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aaHHOrO 3aboaeBanus. Ocoboe BHUMaHHE YAEACHO HeobxoAU-
MOCTH MAKCUMAABHO PAHHETO PACIIO3HABAHUSA U LIEACHATIPABAEH-
HOT'O IIATOICHETUYECKOTO ACUCHUS.
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UREA CYCLE DEFECTS CAUSING
ACUTE CEREBRAL FAILURE
IN CHILDREN: CASE REPORT

Yu.S. Alexandrovich @, KV, Pshenisnov®, E.Yu. Felker @,
N.N. Abramova@®, TV, Gabrusskaya ®

Saint Petersburg State Pediatric Medical University,
Ministry of Health of Russia, Saint Petersburg, Russia

A clinical case, that illustrates the specifics of acute
cerebral insufficiency of me tabolic ge nesis du e to co ngenital
defects of the urea cycle, is reported. A diagnostics and
differential  diagnostics algorithm
hyperammonemia is presented and current recommendations
for correction of this disease are de-scribed. Particular
attention is paid to the necessity of the earliest diagnostics
possible and targeted pathogenetic treatment.
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OcTtpas uepebpanbHasi HEOOCTATOYHOCTbL MeTabonuye-
CKOrO reHesa SBIsieTcs OAHON U3 Hambornee pacnpoCcTpaHeH-
HbIX MPUYUH YTHETEHMS CO3HAHNS M KOMATO3HbIX COCTOSIHUI Y
aeten [1, 2]. Hanbonee 4acto pasBuUTUE 3TUX XKUIHEYrpoOXKa-
IOLLIX COCTOSIHMI OOYCMOBNEHO 3K30r€HHbLIMU OTPaBEHUSMU
W HapyLUEHUsIMM yrreBoAHOro oOMeHa, cpeam KOTopbIX npe-
obnajatoT Takme OCroXHEHNs caxapHoro auabeta 1-ro Tuna,
Kak AvabeTnyecknin ketoaumaos v runornukemus [3].

B T0 e Bpems B nocrnegHune rogbl OTMeYaeTcs 3HaunTeb-
HOe yBEenu4YeHne Yncna criydaeB KOMaTO3HbIX COCTOSIHUM Y
AeTeln, obyCrnoBMEHHbIX HapyLUEHUSIMU KackagoB peakuumi
NPOMEXYTOYHOro 0OMEHa, YTO CBSI3aHO C NOBPEXAEHNEM re-
HETMYECKOro annaparta KIeTKu.

IMpwv aTOM HEOBXOAMMO OTMETUTB, YTO JaHHbIE 3aboneBaHnst
TPebyoT OT Bpada aHecTe3nornora-peaHMmaTorniora He TOINbKO
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rmyGoKOro 3HaHWs maToreHe3a KOHKPETHOrO MaToriornyeckoro
npouecca, HO U LeneHanpasneHHoN Tepanuu, no3BorsoLLEn
NMPOBECTN KOPPEKLMIO MMEIOLLIMXCS HAapYLLEHWUIA MeTabonmama.
OpHoM 13 NpyYMH ocTpor LepebpanbHON HeJoCTaTOMHOCTU Me-
TabonMMYecKoro reHesa SBNseTcs U rMnepamMmmoHMEMIS, KOTopast
MOXET ObITb 0ByCNOBNEHa He TONMbKO 3ab0neBaHNSIMM NOYEK, HO
N HapyLUEeHVSMU B LUMKINE CUHTE3a MOYEBMHbI.

Kak xopolo u3BecTHO, CBOGOAHBIN aMMMuaK, KOTOpbIA
ABMNAETCS MOLUHENLWMM HENpOTPONHLIM S40M, obpasyeTtcs
B npouecce metabonuamMa aMMHOKWCIOT U HENTpanuayeTcs
B npoLecce cuHTe3a MOYEBUMHbI, KOTopasi 0bpa3yeTcsi B pe-
3ynerate psga Guoxummnyeckux peakuum c ydactTmeMm natu
hepmeHTOB: KapbamoundocdarcmHTeTasbl, OPHUTUHTPAH-
ckapbamournasbl, apruHUHCYKUMHATCUHTETa3bl, aprMHUHCYK-
uuHaTnnasbl 1 apruHassl (puc. 1).
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PUC. 1. Lluxa Mmouepuns! (1uT. Ho: Mycua 4., Hosakosa O., Kyuu K., 1981, ¢ usmeHeHusIMU aBTopos):
1 — xapbamonadocarcunrerasa; 2 — OPHUTHHTPaHCKApOaMONAa3a; 3 — aprUHUHCYKLMHATCHHTCTA3;
4 — aprUHUHCYKIMHATANA32; 5 — aprHHasa

