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Abstract. There are primary and secondary hyperammonemia. Primary hyperammonemia is a hereditary
disorder of the urea formation cycle. Secondary hyperammonemia can occur both in hereditary diseases
(mitochondrial diseases, organic aciduria/aminoacidopathies) and in asphyxia suffered in childbirth, liver
damage of various etiologies (toxic, infectious, etc.), extrahepatic portal hypertension, renal failure, infections
caused by urease-producing microorganisms, diseases accompanied by increased catabolism, etc. transient
nature. Regardless of the etiology, hyperammonemia can cause irreversible damage to brain cells, which
determines the exceptional importance of early diagnosis and timely therapy.

Keywords: newborn children; transient hyperammonemia; ammonia; asphyxia of newborns

HeonaranpHasi runepaMMOHHEMUSI — MATOJOTHUYECKOE COCTOSIHUE, BO3HUKAIOUIEE y HOBOPOXKIEHHBIX M
XapaKkTepu3yIoleecss TMOBBIIICHHEM ypOBHS aMMHaka B KpoBU >110 MKMONB/T y JOHOIIEHHBIX u >150
MKMOJIB/JT y HEJIOHOIICHHBIX AeTei [1].

l'unepammoHuemMust sSBiIsieTcsl HecrennUUEeCKUM MapKepoOM MHOTHX HACleJACTBEHHBIX Oose3Hed oOMeHa
BemiectB (HBO). Hambonee wacto BcTpeuaercs rumnepaMMmoHuemus tuma I, cBsi3aHHas ¢ HEAOCTAaTKOM
OpHUTHH-KapOamounTpanchepasbl. 3aboneBaHne pereccuBHOE, CIEIUIeHO ¢ X-xpomocomoit. [Ipu momHom
nedekre (hepMeHTa HACIEACTBEHHBIE TUIIEPAMMOHHEMHUU UMEIOT paHHee Hadano (B mepuon no 48 dacoB
nocjae poxaeHus). ['unepaMMOHMEMHUS MOXKET HOCUTb M TPAaH3UTOPHBIM XapakTep BCIEACTBUE TSIKEIOU
NepUuHaTaIbHOM MaTONOTUH [2].

HeszaBucumo OT NpHYMHBI, TUNIEPAMMOHHEMHUSI — BCEINla >KM3HEYTPOXKAIOIIEEe COCTOSHUE, MPUBOLSIICE
K HEOOpaTHUMbIM M3MEHEHHUSM KIIETOK TOJIOBHOTO MO3ra M JIPYTHMX OpraHoB. Ba)kHO OTMETHUTH, UTO CTEIEHb
TSKECTU MOBPEXACHUS LeHTpaiabHOU HepBHOM crctembl (LIHC) koppenupyer He TOIbKO ¢ ypOBHEM aMMHUaKa
B KPOBH, HO U C MPOJIOJKUTEIBHOCTBIO IAHHOTO COCTOAHMS [3, 4].

AMMHaK — IpoayKT 0OMeHa a30TCOAEePIKAIIUX COSAMHEHU, 00pa3yOIIUNACS TPEUMYIIIECTBEHHO B PE3yJIbTaTe
Ne3aMUHUPOBaHUsl OMOTEHHBIX aMHUHOB, KaTa0oJjM3Ma aMUHOKHCIOT, HYKJICOTHIOB, a TAaKkKe a30THUCTHIX
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KOMITOHEHTOB JIMMHJIOB U YIVIEBOJOB. AMMHAK — Ype3BbIYAIIHO HEHPOTOKCHUYHOE BEIECTBO, B BBICOKOM
KOHIICHTpAINH PUBOJIAIIEE K HEOOpaTUMOMY TOKCHKO-MeTabonnueckomy nopaxenuto kinetok [IHC. B nopme,
Omarogapst GyHKIMOHUPOBAHUIO OPHUTHHOBOTO IUKJIA, MPOMCXOAUT IMpoliecc 00e3BPEKUBAHNUS TOKCUYHOTO
aMMHaKa ¥ MpeBpalleHre ero B HeTOKCHYHYI0 MOUEBHHY, KOTOpas B adbHEHIIIEeM BbIIETSETCS C MOYOH. DTOT
MPOLIECC OCYUIECTRISETCS MPEUMYIIECTBEHHO TemaTonuTamu [5].

[Ipu duznonornyeckom pH > 7,35 Gonbinast yacte (> 98%) aMMuaka MpUCYTCTBYET B OpraHH3ME B BUIE
noHoB NH,*, IMpKyIHMpyIOmero B KpOBEHOCHOM PyCIIe, KOJIMYECTBO e HeMOHM3upoBanHOro NHs nepenmko
(~ 1%). Ongnako mo0oe marajJoruyeckoil COCTOSHUE, COMTPOBOXKIAETCS ciBUroM pH u pe3kum HapacTaHUEM
KoHIeHTparu NHs, KoBaleHTHO CBSI3aHHOTO C HIOHAMU BOOPO/A. YUUTHIBAsK €r0 CIIOCOOHOCTH K nuddy3un
yepe3 KJIeTOYHbIe MEMOpaHBbI, 3TO BIEYET 3a COO0M pa3BUTHE TOKCHUeckoro 3¢ dekra B kietke [6].

[IponukHoBeHne NHs BHYTpB KJIE€TOUHBIX MEMOpAH 1 Yyepe3 reMaTodHIIepaindeckuii Gapbep OCyIIeCTBISETCS
C MOMOIUIBIO PA3TUYHBIX TPAHCIIOPTHBIX KaHAJIOB, TAKMX KaK HOHHBIE KaHAJbI M TpaHcropTepsl K™ min kaHaibt
akBaropuHa-8. M30siTok NH3 HapymaeT TpaHcMeMOpaHHBIN MIEPEHOC OAHOBAJICHTHBIX KaTHOHOB Na' u K7,
KOHKYPHUPYSI C HUMU 32 MOHHBIE KaHaJIbl, a 3TO BIMSET Ha MPOBEICHNE HEPBHBIX UMITYILCOB [7].

