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PE3IOME

BBegeHwme. [ledpnuut okucnutenbHoro dpochopmnmpoBanus, 10 TN ABNSETCA PeAKNM BapuaHTOM MUTOXOHAPUANbHOro 3aboneBaHus, xa-
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BO3MOXHbIX BapMaHTOB TeueHns 3aboneBaHms.
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ABSTRACT

Introduction. Oxidative phosphorylation deficiency, type 10 is a rare variant of mitochondrial disease characterized by lactate acidosis,
damage to the cardiovascular and central nervous systems. Given the variability of phenotype-genotypic correlations, a detailed description
of the clinical picture of the disease is important for understanding possible variants of the course of the disease.

Materials and methods. During a molecular genetic study of three hundred fourteen pediatric patients with a guiding diagnosis of
hypertrophic cardiomyopathy, one patient with a deficiency of oxidative phosphorylation, type 10, was identified.

Results. The analysis of the nature of the disease course during the period of dynamic follow-up (over 3 years) was carried out.

Conclusion. Deficiency of oxidative phosphorylation, type 10, is a rare cause of the hypertrophic phenotype of cardiomyopathy. Isolated cases
of this disease have been described in the literature, which makes the observation significant for a wide range of specialists (pediatricians,
neurologists, cardiologists).

Keywords: mitochondrial diseases; MTO1; hypertrophic cardiomyopathy; high-throughput sequencing
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BBepgeHme

MuToXoHApHUaIbHbIE 3a00JI€BaHUSI — 3TO I'eTePOreH-
Hasl TpyIina HacJeICTBEeHHbIX 0oJie3Hel, 00ycIoBIeHHAs
HapylleHHeM MPOLIECCOB OKUCIUTEIbHOTO ochoprin-
poBaHus [1, 2].

Hebuuur okucaureabHoro dochopuaupoBaHus,
tun 10 (IO®P-10) 6611 BriepBble onucad B 2012 1. y 2 cub-
COB C JIaKTaT-allMI030M, TSDKEION TUMOTIMKEMUEN U TU-
nepTpoduyecKoil KapaiMoMuoIaTueit, pokaEHHbBIX OT He-
KPOBHOPOJACTBEHHOI'O Opaka B UTaJbSHCKOI ceMbe. [laH-
Hoe 3a0oJieBaHWE OOYCJIOBJIEHO HaJUYMEM IaTOreHHbIX
HYKJIEOTUIHBIX BapuaHTOB B reHe MTOI (mitochondrial
tRNA translation optimization), pacrnojioXeHHOM Ha
JUIMHHOM TIjIeue XpoMOCOMBI 6 B yyacTke 6q13. F'en MTO1
KOAUPYET O€JIOK ONTUMM3ALMU TPAHCISILIMA MUTOXOHAPU-
anpHoil TPHK 1, aBnsitoniuiicss BBICOKOKOHCEPBATUBHBIM
U 9KCIPECCUPYIOIIMMCS B TKAHSIX C BBICOKMM 3HEProrno-
TpebneHueM. JlaHHbIN OeIoK MpeACcTaBiIsieT OJHY U3 IBYX
cyobenuHull hepMeHTa, KaTaIu3UpyILIEero S-KapooKcu-
METWIAMUHOMETUIMPOBAHUE YPUAMHOBOTO OCHOBAHMUS
mutoxoHapuanbHoii TPHK, cieuudunyHoit ais neityza,
TpunTodaHa, ryTaMMHa, TIyTaMUHOBOW KMCJIOTHI U JIU-
3MHa. DTa MOCTTPAaHCKPUMNIIMOHHAS MOAULIMKALIUS KPU-
TUYECKM BaxkKHa IJi1 TOYHOCTU U 3(P(HEeKTUBHOCTU TpaHC-
Jsmy MutoxoHapuanbHoi JIHK [3—6].

