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Pe3ome: Hapymenne nukina oOpa3oBaHUS MOYEBHHBI HWHAYLHMPYET pa3BUTHE
TUIIEPAMMOHMEMHH, B OTCYTCTBUM CBOEBPEMEHHOIO JICYEHMsI IPUBOAUT K TAKEIOMY
MOpaXEHHIO [IEHTPAIbHON HEPBHOM CHCTEMBI C pa3BUTHEM MeTab0IMYeCKOM 3HIe(daIonaTuy,
NOpaXEHUIO TEYEHU C pPa3BUTHUEM LUTOJIM3a W XojiecTaza ¢ (opMupoBaHueM ¢GuoOposa,
CYyJIOpPO’)KHOTO CHHJpOMa, OTE€Ka TOJIOBHOTO MoO3ra U OCTpOH CepleYHO-JIErO4YHOMN
HEJ0CTAaTOYHOCTH, 3aKaHUYMBAsACh JIETAIbHBIM HcxonoM [1]. CBoeBpeMeHHas AMAarHOCTHKa
U aJieKBaTHas Tepamus MO3BOJISIET JOOUThCA CTAOMIIM3ALMKM COMAaTHYECKOTO COCTOSTHUS,
COXpPaHEHMsI MHTEJUIEKTYaJIbHON CIIOCOOHOCTH U HEPBHO-TICUXUYECKOTO Pa3BUTHSL.

KuroueBble cjioBa: runepaMMOHHEMHUsI, HapYyLIEHUE LIMKJIa 00pa30BaHUSI MOUYEBUHBI,
HEJ0CTAaTOYHOCTh (EPMEHTOB, HEIOCTATOYHOCTh TPAHCIOPTHBIX OEJIKOB, MEAMIIMHCKAs
MIOMOMIb, IETH.
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BBenenne. HacnencTBeHHblE HapylmieHMs IHMKJIAa 0Opa3oBaHUS MOUYEBHHBI — 3TO
3a00J1€BaHUsA, MpPHU KOTOPBIX IPOUCXOAUT IMOBBIIIEHUE YPOBHA AMMOHMSI B OpraHHU3Me.
JlanHpie 3a00eBaHUs SBIAIOTCA PEAKUMH, U COCTaBIsIOT B cpeaneM 1:8000 >kuBbIX
HOBOPOXACHHBIX  [2]. IlpuumHONW mNEpPBUYHON  THUIIEPAMMOHHEMHH  MOXET  OBITh
HEI0CTaTOYHOCTh KaK (DepMEHTOB, TaK U TPAHCIOPTHBIX OEJIKOB, YTO HAPYIIAET 0Opa3oBaHKE
MOYEBHUHBl M IPHUBOJUT K OTPABICHUI0 OpraHU3Ma aMMHakoM. |'HiepamMMoHueMuun
HOSIBJISIFOTCS TP TOBBIILIEHUN YPOBHSI aMMHUAaKa B KPOBH Y JOHOLIEHHBIX HOBOPOKICHHBIX —
> 100 MmxM/m, > 150 MxM/n1 — y ri1y00KO HEAOHOMIEHHBIX, > 50 MKM/I1 — y cTapmux aeTeu
nereit u B3pocubix [1, 2, 3].

Heas paborbl: mpuUBICYsL BHUMAaHUE MEAMATPOB, HEBPOJOTroB K Ipobieme
TUIIEPaMMOHHMEMHH, HE UCKIIIOYasi BEPOATHOCTD €€ MIPOSBIICHUS B PAHHEM JETCKOM BO3pacTe.

