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AHHOTALMUA

O6ocHoBaHue. [epuuynt nupysatgerugporeHasdsl — ofgHa U3 (opM TSXKE/bIX HACAE[CTBEHHbLIX Mu-
TOXOHAPUAIbHbIX 601e3Hei 0OMEHa, XapaKTepu3yroLasiCsi HapyLUIEHUSIMY 3HEPreTu4eCcKoro obmeHa
M NPOoSABASIOLLASICS LUNPOKUM CIIEKTPOM HEBPOJIOrNYECKNX CUMITOMOB. C/IOXHOCTL rpy rnogbope Te-
panuy 3aksrnYaeTcss B HE4OCTaTOYHOM OObEME MHEOPMaLuy rno Be4EeH0 4eTel ¢ AaHHOM naTosio-
rvievi BBUgYy vx rmbesim B paHHeM BO3pacTe v HE4OCTaTOYHO AnarHOCTYKM NMpy Xu3HW. ToYHasi pacrpo-
CTpaHEHHOCTb 3aboJsieBaHNsT HEM3BECTHA — PEAroIoXUTeNIbHO, MeHee 1 cayyas Ha 1 000 000, 4yTo
r103B0OJISET OTHECTU €ro K opghaHHbIM 3abosieBaHusM. OnucaHne KANHUYECKOro ciy4as. B cratbe
npeacTasJ/ieH ciy4Yan HabrogeHvs pebéHka C peaknmM HeripoMmeTaboindeckum 3aboieBaHnem — gegpu-
UUTOM nupysBataerugporeHasHoro komrnekca E1. [JuarHos 6bi1 3anofo3peH cpasy nocse PoX[eHus
Ha OCHOBaHUY HEBPOJIOMNYECKOM CUMITOMATVIKM, HEOHATa/IbHOM rurnepaMMOHNEMUN, rurnepaakTateMmm
M No[TBEPXKLAEH MOC/IE CEKBEHNPOBAaHNSI 9K30Ma, A€ BbIsIBJIEH FrOMO3UIrOTHbIV BapuaHT HyKJEOTULHOM
nocnegosatesibHocTn B reHe PDHAT (X-19359612-C-E). B Bo3pacTe 2 MecsiLieB pebEHOK Ha4asl noJy4arb
KETOreHHYH ANETY — BbICOKOXXUPOBYIO HU3KOYIJ1EBOAHYHO CYXYH CMECH [J151 3HTEPasibHOro MUTaHus, Me-
Tabosm4eckyro Tepanuio, ButamuH B1 (mo 300 mr/cyT), Ha ¢ooHe Yero Habsroganack CTabuansagms K-
Hu4eckoro coctosiHus. [lpyn ocmoTpe B Bo3pacTe 9 MecsiLieB OTMeYEHa M0JIOXKNTE/IbHAas HEBPOJIOrnye-
cKasi guHaMuka, rnporHo3 4Jis XXU3H1 Ha (hOHE rMPOBOAVIMOVI Teparny — 671aronpusiTHbIA. 3aKiro4YeHne.
PaHHsiss nocTaHoBKa AanarHo3a v Hadasio Tepaniy UMerT KpaviHe BaXHOe 3Ha4YeHne 4151 (hu3n4eckoro
M HEPBHO-MCUXNYECKOrO Pas3BUTUSI OETEN C HacCle4CTBEHHbIM AEMDUUNTOM MNUPyBaTherugporeHasbi.
HecmoTpsi Ha oTcyTCcTBME 3¢hhEKTUBHOIO STUOTPOIMHOIO JIEYEHWS], B HEKOTOPbLIX CJIyHasix y/ydLleHue
KJIMHUYECKOIro TeHEHs1 HabIio[4aeTcsi rpv UCroJsib30BaHNY MpernaparoB TUaMuHa, a TakxKe CoboeHns
KETOreHHOW ANeTHI.

KnrodeBbie cnoBa: feTy; HerpomeTabosimyeckoe 3abosieBaHNE; MbiLLEYHas MMNOTOHNUS; HeOHaTabHas
rurnepamMmMOHNEMUST; HeoHaTaslbHas runepriakTateMus; 4euunT nupyBaTherugporeHasbl; KeToreHHas
aviera; TnaMuH.
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OBOCHOBAHMUE

Devunt nupyBaTgermgporeHasbl — TsXKENoe
HacneACTBEHHOE MUTOXOHOPWanbHOe 3aboneBaHue,
XapakTepnu3yemoe HapyLeHUsIMU 3SHEPreTUHecKoro
obMeHa 1 LUMPOKMM CNEKTPOM HEBPOSIOMMHECKMX CUMI-
ToMoB. lNupyBaToerugporeHasa NpefcTaBfseT cobow
retepoTeTpamep AByx asibda- n Asyx 6eta-cybbeau-
Huy, (E1a n E1f), cBssbiBaoLLMX KOaKTOP (KOEepPMEHT)
TramuHnpodocdar [1, 2]. BmecTte ¢ aurugponunoamma-
auetuntpaHcoepason (E2), gurmgponunoamuanerna-
poreHason (E3) n gByms BcnomoraTtefbHbiM1 Genkamm
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nupysaTaerngporeHasa (E1) obpasyeT nupysaTtoerngpo-
FEHa3HbI KOMMEKC, STOKAIM30BaHHbIA B MUTOXOHOPWSAX
N KaTanusvpyowuid Npu yyactun KohakTopoB aspob-
HOe OKMCNeHne nupyeBaTa (06pasyeTcsi B pesynbrare
FKONM3a — aHadpPOBHOro pacLLEenIeHUs rKO3bl) 4O
aueTun-kKoaH3nmMa A (auetun-KoA), KoTopeblii obecneyn-
BaeT JOCTaBKy aueTWSIbHOW Tpynnbl B LMK Tprkapbo-
HOBBbIX KMCNOT (Ukn Kpebca) Ans OKUCNEHNSA C LESbio
npoussoacTsa aHeprun [3, 4]. MNpu geduumte nupysat-
JerngporeHasbl, paBHO Kak U npu geduunte apyrmx
epMeHTOB nNMpyBaTAErnapPOreHasHoro KOMMeKcea,
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PYRUVATE DEHYDROGENASE DEFICIENCY
IN AYOUNG BOY: A CLINICAL CASE
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ABSTRACT