TUNUYHBIMU KIMHUYECKUMU TiposiBieHusMu JOD-
10 gBASAIOTCS JaKTaT-aluMao3, rurneprpodudeckass Kap-
JUOMMOIIATUS, 3alepXKa ICUXOMOTOPHOIO pa3BUTHS,
aTakcusi, CyAOPOXHbIE MPUCTYIIbI, aTPOGhUs 3PUTETbHbBIX
HepBoB. [1pu mpoBeieHUM MAaTHUTHO-PE30HAHCHOM TOMO-
rpapuu (MPT) rooBHOro M03ra y HEKOTOPhIX MallMEHTOB
BBISIBJISUIMCh UBMEHEHUSI Ha YPOBHE 0a3ajibHbIX TaHIJIUEB
1 HOXEK MO3XeuKa, TMIOIIa3usl MO30JMCTOro Tejia, Mmo-
BBIILIEHWE YPOBHS IMMKa JIaKTaTa Mo naHHbIM MP-crnek-
Tpockonuu. Cieayer OTMETUTD, YTO TeHOTUIT-(DEHOTUITU -
YecKMe KOppessiliuyi U3ydyeHbl HEAOCTaTO4YHO [7], a KiIu-
HUYecKas KapTMHA B KaXIOM ciiyyae BapuadeibHa.

Ha wmomeHT HamucaHusl TyOJMKAlMU OIMMCAHUS
JO®-10 y neTeil B OTEYECTBEHHOMW JIUTEpAType HET, YTO
JenaeT JaHHOe HaOJIoleHe YHUKAIbHBIM U 3HAUUMBbIM.

Marepuanbl n metogbl

Ha ©0a3ze nmaboparopun MEIMLUMHCKONH T'€HOMUKU
®IrAyY «<HMMWILI 3nopoBest aeteit» MwunH3npaBa Poccrnm
(manee — Lentp) c 2019 o 2024 r. npoBeaeHa MOJIEKYJISIP-
HO-TeHeTHuYecKasl nuarHoctuka 314 nmpobaHmam JeTCKOro
BO3pacTa ¢ HalpaBJISTIOIIM THarHo3oM «I umeprpopuyde-
CKasl KapAMOMHKOMATHsI», PETYISIPHO HAOTIONAIOMNMCS Ha
6a3e Kapauoyiornueckoro otaeneHus Llentpa. B kauecTBe
MpuurHbl 3a6oneBanust y 170 (54%) nereit Bepuuin-
pOBaHbI HYKJIEOTHIHbIE BApMAHTHlI B CADKOMEPHBIX M He-
capKoMepHBIX TeHax, V 73 (23%) — B reHax RAS-marwii,
y 36 (11,5%) — B reHax, aCCOIIMMPOBAHHBIX C pa3BUTHEM
HacCJIeACTBEHHBIX 00Jie3Hel ooMeHa, v 36 (11,5%) mocto-
BEPHYIO IPUYNHY PEMOJICINPOBAHMS BEISIBUTH HE YIaJIOCh.

HccnenoBanue BKtoyaio B ceds1 cOop aHaMHe3a ¢ OLIeH-
KOW HACJIeNICTBEHHOCTH, KIIMHUYECKHIA OCMOTP, JlJabopaTop-
HYIO TMarHOCTUKY (001U aHATN3 KPOBU, OMOXUMUYECKUI
aHaJIM3 KPOBU, MCCIIENOBaHKME YPOBHS JlaKTaTta M aMMMaKa),
MHCTPYMEHTATIbHbIE METOObI WCCIICHOBAHUS (XOKapIUo-
rpadust (DxoKI), anekrpokapauorpadust (BDKI'), cyrouHoe
MoHurtopupoBaHue DKI', MPT). BceM maivieHTaM npoBese-
HO MOJIEKYJISIPHO-TEHETUUECKOE MCCIIENOBAHKME C TIOMOIIIBIO
CEKBEHMPOBaHUST HOBOTO TTOKOJICHUST — METOJIa BhIOOpa TSI
JIMarHOCTUKM HACJEICTBEHHBIX 3a0oeBaHuii [8]. B ciyyasx
MOIO3PEHNS Ha BOBJICYEHUE LIEHTPAJIbHOM HEPBHOM CUCTE-
Mbl OCYLIECTBISIACh 3allMCh Ha cucTteMe Buueo-D3I-mo-
HuTtopuHra «Nicolet» ¢ MCMOIb30BaHUEM MEXIYHAPOIHOMI
CHCTEMbI HaJIOXXeHUsI 271eKTpoaoB «10-20», ¢ mpuMeHeHueM
JIONOMHUTENbHBIX 37iekTponoB DKI', MPT ronosHoro mosra
Ha anmnapate «GE 3T Discovery 750».

