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KaoueBnlie cjioBa

['unepamMMoHuemus;
Hapymenust nukia MOYEBUHBI;
Heru;

Bspocusie;

DHuedanonarus;

Cnmcok cokpameHui

AJIT —anannHaMuHOTpaHcepasa;

ACT — acmapraramuHoTpanchepasa;

I'A — runepamMMoOHUEMUS;

I'TT — raMmma-riroTaMuiITpancdepasa;

I'’1 — remoguanus;

JIAI' — nakTaTaeruaporexHasa;

HBO — nacieacrBeHHble 00IE3HU 0OMEHA;

HIIM — napyuieHus nukia MOYEBUHBIL;

[TIKT — npokaablIUTOHUH

CPb — C-peakTuBHBII 0€I10K;

[IM— 1iMKJ1 MOYEBHUHBI;

1D — menounas ¢ocdartasa;

ARG — aprunasa;

ASL — apruHHHOCYKITMHAT JIHa3a;

ASLD — HeocTaTOYHOCTh apTHHHHOCYKIIMHAT JTHA3HI;

ASS — apruHMHOCYKIIMHAT CHHTETa3a ;

ASSD — He10CTaTOYHOCTh APTUHUHCYKIIMHAT CHHTETA3bl;
BCAA — aMHHOKHCJIOTHI ¢ Pa3BETBICHHBIMU OOKOBBIMH IICTISIMH;
CPS1 — kap6amowui - pocdat cuHTa3a 1;

CPS1D — nenocratouHocTh kKapbamous - pochat cunTassl 1;
CTLN2 — nurpynnuaemus tun 2 (HEIOCTATOYHOCTH [IUTPUHA);
CVVHDF — BeHo-BeHO3Has1 reMoIra(riIbTpaIis;

EAA — HezameHnMbIe aMUHOKHUCIIOTHI,

GPP — cnoxxuBIasicsi KIMHHYECKast MPaKTUKA;

HHH — runepopauTHHEMUS C TUTIEPAMMOHUEMHUEN 1 TOMOIIUTPYIHHY PHEH;
NAGS — N-ameruiriryramMar CHHTa3a;

ORNT1- MuTOXOHIpHAIBHBINA TPAHCTIOPTEP OPHUTHHA 1
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OTC — opHUTHH-TpaHCKapOamMuIasa;

OTCD — HenocTaToYHOCTh OPHUTHH-TPAHCKAPOAMIIIA3HI,



TepMUHBI U onIpeaeJIeHus

Meta6oanyeckuii Kpu3 — KpUTHUYECKOE, YTpOoXKarollee KH3HU COCTOSHHE, CIPOBOLIMPOBAHHOE
HEONIaronpusATHbIMU (hakTOpaMu, OOYCIIOBIMBAIOUIMMH YCUJICHHE IPOLIECCOB KJIETOYHOrO KaTraboiu3Ma C
HAKOIUICHHEM TOKCHYHBIX BEIIECTB U MPOSBIISIIOIICECS OCTPO BO3ZHHUKIIEH JHIe]amonaTuend, mpucTymnaMu
PBOTBI, CYZOPOTaMH.

I'emoamanus — METOJ BHENOYEHYHOI'O OYMILECHHS KPOBH, BO BPEMS KOTOPOIO MPOUCXOAUT YyJIAJICHUE U3
opraHusma TOKCHYECKHUX MIPOJIYKTOB oOMeHa BEILECTB, HOpMaJIU3auus
HapYIICHUI BOJHOTO U AJIEKTPOJIUTHOTO OAIAHCOB, TPU ITOM OYHUIICHHE KPOBU OCYIIECTBISIETCS depes
HCKYCCTBEHHYIO MEMOpaHy ¢ MIPUMEHEHUEM alllapaTa « UICKYCCTBEHHAs IIOYKa».

