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KJIMHUYECKHUHN CJIYYANH MUTOXOHJIPUAJIBHOI'O CHHIPOMA C MYTALIMEN
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AHHOTAIUA

Brenenne. MuroxonapuansHeie 3aboneBanns (M3) — rpymma HacIeCTBEHHBIX 3a00JIEBaHNI, CBI3aHHBIX C ePEKTaMU
B (pYHKIIMOHMPOBAHWH MHUTOXOHIPWH, MPUBOIAIINMH K HAPYMICHUAM SHEPreTHUECKUX (YHKIMA B KIEeTKaxXx. B
HacTosIee BpeMs BhIABICHO Ooiee 250 ToukoBbix MyTanuit MTIHK, a Takke MHOKECTBO Pa3MUYHBIX JACICHUN U
nepectpoek MTIHK. O myrtanuu B rene FBXL4, xotopas npuBoaut k uctomenuto Mmt/IHK 13 tuna B Mupe uzBectHO
Bcero 26 kiuHuuecKkux HaOmroneHui. Ileab ueejeoBaHus - M3YYHUTh U MPEACTABUTh KIIMHUYCCKUHN CiTydail ¢ MyTaluei
B rene FBXL4. Martepuan u mMeroasl. IlpoBesnen ananu3 u 06paboTKa BBINMHUCOK U3 UCTOPUU OOJIE3HH MAIMEHTKU W3
TI'AY3 CO «JAI'KBb Ne@» u I'AY3 CO «OKbB», pe3ynbTaTbl COOTHECEHBI C TUTEPATypPHBIMU JAaHHBIMU. Pe3yJbTaThl.
AmnTeHaTanpHO Ha 32 Henene GepemeHHocTd ycTtaHoBieHO BIIP ITHIIC: cunexuu GOKOBBIX >KEITyAOYKOB TOJOBHOTO
Mo3ra. YXyALIeHHEe COCTOSIHUA K KOHITY TIEPBBIX CYTOK. B TeueHHne nepBoro rojia >ku3HU OTMEUCHA 3a1€piKKa MOTOPHOTO
1 PEYEBOTO PA3BUTHSA. YPOBCHB JIaKTaTa B KpoBH Oe3 Tepamui 11,4. BeiBoabl. Curnpom uctormenus MtIHK 13-ro Tuma
UMeeT HeOIaronpusATHEIN MPOTHO3, OTHAKO TOYHAS THATHOCTHKA UMEET UCKITIOYNTEIHHO BaYKHOE 3HAUCHHUE JJIS1 MEIHKO-
TCHETHYECKOTO KOHCYJIbTUPOBAHMUS U ITO3BOJISIET MPEJOTBPATUTH MTOBTOPHOE POKICHHUE OOIEHOTO peOCHKA B CEMBE.
KiiroueBble ci10Ba: MUTOXOHIPHAIBHBIA CUHApOM, MyTauus B reHe FBXL4, makrar-aumaos, CHHAPOM HCTOLIEHHS
MtJAHK 13-ro THna, HOBOPOXKACHHBIE IETH.

CLINICAL CASE OF MITOCHONDRIAL SYNDROME WITH MUTATION IN THE
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Maltseva Ekaterina Pavlovna!, Dzhabrailov Asadaga Ladzhmedin oglu!, Plotnikova Inga
Albertovnal?

1Ural State Medical University

2 Children’s Hospital Ne8

Yekaterinburg, Russia.

Abstract

Introduction. Mitochondrial diseases (MD) are a group of inherited disorders associated with defects in mitochondrial
function, leading to disruptions in cellular energy production. Currently, over 250-point mutations in mtDNA, as well as
numerous deletions and rearrangements, have been identified. Only 26 clinical observations of mutations in the FBXL4
gene, which result in depletion of mtDNA type 13, have been reported worldwide. The aim of the study was to investigate
and present a clinical case with a mutation in the FBXL4 gene. Material and methods. Analysis and processing of
medical records of a patient from Children’s Hospital Ne8 and Regional Children's Hospital were conducted, the results
are correlated with literature data. Results. Antenatally, at 32 weeks of pregnancy, ventriculomegaly with synechiae of
the lateral ventricles of the brain was diagnosed. Deterioration of the patient's condition by the end of the first day of life
was noted. Delay in motor and speech development was observed during the first year of life. The blood lactate level
without therapy was 11.4. Conclusion. Mitochondrial DNA depletion syndrome type 13 has an unfavorable prognosis,
but accurate diagnosis is of paramount importance for medical-genetic counseling and allows for prevention of the birth
of another affected child in the family.

Keywords: mitochondrial syndrome, mutation in the FBXL4 gene, lactate acidosis, mitochondrial DNA depletion
syndrome type 13, newborn infants.
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BBEJIEHUME

MuTtoxoHApHanbHbIe 3a00JI€BaHUs SBISIOTCS OCOOBIM THIIOM T'€HETHUYECKUX 3a00JIeBaHHIH,
OCHOBOI KOTOPBIX SIBJISIOTCS HAapylIeHUs (QYyHKIUU MUTOXOHIpPHIA, TNIaBHOM (YHKIMEH KOTOpOi
cuuTaercs BeIpaboTka sHepruu B Bujae ATO.

Ilo cpaBHEHUIO ¢ IPYTMMHU CTPYKTYpaMH BHYTPU KJIETOK MUTOXOHAPHUHU UMEIOT HECKOJIBKO
COOCTBEHHBIX TEHETHUYECKHMX MAaTEpUAIOB, HACIEIYyEeMbIX TOJBKO IO MAaTEPUHCKOW JIMHUU.
OcTanbHOE TEHETHMYECKOE BEIIECTBO MUTOXOHIPHI HAXOOUTCA B KIETOYHOM SAPE BMECTE C
IFE€HETUYECKUM BELIECTBOM, a JIETH, CTPAJAIOIINE aHOMAJIMEH, JOJDKHBI HACJIEe0BaTh MYTallMIO OT
Ka)XJI0TO U3 pOJUTEIIEH.