Tabauya 1
ITpuamHbI Bp 0’KACHHOM THIIEPAMMOHHEMHH
HepoctaToyHOCTb (hepMeHTOB LMKNa
MOY€BUHbI OpraHu4yeckue aumaemMum Mpoune 3aboneBaHus
1. HepoctaToyHOCTb 1. lponvoHoBas aungemus 1. JInanHypuyeckas HenepeHoCMMOCTb
kapbamownndocdarcuHTeTasbl 2. MeTnnmanoHoBas aumagemumsi Oenka
2. HepocrtaTtoyHOCTb 3. W3oBanepuaHoBas aungemus 2. Cwvngpowm I'TT (runepammoHnemums-
OpHUTTpaHckapbamownnasbl 4. HepoctaTouHOCTb [-KeToTMOoNasbl rMNepPOPHUTUHEMMUSI-
3. HepoctaTtouHoCTb 5. MHoXecTBeHHasi HeAOCTaTO4YHOCTb rOMOLMTPYNIIMHEMUS)
aprUHUHCYKLMHATCUHTETa3bI kapbokcunas 3. TpaH3uTOopHas runepaMmmMmoHneMust
4. HepocTaTto4HOCTb 6. HepocTtaTtouHOCTb AernaporeHasbl HOBOPOXOEHHbIX
apruHUHCYKUMHATNMa3bI cpeaHeLenoyeyHoro auetun-KoA 4. BpoxaeHHasi runepuHCynMHeMusi ¢
5. HepocTtaTtovHOCTb aprmHasbl 7. TnytapoBas aumgemus tuna i rmnepamMmmoHnemmnen
6. HepoctaToyHOCTb 8. 3-rmapokcu-3-metunrnytaposas
N-auetunrnytamartcHTeTasbl aumaemusi
Tarke B LUMKNe yyacTByeT U ewle ogmH pepmeHT (N-aue- B KnNWHMYeckoW KapTuHE Mpu Hanuuun y pebeHka
TUnrnyTamaTcuHTeTasa), KoTopbli Heobxoaum ans obpasoBa- BPOXAEHHOW rMnepaMMOoHMeMUn npeobnagarT CUMMTOMbI,
HUS akTMBaTOopa kapbamoundocdgarcuHTeTassl — N-auetumn- CBUIETENLCTBYIOLWME O MOPaXeHUU rOrloOBHOMO Mo3ra, Ko-
rmytamara. TOpble MOABMAITCS MPaKTUYECKU cpasy Xe rocre Hadyana
[Mpy HegocTaTOYHOCTM YyKa3aHHbIX (PEPMEHTOB pas3Bu- berkogoeo numaHus. Yalle Bcero oTMevalTcs 0Tkas oT rpy-
BalOTCH HapyLIeHUs LMKra B CUMHTE3e MOYEBWHbI, KOTOpble On, pBOTa, OfblllKa U YrHETEHWEe CO3HaHUSA, KOTOpoe O4YeHb
SIBNSOTCA OAHOM U3 OCHOBHbIX MPUYMH BPOXAEHHOW rune- ObICTPO AOCTUraeT YypPOBHA KOMbI C MOCNEAYOLWMM pas3BUTH-
paMMOHMEMUN N OCTPON LepebpanbHON HeJOCTaTOMHOCTU B em cygopor. Mpu dwusmkansHom obcrnegoBaHuM naumeHTa
rpyaHom BospacTe. [1o yacToTe BCTpeyaemMocTu, KoTopasi Co- MOXeT ObITb BbisiBNeHa renatomeranusi. KpavHe BaxHO OT-

ctasnseTt 1:30 000 geten, gaHHble 3aboneBaHUs OTHOCATCS METUTb U TO, YTO NPU HELOCTAaTOYHOCTM (PEPMEHTOB LMKNa
K opchaHHbIM, 06LLEee YMCO KOTOPbIX B HACTOsILLEe BpeMS B MOYEBUHbI PYTUHHbIE NabopaTopHble NCCNEeaOoBaHNsI HE Bbl-
Poccuiickon ®epepaunm coctasnset 6onee 200 [4]. OcHoB- SBMSOT crneunduyeckmx OTKITOHEHWI, KOHLEHTpaunus asota
Hbl€ NPWYNHBI BPOXXAEHHOW rMnepaMmMoHeEMUN NpeacTaBne- MOY€EBUHBLI 0ObIYHO HM3Kas, pH KpoBM He MameHeH. Mpu op-
Hbl B Tabn. 1. raHM4yeckMx aunaemMmsix oTMmedaeTcsl 4eKOMMEeHCMPOBaHHbIN
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Metabonuueckun aumpgo3. EamHCTBEHHbIM nabopaTopHbIM
nccrnefoBaHneM, NO3BONAKLLMM YCTAHOBUTL UCTUHHYHO NpU-
YMHY KOMaTO3HOro COCTOSIHUS! y pebeHka C runepaMMoHune-
MWER, ABNSIETCS UCCeOOBaHMWe KOHLEHTpauuMn ammuaka B
KpoBM, koTOpas 0bbI4HO cocTaBnseT 6onee 200 mmonb/n, B
TO BPEMSI KaK B HOpMe OHa MeHee 35 MMonb/n.

Takum obpasom, MpU HanMMyYMM KOMATO3HOIO COCTOSIHUS
HesicHOro reHesa y pebeHka rpygHoro Bo3pacrta npu oTCyT-
CTBMM MPU3HAKOB MHMEKUMN KpariHe BaXXHO MpoBecTu Aund-
pepeHLmManbHy0 ANarHOCTUKY C BPOXAEHHBIMU HapyLUEHW-
AMU MeTabonmama U OLUEHWUTb KOHLEHTpauuio aMMmuaka B
nnasme KpoBMu.

C uenblo [emoHCTpaumMnm OCOBEHHOCTEN  TeyeHus
BPOXOEHHOW rMnepaMMoHneMun y pebeHka rpygHoro BO3-
pacTa npuBOAMM Cryvan U3 KIMUMHWUYECKOW NpaKkTWKW, cBuae-
TENbCTBYIOLMIA O HEOOXOOANMOCTU CBOEBPEMEHHOWN U MaKCU-
MarbHO paHHeW ANarHoCTUKM SAaHHOW rpynnbl 3aboneBaHui.