IlepuTOoHeaJbHBINH AHUAJM3 - METOJ BHEMOYEYHOIO OYMUICHUS KPOBH, BO BPEMSI KOTOPOIO IMPOUCXOAUT
ylajeHue M3 ~ OpraHu3Ma  TOKCHYECKMX  NIPOAYKTOB  OOMEHa  BEIIeCTB,  HOpMaIu3anus
HapyIIeHU BOJHOTO U AJIEKTPOIUTHOTO OAIAHCOB, ITPU STOM OUUILIEHUE KPOBHU TPOU3BOAUTCS 32 CUET CMEHBI
CHeIUaJIbHBIX PACTBOPOB B OPIOIIHOM MOJIOCTH, a B KAUECTBE MEMOPAHBI BHICTYMAET OPIOIIMHA MAIlMEHTA.
Huxa oopazoBanusi mouyeBunsbl (LIM) - mociieoBaTensHOCTh peakiinii, 00eCIeYynBAIONINX JIETOKCHKAIIUIO
aMMOHUS B KJIETKE

Hapymenusi nukijaa oopaszopanus MmoueBuHbl (HIIM) — 3T0 BpoXxaeHHBIE OMOKM MEeTabOIU3Ma, MpU
KOTOPBIX, H3-32 HEJIOCTATOYHOCTH (EPMEHTOB WIIM TPAHCIOPTHBIX OEIKOB, HApyIIAeTCs O0pa30BaHUE

MOYCBHUHBI, YTO IIPUBOJUT K OCTpOﬁ 50044 XpOHH‘ICCKOﬁ TUIICpaMMOHHUCMUN.

1. KpaTkas nndgopmanus no 3a060/1eBaHNI0 WM COCTOSTHUIO (rpynie 3a00/1eBaHUI WIN
COCTOSTHUIA)

1.1 Onpenesaenue 3a001eBAHAA UJIN COCTOAHUSA (rPpynnbl 3200J1eBAHUNA UJIH COCTOSTHUM)

I'unepammonuemus (I'A) - moBeimienue ypoBHs ammonus (NH4+) B kpoBu Bbime 100 MxM/n y
JIOHOIIEHHBIX HOBOPOXK/IEHHBIX, BbIlIe 150 MKM/1 y riryOOKO HETOHOLIEHHBIX HOBOPOXAECHHBIX U BhIlIEe 50
MKM/n y Oosee crapmux JAeTed U B3pOCIBIX, NPUBOJAIIEE K YrpOKaeMOW >KM3HU KIMHUYECKON
cumnroMatuke. Kak mnpaBuio, runepaMMOHUEMHUS BO3HMKACT BCJEICTBHE HApyIIEHUs JIE€TOKCUKALUU
aMMOHHS B KJIETKAX MEYEHU WIN €r0 THIIEPIPOAYKIIHH.

Hacnencrennsie HapymieHus nukia oopazoBanust MoueBuHbI (HLIM) — 3T0 MOHOTeHHBIE O0JIe3HH,
IIPU KOTOPBIX U3-32 HEJAOCTATOYHOCTH (PEPMEHTOB MJIM TPAHCIOPTHBIX OEJNKOB HapyliaeTcsi oOpa3oBaHUeE
MOYEBHHBI, YTO IPUBOJUT K OCTPON WIJIM XPOHMYECKON NIEPBUUHON runepamMmmonremut [1,2,3].

BropuuHble rumepaMMOHMEMHH MOTYT BO3HHMKAaTh Kak HpU HACJEICTBEHHBIX 3a00JEBaHUSAX
(MUTOXOHIpUATBHBIX OO0JIE3HSIX, OPraHUYECKUX alUIypHUSX/aMUHOAIUAONATHIX), TaK M OBbITh CBSA3aHbI
MOpaXCHUEM I€YeHH pPa3IMYHOM STHOJOTUU (TOKCHYECKOe, MH(EKIUOHHOE U T.JI.), BHENEYEHOYHOMH
MOPTANbHONW TUNEPTEH3UEH, NOYeYyHOH HEeIOCTAaTOYHOCThIO, WHQEKIUSAMH, BBI3BAaHHBIMH ypeas3o-
OPOAYLHMPYIOIIUMH  MHUKPOOPraHW3MaMH,  3a00JI€BaHUSAMH,  CONPOBOXKIAIOIIMMUCS  MOBBIIIEHHBIM

KaTabOoJIU3MOM U JIPYTUMH IPUYUHAMHU.

