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AHHOTALUSA

O6ocHoBaHue. [euunt nupysatgerngporeHadsl — ogHa n3 ¢opM TSXKEJbIX HACAE[CTBEHHbLIX MU-
TOXOHAPUasIbHbIX 60/€3HEN OOMeEHa, XapakTepu3yroLyasiCs HapyLUEHUSIMU SHEPreTUHECKOro obmeHa
Y NPOSIBAISIIOLLASICS LUMPOKUM CMEKTPOM HEBPOJIOrMHYECKUX CUMIATOMOB. C/I0)KHOCTbL rnpy nogbope Tepa-
iy 3aKJII04aeTCs B HEAOCTATOYHOM YUCTIE [JaHHbIX 10 BEAEHWIO AETEN C JaHHOW naToiorner BBugy mx
rmbenv B paHHeM BO3pacTe n HE4OCTAaTOYHOM ANarHOCTUKN MPU XKN3HW. ToYHass pacrnpoCcTpaHEHHOCTb
3abosieBaHsT HEM3BECTHA — MPEArnoIoKUTesIbHO, MeHee 1 Ha 1 000 000, 4TO rO3BOJISIET OTHECTU €ro
K ophaHHbIM 3abosieBaHusIM. OnucaHne KIIMHUYECKOro cy4Yasi. B ctatbe npegcrasieH cryvan Hab-
nofeHns pebéHka ¢ peakuM HeipoMeTabom4yeckum 3aboseBaHneM — [4euynTOM nNupyBaTherngpo-
reHasHoro komrinekca E1. [lnarHo3 6bii1 3anogo3peH cpasy nocse poXxaeHuss Ha OCHOBaHUY HEBPOJIO-
rMYECKOV CUMMITOMATVIKM, HEOHATaIbHOM rurepaMMOHNEMUN, rurepaaKTateMum U rnogTBEPXKAEH rocie
CEKBEHUPOBAaHUS 9K30Ma, e BbISIBJIEH FOMO3UIOTHbIN BapUaHT HyKJAE€OTUAHONM MOCAe0BaTe/IbHOCTU
B reHe PDHAT1 (X-19359612-C-E). B Bo3pacTte 2 MecsiLieB pebEHOK Havasl rosy4aTb KETOreHHY ANeTy —
BbICOKOXKVPOBYHO HU3KOYI/IEBOAHYH CYXYH CMECH 4151 SIHTEPasIbHOro nuTaHus, MeTaboIn4ecKyro Tepa-
o, ButamuH B1 (no 300 mr/cyT), Ha ¢hoHe Yero Habaroganack ctTabuan3ayms KIIMHUYECKOro COCTOSIHYS.
lpy ocmoTpe B Bo3pacTe 9 MecsieB OTMeYeEHa rOJIOXKNTEIbHasi HEBPOJIOrM4YecKas ANHaMmKa, rnporHo3
AJ151 XKU3HU Ha DOHE rpoBOAVMON Teparnuy — 671aronpusTHeIA. 3akar4deHne. B ctatbe rpuBegeHs!
riokasaresiv GUOXUMUYECKOIo UCCE[0BaHNS KPOBY, KNCIOTHO-LLEI0HYHOrO COCTOSIHUSI KPOBM, OTPaXe-
Ha guHaMuKa HEBPOJIOrMHYECKON KapTUHbI 3a rnepuos Habao[eHVs 3a naymeHToM. PaHHSIs mocTaHoBKa
AvarHosa v Ha4asio Teparnvuv UMEerT KpaviHe BaXXHOe 3Ha4dYeHne A58 U3NYECKOro N HEPBHO-NCUXnYe-
CKOIro pa3BuTUS ETEN C JaHHOU natosaornen. HecmoTps Ha oTcyTCcTBUe 3¢h(hEKTUBHOIO 3TUOTPOMHOMO
JIEYEHUST, B HEKOTOPbIX CJIyHasix ysydLIEeHNe KIIMHUYECKOro TeHeHnss HabarogaeTcs npy NCrnoib30BaHum
rpernaparoB TMaMviHa, a TakXKe CObII0AEHNST KETOreHHOM ANETHI.

KnrouyeBble cnoBa: fetv; Hel;IpOMeTa60]7VI‘-IeCKOG 3abosieBaHNE; MbILLEYHAsI TMMOTOHWST;, HEOHaTa lbHasi
rurnepammoHneMvs; HeoHartaslbHasl ruriepriaKktateMus; ,qedmumr rvpyBatgerngporeHasbl; KeToreHHas
avera; TnamMmuiH.
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OBOCHOBAHUE

Dedvunt nupyBaToermgporeHasbl — TsXKENoe
HacnegCTBEHHOE MUTOXOHApUuanbHoe 3abonesaHue,
XapakTepn3yemMoe HapyLUEeHUSIMN JHEPreTU4ecKoro
obMeHa 1 LUMPOKNM CMEKTPOM HEBPOJSIOTMHECKIMX CUMIT-
ToMOB. lNupyBatoerngporeHasa nNpeacTaBasieT cobom
retepoTeTpamep AByx anbda- n oByx beta-cybbenu-
HuY, (E1a n E1p), cBasbiBaroLLmMX KOaKTop (KOEepMeHT)
TnamuHnupodocaar [1, 2. BmecTe ¢ gurugponunoamu-
pauetuntpaHcdepason (E2), gurugponunoamuaneri-
aporeHasoit (E3) n oByms BcnomoratenbHbiMy 6efikamu

