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Jednumt nUpyBaTAErHIPOreHA3HOro KOMILIEKCA — pelkoe MUTOXOHIPHAJIbHOE 3200J1eBaH1e, XaPAKTePU3YIOLIeeCs IMMPOKUM CIeK-
TPOM HeiipoMeTad0IMYeCKUX NPosiBJieHHi. 3a00/1eBaHNe BbI3BAHO HEJOCTATOYHOCTDIO 3TOr0 MY/IbTH(EPMEHTHOTO KOMILIeKca, o0ec-
NEeYHBAIONIEr0 MHTErPANMIO MPOIYKTA YIJIEBOJAHOr0 0OMeHa — MUPYBaTa B dHEpreTHYecKuii MeTado.m3m Kietku. Hanbosee yacro
NPUYMHON NerIuTa yKa3aHHOro KOMILIeKca cykat MyTtaiuu B rene PDHAI (Xp22.1), konupymwoiero E1-anbha-cyobeaunuiy.

[IpencraBieno KIMHAYECKOE HAGMIOEHNE 32 MAJBYMKOM C 1e(HIIMTOM MUPYBaTAeruaporeHasbl. JIuarao3 6pu1 NocTaBieH HA OCHO-
BAHUU COBOKYNHOCTH KJIMHMYECKHNX, JA0OPATOPHBIX U MHCTPYMEHTAJIbHBIX IAHHBIX: OTCTABAHUE B (DU3MIECKOM M IICUXOMOTOPHOM
passutuu, auddy3Has MblieYHAs THIOTOHMSA, JAKTAT-ANKI03, HEBPOJIOrHYECKHE MPOSABJICHHS, U3MEHEHHsI CHTHAJIA B 00JacCTH
Tajamyca (10 JaHHBIM MATHUTHO-PE30HAHCHOW TOMOTPa()HK rOJI0BHOTO MO3ra), BbIsIBJIEHHE reMU3UTOTHON MyTauuu B 12-M dK30He
reda PDHA I npu npoBeneHuu 3k30muHoro ceksenupoanusi JIHK. PedeHok mosiyyaeT MeTa00aM4ecKyro Tepanmio, Ha (hoHe KOTOPOii

OTMEYAETCA MOJI0KUTEIbHAA JTHUHAMMKA.

ITomuepkHyTa BAXKHOCTb CBOEBPEMEHHOTO OCYINECTBJIEHHUS JUATHOCTHYECKOTO MOUCKA M HAYa1a MeTa0oimyeckoi Tepanun. [163anee
YCTAHOBJIEHHE JUATHO3A MPUBOIUT K HEOOPATHMBIM OCJIOKHEHHSAM M 3HAYNTEJIBHO YXYIIAeT KA4eCTBO JKU3HN 0OIbHbIX.

Karouesote caosa: demu, mumoxoHopuanvroe 3abonesanue, oeuyum nupyeamoecuopoeeHasol.
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Pyruvate dehydrogenase deficiency is a rare mitochondrial disease characterized by a wide range of neurometabolic manifestations.
The disease is caused by insufficiency of this multienzyme complex, which ensures the integration of pyruvate (the carbohydrate
metabolism product) into the cellular energy metabolism. This complex deficiency is mostly caused by the mutations in the E1 alpha

subunit-encoding PDHAI (Xp22.1) gene.

The article presents a clinical case of a boy with pyruvate dehydrogenase deficiency. The patient was diagnosed on the basis of a
combination of clinical, laboratory and instrumental data: retardation in physical and psychomotor development, diffuse muscle
hypotension, lactic acidosis, neurological manifestations, thalamus signal changes (according to magnetic resonance imaging of the
brain), hemizygous mutations of the 12th exon of the PDHAI gene during exomic DNA sequencing. We observed positive dynamics

against metabolic therapy.

The authors emphasize the importance of the timely diagnostics and initiation of metabolic therapy. Late diagnostics causes irrevers-
ible complications and significantly worsens the quality of patient’s life.
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Boseuna C.A. u coasm. HCCI)I/II_[I/IT MUPYBATACTUAPOTr€HA3HOI0 KOMILIEKCA — PEAKOE MUTOXOHAPHUAIBHOE 3a00J1eBaHNe Y MajJibuuKa 4 ner

noxurenbHo MeHee 1 Ha 1 000 000 (opdanHOe 3abose-
BaHUE), B UCTOYHUKAX JUTEPATYPhl UMEIOTCST CBEICHUS
oosiee yeM 0 400 GosbHBIX [1].