K napymenusM (QpyHKIMOHHPOBAHUS MUTOXOHAPHI MOTYT NMPUBOJUTH KaK M3MEHEHHUS HX
cooctBernoi JIHK (mt/IHK), Tak u myranuu renoB saepuoit JJHK (s1/IHK), koTopbie mocTaistor
cyoctpar ans Mmetabonu3ma opranesibl. Kimundecku, neexTsl GyHKIMOHUPOBAHUS MUTOXOHIPHU
MIPOSIBJISIFOTCS B PA3JIMYHBIX OPraHax U TKAHIX, HO Yallle BCEro CTPaAaroT SHEPreTUYECKN 3aBUCUMBbIE
HEPBHBIE U MbIILIEYHbIC TKaHU [1].

Ilo wacTtu myrtaumii yactora Bcrpeyaemoctu gocturaer 1 Ha 400 yenoBek, XOTs MyTauus
(eHOTUNHYECKH TPOSBIsieTCss HAaMHOTO peke, 1 Ha 8000 uenoBek. Ha naHHBIT MOMEHT BBISBICHO
6onee 250 TOueYHBIX MYTallMii U MHOXKECTBO pazNu4HbIX neienuit u nepecrpoek MTAHK. J{ns
MUTOXOHIPHAIBHBIX 3200J€BaHUN XapaKTepHa KIMHUYECKas M TEHETHYECKash TeTepPOreHHOCTb.
OcoOeHHOCTBIO JaHHOM HO300JOTHH SIBISETCS MATEPUHCKHM THUI HacleJoBaHHs (B HOpMe
MUTOXOHJIPHH IIEPEIAIOTCS TOJIBKO Uepe3 siliekiieTky). CiaeayeT BbIAETUTh CIydau ClIoOpaguyecKoro
xapakrtepa - MmyTtanus, Bo3Hukmas B MTIHK crnoHTaHHO, Takke MOXET 3aTpyJAHUTh OHUMAHHE
XapakTepa Hacjieq0oBaHusA. Tak 4To aHaIu3 POIOCIOBHOM - HEOThEMJIEMas YacTh JUArHOCTHKH [2].

B ortnuuue ot saepuoit JIHK, xotopast mpeacraBieHa B OOJNBIIMHCTBE KIETOK YETIOBEKa B
nByX konusx, marpudHas JIHK mMeer oT coTHH 10 ThICSYM 3K3eMIUIAPOB. Takke BaKHOU
0COOEHHOCTBIO BIIAETCS (PEHOMEH reTepoIlia3MUU, TO €CTh COCTOSIHUE, KOT/Ia B paccCMaTpUBaeMoi
cucteme (KJIeTKa, OpraH, OpraHu3M) OJJHOBPEMEHHO HaxXosTcs MyTaHTHas u HopMmaiibHast MT/IHK, B
oTiinyue OoT romoruiazmuu, koraa Bce MTAHK unentuunsl. Bennmunna rereporuiasmuu, a Takxke
pacrpenenenue MmytanTHbIX MT/IHK B opranuzme onpenenser KIMHAYECKYIO KapTUHY 3a00IeBaHusl.
Jlyisg Toro 4toObl JaHHAs MyTalus MposBUiIAch (EHOTUIIMYECKH, KOIMYecTBO MyTaHTHbIX MT/IHK
(YpOBEHb ee reTeporuiasMun), T0JKHO IpeBbICUTh 70%.

B psne nokonenuit ocobenHoctrio Hacienosanus MTHK sBisercs adpdexr OyTrimounoro
TOpJIbIIIIKA, KOTOPBIN Takke Ha3biBaeTcs 3(P(PEeKTOM reHeTuyecKoil BOpoHKU. B omonoTBopeHHOM
sitie copepxutcs okosio 100 teicay mT/IHK, B nepBUYHBIX MONOBBIX KiIeTKax - okosno 10 MTDHK,
OoT KOTOpo# Oyaer oOpazoBan myn muToHxoHApuansHoM JIHK Oymymmx sitnexnerok. To ects,
IIPOMJS Yepe3 «y3KOe MECTO», YPOBEHB IeTEPOIUIa3MUM aroreHHoi Mmytanuu MTIHK moxkeT pes3ko
MU3MEHUTHCS.

MonekynspHO-TEHETUUECKOE  MOATBEPKIACHHUE  ABIIAECTCA  TIJIABHBIM  KPUTEPUEB B
¢ depeHIUpOBKe JII000r0 HACIEACTBEHHOrO 3a00JIeBaHus, OJHAKO B CIy4yae MUTOXOHAPUATbHON
MaTOJIOTUM MEHBIIIE YeM B IOJIOBUHE CIy4yaeB yJaeTcs OOHapyXHTh MMAaTOTEHHYIO MyTauuto. Js
YCTaHOBJICHUS] JHarHo3a «MHUTOXOHJIpUaIbHOE 3a00JIeBaHHE» JOCTATOYHO BBIIBUTH «PBaHBIC
KpacHble BOJIOKHA» B OMOITATaX CKEJETHBIX MBIIII] U MOBBIIIEHHE YPOBHA JaKTaTa U MHUpyBaTa B
KpOBM W/WIM JHMKBOpe (JIakTaTHBIM anmno3). OmnpeneneHue aKTMBHOCTH — KOMIUIEKCOB
OKHCIUTENBHOTO  (hOCPOpUIMPOBAHUS TOXKE SABISETCS OJHMM M3 KIIOYEBBIX MOMEHTOB
g depeHIaTbHON TUarHOCTHKH.