B ronoBHOM M0O3re IMKII MOYEBHHBI HEAKTHBEH, aMMHUaK 00€3BPEKUBAETCS TyTEM COSTUHEHHSI C TITyTaMaToM U
o0pa3oBaHMs IITyTAMHHA B IPUCYTCTBUH (pepMEHTA Ty TAMUHCUHTETa3bl. I30BITOUHBIN CHHTE3 «TOKCHYECKOTO
OCMOJIMTa» TIyTaMHHA B aCTPOLIUTAX, Meperpy>KeHHBIX aMMHUAKOM, CIIOCOOCTBYeT HaOyXaHHUIO aCTPOILUTOB U
OTEKy MO3Ta, YTO ABJSETCS ITyCKOBBIM (PAKTOPOM arloNTO3a, 0COOCHHO y HEJOHOIIEHHBIX HOBOPOXKICHHBIX [8].

Kpome TOro, B ycrnoBusix rurepaMMOHHMEMHUHU 3amachl IiIyTamara OBICTPO HCTOINAIOTCS, U €ro ypOBEHb
BOCCTAHABIMBAETCA 3a cueT oOpazoBaHUs M3 anb(a-keTormyrapara. llocmenHuil sBIsSETCS KIIOYEBBIM
npoayktoM B 1ukie Kpebca (mukn tpukapOooHoBbix kucior (IITK)), a ero medurut, BO3HMKaromuii B
YCIIOBUSX THIIEPAMMOHHUEMUH, TPUBOAUT K HAPYIICHUIO pabOThI 3TOTO IHKIA, yrHeTeHuto cuHte3a ATO u
HHEPreTUYECKOMY TOJIOJJAaHHUIO KaK acTPOIUTa, TaK U CaMOT0 HEWpOHa.

Kpowme Toro, anbda-kerormyrapar ciyxut cyocrparom ans oopazoBanusi TAMK — TopmosHoro meauaropa,
Y4aCTBYIOIIETO B paboTe MPUOIU3UTENBHO TPETHU BCEX CHHATICOB HEPBHOM cucTeMbl. Crie1oBaTenbHo, 1eUIuT
anb(a-KeTorryTapara npy runepaMMOHHEMHUHN pe3Ko MoBbIaeT Bo3oyaumocts B [THC [9, 10].

[Ipy moBBIIEHNHN KOHIIEHTpAIlMM aMMHaKka B KJIETKaX TOJIOBHOTO Mo3ra mpoucxoautT aktuBamus NMDA-
penentopoB. NMDA-perienTops! SBISIOTCS 0COOBIMH TUIIAMU PELIEITOPOB, KOTOPBIE UTPAIOT BAXKHYIO POJIb B
Heriponiepenade B [ITHC. Onu nonyunnu cBoe Ha3zBanue oT N-meTwmii-D-acnaprara (NMDA), aMUHOKHCIIOTHI,
KOTOpasi SIBJSIETCS X arOHUCTOM.

Oyukiuss NMDA-penentopoB cBsizaHa C mepenadyeil HepBHBIX HMMIMYJIbCOB M IJIACTUYHOCTHIO HEPBHOM
cucteMbl. Korma miryTamaT, OCHOBHOW BO30YyXJaroUui HEHPOTpaHCMUTTEP, CBs3biBacTcs ¢ NMDA-
perenTopaMu, MOHHBIE KaHalIbl OTKPBIBAIOTCS, MO3BOJSS KAJIBLUIO M HATPUIO BXOIUTH B HEHpPOH. ITO
aKTUBUPYET pa3InYHble BHYTPUKJIETOYHbIE CUTHAJIbHBIE MYTH U CIIOCOOCTBYET M3MEHEHHUIO CHHANTHYECKOM
3¢ (dEeKTUBHOCTH, KaK CJIECTBUE, MOBBIIIAET MPOIYKIIUU CBOOOTHBIX PagUKaioB, BEAYIINX K MOBPEKICHUIO
acTpouuTOB U MuKporuu [11, 12].

BaxxHo 0TMeTUTH, YTO aMMHUaK OCTOSIHHO 00pa3yeTcsi B TOJIOBHOM MO3Te, MPU 3TOM €ro KOHIEHTpalus Ha
60—-100% BbI11IE, UeM B KpoBH. ETo crmocoOHOCTH CBA3BIBATH HOHBI BOJIOpO/Ia cMetaeT pH KpoBH B MIETOYHYIO
CTOpOHY (aJIKano3), B pe3y/ibTaTe yBeINYUBAECTCSI CPOICTBO TeMOITIOOMHA K KHCIIOPOY, U3-3a YEro KUCIOPO]
Xy’Ke MPOHUKAET B KJIETKH, CHIKaeTcs PO: B TKaHSAX U pa3BUBAETCS TMIOKCHA. Takke THIepaMMOHUEMUS
UHAYLUUPYET MEePEKUCHOE OKUCIICHUE TUTUI0B, TOBPEXk/IatoIiee B TOM Yncie 1 MeMOpaHbl acTpouutoB [13].

Taxum oOpa3oM, THIIEpaMMOHHEMHUS IPUBOIUT K pa3BUTHIO dHepreTudeckoro aedunura B [IHC, BbI3biBaeT
TOKCHYECKOE TIOPAXKEHUE M OTEK KJIETOK rojoBHOro mo3ra (I'M) [14].

Tpanzutopnas runepammonuemusi (TT'A) y HOBOpOXKIEHHBIX pa3BUBAETCS Ha (JOHE OCIOKHEHHOTO TEUEHUS
MepUHATAIBHOIO TMepuoja: achukcuu B pojax, HEJOHONIEHHOCTH, MOPTOCHCTEMHOIO UIYHTHPOBAHUS
KpPOBH, MMOYEYHON U MEUEHOYHOU HEIO0CTATOYHOCTH, KEITYJOYHO-KUIIEYHOTO KPOBOTEUEHHS, BBIABICHUS MPU
MUKpoOHonoruyeckoM rccneaoBanuu Staphylococcus aureus, npeacrasuteneit cemeiictsa Enterobacteriaceae
(Escherichia coli, Klebsiella spp., Enterobacter spp.), Ureaplasma urealyticum, Mycoplasma spp, Clostridium
spp., Cryptocossus spp. u ap. [15].

