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AHHOTaIIMSI. B cTaThe U310KEHBI COBPCMCHHBIC IPCACTABJICHUA O CUHAPOMC
Kepuc-Celiepa u mnpuBEICHBI KIMHUYECKUE CIIydyad MalWEHTOB C JaHHBIM
JIHUArHO30M.

Annotation. The article presents modern ideas about Kearns-Sayre syndrome
and presents clinical cases of patients with this diagnosis.
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o TaTbMOIJIETUSI.
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BBenenue

MuroxoHapuaibHele  OoJe3HM -  OoibInas  reTeporeHHas  rpymmna
MYJIBbTHCUCTEMHBIX HACIICICTBEHHBIX 3a00JICBAHUM M TMATOJOTHMUYECKHUX COCTOSHUH,
OOyCIIOBJICHHBIX ~ TE€HETUYECKH  JICTEPMUHUPOBAHHBIMU  CTPYKTYPHBIMH U
(yHKIIMOHATBHBIMU  JIeeKTaMU MUTOXOHJPUNA, BEIyIIUMU K HEJOCTATOYHOCTU
DHEPreTUYECKON MPOAYKIMU KJIETOK [6;7;8]. MutoxoHapuss UMeeT COOCTBEHHBIM
reHeTUYEeCKU anmapar, npenacraBiieHHbI muToxoHapuansHo JIHK (MT/IHK) B
BHUJE KOJIBLIEBOM XpOMOCOMBI IiMHOW 16 569 map nykneotuaoB. MT/IHK sBisercs
MHOTOKPATHO KOMUPYEMBIM T€HETUUYECKUM BJIEMEHTOM, HE 3alIUIIEHHBIM THCTOHAMHU
n JIHK-cBs3pIBarommmu 6ekaMu, U 4alie moaBepraeTcss MyTanusM. ['eHbl saepHoi
JIHK obecnieunBaroT paboTy MUTOXOHIpHM, UX OMOCHHTE3 U OMOTeHe3, MOITOMY K
MAaTOJIOTUA MUTOXOHAPUN MOTyT NMpUBOAHMTH Takxe mytauuu ssJIHK m Hapymenus
MEKT€HOMHOW KOMMYHUKaiuu [4;8;9].
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CUMIOTOMBI MUTOXOH/IPUATIBHBIX 3a00J1€BaHNUN OYE€Hb Pa3HOOOPAa3HbI, B CBSI3H C
HEPABHOMEPHBIM pactipezieieHneM Je(EeKTHBIX MUTOXOHJIpUI B opraHax ((eHoMmeH
reTeporuia3Mui ). BeipakeH KIMHUYECKUH moaumMoppusm.

Cunnmpom Kepue-Ceitepa — 53T0 pelnkoe HacieACTBEHHOe 3a00seBaHue,
oOycioBiieHHOe KpynHbIMU —miepecTpodikamu  MTJHK, wame ngenenusimu u
OyIUIMKAIUsMU, Kak eJIMHUYHBIMH, TakKk MW MHOXeCTBeHHbIMU. Hauboinee
pacnpoctpaneHHas geierys 4977 (del4977), koropast Bcrpewaercs nmpumepHo B 50 %
ciayuaeB. [2;5] Hpyrue neneuuu paznuuHoro pazmepa (ot 2000 — 10000 mH), kax
MPABUJIO, YHUKAIBHBI JIJIS1 KaXKJI0M ceMbU. [5] BONBIIMHCTBO ONMKMCAHHBIX CIy4YaeB —
CIIOPAJIMYECKHUE, UYTO MOXHO OOBSICHUTH BBICOKOMYACTOTOM  MYTHUPOBAHUSA
mutoxonapuanbHoit JJHK. [1;2]