B mnazMe n NMKBOpE BBISIBIISIFOT MOBBIIIEHHBIM YPOBEHb TaKUX aMMHOKHCIIOT, KaK aJaHMH,
[NIMLUWH, TPOJHMH, CapKO3UH M THPO3UH. Takke TOBBIIIEH YPOBEHb KOMIIOHEHTOB IIMKIIa
TPUKApOOHOBBIX ~ KHUCIOT, ATHJIMAJIOHOBOW KHCIOTBHI, 3-METWIITYyTAaKOHOBOW KHCIOTHI H
OMKapOOHOBBIX KHCJIOT. B KpoBH HaOII01aeTCs CHIDKEHHE YPOBHsI 00111ero kKapuutrHa [3].

HecMmotps Ha TO, YTO MOJIEKYJISIPHBIN MMATOT€HE3 JaHHOW HO300JIOTMH JOCTATOYHO XOPOILIO
U3y4YeH, MUTOXOHJIpHalibHble 3a00JIeBaHHS B HACTOAIIEE BpPEMS OCTAIOTCS HEU3JICYUMBIMU.
CuMrnromatnueckas Tepanusi OCHOBaHa Ha MCIIOJIb30BaHUMM AMUHOKHUCIIOT, TaKuX, Kak kpeatuH Q10
MOHOTHIpaT KpeaTHHa, pubodiaBrHa, naedeHoHa, KApHUTHHA, THAMUHA, AUCYIb(aTa alerara u T. 1.
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Ocoboe BHUMaHME ClEQyeT YJeIUTh NUTaHUI0 peOeHKa, PpEeKOMEHIyeTcsl TeperTH Ha
HU3KOOEJIKOBBIE JUETHI, UCIIOJIB3YsI OOJIBIIIE )KUPOB B MUTAaHUH. ICKITIOYat0TCs BaJIbIIPOEBast KUCIOTA
1 6apOUTypaTHl.

B nacrosimee Bpemsi BHEAPSIOTCS HOBBIC MOAXOJBI, 1I€JIb KOTOPBIX - YCTPAHHUTH J1e(EKTHI
JBIXaTEJIbHOM 1eNM MUTOXOHAPUI Ha MojeKyssipHOM ypoBHe. Hanbonee ahekTuBHBIM crioco6om
npoWIAKTUKA ~ MUTOXOHJPUAIBHOTO  3a00JIeBaHUSl  OCTAeTCsl NPEJOTBpAlLlleHHE Iepeaadu
MYTAHTHBIX T€HOB CIJICIYIOIIEMY IOKOJIEHHI0. OCHOBHBIMH CTPATETUAMH 3TOTO HAIPABIICHUS
IPUHATO CUUTATh NpeHaTaibHylo auarHoctuky (ITH/[) m mpeummiaHTalMOHHYH0 T'€HETHUYECKYIO
muarHoctuky (I1T°T).

[To aTHONOTMU MUTOXOHPUANIBHBIE 3200JI€BaHUS KIaCCUPUITUPYIOT:
1.ToukoBbie mytannu MT/JHK — MELAS, MERRF, LHON, NARP;
2.Enunnunslie kpynHele nepectpoiiku MT/IHK — cunnpomer Kupuca—Cetipa, Ilupcona;
3.Myranuu B TIeHaxX CTPYKTYpHBIX O€JIKOB MIM OEJIKOB-IIEPEHOCUMKOB JbIXaTEJbHOM Ienu
MUTOXOHAPHUH, — cHHIpOM JIu, MilaieHdecKkre SHIeaToOMUONaTHH, HACIECTYIONUEeCS ayTOCOMHO-
PELECCUBHO WK X-CUEIUICHHO;

4 MyTtauuu B SJIEpHBIX T'€HAaX, OTBETCTBEHHBbIX 3a Ouorene3 MTIHK, — cunHapombl ucTomeHus
MTIHK ¢ ayToOCcOMHO-peLIeCCHBHBIM TUIIOM HAaCJIEOBAHHUS.

Henb ucciieqoBaHus: U3yYUTh U IIPEACTABUTH KIMHUYECKUHU Cllydail ¢ MyTalMell B IeHe
FBXLA4.

MATEPHUAJ U METO/bI

[TpoBeneH kauecTBEHHBIN aHaIM3 U 00paOOTKa BBIITMCOK U3 UCTOPUHU OOJIE3HU UCCIIeayeMOi
nauueHtku u3 'AY3 CO «AI'Kb Ne8» u I'AY3 CO «OIKbBb», pesynabTaThl COOTHECEHBI C
JUTEPaTypPHBIMU JaHHBIMU METOJAaMH HETIOCPEICTBEHHON OLICHKHU.

PE3YJIBTATBI

[Tanuentka A, Bo3pact 1 rox 1 mecsu, poct 74 cm, Macca tena 8 kr. JlokeHCTBYoIIas Macca
tena: 10110r.

OcHoBHoii  auarHo3. G71.3  MwuroxoHapuaabHas  MHOIATHSA:  CHHAPOM  HMCTOIICHUS
muTtoxoHapuanbHoil IHK 13 Tun, oOycnoBnenusii myTtanusmMu B rene FBXL4. LlentpanbpHbiii
terpamape3, GMFCS 4-3. IlceBnoOynnOapusiii cunapoMm, EDACS 3. DxcrtpanupamuiHbie
Hapyuenus. Hucrarm. 3ajepikka npeapedyeBoro pa3BuTusl.