BACKGROUND: Pyruvate dehydrogenase deficit is a severe hereditary mitochondrial metabolic disease
characterized by impaired energy metabolism and manifested by a wide range of neurological symptoms.
The difficulty in selecting therapy is due to insufficient data on the management of children with this
pathology owing to death at an early age and insufficient diagnosis during life. The accurate prevalence
of the disease is unknown, presumably <1 in 1,000,000, which makes it attributable to orphan diseases.
CLINICAL CASE DESCRIPTION: This article presents a case of a child with a rare neurometabolic
disease pyruvate dehydrogenase complex E1 deficiency. The diagnosis was suspected after his birth
based on neurological symptoms, neonatal hyperammonemia, and hyperlactatemia and confirmed
after exome sequencing, where a homozygous variant of the nucleotide sequence in the PDNAT gene
(X-19359612-C-E) was determined. At the age of 2 months, he began to receive a ketogenic diet —
a high-fat, low-carbohydrate dry mixture for enteral nutrition, metabolic therapy, and Vit B1 (300 mg/day).
The article presents indicators of biochemical blood testing, acid-base state of blood, and dynamics of
the neurological picture during the period of observation of the patient. CONCLUSION: Early diagnosis
and initiation of therapy is crucial for the physical and neuropsychiatric development of children with this
pathology. Despite the lack of highly effective etiotropic treatment, in some cases, an improvement in the
clinical course is observed with the use of thiamine preparations and adherence to a ketogenic diet.

Keywords: children; neurometabolic disease; muscular hypotension; neonatal hyperamonemia; neonatal
hyperlactatemia; pyruvate dehydrogenase deficit; ketogenic diet; thiamine.
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u3 nupyeaTta obpasyeTcs NakTaT (MONoYHas KUCNOTa),
HaKomMfeHne KOTOPOro B KPOBW U LUTONNA3ME KNETOK
OpraHyi3ma BbiI3blBaET JlaKTatauugos 1, Kak cnegcreue,
U3MEHEHVE psga MeTaboMYECKMX NMPOLECCOB B TKAHAX
[5, 6]. Hanpumep, n3bbITOK NakTara 3anyckaeT akTusa-
L0 KNETOYHBIX CUMHAMBHBIX MyTEN, KOTOPbIE PErynnpy-
0T BocnaneHue [7], ocnabneHme nNpoTUBOOMNYXONEBOMO
uMmMmyHuTeTa [8], onpefensieT TAXKeCTb COCTOSHUS Mpu
UHgapPKTE MUOKapaa U KapanoreHHoM Lwoke [9]. Mmuko-
JIU3 1 OKUCNIEHUE NnpyBaTa NPOUCXOJAT YXKEe BHYTPUYT-
po6Ho [10], noaTomy gedbnumUT NUpyBaTaoernaporeHass,
OCOBEHHO ero Tshkénble (GOpMbl, NMPOSBASETCS Cpasy
nocne poxgeHus pebéHka, Kak npasufio, NpUsHakamm
HapyLUeHnst OYHKLMIA OpraHoB (FOSIOBHOW MO3T, MblLLeY-
Has TKaHb), roe npespalleHne nupysata B aueTun-KoA
NpoMCcXoouT Hanbonee NHTEHCUBHO [1].

MonynsaumoHHasa YactoTa geduumTa NnpyBaToerna-
poreHasbl OCTAETCS HEU3BECTHOW, TOrOA Kak OLEeHKU

