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O6cnenosaHbl 8 60MbHbIX C HACNEACTBEHHON HEBPONOrMYECKON MUTOXOHAPUANBbHON NaToNornen ¢ NOMOLLbLIO LTOXMMUYECKOro aHannaa nuMdgoLmTos
B nepudpepunyeckor Kposu. Mpu 3TOM oLeHnBan akTMBHOCTb 4 (DEPMEHTOB MUTOXOHAPWIA, yHaCTBYIOWNX B YIrIeBOAHOM OOMeHe (nakTaTaermaporeHa-
3a), obMeHe aMMHOKMCNOT (rnyTamaTaerMaporeHasa), XXUpHbIX KUCNoT (o-rnvuepodocdaTtaerngporeHasa), u |l komnnekca gpixaTenbHOW Lenu MUTo-
XOHApUWI (CyKumHaTaermaporeHasa). Takxe uccnefoBanu naktaTt B KpOBWM A0 eAbl U NOcne Harpy3ku yrnesogamu. Y 3 60MbHbIX € atpodurent 3puTtenb-
HblX HepBoB Jlebepa nokasaTenn akTMBHOCTW CyKUMHATAernaporeHassl u a-rnuuepodocdaroerngporeHassbl 66111 n3mMeHeHbl. YpoBeHb naktarta B
KPOBM A0 eAbl Obl/1 NOBLILWEH, NOCNE HArpy3Kn yrnesogamMm — B npeaeniax HopmanbHbIX 3HaveHui. Y naumeHTku ¢ cunapomom SANDO (sensory ataxia
neuropathy, dysarthria, ophthalmoparesis — ceHcopHaa aTakTuyeckasa HeBponaTuda, An3apTpua n odranbmonapes) bl N3MEHEHbl NokasaTenn ak-
TUBHOCTM CyKUMHATAernaporeHassl, o-ravuepodgocdartaernaporeHassl U rnyTymaTaernaporeHasbl. YpoBeHb flakTata B KPoBM Obin MOBbIWEH, NOCne
enbl — 6onee 3HaunTenbHo. Mpu cuiagpome MERRF (myoclonic epilepsy with ragged red fibers — mnoknoHuyeckana anunencuaA ¢ peaHbIMM KPacHbIMU
MbILLIEYHBIMW BOJIOKHAMM) LUTOXMMUYECKME NoKasaTenn akTUBHOCTU MUTOXOHAPMAbHLIX (PEPMEHTOB ObiIM TOTaNIbHO CHUXKEHBI. JlakTaT 6bln NoBbI-
weH go u nocne eabl. Npn cunapome PEOA3 (progressive external ophthalmoplegia with mitochondrial DNA deletions, autosomal dominant, 3 — npo-
rpeccupytowan Hapy>xHana opTanbmonnerva ¢ geneunaMmm MutoxoHapuansHon JHK, ayTocoMHOAOMUHAHTHAA, TMN 3) BCE LMTOXMMUYECKME nokasaTe-
NN aKTUBHOCTW MUTOXOHAPUAsbHBIX (DEPMEHTOB ObINN U3MEHEHDI. JTakTaT B KpoBY A0 efbl 6bin noBbiweH. MNpu cuippome MELAS (mitochondrial en-
cephalomyopathy, lactic acidosis, and stroke-like episodes — MuTOXOHApPUHanbHaa aHUedanomMmonaTma, nakrTaTaumaos, MHCYIbTONoA06HbIE ANU30AbI)
nakTaT B KpoBM 6bln yBenunyeH. M3mMeHeHa aKTMBHOCTb MUTOXOHAPWANbHbIX (hepMeHTOB, KpoMme nakTataermgporeHasbl. [pu cuHapome
Anbnepca-TyTTeHnoxepa 6binM N3MeHeHbl NnokasaTenu rnytymataernaporeHasbl n o-ravuepodocdaraerngporeHassbl. JlaktaTt 6bin1 NoBbiWeH. Taknum
06pa3oM, ncnonb3yemblii MeTof, UCCNeA0BaHNA LMTOXUMUYECKON aKTUBHOCTN MUTOXOHAPUASbHBLIX (hepMEHTOB ABNAETCA APPEKTNBHBLIM ANA OLEHKN
ee HapyLleHu.

KnioueBble cnoBa: MUTOXOHAPUK, CyKUMHATAErMaporeHasa, o-ravuepodocdaraernaporeHasa, rnytymataernaporeHasa, nakraraerngporeHasa, MuTo-
XOHApuanbHble 60n1e3HN, nakrar.
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Abstract

Examined in 8 patients with hereditary neurological mitochondrial disease. Through cytochemical analysis of lymphocytes in the peripheral blood, assessed the
activity of 4 enzymes of mitochondria, involved in carbohydrate metabolism (lactate), metabolism of amino acids (glutaraldehydes), metabolism of fatty acids
(a-glycerophosphorylcholine) and complex Il of the respiratory chain of mitochondria (succinate dehydrogenase). Investigated the lactate in the blood before
meals and after exercise carbohydrates. In 3 patients with optic atrophy of Leber three patients with optic atrophy of Leber, the activity rate of succinate dehyd-
rogenase and a-glycerophosphorylcholine was changed. The level of lactate in the blood before meals were elevated after exercise with carbohydrates —in the
normal range. The patient with the SANDO syndrome was changed, the activity rate of succinate dehydrogenase, a-glycerophosphate dehydrogenase and glu-
tamate decarboxylase. The level of lactate in the blood were elevated after a meal significantly more. The syndrome MERRF cytochemical activity of mitoc-
hondrial enzymes have been totally reduced. Lactate was elevated before and after eating. The syndrome PEOAS3 all cytochemical activity of mitochondrial en-
zymes was changed. Lactate in the blood before the food has been upgraded. The syndrome MELAS lactate in the blood was increased. Altered activity of mi-
tochondrial enzymes except lactate dehydrogenase. The syndrome of Alpers—Huttenlocher was changed: the indexes of glutamate decarboxylase and a-glyce-
rophosphate dehydrogenase. Lactate was elevated. Thus, the used method of investigation of the cytochemical activity of mitochondrial enzymes is effective for
the evaluation of its violations.