3abosieBaHME BBI3BAHO HEIOCTATOYHOCTHIO MUPYBAT-
JNETUIPOTEHA3HOTO  KOMITIEKCa,  TPEICTaBISIONIETO
CcO0OI CIIOXHYIO CTPYKTYDY, BKIIIOUAIOIIYI0 HECKOJIBKO
OEJIKOBBIX KOMITOHEHTOB M KO(aKTOPOB, B TOM 4YHCIIE
3 sn3uma — El1, E2 u E3. Ou3um El (nupyBaTtneruapo-
reHasa) TakKke WMeEET CJIOXHOE CTPOEHHE M COCTOMT
u3 2 anbda- u 2 Oera-cyobenuHuil. Hambosee uvacto
MPUYUHOK OOJE3HU CIAYXKUT AedeKT CyObeanHULIbI
El-anbda, xoropyro komupyet reH PDHAI, nokanuzo-
BaHHBI Ha KOPOTKOM TIuieye XpoMocoMmbl X (Xp22.12).
Tun HacnemoBaHusi 3TOi (popmbl 3a0oneBaHus X-Clie-
IJICHHBIM JOMWHAHTHBIA. MyTauuu B JOPYIMX TeHax,
KOIUPYIOIINX CTPYKTYPhI MHUPYBATACTUAPOTeHA3HOTO
KOMILIEKCa, HACJIEMYIOTCS IO ayTOCOMHO-PELIECCUBHOMY
TUITY ¥ BCTPEYAIOTCs ropas3io pexe [2].

B HOpMe upyBaTAeTMAPOreHa3HBIM KOMITIEKC (DYHK-
LIMOHUPYET Ha KOHEYHOM 3Talle KaTabom3ma yrieBoIoB,
obecrieyrBaeT TpaHcpopmalMioo THMpyBata ¢ 00pas3o-
BaHueM aneTui-KoA — BaxkHOTO cyOcTpara [Jjis LMKIIa
TpuKapooHoBbIX KucyoT (Kpebca). Takum obpazom, yka-
3aHHBI SH3UMHBI KOMIUIEKC 3aHMMAaeT LEHTpaJbHOE
MECTO B OMO3HEPTreTUYECKHUX Mpolieccax Kietku [1, 2].

Ilpr HeAOCTATOUHOCTH TMUPYBATIAECTMAPOTEHA3HOTO
KOMIUIEKCa KJIMHUYeCKasT KapTUHA 0OJIE3HN 3HAYUTETHHO
BapbUpyeT TIO CTEMEeHW TSKECTH U BO3pacTy nebroTa.
Boiensitor 3 OoCHOBHBIE KJIMHMYeCKHWE (OpMbl: HEOHa-
TaJbHBIN JIAaKTaT-allMa03; MJlaaeH4ecKyo JIn-mompooHyo
SHIIe(haTOMUOTIATUIO; OTHOCUTEHLHO TIO3THO MaHMbe-
CTUPYIOIIME HEBPOJOTUYECKUE PACCTPOICTBA — aTaKCusI,
IUCTOHUS, Tepudepudeckas Helporatusi. HeoHa-
TaJIbHBIN JIAKTAT-aLIMI03 OTJINYAETCS TSKETBIM TeUeHUEM,
BSUTOCTBIO pebeHKa, TUTTOTOHUEH, OTCYTCTBHEM TTPUOaBKU
MAacchI TeJla, PeCITMPaTOPHBIMU PACCTPOMCTBAMU, HEPEIKO
coueTaeTcsl ¢ TUrepaMMoHMeMmueir. OnucaHbl Cclydau
C aHOMaJMSIMA TOJIOBHOTO MO3Ta M JTUCMOP(HU3ZMOM
JIWIIA — y3Kas TOJI0Ba, JJTMHHBINA (GUIIBTP, IIUPOKasT Iepe-
HocMlla M pacuiMpeHHble Hosapu. [lpu Jlu-momoGHoi
SHIIe(ATOMUOTIATUN TIEPBBIE TIPU3HAKU OOBIYHO TIOSIB-
JISIIOTCST Ha 4—8-M Mecsile KU3HU: OTCTaBaHue B (hU3U-
YeCKOM W TICUXOMOTOPHOM pa3BUTHUM, TIOTepsl paHee
MPUOOPETEHHBIX HAaBBIKOB, TUIIOTOHUSI W JUCTOHUS,
CYIOPOTH, aTaKCusl. XapaKTepHble N3MEHEHHUsI OTIpeIeIsi-
JOTCST Ha KOMITBIOTEPHOM TOMOTpaMMe TOJIOBHOTO MO3Ta:
M3MEHEeHNe CHUTHajla B o0sacTh 0a3aJibHBIX TaHTJIMEB,
a TaKkKe BEHTPUKYJIOMETAIMsI, areHe3us MO30JIMCTOTO
tena. [lpu nmo3nHo MaHudecTupytolieit hopme 0ose3HU
MepBbie CUMIITOMBI MOTYT BO3HUKHYTh B IIEPUOJIBI CTpecca
WIA WHTEpKyppeHTHoro 3aboneBaHusi. HaOmomarorcs
IIATKOCTh TIOXOIKHW, MBIIIeUHas CJaboCTh, OSIMU30MIbI
JICTOHUU U CITACTUKU, KOTOPBIE YCYTYOISIOTCST BO BpeMst
(usnueckoit Harpy3sku. buoxumudeckue HapylieHUs
MPpY BCeX KIMHMYECKMX (DOpMax 3a00JIeBaHUs BKITIOYAIOT
MpeXae BCETO MEeTabOIMYECKUil alnao3, TUTIEPITUpyBaT-
W TUTIepJIaKTaTauuaemMuo [1-3].

