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MHCyIbTOIION00OHBIE STTU301bI
[IPU MUTOXOHIPHUAJIbHOM
SHILIE(ATIOMUOIIATUN
C JJaKTaT-ala030M

JL.A. Kanammukosa, JIA. Jloopemmna, A.B. Caxaposa, P.I1. Yaiikosckas, M.®. Mup-Kacumos, P.H. Konosaos,
AA. IlTa6amma, M.B. Koctbipesa, B.B. Tie3mmuxuii, C.B. Iponkmuii

Hayunwiii yenmp nesponoeuu PAMH (Mockea)

Onucanbvt 06oe boabHbIX (dHceHuguHa 47 aem u myscuura 42 nem) ¢ MUmMoxoHOpUaAbHoI dHyearomuonamueil, AaKmam-auudo3om U UHCYAbIMOROO0OHbIMU
anuzodamu (MELAS). B o6oux cayuasx duaenos MELAS 6bin noomeepicoen eenemuueckum uccaedogaruem (00HapysIceHa Mymayus MUmoxoHOpUanbHoil
JHK A3243G), moiueyroli Guoncueil u nosbluleHHbIM YPosHeM AaKmama 6 kposu. Knunuveckas kapmuna 0biaa npeocmasgaena CUMnmomMamy nopaycenus npe-
UMYUECIMBEHHO 3A0HUX 0M0eA08 20.108H020 MO32a (CEHCOPHAA U AMHECMUMECKAs APasus, eeMUAHONCUS, 2eMUnape3sl, amakcus), a maxdice 20108Hol 604bi0 U
SNUACHMUHECKUMU NPUnAdKamu. Y nepeoii 0060l CUMRIMOMbI PeYUOUBUPOBANLU U C MeHeHUeM 8PeMeHl NOUMU NOAHOCMbIO pe2peccuposani. Y 6mopoeo 60b-
H020 0CMagaAcs bipadicenHbill Heapoaoeuteckuil dehuyum. Jlpyeue Kaunuueckue npOSBACHUS BKAIOHAAY CHUNCEHUE CAYXA, NAMAMU, KaPOUOMUORAMUIO, HO8bI-
WeHHYIO MblieHY ymomasemocms u caxapholii duadem I muna. MPT 6 ocmpom nepuode uncyabmono0obHsix anu30008 00HAPYIcUAa KOPKOBble 04a2lU npe-
UMYUECMBeHHO 8 3A0HUX 0MO0eAax 20406H020 M03ed. Y nepeoli 60AbHOL OHU NPAKMUHECKY NOAHOCHbI0 Peepeccuposani, Ho y 6Mopoeo 00AbH020 COXPAHAAUCY
6oaee cmoiiko. Obcyxcoaromes sonpocst dugdeperuuansioeo duacrosa MELAS u uuemuueckoeo uncysbma, nooxo0bi K AedeHuro.

Kmouesbie c10Ba: MUTOXOHIpUAIbHAS SHIEDANONATHS, MHCYIBTOIONO0HBIE SITH30/bI,
MELAS, unremMuueckuii MHCYJIBT B MOJIOJIOM BO3pacTe

UTOXOHJpUabHAs dHIIehaTOMUONATHs C JaK- COCYIMCTBIM OacceiiHaM M KOTOpBIE C TEYEHWEM BPEMEHU

TaT-allI030M ¥ WHCYJIBTOIOIOOHBIMU 3ITU30- MOTYT MOJIHOCThIO Mcue3aTsh [1, 15, 26].

Jamu (mitochondrial encephalomyopathy, lactic

acidosis, and stroke-like episodes — MELAS) Cuwraercst, uto B rerese IO uMeloT 3HaueHUe CleNyIOLINe

ABJIACTCA OOHUM M3 OCHOBHBIX CHMHIPOMOB MEXaHU3MBL: ) METa0OJIMYECKUE HAPYILEHUS B MO3Te C pa3Bu-
MUTOXOHIPUAIBHBIX LMTONATUM, B OCHOBE KOTOPBIX JIEXWT THEM JIAKTaT-allMl03a BCIEACTBUE MUTOXOHIAPHUAIBLHOU 3HEpP-
TEHETUYCCKU NCTEPMUHUPOBAHHOC HAPYIIEHNE OKUCITUTETb- TeTUIECKOM HENOCTATOUHOCTH, 0) MIIeMUs] MO3ra, 0OYCIIOB-
Horo (ocdopunuposanus [6, 7, 11, 22, 27]. B 80—85% ciyya- JIEHHasi MUTOXOHIPUAJIbHO aHTUOTIAaTUEN HAa YPOBHE apTepHii
€B 3a00JIEBAHNME CBA3AHO C 3aMEHOI aIcHNHA Ha T'YaHWH B HYK- HeOO0IbLIOro Kannubpa; B) TOKAIbHOE MOBBILICHNE HEPOHAb-
neotune 3243 MUTOXOHIPUATLHOTO T€HOMa, BXOAALIEM B HOI BO30YAMMOCTH BCIIEICTBIE MUTOXOHIPHATBHOM AUCHYHK-
cocraB KonoHa TtpaHcnoptHoit PHK neiinuna (myramus 1ueil B HEMpPOHAaX, acTPOLMTAX WM 3HIOTEIMM KamUISpOB,
tRNALeu A>G) [10, 12, 16]. KOTOpas TOCTENEHHO PacIpOCTPaHAETCs MO KOpe TOJOBHOIO

MO3ra, COYeTaeTCcsl C Pa3BUTHEM OTeKa M MOXKET MPUBECTH K
3aboneBaHKe HACIEAYETCS TI0 MATEPUHCKOM TMHUM, €T0 CHMII- JJAMMHApHOMY HEKpo3y B Kope Moa3ra [14, 18].
TOMBI Y WICHOB OIHOM CeMbU BechbMa BapuabenbHHI [17,19].
OcHOBHBIE MPOSBICHUS BKIIOYAIOT SHLE(ATONATUIO (KOTHU- Bonbiioe 3Hauenue B nuarnoctuke MELAS nMmeer MblieuHast
TUBHBIE HAPYIIEHUS, STUICITUYIECKIE TIPUTIAIKI) U UHCYJIb- Ouorcusl, BBISIBAAIOLAS C MOMOLIbI0 TPEXIBETHOTO METOAA
Tonono0Heie smu3onsl (UI13). Moryr HabmozaThes Takxe Tomopu pBaHble KpacHble BonokHa (PKB) — Muohubpusisl ¢
roJIOBHaA 60)11:, CHIMZKECHHUE Ci1yXa, HETICPEHOCUMOCTD (1)1/[3]/[116— BBICOKMM cofiepXaHMeM MYTaHTHOTO reHoMa 1 OOJIBLLIMM YUC-
CKUX Harpy3oK, MbIlIeyHast c1aboCTh, HU3KOPOCIOCTb, caxap- JOM  Mpoau(EPUPYIOIIUX U3MEHEHHLIX MUTOXOHIPHUIA.
Hblil 1aleT, mopaxeHue cepaua, noyex u ap. [1, 8, 9, 22, 25, ®enomen PKB BbIsIBSIETCS U TIPU TUCTOXMMUYECKOM HCCIe-
26]. O6prano UIID nebrotupyior 10 40 J1eT v KITMHUYECKH TTPO- JIOBAHUM HA OKUCIUTENbHbIE (PEPMEHTBI — CYKLUHATIETUIPO-
SBJIAIOTCA TOpPaXeHUEM 3aIHUX OTAENIOB TOJIOBHOIO Mo3ra rerasy (CAT), muroxpomokcunasy (1O) u np. [6, 7, 23, 27].
(ceHcopHast 1 amHecTHdecKas adasusi, TEMUAHOIICHS, aTaK- Bwmecte ¢ Tem, omucansbl ciyyau, B KOTopbix peHomeH PKB He
CcHsl), pexe — rnape3aMu U YyBCTBUTEIbHBIMU PACCTPOMCTBAMM. omnpezensics [8].
K MomenTy nmosiBneHus UIID y GONbHBIX yKe MOTYT UMEThCS
JPYTUE BBIIEYTTOMSHYThIE KIMHUYECKUE MTPOSIBICHUS. [My6ukaryy, mocssimernsie UITD mpu MELAS, B otede-
CTBEHHOIi JuTeparype HemHorouucaeHHsl [1, 4]. [puBoaum

