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KNMMHUYECKUIA CITYYAN OEDGULINTA
MUTOXOHOPUANBHOIO KOMMMEKCA |,
SANEPHbIA TUM 5 (CUHAPOM W)

,uI/IaFHOCTI/IKa MI/ITOXOH,CI.pI/IaJ'IbHOIZ naToniorMn — CrioXXHaa npaktnyeckaa 3agada. BapVIaTI/IB-

HOCTb KITMHUYECKUX NPOSIBIIEHNI MUTOXOPUarbHbIX 3aboneBaHunii CBA3aHa C BbICOKOW reHeTnYe-
CKOW reTepOreHHOCTbI0 MUTOXOAPMAanbHON natonornn. MoaTomMy aHanma KnMHUYeCKMX criydaeB
MUTOXOHAPUAnNbHON MaTonorun SBNSETCS akTyanbHOW 3afjayelnt Ans paHHen avarHoctukv. B
HacTosLWeN cTaTbe NPOBEAEH aHanu3 KIMHWYECKOro cryyas geduumta MUTOXOHAPUANbHOro
KoMnnekca komnnekca |, saepHbii Tun 5 (cuHapom Jn).

[MokasaHo, 4To pa3BuTMe 3aboneBaHve MaHNECTUPOBANo B paHHeM AOLLKONbHOM BO3pac-
Te Ha OHe MHTepKyppeHTHOro 3abonesaHus. 3aboneBaHne NPOSIBMANOCL METabonMyYecknmMm
HapyLeHNsamMn, AereHepaTuBHbIMU NPU3HaKaMn CO CTOPOHbI HEPBHOW CUCTEMbI, UMMYHOMOTU-
YECKVMUN M3MEHEHNAMY 1 B TedeHne 9 MecsALeB NpyBeENo K netansHoMy ucxogy. OTcyTcTBre Ha
HavanbHOM 3Tane crneumduUYeckux NPU3HaKoB 3HAYUTENBHO 3aTPyAHSAET AMarHoCTuKy 3abone-
BaHWSA 1 MPUBOAWT K TPYAHOCTAM B AUArHOCTMKE.

KnioueBble crnoBa: cuHapom Jv; Aedvunt MUTOXOHAPUAnNbHbIA Komnneke |, Tun 5; reH
NDUFS1.

Diagnosis of mitochondrial pathology is a difficult practical task. The variability of clinical man-
ifestations of mitochoric diseases is associated with high genetic heterogeneity of mitochondrial
pathology. Therefore, the analysis of clinical cases of mitochondrial pathology is an urgent task
for early diagnosis. The purpose of this study: to analyze a clinical case of mitochondrial complex
deficiency complex |, nuclear type 5 (Ley syndrome).

It is shown that the development of the disease manifested in early preschool age against
the background of intercurrent disease. The disease manifested itself by metabolic disorders,
degenerative signs from the nervous system, immunological changes and within 9 months led
to a fatal outcome. The absence of specific signs at the initial stage significantly complicates the
diagnosis of the disease and leads to difficulties in diagnosis.

Keywords: Ley syndrome; "mitochondrial complex | deficiency, type 5"; NDUFS1 gene.

CBoeBpeMeHHas [guarHocTuka Ha-
CNneAcTBEHHOM MaTonorMm octaeTcs
aKTyanbHOM MNpobrnemMon KrivHUYECKOWN
mMeanunHbl. Ocobyto CNOXHOCTbL B Ana-
rHOCTUKE NpeacTaBnstoT MUTOXOHOPU-
anbHble 3aboneBaHus. eHeTuyeckasi
reTeporeHHOCTb  MUTOXOHAPUANbHbIX
3aboneBaHnin 4pes3BblYANHO BemNuKa,
B TOM 4uCre u3-3a MyTauum B reHax,
perynupytowmux paboty MUTOXOHAPWHN,

HO PacnosfioXeHHbIX B sape. Mpu atom
OYEBUOHbIX KOPpPEensauui Mexay reHo-
TUNOM N PEHOTUNOM HeT, a BbiBog 00
3TUOMOIMMM Ha OCHOBE KIUHWUYECKOM
unm GUOXMMUYECKON KapTUHbI 3aTpya-
HEH, a uHorda M HeBO3MOXeH [7]. B
CBSI3M C 9TUM aHanu3 KNnHUYEeCKMX Ba-
pUaHTOB MUTOXOHApPUWanbHbIX 3abone-
BaHUN ABNSETCS BaXXHOW U akTyarnbHOW
3agaden.