JnueHsmns CC BY-NC-ND 4 /
The article can be used under the CC BY-NC-ND 4 license

nupyesatherngporeHasa (E1) obpasyet nupysatgerngpo-
reHa3HbIll KOMMEKC, TOKaNM30BaHHbIN B MUTOXOHOPYSAX
N KaTanusmpyowmin npu yyactum KohakTopoB aspob-
HOe OKUCMNeHne nupyBaTta (0bpaldyeTcs B peaynbrare
FNMKONM3a — aHadpOBOHOro pacLLensIeHNs roKo3bl) 4O
aueTnn-koaHsmma A (auetunn-KoA), KoTopblii obecnedn-
BaeT JOCTaBKy aueTWSIbHOW rpynnbl B LK Tprkapbo-
HOBbIX KMcnoT (ukn Kpebca) onsi OKNCAEHNS C LIENbIO
npomussoacTea aHepruu [3, 4]. MNpu gedvunTte nupysat-
JernaporeHasbl, paBHO Kak 1 npu geduuynte apyrmx
hepMeHTOB nNMpyBaTAErMAPOreHasHOro KOMIMeKea,
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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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13 nupyeaTa obpasyeTcsi NakTaT (MOJSIoYHAs KUCNOTa),
HaKoMfeHne KOTOPOro B KPOBY U LUTOMSIA3ME KNETOK
opraHv3ma BbiI3blBaET JlakTatauugos 1, Kak cnegcreue,
N3MEHEHVE psifa METAO0IMYECKMX NMPOLIECCOB B TKAHAX
[5, 6]. Hanpumep, n3bbITOK NakTara 3anyckaeT akTusa-
L0 KNETOYHBIX CUMHANBbHBIX MYTEN, KOTOPbIE PErynnpy-
0T BocnaneHue [7], ocnabneHme NpoTUBOOMNYXONEBOrO
uMmMmyHuTeTa [8], onpemensieT TAXKeCTb COCTOSHUS Mpu
NHapKTe MUOKapaa 1 KapguoreHHoM Lwoke [9]. Mnko-
JIN3 N OKUCTIEHNE NnpyBaTa NPOUCXOJAT YXKE BHYTPUYT-
po6Ho [10], nosTomy pgedbnumT NUpyBaToernaporeHassl,
OCOBEHHO ero Tshkénble (hOpPMbl, MPOSABASETCA Cpasy
nocne poxaeHusi pebéHka, Kak npasuio, Npu3Hakamu
HapyLLeHnst PYHKUMIA OpraHoB (FOIOBHOW MOST, MblLLIEY-
Has TKaHb), roe npespalleHne nupysarta B auetun-KoA
nponcxoauT Hanbornee NHTEHCKBHO [1].

MonynsumoHHas YyactoTa geduumTa npyBaToerng-
poreHasbl OCTaETCS HEU3BECTHOW, TOr0A KakK OLIEHKM
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pacnpoCcTpaHEHHOCTN AeduuuTa nupysaTaerngpore-
Ha3HOro KoMrekca BapbupytoT B Npegenax ot 0,9-2,1
(PpaHuus) oo 2,7 (MopTyranus) cnyvaes Ha 1 MIH Hace-
nenuns [11]. Dedpuvuunt nupysaTgerngporeHasbl BO3HN-
KaeT B pesynbrare usmeHeHun reHos PDHAT n PDHB,
KOOVPYIOLLMX, COOTBETCTBEHHO, anbda- 1 beta-cybb-
eouHMUbl hepMeHTa [4]. MNaTtonornyeckne BapuaHTbl
reHa PDHAT siBnstoTcsi Hanbonee 4vactonn (mo 80%
BCEX CllydaeB) NpUYUHON adeduuuTa nupyBaToerng-
poreHasHoro kommnnekca. OcTtanbHble cryyan gedu-
uuTa BbI3BaHbl U3MeHeHusiIMu reHoB PDHB (4,3%),
DLAT, kognpytowero E2 (1,5%), DLD, kognpytoitero E3
(6,2%), PDHX, kopupytowero E3-cesasbiBatowmin be-
nok (10,7%), n PDP1, kKogupytoLero KataauTU4ecKyto
cybbeamHuLy cdocdartasbl nupysaToermgporeHassl 1,
KaTanuampyoLyto dochoprnampoBaHne CepUHOBLIX
octaTkoB E1, 4TO NMprBOAMT K UHIMOMPOBAHWIO NUPY-
BaTaerngporeHasHoro komnnekca [12, 13].
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Hanbonee pacnpocTpaHEHHBIMN  KANHUYECKMM
dopmamn  gedmumTa nMpyBaTAErnaporeHasbl  SAB-
NAIOTCA HeoHaTasnbHasa 3Huedanonatns C nakraTa-
LMOO30M, paHHsAs geTckas dopma n dopma ¢ nosa-
HUM Hadanom [14]. HeoHatanbHas dopma 6051e3Hu
0ebloTUpyeT cpasy Mnocne pPoXAEHUS U OT/IM4aeTcs
BbICOKVM PUCKOM CMepTu [6]. HacTbiM KAMHNYECKMM
nposiBIeHNEM 3TON (hopMbl 6HONIE3HN ABNAETCS YCUIU-
BalOLLASACS MbILLIEYHAs rMNOTOHUS Ha (hOHEe MOBbILLe-
HMS1 KOHLEHTpauun nakrtara B kposu [1, 15]. Kpome ru-
notoHnn (89%), cpean HEBPOSIOrMYECKNX CUMNTOMOB
OTMEYalT TakXXe BO3HUKHOBEHMWE MbILLEYHON runep-
TOHUW WU CMELUAHHON runep-/runoToHnn (49%), cy-
popor (57%) [1]. BmecTe ¢ TeM onncaHo OTHOCUTESNIbHO
nobpokayecTBEHHOE TeyeHne 60Me3HN C MbiLLEYHON
rMNOTOHMEN 1 3adepXXKol pa3suTtus [16]. HeoHaTanb-
Has opma Hepenko Co4YeTaeTcs CO CTPYKTYPHbIMU
aHOManMAMKN rOIOBHOrO MO3ra, BKJIOHas BEHTPUKY-
nomeranuio (67%) n areHe3unto, oUCreHe3nto Nan rmno-
nnasuo mosonmctoro tena (55%) [17, 18].

