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Kinnnyeckoe Ha01100eHHe CHHAPOMA

MERRF ¢ aeTajbHbIM HCX0I0M

M.®. Mup-Kacumos, II.JI. Anyppues, C.A. Karomnuxos,
H.A. Cynonesa, H.A. Heanosa-Cmoaenckas, T.C. Iyresckas

B cTaTbe npuBeaeHa kpaTkas xapakTepucTrka reTeporeHHon rpynnbl 3adoneBaHunii — MUTOXOHAPUANbHbIX 3HLedanommona-
TuiA. MNpeacTaBneHo KINHNYEeCKoe HabnaeHne cnyydast MMOKJIOHYC-3anunencum ¢ “pBaHbiMU KPACHbIMU BOIOKHAMN” (CUHA-
pom MERRF) ¢ netanbHbiM NCXOA0M, BEPUDULIMPOBAHHOM NPK XK13HW € nomoLubio AHK-anarHoctukm. Peskoe yxyauwenve
COCTOSIHUSI 60JIbHON BbI10 0OYCNOBIEHO NULLIEBOI TOKCUKOMHdekUmei. MNpu naTtonoro-aHaTOMUY4eCKOM UCCIef0BaHNM Bbl-
ABJIEHbI MPU3HaKK 3HUedanommenonaTum, MMonaTm n NoAMHeBponaTum, GopMUPYIoLLIME CUMITOMOKOMMIEKC, XapakTep-

HbI s cuHgpoma MERRF

KnioueBble cnoBa: MntoxoHapuansHas aHuedanommonaTus, MWUOKNIOHYC-anuiencuda, mmonaTtna cC “pBaHbIMI/I KpacCHbIMU

BonokHamn”, cuHapom MERRF

MuoknoHyc-anunencus ¢ “pBaHbIMU KPACHbIMY BOIOKHA-
mun”, unn cuigpom MERRF (Myoclonic Epilepsy with Ragged
Red Fibers), 0THOCKTCS K MUTOXOHAPWANBbHLIM 3HLEPANOMUO-
naTtusam — reTeporeHHoi rpynne 3aboneBaHuii, 06yCNOBNEH-
HbIX FTEHETUYECKMMMU, CTPYKTYPHLIMU 1 BUOXMMUYECKUMU Lie-
dexTaMm MUTOXOHOPUIA C HAPYLLEHNSIMU TKAHEBOrO [AbIXaHUS
[1-4]. PasButue cuHgpoma MERRF aTrnonornyeckun cBa3aHo ¢
TOYKOBBIMU MyTauusamMn MuToxoHapuansHon OHK B Buae 3a-
MEeHbI a[IEHMHA Ha ryaHWH B nonoxeHunn 8344 (Hanbonee vac-
Tasg MyTauusi) UnM TUMMHA Ha UMTO3MH B nonoxeHun 8356,
onucaHbl Takke 1 apyrue, 6onee peakve BapuaHTol [5]. MyTa-
UMK 3aTparnBaloT reH NU3nHOBOM TpaHcnopTHon PHK, yto
NPVYBOLMT K HAPYLLEHWIO MUTOXOHAPUANBHOIO C1HTE3a 0bora-
LUEHHbIX NM3MHOM OenikoB BCIEACTBME MPEXAEBPEMEHHOIO
06pbIBa TPAHCAALMA U Pa3BUTUIO BbIPAXEHHOrO AedekTa Apl-
XaTeNbHOW Leny MUTOXOHAPWI C HapYLLUEHNEM OKUCAUTENBbHO-
ro dochopunmpoBaHus [6, 7]. 3abonesaHune HacneayeTcs uc-
KJOUUTENBHO MO MATEPUHCKOW JIMHUK 1 MOXET MaHMbeCTUpo-
BaTb B BO3pacTe oT 3 40 65 net. PaHHUMN Npu3HakamMn cuHA-
poma MERRF 4BnsioTCS CHUXEHME TONepaHTHOCTU K
du3mnyeckoit Harpyake, passutie 60eit B MKPOHOXHBIX MbiLL-
Liax, CHVDKEHVE NaMATU 1 BHUMaHWS. Hanbonee TUnmnyHbIe Kiu-

HayyHbIn LueHTp HeBponorun PAMH, Mocksa.
Mup-Acapynna ®apug omnbl (Acagynna ®apuaoeuy)
Mup-KacumoB — M. Hayd. coTp. nabopaTopuy naTtonorn-
4ecKol aHaToOMu1K.

Masen JlazapeBn4 AHydppueB — KaH. Me[. Hayk, CT. Hay4.
CcOTp. nabopaTtopun NaToNOrM4eCcKon aHaTOMUN.

Cepreit AHaTtonbeBuY KnIOWHMKOB — KaHAO. Mepd. Hayk,
Bef. Hay4y. COTp. V HEBPOJIOrMYECKOrO OTAENEHUS.
Hatanba AnekcaHgpoBHa CynoHeBa — KaHA. Me[. Hayk,
CT. Hay4. COTP. OTAENEHNS peaHMaL N UIHTEHCUBHOW Te-
panuu.

UpuHa AHaTonbeBHa MBaHoBa-CmoneHckasa — npodec-
cop, 3aB. V HEBPOJIOrMYECKMM OTAENIEHNEM.

TaTbaHa CepreeBHa NyneBckasa — npodeccop, pyk. nabo-
paTopun NaToNOrM4eCcKorn aHaTOMUK.