PesynbraTtbi

B xoze nposeneHust uccnenoBanus y 6 (19%) us 36 ne-
Tel ¢ HACJIeNCTBEHHbIMU OOJIe3HSIMU OOMeHa BepUdUIIM-
pPOBaHbl HYKJICOTHUAHbIE BAPUAHTHI B TeHAX, MPUBOASIINE
K MMTOXOHIpUAbHBIM HapylueHusim: ACAD9 (n = 3),
ELAC2 (n = 1), POLG (n = 1) u MTOI (n = 1) [9-11].
B maHHO# cTaThe MpencTaBlieHbl OCOOEHHOCTH TEUEHMUSI
3a00J1eBaHUsI, COMIPOBOXIAIONIETOCS TUIepTpodUeil MUO-
kapna, mpu JJO®-10.

Original investigations

222

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(4): 221-227


https://doi.org/10.46563/2686-8997-2025-6-4-

HEBPOJIOTMYECKUI XKYPHAIT nmenu 11.0. BAOATIAHA. 2025; 6(4): 221-227

https://doi.org/10.46563/2686-8997-2025-6-4-221-227

Manbuuk T. ot 2-if 6epeMeHHOCTH (1-51 — MEIUITAH-
CKUi1 abopT), MpOTeKaBIIe Ha (poHEe TOKCMKO3a, ype-
ariasMo3a, KOJBIIMTa, OT 1-X CaMOCTOSITEIbHBIX POIOB
B CPOK, Bec npu poxaeHun 3740 r, mmHa 54 cM, olleHKa
o mkaje Amnrap 8/9 6amnoB. Ilepuom HOBOPOXIEHHO-
CTU TIpoTeKajl 6e3 ocobeHHocTell. PebéHoK Habmrogancs
HEBPOJIOTOM C POXICHUS IO IOBOMLY I€PUHATAIBHOIO
HOPaXEHUS LIEHTPAJIbHON HEPBHOM CHUCTEMBbI, CUHIpPOMA
IBUTATEJIbHBIX HApYIICHMH, 3aTeM — B CBA3M C OOIIMM
HeIOpa3BUTHEM PEUYH; TIPOXOIUII PETYIIIPHBIC 00CIeIOBa-
HUS Y 0(DTaJIbMOJIOTa 10 TTOBOAY MUOIIMHU CJIa00M CTeTICHH,
CJIOXKHOTO TUTIEPMETPOITMIECKOTO aCTUTMATU3Ma, TIPOBO-
IAJIACh OYKOBAST KOPPEKIIMSI.

B 4 Mec BBISIBJIEH YMEePEHHBIN CTEHO3 JETOYHOI apTe-
pUY C TPaIUEHTOM 24 MM PT. CT., II0 IOBOAY KOTOPOTO pe-
TYJISIPHO HAOJTI0IAJICST KApANOJIOTOM ITO MECTY SKUTEIbCTBA.
C 10 net 8 Mec y pebEHKA MOSIBUJIMCH KaJIOOBI Ha TIIOXYIO
MEPEHOCUMOCTh (PU3NYECKUX HArpy3o0K (Oer mim e3ma Ha
BEJIOCHUTIENIC), YTO MPOSBIISIIOCH PE3KUM YXYIIIICHUEM Ca-
MOYYBCTBHSI, PBOTOM, CIa0OCThIO, a YIyJIICHUE HACTyTIa-
JIO TIOCJIe TIpUEMA CIIAIKOTO Yas M CHa, B 3TOT XK€ TePUO.
pyY TIpoBeneHnr TiaHoBoro DxoKI' ormeyeHO mosiBie-
HUE YMEPEHHOM CUMMETPUYHOM rUnepTpodry MrUoKapaa,
B CBSI3U C YeM peOEHOK ObLT TOCIUTAIU3UPOBAH B KapAuO-
nornyeckoe oraeseHne ®I'AY «HMMUILI 3nopoBbs nereii»
MunsnpaBa Poccun.