i yCTaHOBJIEHWST JOWArHO3a TIPOBOIAT MCCIIEIO0-
BaHWE KPOBHM C BBHISIBJICHUEM TTUPYBAT- U JJaKTaT-allu103a,
OTPENEIISTIOT (hePMEHTHYIO aKTUBHOCTD MTMPYBATAECTHIPO-
reHasbl B Jum@orutax uiam ¢pudpoodnacrax. s OKoH-
YaTeJIbHOTO TIOATBEPXKICHUST IUArHO3a OCYIIECTBISIOT
MOJIEKYJIIPHO-TEHETUYECKOE hcciieoBaHue [4].

Tlpyu muddepeHumnanbHOM AUATHOCTUKE CJIEAyeT
WCKJTIOYaTh JpyrMe TPUYUHBI TTePBUYHOTO JIaKTaT-
anmno3a (opraHuyeckue aluaypuu, HapylleHus TJto-
KOHEOoreHe3a, IIMPOKUI CHEKTP MUTOXOHIPUATBHBIX
3a00JiIeBaHU I, OOYCIOBICHHBIX Ae(eKTaMU 3JIeKTPOHHO-
TPAHCITOPTHOM 1IeTTM, TTOYSYHBIM KaHaJbLIEBBIM alnmo3
U Ap.), nepuHatajibHyto narojoruto [IHC, cnuHanbHy10
MBIIIIeUHYI0 aTpoduto u ap. [5].

BaxkxHO MOgYepKHYTh, UTO CrenuduIecKasr Tepamus
HEIOCTATOYHOCTH  TMUPYBATAECTUAPOTEHA3HOTO  KOM-
TieKkca 10 cUx mop He pasdpaboraHa. OmgHaKo TeuyeHUe
3a0o0JieBaHMST 00JIeryaloT o0ecreyeHreM TalreHTa ajib-
TEPHATUBHBIM MCTOUHUKOM dHepruu. C Leiabio yMeHb-
IIEHWsT CUHTE3a W HAKOIJICHUs MHMpyBaTa TaKUM JETSIM
PEKOMEHIIYeTCsSl COOMIONATh TUeTy — HU3KOYTJIEBOIHYIO,
0o0oralieHHy0 XUpaMH, a TIPH YXYAIIEHUU COCTOSTHMS,
HAJIMYWUK TUCTOHWYECKUX SIBIEHUN Ha3HA4YaeTCs «KeTO-
reHHasi» aueta. J{OMOMHUTEBHO WCIOJB3YIOT THAMUH
Kak KogakTop (pepMeHTOB LIEHTPAJTbHOTO MeTaboIu3Ma,
KapHUTHUH U JIUTTOEBYIO KUCIOTY [6, 7].

