOJIHPYET.

Pe3ynbTaThl MHCTPYMEHTANbHBIX METOAOB HCCJIe-
noBanust. [To nanaeiM MP Tomorpaduu ronoBHoro mo3ra,
cnenannoit B 2005 1., y 00bHOW OBUIM BBISIBJICHBI KHUCTA
npaBoii remucdepsl, HaubdoIee BEPOSTHO, MOCTUILIEMHYEC-
KOI0 XapakTepa U PETEHLUUOHHAs KUCTa IIPAaBOM raiiMo-
PpOBOI IA3yXH.

Puc. 2. MP TomorpamMmma roJioBHOro Mo3ra nauueHTku 3.
YBenuyeH ypoBeHb HHTEHCMBHOCTH curHaja B T2 pe:kume
B 00JIACTH MOJAKOPKOBBIX siiep NPaBoro moJymapus.

B 2007 r. 8 HUU nelipoxupypruu um. H.H. Bypnenko
MallMeHTKe BHOBH Oblta mpoBeneHa MP Tomorpadums.
[o pesynpraram uccnenoBaHus ObIIIM OOHAPYXEHBI JieTe-
HEepaTUBHBIE M3MEHEHUs JICHTUKYJISPHBIX S/IEp CIIpaBa,
IIPY 3TOM B TOPKEHHBIX CTPYKTYPax TakKe BBISBICHBI
MIPU3HAKH JIOKAITBHOTO IUTOTOKCHYECKOTO OTEKa M OTMe-
YaJicsl NMaToJOTW4ecKuii muk sakrara npu MP crmekrpo-
ckortnu. Ha MP ToMorpaMMe ronoBHOro Mo3ra, CA€1aHHOU
B 2014 1. (puc. 2), B TOM uncie B pexume auppy3noHHO-
B3BenIeHHoro n3obpaxenus (DWI), oOpamano Ha cebst
BHUMaHHE HAINYNE YETKO OTPaHNIEHHOM 30HBI MEJIKOKHC-
TO3HOTO TIEPEPOXKICHNS, CEJIEKTHBHO JIOKaJM30BaHHON
B TpeZesax CKOpIYIBI IpaBoro nosymapus. Ilepemunii
OTZEJI 30HBI TOPAKEHUSI XapaKTepU3yeTCsl BBIPaKEHHON
pectpuknmein nuddysnn. Taxke BBISIBICHBI arpoduye-
CKasl pelyKIUs ¥ aHAJIOTHYHbIE, HO MEHEE BBIpa)KCHHBIE
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MEIIKOKHCTO3HBIE JIereHepaTHBHBIE N3MEHEHNUS B TOJIOBKE
JIEBOTO XBOCTATOTO Spa. DTH N3MEHEHHUS PaClEHUBAIOTCS
Kak JIereHepaTHBHAs HyKJICOaTHS.

Koncyabranusi meuxuarpa. Y NanueHTKH HMEETCS
CMEUIaHHOE  TPEBOXHO-AEIPECCHUBHOE  PacCTPOMCTBO
HEBPOTHYECKOTO reHe3a Y aKLIEHTYHPOBAHHON JIMYHOCTH