1.2 DTHOJ0rMs U IATOreHe3 3200J1eBAHNA WJIH COCTOSAHUA (rPyNNbI 32001eBAHNI WM COCTOSHMIT)
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https://ru.wikipedia.org/wiki/%D0%9A%D1%80%D0%BE%D0%B2%D1%8C
https://ru.wikipedia.org/wiki/%D0%9A%D1%80%D0%BE%D0%B2%D1%8C
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['maBHBIM MCTOYHMKOM aMMOHHS  SBJIIIOTCS aMHUHOKHMCIOTBI M Oenku. bombimas —dacTb
00pa30BaBIIErOCs aMMOHMs OOE3BPEKUBACTCS B OPHUTHMHOBOM IMKJIE B I€YEHU M BBIJEIACTCS B BHJIE
MOYeBHHEI. 3a0oneBanus u3 rpynmnsl HIIM - penkue HaciieICTBEHHBIC 00JIE3HH, XapaKTePU3YIOLTHECs paHHEH
MaHHu]ecTalel, KpU30BbIM TEYCHHEM M, B OTCYTCTBHU TEpalud, WM JETAIbHBIM HCXOJIOM B paHHEM
neTckoM Bo3pacte. Cxema nukiia oOpa3oBaHus MOuYeBUHBI IpejcTasiieHa B Ilpunoxenun I'l. Kpome
nedexroB ¢pepmenToB LIM n3BecTHBl 60s1€3HH, 00YCIOBIEHHbBIE HApYILIEHUEM IIepeHoca CyOCTpaToB yepes
MUTOXOHJApPHAIbHYI0O MeMOpaHy - aeuuut tpancmoprepa opautuHa 1 (ORNTI1) m neduumur murpuna
(TpaHcmopTepa IiroTaMaTa-acrnapTara).

HauOonee yyBcTBUTENBHA K IMOBPEXKJIECHUIO aMMOHMEM LIEHTpalbHas HEpPBHAs CUCTEMa, TaK Kak
aMMOHMH C JIETKOCTBIO IIPOHUKACT Yepe3 TKaHEBOM Oapbep, U OOBIYHO KOHLIEHTpalus B TKaHsAX B 10 pa3
IIPEBBIIIAECT KOHLEHTPALIMI0 B CBIBOPOTKE KpPOBU. AMMOHMH CUHMTAETCd HEUPOTOKCUHOM, JEHCTBYS
OIOCPEZOBAHHO 4Y€pe3 CUCTEMY CHHTE3a INIFOTAMHHA, HAKAIUIMBACTCS U ITOBPEXKAACT INIMAIBbHBIC KIIETKH,
M3MeEHSeT (TMOBBILIAET) OCMOJIIPHOCTb, UTO OCJIOXKHAETCS 0TeKoM Mo3ra. [latorennslii adpdexr I'A 3aBucut ot
IIPOJOJDKUTEIBHOCTH U TSDKECTU MHTOKCHUKALIMH.

I'A MoryT BCTpETHUTBHCS B NPAKTHKE Bpayedl pa3HbIX CIELUAIbHOCTEW — HEOHATOJOrOB, IIEAUATPOB,
HEBPOJIOIOB, Bpadyel CKOPOM MOMOIIM, PEAHUMATOJIOrOB, TACTPO3HTEPOJIOrOB, T'€IIATOIOTOB, TOKCUKOJIOTOB

[1-5].

1.3 DunaemMuoJ10rus 3a001eBaHNA UM COCTOSHUSA (rPyInbI 32001€BAHMI MM COCTOSHMI)

[Mogansromee OonpmmHCcTBO HIIM  MMEIOT ayTOCOMHO-PEIECCUBHBIA THIT HACJICIOBAaHMS, 32
uckimouenneM OTC-pgepunura — ¢ X-cuemiaeHHbIM TUNOM HacienoBaHus. Cymmaphas yactora HIIM
cocrapisieT B cpenHeM 1:8 000 >xuBbix HOBOpokaeHHbIX. M3 Hux: OTC 1:14 000, ASS 1:57 000, CPS 1:62
000, ASL 1:70 000, nedurut aprunassr 1: 363 000 [1-5].

1.4 Oco0eHHOCTH KOIMPOBAHMS 3200J1€BAHUSI HJIH COCTOSIHUSA (TPYNIIbI 32001€BAHUIT HJIH COCTOSIHUI)

1m0 MeKIYHAPOAHOM CTATHCTHYECKOH Kaaccuduranuu 00Je3Hel 1 npoodJeM, CBA3AHHBIX CO
3nopoBbeM (MKB-10)

