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Hayunoiii yenmp nesponoeuu PAMH (Mockea)

Onucatbl 060e 00nbHbIX (dceHyuna 47 rem u myxcuuna 42 nem) ¢ MUMOXOHOPUAAbHOI FHYeparoMuonamueil, AAKMam-ayudo3om u UHCyAbMonoo0oOHbIMU
anuzodamu (MELAS). B oboux caywasx duaenos MELAS 6bia nodmeepicden eenemuueckum ucciedoganuem (00HApyyceHa Mymayus MUmoxoHOPUanbHoll
JHK A3243G), moluieuroii buoncueil u nogbiiueHHsiM yposHem aakmama é Kposu. Knunuveckas kapmuna 0biaa npedcmasaena CuMnmomMami nOPaycenus npe-
UMYUieCBeHHO 3A0HUX 00108 20108H020 MO32A (CEHCOPHAS U AMHeCUYeCKAs agasus, 2eMUGHONCUS, eeMURApesbl, AMakcus), a maxice 20106Hol 60bk u
INUACHMUMECKUMY NPUNAOKAMU. Y nepeoii 004bHOl CUMNMOMY! PEUUOUBUPOBAAY U C MeHeHUEM BPeMeHl NOYMU NOAHOCHIbIO peepeccuposan. Y emopoeo 601b-
H020 0CIMABAACA BbIPadNCeH bl Heaposoeuteckuil dehuyum. Jpyeue Kaunueckue NpoAGICHUS 6KAIOUANU CHUNCEHUE CAYXA, NAMAMU, KAPOUOMUORAMUIO, 108bI-
UWieHHYH0 MblliedHyo ymomasemocms u caxapholii duadem 1 muna. MPT 6 ocmpom nepuode urcyabmonodo6HbiX 31u30008 00HAPYHCUAG KOPKOBbIE 04a2U npe-
UMYUIECIMBEHHO 6 3A0HUX 0MOeAax 20106H020 M032. Y nepeoil 60.AbHOIL OHU NPAKMUUECKY HOAHOCHIbIO Pe2peccuposanii, Ho y 6Mopoeo 00AbH00 COXPAHAAUCH
boaee cmoiixo. Obcyxcoaromes sonpocst dudpeperuyuanvioeo duaenoza MELAS u uwemuueckoeo uncyavma, no0xodst K AeueHuro.

KimoueBbie c10Ba: MUTOXOHApHATBEHAS SHIIE(ANOMATHS, MHCYIBTOIIONO00HbIE SITU30/bI,
MELAS, nmeMuyeckuit MIHCYJIBT B MOJIOZOM BO3pacTe

HUTOXOHIPHANIbHAS SHIIE(ATOMHUOIIATHS C JIaK- COCYIMCTEIM OacceiiHaM M KOTOpHIE C TeYEHWEM BpeMEHH

TaT-alliA030M U UHCYIBTONOAO0OHBIMM 3MU30- MOTYT ITOJHOCTBIO ncyesats [1, 15, 26].

Jamu (mitochondrial encephalomyopathy, lactic

acidosis, and stroke-like episodes — MELAS) Cuuraercsl, uto B reHese V1D nMeEIOT 3HaUEHME ClieyIOLIMe

SIBJISIETCA ONHUM M3 OCHOBHBIX CHUHIPOMOB MEXaHM3MBI: a) MeTabOIMYeCKKE HApYLIEH!US B MO3Te C pa3BU-
MUTOXOHAPUANbHBIX LUTOMATUI, B OCHOBE KOTOPBIX JICKUT THEM JIAKTaT-alMa03a BCIEACTBUE MUTOXOHIPUATBHON 3HEP-
TEHETUYCCKU NETCPMUHUPOBAHHOC HAPYIICHME OKMCIWTENIb- TEeTUYECKOM HEIOCTaTOUYHOCTH, 0) MIIeMHUS MO3ra, 00YyCIOB-
Horo (ochopummposanus [6, 7, 11, 22, 27]. B 80-85% ciyya- JNIleHHAsh MUTOXOHIPUAJIbHOI1 aHTMONAaTHell Ha YPOBHE apTepuid
€B 3a00/IeBAHNE CBA3AHO C 3aMEHOM aJleHMHA Ha TyaHUH B HYK- HEOOJIBIIOTO KaTnOpa; B) IOKAJIBHOE MOBBILIEHNE HEWPOHAIb-
aeotune 3243 MUTOXOHAPUANLHOTO TEHOMA, BXONAILEM B HOIi BO30YIMMOCTH BCIIEACTBME MUTOXOHIPUAILHON ANC(HYHK-
coctaB KojgoHa TtpaHcnoptHod PHK seittmua (Myranus Lueil B HelpoHaxX, acTPOLMTAX WM 3HIOTENUU KalWUISPOB,
tRNALeu A>G) [10, 12, 16]. KOTOpas MOCTETIEHHO PACIIPOCTPAHSIETCS TI0 KOPE TOJIOBHOTO

MO3ra, COYeTaeTCs C Pa3BUTHEM OTeKa M MOXET MPUBECTH K
3abojieBaHKe HACIeayeTCsl M0 MATEPUHCKOI TMHUM, €70 CUMII- JIaMUHApHOMY HEKpo3y B Kope Mo3ra [14, 18].
TOMBI y YJIEHOB ONHOW CeMbM BecbMa BapuaOenbHbl [17,19].
OcHOBHBIE TIPOSIBIIEHUSI BKITIOYAIOT 3HIE(DATONaThI0 (KOTHU- Bonbimoe 3nayenune B guarnoctuke MELAS nMeet MplteyHas
TUBHBIE HAPYLIEHUs, SMMIENTHYECKUE TIPUIIAAKI) U MHCYIIb- OMorcusl, BbISBISIONIA C TMOMOILbLIO TPEXLUBETHOTO METO/A
Tornofo0Hble anu3onsl (UIID). Moryr Habmonarbes Takxke ToMopy pBaHbie KpacHbie BookHa (PKB) — Muopuopuwib ¢
TOJIOBHAsA OOJNb, CHIKEHHUE CITyXa, HEMEPEHOCUMOCTD (pu3nye- BBICOKMM COZIEpKaHUEM MYTAaHTHOTO TeHOMa ¥ OOJIBILIUM YKC-
CKUX Harpy30K, MblIlIeyHas1 c1aboCcTh, HU3KOPOCIOCTh, caxap- JOM TpOIU(EPUPYIOMNX WM3MEHEHHBIX MUTOXOHIPUIA.
HbIl AnabeT, mopaxeHue cepaua, modyex u ap. [1, 8, 9, 22, 25, ®eHomeH PKB BBIBISAETCA U IIPU THCTOXMMUYECKOM UCCIIE-
26]. O6bryHO U3 nedrotupyiot 10 40 JIeT 1 KIMHAYECKH TIPO- JIOBAaHUM Ha OKMCIIUTEbHbIE (PePMEHTHI — CYKLIMHATIETUAPO-
SBIIAIOTCSA TOPAaXEHWEM 3aJHUX OTIEJOB [OJOBHOIO MO3ra rerasy (CITI'), uutoxpomokcuaasy (L1O) u ap. [6, 7, 23, 27].
(ceHcopHast M amMHecTHYecKas adasusi, TEMUAHOIICHSI, aTaK- Bwmecte ¢ Tem, onucanbl ciydau, B KOTopeix heHomeH PKB He
cus), pexxe — Iape3aMy U YyBCTBUTEIbHBIMU PACCTPOMCTBAMMU. onpenensics [8].
K Momenty nmosiBnenus MIID y GONbHBIX yXe MOTYT UMEThCS
ApYyrue BbILICYIIOMSHYThIC KTMHUYECKUE MPOSABICHHA. IMy6nukanuu, nocesimeHusie UTID npu MELAS, B oteue-
CTBEHHOI nuTeparype HemHorouucneHHsl [1, 4]. [TpuBomum

OuaroBast HeBpoJIOTUYeCKast cuMnToMarrka mpu UI13 B 6011b- oMnMcaHue ABYX HaOmonaBmuxcd HaMmu 6oibHbIX MELAS,
LHIMHCTBE CJIy4acB IOJHOCTbIO PErPECCUPYET B TECUCHUE MECH- JIarH03 KOTOPBIX ObLT MOATBEPKIAEH FeHETUYECKUM UCCIEN0-
IIa, OJHAKO MMeeTCsl TeHICHIWS K pelUIMBHPOBAHUIO. BaHMEM ¥ MBIIIEIHOM OGHOIICHEIA.
HeiiposusyamzanmonHoe uccnenoanue npu UI1D Boisiisier
0YaroBble M3MEHEHMS TOJOBHOTO MO3ra MPEUMYIIECTBEHHO B Ha6monenue 1. Bobhast K., 47 1iet, HAXOQMIACh B 3-M HEBPO-
Kope (JaIe cyieBa), pacroIoXeHNe KOTOPBIX He COOTBETCTBYET noruyeckom otaenenni HLLH PAMH ¢ 21 nions o 21 asry-
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cra 2008 r. u B nexkadpe 2009 r. Juaeno3: MUTOXOHIpUATbHAS
SHIIe(ATOMUOTIATHS C JAKTAaT-aIl[MI030M U MHCYJIBTOION00-
Heimu anu3onamu (MELAS).

