CuHpgpom KepHca - Cenpa




Cunapom KepHca — Ceiipa (aHrn. Kearns—Sayre syndrome, cokpatyéHHo KSS) —
MUTOXOHApPManbHas MuonaTtusa ¢ TUNMYHbIM Hadanom o 20-neTHero Bo3pacTta. KSS aBnsietcsa
bonee cepbe3HbIM CUHOPOMHBLIM BapMaHTOM XPOHUYECKOW MPOrpeccnpytowen BHELLHEN
odTanbmonsiernn (cokpaiueHHo CPEQO), cMHOpoM, KOTOPbIN XapakTepnayeTcs U30NmMpoBaHHbIM
nopakeHMeM MbILLL,, KOHTPONMPYIOLWMX ABUXEHUS BEK (MogHMMaloLasa BEpXHee BEKO, KpyroBas
MbiLLLIA rf1a3a) U KOHTPONUPYOLLNX OBUMXEHUA a3 (3KCTPAOKYNAPHbIX MbILL). 3TO NPMBOAUT K
NTO3y N odpTanbMOMNErMM COOTBETCTBEHHO. KSS BKItovaeT B cebsa Tpnaay ye ornmcaHHbIX:
CPEO, oBYyCTOPOHHIOK MUIMEHTHYIO peTuHonaTuio 1 brniokagy cepgua. dpyrme obnactun ydactus
MOXET BKIto4aTb B CEOS MO3XKEUKOBYHO aTakCUio, MPOKCUMarbHY0 MbILLEYHY0 cnabocTb, rMyxXoTy,
caxapHbIn agnabet, oeuunT ropmoHa pocTa, rmnonapaTupeos Unu apyrme aHOOKPUHHLbIE
HapyweHus[1]. B obounx aTnx saboneBaHnsaX, BOBIEYEHNE MbILLL, MOXET Ha4YaTbCH
OQHOCTOPOHHWM, HO BCerga pa3BmBaeTcs B ABYCTOPOHHUN OeMUUNT, U, KOHEYHO SIBNSAETCS
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VicTopua

910 Tpnaga CPEO, oBYyCTOPOHHAS NMrMEHTHAA peTuHonaTtus n bnokaga cepaua boina
BNepBbLle onncaHa B AOKMaae O criydae y AByx nauneHToB B 1958 rogy OOKTOpOM
MeanumMHCKMX Hayk Tomacom 1. KepHc, (aHrn. Thomas P. Kearns) n goktopom
MeanumHckux Hayk [bxopoxem Nomepos Cenp (aHrn. George Pomeroy Sayre). Bropowu
cnydan 6bin onybnukosaH B 1960 rogy Arepom 1 coaBTopamMmu, KoTopble coobwmnnmn ob
aTuUX cumnTomax y 13-netHero maneduka.llpeagblayLime criydam BHe3anHoOW CMepTu
nauneHToB ¢ CPEO 6binn onybnmkoBaHbl, Kak OT cepaedHon aputmun. pyrue cnydau
OTMeYanu ocobyl NMUrMeHTaUNIO CETYATKN, HO HX OfHa N3 3TUX Nyonukaumn He Obina
OOKYMEHTMPOBaHa Kak Tpu naTtonornu, BO3HUKaKLmMe BMECTE B Ka4eCTBe reHeTUYECKOro
cuHgpoma. KepHc onybnunkosan onpegenstowmnn cnydam B 1965 roay, onuceiBarowmn 9
HeCBSA3aHHbIX criyyaeB aTon Tpuaabl. B 1988, Obina BnepBble BbISIBIIEHA CBA3b MEXAY
KSS u kpynHomMacLwtabHbiMM yaaneHnaMmmn MmbollledHon mutoxoHgpuansHon OHK
(cokpaiyeHHo MTOHK). [ocrne aToro oTKpbITUA, MHOMOYUCINEHHbIE Aeneuny B
muToxoHapuansHon [HK 6binn ceasaHbl ¢ passutmem KCC.

CuHgpom KepHca — Cenpa nponcxogmTt CNOHTaHHO B DOSbLUMHCTBE cryvaeB. B HEKOTOPbIX
cnydasix Obinia nepegada rno HacneacTsy NOCPeLCTBOM MUTOXOHAPMABHOrO, ayTOCOMHO-
OOMUWHAHTHOrO, U ayTOCOMHO-PELECCUBHOMO HacregoBaHus. Y HEro HET NPUCTpacTUs K pace
NN NMony, U HET HUKaKMUX N3BECTHbIX hakTopoB pucka. o coctoaHuo Ha 1992 6bino Bcero 226
crnydvaesB, 3apermctTpupoBaHHbIX B onyonukosaHHon nutepatype.[10].INo cocTosHuio Ha 2017T.
nosly4eHbl AaHHble O TOM, YTO nNpu cuHapome KepHca — Cenpa He npocnexmnsaeTcs
HacrneacTBeHHasi Nnepegaya JaHHOW naTtonoruu, 3abonesaHne peructTpupyeTcda B Buae
€ONHNYHbIX CIyYaes.