Kitaccuueckyro KJIMHUYECKYI0 KapTHUHY COCTaBIISIET TpUaJa CUMIITOMOB: JIE€0I0T
3aboneBanuss 10 20 JeT, mporpeccupyomas HapyXHas OQTaJIbMOILUIETHs,
MUTMEHTHAs jAereHepauus cerdatku. [1;2;3;5] Bo3MoXHO ONpUCOEIUHEHUE OTHOTO
WM HECKOJBKHUX W3 CIEAYIOIIUX MPHU3HAKOB: OJIOKa/la CepJeYHOU MPOBOJAUMOCTH;
BBICOKOE COJIEp)KaHue Oelka B IepeOpOCIUHAIBHON JKHIKOCTH, MO3KEUKOBAs
CUMIITOMATUKa (aTakcus, IU3apTpusi). XapaKTepeH MHUOMATUYECKUN CHHIPOM,
MPUBOSIIMA K YTOMJIIEMOCTH, HENEPEHOCUMOCTH (usmdeckoil Harpys3ku. l[lpu
MOpaX€HUU MBI TOPTAHU — U3MEHEHUE TeMOpa roJioca, MoNnepXruBaHUe MpU €e.
[2;5:9] DBo03MOXHO  pa3BUTHE  JNEMEHLUWH, HEHUPOCEHCOPHOW  TYTOYyXOCTH,
SHJIOKPUHOIATUH.

[Ipn nOMONHUTENEHOM OOCIEIOBAHUM HCIIOJIB3YIOT METOJABL: JabOpaTOpHBIE
(ompenenenue JakTaTa B KpPOBU, MOBBINIEHHOE conaepxkanue Oenka B 11CXK);
¢dbyukuonansubie (OHMI', OKI'); neitpousyanuzaiuu (MPT); mopdosiornuyeckue
(«pBaHbIC KpacHbIE BOJIOKHA» B OMOIICHUU CKEJIETHBIX MBIIIIIT).

HaubGonee TowyHash auarHocTMKa HTOr0 3a00JIEBaHUSI OCYIIECTBISECTCS Ha
ocHoBe anamu3za MTIHK wu oOHapyxkenus kpynHoit pgenenmu. OjHAKo mpu
MPOBEJICHUH T'E€HETUYECKOTr0  HCCIENOBaHUS  CJIEAYET YYHUTHIBaTh  SIBJICHHE
reTeporvia3Muy, TO03TOMY Haubosee TMPeaNoYTUTEIFHBIM —MaTepuaaoM Oyjaer
CIIY’KUTh MBILIEYHAS TKaHb, TAK KaK MPOIIEHT MYTAHTHBIX MOJIEKYJ B KJIETKaX KPOBH
MOXET ObITh MUHUMAJIBHBIM. [2;5]

Heab uccienoBaHusi — BBISIBJICHUE PAHHUX KIMHUYECKUX U JIaOOPATOPHBIX
nposiBiennit cunpoma Kepuc-Ceiiepa 1151 cBOeBpeMEHHOM Bepu(HUKaluy AMarHo3a
Y HayaJla COOTBETCTBYIOUIETO JICUCHHUS.

MarepuaJjbl 1 MeTOABI UCCIET0BAHUS

Hacrosmas paboTa cOAEpXUT JaHHbIC OTHACJIICHHUS MEIUKO-T€HETHUYECKOTO
koHcynbTHpoBanus ['BY3 CO KL O3MP r. ExarepunOypra. Ha momeHt
MCCJIEIOBAHMS B MEIMKO-TEHETUYECKOM IIeHTpe Habmtogaercs 17 nanuenToB (n=17)
¢ Bepu(PHUIIMPOBAHHBIM JHArHO30M IEPBUYHOM MHUTOXOHJPHAILHON maroioruud. B
ToM uucie 4 6onpHbIX ¢ cuaapoMoM Keprc-Cetiepa (n=4, 23,5%). ¥V 3-X marnueHToB
JIMarHo3 TOATBEPXKIECH MOJEKYJIPHO-TEHETUYECKUM HccienoBanueM. lIpoBeneH
BBHIOOPOYHBIN aHANMM3 TEHETHYECKHX KapT OonbHBIX. [IpoTokon wuccnemoBaHus
BKJIIOYAJ: JIaHHbIE aHAMHE3a, HEBPOJIOTMYECKUN M COMATUYECKUH CTaTycC, JaHHBIC
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71a00paTOPHO-UHCTPYMEHTAIBHBIX ~ METOJOB  OOCIEIOBaHUS,  MOJEKYJSIPHO-
I€HEeTUYECKOro HcclieioBaHusl Ha Oaze llenTpa momexymsipHoit reHetukun MIHI]
PAMH r. Mockga.