KomMmriekcHoe — JiedeHUe — YIydllaeT  COCTOSTHHE
OOJLHBIX, OJHAKO MPOTHO3 OCTaeTCsS HeOIarompUsITHBIM
C TOYKM 3pEHUS Pa3BUTHUSI peOeHKa W TPOAOIKUTEb-
HocTu ero xu3Hu [1, 2]. C uenabpto npoduiakTuku 3a00-
JIeBaHUSI B TIEpUOJ TUTAHUPOBAHUS OepeMEeHHOCTH Tape
C paHHee BBISIBJIEHHBIMU CIIy4assMU HEIOCTaTOYHOCTH
MUPYBATACTUAPOTEHA3HOTO KOMIUIEKCAa PEKOMEHIYETCS
MpOBeIeHNe TIPeHaTaTbHOM TMarHOCTUKMY.

TpencrasnsieM cobCcTBeHHOE HaOIOAeHUE TTAllMeHTa
¢ 3TUM op(aHHBIM 3a00JIEBaHUEM.

Knunnyeckuii ciyvaii. Manbuuk A., 4 roga, mocTymml
B TleAMaTpuueckKoe otaesieHne JleTcKoi pecryOimmKaH-
CKOI KITMHMUYECKOI OGOJBbHMIIBI C AUATHO30M: BUPYCHAs
WHOEKIUS ¢ KUIIEYHBIM CUHIPOMOM, BPOKIECHHAs
nporpeccupymoiias aucrpodus. KaaoObl TMpu MOCTY-
TUIEHWU Ha 3aIePKKY IMICUXOPEYeBOTO Pa3BUTHS, TTOTEPIO
MOTOPHBIX HaBBIKOB, C1abOCTh, HapylIeHWe TIOTaHWMS,
TepuoandecKre 6011 B KUBOTE.

W3 aHamMHe3a WU3BECTHO, UYTO peOEHOK PpOIUJIICS
OT TIEpBOM OEpeMEHHOCTH, TEPBBIX CPOYHBIX DPOIOB
¢ Maccoit Tena 2700 1, nrHOM 49 cM, OLIEHKOI 110 11IKaJIe
Arnrap 1/2 0Gasuta, 3akpuyall Mocjie CaHalluyd BEPXHMUX
JbIXaTeJbHBIX TyTeil. bepeMeHHOCTh TTpoTeKaia Ha (poHe
KOJIBITUTA, TpaxenTa Ha cpoke 34—36 Hea. K rpynu nipu-
JIOXEH B TMepBbIi jJeHb Xu3HU. BakumHupoBaH BILIK
B pOAUJILHOM JIoMe. BbinmucaH Ha 5-i IeHb C TMarHO30M:
nociaeAacTBusa nepuHatanbHoil matonornu LIHC, mepe-
opanbHas umemust 1I—II1 crenenun, 3agepxka BHYTpUy-
TPOOHOTO Pa3BUTHSI, TUTTOTIACTUIECKHUI BapUaHT.

MoTopHOe pa3BUTHE TIPOTEKAJIO0 C OTCTaBaHHWEM:
TOJIOBY JEPXUT ¢ 8 Mec, cuauT ¢ 1 roma 7 Mec, XOIUT
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¢ mopepxkoit. HeomHokpaTHO 06ciie10Bascs U JeUUIICS
B HEBPOJIOTMYECKOM OT/IEJIEHUN OOJIbHULIBI C TUATHO30M:
rocJyieACTBUS repuHaraibHoil matonoruun LIHC B hopme
TUTIePTEeH3MOHHO-TUAPOLIe(aTbHOTO CHUHApPOMa, IUQ-
(by3HOI MBIIEYHON TUIIOTOHWUH, 3aIEPKKK MOTOPHOTO
U pedyeBoro pasputvs. Ha MarHUTHO-pe3OHaHCHOI
TOMOTpaMMe€ B TOJIYIIAPUSIX OOJBIIOTO MO3Ta ObLIU
OTMEYEHBbl TUCIMPKYISITOPHBIE OYaru, Ha TOMOTpamMMe
IMO3BOHOYHMKA TIAaTOJIOTUM He BbIsIBJIeHO. [lo maHHBIM
aJieKTpoMuorpacdun, MUOTEHHBIN XapakTep MopakKeHUi
OTCYTCTBOBaJI. B CBHIBOpOTKE KpOBM YpPOBEHb KpeaTWH-
dochokuHazpl Haxomuscs B mpeneaax HOpMbl. bbuia
WUCKJIIOUeHA CIMUHaJlbHAs MblleyHass atpodusi Bep-
nuHra—loddmana.

