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FOLLOW-UP OF A CHILD WITH KEARNS-SAYRE SYNDROME AND IMPLANTED PACEMAKER:
A CASE REPORT
A.Y.Bokach, N.S.Igembekov, Zh.E.Serikova
Multi-profile hospital No.2 in Karaganda, Kazakhstan, Karaganda, 23 Krylova str.

A clinical case of a child with a rare mitochondrial disease, Kearns-Sayre syndrome, who had a pacemaker implant-
ed due to the development of complete atrioventricular block, is presented for the first time in the Republic of Kazakhstan.
The issues of complex diagnostics and management tactics are discussed.
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Cunnpom Kepuca-Cetipa (CKC) mpexacrapiusier co-
00l pelKyl0 MUTOXOHJPUAIBHYIO NAaTOJOTHIO, BIIEPBBIC
onucanuyio B 1958 rony Tomacom Kepucom u Jlxopmxem
[Tomepost Ceiipom B mnyOnukanun «lIurmMeHTHBIH pe-
TUHHT, HapyXXHas oQTaJbMOIUIETHsI M IOJHas Onokana
cepaa» [1]. 3aboneBanne XapakTepU3yeTCsl KIIacCHYeC-
KOW TpHazol CUMITOMOB: 1neOroT 1o 20 jet, XpoHudec-
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Kasi mporpeccupylomas HapyxXHas O(TalbMOIUIETHS U
nurMeHTHas peruHonatus [2]. CyiiecTBeHHOW 0COOCH-
HocThlo CKC sBisieTcst BhICOKas 4acToTa HapyLICHHH
MPOBOJAIICH CUCTEMBI CEPALla, YTO 3HAUYUTENILHO BIHUSET
Ha MPOTrHO3 3a00JIEBAHMUS.

OnuaeMHoI0rMYeCKUe aHHbIE CBHUJIETEILCTBYIOT O
pacnpocTpaHEHHOCTH CHUHIpOMa Ha ypoBHEe 1-3 ciyuas
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Ha 100000-125000 nacenenust [3-5]. Oxono 90% cmy-
yaeB CKC sBIsIFOTCSl CrIOpajinuecKuMy U 0OYCIIOBJICHBI
KpYNHBIMU AenenusaMu MutoxoHapuansHoi JTHK pasme-
pom ot 1,1 no 10 kunoba3. HanGonee yacto BcrpevaeTcs
«CTaHJapTHas Jenenus» - yrpara 4977 nap HyKJI€OTHIOB,
Ha KOTOPYIO MPUXOAMTCS Oosiee TPETH BCeX CllydaeB 3a00-
neBanust [6, 7]. DTuonornyeckre (HakTopbl, BHI3BIBAIOIINE
JIaHHBIC JICTICIINH, OCTAIOTCSl HEBBISICHEHHBIMH.

V namuentoB ¢ CKC 4acTo BBIABISIOTCS Hapylle-
HUSI IPOBOJMMOCTH CEp/Illa, BapbUPYIOLIHE OT Y/UINHE-
HUsl uHTepBaia PR 1m0 momHOW aTpHOBEHTPUKYISIPHOU
(AB) Omoxaspl. DTH HapyIIEHUS ACCOIMMPOBAHBI C BHICO-
KMM PHCKOM WHCYJIbTa ¥ BHE3aIHOW CEpJeYHON cMepTh
[4], uTo 00yCIIOBIMBAET HEOOXOAMMOCTH CBOCBPEMEHHOM
HMIUIaHTaNuU dekrpokapauoctumysstopa (IOKC). B
HACTOSIIIIEH CTarhe MpPEACTaBICH KIMHUYECKUH Ccirydal
ummnantanuu DKC 10-nernemy nanuenty ¢ CKC. Co-
IIACHO JIUTEPaTYPHBIM JTaHHBIM, ¢ XX BeKa Ha MOCTCO-
BETCKOM NMPOCTPAHCTBE onucaHo MeHee 10 ciyuaeB naH-
HOro cuHjapoma. OnucaHHBIN Cily4ail sIBNseTCsS MEepBbIM
JIOKyMEHTHpOBaHHBIM B Kazaxcrane.