. AKYTCKU MEONLIMHCKNW KYPHAT

CwuHpgpom Jn (cvHoHumebl: n, Leigh) -
3TO reTeporeHHoe 3aboneBaHne Hacnes-
CTBEHHOrO reHesa, CBSI3aHHOMO C MyTa-
LUMen reHoB aHepreTmyeckoro obmeHa

(komnnekcos |, 11, 11, 1V, V geixaTtensHon
uenu MWUTOXOHAPWUIA), OTBevalLmx 3a
okucnuTenbHoe  docopunupoBaHume,

cvHTe3 AT® 1 KOMMOHEHTOB KOMMekca
nupyBaTaervaporeHassl [1]. B pesynbra-
Te HapylleHus 3HepreTuyeckoro obme-
Ha NPOMCXOOWT MOpaXeHne BeLecTBa
ronosHoro mo3sra [1], conpoBoxaatoLLe-
ecsl MporpeccupyoLlel  HeBpornormye-
CKOW CUMMTOMATUKOWN (MbllLeYHas runo-
TOHWS, yTpaTa paHee NpuobpeTeHHbIX
NMCYXOMOTOPHbIX HaBbIKOB, CyAOPOrU B
BV1€ MUOKIOHYCOB, MO3XXEYKOBbIE U 3KC-
TpanupamugHble paccTponcTea) [12].
Hapsigy ¢ HeBponormyeckom cvmMmnrToma-
TMKOW pasBMUBalOTCS KapavomMuonatus un
neyeHoYHas HedoCTaTodHOCTL [13], nak-
Tataumaos [8], cneundpmyeckan peHtre-
Horornyeckas kapTuHa gereHepaTuBHbIX
n3meHeHun moara. MaHudectauus 3abo-
neBaHus NPOUCXOAMT B paHHeM [8] nnbo
JowkonbHOM [4] BospacTe, elle pexe
B NOAPOCTKOBOM BO3pacTe [2], 1 MOXeT
NPOBOLMPOBATLCA  MHTEPKYPPEHTHBIMU
3abonesaHuamu [1].

YactoTta cungpoma Jln coctasnser 1
Ha 36000 HosopoxaeHHbIx [1]. Tvn Ha-
crnefoBaHUsi  ayTOCOMHO-PELECCUBHBIN
[6], HO MOXeET NMEeTb MUTOXOHOPMANBHOE
unun X-cuenneHHoe peLieccnBHOe Hacrne-
[oBaHue (B 3aBMCMMOCTM OT MyTaHTHOIO
reHa, OTBETCTBEHHOrO 3a hOpMMpOBaHNE
MUTOXOHAPWAanbLHOro Komnnekca) [5].

KnuHuyeckun cnyyan. PeGeHok (ae-
BOYKa) 4 roga, SKCTPEHHO MnocTynuna B
lopopackyo VBaHo-MatpeHeHckyto aeTt-
CKY0 KnnHuyeckyto 6onbHuuy (TMMIOKB)
c »anobamu Ha Cy[OpOXHble COKpalle-
HUST B KOHEYHOCTSX, MEPUOAMNYECKYHO
pBOTY, cnabocTb, HapyLlleHWe MOXOOKM
(npu xoabbe BbIBOpayvnBaeT npaByto HOTY
Hapyxy, crnbaet B koneHe), 6onu B nosic-
HuLe, BONEe3HEHHOCTb B HIDKHUX KOHEM-
HOCTSIX.

3aKkoHHble NpeacTaBUTENM NauMeHTa
nognucanu WMHAOPMUPOBaHHOE cormna-
cue Ha yvacTtue B uccnegosaHum. Ncene-
[oBaHMe 0f00pEHO 3TUYECKMM KOMUTE-
Tom ®IBOY HL MN3CPY (npotokon Ne 2
o1 05.02.2024).

AHamHe3. PebeHok oT nepBowi bGepe-
MEHHOCTM, nepBblX poaoB. bepemer-
HOCTb mMpoTekana 6e3 ocobeHHOCTeN.
Poobl B cpok — 39 Hepenb, camocTos-
TenbHble, BO3pacT poauTenen Ha Mo-
MEHT podoB: MaTb — 24 roga, otew — 61
roa. Bec npu poxgeHun 3200 r, gnuHa
Tena npu poxgeHun 51 cm. Pocna un
pasBMBanacb COOTBETCTBEHHO BO3pa-
cTy. CoCTOUT Ha AMCNaHCEepPHOM y4eTe Y
racTposHTeporiora ¢ AnMarHo3oM racTpo-

330cpareansHasi pedntokcHasi 6onesHb
(FOPB) 3 cTeneHun, peakTMBHOE COCTOSI-
HVe noaxenyaovHow xenesbl. Bece npu-
BVBKM MO Bo3pacTy. [emMoTpaHcdy3nn He
ObINo0. BbIsIBUTH HACNEACTBEHHYO OTAro-
LLIEHHOCTb He yaanochb.