Marepuansl U Meroibl. [IpoaHanu3upoBayiM JOCTYIHBIE JAaHHBIE MEIUIMHCKON
JUTEPaATypsl O THIIEPAMMOHUEMUH B IETCKOM Bo3pacTe. Mbl onycanyu noKa3aTeNlbHbIN Cilydai
TUIIEpaMMOHHEMHHU BCIIEACTBUE HACIEACTBEHHOIO HApYIIEHHUs] OOMEHbI MOUYEBUHBI y peOEeHKa
paHHEro Bo3pacTa, KoTopblid mpoxonun kKypc jedeHuss B PHIIL[ “Marp u auts”. Ciydaii
TUIIEPAMMOHHEMHUHN C €ro IOCIEACTBHEM B BHJIE NOPAKEHHS IEYCHH OBUI MOATBEP)KACH
IFeHETUYECKUM METO/I0M UCCIIE0BaHUS U JaHHBIMU (PUOPO31aCTOMETPHUU.

PesynbraTrhl M MX o0cysaeHHe. BoJIBIIMHCTBO 3a00J€BaHUIl HapyLIEHUM IUKIa
MOUYEBHHBI UMEIOT ayTOCOMHO-PEIIECCUBHBIN TUIl HACIEA0BaHUS, 3a UCKIIIOUEHUEM OPHUTHH-
TpaHcKapOammiasa — IeUIuTa ¢ X-CLUCIUICHHBIM TUIIOM HacienoBanus [2, 4].

[{ukn MoueBUHBI sBisSIETCS (PU3MOJOTMYECKHMM OCHOBHBIM IIyTEM YAAJIEHUS a3o0Ta,
TOKCHUYHOI'O TOOOYHOTO MpoAyKTa Merabosn3Ma aMHHOKHUCIOT. CocTodlmuii u3 nsaTu
(epMEHTOB, OJHOIO IPOU3BOAUTENS KO(PAKTOpa M JABYX MOJIEKYJ MHUTOXOHJIPUAIBHOTO
TPAHCIOPTA B NEYEHU MIIEKONUTAIONIMX, [IUKI MOYEBHHBI IIPEBPAIIAET aMMUAK B MOYEBHHY
JUist BbIBesieHus ¢ Mouoil. Hapymenus nuxna moueBunsl (HIIM) — MOHOTe€HHBIE HapylIeHuUs,
BbI3BaHHbIE CHIDKEHUEM (DYHKIIMH JH000T0 U3 BOCBMH KOMIIOHEHTOB 3TOT0 LIUKJIA [5].