HepsBHbIe Oone3nn 4+2012
http://atm-press.ru

HUYECKUEe MPOSIBIEHWS Pa3BEPHYTON CTaammn 3aboneBaHus —
MUONATUS, MUOKIIOHYC-3MUAENCKs B COYETAHUM C MO3XEYUKO-
BOW aTakcuem, HeMpoCeHCopHas TyroyxocTb. Mpu GroxnMuye-
CKOM VCCNelOBaHNMN KPOBW U LLepeBdpOCTNHANBHOM XUAKOCTM
Hepenko OnpeaensieTcs BbICOKMI YPOBEHb nakTaTa 1 nupysa-
Ta. pyn npoBeneHnn 3nNeKTPOHENPOMUOrpaduyeckoro uc-
CNepoBaHUS BbISBASIOTCS MPU3HAKM MUOMNATUM C BTOPUYHBIMU
N3MeHeHNaMY nepudepuyeckrx HepPBOB. DNeKTPoaHuedano-
rpadus No3BoNSET 0OHAPYXNTb U3MEHEHNS OCHOBHOM aKTUB-
HOCTM, CNaik-BOIHOBbIE Pa3psifbl, rEHEPANM30BAHHbLIE KOM-
nnekcol “nonmcnank—eonHa”, andodysHole MegIeHHbIE BOSHbI.
Mpwn Henposuayanudaumn onpepensoTca auddysHas aTpo-
uisi Kopbl 1 6EN0ro BELLLECTBA NOJYLLAPWIA MO3ra 1 MO3XeuKa,
kanbumdukaums 6asanbHbix 9aep. MporHo3 3aboneBaHus 3a-
BUCUT OT TSXKECTUN FreHETMHECKOro AedekTa (CymMapHoro nyna
MYTaHTHOW MuTOXOHApWanbHoW JHK B pasnuyHbix opraHax v
TKaHsIX) M KONebneTcs B LULMPOKMX MPeAenax — 0T CTEPThIX K-
HUYeCKMX GOpM 40 TAXENOro, GaTanbHOro Te4eHus.

OfHVMM M3 [OMarHOCTMYECKMX MPU3HAKOB CUHAPOMA
MERREF, KoTopbIn OTpaxeH B ero HassaHuu, aBnseTca heHo-
MeH “pBaHbIX KpacHbIX BONOKOH” (RRF), 06HapyxvBaemsblii 60-
nee 4yeM B 5% MbILLIEYHbIX BOJIOKOH MPU UCCneaoBaHum 61o-
NTaTOB MbILLL, C OKPACKOW rMCTONOrMYECKMX CPE30B M0 METO-
oy fomopu. B ocHoBe 9T0ro eHomeHa, kak yCTaHOBAEHO MNP
9N1EKTPOHHO-MMKPOCKOMUYECKOM MCCNEe0BaHNM, NIEXUT NPo-
uecc GOPMUPOBaHMS MO MePUPEPUN MbILLEYHOTO BONOKHA
KOMMNNEKCOB AedEKTHbIX MUTOXOHAPUA C U3MEHEHWUSMU WX
$opm 1 pasmepos, a Takxke KOHOUIrypaLmm MUTOXOHAPUANb-
HbIX KpUCT [3, 4]. MpoBOAMMbIE B TaKMX Cy4asix TMCTOXMMUYE-
CKUWe peakummn ons BbiseneHns GepMeHTOB AbIxaTebHOM Lenu
No3BONSIOT 0BHAPYXUTb AEDULMT LUMTOXPOM C-OKCUAA3bl U
cybcapKoieMManbHY aKTUBHOCTb CYKLMHATAErMAPOreHassl,
Cnyxaller MapkepomM MUTOXOHAPUIA, 6onee yeM B 5% MbiLuey-
HbIX BOJIOKOH [8]. CnepyeT oTMeTUTb, 4To heHomeH RRF sBns-
eTcs HecneunduyeckmM NPpM3HaAKoM, OH BCTPEYAETCs npu Lie-
JIOM psifie NEPBUYHBIX 1 BTOPUYHBIX MUTOXOHAPWANbHBIX 3260~
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NIEBAHUIA N MOXET OTCYTCTBOBATb HA HAYasIbHbIX CTaAMsX NaTo-
JIOrMyeckoro npouecca.

Benylive knnHnyeckme npuaHakn cuHapoma MERRF Henb-
39 OTHECTU K HAOEXHBIM KPUTEPUSIM Er0 AMArHOCTUKM, Tak Kak
MUOKJIOHUX U SNUAENTUHECKUA CUHAPOM XapakTepHbl AJis
MHOIVX HEMpPOAEreHepaTnBHbIX 1 MeTabonnyeckux 3abonesa-
HWIA, B YaCTHOCTW OJiI9 MWOKOHYyC-anunencun YHdeppux-
Ta-JlyHabopra, 6one3Hun Jladbopbl, HACNEACTBEHHbIX 6oneaHel
HakornneHus (6oneaHb lowwe, nerkoaucTpodun, raHmmo3naoo-
3bl 1 ap.) [9]. BmecTe ¢ Tem anddepeHumanbHas auarHocTmka
cuHapoma MERRF ¢ xapakTepHbIM A5 Hero noanMmop@euamMom
KNMHNYECKMX NPOSIBNIEHNIA 3a4acTylo TpebyeT NpoBeaeHNs Lie-
J10r0 KOMMNeKca AMarHOCTUYECKMX MEPONPUATUIA C UCNONb30-
BaAHMEM Pa3/NYHbIX KIMHUKO-UHCTPYMEHTAsbHBIX METOAOB,
MOJIEKYNIIPHO-TEHETUYECKOr0 U NaToMopdON0rMyeckoro nc-
cneposanuii [10]. B nocneaHve roabl B KIIMHAYECKYO MPaKTUKy
AKTVMBHO BHEAPSIETCS aNrOPUTM AUArHOCTUKA MUTOXOHAPUASb-
HbIX 3HUEdanomMmuonaTuin, B KOTOPOM BeayLlee Mecto 3aH1MMa-
€T MOJIeKyNSPHO-reHeTnyYeckmin aHanua [11, 12].

