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YACTOTA BCTPEHAEMOCTH CUHAPOMA MELAS
N MERRF CPE/IN BOJIbHBIX ITUJIEIICUEN

PI'TI « UacTuTyT 00mei rerernku u murotorumy KH MOH PK, r. Ammater

Hsyuena eviasnsemocms cunopomog MELAS u MERRE cpeou 60nvHblx snuiencueti, HaOIo0aeMblx 6 cneyua-
JUSUPOBAHHOM MeOuyuHckom yeumpe e Anmamer. Iloxazano, umo yacmoma ecmpeyaemocmu cunopomog MELAS u
MERRF ¢ uzyuaemoil Hamuy nonyiayuu (boishble snuiencueil, Habmoowowuecs & kmnuxax PK) cocmasuna oxono
1 %, umo conocmasumo ¢ Yacmomoil ee ecmpeyaeMocmu ) GONbHBIX SNUlencueti 8 Opyeux NONVIAYUsIx Mupa.
Ocmanvrbie 99 % @bIAgIeHHbIX CVYAE8 UOUONAMUYECKON SNUNENCUU, NO-GUOUMOMY, MOJCHO OMHecmu K epynne
onUNeNncuti, HacreOyeMas NPUpPoOa KOMOpuIX 0OVCIO8NeHA MYMAayUOHHbVIMY U3MeHeHuamu 6 soeproti J[HK, umo
coanacyemca ¢ TUmepamypHuIMu OGHHbIMI.

CymiecTByeT MHOTO THIIOB SIHICTICHH, STHOJIOTHUECKH CBA3aHHbIX ¢ moepexkacHmiMH sa/JHK, mubo
COBOKYITHOCTH T'CHOB Pa3HOU JOKATHM3ALMH, B TOM YHCIC U MUTOXOHIAPUANBHBIX. MHTOXOHApPHATIBHBIC
6one3nn (MbB) npuBnekaroT B mOCiAeAHEE BpeMsl IPUCTATBHOC BHIMAHUE HCCICAOBATEICH BO BCEM MHpE.
K rpymmne o0men3BecTHEIX MUTOXOHAPHATIBHBIX 3a00JCBAHUH OTHOCHUTCS MHOKIOHHYCCKAS SIHICTICHS,
UMeLas 0coOYI0 3HAYUMOCTh BCICACTBHE JcOOTAa B JCTCKOM BO3PACTC W HAIHUYHS BBIPAXKCHHBIX
HEBPOJIOTHYECKUX MposBIcHUHA. OTCYTCTBHE PabOT, BEIMIOIHCHHBIC € VICTOM KIHHUKO-(DEHOTUIIMICCKHX,
KIHHHUKO-TCHETHYCCKUX XAPAKTCPHUCTHK BO B3aMMOCBA3H € MOPAKCHHEM OPraHOB U CHCTEM OMPEACIACT
AKTVaJbHOCTh H3YUYCHHS MNPOOICMbI MHUTOXOHIPUANBHBIX 3a00NCBAHMHA W WMECT BBHICOKUH HAVYHBIA U
HNPaKTUIECKUN HHTEPEC.

B cBa3u ¢ 3THM, [ETBI0 HALIEro WUCCICAOBAHUS SBUIOCH U3YUCHUE YACTOTHI BCTPEUACMOCTH MHUTO-
XOHAPHATIBHBIX OOJIC3HEH CBI3aHHBIX ¢ MyTalUsIMH B reHax TpancnoptHod PHK nmefinmua, xoaupyemas
reaoMm MT-TL1, xoropas mpusomur k cungpomy MELAS u tpancnopraoéi PHK nm3una xoaupyemas
reaoM MT-TK mpusoxamas k cuagpomy MERRF.