Haubonee pacnpocrpanennsiv HIIM sBisiercs aepuIMT OpHUTHHTpaHCKapOamuiiasbl
(OTC). Dro anHabonmuyeckuil (QepMEeHT OTBEYaeT 3a IEepPeHOC KapOaMOWJIBHON TI'PYIIIBI
oT kapbamomndochara k amuHoOrpynne L-opHMTHHA, MPOU3BOAS LMUTPYJJIMH HAa paHHEH
craguu 1ukiaa moueBuHbl. Jledumur OTC Obut BrnepBoie ommcan B 1962 romy Paccenom
y JIBYX JAeBOoYeK B Bo3pacte | roma 8 mecsaueB u 6 jer. X-CLUEIUIEHHOE HAclI€JOBaHUE
nepunura OTC yHukanbHo, octanbHble HIIM HacnenyroTcss mo ayTOCOMHO-PELECCUBHOMY
tuny. U3-3a X-cuerienHoro peneccuBHoro HacienoBanus gepuuutr OTC nMeeT TeHISHLINIO
NpOSBIATHCSA paHbllle W Tskenee y MyxkuuH. OnHako (EHOTHN MAalMEeHTOB MOKET
BapbHUPOBAThHCS M3-3a CIY4YalHOW MHAKTUBAIMM X Yy JKCHIIMH U THIIOMOP(HBIX BapHaHTOB
OTC, xoTopble BBI3BIBAIOT YAaCTHMUHYIO HEIOCTATOYHOCTh (epMeHTa M Oojee Mo3aHee
MOSIBJICHHE CUMOTOMOB y MyxuuH. [[uarnoctuka naeduuura OTC sBiasercss ciaoKHOMN
3azadeil. B 3aBucMMOCTH OT BO3pacTa Ha MOMEHT IOSBIEHHUS KIMHUYECKUX CHUMIITOMOB
BBIJIETISIIOT HEOHATaIbHYIO (hopMmy 3a0oeBanus U ¢ popmy no3aHuM HadasioM. HeonaransHoe
NPOSIBIIEHUE TsDKENIOe, MPUBOASIIEE K KOME M CMEPTH, OOBIYHO MPOSIBISETCS B TEUCHHE
MEPBBIX HECKOJBKUX JIHEH >KU3HU U MOpa)kaeT MPEUMYIIECTBEHHO T'€MU3UTOTHBIX MYKYUH
C TOJIHOM HEIOCTaTOYHOCTHIO (epMeHTa. JTa KaTeropHusl PelKO BCTPEYAETCS Y JKEHIIWH
(7 %). Y HOBOpOXKIEHHBIX HAOIOAIOTCS TSKEIbIE OBICTPO BO3HUKAIOIINE HEBPOJIOTHUECKHE
IIPOSIBJIEHUS, IPUBOJSIIIE K CMEPTH B TEUEHHUE MEPBBIX HECKOJIBKUX YacOB IIPU OTCYTCTBUH
JIEYEHUS U B TEUYCHHE HECKOJIBKMX MECSLEB, HECMOTPS HAa MEIMKAMEHTO3HOE JICUYEHHUE.
Y MHOrMX U3 BBDKUBUIMX Pa3BUBAIOTCSA TSDKEIbIE HEBPOJOTMUYECKHE IIOCIECICTBUA.
VY mauueHtoB ¢ nmo3aHuM HayanoM Aeduuuta OTC cUMITOMBI MOTYT Pa3sBUTHCS B JH0O0E
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BpeMs: OT MJaJieH4ecTBa 70 Oojiee TMO3AHEro JEeTCTBA, IOJPOCTKOBOIO BO3pacTta
WM B3pOCJION XU3HU. B 3Ty Kateropuio momaaaoT reMU3UTOTHbIE MY)KUHUHBI C YaCTUYHBIM
nepurutom  (epmerToB U okono 20 % rerepo3urotHeix keHmH [5]. bomee 80 %
TeTePO3UTOTHBIX JKEHIIMH OCTAlOTCS OECCUMITOMHBIMA Ha MPOTSDKEHUU BCEU JKU3HU.
Knuanyeckne mposisnenus npu 31od ¢opme OTC HecneunduyHbl u  0OYCIOBICHBI
MPEUMYIIECTBEHHO TunepamMmmonreMueii. OHU BKITIOYAIOT HEBpOJoruueckue (dHuedanonaTus
U MUTPEHU), TICUXUATPHUECKUE (CUMITOMBI, TIOJJOOHBIC OWUITOISIPHOMY PACCTPOMCTBY) WU
KEITY0YHO-KUIIIECYHbIE CUMIITOMBI (HapylleHue (QYHKIHMHM MEYEHH W IUKJINYecKas pBOTa)
[5, 6]. Bce cumMnToMBI MOTYT TPOSIBJIATHCSA B BUjae KoMOuHaimu. CHMITOMBI MOTYT OBITH
BbI3BaHbl CTPECCOpPAMH, TAKUMHU KaK JJIUTENILHOE T0JIO/IaHHE, IPUEM HEKOTOPBIX JIEKApCTB
1 6epeMEHHOCTh, 1 MOT'YT MPUBECTU K CMEPTHU, €CIIM OBICTPO HE HAYaTh JICUCHHUE.