Anamues 3a601eeanus. C 1eTCTBa pocia XyAeHBKOM, He I00MIa
Oeratb, UIPaTh B MOABUKHbIE UTPbI, AJ] ObLIO MOHKEHHBIM —
90/60 MM pr. ct. C 14 11eT 6eCIIOKOMIN YacThie TOJI0OBHbIE 00U
[0 TUITy MUTpPEeHHU Oe3 ayphl. Yuujach XOpOIIO, OKOHYMJIA
HIKOJTY, a 3aTeM NonuTeXHuyeckuit MHCTUTYT. C 30 JieT nepuo-
JIMYECKN CTAI BO3HMKATh Tepe0ou B Cepille, HEMPUSTHBIE
omymenus B ero obmactu. C 44 ner (2005 1) mostBumach
HEYCTONYMBOCTb MPU XOIb0E, MOBBIIIEHHAS yTOMISIEMOCTD. 22
saBapst 2008 1. (46 NeT) THEM TOSBUJINCH «BCIIBIIIKM» SIPKUX
MOJIOC B TIPAaBOM TIOJIE 3PEHMS, 4epe3 TPU THS IPOHM3OIILIO
BbITIaIcHKE TPABOTO MOJIs 3PEHUSI, MOSBUIOCH U CTaJIO Hapac-
TaTh MOIIATHIBAHME.

25 suBaps 2008 . ObUTa TOCTIMTANTM3MPOBAHA B OOJBHUILY TO
MECTy XUTeNbcTBA. [{MarHo3: ocTpoe HapylleHHe MO3TOBOTO
kpoBoobpameHuss (HMK). B HeBponormueckom cratyce
BBISIBIISUTICH TIPABOCTOPOHHSIST T€MUAHOTICHUS, YMEPEHHBIN
BeCTHOYI0-aTaKCUUECKUil CUHIpOM, Iud@dy3Has MbIIIeYHas
runotoHus. [Ipu MPT ronoBHoro mosra 28 stuapst 2008 . (Ha
IIECTBIE CYTKU) B KOPE 3aThUIOYHOI 1 MeIM00a3aTbHbIX OTIENaX
BMCOYHOU IO CJieBa ObLT BISIBIEH OYar MOBbIIIEHHO! UHTEH-
cuBHocti MP-curnana B pexkumax T2 u T2 FLAIR (puc. 1A, B)
u cnabo moHxkeHHoi — B pexume T1. CybapaxHoumaibHOE
MPOCTPAHCTBO Ha YPOBHE 0Yara ObLIO CIIaXEHO.

[TpoBonusocsk JeueHne cocyTUCTHIMU U HOOTPOITHBIMH TTpena-
paramu. CuMNTOMAaTHKa MOJHOCTBIO perpeccuponaia. OqHako
17 deBpansg 2008 . pa3BuIKCh BRIpaXKeHHAs C7Ta00CTh M OHEME-
HUE B MNpPaBbIX KOHEYHOCTIX. J[MarHOCTHPOBAaHO MOBTOPHOE
HMK. MP-anrrorpadus BbISBUIa U3BUTOCTb MPEKPaHUAIb-
HBIX OTHEJIOB IIpaBOil BHYTpeHHe! coHHoil aprepuu (BCA),
TUTOIIA3KI0 JIeBoil mo3BoHO4YHO# aptepuu (I1A), mpoxomu-
MOCTb Bcex apTepHii Oblia coxpaHeHa. [losropHas MPT ronos-
HOro Mosra He mpoBoxmnack. I[Ipu mMonuTOopmpoBaHuu DKI
3apEerMCTPUPOBAHBl EVMHUYHBIE HAIXKEIYIOYKOBBIE U XKEJy-
JIOYKOBBIE 3KCTPACUCTOJBI, IPEXOAALIEE YXyALIEHUE MPoLec-
coB penoyspusarmu. DXO-KI' BEIsIBMIIA TPOJIATIC MUTPATBHO-
T0 KJIaliaHa, MUTPaJIbHYIO PErypruTaluio.

B TeueHue ABYX HEICJIb HEBPOJIOTUYECKAA CHUMIITOMaTHUKa
IOYTH IOJHOCTBIO pe€rpeccupoBaia, OosbHas Oblia BbIITMCAHA
M3 CTanMoHapa B

YIOBJICTBOPUTECIIBHOM  COCTOAHUMU.

T2-flair

puc. 1: MPT ronosoro Moara 6onbHoi K. Mepeniit U3, 28 sHeaps 2008 r. (wectoit
[ietb 3abonesanys). B kope 3aTbinouHoM 1 Meavo6asasibHbIX OTAENaX BUCOY-
HOIA 0/ CTIeBa 0Yar MOBLILIEHHON MHTEHCVBHOCTY CUTHANA B pexuMax T2
(A)  T2-FLAIR (B) (cTpenku). CybapaxHowzaibHoe NPOCTPaHCTBO Ha YPOoBHE
04ara CrmiaxeHo

51

WHcynbTonoao6HbIe anu3ogbl npy cuHapome MELAS

OcTaBajiMCh YacThle TaBsILE-MyIbCUPYIOLIME JIEBO- MU ABYX-
CTOPOHHHUE TOJIOBHBIE 00U C TOLIHOTOM, (oTo- U PoHOPO-
OusiMu. BriepBbie 3aMeTHIa CHUXEHUE CIyXa, OOJIblile CIIpaBa.
o xoHua Mast 2008 . yyBCTBOBaJIa Ce0s yIOBIETBOPUTENBHO. B
MapTe U arpeJie MpoBejia Kype JedeHnss MEKCUI0IOM U uaede-
HOHOM.

B xonue mas 2008 . Ha ¢oHE BOMHEHUS U IIEPEYTOMIICHMS
MOSIBUJIMCH BbIPaXEHHAS Pa3lpaXUTeJbHOCTb, CMEHUBLIASICS
amartuel, COHJIMBOCTb, 00IIast CTa00CTh, CHU3WIICS aIleTuT. B
Havajie MIOHS Pa3BWIMCh PeUeBble HAPYIICHUS: TIOXO TIOHU-
MaJjia oOpallleHHYIO peyb, HeMPaBUJIbHO Ha3biBaJa MPEAMETHI.
ConnuBocTtb yeunuiachk. 8§ utoHs 2008 T. 6puta TOCIUTATU3UPO-
BaHa. B HeBpoJiornyeckom craryce: rpybast CEeHCOpHasi U aMHe-
cTrueckas adasus, JuddysHas MbllIeyHasi TMIIOTOHUS, ped-
nekc babuHckoro cripaBa, BeCTUOYI0-aTaAKTUYECKUNA CUHAPOM.
B TeueHue cremyrolmmx IBYX OHEH COCTOSIHME MPOXOJIKAIO
YXyIIIAThCS: MepecTaia y3HaBaTh OKPYXXalOLIMX, HE OTBeYasa
Ha Bompochl, He ena. 10—14 utoHs 2008 r. mpoBeneHa MyJbC-
TepaIus COTy-MeIPOJIOM C eKeITHeBHBIM BBeIeHUEM | T Ipermna-
paTa, MmocJie Yero COCTOSIHUE OBICTPO YIYYIIMIOCH; CTajla FOBO-
PUTbh, Y3HABATh POXHBIX, TPUHUMATH ITHIIY, XOAUTH C MOCTO-
ponHeit nomoinso. MPT romosHoro mo3ra (17 mronst 2008 . —
20-1 nenb Tpetbero UIID): B kope BUCOYHBIX 00acTeit, mpe-
WMYIIECTBEHHO CJieBa, BBISIBISIOTCS OYard IMOBBIIIEHHON
nHTeHcuBHOCTH MP-curHana B pexume T2 u T2 FLAIR,
c1a00 TMOHMXEHHO! MHTeHCUBHOCTM MP-curHana B pexume
T1. CybapaxHounganabHble MPOCTPAHCTBA HA YPOBHE OYAaroB
crmaxeHbsl. O4aroBble M3MEHEHHS B 3aTBUIOYHOH KOpe M
Mear00a3aJIbHbIX OTAENaX BUCOYHOM MOIM CleBa, BBISBIISIB-
muecst npu uccienoBaHuu 28 gHBapst 2008 I, OTCYTCTBYIOT
(puc. 2A—B).