Hayuenm - manvuux 10 1em, podicoeHnnvll om 6mo-
poti bepemennocmu. Illepeas Oepemennocmb 3aKOHYU-
nace eubenvio pebeHka Ha nepevlil 0eHb JCU3HU BCHe0-
cmeue cencuca. Bmopasi bepemennocms Hacmynuna
uepesz 6 mecsayes, npomeKaid Ha oHe NPesKIAMNCUU C
Vepo30il npepuleanusi Ha NpoOmsdIceHuu Ooabuel yacmu
cpoka. Poouncs 6 40 nedenv ¢ maccou 3550 2. u pocmom
53 cm. Hacneocmeennoiii anamues co cmoponvl omyd
BKIIOUACHT CUCEMHYIO KPACHYIO 8OTYAHKY y OabyuwiKu,
mpemop pyK y memu u ee 0o4epu, co CHopoHbl Mamepu -
He oms2oujeH.

CASE REPORT

C 3 nem ommeyanuco nmos 6ex, CHUdCeHue 3pe-
HUsl, 20J]106HblE 00U, ULAMKOCMb NPU X00bbe, 3a0epoic-
Ka ncuxuyeckozo u gusuueckoeo pazeumus. C 8 nem -
MblueyHas ciabocmos, mpemop Koweunocmei. B 10 nem
11 mecsayes passunace nonnas AB 6noxaoa (puc. 1).
Buinonnena umnaanmayus ogyxxameprnozo IKC ¢ sn0o-
KapouaibHuIMU 91eKmpoOamu AKMueHol uxcayuu, Kop-
nyc OKC ycmanosnen 6 1e6ou noOKI0UUYHOU obnacmu
(puc. 2, 3). B niaszme Kpogu 6visieieHbl 2UNOKAIUEMUS],
eunepeiukemusi, NOGbIUEHUEe MPAHCAMUHA3, YPOBEHD
Kkpeamunghocghoxunaszvl - 6 npedenax Hopmwi. 1o dannwim
axoxkapouoepaguu paxyus blOPoca 18020 HeeryOOUKa
(JIK) cocmasnsina 50-54%, 6e3 opyeux ocobennocmeil.

B 14 nem 6 pamxax monexyisipHO-eeHemMuyecKkou
Juaznocmuxu memoodom I1L[P ouenv OnunHbIX (pacmen-
mog evisenena oeneyus okono 7000 nap Hykieomuodos 6
obnacmu 1650-16565 6 eemeponnazmuyeckom cocmosiHuu
(~70% mymanmuoIx Konuit), 4mo nOOMEepouUsLo OUAcHO3
cunopoma Kepnca-Ceiipa.

B mowm oice 200y nayuenm Ovln dsKkcmpenHo 2ocnu-
MATUBUPOBAH 6 PEAHUMAYUIO ¢ MHOSOKPAMHOU PEOMOU
CO CAU3BIO, GLIPANCEHHOU CNAOOCMbIO, 3AMOPMOINCEH-
HOCMbIO, 3ampYOHEHHBIM ObIXAHUEM U (PeOpurumemom
38,7 °C. Ilpu nocmynienuu cocmosHue OYeHEeHO KAaK
xkoma I-II cmenenu. Jlabopamopusie Oaunvie: nakmam
6, 1 MMOnbL/1; 8bIPAICEHHDLU TCUKOYUMO3 C HEUMPOPUIE-
3om, tumgponenus; [-oumep 4164,4 ne/mn; C-peaxmug-
wottl 6enox 12,75 me/n; NT pro-BNP 17499,8 ne/mn; npo-
xkanoyumonun 1,56 ne/mn; enokosza 16,2 mmonw/n. Ioces
Kposu He @ulasunl pocma Mukpo@ropvl. Ob0bekmueno -
eunepemust 3e6a, eHOUHAs Qonnuxyrapras aneuna. KT
8bIABULA PUOPULIAYUIO NpedcepOull, NaApPOKCU3MbL Hey-