pacnpocTpaHEHHOCTM AeduuuTa nupysaTaerngpore-
Ha3HOro KOMrnekca BapbupyoT B Npegenax ot 0,9-2,1
(PpaHums) po 2,7 (MopTyranus) cnyvaes Ha 1 MiH Hace-
nenns [11]. Oecduvunt nupysaTaerngporeHasbl BO3HU-
KaeT B pe3ynsrate uameHeHun reHos PDHAT n PDHB,
KOOMPYIOLMX, COOTBETCTBEHHO, anbda- n 6eta-cyonb-
eouHnLbl hbepmeHTa [4]. MNaTtonornyeckne BapuaHTbl
reHa PDHA1 sBnsitotcs Hanbonee 4vacton (oo 80%
BCEX CNy4aeB) NPUYNHON pdeduunta nmpysaTgervg-
poreHasHoro kommnnekca. OcTanbHble cryydan gedu-
uutTa BbI3BaHbl U3MeHeHusiMn reHoB PDHB (4,3%),
DLAT, kopmpytowero E2 (1,5%), DLD, kogupytowero E3
(6,2%), PDHX, kopupytowero E3-cessbiBalowmin be-
nok (10,7%), n PDP1, kopupytoLero KataimTn4eckyto
cybbeguHmLy docdarasbl nupysatoerugporeHassl 1,
KaTanuaupyowyro dochopuanpoBaHme CepUHOBBIX
ocTaTkoB E1, 4TO MpMBOAMT K MHIMOUPOBAHMIO MMPY-
BaTAernaporeHasHoro komnnekca [12, 13].
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Hanbonee pacnpoCTpaHEHHbIMU KIUHWYECKMM
dopmamn  gechrumTta  NMpyeBaTAernaporeHasbl  SAB-
NAIOTCA HeoHaTaslbHasa 3Huedanonatns C nakrtaTa-
LMOo30M, paHHasa getckas gopma n dopma ¢ no3a-
HUM Hadanom [14]. HeoHaTanbHas copma 60ne3Hu
[ebioTupyeT cpasy nocne POXAEHUA U OTIMHAETCHA
BbICOKVMM PUCKOM CMepTK [6]. HacTbiM KIMHNYECKUM
nposiBNeHMemM 3Toin hopMbl 6ONEIHN ABNSETCA yCUIU-
BalOLLAACS MbILLIEYHAA MMNOTOHNS Ha (hOHE MOBbILLE-
HMS1 KOHLEHTpauun nakrtara B kposu [1, 15]. Kpome ru-
notoHun (89%), cpean HEBPONOrMYECKUX CUMMNTOMOB
OTMEYaT TakXXe BO3HWKHOBEHMWE MbILLEYHON runep-
TOHUM WAN CMELUaHHON runep-/runotoHnn (49%), cy-
popor (57%) [1]. BmecTe ¢ TeM onMcaHo OTHOCUTENbHO
LobpoKavecTBEHHOE TeyeHne 60Ne3HN C MbILLEYHOM
rMNOTOHMEN 1 3agep>XXKon pa3suTus [16]. HeoHaTanb-
Has hopma Hepenko COo4YeTaeTCsi CO CTPYKTYPHbIMM
aHoManMaAMn rofOBHOrO0 MO3ra, BKJIOYAs BEHTPUKY-
nomeranuio (67%) n areHe3uto, ANCreHe3nto Uan rmno-
nnasuo mosonuctoro tena (55%) [17, 18].

leH PDHAT cuenneH ¢ X-XpoOMOCOMOW, 4TO npegon-
pefensieT Hanam4me nNpu3HakoB 60Me3HNU, CLENEHHON
C nonom [4], a IMEHHO APKYHO KJIMHWYECKYIO KapTUHY
C TSKENBIM U CPELHETSKENBIM TEHEHUEM Y JIULL MY K-
cKoro nona. B page onvcaHHbIX NpvMepoB NOfo3pe-
HWe Ha AeuuuT NupysaToermgporeHassl ¢ nocneny-
IoWrM obcnenoBaHMEM BO3HMKAET Ha MEepBOM rofy
XKU3HW MpU Hann4um y pebéHka coxpaHstoLLencsa r-
NOTOHMKN, POPMUPOBAHUN 3a0EPXKKK ObLen 1 men-
KO MOTOpuKK, passutum cygopor [13, 19]. MNMo3gHee
Ha3Ha4eHue NIeYeHns He NO3BONAET CTabnIM3MpoBaTb
nauueHTa, 4To NPUBOAUT K ieTansHOMy ncxogy [19].

B nutepartype npuBOAATCS COOBLLEHNST 06 UCMOSb-
30BaHUM guxsiopaueTara u geHunbytnpaTta Kak no-
TeHUMasbHbIX METOAOB NeyeHns geduunTta nupysar-
permpgporeHasbl, Bbl3BaHHOro PDHAT-naTtoreHHbIMM
BapuaHTaMu, Kak BDEMEHHOIO CPEACTBA YMEHbLLEHNS
nakTtaTaumposa [20].

C y4éToM mMexaHu3Ma pasBuTUS OAHHOW NaTono-
rmm Haubonee 4acTbiM/U PEKOMEHAALMAMUN ABNSIOTCS
Ha3Ha4YeHne KEeTOreHHOM OWeTbl C BbICOKMM COpep-
>K@HUEM >KUPOB N HU3KNM COOEPXKaHWEM YrNeBOLOB,
YTO NMO3BOMSET YACTUYHO YMEHbLUINTb AenumnT nupy-
BaTAernaporeHasbl, HO HUKOrga He YCTPaHSAETCs nos-
HocTbto [20]. B coobuwenun K. Sofou n coasT. [21] npu-
BOAATCS AAHHbIE O CHWKEHWUUN YPOBHS JlakTata KpoBu
N HEKOTOPbIX KOTHUTUBHbIX YJTYHLIEHMSAX Y NaLueHToB,
NCMNOJIb3YIOLLNX KETOrEHHYIO OUETY 6onee 2 ner.

B cTatbe npuBepeHo onvcaHne nepeoro B Camap-
CKOW 06J1acTU KNMHNYECKOro cny4vas pebéHka c fe-
durumToM NupyBaToerngporeHasbl. AKLEHT caenaH Ha
HeOBOXOAMMOCTY PaHHErO BbISBNAEHNS AeduumTa nupy-
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BaTAerngporeHasbl 1 605iee paHHEro Havana neyeHns
Yy HOBOPOXXOEHHbIX 1 AeTell NepBblX MECALEB >XXU3HU
C HEOOBACHVMON NPOrPeCCUPYIOLLIEN MbILLEYHOI MMMo-
TOHMeN, cnabocTblo, CTOMKOW runepnakTaungemmnen,
OTCTaBaHWEM B HEPBHO-MCUXUYECKOM Pa3BUTUN.

lMocKkoNbKy NMEITCA NNLLb eQUHNYHBIE COOOLLEHMUS
O PaHHEM Ha3Ha4YeHUn Tepanun OEeTAM C Takol narto-
NIOTNEN, NPencTaBsieM OnbIT fieveHnst pebéHka ¢ Ha-
3HaA4YeHNEM emy B BO3pacTe 2 MECSLEB XU3HU KETO-
FEHHOW AMETbI N BbICOKUX [03 TUaMUHa.