Key words: mitochondria, succinate dehydrogenase, a-glycerophosphorylcholine, glutamate decarboxylase, lactate dehydrogenase, mitochondrial disease,
lactate.
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M UTOXOHIPUY — KJIETOYHBIE OpTaHeJ/Ibl, OTBETCTBEH-  TAaKXXe IIePeHOC 3JEKTPOHOB B LVKJIE ABIXaTeJbHON Lienu
HbI€ 32 SHEPTeTNYeCKNIT 0OMeH KiIeToK. B Mutoxons-  (okuciaurenpHoe pocdopuanposanue). B saTom mpouecce
PUAX OCYLIeCTBIAITCS 4 Tua OOMeHa: yIJIeBOLHBIIL, )KUPO-  YYACTBYIOT 5 KOMIUIEKCOB 9H3UMOB, OO/IBUIMHCTBO U3 HUX
BOJ1, B KOTOPOM Y4aCcTBYyeT KapHUTMH, aMUHOKUCIIOTHBIN, a  Kopaupyerca xpomocomHoit JHK, no 13 — JHK mutoxonp-
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puit. llenTpanpHas HepBHAA CUCTEMA OT/IMYAETCSA BHICOKUM

yPOBHEM 9HepreTu4ecKoro MeTabonmsma, MOITOMY CHIDKe-

HYle BHYTPUK/IETOYHOI IPOAYKLNY afeHo3uHTpudocdara u

yBe/INM4YEHMe YPOBHA IJIyTaMaTa CUIbHee II0 CPAaBHEHUIO C

APYTMMM OpTaHaMU M TKAaHSAMM CKa3blBaeTCsA Ha ee (PYHK-

LMOHUPOBAHNUH, YTO MPOUCXOIUT IPU CHIKeHNUN 3P dek-

TUBHOCTY OKMUCIUTeNnbHOro ¢ocpopmanpopanus. Muro-

XOH/[pUaIbHbIe 3a00/1eBaHUs 0OYC/IOB/ICHBI T€HETNYECKIIMU

medeKTaMu, KOTOpble IPUBOAAT K HAPYLIEHUSIM TKaHEBOTO

AbIXaHMA. MUTOXOH/IpUaNbHbIe 00/Ie3HM MO TUITY HAaCTIeHO0-

BaHMs [Ie/IAT Ha 3 TPYIIIbL:

1) obycnoBieHHble MyTanusMu MutoxoHapuanpHoit JTHK
(MJHK), nepegnaromiyecs 1o HacJAeACTBY 10 MUTOXOHAPU-
aJIbHOMY THUITY;

2) 06yCHOBneHHbIe myranyamu ageproi JHK, nacnenyembie
II0 AyTOCOMHO-PeLleCCUBHOMY WIM ayTOCOMHO-JOMUHAHT-
HOMY THUILY;

3) 06ycnoBIeHHbIE HAPYIIEHEM MEXXIT€HOMHBIX CUTHA/IbHBIX
a¢dekros [1-3].

Haubonee yacToIMyt HEBPOJIOTMIECKIMY MUTOXOH/PIATIb-
HbIMI O07te3HAMI sABAoTca cunapom SANDO (sensory ataxia
neuropathy, dysarthria, ophthalmoparesis — cencopnas aTakTn-
4YecKast HEBPOIIATYS, An3apTpus 1 0 TanbMOIIapes), IENKOIH-
repasonaTys ¢ MperMyILeCTBEHHBIM IIOPAXeHVeM CTBOJIA TO-
JIOBHOTO MO3Ta, CIMHHOTO MO3Ta U MOBBIIIEHHBIM TAKTATOM,
cuaapom MERRF (myoclonic epilepsy with ragged red fibers -
MMOK/IOHWYECKast SIIWIENICUS C PBAHBIMM KPACHBIMIM MBILIEY-
HBIMY BOJIOKHaMIU), aTpodus 3pUTeIbHBIX HepBOB Jlebepa.

Cunppom SANDO - ayTrocoMHO-pelLieccuBHOe 3ab0seBa-
Hue. SIBlseTcA BapMaHTOM XPOHUYECKOII IIPOrpeccupyroLeit
HapyxHoit opranpmornternu. OTMEYA0TCs TaKKe CeHCOpHast
ATaKTMYeCKasl HeBPOIATHUS U AMU3APTPHs. BeisBistoTcst MyTa-
1uu B reHe POLG, KogupyoleM KaTaTUTUIECKYI0 CyObenn-
Huny MJJHK-nonumepassl. I'en pacronoxxer Ha XpoMocoMe
15925 rpynisl. 3a6oeBaHue OTHOCUTCS K IPYIIIIe MUTOXOH/-
puanbHBIX 6onesneit, o6ycn0BneHme MyTaluen AfepHO
IOHK [4, 5].

