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CrnioHTaHHas aUcCceKLMsl (paccioeHue) LepeOpalbHbIX
apTepuil siBisieTcsl HauboJsiee 4acTOM MPUYMHON MIeMUYe-
CKOro MHCYJIbTa B MoJiofoM Bo3pacTe. K ee pazButuio npea-
pacroJiaraeT ¢j1iabocTb COCyIUCTONM CTEHKM, B OCHOBE KOTO-
poii, 1O JaHHBIM MOP(OJOrMYECKUX MCCIEAOBAaHUI, MOTYT
OBITH (PUOPO3, OYAroBOe OOBI3BECTBICHNE UHTUMBbI, UICTOHYE-
HME, paccjloeHue, HapylleHUe M3BUTOCTU BHYTPEHHEN 3ia-
CTUYECKOI MeMOpaHbl, oyaru ¢udpo3a, yMeHbIIEHUE KOJIH-
YyecTBa 31aCTMYECKUX BOJOKOH, HeMpaBUIbHAsE OpPUEHTUPOB-
Ka MUOLIMTOB B Menuu [2, 4, 8, 11, 13, 28]. Ha ocHOBe TucTO-
JIOTUYECKOTO Y TUCTOXUMMUYECKOTO UCCIISTIOBAHMS MBIIIIEYHBIX
OMONTATOB U 3JEKTPOHHO-MUKPOCKOIMYECKOTO MCCleaoBa-
HUS apTepUid KO, OOHAPYXKUBIIUX MPU3HAKU MUTOXOHAPU-
aJIbHOI MATOJIOTUM Y OOJIbHBIX C JUCCEKLIMEN 1epeOpaTbHbIX
apTepuii, HaMu BIepBble ObLIO MPEANOJI0XKEHO, YTO MPUYM-
HOW U3MEHEHMIA COCYIUCTOM CTEHKU CIYXKUT MUTOXOHIPHU-
ajJibHasl IMTOMNATUs — FeHeTUYECKU JeTePMUHUPOBAHHOE Ha-
pYLIEHUE SHEPTONPOAYKIIMHA B MUTOXOHAPUAX [6].

I'eHeTnueckue akTophl, Jexaiie B OCHOBE MUTOXOH-
JIpUaIbHOI MATOJOTUU MPU AUCCEKIMU LiepeOpabHbIX apTe-
puii, ocraloTrcsi HepacKpbIThiMU. Mytauus A3243G B reHe
mutoxoHapuanbHoit JJHK (MT/IHK), koTopasi yaiie Bcero
0OHapyXMBaeTcsl MPU OIHOM M3 HauboJjee pacrmpocTpaHEH-
HbIX MUTOXOHAPUAJIbHBIX 3200JIEBAHUI — MUTOXOHIPHUAIb-
HOI1 3HLIedasonaTUM ¢ JaKTaT-allKI030M U UHCYJIBTOIOA00-
HbIMU 2mnu3ogamu (mitochondrial encephalomyopathy with
lactic acidosis and stroke-like episodes — MELAS) [18, 22,
30], He Oblja HaliieHa HAMU HU Y OIHOTO U3 15 paHee oOcJie-
JIOBaHHBIX OOJIBHBIX C TUCCEKIIMEN.

B HacTos11ei paboTe MBI BIIepBbI€ OIMUChIBaeM 0OJIbHOTO
C IBYMSI HapylleHUsIMU Mo3roBoro kpoBooopaiieHus (HMK),
00YyCJIOBJIEHHBIMM TUCCEKIIMEN BHYTPEHHEN COHHOM apTepumn
(BCA) u nno3BoHouHoI1 aprepun (ITA), y KOTOporo pasBuJjics

uHcyabTONoA00OHbINM snu3zon (MIID), xapakrepHblil s
MELAS, u 6b11a ooHapykeHa mytauust A3243G B mTIHK.

Boavnoit C. Haxonwicsi B HaydHOM 1LIeHTpe HEBPOJOTUU
PAMH neonHokpatHo B 2000, 2007 1 2009 rr.. AHamMHe3 3a-
oosieBanus: 19.02.2000 Beuepom y 60s1bHOrO 41 roma nosiBu-
Jlach ¢J1ab0CThb B JIEBOM pyKe, KOTOpasi yCUIMIach Ha CIIEAYIO-
111ee yTpo, a 3aTeM uyepe3 2 JHsI OTMETUII OTpaHUYEHUE JIEBOTO
noist 3peHus. 20.02 ObLI FOCIUTAIM3UPOBAH B OIHY U3 FOPOJI-
ckux O0osbHull. [Ipy MarHUTHO-pe30HAHCHOM ToMorpaduu
(MPT) ronosHoro mosra (29.02.00) 6but 0GHapyKeHbI MH-
(apKThI B KOpe U ToJIexalleM 0eJioM BellecTBe JJOOHOI, Te-
MEHHOI M 3aIHUX OTJe/IaX BUCOYHOM fnoJeii cripasa (puc. 1, a,
0). MarHuTtHo-pe3oHaHcHasi aHruorpagust (MPA), npose-
neHHas yepe3 1 Mec, BbIsiBWIA OKKJIo3uio npaBoii BCA Ha
1—2 c™m Bbllle ycThs. IlaToornyeckux usMeHeHU B Ipyrux
apTepusiX HaitneHo He Obulo (cM. puc. 1, B, T). JluarHoctupo-
BaHo HMK B GacceiiHe npaBoli cpeqHeil MO3roBoii apTepuu
(CMA). IlpoBoauioch JiedeHUEe COCYAUCTHIMU U HEMPOTPO-
duyeckumu nperaparamu. CoCTOsSIHUE YIYUYIINUIOCH.