Puc. 1. Dnexmpokapouozpamma nayuenma c ampuoseHmpurKynapuoi onoxkaooi I11 cmenenu.
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CMouyuUBol dicey0oukosou maxuxapouu. Ommeuanocs
nogvlueHue nopo2a CMUMYISYUL NPaso2o dAiCeryOouKd
C 3NU3000M HEeIPHeKMmueHoCmu CMUMYIAYUUL U MUHU-
manvroti YCC 46 yo/mun; nocie nogvlueHuss amMniumy-
Obl cmumynsyuu - d¢hgpexmusnoe HaBsA3bI8AHUE CINUMY-
108. Dxokapouoepagus nokazana msoiceioe ouggysroe
cHudiceHue cucmoaudeckou @ynkyuu JDK (pparyus
svlopoca 20-25%), b6e3 pacwupenus norocmeii cepoya
u 6e3 usmMeHeHull KIanamHoeo annapama. B ycroeusix
peanumayuy Hauama 6d30Npeccopuds, anmubaxmepu-
anbHas, Oe3UHMOKCUKAYUOHHASL U 2UNO2TUKeMUYeCcKas
mepanus. IIpednonazancs uH@exkyuoHHo-moxcuyeckuil
muokapoum. Hecmomps na neuenue, npoepeccuposano
YXyouenue cocmosnus, pa3euidct 0CMaHo6Kd cepoet-
Hotl OdesimenvHocmu. Peanumayus npooonocanaco 35
Mmunym 6e3 sgpgpexma. B eospacme 14 nem 11 mecayes
nayuenm ymep om uapacmarmowel cepoeyHo-cocyouc-
moil nHedocmamoynocmu. Pooumenu omrxazanuce om
namon020anamomMudecko2o 6CKPblmusl.

OBCYXJIEHHUE MMOJYYEHHBIX
PE3YJIBTATOB

IManuenTsr ¢ CKC xapaKkTepu3yroTCs MOBBIIICHHON
BOCIIPUUMYHUBOCTBIO K WH(EKIHOHHBIM 3a00JI€BaHUIM,
0OyCIIOBIICHHON MYJIBTHCUCTEMHBIM MHTOXOHJPUAITb-
HBIM TMOPaKCHHEM M HapyIIEHHEM HMMYHHOTO OTBETA.

il il
Puc. 2. Penmezenozpagun opzanoe cpyoHoil Kiemxu
nauuenma nocie umnianmauuu IKC.

Puc. 3. dnexmpoxapouozpamma nayuenma nocie umnianmayuu IKC.
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B nanHOM ciy4ae OCTpBI TOH3MJUIUT, BEPOSTHO, CIPO-
BOLIMPOBAIT  MH(EKIMOHHO-TOKCUYECKHH  MHOKapAMT,
MPUBEIIINI K OCTPOW CepAeYHON HENOCTaTOYHOCTU U
JIETaIbHOMY UCXOJY.

Ha ceronusimiauii 1eHb OTCYTCTBYIOT MEIMKaMEHTO-
3HBIE METO/IbI JICYEHUSI MUTOXOH/IPHAIBHBIX 3a00JIeBaHUN
C BBICOKOH Jl0Ka3aresibHO# 0a30ii. OCHOBHBIEC TE€paNEeBTH-
YeCKHE CTpaTeruy HalpaBJICHbl Ha CHI)KEHNE N30BITOYHON
MPOJYKIMH CBOOOJHBIX PAJMKAIOB U MOBBINICHUE CHHTE-
3a ajieHo3uHTpudocdara, YTo KPUTUIHO JUISL YITyUIICHHS
MHUTOXOHJPHAJIBHOTO METaboIM3Ma W DHEPreTHYECKOTo
OanaHca KIIETOK.

HaOmionenne nanmeHToB ¢ MUTOXOHAPHAIBHON Ma-
TOJIOTMEH JIOJDKHO BKIJIIOYATh PETYJSIpHOE MPOBE/ICHHE
OKIT, sxokapauorpaduu, XoITepOBCKOI0O MOHHTOPHPOBA-
HUSI, ayTHOMETPUH U SHJIOKPHHOJIOTHYECKOro 00cien0Ba-
Hus [8], yuuThIBas HEMpeacKazyeMoe TeueHue 3abolicBa-
HUSI ¥ BO3MOXKHOCTB NporpeccupoBanusi AB Onokanpt [9].

C yuéToM BBICOKOTO pHUCKa pa3BUTHs MonHOW AB
0JI0Ka 1B, JKENY/IOYKOBBIX apUTMHI M BHE3aIHOW cepjed-
HoW cmeptu y naunueHtoB ¢ CKC HeoOxoaumo paccmo-
TPeTh MMIUIAHTAIMIO KapJHOBepTepa-IepuoOpmuIsTOpa
(UK) [10]. B ommcanHom ciy4yae mminiantaims IKC
ObuIa BBINOJHEHA JI0 TEHETHYECKOTO MOATBEPIKICHUS JTH-
arnosa. IlepBonauansHo MK]] He ycranaBiauBaiu u3-3a
OTCYTCTBHUSI YETKMX PEKOMEHJAIMH 10 IEePBUYHOM MpO-
(bmitakTHKE BHE3AITHOM CeplieuyHOi CMEpTH y JAaHHOH Ka-
teropun nanuentoB [11]. Tenemerpuss OKC He BbIsiBHIA
JKU3HEYTPOXKAIOIINX apUTMUH, Ppakius Beiopoca JIXK co-
xpansiiachk Bolie 40%, runeprpodus JDK orcyrcrBoBaia,
4t0 00ycioBmito Beioop DKC Bmecto UKJT [12].