Cungpom MELAS (Mitochondrial Encephalomyopathy, Lactic Acidosis and Stroke-like episodes -
MUTOXOHIPHATBHAS SHIC(HATOMHUONATHS, JTAKTALMI03 ¢ MHCYJIBTOMOIOOHBIMH STH301aMH1) 0OBIYHO MAHHU-
decrupyer B 5-20 ner. 3abonecBaHue MPOSBIACTCS B MEPBYIO OUEPEIb OCTPHIMH HHCYJIBTONOJOOHBIMU
SMH30AaMHU C Pa3BUTHEM OYAroBbIX M3MCHCHUH B 3aThUTIOYHBIX M TEMCHHO-BHCOYHOM 00JacTAX MO3ra U
MOSIBIICHUEM COOTBETCTBYIOIICH HEBPOJIOTMYCCKOH CHMNTOMATHKH. [IpHIHHON BO3HUKHOBCHHS HHCYITb-
TOB SBISICTCS MUTOXOHIPHAITBHAS AHTHOTIATHS, XapPaKTCPHU3VIOMALCH H30RTOYHOH nponudepanueit MUTo-
XOHIPUN B CTCHKAX apTePUON M KamwuisipoB cocyaos mozra [1]. Ilo mepe mporpeccupoBanus 3aborne-
BaHHA, Ha (OHE PCKYPPCHTHOTO XapaKTepa WHCYIBTOB HAPACTACT HEBPOIOTHYCCKAS CHUMITOMATHKA — Y
0ONBHOTO BO3HHMKAIOT MBIIICYHAS CIa00CTh, CYJOPOTH, MHOKIOHHH, aTaKCHs U HEHPOCCHCOPHAs TYro-
VXOCTb, TAKXKE XapaKTCPHBIH MPH3HAK - JTAKTAHI03 [2], ceMbH ¢ OONBIINM YHUCIOM OOJIBHBIX HE OIHCAHBI
[3]. ITpu cunmpome MELAS 80-90% cny4aes BeisiBnseTCS MyTaums B 3243-M HYKICOTHAC I'CHA NCHIH-
HoBoU TPHK muroxonapuii. [lo nanHsIM OXHOTO KPYIHOTO MCCIEAOBAHMS, 3Ta MyTallWl SBIACTCA CaMOi
pacmpoctpanéHHON u3 10 HamboIee M3BECTHRIX MUTOXOHAPHATBHEIX MyTallWi B oOIieH nonymamud [4].
JHpyroe kpymHOE HCCICAOBAHHE ABCTPATUHCKON MOMYIISLHN TOBOPHT O PACHPOCTPAHEHHOCTH HA YPOBHE
236/100000 uwen (1 u3 423) [5]. Bo3MOXKHO, TreTEpOIUIa3Must, & TAKXKE BIMSIHUC APYTHUX FCHOB, 00YCIaB-
JAUBAIOT MHOTrOOOpa3He MPOSIBICHUN MYTAallMH. OHA OMKHCAHA Yy MALMCHTOB ¢ cuHapomamu MIDD u
MELAS, mpu couctanun MELAS/MERRF, npu cunapome Jles, XpoHHYSCKOH OpOrpeccHpyrOLICH
BuemrHelh odranemoruieruu (CPEQ), cunapome Kepuca-Ceiipa.

HHTEepecHO OTMETUTH, UTO NPOMOPLHS MUTOXOHAPUH € 3TOH MyTalHMEH B KPOBH OTHOCHTEIBHO
«3IOPOBBIX» MUTOXOHIPUH € BO3PACTOM MEAJICHHO CHIDKACTCS, UTO 3aTPYJHSICT OLICHKY YPOBHS MYTALUH,
MIOCKOJIBKY B IPYTHUX TKAHAX OH OCTAETCS BRICOKKM [6].

Bropas mo vactore mMyTauus, mpUBOASINAs K BO3HUKHOBeHHUIO cuHapoma MELAS, — 3amena T va C B
3271-om nonoxxkennu MTIHK [4, 7].
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Cungpom MERRF (myoclonus epilepsy associated with ragged-red fibers - Muokmnonuueckas >mu-
JICTICHSI B COUCTAHUH € PBAHBIMH, KPACHBIMH MBIIICYHBIMH BOJOKHAMM, MYTallHH) - 3a00JcBaHue, 00y-
CJIOBJICHHOE TOYEIHBIMH MyTarusmMu MutoxoHapuaneHoH TPHK nm3mHa xomppyemas MHTOXOHApPHATb-
HeIM reHoM MT-TK; npu srom usmensiercsa kondopmanms TPHK u Hapymaercs tpancmsanus (04eBHIHO,
Ha pUOOCOMHOM VPOBHE), U TOUCYHBIMH MyTauusmu muroxoHapuansHod TPHK neiinuna, xoaupyemas
mutoxoHapuanbabiM reHoM MT-TL1 [8]. CunapoM BKIOYACT MUTOXOHAPHAIBHYK) MUOTATHUIO, MHOKJIO-
HUH, OOJIbIIUE SMHICITHYCCKUC MPUIAAKH, ACMCHLUIO, aTAKCHIO U TYTOYXOCTh, HApYKHAs OQTaIbMO-
IUTErHs HE XapakTepHa. PazmiaHas CTeneHN MOpasKeHHUE CKENETHBIX MBI ¢ YMEHBIIEHUEM COEPIKAHMUL
LUTOXPOMOB; COACPKAHUE MHUPYBaTa H/WIHM JIAKTaTa B KPOBH VBeauucHo. Kak u mpu Ipyrux MHTOXOH-
JPUATBHBIX OOJIC3HAX, HMCIOTCS 3HAYUTEIBHEIC HHIUBUIYATIBHBIC PA3MTHIN B cuMOToMaTuke [1].