3aboneBaHne Hayanocb ocTpo 6 me-
CsLeB Hasag C MNOBbILLEHWUsT Temnepary-
pbl Tena go 40°C, nedyeHne He nomora-
1o, nuxopagka gepxanacb B TeyeHue 3
CYTOK.

Bbina gocraeneHa B panoHHyo 60rb-
Huuy c guarHosom: OPBW, HenpoTok-
cuKko3. B aToT e [OeHb camodyBCTBUE
yXyOLWmnnoch, noTepsana co3HaHue, nepe-
BeadeHa B oTtaeneHue peadmmauun. MNLP
(nonumepasHaa uUenHas peakuus) Ha
COVID-19 nonoxutensHada. [lonydyana
uedTpUakcoH, maHHuton. KommnbroTep-
Hast Tomorpadums (KT) ronoBHoro mo3sra
He BbIIBUMa 04aroBbix U3MeHeHuin. Co-
CTOsiHME 0e3 NoNoXUTENbHON ANHAMUKN.
Bbina nepeBegeHa B 06MacTHyO KIUHK-
Yeckyt AeTcKyto 6onbHuLy, rae Gbin no-
cTaBneH amarHo3 N'OPB 3 crteneHn 6e3
33ocparnta (cuHapom pBoThl). MeTtabo-
nnyeckne HapylleHus (rmnepxonectepu-
HemMusl), HapyLleHe CepaevHoro putma.
MpoBegeHa sApgepHO-MarHUTHO-pPe30-
HaHcHasi Tomorpadusi rofNoBHOrO MO3ra,
KOTOpas BbIsiBWra M1O3 rofioBHOIO MO3-
ra. bbina BbiNMcaHa ¢ ynyyleHneMm.

Uepes 6 mecsaueB nocrne BbIMNUCKA
COCTOSIHME PEe3KO yXyALWMurocb, Mo no-
Body 4yero Gbina rocnutanusvMpoBaHa B
MMMIKB.

O6bexkmusHbili cmamyc. CocTosiHne
Tshkenoe. Temnepartypa Ha HOpPMarnbHbIX
n cybcebpunbHbix uudpax. Mpu nocty-
nrneHny pBoTbl HET. Pe6GEHOK B CO3HaHUW,
Ha BOMPOCbI OTBEYAET C OMNo34aHuEM,
npaeunbHo. Bsanasi, runogMHamuyHas.
3puTenbHas peakumsi COxpaHeHa, Coapy-
KECTBEHHas!, rOpn30oHTarnbHbIA HUCTArM.
Pacxopsilieecs kocornasuve, 3a npegme-

Tamu cnegut. Ha Horax camoCTosITENLHO
He cTtouT. Cypopor HeT. [unepecrtesus.
Koxa 6GnepgHas, Typrop coxpaHeH. OT-
€KOB HeT. B 3eBe runepemus gyxek, ru-
neprTpocmsa HeOHbIX MUHAANuH 1 cTene-
HW, A3bIK OBMNOXEH >XEeNnTbIM HaneToM no
cpeaHen NUHUN.

B BroxvmMunyeckom aHanm3e KpoBu no-
BbllleH ypoBeHb C-peakTuBHoro Gernka
(CPB) po 6,9 mr/n.

MposeaeHa MCKT ronosHoro mosra
C KOHTpacTOM. 3aknioyeHue: MpusHaku
YacTU4YHOM KoHKpecueHumn C2-C3 no-
3BOHKOB. B ocTanbHOM nmatonoru4eckmx
N3MEHEHWUI He BbISBMEHO.

Ha ocmoTtpe odtanbmonorom 6bin
BbICTaBMNeH npenonaraembli AuarHos
— BbIP@XEHHbIE TUMOKCMYEeCckne usme-
HEHWS QucKa 3pUTENbHOIO HepBa C €ro
aTpodmen.

TaHOeMHass  Macc-CnekTpoMeTpus
(MS/MS) Ha konu4ecTBeHHOe ornpeae-
NleHne aMMHOKUCIOT, CYKLEeHUNaueToHa,
CcBOOOAHOIO  KapHWTUHA, auunkapHu-
TUHOB 3HaYMMbIX OTKIMOHEHUN He Bbl-
aBuna. M3 wuccnegoBaHHbIX MokasaTte-
nen HWKe HOpMbl Obin TOMBKO MPOMWH
78,8 mkmons/n (npu Hopme 89,8-305
MKMOIb/IT).

Ha ocHoBaHMM aHaMHECTUYECKUX,
KNMMHUKO-NabopaTopHbIX, WHCTPYMEH-
TanbHbIX OaHHbIX BbICTABMEH AWarHos:
KBagpunapes HeyTOYHeHHbIA. Huctarm.
OudbdepeHumanbHbIn - anarHos:  aHuUe-
hanmyeckni 4eMUENHU3NPYOLWNIA NPo-
Lecc.