OcJ10:kHeHUs1 0CHOBHOT0: benkoBo-sHepreTnueckas HeJOCTaTOYHOCTh 2 CTENeH! (AeGUIuT Macchl
21%)

ConyrcrBylommii: MouekamMeHHass Oo0Je€3Hb: KOHKPEMEHT €JUHCTBEHHOW JIEBOW IOYKH.
MynbTUKHCTO3HAs AUCIIIA3us IpaBoi mouku (Heppakromus 09.2022).

Jlannble aHamHe3a. PeOEHOK poaMiICs B CPOK y COMAaTHYECKU 370POBOM JKEHIIMHBI C
OTATOLLIEHHBIM  aKYIIEPCKO-TMHEKOJOTMYECKUM M HWHQPEKUMOHHBIM aHaMHe30M. bpak He
poacTtBeHHbld. bepemeHHocTh mpoTekasia Ha (¢(oHe aHemun 1 cremenu B 10 Henmens,
HecnernupuIeckoro ByapBoBaruanuTa B 36-37 Henens 1 OPBU B 40 Henens. B 22 Heenu ycTaHOBUIIH
BIIP MBC nnona: MyJabTHKHCTO3Hasi AMCIUIa3Hsl NMpaBoil mouku, Ha 32 Hezdene OepeMEHHOCTH
noctasiyieH BIIP [THC nnona — cunexun G0KOBBIX JK€TyJJOUYKOB T'OJIOBHOTO Mo3ra. Posibl cpouHsble, B
40 Hepnenp, ¢ MPEXKIAEBPEMEHHBIM U3JIUTHEM IIJIOIHBIX BOL.

PeGenok poauncs ¢ maccoit 2960 r, niuHo# Tena 50 cM, OKPYKHOCTb T'OJI0BbI 34 cM, TpyIH -
32 cm. Onenka no mkane Anrap 7/9 6amnos. Ilocne poxxaeHus cpa3dy ycTaHOBJIEHa liepeOpaibHast
umemusi. [lepBble yachl KM3HM MMENH XapakTep «IMepHojia OTHOCHUTENBHOTO OJaromoiaydus», C
POXJIEHUS] COCTOSTHUE YIOBJIETBOPUTENHHOE, K TPYAM MPUIIOKEH B POAOBOM, IEpHOJ afanTanuu 6e3
ocobeHHocTeil. Ha KoHel mepBbIX CYTOK COCTOSIHUE C OTPHUIATEIbHOW AMHAMHUKOW, HapacTaeT
cUHJpoM yraerenus, nepesenaeHa B [IUT mox nabmonenue. Ha ocMOTp Bslo-HEeraTUBHAs peaklus,
KpUK HETpOMKHH, HEraTHBHBIN, IpUMaca HEJOBOJLCTBA, JBHUraTelibHas aKTHUBHOCTb CHUXKEHA,
TUIIOTOHUS, TUIOpEQIIEKCUs, yracaroT OBICTpO, TYprop MSATKHMX TKaHEH CHUXKEH, [bIXaHHe
ocnabieHo, TMPOBOJUTCS PABHOMEPHO BO BCEX OTAENbl, YMEPEHHOE BTSDKEHHE HIDKHUX
MEXpeOepHbIX MPOMEXYTKOB, B JWHAMHMKE B TEUYEHHE CYTOK HE HapacTaeT, TOHbBI cepaua
MPUTIYLIEHBI, pPUTMUYHbIE, CUCTOIMYECKHUH 1IyM ci1alblif, Bo 2-3 MexpelOepbe cieBa OT IPYIUHBL,
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0e3 Jyda mpoBeJeHHUs, MMyJIbc Ha nepudepun npourynbiBaeTcs. JKUBOT MATKUH, B3AYT, MajJbHallll
JOCTYNEH, CTYJ]l MEKOHEAJbHBIM, MOUUTCS. YUMUTBIBAas TAKECTb COCTOSHUS, HEBPOJIOIMUYECKYIO
CUMITOMAaTHUKY, Ha3HauUeHa MH(Y3HUOHHAS Tepanus C UEeIbI0 YaCTUYHOTO MapEeHTEPATbHOTO MUTAHUS
U yJIydlIEeHUs] MUKpOLUUPKYJsauuu. Hauaro sHTEepaibHOE KOPMIIEHHE € 3 MJI MOJIOYHOM CMECH Yepe3
30H]I, yUUTbIBas cocTosinue. Ha hoHe eueHus HezHaunTenpHas oJIoOKUTEIbHAs AMHAMUKA, peOSHOK
CTaJl aKTUBHEE, ITPOCHINAECTCA Ha KOPMIIEHHUE, TUTAaHUE YBEIUYMUIIU A0 14 MJI CLIEKEHHOTO I'PyAHOTO
MOJIOKA.

22.09.22 peakuus Ha OCMOTD Bsisiasi, TOHYC CHIDKEH, peieKChl ObICTpO yracaioT. B Teuenue
HAXO0XJCHUA B OTAEJICHUH MPOBOAMIACH MH(Y3MOHHAs Teparus, pacliupeH 00beM KOPMIICHHUS,
cTajla akTHUBHee cocarb. JKelynouHbI 30H]J YyAaleH, KOPMIJIEHHE MOJO4YHOW cmecbto preNan.
HNudy3uonnas tepanus ormeneHa ¢ 26.09.22. B3satet OAK, OAM, bX kpoBu (Ta6numa 1). Ormeuena
xopormas nmpubaBka B macce Tena 10 3100 rp. k 30.09.22. Ha oneparuu o noBoay MyJIbTHKHCTO3HON
nucriazuu npaBoi mouku (30.09.22 JlromGotomus crpaBa. Hedpakromusi) sBakyupoBano 180 mu
MOYH M3 KHCT, B CBSI3M C Y€M TIOCJIE ONEepaliy OTMeUeHa yObUIb B Macce Tea.

