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Abstract: this article studies the hereditary syndrome of mitochondrial
pathology-the Kearns-Sayre Syndrome. The main causes and pathogenetic
mechanisms of this disease and all mitochondrial pathologies are analyzed. It is
noted that the genetic mutation, which is the main cause of the disease, leads to
changes in the functions of the mitochondria, violation of energy metabolism
and cellular respiration. The main clinical manifestations of the syndrome are
considered. It is emphasized that the disease manifests about 14-18 years. It is
noted that changes occur in all organs and systems of the body, which leads to
polymorphism of symptoms. The main diagnostic methods are considered, the
main of which is molecular genetic research. The most important principles of
treatment are described.
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Annomayusa: 6 OauHOU cmamve U3Y4aemcsi HACIeOCMBEHHbIL CUHOPOM
MUMoOxXoHopuanvHou namonoauu - cunopom Keprnca-Ceiipa. Ananuzupyromcs
OCHOBHblEe NPUYUHDBL U NAMO2EHEMUYECKUe MeXAHUIMbL B03HUKHOBEHUSL OAHHO20
3a001e8anusi U 8000We B8CeX MUMOXOHOPUANbHLIX namoaozui. Ommeuaemcs,
Umo eeHemudecKas Mymayus, SGIAOWAACS OCHOBHOU NPUYUHOU OOJe3HU,
npueooum K UBMEHeHUro  (QYHKyull — MUmoxoHopuu, HAPYUeHUIo
SHepeemuyecko20 o0bMeHa U KIemouyHo2o oOwvixanus. Paccmampusaiomcs



OCHOBHble  KIUHUYecKue nposeienuss cunopoma. Iloouepxkusaemces, umo
Manugecmupyem 3abonesanue oxono 14 - 18 nem. Ommeuaemcs, umo
USMEHEeHUs1 NPOUCX00sIm 80 6CeX Op2aHax U CUCMeMax Op2aHu3Md, Ymo
npueooum K NOAUMOPGUIMY CUMNMOMOS. Paccmampusaiomcsi  ocHo8Hbie
Memoovl  OUACHOCMUKU, OCHOBHbIM U3 KOMOPbLIX AGNAEMC  MOAEKVIAPHO-
eenemuyeckoe uccireoosanue. Onucvl8aromes 8axcHeluiue NPUHYUNsl 1e4eHusl.
Knrouesnvie cnosa: numoxonopuanvhule 3aoonesanus, cunopom Keprnca-Ceiipa,
opmanvmonnecus, MblueuHas ciabocms, AMpUOBEHMPUKYIAPHASL OJ0KAOA.

MuToxoHApUanbHbIE 3a00JIEBaHMS — 3TO TPYIIa TEHETHUECKUX 3a00JIeBaHUM,
CBS3aHHBIX C HapymieHUsIMH (QYHKIUA MHUTOXOHJIPUH, OOYCIOBIEHHBIC
CTPYKTYPHBIMH, OMOXUMUYECKUMU U TEHETUICCKUMH IePeKTaMu. DTH MyTaIiu
IPUBOAST K HAPYIICHWIO SHEPTeTUYECKOrO0 OOMEHa B KJIETKAaX OpraHu3Ma,
KJIETOYHOTO JbIXaHWs, YTO, B CBOIO O4Yepelb, BBI3BIBACT Pa3BUTHE
MOJIMOPTAHHBIX ~ TATOJIOTHH, KIMHUYECKHE TMPOSBICHUS KOTOPHIX BeChbMa
pa3HooOpasHsI [1].