Pe3yabTarhl Hccie10BaHUSA U UX 00CYKICHHIE

Kimmnanuecknii ciryqait Nel

[TanmenTka, 23 T., BIiepBbIe 00paTUiIach B MEIUKO-TEHETHUYECKUN IEHTP B 21
rojg ¢ amnobamMu Ha JABYCTOPOHHHM NTO3 BEK, MUIPEHO3HBIE TOJIOBHBIE OOJH,
CONMPOBOXK/IAIOIIMECS TOJIOBOKPYKEHUEM HpPUMEPHO | pa3 B Mecdl, HapylIeHHE
MEHCTPYaJIbHOIO IIUKJIA.

BrnepBble oTMeTHIIa MOSABJICHHE NITO3a BEPXHETO BEKa MpaBoro riasa B 17 jer,
ObUIO MPOBEJEHO OINEpPaTUBHOE JICUECHHUE, MOCIe KOTOPOro — OBICTPBIN PEeUUIUB U
MIPUCOEIMHEHUE INTO3a JIEBOIO BEpXHEro Beka. OTMedaeT HapacTaHWE NTO3a B
TeYeHue nocjaeaHux yerbipex jer. C 19 ner rosoBHbIe OOIU HECKOJIBKO Pa3 B MECSIII
B BHCOYHOM 00JIaCTH, Pa3IUYHOW MPOJOIIKUTEIBHOCTU (0 CYTOK), KYMHPYIOTCA
npuemoM HIIBII, nHoraa conpoBokaat0TCsl TOJIOBOKpYKeHHEM. CeMEelHbI aHaMHE3
He oTArolieH. Pocia u pa3BuBaiace o Bo3pacry.