l'eH PDHAT cuenneH ¢ X-XxpOMOCOMOW, YTO Npeaon-
pegensieT Hanu4me npu3HakoB 60Me3HU, CLEMNIEHHON
C Nonom [4], a UMEHHO SPKYHO KJIMHUYECKYHO KapTUHY
C TSDKENBIM 1N CPEOHETSKENBIM TEYEHNEM Y JINL, MY K-
ckoro nona. B psage onucaHHbIX NPpUMEPOB Nogo3pe-
HVe Ha JeduuuT NupysaToerngporeHasbl ¢ nocneny-
IoWyM obcneqoBaHMEM BO3HUKAET Ha MEPBOM rogy
XKU3HW NpU Hann4um y pebéHka coxpaHstoLLencs rm-
NOTOHUK, (DOPMUPOBAHUN 3ALEPXKKM OOLLen n men-
Ko MoTopuKK, passutum cygopor [13, 19]. MNosgHee
Ha3Ha4yeHne neYeHns He NO3BONSET CTabnIM3NPOBaTh
nauueHTa, 4To NMPUBOAUT K iIeTansHOMy ncxogy [19].

B nutepatype npuBopaTcsa coobLLEeHNS 06 UCNOSb-
30BaHUM guxJopauetaTta u deHunbyTupara kak no-
TeHUManbHbIX METOLOB JiedyeHns geduumTa nupysaT-
gernpgporeHasbl, BbidaBaHHOro PDHAT-naToreHHbIMu
BapuaHTaMu, Kak BPDEMEHHOIO CPEACTBA YMEHbLLIEHNS
nakTtaTtaumgosa [20].

C y4éTOoM MexaHu3Ma pasBUTUS LAHHOW NaToso-
rmm Hambosee 4acTbIMU PEKOMEHAALMAMU SABASAIOTCA
Ha3Ha4YeHNe KETOreHHOW OMEeTbl C BbICOKMM COLOEp-
>KaHUEM >KMPOB M HU3KUM COOEP>KaHUEM YrNEBOLOB,
YTO MO3BONSET YACTUYHO YMEHbLUNTL AeduunT Nupy-
BaTOEernaporeHasbl, HO HUKOrLA He YCTPaHAETCS Mon-
HocTbto [20]. B coobueHun K. Sofou n coasT. [21] npu-
BOASTCSA AaHHbIE O CHVXEHWN YPOBHS JlakTaTa KpoBU
N HEKOTOPbIX KOTHUTUBHbBIX YTYHLLIEHWSAX Y NaLUNEHTOB,
NCMNOJNb3YIOLLME KETOTEHHYIO ANETY bonee 2 NneT.

B cTatbe npusegeHo onncaHne nepsoro B Camap-
CKOWV 0651aCTU KIMHUYECKOro ciyvas pebéHka c ge-
drumToM nupyBaToerngporeHasbl. AKLEHT caenaH Ha
HeOBXOAMMOCTU PaHHErO BbISBNEHNS AeduumTa nupy-
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BaTAermgporeHasbl U 6051ee paHHEro Havana fevyeHns
Yy HOBOPOXOEHHbIX U AeTel NepBbIX MECSALEB >XXU3HU
C HEOOBACHMO NPOrPECCUPYIOLLIEN MbILLIEYHON rMno-
TOHMEN, cnaboCTblo, CTOMKON runepfiakTaungemmnen,
OTCTaBaHWEM B HEPBHO-NCUXNYECKOM PasBUTUN.

[MocKoNbKy MMETCA NULLIb eANHNYHbIE COOOLLEHUS
O pPaHHEM HasHa4YeHun Tepanuu OEeTAM C TakOW naTo-
JIornen, NpencTaBnseM onbIT JievyeHnss pebéHka ¢ Ha-
3HA4YeHNEM eMy B BO3pacTe 2 MECSLEB XXU3HU KETO-
FEHHOW AMETbI N BbICOKMX [O3 TUAMUHA.

KJIMHWYECKWNW NMPUMEP

O naymeHTe

Manbuuk A., 2022 roga poxxaeHusi, oekabpb.