Ouarosag HeBpoJTornueckas cuMmnTomarika mpu MI1D B 60716- ONHMcaHUe JABYX HalOomaBinuxcsa Hamu 0ojbHBIX MELAS,
HIMHCTBE CJIy4acB IOJHOCTBIO PErpeCCUPYET B TCUCHUE MECA- JIarHO3 KOTOPBIX ObLT MOATBEPKIEH TeHETMYECKUM HUCCIIEeN0-
a, OOHAKO HMEETCA TEHACHUMUA K PEUUAUBUPOBAHUIO. BaHMEM U MBIIIEYHOI OMOIICHEN.
HeitpoBusyanuzaimonHoe uccienoBanue mpu U9 Beisisisier
0YaroBble M3MEHEHUsI TOJIOBHOTO MO3Ta MPEMMYIIECTBEHHO B Ha6moznenue 1. Boxbrast K., 47 Jiet, HAXOIMIaCh B 3-M HEBPO-
Kope (Yallie cieBa), pacroioKeHUe KOTOPhIX HE COOTBETCTBYET nornueckom otenernn HIIH PAMH c¢ 21 wonst o 21 asry-
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KIMHIUYECKII PASBOP

cra 2008 . m B nexkadpe 2009 . Juaeno3: MUTOXOHIPHUATbHAS
SHIIe(DANTOMUONATHS C JAaKTaT-alluI030M U MHCYIBTOMOA00-
HbiMu 3mm3ogaMu (MELAS).

Anamnes 3abonesanus. C 1eTCTBa poca XyIeHbKOM, He JTo0uIa
Oeratb, UTPaTh B MOABWKHBIE MTPHI, AJl OBLIO MOHMKEHHBIM —
90/60 MM pr. ct. C 14 neT GecrioKOWIM YacThle TONOBHbBIE 60U
10 TUIy MUIPeHM Oe3 aypbhl. YUmiach XOPOILIO, OKOHYMIJIA
IIKOJY, a 3aTeM mojuTexHudeckuit uHCTuTyT. C 30 et mepumo-
JMYECKU CTAlM BO3HWKATh TepeOOM B Cepille, HEMpUSITHbIE
omymieHuss B ero oomactu. C 44 ner (2005 1) mosiBMiIach
HEYCTOMYMBOCTD TPHU XOb0E, TIOBBIIICHHAS YTOMJISIEMOCTb. 22
suBapst 2008 T. (46 eT) IHEM MOSBUIIMCH «BCIIBILIKH» SPKHUX
M0JIOC B IPaBOM II0JI€ 3peHMs, 4epe3 TPM AHS MPOU3OLLIO
BBITIaICHUE TIPABOTO TIOJISI 3pEHMS, TIOSIBUIIOCH M CTaJIo Hapac-
TaTh IOLIATHIBAHUE.

25 suBaps 2008 . ObUIa rOCIIUTAIM3UPOBAHA B OOJBHUILY I10
MECTy XWUTeIbCTBA. [IMarHo3: ocTpoe HapyLIeHHE MO3TOBOTO
kpoBoobpamennss (HMK). B HeBponormyeckoMm crartyce
BBISIBJISUIMCH TIPAaBOCTOPOHHSAS TEMHUAHOTICHS, YMEPEeHHBII
BeCTHOY/I0-aTaKCMYECKUiT CUMHAPOM, Iuddy3Has MbILIeYHAsS
runiotorust. [Ipy MPT romoBHoro mo3ra 28 staBaps 2008 1. (Ha
IIECTBIe CYTKM) B KOPE 3aThIIOYHON 1 MeI00a3aIbHbIX OTAeNaX
BUCOYHOM JOJIM C/ieBa ObLT BBISBIICH OYar IMOBBIIICHHON UHTEH-
cuBHocT MP-curnana B pexxumax T2 u T2 FLAIR (puc. 1A, b)
u cnabo noHmxeHHo — B pexume T1. CybapaxHounaibHoe
IIPOCTPAHCTBO Ha YPOBHE 04ara ObUIO CIIAXEHO.

[TpoBoauoCh IeYeHNE COCYTUCTHIMU ¥ HOOTPOTTHBIMU TIpeTia-
patamu. CUMITOMATHKA TOJHOCTBIO perpeccuponaia. OnHaKko
17 heBpans 2008 1. pa3BUIKCH BbIpaXeHHAs CIA00CTh U OHEME-
HUE B TIPABBIX KOHEYHOCTSIX. {MarHOCTUPOBAHO MOBTOPHOE
HMK. MP-anrnorpacust BeIIBMIA W3BUTOCTh IPEKpaHNAb-
HBIX OT/EJOB MpaBoil BHyTpeHHel coHHoil aptepuu (BCA),
TUITOIJIAa3MIO JIeBOM Mo3BoHOYHOM aprepun (ITA), mpoxomau-
MOCTb BCex apTepuii 6bu1a coxpaneHa. [losropaasg MPT ronos-
HOTO Mosra He mpoBoauiach. [Ipu MoHutopupoBaHuu KT
32peTMCTPUPOBAHBl €IUHUYHbBIE HAKETYTOYKOBBIE W XKEIy-
JOYKOBBIE IKCTPACUCTOJBI, TIPEXOMSIIee YXYAIIEHNE MTPOoLeC-
coB penonsipusaimu. DXO-KT BbIsiBUIA MPOIANc MUTPATBHO-
TO KJIalaHa, MUTPATBHYIO PETYPTUTALIUIO.

B TteueHue JABYX HE€ACIb HEBPOJOTMYECKass CHUMIITOMaTHKa
IIOYTH ITOJTHOCTBIO pETpeCCUpoBalia, 6osibHas ObLTa BHIMKCAHA
n3 craguoHapa B

YAOBJIETBOPUTCIBbHOM  COCTOSHMMU.

T2-flair

puc. 1: MPT ronosHoro Moara 6onbHoit K. TMepbit M3, 28 xeaps 2008 r. (wecToit
[ieHb 3a60neBanys). B kope 3aTbiN04HoiA 1t MenyoBasanbHbIX OTAENax BUCOY-
HOIA IO/ CNIEBA 04ar MOBBILUEHHOA MHTEHCUBHOCTU CUTHANA B PEXUMAX T2
(A) u T2-FLAIR (B) (cTpenkw). CybapaxHouganbHoe NPOCTPAHCTBO Ha YPOBHE
04ara CrmiaxeHo

o1

WcynbTonono6Hbie anu3obi npu curzpome MELAS

OcraBanuch YacThle JaBSILIe-MYJIbCUPYIOIINE JIeBO- MU JIBYX-
CTOPOHHME TOJIOBHBIE 00U C TOUIHOTOM, (hoTO- U (hoHOPO-
OusiMu. BriepBble 3aMeTuia CHUXKEHUE Cltyxa, OoJIblie crpasa.
o xonna Mas 2008 1. yyBcTBOBasIa ce0s1 YIOBIETBOPUTETbHO. B
MapTe U ampeJie MpoBesia Kype JeueHUsT MeKCUI0JI0M 1 unede-
HOHOM.