19 mons 2008 . HOYBIO PAa3BUIIUCH [1BA T€HEPATM30BAHHBIX
TOHMKO-KJIOHIMIECKUX MPUTIafKa, KyMMPOBAHHBIX BHYTPHBECH-
HBIM BBEIEHUEM PElaHUyMa.

8 mong 2008 T. BO3HUKIM TOBTOPHBIE CYZOPOTH B IIPaBBIX
KOHEYHOCTSX, MOC/e KOTOPBIX B TEUCHME ABYX AHEH B HUX
COXpaHsIMCh HeOoJbIas ¢1abocTh, MOAEPTUBAHME TTPABOTO
yrosnka pra. 12 mong 2008 . mosBMIACh CUIbHASA TOJOBHAS
00J1b, XapakTep U JOKaIM3allKIo KOTOPOil He MOMHUT, IOcJIe-
IYIOIMe TPU-YEeThIpe AHS BO3ZHUKAJIM TIOBTOPHBIE CYIOPOTH B
JIeBBIX KOHEYHOCTAX. JyIIeKCHOe CKaHMPOBAaHUE MArucT-
panbHbIX apTepuit roaoBbl (IC MAI) He BHISIBUIO MaToJIO-
MU, YpoBeHb aHTuTeN K Kapauonunuuy (aKJI) u HaTuBHON
JHK 6b11 B penenax HopMmbl. Ha ¢doHe neyeHust unedeHo-
HOM U LIUTOGMIABUHOM COCTOSIHUE YJIyYIIMIOCH: PeKpaTh-
JIUCh CYIOPOTM B KOHEYHOCTSIX, KMcye3a TOoJOoBHas 0OJb,
MOJIHOCTHI0O BOCCTAHOBIWJIMCH peYb, IBUXKCHHS, YPOBCHB
OonpcTBoBaHMS. BMecTe ¢ TeM BIepBbie 3aMEeTUIA CHUXKEHUE
MAMSITH.

Ilo-npexxHemy craBuics auarHo3 HMK, npuunHa xotoporo
ocTaBajiach HesiCHOH. JuddepeHIManbHbIl TMarHO3 IPOBO-
JIJICST MEXIY CITIOHTAaHHOM Auccekluei nepedpalbHbIX apTe-
puit, aHTHHOCHOTUTHIHEIM CUHAPOMOM, CCTEMHBIM BacKY-
qutoM. Hanpasiena B HIIH PAMH a5 yTouHeHusI iuartosa.
Tocniuranusuponana 21 utost 2008 T.

Hacaedcmeennocms: Math 70 JIeT ¢ MOJNIOAOCTH CTPaAaeT Mpu-
CTYynooOpa3HbIMU IOJIOBHBIMU OoJsIMU. Y Tipafena, 6adyLiky u
TETKH 110 JJMHUU OTIa OTMEYANIOCh CHIDKEHHE CITyXa.

Ilpu nocmynaenuu: acCTeHUYECKOTO TEIOCIOXEHUS, KU(HOCKO-
JI03 TPYOHOTO OTHENa IT03BOHOYHMKA, TUIIEPMOOMIBHOCTD
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T2-flair

puc. 2. MPT ronosHoro moara GonbHoid K. Tpetuit UN3, 17 uioks 2008 r. (20-e
cytku MN3). B kope 0bemx BUCOYHbIX 0BnacTedt, GonbLue CResa, 04arv noBbi-
LIGHHO MHTEHCMBHOCTU CHrHana B pexumax T2 (A) u T2-flair (b), cnabo
MOHUXEHHOA — B pexume T1 (B) (cTpenku); ouar B KOpe 3aTbiOYHOA M
Meyo6asanibHbix OTAeNax BUCOYHOM SONeit CNesa, BuIFBABLIMIACS 28 sHea-
ps 2008 r., He onpenensetcs (aBoitHbie cTpenku). 22 wiong 2009 r. (56-i
fietb MM3): [I) 3HauuTenbHbIit PErpecc 04aroB B 0BEMX BICOYHBIX AOMSX,
pexumbl T2 (T) u T2-flair (ctpenkw); E) y3kas nonocka runepuHTEHCUBHOMO
CvrHania B T1, NOBTOPSIOLLAA GOPMY KOPbI — TAMUHADHBIA HEKDO3 (CTPEAKK)

cycTaBoB, miockoctonue. I1ynbc 84 ynapa B MUHYTY, pUTMUY-
Heiid. AL — 110/80 mum pt. ct. B co3nanumn. OpueHTrpoBaHa.
Peun 3amennenHas. Ha Borpochl 0TBeYaeT npaBuiibHO, OBICTPO
ucromaetcs. INape3oB Het. Auddys3Has MblleyHasi TMIOTO-
Hust. CyXOXuIbHbIE pe(IeKChl XXUBbIE, HEMHOTO BBILIE CJIEBA.
HenocrosiHublil  pednekc badOuHCKOTO ¢ ABYX CTOpPOH.
Pednekcl opanbHOro aBTOMaTM3Ma € JBYX CTOPOH.
KoopauHatopHbie MpoObl BHIMOIHSAET HEYBEPEHHO, UYTh XyXe
cneBa. B mpobe Pombepra HeycroitynBa. YeTKMX 4yBCTBUTEb-
HBIX HapylreHWii HeT. MYHKIMU Ta30BbIX OPraHOB KOHTPOJIH-

pyer.
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Pezyavmambt ocHo8HBIX 1a6OPAMOPHBIX U UHCHPYMEHMAALHBIX
uccredoganuil: MakTaT KpoBM — 5,82 MMonb/1 (HOpMa
0,50—2,22), xonecrepun — 8—9,5MMoinb/1 (HopMma 3,3—-6,2),
IIPY MOJIEKY/IIPHO-TeHETUYECKOM TECTHPOBAHUU OOHApY:KeHa
mytaius MTIAHK A3243G.

MPT 201061020 Mmo3ea ot 22 mions 2008 1. (56-i1 IeHb TPETHErO
NTID): ouarosbie U3MeHEHMS B 00EUX BUCOYHBIX JOMSX (PeXU-
Mbl T2 1 T2-FLAIR) B 3HaUWTeIbHOM CTEIIEHU PerpeccupoBa-
u (puc. 2I'-1). OTMevaeTcsl y3Kast I0J10CKa TMIePUHTEHCHUB-
Horo curHajia B pexume T1, moBropstomas GopMy KOpbl —
nJaMuHapHBEI Hekpo3 (puc. 2E). OtcyTcTBHE M3MEHEHHWI B
pexume T2-reMo UCKITIOUaeT MeTeXuanabHble KPOBOU3IUSIHUS.
MPT ronosHoro mo3ra ot 20 aBrycta 2008 . (85-i1 neHb TpeThe-
ro WII9): cymecTBeHHBIX M3MEHEHUI TT0 CPABHEHUIO C TIPEIbI-
JYIIAM UCCIeNOBAHUEM HET.