OeBouka b., 2 net, goctaBneHa B ofHy M3 LieHTparbHbIX
panoHHbIX 6onbHUL CeBepo-3anagHoro hegepanbHOro oKpy-
ra P® c gnarHosom «Koma HesicHoro reHesa». M3 aHamHesa
M3BECTHO, YTO 3@ CyTKM A0 NOCTYMNIEHNSA COCTOsIHNE pebeHKa
6bIno 6e3 ocobeHHocTel, nocneaHun npuem nuwm e 20:00. [lo
04:00 pebeHka He yaaBanocb yroxuTb cnaTb — KanpuaHuya-
na (co cnoB poauTener Nroxo 3ackinaet Bcerga), okono 4:00
AeBo4ka 3acHyna. YTpom okorno 10:00 6abyLuka nonbiTanacb
pa3byauTb pebeHka, Ho He cmorna. [lana asa rnoTtka abnoy-
HO-TpyLLEBOro komnota (13 poxka), pebeHok «npuyimokmnsan
rybamuy, nonepxmeanuii He 6bino. Okono 11:00 noBTopHas
noneiTka pasdyauntb pebeHka — GesycnewHa. Co crnos ba-
OyLUKW: CO3HaHWUsi He ObINo, aToHWS, rybbl po3oBble, ronoBa
HaKrnoHeHa BMNeBo, rMa3Hble S6/10KM OTKMOHEHbI BHU3 U BMNEBO,
HenoABWXXHbI, N3 NEBOrO yrna pTa cTekana CrnoHa, «npuymo-
KvBaHue rybamuy. MNpu NoCTynneHMn B cTauMoHap co3HaHne
YyrHeTeHo 40 KOMbIl. [lbixaHue croHTaHHoe, agekBaTHoe. [lo-
kasatenn YCC n ALl B npegenax Bo3pacTHbIX pedepeHTHbIX
3Ha4YeHNn, B MEAMKaMEHTO3HOW MOoAAEepXKKE He HyxXaaeTcs.
OTmevaeTcs oTHocuTenbHasa 6pagukapams (100—105 B MuHy-
Ty). ®aKkT TpaBMbl 1 OTPABMNEHUS NEeKapCTBEHHbIMY Npenapa-
Tamn 6abywka pebeHka oTpuuaert. B knuHuyeckom aHanuse
KPOBM NaToONorMyeckne N3MeHeHns oTCcyTCTBYHOT (Tabn. 2).

B 6uoxvmunyeckoM aHanmse kpoBW obpallaeT Ha cebs
BHMMaHWe 3Ha4YuTenbHOE MNoBbIEHNE (hePMEHTATUBHON aK-
TMBHOCTM NEYEHOYHbIX (bepMeHTOB 1 obuiero GunupybuHa
(Tabn. 3).

C Uuenbl WCKMHYEHUS YepernHo-MO3roBOM TpaBMbl ©
BHYTpPUYEPENHBbIX KPOBOM3NUSAHWUIA pebeHKy BbIMOMHEHA KOM-
nbloTepHasi Tomorpadusi rofoOBHOMO MO3ra, MaToNorM4yeckmx
N3MEHEHUI He BbliBNEHO. 10 AaHHBIM yNbTPa3ByKOBOrO MC-
cnefoBaHUs OpraHoB OpPHOLLIHOWM MOMOCTU OTMEeYaeTcst yBe-
nMYeHne pa3MepoB MeYeHU, He3HAUUTENbHAs NMENOIKTa3Ns
neBon no4vkn. PebeHok 0CMOTpeH BpayoM MHMEKLMOHUCTOM,
0(hTanbMONoroM, OTOPUHOMAPWHIONOrOM, MOpaXKeHUe LeH-
TpanbHON HEPBHOW CUCTEMbI MH(PEKLIMOHHOTO reHes3a UCKIHo-
YeHo.

YunTbiBas Hanuune BblpaXXeHHbIX U3MEHEHU B Guoxu-
MWUYECKOM aHanumse KpoBW, CBUAETEMbCTBYKOLUMX O Mopa-
XXEHUN neyveHun, cocTosiHne pebeHka pacLeHeHOo kak ocTpas
uepebpanbHasi HeAOCTaTOYHOCTb MeTabonM4ecKkoro reHesa,

Tabauya 2
Kannnyeckmii anaaus Kposu
Ananus Ananus

MokasaTtenb Ne 1 Ne 2
emorno6wH, r/in 133 125
QputpoumnTtsl, X 10'?/n 4,76 4.5
JlenkoumnTsl, x 10%/n 19,2 15,5
TpombGoumTel, * 109/n 429 404
ManoykosinepHble HeMTpodUbI 5 3
CermeHTosaepHble HeNTpouIbI 72 85
JiumdpoumnTsl 15 12
MoHouuThl
Q03nHoUbI
CO3, Mm/M