W3 aHamHesa. Pogmnncs OoT BTOpon 6epeMeHHO-
CTn (nepBas GEPEMEHHOCTb — HOPMarsibHble pPOoAbl
B 2021 rogy, AeBoYKa 340P0OBa), BTOPbIX CPOYHbIX PO-
poB, maccon tena 2970 r, gnmHon 50 cm, oueHKon no
wkane Anrap 7/5 6anna. bepemMeHHOCTb npoTekana
Ha (poHe apTepuanbHOM FUNEPTEH3UN, ayTOMMMYH-
HOro TUpeomauTa, 3yTnpeosda n oxupeHusa Il ctene-
Hn. MaTtepu 29 neT, otuy 30 neT; npodeccrnoHanbHbIX
BPEOHOCTEN Y poauTenein He BbISIBIEHO; OTEL, KYpuUT;
COCTOSIT B 3aperucTpuvpoBaHHOM Opake; Hacnep-
CTBEHHbIX 3a60/1IEBAHMI HE BbISIBNIEHO.

[Mpu NepBoM OCMOTPE NOCE POXAEHUSA COCTOSIHME
OLIEHEHO KaK CpegHeTSXXENOEe 3a CYET MbILLEYHOW M-
notoHun. COCTOAHNE yXyQLWanocb 3a CHET ycyrybne-
HUS1 HEBPOJIOTMYECKOW CMMMTOMATVKIK, B CBA3UN C YEM
B MNepBbIll AeHb XN3HW Obln NepeBenéH B OTAENEHME
peaHVMauMm N UHTEHCUBHOI Tepanun Al HOBOPOXX-
OEHHbIX [leTckon pecnybiMKaHCKOM  KJIMHUYECKON
6onbHuubl Pecnybnukn TatapcTtaH r. Kasanu (OPKBE).

O6wbexkTBHO. Npn NOCTYNNIEHNN COCTOSIHUE TSHKE-
floe 3a CHET HEeBPOJSIOrMYECKOW CMMMNTOMATUKK, MeTa-
OoONMYECKNX HapylleHuin. Banbiii. [ma3 He OTKpbiBa-
eT. Pecnekcbl cHmxeHbl. o nabopaTopHbIM AaHHbIM
OTMeYanMcb runepaMmoHnemms (go 121 mMkmonb/n),
runepnaktaremus (oo 8,1 Mmonb/n), NoBbieHe 06-
wero 6unupybrHa 3a CYET HenpsMOon pakumm [o
156 MKMOSL/N. YPOBHU nccnegyemoro obLuero 6enka,
anaHvHamnHoTpaHchepasbl, acnapTataMMHOTpaHcde-
pasbl, MOYEBMHbI, KpeaTUHIHA, Kanus, HaTpusi B HOPMeE.
B 06LLem aHanm3e KpoBu BOCNAIMTENBHOW aKTUBHOCTU
HeT, remornobuH 173 r/n, TpomBounTbl 381x103. Mpw
HenpocoHorpadun BbISBAEHbI AYNIMKALMOHHbIE KUC-
Tbl B carutTasibHOM cpe3e, MOpPhOdyHKUNOHANbHas
HEe3pPesioCTb. YNbTPa3ByKOBOE MCCEeOOBaHne renarto-
JIMEHaNBHON CUCTEMBI NATONOMN HE BbISBUIO. OXOKap-
anorpadus nokasana Hanmyme OTKPbITOro OBasibHOro
okHa (3,4 MM) co cbpocom cnesa Hanpaso, CUCTONU-
YecKoe [OaBfieHne B NEroYHon apTepun 26 MM PT.CT.,
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B CTBOJIE NErO4HON apTepun NaToNorn4ecKmnx NOTOKOB
HeT. Ha anekTpo3aHuedanorpaMmme 3apernctTprpoBaHa
eOUHNYHas naTofiormyeckas MensieHHOBOJSIHOBas aK-
TUBHOCTb B 3aTbIJIO4HbIX 06/1aCTAX.

JleyeHune: orpaHnyeHa aHTepanbHas 6enkoBas Ha-
rpy3ka go 0,5 r/kr, BHyTprBEHHas [OTauus MIOKO3bl
po 1 r/cyT.

du3uKanbHasa puarHocTmka

Mo gaHHbIM hr3nKanbHOro OCMOTPA B NEPBbIE CYyT-
K1 >KU3HN 3ahKCUPOBaAHO yXydLleHe HeBpoOornye-
CKOWM CUMMNTOMATUKI: MNOSIBUNIUCL YTHETEHNE CMOHTaH-
HOW [BUraTenbHON akTUBHOCTW, YCUSIEHMEe Tpemopa
nogbopopka, rnasofsuraTesibHble HapyLIeHNs B BUAE
HMUCTarma, CUHOPOM MbILLIEYHOW rMnoToHnn. Pednek-
Cbl CHVKEHDI.