B Hacrosmiee Bpems T€HETHUECKHE 3a00JIeBaHMsI, BBI3BAHHBIC MATOJOTHEH
MUTOXOHJPHAJILHOTO  ammapara, MPeACTaBISAOT  OONBIIOW  HWHTEpEC B
MEJUIIMHCKOM Hay4HOM oOmiectBe. Ho, HECMOTpsi Ha 3TO, Ha CETOAHSIIHUI
JIeHb ellleé He pa3paboTaHa eauHas KiaccuPuKanus JaHHBIX 3a00JeBaHUM.
TonbKO yCIOBHO UX MOAPA3ACISIOT Ha JIBE TPYIIBI: IEPBUYHBIC U BTOPUYHBIE.
3aboneBaHus U3 TIEPBO TPYIIBI BEI3BAHBI MyTalldel TEHOB, KOTOPHIE OTBEUYAIOT
3a CUHTE3 MUTOXOHAPHUAIIBHBIX O€NKOB. OCOOEHHOCTHIO UX SIBIIAETCS HAJIUYHE
SIPKO BBIPAKCHHBIX HACIEJCTBEHHBIX CHHAPOMOB. (OCHOBHBIM MEXaHH3MOM
maToreHe3a  3a0OJieBaHW ~ BTOPOM  TPyNIBI  SBISICTCS  TATOJIOTHS
SHEPTreTUYECKOro OOMEHa Ha KIETOYHOM ypoBHE. IlatoreHe3 pa3BUTHS
MUTOXOHJPHAIILHBIX 3a00J€BaHUN 3aKIIOYAeTCs B IMOBPSKICHHUH IpoIiecca
OKHCIUTENBHOTO (ochoprmpoBanus. Pazymeercs, 4ro mpu 3a00JICBaHHIX
JBIXaTeIbHOM 1enu, OOJbIIe MMOPAXKAIOTCS TKAaHU M OpraHbl C BBICOKOM
DHEPreTHUECKONH TMOTPeOHOCThIO (MBIIIIBI, Hepudepruueckue Hepsbl) [5].
JlanHble HApYIIEHUS TIPOUCXOAT B TKAHAX BCEX OPraHOB U CUCTEM OPraHHU3Ma,
4YTO 00YyCJIaBIMBAET MHOTO00pa3ue M MOJIUOPTraHHOCTh MOpakeHuu. B cBsi3u ¢
TUM JIMarHOCTUKA MHTOXOHJIPUATBHBIX 3a00JIEBaHHMI BBI3BIBACT OOJBIIHE
3arpynHeHus [2].

Cunapom Kepuca-Celipa — 93TO HACJIEICTBEHHOE MHUTOXOHJPUATBLHOE
3a00JIeBaHUE, XapaKTepU3YIOIIeecs HEPBHO-MBIIICYHBIMA PaCCTPOUCTBAMU.
Nmeer cmopaauyueckwii THN HACIEIOBAaHUS, MHUTOXOHJPHAIBHBIA T'E€HOM
nepenaercs oT Marepu pebeHKy. Manbuuku U IeBOYKH OOJICIOT C OJIMHAKOBOM
gacToTol. [lepBrie cumnTOMBI 32001€BaHNS PA3BUBAIOTCS B BO3pacTe OKOJo 14-
18 ner. BwisicHeHO, 94TO YeM paHbIle MaHH(ECTUPYET 3a00eBaHUE, TEM OHO
CIIOKHEE TMPOTEKAeT W HOCHT TEHEPATM30BAHHBIN XapakTep, XYXKe IMOIIaeTCs
JICUCHHUIO.



['eHernueckass Myrtanus, OpU KOTOPOWM MPOUCXOJIWUT CilydalHas yTpara
y4acTKa XpOMOCOMBI, 3aTparuBaeT OOJbLIOE KOJIUYECTBO TI'€HETHYECKOrO
marepuaia B JIHK mutoxonmpuit. Ho 3a0oneBaHue pa3oBbeTCs, €Ciau OyAeT
nedeKT 3HauMTEeNbHOM 4acTh MuTOXOoHApuil. KonmdectBo  aedeKTHBIX
MUTOXOHAPUMA HANIPSIMYIO BIMSIET HA CTENIEHb BRIPAXKEHHOCTH KJIWHUKH.

Paccesinubie neeKTUBHBIE M3MEHEHUS MUTOXOHJPHUN B Pa3IMYHBIX TKaHSIX
ONPENEIIAIOT MO3aUYHOCTh KJIMHUKU C BOBJICYEHUEM BCEX OPraHOB M CUCTEM
OpraHu3Ma.