Crnepyet OTMETUTb, 4TO B MyGAMKaUMSX, MOCBSLLEHHBIX
MUTOXOHOPUANbHBIM 3HLEebanoMmonaTusam BoobLLe U CUHA-
pomy MERRF B 4acTHOCTW, MMEIOTCS NLb HEMHOMOYUCNEH-
Hble NoAPOOHbIE OnNMcaHUst MOPdONOrMYECKMX U3MEHEHWIA B
LEHTPaNbHON 1 nepndepryeckon HEPBHOWM CUCTEME, a Takxe
B MbILULIAX, 4TO CBMOETENbCTBYET O HELOCTATOYHON N3YYEHHO-
CTW BOMPOCOB MaToreHesa 1 naTosoro-aHaToMUYeckon amna-
FHOCTVKM yKa3aHHbIX 6one3Helt. B cBa3u ¢ aTuM B npeacras-
JIEHHOM HUXe KNMHUYeCcKoM HabnoaeHun cuHopoma MERRF ¢
TSKENbIM TeYEHUEM, 3aKOHYMBLLETOCS NETAIbHBIM UCX0A0M,
Hapsgy C KIMHUYECKMM OMMCaHWEM MNPUBELEHbI AeTallbHble
pesynbTaThl NaTON0r0-aHaTOMUYECKOr0 UCCNEL0BAHNS.

BonbHag K., 41 rop, B TeueHne 39 CyT Haxoamnach Ha ne-
4yeHun B HayyHoM LieHTpe Hesponorum (HUH) PAMH. 13 aHam-
He3a 13BECTHO, YTO Y B0JIbHOV C paHHero AeTCKOoro Bo3pacra
0TMEYanocb OTCTaBaHUe B GU3N4YECKOM PA3BUTUM, MOBBILLEH-
Hasi yTOMSieMOCTb M ¢nabocTb MbllL, PyK ¥ HOT. B Bo3pacTte
14 neT NOSIBUAMCH NPUCTYMbI NOTEPU CO3HaHMS 6e3 Cya0por, a
¢ 20-neTHero Bo3pacTa ctasna TepsiTb B Macce Tena, nosiBuinch
HEYCTOMYMBOCTb NpY X0AbOEe, HENPOW3BOJIbHbIE MOAEPrMBAHUS
MBbILLL, IMLQ, TYJ0BULLA M KOHEYHOCTEN MO TNy MUOKIIOHWIA,
CHUXEHME Ciyxa (HEeMpOCEeHCOpHas TYroyxoctb). B TeueHue
nocnenHvx 3 NeT Xn3Hu 60bHas Neprmoanyeckn Habntoganach
B V HEBPOJSIOrM4ECKOM (HEMpPOreHeTn4eckom) otaenermumn HLH
PAMH ¢ guarHosom “MWOKIIOHYC-3Munencus ¢ “peaHbiMu
KpacHbIMK BonokHamn” (cuHagpom MERRF)”. Ouarto3 6bin no-
CTaBfIEH HA OCHOBaHUM MOJIEKYNSIPHO-FEHETNYECKOrO 1Ccne-
[0BaHWS, BbINOJHEHHOrO B MeayKo-reHeTMYeCKOM Hay4HOM
ueHtpe PAMH, B pesynbtate KOTOPOro BbisiBNEHA TUMMYHAsA
TOYKOBasi MyTaumsi mMuToxoHapuansHo OHK A8344G. Mpu
npoeeaeHun B HLLH PAMH anekTtpoHeiipommnorpadumn obHapy-
XEHbl MPU3HAKM MMONATUN C BTOPUYHBIMU U3MEHEHUAMU Ne-
pudepunyeckux HepBoB. Kpome TOro, npu AMarHOCTMYECKOW
BGuoncumn npsiMoi MblLkl 6eapa, nposeaeHHon B HAW neam-
aTpumn 1 AeTCcKon xmpyprum MyrHMCTepCTBa 30paBOOXPAHEHUS
Poccuiickoin Pepepauu, 66111 BbISBIEHBI BbIPAXEHHbLIE MPY-

3HaKVM MUTOXOHAPUANBHON MUOMATUN C Hann4ymeM GeHomeHa
RRF B 13% BCex MbllLEeYHbIX BOMOKOH. Ha3HavyeHHas B HUH
PAMH cxema neveHus, BKOYaBLIas HEMPOTpodUyeckne, aH-
TUOKCUIAHTHbIE U NPOTMBOCYAOPOXHbIE NpenapaTbl, B CoYe-
TaHUK C IMETON C OrpaHnyeHrem yrneronos o 10 r/kr macchbl
Tena/cyt cnocobcTBoBasa CyLWECTBEHHOMY YNYYLLEHMIO CO-
CTOAHUA 60MbHON. OTMEYEHO 3HAUYUTENBHOE HapacTaHue Cu-
bl MbILL, PYK ¥ HOT, NMOBbILLEHWE YCTOMYMBOCTY MPY X0ab0e,
YMEHbLUEHWE YaCTOTbl U MHTEHCUBHOCTN MUOKJIOHUIA, @ Takxe
NMPUCTYMNOB C NOTEPEeiN CO3HaHWA. YKkasaHHasa nonoxutesbHas
OVMHAMKMKa COXPaHANach Ha MPOTSXKEHUN NOYTU 3 NET.