IIpu xkmuanyeckom ocmotpe B LlenTpe B 11 met 06-
pamango Ha ceOs BHMMaHWE HHU3KOE, NMCTapMOHUYHOE
(u3nueckoe pas3BuTHE 3a CYET JAeduUMTa MacChl Tena
(poct 133 cm, Bec 23 kr, uHAEKC Macchl Tena 13). Ananus
J1abOPATOPHBIX TAHHBIX ITOKA3aJI IIOBBIIICHUE YPOBHSI JIaK-
Tata B CBIBOPOTKE KPOBH 110 3,7 MMOJIb/I (pedepeHCHBIe
3HayeHus — 0,5—1,6 MMOJIb/71), TIPU 3TOM KCCJIeIOBAaHKE
CIIeKTpa alMJIKAPHUTUHOB Y AMUHOKHUCIIOT B CYyXMX IISIT-

ala

Puc. 1. TpaHcTopaKkanbHas sxokapauorpadusa naymenta T.

OpurrnHanbHasa cTaTbA

HaX KpPOBM METOIOM TaHIEMHOI MaccC-CIEeKTPOMETPHUH
naToyioruu He BeIsiBUII0. [To nanHbiM DxoKI moarBepxe-
Ha TUTIEPTPODUS MEXKETYT0YKOBOM TTeperoponku 17 Mm
1 3aTHE#l CTEeHKM JIEBOTO Xeaynouka 14 MM ¢ MUHUMAaJThb-
HBIMU TIpU3HAKAMH BHYTPIDKEIYIOYKOBOM OOCTPYKIIMHU
(rpagueHT 12 MM pT. CT.) ¥ HapyIIeHUEM IUaCTOJINICCKOM
¢yHKIIMM 110 2-MYy TUITY (pHC. 1).

I[Ipy mpoBemeHUM CYTOYHOTO MOHHMTOPUPOBAHUS
OKI 3apeructpupoBaHa TaxuKapaus B TeUYeHUE CY-
ToK (cpemusis YCC mHem 118 ym/MuH, MaKCUMallb-
Has 187 yn/MuH) 0e3 9KTOIMMYECKOM aKTUBHOCTH U I1ay3
putma. sl OLIEHKM CTPYKTYpbl MMOKapjaa Obljaa Mpo-
BeneHa MPT cepalia ¢ KOHTpacTUpPOBAaHWEM TadO0JMHU-
eM, TI0 pe3yabTaTaM KOTOpOi (pMOPO3HBIX M3MEHEHU
B MHMOKapIe He BBISIBJICHO, MaKCHMMajbHasl THIIEPTPO-
¢us onpenenaeHa B CpeIHEM OTHEJE MEPEIHEIICEPEropo-
MIOYHOT'0 U HIDKHETIEPEeTOPOIOYHOTO CETMEHTOB C IIPU-
3HaKaM{ HadaJbHOW OOCTPYKIIMM BBIBOIHBIX OTIEIOB
JIEBOTO Xejymodka. B Xxome mpoBeneHus TecTa 6-MHU-
HYTHOH X0ab0bl 0OpallleHO BHUMaHMWE Ha XaJloObl Ia-
IIMeHTa Ha 00JIM B HOTax M ycTajocThb, Iipu 3ToM YCC
Hapocia 1o 123 ynm/MuH, apTepualbHOE OaBICHUE —
mo 140/100 MM PT. CT., CyOBEeKTUBHAS OIIEHKA OIBIIIKHI
cocrtaBuia 4 6amna o mkane bopra.