JleitkosHLledanonaTnA ¢ IPeNMyIIeCTBEHHbIM TOPaKeHNEM
CTBOJIa TOJIOBHOTO MO3Ta, CHMHHOTO MO3Ta ¥ MOBBIIIEHHBIM
nakratoM (leukoencephalopathy with brainstem and spinal
cord involvement and lactate elevation — LBSL) — Mmutoxouzpu-
aJIbHOE HaC/Ie[ICTBeHHOE 3a00JIeBaHMe C ayTOCOMHO-PelLleCCHB-
HBIM TUIIOM HacnegoBaHus. ['en 6onesan DARS2, KOTOPBIN KO-
AMpYeT MUTOXOHZpUanbHyI0 acnaptun-TPHK-cunrerasy, pac-
IIO/IOXKEH Ha JJIMHHOM IlTede XxpoMocomsl 1 (okyc 1q25.1) [6].

Cungpom MERRF oTHOCKTCA K IpyIIle MUTOXOHAPUATID-
HBIX 60/Ie3Heil, 00YC/IOB/IEHHBIX MyTalyell B OHOM U3 psfa
renos MJJHK, 4To npuBOANT K HapylIeHNAM O€KOBOTO CUH-
Tesa.

HacrnencrBenHas ontuyeckas HeBpomatyus Jlebepa, unn at-
podus spurensubix HepBoB Jlebepa (A3HIJI), — HacnencTBeH-
Hoe 3a6071eBaHNe, 00YC/IOBICHHOE MYyTalleil B OHOM U3 Tre-
HoB (MT-NDI1, MT-ND4, MT-ND4L u MT-Nd6) mJIHK, xo-
AUPYIOLINX Oe/IKY, YYaCTBYOLE B OKUCINTENbHOM docdo-
PWINPOBAHUM,

Cunnpom PEOA3 (progressive external ophthalmoplegia
with mitochondrial DNA deletions, autosomal dominant, 3 -
Iporpeccupylomias Hapy>XHas 0QTaTbMOIUIEINA C ieTeIAMU
MJIHK, ayTocOMHOTOMIHAHTHASA, TUII 3) — 3TO MUOTIATHA U3
rpynmst ucromenust (gerrennn) MIAHK. Hanbornee xapakrep-
HBI IPOTPECCUPYIOLINe ITO3 U HAPYXHas 0(TaTbMOIUIETHs,
c1aboCTh B CKeTIETHBIX MBIIIIIAaX. TUI HacTeZOBaHMUA — ayTO-
COMHO-TOMMHAHTHBII.

Ilenp — M3YYUTb AKTUBHOCTD MUTOXOH/PUAIBHBIX (hepMeH-
TOB B MMMpOUUTaX Hepupepndeckoit KpOBU LUTOXMMUYE-
CKUM METOIIOM.

Marepuan ¥ METOMBI

O6c¢menoBaHbl 8 6ONBHBIX C HACTIEACTBEHHOI HEBPOIOTHYe-
CKOJi MUTOXOHJpMAIbHOJ I1aTO/IOTHe.
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[/t OLleHKM TKaHeBOTO AbIXaHU:A (JbIXaTe/TbHOI ey MU-
TOXOHZIPUIT) ¥ [PYTUX BUAOB OOMeHa B MUTOXOHLPUSIX IIPO-
BOJVIV LIUTOXVMIYECKUI aHanmu3 MMMQOLnNTOB B mepudepn-
4eCKOil KPOBY, IIPY 3TOM OL[€HMBA/IN AKTUBHOCTH 4 (pepMeH-
TOB MUTOXOHJPUIL, YIaCTBYIOLUINX B YIJIEBOZHOM OOMeHe
(makTaTmerupporeHasa — JIIT'), obMeHe aMiMHOKMCTIOT (TTyTa-
MmatgernpporeHasa — I'/IT'), o6MeHe XUPHBIX KUCIOT (OL-I/In-
nepodocdarperngporenasa — o-I'OJIT), u II komrtekca fbi-
XaTe/bHOI L[l MUTOXOHAPUI (CYKI[MHATAeTUpOreHasa —
CIarT) [7].

Vicrionb30Bamy XMMMIECKe peakTVBbL: (puKcaTop [ist Mas-
KOB IepudepuuecKoit Kpou (alleTOH-TPUIOH), IUTOXMMIYE-
CKMe Habopbl /s OMpefie/ieHNs] aKTUBHOCTU [eTUpOoreHas
(OO0 HIIII «Ilonukom»), KpacuTenpb s LOKpAIIVBAHNI
Anep (MeTIOBBL 3eeHblit). O6opynoBaHIe: OYHOKYILAPHBILIA
MUKpOCKoII (yBenuuenne He MeHee 10x40), ocHallleHHBLI 00b-
eKTUBOM C BOJHOI MMMepCHelt, BOJASHOI TePMOCTAT, obec-
NeYMBAOIINI NOAJep>KaHue TeMIIePaTyphbl C TOYHOCTBIO [0
0,1°C, pH-mertp.

IIpuBoAMM KpaTKoe ONMCaHME METOJa KOMNYEeCTBEHHOIO
LUTOXMMUYECKOTO OTIpefie/ieHNs aKTUBHOCTY (PepMEHTOB B
KIeTKax Hepudepudeckoil Kposu. Peakuuy mIpoBofuImn Ha
MasKax KpOBY, IIPUTOTOB/IEHHBIX Ha 00€3KMPEHHBIX [IPeJMeT-
HBIX CTeK/lMaX. Ma3ku BbICYIIMBaNIM Ha BO3lyXe py KOMHAT-
HOJt TemnepaType B TeueHue 10-15 mun. IlocTaHoBKa peak-
LMY BK/TIOYasa 3 aTana: (PMKCAIVI0 MasKOB, PEaKIMIO /IS BbI-
SIBJIEHUSI aKTUBHOCTY (PePMEHTOB, JOKPACKY sifiep.