B xonue masg 2008 . Ha (oHe BONHEHUS W TIePEyTOMIICHHUS
MOSIBUJIMCH BBIPaXKEHHAs Pa3ApaxUTeNIbHOCTb, CMEHUBIIASCS
amaTHei, COHJIMBOCTD, 001Iast CIad0CTh, CHU3MIICS anmeTut. B
Hayvajie MIOHS Pa3BUJINCh peueBble HApYLIEHMS: TIOXO MOHU-
MaJjia oOpallleHHYIO pedyb, HETPAaBWJIbHO Ha3bIBajia MPEIMETHI.
Counnusocts yeununach. 8 vioHst 2008 T. ObL1a TOCTUTATU3UPO-
BaHa. B HEBpoJIOrnuecKoM cratyce: rpydasi CeHCOpHasi U aMHe-
cTuyeckas adasus, Tuddy3Has MbIIeyHas TUTIOTOHUS, ped-
nekc babuHckoro crpaBa, BeCTUOYI0-aTaKTHYECKU I CUHIPOM.
B TteueHue cremyrommx ABYyX THEH COCTOSHME MPOIOIXAJO
YXYALIAThCS: TIepecTaga y3HaBaTh OKPYXKAIOIINX, He OTBevyasa
Ha Borpockl, He ena. 10—14 wionst 2008 r. mpoBeneHa MyJbCc-
Teparnusi coly-MeIpoJIOM C exXeTHEBHbIM BBeieHHeM 1 T rpemna-
parta, 1mocJIe Yero COCTOSTHKME OBICTPO YIYUIIMIOCH: CTajla TOBO-
PUTb, Y3HABaTh POIHBIX, TPUHUMATD TIUIIY, XOAUTb C TIOCTO-
ponHeii momolibio. MPT rosoBHoro mosra (17 utonst 2008 r. —
20-11 nenb Tpetbero UIID): B xope BUCOUHBIX obmacTeit, mpe-
MUMYILIECTBEHHO CJieBa, BBISBISIOTCS OYaru TOBBIIICHHOM
nHTeHcMBHOCTH MP-curHama B pexume T2 m T2 FLAIR,
cnabo TOHIDKEHHON MHTeHCMBHOCTM MP-curnana B pexume
T1. CybapaxHouanbHble MPOCTPAHCTBA HA YPOBHE 0YaroB
criaxeHbl. O4aroBble M3MEHEHMsI B 3aTbLIOYHOW KOpe U
Meano0a3abHBIX OTIENaX BUCOYHOM MO CleBa, BBISBISIB-
muecst npu uccienosaHuu 28 supapsi 2008 L., oTCyTCTBYIOT
(puc. 2A—B).

19 wmions 2008 I. HOYBIO Pa3BMIIUCH [IBA Te€HEPATM30BAHHBIX
TOHMKO-KJIOHMYECKUX MPUITAAKa, KYMHPOBAHHBIX BHYTPUBEH-
HBIM BBEJICHUEM pelaHUyMa.

8 utonsg 2008 r. BOBHUKIM MOBTOPHBIE CYTOPOTU B MPaBbIX
KOHEYHOCTSIX, MOcje KOTOPhIX B TEUEHUE JBYX IHEW B HUX
COXpaHsTMCh HEeOOMbIas caaboCTh, OAEPTMBaHUE TTPABOTO
yroska pra. 12 utons 2008 . mosiBUAach CUIbHAsI TOJIOBHAS
00Jb, XapakKTep U JJOKATU3aIio KOTOPOil He TOMHUT, TIOCJIE-
JYIOIIME TPU-YEThIPE THSI BO3HUKAN TIOBTOPHBIE CYIOPOTH B
JIEBbIX KOHEYHOCTsIX. IyMjeKCHOe CKaHWPOBAHUE Marucr-
paibHbIX aptepuii ronossl (JJC MAI) He BBISIBMIIO IATOJIO-
ruu. YpoBeHb aHTUTeN K Kapauoiununy (aKJl) u HaTuBHOMI
JHK 6511 B nipenenax HopMbl. Ha doHe neyenus upedbeHo-
HOM ¥ LIUTOGIABUHOM COCTOSIHUE YJIYYIIMIOCh: MPEKpaTH-
JIUCh CYIOPOTM B KOHEYHOCTSIX, MCYe3ja TOJIOBHAs 0OJb,
MOJIHOCThI0O BOCCTAHOBWJIKCH peYb, NBUXECHUSI, YPOBEHb
OoapcTBOBaHMs. BMecTe ¢ TeM BriepBble 3aMeTHIa CHUKEHUE
MaMSITH.

[To-nipexxremy crasmica auardHo3 HMK, mpmumHa xotoporo
ocTaBajiach HescHol. JIuddepeHanbHbIi AMarHo3 MpoBo-
JIAJICS MEXIY CITOHTAaHHOM IMCCEKIMEN IepeOpaibHEIX apTe-
puii, aHTUPOCPOTUTTUIHEIM CHHAPOMOM, CHUCTEMHBIM BacKy-
nutoM. Hanpasnena B HIIH PAMH mist yrouHeHus auarHosa.
Tocrmramm3uposana 21 wionsg 2008 1.

Hacnedcmsennocms: Math 70 JIeT ¢ MOJIONOCTH CTPAfacT IpH-
CTYIT00OPa3HBIMHU TOJIOBHEIMHU OOJIAMU. Y TIpazena, 0a0yIIKy 1
TETKHU T10 IMHUU OTIa OTMEYAIOCh CHIKEHUE CITyXa.

Ilpu nocmynaenuu: aCTeHUYECKOTO TEJOCTIOXEHUS, KUPOCKO-
JI03 TPYIHOTO OTAe]a ITO3BOHOUHMKA, TMIIEPMOOMIBHOCTD
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T2-flair

puc. 2: MPT ronosxoro moara 6onbHoid K. Tpetwid U9, 17 wioks 2008 r. (20-e
cytku MN3). B kope obeux B1couHbix o6nacreit, Gonblue cnesa, 04arv noebl-
IIGHHO WHTEHCMBHOCTM CurHana B pexumax T2 (A) u T2-flair (b), cnabo
MOHUXEHHOA — B pexvme T1 (B) (CTpenkw); ouar B Kope 3aTbiNoyHoI U
Meyo6asaibHbix OTAENAX BUCO4HON Jonel Cnesa, BuisBASBLLMIiCS 28 SHBa-
ps 2008 r., He onpenenseTca (apoitHble cTpenky). 22 wons 2009 r. (56-ik
ferb UN3): [1) 3HauMTeNbHbIA PErpece 04aro B 00eMX BUCOYHbIX JONAX,
pexumel T2 (I) v T2-flair (ctpenku); E) y3kast nonocka runepuHTEHCUBHOMO
cvrHana B T1, noBTOPSIOLLAS GOPMY KOPbI — NAMUHAPHBIA HEKPO3 (CTPeNky)

CyCTaBoB, TiockocTomnue. I[lynbe 84 yiapa B MUHYTY, pUTMUY-
nonit. AII — 110/80 MM pt. cT. B co3Hanuu. OpueHTHpOBaHA.
Peub 3amenieHHas. Ha Bompochl oTBeyaeT mpaBUIIbHO, OBICTPO
ucroiaercs. [lape3os HeT. JIuddysHas MbliedHast rumnoro-
Husi. CyXOXWIbHBIE pe(IeKChl XXMUBbIE, HEMHOTO BBIIIIE ClIEBa.
Hemnoctosiuubiit pediekc babuMHCKOro ¢ OBYX CTOPOH.
Pednexcyl opaibHOrOo aBTOMaTM3Ma C JBYX CTOPOH.
KoopauHatopHbie TIpoObI BBITIONHSET HEYBEPEHHO, YyTh XyXKe
cieBa. B mpobe Pombepra HeycToiiunBa. YeTKMX YyBCTBUTE/Ib-
HBIX HapylieHui HeT. DYHKIIMY Ta30BbIX OPraHOB KOHTPOJIU-

pyer.
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Pesyavmampr 0cHOBHBIX 1GOOPAMOPHBIX U UHCHPYMEHMANLHBIX
uccnedogauuil: nakrar kpoeu — 5,82 Mmoab/n (Hopma
0,50—2,22), xomectepun — 8—9,5Mmonn/1 (Hopma 3,3—6,2),
TIPM MOJIEKYJIIPHO-TEHETHIECKOM TECTHPOBAHUN OOHapyXeHa
mytanust MTIIHK A3243G.