Tabauya 3
buoxumudyeckuii aHaAu3 KPOBH
Ananus Ananus

MNMokasartenb Ne 1 Ne 2
HaTpwuit, Mmonb/n 136,2 137
Kanun, mmons/n 4,86 417
Kanbunin, Mmonb/n 2,5 2,25
Marnuin, mmonb/n 0,99 0,83
docdop, mmonb/n 1,23 -
[ntoko3a, MMonb/n 4,2 6,54
Xnop, mmone/n 109,2 107
MouyeBuHa, MMonb/n 3,04 3,34
KpeaTuHuH, MKkMonb/n 19,7 18,9
O6wmn 6enok, r/n 71,2 60
AnbBymuH, r/n 43,9 -
>Keneso, MKmonb/n 13,2 -
AnaHnHamunHoTpaHcdepasa, ME/n 202,3 135,7
AcnapTatamuHoTpaHcdepasa, ME/n 78,7 44 4
O6LWwmnin GunnpyomH, MKMOnb/n 34,4 46,7
LLlenoyHas docdatasa, ME/n 216,4 -
XonecTtepuH, MMonb/n 2,56 -
Amunasa, ME/n 93 -

MPUHSTO peLleHre O NPoBedEeHUN MHAY3MOHHOW Tepanuun B
obbeme pu3nonornieckon NOTPebHOCTM C UCMONb30BaHMEM
CyKuMHaTcogepxalymx pactsopos (LintocdnasmH) B Bo3pacT-
HoM go3unposke [5, 6].

Ha doHe npoBoaumon nHMY3MOHHOW Tepanun B TeYeHne
4 4 cocTosiHne pebeHka ocTaBanoch TAXerbIM, CTabumbHbIM,
COXPaHANOCh YrHeTEHNE CO3HAHWUS A0 YPOBHS KOMbI, B CBSA3N
C YeM NPUHATO peLleHne 06 MHTYbauun Tpaxen 1 nepesoae
pebeHka Ha NCKYCCTBEHHYIO BEHTUNALUMIO nerkmx. Ha cnepy-
foLye CyTku coctosiHe pebeHka octasanochb 6es ynyulue-
HWS, YTO MOCIYXXMIO OCHOBaHNEM AN NepeBoa nauveHTa B
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Tabauya 4
IMToka3aTeAH ra30BOro COCTaBa H KHCAOTHO-OCHOBHOTO
COCTOAHUA KaHHAA}[PHOﬁ KPOBH Ha MOMCHT OCMOTPa
HalMeHTa BPAYOM PEaHUMALUOHHON OpUraAbI

MNokasatenb 3HauyeHue
pH 7,53
pCO,, MM pT. CT. 29,3
pO,, MM pT. CT. 78
HCO,, mmonb/n 24,6
BE, mmonb/n 2
SO, % 97
Tabauya S
IToxasaTeAn KOaryAOrpaMMeI
Moka3atenb 3HauyeHune

[MpoTpombuHoBbIN nHAEKC, % 25,8
AKTMBMpPOBaHHOE NapumanbHoe TPOMOMHOBOE 67,7
Bpemsi, C
TpombuHoBOE Bpems, C 16,8
DunbpuHoreH, r/n 3,13
MexayHapogHoe HopManu3oBaHHOE OTHOLLEHWEe 2,7

KnuHunyeckyto 6onbHuuy ®rbOY BO «CaHkT-IMetepbyprckuia
rocy0apCTBEHHBIN NeanaTpu4ecknii MeauLIMHCKMIA  yYHUBeEp-
cutet» MuHagpasa PP B conpoBoXaeHnn peaHnmaunoHHON
Opuraabl. Mo gaHHbIM aHanu3a ra3oBoro coctaBa M KUCIOT-
HO-OCHOBHOTO COCTOSIHUSI KPOBM HA MOMEHT NepeBoga oTMe-
YaeTcsi pecnupaTopHbIf ankanos, Npu3Haku Metabonmyecko-
ro aumao3a OTCyTCTBYIOT.

Mpu noctynnennn B8 OPUT CIGITIMY coctosHne peber-
Ka Tsxenoe, ctabunbHoe, BUTanbHble YHKLUM KOMMEHCU-
poBaHbl. B remogvHammnyeckon noadepkKe He HyXoaeTcs.
MpoBOAMTCSH MCKYCCTBEHHAs! BEHTUNSALUMS Nerkux, no AaH-
HbIM aHanu3a rasoBoro coctaBa u KOC kpoBu nmeetr Mecto
CMeLLaHHbIN [eKOMNEeHCUPOBaHHbI ankanos (pH = 7,51,
pCO, = 32,2 mm pr. cT,; pO, = 375 MM pT. CT,;
HCO, = 26,2 mmonb/n; BE + 4,4 Mmonb/n).

B knuMHu4eckom aHanu3e KpoBM NaToOnorMvyeckue us-
MEHeHUs1 OTCYTCTBYIOT. B GrmoxmMmmyeckom aHanuse KpoBu
OTMEYaeTCA 3HaYMTENbHOE YyBenuyeHne epmMeHTaTUBHON
aKTMBHOCTW anaHuHamuHoTpaHcdepasbl (130,8 ME/n), ac-
naptatamuHoTpaHdgepasbl (58,7 ME/n). KoHueHTpauusa ob-
wero ounupybmHa = 51,6 MKMOnNb/rn, nNpsiMor OMNMPYOUH
= 6,0 mkmonb/n. Mo AaHHbIM KoaryrnorpaMmmMbl UMEeT MeCTO
BblpaXXeHHasi rmnokoarynsauus (tabn. 5).

BbinonHeHa KomnbiOTEpPHAst TOMOrpadus rofloBHOrO MO3-
ra, BbISIBMIEHbl MPU3HAKM KOPTMKaIbHO-CYyOKOPTMKANbHOro
oTeKa rofiloBHOro Mo3ra.