E72.2 Hapymenust oOMeHa 11KjIa MOYEBUHBI

E72.4 Hapymenus Mmetabom3Ma OpHUTHUHA

1.5 Knaccudukanus 3a60/1eBaHus MU COCTOSAHUSA (IPYNNbI 3200/1eBAHMI MU COCTOSHUIA)

Pasnnuaror 1Be Trpynmbel NEPBUYHBIX TUIEPAMMOHUEMHMI B 3aBUCHUMOCTH OT JIOKaJIU3aLUU
(bepMeHTHOTO JedeKTa — IPOKCUMaIbHYI0, 10 BKIIOYeHHs B OpHUTHHOBBIN UK (1edexTsl CPS1, NAGS u
OTC) u mucTambHYI0 — HEMOCPEACTBEHHO MpOTEKarmue B muTomiazme remnaronutoB (ASS, ASL, ARG,
HHH) u nBa TpancMeMOpaHHBIX TpaHCIIOPTEpAa OPHUTHHA U LIUTPYJUIMHA, BeI3bIBatomnx HHH-cunnpom n
HegoctatouyHocTh LuTpuHa (ORNTI, CTLN2). OcHOBHBIE MAaHHBIE 1O HOMEHKJIAType HEPBUYHBIX
runepaMmmonremMuil mpuseeHsl B [Ipunoxxennn [ 2. Takke U3BECTHBI ~ «BTOPUYHBIE  » THIIEPAMMOHHUEMHH,
KOTOpbI€ MOTYT BO3HUKAaTh KaK MpPHU HACIEICTBEHHBIX 3a00JIeBaHUAX (MHUTOXOHIPHAIBHBIX OOJE3HSX,

OpPraHUYECKUX AIUIypUsSX/aMUHOAUAONATUAX), TAaK U OBITh CBSI3aHBI C MOPaKEHHUEM IE€YECHU Pa3TUUHON
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3THOJIOTUHN (TOKCI/ILIGCKOG, I/IH(i)eKHI/IOHHOG n T.}I,), BHETICYCHOYHOH HOpT&J’[BHOﬁ anepTeHmeﬁ, MMOYECUHOU
HEAOCTAaTOYHOCTBIO, I/IH(i)CKI_[I/IHMI/I, BbI3BAHHBIMHU ypea3o-nmpoAyuupyromumMmun MUKpPOOpPIraHu3mMamMu,

3a00JICBAaHHUSIMU, COMTPOBOXKIAFOIIMMHUCS MTOBBIIICHHBIM KaTa0OIM3MOM U IpyruMu puunHamu [1-6].

1.6 Kannuyeckasi KaApTHHA 3200J1€eBaHNs WJIH COCTOSIHNS (TPYNIbI 3200,1eBAHUIH WJIH COCTOSIHHMIA)

HIIM MoryT umMeTh ocTpble UM XPOHUUYECKHE IIPOSIBICHUS, BOSHUKAIOLIME B JIFOOOM BO3pPACTe, 4acTO
KaK CJIe/ICTBUE COCTOSHUM, B KOTOPBIX aKTUBU3UPYETCs KaTaboJIu3M, IIPU U30BITOUHOM NOTpedeHnH Oenka
UM TIIPUEME HEKOTOPBIX JIEKAPCTBEHHBIX IIpernapaTroB. Bo MHOIMX ciy4asx BBIABUTH IPOBOLMPYIOLIHN
dakTtop He ymaercsa. BceneactBue HecnenuduuHoctd cumnTomoB HIIM  ciemyer BKIO4ate B
nuddepeHHanbHbI UarHo3 y MNalMEeHTOB € HEOOBACHUMOM OCTpOil sHIedanonaTtue MM OCTPbIM

MICUXUYECKUM PacCTPOUCTBOM, renaTUTaMH HesICHOM sTuosioruu (nmpuioxenue I' 3).