MPT 201061020 mo3zea ot 22 wions 2008 . (56-i1 neHb TPETHETO
NIID): ouarosbie ©3MEHEHMS B 00€MX BUCOUHBIX AOJISIX (PEXU-
Mbl T2 1 T2-FLAIR) B 3HauuMTeIbHOM CTENIEHN perpeccupoBa-
mm (puc. 2I'—[1). OT™MeuaeTcs y3Kas IoJ0cKa TUTIEPHHTCHCHB-
Horo curHajia B pexume T1, mosTopsiomas Gopmy Kopsl —
JaMuHapHbId Hekpo3 (puc. 2E). OTcyrcTBue M3MEHEHMI B
pexuMe T2-TeMo MCKITIoUaeT NmeTeXuaabHble KPOBOM3TUSHMUS.
MPT rosnosHoro mo3ra ot 20 aBrycta 2008 1. (85-i1 ieHb TpeTbe-
ro WIID): cyliecTBeHHBIX M3MEHEHUI 10 CPABHEHUIO C ITPEIIbI-
JYIIUM MCCIIeOBaHUEM HET.

DI BoIpakeHHbIE OOILIEMO3TOBbIE U3MEHEHMUS B BUE 3aMel-
JIeHUS] KOPKOBOM aKTMBHOCTM U AuUD@PY3HOI MeIIeHHO
AKTUBHOCTHU, TEHEPATM30BAHHAS SMUIENTU(QOPMHAS AKTUB-
HOCTb, HapacTaloas py TUIEePBEHTWISAIIMN ¥ (DOTOCTUMYJIISI-
uu. [Ipu TpexMepHO# JIoKanu3aluyi UCTOYHUKOB IMUAKTUB-
HOCTH BBISIBJIEHA 30HA MEPBUYHON TeHEpaluy B MEAUATBHBIX
OTJ/IENIax JIEBOW BUCOYHOM J10JIU.

buoncus npaBoii METBTOBUIHON MBI MPUA THCTOJIOTHYE-
CKOM KCCJIeIOBAHUY BbISIBJIEHO YBEJIMYEHUE KOJIUYECTBA CTPO-
Mbl B 3HIOMM3UHU, AUCTPOPHUECKUE M3MEHEHMSI MHOTHUX
MBIIIEYHBIX BOJOKOH, HEKPO3 eIMHUYHBIX BOJIOKOH, a TaKXe
aTpodust OTAENbHBIX BOJOKOH. [Ipu okpacke MoaupuImpo-
BaHHBIM MeTOAOM [OMoOpHM ompeneneHo OOJbIIOe KOJMYECTBO
PKB (puc. 3A, B). [ucroxummaeckoe uccneqoBaHne 0OHapy-
KUIIO PE3KO CHUXeHHYyIo peakiuio Ha 1O, HepaBHOMepHOE
pacmpezieieHde B pa3IMYHbIX yyacTkax cpezoB CHI u yetko
BeipaxxeHHbIt CIAT'-peHomen PKB B psine MbleyHbIX BOJIO-
KOH. BbIsIBIeHHBIE U3MEHEHUS XapaKTePHbI AJIsI MUTOXOHIPU-
aJbHOM Muomnatuu (puc. 3B).

DKI: n3ameHeHue MuMokapaa HCpCI[HefI CTCHKU JIEBOTO XEJTy-
J0o4Ka.

puc. 3: TWCTONOrVYECKOE ¥ MCTOXMMIUYECKOE WCCeNioBaHMe B1ONTaTa YeThIpexTa-
BOVA MblLuLl Geppa 6onbHoi K;

A) nonepeublil cpe3: GoMbLLIOE KONMYECTBO KPACHBIX PBaHLIX BONIOKOH (TOHKME CTPENKy); yBe-

JWYEHIE KONMYECTBA CTPOMBI B 3HIOMU3NV (3BE3104Ka); aTPOGMPOBAHHOE BOMOKHO (TOACTaR

CTpenka); noruatolLiee BONIOKHO (onas cTpenka). MomuduuMpoBaHHbIA TPEXUBETHBII METOR

Tomopw, yBenuuenue 200 .

b) nonepeuHbIii Cpes: «knaccu4eckoe» KpacHoe PBaHoe BOMOKHO (CTpenka). MomudmLmpoBaHHIil

TpexugeTHbIA MeTos Fomopw; yeennyenve 400 x.

B) rucroxummyeckas peakums Ha GA: CAr-noaumvenbit deHomer KPB B MHOTVX BONOKHaX

(cTpenku); chuxenue peakuvm Ha LI B 4aCTv MblLLEYHbIX BOMOKOH. YBenuderne 200 x



KIMHIUYECKII PASBOP

HXO-KI: HebobIION TUMOKKUHE3 TepemHe-MeperopoaoIHOro
1 TIePETHETO CETMEHTOB B CPETHEM OTJEIE JIEBOTO XKeTyIouKa.

lynaekcroe ckanupoganue bpaxuoyedanbHbix apmepuii: apTepun
MPOXOIUMBI, IBOMHON YIJOBOW M3rM0 IpaBoi BHYTpeHHEMH
COHHO¥ apTepuu TUCTaJIbHEE YCThS.

Koucyavmayus omornegposoza: NBYCTOPOHHSISI XPOHUYECKAs
HENPOCEHCOPHAS TYTOYXOCTb.

KOHcy/lbmdMLl}l mepanesema. KapauoMuoIaTusa, TUIepxoyieCcTe-
PUHEMMUA.

He 6bis61eH0 namonoeuu Py CJIeTyOMIMX UCCEN0BaHUSX: KOa-
ryJorpaMma, arperaiust TpoMOOLMTOB, aHTUTeNa K hocdonu-
mugam u JJHK, antuHykneapHsiil (hakTop, TOPMOHBI IIIUTO-
BUIHOM Xee3bl, Y3W opraHoB OpIOLIHOM MOJOCTU U ITOYEK.

Jleyenue: uTo(aaBUH, MEKCUIOMA, L-KapHUTHH, MUJIbraMMma,
une6eHoH, (GDMHIICTICHH, aeBUT, KylecaH, TyOBUT, BECTUOYIISIp-
Hast rTuMHacThKa. CoCTOsTHME YIy4IIWIOCh: CTajla YBEpEeHHEe
XOIUTD, OKpeInia (PU3NYECKU, YMEHBIIINChH TOJTOBHBIE OOH.
B mocnenyromemM MOCTOSHHO MPUHUMAA (DUHICIICUH, TIOYTH
MOCTOSTHHO — MAEO0CHOH, MEKCHION, KypcaMHd — KyHecaH.
Dnunentryeckux npunaakos u UIID He ObL10. locTaTOUHO
9acTo OECITOKOMIIM TOJOBHBIE 0OJIM AEPraloIiero Xapakrepa, ¢
(oto- 1 hoHODOOMEH, YCHIUBAIOIIUECS TIPY ABIKEHUH (IU-
(by3HBIC WM JIEBOCTOPOHHME). B 11€10M, MX BBIPaKEHHOCTD U
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YacToTa OBUTM MEHbIIE, YeM paHee. B anpeste 1 MoHe ieunnach
CTAIL[IOHAPHO B CBSI3U C YCUJICHUEM O0IIei cl1aboCTH U TOoIlIa-
ThIBAHMSI.

MPT rosnoBHoro mMosra ot 17 gexabpst 2009 r.: cymiecTBEHHBIX
M3MEHEHMIA 110 CPaBHEHMIO ¢ UccieqoBaHueM oT 20 aBrycra
2008 1. He BBISIBJIEHO.

Ha6moaenue 2. bonbnoit V., 40 et, Haxomuicst Ha o0cIen0Ba-
Huu u neyeHu B HIIH PAMH c 1 nexabps mo 24 nexkabps
2008 r., 3aTem moBTOpHO ¢ 30 HOSOPs 10 17 nekadps 2009 .

Juaeno3: MUTOXOHApUATIbHAS HIEdATOMUONIATUS C JIaKTaT-
alUI030M M MHCYIbTONOmoOHbBIMU 3mu3ogamu (MELAS).
CeHcopHast U amHectuueckas adasus. CaxapHblil nuaber
1 TMMa, MHCYTMHO3aBUCUMBbIi, CPeTHEN TSKECTH, CTaius cyo-
KoMieHcauuu. HelipoceHcopHast TYroyxocTb.