OpuutunatpanckapOammiaza (OTC) mpencraBiasier co0O  MHUTOXOHIPHATBHBIN
dbepMeHT, KOTOPBIN KaTaau3upyeT CUHTE3 LUTPYIUIMHA U3 Kapbamomndocdata U OpHUTHHA
BO BpeMs IIMKJIa MOYEBHHBI; HEOpraHudeckuii Gocdar BbAETSACTCS KaK MOOOYHBIA MPOIYKT
peakiuu. OH HEOOX0IUM I MPeoOpa30BaHUsS HEHPOTOKCUYHOTO aMMHaKa B HETOKCHYHYIO
MoueBuHy. Y moaeir OTC »skcrnpeccHpyeTcsi HUCKIIOYUTENIBHO B TICYEHH W CIIU3UCTOU
000JI0YKE TOHKOTO KHIIEYHHKA; OJAHAKO OH (YHKIMOHHUPYET TOJILKO B IEYEHU BO BpeMs
nukia MoueBuHbl. Denorun nepurmura OTC upesBpvaitHO HeoxHOponeH. Hampumep,
Yy MHOTHX MallUEHTOB MY>KCKOTI'O I10JIa HaOJII01aeTCsl TSKEIbIM TuIepaMMOHUEMUYECKUI KpU3
HAa HEOHATaJIbHOW CTaJWU, TOTAA KaK y JPYrHUX pa3BUBAIOTCS MPOSBICHUS C MO3THUM
HA4yajoM, BKJIOYas  TUIEPAMMOHUEMHYECKY0O  KoMy. HamportuB, y  KEHIIUH
C reTepo3UroTHLIMH NaToreHHbIMU Bapuantamu reHa OTC u3-3a ¢deHoMeHa aCUMMETPUYHON
JUOHW3AIMM  MOTYT  Pa3BUBAThCA  Pa3sHOOOpa3HbIE  KIMHUYECKHWE  TPOSIBICHHUS,
0T 6ECCHMITOMHOTO COCTOSIHUS 10 TSHKEJIOT0 TUIIEPaMMOHUEMHUUECKOro puctyna [6].

Bropuunbie THUNEpaMMOHHMEMHH MOTYT BO3HHKAaTh KaK TMpPU HACJIEICTBEHHBIX
3a00JIeBaHUAX (OPraHUYECKUX allUAYPHSIX, MUTOXOHIPHAILHBIX O0TE3HSX ), TaK U MOSBISATHCS
BCJIE/ICTBUE TOPAKEHUS MEYEHU TOKCHYECKOW, MH(EKIIMOHHOM M JPYrod 3THOJIOTHH, NPH
MOYEYHON HEJOCTATOYHOCTH U JIPYrHX 3a00JI€BaHUSX.

Haubonee gyyBcTBUTENBHA K MOBPEXKIEHUIO aMMOHHEM LIEHTpalibHAsI HEPBHAsA CUCTEMa
U3-32 €ro CHOCOOHOCTH C JIETKOCTHIO NMPOHMKATh 4epe3 remMaro-3Huedanudeckuil 6apbep,
MOBPEX/IATh INIMAJIbHBIEC KJIETKH, MOBBIIIAS UX OCMOJSPHOCTb, U, KaK CIEJACTBUE, IPUBOIUTH
K OTEKYy MO3ra.

['unmepaMMOHHEMHUHN TIpH HACIEACTBEHHBIX HApYIICHUSAX IMKIa OOMEHa MOYEBUHBI
XapaKTEepU3yIOTCs paHHeW MaHU(ecTaluei ¢ KpU30BbIM TEUEHUEM U, B CIydae OTCYTCTBHS
JICYEHU S, — JICTAIbHBIM UCXOJ/IOM.

B 3aBucuMoOCTH OT CTENIEHH HEIOCTATOYHOCTH (PEPMEHTOB JMOO TPAHCIIOPTHBIX OEJIKOB
3a0o0JieBaHNE MOXKET MaHU(ECTUPOBATh B Pa3INYHOM BO3pacTe: B MEPHO]I HOBOPOKICHHOCTH,
B IIOJIPOCTKOBOM JIMOO BO B3pOCIIOM Bo3pacte. UeMm crapiie Bo3pacT Nnpu MaHHpecTanuu
3a0o0yieBaHUs, TEM JIerde ero KIWHWYEeCKue MposBieHus. Tak, KIMHUYEcKas KapTuHa
HEOHaTaJdbHOU (HOPMBI 3a00JEBaHMS XapaKTEPU3YeTCs OCTPHIM HadajaoM, MPH KOTOPOM B
TEUEHHE TMepBbIX 24—72 4YacoB pa3BUBAIOTCA NPU3HAKH CEICHCA, COMPOBOXKIAIOIINECS
CYJIOPO’KHBIM CHHIPOMOM, OTE€KOM TOJIOBHOTO MO3ra U OCTPOH CepAeYHO-JIErOYHON
HEJ0CTAaTOYHOCThIO, 3aKaHUMBASCh JIETAIbHBIM UCXOJIOM.