HoBopoxaeHHble C HapylIEHHMEM LHKJIa MOYEBUHBI OOBIYHO POXKIAIOTCS C XOPOLIMMHU Macco-
POCTOBBIMU TIOKA3aTENsIMU, HO Y HHUX OBICTPO pa3BHUBAETCS OTEK I'OJOBHOI'O MO3ra U CBSA3aHHbIE C HUM
OCJIO)KHEHUSI B BHUJIE YTHETEHHUs CO3HAHMs (OT COHJIMBOCTU JI0 KOMBI), CYJOPOI, HapylICHUE MBIIIEYHOIO
TOHyca U TepMoperyysauuu. [1ocKoabKy HOBOPOXIEHHBIX OOBIYHO BBIIHMCHIBAIOT U3 POJMJIBHOTO JOMa B
TEYEHHE MePBBIX TPEX-YEeThIpeX JAHEH nocie poxxaeHus, cumnromsl HMII wacto pa3BuBaroTcs, Korna peOeHOK
HaXOJUTCS JI0Ma, U MOTYT OBITh CBOEBPEMEHHO HE pPACIIO3HAHbl CEMbEW M BpauoM INEPBUYHON MEIUKO-
caHuTapHoil mnomouy. OOBIYHO HayallbHbIE CHMOTOMBI Yy peOEHKa ¢ TUIEPaMMOHUEMHEH SIBIISIOTCS
Hecneun(pUIHBIMU: OTKA3 OT €/1bl, THIIOTEPMUS, COHIIMBOCTb POTPECCUPYIOIIAs IO MTOJIHOM YTPaThl CO3HAHMS
BIUIOTH JI0 KOMBI [67, 68]. YV manueHToB ¢ TUMePaMMOHUEMHEH SMIICTITUYECKHE MPUCTYIIBI pa3BUBaroTCs S50
% cimyuyaeB. Ha paHHUX cTaiugX rUIEPaMMOHHUEMHUYECKUX KPU30B PErUCTPUPYETCS pECIUPATOPHBIN allKajo3.
KimHnyeckue CHUMITOMBI, Pa3BUBAIOIIMECS IPU OCTPOM TMIIEPAMMOHMEMHMHM B HEOHATaJIbHOM BO3pacTe
CXOAHBl C THMIIOKCHYECKU-UIIEMUYECKUM TOPAKEHUEM HEPBHOM CHUCTEMBI WM OCTPBIM HApYIIEHUEM
MO3TIOBOT'O KPOBOOOpAIIEHHUS.

[To3nusst manudectanus 3a00eBaHus HAOIIOAACTCS TTPU YaCTUYHON HEJO0CTaTOYHOCTU (PEPMEHTOB
L[MKJIa MOYEBUHBI. J|eOIOTHBIE KIIMHUYECKHE CUMITOMBI MOTYT MOSBIATHCSA KaK B MOAPOCTKOBOM, TaK U
B3pOCJIOM BO3pacTax, MPHU ATOM THUIIEpaMMOHHEMHUsI MEHEE BBIPaKEHA, M KIMHHUYECKHUE CUMOTOMBI Ooliee
MSTKHE, YeM MpH HeoHaTadbHOM mpossieHnrn HMII. B GonbiimHCTBE ciiyyaeB, y TakuX MalMEeHTOB
OCHOBHBIMM KJIMHUYECKUMHU CUMIITOMAMU SBIISIOTCS CHUYKEHUE alleTuTa, pBOTa, BSJIOCTh, TOJIOBHAs 00JIb U
MOBE/ICHYECKUE paccTpoicTBA. MOTyT BO3HUKATh HApyIIEHUs CHA, Opell, TaJUTIOIIMHALIUN U TICUXO3BI.

Octpast meyeHOYHass HENOCTaTOYHOCTh 4YacTo HabOmomaercss y mnamuentoB ¢ OTCD, ASSD wu
cuapomom HHH [1,2,4,7,8].

OtmMmeuaeTcs U psag Apyrux, oosee peakux, npossieruiit HIIM. [Ipu qnutenpHON runiepaMMOHUEMUN
MOTYT BO3HUKAaTh WHCYJIbTOMOJAOOHBIE SMU30Abl. YacTo oYard MOBTOPHBIX 3MH30/I0B MO3TOBOTO
KPOBOOOPAIIICHHUS PAcIIONIaraloTcsl B TEMEHHOM, 3aThUIOUHOM U TIOOHOM 001acTsIX rojoBHOTO Mo3ra. Hanbomnee