19.04.2000 mauumeHT ObUT rocnutanusuposaH B HIIH
PAMH nnsa noobGcnenoBaHusi. B HeBpoJornueckom craryce
OIPEeIeIISICS yMEPEHHBII Mape3 JIeBOW KUCTH C MOBBIIIIEHUEM
CYXOXMJIBHBIX pedIeKcoB clpaBa. AKCWIISIpHas aHruorpa-
¢us crpapa (28.04.2000) nmoaTBepauia HajaudUe 3aKyIOPKU
npaBoii BCA, koTopasi Oblj1a paclieHeHa Kak CJIeJCTBUE aTe-
potpom603a. ITaToornyeckx uU3BMeHeHU B IPyTUX apTepU-
sx He HaitneHo. B mae 2000 r. 6bu1a BbINOJIHEHA OTepalvs Ha-
JIOXEHUsI 3KCTpa-MHTPAKPAHUAJIbHOTO MUKPOAHACTOMO3a
crnpaBa. C 3TOro BpeMeHM OOJIbHOM TMOCTOSSHHO NMPUHUMAET
(eHuIuH 110 1 TabjeTKe B IeHb.

24.09.07 r. B Bo3pacTe 48 JeT cocTosiHKe 00JbHOTO BHOBb
YXYAIIUIOCH: TIPU PE3KOM BCTaBaHUHM CO CTYJIa Pa3BUIIOCH TO-
JIOBOKPYXEHHUeE, IollaTbiBaHUe, JBOCHME; Ha CICIYIONIUi
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Puc. 1. MPT roaroBHoro mo3ra u MPA. MNepsoe HMK, okkato3us npasoii BCA (60AbHo#M C., 41 roa).

a, 6 — 29.02.200 (10-i1 zenb uHcyabTa). MPT T2 BU: B KOpe u momajexaiieM 6eJ10M BellleCTBe TOOHOM, TEeMEHHOW U 3aIHUX OTAeaX BUCOYHOI J0eil cripaBa BbI-
SIBJISIIOTCSI OYary MOBBIIIEHHO MHTEHCUBHOCTH CUTHaNA; B, T — 28.03.2000 (38-it nenb nuncyabta). MPA (3D-TOF): okkiro3ust mpaBoit BCA Ha 1—2 cM BbILIIE YCThsI
(ctpesika). OcTagbHbIC apTEPUU MOTHOCTBIO TPOXOANMBI, TIO3BOHOYHBIE APTEPUH UMEIOT OMMHAKOBBIN TUaMeTp (KOPOTKUE CTPENKM).

NeHb TIOSIBUJIACh 60JIb B 3aTHUIOYHO-TEMEHHO-BUCOYHON 00-
Jactu cieBa. 17.10.07 ambynaTopHo npoeneHa MPA: kpoBo-
TOK B 9KCTpakpaHWaJbHOM oTaese JeBoi [TA 3HauuTenbHO
CHIDKEH, WHTpaKpaHUaJIbHO — He ompenesnsercs. OcraeTcs
okkmo3us npasoit BCA (puc. 2, a, cM. Ha UB. BKIEiiKe).

KYPHAA HEBPOAOTMM U TICUXUATPUM, 1, 2012

24.10.07 rocnutamusuposad B HIIH PAMH. B HeBposornye-
CKOM CTaTyce: HUCTAarM MpH B3IJIsine BiIeBo, cummntoM ['opHe-
pa creBa, JerKwii mape3 JeBoil kuctu. KommbroTepHo-
toMorpaduueckas anruorpadus (KTA) (10.11.07): neas [1A
Ha ydactke V1—V3 yXe npaBoii, Ha ydacTke V4 KpOBOTOK I1O
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Heil He ompenensiercs. [IpUYMHON pPaBHOMEPHOTO CYXKEHMUSI
aprepuu Ha yyactke V1—V3, no-BuauMomy, Obljia IUCCEKLIMS
C pPa3BUTUEM MHTPaMypaJbHON TeMaToOMbI, TaK KakK JUaMeTp
obeux ITA, Mo JaHHBIM MPEABIAYIIMX WCCIEIOBAaHUM, ObLI
onuHakoB (cM. puc. 1, r). Ocraercst okkio3us rpaBoit BCA
Ha 1—2 cM BbIllIe YCThs (CM. puc. 2, 0, B, CM. Ha 1IB. BKJIEIKe).
JurutanbHas cyorpakunoHHas aHruorpadus (08.11.07): 3Ha-
YUTEJHLHO 3aMeIUIeH KPOBOTOK IO AKCTpaKpaHUAJIbHOMY OT-
neny nesoit ITA. Ha yuactke V4 Ha IpOTSKeHUM 3 CM oTpee-
JITIOTCS TIpU3HaKKM muccekKimu TTA: pacimvpeHue muaMeTpa
apTepuy U MHOXECTBEHHbIC HUTEBUIHBIC TIPOCBETHI IO TUITY
CEeTKU, MPEICTaBIISIIONIME COO0M CYy>KEHHBI UCTUHHBIN MPO-
cBeT [1A 1 JTIOXHBIE TIPOCBETHI B CTEHKE apTepUM. ApTepus 3a-
KaHYMBaeTCs 3aTHEHIDKHEW apTepueil Mo3Xedyka, KOTopast
YIOBJIETBOPUTEILHO KOHTpacTUpyeTcsl. JMCTaIbHBINA OTIEI
cerMeHTa V4 He KOHTpacTupyercsl (CM. puc. 2, T, CM. Ha IIB.
Bkieiike). JluarHoctupoBano HMK B BepTeOpanbHO-
0a3uJISIpHON cUCTeMe, CIIOHTaHHas Iucceklus JeBoil TTA.
YuurtbiBas auccekuuio jesoil [1A, BepuduiiMpoBaHHYO NMpU
IUTUTATBHOM aHTUOTpaduH, a TAKKe OTCYTCTBHE aTepOCKIIe-
POTMYECKHUX OJISIIEK B apTepysiX MO3ra, OKKITIO3UsI IpaBoit
BCA, pazBuBiasicst B 2000 r., Obl1a paclieHeHa KakK CJIeICTBUE
NIMCCEKIINM, a He MpeIoiaraBlerocs paHee areporpomoo3a.
IIpoBeneHo JeyeHe MEKCUIOIOM, TIIMATUJIMHOM, MIJTbIaM-
MOIi, aKTOBETUHOM, KABUHTOHOM.