B HeBponornueckoM craTyce — JBYCTOPOHHUW TITO3 BEPXHEro BEKa,
OTpaHUYCHHE JIBIDKCHMsI TJa3HbIX SIOJIOK B JaTEpalbHOM U MEAHAIbHOM
HaIpaBJICHUH; JAPYTUX OYaroBbIX CUMIITOMOB HET. J[BUTaTeIbHBIX HApYIICHUH HET,
TOHYC W CHJa MBI YJAOBJICTBOPUTEIbHBIC, CYXOXXHJIbHBIE PEQICKCHl KUBBIC,
KOODAMHATOPHBIX HApylIeHWH HeT. VHTEeIIeKT COOTBETCTBYET BoO3pacTy. B
OMOXMMHUYECKOM aHAJIM3€ KPOBU: YMEPEHHO NoBbllieH ypoBeHb KDK - obmas 308
En/n, nakrat 1,95 mmoie/n, K, Na, Cl — B ipenenax Hopmel. MPT romoBHOro mo3ra
(2018 1.) Oe3 martomoruu. Ilpm wrompuatori DHMI — naHHBIE 3a TEPBHYHO-
MBIIIEYHYIO TIATOJIOTHI0, B KPYrOBOM MBIIIIE TJia3a — MPU3HAKU TEKYIIEro
JeuHEpBAIMOHHOTO mporecca. O6cnenoBana sHA0KpuHOIOTOM (2017) — moBBIIIEH
ypoBeHb KopTuzona kKpoBu (mo 1000 umosnws/n), ypoBens TTI u T4 nopma, Y3U
HAJIIIOYCYHUKOB M IUTOBUAHOMN KeJe3bl 0e3 marosnoruu. [Ipu odpransmonoruueckoMm
HCCIICIOBAHUM BBISIBIIEH MPOCTONM MHUOINMWYECKUN acCTUTMAaTH3M, NTO3 2 CTENEHH,
nepudeprdeckas peTUHANbHAs JereHepanus ooOoux r1ina3. JuddepeHnmanbHbII
JIMarHo3 IPOBOJMIICS C JICOIOTOM HEPBHO-MBIIIICYHOM MATOJOTUH — TJIa3HOW (popMoit
MUACTEHUH U MPOTPECCUPYIONIECH OKyJIo(papHHreaabHON MBIIIEYHOU IUCTpOPUEi.
KT cpenocrenuss mpoBoauiach ABaXAbl — JaHHBIX 32 00pa3oBaHUE CPEAOCTECHUSA
HeT, pesunyanbHbli THMyc. KoncynerupoBana B ®I'BHY HUMW weBponorum (r.
Mocksa). [Tauuentke nposenena DHMI': nekpeMeHT-TecT U npoba ¢ MPO3epUHOM -
oTpuliaTebHbie.  MIMMyHONOTrMYeCKMX  JaHHBIX B TMOJb3y  MHACTEHUH
(Muactennueckoro cusiapoma) HeT. JHK-mmarnoctuka oxynodapunreanbHou
MBIIIEYHON TucTpoduu - He BbIsiBieHO skcnancu GCG-noBTopa B 1-M 9K30HE reHa
PABPNI1. CrnegyrommMm  3TaioM  IPOBEAEHO  IIOJIHOE  CEKBEHUPOBAHME
MUTOXOHJPHAIIBHOTO T€HOMAa — MaTOTCHHbIE MyTaIlui He oOHapykeHbl. [lo qaHHbBIM
(hepMEHTOIMATHOCTUKA — aKTUBHOCTH BCEX H3MEPEHHBIX (PEPMEHTOB B TMpejesax
HOpMBI (HaHHBIX 3a Oonesnb [lomme, ®abpwu, [ome, Mmykomonucaxapuao3 1 Tuma,
6onesnp Humana-Iluka A,B, 6onesns Kpab6e — ner). B 22 roma mpu moBTOpHOM
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obpamenun B MI'T] y OGonpHON coXpaHsiach HEBpPOJOTUYECKas CUMITOMAaTHKa -
JIBYCTOPOHHUI MTO3, HapyKHBIA oQTanbmornapes, nepudeprudeckas peTUuHalbHas
JereHepanus o0oux rias. [Tanentke ObUTAa MPOMOIKEHA MOJEKYJISIPHO-
reHeTuueckass nuarHoctuka Ha 6aze MI'HI[ PAMH - mouck kpynmHbIX Aeneruit
mutoxoHapuanbHoi JJTHK. B JIHK, BeI€neHHON 13 KIETOK KpoBH, nenenuid MTJHK
He oOHapyxxeHo. B JIHK, BeineneHHON M3 KJIETOK MOYEBOTO Ocajika, OOHapy>KeHa
nenenust MT/IHK pazmepom 5000 1m.H. B rOMOIIa3MUYECKOM COCTOSIHUU.

Takum 00pa3oM, Ha OCHOBAHMHM KJIMHUYECKON KApTHUHBI, JIa0OpaTOpPHOI
JTAArHOCTUKH, PE3YIbTaTOB MOJEKYJISIPHO-TEHETUYECKOIO0 UCCIEIOBAHUS, IOCTABIICH
nuarHo3 - cuaapom Kepue-Ceiiepa.

Kimnanuecknii cirygan Ne2

[Tanmentka, 2 roma 8 mec., ooparumuck B MI'L[ ¢ xamobamu Ha 3aIepKKy
CTaTUKO-MOTOPHOI'O PAa3BUTHsI, HEYBEPEHHYIO IIOXOAKY, 3aJEpPKKYy PpEueBOTO
pPa3BUTHUSL, BPOKICHHBIN [1TO3 CJICBA.

C poxneHuss HaOIOIaeTCd acUMMETpUsl TJHA3HBIX Ieneld, ¢ 6 MecAleB
3a/iep’KKa MOTOPHOTO pa3BuTHs: cuauT ¢ 10 mec., xonur ¢ 1r. 9 mec. HeogHokpaTHO
KOHCYJIbTUpOBaHa HeBpoJoroM. (C  BO3pacTOM CTaTUKO-MOTOpPHBIE  HAaBBIKU
MIPOTPECCUPYIOT, COXPAHSIETCS HETOBKOCTh TIPH X0Ib0E.