Bore3np wame HaumHaeTcs B ASTCTBE MM B MoiodocTu. [loBeimeHa koHIGHTpamms akTara H
mupyeata B kposu u B CMIK, B MBIIICYHOW TKaHH HUMCIOTCS PBAHBIC MBILMICYHBIC BOJIOKHA. bonesHb
HEYKIOHHO TIPOTPECCHPYET, GONBIIMHCTBO GOTBHEIX YMHPAIOT HA TPETHEM HIIH YCTBEPTOM ACCATHICTHH B
COCTOSIHAH TSDKCIION ACMCHITNH [3].

Y PpPOICTBCHHHKOB MO MATCPUHCKOH JTMHUH MOXET OBITh HCNOMHAS KAPTHHA CHHAPOMA, B YACTH
CITyJacB CEMEHMHBIN aHAMHE3 HE OTATOIICH. XapaKTEePHBI MyTallUH, 3aTParuBaromue HykiIeoTHasl 8344 u
8356 rena muzuHOBO# TPHK [3].

MyTrammu B renax TpancnoptHoit PHK MoryT uMeTs pasnuassie ximHUGeCcKHe posasiaeHus. [lo-suan-
MOMy, TIO TIPUYHHE BIMSAHHUS AJepHOTO reHoma. Ho camoe mHTEpecHOe, UTO NMPH OAMHAKOBOM YPOBHE
rereporazmMun (nopsaka 70%) mpu3HAKH MOPAKCHHUH LICHTPATBHOW HEPBHOH CHCTEMBI HAOIIOAAIOTCH
npaktuaecky v Beex OompHbIX ¢ MELAS m kpaiine peako — v 6onsabix ¢ MERRF. A BepostHOCTb poxae-
HHUS GONMBHOrO PeOCHKA MPH 3TOM KE YPOBHE rereporuiasMud (t.e. ~ 70%) y HOCUTCIBHHULBI MY ALK
MELAS namHoro — B 11.4 pasa - sbime, yem vy HocuteapHuUbl Mytanuun MERRF. Tlouemy Tak
MPOUCXOANUT, HCOHATHO [6].

C ueapro usyueHus 4actotel Bcrpedacmoctu cunapoma MELAS u MERRF wamu Obitu 00cie 1oBaHbL
0ONBHEIC, HAOMIOAACMBIC B CICLHATH3HPOBAHHOM MeIunMHCKOM HeHtpe Kaszaxcrana. Beino BeIIBICHO
193 marpenra ¢ uAMONATHYCCKOW (POPMOU (PCHETHUCCKH ACTCPMHUHUPOBAHHOW) SMUJICTICUCH, T.K. UMCIH
aHAMHECTHYCCKYEO HACICACTBCHHYIO MPEIPACTION0KEHHOCTD K 3IHICICHU. BeceM GOMbHBIM MPOBOANUIOCH
MOJTHOE OOCICAOBAHUC MO CIACAVIOWICH CXEME: aHKCTHPOBAHHE, B TOM 4HCIC cOOp aHAMHE3a YKH3HH H
3ab0NeBaHuUs, JAHHBIC O HACICACTBCHHOCTH, AAHHBIE OCMOTpA MALMCHTA, AAHHBIC 1a0OPaTOPHBIX H
MHCTPYMEHTAIBHBIX METOJO0B HCCICAOBaHMs. OHOXUMHUCCKUE aHaau3sl kposu, IO, MPT, SIMP, toHo-
MeTpus, odraneMockonus, Grnomukpockonus. llocne yTOYHEHHS KIMHHUYECKOrO AHATHO33, MOCTABICH-
HOTO Ha OCHOBAHUH JAHHBIX AHAMHE3a, B COBOKYIHOCTH C KOMIUICKCOM IabOpPaTOPHBIX, HHCTPYMCH-
TANBHBIX U TCHEANOIMYECKOI0 METOJOB HCCICIOBAHUS, V BBISBICHHBIX OOJBHBIX C IMPEINONAracMBIMH
HaclIeAyeMbIMU (OpMaMH SHMUICHICHA OBLUTH B3ATHl 00Opaslbl KPOBH IS TCHETHUYECKOTO HCCIICAOBAHHS
piurrouasiero [MIP-anamms u [TIP®-ananu3 Ha Hammane myrannii B reie MT-TL1 u MT-TK.