Qukcanusa npemnaparos nposojunach B 60% pacrsope
alleTOHa, HachllleHHOM TpuinoHoM b, npu pH 5,2-5,4 npu
KOMHATHOII TeMIlepaType B TedeHne 30-40 c (ana mumbo-
uyuros). [Tocne Gpukcanyuy npenapaTs! IPOMBIBAIN AUCTIUII-
JMPOBAaHHONM BOMOI 11 BRICYUIMBA/IM IIPY KOMHATHOM TEMIIE-
patype Ha Bospgyxe. CocTaB MHKyOallMOHHOW Cpefbl: Ha
40 M1 dpocdarnoro 6ydepa 13 mr n-HUTpOTETpa3ONU P1O-
JIeTOBOTO, 13 MI TpuinoHa b, cneumqmqecxm?[ cy6CTpaT s
onpegeneHHoro gepmenTa. Peakuus nposoaunacs npu pH
7,3 u remneparype 37°C B TeueHne 60 MUH B BOJHOM Tep-
MoOCTaTe.

IToce nHKy6aIMM MasKyl IPOMBIBAIN BOLOI U IIOTPY>Kan
B HACBIIEHHBIII PACTBOP METMIOBOTO 3€JIEHOTO (SAepHOro
Kpacurensi) Ha 15-20 ¢, mocte Yero Ma3ky BHOBb IIPOMBIBAIU
Y BBICYLIMBA/IM IPY KOMHATHOJ TEMIIEPATYpe Ha BO3/yXe.

T'oToBbIe Ma3Ky MUKPOCKONIMPOBaIN NOJ BOJHON UMMep-
cueit Ha MUKpockore Mukmen-6. O6 akTuBHOCTH (epMeHTa
B KJIeTKe CYAMIN IO KOJTMYECTBY TEMHO-(IONIETOBBIX TPAHY/
¢dopmasana, 06pa3oBaBIINXCs B IPOIleCcCe BOCCTAHOBIEHMS
m-HUTpoTeTpasonus duonerosoro. s onpegeeHNs ak-
TUBHOCTY (pepMeHTA B IOMY/ISIUM TUM(POLNTOB MOACINTHI-
Ba/M Ko/mmyecTBo rpanyn B 30-100 xnerkax. @epmeHTaTUB-
Has aKTUBHOCTD IPYU MICIIONb30BaHMM 3TOTO METOJa BhIpaXka-
7ach B YCIOBHBIX €MHUIAX, COOTBETCTBYIOIIUX CPeJHEMY
YIC/Ty TPAHY/I HPORAYKTA UTOXMMUYIECKON peaknuu — ¢pop-
MasaHa.

Tax>ke onpefenany ypoBeHb MaKTaTa B KPOBMU 0 U IOCTIe
HarpysKy yI/IeBOlaMIA.

T/t BBISIBIEHMSI HAPYLIEHNIT OOMeHa BEIeCTB B MUTOXOH-
PUSAX MpOBefeHO 06cIeoBaHMe 8 MAlMeHTOB C HAC/Ie[CTBeH-
HOJI MUTOXOHApuanbHoi matonorueit (A3HII - 3, cunpgpom
SANDO - 1, cunppom MERRF - 1, cunppom PEOA3 - 1, cun-
npom MELAS - 1, curgpom POLG1 - 1). Bcem marmentam au-
arHO03 MUTOXOHIPMA/IbHOTO 3a60/IeBaHMs OBUT TOATBEPXKAEH B
naboparopun JHK-guarnoctukn n 61oxummdeckoii mabopa-
topuu PI'BHY «Menuko-reHeTU4YeCKMil HayYHbI IEHTP>.

Pesynbrarhl

Jemorpaduyeckne mokasareny 06C/eOBaHHbIX MAI[EHTOB
IIpeCTaB/IeHb B TaOI. 1.

Y Bcex 3 naunenTos ¢ A3HJI B HeBpo/IOrnueckoM cTaryce
OBV BBIAB/IEHDBI HAPYLIEHNSI OCTPOTHI 3PEHIS CO CHIDKEHIEM
1o 0,05-0,01, KOHLIEHTPUYECKOE CY>KEHME TI0/IeN 3pEHNs, IPY-
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Ta6nuua 1. lemorpacuyeckue nokasaresm o6¢cnefoBaHHbIX NaLUMEHTOB C HacNeACTBEHHON MUTOXOHAPUaNbHON nNaTosioruein

Mon Bospacr, ner OwuarHos

My 20 A3HN

My 24 A3HN

My 37 A3HN

XKeH 26 CuHgpom SANDO

XKeH 25 CuHpopom MERRF

KeH 63 MwuToxoHapuansHaa MmuonaTtua [cuHapom PEOAS 13 rpynnbl cToleHrA (aenneunm) mutoxoHapuansHon JHK]
XKeH 19 Cungpom MELAS

XKeH 7 MuToxoHapuanbHaa aHuedanonatma, obycnosneHHaa mytaumen B reHe POLG1 (cuHopom Anbnepca-lyTTeHnoxepa)