DI BbIpaxkeHHbIE 00LIEMO3TOBbIE U3MEHEHUS B BUJIE 3aMe]l-
JIeHWsI KOPKOBOI aKTUBHOCTU U OU(h(dY3HONH MeajeHHON
aKTUBHOCTHU, TeHepaau30BaHHas SMuienTu(opMHas aKTHB-
HOCTb, HapacTarollas Mpy TUMEPBEHTUISILIMU ¥ (DOTOCTUMYIIS-
uuu. Tlpu TpexMepHO# JoKanu3aluy UCTOYHUKOB 3MUAKTHB-
HOCTHU BbISIBJIEHA 30HA MEPBUYHON TeHepaluu B MeAMaIbHbIX
OTJIEJIaX JIEBOM BUCOYHOM JOJIH.

Buoncus TpaBoii TENBTOBUIHON MBIIIIIBL TPU TUCTOJIOTHYE-
CKOM MCCJIEOBAaHNH BBISIBJIEHO YBETMUYEHIE KOJIMUECTBA CTPO-
MBI B 3HIOMM3UHU, AUCTPOdUYECKHE WU3MEHEHUS] MHOTHX
MBIIIIEYHBIX BOJIOKOH, HEKPO3 eIMHMYHBIX BOJIOKOH, a TaKXe
arpodust oTHeNbHBIX BoMokoH. [Ipm okpacke mMoambuiupo-
BaHHBIM MeTOAOM ToMopu ompezeneHo 00JIbIIOE KOJIUYECTBO
PKB (puc. 3A, b). Tucroxumuyeckoe uccienoBaHie odoHapy-
KUJIO PE3KO CHIKeHHyIo peakimio Ha 1[O, HepaBHOMepHOe
pacmpeneneHrde B pa3IMYHbIX yyacTtkax cpe3oB CII u yeTko
BoipaxeHHbIn CAI'-deHomen PKB B psae MbllIeyHbIX BOJIO-
KOH. BBISIBNIEeHHbIE M3MEHEHUsI XapaKTePHbI JUIS MUTOXOHIPU-
anpHO# MuomnaTtuu (puc. 3B).

IKI: n3MeHeHue MUOKapaa MepenHell CTeHKH JICBOTO Xeoy-
JI0UKa.

puc. 3: TUCTONOrMYECKOE ¥ TMCTOXMMIYECKOE VICCIETI0BAHNE B1UONTaTa YeThIpexa-
BOV MbiLuLl Genpa 6onbHOif K:

A) nonepeyHbiit cpe3: GonbLLIOE KONMYECTBO KPACHBIX PBAHIX BONOKOH (TOHKME CTRENKM); yBe-

JMYEHIE KONMYECTBA CTPOMbI B SHIOMM3NM (3BE3004KA); aTPOGUPOBAHHOE BONIOKHO (TONCTAR

cTpenka); norubaroluiee BONOKHO (noniast CTpenka). MonuduLypoBaHHbI TREXLBETHbIA METof

Tomopw, yeennyerue 200 x.

b) nonepeyHbiii Cpes: «k1accuyeckoe» KPacHoe PBAHOE BOMOKHO (CTpenka). MoauduLvpoBaHHbii

TpexueTHbIA MeTox Momopu; yeenvyenve 400 x.

B) rucroxummyeckas peakums Ha G CLr-noautvtbiit deHomer KPB B MHOTVX BOMOKHAX

(cTpenkw); cHikeme peakuwm Ha CLIT B YacTy MbiLueuHbIX BONOKOH. Yeenuyenue 200 x
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HXO-KT: HeOONMbIION TUIIOKMHE3 TIEpeIHE-TIEPErOpOA0YHOr0
U TEPEeIHETO CETMEHTOB B CPEAHEM OT/eIe JIEBOTO XKeayI0uKa.

Jynaexcroe ckanupoganue Opaxuoyeansvix apmepuil: apTepun
MPOXOAUMBI, IBOWHON YIIOBOW M3rMO TPaBOW BHYTPEHHEN
COHHOM apTepUy TUCTATbHEE YCThA.

KOHcyﬂbmauuﬂ OmoHeepoaoea: NBYCTOPOHHAA XPOHUYECKaAs
HCﬁpOCCHCOpHaH TYTOYXOCTb.

Koncyromayus mepaneema: XxapivioMUOTNaTUsI, TUTIEPXOJIeCTe-
PHUHEMHUSL.

He gvia61e10 namoaoeuy Tipy CIENYIOIIMX UCCAENIOBAHUSIX: KOA-
ryJorpamMmMa, arperaiust TpoMOOIMTOB, aHTUTeNa K docdonu-
mugam 1 JHK, aHTuHykneapHsiil (hakTop, TOPMOHBI IUTO-
BUIHOI Xene3bl, Y3U opraHoB OpIONIHOI MOJIOCTH 1 TTOYEK.

Jleuenue: nurodnaBuH, MeKCUIoNn, L-KapHUTUH, MUTbIaMMa,
nne6eHOH, (PMHIIETICHH, aeBUT, KylecaH, TyOBUT, BECTHOYIISAP-
Hag TuMHacTHKa. COCTOSIHME YIyYIIMIOCh: CTajla YBEepeHHEe
XOAUTb, OKperia (HU3NYECKU, YMEHBITUIMChH TOJOBHBIE OOMIH.
B mocnenyromeM MOCTOSHHO MPUHUMaNA (GUHICIICHH, TIOYTH
MTOCTOSTHHO — WIECO0CHOH, MEKCHAOJN, KypcaMH — KymecaH.
Bnunentudeckux npunankos u UIID He 6buto. JJoctatouHo
4acTo OECTOKOWIY TOJOBHBIE OOMU AePralolero xapakrepa, ¢
(oto- 1 hoHOPOOMEI, YCHITMBAIOIIMECS ITPH IBIKCHUH (TH-
(by3Hble UM neBocTOpoHHUE). B 11e710M, UX BBIPAXEHHOCTDb U
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yacToTa ObLIM MEHbILIE, YeM paHee. B arnpesie v uioHe neuniach
CTallMOHAPHO B CBSI3U C YCUJIEHUEM 00ILeii c1abocTH U Mola-
ThIBAHUSI.

MPT ronoBHoro mosra ot 17 nexadpst 2009 r.: cyIecTBeHHBIX
M3MEHEHUI 10 CpaBHEHMIO ¢ MccnegoBaHueM oT 20 aBrycra
2008 . He BBISBIEHO.

Haomonenue 2. bonbHoii V., 40 net, Haxoauiics Ha obclieoBa-
nun u nedyennu B HIIH PAMH c 1 pexabps mo 24 nekaOps
2008 r., 3aTeM moBTOpHO ¢ 30 HOs10ps o 17 mexadps 2009 1.

Juaeno3: MUTOXOHIpUAJIbHAS SHIIE(DATOMMONATUS ¢ JIaKTaT-
aluuao030M M MHCyabrononobHbiMu anu3ogamMu (MELAS).
CeHcopHast u amHecTnueckas adasus. CaxapHblii nuadet
1 TuMa, MHCYIMHO3aBUCUMBIH, CpeqHEeN TSKeCTH, CTaaus cyo-
KommeHcauuu. HelipoceHcopHast TyTOyxocTb.

Anamnes 3adonesanus. C 15 ner (1984 1) oTmeueHa 3amepxka
pocra (162 cm). C 21 roaa (1990 r.) mocne cTpecca cTain CHU-
KaTbCsl CJIyX Ha TpaBoe yxo, ¢ 24 jer — Ha jeBoe, ¢ 35 JeT
MOJIB3YeTCH CAyXOBbIM anmnapaToM. B 32 rona (2001 ) BbIsiBIIEH
caxapHBbIii 1uadeT 1 TMIa, B CBSI3M ¢ HeA((HEKTUBHOCTBIO Tao-
JIETUPOBAHHBIX CPENCTB, HAXOAUTCS Ha JICYSHUM MHCYINHOM.