[T/IP®-ananu3 Ha Haauune myTauuii B reie MT-TL1 (puc. 1), oTBeTCTBEHHOM 32 pa3BUTHE CHHAPOMA
MELAS BeistBHT MyTanuio B mojoxkeHun 3243 ¢ gacrotoit 0,52% y mMauucHTOB ¢ MAHONATHYCCKOM
SMUIETICUEH B U3y4aeMOM HaMU TOITY JISILIUH.

431 mu.

1 2 M

Puc. 1. Dnexrpodoperpamma [1]/[PD-anamuza mpoaykToB ammmmuukarmy reHa MELAS 3243: 1 — oTcyTcTBHE
myTtaimd MELAS 3243; 2 — narment ¢ mytaimeit MELAS 3243; M — mapkep MoJIeKyISIpHOTO Beca ¢ ImiaroM 100 1LH.
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B cembe GoapHbI munienicueit Mare u 3 Opara mpodanga (cudcsr). bepemenHoctr y maTepu mpodaHia
TaKke mporekaam Ha (oHe smmencuu. TakuM 0OpasoM, OTATOIICHHBIM HACICACTBCHHBIM aHAMHE3 TIO
MATCPUHCKOW JIMHHU TIO3BOJHII TPESATIONOKUTh HACICACTBCHHYIO MHUTOXOHAPHAJBbHYIO marojoruro. Ha
puc. 2 pUBEACHA POIOCIOBHAS MAIMCHTA ¢ MOJO3PCHUCM HA MUTOXOHAPHAIBHYIO TATOJIOTHIO (IUArHO3:
BUCOYHAA SIUJICIICHUA € BTOPHIHO-ICHCPAIN3OBAHHBIMU SIMWICTITUICCKUMU MNMPUCTYIIAMU € OPAJIbHBIM
ABTOMATH3MOM )

Puc. 2. PojociioBHas nanmenTa ¢ mytarmeit MELAS 3243:
1 — mpo6any ¢ myTarmeit MELAS 3243;
2 — Math poGana ¢ Mytarmeit MELAS 3243, GonbHa SIUIEIICHETH, 2

3 — Galymika rpodaHjia, CTpajaia apTepUaIbHON THIIEPTOHUEH, SIIIeIICHeN
1

ITpu IP-ananu3e Ha Haauuue myTauuid B Buae 3ameHsl A—G B mosurmsx 8344 u 8356 rena TPHK
ausuHa BhisBiicHA MyTaiwms B nosunmn MERRF8344 vy oxHoro GoapHOrO M JUArHOCTUPOBAH CHHIPOM
MERREF. Yacrora Bctpeuacmoctu cunapoma MERRF cocrasuna B Hamux ucciegosanusx 0,52%. Ha
puc. 3 npeacrasneHa nexTpodoperpamma [1IPD-anamsa npoaykros ammmmdukaipy resa MERRF8344, npu
KOTOPOM OTYCTIMBO BBISBIISICTCS FETCPOILIA3MUS (HATMUUE MYTAHTHBIX M HOPMaIbHBIX MONIeKy T MT[IHK).

Puc. 3. Diextpodpoperpamma [1]/[PD-anammza
npoaykToB amimmdukarmy rena MERRF8344:
1 — marmeHT ¢ MyTarmeit,

2 — OTCYTCTBHE MyTallUH,

M — Mapkep MOIIEKYIISIPHOTO Beca

M 1 2

Wz pomocioBHOM n3BeCTHO, uTO OalyIIka MpodaHaa CTPagaia SMUICIICHCH W CKOHYAIACh B BO3pac-
1¢ 73 ner. Ilpu reneTuueckoMm OOCNEAOBAHMM MAaTCPU MPOOAHJA HE OBLIO BBISIBICHO MYTAlUH (HE
npeactasiicHo). [lo-BuauMomMy, oHa SBISCTCS HOCUTEIEM MYTAHTHOTO T¢HA, HO YPOBCHb IETCPOILIA3MHUH
noBoJibHO Hu3KHH. M3BecTHO, uTo dukcarms mytanTHol MT/IHK Ha BRICOKOM ypOBHE WHOTAA HACTYHACT
B CACAVIOWICM MOKOJICHHH [9], 4UTO, TO-BUIUMOMY, U TIPOU3OIIIO B OIHUCHIBACMOM CITYHAC.