C HacneAcTBEHHOW MUTOXOHAPUAbHON naTtonornein

Ta6nuua 2. MokasaTenu akTMBHOCTU MUTOXOHAPUaNbHbIX (hepMeHTOB B NuMdoumnTax nepudepnyeckoil KpoBu y o6cnefoBaHHbIX 6ONbHBIX

3a6oneBaHue car o-roar rar nar
A3HN 20,0 8,0 7.3 16,2
A3HN 18,2 8,0 8,2 15,0
A3HN 19,2 8,4 10,2 16,5
Cunppom SANDO 22,2 6,87 6,4 16.2
Cungpom MERRF 15,2 6,8 49 7,8
CuHppom PEOA3 18,2 8,2 57 20,1
Cungpom MELAS 18,0 8,8 8,1 16,1
Cunpgpom Anbnepca—TyTTeHnoxepa 20,2 8,4 49 11,6
PedepeHCHble 3Ha4eHnA B KOHTPOSIbHOW rpynne y B3pOC/biX 18,5-19 9-12 9-12 10-17
PedbepeHcHble 3Ha4YeHUA B KOHTPOILHOW rpynne y aeter 5-12 net 18,68-22,26 11,38-13,51 10,62-14,03 11,15-16,34
I'MX OYaroBBIX CUMIITOMOB He 0TMe4anoch. [Ipu MPT-o6c¢re- BonbHass MUTOXOH[PUATbHON MUOMATHUEN [CUHApPOM

HOBaHMM Y | malMeHTa HaTONOTUY BBISBIIEHO He 6BIIO, ¥ 2 —
€VIHMYHbIE TIEPUBEHTPUKY/IAPHbIE TUIIEPUHTEHCUBHbIE OYark
B pexxnMe T2, He HakaIUIMBaIOIVe KOHTPACT.

Y nmaunentku ¢ curgpomom SANDO o6Hapy>KeHbI KOTHU-
TUBHbIE HAPYIIEH) B BUJle OTCTaBaHMA YMCTBEHHOTO pas3BU-
TIA, CHYDKEHMS NaMATH, CXOJjAleecs KOCorasue, TpeMop, Ha-
PYLIEHNS IIPY BBIIIOTHEHNN KOOPAMHATOPHBIX IIPO0, aTaKCUs
npu xoxp6e. IIpu MPT-uccenoBaHum — MHOXKeCTBEHHbIE I~
HepUHTEeHCHBHbIEe Ha T2-1306pakeHUAX IePUBEHTPUKYIIAP-
Hble OBanbHble o4ary gramerpom 0,5-1,0 cm B 6eiom Bemte-
CTBe 000MX IO/MyIIapuil TOIOBHOTO MO3ra, He3HaYMTeIbHOE
pacipeHye TMKBOPHBIX IPOCTPAHCTB CTBO/IA MO3Ta.

ITpu cunppome MERRF y 60nbHOI HapAAy ¢ SIuIencue
OTMeYa/IICh BbIpKEHHbIE KOTHUTUBHBIE HapyLIeHus. 3abore-
BaHMe Hayaj0Cch B 19 jieT ¢ MBILIEYHBIX NTofiepruBaHuii. Yepes
2 rofja MOsAABWINCDH TeHepann30BaHHbIe CYJOPOKHBIE IpUIaf-
k. [IpoBeieHa MOTIeKy/IApHas AMAarHOCTUKA, BbIABJIEHA IeTe-
pomtasmus no myrauyy MT r-RNA-lys A8344G,y npobaHpa B
50%, y matepu mpobasga — B 40%. O6Hapy>keHa 4acTas MyTa-
uusa A8344G B pernosne, KogupyoieM TpaicnoptHyo PHK
nu3MHA. bonbHasA NpUHMMAaeT IPOTUBOCYHOPOKHYIO TEPAIINIO.
Ha marauTHO-pe3onancHoit TomorpamMMe (MPT) ronosHoro
Mos3ra — 6e3 maToorn4eckux usMenennit. Ha ajekrposHueda-
JIOTpaMMe BBISABIIS/INCH SNMIeITU(OPMHbIE USMEHEHUS IPU
TUIEPBEHTUIALNN M GOTOCTUMYNALUU. Y MaTepH, ee 3 ce-
crep, 6pata, fo4epy OfHOI U3 cecTep, 6abyuiky 1 npabadyu-
KI I10 JIMHUY MaTepy — Takoe xe 3abojieBanue. B HeBponoru-
YeCKOM CTaTyce — MeJIKOpasMalliCTble MIOK/IOHUM B KOHeY-
HOCTSIX, CHIDKeHa BUOPAI[MOHHAs YYBCTBUTENBHOCTD B MaJIb-
1ax croi. B mose Pombepra mpu sakpbpIBaHUM I71a3 Majaer.
ITanp11eHOCOBYIO U MSTOYHO-KOTIEHHYIO IIPOODI BBIIIOMHSIET C
uHTeHuMell. KoruutuBHble QYHKLMHU IO KPATKOI IIKase
OLleHKM ncyxmdeckoro craryca (MMSE) - 21 6ar.
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PEOA3 u3 rpynnsl ucromenus (gemrenyn) MJJHK] »xanosa-
71ach Ha OIyCKaHMe BeK, fBOeHue B rnasax. bonbpna c 38 ner.
Y 6para, cecTpsl, OTIja, CbIHA OpaTa — TaKoe JXe 3aboIeBaHme.
B HeBpOIOrMYECKOM CTaTyCe — ITO3 BeK, CHIDKEHIE aXMUJIIO-
BBIX pedJIeKCOB, HEYCTOYMBOCTD B IT03e PoMmbepra mnpu ort-
CYTCTBIU 3PUTENIBHOTO KOHTPOJIA, CHIDKEHNUE BUOPaLMOHHO
YyBCTBUTENIbHOCTY B Ia/IbliaX cTOI. KorHuTMBHBIE GYHKIUY
1o mkane MMSE - 26 6amnos. Her nosbiuenns kpeatnadoc-
¢doxmHa3kl B KpoBM. JIaKTaT B KPOBM IO efibl 1,2, moc/te efbl —
1,3 mmonb/n. Ilpn anekrpomMuorpadum KpyroBoil MbILILIbI
I7a3a lekpeMeHTa M-oTBeTa He BBIABNEHO. IIpyu urompyaToi
a/eKTpoMuorpaduy BbIsABICHBI IPU3HAKY IEPBUYHO-MBIIIEY-
HOTO MmopakeHMsA. B, u ¢ommeBas kucnora B KpOBU B IIpefie-
71ax HopManbHbIX 3HaveHuit. I1pu nposenennn JTHK-nuarso-
cTuky obHapyxxeHa myrauys Ala359Thr B rereposurornom
cocrostHuy B reHe TWINKL, oTBeTCTBEHHOM 32 BO3HUKHOBE-
Hie cuappoma PEOA3 OMIM 609286. 3a6oneBanne Hacnemy-
€TCs 110 ayTOCOMHO-IOMUHAHTHOMY THITy. OTHOCUTCA K CVH-
apomy ucromenns (gemwnenun) MJHK. Cuupgpom mpepcras-
JIEH TeTepPOTeHHOJI IPYIIoil 3a60/IeBaHNIi, 00yC/IOBIEHHO
MmyTauueit B 10 pasnuIHbIX TeHax.