B wnauame cenrsa6pa 20191 pebGeHOK TiepeHec
BUPYCHYIO WHGMEKIUIO C KUIIEYHBIM CUHIPOMOM,
KOTOpasi Hayajach OCTPO C TIOBBILIEHUS TeMIepa-
Typbl Tesla 10 (heOpUIbHOM, COMPOBOXIAIach OOJISIMU
B XXMBOTE, TOSIBJICHUEM KUJIKOTO CTYyJia, B CBSI3U C YeM
MaJIbYMK ObUT TOoCTIUTaIN3UpoBaH B LleHTpanbHytO paii-
oHHyl0 OonpHUNY. Ha ¢oHe mMHTOKCHMKalmy, abmoMM-
HaJIbHOTO M JIMCIIETICUYECKOrOo CUHIpOMa TMOSIBUIUCH
BSIJIOCTh, HapylieHue riotaHus. [IpoBomuiach aHTH-
OakTepuaiabHasi (HTepOoypwsi), CIa3MOJUTUIECKAs
(Ho-mma), mipoTuBoBUpYcHas (Budepon-1), mnportu-
BoauapeitHas (cMeKkTa) Tepanus. AOJIOMUHAIbHBIN
U JUCTIETICUYECKUI CHUHIPOMBI KYyIUPOBAINUCH, TeMIIe-
parypa Tejla HOpMaM30Bajlach, OJHAKO COXpaHsIach
HEeBpOJIOTMYECKAass CHUMIITOMATHKa, OTMeYaJicsl per-
pecc MOTOpHBIX HaBbIKOB. C MMAarHOCTMYECKOM 1eblo
pebeHOK TiepeBeNieH B Teauarpuyeckoe otaeneHue er-
CKOW pecry0JIMKaHCKOH KIMHUYECKOM OOTbHUIIBI.

KJINMHUYECKUE CJT1YHAU

Ipy TOCTYIJIEHUM COCTOSTHUE MaJlbuMKa TsKeIoe
3a CYET TPYOBIX HEBPOJIOTMUYECKUX HapylneHuii. Habo-
Janach BhIpakeHHast Iuddy3Hast MbIIIeIHasT TUTTOTOHUSI.
PasroBopHast peyb ObLTa HEBHSITHON, HO OOpallleHHYIO
peub TOHWMal. PerucTpupoBanioch CIIOHOTEYEHUE,
OTCYTCTBHME (puKcauum B3opa. [Ipy TIOTaHMU KUAKOM
nuimu  pedbeHok rmonepxuBaics. CyXoxXuJbHbIE ped-
JIEKCHI C BEPXHUX W HIKHUX KOHEYHOCTEH He BBI3bI-
Baivch. Ha GosieBble BO3mECTBUSI pearnpoBas ciado.
MeHuHTealbHble 3HAaKM — OTpHULIaTeIbHbIe. Macca Tena
14 xr (10-i1 mpeueHTuab), poct 94 cm (10-if mpeueH-
Tiab). Koxka ¥ BUIMMbBIE CIIM3UCThIE 000J0YKU YKCTHIE.
ITaTosorus apIXaTeTbHON CUCTEMBI He BbIsIBJIeHA. TOHBI
cepialia TPUTIAYHIEHBI, pUTMHUYHBIE. KUBOT MSATKUIA,
0e30osie3HEHHbIN. [leyeHb BbICTYMana uU3-MOA  Kpas
pebGepHoit ayru Ha 4 cM, cesie3eHKa He MalbMpoBaiach.
Ctyn ObUI TOCIe KJIU3MBI, MOUYWJICST peryJisspHo. buoxu-
MMUYECKHUe MOoKa3aTeIu KPOBHM OBUIM B TIpeneaX HOPMBI
(Tabn. 1), omHaKo BBISIBISUIMCH CIOBUTM KHCJIOTHO-
1IEJIOYHOTO COCTOSTHUS KpoBH (Tab. 2, puc. 1).