Kpome Toro, runepaMMoHHEMHUS] MOXKET SBISATHCSA MOOOUHBIM 3(hPEeKTOM MpOoBEACHUS Tepai HEKOTOPHIMU
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JIEKapCTBEHHBIMU TpernaparaMu (BaJbIIpoeBasi KUCIOTa, ITIOKOKOPTUKOU I U 1p.) [16]. B ocHoBe marorenesa
TUIEPAMMOHMEMHH, ACCOIMMPOBAHHONW C TpHeMOM BajblpoeBoil kucioTel (BK), BbIAENAIOT HECKOIBKO
BO3MOYKHBIX MEXaHU3MOB.

BK u3mensieT MeTabonu3M KUPHBIX KUCIOT, OcIabIseT ux -OKUCIEHHE B MUTOXOHJIPHUIX U IIUTO30JIbHOE
oMera-oKucjeHHe ¢ 00pa3oBaHHEM METa0OIUTOB, HAPYIIAIOIIUX AKTUBHOCTH (DEPMEHTOB IIUKIIA MOYEBHUHBI,
YTO CHMKAET CKOPOCTh JACTOKCHUKAIIMM aMMHaKa B OpraHuW3Me W MPUBOAMUT K runepammonuemuu [17, 18].
Jpyroii HeOmaronpusATHLIN A ()EKT BO3AEHCTBUS METAOOIUTOB BAJIBIIPOEBOI KUCIOTHI — BTOPUYHBIN ASUIIAT
L-xapautuna. Bo-nepBeix, BK coemunsiercs ¢ L-kapHuTHHOM, (QOpMUPYS BaIBIPOUIKAPHUTHH, KOTOPHIH
cBOOOIHO BbIIETSAETCS ¢ MOUOH. Bo-BTOPBIX, Npu niutensHoM pueMe BK cHikaeTcs modeunas peabcopOrus
CBOOOJTHOTO KApHUTHMHA W AaIWIIKApHUTHHA. B KkoHeuHOM cuere, BiusHue nedunurta L-xapHUTHHA Ha
MHUTOXOHIpUaIbHBIN MeTabonu3M BK B remaronurax nmpuBoauT k HapymeHuto cuate3a AT® [19]. L-kapautun
HE0OXOUM sl TPAHCTIOPTA AJIMHHOIIETIOUEUHBIX KHUPHBIX KUCIOT Yepe3 BHYTPEHHIOI0 MUTOXOHIPHAILHYIO
MeMOpaHy M UX JanbHelero P-okucinenus. Ilpu HapymieHuu mporiecca [-OKHUCIEHHUS KUPHBIX KUCIOT
MIPOMCXOTUT HAKOIIJIEHHE METAa00IUTOB, OKa3bIBAIOIIMX HEONAaronpusTHLIN 3G (eKT Ha aKTUBHOCTH (DEPMEHTOB
[IMKJIAa MOYEBHHBI, UTO TaKKe MOXXET MPUBOAUTH K pa3BuThio runepammonueMuu [20]. Kpome toro, 6bu10
OIHCAHO, YTO MoJ Bo3zaeiicTBueM BK mpoucxoaut aktupaiys nmoyeqyHoi riryTaMiHa3bl, KOTOpask CTUMYJIUPYET
oOpaTHBIN BRIOPOC aMMHaKa U3 IMOYEK B CUCTEMHBIN KPOBOTOK [21].

OpHMUM U3 caMbIX YacThIX (PAKTOPOB pa3BUTHUS TpaH3UTOPHOU runepammonuemMuu (TTA) y HOBOpOKAEHHBIX
SBIISIETCS TIepeHeCceHHast ac(UKCHUS, BBI3bIBAIOIIAs THTTOKCHYECKOE M TOKCHKO-METa00IHueCcKOe TTOBPEKICHNE
KJIETOK IIEHTpaJbHON HEPBHOM CHCTEMBbI. BriepBble JaHHOE COCTOSIHHE Y HOBOPOXKJIEHHBIX OBLIO OMHCAHO B
1978 1. R. Ballard u coaBr., a B 1979 . R. Goldberg u coaBt. npeanonoxunu, yto TT'A accormupoBaHa ¢
nepuHaTanbHOU acukcuen [22].

Acdukcns npu poskISHUH BIEUET 32 COO0M THIOKCHYECKYIO THOEINb KIETOK U, KaK CIe/ICTBUE, TOBPEXKICHUE
pa3IMYHBIX OpraHoB, B Oomnbiieii crenenu LIHC, a Taxoke movek u neueHu. Ha kJ1eTOUHOM ypOBHE THITOKCHYECKH-
UIIeMHYECKOe TOpaKeHHE IMEYEHH MOXKET aKTUBHPOBATh KackaJl OMOXMMHUYECKUX PpEeaKIMid, BEIyIIUX K
arorTo3y U CHIKEHUIO (YHKIIMOHATBHOTO COCTOSIHUS MEYEHH, a, CIE0BATENbHO, U aKTUBHOCTU ()EPMEHTOB
MKJIa MoyeBUHBL. KpoMe Toro, aMMuak akTUBHPYET 3Be34aThie KJIETKU MEYeHU, YTO IPUBOAUT K PUOpo3y 1
YMEHBIIIEHUI0 00beMa paboueit Tkanu [23].

l'umokcuueckuii crpecc yckopseT kaTaboiu3M U, Kak CJIEICTBUE, MPUBOIUT K TMOBBIIMICHHON MPOTYKIIUU
aMMHaka B opranusMe. Taxke B yCIOBHSX TMIIEpAMMOHMEMHH 33 CUET MOBBINICHHOW aeTokcukanuu NHs
MIPOUCXOTUT OBICTpOE HCTOIIeHHE (DEPMEHTATUBHBIX CHUCTEM IEYEHH, YTO 3aTPYIHSET €ro JajibHeHIryro
yrunu3anuio [24]. Takum oOpazoM, y neTei, mepeHecnX ac(hUKCHIO, pa3BUBACTCS HE TOIBKO THITOKCHYECKAsT
rubensb kietok I'M, HO ¥ pUCK TOKCHKO-METa0OIUYECKOTO MOPaKeHUsI HEHPOHOB.