[danee B TeyeHve nocnegywownx 3
MecsiLleB nocrne rocnutanusauum otme-
Yanucb yxyaleHne obLiero CocTosHWSA
n ycyrybneHune kaptuHbl MPT ronosHo-
rO M CMMHHOrO Mo3ra Mo TUMy OCTPOro
AeMuenvHu3mpyoLero  aHuedanomu-
enuTta. lNosBMnMCbL ovarn OeMUEnnHU-
3aumm B 6GasanbHbIX gapax (6negHom
lwape cnpaea, 6ernoM BeLLecTBE HOXEK

Puc. 1. HavanbHble n3amMeHeHus rofioBHOro Mo3ra Yyepes 6 mecsiLeB OT Havana maHudectaumm
3aboneBaHus (Npu NOCTyNneHMn Ha rocnutanusaumio. CTpenku ykasbiBaloT Ha obpasoBaHve
KWUCTbI



rOroBHOMO MO3ra, NPaBoN MOCTOMO3XKEY-
KOBOW HOXKE, MONyLlapusax MO3XKeuyka,
npoJonroBaTtoM Mo3re, CrMHHOM Mo3re
[0 ypoBHA C7), 4TO MOXET COOTBETCTBO-
BaTb TEYEHMIO OCTPOro AEeMUENUHU3NPY-
towero aHuedanomuenuTa. KaptuHa ku-
CThbl anndu3a, yMEPEHHOTO pacLUMpPEHMS
BHYTPEHHUX JMKBOPHbLIX MPOCTPaAHCTB
(pwnc. 1-3).

Bbinn oTMeYeHbl UMMYHOSOrM4yeckne
N3MEHEHNS: CHMKeHa haroumTapHas ak-
TMBHOCTb NEVKOLMTOB, CHUXEHbI YPOBHM
JgG (0,611 r/n, Hopma 4,53 — 9,16 r/n);
JgA (0,0526 r/n, Hopma 5,40-18,22 r/n),
npucoeguHUNack LBYCTOPOHHSIA MOnu-
cerMeHTapHas NHEBMOHUA. Ha neveHue
MMMYHOrNOGYyNnMHOM  pasBunacb TOK-
cuko-annepruyeckas peakuus. NosBu-
NINCb NPU3HAKM CUHOPOMAa CUCTEMHOro
BOCManMTEnbLHOro OTBeTa, reHepanuao-
BaHHbI OTEYHbIA CUHAPOM, rMMnonpoTe-
WHEMUSI, PEaKTUBHLIN NEPUXONELUCTHT,
naHKpeaTuT.

MpucoeanHnnuce pecnupaTopHbIv
anctpecc-cungpom (POC) cpegHen Ta-
XKECTW, NerovyHas rmnepreH3usl, Hapac-
TawLas cepaeyHo-cocyaucTas HegocTa-
TOYHOCTb. B HeBpomornyeckom cratyce
COXpaHsNCs BblpaXXeHHbIV KBagpunapes.
CHU3NNca ypoBEHb 3PUTPOLIMTOB [0
2,92x10°, ypoBeHb remornobuHa 80 r/n.
B GuoxvmuyeckoMm aHanv3e KpoBWU OT-
Mevarnacb rmnoanbobyMUHeMusi, Inonpo-
TEMHeMUsi, NosIBUNacb MenKoTo4eYHas
CbiMb Ha TYNOBWLIE, KOHEYHOCTSIX, Noa-
HAnacb Temnepatypa go 37,7 °C. Pas-
Buncsa OBC-cuHapom. Bbina npoBefeHa
remoTpaHcdysms 3puTPOLUTApPHO Mac-
Cbl C NMOMOXNTENbHBIM 3 dEKTOM.

OpHako panee COCTOSIHME YXyALIM-
nocb, NauMeHTKy Morpysunv B Meau-
KaMEHTO3HbIA COH, NPV 3TOM MPU3HaKK
POC Tspkenow CTeneHn COXpaHsANuCh,
apheKkTMBHOE AblXxaHue yaaBanochk nog-
aepxusatb Tonbko Ha 90% kucnopoge.
K aTOMy MOMEHTY BeayLLUM NaToreHeTu-
YECKUM CMHOPOMOM, ONnpeaensaoLwmM Ts-
XeCTb cocTosAHus, bbina uepebpanbHas,
AblxatenbHass W cepaeyHo-cocyaucTas
HEeAOCTaTO4YHOCTb.