MpepBapuTenbHbIA AnarHo3

[Mpun nepeBofe B OTAENEHNE peaHUMaLUn BbICTaB-
NleH rnpefBapuTeNibHbIn  AnarHos: «llepuHaTtansHoe
nopa>keHne LEeHTPanbHON HEPBHON CUCTEMbI TUMOK-
CNYECKN-MLLEMNYECKOrO reHes3a B (popme crHapoma
MbILLEYHOW MMNOTOHWK, rnas3ofsuraTesibHblX Hapylue-
HWUIA. HeoHaTanbHas runepaMmmMoHUeMuns, rmnepnakra-
Temusi. HacnepctBeHHble 60ne3Hn obmeHa. Metun-
MasioHoBas aumaypus. BpoXXaEHHbIN MOPOK pasBuTys
roJIOBHOro Mo3ra — runonaasns Mo30JINCTOro Tena.
KuctoBugHas TpaHcgopmaums LWNLLKOBUAHON Xene-
3bl. OTKPbITOE 0BafibHOE OKHO. [JONnonHUTENbHAsA XOp-
4a neBoro >kenygodka. Atefniektas npasoro NErkoro.
AHeMns CMeLLaHHOM 3TUONOTY TSXKENON CTEMEHN».

AvHamuka n ncxopbl

[Nocne ctabunusaumm COCTOSHUSA Ha 6-11 AeHb »XXN3-
HN PebEHOK OblNl NepeBeaéH B OTOENEHNE NaTONOrm
HOBOPOXXAEHHbIX (OPKB: cocTosiHne Tshkénoe, yrHe-
TEHVEe CNOHTaHHOW ABUraTeNbHOM akTUBHOCTH, yCune-
HVe Tpemopa nogboponkKa, rna3oaBuratesibHble Hapy-
LUEeHWs1 B BUAE HUCTarma.

B neyeHnn naumeHTa yMEHbLUEHO 3HTEpanbHOe
nutaHne 0o 50 mn Yepes 3 vaca ¢ ponamBaHneM 5%
pPacTBOPOM rtoKo3bl (1,6 I/Kr B CYyTKW).

Buonoruyeckun matepuan pebéHka OTnpasfieH
ON51 FEHETUYECKOro UCCneaoBaHus.

06.02.2023 pebGEHOK pocTaBneH 6puragon ca-
HuTapHon aBuaumm ua3 OPKB r. Kagzann B T'BY3 CO
«Camapckasi obnactHas KnmHu4eckas 6onbHuLa nme-
H1 B.O. CepepaBuHa» (COKBE nm. CepepaBuHa) no
MECTY XXUTENbCTBa POQUTENEN.

Haxopuncss B OTOeneHunM peaHumaumnm W UHTEH-
cusHonm Tepanun no 07.04.2023, roe ¢ 10.02.2023 no
YKN3HEHHbIM MOKa3aHWsIM Hayan nony4arb KETOFEHHYHO
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aneTy (nedebHasi BbICOKOXXMPOBasi HU3KOYrneBogHas
cyxasi CMeCb [Ons 9HTepasbHOro MUTaHWs) B CBA3U
C npegnonaraemMsiM 3abonesaHneM. lNposogunacs me-
Tabonmyeckaa Tepanus: NIEBOKAPHUTUH, LMTOMNIaBUH,
BuTamvH B1 (no 300 mr/cyT), yonaoekapeHoH. Monyyan
Takxe npenaparbl xenesa (lll) rmgpokeug nonumansro-
3aT, MKOHAT KanbLus, rmgpokapboHar HaTtpus. B ces-
311 C Pa3BMBLLUMMCS OCTPbIM OPOHXMTOM MOosy4an aHTu-
6akTepuanbHy0 Tepanmnio — aMnUUMAIMH/CynbbakTam.

09.03.2023 nony4veHbl pe3ynbTaTbl CEKBEHUPO-
BaHMSI 9K30Ma: BbISIBJIEH [OMO3UIOTHbI BapuaHT
HYKNeoTUgHoOM nocnegosaTenbHOCTN B reHe PDHAT
(X-19359612-C-E), npmBoasLwen K 3aMeHe aMyHOKU-
cnot 378-i noauuun 6enka. BapnaHT onncaH B roMo-
3UroTHONM hopMe y NaLmneHToB ¢ aeduLnToM NupysaT-
OerngporeHasbl, B TOM Y/CHE Kak BO3HUKLLNIA de novo.

C 07.04.2023 pebéHOK B CTabWUNBHO TSXXENOM CO-
CTOAHUKN 6€3 3aBMCUMOCTM OT KNCNopofa nepesenéx
B OTAENleHMe NannnaTtuBHON MeOULMHCKON MOMOLLM
0eTam, roe Haxoguncs no KoHel anpens 2023 ropa.
CornacHo pekoMeHpaunsim Bpaya-gueTosnora, B nnta-
HUM pebéHKa yBennyeHa gotauus 6enka sHTepasbHO
00 2 I/Kr B CYTKMW.

OcyLLecTBAANCA NOCTOSHHbBIA AMHAMUYECKUIA KOH-
TPOJIb MeTAbOIMYECKOrO COCTOSIHMSA MaumMeHTa ¢ uc-
Nnofib30BaHMEM KETOMETpa U amMoHuMMeTpa (puc. 1).
B xope obcnenoBaHns oTMedanncb konebaHns ypos-
HA aMmmmnaka Kposu oT 120 go 154 mmonb/n, Ha doHe
nedYeHnsa — CHkeHne o 38 mmons/n. dpyrue sHaqu-
Mble NoKasaTenu NpefcTaBeHbl B Tabn. 1.

lMpoBeneHa TenemMeanLMHCKAsA KOHCYNbTaLmMs ¢ Me-
ONKo-reHeTndeckum ueHtpom PrAY «HaumoHanbHbIN
MEAVLMHCKNIA UCCNeaoBaTenbCKNin LLEHTP 340POBbSA
neten» MuHagpasa Poccum (Mocksa). [uarHo3 1 Tak-
TVKa BEAEeHNs nauneHTa cornacoBaHsbl.