CriekTp nepBbIX KIMHUYECKUX nposBieHui npu TT'A 1 ux TSecTh 3aBUCAT OT YPOBHS aMMHUaKa B KPOBH U, KaK
MIPaBUIIO, ABJSIOTCA HECTIEU(PUIECKUMU: YaCThIe CPHITUBAHMUSI, PBOTA, OTEPSI MACCHI Tella, HEBPOJIOTUYECKHE
HApYIICHUs Pa3JIMYHON CTENEHU BBIPAXKEHHOCTH B BUJAE CHUHApPOMA BO30OYXKICHHS WJIM YTHETEHHMs], COIOpa,
KOMBI, MBIIIIEYHON TUIIOTOHUH JINOO THIEPTOHYCA.

[Ipu oTCyTCTBUM CBOEBPEMEHHOM TE€pAIUU COCTOSIHUE I€TeH MOXKET MPOTPECCUBHO YXY/IIATHCS, OTMEYAETCs
pa3BUTHE PECHUPATOPHBIX HApPYIIEHWH B BUJE aMHOd WJIM TAaXUIHOI, CYIOPOT C IMEpPEXOoJOM B KOMY U
MTOJIMOPTAHHOW HETOCTATOYHOCTH ¢ KIIMHUYECKUM CHMIITOMOKOMILIIEKCOM cericuca (sepsis-like syndrome) [15,
25].

HecMoTps Ha TO, 4TO O TPaH3UTOPHON THIEPAMMOHHEMHH y HOBOPOXIECHHBIX H3BECTHO YK€ HECKOJIBKO
JECSATUIIETUH, TUAarHOCTHUKA JJAHHOTO COCTOSIHUSI U B HACTOSIIIEE BPEMSI OCTAECTCSI HU3KOM.

[IpencraBisieM KIMHUYECKOE HAONIOACHHE C LEIbI0 MPUBJIEYh BHUMAaHUE KIMHULKCTOB K BO3MOXHOMY
Pa3BUTHIO THIIEPAMMOHMEMUN Y HOBOPOXK/IEHHBIX Ha (JOHE MepeHeceHHON ac(UKCUH, MPOAEMOHCTPUPOBATH
BaXHOCTh PaHHEW TUArHOCTUKU U CBOEBPEMEHHOTO Ha3HAYEHUS CIIelU(UIeCKON Teparuu.

JHeBouka M. ot II 6epemenHocTu I pomoB (I GepeMEHHOCTh — BBIKHIBIII Ha CPOKE TeCTAIlMU S5 HENeb B
2018 1.). 2-ii peOCHOK W3 TUXOPHATBHOW NHAMHHAIBHOW JBOWHHU, y 1-ro peOeHKa TMIEpaMMOHHEMHS HE
JMarHOCTUPOBAHA.

Bbepemennocth mportekana Ha (OHE ypeamsiazMo3a, I'eCTallMOHHOW aHEeMUH, TPOMOOIUTONIEHUH, HOBOM
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KOpPOHOBUPYCHOM WH(pEKIMKU Jerkord crerneHn Ha cpoke 20-21 Hem., CyOKOMIIEHCHPOBAaHHOHN (HOpMBI
XpOHUYECKOH QeTo-mnaneHTapHo HenoctatouHocTH (XDITH), xponuveckoit runokcuu miona (XI'TI). Ha
cpoke 34-35 Henmenb pa3BUIach yMEpEHHasl MPEdKJIaMIICHs, MOTpeOOBaBIlas TOCHHUTAIN3AINN >KEHIIHHBI.
OnepatuBHbie pobl HA cpoke 37 Henenb. JluxopuanpHas AMaMHUAIbHas ABOWHA. Ta30Boe mpesiexaHue
000UX IUIOHOB.

Onenka no mkane Amnrap (OIIA) y neBouku 4—6 6. Macca npu poxaeann — 2540 1. Poct — 47cMm.
JuarnoctupoBaHa BpokaeHHas aHOMalvs KOCTHO-CYCTaBHOW CHCTEMBI: MOJHUIAKTENHsI 00eUX BEpXHHX
KOHEYHOCTEH.

C poxaeHHs COCTOSIHUE TSKENOe, 0 JaHHBIM aHajn3a KUcIoTHO-ocHOBHOTO cocTosinus (KOC) u razoBoro
COCTaBa IyNOBUHHOM KPOBH, OTMEYAICS CYOKOMITEHCUPOBAaHHBIN cMenranabii anuao3: pH — 7,1, pCO2 — 72,4
MM PT. CT., pO2 — 28,3 MM PT. CT., 1akTat — 5 mmoue/11, BE — 7,2.

Havara Mmacounas uckycctBeHHast BeHTHIsus Jierkux (MBJI), ¢ 5 — i MuHYTHI Ha OoHE MPOBEACHUS MAaCOYHOM
NBJI orMeuaroTcst MporpeccCupoBaHUE AbIXaTEIbHBIX HApyIIEHUH (CTOHYIEE IbIXaHHE, PE3KO BBIPAXKEHHOE
BTSDKEHHEM Tofipebepuid, B3AyTUE TpyaHOU kieTku, mo CunmbBepMmaH 8 0), mpoBeleHa WHTYOalus Tpaxewu,
Hauara UBJL.

B ycrnoBusix TpaHCIOPTHOTO KyBe3a peOeHOK U3 pOAUIIBLHOTO 3aj1a OBl MepeBeIeH B OT/ENIEHUE peaHuMaIui
Y MHTEHCHUBHOM Tepanuu HOBOPOXKJIEHHBIX U HeoHomeHHbIX neteit (OPUTH u H/T).

ITo nanueiM Rg OI'K — ouaroBo-uHGUIBTPAaTHBHBIE TCHU HE OMPEIEISAIOTCS, JISTOYHBIA PUCYHOK OOOTaIieH
3a CYeT MePUBACKYIAPHOTO KOMIIOHEHTA.

BricTaBien nquarnos: TpaH3UTOPHOE TaXUITHOD HOBOPOXKIEHHOTO.

K xoHIy mepBbIX CyTOK peOEHOK IKCTyOHMpOBaH, mepeBeneH Ha HewmHBasuBHyro MBJI. Uepe3 6 yacoB —
KHCIIOpOIOHE3aBUCUM. [ eMoIuHaMIUecKHe MOKa3aTeN! ¢ POXKIECHUS CTaOUIIbHBIE.