CnepnyeT OTMETUTB, 4TO A04b OONBHON CTPaAaNa Takol xe
GopMoli MUTOXOHAPWANBHOM aHLedanoMmonaTm, a CoiH Obin
KIMHUYECKM 300POB, HO SBASNCA HOCUTENEM MyTauun. Y poa-
HOW CeCTPbl NALMEHTKN, UMEIOLEN 300POBYIO A04b, OTMEYeHa
FMNOTOHMS MbILUL, PYK M HOT 6€3 MUOKIOHUIA U KakoW-nmbo
APYroi HEBPOAOrMYECKON CUMATOMATUKMN.

3a 2 Hep, 0o nocnepHelt rocnutanusaumy B HLULH PAMH y
6ONbHOI BHE3AMHO Pa3BUAMCL PBOTA U AMapes, CBA3aHHbIE C
ynotpebneHnem HeloOPOKAYECTBEHHOW MULLM, NPUOOPETEH-
HOW Ha pbiHKe. PBOTA 1 AnMapest HEOAHOKPATHO NOBTOPSINCH B
TEYEHUe HECKONbKMX OHEN, OAHAKO, HECMOTPS Ha MPU3HAKM
06e3BOXMNBaHUS, O0bHASA 32 MEOULMHCKOWN MOMOLLIbIO He 00-
pawanacb. K MOMEHTy nocTynneHusi B cTaumoHap 6onbHas
BMEPBbIE B XW3HW NEPEHEecna ABa reHepanM30BaHHbIX Cya0-
POXHBIX 3NUAENTUYECKUX NPUMAAKA, Y HEE Pa3BUANCL Cna-
60CTb B pykax W HOrax, 3aTpyAHEeHVE rMOTaHus, NOSIBUNUCH
ofpblILLKa W KalLenb.

CoctosHue npy nocTynaeHny Tsxenoe. Temneparypa Te-
na 38°C. [bixaHue ¢ yactoTol 25 B 1 MuH, ocnabneHo Hag,
BCEWi NOBEPXHOCTbLIO JIEMKKMX, BbICNYLUMBAIOTCS BIAXHbIE XPUTbI
B HWXXHWX OTAENax nerkvx ¢ AByx CTOPOH. YacToTa cepaeyHbIX
cokpawieHunii 120 B 1 MWH, NynbC PUTMUYHBINA, apTepransHoe
nasnenve 120/70 mm pT. cT. XXMBOT MsArkuii, 6€3601€3HEHHBIN,
nepucTansTuka Banas. MoyencnyckaHue no kateTepy, AMypes
afekBaTHbIi. [Tpyu BHELUHEM OCMOTpeE: Kaxekcust (macca Tena
35 kr npu pocte 167 cM), TYprop KOXHbIX MOKPOBOB CHUXEH;
KOXHble NMOKPOBbI 6neaHble, Cyxne; MPaBOCTOPOHHWIA CKONMO3
rPyaHOro OTAena no3BOHOYHUKA. HeBposornyeckuii craryc:
6onbHas 3aTOPMOXEHA, BSNast; BbIMOMHAET LOCTYMHblE WH-
CTPYKUMU C BbICTPLIM UCTOLLEHMEM; CIIaXeHa npasasi HOCOo-
rybHas cknagka; aucdarvsi; OTCYTCTBME MNOTOUHbIX pednek-
COB; BANbIV TETPANapes3 CO CHUXEHNEM CUMbl MbllwL, A0 3 6an-
N10B 1 UX AN OY3HOM runoTpodueit; CHUXEHNE CYXOXUbHbIX
pednekcoB Ha pykax, 6OsbLIE CNEBA, OTCYTCTBME CYXOXMSlb-
HbIX PedNEeKCOB Ha HOrax; rMNOTOHUS MbILULL LIEW, FPYAN U XU-
BOTa; 60/1eBas rmnecTe3uns C ypoBHs KONEHHbIX CYCTaBOB. JaH-
Hbl€ AOMNOHNTENBHbIX MeToA0B nccaenoBaHuns: CO3 20 Mm/y;
OUOXMMUYECKMIA aHANN3 KPOBK: MI0K03a 6,8 MMOMb/N, Kanui
2,9 MMonb/n, Hatpuid 133,0 MMonb/NT; Koarynorpamma: Bpemst
cBepTbIBaHMS Kposu no Jin-Yanty 25 muH 13 ¢, rematokput
28%, dumbpuHoreH 5,776 r/n, nHoekc pubpunHonmaa 0,2, pe-
TPakLMs KPOBSHOro cryctka 23%, MexayHapoaHOe HopManu-
30BaHHoe oTHoLueHwne 0,877, D-gumepsl >3,0 Mkr/mn, arpera-
uMs TPOMOOLIMTOB NOJ BAWSHMEM afpeHanuHa 64%, ageHo-
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suHandocdata 51%; ra3oBbli COCTaB KPOBU: MapumanbHOe
JaBneHve kucnopoaa 67,8 MM pT. CT.; anekTpokapanorpadus:
cuHycoBasi Taxvkapams 120 ya/MuH; peHTreHorpadus nerkux:
WHTEHCUBHOE FOMOrEeHHOE 3aTEMHEHWE MPaBOro Nerkoro,
pe3Koe yCuieHne pucyHka n1eBoro erkoro 3a CHeT MHTepCTU-
LManbHOro KOMMOHEHTA 1 B MPUKOPHEBbLIX 30HAX; 330¢arora-
CTPOAYOOEHOCKOMNMS: OCTPbIE 3PO3MK Xenyaka, 33oparoracTt-
POAYOAEHUT C aTpodUeit CIN3NCTON 060104KM, aTOHMS NILLLE-
BOJA U Xenyaka.