C okTs16ps 2008 1. y 60J1bHOTO MOCTENEHHO CTaJlo Hapac-
TaTh 3aMeIUICHUE MBIIUICHUS, HEYCTOMYNBOCTD MPU XOIb0e.
14.02.09 B Bo3pacte 49 jieT yTpoM NOSIBUIHUCH TPYAHOCTU TIPU
OlleBaHMU, OOpaIIeHNH C MPUBBIYHBIMU MPpeAMeTaMu (Jalika,
JIOXKa) — amlpakcusi, HeMOCTOSTHHAsI 3aThIJIOYHO-TeMEHHast
00J1b, Oosbiie cripaBa. 19.02.09 — BO3HUKIM U CTajlM Hapac-
TaThb peyeBble HapyllleHUsT — 3a0biBasl cJIoBa. AMOYJaTOPHO
Ha 16-ii neHp 3aboneBaHus npoBeneHa MPA: nesas BCA u
cpenHsisi MosroBasi aptepusi (CMA) npoxonumbl. [lo-
MpexXHeMY BbISIBJISIETCSI OKKITI03us TipaBoit BCA u neBoii 1A
Ha yyactke V4. [TauueHT BHOBbL rocrnutanusuponaH B HIITH
PAMH 04.03.09. IIpu moctyruienun: A 130/90 MM pr.cT.,
yJIbC 76 yIapoB B MUHYTY, PUTMUYHBIN. KOHTAaKT 3HAYUTEITh-
HO 3aTpyoHEH M3-3a peueBbIX HApYIIeHU 1 OBICTPOTO hU3K-
YecKOro McTolleHus. Jle30pueHTUpOBaH BO BpeMEHU, 4Ya-
CTUYHO — B MecTe. Anpakcus B3opa. [1ape3oB HeT, CyXOXKub-
Hble pedeKchl OXUBJIEHBI, ClieBa Bbille. AHaJOr pedrekca
Pocconumo cieBa. HyBCTBUTENBHOCTD HE paccTpoeHa. Bripa-
>KeHHBIC HapyIIeHUS BBICITUX MICUXUYECKUX (DYHKITUIA: aMHe-
CcTUYecKasl, aKyCTUKO-MHEeCTHYeCKasi M AMHaMuJeckast ada-
3Us, 3PUTEIbHO-TPEAMETHAS arHo3usi, KOHCTPYKTUBHO-
MPOCTPaHCTBeHHAsT U OBITOBasI alpakCcHsl, aleKCcus, arpadus,
aKaJbKyaus. 3aTpynHeHo camoobciyxuBanue. MPT rosos-
Horo Mo3ra Ha 19-i1 neHb 3a00JieBaHMSI: B KOpe U Mpuiiexa-
1eM 0eJIoM BEIIECTBE 3aHUX OTIAEJI0B TEMEHHOM, BUCOUHOM
U JIOOHOW NToJIeii cieBa OMpenessiioTcss MHOTOUMCIIEHHbIE 30-
HBI TIOBBIIIGHHOW WHTEHCUBHOCTM MP-curHama B pexxume
nubdy3MoHHO-B3BelIeHHbIX M300paxkeHuit (JIBU), kotopeim
COOTBETCTBYET CHIDKEHHBI M3MepsieMblii Ko3bduImeHT
nmupopysun (MKJ). KpoMe Toro, B mpaBoM moJiyliapuu Io-
TPEXHEMY BBISIBIISIIOTCS OOJTbIIIME 30HBI TOHMKEHHOW MHTEH-
cuBHocTU MP-curnana B pexume JIBU u moBbIIEHHOTO
MK]JI — nHdapkT Mo3ra B cTaiuu KMCTOOOpa3oBaHus (puc. 3,
a, 6). MPT ronosHoro mo3ra ot 11.03.09 (25-i1 neHb 3ab6one-
BaHus): B pexume JIBU oTmevaeTcs yBenmyeHUEe pasMepa
0YaroB B 3aJHUX OT/E€JIaX BUCOUHOM Y TEMEHHOU NI0JIEN CieBa
C yBeJIMYeHUEM UHTeHcuBHOCTH M P-curHana B pexxume JIBU
u nnoHxkeHHbIM K] (cMm. puc. 3, B, T). YMEHbIIWICS pa3mMep
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oyara B JJoOHoI nojie ciesa. [Ipu MPT rojgoBHoro mosra Ha
61-it nenb 6one3nm B pexxume FLAIR Ha MecTe BBISBIISBIIMX-
cs 04aroB OOHaPYXUBAIOTCSI 30HBI CUTHAJIA MTOBBIIIEHHOU NH-
TeHcuBHoOCTU (rn11o3?) (puc. 3, 1), KotopbiM Ha kapte MK
COOTBETCTBYIOT YYaCTKH CJIa00 MOBBIIIIEHHOW MHTEHCUBHOCTHU
curHazia (cMm. puc. 3, e).