IIprHKrMas Bo BHUMaHUE HETUTTMYHOE TeUeHne 3a00-
JICBaHMSI, a UMEHHO COYeTaHUEe TUIePTpodrun MHOKapaa
0e3 OOCTPYKLIMM BBIXOJHOIO TpakKTa, CHUXEHMHE ToJie-
PAHTHOCTU K (PU3MYECKUM Harpy3kamM, OOJIM B HIXKHUX
KOHEUHOCTSIX U YTOMJISIEMOCTb MpPU X0Ib0e, ObLI 3aM0o10-
3p€H BTOPUYHBIN IeHe3 U3MEHEHUI CO CTOPOHBI CEpALIa,
B TOM 4MCJie HAacJIeACTBEHHBIE 00Jie3HM obMmeHa. [1poBene-
HO MOJIEKYJISIPHO-TeHETUYECKOe 00CIeqoBaHe B 00bEME
CEKBEHUPOBAHUS KJIMHUYECKOTO 3K30Ma C MOCIeIyIoIIei
BaJIMIALIMEN BBISIBJICHHBIX BAPMAHTOB METOIOM IIPSIMOTO

6|b

a — anukKanbHas yeTblpéxkamepHas no3uuus (A4C). OnpenensAoTcaA yTonLeHNe M1OKapaa IEBOTO XenyaouKa; CTBOPKM MATPAsIbHOMO KanaHa yTonie-
Hbl, MOBbILIEHHOW 3XOreHHOCTY; AMacTona; 6 — napacTepHasnbHas NO3ULMSA, KOPOTKaA OCb JIEBOTO »eNlyfouka Ha YPOBHe NanuaIAPHbIX MblLUL, JIEBOrO
xenypnouka (PSAX level of PM); anactona; cuMMeTpryHOe yToJLLeHME, NOBbILLEHVE SXOT€HHOCTU MOKapa IEBOTO XenyfouKa.

Fig. 1. Patient T. transthoracic echocardiography.

a — apical four-chamber position (A4C). The thickening of the myocardium of the left ventricle is detected. The valves of the mitral valve are thickened,
with diastole increased echogenicity; b — parasternal position, the short axis of the left ventricle at the level of the papillary muscles of the left ventricle
(PSAX level of PM) . diastole; symmetrical thickening and increased echogenicity of the left ventricular myocardium.
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aBTOMATUYECKOTO CeKBeHMpoBaHMWS mo CaHrepy M IIpo-
BEIlCHWEM CerperallMOHHOTO aHajiu3a B ceMbe. Ilo pe-
3yJbTaTaM O0CJIeIOBaHWI BBISIBJICHBI HYKJICOTUIHBIC Ba-
PUAHTHI B KOMITAyHI-T€TEPO3UTOTHOM COCTOSIHUHM B T'¢HE
MTOI ¢c.956A>T, p.Glu319Val (ynacnenoBaH OT MaTepu)
u c.1430G>A, p.Arg477His (yHacnemoBaH OT oTia). Ta-
KUM 00pa3oM, ObLI IMarHOCTUPOBAH KOMOMHUPOBAHHbBIA
JO®-10 (OMIM 614702).