I'enernueckoe wucciaenosanue. B 2010 . B mabo-
paTtopuy HaCJIEACTBEHHBIX Ooyie3Hel OOMEHa BelecTB
Menuko-reHeTrndeckoro HaydHoro IieHTpa PAH Oputo
OCYIIECTBIIEHO TEHETHYECKOE HCCIIeIOBAaHUE IMAlMEHTKN
u ee oboux ceiHOBeH [5]. Meromom mpsMoro Hepaauo-
AKTHBHOTO CEKBEHHWPOBAHUS IPOBOIMWICS aHAIM3 MHTO-
xouapuansHoi JJHK B 00mactsax, KOmMpyOMIUX TpaHC-
noptabie PHK MuTOXOHApHil, CYOBCOTUHHIEI — MEPBOTO
KOMIUTEKCa JbIXarelbHor menu mutoxoHapuit (MTNDI,
MTND3-ND6), 6-10 u 8-10 AT®azs1 (MTATP6, MTATPS),
a takxke cyopeamuuubl Tperbero (CytB) m gerBeproro
(COll, COIII) xommutexcor A1l muroxonapwii. JJHK maru-
EHTKH OBUITO BEIICTICHO U3 KJIeTOK KpoBH. B paitone MTND1
oOHapyXeHa paHee HE OMUCcaHHas 3aMeHa m3945 C>A
B COCTOSIHMHM rereporurasmun (oxoino 80% 1o myraumu).
IIpu mpoBenennu uccnenoBanus 3tor obmactu mtIHK y
CHIHOBEH MMAllMEHTKN JaHHAs 3aMeHa OOHapyXeHa B TOMO-
IUIA3MHYECKOM COCTOSIHUM. JlaHHAs 3aMeHa IIMUTO3WMHA Ha
aneHuH B nonoxkeHuu 3945 mt/IHK npuBonut k 3ameHe
B NOJIMIENTHIHON LEenu NepBoil CyOBeTUMHUIBI TIEPBOTO
KOMIIJIEKCA JIBIXAaTEIbHON e MUTOXOHAPHHA aMUHOKHC-
notHoro octarka moneiuaa (Ile) nHa metnonun (Met) B
nonoxkenun 213. OOnapyxeHHas Mmyramus m3945 C>A
(m.MTNDI Ile213Met) 6p11a paciieHeHa KaK ImaToreHHas,
MpUBE/IIAs K PA3BUTHIO CTPYKTYPHOTO TIOPAKEHHSI TOJIOB-
HOTO MO3ra 1 (JOpMHUPOBAHUIO CHHIPOMA TEMUANCTOHUH.

B ornmenennn mammeHTKa moiydanga Merabonmdec-
Kyl0 Tepamnuio (MHJIbramMma, LepeOpOoIn3uH, HOOTPOIINII,
KO9H3UM Q, pHUOOKCHH), MHOpEIaKCaHTH (OaKiodeH) c
YMEPEHHBIM TOJIOKHUTEIBHBIM 3()(EKTOM B BUAE YMEHb-
LIeHUs 00IEeN cl1aboCTH.

B nanHoM ciyyae Mbl MMeeM €0 € KJIMHU-
YECKUM ONHCAHHEM OTACIbHONH (POPMBI MHUTOXOH-
JpUaTbHOW IMTOMATHH, (EHOTUIMHYECKH OIM3KOU
k cunapomy Jlu (Jlu-momoOuelii cuuapom) [5],
MPOSIBUBIIECHCS CHHIPOMOM JIEBOCTOPOHHEH TreMu-
muctonnu. Cuaapom JIu ObLT Ha3BaH UMEHEM apXH-
Bapuyca Wucturyta ncuxuarpuu B Jlonnone Denis
Leigh, xotopsiii B 1951 1. omucan u Ha3Baj JaHHOE
3a0oneBanne WH(PAHTWIBHON TOAOCTPOH HEKPOTH-
gyeckoil sHUedanonatneld. Cunapom Jlu Bkitouaer
paziuyHbBle MPOTpPEecCUpYIoIIne  HelponereHepa-
TUBHBIE 3200JIEBaHMSI C PAHHUM Ha4yallOM W Xapak-
TEPHBIMU MPOSABICHUAMU OYaroBbIX JBYCTOPOHHUX
nopakeHri ogHo i Oosee oOnacTeld HEHTPaIbHOM
HEPBHON CHCTEMBI (CTBOJA MO3ra, 3PUTEIHLHOTO
Oyrpa, TOAKOPKOBBIX Y3JIOB, MO3KEYKA, CIIMHHOTO
Mo3ra). KitmHudeckre nposiBIIEHUS 3aBUCST OT TOTO,
Kakasg 00JacTh Mo3ra noBpexzaeHa. [lopakeHHbIMU



CJIVYAL MUTOXOH/IPMAJIBHOM ITUTOIIATHM C PAHEE HE OIIMCAHHOM
MVYTALIMEA MHUTOXOHJIPUAJIBHOM JHK C CUHAPOMOM T'EMUJIMCTOHUH