PeGenok monyvan sedeHue: 1edTpUaKCOH, AKTO-
BernH, Onbkap. Ha ¢oHe Tepanum yaydmumiaach
MOTOpHAasl aKTUBHOCTb, OJHAKO Ha 6-i1 NIeHb TIPeObI-
BaHUs B CTAllMOHape TPOU30IIIa BHEe3aIMHasi OCTAaHOBKA
IBIXaHWsI, KOTOpasi COMPOBOXKIANACH MOTEPEil CO3HAHMS,
OTCYTCTBHEM peaKIIuy Ha 60JIeBbIe pa3apaskUTeIN, OTME-
yajach TeHACHIUS K Opamnkapauu (66 ya/muH). Hacw-
IIeHNEe KPOBU KUCIOPOIOM CHU3UIOCH 10 75%. PebeHok
OBLT TIepeBeNleH B peaHNMAaIlMOHHOEe OTAeNeHue. BakHo
OTMETHUTh, YTO Ha TPOTSKEHUU IIUTEIHLHOTO BPEMEHU
OTMeYaJjicsl BBICOKMII ypOBEHb JIaKTaTa B CHIBOPOTKE
KpoBH (puc. 2).

Tab6auya 1. TlokazaTean OMOXMMUYECKOTO AHAIN3A KPOBH B EPHOI MPeObIBAHNS B CTALMOHAPE
Table 1. Indicators of biochemical blood analysis during hospitalization

IToka3zarennb Hopma et O

1-it 2-ii 8-ii 20-ii 36-ii
OO61umii 6eJIoK, I/ 60—80 71,0 58,8 43 61
Itroko3a, MMOJIb/JT 3,33-5,55 6,01 3,90 4,73 4,83
ANAT/AcAT, en/n 11-25/23—44 15/26 10,7/20 2/28
CPb, mr/mn 5,0 0,3 0,28 3,791 0,018
MoueBrHa, MMOJIb/JT 3,15-7,58 6,0 2,9 2,2 3,2
Kpearnnus, MKMOITB/ T 27—42 40 38 17
L-ammnasa, en/n 28—100 45 29
K®K, en/n 39-308 127
LD, ex/n 150—350 170,0 53
AMMUIaK, MKMOJIb/JT 20—-60 3,6 33,3
Ca/P, MmoJib/It 2,2-2,7/1,33-2,06 2,37/ 1,62
Kenezo, MKMOJIB/JT 5-25,0 10,07
O2KCC, MKMOJTb/JT 41,0-77,0 50,47

Tpumeuanue. ANAT — anannHamuHoTpaHchepasa; ACAT — acnapratamuHorpaHcdepasza; CPb — C-peaktusHbiii 6eok; KOK — kpeatuHdoc-
oxunaza; LD — menounas docdarasa; OKCC — obiiast xejne30CBI3bIBaloLIas CIOCOOHOCTb ChIBOPOTKH.
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Tab6auya 2. HekoTopble XapaKTepUCTHKH KHCJIOTHO-IIEJ0YHOIO COCTOSIHUSI KPOBH B IIEPHO/ IPeObIBAHUS B CTAIIMOHADE
Table 2. Some characteristics of the acid-base state of blood during hospitalization

JIHu B cTanuoHape

Iloka3arenn Hopma it i 104 19 305
pCO,, MM DT. CT. 35-45 17,0 40,5 58,1 29,0 29,5
pO,, MM pT. CT. 80—100 90,1 66,2 86,2 53,3 61,0
BE, Mmmoib/1 Or —2,5 10 +2,5 —11,8 -2,8 0,2 2,7 —0,6
K+, Mmmonb/n 3,4-4,7 2,68 3,99 3,57 3,91 4,17
Na+, MMoJIb/IT 138—145 130 153,7 141,5 1,17 129,7
7,55
s 7,521
7,45
7,4
7,35
73
7,25
7,2
7,15
14 6-i 11434 19-i1 20-# 27-i 30-i 31-i4 33-4

[Hu B cTaumoHape

Puc. 1. Iloka3arenn KucaoTHo-men09Horo coctostaus (KIIIC) — pH kpoBu B mepros npeObIBaHHS B CTAIIMOHAPE.
Hopwma KIIIC 7,35-7,45.
Fig. 1. Indicator of acid-base condition — blood pH during hospitalization.