[MogaBnstowee 6ONLLWMHCTBO criydaeB bonesHn — cnopagunyeckne. PoocTBeHHMKN NauueHToB
00ObI4HO 300pO0BLI. Y 06crneaoBaHHbIX MaTepen (MUTOXOHAPUAIbHbIM FEHOM rnepenaeTcs
pebEHKY OT MaTepu), 3a peaKUM UCKITIOYEHNEM, MUTOXOHAPUanLHaa Mmytaums He Obina
BbisiBreHa. Jlnua My>KCKOro 1 XXeHCKOoro rosia 6onetT npmbnnantenbHO ¢ 0ANHAKOBOW YaCcTOTOW
(cooTHowweHune 1:1). lNepBble Npu3HakM 6onesHn NoABNATCA B Bo3pacTe oT 4 o 18 ner.

Cnopagmnyeckuin xapaktep 3abonieBaHns MOXeT ObiTb OObACHEH C ABYX NO3MUMK: 1) KpyrHble
nepectponkn OHK nponcxooat nocne onnoaoTBOPEHNS ANLEKITETKM U NopaXXatoT rfaBHbIM
obpasom comaTuyeckme, a He NOoSIoBLIE KITETOYHbIE KITOHbLI; 2) OBOLUUTLI, coaepXxalime geneumm
MTOHK, nocne onnogoTBopeHnsa He CNOCOBOHBLI K pa3BuTMio aMopuroHa. [1aHHasa KOHLUEeNnuus
0ObACHAET YHUKamNbHbIE HAONIOAEHNSA, KOHCTAaTUPOBABLUNX Clyvaun PoXOeHUs 300POBbIX AETEN Y
BbonbHbIX ¢ cuHapomMmoMm KepHca - Cenpa.

KnuHnyeckas maHudgectaumsa cuHgpoma KepHca - Cenpa OTHOCUTCS KO BTOPOMY MU Aaxe
TPETbEMY TPETLEMY OECATUNETUIO AECATUNETUIO XKU3HW. [1pn 3TOM YEM paHbLLEe NPOABIISAETCAH
3aboneBaHne, TeM OHO HOCUT Dorlee reHepanM3oBaHHbINM XapakTep U UMeEeT XyALIU NPOorHoa3.
OndpysHble naTtonornyeckne n3aMeHeHns B MUTOXOHOPUAX PasfnnyHbIX OpraHoB 1 TKaHeu
OOBACHSAOT MO3aUYHOCTb KITMHNYECKOWN KapTUHbI C BOBIEYEHNEM Pa3fUYHbIX OPraHoB N1 CUCTEM.



[ 1lp3Hakm 1 CUMNTOMBI

[NepBbIM CMMNTOMOM 3TOro 3aboneBaHnsa ABNSETCA OQHOCTOPOHHUI NTO3, U
npobnembl Npy OTKPbLITUN BEK, KOTOPbIN NMOCTENEHHO NPOrPECCUPYET N NPUBOLMUT K
OBYCTOPOHHeMY NTo3y. Koraa NTo3 ycunmeaeTcs, NocTpagaBLUni 0ObIYHO
3anpoKnabIBaEeT Weto, NogHnMasi nogodopoaokK B NOMbITKE NPEeAoTBPaTUTb OKKITHO3UIO
3pUTENBHOM OCU ONYCTUBLLUMMNCS BEKamMKU. Hapsgy ¢ KoBapHbIM pa3BUTMEM NTO34,
OBWXXEHNSA a3 B KOHEYHOM UTOre CTaHOBATCA OrpaHNYEeHHbLIMU, B pe3ynbTaTe Yero,
nvuo 6onblue nonaraeTcsa Ha NOBOPOT rOSTOBbI N3 CTOPOHbI B CTOPOHY WU BBEPX N BHU3
ONns NpocMoTpa 06bEeKTOB B NepudepruyeckoM rnorse 3peHus.

NMurmeHTHasa peTuHoNaTUs.