yHSBHMOﬁ 30HOM MOpaKCHUA SBJISACTCA OCTPOBKOBAA KOpa TI'OJIOBHOI'O MO3Tra, HaxoAsAlasaACsa B I‘JIyGI/IHe
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naTepanbHOH OOpO3/bl, KOTOpAsh CUUTAETCS OTBETCTBEHHOW 3a (hOpMHpOBaHHE CO3HAHMS, a TAKXKE WUIPaeT
poyib B oOpazoBanuu sMoruid. HMHornma 3a0osieBaHHME MOXET MPOTEKAaTh IMOJ MAaCKOW CMemaHHON (opMbI
JETCKOTO LepeOpaIbHOTO Mapajnya, MPOTEKAIOMIEr0 ¢ M3MEHEHHEM MBIIIEYHOTO TOHYCa MO MUPaMUIHO-
SKCTpaNMaMHUIHOMY THUITy M PA3JIMYHBIX TUIIOB TMIIEPKHHE30B. B penkux ciydasx, MOTYT HaOJt01aThCs
ANU30/1bI MPEXOASIIEH UIN 3aTSHYBLICHCS KOPKOBOM CIIETIOTHI, ayTHCTUKOIOJA00OHBIE CUMIITOMBI, 8 TaKKe
IpyTrUe 3MU30AUYECKUE MICUXUATPUUECKUE CUMIITOMBI, KOTOPbIE MOTYT OBITh €IMHCTBEHHBIM MPOSBICHUEM
HIIM [4,7,9-15].

VY B3pocnbIX JKEHIIUMH MNepBbiMH mposiBieHusMu HIIM wmoryt crtath oOcCTpble HEOOBSICHUMBIE
HEBPOJIOTHYECKHE CHMIITOMBI B mociepoaoBoM mepuoje (omucansl mpu CPS1D, OTCD u ASSD) [23-25].
BapuabenbHOCTb CTETIEHHU TSXKECTH 3a00JIeBaHUS XapaKTepHa AJIsl )KEHIIHUH ¢ TeTepo3urotnoit popmoit OTCD
(mo mpuuuHe JalioHMU3auK), Ho HabmonaeTcs u npu Becex HIM [13,14,15].

[loaToMy mnpu IUAarHOCTHKE Ba)KHOE 3HAUEHHE MMEET COCTABIIEHHUE POJOCIOBHOW C HM3yYEHUEM
CIly4aeB HEOOBSICHHUMOW CMEPTH HOBOPOXJACHHBIX HAJIMYUS HEBPOJOTHYECKMX WU TCUXHATPHUUYECKUX
MIPOSIBIICHUH Y POJICTBEHHUKOB, OTKa3a OT OEIKOBBIX MPOJYKTOB y MAallMEHTAa U YJICHOB €r0 CEMbHU, a TaKKe
CBEICHUI O MpueMe MalMeHTOM JIEKAPCTBEHHBIX IIPENapaToB.

Hwxe nmpuBenena kparkas knuHu4eckas xapakrepuctuka HIIM.

Hapymenusi peakuuii iMKJia MOYEBHHBI

®epmentsl HIIM stoxann3oBaHel B MUTOXOHAPHUAX M YACTUYHO B LIUTO30JI€ KJIETKHU. IIpoxoxnenne
yepe3 MeMOpaHy IPOMEKYTOUHBIX COEIMHEHUI OCYIIECTBISETCS C OMOIIBIO CIEUaIbHBIX EPEHOCUNKOB.
CKOpOCTh CHHTE3a MOYEBUHBI OTIPEACIIAETCS MEPBOM peakiuen 1ukia, karanuzupyemoit CPS1, B pesynbrare
KOTOpoil oOpa3yercsa kapbamomndocdar u3z ammonus u rugapokapoonata (HCO'3). CPS1 akTuBHA TONBKO B
npucytcTBum N-anerwiriaoramara. Ha crienyromieif cragum 1ukiia kapoaMOUIbHBIN OCTaTOK MEPEHOCUTCS Ha
OpPHUTHH C OO0Opa3oBaHMEM LUTPYJUIMHA. 3aTeM MPOMCXOJUT peaklMs acmapraTta ¢ LUTPYJIMHOM U
CUHTE3UpYyeTCsl apruHMHCYyKUMHAT. Clefyromas peakius CONpPOBOXKIAeTCs OTIIENIeHueM (ymapara u
o0pa3oBaHMEM apruHUHA, TpPH TUAPOJIU3E KOTOporo oOpasyeTcss H30MoueBHMHA. B pesynbrare

NeperpyniupoBKA H30MOUEBUHBI 00pa3yeTcss MOYEBHHA, & OCTAIOLINIICS ODHUTUH BHOBD BKJIFOUAETCS B IIUKII
[1]
HenocrarounocTs kapdamonsdocharcunrerasnl