Anamnes 3abonesanus. C 15 ner (1984 1) ormedeHa 3amepxkka
pocta (162 cm). C 21 roma (1990 1) mocie cTpecca CTal CHU-
KaTbCsd CIyX Ha TpaBoe yXo, ¢ 24 JeT — Ha JeBoe, ¢ 35 JeT
TIOJIb3YeTCs CyXOBbIM armapatoM. B 32 roma (2001 1) BeIsiBIICH
caxapHblii 1uabet | Tma, B CBSI3U ¢ HeA((HEKTUBHOCThIO Tab-
JIETUPOBAHHbBIX CPENICTB, HAXOAUTCS Ha JICYEHUN UHCYJIMHOM.

B 2008 1. (39 net) Ha (hoHE MIMTETEHOI CTPECCOBOI CUTYAIINH
3a Tpu Mecsma noxynen Ha 10 kr. 30 aBrycra 2008 . mosiBUIach
cuibHast Auddy3Hast ToloBHAs 60ITb, TIOLIATHIBAHUE, HAPYIIIE-

A

puc. 4 MPT u KT ronosHoro Moara 6obHoro Y. 5 cextatps 2008 r. (ceppMoit AeHb 3a60neBaHNs): B KOPE 3aBHUX OTLENI0B TEMEHHON M 3aTbIIOYHON LONSX CNesa ¢ HeOObLUIMM pac-
MPOCTPaHEHNeM Ha CyOKopTUKanbHOE BEnoe BELLECTBO BhISBASIETCS 0Yar MOBLILIEHHOM MHTEHCUBHOCTM CUrHana B pexwvme T2 (A) v T2 flair (B). Bokosble Xenyaouki pac-
wmperbi. 8 nexabps 2008 r. (okono 3,5 Mecsiies ot passutus UIM3): B pexvme T2 (B) v T2 flair () 0yary B kope 3aHUX OTAENOB BUCOYHON v TEMEHHOI lONeit ClieBa yMeHb-
LUKNMCh B pasMepe, NPUOBPENM YETKME TPaHMLbl — FM03 (CTPENKy). XapakTepHoil NOCTUHGAPKTHO KUCTbI HET. Quar B MEAMANbHBIX OTAENAX SIEBOV 3aTbiN04HON 0NV He
OMPEenensieTca. 3aaHuii por N1eBoro GOKOBOTO XENYL0YKA 3HAYMTENLHO PACLUMPEH, OKDYXEH 30HOM NIOKaTbHONO Neiikoapeosa (B). B pexume T1 cnesa BLIFBNAETCS CUHAN
MOBBILLUEHHOM VHTEHCYBHOCTIA TOBTOPSIOLLYI JOPMY U3BUIMH KODbI TEMEHHON Z0/M — NaMuHapHbid Hekpo3 (L1). 7 centsbps 2009 . (rog nocne passutva MM3): kopkoBbi
04ar npexHeit Nokanuaauy B pexvme T2 (E), yBenmumnoch paciumpeHue nesoro 60kosoro xenynouka; X) Ha KT ronosHOro Moara BLISBASIOTCS 04ari MOBbILLEHHON nnoT-

HOCTH (KatbLdmKaTbI) B NEHTUKYNAPHBIX apax.
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HUE KOOPAMHAILIMK B PyKax, COHJIMBOCTD, CTAJl HEaIeKBaTHBIM,
aiihopuuHbIM. AJl — 120/80 MM pT. cT. JIedeHne KABUHTOHOM,
KeTaposioM, Lepedpoau3nHoM — 0e3 a¢dekra. [Togpunuch n
CTaJIi HapacTaTh pedyeBble HapymieHus. 5 centsops 2008 . B
CBSI3U C YCUJIEHUEM TOJIOBHOM 0011 ObUT TOCTIUTATU3UPOBAH B
I'Kb um. botkuHa ¢ nuarHozom «octpoe HMK».

IIpu nocmynaenuu: 3aTOPMOXKEH, TJIOXO BBITOJHSIET UHCTPYK-
1IUM, TPABOCTOPOHHSISI TEMUAHOTICHS, TIAPE30B HET, CYXOXMJIb-
Hble pedieKchl paBHOMEPHO CHUXEHbl. HeTouHocTh mpu
BBITIOTHEHUM KOOPAMHATOPHBIX MPOO ¢ IBYX CTOpOH. Jlerkas
ceHcopHas acda3uu. CoctosiHue 60IBHOTO MPOAOIKATIO TTOCTe-
TIEHHO YXYIIIAThCS: YCUIMIUCh PEYEBble HAPYIIEHWUS, Pa3BUII-
Csl YMEPEHHBI! MPaBOCTOPOHHUI TEMMIIApe3, PacCTPOUIOCh
YTeHUE, MUCbMO, CUET, CHU3MJIACh KPATKOBPEMEHHAS MaMSITh,
riepecTas y3HaBaTh 3HAKOMbIE JIUIA, TIPEAMETHI.

MPT eo0n06H020 Mo32a oT 5 centsiops 2008 1. (cempMoit AeHb
3a0oneBaHus): B pexkume T2 u T2-FLAIR B Kope 3aqHMX OT/e-
JIOB BUCOYHON M TEMEHHOM MOJeii, a Takke B MeAUaTbHBIX
OTJe/IaX 3aThUIOYHOM JOJIM CjIeBa ¢ HeOONBIIMM pacrpocTpa-
HEHUWEM Ha CYOKOpTHKAJbHBIE OTHEIbl OeJ0oro BellecTBa
BBISIBJIEHBI OYarv IOBBIIIEHHOH WHTEHCUBHOCTM CHMTHAIa C
HeyeTKrMU rpaHunamu. CydapaxHouaaabHble IPOCTPAHCTBA B
MX 00JacTH IUIOXO BU3YaIM3WPYIOTCS, 3adHMIA PO JIEBOTO
0OKOBOTO XeJTyI0yka HEMHOTO cIaBieH. boKoBbIe XKemynouKku
YMEPEHHO, a YeTBEPTblii — BBIPAXKEHO pPACIHIMPEHBDI.
BripaxkeHHOe paciiMpeHue Cy0apaXHOMIAIbHOTO IPOCTPaH-
CTBa M YepBs TIONYIIaprii Mo3xeuka (puc. 4A, b).

lynaexcroe ckanuposarnue bpaxuouepanbHbix apmepuii: TEMOIN-
HaMUYECKM He3HaYMMasi U3BUTOCTh MPaBoii BHYTPEHHEH COH-
HOM M 00eyx MO3BOHOYHBIX apTepuil Ha MpeBepTeOpatbHOM
YPOBHE.

[IpoBomunoch neyeHnMe aHTUOKCHIAHTAMM, HelpoTpodude-
CKVMU U COCYAMCTBIMU Tpenapatamu. [IpekpaTuiach ToJoB-
Hasg 00JIb, YIYYIIWIACh Pedb, YMEHBIIMIACH CIA00CTh B IIpa-
BBHIX KOHeUHOCTSX. Beimucan 23 centsiops 2008 1. ¢ muarHo3oM:
«Mmemuueckuit wuHcynpT. CaxapHbiii auaber 1 Tuma.
JIByCTOPOHHSISI HEPOCEHCOPHAs TYTOYXOCTh>.

B Hos16pe 2008 1. koHcyasTpoBad B HITH PAMH, 3anonospe-
Ha MUTOXOHJIpUaJIbHAS MATOJIOTHSI, B CBSI3U C YeM ObLT HanpaB-
neH Ha JIHK-muarHocTtuky, kotopas oOHapyxXujia MyTaluio
MTAHK A3243G, xapakrepHyro mis cuHapoma MELAS.
Tocrmrammsuposan 1 gexadbpst 2008 . 8 HIIH PAMH mna
1000ce10BaHusI.