Mpn 6ecene ¢ mamon pebeHka yaanocb ycTaHOBUTb, YTO
B OOMH Mecsl pebeHOoK Haxoauscsa Ha CTauuoHapHOM redve-
HUM B CBSI3U C XXENTYXOWN, OTMEYarochb NoBbILIEHNE KOHLEH-
Tpaummn obwero 6unmpybruHa o 106,4 mMkmonb/n (MpsMon

31,2 MKmonb/n, HenpsMon 75,2 MKMOMb/N), akTUBHOCTb
anaHvHaMuMHoTpaHcdepasbl U acnapTataMmuHoTpaHdepasbl
He oueHumBanu. B guHamuke yepes 2 Hed. KOHLEHTpauums
OunupybuHa cHnsmnack Ao 41,9 Mkmonb/n, pebeHok ¢ ynyy-
LeHneM BbIinucaH gomon. B 7 mec. oTmevanuck psota ¢)oH-
TaHOM Ha (hOoHe OTKa3a OT efbl U BOAbl, XXENTYLIHOCTb KOXMU,
NOSIBUNNCb Pa3apaXMTENbHOCTb, MMNEePakTMBHOCTb. Ha aTom
(hOHEe OTMEYEHO YrHETEHME CO3HAHUSA A0 Comnopa, B CBSA3U C
YeMm pebeHok Obin rocnuTanuanposaH. BeinonHeHo Y3W opra-
HOB OpIOLLHONM NOMOCTU: HE3HAYMTENbHas renatomeranusi (4o
+ 1,5 cm), opyrue opraHbl — 6e3 natonoruu. JlabopatopHo
OTMeYanochb NoBbILeHE hepMeHTATUBHON akTBHOCTM AJTT
0o 47 ME/n, weno4yHol docdatasbl go 257 ME/n. Ha doHe
NpOBOANMON WUH(Y3MOHHOW Tepanuu cocTosiHe pebeHka
yNy4Lnnoch, BbiNMCaH JOMOWN C AMArHO30M «PyHKLMOHAmMb-
Has gucnencusy.

C 9 mec. pebeHKy exeHeBHO AaBanu TBOPOT, IETCKOE MO-
NOKO, Hayanu aaesatb Msico. OTMeYanucb NOBTOPHbIE PBOThI,
pasapaXuTenbHOCTb, MIOXO0N COH. B aHanu3ax otmevanoch
ymepeHHoe nosbiweHne AT n ACT npu HopManbHOM 3Ha-
YeHun obLero GunmpyobuHa.

B 11 Mec. — NOBTOPHbIN aNn304, NOAOGHLIN CryYmBLIEMY-
cs B 7 MecC.: pBOTa, OTKa3 OT ebl, MOBbILEHNE MEYEHOYHbIX
depMeHTOB, 3anop, yrHeTeHne co3HaHus [0 YPOBHS cornopa.
B craumoHape npoBogunacb MHMY3NOHHas Tepanusi, ¢ no-
NOXUTENbHbIM 3 dEKTOM, BbINUCaHa OOMOW C AMarHO30M
«DyHKLUMOHANbHOE PacCTPOMCTBO  XKENyA04YHO-KULLEYHOTO
TpakTta. 3anop. OPB».

HacTosiwee yxyaweHne coctosiHus Ha hoHe oBunbHOro
ynoTpebnexHus 6enkoson nuLn.

Jleyawum BpavyoM-peaHMMaTonoroMm 3anodo3peHo nopa-
)KEHWNE NEeYEHN C HapyLLUEHWEM CUHTE3a MOYEBMHbI, B CBA3M
C 4yem pebeHOK KOHCYNbTMPOBaH racTpO3HTEPOIOroM U Me-
ONUMHCKUM TEHETUKOM, NPUSTO pelleHne o6 nccrnegoBaHum
KOHLEHTpaLumn ammuaka B nna3me KpoBu, KOTOPOE nokasarno
€ro 3HauuTenbHoe yBenuyeHme (212 MKMonb/n), 4To No3Bo-
NNNO YCTaHOBUTL AMarHo3 BPOXAEHHOW rMnepaMMOHUEMUN.

B OPUT CI6IMIMY npoaormkeHbl pecnupaTopHas nog-
aepxka (MBJ1) Ha doHe ToTanbHOW BHYTPUBEHHOW aHecTe-
3UKN, MHAY3NOHHAsA Tepanust U napeHTepanbHoe MUTaHue,
remocTtatuyeckasa Tepanusi, aHTubakTepuanbHas, NpoTUBO-
BUPYCHasi, ropMOHaribHas 1 cMMnToMaTuyeckas Tepanvsi.

B puHamuke coctosiHMe pebeHka ocTaBanochb KpanHe
TSKENbIM, COXPaHANOCb YrHETEHME CO3HaHWA OO YPOBHS
rnybokon Kombl. HecMoTps Ha NPOBOAMMYIO KOMMNEKCHYHO
naToreHeTMYeCKy Tepanuio OTeka rosIloBHOrO Mo3ra, no AaH-
HbIM KOMMbIOTEPHOW TOMOrpacum oTMevanach BblpakeHHas
oTpuuatenbHas AMHaMuKa C pa3BUTUEM AMCIOKALMOHHOIO
cuHapoMa.

Ha 19-e cyTtkm Tepanum B ycnosusx OPUT pebGenky
BbIMOIIHEHA 3MNeKTpodHLUedanorpadus, AaHHble KOTOPOW
CBUAETENLCTBYT O rpyboM nogaBneHun HenpoauHamMuKm
HEMPOHOB Kak Hecrneunguyeckmx CTBOMOBbLIX CTPYKTYp npe-
MMYLLIECTBEHHO OparnbHOro oTAena, Tak v Kopbl.