HacnencTBeHHOE ayTOCOMHO-PEIIECCUBHOE 3a00JIeBaHNe, CBA3aHHOE ¢ MyTanusiMu rena CPS1, koaupyrorero
dbepment LIM kapbamomndocdarcunTeTasy 1.
Knunnueckuit ¢enotun rereporeHeH. BoimensitoT Gopmbl ¢ HEOHATANbHBIM U 0OOJiee MO3AHHM HAvaaoM
3a005IeBaHUs — B MJIQJICHUECTBE WIIM PAHHEM JIETCTBE.
HeonatanpHas (Tspkenas) dopma - TedeHue 3aboseBaHus ocTpoe. Bo3pacT nauana 3abosneBaHus -
HEOHATAIBHBIM mepuoj (depe3 24-72 wyaca mocie POXKACHHS WIM B TEPBBIE THU KXKU3HH): HapyIICHUS

BCKapMJIMBaHUs, CPBITMBAHUS, pPBOTA, OTKA3 OT €/Ibl, AbIXaTEIbHbIE HAPYIICHUS (TaXUIIHOD, alTHOD U IPYTHE),
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TUINOTEPMHUSI, KIMHUYECKUE MPU3HAKH CETICHCa, MOBBIIIEHHAas: BO30yIMMOCTh Ui cuHipoM yraerenus LIHC,
nud¢y3Has MbllIeYHas THMIIOTOHMUS C TUIIEPTOHYCOM B JAMCTajJbHBIX OTAEIaX KOHEYHOCTEH, CyIOpOKHBIM
CHHIPOM, a TaKXe JIeTaprus/KoMa. DTH COCTOSHUS COINPOBOXKIAIOTCS PECIUPATOPHBIM AJIKAJIO30M U
runepaMmmonremMueni. JletanbHelii UCX0J B HEOHATAJILHOM IIEPHOJIE HACTYIIAET BCIEACTBUE OTEKAa MO3ra U
OCTPOM CepJIEeYHO-JIETOYHOMHEIOCTATOYHOCTH, YaCTO OIIMOOYHO CTABIT JUArHO3 MHEBMOHUH, CETICUCA.

Munanenueckas (Msirkasi) popma - TeueHue 3a001eBaHusl THTEPMUTTHPYIOIIEe B BUIe Kpu3oB. Bozpact
Hayasa 3a00JeBaHNs BapbUPYET: HA IEPBOM IOy KU3HHU WU /10 3-X JeT. BO3HHKHOBEHHE METa0OIMUECKUX
KPHU30B YacTO CBSI3aHO C HAYaJIOM HCKYCCTBEHHOT'O BCKapMJIMBAHUA C OOJBIINM COACp)KaHUEM Oellka, Kak
peaxiusi Ha MOBBbIIIEHHE Oellka B palnuoHe. 3a0oJjeBaHUE MPOSIBISIETCS PBOTOM, HAPYIICHUSMU CO3HAHUSA
(conmopowm, sneraprueit, KOMoi) Ha OHE TUIIEPAMMOHUEMHUHU U PECIIUPATOPHOIO AJIKaio3a, COMPOBOXKIACTCS
TUNEepBO30yIMMOCTbIO, AUCITHOY, SMUIENTUYECKUMHU PUCTYTIAMHU, aTaKCUEN, MbIILIEYHON runoToHueil. Yacto
MTOBTOPSIIONIMECS META00IMYECKUE KPU3bl MPHUBOAAT K YMCTBEHHOW OTCTaJOCTH, 3aJEpiKKe (DU3NYECKOTO
pa3BuTusi ¢ orctaBaHueM pocta [1,2,4,7]. IlpaBuibHBIA AMArHo3 yCTaHABIMBAETCS PEIKO, KIMHUYECKas
CUMITOMAaTUKa OOBSACHSETCS KUIIEYHBIMUA KOJIMKAMH, TACTPOIHTEPUTOM, CUHIPOMOM LIMKINYECKOW PBOTHI,
sHIePANTUTOM, CUHApOMOM Peiie, OezxentymHoil (opmoll rematuTa ¢ MUHUMAIBHOH aKTHBHOCTBIO,
AMWICTICUEH, OTPaBICHUEM JICKapCTBAMH, TITMOMON. MHOTHE OOJIBHBIC MEPEXOIAT K CaMOOTPAaHUYCHUIO B
O€EJIKOBOI HUILE.

IOnomeckue Gpopmbl 3a0601€BaHMs ¢ YACTUYHON HEIOCTATOYHOCTHIO (PepPMEHTA MPOSIBIISIFOTCS MOJHOM
CUMIITOMATUKON BO BpeMs nipucTyna [1,2]. K yMCTBeHHO# O0TCTanoCcTH MPUBOAUT YMEPEHHAs!, HO TOCTOSTHHAS
TUTIEPAMMOHHUEMHUSI, TO €CTh MPU OTCYTCTBUH KPHU30B.