B 2008 . (39 net) Ha (hoHe UTUTENbHOM CTPECCOBOM CUTyaLUK
3a Tpu Mecsa moxyaen Ha 10 xt. 30 aBrycra 2008 1. mostBuIach
cunbHas n1ud@y3Has rojoBHas 00Jb, MolIaThIBAHKE, HApYILE-

puc. 4: MPT u KT ronosHoro moara 60/bHoro Y. 5 centsiops 2008 r. (cebMoii aeHb 3a60neBaHus): B KOPE 3QfHX OT/ENO0B TEMEHHOI 1 3aThIOYHOI ONSX CNIEBA C HEOMbLLMM pac-
MPOCTPAHEHWEM Ha CyOKOpTUKabHOE GeNoe BELLECTBO BHIABNSETCA 04ar NOBBILLEHHON MHTEHCUBHOCTY CurHana B pexume T2 (A) u T2 flair (B). Bokosbie Xenyaouku pac-
wupeHsl. 8 gexabps 2008 r. (okono 3,5 mecsues ot passutis UM3): B pexume T2 (B) u T2 flair (T) 04arv B Kope 3aHIX OTAENOB BUCOUHON M TEMEHHOIA I0NEV ClIeBa YMEHb-
LMAMCL B Pa3mepe, MpUoBpenI YeTKMe rPaHLbl — rMo3 (CTPENku). XapakTepHOi MOCTMHGAPKTHOM KCTHI HET. Ovar B MenUaNbHbIX OTAENAX N8OV 3aTbIOYHOI FONM He
OnpenenseTcs. 3amnuii por nesoro GOKOBOr0 XeNynouka 3HauMTENIbHO PACLLMPEH, OKDYXEH 30HOW NIOKbHOO Neiikoapeo3a (B). B pexume T1 criea BLISBNSIETCA CUTHAN
MOBBILUEHHOM MHTEHCUBHOCTY NMOBTOPSIOLLMIA OPMY W3BMAMH KOPbI TEMEHHOI 0N — namuHapHbiii Hekpo3 (I). 7 censbps 2009 . (rog nocne passurust UM3): kopkoBbiid
0uar npexHed nokanmaauym B pexume T2 (E), yeenuumnoch paciuviperve 1gsoro 60koBoro xenynouka; X) Ha KT ronosHOr0 MO3ra BbISBASIOTCS 04aryt MOBBILUEHHOM MAOT-

HOCTU (KNbLMGMKATHI) B NEHTUKYNIAPHBIX SEDAX.
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HUE KOOPIMHAIIMY B PyKaX, COHJIMBOCTD, CTaJl HeaIeKBAaTHBIM,
siipopuunbiM. AL — 120/80 MM pT. cT. JIeueHnEe KABUHTOHOM,
KeTaposioM, 1iepeOponn3uHoM — 0e3 addekTa. TTosBunuch 1
CTaJIll HapacTaTh peuyeBble HapylleHus. 5 ceHTa0pst 2008 r. B
CBSI3M C YCUJIEHUEM T'OJIOBHOM 00U ObUT rOCIMTATU3UPOBAH B
I'Kb uM. botkuHa ¢ tuarHozoM «octpoe HMK».

Tlpu nocmynaenuu: 3aTOPMOXEH, TIJIOXO BBITIONHSICT HHCTPYK-
LIM, IPaBOCTOPOHHSISI TEMUAHOIICKSI, TAPE30B HET, CYXOXWIb-
HBbIe pedieKCHl PaBHOMEPHO CHUXEHBI. HeToYHOCTH Tpn
BBITIOJTHEHNM KOOPAMHATOPHEIX TIPO0 ¢ IBYX CTOPOH. Jlerkas
ceHcopHas adazun. CocTossHEE O0JIBHOTO MPOAOJIKAIIO ITOCTE-
TICHHO YXYIIIAThCS: YCHIIMITACH pedeBhle HapyIICHNs, pa3BIII-
Cs YMEpPEHHBI MPABOCTOPOHHUII TeMHIIape3, PacCTPOMIOCH
YTeHME, MUCbMO, CYET, CHU3MIACh KPAaTKOBPEMEHHAs! IIaMsITh,
TepecTal y3HaBaTh 3HAKOMBIC JIIIA, TIPEIMETHI.

MPT eo0n06H020 mo3ea ot 5 centsiopsa 2008 r. (cembMoil IeHb
3abosmeBanus): B pexkume T2 u T2-FLAIR B xope 3amHux oTe-
JIOB BUCOYHOM M TEMEHHOM HOJIEH, a TakKe B MeIMaJbHbIX
OT/ENAaX 3aThIIOYHOM IOJNU CiieBa ¢ HEOOIBIIMM PacIpocTpa-
HEHMEM Ha CYOKOpPTMKAJbHBIE OTHEJIbl OEJoTO0 BelllecTBa
BBISIBJIEHBI OYaru TOBBIIICHHONW MHTEHCHBHOCTM CHMTHaja C
HeyeTKMMU rpanunamu. CydapaxHouIaabHbIe TIPOCTPAHCTBA B
MX 00JIaCTH IIIOXO BU3YAIM3UPYIOTCS, 3aIHUI POT JIEBOTO
0OKOBOTr0 Xeayn0yka HEeMHOTO caBieH. bokoBble Xemynouku
YMEPEHHO, a YeTBEPTBIA — BBIPAXXEHO pACIIUPEHBI.
BripaxkeHHOe pacinypeHne cydapaxHOMIAIBHOTO IPOCTPAH-
CTBa U UepBsI TONYIIapuit Mo3xeuka (puc. 4A, b).

Jlynaexcroe ckanuposanue opaxuoyeqarbHbix apmepuii: TEMOIU-
HaMMYeCKM He3HauMMasl U3BUTOCTb NPaBOM BHYTpPEHHEH COH-
HOI M 00enX MO3BOHOYHBIX apTepuii Ha IpeBepTeOpasbHOM
YPOBHE.

[MpoBoausioch JNeyeHWe aHTMOKCHMIAHTAMHU, HelpoTpoduye-
CKUMU U COCYAUCTHIMU Tiperapatamu. [Ipekpatunach ronos-
Hast 00J1b, YIYUYIINIACh PeYb, YMEHBIIMIACH CTA00CTh B Ipa-
BbIX KOHEUHOCTSIX. Boimucan 23 centsi6pst 2008 . ¢ aarHo3om:
«Mmemuyeckuit uHcyabT. CaxapHblii nuaber 1 Tuma.
JIByCTOpOHHSISI HEHPOCEHCOPHASI TYTOYXOCTh».

B Hos6pe 2008 r. koncynsruposan B HIIH PAMH, 3anogo3spe-
Ha MUTOXOHJIPUAJIbHAS MIATOIOTHUS, B CBSI3M C UM ObLT HaIlpaB-
neH Ha JJHK-nuarHoctuky, kotopas oOHapyXxuia MyTalUUIO
mMTAHK A3243G, xapakrtepHyio mna cuHapoma MELAS.
Tocriutanuzuposan 1 gekadpst 2008 . 8 HUH PAMH mna
JI000CIeTOBaAHMS.

ObsexmueHo npu nocmynaeHuy: aLUeHT HeOOMbLIOro pocTa, B
HEBPOJIOTUYECKOM CTaTyce OMpeEeNsIOTCsl CEHCOPHAsl U aMHe-
cTuyeckas adasus, AUCAEKCUs, mucrpadusi, TUCKATbKYIus,
KOHCTPYKTUBHO-TIPOCTPAHCTBEHHbBIE TPYAHOCTH TPU M300pa-
>KEHUHU MPOCTHIX TeOMETPUYECKUX (DUTYpP, CHUXEHUE MaMSITH,
0CO00EHHO KPaTKOBPEMEHHOI. YTpaueHbl ObITOBBIE U MTpodec-
CHOHAJIbHBIE HaBbIKK. [1ape30B, paccTPOCTB YyBCTBUTETBHO-
CTH, aTaKCUU HET.

Pesyavmambvl 0cHOBHBIX AA00PAMOPHBIX U UHCIPYMEHMANbHBIX
uccaedosanuii; caxap — 10,7 MMoJIB/71, TaKTaT KpoBH — 5,51
MMOJIb/JI. AHTHTENA K (DochomMmuaaM — OTpULIATEIbHBIE.