[danee nocnenoBano  yxyaweHue
kapTuHbl Ha MCKT: nopaxeHue 6Genoro
BeLlecTBa rofloBHOrO Mo3ra (npevmylie-
CTBEHHO NOBHO-TEMEHHBIX J0OrNen cuMMe-
TPUYHO C 06enx CTOPOH, C remMopparuye-
CKUM MPONUTbIBAHWMEM B NpaBow NOGHOW
Jore, nopaxeHue KomeHa MO30MMCTOro
Tena). [lpusHakn pacnpocTpaHeHHoro
nopaxeHusi 6enoro BeLlecTBa NOOHBbIX,
BMCOYHbIX U 3aTbINOYHbIX Jonen ¢ obe-
nx cTopoH, 6enoro BewectBa obnactu
0OasanbHbIX saep (HapyxHas kancyrna) ¢
06eunx CTOpOH, MO30MMCTOro Tena ¢ dop-
MUPOBaHNEM y4aCTKOB NenKoMansaummn B
nobHbIX gonsx ¢ orpuuatensHon MCKT

3 2024 A W 2@

Puc. 2. VilameHeHns ronoBHoro mosra 4Yepes3 8 mecsueB OT Ha4Yana maHudecTtaummn 3abonesa-

HUA. MHOXXEeCTBEHHbIE KUCTbI FOSTOBHOINO MO3ra

Pwuc. 3. MlameHeHns ronoBHoro moara 4epes 9 MmecsaleB OT Hayana maHndectauuy sabonesanms
(3a 20 gHel 0o NeTanbHOro UCXOAAa: MHOXECTBEHHbIE KACTbI FONTOBHOMO MO3ra

AnHaMukon. pu3HakM YaCTUYHOW KOH-
kpecueHuun C2, C3 No3BOHKOB.
OcHoBHOM AnarHo3 6bin copmynu-
poBaH Kak: [lemvenvHunsmpyroulee 3abo-
nesanne LIHC HeyTOYHEHHOW 3TMONOrnm.
MynbTudasHblii  AUCCEMUHUPOBAHHbIN

3HUedanoMmMenuT, BEepPOATHO MOCTUH-
(DEKUMOHHBIN, TSXKernoe nporpeccupyto-
Lee TeyeHune. [BYCTOPOHHSAS MHEBMO-
HUS CMELUaHHOW 3TWonornu, Tsxenas
ablxatenbHas HegocTaToMHOCTb 3 CTe-
MeHW, CUHAPOM AWCCEeMMHUPOBAHHOTO
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BHYTPMCOCYOUCTOrO CBEPTbIBAHUSA KPOBU
(OBC-cuHagpom), cepaevHo-cocyancTas
HeJoCTaTOYHOCTb, OCTPbIA MaHKpeaTuT.
VMIMMyHOOEeMUUNTHOE  COCTOSHME  He-
yTO4YHEHHoe.  ToKcuKo-annepruyeckas
peakums Ha umMmyHornobynuH. Pacnpo-
CTpaHeHHasa KpanueBHuua. [Ounatauus
nuwesoaa. HeapoaneHbIN pedntoke 330-
darut. HepoctatoyHocTb kapguu. [lo-
BEPXHOCTHbIW racTpoAyOAEHUT aHTparb-
Horo otgena xenyaka. FOPE 4 cteneHu.

Yepes 3 mecsua nocne rocnutanuaa-
unn Gbina KoHcTaTupoBaHa Guonoruye-
ckasi cmepTb. PeaHMMauMOHHbIE Mepo-
npusiTUs B MOMHOM 06beMe okasanuch
HeaddekTMBHbI. CMepTb HacTynuna B
pesynbTaTe OCTaHOBKW cepaua Ha (PoHe
nporpeccmpoBaHust LepebpanbHon He-
[OCTaTO4YHOCTMW.

[locmepTHO  3adhmkcupoBaHbl  MOp-
dornorvyeckme MNpuU3HaKU  MOpaXeHus
rOMOBHOrO, CMMHHOTO MO3ra: ovaru He-
Kpo3a BeLLecTBa rofioBHOMO M CMWMHHOIO
acTpornMo3a, MHOrOYUCIIEHHbIE NepuBa-
CKyNnsipHble MydTbl B BelLLlecTBe Mo3ra,
BblpaXKeHHble AUCTPOMYECKE N3MEHE-
HMS1 COXPaHMBLUMXCS HEMPOLIUTOB, o4aru
NIVMHEMHOTO Pas3psPKeHNS U KMETOYHOro
BblNadeHWs B BELLECTBE rOfI0BHOrO MO3-
ra, oMarm CHWXeHUs1 KONn4yecTBa Hewnpo-
HOB MOJIEKYIISIPHOTO U 3€PHUCTOrO CroEB
MO3Xe4YKa C O4aroBbIMU BKpanieHusiMu
knetok [MypkuHbe, nonsa rmmocunbposa,
oyarm KpynHoo4aroBoro 3Huedanomu-
ernonuanca, BTOpPUYHbIE oO4arn Lepe-
OpanbHON NenkoMansauum B MO30NMCTOM
Tene, TkaHu NobHoW fony NpaBoro nory-
Lapus, 30He LieHTpanbHbIX S4ep npaBo-
ro nonywapusi. OTMe4eHbl NoCMepPTHbIE
npu3HakM  nporpeccupyowen  uepe-
OpanbHON HeAOCTaTOYHOCTU, CMHApPOMA
nonvopraHHon HepgocTtatoyHocTu: POC
B JIErKMX, ovarn kaHanbLEeBOro Hekposa
B MNo4ykax, [AernukoreHesauusi cepaua,
nevyeHu, ckeneTHbiX Mbiwwl,. OTek ronos-
HOro ¥ CMUHHOrO Mo3ra. AgeHoMa Haano-
yeyHuka. Mopdonornyeckme npusHaku
BTOPUYHOIO MMMYyHoZeduumuTa: onycro-
WweHre OoNnMKyrnoB napaTpaxeanbHOro
nndoyana, Takke NMMgOoy3noB OpbbKei-
KM 1 CeneseHKu.