B cBA3M c runepammoHvemunen pebeHKy OoTMeHeHa [o-
Tauus Genka, Ansi NPoBedeHUsi NapeHTepanbHOro NUTaHWs
MCNOMb30BaNUCh TOMbKO XUPOBbLIE 3MYIbCUN U KOHLIEHTPU-
pOBaHHbIE PACcTBOPbI [HOKO3bl, 0AHAKO Ha hOHE MPOBOAMMON
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KOHCepBaTUBHOM Tepanuu adhdekTa JOCTUTHYTO He ObIno, no-
3TOMY ObINO NPUATO peLLeHne o npoBeaeHun addepeHTHON
Tepanun. Ha doHe remogmanusa v ynstpaguadunsTpaumm
yAAnocb AOCTUMHYTb CHWXEHWS KOHLEHTpauuy amMMuaka B
nnasme KpoBu 40 58 MKMOrb/r, 0gHaKo no-npexHemy coxpa-
HANWUCb SBMEHNS CUHAPOMA NOSIMOPraHHOW HeJOCTaTOYHOCTH
C NPeVMyLLEeCTBEHHbIM NOpaxXeHWeM LeHTpanbHOW HEPBHOMN,
renatobunuapHon CUCTEMbI M CUCTEMbI FremocTasa.

PebeHok HeogHOKpaTHO ocMaTtpuBancs MeAULMHCKUM
reHeTMKOM, [AMarHoCTUpPOBaHO HapylleHne obmeHa Be-
LLEeCTB — LMKIT MOYEBUHbI, HEJOCTAaTOYHOCTb OPHUTUHTPAH-
ckapbamownnasbl [reHeTU4ecKkn NOATBEPXAEHHas MyTauus
NM_000531.5: ¢.602T>C (p.L201P) B reTepo3urotTHom co-
CcTOsiHMM]. MnepaMmmoHnemMus.

Y4yuTbiBas, 4TO B 3apyOEXHON KNMHNYECKON NpaKTUKe Ans
KOpPEKLMM HapyLUEeHW UMKNa CUHTe3a MOYEBMHbI UCMOIb-
3yeTcsa crneumduyeckas MegukameHTo3Has Tepanus, Gbino
NpUHATO KonnernanbHoe (ex consilio) peweHne o Has3Have-
HuM npenapata AMmoHanc (peHnnbyTnpat HaTpusi), KOTOPbIA
B HacTosLlee BpeMs He 3aperncTpuposaH B Peructpe nekap-
CTBEHHbIX cpeacTB PP 1 Bbin KynneH poamuTensiMm camocTosi-
TenbHo. CrniedyeT OTMETUTb, 4TO AMMOHanC He ABnsieTcs npe-

napaTom HEOTIIOXKHOW MOMOLLM U He MPUMEHSAETCS y Nnioaew
B KPUTUYECKUX COCTOSIHUSIX, C OCTOPOXXHOCTbI Ha3HavaeTcs
npy cepaeyHo-COCYAMUCTON, NMOYEYHOM U MEYEHOYHOW Heado-
ctatoyHocTu. Pogutenu pebeHka 6binv npoMHopMrpoBaHbI
0 NobBoyYHbIX adhdekTax npenapata v ganu JoO6POBOMbHOE
cornacve Ha ero npvMeHeHue. AMMOHanNc Ha3Ha4yeH 4yepes
XXenyaoYHbIN 30HA C MMTaHNeM B [03€, YKa3aHHOW B MHCTPYK-
unn, — 450 mr/kr B cyTku B 4 npuema.

Ha 45-e cytkm npebbiBaHnsa pebeHka B OPUT noBTOpHO
BbINOSIHEHA 3NeKTpo3Huedanorpadusi, BbISIBIIEHO OTCYT-
CTBUE OUO3NEKTPUYECKON aKTMBHOCTM FOMOBHOrO Mosra. B
nocnegyoLme CyTKM COCTosIHME pebeHka ocTtaBanoch kpau-
He TshKenbiM, HeCTabubHBIM, OTMEYanocb HapacTaHue siB-
NEeHn cMHApOMa NONMOPraHHON HeJOCTaTOYHOCTU, KOTOPLIN
1 CTan NPUYNHON NneTanbHOro Ncxoaa, HacTynuBLLEro Ha 48-e
CyTKV NpebbiBaHNA B OTAENEHWUN peaHMaLum U UHTEHCUBHON
Tepanuu CM6IrrMY.

3aknoYnTENbHbIN OCHOBHOW KNMUHUYECKUIA amarHos: «Ha-
pyweHne obmeHa BeLleCcTB — LMK MOYEBWHbI, HegocTa-
TOYHOCTb OPHUTWHTPaHckapbamounasbl (reHeTudeckn noa-
TBepxaeHHasa: mytauua NM_000531.5: ¢.602T>C (p.L201P)
B reTepo3nroTHOM cocTtosHuK). MunepammoHnemus. E 72.4.
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PUC. 2. AudpdepennnarbHas AMATHOCTHKA BPOKACHHOH I'MIIEPAMMOHHUEMUH (1ur. mo: bepman P.3. u ap., 2009)
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MeTtabonuyeckas koma (rmnepaMmmMoHnemuyeckas). CuHgpom
nonuopraHHomn HegoctaTovHocTn. Cencucy.