B cBs13M ¢ Hanuymnem y 60J/1IbHO MHEBMOHUW, FaCTPOSHTE-
puTa ¢ 3p0o3nsMU B Xenyake, runepkoaryfisumMoHHoON ctagmum
OBC-cvHapomMa 1 3KCMK0o3a NPOoBOAMNACE KOMMIEKCHas Tepa-
nus, BKIOYaBLLas MHAQY3UM CONEBbLIX PACTBOPOB, PACTBOPOB
AMUHOKMCIIOT M HU3KOMONEKYNSAPHbIX OenkoB, aHTUOMOTUKM
LUMPOKOro cnekTpa AerCTBUS, HU3KOMOEKYNSPHBIA renapuH
(dpakcmnapwH), racTponpoTekTopbl. lNpogomkanu nedveHve
HeripoMeTabonmyeckuMmn npenapaTamu (HOO6eH) 1 NPOTUBO-
CYLOPOXHBIMUM CpeacTBamu (KioHasenam). HecmoTps Ha npo-
BOZMMYIO TEpanuio, Ha 7-e CyTKU rocnutanusaumnm y 60ibHow
HapOC/N SBNEHNS AbIXaTeNbHOW HEA0CTATOYHOCTM, NoTPebo-
BaBLUME MPOBEAEHNS UCKYCCTBEHHOWM BEHTUNALMMN Nerkmx. Ap-
TepuanbHoe JaBneHne cHuaunocb 1o 80/40 MM pT. CT., B CBA3M
¢ 4yeM ObIfI0O HAYaTO KPYrOCYTOYHOE BBeAeHWe dodamuHa.
Ha 15-e cyTkm rocnuTanusaumm OTMeyveHa MosIoXMTEeNbHas
AVHAMKKa B COCTOSIHUM OONBHOW B BUAE HEKOTOPOTrO yBENMYe-
HUSI CUJTbl MbILLL, HA pykax WU HOrax, Hopmanuaauum aptepu-
anbHOro gaenexus. MNpy 3TOM COXpaHSANCh NPU3HAKN TSXKe-
JION AbIXaTesIbHON HeEOCTATOYHOCTUN M TMNEPKOAryNsLMOHHON
ctaamn [BC-cuHapoma. B TeueHne nocnepyouwmx 17 aHen
COCTOsIHME 6OMbHOI 0CTaBaNoCh 63 CYLLECTBEHHbIX M3MeEHe-
HWi1. Ha 33-1 cyTkm rocnutanusaumm B 06LLIEM aHann3e KpoBu
BbISIBIEHBI UBMEHEHUS, XapaKTEPHbIE A YMEPEHHOW HOPMO-
XPOMHOIA aHeMuK, koTopas Oblia pacLeHeHa kak NocTreMop-
parmyeckas, NoCKOoJSibKy Npu aHann3e COAEPXMMOro xenyaka
Ha CKPbITYIO KPOBb ObiNM 0BHAPYXEHbI MPU3HAKN COCTOSIBLLE-
rocs Xenyfo4Horo KpoBOTeueHusl. B pe3dynbtate MOBTOPHbIX
remMoTpaHCchy3uii 3pUTPOLIMTAPHON Macchl Ha 35-e CyTKM roc-
nuTanM3aLmnm 0TMEYEHO 3HAYUTENbHOE YiyYLLIEHNE rEMaToso-
rMyeckux nokasarteneit. B aToT Xe OeHb B CBA3U ¢ ocnabneHu-
€M MPOSIBAEHN MHEBMOHWUN U AbIXaTeNbHON HEAOCTATOYHOCTU
HayaT nepeBof, GOMbHON HA CaMOCTOATENBHOE AblXaHWe Mo
30 muH 3 pa3a B geHb. OgHako Ha 39-e cyTku rocnuTannsaumm
NPOU30LLIO BHE3AMHOE YXYALEHNe COCTOSHUS BonbHOIA. Mo-
SBUUCb FEHEPANIM30BaHHbIE KJIOHUYECKME CYLAOPOru, U1, He-
CMOTPS Ha ObICTPOE MX KYNUPOBaHWE, YPOBEHb CO3HAHWS CHU-
31NCa A0 KOMbl. Yepes HeCKOosbKO YacoB apTepuanbHOe Aas-
neHune cHnannock o 50/30 Mm pT. CT. C pasBuUTNEM PE3KOV Ta-
XMKapamMm n akcTpacuctonuu. HecMoTpsi Ha MPOBOAMMEbIE
peaHVMauMoHHbIE MEPONPUSTUS, HACTyNUIa OCTaHOBKA Cep-
[e4HOI AesTeNnbHOCTM 1 Bronornyeckast cCMepTb O0JIbHONA.

lloCMEPTHBIN KIMHNYECKNI AnarHo3: MUOKIIOHYC-3annnen-
cusl ¢ “pBaHbIMK KpacHbIMK BonokHamu” (cunaopom MERRF);
OBC-cuHapom; Tpom603ambonns BETBE NEroYHOM apTepuu;
0CTpas ABYCTOPOHHSS BPOHXOMHEBMOHUS; XPOHUYECKMIA 330-
$aroraCTpOSHTEPUT; OCTPbLIE 3PO3MU XeNyaKa; COCTOsHME
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nocne Xenyao4Horo KPOBOTEHYEHUS; COCTOSHWUS NOC/e TPaHC-
Ha3asbHOW MHTYGALMM Tpaxeu U UCKYCCTBEHHOWN BEHTUNALMN
nerkux B TedeHme 32 cyT, kaTeTepr3auym NpaBoin NOAKIHNY-
HOI BEHbI, MOYEBOTIO Ny3bIPS, AJIMTENBHOrO KOPMJIEHUS Yepes
Ha30racTpanbHbIiA 30HA.