B HeBposnornueckoM cratyce TMarHOCTUPOBAH CUHAPOM CHIKEHHOM HEPBHO-pE(IEKTOPHON e TENbHOCTH
(rummopednexcusi, MblmeyHas runotoHus). Ilo ganHeIM  HelipocoHorpadum (HCI) — ymepenHas
THUIIEPIXOTCHHOCTh MTEPUBEHTPUKYIIAPHOIN 00acTu. YuuThiBas HeBposiorudeckuii craryc, OLIIA 4-6 Gamios,
nanabeie KOC, nmokazarenu HCT, BeicTaBieH nuarnos: Acukcus ymepeHHasl.

Ha 4-e cyTku cocTosiHUE C OTpUIIATENFHOM TUHAMHUKOH 32 CUET Pa3BUTHSI CyAOPOKHOTO cHHIpoMa. [1o JanHbIM
HCT — cTpykTypHBIX W3MEHEHU# TOJIOBHOTO Mo3ra HeT. HapyIlieHune ToHyca cOCy0B MO THITy Ba3oca3ma.
[To maHHBIM aMIUTUTYAHO-MHTETPUPOBAHHON 3JEKTpodHIEhaTorpaguu perucTpupyercs reHepaln30BaHHas
snmienTudopMHas MeAJICHHO-BOJIHOBAas aKTUBHOCTh B BHJIE Pa3psIOB CTPYIIUPOBAHHBIX CHAKOB, MOCIe
KOTOPBIX BBISIBIIEHO PE3KO€ YTHETEHHE OMO3IEKTPUUYECKOM aKTUBHOCTH.

OcMmoTpeHa HEBPOJIOTOM U BBICTaBJIEH JUArHo3: Ac(UKCHsS HOBOPOXKIAEHHOTO yMepeHHas. | nmokcuuecku-
uIIeMuyecKas dHIeganonarus, ocTpolii nepruo. CyqopoxHbINA CHHIPOM. PekoMeH10BaHa TPOTHUBOCYIOPOKHAS
tepanusi — Depakini — cupon o 20 Mr/Kr Macchl Tenna B 2 IpueMa 4epes poT.

Ha 6 cyTku %u3HU AeBOYKa MepeBEeHa B OT/ICJICHHE MMaTOJIOTMH HOBOPOXKICHHBIX U HEIOHOIICHHBIX JIeTei
(OITH u HJ). ITpu nmoctyrieHuU cocTosiHUE PeOEHKA CpeHEN CTENEHU TSHKECTH 3a CUeT HEBPOJOTHUYECKON
CUMITOMATHUKH, 0OMEHHBIX HapyIICHUH.

Ha 7 cyTku XU3HH perucTpupyercs yXyAlleHue COCTOSTHUS — OTMeuajach BeIpaKeHHas! TePMOIAOHIbHOCTD,
OJIeIHOCTh KOXKHBIX TOKPOBOB, CKJIOHHOCTh K OpaauKapAuH, HApOCIH HEBPOJIOTUYECKHE HW3MEHEHUS.
BrisiBsIOCh pe3koe CHIKEHUE CIIOHTAHHOM IBUTATeIbHONW aKTUBHOCTH, PEaKIIMK Ha TaKTUJIbHBIEC U OOJIEBBIE
pasapaxkuTtenu, 6e3yclIoBHBIX pediekcoB babuHCKOTO ¢ 00enx CTOPOH M BepxHero xparareabHoro (D = S).

[IpoBomuncs auddepeHmanbHblii AUATHO3 MEXITy HH(PEKIMOHHBIM TOKCHKO30M Ha (hOHE peanu3aiuu
MH(MEKIIMOHHOTO Mpolecca U MeTabOINYECKUM KPU3OM.

NHbexmoHHbIi Tporecc UCKIII0YEeH: B TeMoTrpaMMe 00111ee KOJIMYECTBO JIEUKOIIUTOB U OTJENbHBIX (hpaKiuit
B mpezaenax pedepeHCHbIX 3HadeHuH, C-peaktuBHbIA Oenok (CPB) orpumarensHbiii, mokazarenmun KOC
KOMITEHCHPOBaHHBIE, PEHTTEHOJIOTHUECKH TAHHBIX 32 pean3alliio MHEBMOHHUH HET.

[To naHHBIM OMOXMMHUYECKOTO HCCIIEOBaHHUS, YPOBEHb TIIIOKO3bI CBIBOPOTKH KpPOBH (5,2 MKMOJbB/I) U
koH1eHTparus ekrponutoB (K, Ca, Na, Mg, Cl) cooTBeTCTBYIOT peepeHCHBIM IOKa3areisiM. YPOBEHb
aMMuaka moBblteH — 287 Mkr/mi (169 MkMoITb/11)

YuuTteiBas CyIOpOKHBIM CHHIPOM, BO3HHUKIIMK Ha 4-€ CyTKH >KM3HH, IMOBBIIIEHHE aMMHaka B KpOBH,
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3aIo/I03pEHO HaClleZICTBEHHOE 3a00JIeBaHe 0OMeHa Oernka.

[IpoBenena HemeIeHHAsT KOPpPEKLMs Teparnuy, HampaBlieHHas Ha CHIDKEHUE YpOBHS aMMHUaka B KpPOBH.
JleBouka mepeBe/ieHa Ha KOpMJIEHHE 10 (PU3HOIOTHMYECKOM MOTPEOHOCTH aMUHOKUCIOTHONW CMEChIO (C LIENbI0
CHWKCHHST OCJIKOBOM HarpysKu) uepe3 cocky u3 pacdera 160 mu/kr, uto cooTBercTByeT 105 KKay/KT, Oenka
2,8 T/KT/CyT. o[l KOHTPOJIEM ITIMKEMHYECKOTO MPOouIIsl C LENbI0 MPEIOTBPAIICHUS MPOIIECCOB Karadoau3Ma.
[Tokazanuii /uig Ha3HayeHUs pPeOCHKY C TUIIEpaMMOHHEMHUEH Mperapara, CBA3bIBAaIOIIEro amMMuak, Natrii
benzoas He ObLIO.