Tabmuua 1.

JIabopaTopHO-MHCTPYMEHTAIbHBIE IAHHBIC
OOuwmii anamu3 kposu 27.09
Jara RBC HGB r/n | HCT % WBC PLT NEUT LYMPH MONO EO %

10'%/n 10%n 10%n % % %
27.09 4,97 169 47,2 12,99 502 16,9 ¢ 57,41 2021 52
OO0t ananus mouu 23.09
[Hata LBET Vn.Bec PH | Glu | Bemok JleitkonuThI OPpUTPOLUTHI Bbakrepun
23.09 | xent 1.000 4 6,5 | orp oTp oTp oTp OTpHI]
buoxumuueckuii aHanu3 KpoBU
JHara OO0mmit [Mpsimoit Kpeatun | I'moko | MoueBuHa AJIT Na* K*
OounpyOuH OounpyOuH UH 3a
27.09 - - 35 - 1,53 27 1374 | 6067
I'emocTazuorpamma
Jara ®dubpuHOTeH Tpom6uHOBOE AIITB cexk 1B cex [IpoTpomOuH MHO
r/n BpeMsi, CeK 1o KBuky
27.09 3,31 18,0 32,5 11,6 81,7 1,09

-moces Moun 26.09.22 — st. haemolyticus 10* KOE/mn, Ent. faecalis
-noceB Mouu 30.09.22 — 6e3 pocTa MUKPOOPTaHU3MOB

Jleuenue 3a Bpems rocnutanuzanuu a0 04.10.22
- aHTHOaKTepranbHas Npo(uiIaKTHKa: aMOKCUIIMIUIMH + KJIaByJlaHOBasi Kuciota per os 27.09.22,
aMnuUWUIMH + cynbs0akram 30.09.22 — B/m
- 06e36omuBanue (mapameramon «Lledexon [I» - per rectum)

B Teuyenue nepBoro roja KM3HM y MAMEHTKH OTMEYEHA 3aJlep’KKa MOTOPHOIO M PEYEBOI0O
Pa3BUTHSL: TYJIUT, YACP>)KUBAET TOJIOBY € 3 MeCAILIEB, IEPEBOPAUNBAETCS C 7 MECSIIEB, K TOy HE CHJIUT,
oropa Ha HOTU cinabas, MOCTOSHHBIM MEIKOoaMIUIUTYAHbIM HucTarM. C 3 MecdleB MOSBUIIUCH
JBYDKEHUS TOJIOBOM 1O THIY «HET-HeT». lIpociexuBaroTcsi HapylleHHe IJIOTaHUs U JKEeBaHHs, HE
MoTpeOIseT KyCOUYKOBYIO MHUIILY, TUIOXUE MPUOABKU MacCO-POCTOBBIX MToKazaTenei. [IpoBeneno MPT
roioBHoro mosra ot 19.06.2023 — Bu3yanu3upoBaHa KapTMHa OCTPOIO IOBPEXIAEHUS OeIoro
BEIIeCTBAa 00OWX MOJyIMIapuii TOJOBHOTO Mo3sra (kaptuHa moxoxas Ha MELAS-cunaapom u Jlu-
noo0Hoe 3aboneBanue). Takke BBISIBICH BBICOKHI ypOBEHb JIaKTaTa, MAaKCUMaJIbHOE MOBBIIICHHUE
1o 7 co cnoB Mambl. HazHaueH neBokapHuTUH U3 pacuyera 100 mr/kr/cyT. [IpoBenena MosexkynspHo-
TeHEeTHYEeCKasi JUAarHOCTHKA IO TMaHeIHu «SlnepHble reHbl MUTOXOHJIPUAIBHBIX 3a00JI€BaHHI» OT
14.07.2023 - BeisBneHsl Mytanuu B reHe FBXL4, ¢ BbICOKOW J0JI€H BEPOSITHOCTH, SBIISIONTUCCS
NPUYMHON TaHHOTO 3a00JIeBaHMsL.

428



Tabanma 2.
IIpoBenecHHas Tepanus

IIpenapar (MHH) Iyt Jlo3a u KpaTHOCTb Jara Hayana Hata
BBEJICHUS Teparniu OKOHYaHHMS
Tepariu
Tuamun B/B 1,0 mit 1 pa3 B cyTku 16.08.2023 23.08.2023
[Tupunokcun B/B 1,0 mut 1 pa3 B cyTku 16.08.2023 23.08.2023
JleBOKapHUTHH BHYTpb 2,5 mni/cyT 15.08.2023 15.08.2023
1,5 mu1 2 pa3a B CyTKH 24.08.2023 25.08.2023
JIeBOKapHUTHH B/B 1500 mr 1 pa3 B cyTKH 16.08.2023 23.08.2023
VHO3UH + HUKOTHHAMU]T B/B 10 ma 1 pa3 B cyTkH 16.08.2023 18.08.2023
+puboduiaByH + SHTapHAask KUCIOTA 5 mi 1 pa3 B CyTKH 19.08.2023 20.08.2023
NaHCOs 4% B/B 20 Mz 1 pa3 B CyTKH 17.08.2023 18.08.2023
Ypcone30KkCcuxomeBas KUCIOTa BHYTPb 1,5 ma 1 pa3 B cyTku 17.08.2023 24.08.2023
Jumernnokcudyrundocdon BHYTPb 2 M1 2 pa3a B CyTKH 21.08.2023 25.08.2023
WITAMETUIAT
Tabauua 3.
IToxa3aTeny KMCIIOTHO-OCHOBHOTO COCTOSHHUS
[ara pH ABE, Mmmouts/n SBE, MMonb/n clLac
17.08.2023 7,306 4 -12,74 -1324 11,47
18.08.2023 7,339 -9,3 -9,7 8,8
19.08.2023 7,463 -4,4 -5,3 52
24.08.2023 7,431 -5,3 -6,1 7,4