[MocmepTHO ObINO NMpoBEAEHO MOSHO-
3k30MHOe cekBeHupoBaHue [HK, Ha
KOTOPOM Obin  BbISIBMEH NaTOreHHbIN
BapuaHTt reHa NDUFS71 B nonoxeHun
(GRCh37/hg19) chr2:207011681:A>G,
nonoxenune B kKOHK ¢.683T>C ¢ achdek-
Tom p.(Val228Ala). Ananu3 OHK nauyuen-
Ta NpoBEAeH Ha reHETUYECKOM aHanu3aa-
Tope lllumina NextSeq550DX meTtogom
napHo-koHUeBoro 4teHus (2x151 n.o.).
[ns npo6onoarotoBkn Obina ncnonb3o-
BaHa MeTOAMKAa CEeneKkTMBHOro 3axsaTa
yyacTkoB [JHK, oTHOCcALWmMXCS K KOQUPYHO-
WM obnacTam reHoB yernoBeka (Habop

Agilent SureSelect Human All Exon V8),
C nocnenywLMM CeKBEHUPOBaHNEM Me-
TogoM sequencing by synthesis (SBS).
O603Ha4YeHne BbISIBNIEHHbIX BapuaHTOB
npoBedeHO B COOTBETCTBMU C MexXAy-
HapoAHbIMM CTaHZapTaMu HOMEHKNaTy-
pol HGVS (http://varnomen.hgvs.org).
O6paboTka [OaHHbIX CEKBEHUPOBAHMS
npoBegeHa C UCMONb30BaHMEM aBTOMa-
TM3UPOBAHHOrO anropmMTMa, paspaboTaH-
Horo B oTaene 6uovHdopmaTtukm PreHyY
“MeauKOreHeTM4Yeckoro  LeHTpa  UM.
akagemuka H.M. BoykoBa” (NGS-DATA
per.NeNe 2021614055, 2021662119, c

2017 r).

O6cyxaeHue pesynbsratoB. My-
Tauun reHa NDUFS1 oGycnosnusatoT
nedpuumutT  MUTOXOHAPUANBHOTO  KOM-

nnekca |, sgepHoro Tuna 5 [10]. Cam
MuToXoHApuanesHbI komnnekc | (NADH)
— MynbTUCYObeaVHNYHBIN, 0bpa3syoLmi
ybnxvHOHOKCMAopeayKkTagy — €BnsgeT-
Csl NepBbiM (PEPMEHTHLIM KOMMIEKCOM
B 9NEKTPOH-TPAHCMOPTHON Uenn Mu-
ToxoHapu [10]. Ero mMoxHO dpparmen-
TMpoBaTb Ha 3 pasnu4yHble pPaKkuum:
dpakumio  dnasonpoTenHa, dpakumio
xeneso-cepHoro 6enka (IP) un dpakumio
rmagpodobHoro 6enka (HP). ®pakumio IP
coctasnaoT npoayktel reHoB NDUFS,
NDUFS2, NDUFS3, NDUFS4, NDUFSS5,
NDUFS6 n NDUFAS5 [9]. ®yHKumnoHanb-
HO 3TOT (PEPMEHT cYUTaETCs NepBbIM U3
6enkoB, NPVHUMAIOLWMM 3MEKTPOHbI OT
NADH-cnaBsonpoTeMHpeayktasbl BHyTpH
komnnekca [10].