[Tocne noayyeHuss ”HPOPMUPOBAHHOTO COIIacUsl OOJIb-
HOMY IpOBeeHa TMarHOCTUYeCKask OMOTICHS YEThIpEXTIaBOM
MBIIIIIBI O6e/pa U KOXU C LETbI0 UCKIIOUEHUS MUTOXOHIPU-
ajpHON 3HIIe(aToNaTUM € WHCYJIbTONOJOOHBIM 3IMU3010M
(MUI1D) kak OpuYMHBI MOCAEAHETr0 YXYIIIEHWS COCTOSTHUS
6osbHOTrO (puc. 4). I1pu okpacke MoauGUIIMPOBAHHBIM METO-
noM ['omopu B MbllIeYHOM OuonTaTe OOHAPYXXKEHbI PBaHbIE
kpacHble BosiokHa (PKB) (puc. 4, a). ['uctoxumuyeckas peak-
1us Ha cykumHataeruaporenasy (CIIN) BoisiBrIa pe3koe CHU-
JKEHUE €€ MHTEHCUBHOCTHU B OOJIBIIMHCTBE MbIILIEYHBIX BOJIO-
KOH Hapsify ¢ nepudepuyeckuM YCUJIeHUEM peakilMy B YacTu
MBIIIEYHBIX BOJIOKOH (CM. puc. 4, 6). DIeKTpoOHHAsT MUKPO-
CKOIUS 0OHApYXWJIa HEPAaBHOMEPHOE paclipeieJieHUe MUTO-
XOHIIpUI B KJIETKax, HaJuyue aHOMAaJIbHbIX MUTOXOHIPHIA.
OnHuY U3 HUX ObLIY YBEJIMYEHBI B pa3Mepe U UMEJTU YIUTIOTHEH-
HbII1 MATPUKC, IPYTUEe — OTEYHBIE C TPOCBETJIEHHBIM MAaTPUK-
COM U pa3pyllleHHbIMU KpUCTaMU (CM. pUcC. 4, B). DTU U3MEHE-
HUS BBISIBJISLTACH KaK B CKEJIETHBIX MUOLIMTAX, TaK U B TJ1aIKO-
MbleyHbIX KiaeTkax ('MK) MukpococynoB MbILILIBI U KOXU.
Bo MHornx 'MK Habmtopanachk ae3uHTerpaumsi CTpyKTyp C
pa3pyllleHueM MUTOXOHIPHIii, 00pa3oBaHKEM BaKyoJjeil, oT-
JIOXKEHUEM Xupa U JunodycimHa. B 3KCTpakieToYHOM Ma-
TPUKCE MUKPOCOCYIOB, OCOOEHHO BOJIM3U 3HAUYMUTEBHO I10-
BPEXIEHHBIX MUOLMTOB, OTMEYAIOCh OOJIbIIOE KOJIUYECTBO
COJIEBBIX OTJIOXEHUIA, KOTOpPbIE B OTAEIbHBIX MECTaX IMOJHO-
CTBIO 3aMelllald dJacTUYecKKe BoJoKHa (cM. puc. 4, ). Kom-
TUIEKC OOHAPYKEHHbIX U3MEHEHW YKa3blBall HA HAJTMYMe MU-
TOXOHAPUATBHOU LIMTOMATHM.

MonexkyasspHO-TEeHETUYECKOe MCCIEIOBAaHUE BBISIBUIIO
mytauuio A3243G B MTAHK. Ilpu nposeneHuu uccienona-
Hus yyactok MTAHK, conep:xamuii aHamu3nupyemMyio nocie-
JIOBaTEIbHOCTh, aMITM(UIIMPOBAIU C TOMOIIIBIO MOJTUMEPa3-
HOIl LIeMHON peakuu, 00pa3oBaBLIMECs MPOAYKTbI UHKYOM-
poBaiu ¢ pectpukrTazoii PspOMI u aHanu3upoBaiu ¢ noMmo-
LIBI0 3J1eKTpodope3a B 4% arapo3HoM ree (puc. 5).

Pe3ynbpTathl Apyrux 1a60paTopHbIX U UHCTPYMEHTAIbHBIX
uccaenoBanuii (OKI, OxoKI, oOmmuit © OMoxumMudecKuit
aHaJIU3 KPOBU, YPOBEHD JIaKTaTa, KoaryJorpaMMa, arperaiusi
TPOMOOLIMTOB, aHTUTENA K (hocdhoaunuaaMm) ObUTH y JaHHOTO
0OJIBHOTO B TIpeneaax HOPMBbI.