B ananuze moun ot 22.08.23 makporematypus (300 ex/mki)

[To pesynbraram Y3UW BHyTpeHHUX oOpranoB oT 17.08.23: KOHKpEMEHT €IWHCTBEHHOMU
runepTpodupoBaHHOM J1eBoil moYKH (5%3,4 MM ¢ aKyCTUYECKOM TOPOKKOIA)

3a BpeMs MpeObIBaHUS B OTJAEICHUM IPOBEAEH Kypc HEWPOMETa0OJUYECKON Teparnuu
(Tabnuua 2), Ha hoHE KOTOPOH OTMEUaeTCs MOJIOKHUTEbHAS JUHAMUKA: cTaa 0ojiee aKTUBHA, CUAUT
C OTIOpPO# HA PYKH, aKTUBHEE T'YJIUT, yMEHBIIUJICS TpemMop u Huctarm. Jlaboparopuo: mo KILC nakrar
C yMeHblIeHueM, Ae@uuutr ocHoBaHui BocrnoiHeH (Tabmumna 3). Ha ¢done undysuu pactBopa
WHo3uH + HUKOTHHAMU +prboQaBuH + sHTapHash KHCIOTa OTMEYaoch OECIIOKOHCTBO peOeHKa,
HA CHIKEHHH J03bl HAPYIICHHs] COXPAHSIIUCH, MIOCIE OTMEHBI-CAMOYYBCTBHE C yiydieHueMm. [lo
naHHbIM Y3 BHYTpEHHUX OpPraHOB BBISIBJIEH KOHKPEMEHT €IMHCTBEHHOM MMOYKHU, KOHCYJIbTHPOBAaHA
¢ HepposoroM, HazHaueHa Tepanud. [To XM-OKI™ u 9XO-KI" orknonenuii He BbisiBiieHo. [To D0I'-
BM osnunentuyeckoil akTUBHOCTH He BbIsIBIEHO. OCMOTpEHa CHENUAINCTOM MNaUIMaTUBHON
IIOMOIIY, NPUCBOECH NaJUIMAaTUBHBIM craTyc. Ilo pe3ynbpraraM HOYHOTO MOHHUTOpPHHIA CaTypaluu
pecnupaTOpHBIX HAPYIIEHUH HE BBIABIEHO, PEKOMEHI0BaHO 00y4eHUe Teparnuel MemKkoM AMOY.

Hesposornueckuii craryc:

UH: HucTtarm: TIOCTOSHHBIN JpOXKaTeNbHBIA TOpWU3OHTANbHBIN D=S, B amHamuke c
YMEHBILIEHUEM.
JlsuratensHas chepa: Tonyc pyk u HOr cHIbkeH D=S
Koopaunanus: ABM)KEHHS TOJIOBOM IO THUIIy «HET-HET» C YMEHBIIEHHMEM, BO3HHUKAKOT IIPH
SMOLIMOHAIBHON U JIBUTaTebHOM aKTMBHOCTH, YMEHBIIAIOTCS MPHU KOHIIEHTpPAlMM BHUMaHUS U B
TIOKOE.

VYrpoxkaemasi o pa3BUTHIO META0OJIUYECKOTO KpHU3a.

[TaumeHT npuHUMaeT aMOyIaTOPHO: JIEBOKAPHUTHH (pacTBOP 1t mpuema BHYTpb 300 mr/min)
1,5 wMn 2 paza B cyrku BHyTpb (115  MI/Kr/cyT) THOCTOSIHHO — JUIMTENBHO;
JTUMETHIIOKCOOY THII(POCHOHMITUMETHIIAT PACTBOP IS ITpHeMa BHYTPh 2 MII 2 pa3a B JIeHb; BHYTPb
(u3 pacuera 77 MI/KT CyT) IOCTOSIHHO, JUTUTEIHLHO, BO3MOKHO YBEJIMUEHHE JO3UPOBKH 10 50 Mr/KT 3
pasa B CyTKH M0 HEOOXOJMMOCTH U nepeHocuMoctu; pubodaasun 300 Mr B CyTKH BHYTPb B TEUEHHUE
2 Mecs1eB KypcaMu o 3 pasa B roj; oMera3 1 kancyna 1 pa3 B CyTkd yTpom 2 MecsIa Kypcamu o
3 pasa B roj; kanedpoH p-p 15 kamens 3 pa3a B cyTku 1 mecsir, 3aTem 15 kanens 3 paza B CyTKH 2
HeZeNn KaXJ0ro Mecslia B TeUeHHE 3 MecCsIeB, 3aTeM OTMEHHUTh; YPCOJAEXOKCUXOIUEBask KUCI0Ta
cycnensus 250 mr/5 mi: 1,5 mut 1 pa3 B cyTku Bedepom 1 mecsr; xonekansiudepon 1000 ME 1 pa3
B CYyTKH JJIUTEINIBHO.
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OBCYXJIEHUE