00TacTIMH MOTYT OBITH 30HBI MUEITHHU3AINH, TITHO32,
HEKpOo3a, CITOHTHO3a MO3Ta, MOBPEKICHNE 00yCIIOB-
JIEHO dallle BCETO HapyIIeHHEeM Ipoliecca OKUCITH-
TenbHOTO (hocopunupoBanus u cuaTeza ATD. [l
cunapoma JIu xapakTepHa BBICOKAas T'€HETUYCCKas
TeTePOreHHOCTh: MyTaruu Oonee yeM B 20 reHax
MIPUBOAST K Pa3BUTHIO JAHHOTO 3a00IeBaHUS, BCe
TeHBI YYaCTBYIOT B DHEPreTUYECKOM OOMEHE, B TOM
gucie B (yHKIIMOHHpOBaHUHU Komiuiekcos I, II, 11,
IV u V gpixaTenbHOW UENU MUTOXOHIPHUN, a TaKXKe
KOMIIOHEHTOB MUPYBATACTHUIPOTEHA3HOTO KOMIUIEKCa
[10]. Hdus »TOro cHHIpOMa OIMHCAHBI AyTOCOMHO-
PELIECCUBHBIM U MHUTOXOHIPHUAIBHBIN THUIIBI Hacle-
JIOBaHUS, TAKXKE OH MOXCT HaONIONAThCs KaK OIUH
13 TPU3HAKOB HENOCTATOYHOCTH KoMIUIeKcoB (I-V)
IBIXaTeNbHON 1lemu MuTOXoHApui. Kimaudecku
3TOT CUHIPOM IPOSBISIETCS MOCie 6 MECAIEB >KU3HU
HapacTaloled MBIIIEYHOW THIIOTOHUEH, aTakCUel u
HHUCTAarMoM, TUPAMHIHBIMH CHMITOMaMH, O(Talb-
MOTUIErHel u arpoduel 3puTeIbHBIX HepBOB. YacTo
OTMEYAETCS MPHUCOCTUHEHNE KApAUOMUONATHH W
JIETKOTO METabOINIECKOro aIugo3a [6].

B mnpuBeneHHOM BbIlIE KIMHUYECKOM Cllydae
HMeJia MECTO TOUYKOBAsl MyTAaLlMsl MUTOXOHIPHAIbHON
JHK B o61actit ND 1, koTopas mprBesia K HapyIICHHO
CHHTE3a OJHOTO U3 OCIIKOB MTEPBOTO KOMIIIIEKCA JbIXa-
TEJIbHOW LENU MUTOXOHAPUN C COOTBETCTBYIOLIUM
HapylICHUEM JHEepreTuieckoro oomena. Iloareepxk-
J€HUEM LUTOIIa3MaTHYECKOrO XapakTepa nepeaadu
nedekra sBISeTCs Haiudue 3aboieBaHus y 000mx
CHIHOBEW OONBHOM Marepw, MPH 3TOM IPOSIBUIICS
dhenomen aHTHUIUNAIUHN (YTSDKEICHUE KIMHUYECCKUX
MPOSIBJICHUN B CJIEIYIOIIEM IOKOJCHHH), O0YyCIIOB-
JICHHBIA TOMOILIA3MUEH, YTO KIMHUYECKH BBIpa3u-
JIOCh Y HUX OoJiee paHHUM HadalioM 3a00JieBaHUsS H
0osee TSOKEIBIM TEUCHHEM.