Munanendeckas ¢popMa MMEET WHTEPMHUTTUPYIOIEE TEUECHUE B BHUAC METaOOIHMUECKUX
Kpu30B. Manudecranus 3ol (HopMbl HApYIIEHUS ITUKIAa MOYEBUHBI OTMEUAETCS Ha MEPBOM
roxy >Ku3HM uiu A0 3-x jetr. [losiBaeHne MeTaboIuYecKHX KpPU30B CBSI3aHO C INEPEBOJIOM
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pebeHKa Ha MCKYCCTBEHHOE BCKApMIIMBAHHE C OOJBIINM COJEp)KaHUEM Oellka, KaK pPeakius
OopraHu3Ma Ha MOBbIIIEHUE OelKa B pallioHe.

Knunuyeckuii cnyuaii. Pebenox B Bo3pacre | roj, MOCTYNWI B OTAEICHHUE ¢ KalobaMu
Ha MapOKCU3MAJIbHBIE COCTOSHUS 10 TUIY (POKAIBHBIX IPUCTYIIOB B BUJE KPATKOBPEMEHHBIX
OPEXO/SIIUX COCTOSSHUH B BHAE OTPEIICHHOCTH, OOMSKaHHUS, KOTOpBIE IOBTOPSUIUCH
B TEUECHUE JHS.

W3 anamHe3a H3BECTHO, 4TO peOEHOK OT 1 OepeMeHHOCTH, | CpPOYHBIX POJIOB.
Habmonanace 3arsbkHas okenTyxa 1o 2,5 mecsneB. Perpecca HaBBIKOB HE OTMEYAlIOCh.
CornacHO MEIUIIMHCKOM JOKYMEHTAIlMH, peOEHOK poC M pa3BHBAJICS IO BO3PACTY.
Jo 10 mecsueB HaxoauiCcs Ha €CTECTBEHHOM BckapwinBaHuu. B 10 mecsneB B TaxEnom
COCTOSIHMH, OOYCIIOBJICHHOM jerujpataiueii, Opu1 rocnutanusupoBan B OUTP JIMKbB
C NpU3HAKAMH YTHETEHUS CO3HAaHMsI, IOBTOPHOM PBOTHI, U3MEHEHUSIMH B aHAIM3aX KPOBH:
yBenuuenue yposHeil ACT AJIT, 1P, MHO, nosbimenue nakrara 1o 3,3. Ha Y31 OBII —
U3MEHEHUsT B pa3Mepax nedeHd. [IpoBenena imromOanbHas NYHKLIMS — [aTOJIOTUU HeE
BbIsiBiIeHO. MPT romoBHoro mosra: MP-kapThHa MOXET COOTBETCTBOBATH OHIIATEPATLHOMY
MOPaKEHUIO LIEHTPATBHBIX TPAKTOB MOKPBIIIKA MOCTa (KakK MOSBICHHE METa0OIMYECKOTO
3a0oneBanus?). PeOeHOK OBLI OCMOTPEH TIE€HETUKOM, B3sATa KpPOBb JUISI OOCIIEIOBaHMUS.
[IpoBeneH Kypc Tepanuu, BKIIOYABIIMM TrenTpan, JIEBOKapHUTUH, HAa (oHE JeyeHHs
OTMEUAJIOCh ~ YJy4IlEHUE COCTOsiHMsS. Bpimucana ¢ guarHozom: Merabonnueckoe
3abosneBanue? I'ematut HeyTouHEHHOH sTHonoruu. Cunapom yraerenus LIHC. JlucOuos
kuieyHuka. llocie BBIMMCKM M3 CTallMOHapa POAUTENM C PEOEHKOM 3a MEIIOMOIIbIO
He 00palaincCh.