[TaToreHeTHYECKH TOBBIIICHUE YPOBHS JIAKTAaTa CBSA3aHO C TE€M, YTO MPHU (PYHKIIHOHATHHOM
HapyUICHUM JbIXaTeIbHOW IIeMH U3MEHSAETCS OKHCIUTEIbHO-BOCCTAHOBUTENbHBIN OallaHCc B
UTOIUIa3Me, YTO NPUBOIUT K HapylIeHUIO (QyHKUuMoHWMpoBaHHs Lukia KpebOca n3-3a m30bITKa
HAJIH no otHomenuto k HA/[+. DTOT npoiiecc NpuBOAUT K YBEIMUCHUIO KOHIICHTPAIMH JIAKTaTa,
MOBBIIIEHUIO MOJIIPHOTO COOTHOILICHHS JIAKTAT/TIMPYBAT U KOHIICHTPALUU KETOHOBBIX TEJ B KPOBH.
CornacHo JaHHBIM JIMTEPATYPhI, YPOBEHB JIaKTaTa y JieTeil ¢ cuapoMoM uctomeHus MtJIHK 13-ro
THIIa COCTABIISIET OT 6,3 70 21 MMOIB/II.

B wamem HaOmogeHUM — rumnepiakTaTeMus — ABIAJach  Beaylled  J1abopaTOpHOM
XapaKTepUCTUKOHN 3a00JIeBaHMs, OJTHAKO STOT MPU3HAK HE SBISACTCSA BHICOKOCTICHU(HUUHBIM.

Cunapom wucromenuss MT/IHK 13-ro Tuna Bei3BaH wMyTtanusmu B reHe FBXLA4,
JIOKaJIU30BaHHOM B Jokyce 6q16.1-q16.27. Bnepsrie nannoe Hapyuenue onucano B 2013 r. P.E.
Bonnen u X. Gai He3aBucHMO JIpyT OT JApyra. B HacTosiee BpeMsi B MUpPE U3BECTHO 26 KIIMHHYSCKUX
naobmoaenuit. 'en FBXL4 komupyer 6emok (F-box and leucine-rich repeat 4 protein), ssisrontuiics
OJIHOM U3 CyOBbeNUHUI YOUKBUTHHIIPOTEUHIUTa3HOTO KOMIUIEKCa, KOTOPBIH UTPaeT BaXKHYIO POJIb B
nporecce pas3pyuieHuss Ae(eKTHBIX OENKOB B KJIETKE, B TOM YHCIE B MUTOXOHApUsX. TodHas
byHKIUS naHHOrO Oelka HEM3BEeCTHAa, HO Ha KyJIbTypax KJIETOK ObUIO IOKa3aHO, 4YTO B
MOBPEXKIACHHBIX MUTOXOHApUAX cHUXkaercs cuHTe3 AT® u napymaercs perukanus mMtJHK, uro
MIPUBOJIUT B KOHEUHOM CUETE K CHM)KEHUIO €€ KOMUU B TKAHAX M HApYIIEHUIO PabOThI AbIXaTeNbHON
ey MUTOXOH IpHii [4].

B GonbmmHCTBE citydaeB cunipoM ucromenus MTIHK 13-ro tuna ManudectTupyeT B paHHEM
HEOHATAIBLHOM NIEPHUO/IE, OJIHAKO OMMCAHBI HAOIIOIeHUs Ooiee Mo3AHeN MaHu(ecTau B BO3pacTe
no 24 wmec. 3aboneBaHue xapakTepusyeTcs sSHuedanonaTtueld, TUIOTOHUEH, JaKTaT-alKuI030M,
rpyOoi 3alepKKOW pa3BUTHUS M M3MEHEHUSIMU B oOsiacTu 0a3ajbHBIX TaHIVIMEB IIPU MarHUTHO-
pe3onancuoit Tomorpaduu (MPT) ronosuoro mosra. Ilo ganasim M. Huemer u coaBt, y nanueHToB
¢ mytanmsmu B reHe FBXL4 ormeuarorcst Takue (PeHOTHUIMMYECKHE IPU3HAKH, KaK Y3KO€ U JJTMHHOE
JUI0, BBICTyHaOUMil 1100, TycThle OpOBH, Y3KHE TJa3Hble IIENH, UIMPOKas MEepPEeHOCHIIa,
CeUTOBH/IHBIH HOC [6,7].

[Tporuo3s sBisieTcs KpaiiHe HeOJIaronpusATHBIM, OOJBIIMHCTBO JAETEe YMHUPAIOT B MepBbie 4
roja >KM3HH. YCTaHOBJICHHE JUarHo3a 3a00JieBaHUSA MMEET OOJbIIYI0 3HAYUMOCTH JUISI MEIUKO-
TeHETUYECKOTO KOHCYIHbTUPOBAHUS U BO3MOKHOW MTPEHATaTIbHON JUArHOCTHUKH.

BBIBO/IbI

B pabote npencraBieHo HaOOJeHUE MAIMEHTKH ¢ MUTOXOHAPHAIBHBIM 3a00J€BaHUEM —
curapomoM ucromienus MT/IHK 13-ro tuna, oGycnosnennsiM MmyTtanusmu B rene FBXL4. [lepsrie
npu3Haku 3aboneBaHuss ObulM HeceUM(UYHBIMU U TMOSBUINCH TOCTE TIEPUOAA CBETIOTO
MIPOMEXYTKa B COCTOSIHMM pedeHKka. OTmeuancsl BbIpaXKEHHbIH CHHIPOM YTHETEHMsI, MBIIICYHOU
TMIIOTOHUM, a TakXe CTOMKuil JsakraT-auuao3. B HacTosmee Bpemss He CyIIECTBYET
MaTOTEHETUYECKOro JiedeHusi cunapoma ucrtomeHuss MT/IHK, HO BbIsiBIeHHEe reHoTuna namueHTta
JaeT OCHOBaHUE AJI MPOBENEHUS MpeHATANbHON AMArHOCTUKH, KOTOpasi TOMOXKET MPEeAOTBPATUTD
MOBTOPHOE POXKJCHUE 00JIBHOTO pebeHka B cembe [5,6,7].
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HUINOMATHYECKHN TPOMBO3 JIATEPAJIBHOI'O CHHYCA Y PEBEHKA C
BIIOCJEICTBUAUN JUATHOCTUPOBAHHOM '’EMATOTEHHOM TPOMBO®UJINEN
Martpoc Exarepuna Cepreesna, Jlapuna JIro6oBs EBrenneBna