HDKI: m3MeHeHMs MHMOKapla HIXHEH M OOKOBOM CTEHOK
TUTIEpTPO(OUPOBAHHOTO JIEBOTO Xenynouka. CHHAPOM paHHEN
PEeToNSIpU3aliy KeTyI0YKOB.
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puc. 5: TUCTONOTMYECKOE 1 TUCTOXVIMUMYECKOR MCCNIBNi0BaHNE B1onTaTa YeTbipexria-
BOV MbiLLl Genpa 60bHOrO V.

A) npozonbHbI CPes: pBaHble KPACHLIE BOMIOKHA (MO3UTUBHAA PEaKLMS B KDAEBbIX Y4acTkax
BONOKOH) (CTpenku). MomuduumposanHbit ToexueTHbIiA MeTos Fomopu. Yeenuuetme 200 x.
b) ructoxummyeckan peakumst Ha CAM CAM-noawTueHbid ¢peHomer KPB B kocononepedHom
CPe3e MbILLIEYHOTO BONIOKHA (ToncTas cTpenka). Chinxenue peakuyv Ha G B nPOZONbHbIX Cpe-
3ax BOMOKOH ¢ C[Ir-noaumvekbiM dexomeHom KPB B kpaeBbix ydacTkax (TOHKve CTpenkw).
Yeenmienme 400 x.

B) nonepeHbiii cpe3: rcToxumuyeckast peakuis Ha CLIT; cMeLLEHue MUTOXOHZPMIA K nepude-
PUM MbILIEYYHBIX BOMIOKOH (CTPENKv), pacLieHmBaiolieecs kak CL-nonoxutensHbiii GeHoMeH
KPB. Yeenmuetme 200 x

HXO-KT: ymepeHHasi HeCUMMETpUYHas TurepTpoduyeckas
KapIrOMHUOTIaThs 6€3 OOCTPYKIIMKM BBIHOCSIIIIETO TPAKTA JIEBO-
IO XeJTynodyka. MuTpanbHasi peryprutaiys 1 cTereHm.

MPT 20n06H020 mo3ea ot 8 nexadpst 2008 . (oxoi10 3,5 MecsIieB
ot passutusa UIID): B pexkxume T2 u T2 FLAIR B Kope 3anHe-
TeMEHHO-BUCOYHOM 00JIACTU BBISIBIISICTCS THITCPUHTEHCHBHBIN
oyar ¢ 6Gojee YeTKMMM IPaHMLAMM, YeM IIPU UCCIEAOBAHUU
5 cenrs0ps 2008 r. BeipaxkeHHOE paclIMpeHue 3aJHero pora
JIEBOTO OOKOBOTO XeJynouka, CUTHalI OT OE/oro BeliecTBa
BOKPYT HETO IIOBHIIIEH (JIOKAJTBHBIN JIeiiKoapeos). B pexume
T1 B KOpe TeMEHHO-BUCOYHOIA J0JIM CIEBA BBISBISAETCS CUTHAT
MOBBIIICHHOW WHTEHCUBHOCTH (JTAMUHAPHBI HEKpPO3)
(puc. 4B-E). B pexume reMo IpH3HAKM KPOBOM3IMSHUN B
KOpe OTCYTCTBYIOT. CUTHAJ OT MEIUAIbHBIX OTIENOB JICHTHKY-
JIIPHBIX e CUMMETPUYHO TTOBHIIIEH B pexxume T1 1 CHIKeH
B pexxume T2.

KT 20n06mn020 mo3zea o1 8 nexkadpst 2008 1. (oxoso 3,5 MecsiieB oT
paszutus UI19): 30Ha HEOMHOPOIHO MOHMXEHHOI TIOTHOCTU
B BHMCOYHO-TEMEHHO-3aTBIIOYHOIN oOmacTu cieBa. Ouaru
MOBBIIEHHON IIIOTHOCTH (KaJblIKU(UKATHI) B MeIUATbHBIX
OTaeIax JeHTUKYISPHBIX SIep ¢ ABYX cTopoH (puc. 4XK), crnado
BeIpaXeHHOE TG DY3HOE CHIKEHUE TTIOTHOCTH OEJIOTO Bellle-
CTBa BOKPYT OOKOBBIX KEITyITOYKOB MO3ra. YMEpeHHO pacliy-
peHbI OOKOBBIE XeTy[IOuKH, OOJbIle JIeBbIA, U cydapaXHOM-
JaJTbHBIC TIPOCTPAHCTBA.

DOI: BbIpakeHHbIE OOILEMO3TOBbIE U3MEHEHHSI B BUIIE 3aMe/LIe-
HMS1 OCHOBHOTO KOPKOBOTO PUTMa C PEAYKIIMEH €T0 B 3aIHUX OT/Ie-
Jlax JieBoro mojyiuapusi. [TapokcusMmarbHasi MeIJIeHHAs! aKTHB-
HOCTb B JIOOHBIX OT/IE/IaX JIEBOTO IOMYIIAPKSL. DIAIEITH(HOPMHBIE
3HAKK TAKXe OOJIbIIIE BhIPAXKEHbI B JIOOHBIX OTAEIAX CIICBA, YCHIIM-
BAIOTCS [PY TUIIEPBEHTIIISALIAN,

He 6bis161eH0 namosoeuu py CIIETYIONIAX UCCIETOBAHUSX; KOA-
TyJorpaMMa, arperanusi TPOMOOLMTOB, aHTUTEN K hocdomm-
nugam 1 IHK, antunykneaphsiit ¢dakrop, Y3U opraHos
OpIOLIHO TTOJIOCTH U MOYEK.
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buoncus uemvipexenagoii moiuybl: PN TUCTOJOTUYECKOM U
TUCTOXMMMYECKOM HCCIeA0BaHUU OOHApyXEeHbl MPU3HAKH,
XapakKTepHbIe 11 MUTOXOHAPUATIbHO! IUTOMAaTUM — aTpodu-
YyecKre M3MEHEHUS eIMHUYHBIX MBIIICYHHIX BOJIOKOH, HaJM-
Yye pBaHbIX KPACHBIX BOJIOKOH IpU OKpacke 1o [oMopu, cHuU-
xeHue peakuuu Ha 11O, CAT- u HO-no3utuBHbIA (PeHOMEHBI
PKB B psime BomokoH (puc. 5).

MPT ot 7 centsiops 2009 1. (ron mocie pasutust UT19): kopko-
BBl OUar MpexHel Jokanu3auy B pexume T2, yBeIMIUIOCh
pacuimpeHue JieBoro 60koBoro xesymnouka. B pexvime T1 rumep-
MHTEHCUBHBIN CUTHAJ 10 M3BWIMHAM yMeHbImIcs. [Ipru3HakoB
TIeTEeXUANbHBIX KPOBUO3MMSHUI HeT. [IpoBomuioch JieueHue
MIJIIPOHATOM, HOOEHOM, BUTAMUHAMM TPYIIIEI B, mutodnasu-
HoM. OTMEYeHO yiydlleHWe MOHMMAHKS OOpallleHHOW peuw,
yreHusl. [1oce BHIMUCKY MOCTOSIHHO MPOBOAWIMCH TIOBTOPHBIE
KYPCHI 3HEPIOTPOITHON U TPOPHUIECKON Tepary (HOOeH, Kop-
TeKCUH, 1epenpo, Butamuubl). o ausapg 2010 T. cocTosiHUe
OCTaBAIOCh CTAOMIIbHBIM.

Hacnedcmeennocmo: MaTh ¢ 44 fieT cTpalaeT caXxapHbIM auade-
TOM | TMMa, OTMeuaeT HeOobIIoe CHUXXEHUE cyxa. B nekadpe
2008 1. y Hee BoisiBieHa MyTtauusa MTHK B rerepomnnazmuye-
CKOM COCTOSIHUU, XapakTepHas 111 MELAS-cunmpoma.