VYyurteiBas, UYTO OIHUM U3 TOOOYHBIX dS(PPEeKTOB TMpemapara BalbIPOEBON KHUCIOTHI SBISETCS
rUrnepaMMOHHEMHSI, TIpenapar OblI OTMEHEH, Ha3HaueH Levetiracetamum 7 Mr/kr 2 pasza per 0s. YUHUThIBas
CYOKOMIIEHCUPOBaHHBIH METa0OIMUECKH anmao3, IepeOdpalbHblii Ba3ocma3M, Ha3HadyeHa HHQY3HOHHAs
tepanus — Inosinum + Nicotinamidum + Riboflavinum + Acidum succinicum 2 mur/kr/cyT. Ha 10% Glucose
C LIeTIbI0 BOCCTaHOBJIEeHMs LuKia TpukapOoHoBbIX kucioT (LITK) m xynupoBanus aedurura sHEpruu Ui
KJIETOK Mo3ra Ha (hoHe runepammonuemMun. Beenenue Inosinum + Nicotinamidum + Riboflavinum + Acidum
succinicum (IL{utodnasun) coueranu ¢ Inosinum + Megluminum + Methioninum + Nicotinamidum + Acidum
succinicum (Pemakcon) 10 mia/kr ¢ 10% mmroko30it 1:1 ¢ menbo KynupoBaHHs Kackaga OMOXUMHUYECKUX
peakuui, BeIyluX K afomnTo3y W CHIDKEHUIO (YHKIIMOHAIBHOTO COCTOSIHUS TEUEHH, a, CIIeAO0BaTeNIbHO, U
aKTUBHOCTH (J€PMEHTOB IUKJIa MOYEeBUHBI [26]. Ha dhone nanHOM Tepanuu ammuak cHmxaincs 156-140-144
MKMOJIB/JT (92-82-84 MKT/ ).

[Ipoenena tenemenunuuckas koHcynbTanus (TMK) Ne 1 ¢ ®I'BY HMMUI] akymepcTBa, THHEKOJIOTUNA U
nepuHaronioruu uMeHu akajaemuka B.M. KymakoBa. 3akmtouenue mo pesyiaprataM TMK: IlepunaranbHOe
runokcuiecku-umemudeckoe mopaxkenue I[[HC (IlepeOpanpnas wumemus 2 cr). CuMOToMaruueckue
HEeoHaTaJbHbIe cynoporu. TpanzutopHas runepammonuemusi. CunapomansHas opMa naToaoruu?

Cormacao pexomenpamusm TMK, neBouka mepeBefeHa Ha KOPMJICHHE aJalTHPOBAHHOM CMEChIO JUIs
JIOHOIICHHBIX, yBedanueH kamnopax 10 110-115% ot ¢usnonornveckoit morpedHocTH (120—126 kxan/kr) 3a
CUeT IVIIOKO3bl, YMEHbIIIEHA JoTanus Oenka a0 1,5 I/Kr/cyT, Mo KOHTpoJeM ITIMKEMHH, aMMHaKa. YPOBEHb
aMMuaka cHu3WiICA 10 112—121 MKMONB/JI, OIHAKO TOSBWIOCH pa3IpakKeHHE Ha IeKaxX, IIeNyIIeHHE,
MamnyJe3Hble BBICHIMAHMS, B3AyTHE KUBOTA, YCUJIEHHOE ra3000pa3oBaHue. YUUTHIBAs, YTO Y MaMbl B JIETCTBE
ObLT aTOMUYECKUM epMaTuT, y 1 pebeHka u3 ABOWHU KOKHO-MHTECTUHAJIBHBIA CHHJIPOM TOcie T00aBIeHHs
B MHILEBOI pallMOH MaTepy TBOPOTa, MOJIOKA, MOSBICHUE 303UHOMUINN Y IEBOUKH B 00IIEM aHaJIN3e KPOBU
MocJie TIEPeBo/ia Ha alaTHPOBAHHYIO CMECh Ui JOHOIICHHBIX, HCKIIOYAIH aJuIepTUi0 Ha OeJI0K KOPOBBEro
MOJIOKa.

JleBouka nepeBeieHa Ha KOPMJIEHHE CMECHIO C YACTUYHBIM THAPOIIM30M Oelka, MapajiebHO MPOBOANUIIACH
JOTays TIFOK03bl. KOKHBIN CHHIpOM KynupoBaics, aMMmuak 106 MKMOJIB/I.

VYyurteiBas Cc1a0OMONOKUTEIBHYIO BECOBYIO ITUHAMHKY, OTCYTCTBHE MPUPOCTa OKPYNKHOCTHU TOJOBHI,
MpeIIPUHUMAIIACh TOMBITKA YBEIUUUTh AOTAIUIO Oenka A0 2 I/KI/CYT. OMHAKO YPOBEHb aMMHAaKa B IMHAMUKE
HapacTtan 10 121 MKMOIb/J, 4TO MOTpebOBaI0 BHOBb CHU3UThH KOIMYECTBO OeKa B MUTaHUU 110 1,5 I/KI/CyT.
JleBouKa BHOBB MEepeBEeHa HA CMECh aMUHOKHCIIOT.

[IpoBenena moBTopHas TenemeauruHckas koHcymbTanus (TMK) Ne 2 ¢ ®I'BY HMMUI] akymepcTsa,
TUHEKOJIOTUM W TepuHaronoruu umeHu akajgemuka B.M. KynakoBa. 3akmtouenue mo pesynpraram TMK:
[TocnencTBue mepuHaTambHOrO THNOKCcHYecKu-uieMuyeckoro nopaxenus LIHC (LlepebpanpHas wumemus
2 cr). CumnTomMarhyeckue HEOHaTalbHbIE CyJOpOTM B aHaMmHe3e. HeoHaranbHas TrumepaMMOHHUEMHUS.
CunnpomainbHas Gopma naronorun? Ha MOMEHT KOHCYybTalluu y peOeHKa Helb3s UCKIIOUYUTh aKTUBU3AIIHIO
KaTaboIMYeCKHX MPOIIeccOB Ha (hOHE CHIKEHHOM JOTAIMH Oelka, YTO B CBOIO OUepeib MOXKET MPOBOLIUPOBATH
rUMepaMMOHHEMHI0. PeKOMEH0BaHO: MPOMOIKHUTH IMUTAHUE CMEChI0 AMHHOKHUCIOT C IOCTEHEHHBIM
pacimupeHreM OeNKOBOM Harpy3kd MoJ KOHTposieM ypoBHs ammuaka. CoxpaHuTs KanopuitHocts 110-115%
OT cyTo4yHOM noTpedbHocTu. [IpoBecTu aHamu3 opraHN4YeCcKUX KUCIOT B MOYE.