Manb4uk BbinncaH gomon Ha 37-i aeHb npebbiBa-
HVS1 B CTauVoHape B YAOBNETBOPUTENIbHOM COCTOSHUM
nof, AucnaHcepHoe HabniofeHe y4acTKoBOro neamat-
pa 1 Bpayein-y3Knx CneumanictoB C peKoMeHaaumsaMm
NPOJOMKNTL NPUEM NIeHEOHOIN BbICOKOXXMPOBOW HN3KO-
YrNeBOAHON CyXOl CMECK o151 QHTEPASIbHOMO NUTaHNsA 00
6-8 pas B CyTK/ C KOppeKuyel o3kl CMECU MO pe3yrbTa-
Tam aHTpornomeTpun. HasHaveHa BbiCOKas [o3a BUTaMu-
Ha B1 (tTnamumHa xnopug): no 10 Tabnetok (10 mr) 3 pasa
B [OeHb ANUTENIbHbIM KYPCOM. JIEBOKAPHUTWH BHYTPb
no 5 kanenb 3 pasa B AeHb MOCTOSIHHO. YOnaeKapeHoH
BHYTPb N0 6 Kanenb 2 pasa B AeHb. YpcodasbK CyCrneH-
315 no 250 mr/Mn, 1 M1 Ha HOYb B TEYEHNe MecsLa.

B Bo3pacTe 5 mecsiLeB pebE&HOK nocTynun B nna-
HOBOM MOpsigKe B OTOENeHWe nannuatuBHOW menu-
unHckon nomowm petam COKB wum. CepepasuHa.
CocTosiHne TAXENoe MO OCHOBHOMY 3ab0feBaHuto.
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Puc. 1. lNokasaTtenb KUCNOTHO-LWENI0YHORO COCTOSIHMSA B Nepuop, NpebbiBaHNs B cTaumMoHape. Hopma KMCNoTHO-LWEeN04YHO-
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.

3Hauyumble Noka3aTenn 6MOXMMNYECKOro nccnepoBaHus Kposu /
Significant indicators of biochemical blood testing

PesynbraTt EpnHnya namepeHuns
[mioko3sa MMOJIb/N
[mioko3sa MMOJb/N
[mioko3za MMOJb/N
Bunupy6buH obymnin MKMOJ1b/N
Bunnpy6buH obLumin MKMONb/N
Bunnpy6uH o6wmin MKMOSb/N

C-peakTuBHbIN 6enoK Mr/on
C-peakTuBHbI 6enoK Mmr/gn
C-peaKTuBHbIN 6e0K Mmr/on
AMMOHMI MKMOJb/N
AMMOHMI MKMOJb/N
NakTatperngporeHasa En/n
Hatpwii (Na) MMOJb/N
NakTar MMOSb/N

HeBponornyeckunin ctatyc npu OCMOTPE: rofioBy He
YOEPXKUBAET; OTCYTCTBME 3PUTENBHOrO U CJTyXOBOrO
COCPEfOTOYEHNS; OTMEYaEeTCA HEMoCTOosHHas uik-
caums B3rnsga C NeprogvyecKy BO3HUKAIOWMUM HUC-
TarMoM ¥ 3akaTblBaHUEM [Na3; MbILLEYHbI TOHYC Mne-
PEMEHHBIA C MEPUOANYECKUM YCUSIEHUEM LUCTOHUN.
MpoBenéH BNOXUMNYECKINIA aHaNM3 KPOoBU (CM. Tabn. 1).
Mocne KoHcynbTauum Bpadva-HeBposora (3aBeqy-
olan oTaeneHneM Ons Oeteil ¢ NopaXKeHUeM LEeHT-
panibHON HEPBHOW CUCTEMbl M HAPYLUEHWEM MCUXMKU
H.H. CasenbeBa) BbicTaBneH guarHoa: «HenpogereHe-

Tabnuua 1/ Table 1

3HauyeHune Hopma/MaTtonorusa [aTa uccnepoBaHusi
3,4 Hopma 17.01.2023
4,09 Hopma 07.02.2023
5,8 MaTonorus 18.02.2023
9,8 Hopma 17.01.2023
9.1 Hopma 07.02.2023
5,8 Hopma 18.02.2023
0 Hopma 17.01.2023
0,9 Hopma 07.02.2023
6,1 MNaTonorus 18.02.2023
121,9 MaTonorus 17.01.2023
711 MaTonorusa 07.02.2023
169,8 Hopma 29.05.2023, 17:25
134,9 MaTonorus 29.05.2023, 17:25
3,79 MNaTonorus