KSS npuBoanT K NMrMeHTaUmnm ceTyaTku, npexae BCero, B 3agHEN 4YacTu rnasHoro gHa.
Habniogaetca andpdysHas genurmeHTaums nMrMeHTHOro annTenns cetyaTkm
HanbonNbLUNM 3MEKTOM B XKENMTOM NATHE. ATUM KSS oTnnyaeTcst OT NUrMEHTHOrO
PeTUHUTA, rae NurmMeHTupyetca nepudepus. Bug cetyatkn npu KSS aHanornyeH tomy,
KOTopoe Habnoganocb NpyM MMOTOHUYecKon anctpodpum tuna 1 (cokpaweHHo DM1).
YMepeHHasa KypuHas crienota MoXeT HabntogaTbesa y nauneHToB ¢ KSS. oTeps
OCTPOTbI 3pEHMUS, KakK NpaBunio, msrkast n nponcxogut Tonbko y 40-50 % 60nbHbIX.



HapyweHus cepaeyHon NnpoBOANMOCTM.

OTO valle Bcero nponcxoauT nocrne obpasoBaHus NTo3a n optanbMOnnernu.
ATpUOBEHTPUKYNsipHas 6nokana (cokpalleHHo «AV») aBnsaetcs Hanbonee pacnpocTpaHEHHbIM
aecuunTomMm cepagevHon NpPoBOANMMOCTM. DTO YACTO NMPOrpeccupyeT 40 TPETLEN CTENEHMU
Xenyao4vkoBoun 6riokagbl, Kotopasa siBAgeTca NofHbIM 6nokMpoBaHMEM NPOBOAUMOCTU OT
npeacepans B xenygodek. CMMNToMbl cepaeyHon brnokaabl BKOYaoT 0OMOpPOK,
HenepeHOCUMOCTb (OU3NYECKNX HArpy3ok u bpagukapauto

LlepeGpanbHasa ¢ponatHaa HeAOCTaTOYHOCTb.

Y naumeHToB ¢ cuHapomom KepHca — Cenpa odeHb YacTo obHapyxmBaeTca uepebpansHagd
doonartHag HeQOCTaTOYHOCTL - CUHAPOM, NPU KOTOpOoM ypoBHU 5-MTHF B cnMHHOMO3roBowu
XXUOKOCTU CHMXKEHbI, HECMOTPSA Ha HOpMarbHble YPOBHU doonmeson KMcnotol n 5-MTHF B
nnasme KpoBu. HazHavyeHne ONMHNEBOWN KUCNOTbl MOXET B HEKOTOPLIX Cry4vasax obnerymtb
CUMNTOMbI HEOCTAaTOMHOCTU U AaXe CKOPPEKTUPOBaTb HabnogaeMble Ha CHUMKax Mo3ra
OTKINOHEeHMA, 0cOBeHHO ecnu Tepanus bbina HadaTa Ha paHHUX cTaguax 3aboneBaHus.
[Mpeononaraemaga npnynHa uepedpanbHom gonaTtHoW Hea4oCTaTOMHOCTU Y NaUNEHTOB C
cuHgpmom KepHca-Cenpa - AgucdyHKUNsS COCyaMCcTOoro CnieTeHnsa, HapyLuatoLas

necTynnenme donatoB B CNIMHHOMO3IOBYHO XXWUAKOCTb.
pyrue.

CornacHo onucaHuto 3abonesaHus, npeactasneHHomy KepHe B 1965 roay, a Takxe
onucaHusiM B bonee no3gHux nyonukaumax, HEKOTopble CUMMTOMbI BO3HUKAKOT HE Y BCEX
nauneHToB. Cpean 3TUX CUMNTOMOB - ClaboCTb MbILLL, NKua, MMOTKX, TYNoBULLA U MbILLL,
KOHEYHOCTEN, NoTeps cnyxa, HebOmNbLLUOW POCT, ANEKTPO3HUedanorpadunyeckme
N3MEHEHUSA, MO3XKEUKOBAs aTakCuUs U MOBbILWEHHbIN YpoBeEHb 6ernka B CMMHHOMO3roBOM
XNOKOCTH.



[ eHeTunKa

KSS aBnsietca pesynsratom geneunn B mutoxoHapuanoHon OHK (MTOHK), KoTOpble BbI3biBalOT
onpegenéeHHbin peHotun. MTOHK nepenaetcs NCkNOUYUTENBHO OT SNLEKIETKM MaTepn.[19]
MutoxoHapuanesHas [QJHK coctout n3 37 reHoB, HangeHHbIX B O4HON KOSTbLLEBOU XPOMOCOME
pasMepHOCTbo 16569 cnapeHHbIX ocHoBaHMI B AnnHy. Cpean HMX 13 reHoB KogupyoT Benku
OblXaTeflbHOW Lenm nepeHoca anekTpoHoB(cokpalleHHo « AT »), 22 kogupytoT
TpaHcnoptupoky PHK (TPHK) n aBa kogupytoT psig 6onbLlumnx n mansix cybbeanHuy, Kotopble
obpasytot pubocomHble PHK (pPHK). 13 6enkos, ydacteytowme B 3TL B MUTOXOHOPUSIX,
HeobxoauMbIl ANA OKUCNUTENBHOro ooccopunmposanus. MyTtauum B aTux 6enkax npuBoauT K
HapyLWeHUsIM NMPonU3BOACTBA SHEPINM B MUTOXOHAPUAX. OTOT AePUUNT KIETOYHOW 3HEPTrnn
ObICTpee BCEro NPOSABSIETCS B TKAHAX, KOTOPbIE CUITbHO 3aBUCAT OT adpobHoro metabonnama,
TaKNX Kak MO3I, CKENETHbIE N cepaeYHble MbILLLbI, OpraHbl YyBCTB U MOYKN. DTO NLbL OAUH