14
12

10

12-#  15-4  16-4  17- 18- 20-4  22-  22-ih  23-i4 27-4  30-4 314 33-i 34-ih

JlHu B cTaumoHape

Puc. 2. JlunamMuka u3MeHeHHs YPOBHS JIAKTATA B KPOBH B EPHO. MPeObIBAHKS B CTAIIMOHADE.
Hopma nakrara B cbiBopoTKe Kposu 0,5—2,2 MMOJIb/ 1.
Fig. 2. The dynamics of changes lactate in the blood during hospitalization.
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C 1eNbl0 BBISIBJIEHUS TIPUUUHBI PE3KOTO YXYAIICHUS
COCTOSTHUSI peOeHKa MPOBOAMIINCH CJICAYIOINIME UCCIIeN0-
BaHWUS: 2JIeKTposHIedanorpaduss — amwientudopmMHast
AKTUBHOCTb HE 3aperucTpUpOBaHa; dJEKTpoMUOTrpadust
(CTUMYJISILIMOHHASI, WTOJbYaTasl) — JOAHHBIX, TOITBEP-
SKIAIOIINX MUOTEHHBIN XapakTep MopakeHUsl, He ToJy-
YeHO; MarHUTHO-Pe30HaHCHas1 ToMorpacdusi TOJIOBHOTO
MO3Ta C KOHTPacCTMPOBAaHUEM — OTMEUEHBI M3MEHEHMUSI
B TaJlaMUYEeCKMX OOJIACTSX, He3HAUYMTEJTbHas BEHTPU-
kynomeranusi. Ilo gaHHBIM JTOMOANbHOW  TyHKIIWU
(Ha 8-i1 meHb rocmuTaavM3alun), JUKBOP OECLBETHBIN,
Mpo3pauHblit, coaepxaHue Oenka 0,1 r/71; TIIOKO3bI
5,14 mmonb/n. Ha 9-i1 neHb 00JIe3HU COCTOSIICSI KOHCH-
JINyM Bpadeii, Ha KOTOPOM BBICTaBJIEH IMAaTHO3: TIPOTpec-
cupylolasi HepoMbIIIeYHas TaToJorus HeaudbdepeH-
LIMPOBaHHAsA, TPEIMOJIOXUTEIIBHO MUTOXOHAPHUAIBHOTO
reHesa. DHiehaJToMHUeTONaTUYECKUi CUHIPOM C TTapOK-
CU3MaJbHBIMU PAacCTPOCTBAMU CO3HaHUs. boie3Hb
HaKoOTUIeHUSsT?

IIpoBogunacy merabonuueckass Teparnusi, B TOM
YhCIE BHYTPMBEHHOE BBENE€HME BUTamMuHa B, —
100 mr/cyr, ButamuHa B, — 100 mr/cyT, L-kapHuTHHA —
500 mr/cyt, uutodnaBuHa 5 ma B 100 M MU30TOHU-
YecKOTO pacTBOpa HaTpus XJOpHUIa CO CKOPOCTBhIO
50 mi1/4, a Takxke 15% pactBop aumedocdoHna mmo 1,0 M
Ha 5 Kr Macchl Tena, mposepuH 1o 0,4 M 3 pa3a B IeHb
BHYTPUMBIIIIEYHO. BaxkHO MOAYEpKHYTb, YTO Ha (hOoHE
Teparu COCTOSTHME pebeHKa 3HAaYUTEIbHO YIIyJIlu-
JIOCh: OH OCTaBaJICSl B CO3HAHUM, HE 3aBUCEJ OT MOJauYu
KHUCJIOpOoJa, Hayajl CaMOCTOSITEIbHO CHUJIETb, XOIWJI
C MOJIJEPKKOM.