Y 6onbHoit 19 et ¢ cungpomom MELAS 6bun pedeBsle Ha-
pyuenus. C 8 jieT 0OTMeYanuch MHCYIbTOMOHOOHDIE SIIU30/BL.
C 19 ner noABMINCH SMMIENTUYeCKMe Hpuctynsl. Ilpn
0CMOTpe OTMevaanch MOTOpHas adasns, arpadus, anekcus,
aKa/lbKy/NA, TPaBOCTOPOHHUI TeMUIapes, MIOTaTUIeCKUi
CMHJIPOM.

Y 1 60/1pHOIT AMATHOCTUPOBAaHA MUTOXOHAPUATbHAS JHIlE-
¢danomnarus, obycnosnennasa myranueit B rene POLG1. Kiu-
HIYecKasA KapTHHA XapaKTepu30Bamach SMIIENTUIeCKUMU
HPYCTYTIaM¥, FBYCTOPOHHMM IIOTYyITO30M, CXOAAIMMMCH KO-
corjasymeM, aCUMMeTpHeil HOCOTyOHBIX CK/IafloK, TOPU30H-
Ta/IbHBIM HUCTArMOM, fieBMalMell A3bIKa, HalM4IyeM IaToJo-
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TUYeCKUX KUCTEBBIX pedIeKcoB, Au¢QysHOI MbILIEIHOI -
HIOTOHMETL, O>KUBJIEHNEM CYXOXXVIbHBIX pepIeKCOB U Ham4m-
eM IaTonornveckoro pedekca babunckoro. OTMedannce
TaK)Ke XOpeoaTeTOUIHbII I'UIIepKIHe3, TUIIePKMHE3bI A3bIKA.
Ha MPT rosnoBHOro M03ra BBISIBIEHBI CUMMETPUYHbIE OYary
IeMMeNTMHU3AIMI B 00IaCTH CTBOJIA, OYaryl JIEMKOIAaTUY epy-
BEHTPUKY/IAPHO B 00/IACTH 3aJHUX POTOB.

PesynbTaTsl nccnegoBaHua aKTUBHOCTY MUTOXOH/[pUAIb-
Hpix pepmentos (CAT, a-TOAT, I'AT, JIAT) B numdounrtax
nepudepnyecKoi KpOBM IpeCTaBIeHbI B TA0. 2.

Kak npencrasieno B a6 2, npu obcnenoBanmy 3 60/IbHBIX
¢ A3HJ1 y 2 yposenb aktuBHOCTY C/IT 6511 IIOBBIIIEH Ny 1 —
cHIDKeH. AKTUBHOCTD o-I'D/IT 6bl1a cHMOXKEHa ¥ BCeX 00/b-
HbIX. AKTUBHOCTD I'JII" 0Ka3amach CHMKeHHOIt y 2,y 1 — B Ipe-
JileTlaX HOpMasbHbIX 3HaYeHmit. [Tokasaremm JIJIT 661 B mIpe-
fenax pedepeHCHBIX 3HaYeHMIT. YPOBEHb JIAKTaTa B KPOBM 00-
C/IeJOBaHHBIX MAI[MIEHTOB COCTaBMI 2,3-2,9 MMOJIb// IO €[bl U
2,5-2,7 MMOJB/1I - TOC/Ie HAarpy3Ku yraeBojaMy IIpU HOP-
MaJIbHOM 3Ha4eHUN MoKasartens 1,6 MMOJIb/IL.

Y nanuentku ¢ curgpomoM SANDO oTmedeHbI TOBbIIIIE-
nme ypoHsa CJII, cHuXeHue IOKasaTenell aKTUBHOCTU
o-I'OIT u I'IT, B To BpeMs Kak akTMBHOCTD JIJII' 13MeHeHa He
6buta. JIakTaT B KPOBU [0 bl COCTaBMUI 2,2 MMOJIB/JI, IOCTTe
enbl — 3,1 MMOJIB/I.