HenocpecTBEHHON Npy4KHOV CcMePTU BOMbHOW, KoTopast
Oblna yCTaHOBMEHA NPU NATON0ro-aHaTOMUYECKOM MCCNeno-
BaHWUW, NOCNyXuna Tpom60amMb0nuna cybcerMmeHTapHbIX BETBEN
npaBoi NEroO4HON apTepun. BoisBneHbl NpU3Hakn OCTPOR ABY-
CTOPOHHEN FHONHO BPOHXOMHEBMOHMU 1 XPOHWYECKOr0 aTpo-
dunueckoro ractpoaHTeputa. Obpallana Ha cebs BHUMaHME
Kaxekcus, KoTopas NposiBNsiach Npexae BCEro B BUAE Pe3KO-
r0 YMEHbLUEHNS TOMLLUMHBLI MOAKOXHO-XMPOBOW KNeT4YaTkn ©
MBILLL, FPYAN, KMBOTA, PYK 1 HOT. K MpOsIBNEHMSIM Kaxekcum OT-
HOCUNCb TaKxKe aTPOdUYECKE NSMEHEHNS BHYTPEHHUX Opra-
HOB B BME YMEHbLUEHNS pa3MepoB KapaMOMUOLMTOB B MUO-
Kapae Xenyao4ykoB CepAua C YMEHbLUEHUEM ero Maccehbl, UC-
TOHYEHWNS KOPKOBOrO CJI0s NnoYek ¢ Anddy3HbIM CKIIEPO30M
KOPKOBOTrO CJI0A ¥ NUpamMug, a Takke YMEHbLUEHUS Pa3MePOB
GONMKYNOB B LLMTOBUAHOM Xenese ¢ ee anddy3HbiM CKIepo-
30M. 10 JaHHBIM HEKOTOPbIX aBTOPOB, AUCTPOdMHECKME U
atpodPUyeckne U3MEHEHNS BHYTPEHHNX OPraHoB pPas3Hoi CTe-
NeHW BbIPAXEHHOCTU CNYXAT OAHUM U3 TUMUYHBIX MPOSIBNEHWIA
MUTOXOHAPWaNbHbIX 60ne3Hei [4]. O4aroBbix UBMEHEHWIA B ro-
NIOBHOM U CMIMHHOM MO3re 06HapyXeHo He Bbino. Mpy MUKpo-
CKOMMYECKOM MCCNEeA0BaHMN FONIOBHOrO MO3ra BbISIBEHI
npusHakn ero andoy3HOro oTeka 1 BbIPaKEHHOE MOJIHOKPO-
BME COCY/I0B, CBA3aHHbIE C OOLLYIMU FreMOAMHAMUYECKUMM Ha-
pyLUeHUsMU Npu TpoMB0o3MBoNMKU NeroYHoin apTepun. B kope
NOGHOW 1 TEMEHHOI [LONEN Nonywapuii Mo3ra 06HapyXeHbI
OCTPble U3MEHEHWS HEPBHBIX KJIETOK — M1NepxpomaTos, caTen-
ANTO3, UMToNM3. B nonocatom Tene BbISIBAEH 3€PHUCTbLIN pac-
nag, HeKOTOPbIX HEMPOHOB 1 acTpoumnTos. Kpome Toro, B ne-
penHux 1 6OKOBbIX POrax PasHbIX OTAEN0B CMMHHOrO MO3ra 06-
HapY>XeHbl HEMHOMOYNCNEHHbIE HEMPOHLI, B KOTOPbIX HE onpe-
LLensinoch TUrpoMIHOE BELLeCTBO. B Mo3xeuke npeobnaganv
M3MeHeHNs aTpodMyYecKoro xapaktepa B BUAE BbIMALEHUS
MHOIVX IPYLLEBUAHbBIX HEMPOHOB B KOPE NMPaBOoro v EeBOro no-
NyLUapWiA, BbINaLEHWS HEMPOHOB B 3ybyaTbix S4pax, a Takke
PE3KOr0 YMEHbLLEHNS KONMYECTBA HEPBHbIX KNIETOK B 3€PHUC-
TOM Coe Kopbl 060X nonywapuin. ATpoduyeckme MU3MeHeHu s,
npeacTaBeHHbIE BbiNaeHNeM HEPBHbBIX KNIETOK C nponndepa-
upelt acTpoLMTOB, UMENNCh B Kope NIOBHOI 1 TEMEHHO Aonei
NoAyLLapWiA MO3ra, HUXHMX 0MBax U 0COBEHHO B Ga3asnbHbIX
aapax 060ux nonyLapuii Mo3ra, KpacHbIX SApax 1 YHepHOM Be-
Lectae. ATpoduryeckre N3MeHeHUst 06HapYXXeHbl TakKe B 3a/-
HUX 1 BOKOBbIX KaHATVKax pasHbIX OTAENOB CMMHHOMO MO3ra B
BUIE HEKOTOPOrO PA3PEXEHNS MUENIMHA N 3HAYUTENBHOIO KO-
JINYECTBA TaK Ha3bIBAEMbIX KPAXMaUCThIX TeneL,. Takum obpa-
30M, B FOJIOBHOM W CMMHHOM MO3re BbISIBIEHbI PACNpOCTpa-
HEHHblE N3MEHEHMS aTPODUYECKOrOo 1 ANUCTPODUNYHECKOrO Xa-
pakTepa, CBUAETENLCTBYIOLME O HanMuum y GONbHOW Bbipa-
XEHHOW 3HLePanomMMenonaTum 1 TEHKEeIOM TeHeHUN CUHAPOMA
MERRF B ero TepMuHanbHoi ctaamun. YCTaHOBAEHHOE Npeod-
nagaHne atpoduryeckx U3MEHeHWn ¢ HanbobLLEN MX Bbipa-
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XEHHOCTbIO B MO3Xeuke, 6asasibHbIX sapax noayLiapuii Mosra,
KpacCHbIX sApax v YePHOM BeLLEeCTBE PACLIEHNBAETCS Kak Hau-
6onee ApKMiA NPU3HaK MATOXOHAPWABLHON 3HLEedanonaTun.