YuuTeiBas MOTCHIUAIBHBIA PUCK PA3BUTUS CYIO-
POXXHBIX TIPUCTYIIOB B paMKaX TeYCHHUS] OCHOBHOTO 3a-
O6oneBaHud, B 14 jeT 2 MeC MaJbYMK ObLI 0OCIeaOBaH
B OTIEJICHUU TICUXOHEBPOJIOTUH U HEMpOopeadmIMTaluu
IlenTtpa merckoil mcuxoHespoiorun PIAY «HMUI]
310pOBbs1 nereit» MuH3zapaBa Poccuu. B HeBpoJioru-
YeCKOM CTaTyce OTMEYeHBI yMEpEeHHBbIE HapyIleHUs
KOTHUTUBHBIX (GPYHKIIMI B BUIE 3aMEIJICHUS TeMIIa pe-
YA YW MBIIUICHUS, Tuddy3Hass MbIIeYyHas THUIIOTOHUS
CO CHIKCHHMEM MBIIIEUYHONM CHIIbI, MPEUMYIIEeCTBEHHO
B IIPOKCUMAJIbHBIX OTIe/aX KOHEYHOCTEeH 10 3 0aJlIoB,
WHTCHIIUSI TIPU BBINOJHEHUM TaJblIe-HOCOBOM IIPO-
Obl, yMepeHHas cTaTWyecKas TYyJOBUIIHAS aTaKCHs.
IIpu mpoBeneHun Buaeo-DDI-MOHUTOpUHTA (B Tede-
HHE Jaca B COCTOSTHUM OOIPCTBOBAHMS C BHIITOJHEHUEM
GYHKIIMOHAIBHBIX TPOO ¥ BO BpeMsT (PH3MOTIOTUIECKOTO
CHA) B IePUOIBI OOAPCTBOBAHMS M ITOBEPXHOCTHOM CTa-
IWY CHA OTMEYEHO YCHJIeHUE OBICTPOBOJIHOBOI aKTHB-
HOCTH, 3aperucTpUpoOBaHa MYJbTUPETHOHAIbHAS SIIH-
JenTudopMHasi aKTUBHOCTh ¢ MHIEKCOM ITPEICTaBICH-
HOCTH B iepuof 6ogpctBoBanusa 5—10%, Bo cae — 20%,
MPEUMYIIECTBEHHO 3a CYET reHepalM30BaHHBIX pa3psi-
noB (puc. 2). YUUTHIBasg OTCYTCTBUE IPUCTYIIOB, peOE-
HOK B HaCTOSIIIIee BPeMsI He HYXIaeTcs B Ha3HAYCHUU
MIPOTHUBOCYIOPOXKHON Tepaluu, TpedyeTcs OUHaAMUYE-
CcKoe HabyoaeHue.

C 1enpio OLIGHKU CTPYKTYP TOJOBHOTO MO3Tra IIpO-
BeneHo MPT ronoBHOro Mo3ra — gaHHBIX 32 00BEMHOE/
0YaroBoe ITOpaXkeHHEe BeIecTBa TOJIOBHOTO MO3Ta He T0-
JiydeHo (puc. 3).

Pe6€Hok Habmomaercss B LleHTpe B TeueHue 3 Jer,
HapacTaHUsSI TUIIEPTPODUU MHOKapaa WIM OOCTPYKILIMU
BBIBOJHOTO TpaKTa JIEBOTO KeIylmodkKa HEe OTMEUCHO, Ha
¢doHe npuéma Gera-OoKaTopa M aHTATOHMCTa MHMHEpa-
JIOKOPTUKOUAHBIX pelenTopoB Hopmanu3oBaitack YCC
¥ YIydIIWIach AuacTonmdeckass ¢hyHKIus, ypoBeHb NT-
proBNP B nipenenax pedepenca (mo 35 nr/mi). B anamm-
3aX KPOBM COXPAaHSICTCS MOBBIIIICHHBIN YPOBEHD JIAKTATa
(4,6—6,3 MMoOJb/11), HECMOTpPsI Ha IPOBOAMMYIO MeTa-
OOJIMUECKYIO Teparuio (JIEBOKAPHUTUH, yOWIEeKapeHOH,
THAMWH, UHO3WH + HMKOTWMHAMUA + pudodraBuH + SH-
TapHasl KMCJIOTa — KYpPCOBBIE NMPUEMBI). YUUTHIBAsT OT-
CYTCTBHE SIUJICTITUYCCKMX IIPUCTYIIOB, OT WHUIIMALINU
MPOTUBOCYIOPOXKHON TeparMyu PEIICHO BO3IEPXKAThCS.
Takxe, npyHMMas BO BHUMaHHE 0COOEHHOCTH OCHOBHO-
ro 3a601eBaHMsI, MAJTbYUK HaOMI0gaeTCs O(PTATBMOJIOTOM,
TMAaHHBIX 32 aTPOMUIO 3pUTEIBHBIX HEPBOB HET, OTMEYAIOT-
csi (bOHOBAsI PETHHOIIATHUSI M PETUHAIBHBIE COCYIUCTHIC
W3MEHEHMUS.
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MuToxoHApUuaabHble 3a00JeBaHUSI XapaKTepU3YIOT-
CS MYJIBTUCUCTEMHBIM TTOpaXXeHUEM, BapHuabebHOCTHIO
KJIMHUYECKOW KapTUHBI M YacTO JIETAIBHBIMM MCXOIaMM
B panHeM Bo3pacte. [lanmenTtsr ¢ IOD-10 Hepenko ymMu-
patot 0 1 roma, y HuX otMevaeTcs 3aepkka (pu3naeckoro
W YMCTBEHHOTO Pa3BUTHsSI, MUOTIATUS, CHIDKeHUE KOTHU-
TUBHBIX CITOCOOHOCTEN M TIOpakeHHWe CEepAeUYHO-COCYIM-
cTolt cucteMsl [12].