ITpu cunppome MERRF y nanyeHTKM [UTOXMMUYECKME T10-
Ka3aTe/n aKTMBHOCTY MUTOXOH/[PUAIbHBIX (PepMEHTOB GbUIN
TOTA/JIbHO CHVKeHBI. JIakTaT mo enpl cocTaBuI 2,6 MMOJIb/ I,
nocye efpl — 3,9 Mmonb/n. CaenyeT OTMETUTD, YTO MaljeHTKa
IpUHMMAJIA IPOTUBOCY[OPOKHYIO Tepannio, Kotopas 6bira
KM3HEHHO HeOOXOMMa, XOTsL 9T IIpenapaThl, Kak U3BECTHO,
CHIDKAIOT (PYHKI[MIO MUTOXOHAPMIL.

Y manmeHTKM ¢ MUTOXOHAPMATbHON MMUOMaTHeN (cun-
npom PEOA3) mokasatens CIIT' Obl1 CHI)KEH HE3HAUNTENb-
HO, ypoBeHb a.-I'®JIT - ymepenno, yposenp I'IT' - cyme-
CTBEHHO, B TO BpeMsA Kak nokasartenb JIJJI' okasancsa nmosel-
meHHBbIM. IIpu 5TOM ypOBeHb JIaKTaTa B KPOBM O €4bI ObII
NoBbILIeH fo 2,1 MMmonb/n. Ilocne egbl OH CHMDKANICA 1O HOP-
Ma/TbHBIX 3HAYEHUIA.

IIpu cuappome MELAS nakTat B KpoBM HaTOLAK U ITOCIIE
efibl Bapbuposan ot 1,4 u 1,8 Mmmons/n 1o 2,2 u 3,1 MMOIb/1
COOTBETCTBEHHO. [Ipy HUTOXMMUYECKOM UCCIIEOBAHUN aK-
TUBHOCTY MUTOXOH[PUATbHBIX pepMeHTOB ypoeHb CIIT,
o-TOAT n AT 6511 cHmxeH, a JIAT - B npefenax HopMab-
HBIX 3HAYEHMUIA.

Y 1 manueHTKM ¢ MUTOXOHAPUAAbHOI dHLedanomaTuei,
obycmosneHHol myTanyeil B rene POLG1 (cunppom Anbriep-
ca-T'yrteHnoxepa), IMTOXMMMUYECKIE IOKA3aTe/ AKTUBHOCTH
MUTOXOH/IPMa/IbHbIX (PepMEHTOB ObUIM M3MEHEHBI: Hanbosee
3HAYUTENbHO OBl CHIOKeH mokasarenb [T (6oree yem B
2 pasa II0 CpPAaBHEHMIO C HIDKHEN TpaHMIlell HOPMa/JIbHOTO
3Ha4YeHMsI), TaKXKe ObUI CHIDKeH ypoBeHb a-IT'D/IT. TTokasare-
mu CIT u JIAT 6s11u B mipefenax HOPMajbHBIX 3HadeHul. JIak-
TaT JIO eibl B KPOBU COCTaBUNI 1,4 MMOJIB/JI, IOC/IE efibl OH I0-
BBICUJICA IO 2,6 MMOJIB/JI.

3aknroueHnne

JMarHocTuKa MUTOXOHPUATBHBIX 3a00/IeBaHMUIT C HEBPO-
JIOTUYEeCKNMU HpOHBTIeHI/IHMI/I CJIO>KHa, HOCKOHI)KY KIMHNn4e-
CKUue HpI/I3HaKI/I Bapma6eanb1, a JOITIO/THUTE/IbHbBIEC CCIEN0BA-
HUs 3a4acTy He HAT J[ONONHUTETbHON MHQPOpPMALUN.
OmnpefeneHHBIX 6MOMapKepOB MUTOXOHAPHUATbHBIX O0Ie3Helt
19)5°¢ HpaKTI/I‘IeCKOI‘O HpI/IMeHeHI/IH HEeT. MCCHEJIOBaHI/Ie ypOBHH
eraTI/IH(i)OC(l)OKI/IHaBbI B II;1a3Me KPOBI/I Y TAKUX IMAIIVIEHTOB
[UIS1 TIOATBEPSKAEHNUs OBPEX/EHMsI MBIIIIL MajTonH(popma-
TUBHO, 0OHAPY>KMBAETC HOPMA/IbHBIIL UM YMEPEHHO IIOBBI-
LIIEHHBII 1O 5 pa3 OTHOCUTE/IbHO BEPXHEV IPaHMUIIbI HOPMHI [8,
9]. JlakTaTauupo3s sABAsAETCS OFHVUM U3 KapAVHAIbHBIX IPU-
3HAKOB ne(beKTa TKAaHE€BOTO ObIXaHWA, HOSTOMY onpeneneHme
ypOBHH JIaKTaTa B II/ta3MeE KpOBI/I MOXeET 6I)ITI) IIOKa3aTe/nb-
HbIM. ECcTh npennonomeHI/m O B3alIMOCBA3UN Me){(ny BBICOKM
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yPOBHEM JIaKTaTa M PUCKOM CMepTu maumeHToB [10, 11].
P.Chinnery [12] orTMmeyaeT, 4TO YypOBeHb J/IaKTaTa BBIIIE
3 MMOMb/ B KPOBYM /I Bbllle 1,5 MMOJIb/JI B CIMHHOMO3TO-
BOJI )KMIKOCTY HAaTOIIaK IMOATBEPXK/AAeT UATrHO3 MUTOXOH/I-
pUaIbHOTO 3a00/IeBaHMsA, OHAKO MEHbIIIVe TI0Ka3aTenn He OT-
BepraioT 3TOT JUATHO3. «30/I0TIM CTAH/JAPTOM» JVATHOCTUKU
cunraior Mopdororudeckoe uccnenosanue. E.A.Hukonaesa un
coaBT. [13] oTMeTIN, 4YTO OCHOBHBIMU MOP(OIOrNIECKUMH,
9H3UMATUYECKUMU ¥ QYHKIMOHATIbHBIMY KPUTEPUAMU CITy-
Xat: 1) «pBaHble» (1epoxoBaTbie) KpacHble BonokHa (RRF) B
MBIIIIEYHO TKAaH B KOonmdecTBe 6osee 2%; 2) Hanu4dme IUTO-
XPOMOKCH/Ia3a-HeraTUBHbBIX BOIOKOH; 3) CHIDKEHIE aKTVMBHO-
CTU KOMII/IEKCOB JibIXaTenbHOI 1eny Hipke 20-30% OT HOpMBL.
ITpu 3TOM aBTOPHI IOYEPKMBAIOT OTCYTCTBYE JAHHBIX ITOKa-
3aTesiel y psifa 60/IbHBIX C MUTOXOHAPMAIbHBIMU OOIE3HAMN.
Panee B.C.CyxopykoB u coaBT. [7, 14] mpogeMOHCTpMpOBaIu
KOpPpeALuu MeX/y pe3yIbTaTaMU I'MCTOIOTUYeCKUX M LIUTO-
XMMUYECKNX VICCTIeTOBaHMI ¥ TALllMeHTOB C MUTOXOH/IPUAb-
HBIMU 3200/1eBaHISIMIL.