Opyrne wuccneposatenu [11] onpe-
pgenunu  6enok, KogWpyembl  FEHOM
NDUFS1, xak kpuTnyeckun cybecrpar ka-
cnasbl B MUTOXOHApUAX. [Mpu ero myTa-
uny 6enok CTaHOBUTCH HEPACTBOPUMBIM,
HO Jaxe ¢ Takum 6enkom KneTka cnocob-
Ha nogaepXvBaTb MUTOXOHAPWANbHbIN
TpaHCMeMOpPaHHbIN NoTeHLMan n ypoBHM
AT® Bo Bpemsi anonto3a. OgHako npu
3TOM MPOWCXOOUT CHWXKEHWE NPOU3BOA-
CTBa aKTMBHbIX (HOPM KMCnopoaa B OTBET
Ha anonToTU4ecKMe CTUMYnbl. JTO He
BMMSANO Ha BbICBOOOXAEHME LMTOXpoma
C n cbparmeHTauuto [JHK Bo Bpems anon-
TO3a, HO MOPMONOrMa MUTOXOHOPUI
anonTupyLWmUX KNeTok M LEenoCTHOCTb
nnasmatuyeckon MembpaHbl COXpaHs-
nvesb [11].

B uenom u3 npuBeneHHbIX OaHHbIX
MOXHO cAernatb BbIBOA, YTO NPOJYKT
reHa NDUFS1 urpaeT BaxHyl ponb B
cuHTe3e AT® (KOHTpONMpys aHepreTuye-
CKu1e NpoLecChl), HO rMaBHOE perynupyer
npouecckl anonto3a (BeposTHO 3arnyckas
ayTOMMMYHHbIE NPOLECChI).

3aknroyeHue. B HacToAWwmMIA MOMEHT
MUTOXOHApPUanbHasa NaTonorns SBnNseT-
Csl CNMOXHOW B AMarHOCTUKE U He uMe-
eT 3(PdEKTMBHLIX METOLOB JEYeHMs.

PaccMOTpEeHHbIN  KITMHUYECKUA  criyyan,
CBSi3aHHbIA C 0eULUTOM MUTOXOHAOpPW-
anbHoro komnrekca |, sgepHoro Tuna 5,
UMEET TsPKEemNble KMMHUYECKUe nposire-
HUS 1 nporpeccupytowlee TeyeHme. OT-
CyTCTBME Ha Ha4yanbHOM 3Tane pasBUTUs
cneunduyYecknx OUarHoCTUYECKUx map-
KEPOB M pefkasi pacnpoCTpaHEeHHOCTb
3aboneBaHus 3HAYUTENBHO 3ATPYAHSOT
AVarHocTuky. B cBAsm ¢ aTum Heobxoam-
MO yaenaTb 6onblue BHUMaHWUS MHAOP-
MUPOBaHHOCTU Bpayel O HacneaCcTBEH-
HOW MNaTonorMm W pPoNN TEHETUYECKNX
dakTopoB B CTpyKType obLiel nartono-
rvm [3].
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ANNATALNOHHAA KAPOUOMUOINATUA
Y NALUMEHTA MOJNTIOOOI0 BO3PACTA

MpepcTaBneH KNMHUYECKUIA CryYan aunataumMoHHon kapgauomuonatum (OKMIT) y naumeHTa Monoaoro Bo3pacta My>KCKOro nona, nepeHecLuero
OCTpYI0 pecnupaTopHyl BUPYCHYH MHMEeKUMo, ¢ (hopMUpoBaHneM danbHenwen KIMHUYECKOW KapTUHbI AOBOMNbHO GbICTPO MporpeccupytoLlen
cepAeyHo HegocTaToqHOCTU. KnvHnYeckuin cnyyain akueHTMpyeT BHUMaHve BpayebHoro coobLuecTBa He TOMbKO Ha CIOXXHOCTU CBOEBPEMEHHON
ONarHOCTUKM BO3MOXHbIX NpuumH OKMI1, HO 1 Ha dhopMmnpoBaHMM AanbHENLLEN TakTUKM BEAEHUSA NauMeHTa C napannenbHOn OLeHKON AarnbHen-
LUMX BEPOSATHBIX MOCINEACTBUI U, CAMOE MaBHOe, Ha PasBUTUN KHACTOPOXEHHOCTUY Y Bpayen Npu NMOXOXKMUX KIMUHUYECKUX CUTYaLUsIX.

KnroueBble cnoBa: gunartauMoHHas kapguoMuonaTus, cepaedHas He4oCTaTOYHOCTb.

A clinical case of dilated cardiomyopathy (DCM) is presented in a young male patient who has suffered an acute respiratory viral infection, with
the formation of a further clinical picture of rapidly progressing heart failure. The clinical case focuses the attention of the medical community not
only on the complexity of timely diagnosis of possible causes of DCMP, but also on the formation of further patient management tactics with a paral-
lel assessment of further likely consequences and, most importantly, on the development of "alertness" among doctors in similar clinical situations.

Keywords: dilated cardiomyopathy, heart failure.