[IpoBeneHo nevyeHue: JI-apruHUH, KAPHUTUH, LUTO(IIa-
BUH, KaBUHTOH, MEKCHUJOJ, BUTaMUHOTepanus, dpakcuna-
puH. OTMeyeHa TMOJIOXUTEIbHAsI NUHAMUKA B COCTOSTHUM
OOJIBHOTO: YIYYIIWJIUCh PeUb, YTEHUE, MBILIUIEHUE, CTaJl OpU-
EHTUPOBaH B MecTe U BpeMeHU. [locie BBIMMCKU peKOMEHI0-
BaHbl IOBTOPHbIE KYPChl SHEPTOTPOIHON U TpouUecKoit Te-
panuu (JI-apruHuH, 37AbKap, HOOEH, KOPTEKCHUH, LIEPernpo,
BUTAMUHBI).

Oo6cyxaenue

Hacrosiiee cooOuieHue sIBISIETCS] MEPBbIM M3BECTHBIM
HaM OIMCAaHMEM COYETaHUs TOBTOPHBIX TUCCEKLMI liepe-
opanbHbIx apTepuii (BCA, T1A) ¢ UT1D u myranueit A3243G B
reHe MTAHK, kotopas xapakrepna migs MELAS. Hanuuue
MUTOXOHIPHUATBHON IIUTONATUN OBIJIO TOATBEPKACHO TaKXKe
TUCTOJIOTMYECKUM, TUCTOXMMUYECKUM ¥ DJIEKTPOHHO-
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19-ii nenp

61-i1 nenn

Puc. 3. MPT roA0OBHOFO MO3ra npu MHCYALTOMOAOOHOM 3MM30A€e (6oAbHo# C., 49 Aer).

a, 6 — MPT 05.03.09, 19-i1 nenb 3a6oneBanust. (a) Pexxum IBU. B xope 1 npusiexaiiem 6e10M BelliecTBe JIOOHO!, TEMEHHOI, 3aIHUX OTAeIaX BUCOUYHOM oJei
cJIeBa BBISBJISIIOTCS] 30HbI MOBBILIEHHON MHTeHCUBHOCTU MP-curHana (crpenku); (6) Ha kapte MKJl ykazaHHbIe 30HbI NMPEACTABICHbI YYaCTKaMU MOHUXEHHOI
MHTEHCUBHOCTU CUTHaua, T.e. cHkeHHbIM MKJI (cTpenku); B, r — MPT 11.03.09, 25-it nennb 3a6oneBanusi. (B) Pexxum JIBU: ormeuaercs yBennueHue pasmepa
04YaroB B 3aJIHUX OT/E/IaX BUCOYHOI U TEMEHHOM 0JIel clieBa ¢ yBeJIMYeHUEeM MHTeHcuBHOCTH MP-curnana; (r) cHikenue MK/ B 30He ouara (cTpenka); 1, € —
MPT 31.03.09, 61-it nenb 3a6oneBaHust. (1) Pexum FLAIR: Ha MecTe BbISIBJISIBLINXCSI OY4aroB OTMEYAIOTCSI 30HBI CUTHAJIA MTOBBIIIEHHOW MHTEHCUBHOCTH — IJIM03
(?) (ctpenka); (e) Ha kapte MK]I 3TMM oyaram COOTBETCTBYIOT y4aCTKHU CJ1ab0 MOBBILIEHHOW MHTEHCUBHOCTH CUTHAIA — [J1M03 (?) (CTpesKu).

Kpome Toro, B paBoM MojylIapyuu Mo-MpekHeMy BbISIBJIsSIETCSl 30Ha nmoHuxXeHHoro MP-curnana B pexkume JIIBU (a, B) u FLAIR (1) — nmoctuHbapKTHBIE KUCTbI

(TOJIBIE CTPEJIKM ).

Puc. 5. Onpeaeaenne mytaumm A3243G B mutoxoHapuaabHoin AHK
16 naumeHToB (AOpOXXKM 1—16) € AuCCeKuMel uepeOpaAbHbIX apTe-
pwi.

Hopoxka 7 (crpenka) cogepxxut MTIHK GonbHOro, mpeactaBieHHOTO B Ha-
crosiuieit padote. bonbHoI siBsiercst HocuTenem mytaunu A3243G. K1 — npo-
6a 6e3 JHK; K2 — npo6a ¢ IHK, coxepxariieit UCKYCCTBEHHO BBEIECHHYIO My~
Taiuio A3243G; M — Mapkep MOJIEKY/ISIpHBIX Macc.

MMKPOCKOTIMYECKUM MCCIIENOBAaHUSIMYU MBIIIIEYHOTO U KOXK-
Horo OuontatoB. OOHapyxeHue myTtauuu A3243G B reHe
MTIHK ciyXuT emie oqHUM TTOATBEpXKAeHUEM pa3pabaThiBa-
eMOll HaMU KOHIIETIIIUY MUTOXOHIPUAIBHOW apTepruoTaTiH,
npenpacrosaramplieii K pa3BUTHIO TUCCEKLINU LiepeOpaTbHbIX
aprepuit.