KJIMHUYECKWUW NPUMEP

O naumeHTe

Manb4uk A., 2022 roga poXxaeHusi, oekabpb.

W3 aHamHesa. Pogunncs ot BTOpoi 6epemeHHO-
CTn (Nepsas GEPEMEHHOCTb — HOPMasbHble POonpl
B 2021 ropy, AeBoYKa 340P0OBa), BTOPbIX CPOYHbIX PO-
nos, maccon tena 2970 r, gnuHon 50 cm, oueHKon no
wkane Anrap 7/5 6annos. bepeMeHHOCTb NpoTekana
Ha (hoHe apTepuanbHON rMNepTEH3UKU, ayTOUMMYH-
HOro TUpeomauTa, ayTnpeosa n oxupeHusa Il ctene-
HW. MaTtepn 29 neT, oty 30 neT; npodeCcCnoHanbHbIX
BPEQHOCTEN Y POOUTENEN HE BbISIBNIEHO; OTEL, KYPUT;
COCTOSAIT B 3aperucTpupoBaHHOM Opake; Hacneg-
CTBEHHbIX 3260/1€BaHNI HE BbISABIIEHO.

[Mpn NnepBoM oCMOTPE NOCNe POXAEHUS COCTOSIHNE
OLIEHEHO KaK CpegHeTSXXENOoe 3a CYET MbILLEYHOW rn-
notoHun. CocTosHNE yXyaLanocb 3a CHET ycyrybne-
HMS1 HEBPOJIOMMYECKOW CUMMTOMATUKW, B CBS3N C YEM
B NEPBbIi AEHb XXU3HW Obln nepeBenéH B OTOENEHNE
peaHVMaunm N UHTEHCUBHOI Tepannn NS HOBOPOXX-
OEHHbIX [leTckon pecnybnMKaHCKON  KIMHUYECKOW
6onbHuULbl Pecnybnukn TatapcTaH r. Kasanu (OPKE).

O6bekTnBHO. Tpn MOCTYNIEHUN COCTOSIHME TSDHKE-
noe 3a CYET HEBPOJIOTMYECKOW CUMMNTOMATUKK, MeTa-
60NM4eCcKUX HapylleHuin. Banbii. ma3 He oOTKpbiBa-
eT. Pecnekcbl cHxeHbl. o nabopaTopHbiM AaHHBIM
OoTMeYanucb runepammoHnemns (oo 121 Mkmonb/n),
runepnaktatemus (oo 8,1 mmonb/n), nosbileHne 06-
wero 6unupybuHa 3a CYET HenpsMoi dqpakuum fo
156 MKMonb/N. YpoBHU nccnegyemoro obuero 6enka,
anaHuHamMmuHoTpaHcdepasbl, acnapTatammHoTpaHche-
pasbl, MOYEBUHbI, KpeaTUHWHA, Kanus, HaTPUsi B HOPME.
B o6uiem aHanmse KpoBu BOCNaNMTENbHON aKTUBHOCTM
HeT, remornobuH 173 r/n, TpombBoumnTbl 381x103. Mpu
HenpocoHorpadmn BbISBAEHb! OYNIMKALMOHHbBIE KNC-
Tbl B carntrasbHOM cpe3e, MOphodyHKUMOHaNbLHasA
HEe3penocTb. YNETPas3ByKOBOE MCCNEOOBaHWe renarto-
NMEHaNBbHON CUCTEMBI NATONOMN He BbISBUO. OXOKap-
avorpadust nokasana HannyMe OTKPbITOrO OBanbHOro
OoKHa (3,4 Mm) co cbpocom cnesa Hanpaso, CUCTONN-
Yeckoe OaBrieHne B NEroyHon apTepum 26 MM PT.CT.,
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B CTBOJIE NErOYHON apTepun NaToNorn4ecKmnx NOTOKOB
HeT. Ha anekTpo3aHuedanorpaMmme 3apernctTpupoBaHa
€OVHNYHas naTonorm4yeckas MepnsieHHOBOIHOBas ak-
TUBHOCTb B 3aTbl/IOMHbIX 06nacTAX.

JleyeHune: orpaHnyeHa aHTepanbHas 6enkoBas Ha-
rpyska go 0,5 r/kr, BHyTpuUBEeHHasa goTaums rioKo3bl
po 1 r/cyT.

du3mkanbHas guarHocTuKa

Mo paHHbIM PU3NKaNbLHONO OCMOTPA B NepPBbIe CyT-
KW >XKN3HN 3ahKCUPOBAHO yXyALleHne HeBpooruye-
CKON CUMMNTOMATUKIN: NOSIBUIUCL YTHETEHNE CMOHTaH-
HOW ABUraTenbHOW akTUBHOCTW, YCUNEeHue Tpemopa
nogbopopka, rnasofsuraTenbHble HAPYLLEHNA B BUAE
HMCTarMa, CUHLPOM MbILEYHON rmnoToHnn. Pednek-
Cbl CHV>KEHBI.