1 — npoGany ¢ myTareli MERRF8344;

O
2 — Math IpodaH/Ia; l

3 — 6alymika mpodaHia cTpajiaia SIUIeIcueit ] 2

Puic. 4. Pogociopnas narmenta X, 30 1eT:

— 49 ——



H3zeecmua Hayuonanvroti akademuu Hayx Pecnybnuxu Kasaxcman

IIpoBeacHHBIN TCHETUYCCKUE aHAIH3 MO3BONSCT OTHECTH ocTasiuecs 99,48% cayuait mamonaru-
YECKOH SIMICTIICHH K TPYIIIC SMIICIICHH, HACIEAYEeMas IPHPOoJa KOTOPEIX 00VCIOBICHA MYTALIMOHHBIMH
nmameneHusamH B saepuoit JJHK. ['enetnueckoro ananmza nozsonumno Bepuduipposats quario3 MELAS u
MERRF, BHECTH KOPPEKTHBBH B MPOBOAUMOE JICUCHHE OONBHOIO, BKIIOYHB CHMOTOMATHUCCKYIO TEpa-
ITHIO, HATIPABJICHHYIO HA YCTPAHCHUE MCTAOOIHYCCKIX HAPYICHHH.

Yacrora Berpeuacmoctu curapoma MELAS u MERRF B usyuacmoii Hamu nomyssiinuu (OOJbHBIC
sruencuedi, Habmonaromuecs B knmuarkax PK) cocrasuma Gomee 1 %, 4ro comocTtaBuMo ¢ 9acTOTOH ¢¢
BCTPEUACMOCTH V OOJBHBIX SIHICTICHEH B APYTHX MOMYJLILMIX MHpa. | eHeTHUCCKUH aHaIu3 Ha HATHMYHC
MyTalui K HauOonee M3BCCTHBIM MUTOXOHAPHATBHBIM 3a00JICBAHHSAM MO3BOISECT OTHECTH 99 % BBLIB-
JCHHBIX CIYYacB HAWOMATHYCCKOHW JIIUICIICHH K TPYINIE SMHICTICHH, Hacneayemas MPHpPoJa KOTOPBIX
00y CTOBICHA MYy TAIHOHHBIMU U3MEHCHUsIME B siaepHoi JIHK.

[TonmyuyeHHBIEC pe3yIpTaTEl HMCIOT OONBINOE MPOTHOCTHICCKOEC U TCPANICBTHYCCKOEC 3HAUCHHUE, TAK KaK
MO3BOJSIOT BHECTH KOPPEKTHBBI B MPOBOAUMOC JICUCHHE OOJBHBIX C VCTAHOBICHHBIM JHATHO30M
MHTOXOHJAPHAIBHOHN NaTOIOTHH.
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SIUWJIEITICHUAMEH AYBIPATBIH HAYKACTAPABIH, APACBIHJA
MELAS XOHE MERRF CUM/JIPOMJJAPBIHBIH KE3AECY XXULIIT'T

AnMaThl KanachIHAAFhl MCAWIMHATBIK OPTANBIKTa OAKBIIAHATHIH SITMICIICHIMCH AaybIPaThlH HAyKACTAPIbIH
apacsiHza MELAS sxome MERRF cuHapoMaapsIHBIH Ke3aecy SKHITiri seprrenmi. bi3 3eprrereH nomymanusiaa
MELAS sxone MERRF cunapoMaapsIHbIH Ke3aecy >kuimiri 1 % Kypaasl, Oy IyHHEKY31UTK MOTIMETTEPMEH COHKeC
KeJedi. AJ KarFaH HAVOTATHKAIBIK 3MIUCTICHSHBIH 99 % saepoisik JJHK-HbIH e3repiciMeH OalIaHBICTBI SMTUIICTI-
CHSTHBIH, TYPIHE ATy bl MYMKIH.
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THE INCIDENCE OF THE SYNDROME
MELAS AND MERRF AMONG PATIENTS WITH EPILEPSY

It was studied the frequency of MELAS and MERRF syndromes among patients with epilepsy observed in the
specialized medical center in Almaty. It is shown, that the frequency of occurrence of MELAS and MERRF
syndromes in our the population studied (patients with epilepsy, observed in clinics RK) was about 1%, which is
comparable with the frequency of its occurrence in epileptic patients in other populations around the world. The
remaining 99% of diagnosed cases of idiopathic epilepsy, apparently, can be attributed to the group of epilepsies,
which inherited nature is caused by mutational changes in the nuclear DNA, which is consistent with literature data.