JleBouke MPOBOIMIIOCH MOCTENEHHOE paciIipeHue o0bemMa KOPMIIEHUSI ¢ OTpaHHMYEHHOM JoTarueit Oenka,
iar yBeJanueHus 0eaKoBoil Harpy3ku He mpeBbliial 0,5 T/KT B CyTKH 1O/ KOHTPOJIEM YPOBHSI aMMHUaKa B KPOBU
1o pusnonorudeckoit morpedbnoctu (2,8 r/kr/cyt, 115 kkan/kr/cyt., 160 mn/kr/cyt.). AMMuak depe3 5 qHeil
MocJjIe Havajaa KOPMIICHHS TI0 (PU3HOIOrHdecKoi moTpeOHocTH coctaBmi 90-96 MKMOIIB/I.
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[TomydeHbl pe3ynbTaThl aHall3a OPraHUYECKUX KUCJIOT B MOUE: MOBBINIEHA 2-OKCOITYTapoBasl KUCIOTA,
3-UHAOMMITYKCYCHAsl KUCTI0Ta, (PeHUITTTHOKCUIIOBAsT KUCIIOTa, CYKLIIMHOBAs KUCIIOTa (MapKkepbl MeTabonus3ma B
[UKJIE TPUKAPOOHOBBIX KHCIIOT, OTPaXKaroT MUTOXOHIPHANIbHYIO JUC(HYHKIIMIO ), CHUKEHA TUIIITYpOBasi KUCIOTa
(HapyiieHue 0OMEHHBIX IIPOIECCOB B MEUEHH ), YTO COOTBETCTBYET U3MEHEHUSIM MeTa00IM3Ma TPaH3UTOPHOTO
Xapakrepa.

B Bospacte 1 mecsna 6 gHe#l cocTosHMe peOeHKa OCTaBallOCh CPEAHEH CTENEHHW TSKECTH, CTaOMIIbHOE.
3acmykMBaeT BHUMAaHHE 3a CYET HEBPOJOTMYECKON cUMNTOMAaTHKUA. Ha ocMOTp pearupyer JBUTATEIbHBIM
OXUBJICHHEM, IIa3KM OTKpbIBaeT. [Ja3Has cUMITOMAaTHKa B BHUJE TOPU30OHTAILHOTO HUCTarMa. B3misa He
¢bukcupyeT. MbIlIeUHbII TOHYC TMOBBIIIAETCA MPU OCMOTPE, B HOrax (piekcopHbI TuneproHyc. Peduiekchb
OpaJbHOTO aBTOMAaTHU3Ma BBI3bIBAIOTCS, CIIMHATIHLHOTO CHIKEHBI.

[Tomydaet 3HTEpanbHOE MUTAaHHE CMECHhI0 aMHUHOKHCIOT 1Mo 60 MJI, coceT akTUBHO, He CphiruBaeT. B Bece
JMHAMUKA TOJIOKHUTEIbHAs.

Jnarno3 kimHHYeckui: OCHOBHOM: [MIMOKCHYECKHU-HIIEMHUYECKass SHIe(anonaTus, OCTPhIA MEpPHOI.
CuMrroMaTueckue HeoHatalnbHble cyaoporu. ComyTcTByommii: 1. Hapymenue oOMeHa:
TPaH3UTOPHAs TUIIEPAMMOHUEMHUS. 2. BAP xoctHO-cycTaBHO# cucTeMbl: [TomumakTims 00enx KHCTEH.
Cepoma pynuMeHTa paBoOi KUCTH.

JleBouka nepesenena B ['Y3 "KpaeBast neTckas KuHu4YecKast O0MpbHHUIA" JIS OTIEPATUBHOTO JICUSHUS CEPOMBI.
B Bo3pacre 1 mec. 20 aHel BrINMCaHa U3 CTAIlIOHAPA B YIOBIETBOPUTEIBHOM COCTOSTHUH. B HEBpomorunyeckoM
CTaTyce COXPaHSINCh THIIEPTOHYC MBIIII] KOHEYHOCTEH, 0KUBJICHHE CYXOKUIbHBIX pe(paeKkcoB. DKBHUBAJICHTOB
CYIOPO’KHOTO CHHJpOMa HE OTMEYAJIOCh.

VYuuteiBas HECTAaOWIBHYIO BECOBYIO JAMHAMUKY, IO PEKOMEHJAIIMM YYacTKOBOTO IMeAHarpa JeBOoYKa
NepeBeicHa Ha BCKapMIIMBAHUE aIallTUPOBAHHON MOJIOYHOM cMmechbio B Bo3pacTe 2 mec. 10 gueit. Kontpons
aMMHuaKa He MPOBOJAUJICS, XOTS Jake MPU TPAH3UTOPHOU TUIEPAaMMOHHEMHH COXPAHSIOTCS MUHUMYM A0 1
rofa 0oco0eHHOCTH 0OMeHa aMMHaKa.

BBozpacte4mec. mama oOpaTuiia BHUMaHUE HA 3aMUPaHUs peOeHKA TP MTOI0KEHU U Ha CITUHE, TOBTOPSIIOIIHECS
B TEUEHHE CYTOK 710 5—6 pa3. [IpoBeneH Buieo-31ekTpo-3HIedanorpaduaeckoro MOHUTOPHHT, IO pe3yabTaraM
KOTOPOTO BO BpeMsl MEIJICHHOTO CHa peructpupyercs nuddysHas snuinenTudgopMHas aKTUBHOCTh B BHJIE
pa3psIoB CTPYNITMPOBAHHBIX CITAWKOB, OBICTPOM aKTHBHOCTH. YPOBEHb aMMHaka Hapoc 10 126 MKMOJIb/I,
pPEKOMEHI0BaH MepeBo peOeHKa Ha cMeCh aMMHOKUCIOT. OIHAaKO M3-3a CI0KHOCTH BCKapMIIMBaHUs peOeHKa
CMECBHI0O aMUHOKHUCJIOT TIEANATp MepeBei JAeBOUYKY BHOBb Ha aJalTHPOBAHHYIO CMECh 0€3 KOHTPOJsS YPOBHS
ammuaka B KpoBH. HeBponor HazHaunn neBouke Levetiracetamum Ha 3 mecsiia, Ha QoHe mpuema KOTopolo,
CYIOPOXKHBIM CHHJIPOM KIMHUYECKU KyIMUPOBAJCs, Mpenapat ObLI OTMEHEH, XOTS KIIMHUYECKOe KyITUPOBaHUE
CYZIOpOT HE UCKJIIOYaeT WX CYOKIMHHUYECKOTO TEUEHUSs, U MPU OTMEHE MPOTUBOCYAOPOKHBIX MPENaparoB y
TaKHX JeTel 00s3aTeNbHO MPOBEACHUE dEeKTpodHIedamorpadu.