Ha 11-i1 neHb mipeObIBaHUSI B CTallMOHApe CTalu
M3BECTHBI pesyibratbl cekBeHupoBanus JIHK (manenb
«HepBHO-MBIIIEUHBIE 3a00J1eBaHUsI» ), MpOBeIeH-
HOro B jaboparopuu [eHOMen: ObLTa BBHISIBicHA paHee
He OINMKCaHHas TeMW3WTOTHas MyTalMs B 12-M 3K30HE
reHa PDHAI, npuBomsiias K CIBUTY paMKW CUUTBI-
BaHUsA. MyTalnusi He 3aperucTpupoBaHa B KOHTP-
onbHBIX BbIOOpKax «1000 renomoB», ESP6500 u ExAC,
U, TIOCKOJIbKY OHa HapyllaeT CUHTE3 MOJHOPa3MEPHOTO
Oenka, ee cieyeT paclieHMBaTh KaK MaTOreHHYIO.

PeGenky ycTraHOBJIEH AMarHo3: MUTOXOHApPUAIbHOE
3a0osieBaHue, JAe(UUUAT  MMUPYBATIACTUIPOreHA3HOTO
KOMIUIEKCa. MalbuyMK BBITIMCAaH OOMOI Ha S51-i1 IeHb

JINTEPATYPA (REFERENCES)

1. Sperl W., Fleuren L., Freisinger P., Haack T.B., Ribes A.,
Feichtinger R.G. et al. The spectrum of pyruvate oxidation defects
in the diagnosis of mitochondrial disorders. J Inherit Metab Dis
2015; 38 (3): 391—-403. DOI: 10.1007/s10545-014-9787-3

2. Patel K.P., O’Brien T.W., Subramony S.H., Shuster J.,
Stacpoole P.W. The spectrum of pyruvate dehydrogenase
complex deficiency: clinical, biochemical and genetic fea-
tures in 371 patients. Mol Genet Metab 2012; 105 (1): 34—43.
DOI: 10.1016/j.ymgme.2011.09.032

3. Pyruvate dehydrogenase deficiency. 15.10. 2019. Genetics
Home Reference web (National Library of Medicine of the

KJINMHUYECKUE CJT1YHAU

npeObIBaHWSI B CTAallMOHApe B YIOBICTBOPUTEIHLHOM
COCTOSIHUM TIOJ, IHUCIIaHCEpHOEe HaOJIoJeHUEe y4acTKO-
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BaxxHO OTMEeTUTBH, UTO TpM HAajibHElIIeM HabJo-
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MHUKa ero COCTOSIHWSI 3IOpOBbsi. B Hacrtosiiee Bpewmsi
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0e3 MoIeP>KKU, HO HETTPOIOKUTETLHOE BpEMSI.

3akntovyeHue

Takum o6pazoM, 1eUIIUT MUPYBATAETUAPOTeHA3Bl —
omHa 13 QOPM TSKEJIBIX HACJIeACTBEHHBIX SH3MMOIIATHH,
XapakTepu3yliascsl HapylIeHUSIMU 3HEPreTUYeCcKOro
oOMeHa M TIPOSIBIISTIONIASICS HEBPOJIOTMYECKOM CUMIITO-
MaTuKo#. JIMarHOCTMKa OCHOBaHA Ha JAHHBIX OMOXM-
MUWYECKOTO MCCIIeTOBaHUs KPOBU (allMa03, TTOBBIILICHNE
YPOBHSI JlaKTaTa W TIMpyBaTa B KpPOBH), OTpenesieHus
HU3KON aKTUBHOCTU (hepMeHTa B TKAHSIX U pe3yjbraTtax
TEHEeTUYECKOTO MCCIIeNOBaHUSI C BBISIBJICHUEM MYyTalluii
TE€HOB, KOHTPOJHUPYIOIINX CYObeAMHUIIBI TUPYBaTIC-
rUAporeHa3Horo Komriekca. HecMoTpst Ha oTcyTcTBUE
BBICOKOR((EKTUBHOTO JIEUeHUSI, B HEKOTOPBIX CIy-
Jasgx TedeHHMe 3aboyieBaHUS o0JIerdaeT IpUMeHEHUe
npenapaToB BUTaMUHa B, a Takxe cOO/OAEHIE AUEThI
C BBICOKMM COJepKaHWEM XKMPOB, UTO MOBHIIIAET Kade-
CTBO KM3HU ITallI€HTOB.
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BOIMT K TIO3AHEH BepudUKaAUMM IMArHo3a, OTCPOYEH-
HOMY HayvaJly JIeYeHUsT U B OOJIBIITMHCTBE Cy4aeB K HEO-
OpaTUMBIM TTOCIEACTBUSIM IS TTalleHTA.
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