MpepBapuTenbHbIA aUuarHo3

lMpn nepeBoae B OTAENEHNE peaHMMaunn BbiCTaB-
fleH npepgBapuTeNibHbI  anarHos: «[lepuHaTansHoe
nopa>keHne LEHTPaslbHON HEPBHOW CUCTEMbI TUMOK-
CUYECKU-ULLEMNYECKOrO reHe3a B popMe cuHapoma
MbILLEYHOW rMNOTOHWK, rnasofsuratesibHbiX HapyLle-
HWA. HeoHaTanbHas runepaMmMoHUeMuns, rmnepnakTa-
Temus. HacnepctBeHHble 6one3Hun obmeHa. Metun-
ManoHoBas aumaypus. BpoxXaéHHbIN NOPOK pasBuTUA
rONOBHOrO MO3ra — runonnasns Mo3oINCTOro Tena.
KuctoBngHaa TpaHcgopmaums LWMLLKOBUAHON Xene-
3bl. OTKpbITOE OBasnbHOE OKHO. [lonofHMTeNbHas Xop-
4a NeBoro enygodka. Ateniektas npasoro NErkoro.
AHeMVsi CMeLIaHHOM 3TUONOMUM TSXKENOWN CTEeNneH».

AnHamMmuka n ncxogbl

Mocne cTabunuaaunm COCTOAHUSA Ha 6-I AeHb XN3-
HN PebEHOK OblN1 NepeBeaéH B OTAENIEHNE NaTONOMu
HoBOpOXAEHHbIX (OPKB: cocTosiHne Tshkénoe, yrHe-
TEHWe CNOHTAHHOWN ABUraTeNnbHOM akTUBHOCTK, ycune-
HVe Tpemopa NogbopoaKa, ra3oaBuratesibHble Hapy-
LUEHNs B BUAe H1UCTarma.

B nedyeHun naumeHTa yMEHbLUEHO 3HTepasibHoe
nutaHne go 50 mn yepesd 3 4aca ¢ gonamBaHnem 5%
pacTBOpPOM rntoKo3bl (1,6 I/Kr B CyTKM).

Buonornyecknii matepuan pebéHka OTnpaseH
ANS FEHETNYECKOro CCefoBaHus.

06.02.2023 pebEHOK pocTaBneH Opurapon ca-
HuTapHon aBuaumm u3 OPKB r. Kasann B TBY3 CO
«Camapckast obnacTHast KnmHudeckas 6onbHuLa nme-
Hn B.. CepepasuHa» (COKB nm. CepepaBuHa) no
MECTY XXUTENbCTBA POAUTENEN.

Haxopguncs B oToeneHun peaHumaumm M UHTEH-
cusHom Tepanun no 07.04.2023, roe ¢ 10.02.2023 no
YKN3HEHHBIM MOKa3aHWsAM Hayan nosnyvatb KETOFEHHYH
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OMETY (nevebHas BbICOKOXXMPOBaA HW3KOYrNeBoaHas
cyxasi CMeCb [ON11 3HTepasibHOro nNUTaHWs) B CBSA3U
C npepnonaraemMbiM 3abonesaHunem. lNMposogunacek me-
Tabonmyeckas Tepanus: NeBOKaApPHUTUH, LMTOMNaBuH,
ButamnH B1 (no 300 mr/cyT), ybuaoekapeHoH. Mony4yan
Takxe npenapatbl xenesa (lll) rmgpokemg nonMmansro-
3aT, rMKOHAT KanbLus, rmgpokapboHart HaTpus. B cea-
311 C Pa3BUBLLMMCS OCTPbIM OPOHXMTOM MOAy4Yan aHTu-
6akTepuranbHyo Tepanmnio — aMnUUMIIMH/Cynb6akTam.

09.03.2023 nony4deHbl pe3ynsTaTbl CEKBEHUPO-
BaHUSI 3K30Ma: BbISBEH TFOMO3WIOTHbI BapuaHT
HYKNEeOoTUAHON nocneposaTenbHOCTM B reHe PDHAT
(X-19359612-C-E), npnBoasen K 3aMeHe aMMHOKU-
cnot 378-i no3uunn 6enka. BapuaHT onucaH B roMo-
3UroTHOM (hopMe y NauneHToB ¢ AednumMToM NupyBaT-
AerngporeHasbl, B TOM YMCEe Kak BO3HNKLLNIA de novo.

C 07.04.2023 pebEHOK B CTABUNIBHO TSXXKENIOM CO-
CTOAHWUN 6€e3 3aBMCMMOCTY OT KMCopoaa nepesenéx
B OTAENEHME nannnaTuBHON MEOULMHCKON MOMOLLM
0eTaMm, roe Haxogumncsa no KoHel anpens 2023 roga.
CornacHo pekoMeHgauusm Bpada-gueTosnora, B nuta-
HUM pebéHKa yBennyeHa gotaums 6enka sHTepanbHO
[0 2 I/Kr B CyTKI.

OcyLecTBAANCA NOCTOSAHHbBIA ANHAMUYECKUIA KOH-
TPOnb MeTaboNMYeCKOro COCTOSHUS MauneHTa C uc-
Nnosib30BaHMEM KETOMETPA 1 aMMOoHUMeTpa (puc. 1, 2).
B xope o6cneposaHns otMeyanucb konebaHuns ypos-
HS ammmnaka Kposu ot 120 go 154 mmonb/n, Ha oHe
NeveHns — cHmxeHne 0o 38 mmone/n. pyrue 3Haym-
Mbl€ NMoKasaTenn NnpeacTaBneHbl B Tadn. 1.