JuarHo3 auccekuuu 1epedpaibHbIX apTepuil, Kak Mpu-
yuHbl 1ByX HMK y onrcanHoro 6osibHoro (B Bo3pacre 41rona
u 48 neT), ObLT MOATBEPKIEH XapaKTEPHbIMU ISl 3TOM MaTo-
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JIOTUU aHTHOrpachuyecKMMM AaHHBIMM. K HUM OTHOCWMIMCH
PaBHOMEPHOE CyKeHHE MTPOCBETA AKCTPAKPAHUAIBHOTO OTIIe-
na neBoii ITA (cM. puc. 2, 6), HaTM4Yue JJOXHBIX TPOCBETOB B
creHke JieBoii [1A Ha yyacTtke V4 (cM. puc. 2, T) C yBeJIMYEHH -
€M ee JuaMeTpa Ha 3TOM ypoBHe, okkiIto3usi BCA Ha 1—2 cM
BBIIIIE €€ YCThsI, IO (hopMe HATTOMUHAOIIAS! CUMIITOM «ILIaMe-
HU cBeun» (cM. puc. 1, B, 2, 0). JlaHHbIe aHTHOTpaPUIECKOTro
HCCIIeIOBaHYSI, MOJIOAOM BO3pacT 6OJIbHOTO, OTCYTCTBUE aTe-
POCKJIEpPOTUYECKUX OJISILLIEK B apTepHsIX, KPOBOCHAOXKAIOIINX
MO3T, TIO3BOJIMJIM OTKA3aThCsl OT MEePBOHAYAIBLHOIO IMarHo3a
areporpom603a BCA Kak MpUYMHBI IEPBOT0 MILIEMUYECKOTO
WHCYJIbTa, U PACLIEHUTh €r0 KaK CJICACTBUE TUCCEKIINU.

‘YMECTHO OTMETUTD, YTO TATOTHOMOHUWYHBI JJIsS AUCCEK-
LMK TIPU3HAK JIOXKHBIX MPOCBETOB B cTeHKe [1A oOHapyxku-
BaJICSI TOJILKO TP JUTUTAIbHOM CYOTpaKIIMOHHOM aHr1Morpa-
¢dum, Torma Kak paspeiiaiomue Bo3MoxHoctu MPA u KTA
0Ka3aJiMCh HEIOCTAaTOYHBIMM JJIS €T0 BhIsIBICHUSI. JIpyrue uc-
CJIeIOBaTEe/IM M Mbl B HAIIIKX MTPEIBLIYIIMX paboTax yXe OTMe-
yajv 9TU quarHoctuyeckue orpannyenust MPA u KTA [3, 12,
17, 27].

PasButne nuccekiyu liepeOpajbHBIX apTepuii CBSI3aHO
CO «CJIa0OCThIO» COCYIMCTON CTEHKU, B OCHOBE KOTOPOI, IO
HaleMy MpearnoJoXeHUIO, JIEKUT MUTOXOHIpUAIbHasl apTe-
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puomnatus [2, 4, 6]. JlaHHOEe TPEOITONIOKEHNEe OCHOBAHO Ha
00HApYyKeHUU TPU3HAKOB MUTOXOHIPUAIBHON IIUTONATUU
npyu MOpGhOJOTUYECKOM MCCIETOBAHUU MBIIIEYHBIX U KOX-
HBIX OMOIITATOB Y OOJBHBIX C AUCCEKIIMEN LiepeOpaibHbIX ap-
Tepuii [6, 7].

MuTtoxoHApUaibHble LIMTONMATUM SIBJSIOTCS MPUYUHON
IIAPOKOTO CHEKTpa KJIMHUYECKUX MposiBaeHui. [lpu stom
0oJIbLIIE BCETO CTPaNaloT HauboJjiee «IHEProeMKre» OpraHbl U
TKaHU — MO3T U MblLbL. [lontumMopdusmM KIMHUKU U BO3-
MOXHOCTb OJIMTOCMMITOMHBIX TMPOSIBJIEHUN OOYCIOBJIEHbI
0COOEHHOCTSIMU MUTOXOHIPUATIBHOTO TUTA HACJIENOBAHUS —
rereporuia3Mueil (Hajauuue B KJIeTKe KaKk MyTaHTHOM, Tak U
HopmanbHoi MTIIHK) 1 cerperauueii (ciyyaitHoe pacripene-
JIeHue MUTOXOHApUI U cooTBeTcTBeHHO MTAHK B nouepHue
KJIETKU B TIpoliecce AeJIeHUs ). DTO MPUBOIUT K Pa3INUYHOMY
COOTHOIILIEHUIO MyTaHTHOU 1 HopMasbHOi MTAHK B paznuu-
HBIX TKaHSIX U opraHax [1, 5, 24, 33]. I1pu nuccexkuuu Lepe-
OpajibHBIX apTepuil ypoBeHb MyTaHTHoOW MTAHK, mo-
BUIUMOMY, SIBJISIETCSI HAMOOJBIIUM B CTEHKE KPYMHBIX LIEpe-
OpaJibHBIX apTepuil. DTO U CIyXUT TpUYMHOU (ubpo3sa,
OOBI3BECTBJICHUS] MHTUMbI, TTOBPEXACHUS BHYTPEHHEU 3ia-
CTUYECKOI MeMOpaHbl, oyaros ¢pudpo3a u yMeHbIIEHUS 31a-
CTUYECKUX BOJIOKOH B MMM — U3MEHEHUIi, mpenpacrona-
raroumx K IMCCeKIUU U 0003HaYaeMbIX HAMU KaK MUTOXOH-
npuaibHas aptepuornatus [6]. B Apyrux TKaHsSX U opraHax
ypoBeHb MyTaHTHOU MTIHK, oueBuaHO, MEHBIIIE U KIMHUAYE-
CKU He 3HaYMM, XOT$I IPU3HAKY MUTOXOHAPUATHHOM ITUTOIIA-
TUU OOHAPYXUBAIOTCS MPU UCCIEIOBAHUU OUONTATOB MBbIIII-
bl ¥ KOXH [6, 7]. TTo TaHHBIM MOJIEKYJIIPHO-TEHETUYECKOTO
aHaju3a, ypoBeHb rereporiazMum (1ot MyrantHoil MTJHK
Bo Bceit MTJIHK KJ1eTok KpoBH) Y MpeacTaBIeHHOro 00JbHOTO
coctapisieT 20—40%. He uckimodeHo, 4To B TKAHSIX MO3ra OH
MOXET OBbITh BBIILIE.