B Bospacte 9 mec. KIMHHMYECKHE MPOSBICHUS CYJOPOXKHOTO CHHAPOMA BO30OHOBWIHCH. Y JIEBOYKH
JIMArHOCTUPOBaHA 3aJlep’KKa HEPBHO-TICUXUYECKOTO Pa3BUTHUS TsKeNoN creneHH. dusmueckoe pa3BUTHE
COOTBETCTBYeT Bo3pacty. [lo naHHBIM BHIe0-3HIE(DATOTrPaPUUECKOrO-MOHUTOPUHTA 3apEeruCcTPUPOBaHA
snwientudopMuas akTuBHOCTh. [lo pesympraram kommbiorepHoit Tomorpaduu (KT) romoBHoro mosra:
chopMupoBaIuCh arpoduyeckre u3MeHEeHus TIOOHBIX U BUCOYHBIX Aojiei. [Ipu koHTpone ypoBeHb aMMHuaKa
MOBBIIIEH 10 128 MKMOIB/I.

Takum 00pa3oMm, MpeAcCTaBIEHHOE KIMHUYECKOe HAOMIONEeHHE TMOAYEPKUBAET UYPE3BBIYAMHYIO Ba)XKHOCTb
KOHTPOJISl YPOBHSI aMMHaKa B KPOBU Y HOBOPOXKJICHHBIX, IEPEHECIINX MepUHATaIbHYI0 achuKcuio B 1-e u 3-u
CYTKH KU3HHM U Ha (pOHE OTPUIATENHHOM TUHAMUKU COCTOSIHUS HOBOPOXKICHHBIX MOCIE MEPUOoJia CBETIOTO
MpOMEXyTKa Ha 1 Mecse )KU3HHU.

BaxxHO MOMHUTB, YTO MPU BBHIABICHUU THIEPAMMOHHEMHH HEOOXOAMMO MPOBOAUTH AU(PEepeHInaIbHYIO
IMarHOCTUKY ¢ HapymieHueM OenkoBoro oOmeHa (HBO), koropas Bkiro4aeT wuccieoOBaHHE CIIEKTpa
AMUHOKHCIIOT U alWJIKAPHUTUHOB B KPOBH, HCCJIEIOBAHHME CIIEKTpAa OPraHUYECKUX KHUCIOT B MOYe U
MOJIEKYJISIPHO-TEHETHUECKOe HcclieioBaHre Ha nmaHeiab HBO uim moJHOK30MHOE CEKBEHHUPOBAHUE.

Y HOBOpPOXXIEHHBIX JETEH THIIepaMMOHHUEMHUSI MOXKET OBbITh paclieHeHa KaK TPaH3UTOpHAs Ha OCHOBAaHUU
OTpHIATEIbHBIX pe3ynbTaToB oocnenoBanusa Ha HBO u Hopmanuzaiuu ypoBHS aMMUaka B TUHAMHUKE, OTHAKO
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npu HaOMIONEHUH 3a TaKHUMH JETbMU Ha y4acTKe MHHMMYM 10 1-To rojga mpu CMEHE MUTaHUSA, MOSBICHUU
MUHUMAaJIbHOH HEBPOJIOTUYECKOW CHMITOMATUKU B BHJAE MAaKE SKBHUBAJICHTOB CYAOPOI, HEOOXOAMMO
MPOAOJDKUTE KOHTPOJIb 32 YPOBHEM aMMHaKa, YTO TMO3BOJHUT CBOEBPEMEHHO MPOBECTH KOPPETUPYIOIUIYIO
tepanuio. [Ipu 3ToMm crenens Tspkectu nospexaeHus [IHC koppenupyeT He TONBKO ¢ ypOBHEM aMMHUaka B
KpPOBH, HO U C TIPOJIOJKUTENILHOCTBIO TAHHOTO cOCTossHUA. [Ipy OTCYTCTBUM CBOEBPEMEHHOM AMArHOCTHKHU U
JICUEHUS TUIIEPAMMOHUEMHUS MOXKET MPUBECTHU K TSHKETIBIM HEOOPaTUMBIM MOPAKEHUSIM TOJIOBHOTO MO3Ta.

Ceéedenusn o punancuposanuu ucciedo06anus u 0 KOHGIuUKme unmepecos.

HccnenoBanne HukeM He GUHAHCHPOBAIOCH.

ABTOpBI 3asIBJISIOT 00 OTCYTCTBUU KOH(IMKTa HHTEPECOB.

Bxknao aemopoe.

[Tonoa H.I". — 60 % (0630p myOnukanuii mo TeMe CTaTby, HalmMCaHue TEKCTa PyKOMTUCH, TPOBEPKa KPUTHUECKU
BaXHOTO COJIEPKAHUS, YTBEPKICHHE PYKOMHICH ISl TyOIHKAIIIH).

Koueposa B.B. — 30 % (00630p myOaukaIuii mo Teme cTaTbu, MPOBepKa KPUTUYECKU BaKHOTO COJEpIKAHUS,
YTBEPKICHHE PYKOTHICH TSI TyOTHKAIIH).

Konrteera M.B. — 10% (0630p myOnukamuii o TeMe cTaTbu, TEXHUYECKOE PEJaKTUPOBAHUE TEKCTA CTaThH,
YTBEPKICHUE PYKOTHCH TSI ITyOIHKAIIH).

Mamepuanvl cmamvu coomeemcmeyrwom nayunou cneyuaivnocmu: 3.1.21 — Ileguatpus
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