CornacHo paHHbiM ®epepanbHom
Cny0bl rocynapcTBEHHOW CTaTUCTU-
kn Poccuiickon ®Pegepauunn (PP) 3za
2022 r., 6onesHn cmuctemMbl kpoBoobpa-
LLIEHNS1, YCTaHOBIEHHbIE BMNEPBbIE B XN3-
HW, cocTaBunn 4928,7, 4TO cocTaBnseT
33,6 Ha 1000 yen. HaceneHns u npesbl-
waet nokasatenu 3a 2021 r. (4455,7 n
30,3 cooTBeTCTBEHHO) [5]. CTaHOapTu3u-
poBaHHble KO3IPULMEHTBI CMEPTHOCTU
1 UX OOMU B CTPYKTYpEe CMEPTHOCTU pac-
npegenexbl Ha rpynnbl: A (XpoHu4eckasi
nwemmnyeckasi 6onesnb cepgua (MBC) —
17,8+5,8%, B (KOrHUTVBHbIE HapyLLUEHWUS)
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— 13,945,9, C (ocTpble dhopMbI UEMU-
yeckow GonesHu ceppua) — 4,6+2,8, D
(Mopoku, kapauonatum, 3HA0- U MUOKap-
ontbl) — 4,842,7% w rpynny E (ocTtpble
HapyLleHns MO3roBOro KpoBooOpalle-
Hna) — 6,1+£1,7% [8]. OunatauuoHHas
kapgnomuonatusa (OKMIM) — Hanbonee
4yacTo BCTpevarlasics Kapguomuona-
Tnsi. 3abonesaemocTtb OKMIT pasHbimu
aBTopamu cocTtasnset 5-7,5 cnyyasa Ha
100 000 Hacenenus. lNo gaHHbIM cTa-
Tnctukn, OKMI vawe Bcero 6GonetoT
MYX4MHbl (NMpumMepHO B 2-5 pa3s 4alue,
YeM KEHLLUUHbI) HE3aBMCUMO OT BO3pac-
Ta. M3BecTtHO, uto OKMI1 saBnsetca 3-u
Hanbonee 4acTol MPWYNHOWN Pa3BUTUS
XPOHMYECKOWN CepaeYHON HeaoCTaTOuHO-
ctn (XCH) (8 P® OKMIT — npnunHa XCH
B 0,8% cnyuaes, a XCH llI-IV dyHkumo-
HanbHoro knacca (PK) — B 5,0%-5,4%),
3aHuMMaeT 1 MecTo cpean BCEX MPUYMH,
NPUBOASLUMX K TpaHCMMaHTaumMm cepaua
[3]. KnuHnyeckmin onbiT nokasblBaeT, YTO
onpegeneHve aTuonornyeckoro dakTo-
pa, npueogswero k passutuo OKMI,
[0BOMNBbHO CrOXHbIA Bonpoc. C yem ato
MOXET ObITb cBsizdaHO? OTBET NEXWUT Ha
noesepxHocTu. Ecnu B3rmMsAHYTb Ha 3TWO-

noruyeckyto knaccugpukauuo KM, 10
MOXHO MOHSATb, YTO OHa WUMEET Orpom-
Helllee KOMMYECTBO STUONOMMYECKUX
(PaKTOPOB: OT TEHETUYECKUX MPUYMH,
BO3ENCTBUS TOKCUYECKUX BELLECTB, UH-
PEeKLUMOHHOro npolecca A0 ayTOUMMYH-
HbIX, ayTOBOCNANMUTENbHbIX U CBSI3aHHbIX
C 3HOOKPUHHLIMK U MeTabonuyeckumm
paccTponcTBaMmu 3abonesaHnu [4].

Ha Haw B3rnsag, KNUMHUYEeCKUn cny4vam
naumMeHTa Monogoro Bo3pacTta C KiuHU-
YeckMM MposiBNEeHNeM AeKoMreHcauum
XCH 3acnyxuBaeT 0cob0ro BHMMaHus B
nposegeHun auddepeHumansHon ava-
FHOCTUKN B YCIOBUSIX pearibHOW KIMHU-
YecKOM MpaKkTUKU U CBOEBPEMEHHOro
neyeHus.

KnuHuyeckun cnyyvan. [laymeHrT,
Myx4uHa 40 net, B asrycte 2023 r. no-
CTYNun B KapAavorornyeckoe oTaeneHne
C anobamu Ha OfbILLKY, BO3HUKAIOLLYHO
npyv MUHUManbHOW (PU3NYECKON Harpys-
Ke, OTEKN HWKHUX KOHEYHOCTEW, yBernu-
YeHWe XUBoTa B OObEME M y4allE&HHOoe
cepouebneHue.

AHamHe3 3aboneBaHuA. Hayano 3a-
6oneBaHUs NaUMEHT CBA3bIBAET C pa3Bu-
TMEM OCTPOWM PecrnmpaTopHON BUPYCHOW