ObsexmusHo npu nocmynaexyu: TTAIIEHT HEOOBILIOTO POCTa, B
HEBPOJIOTMYECKOM CTATYCE OMPEAETISIOTCS CEHCOPHAS U aMHe-
ctiyeckast adasust, TUCIEKCHs, AUCTpadus, AUCKATbKYJIHUS,
KOHCTPYKTUBHO-IIPOCTPAHCTBEHHBIE TPYIHOCTH MPU U300pa-
SKEHUHU TPOCTHIX FEOMETPUUECKUX (DUTYP, CHIDKEHUE TTaMSITH,
0COBEHHO KPaTKOBPEMEHHOM. YTpaueHbl ObITOBbIC U TIpodec-
CHOHa/bHbIe HaBbIKK. [1ape30B, pacCTPOMCTB YyBCTBUTEIBHO-
CTH, aTAKCUU HET.

Pesynomambl 0cHOBHBIX AGOOPAMOPHBIX U UHCHPYMEHMAALHBIX
uccaedosanuii: caxap — 10,7 MMomb/J, JakTat KpoBu — 5,51
MMOJIb/J1. AHTUTENA K hochomunumaM — oTpuLiaTeIbHBIE.

IKTI: v3MeHeHUs] MUOKapaa HWXHEH M OOKOBOW CTEHOK
TUTIEPTPO(PUPOBAHHOTO JIEBOTO XeTynouka. CHHIPOM paHHeH
PEnoIsSIpU3aluy Xeay10uKOB.

o4

puc. 5; TUCTONOrYECKOE 11 TUCTOXMMUYECKOE MCCNEOBaHME BHOMTaTa YeTbipexria-
BOVA MbiLuLbl Genpa GonbHoro V.

A) npomonbHbIA CPes: PBAHbIE KPACHBIE BONOKHA (MO3NTVBHAS PEAKLMS B KPAEBLIX y4acTKax
BONIOKOH) (CTpenky). MommduunpoBanHbiii TpexuseTHbIiA MeTog Fomopu. Yeennuetme 200 x.
B) ructoxummnyeckan peakunst Ha GA: CAT-noswtvsbii deHomen KPB B kocononepeyHom
CPe3e MbILLEYHOO BOIOKHA (ToncTas cTpenka). Cuxerme peakuum Ha CLUM B MpononibHbIx cpe-
3ax BOMOKOH C C[IM-no3umvsHbiM eHomeHom KPB B kpaeBbix yuacTkax (TOHKWE CTPEnkM).
Yeenuyenve 400 x.

B) nonepeuHbiii cpes: rvcToxumuyeckas peaxwust Ha CLLT; cMeLLieHue MUTOXOHIPHIA K nepude-
PUM MBILLEYYHLIX BONIOKOH (CTPEAIKu), paclienvpaioLieecst kak GLT-nonoxwTenbHbiil deHoMeH
KPB. Yeenuuenve 200 x

IXO-KT: ymepeHHasi HECUMMETpUYHAsI TUMEPTpoduyecKas
KapauoMuonaTusi 6e3 00CTpYKIIMK BBIHOCSIIETO TPAKTa JIEBO-
To Xenynouka. MutpanbHas peryprutanusi 1 cTeneHu.

MPT eon06H020 mo3ea ot 8 nexadps 2008 . (okoj1o 3,5 MecsleB
ot pazsutusa UI1D): B pexxume T2 u T2 FLAIR B xope 3anHe-
TeMEHHO-BMCOYHOI 00JIACTH BHISBIISCTCS TMIEPUHTEHCUBHBII
oyar ¢ Ooyee YETKMMH TpaHMIAMHU, Y€M TIPH MCCIEIOBAHUM
5 centa6ps 2008 . BoipaxkeHHOE paciiMpeHue 3aaHEro pora
JIeBOro OOKOBOTO XeJymo4Ka, CHIHAl OT OejIoro BelllecTBa
BOKDYT HETO IIOBHIIIEH (JTOKaJbHBIN JIeiiKoapeo3). B pexume
T1 B KOpe TeMEHHO-BUCOYHOM JOJIA CJIeBa BBISIBJISICTCS CUTHAI
MOBHILIEHHOM MHTEHCUMBHOCTY (JJAMMHApPHBIA  HEKPO3)
(puc. 4B-E). B pexume reMo Npu3HAKM KPOBOM3IUSHUIA B
KOpe OTCYTCTBYIOT. CUTHAN OT MEAMAJIbHBIX OTAEIOB JICHTUKY-
JISIPHBIX SiIEp CUMMETPUYHO TTOBBILIEH B pexkume T1 1 cHiKeH
B pexxume T2.

KT 201061020 mo3ea ot 8 nekadpst 2008 1. (oxoio 3,5 Mecs1ieB oT
paszsutust UI13): 30Ha HEOTHOPOAHO OHMXXEHHOH TNIOTHOCTH
B BMCOYHO-TEMEHHO-3aThIJIOYHOI oOnacTu cieBa. Ovaru
TTOBBHIIIEHHON IUIOTHOCTH (KaJbIM(HUKAThl) B MEIMANbHBIX
OTzIeNax JCHTUKYIAPHBIX SIIEp ¢ ABYX CTOPoH (puc. 42K), crmabo
BbIpaxeHHoe AupY3HOE CHIKEHME TIOTHOCTH O€JI0r0 Belle-
CTBa BOKPYT OOKOBBIX XKEIYI0YKOB MO3Ta. YMEPEHHO pacIIv-
PEHBI OOKOBBIC XKENYIOYKHU, OONBIIE JIEBBI, U CyOapaxHOM-
JaJIbHBIE TIPOCTPAHCTBA.

SB[ BbIpakeHHbIE O0IIEMO3rOBbIe U3MEHEHMS B BUIE 3aMelJIe-
HUS1 OCHOBHOTO KOPKOBOTO PUTMa C PEIyKIIMEH €ro B 3aTHUX OT/e-
nax jieBoro rmonymapust. ITapokcusmanbHas MeIIeHHas! aKTHB-
HOCTB B JIOOHBIX OT/IE/IaX JIEBOIO IOJTYIIAPHSL. DIMICHTH()OPMHBIE
3HAKY TaKKe OOJIBIIIE BBIpasKeHBI B IOOHBIX OT/IEINaX CIIeBa, YCHIIH-
BAIOTCSI TIPY TATIEPBEHTUIISILIAML,

He 6vissaeno namonoeuuy TIpy CIeAYIOIINX MCCIEN0BAaHMSX: KOa-
TyJlIorpaMMa, arperanusi TpoMOOLIMTOB, aHTUTeN K (ocdoy-
magaM 1 JHK, antunykneapuwnii dakrop, Y3U opranos
OpIOIIHON MOJOCTH U TMOYEK.
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Buoncus wemvipexenagoii mviuiybl: TIPU TUCTOJIOTHYECKOM U
TUCTOXUMHUYECKOM HCCJIEIOBAHUU OOHAPYXECHBI MPHU3HAKMU,
XapaKTepHbIE [IJIsI MUTOXOHIPHATbHOM LINTONATHN — aTPOdHu-
YyecKyie U3MEHEHUSI eIMHUYHBIX MBIIIEYHBIX BOJIOKOH, HaJIM-
yye pBaHbIX KPACHBIX BOJIOKOH IIpU OKpacke 1o [oMopu, cHu-
xeHne peakuuy Ha 11O, CIT'- n HO-mo3uTuBHBII (eHOMEHBI
PKB B psime BonokoH (puc. 5).

MPT ot 7 cenrsiopst 2009 1. (ton mocne passurtist MI19): kopko-
BBIIl oYar mpexHeil Jiokanmu3aluu B pexkxume T2, yBeTuuuiIoch
paclipeHue JieBoro 00KoBoro xenyaouka. B pexxume T1 runep-
WHTEHCUBHBIA CUTHAJ 110 M3BWIMHAM yMeHbIIcs. [1pr3HakoB
MeTeXHANbHBIX KPOBUO3MUSIHMI HeT. [IpoBommiioch jedeHue
MIJIIPOHATOM, HOOEHOM, BUTAMMHAMMU TPYIIIbl B, 1iutodau-
HoM. OTMeYeHO YiIydilleHHhe TOHMMaHWs OOpallleHHON peuw,
yTeHus1. IToce BBIMMCKY IOCTOSIHHO TPOBOAWIKMCH TOBTOPHEIE
KypChI SHEPTOTPOIHOM M Tpo(hUUYeCcKoii Tepanuu (HOOeH, KOp-
TeKcuH, 1epernpo, Butamubbl). o saBapst 2010 . cocTostHme
0CTaBaJI0Ch CTAOMJIbHBIM.