ITo nuteparypHbIM naHHbIM, cpeau 15 aereit ¢ CKC,
HaOmopasmuxcest ¢ 2007 mo 2019 ron, 11 nmoxyunian um-
mia"Tanuo OKC, a omHOMYy ¢ HEYCTOWYMBON Kelyao0d-
koBo# Taxukapaueit ycranosneH MK/, Cpennuil Bozpact
MAIMEeHTOB C HapyIICHUSIMHU MPOBOJSIIEH CHCTEMBI CO-
crasui 13,7 roga. YetBepo ymepnu B Bo3pacte 14,7+2,6
rojia, OJHAKO BHE3AIHOM CMEpPTH HE 3aUKCHPOBAHO.
JIBoe ymepiu OT cepJiedHON HEA0CTaTOYHOCTH, B OJHOM
cllydae B COYETAHUM C CENTUYECKMM IIOKOM; AMC(HYHK-
st JOK y 9THX nmanueHToB pa3Builach O MMIUIAHTAIMN
OKC. Jlpyrue mpuuMHBI CMEPTH BKIIOYAIM MAHKPEATUT
1 HeusBecTHbIC GakTopsl [13]. JleTanu neTanbHBIX HCXO-
JIOB HE ONHCAHBI.

CoBpeMEHHbBIE  MOXOJbI
Kk BeneHuro mamnueHtoB ¢ CKC
MOAYEPKUBAIOT HEOOXOIMMOCTh
MYJIBTUANCIUIUIMHAPHOTO — Ha-
OJTIONICHMSI C yYaCTHEM KapIuo-
JIOTOB, TE€HETHUKOB, JHJIOKPHHO-
JIOTOB W HEBPOJIOTOB. PaHHss
JIMarHOCTHKAa ¥ MOHHMTOPHHT
MIO3BOJISIIOT CBOEBPEMEHHO BBI-
SIBJIATH MIPOrPECCUPYIOIIUE
HapylIEHUs CEepAEeYHON MPOBO-
JIMMOCTH U TIPEJOTBpAIIaTh Tsi-
JKEJIbIE OCJIOKHEHHS, BKJIIOYast
BHE3AIHYIO CEPJICUHYI0 CMEPTb.
Bomnpoc npodunakruyeckoi um-
mtantauu MK/ nnu ycrpoiicts
Cep/ICUHON PECHHXPOHHU3UPYIO-

BECTHUK APUTMOIJIOTUH, Ne 3 (121), 2025



54

mel Ttepanuu ¢ QyHKUMeH aeguOpmILIATOpa OCTagres
MIPEZIMETOM HCCIIEA0BaHUM 1 TpeOyeT JanbHeHIIero Kiu-
HUYECKOTO 000CHOBAHUSL.

PopuTens manumenTa moxpmucan MHGOPMHUPOBAHHOE
coracue Ha IyOIMKaluIo JaHHBIX.

3AKJTIOYEHHUE

[Manuents ¢ CKC moaBep:KeHbI pa3BUTHIO U TIPO-
IPECCHUPOBAHUIO HAPYIICHUH MPOBOAALICH CHCTEMBI
cepAala, 4To TpedyeT peryiIsipHOro U TIIATEIBHOTO Kap-

CASE REPORT

JINOJIOTUYECKOTO MOHHUTOpPUHTA. PaHHSS AuMarHoctuka
no3BojisieT mpoBoauth uyactoe OKI u xomrepoBckoe
MOHHMTOPUPOBAHUE JIJISi CBOEBPEMEHHOTO MPHUHATHUS pe-
menuss 06 ummrantamuun DKC, UK]] win ycTtpolicTs
CeplIeYHOIl PEeCUHXPOHU3MpPYIOLIEH Tepanuu ¢ QyHK-
nueit peduOpmwusitopa. Ha naHHbIE MOMEHT ciydan
npo(pUIAKTHUECKOH MMIIAaHTAIlMM JTAHHBIX YCTPOWCTB
cpasy nocie nocranoBku nuarnoza CKC He omucaHsbl,
YTO SIBJISIETCS aKTyaJIbHOM MPOOJIEMOH ISl TanbHEHIITNX
HCCIeA0BAHUIM.
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