MNpoBeneHa TenemMeanLMHCKasa KOHCYNsTauus ¢ Me-
ONKO-reHeTmndecknum LeHTpom PrAyY «HaumoHanbHbIin
MEOMLMHCKNIA MCCNeaoBaTeNlbCKUA LEHTP 300P0BbA
peteli» Munagpasa Poccum (Mocksa). JuarHo3 u Tak-
TVKa BeAeHUs nauneHTa cornacoBaHbl.

Manb4nk BbINMcaH oMo Ha 37-i oeHb npebbiBa-
HUS1 B CTauMOHape B YOOBNETBOPUTENBHOM COCTOSIHUM
nop, oucrnaHcepHoe HabnofeHne y4acTKoBOro neamat-
pa n Bpayen-y3kmx CrneunanmctoB C PEKOMEHAALMAMU
NPOAOCMKUTL NPUEM N1Ee4EBHON BbICOKOXXMPOBOIM HU3KO-
YrNEBOAHON CyX0Ol CMECU ONSA SHTEPASIbHOIO NUTaHNSA 00
6-8 pas B CYyTKM C KOppeKumel f03bl CMECU MO pe3ynsTa-
Tam aHTponomeTpumn. HasHaveHa BbiCOKas [o3a BUTaMu-
Ha B1 (tnamuna xnopup): no 10 Tabnetok (10 mr) 3 pasa
B [OeHb OANTENbHBIM KYPCOM. JIEBOKAPHUTUH BHYTPb
no 5 kanenb 3 pasa B AeHb NMOCTOSIHHO. YOuaeKapeHoH
BHYTPb M0 6 Kanesb 2 pasa B AeHb. YpcodanbK CycrneH-
31s no 250 mr/mn, 1 M Ha HOYb B TeYeHne MecsLa.

B Bo3pacTe 5 mecsiueB pebEHOK NOCTynui B nna-
HOBOM MNopsiAKe B OTOENeHWe nanavmaTtuBHOW Megu-
unHckon nomowm petam COKB um. CepepaBuHa.
CocTosiHMe TsXENoe no OCHOBHOMY 3ab0neBaHuio.
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Puc. 1. MNokasaTesib KUCNIOTHO-LENI0YHOr0 COCTOSIHUS B Nepuop, NpebbiBaHns B cTaumoHape. Hopma KMCNoTHO-LLEeN04YHO-
ro coctosiHus 7,35-7,45.

Fig. 1. Indicator of acid-base condition — blood pH during hospitalization. Normal acid-base status 7.35-7.45.
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Fig. 2. Lactate dehydrogenase indicators during the patient's follow-up from 17.01.2023 to June 10, 2023.

20.11.23

HeBponorn4eckmin ctatyc npu OCMOTPE: FOSIoBY He
YOEPKNBAET; OTCYTCTBME 3PUTENBHOrO M CITyXOBOrO
COCpPEefOoTOYEHMS; OTMEYAEeTCA HEMoCTOosHHas uk-
caumsa B3rnsga C Neprviognyeckyt BO3HMKAIOLWMUM HUC-
TarMOM U 3aKaTblBaHWEM [/1a3; MbILIEYHbIA TOHYC ne-
PEMEHHBIA C MEPUOANHECKUM YCUSIEHUEM LUCTOHUN.
MpoBenéH BMOXMMNYECKNIA aHann3 KpoBK (CM. Tabn. 1).
lMocne KoHcynsTauuy Bpada-HeBposora (3aseny-
olan oTaeneHneM Ans OeTel ¢ NopakeHUeM LIeHT-
panbHON HEPBHOW CUCTEMbl M HAPYLUEHWEM MCUXMKM
H.H. CaBenbeBa) BbicTaBneH anarHos: «HelpopereHe-
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patnBHoe 3abonesaHune. Ledvuut nupysataermgpore-
Ha3sbl E1 anbga. LleHTpanbHbIn TeTpanapes, npenmyLye-
CTBEHHO MPaBOCTOPOHHMUA. CUHOPOM WHGAHTUBHbBIX
cnasmoB. PoTtatopHbin Huctarm». B neyeHue pobas-
NleH neseTupaueTam nutbeson pacteop 0,6 mn 3 pasa
B AeHb (9:00, 14:00, 20:00), unn 180 Mmn B CYTKN.
CornacHo ocCMOTpy Bpava-gueTosiora (3aBepyto-

was otgenom nevebHoro nutaHms H.H. KyaHeuosa),
OOMOJSIHUTENBHO K OCHOBHOMY Oblil BbICTaBNEH guar-
HO3 6ENKOBO-3HEPreTUYECKON HEQOCTATOYHOCTN NEr-
KOW CTENEHMN N 3a0ePXKKN (U3NYECKOro pas3BUTUS.

https://doi.org/10.17816/clinpract629443
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Tabnuua 1/ Table 1

3Haunmble noKkasaTenn 6MOXMMUYECKOro nccneposaHns Kposu /
Significant indicators of biochemical blood testing