O0cyxenne

Huarno3 MELAS u Hamnume WMIID y Hammx OONBHBIX HE
BBI3BIBAIM COMHEHUS; OWAarHO3 OCHOBBIBAJICS Ha TUITMYHBIX
KIMHUYECKUX U HEeWpOBM3YalU3allMOHHBIX IIPOSIBIECHUIX
(puc. 1-2, 4), nakraT-alumo3e, xapakTepHbIX TMCTOJOTMYE-
CKUX U TUCTOXUMWIECKUX N3MEHEHHUSIX B MBIIICYHBIX OMOIITa-
Tax (puc. 3, 5), a Takxe 0OHAPYXCHUU MyTallM MUTOXOHIIPH-
anpHoil JHK A3243G.

[TpencraBneHHble HAOMIOAECHUS HATSIHO AEMOHCTPUPYIOT
tpyaHoctH muarHoctuku MITD mpu MELAS, Kotopsie omm-
00YHO TpakTOBajach Kak Mmemudyeckuit mHcynsr (UU).
Mexny Tem, nuddepeHunanbHbiit auardo3 MU u UTID umeer
00JIbIIIOe TIPAKTUYECKUE 3HAUeHUE, TTOCKOJIbKY MTID cBsizaHbl
He C MIIeMHUEl TOJIOBHOTO MO3ra BCJIeICTBUE HAPYLICHUS KPO-
BOOOPpAILIEHUS, a C META0OIMUECKMMHU PacCTPOMCTBAMU, B IEp-
BYIO OYepesib, B HEMpOHaX W APYTMX KIETOYHBIX dJIEMEHTax
MO3ra, a TakXe B SHAOTEJIUU MUKPOLUPKYIATOPHOTO pycia
moara [14, 18]. Paznuuus natoreneza MU u UIID onpenenstor
Pa3IMYHYIO JIeYeOHYIO TAKTUKY, KaK B OCTPOM TIEPHOJIE, TaK U B
X0Jie BTOPUYHOU NMPOMUIAKTUKH.

[Tpu muddepenimansHom nuarnose MI1D u nHbapkTa Mo3ra
VIUTHIBAIOTCS CIIEAYIOIINE CUMIITOMBI.

— IlocreneHHoe, Ha MPOTSKEHUM HECKOJIbKUX THEH HapacTa-
HUE 0YaroBHIX HEBPOJOTMUECKIX CUMIITOMOB, OTMEYaBIIIee-
cs1 y 000uX HAIIMX OOJIbHBIX, YTO HE XapaKTEepHO AJIs MIlle-
MUYECKOTO MHCYJBTA, U Ha YTO oOpallaeTcss BHUMaHNE B
mutepatype [13, 15]. IMaTodusmonorndyeckoit oCHOBOM
TaKoOro TeMIia pa3BUTHsS CIYXUT IMOCTENICHHOE HapacTaHue
SHEPreTYeCKOi HeIOCTaTOYHOCTH MO3Ta BCIIeICTBUE HApy-
HICHISI OKMCIUTETBHOTO (hOChOPUINPOBAHIS B MUTOXOHI-
PUSIX.

— IMocreneHHOe CHUXEHHUE YPOBHST OOAPCTBOBAHMS, KOTOPOE
HaXOIMTCS B IUCCOHAHCE C OTHOCHUTEILHO HETPYOBIM 0Yaro-
BBIM HEBPOJOTUYECCKUM ACHUIIMTOM, HE COIPOBOXIACTCS
BTOPUYHBIM CTBOJIOBBIM CHHIPOMOM U, CJIEIOBATENLHO, HE
MOXET OBITh 00BSICHEHO HapacTaHHMeM WH(apKTa MO3Ta 1
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orexa. B 0cHOBe yKa3aHHBIX CUMIITOMOB TaKXKe JIEXUT Pac-
CTpoiicTBO MeTaboau3Ma, 00YCIOBIEHHOE HapylleHHeM
9HEPreTHMIECKOTo 00eCTIeYeHNsT MO3Ta.

— Pa3BuTHEe B OCTpOM TepMone TOBTOPHBIX JIOKATBHBIX W
TeHepaM30BaHHBIX SMUICIITUIECKUX MPUIANKOB (TepBast
00JIbHAas), KOTOpPBIE, IO JAHHBIM JIUTEPATYPhl, BCTPEYaloTCst
y 2/3 6ombubix ¢ UTID [14]. Tpunaaku He cBsizans ¢ HMK,
TaK KaK WCTOYHMKOM HMX T€HEPAllMU CIYXWUT pa3psaHas
aKTUBHOCTb B 000MX TOJYLIAPUSX TOMTOBHOTO MO3ra, a He B
CTPYKTypaX, MPUYPOYEHHBIX K OMpeeTeHHOMY OacceiiHy
MO3TOBBIX apTepuii. PenuauBupyoomuili XxapakTep npunai-
KOB M OTCYTCTBUE BbIpa’keHHOM CTONKON 04aroBoil HEBPO-
JIOTUYECKOI CUMITTOMATUKHU TAKXKE HE XapaKTePHBI TS OCT-
poro uH(apKTa MO3ra.

— [lonHasg mMpoXoAMMOCTh apTepuii Mo3ra IO JAHHBIM
JYTJIEKCHOTO CKaHUpOBaHUS OpaxuoliedanbHbIX apTepuii u
HepebpanbHOi aHTrorpaduy, 9to He TMIIMYHO 11t MU,

— Oco0eHHOCTH HeNpOBU3YaIN3allMOHHON KapTUHHL: TIpe-
UMYILIECTBEHHO KOPKOBas JIOKAIU3ALUSI 04aroB M MX «3aj-
Hee pacroJioxeHue», uto xapaktepHo it MELAS u 00b-
sICHSIeTCsT OOJIBINeH YSI3BUMOCTBIO HEMPOHOB 3THX 00J1acTei
B CBSI3U UX OOJIbLIEH 3HEPreTMYEeCKOi MoTpeOHOCThIO [14,
26]. Ewe omHOIl HelpOBU3yaTU3aLMOHHONM 0COOEHHOCTHIO
CIyKUT MCYC3HOBEHNE HEKOTOPHIX 0YaroB, B OCHOBE KOTO-
PbIX, MO-BUIMMOMY, JIEXUT OTEK, a HEe HEKpPO3 BelIeCTBa
MO3ra BCJIeACTBUE METabOIMIECKUX HapyllIeHUi (Habmoae-
Hue 1). B Tex cnyJasx, Korma pa3BuBaeTCsl HEKPO3, OH HOCUT
JIAMUHApHBIN XapakTep U BoIrasaauT Ha MPT B pexume T1
Kak CBETJIas T10JI0cKa, MoBTOpstoiast GopMy KOphI TOIOBHO-
T0 MO3ra, a He KaK MH(APKT KOPKOBO-TIOAKOPKOBOI JIOKa-
JIM3alMM, XapaKTepHbIi IS HapyIIeHUs: KpoBOOOpaIleH!s
B 0ojiee KDYIHBIX apTepusix Mosra. J{MarHOCTUYECKYlo
noMoIb MoxeT okasath 1 KT TomoBHOTO Mo3ra, KoTtopast
obHapyxuBaeT xapaktepHble 111 MELAS kanbuugukarsl
BO BHYTPEHHUX OT/ENaX JEHTUKYJISIPHBIX siaep [8, 9, 25] Ouu
ObUTM HaliieHbl y 00IbHOTO Y., KoTopoMmy mpoBoamnach KT
rojoBHoro moara (puc. 5). [Ipu MPT xanbuncukatsl 06Ha-
PYXMBAIOTCS XYKe.

— 00T npu UIID BbISBISET TeHEPATU30BAHHYIO SMUIECITUYE-
CKYI0 aKTMBHOCTb, OOYCJIOBIEHHYIO TIOBBIIIEHHOW pa3psii-
HOI aKTMBHOCTBIO HEPOHOB U3-3a HECTAOUIBHOCTU MX MEM-
OpaHHOrO MOTEHIMAIA, MOANEePKAHUE KOTOPOTO 3aBUCUT OT
MUTOXOHAPUATBHON 3HEpronpoayKiu. OTMeYeHHBIE U3Me-
HEHMsI HE XapaKTepHBI sl NH(APKTOB MO3ra, IPpU KOTOPBIX,
KaK TPaBUJIO, BBISBISIOTCS JIOKAJIbHBIE MEUICHHBIE, pexXe
JIOKaJIbHBIE SnunenTideckue 3Haku [20].