Hacaeocmeennocms: Math ¢ 44 €T cTpagaeT caXxapHbIM Auade-
ToM 1 TMIa, OTMeYaeT HeOOJbIIOe CHIKEHUE ciyXa. B mekadpe
2008 . y Hee BbisgBIeHa MyTaiusg MTAHK B reteporiazmuye-
CKOM COCTOSTHUU, XapakTepHas it MELAS-cunmpoma.

Oocyxnenne

JHwarno3 MELAS u Hammume WMIID y Hammx OOJBHEIX HE
BBI3BIBAJIM COMHEHUSI; TMarHO3 OCHOBBIBAJICS HA TUIMYHBIX
KIMHUYECKUX W HEeHPOBU3YaTM3ALMOHHBIX MPOSIBICHUSX
(puc. 1-2, 4), nakrar-anumo3e, XapakTepHbIX THCTOJOTHYE-
CKUX U TUCTOXMMHUUYECKUX U3MEHEHMSIX B MBILIIEYHBIX OMOTITA-
Tax (puc. 3, 5), a Takke OOHapyKEHUU MYTallUl MUTOXOHIIPH-
ampHoi IHK A3243G.

[IpencraBieHHble HAOMIOAEHUS HATISAHO NEMOHCTPUPYIOT
tpyaHoctu auarHoctuku UTID mpu MELAS, xotopbie omm-
00YHO TpakToBajach Kak HIlemMuyeckuil uHcyast (MN).
Mexny Tem, muddepeHimanbhblii nuarnos U u UI1D nmeer
0oJTbIIIOE TTPAKTUIECKUE 3HAYCHUE, TIOCKOBKY MITD cBsi3aHbI
He ¢ UIIEMKei TOJIOBHOTO MO3Ia BCIEACTBHE HApYIIEHUS KPO-
BOOOpaIeHus, a ¢ METa0OIMYECKUMU PacCTPOMCTBAMMU, B TIEp-
BYIO OuYepelib, B HEMpOHAaX M APYrUX KIETOYHBIX IJIEMEHTaxX
MO3ra, a TaKXe B SHAOTEIMHM MUKPOLMPKY/ISITOPHOIO pycia
Mo3ra [14, 18]. Pazmmunga matorene3a MU n UI1D onpenensior
Pa3IMYHYIO JIEYeOHYIO TAKTUKY, KaK B OCTPOM TEPHO/E, TAK U B
XOJI€ BTOPUYHOM MTPOPUIAKTUKH.

[Ipu puddepenumansHoM auardose MIIO u uHgapkra Mosra
YUUTBIBAIOTCS CJIEYIONINE CUMIITOMBI.

— IlocreneHHoe, Ha MPOTSKEHUM HECKOJbKUX THE HapacTa-
HHE 04aroBbIX HEBPOJIOTMYECKIX CHMITTOMOB, OTMeYaBIIIee-
cs1 y 000MX HaIMX OOJIBHBIX, UTO HE XapaKTepHO IS UIlie-
MMYECKOTO MHCY/IbTAa, U Ha 4TO oOpallaeTcs BHUMAaHUE B
mutepatype [13, 15]. IMaTtodusnmomornyeckoit oCHOBOM
TAaKOTO TeMIa Pa3BUTHsI CIYXUT MOCTENIEHHOe HapacTaHue
9HEPreTMYECKOii HeI0CTaTOUHOCTHY MO3Ta BCJIEACTBUE HApY-
IIEHUST OKMCITUTENBHOTO (hocHOPUINPOBAHUS B MUTOXOHI -
pusIX.

— IlocTeneHHOE CHUXKEHUE YPOBHSI OOAPCTBOBAHUSI, KOTOPOE
HaXOMUTCS B IUCCOHAHCE C OTHOCUTENLHO HETPYOBbIM 04aro-
BBIM HEBPOJIOTUYECKUM NE(MUIMTOM, HE COMPOBOXIAETCS
BTOPUYHBIM CTBOJIOBBIM CUHAPOMOM U, CIIeI0OBATENbHO, HE
MOXET ObITb 00DbSICHEHO HapacTaHueM MHdapKTa Mo3ra u
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oTeka. B ocHOBe yKa3aHHBIX CUMITTOMOB TaKXe JIEXHUT pac-
CTPOUCTBO MeTabosu3Ma, OOYCIOBJICHHOE HapylIeHUEM
SHEPreTMYecKoro ooecreyeH s Mo3ra.

— Pa3Butue B ocTpoM Tepuome MOBTOPHBIX JIOKAIBHBIX U
TeHepalM30BaHHBIX SMUIECNTAYECKUX TPUIIAIKOB (TIepBas
00J1bHasT), KOTOPBIE, 110 TAHHBIM JIUTEPATYPhl, BCTPEUAIOTCS
y 2/3 6ombubix ¢ UI13 [14]. Ilpunanku He cBsi3aHbl ¢ HMK,
TaK KaK MCTOYHMKOM MX TE€HEpaluK CIYyXWUT paspsiiHast
AKTUBHOCTb B 000MX MOMYLIAPUSIX TOJOBHOTO MO3ra, a He B
CTPYKTYpax, TPUYPOUEHHBIX K OINpeneieHHOMY OacceitHy
MO3TOBBIX apTepuil. PeranBupyiomuii xapakrep mpumaj-
KOB M OTCYTCTBME BBIPaXX€HHOM CTOMKOW 04aroBOi HEBPO-
JIOTMYECKO CUMIITOMATUKY TaKKe He XapaKTepHbI 151 OCT-
poro uHpapKTa Moara.

— TlonHas mMPOXOAMMOCTh apTepuii Mo3ra IO JTaHHBIM
JYTUIEKCHOTO CKaHMPOBaHUS OpaxuoniedanbHbIX apTepuii u
LepedpanbHOit aHrnorpaduu, 4ro He TUNMUYHO a1t MU,

— Oco0eHHOCTY HEWpPOBU3YATU3AllMOHHON KapTUHBI: Mpe-
MMYIIECTBEHHO KOPKOBasl JIOKAIM3aIMs 0YaroB M MX «3ajl-
Hee pacrnoyioxeHue», yto xapakrepHo st MELAS u 00b-
sICHSIETCSI OOJIbILIeH YSI3BUMOCTbIO HEHPOHOB 3TUX 00JacTeit
B CBSI3M MX OOJbINEH 3HEPreTUYECKOi MoTpeOHOCThIO [14,
26]. Eme omHOI HelipoBU3yaIM3allMOHHONW O0COOEHHOCTBIO
CITyXUT UCUE3HOBEHNE HEKOTOPBIX 0YaroB, B OCHOBE KOTO-
PBIX, MO-BUIMMOMY, JIEKUT OTEK, a He HEKPO3 BEIlecTBa
Mo3ra BCIIeACTBUE MeTaboINyecKuX HapyleHuii (Habmone-
Hue 1). B Tex cyyasix, Korma pa3BuBaeTCcs HEKpO3, OH HOCUT
JaMWHapHbIA XapakTep u BeisiauT Ha MPT B pexume T1
KaK CBeTJ1asl oJIocKa, MOBTOPSItowIast hopMy KOpPbI TOJIOBHO-
r0 MO3ra, a He KaK MH(APKT KOPKOBO-TMOIKOPKOBO# JIoKa-
JIM3alM1, XapaKTepHbIN TSI HapyIIeHUsS KPOBOOOpAIIeHHUS
B Oosiee KpPYMHBIX apTepusx Mo3ra. J[MarHOCTUYECKYIO
nomotib MoxeT oka3aTh U KT ronoBHoro mosra, Kotopas
obHapyxuBaeT xapaktepHbie it MELAS xamprmdukars!
BO BHYTPEHHUX OT/eJaX JEHTUKYISIPHBIX siiep [8, 9, 25] OHu
ObUIM HalifieHbl y 60J1bHOTO Y., KoTopoMy mpoBoauaack KT
rojjoBHOro Moara (puc. 5). IIpu MPT kanbimdukarsr oOHa-
PYXUBAIOTCS XyXe.