Knuandgeckass OuUarHocTHKa  JUCTOHUYECKOTO
CHHIpOMa B JIaHHOM CJIy4ae HE BBI3BaJIa 3aTpyl-
HEHUU Jake TpU MPUMEHEHUH CTaHIAPTHBIX KpUTE-
pueB (COXpPaHHOCTh CHUIBI, MO3HBIC HapyIICHUS,
NaOUIBFHOCTh TPOSBICHUN, KOHTPAKTYphI). IIpentio-
Jlaraercsi, YTo pa3BUTHE JTUCTOHUYECKUX CHHAPOMOB
CBS3aHO C HAPYIICHUSIMHU MO3TOBOM NEATEIHLHOCTH
Ha CYOKJICTOYHOM M HEHpPOIUHAMHYECKOM YPOBHSIX
U JIOCTaTOYHO PEIKO MOXKHO HaOIIONaTh HaJMYHE
Mopdorornyeckoro cy0OcTpaTra 3TOrO CTpajaHus.
B nmaHHOM ciydyae KIMHHYECKUM [PU3HAKOM,
KOTOPBIH TTO3BOIWII MPEAONIOKUTH HAJTUIUE OpraHu-
YECKOTO MOPaKEHUS TOJIOBHOTO MO3Ta Ha KOHTpIIa-
TEpaNbHOW CTOPOHE, SBWICS XapakTep CHUHIpPOMA
JUCTOHUH (TEMUAUCTOHUSA).

I'emumucTonmnst ompenemnsieTcss Kak TUIEPKHHE3
BOBJICKAIOIICH MBIIIIIEI OAHOM MOJOBHHEI TEJIA, JYaIlle
BCEro OJHOMMEHHBIX PYKH W HOTH (PEIKO BOBIEKA-
eTCs W OJHOWMCHHAs TOJOBHHA Juia). Hammame
TeMUJUCTOHUH CBUACTEIHCTBYET O CUMITOMATHYEC-
KOW (BTOPWYHOI) MpUPOAE AMCTOHUU M MOOYXIaeT
K YTOYHEHHIO MPHUPOJBI TTOPAKEHHSI KOHTpIIaTepaib-
HOoro mnonyuapusa. IIpennonoxuTenbHbl TonuYe-
CKM{ TUarHo3 B HAaOIIOIaeMOM ciy4ae — MOpaXeHHe
0a3anpHBIX f7ep, CKOPIYIbI ciipaBa. VIMeHHO ais
MOpayKeHUs1 CKOPIYIIbI HauOoJiee XapaKTepHa T'eMU-
JTUCTOHUS, peXe TPHU 3TOW JIOKAJH3aI[MH BCTpeya-
I0TCSl KpaHHWaJbHasl TUCTOHUS, TUCTOHHS KUCTU WIIN
CTOIIBI, OMUCAHBI CIIy4ad OTCTABICHHONH MHOKIIOHH-
4eCcKOM IuCTOHMHU. IIpu IBYCTOPOHHEM INOpPaXEHUU
MoO3ra B JJETCKOM BO3pacTe HaOIIOAAIOTCsl M TeHepa-
JM30BaHHBIE (POPMBI TUCTOHUH, B TOM YHCJIE OTCTAB-
JIEHHOTO Xapakrepa. Y OOJBbHBIX C JIByCTOPOHHUM
nopakeHneM 0a3abHBIX TAaHIINEB AUCTOHUS MOXET
COYeTaThCsl C NpPHU3HAKAMH TAapKWHCOHW3MA, NpHU
3TOM JTUCTOHMYECKHH TMIIEPKUHES Yallle BOBICKAET B
MIPOIECC MIEI0 M BEpXHHE KOHEYHOCTH, a MAPKHUHCO-
HUYECKHE MPOABIICHHs OoJjiee BBIPAXKEHBI B HIKHUX
KOHEUHOCTSX (PeHOMeH «KeHTaBpa»). B psme
ciry4yaeB y OONBHBIX C JUCTOHHEW, BRI3BAHHOW IOpPa-
YKEHHEM CKOPITYTIBI MJIK OJIeTHOTO I1apa, CO BpeMEeHEM
MPOUCXOJUT TpaHcHopMals KITHHHYECKON KapTHHEI
C pa3BUTHEM NPU3HAKOB NMApKHUHCOHHW3MA (THUIIOKH-
HE3WH, 3aCTHIBAHUN U T.11.).