C. Zhou u coaBt. B 2022 r. onyOJIMKOBaIu aHAIU3
HaoOmoneHus 42 ciaydaeB JOD-10 y mereit [13]. ¥V Bcex
MaIMEeHTOB OTMeYaJics JIaKTaT-allua03, 4acTo BCTpevas-
cs1 TOBBILIEHHBI YypoBeHb anaHuHa (53%), v 35 (83%)
JIeTeil — TMopaXeHue CepaedHO-COCYIVCTON CUCTEMBI,
y 31 (74%) — 3anmepxka pa3Butus, y 28 (67%) — rurmoTo-
Hust, y 27 (64%) — yMCTBEHHas OTCTaIOCTh, ¥ 25 (59%) —
3ajiepXKa TICUXOMOTOpHOro pas3sutusi, 16 (38%) nereit
cTpajganm OT atpoduu 3purtenbHOTO HepBa. Hewposoru-
yeckast cumnToMaTka y 20 (47%) malueHToB Gblia Tpe-
cTaBjieHa B Buje sHuUedamonatuu, y 15 (36%) — cynopor,
y 7 (17%) — atakcuu, y 5 (12%) — KOTHUTHBHBIMU Ha-
PYLICHUSIMU W HApYIIEHUSIMU peu, y 3 (7%) — cnacTud-
HocThlo. [TopakeHue cepaeqHO-COCYINCTO CUCTEMBI BBI-
aBieHo y 35 (83%) nmeteit, B 32 ciydasix — runeprpodus
MMOKapna, B eAMHUYHBIX CIydasiXx — HapylleHUsl puTMa
u nedexT MexXmpenacepaHol reperopoaku. [1pu anammse
KCXOJ0B aBTOpaMK OTMedeHO, 4to 15 (36%) mauueHToB
YMEpPJIU B MJIaICHYECTBE, a | malueHT CKoHYaIcs B 23 ro-
na; 25 fneteil MOXWIA IO TTOAPOCTKOBOTO BO3pacTa ¢ HU3-
KM KauyecTBOM XKM3HU. Y HaIlleTo IMalrMeHTa He oTMeva-
JIOCh BBIPaXEHHOW HEBPOJOTUIECKONW CHMIITOMATUKH,
eMy He TpeboBaJIoCh Ha3HauYeHHWE TPOTUBOCYIOPOXHOU
Tepanuu, OIHAKO BOBJIEUEHHOCTh CEPACUYHO-COCYIUCTOMN
CHCTEMBI SIBJISIIACh TMTOKa3aHUEM ISl Ha3HaYeHUsT TIperia-
paToB, YJIyUYIIAIONIMX AUACTOIMYECKYI0 (BYHKIIMIO, KOH-
TPOJIMPYIONIUX PUTM U TTPOMUIAKTUPYIOIINX ITPOTPECCH -
poBaHue GUOPO3HBIX UBMEHEHMIA.