OTnnYNTENBHOM 0COBEHHOCTBLIO JAHHOTO CryYas SBUMUCH
Nno3aHsAs AMarHocTvka U HeafekBaTHasi Tepanus Ha paHHUX
ctagusx 3aboneBaHus. JTO elle pa3 CBMAETENbCTBYeT 00
aKTyanbHOCTM paccMaTpuBaemon npobnemMbl Ans aHecTesu-
OIOroB-peaHMaTororoB, KOTopble KpanHe peako BCTpeya-
I0TCA C AaHHOW rpynnon 3abonesaHui, Torga Kak Ux UCXOon
MONMHOCTLIO 3aBUCUT OT CBOEBPEMEHHOWN PaHHEN ANarHoCTUKN
W agekBaTHoOW crneumduyeckon Tepanuu. Kak yxxe rosopunocb
BbILLE, MPU HanUuun y pebeHka KOMbl HESICHOTO reHe3a u oT-
CYTCTBMU NPU3HAKOB TPaBMaTU4eCKoro 1 MHAEKLMOHHOTO No-
pPaXeHWs LeHTpanbHOW HEPBHON CUCTEMbI He06Xx0aMMO Npo-
BOOWTb LereHanpaeneHHbIi MOUCK MPUYMH LepebpanbHow
HeJoCTaTOMHOCTM MeTabonMyeckoro reHesa, B OCHOBE naTo-
reHesa KOTOpbIX NIEXUT HEAOCTATOMHOCTb (hbepMeHTOB peak-
LMiA NPOMEXYTOYHOTro obmeHa. Mpu NCKMHYEHUN HapyLLEHWIA
yrneBogHOro obmMeHa y AeTen rpygHoro Bo3pacta B MepByto
ovepenb HEOOXOAUMO UCKMIOYMTE BPOXAEHHYIO rMnepammo-
HYemuto, anroputT™ amddepeHumanbHOM AMarHOCTUKN KOTO-
pon NpeacTaBneH Ha puc. 2.

OpHVM 13 hakTopoB, NOCMYXMBLUUX MPUYMHON NO3AHEW
OMarHoCcTukM 3aboneBaHusi, SBUNacb He4OCTAaTOYHOCTb Op-
HUTUHTpaHcKkapbamounasbl, KoTopas HacnegyeTcs Kak [o-
MWHaHTHbIW, CLENMEeHHbI C X-XPOMOCOMOWN NPU3HaK, YTo ”
cTano MpUYMHON OTHOCWUTEMbHO MErkoro TeyeHus GonesHu
Ha paHHUX CTagusaXx ee pas3BUTKS. Y TOMO3UIOTHBIX MY>KYUH
3aboneBaHVe NpoTEKaeT KpalHe TSHKENOo, B TO BPEMS KaK y
reTepo3UroTHbLIX XKEHLLMH Yalle BCEero MMeeT MeCTO rerkas
cTeneHb HeJoCTaTOYHOCTU pepMeHTa, Npu 3ToM B 75 % cny-
YaeB CYMNTOMbI BOOGLLE OTCYTCTBYIOT.

Y xeHWKWH 3aboneBaHMe NpoTekaeT C anusogamu obo-
CTPEHUI 1 peMUccuii, NpudeM 060CTPEeHMS MOTyT BO3HMKATb
B CamMOM pa3HOM BO3pacTe, HauMHasi C paHHero OeTCTBa.
MpucTynbl rMNepamMmMOHUEMIMN C PBOTOW 1 HEBPOIOTMYECKUMU
HapyLleHnsaMM (aTakcuem, CnyTaHHOCTbI0 CO3HaHUS, BO30YX-
OEeHVeM 1 arpeccuBHbIM NOBEAEHNEM) YepeayoTcs C nepuo-
AamMu HopMmarnbHOro caMmoyyBCTBuYS. Yalle Bcero o60ocTpeHnst
3aboneBaHns NPOBOLMPYHOTCA 3HAYUTENBHBIM YNOTpebneHn-
em 6enkoBon MULLM UK ycuneHnem katabonuama Ha goHe
TEYEHUs OpYyrux, Hanpumep MHAEKLMOHHbIX, 3aboneBaHui,
4YTO W UMENO MECTO Yy AaHHOro nauueHta. OTnnYnTenbLHON
0COBEHHOCTBIO fJaHHOro 3aboneBaHns oT Apyrux epmMeHTo-
naTvi LUKIa MOYEBUHbI SBMSETCA PEe3Koe yBEenu4eHne aKC-
KpeLunn opoToBOW KUCNOThbI C MoYou [7, 8].

[ns HepoctaTovHOCTM kapbamowundocdarcuHTeTasbl 1
N-aueTunrnytamaTtcuHTETasbl, Kak NpaBuo, XapakTepHO Tsi-
Xernoe TedeHne 3aboneBaHusi, KOTOPoe MaHNECTUPYET yxKe
B nepBble AHW nocne poxaeHusa pebeHka. B page cnyyaes
BO3MOXHO W MO3[HEe MNpOosABIEHNe CMMMNTOMOB 3abonesa-
HYS, yXXe B cTapLueM Bo3pacTe, Npu 3TOM OTMeYaeTcsi pe3koe
nporpeccmpoBaHune ocTpon LiepebparnbHON HeAOCTaTOYHOCTH
Ha cpoHe nonHoro 340poBbsA. BHeE3anHo BO3HMKLLMIA NpUCTyn
rMNepaMMOHMEMUN MOXET 3aKOHYUTbLCS HebraronpusiTHo,
BNNOTb A0 NneTanbHoro ncxoga. CoaepxaHne opoToBOW K1C-
NOTbl B MOY€e 0ObIYHO CHVMXEHO, UM OHa BOOOLLE MOXET OT-
CYTCTBOBATb.