29.05.2023, 18:28

paTtmBHoe 3abonesaHue. deduunt nupyBaTaerngpore-
Hasbl E1 anbga. LleHTpanbHbIn TeTpanapes, npenvyLue-
CTBEHHO MPaBOCTOPOHHUIA. CUHAPOM MHaHTUIIBHBLIX
cnasmoB. PoTatopHbiii HUCTarm». B neyeHne pobas-
JIEH neBeTupaueTam nuTbesoin pacteop 0,6 mn 3 pasa
B AeHb (9:00, 14:00, 20:00), nnn 180 mn B CyTKN.
CornacHo ocMOTpy Bpava-gueTosiora (3aBepyto-

wasa otgenom nevebHoro nutaHus H.H. KysHeuosa),

[OMOJIHUTENIBHO K OCHOBHOMY Obl1 BbICTaBEH Auar-
HO3 6ENKOBO-3HEPreTNYeCKOn HEL4OCTATOYHOCTN Nér-
KOW CTeneHn 1 3a8epXXKn hrU3n4eckoro passuTus.
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Puc. 2. [NokazaTtenn naktataerngporeHasbl 3a BpeMsi HabnogeHns naymeHTa.
Fig. 2. Lactate dehydrogenase indicators during the patient's follow-up from 17.01.2023 to June 10, 2023.
B otoeneHun pebEHOK npoposykan nony4varb nuta-  Huctarm  oTmevaeTcss nepuogmyeckn.  MblweyHas

HIE BbICOKOXXNPOBOW HU3KOYIIEBOAHON CyXO CMECHIO
ONs 3HTEepanbHoro nutaxus (no 14,2 r cmecu + 120 mn
BOZbl) C KOPPEKLMEN [O3bI.

3a nepuog rocnuTanM3aumn npPOBEAEHO Chepy-
ollee MeOVKaMEeHTO3HOE JieHeHUne: rnapeHTepasbHo:
marHus cynbdat 25% 1,5 mMn + p-p HaTpus xiopu-
na 0,9% 100,0 mn, Ne 4; neBokapHUTH 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 TnammHa xnopuga 2,0 Ma + p-p HaTpusa xnopuga
0,9% 10,0 mn 3 pasa B geHb, 5 aHel; BHyTpb: yougeka-
PEHOH o 6 Kanesb 2 pasa B AeHb, MacnsHbIN PacTBOp
KonekanbumMepona no 2 Kancynbl B CyTKU, NeBETU-
pauetam 100 mn no 0,6 mn 3 pasa B OeHb.

B untoHe 2023 roga pebEHOK B cTabubHOM COCTO-
AHWN BbINMCaH OOMOIN Mof, HabMoOeHNEe y4acTKOBbIX
Bpayen (Negmartpa, HeBposiora, guertonora, odrasb-
Mosiora, opTonefa, Bpaya nannMaTUBHOM CNy>XOblI)
C OUHAMNYECKVM YPOBHEM KOHTPOSS JlakTaTa KpoBK
1 pas B MecsL, ra3os KpoBu 1 pas B 2 Heenn, ypoBHS
KETOHOB B KPOBM HATOLLAK Yepes3 OeHb, YPOBHA 6eTa-
rmapokcmbyTupaTta. JaHbl pekomeHgauum no Npoaon-
YKEHWIO KETOreHHOW AneTbl, NPUEMy TramMmuHa xnopuga
B BuUZe NOpoLKoB (TnamuHa xnopug 300 mr/cyT), npo-
TUBOCYAOPOXXHOI N METAbONNYECKON Tepanuu.

B BospacTe 9 mecsueB y Manb4ymka OTMeYeHa He-
3Ha4MTeNbHAss MOJIOXKMTENbHAs  HEBPOJiorm4eckas
onHamuka. CocTosHMe CcTabuibHOe, CpeaHemn Tsxke-
cTu. ToNoBY yAepP>XUBaET HEMOCTOSIHHO, eCTb cnabas
peakuuns 3puUTenbHOro 1 CAYXOBOro COCPELOTOYEHNS.
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rMNOTOHNA. Onopa Ha HOI CHM>XeHa.

MporHos
MporHo3 ans »XKM3HM nayneHTa Ha oHe npoBoau-
MO Tepanuy 61aronpusTHbINA.

OBCYXOEHUE

Kak npasuno, cpegHuii Bo3pacT NOCTaHOBKYW gnar-
HO3a geduvumTa nupyBaTaerngporeHassl U Ha4ana ne-
YeHUs COCTaBNSAET OKoNo 45 mMecsueB (CpepHuii BO3-
pact ~20 mecsues) [1, 21].

Ha cerogHAWHWIA AeHb 3TMOTPOMHas Tepanus
geduumTta nupysBaTOerngporeHasHoro Komniekca
He paspaboTaHa, NO3TOMY NnauueHTaM Has3Ha4daeTcs
natoreHeTM4eckas M cumMnToMaTumdeckas Tepanus.
OgHVMM 13 npegnaraemblX METOLOB JieHeHUs SABNSA-
eTCA KEeTOreHHas gueTta, BKaovawowas 6onbloe
KONMMYECTBO XMPOB, 6rarogaps KOTOPbIM OPraHu3m
Ha4YMHaeT MosyyaTb SHEPIrM0 3a CHET Pas3oXKeHUs
XKUPHBIX KUCNOT [22]. Ha ¢oHe nedveHns cHuxaet-
CSl YPOBEHb NlakTaTa B KPOBW, YMEHbLLAETCH 4acTo-
Ta Cydopor, HOPManuadyeTCcs COH, MOTEeHUMPYITCH
pasBuTe peyun, obLen N MENKOW MOTOPUKU, CHU-
)KaeTcs vactoTa rocnutanusauuin [21]. B HekoTo-
pbIX UCCefoBaHUSAX OTMeYaeTcs ynydlleHue co-
CTOSIHUSA NMpu [o6aBneHMn K NPOBOAMMOMY NEYEHUIO
TnamuHa [23], ogHaKo B 9KCMEPVMEHTAX HE BbISB/IEHO
N3MEHEHNA CYyMMapHON (PepMEHTaTUBHON aKTUBHO-
CTW NUpyBaTAErMOpOreHasHoro Komniaekca npu ge-
uunTe TMamuHa [24].