B npoBefieHHOM MCCTIeOBaHNUM ONIpefiesisAny MeTabomnde-
CKMe HapylIeHNUsA IpY MUTOXOH[PUATbHOI HEeBPOIOTUYe-
cKoit matonorun. I[Tokasarenb ypoBHA JIaKTaTa B KPOBU ObII
IIOBBILIIEH ¥ BCeX 00C/IeJOBaHHBIX MAL[MEHTOB, IIPU 3TOM He
OBbIJIO OTMEYeHO 3aKOHOMEPHOCT) B YBe/IMYEHUN JIAKTaTa
II0C/Ie HATPY3KU yITIeBOJaMM: B OFHUX CIydasx MOKasaTelb
yBEIMYMBAJICS, B APYTUX — yMeHbInanca. Hanbonee sHaun-
Te/IbHO IIOC/Ie HArpPy3KM YINEBOJAaMM YPOBEHb JAKTaTa B
kpoBu yBenuuunca npu cungpome MERRE. TlokasaTenu ax-
TUBHOCTM MUTOXOHJPUATbHBIX PEePMEHTOB B MnMorurax
nepudepuIecKoit KpOBU TakKe ObUIM HayboIee N3MeHeHbI
npu cungpome MERRE npudeM ypoBeHb BceX MCCIelOBaH-
HBIX pepMeHTOB O6bUT CHIDKeH. Ha 2-M MecTe 110 BBIpakeH-
HOCTM M3MEHEHMUIT aKTUBHOCTY MUTOXOHJPUANbHBIX dep-
MeHTOB oKasanca cuHgpoM SANDO, npu KoTOpoM BBIABIIe-
HBI KOMIIEHCATOPHOE MOBBILIEHNEe aKTUBHOCTU (epMeHTa
mbixatenbHou nenu mutoxouapuit CAT u cHmxenne dep-
MEHTOB, YYaCTBYIOIUX B XMPOBOM 06MeHe 1 0OMeHe aMu-
HOKMC/IOT. MeHee BBIpa)KeHHBIC M3MEHEHUA aKTUBHOCTU
MUTOXOHJPUATbHBIX (ePMEHTOB OKa3a/juCh Ipu aTpopun
3puTenbHBIX HepBOB Jlebepa, OBIIO OTMEYEHO KaK KOMIIEH-
caTopHoe nosbimenne akTuBHocTy C/T, Tak u cHMO>KeHMe
aKTUBHOCTU (epMEHTOB, YYaCTBYIOIINX B XMPOBOM 1 aMU-
HOKJICTIOTHOM 0OMeHe.

Takum o6pa3om, Ipyu HaCTIeACTBEHHBIX MUTOXOH/[PUATbHbIX
3a00/IeBaHISAX C HEBPOTIOTUYECKUMI HapPYLICHWSMIU UCCTIef0-
BaHUe ITOKasaTe/lell aKTMBHOCTU MUTOXOHJAPUANBHBIX dep-
MeHTOB B mMonuTax nepudeprdeckoil KpOBYU B COYETAHUN
C MICC/IelOBaHMeM YPOBHS IaKTaTa HAaTOLIAK U HOC/Ie HaTrPy3Ku
IJTII0K03011 0Ka3a/I0Ch MH(POPMATUBHBIM I ITO3BOJIAET BBIBUTD
CTeneHb (PYHKI[MOHATbHBIX HapyIIeHMII, OIpefieNINTh HeobXo-
AMMOCTD U HAlIpaBjIeH)e KOPPEKIMM MeTaboNMn4ecKux Hapy-
1I(S:07078
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