Pe3ynbraTt EpvHuuya namepeHus 3Ha4yeHue Hopma/lNMatonorua [arta uccnepoBaHus
[noko3a MMONb/N 3,4 Hopma 17.01.2023
[ntoko3a MMONb/N 4,09 Hopma 07.02.2023
[mioko3sa MMOJb/N 5,8 MaTonorua 18.02.2023
Bunnpy6unH o6 MKMOJIb/N 9,8 Hopma 17.01.2023
Bunnpy6buH o6 MKMOJIb/N 9.1 Hopma 07.02.2023
Bunupy6uH obwui MKMOJb/N 5,8 Hopma 18.02.2023
C-peakTuBHbIl 6enok mr/on 0 Hopma 17.01.2023
C-peakTuBHbIN 6en0K mr/on 0,9 Hopma 07.02.2023
C-peakTuBHbI 6en10K mr/on 6,1 MaTonorus 18.02.2023
AMMOHUIN MKMOJ1b/N 121,9 MNaTonorus 17.01.2023
AMMOHUIN MKMOJ1b/N 711 MNaTonorus 07.02.2023
NakTaTgerngporeHasa En/n 169,8 Hopma 29.05.2023, 17:25
Hatpwii (Na) MMOJb/N 134,9 MaTtonorus 29.05.2023, 17:25
NakTart MMONb/N 3,79 MNaTonorus 29.05.2023, 18:28

B otaeneHun pebEHOK npogosmkan nosyyarb nira-
HUe BbICOKOXXMPOBOW HU3KOYr1EBOLHON CYXO CMECHIO
ONs 9HTEepanbHoro nutanus (no 14,2 r cmecn + 120 mn
BOZbI) C KOppPEKL e f03bI.

3a nepuopg rocnuTanusauMu NpoBenEeHO cnepy-
Iolee MeaVKaMeHTO3HOE JIeYeHUNe: rnapeHTePasibHO:
mMarHua cynbedat 25% 1,5 mn + p-p HaTpus xnopwu-
ga 0,9% 100,0 mn, Ne 4; neBokapHUTMH 10 M + p-p
HaTpusa xnopuga 0,9% 100,0 mn, Ne 5; untodnasuH
2,0 mn + p-p Hatpusa xnopuga 0,9% 50,0 mn, Ne 5;
p-p TmamnHa xnopuga 2,0 Ma + p-p HaTpua xnopuga
0,9% 10,0 mn 3 pasa B AgeHb, 5 gHew; BHYTPb: yougeka-
PEHOH No 6 Kanesnb 2 pasa B AeHb, MacnsaHbIli PacTBoOp
Konekanbuudepona no 2 Kancynbl B CYyTKMW, NEBETU-
pauetam 100 mn no 0,6 mn 3 pasa B feHb.

B utoHe 2023 roga pebEHoK B CTabubHOM COCTO-
AHMM BbINUCAH OOMON MO HabMogeHUe y4acTKOBbIX
Bpayeln (negmartpa, HeBpoJsiora, guertonora, odrasb-
Monora, opTonefa, Bpaya MananMaTtUBHOM CIy>XXO6bl)
C AVMHAMUYECK/M YPOBHEM KOHTPONSA NakTara KpoBu
1 pa3 B MecsL, ra3os KpoBy 1 pas B 2 Hegenu, ypoBHS
KETOHOB B KPOBUM HaTOLLaK Yepe3 AeHb, YPOBHA 6eTa-
rngpokcnbytupata. aHbl pekomeHgauum no Npoaon-
XKEHWNIO KETOreHHOW AneTbl, NPUéMy TramMuHa xnopuaa
B BUAE NOPOLLKOB (TnamuHa xnopug 300 mr/cyT), npo-
TUBOCYAOPOXHOIN 1 MeTaboIM4ECKON Tepanum.

B Bo3pacTe 9 MecqaueB y Manbynka oTMeYeHa He-
3Ha4MTENlbHAs  MONIOXKUTENbHAA  HEBpOJiornyeckas
anHamuka. CocTtosiHne cTabunbHOe, CpenHen TsxKe-
cTu. fonoBy yaep>XXmBaeT HEMOCTOSHHO, eCTb cnabas
peakuus 3puTeNbHOro U CyXOBOrO COCPEAOTOHEHNS.

www.clinpractice.ru

Huctarm oTmevaetca nepuogudeckn. MeblwevHas

FMNOTOHUA. Onopa Ha HOrM CHM>xeHa.

MporHos
MporHo3 ans >KM3Hu naumneHTa Ha oHe npoBoan-
MO Tepanuu 6naronpuUsTHbIN.

OBCYXJAEHUE

Kak npasuno, cpeaHuii Bo3pacT NOCTaHOBKK anar-
HO3a geduumnTa NnupyBaTgerngporeHassl 1 Ha4ana ne-
YeHUs COCTaBNSAET OKoNo 45 mecsueB (CpepHUii BO3-
pact ~20 mecsues) [1, 21].