doakTop, y4acTBYyOLWMN B NpeacTaBNeHNN MUTOXOHAPUAIbHbIX 3aboneBaHUN.
Ynanenus mtHK B KSS pasnunyatotca no pasmepy (1.3-8kb), a Takke nonoxeHuio B

MUTOXOHAPUanbHOM reHoMme. Hanbornee pacnpocTpaHeHHbIM yaaneHunem asnsietcs 4.9kb n
npocTupaeTcs ot no3mumn 8469 oo nosvumn 13147 B reHome. JTO yaarneHne npucyTcTByeT
npumepHo y ¥z nogen ¢ KSS.



BeneHune n nedyeHune

B HacToswee BpeMs HET MeanuMHCKoro nedeHnsa ana KSS. Notomy 4To aTo peakoe
COCTOSIHNE, ECTb TOMbKO COOBLLEHUS O CryyYasaXx NneyvYeHnst ¢ o4eHb HEBOMbLLUNUM KONTMYECTBOM
OaHHbIX, YTOObI rOBOPUTL 00 NX 3 MPEKTUBHOCTU. BbINo 3aperMcTpupoBaHO HECKOSbLKO
NepCneKTUBHbIX OTKPbLITUW, KOTOPble MOTYT NoaaepKaTb OTKPbITUE HOBbIX METOAO0B NEYeHUs
npu ganbHenwmnx nccregoBaHmnax. CnyTHUKOBbIE KIETKN OTBEYaloT 3a pereHepauumio
MbILLEYHbIX BOSIOKOH. bblfio oTMedeHo, 4To MyTaHT MTOHK He oBGHapyxuBaeTcs unun peako
oOHapy>XmnBaeTcsl B CaTENIUTHbIX KIETOK, KyNbTUBMPYEMbIX ¥ NaumeHToB ¢ KSS. Shoubridge
n ap. (1997) sagancs sonpocom, MoxeT nn nepsotun MTOHK 661Tb BOCCTaHOBMEH B
MbILLEYHOM TKaHWU, NpU CTUMYNALMK pereHepauum mbollil? B BbILLEYNOMSIHYTOM
nccnegoBaHMK, pereHepupyowme MbllleYHble BOTOKHA Oblnin oTobpaHbl B ICXOQHOM
Bnoncumn, n 610 06HAPYXXEHO, YTO OHU CYLLECTBEHHO rOMONa3MuUYHbl 455 nepBoTuna
MTOHK.[16] Bo3amoxHO, Oyayuime meToabl COAEUCTBUA pereHepaunm MbllLEYHbIX KIETOK U
nponudepauunm cCnyTHUKOBbLIX KIETOK, MO3BOMAT 3HAYUTENBHO YNyYLlWNTb OYHKUNOHANbHOE
cocTosasHne KSS naumnenToB. OgHO nccnegoBaHme onuckiBano nauneHTta ¢ KSS, kotopoe
NO3BOSINMO COKPaTUTb YPOBEHDL CbIBOPOTKM KohbepmeHTa Q10. BeeaeHune 60-120 mr
Ko9H3MMa Q10 B TedeHne 3 MecaueB NPUBENO K HOpManmnaauum ypoBHEN MOSOYHOMN
KMCIOTbl N MMPOBUHOrPagHON KACMOThI, YIy4lleHUO paHee anarHoCTUPOBaHHOM NepBOn
c?JSHSm”"ﬁ'r VK poel%wlfe%%%/eeegﬂeﬂﬁ?gggy ﬁgurﬁgsygéxcﬂ&'ﬁ)g%wﬁbm KSS pekomeHayeTtcs
MMNNaHTauus KapamocTumMynaTopa, crnegnTb 3a pasBUTUEM 3HAYUTENBLHOIO HapyLLUEeHNs
cepaevyHon NpoBOAMMOCTHN, Aaxe y 6eCCMMNTOMHbIX MauMEHTOB.



Cnacunbo 3a BHUMaHue