[Ipu mnocrymnenun B PHIIL «Mate u nuta» >kanoObl Ha KpaTKOBPEMEHHBIE
OPEeXOJIMe COCTOSHUS B  BHUJAE  OTPEIIEHHOCTH, OOMSKaHUS, KOTOpble ObUIH
MHTEPIPETUPOBAHbl IO CEMHOTHUKE KaK (POKaJIbHbIE MPHUCTYIBI, ObUI HAa3HAYEH TOIaMaKc.
B TeueHune nmocienyromero Mecsia TornaMakc OblI OTMEHEH B CBSI3U C IOBTOPEHHEM JIAHHOTO
COCTOSSHUSI W €ro BHJeopHUKcanueil, Mo pe3yapTaTaM KOTOPOM ObUI  MCKIIIOUEH
SMWICITUHYECKUN TeHe3 MapoKCHu3MoOB. [IpH MOCTYIUIEHHMM COCTOSIHHE CPEIHEH TSKECTH.
PebGEHOK OecnokoeH, HEraTMBHO pearupyeT Ha ocMoTp. IloHumaer oOpamiéHHyIO peus.
MoTopHOE M TICHXOpPEYEeBOE Pa3BUTHE COOTBETCTBYET Bo3pacTy. OTMeuaeTcsl yBelIHueHUe
o0bemMa xuBoTa. [leuens +2 cMm HUXxe Kpast pEOepHOil TyrH.

PeGEHok KOHCYNBTUPOBAH T€HETUKOM U COTPYAHHKAMU HaydHoro otaena. [Ipomomxen
MOUCK HAClIe/ICTBEHHBIX OoJie3Hel oOMeHa B YCIIOBUSIX T'€HETHYECKOW JabopaTopuu.
PerynspHo  KoHTponupoBajici  ypOBE€Hb  OHMOXMMHYECKMX  IIOKa3aTesiel,  JIaKTara,
KOaryJorpaMMbl, TpPOBEAEH TIIOKO30-TOJEPAHTHBIA TECT, HCCIEJOBAaHUE HA LETUAKHIO,
TApeonaHble TOpMOHBL. OTmedanack ctovikas runepdpepmerntemust (AJIT ngo 231 en/m,
ACT no 133 en/n), nossimenue JIJAT 7o 579 Mmmons/m.

Cno’XHOCTH B KypalliH MallueHTa TaKXKe ObLTA BBI3BaHBI OTCYTCTBUEM KOMIUTAEHTHOCTH
€O CTOpOHBI poauTeneit. Crexyroriee oOpalieHne B CBA3U C YXYAIICHHEM COCTOSIHUS peOeHKa
npousonuto cnycts 1,6 roga B Bo3pacte Tpex jeT. Pogurenu cramm oTMedarb, 4TO MOCHE
npreMa MICHOW MHIIM JIeBOYKA CTAHOBMJIACh MEHEE aKTHBHOM, BSUIOH, MOSIBISIIUCH PBOTHI.
BrinonHeHo uccienoBaHue MO ONPEACNICHUI0 aMMHUAaKa B KPOBHU. BbIsiBiIeHa KOHIIEHTpALMs
amMuaka kpoBu 286 (Hopma 18-72). Koncunuymom B PHIIL] «Mate u Jduts», PHIIL JOI
coBMeCTHO ¢ Kadenpoit aerckoil HeBponoruu benMAIIO Obul BbICTaBIEH JAHMArHo3:
HelipoMeTabolMdeckoe 3a0ojeBaHHe C remaTonepeOpaibHBIM  CHHIPOMOM  (TemaTur,
runeppepmMeHTeMus,  TpaH3UTOpHAsT  TUIEPAaMMOHHMEMHMs,  SMU301bl  LiepeOpanbHOI
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HEIOCTaTOYHOCTH (SMHM304M4YecKasi sHiedasonaTus B paMKax MeTaboJIMYecKOro KpHsa).
Hapymenue nukia MO4YE€BUHBI?