B3auMocBs3b MUTOXOHAPUATIBHOM LIMTOMATUM U MATOJIO-
TMYECKUX U3MEHEHUI COCYIMCTON CTEHKM MOXHO MpeacTa-
BUTb CJIEAYIOIIUM 00pa3oM: MOBPEXIEHUE MUTOXOHIPUIA, CO-
MPOBOXIAEMOE HApYUIEHUEM MPOLYKIIUM IHEPTUU, HEOOXO-
TUMOM ISl XKU3HENEATEIbHOCTU KJIETKU, MPUBOJUT K Pa3HOMI
CTETMEHU MX MOBPEXAEHUS U HapyllleHUIo MeTtaboausma. [lo-
Bpexnenue u rudenb MK KOHTpaKTUJIBHOTO TUIA HapylllaeT
HUX COKPATUTENbHYIO (YHKIMIO, CHUXAs «MEXaHUYECKYIO»
MPOYHOCTh cocynucToit creHku. IloBpexneHue MK cuHte-
TUYECKOTO TUMA CHUXKaeT npoaykiuio DKM B apTepuanbHoOii
CTeHKe (BHYTPEHHSIS 3acTUyecKas MeMOpaHa, 3;1acTUYecKue
BOJIOKHA B CpeiHEel 000J10UKe), a TAaK>Ke MPUBOIUT K MUHEPA-
JIN3aLMU 3JIaCTUYECKUX BOJIOKOH U JAPYTUX KOMIIOHEHTOB
9KCTpakJieTouHoro matpukca [14, 31]. Pe3synbTaTom 3TOrO
CJTyXKUT CHUXKEHUE 3JIACTUYHOCTU cocynucToi cTeHku. Coue-
TaHUE HapyUIEHUS] COKPATUTEJbHOU (DYyHKIIMM MUOLIMTOB U
MOTEPU 3JIACTUYHOCTU (HOPMUPYET «CAA0OCTh COCYIUCTOM
CTEeHKU», MPEeIPACOaraolilyio K ee TMCCeKIIUH.

[IpencraBieHHoe HabOAEHKUE BIEPBbIE MOKAa3alo, YTO
nuccekius u obycnonieHHble e;0 HMK Moryt coueraThes ¢
NIID, xapaktepusim miss MELAS. B ux ocHoBe, coriacHo
ONIHO TOUKE 3pEeHUSs, JIEXKUT HApYIlIEHUE SHEPTONPOIYKIIUU B
KJIETKaxX MO3ra BCJIEICTBUE MUTOXOHAPUAIBHOW MATOJOTUMU,
COIJIaCHO APYroil — MUTOXOHJpUabHAs MUKPOAHTHONATUS
[9, 20, 21, 29]. TlocnenHss XapaKTepu3yeTcsl HATMYNEM MHO-
TOYUCJIEHHBIX aHOMAJIbHBIX MUTOXOHAPWI B SHIOTEJIUU U
I'MK He6onbiux uepedpanbHbIx apTepuii [25]. [1pu aToM cy-
>KE€HUE MPOCBEeTa U TPOMOO3bl apTepuil He onuchiBalOTCs. B
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OCHOBE OYaroBbIX U3MEHEHU I TOJIOBHOTO MO3ra, 0OHAPYXKEeH-
Heix ipu MPT y Hairero 6onpHOro Ha 19—25-it nau U1,
Jiexasl IIMTOTOKCUYECKUI OTEeK, Ha YTO YKa3bIBAJIO XapaKTep-
Hoe st Hero cHikeHne UKL [20, 23, 26]. [TpuunHOoii uTo-
ToKcuyeckoro oreka rnpu UI1D MoxeT ObITh Kak MeTaboI1ye-
cKag rubesib KJIETKU BCJIEACTBME HApYUIEHUSI B HEW 3HEPro-
MPOAYKIIMY, TAK U UIIEMUS BCJIECICTBUE MUTOXOHIPUATIbHOM
MUKPOAHTUOMNATUU. Y Halllero 00JbHOTO MPUYMHOM ITUTOTOK-
CHYECKOro OTeKa, CKopee Bcero, Oblia MeTaboauyeckasi M-
0eJib KJIETOK MO3ra, MocKojbKy cHixxeHue MK/l ormeuanoch
Ha 19—25-i1 nHu, yTO HabIOAAeTCS B OCTPON U MOMOCTPON
craguu WUIID y yactu 60sbHbIX [10, 32]. B oTauuue ot 3T0TO
MpU LUTOTOKCUYECKOM OTEKEe, OOYCJIOBJIEHHOM HILEMUEN,
cHxkeHHblt MK]I coxpaHseTcss Ha MPOTSIXKEHUM MEepPBbIX 3
NHe# 3a0601eBaHMS.