Ha cerogHsAWHWA [eHb 3TUOTPONHas Tepanus
pgedvunta nupyBaTAerngporeHasHoro Komniekca
He pa3paboTaHa, NO3TOMYy MauueHTam HasHayaeTcs
natoreHeTMyeckas 1M cumMnToMaTu4eckas Tepanus.
OgHVM M3 npegnaraembiXx METOAOB NEYeHUs SABNS-
eTCa KeToreHHas pauerta, BkJovawwas 6onbloe
KONMMYECTBO XXMPOB, 6narogaps KOTOPbIM OPraHn3m
Ha4YMHaAET MoJly4aTb SHEPrui0 3a CHET PasnNoXKeHus
XXUPHbIX KUCNoT [22]. Ha ¢oHe neyeHnss CHWxaeT-
CH YPOBEHb NlakTaTa B KPOBW, YMEHbLUAETCHA 4acTo-
Ta Cygoopor, HOpPManu3yeTCcs COH, MOTEHUUPYHTCA
pa3BuTME peyn, obLien U MEeNKoNn MOTOPUKW, CHU-
)KaeTca 4vactota rocnutanusauuin [21]. B HekoTo-
pbIX UCCnegoBaHWAX OTMevaeTcsl Yhy4leHue co-
CTOSIHUS Npu Jo6aBfeHUN K MPOBOSUMOMY JIEHEHMIO
TnamuHa [23], ogHaKo B 9KCMEPUMEHTAX He BbISIBIEHO
N3MEHEeHN A CYMMapHON (pepMeHTaTUBHOW aKTUBHO-
CTU NMpyBaT4ErnaporeHasHoro Kommnaekca npu ge-
drunTe TMamuHa [24].
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Ha ¢oHe nposogumon Tepanuu OTMeYaeTcs 3Ha-
yUTENbHAsA NONOXKUTENbHAA AMHAMKKA B HEPBHO-MNCU-
XMYEeCKOM pasBuTum pebéHka 3a nepunog HabnogeHus.
CnegyeT OTMETUTb, YTO pPaHHAS MOCTaHOBKa Auar-
HO3a M CBOEBPEMEHHO Ha4vaToe NevyeHne yny4ywaroT
MPOrHO3 ANs nauvMeHToB ¢ AeduumTom nupysaThe-
rMOpOoreHasbl, YTO Tak>XXKe OTMeYaeTcs B NCCnegoBaHu-
AX gpyrux aBTopos [3, 21].

3AKJTIIOYEHUE

Oecduunt nupysatgermgporeHasbsl — ofHa U3
hopM TSXKENbIX HACNEACTBEHHbIX MUTOXOHAPUABHBLIX
6onesHell obMeHa, XapakTepusyloLasics HapyLue-
HUAMW SHEPreTU4ecKoro obmeHa u nNposiBAstoLLancs
LUMPOKUM CMEKTPOM HEBPONOrNYECKNX CUMMTOMOB.
PaHHsa nocTaHoBKa AmnarHo3a MMeeT KpalHe BaXKHOe
3Ha4eHne ona GU3N4EeCKoro N HePBHO-NCUXNYECKOrO
pasBuTMA OeTen C AaHHOW NaTonornen, YTto obycnos-
JIEHO CBOEBPEMEHHbIM Hadvasiom Tepanuu. HecmoTps
Ha OTCYTCTBME BbICOKOI(PAHEKTUBHOIO 3TUOTPOMHOIO
NeYeHnsi, B HEKOTOPbIX Cy4YasX, K KOTOPbIM OTHOCUT-
CSl N OMNMCbIBAEMbIV HamK, ynydlleHue KINHUYECKOro
TeveHns HabnogaeTcsa Npu NPUMEHEHUN NMpenapaToB
TMamrHa, a Tak)Xe CobIoOeHNN KETOreHHON ANEThI.

DONOJIHUTENBbHAA NHOOPMALUA

UcTouHuk cbuHaHcupoBaHusa. ABTOpbI 3aABNSIOT
06 OTCYTCTBMSA BHELIHEro (huHaHCpPOBaHNs Npu Noa-
rOTOBKE CTaTbl.

KoHbnuKT nHtepecoB. ABTOPb! AEKNAPUPYIOT OT-
CYTCTBME ABHbIX 1 NOTEHLMANBHBIX KOH(JIMKTOB UHTE-
PEeCcoB, CBA3aHHbIX C NybnMKaumen HacTosALLEN CTaTby.

Bknap aBTopoB. [10. [lopeykoBa — Hay4HOe pe-
OaKTMpoBaHue cTaTbW, BHeCeHue npasBok; E.A. Ka-
JMHWHa, H.H. KopoTkoBa — nOUCK U aHanuad nute-
paTtypHbix nctouHukos; O.[. bosraposa — un3y4veHve
aHamMHe3a XW3HW 1 3aboneBaHUs [0 MNOCTYMNIEHNS
B COKB um. CepepasuHa; H.H. Ky3aHeLoBa — BbI6op
akTyanbHOW WHpopMaunM 13 nctopum 60ne3HN BO
Bpems nedveHns B COKB nm. Cepepasuna; LLLU. [an-
CMH — HanuCaHne TEOPETUHECKOW YacTu CTaTbi;
E.O. BecyacTHass — onncaHne KINHUYECKOro cry4as,
ohopmiieHne matepuana no TpeboBaHnaM nsgaresb-
cTBa. ABTOPbI NMOATBEPXKAAIOT COOTBETCTBUE CBOEr0
aBTopcTBa MexayHapoaHeim Kputepusim ICMJE (Bce
aBTOPbl BHEC/N CYLLECTBEHHbIN BKNah B paspaboTky
KOHLeNuMn, MNpOBEAEHNEe MOVNCKOBO-aHaINTUYECKON
paboTbl U MOArOTOBKY CTaTbW, MPOYaM KU 0gobpuau
mHanbHyO Bepcuio nepeq nybamkauuei).

MHdopmupoBaHHOe cornacmue Ha nyonukauuio.
OT 3aKkoHHOro npeacTaBuTeNs nauueHTa MonayyYeHo
UHopMUPOBaHHOE AOBPOBONLHOE corfacue Ha uc-
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Nnonb30BaHNE MeOMLUMHCKMX [AaHHbIX (pe3ynsTaTtoB
HabntogeHns, 06cnefoBaHns, NeYeHNs) B HayYHbIX Le-
nsix (@ata nognucanus 20.04.2023).
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