[Tony4yeHHble pe3ynbTaThl OMOXMMUYECKUX HCCIEIOBAaHUNA BBIBUIM HEJOCTATOYHOCTD
OpHUTHUHTpaHCKapOamMuia3pl (IO HAJIWYMIO IOBBIIEHHON KOHLEHTpAlUMM B Moue psja
MeTaboauToB (opoToBas kuciora 174,66 kMons CRE (Hopma 0-11), cykuunar 26,33 aMoinb
CRE (aopma 0,5-16).

[Tpu mpoBenenuu GuOporIacTOMETpHH OBLTH BBISBICHBI IPU3HaKU Gudposa neuenu F1
o Metavir.

Takum 00pa3oM, Ha OCHOBaHMM KJIMHHUKO-aHAMHECTUYECKHX JAaHHBIX, DPE3yJIbTaTOB
JHK-nuarnoctuku y pe6€HKa TUarHoCTUpOBaHa THIIEPAMMOHHEMUS C TMOPAKEHUEM TEYCHU
B BHJIE CHHJIpOMA ITUTOJIM3a W XoJiecTasza, ¢ (hopmupoBanuem (ubdposa F1, oOycioBieHHbIE
nenenuelt reHa OTC B reTepo3UroTHOM COCTOSTHUM.

CoburoieHre HU3KO0EIKOBO# ueThl u3 pacuéra Oenka 10 0,9 r\kr\cyt, KalopuiHOCTh
He Bbime 80-90 kkan\kr\cyr, mpuém Oenzoara Hatpusi a0 250 Mr\kr\cyT Ha MOCTOSHHON
OCHOBE, PAacTBOpa IJIIOKO3bl MNEPOPAIBHO IMPH IEPBBIX CUMITOMAaX MOBBIIIEHUS aMMOHHUS
MIO3BOJIMJIO JIOOUTHCSI CHHIKCHHUSI KOHIIGHTpPAIIMM aMMOHUs B KpoBH 10 169 Mkr\mn (Hopma
10 110 MKIr\min) 1 cTabuinM3ayuyu COMaTHYECKOr0 COCTOSIHUS M HEBPOJIOTHUECKOTO CTaTyca.

Popurenu peb&Hka mpeaynpexaeHbl O BEPOSTHOCTH Pa3BUTHS METaOOIUIECKOTO KpH3a
Ha (oHE MHQEKINH, CTPECCOBBIX CUTYAIMi, TPaBM, a TaKXKe KIMHUYECKOTO OJaromoirydus,
IPOMHCTPYKTUPOBAHBI O TAKTHKE B JJAHHOM CUTYaIUH.