https://doi.org/10.17816/clinpract629443
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Ha ¢oHe nposBogumoil Tepanum OoTMeYaeTcs 3Ha-
yuTeNbHasa NONOXUTENbHAA OUHAMKKa B HEPBHO-MCU-
XNYEeCKOM pasBuTun pebéHka 3a nepuod HabnogeHus.
CnegyeT OTMETUTb, YTO PaHHAS MOCTaHOBKa pAuar-
HO3a M CBOEBPEMEHHO HavaToe NeyeHue yny4ywarT
NPOrHO3 ANs nauMeHToB ¢ deduumTom nupysaThe-
rMOPOreHasbl, YTO Tak>Xe OTMeYaeTCs B NCCnea0BaHu-
AX gpyrux asTopos [3, 21].

3AKJTIOYEHUE

Oecduunt nupysatgermgporeHassl — ofHa U3
hOopM TAXKENbIX HACNEACTBEHHbIX MUTOXOHAPWANBHbLIX
b6onesHenn oOMeHa, XapakTepusyloLlascs HapyLue-
HUAMWN 3HEPreTU4YecKoro obmMeHa 1 nposiBAstoLLasCcs
LWUMPOKUM CMNEKTPOM HEBPONIOMMYECKNX CUMMTOMOB.
PaHHs9 nocTaHoBKa gnarHo3a MMeeT KpanHe BaXKHoe
3Ha4veHne ons GU3n4ecKoro N HePBHO-MCUXNYECKOTO
pasBuTUA OeTell C OaHHOW naTtofiornen, YT1o obycnos-
JIEHO CBOEBPEMEHHBIM Ha4asoM Tepanuu. HecmoTps
Ha OTCYTCTBME BbICOKOI(EKTUBHOIO 3TUOTPOMHOIO
Nle4eHnsi, B HEKOTOPbIX Cly4asX, K KOTOPbIM OTHOCUT-
CS 1 OMNUCbIBAEMbIA HaMu, yny4dlleHne KANHUYECKOro
TeyeHns HabnogaeTcsa NPy NPUMEHEHUN NPenapaToB
TMaMnHa, a Tak>xXe COBMOAEHNN KETOrEHHOW OUETDI.

AOOMNOJIHUTEJIbHAA NHO®OPMALIUA

UcTouHMK cbmnHaHcupoBaHuA. ABTOPbI 3asBSIOT
06 OTCYTCTBUA BHELUHErO (DPUHAHCUPOBAHNS NPy NOA-
rOTOBKE CTaTbW.

KoHnukT nHTepecoB. ABTOPbI AeKIapupyoT OT-
CYTCTBME SIBHbIX 1 MOTEHLMANBHBIX KOH(IMKTOB UHTE-
PEecoB, CBSI3aHHbIX C Ny6nnKauen HacTosILLEN CTaTby.

Bknapg aBTopoB. [FO. [lopeykoBa — Hay4HOe pe-
OaKTupoBaHue cTaTbWl, BHECEHMEe npaBok; E.A. Ka-
JmHUHa, H.H. KopoTkoBa — NOUCK W aHann3 nute-
patypHbIx nctovHukos; O.. bosrapoBa — W3y4eHne
aHamMHe3a XM3HW 1 3aboneBaHuss OO MOCTYMNJIEHNS
B COKB um. CepepasuHa; H.H. Ky3HeLjoBa — Bbli6op
aKTyanbHOW MHpopMauuM U3 uctopum 60NE3HU BO
Bpems nedveHns B8 COKB um. Cepepasuna; LLLU. [an-
CUH — HanucaHme TEOPETUHECKOW 4YacTu CcTaTbl;
E.O. becyacTHass — onncaHne KINHUYECKOro cry4as,
ohopmnieHne matepuana no TpeboBaHnsaM n3gartenb-
cTBa. ABTOpPbI MOATBEPXKOAOT COOTBETCTBUE CBOEro
aBTOpCTBa MexayHapoaHbeiMm kKputepusim ICMJE (Bce
aBTOpPbl BHEC/M CYLLECTBEHHbIN BKag B pa3paboTky
KOHLEMNLUMKN, MPOBEAEHNE MONCKOBO-aHaNTUYECKON
paboTbl 1 MOArOTOBKY CTaTbW, MPO4YIM U ogobpunu
hrHanbHYO Bepcuio nepeq nybnvkaunen).

MHdopmupoBaHHoe cornacue Ha ny6nukauuio.
OT 3aKoHHOro npencTaBuUTENsd nNauveHTa MonyyYeHo
NUHOPMUPOBaHHOE AOBPOBONBLHOE COrfacue Ha uc-

www.clinpractice.ru

Nnosib30BaHMe MeOuLMHCKMX [aHHbIX (pe3ynsratos
HabnogeHns, 06cnefoBaHns, NEYeHNs)) B HayYHbIX Lie-
nax (mata nognucanns 20.04.2023).
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