Kinanueckass kaptuHa cungpoma KepHca-Celipa ckiaablBaeTcs U3
CJICAYIOLIMX OCHOBHBIX CHMTOMOB: [2]

1) XpoHuyeckass  MporpeccHpyIolias  HapyXHas  OQTaJIbMOIUICTHS,
XapakTepU3ylolascs OMYIIEHHEM BEPXHEro Beka (Mapajuy TJIa3HBIX MBIIIII,
NITO3 YaIlle CAMMETPUYHBIN, IBYCTOPOHHUI);

2) ArunuyHas ~TWATMCHTHAas  PETHHONATHS  BCIEACTBHE  W3JIUIIIHETO
[aTOJIOTMYECKOT0 HAKOIJICHHS TUTMEHTA Ha CeTYaTKe (MUTMEHTHAs TPaHyJIALHs
B BHJIC «COJIb C MEPIIEM»);

3) IlopaxeHus cepila B BUJAC aTPUOBCHTPHUKYJLIPHBIX OJOKAJ, AMIIATAIIAN
KEITYTUKOB;

4) Tlporpeccupyrolias MbIllieuHas ¢J1a00CTh BEPXHUX OTCIOB KOHEYHOCTEH;

5) DHIOKpUHHBIC HApYIICHHS (CaxapHbIid AMA0CT, TUIIOMAPATUPEO3);

6) ATpodus 3pUTEIbHBIX HEPBOB;

Huarnoctuka cunapoma Kepnca-Ceilpa mnpoBoguTcs ¢  HOMOIIBIO
CHEIHATN3UPOBAHHBIX TECTOB, KOTOPHIE BKIIOYAIOT B CEOI:

- MOJIEKYJSIDHO-T€HETHYCEKOE MCCIIEIOBaHME OuomnTara MBI IS
BBISIBJICHUSI MyTaHTHBIX MUTOXOHApranbHbIX JIHK;

-OUonCUsl MBI JIJISi TUCTOJIOTMYECKOTO0 MCCIIEI0OBAHMS TKAHEW Ha HaW4yue
ne(EeKTHBIX BOJIOKOH (pBaHbI€ KPACHbBIE BOJIOKHA);

- CHATHUE DJICKTPOKAPAMOTPAMMBbI 11 BBISIBJICHUS M OIEHKH TSHKECTH
aATPUBEHTPUKYJISIPHBIX OJ0KaJ cepua;

- UCCJIE0BAHUE CIIMHOMO3TOBOM KMJIKOCTH Ha YPOBEHb MOJIOYHOUW KHCIIOTHI
U OIpeieICHHE YPOBHs 0enkoB [2];

Ha ceroassmHuii 1eHb HE CYLIECTBYET STHOJIOTMYECKOTO JIEYEHHs] CUHAPOMA
Kepnca-Ceiipa. HoBble MeToAbl JeueHus euie pazpadarbiBatoTcs. JledeHue B
OCHOBHOM CHMIITOMaTW4eckoe W maroreHetmueckoe [3, 4]. Ha ceromnsmamii
JI€Hb OCHOBHBIMH MPUHITUTIAMH JICUEHUS SIBIISIOTCSI:

1) Jlns HOpMamu3alMi SHEPreTHYecKOoro oOMeHa BBOISAT KO(aKTOPEI
(Butamunbl B1, B2, L-kapHuTHH);

2) Jlns mpenynpekIeHuss OKUCITHTEILHOTO MMOBPEKICHUS KICTOK Ha3HAYAIOT
AHTUOKCUAAHTHI (BUTaMUH E, ackopOUHOBasi KHCIIOTA);

3) His ocyliecTBICHHS IEPEHOCA DJIEKTPOHOB I10 JIBIXaTEIbHOW IIeTH
OPUMEHSIOT HUUTOXpOM C, yOMXHUHOH, SIHTAPHYIO KUCIIOTY;

4) CHMITOMAaTHYECKOEC JICUCHHUE;



Panusis AuarHocTrka W BbISIBICHHE 3a0o0JieBaHusl OyAyT criocoOcTBaTh Oojee
YCHEIIHOMY JICUCHHUIO U OJaronpusTHOMY MPOTHO3Y.
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