3akaovyenue. ['mmepaMMOHMEMHH B JETCKOM BO3pPAcTe€ BCTPEYAIOTCS JOCTATOYHO
PElKO U 3a4acTyl AMArHOCTHPYIOTCSA C CYLIECTBEHHBIM OIO3/IaHUEM H3-32 3HAUUTEIBHOTO
pa3HooOpa3us uX NposiBIeHUH. 3a00JIeBaHNE MOYKET BCTPETUTHCS B MPAKTHKE Bpadel pa3HbIX
CHelHaNbHOCTE — HEOHATOJIOrOB, MEAUATPOB, HEBPOJIOTOB, Bpayeil CKOpOW MOMOIIU U JIp.
Bcrnencraue HeCcTIenn(pUIHOCTH CHUMIITOMOB THIIEPAMMOHHEMHUHU HE00XO0MMO
T depeHMpoBaTh y MAalMEHTOB C TeNaTUTaMH HESICHOM S3THOJOrMM, HEOObSICHUMON
sHIIe(aTonaTuei, MPUCTyIIaMy HapyIICHUS MBIIIEYHOTO TOHYCA, Pa3BUTHUS PECITUPATOPHOTO
aJIKaJ03a, OCTPBIM IICUXHYECKHUM PACCTPOMCTBOM, HAPYIICHHEM TepMoperysiiuu. OTHuM u3
TSDKEJIBIX TPOSIBICHUI THUIIEPaMMOHUEMHH SIBIAIOTCA METabOJIMYeCKHe KpU3bl, KOTOpHIE
CXOMHBI MO KIWHUYECKOW KApTHHE C AaTOHWYECKH-aCTATUYECKHUMH  MPUIAJIKAMA
IpU MUJIETICUH, CO3/Ial0T HEOTIIOKHYIO CUTYallHI0, TPEOYIOT COBEPIIEHHO APYToro mojaxosia
B TaKTHKE JIEYCHUS. 3HAYUMOCTH OTOTO COCTOSHUS OOBSCHSIETCS BBICOKMM YPOBHEM
CMEPTHOCTH, 3HAUUTEIbHBIMUA WHBAINAU3UPYIOLUMHU MTOCIEACTBUSAMH, KOTOPbIE 3HAUUTEIHHO
YXYIIIAIOT KAuecTBO JKU3HM M TPeOyIOT CYIIECTBEHHBIX (PU3UYECKUX, MOPATHHBIX
U MaTepHaJbHBIX 3aTpaT Ha BOCCTAHOBMUTENIBHOE JieueHHe. B 3Toil cuTyanuu TO Bpems,
C KOTOPBIM OTCPOYEHO HAYajo JIeUeHHs, OOpaTHO MPOIOPIHOHATIHHO Pe3ylbTaTaM JICYCHUS
THIIEPAMMOHHEMHUH: YeM ObIcTpee OyneT oka3zaHa aJleKBaTHAas MEIWIIMHCKAs MOMOIIb, TeM
ayqme Oyner ucxoj 3abosieBaHus. BbICOKas HacCTOPOKEHHOCTh MeIpaOOTHUKOB, MPEKIE
BCEr0 HEOHATOJIOTOB, YYaCTKOBBIX TIETUATPOB, TEPAINEBTOB, KOTOPHIE TIEPBBIMH MOTYT
CTOJIKHYTBCSI C OTOH MpoOJeMOM, MO3BOJUT COXPAaHUTh MHTEIJIEKT, COXPaHHOCTb
LHEHTPAJIbHOW HEPBHOM CUCTEMBI M CIIACTH KU3Hb.

BoiBoabl. ['unmepamMMoHMeMHHM — BakHas [PUYMHA JETCKOM  WHBAIMIHOCTH
U cMepTHOCTH. [IpH3HAKW HapylIeHWs IUKIa MOYEBHHBI HE BCETJa cpa3y CTaHOBATCS
NOHATHBIMU Kak JJsl pOJIUTENeH, Tak M Juid MeIpaOOTHUKOB. TsKeCTh MOCIEICTBUN
3a00JIeBaHUs ONpEeNseTcss CBOEBPEMEHHOW JMAarHOCTUKOW M Ha3HAYEHHOW Tepamuen.
3HaHus 00 OCOOEHHOCTSIX HPOSBIECHUS TUIEPAMMOHHUEMHMHM MOXET CIACTH JKU3Hb
U MHTEJJICKTYaJIbHBIE CTIOCOOHOCTH YeJIOBEKa.
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UREA CYCLE DISORDER: CLINICAL CASE
Bogdanovich 1.}, Zhauniaronak 1.2, Dovguleva A.l, Medvedeva E.!
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Disruption of the urea cycle contributes to the occurrence of hyperammonemia,
in the absence of timely treatment leads to severe damage to the central nervous system with
the development of metabolic encephalopathy, liver damage with the development
of cytolysis and cholestasis with the formation of fibrosis, convulsive syndrome, cerebral
edema and acute cardiopulmonary failure ending in death. Timely diagnosis and adequate
therapy allows to achieve stabilization of somatic state, preservation of intellectual capacity
and neuropsychiatric development.

Keywords: hyperammonemia, disruption of the urea cycle, enzyme deficiency,
transport protein deficiency, medicine care, children.

Iocmynuna 13.10.2023

241