B Ounoxumuyeckom ananuze KpoBu ypoBeHb K®K - 137 En/n — HopwMma,
YPOBEHb JIaKTaTa MoBbIeH — 3,2-5,1 Mmoaw/1. Ha DHMIT — kocBeHHBIC TTPU3HAKH
HAJICETMEHTAPHOM IMAaTOJIOTUX B HMKHUX KOHEUHOCTsX. [[poBeneHa tanaemMHast macc-
CIIEKTPOMETPHS - JAHHBIX 32 HACJEICTBEHHBIE aMHUHOAIMONATHH, OPTAHUYECKHUE
anuaypun U JaedexTbl B-OKHUCIIEHHS JKUPHBIX KUCIOT HE BbIABICHBI. [0 maHHBIM
OKI' — yMepeHHas cuHycoBasi apuTMusi, HopMaibHOe nosoxkenue J0C. Hapymenue
BHYTPWIKEIYJOYKOBOIO TMPOBENECHUS MO IMpaBod HOXkKe I. I'mca. Ha ocHoBaHmm
HaJIMYus 1TO3a, CHIDKCHHOM  TOJEPAaHTHOCTH K  (U3UYECKOW  Harpyske,
TUIEPIaKTaTEMUH, HapylIEHUsIM BHY TPHUKEITYJOUYKOBOIO IIPOBECHUS,
3a110403peHa MUTOXOHAPUAJIbHAS [TATOJIOTUS.

Metonom I[P oueHb JIUMHHBIX (PpParMEHTOB TAIMEHTKE MPOBEICHO
nccienoBanne Ha Haauume paeneuui MTJIHK, BbeIgeneHHONH M3 KIETOK MOYEBOTO
ocanka. BersBiena nenenust okosto 8000 m.H. B roMoIuia3MaTHueckoM coctosuun. Ha
JIHK, BbigeneHHON U3 KJIETOK KpOBH, JaHHAas JeJeluss He oOHapy)KeHa.
Bepudummposan auarnos cunapoma Kepuce-Ceiiepa.

BbiBoabI:

1. AHanu3 npeacTaBICHHBIX KIMHUYECKUX ciydaeB cuHapoma Kepuc-Ceiiepa
JEMOHCTPUPYET XapaKTepHbIC pPAHHUE CHUMIITOMBI 3a00JICBaHUSA: ACUMMETPUYHBIN
MITO3 BEK, C MOCIEAYIOIINM MMPOrPECCUPOBAHUEM JI0 JBYCTOPOHHETO; MPUCOCTUHEHUE
odTampMoIriapesa, CHIKEHHYIO TOJEPAHTHOCTh K (PU3HMUECKUM HArpy3KaM.

2. IIpu npoBeaeHNN OMOXUMHYECKOTO UCCIICIOBAHMS OTMEYACTCS MOBHIIIICHHUE
YPOBHS JTJaKTaTa KPOBHU.

3. Jlns 10OpoBEeNEHUST MOJIGKYJSIPHO — TEHETHYECKOIO0 HCCIEIOBaHMS
HEOOXOJMMO HCIOJIB30BaTh HECKOJIbKO OWOJIOTHYECKUX IKHUIAKOCTEH, C IMOHUCKOM
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nedexkrnon MTIHK B KieTkax MOYEBOro 0OcCajka, 4YTO CBS3aHO C (PEHOMEHOM
reTepoIuia3Muu, U 4TO ObLJIO MPOJIEMOHCTPUPOBAHO B 000UX KIIMHUYECKUX CIydasx.

4. TapretusiM wuccienoBanuem cunapoma KepHc-Ceilepa sBisieTcss MOHCK
KPYHHBIX JENelUii B MHUTOXOHJIPUSIX, B TO BpeMs Kak, MOJHOE CEKBEHHPOBAHUE
MUTOXOHAPUAIILHOTO TeHOMa, OyieT He Bceraa MHPOPMATUBHO.
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