Perpecc ouaroBbix HeBpomornyeckux cuMmnTomon ipu UTID y
60sbHBIX ¢ MELAS pasinyeH ¥ 3aBUCUT OT BbIPaKEHHOCTH
MeTaboMYeCKUX HapylleHUl, OOYCIOBIEHHBIX 3HEpreThye-
CKOI HEeIOCTaTOYHOCThIO HepOHOB. B Tex ciayuasx, Kkoraga He
pa3BUBAETCS BHIPAKEHHBI HEKPO3 KOPHI TOJOBHOIO MO3ra,
Kak 3T0 ObLJI0 Y epBoii Hallleil 00JbHOM, IPOUCXOAUT MPAKTH-
YeCKH ITOJTHOE BOCCTAHOBJICHHME HEBPOJIOTMYCCKUX (HYHKIIHIA.
Hanpotus, 3HaunTeIbHbIE HEKPOTUYECKME U3MEHEHUSI KOPbI
COTMPOBOXAAIOTCSl BBIPAXKEHHBIMU OCTaTOUHBIMU SIBIEHUSIMM,
KaK 3T0 OTMEYaJI0Ch BO BTOPOM HallleM HaOJIONeHHN.

[Tpu muarnoctuke MIID Gosbloe 3HaYeHME MMEET KOMILIEKC-
Has olieHKa KiuH14eckuX nposisieHuit MELAS. Y o6oux 6oi1b-
HBIX MMEJIUCh KIMHUYECKUE M HEMPOBU3YAIM3ALIOHHEIE TIPH-
3HaKu 3HIedanonatuy (CHIKEHUE MaMsTH, aTAKCUUECKUE pac-
CTPOICTBA, paclIMpPeHKe KeTyI0uKOB MO3ra, Cy0apaxHOUIAIb-
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HBIX IIPOCTPAHCTB MO3Ta ¥ MO3:XKeuKa). DHIIe(anonaThst CIyKUT
OJHUM M3 OCHOBHBIX KIMHWYecKHX mposiBieHuii MELAS,
3HAYMMOCTb U TATO(OU3MONOTIECKAst OCHOBA KOTOPOI OTpaxke-
HBI B Ha3BaHWU 3a00j1eBaHusL. [1py 3TOM ee Ipr3HaKy, 00yCI0B-
JICHHbIE XPOHUYECKON SHEPreTMYECKOil HEeTOCTaTOYHOCTHIO
TOJIOBHOTO MO3ra, MOTyT npeainectBoBaTh MITD uau nosBasiTh-
cs Tocie HuX. Tak, y IepBoii ManueHTKH KIMHUYeCKIe TpU3Ha-
K1 3HUedatonatiu (CHUXEHUE TaMSITH) BBISIBUIKMCH IOCTe
HUIIB. B otnuue ot 3TOro ciyyas, y Broporo 6oasHoro MPT-
MPU3HAKK SHIIe(aTonaTny (pacIIpeHre XeTyIouKoB U Cy0-
apaxHOMIAJTbHBIX IPOCTPAHCTB) YK€ MMEIUCh K MOMEHTY pa3BU-
tust mepsoro UIID.

Hapsny ¢ sHuedanonatveil TuarHOCTMYECKOE 3HAUYEHUE
HMEeT TIPUCYTCTBHE IPYTHX HEBPOJOTMICCKUX WU CHUCTEM-
HbIX mposiBieHuit MELAS: HelipoceHCOpHOIl TYroyxocTH,
MUTPEHENON00HBIX TOJIOBHBIX 00Jeii, KapAuOMHUOTIATHH,
caxapHOro awabeTa, HM3KOPOCIOCTH, HEIEePeHOCHMOCTH
(bu3nYecKuX Harpy3ok, MOBBIIIEHHOW MBIIIEYHO! yTOMIIsIe-
Mmoctd [9, 25, 26]. PasnmuuHoe coyeTaHWe STUX MPU3HAKOB
HMMeJIOCh Y 000MX Hammmx nanueHToB. [To-BumuMomy, creayer
oOpamath BHUMaHUe He TOJbKO Ha HU3KOPOCIOCTh, HO U Ha
ACTEHMUYECKYI0, CYOTMJIBHYI0O KOHCTHMTYIMIO MallMEeHTOB,
KOTOpasl IAaTOT¢HETUYECKN TakKXkKe MOXET OBITh CBSI3aHa C
MUTOXOHIPUATbHON HEIOCTATOUHOCTHIO B MBIIIIAX W TOA-
KOXHO-XMPOBOM KJIETYaTKE.

Haxkonen, HeMaoBaxXHOe 3HAUCHME TPU JWMATHOCTUKE MMEET
CeMelHbII aHaMHe3: 3a00JieBaHMe HACJIeAyeTCsl 10 MaTepUH-
ckoit 1uHuM, Tak Kak MTIHK mepenaetcst TOIbKO ¢ siifliekner-
koil [5]. Tlpu 3TOM HEOOXOMUMO YYUTHIBATh, UTO CTEMEHb
BBIPaXXEHHOCTH 1 XapaKTep KIMHUYECKUX TPOSBICHUH Y uiie-
HOB OIHOW CEMbM MOTYT 3HaYMTENbHO BapbupoBath [13, 26].
Tak, MaTh TIepBOY MALIMEHTKY CTpajiajia MUTPEHEIO, a BTOPOTO
00JIBHOTO — caXapHbIM I1Ma0eTOM, TOraa KaK TUIIMYHBIE TIPO-
saBneHuss MELAS y Hux oTcyTcTBOBaIN.
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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.



Tom 4. Ne 3 2010

Konrakthbiii anpec: Kananinukona Jlionmuna AnapeeBHa — JOKT. MeJl. HayK, TIpod., ITaBH. Hayy. COTp. 3-TO HEBPOIOIMIECKOTO OTACICHHUS
Hayunoro uentpa Heponoruyt PAMH. Mocksa 125367, Bomoxonamckoe mocce, rom 80. Ten.: +7 (495) 490-22-17,
e-mail; kalashnikovaNCN@yandex.ru

JLA. JlobpbIHMHA — KaHJI. MeJl. HayK, Hayd. coTp. 3-To HeBpOJOrnyeckoro otaeaeHus HayuHoro nentpa Heponorun PAMH;

A.B. CaxapoBa — KaHJI. MeJl. HayK, CT. Hayd. COTp. JJabopaTopyy nmaTojIoruyeckoii anaromun Hayuroro nenTpa HeBponorun PAMH;
P.II. YaiikoBckast — Bpay-MaToI0roaHaToOM JlabopaTopyy maTojorkyeckoii anaroMmuut Hayunoro nientpa Heposorui PAMH;

M.®. Mup-KacumoB — M. Hayd. coTp. 1a0OpaToOpuHu TNaToIoruyeckoi aHatomun HayaHoro nieHTpa HeBponorii PAMH;

P. H. KoHoBanoB — KaHf. MeJI. HayK, CT. Hayd. COTp OTAeJIeHHs TydeBoil auarHoctuky HayuHoro neHtpa Hepponoruu PAMH;

AA. IllabanyiHa — KaHA. MeJ. HayK, Hayd. COTp. Ta00paToOpyy TEMOPEOIOTMH 1 TEMOCTa3a C IPYIIION KIMHAYECKHX aHATM30B
Hayunoro nieHtpa HeBponoruu PAMH;

M.B. KoctbipeBa — Bpay-1ab0paHT J1ab0paTOpUK TeMOPEOIOTUM 1 FeMOCTa3a ¢ IPYIIOl KIMHMYECKHX aHATH30B
Hayunoro ueHTpa Hesposorii PAMH;

B.B. THe3nuikuit — 10KT. Mef. Hayk, npod., 3aB. 1ab. KIMHUYecKol Heltpodusnonorun Hayanoro nentpa Hesponorun PAMH;

C.B. IIpoukuit — Bpau-Heitpoxupypr Heiipoxupypruyeckoro otaeneHus Hayanoro nentpa Hesponorun PAMH (Mocksa)

58