AHaIM3 OaHHBIX MOJIEKYISIPHO-TEHETUYECKON Iua-
THOCTMKM T0Ka3aj, 4yTo 39% MyTalMii JIOKAIU30BaINCh
B 8-M 2K30HE, YTO TMO3BOJISIET TIPEIAIOIIOXUTh ero (PyHK-
IIMOHAJIBHYI0O 3HAYMMOCTb, a HauOoJyiee HeOJIarornpusT-
HOe TeueHHe 3a00JIeBaHUS OTMEUYajoCch IMPU BBHISIBICHUMN
BapuaHTOB ¢.12852G>A w ¢.1232C>T [13]. B nHaiem Ha-
OJIIOIEHVM OIUH 13 HYKJICOTUIHBIX BAPUAHTOB c. [430G>A
OBLT TaKXe JIOKATU30BaH B 8-M 3k30He reHa MTO1 v 6611
ONMCaH B HAyYHOU JIMTepaType B KayecTBe TPUIMHBI 3a-
OoJieBaHUS elI€ Y 4 MallMeHTOB (HO B COYETAHUU C UHBIM
BTOPBIM HYKJIEOTMIHBIM BapUaHTOM), TIPU 3TOM Y 3 neTeit
NeOI0T OTMEYAJICST C POXICHUSI, a JIeTaTbHbIN NCXOI 3ape-
TUcTpupoBaH 1o 3 yiet. Hanbosee 6aronpusTHOE TeUeHUE
3a00J1eBaHUSI OTMEYEeHO Mpu BapuaHte c./390C>T, npu
KOTOPOM BO3pacT MallMeHTOB Ha MOMEHT MyOJIMKAIlUK Ma-
TepraoB cocTaBisa 12—30 ner.

[Tarorenetnyeckasi Tepamusi MHWTOXOHAPHUATBHBIX
3a00ieBaHUII B HacTosIee BpeMmsl He pas3paboTaHa.
IMpu JOD-10 pekoMeHIOBAaHO TMOIIEPXKUBAIOIIEe MeTa-
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Puc. 2. Bupgeo-33I-moHUTOpUHr naymneHta T.
Fig. 2. Patient T. Video-EEG-monitoring.
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ala
Puc. 3. MPT ronoBHoro mosra nayventa T.
a— pexum FLAIR; 6 — pexum T2.
Fig. 3. Patient T. Magnetic resonance imaging of the brain.
a— FLAIR mode; b — T2 mode.

bommyeckoe JyedeHue [14], mMOTEeHUMATbHO ITO3UTUBHOE
IEeMCTBHE MOTYT OKa3aTh YOMIEKApeHOH, JICBOKAPHUTHH,
nuxiopanerar, ButaMuH C, prbodiaBuH, THAMUH U BU-
TaMuH E.

3ak/oueHuve

Hecmotpst Ha TO 4TO TIOmaBMsIIONIEEe OOMBITMHCTBO
MUTOXOHAPUANBHBIX 3a0ojieBaHuii, Bkiodas JOD-10,

6|b

HE UMeeT CIeM(PUISCKOro JeYeHUsI, TMarHOCTHKA TaH-
HBbIX CJIy4aeB B KIMHUYECKOM MPaKTUKE KpaliHe BaxKHa IS
BEPHOU MaplIpyTU3alMyU MalMeHTa U BbIOOpa ONTUMAaJIb-
HOW KOMAaH/bl CIEeUUAJIUCTOB IJIsI OKa3aHUsI MYJIbTUINC-
LUMIUIMHAPHON MEIMIIMHCKOM MOMOIIN, a TAKXKE C LIEIbIO
CEMEMHOro KOHCYJIbTUPOBAHUS POOUTEIICH, KOTOPBIE SIB-
JISIIOTCSI HOCUTEJISIMU MTaTOT€HHBIX BApUAHTOB, MO BOIPO-
caM IaJIbHEUIIEro 1eTOPOXKIACHMUSI.
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