Ponb MeTabonuueckux HapylIeHUiA, a HE UIIIEMUHU B pa3-
sutuu UT1DnpennonaraercsiuganabiMu M P-criekTpocKomnuu,
YKa3bIBAIOIIMMU, YTO MOBBIIIEHUE YPOBHS JIaKTaTa B MO3re
MPEAIIEeCTBYET BbISIBICHUIO 04aroBbiXx u3MeHeHuii Ha MPT B
pexume ABU [9]. OrcyTcTBrE 4ETKON KOPPEISIUAM MEXIY
TEpPUTOPUEH TOPAKEHHBIX COCYIOB U JIOKAIU3AlIME 04aroB
B FOJIOBHOM MO3T€, 110 JaHHBIM MOP()OJI0rn4ecKOoro ucciaeao-
BaHUsl, TAKXKE COIJIACYETCsl C POJIbI0 METAbOIMYECKUX Hapy-
ILIeHU#, a He ulleMuu B pazsutuu U135 [29].

XapakTepHbIMU KIMHUYECKUMU U JIAOOPATOPHBIMU MPO-
spieHussMu UT1D y Haliero 60JIbHOTO, OTJIMYAIOIIMMU €70 OT
UIIIEMUYECKOTO MHCYJIbTA ObLIN MOCTENEHHOE, Ha MPOTSKe-
HUU HECKOJIbKUX IHEN pa3BUTHE OYATOBBIX HEBPOJIOTUUECKUX
CUMIITOMOB, JIOKQJIM3allUsl OYaroB MOPaXeHUs Mpeumylle-
CTBEHHO B KOpPE€ <«3aJIHUX» OTIEJIOB MOJyLIAPUA TOJOBHOTO
MO3ra, TMOJIHas TMPOXOJUMOCTh 1iepeOpalibHbIX apTepuii, B
OacceiiHe KOTOPbIX Pa3BUJIMCh OYaroBble U3MEHEHUSI MO3ra.
Kpowme Toro, obpaiiano BHUMaHue, 4To 3a 4—35 Mec 10 pa3-
BuTus UI1D y 601bHOTO CTaIM MOCTENEHHO HApacTaTh 3aMe/l-
JIECHUE MBIIJIEHUS, HEYyCTOMYMBOCTh MPU XOAbOE — YacThble
MPU3HAKY MUTOXOHIpHUAIbHOI sHLIedanomatnu [16, 30].

Couetanue nuccekunu u UTID paHee He ObLTO ONMCaHO B
qurepatype. OIHAKO HMEIOTCS COOOIIEHUS O OOJIbHBIX C
MELAS, y KOTOpbIX pa3BUBAIUCH UILIEMUYECKUE WHCYJBThI
BCJIE/ICTBME OKKJIIO3UPYIOLIETO MPOIECCa B MaruCTPaIbHBIX
apTepusix rojioBbl. B ocHOBe mociieHUX, MO HallleMy MHe-
HUIO, MOTJIa JIeXaTh AUCCEKIIUS, TOCKOJbKY UMETUCH XapaK-
TepHbIE ISl Hee aHTuorpaduyeckre NaHHble: CUMIITOM «ILjla-
MEHM CBEYM» B YCThe OKKJIo3upoBaHHoU BCA, crioHTaHHas
MOCTeNeHHas peKaHaau3alus OKKJIIO3UM C MOJHBIM BOCCTa-
HoBieHueM npocseta BCA, cumrtoM «cTpyHbl» [19], HepaB-
HOMEPHOE CY)KeHUE U OKKJTIO3UU CPEIHEN U IepeiHell MO3To-
BbIX aptepuii [15]. OgHako aBTOPBI HE OOCYXIAIW WU UC-
KJTI0YaJIA 3TY BO3MOXHOCTb.

3HAYUMOCTb MPEICTABJICHHOTO HAOIIONEHUS 3aKJII0YaeT-
csl B IEMOHCTpallMM TOTO, YTO MUTOXOHApPUAJIbHAS IIUTOMA-
TUS, BbIsIBJIsSIEMast y OOJIbHBIX C IUCCEKIUENR LepeOpaTbHbIX
apTepuil, TEHETUYECKU JeTEPMUHUPOBAHA U MOXKET COYETaTh-
csl ¢ IPYTUMU KJIMHAYECKUMU MPOSIBIICHUSIMU, XapaKTEePHbI-
MM JUISI MUTOXOHIpHUAaJIbHbIX 3a0ojeBaHuil. Heobxomumbl
nanpHeiiue uccaenoBaHus myrauuu A3243G B mtAHK y
OOJIBHBIX C JUCCEKIUEH 1IepeOpaibHBbIX apTEPUl /11 yTOUHE-
HUSI YaCTOThl €€ BCTPEYAEMOCTH, a TakKXe JajJlbHelIIue
MOJIEKYJISIPHO-TE€HETUUYECKUE UCCIEOBAHUS MO BBISBICHUIO
npyrux mytauuii B MTAHK, accouumupoBaHHBIX C 3TOM MaTo-
JIOTUEN.

XKYPHAA HEBPOAOTHN U TNICHMXUATPUM, 1, 2012
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