— 99T npu UTID BhISBISIET TeHEPATU30BAHHYIO AMUIETITUYE-
CKYI0 aKTHMBHOCTb, OOYCIOBICHHYIO ITOBBIIICHHOM pa3psii-
HOI aKTUBHOCTBIO HEHPOHOB 13-3a HECTAOMILHOCTH NX MEM-
OpaHHOTO TIOTEHIIMANA, MOIAEPXaHe KOTOPOTO 3aBUCHUT OT
MUTOXOHAPUATBEHOM 3HepronpoayKuuy. OTMeYeHHBIC U3Me-
HEHWS He XapaKTepHbI 111 MH(BAPKTOB MO3Ta, MPU KOTOPBIX,
KaK TIPaBUJIO, BBISIBISAIOTCS JIOKANbHBIE MEIJIEHHBIE, peXe
JIOKaJTbHBIE SIMIeNTHIecKre 3HaKky [20].

Perpecc oyaroBbIx HEBpOJIOTHUECKUX CUMIITOMOB Nipu MTID y
6onpHBIX ¢ MELAS pasnudeH m 3aBUCUT OT BBIPaXXEHHOCTH
MeTaboIMYeCKUX HapylIeHWit, 0OYCIOBICHHBIX HEpreThye-
CKOI HeOCTaTOYHOCTbIO HEWPOHOB. B Tex ciyyasix, korma He
Pa3BUBACTCSl BBIPAKEHHBI HEKPO3 KOpPBI TOJIOBHOTO MO3Ta,
KaK 9T0 ObLJIO Y TIepBOY Halllelt G0JIbHOIA, TPOUCXOMUT MPAKTH-
YecKM TOJHOE BOCCTAHOBJIEHUE HEBPOJOTMYECKUX (YHKIIUIA.
Hampotus, 3HaunTenbHBIE HEKPOTMYECKUE M3MEHEHMST KOPBI
COMPOBOXIAIOTCS BbIPAXEHHBIMU OCTATOYHBIMU SIBJICHUSIMU,
KaK 3T0 0TMEYaJIoCh BO BTOPOM HallleM HaOJ0IeHUH.

ITpn muarnoctrke UIID Gonbimoe 3HaYeHIE MMEET KOMIUIEKC-
Has OLieHKa KImHIecKuX mposipieHnit MELAS. V o6onx 60i1b-
HBIX MMEJIUCh KJIMHUYECKHE U HelpOBU3YaIN3alIOHHBIE TIPH-
3HaKM SHIIe(DaNONaTN (CHIDKEHUE TTaMSITH, aTAKCHMIECKHE pac-
CTPOIACTBA, pacHIMpeHNe JKeyIOUKOB MO3Ta, CYy0apaXHOMIAIb-
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HBIX TPOCTPAHCTB MO3ra ¥ MO3XeuKa). DHUebantonaTusi ClIyXuT
OMHWM M3 OCHOBHBIX KIMHMYeCKMX TposiBieHuii MELAS,
3HAYMMOCTb U NMaTO(U3UOIOTMIECKasi 0CHOBA KOTOPOI OTpaxe-
HbI B Ha3BaHUU 3aboneBaHys1. [1py aTOM ee mpu3HaKu, 00YCI0B-
JICHHbIE XPOHMYECKOW IHEPTeTUYECKON HEIOCTATOYHOCTHIO
TOJIOBHOTO MO3ra, MOTyT npeAtiectTsoBath IO miu nosBasith-
cs mocne Hux. Tak, y nepBoii MalueHTK KIMHUIeCK1e Mpu3Ha-
KM 3HLedantonatuy (CHUKEHUE TaMsITH) BBISIBUIMCH TIOCITE
WII3. B otuuue ot 3Toro ciyyasi, y BToporo 6onsHoro MPT-
MIPU3HAKN 3HIE(AnTonaTiy (paciiipeHre XeTylouKoB U CyO-
apaxHOMAAJIbHBIX TPOCTPAHCTB) YK UMETMCh K MOMEHTY Pa3BH-
Tus nepsoro UIIS.

Hapsny ¢ sHuedanonatueil nuarHocTMYecKoe 3HAYEHUE
UMEET TIPUCYTCTBUE IPYTMX HEBPOJOTMYECKUX WM CUCTEM-
Heix mposiBieHuit MELAS: HelipoceHCOpHOI TyroyxocTH,
MUTPEHETIONO0HBIX TOJOBHBIX OoJied, KapAMOMUOTATUH,
caxapHoro nuaberta, HU3KOPOCIOCTH, HEMEPEHOCUMOCTH
(uznyecKknx HArpy30K, MOBBIIICHHON MBIILIEYHON YTOMJIsIE-
moctu [9, 25, 26]. PasnmuyHoe codyeTaHue 3THX MPU3HAKOB
MUMEJIOCh Y 000MX HAIIWX MalMeHToB. [1o-BuIuMomy, ciemyer
obpalaTh BHUMaHKE HE TOJbKO Ha HM3KOPOCIOCTh, HO M Ha
ACTEHUYECKYI0, CYOTUJIbHYI0 KOHCTUTYLMIO MAlUEHTOB,
KOTOpasi TIAaTOTEHETUYECKM TAKXKe MOXET OBITh CBS3aHa C
MUTOXOHJPUATBHON HETOCTATOYHOCTHIO B MBIIIIAX U TOJ-
KOXHO-XMPOBOM KJIETYATKE.

Haxonel, HemManoBaxHoe 3HaUeHUE MPU TUATHOCTUKE MMEET
CeMeHBII aHaMHe3: 3a00/eBaHIe HACIeAyeTCs 10 MaTepMH-
cKoit imHnH, TaK Kak MTJIHK mepemaetcs ToBbKO ¢ SHATICKITET-
koil [5]. Tlpu 3TOM HEOOXOAMMO YYUTHIBATh, YTO CTEMEHb
BBIPAXEHHOCTH U XapaKTep KIMHIMYECKUX TPOSBICHUN Y ulie-
HOB OIHOW CEMbM MOTIYT 3HaYMTEJbHO Bapbuposath [13, 26].
Tak, MaTh TepBOI MaLIMEHTKY CTpagaja MUTPEHBIO, @ BTOPOTO
0OJIBHOTO — CaXxapHBIM AMA0ETOM, TOrNa KaK TUIIMYHBIE MPO-
seieHnss MELAS y Hux otcyrcTBOBam.
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Stroke-like episodes in mitochondrial encephalomyopathy with lactic acidosis

L.A. Kalashnikova, L.A. Dobrynina, A.V. Sakharova, R.P. Chaykovskaya, M.F. Mir-Kasimov, R.N. Konovalov, A.A. Shabalina, M.V. Kostyreva,
V.V. Gnezditsky, S.V. Protsky

Research Center of Neurology, Russian Academy of Medical Sciences (Moscow)

Key words: mitochondrial encephalomyopathy, stroke-like episodes, MELAS, ischemic stroke in young adults

We described two patients (female, 47 years and male, 42 years)
with mitochondrial encephalomyopathy, lactic acidosis and
stroke-like episodes (MELAS). Diagnosis was confirmed by
genetic study (A3243G mitochondrial DNA mutation was
found), muscle biopsy and elevated lactate level in the blood.
Clinical picture of stroke-like episodes was presented by symp-
toms of mainly involvement of the posterior brain area (fluent
and amnestic aphasia, hemianopia, paresis, ataxia), as well as by
headache and epileptic seizures. In the first patient stroke-like
episodes recurred but their symptoms almost completely

o7

regressed with time. The second patient had severe residual
neurological deficit. Other clinical manifestations included
hearing loss, memory deterioration, cardiomyopathy, fatigue
and type 1 diabetes mellitus. MRI in acute period of stroke-like
episodes found cortical lesions mainly in the posterior parts of
the brain. They completely disappeared in the first case, but
persisted in the second patient. The differential diagnosis of
stroke-like episodes and ischemic stroke and approaches to
treatment are discussed.
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