Mpy MUKPOCKOMMYECKOM UCCNEl0BaHMN B BNYXAAIOLLMX U
nepudepnyeckux Hepeax (Jly4eBOM, CPEOMHHOM, celasuii-
HOM, 60nbLLEOEPLIOBOM N UKPOHOXHOM) 0BHAPYXEeHbI M3MeHe-
HWSI HEKOTOPbIX aKCOHOB B BUAE WX YTOJLLEHUS 1 PE3KOW N3BU-
Toctu. Kpome Toro, B ceganniHoM Hepse oTMmedancs ¢prubpos
SHOOHEBPUS N NMEPUHEBPUS CO 3HAYUTENBHBIM YMEHbLLEHUEM
HEpPBHbIX BONOKOH. OBHapYXXeHHbIe M3MeHeHNs nepudepnyec-
KOV HEPBHOW CUCTEMbI YKa3bIBAOT HA Hann4une y 601bHON yme-
PEHHO BbIPAXEHHON XPOHUYECKOW NMOANHEBPONaTnm. CuntaeT-
¢4, 4To nonmHesponaTus npy cuHapome MERRF, rmaBHbIM 06-
pa3om akcoHonaTus, 06ycnoBneHa rnbenbio HeMPOHOB ABUra-
TefbHbIX SAep CNMHHOrO Mo3ra U CTBO/MA FOSOBHOMO MO3ra.
Mpn MUKPOCKONMYECKOM MCCNEOBAHMN B MbILILAX HOT (ABY-
rmaBoii Mbllule 6enpa U UKPOHOXHON MbILLLE) OBHAPYKEHbI
NPU3HaKM PE3KO BbIPKEHHON aTpoPUM B BUAE YMEHbLLIEHWS B
pa3mepax MbILLEYHbIX BONOKOH C MEPEMELLEHNEM Saep MUO-
LMTOB C Nepudepuni B LLEHTP BONOKHa, a Takke 61eaHOro okpa-
LUMBAHUS MbILLEYHbIX BOJIOKOH C COXPAHEHUEM B HUX MUODUG-
punn. Kpome Toro, 06Hapy>XeH peskuii Ckinepos 3HOOMU3US U
nepuMusmns. B rpyavHOLLMTOBUAHOW MbiLE, MeXpebepHoii
MBILLLLE 1 MbILILAX PYK (TPEXMIABOW MbILLLE MY U Jy4EBOM
crnbartene KuCTu) Takke OOHAPYXEHbI MPU3HAKU aTpoduM 1
CKJ1ep03a, BblpaXeHHbIe, 0AHAK0, B MEHbLLEW CTeMNeHun, Yem B
MbILLLLAX HOT. B HEKOTOPBIX BOIOKHAX Pa3HbIX MbILLIL, BbISIBIEHbI
NbiNEBUAHBIE 1 MENKMe KanbumdrkaTtbl, KOTOPbIE pacnonara-
Jncbk No nepudepun BONOKHA. BbisiBNeHHbIe aTpoduyeckme ns-
MEHEHUS MbILLIL, C 3aMECTUTENbHLIM CKIIEPO30M U Hepe3Kum
KanbLMHO30M PACLIEHMBAIOTCS Kak BECbMa XapaKTepHble npu-
3HaKN MUTOXOHOPUANBHOV MuonaTun. MHorve aBTophbl ykasbil-
BAIOT HA OTYETMBYIO MPSIMYIO CBA3b MEX[Y CTEMNeHbIO Bbipa-
XEHHOCTN aTPOPUMN MbILLLL, OCOOEHHO MBILLLL HOT, 1 TAXECTbIO
TeyeHns cuHapoma MERRF, 4To Takke 0TMEYEHO B MpeacTas-
NIeHHOM cnyyae. pu ncnonbL30BaHUM MeTOAA OKPACKU MMCTO-
JIOrMYeckmx cpesoB Mo foMopun BO BCEX UCCNEA0BAHHBIX HAMU
MbllL@ax 06HapyXeHbl “pBaHble KpacHble BoSIokHa” (puc. 1, 2).
311 BonokHa cocTasnsanm He meHee 20% OT 0BLLETO KONMYECT-
Ba MbILLUEYHbIX BOIOKOH, YTO B 4 pasa 0onbLue A0MyCTUMOro
npenenbHoro HOPMaTUBHOMO 3HaYeHns (5%). Takum o0bpasom,
HaMu YCTaHOB/IEHO, YTO A@HHbIV Mapkep MOXHO UCMOb30BaTb
He TONbKO B MPWXWM3HEHHOW amarHoctuke cvHgpoma MERRF
HO 1 NPW ero NaTtonoro-aHaTOMUYECKOM ANArHOCTUKE.