Kadenpa nponenertuku nerckux 6onesneit [1d PHUMY umenn H. U. [Tuporosa

OI'AOY BO «Poccuiickuii HallMOHATBHBIN UCCIE0BATEIILCKUNA METUITMHCKUI YHUBEPCUTET UMEHHU
H. U. ITuporosay», Munsznpasa Poccuun

MocksBa, Poccus

AHHOTANUA

Beenenne. TpoMOOGHINA — 3TO MATONIOTHYECKOE COCTOSHHE, CBA3aHHOE C BBHICOKHMM PHCKOM TPoMO00Opa3oBaHUS B
TEUeHHE >KU3HH, OCOOCHHO B JETCKOM W MOJIOJIOM BO3pacTe. BO3HMKHOBEHHE TPOMOO30B CIYXKUT IOBOAOM IS
yriryGneHHoro oocnenoBanus pedenka. CHHyc-TpoMOO03bl MOTYT IPUBOANTH K MHBanuau3auuu. Lleas ucciaenoBanms.
OnucaHue ManUeHTKH ¢ UIUONATHYECKHMM TPOMOO30M JIaTepalbHOTO CHHYCa C BIIOCIEICTBUHM JUArHOCTUPOBAHHOM
reMaToreHHoOW TpoMOo(duIInel ¢ HOCUTEIHCTBOM MHOKECTBEHHBIX ITPOTPOMOOTHYECKHX nonuMopdu3MoB. MaTepua
U MeToAbl. PeTpocnekTHBHBIN aHanmu3 UCTOpUU OoJie3HH peOeHKa, KIMHMYECKHX, Ja00opaTOpPHO-HHCTPYMEHTAIBHBIX
JAHHBIX, 0030p Hay4yHbIX MyOnuKauuii 1o TeMme cTaThd. PesyabTarsl. [IpeacraBieH KIMHMYECKUH Cirydaid
BO3HHKHOBEHHS CHHYC-TPOM003a y I€BOUKH, KOTOPOH OTPEOOBAIOCH IPOBEACHHE ONEPAIMH JIIOMOOTIEPUTOHEATEHOTO
IIyHTUPOBAHWs, B JaJbHEWIIEM OBUT IIOCTAaBICH [HArHO3 TE€MAaTOTCHHOW TPOMOOMMINM C MHOKECTBCHHBIMHU
nporpomboTraeckumu nonumopduzmamu. Iocne snmmu3ona TpomO03a MaMEHTKa MPOXOIUIIa PErYIIIPHOE 00CIeI0BaHUE
y reMaTonora, KOppeKTHpoBajiach Tepamus. BeiBoabl. [Ipu Bo3HuMKHOBeHHMH TpomOo3a y pebeHKa HEoOXOoIuMOo
IIPOBOANTH 0OCIIEOBAaHNE VIS TIOMCKA NMPUYHMH €r0 BO3HUKHOBEHUS, a TAKKe MOAOHPATh TEPAIHIO AJISI MUHUMH3ALUH
pHCKa BOBHUKHOBEHUS TOBTOPHBIX TPOMOO30B M X OCJIOKHEHHH, CHIDKSHHUS PHCKA JIETAITBHOCTH.

KaloueBble ciioBa: remaroreHHass TpOMOOQWIMS, CHHYC-TPOMOO3, NPOTPOMOOTHYECKHE MOJIUMOP(U3MBL,
AQHTHKOATyJISHTHAS TepaIusl.

IDIOPATHIC THROMBOSIS OF THE LATERAL SINUS IN A CHILD WITH
SUBSEQUENTLY DIAGNOSED HEMATOGENOUS THROMBOPHILIA

Matros Ekaterina Sergeevna, Larina Lyubov Evgenievna

Department of Childhood Diseases Propedeutics in Pediatrics Faculty

Russian National Research Medical University named after N. I. Pirogov

Moscow, Russia

Abstract

Introduction. Thrombophilia is a pathological condition associated with a high risk of thrombosis during life, especially
in childhood and young age. The spontaneous occurrence of thrombosis is the reason for an in-depth examination of the
child. Sinus thrombosis can lead to disability. The aim of this study. Description of a patient with idiopathic lateral sinus
thrombosis with subsequently diagnosed hematogenous thrombophilia with multiple prothrombotic polymorphisms.
Material and methods. A retrospective analysis of the child's medical history, clinical, laboratory and instrumental data,
a review of scientific publications on the topic of the article. Results. A clinical case of sinus thrombosis in a girl who
required lumboperitoneal bypass surgery is presented. Subsequently the girl was diagnosed with hematogenous
thrombophilia with multiple prothrombotic polymorphisms. After the episode of thrombosis, the patient underwent
regular examination by a hematologist, and the therapy was adjusted. Conclusion. If thrombosis occurs in a child, it is
necessary to conduct an examination to find the causes of its occurrence, as well as select therapy to minimize the risk of
recurrent thrombosis and its complications and reduce the risk of mortality.

Keywords: hematogenous thrombophilia, sinus thrombosis, prothrombotic polymorphisms, anticoagulant therapy
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