Kak Tonmbko AmarHo3 BPOXAEHHOW rMnepamMmoHneMnn
NnocTaBrneH, BCe TepaneBTUYECKUE YCUNUS LOIMKHbI ObITb
HanpaBneHbl HA MakCMManbHO ObICTPYH SNMMUHALUI0 aMm-
Muaka 13 opraHmama naumneHTa, obecnevyeHve HeobxoamMmo-
ro KonmMyecTBa 3Heprum 1 nNMkBMaaumo katabonnyeckom Ha-
npaBneHHoCcTn MeTabonuyeckux npoueccoB. ONTMManbHbIM
3HepreTnyeckum cybcTpaTtom B AaHHOW CUTYaLUN SIBASIKOTCS
NUNnabl B BUAE XUPOBbLIX 3MYIbCUI U KOHLEHTPUPOBAHHbIE
pacTBOpbI MMOKO3bl. He3aMeHnMble aMUHOKUCIOTbLI BBOAAT
nyTeM BHYTPMBEHHOW WHMY3MM B fose He 6onee 0,25 r/kr
B cyTku. [Nocne ctabunusaumm COCTOSIHUA MauueHTa Hauvu-
HalOT 9SHTepanbHOe MUTaHWEe HU3KOOENKOBbIMU CMeCcsMU
(0,5—1,0 r/kr B cyTkmn). Kpome aToro, onpaBgaHHO HazHayYeHne
aprvHuHa rugpoxnopuaa (200-600 wmr/kr), 6eH3oarta HaTpus
(250 wmr/kr) n cdeHunauetata HaTpust (250 mr/kr) ¢ uenbto
MaKcUMarnbHO GbICTPON anMMUHauMM ammuaka. Mpu oTcyT-
CTBUM 3adpheKTa OT MPOBOLMMOWN KOHCEPBATMBHOW Tepanun B
TeYeHMe HECKONMbKMX YacoB NoKa3aHo NpPUMEHEHME METOAMK
3aMeCTUTENBbHON MOYEYHONM Tepanuu, cpeau KOTopbIX yalle
BCErO MCMOSb3yT NEPUTOHEANbHbIV Ananus.

Takke HeobxoanuMo OTMETUTL U TO, YTO B JAHHON CUTya-
LM LenecoobpasHo MaKkCMMarnbHO paHHee Ha3HaveHue He-
OMMLMHA M NaKTyno3bl Yepes XenygouHO-KULLEYHbIN TPaKT,
NOCKOSbKY dTa KOMOMHaUMSA npenapaToB MHIMOUPYET CUHTES
aMmMmaka 6akTepmsaMm KULWEYHMKA.

Mocne BoccTaHOBMEHMS CO3HaHNSA U CTabunmaaumm cocTo-
SAHWSA NaLMeHTa NPOBOAMNTCS KOPPEKLUSI ANETLI C OrpaHUYeHn-
eMm bernka, HasHavyaeTcsi naToreHeTnyeckasi Tepanusi, Kotopasi
[0CTaTo4HO NoapobHO onmcaHa B 3apybeskHbIX U NepeBOAHbIX
pykoBoacTBax no negmnatpun. Kpome atoro, onpasaaHHo 060-
rawieHne gueTbl KapHUTUHOM, MOCKOMbKY €ro KOHLEeHTpaums
CYLLIECTBEHHO CHIKAETCS Ha POHE cneumdpuyeckon Tepanmu,
XOT$1 €ro KnuHuveckasi 3peKTMBHOCTb B HAcTosILLEe BPEMS
OKOHYaTenbHO He fokasaHa. OgHow n3 mep, NO3BOMSIOLLMX
npeaoTBpaTUTb pasBUTUE TMNEPaMMOHUEMIN, ABNSIETCS NPO-
unakTrka nobbiXx COCTOSHUIA U 3aboneBaHuii, Npy KOTOPbIX
ycunmeatoTces katabonmnyeckme npouecchi [7, 8].

Mpu HapyLLEHWN LMKIa MOYEBWHbBI HA PAHHWUX CpoKax npu-
MEHST npenaparbl 6eH3oaTta HaTpust U peHunaueTara Ha-
Tpusa — Ammonul n Ucefan, ogHako B Pernctpe nekapcreeH-
HbIX cpeacTs P® oHu He 3apermuctpupoBaHsl [9].

3aBepLuasi 06cyxaeHne 3TOro KNMHUYECKOro crnyyas, crne-
AyeT OTMETUTb, YTO B @aHANOMMYHOWN CUTYaLIMM TOFNbKO Hannyne
rny6oKNX 1 pa3HOCTOPOHHMX 3HaHWIA Y Bpayer aHecTe3unorno-
roB-peaH1MMaTornoroB no3BonuT obecnevnTs GnaronpusiTHLIN
ncxoq y 6yayLmx naumMeHToB ¢ opdaHHbIMK 3a6oneBaHnsIMu.

KOHq)A]/lKT HHTCPCCOB. ABTOPbI 3asIBASIOT 06 OTCYTCTBHMH KOH-
(l)AI/IKTa HHTCPECCOB.
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