B npencraBneHHoM HabnmofeHun OebioT U pa3BepHyTas
cTapms 3ab0neBaHNs XapakTepr30BaICh HaNM4YMeM y 60sb-
HOW MuonaTnM (YTOMASieMOCTb 1 CNnaboCTb MbILLILL), SKCTPanu-
pPamMUAHOrO rnnepkuHesa (MUOKIOHNM), FeHEPaIM30BaHHbLIMMU
ANUNENTUYECKUMY NPUNaZKamy C NOTEPel Co3HaHWs 6e3 cy-
[0pPOr, a TakKe MO3XEYKOBOWV aTakCUEN 1 HEMPOCEHCOPHOW Ty-
royxocTbl0. [TonmumopdHas 1 BMECTe C TEM XapakTepHas ans
MUTOXOHAPUANbLHOM 3HLedanoMmonaTum KImHM4eckas Kaptu-
Ha onpefenuna HanpasneHue AanbHeiel OMarHOCTUKW B
CTOPOHY MONEKYNSPHO-FEHETUYECKOr0 NCCNeA0BaHNUs, KOTO-
poe, KaK y>e 0TMeYanoch, B HACTOSILLIEE BPEMSI pacCMaTpuBa-

Puc. 1. ®parMeHTMPOBaHHbIE MbILLEYHbIE BOJIOKHA Kpac-
HOro uBeTa, Win “pBaHble KpacHble BOMOKHA” (CBEpXy), a
TakXke OTHOCUTENIbHO COXPaHHbIE MbILLEYHbIE BOJIOKHA CU-
Hero uBeTa (CHM3Y) B AByrnaBoi Mbiwue 6enpa. Okpacka
no fomopwu. x200.

Puc. 2. “PBaHoe kpacHOe BOJIOKHO” (CTpesika) cpeam aTpo-
bUPOBaHHBIX MbILLEYHbIX BOJIOKOH (CUHErO LiBEeTa) Ha none-
pPEeYHOM Cpese rpyanHOLLMTOBUAHONM MbilLbl. Okpacka no
Ffomopu. x400.

€TCS1 B KaUeCTBe BeAyLLEero MeToaa onpeneneHns KOHKPETHON
HO30/10rM4Yeckoin GopMbl 3a60NIEBAHNS U3 TPYMMbI MUTOXOHL-
pvanbHbIX aHUedanomuonatuid. Y onucaHHow 60nbHOI ana-
rHo3 “cuHopoMm MERRF” ocHoBbiBancst Ha 0GHapyXeHun of-
HOW 13 ABYX TUMWNYHbIX TOYKOBbIX MyTaLMIn MUTOXOHOPWANIBHO
[HK (A8344G). CtaHmapTHas cxema naToreHeTM4eckoro ne-
YeHUs MUTOXOHAPUANbHLIX 3HLedbanomMmonaTuii, BKIoYas
cvHgpom MERRF, npegnonaraet ucnonb3oBaHUE KoMriekca
CPELCTB, OTHOCSILLMXCA K Tak Ha3biBaeMbIM npenapaTam “Mu-
TOXOHAPWanbHOM rpynnbl”. K HUM OTHOCSATCS KOdakTopbl pas-
JINYHBIX KOMMIEKCOB AbIXaTENbHON LN U aHTUOKCUAAHTbI —
koaH3uM Q10, nnebeHoH (HobeH), umtoxpom C, ackopbrHoBas
KMCnoTa, npenapatbl SHTAPHON KMCNOTbI, TUaMUH, pubodna-
BUH, anbda-Tokodeposn, a Takke npenapatsl, yayyliawLyme
MeTabosIM3M MblleYHOW TkaHW (L-KapHUTWUH, HUKOTUHaMWA)
[1, 13]. MaumneHTam ¢ 3TMMK 3a60NeBaHMAMM NPeanucaHa Tak-
Xe cTporas anerta ¢ orpaHuyeHem yrnesogos fo 10 r/kr/mac-
cbl Tena/cyT. 1o nokasaHsaM NPUMEHSINTCA NPOTUBO3ANUIEN-
Tuyeckue npenapartsl. MogobHOe NevyeHne NO3BONSET B psae
cny4aeB JOCTUrHYTb ASMTENBHOW CTabMIM3aLmmn KIIMHAYECKO-
ro COCTOSIHUSA, YTO UITIOCTPUPYETCS NPeaCTaBNeHHbIM Habo-

HepsHbIe 6oe3nn 4+2012
http://atm-press.ru

53



54

KanHnyecknin pasbop Hay4Horo ueHTpa Hesponorun PAMH

JeHveM. BmecTe ¢ TeM BO3MOXHO pasBUTUE PE3KOoi oTpuLa-
TENbHON AUHAMUKU NOJ, BIMSIHUEM VHTEPKYPPEHTHLIX 3abone-
BaHW, B NEPBYIO ovepenb MHDEKLMIA N MHTOKCKKALMIA, KOTO-
pble MOFYT CNYXWUTb NPUYNHON CPblBA KOMMEHCATOPHbIX Mexa-
HW3MOB PErynauuM TKAHEBOrO AblxaHust U MeTabonuama, ¢
TPYLOM AOCTUTHYTBIX B pe3ynsbtate NpoBOAVMMOrO JIeYEHUs .
B npenctaBneHHOM HabnoAeH!M NULLeBast TOKCUKOUHDEKLWS
cnposouupoBanay 60/1bHOM pe3koe Nporpecc1poBaHie 3a6o-
JIEBAHUA C PA3BUTMEM PALA THXESbIX COMATUHECKMX OC/TOXHE-
HWUIA, NPUBEALIMX K NeTanbHOMY ucxody. pu nocnegyowem
naTosIoro-aHaTOMMYeCKOM UCCNEe0BaHUM OOHAPYXEHbI U3Me-
HEeHUs1, KOTOPbIE B NOSIHOM MEPE COOTBETCTBOBAIN HEBPOOTU-
4EeCKOI CMMMTOMATVIKe, UMEBLLECS Y GONbHON Ha Pa3BEpHY-
TOWN U TepMUHANBLHOW cTaamsx cuHapoma MERRF.
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MEHHbIE LLKabl M ONPOCHMKN OIS KOAMYECTBEHHOM OLEHKM TPEMOpPA N CBA3AHHBIX C
HUM QYHKUNOHANbHBIX HAPYLLIEHWI, KOTOPbIE MOTYT OblTb MOME3HBLIMU HA MPakTUKe
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