Hamre BMmemmatenscTBO B ONMUCAaHHOM — CITydae
MaJ0 4Ye€M IOMOIVIO, KPOME YTOYHEHHS KIMHUYEC-
KOH cuMIITOMaTojiornm 3a0ojieBanus. Jleuenne MI]
BKJIIOYAET 100aBJIeHNE aJIbTePHATHBHBIX HCTOYHIKOB
sHepruu (KpeaTruH MoHoruapar, kodu3uM Q10, BuTa-
MUHBI Tpymnmnel B), cTparernto CHMXEHHUS YPOBHS
JaKTara (guxjopanerara) M (U3HYecKue yIpax-
HeHus. Hu omuH M3 3THX METOZOB HE MPOIEMOH-
CTpUpOBal cBOIO 3D (HEKTUBHOCTH HA YPOBHE J0Ka3a-
TEeIIbHOU MeaunuHbI [11].

B cragnm skcriepMeHTOB HaXOIUTCS pa3padboTKa
METOZIOB TE€HHOH Tepamuu W MaTOr€HETHYECKHX
MeTonoB JieueHUs. OmHMM W3 Hanbojee MEPCICK-
TUBHBIX HaNpaBiICHUH TEHHON Tepamuu SBIAETCS
MOTIBITKA U3MEHHUTh YPOBEHb T€TEPOIUIa3MUN MyTEM
CEJICKTUBHOM WHTUOWIMH pEIUTUKAIlMd  MHUTOXOH-
Jpuil wiu paspywieHus myrantHoil JIHK. Taxoit
noaxoy1 6azupyercst Ha HaOMIOJIEHUH, COTIIACHO KOTO-
poMy TpebyeTcst OOJIBIITIOE YUCTIO KON MyTaHTHOU
MTIHK, uT00BI 20 dexT MyTamuu ctan (GeHOTHITU-
Yeckd SBHBIM. llocTymupyercs, 4to mpu S¢dek-
THBHOM yMEHbUIEHUM nomyisinuu MyTtanTHod JJHK
YBEIMYMBACTCA KOJIWYECTBO HOPMAJIbHOM, U 3TO
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[PUBOOUT B pe3ynbTaTe K HoOpMaiu3auuu (eHo-
tuna. [Ipu nnannpoBanny GepeMEHHOCTH y MaTepei,
nmeromux ML nepBoro Tuna, npemyaraercsi HpoBo-
IUTh  SKCTPAKOPIIOPAJIBHOE  OIUIOAOTBOPEHHE C
HCTIOJIB30BAHUEM LUTOIUIA3MBbl SHIEKIETKH JOHOpa
[3, 8].

BaxHpIM MOMEHTOM B JICUCHHH IIallUEHT-
ku 3., ucxoas U3 HEOONbLION BBIPAXKEHHOCTH
€e HEBPOJOTMYECKOro ne(eKTa, MOXET SBUTHCA
yCTpaHeHHe JApyroro (akTopa, OKa3bIBAIOIIETO
CYIIECTBEHHOE BIHMSIHME Ha Ka4eCTBO €€ JKHU3HHU, —
TPEBOXKHO-IENPECCUBHOIO paccrpoiicTBa. Hanbonee
BEPOSITHO, YTO 3TO COCTOSIHME Y Hee Pa3BHIIOCH Kak
peakus Ha coOCTBEHHOE 3a0o0jeBaHNe (HO30TCHHAs
Jerpeccusl) U Ha COCTOsiHME ee neTed. B manHoM
cllyyae IIOKa3aHO HA3HAYeHHE AaHTHUAEIPECCAHTOB,
yale BCEro HCIONIB3YIOTCSl Ipenaparbl U3 TPYIIIbI
HHTUOUTOPOB  OOpPAaTHOrO 3axBaTa CEPOTOHHHA.
[loBTOpHBIE rOCIUTANN3ALNH, TPAKTUKYEMbIE HaLu-
SHTKOU U1 MPOBEACHUS KyPCOB «METa00INIECKON»
Tepamnuy, CKOpee BCEro, UIParoT PoJib CUMIITOMATH-
YECKOT0 JICUEHHs], Ha KAKOE-TO BPEMS YIyUIIAIOIIEro
€€ HYMOLHOHAIFHOE COCTOsIHHE.
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