HenocraTro4yHOCTHL OPHUTHHTPAHCKAPOAMMIIAZHI

Hacnencteennoe X-creriennoe 3aboneBanue, cBsa3anHoe ¢ myTarusmu rena OTC, koaupyromiero

dbepment LIM opuutuntpanckapboamunazy (OTC).

Knunnyeckuii  QeHOTUN TreTeporeHeH M CXOJE€H C TaKOBBIM TMPU  HEIOCTAaTOYHOCTH
kapOamomindocdarcunTeTasbl. Paznuyaior (Gopmbl ¢ HEOHATaTbHBIM, MH(PAHTUIBHBIM U 0oJiee TO3THUM

Ha4yaJIoOM.

3aboneBanne uMeeT X-CIEIUICHHBIM TUI HACIEIOBaHUS, HO Y JAEBOYEK HOCHUTEIBHUII MPOSBICHUS
OTC He Tak peIKd U MOTYT UMETh JOBOJIBHO TSKEJIOE TEYEHUE U TaXKE C JIETaIbHBIM MCX0a0M. [IpumMepHO
66% TeTepo3UroT, KIMHUISCKH KaXKYIIUXCS HOPMATbHBIMH, IMEIOT PACCTPOMCTBA TOMEOCTA3a a30Ta U UMEIOT
PUCK pa3BUTH KIIMHUKU OCTPOH dHIIe(haIonaTuu Bo BpeMs O€peMEHHOCTH, YTO OMIMOOYHO PACIIEHUBAIOT KaK
ncuxo3 OepemeHHocTH. Ha 2-3 nmecsATHIETHH KU3HU TAaKKE€ MOTYT OTMEYAThCs CIEAYIONIME CHMIITOMBI:

nucdarus, TupaMuIHbIe pacCcTporcTBa, MuokiIonuu [1,2,4,7,16-18].
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IOnomeckue dhopmbl 3a001€BaHUS ¢ YACTHYHONW HEOCTATOYHOCTHIO (DEPMEHTa MOTYT MPOSIBISATHCS
MOJTHOM CUMIITTOMATHKOW: TUIIEPAMMOHHEMUS, COMHOJICHIIMS, Pa3JIMUHble HapyleHus noseaeHus [1,4,7,16-

18].

HemocTaTo4yHOCTH CHHTETA3bl APTHHUHOAHTAPHON KUCA0THI. LluTpy/uinnemus tum 1.

AyToCOMHO-peleccuBHOE 3a00JIeBaHIe, CBSI3aHHOE C MyTalusMu B reHe ASS, komupytomem gepment [IM

CUHTETa3y aprMHUHOSHTAPHOMN KUCIIOTBHI.

Knunnueckui (1)€HOTI/IH TCTCPOTICHCH u CXOACH C TaKOBbIM npu HEAOCTAaTOYHOCTHU
kapOamounndocdarcunrerassl. Paznuyaror Gopmbl ¢ HEeOHaTanbHBIM, HH(PAHTUILHBIM U 0OJiee MO3IHUM
HadaioM.  lOHomeckue (u Oonee mo3gHUe) (opMbl 3a00J€BaHUA MOTYT MPOSBIATHCA ITOJHOM

CUMITOMATUKOW: TUTIEpAaMMOHUEMUS, JIETAprusi, K3MeHeHue noseaeuus [4,7,13].

HenocraTouHocTh APriHUHOCYKIIMHATJ/INA3bI

AYTOCOMHO'peI_[eCCI/IBHOC 3860J’ICBaHI/Ie, CBA3AaHHOC C MyTallUsIMU B I'CHEC ASL, KOAupyromem (bepMeHT

IM apruHMHOCYKUIMHATINA3ZY.

Knununyeckuii ¢peHotumn rereporeHeH u cxozeH ¢ TakobiM mpu CPS1 HenocraTounoctu. Pasnuyaror

(dbopMBbI ¢ HeOHATaIbHBIM, HH(GAHTIIBHBIM U 00Jiee MO3IHUM HadajoM 3aboneBanus [5,19].

ApFI/IHa3bI HEA0CTATOYHOCTD

AyTocoMHO-pelieccuBHOE 3a00NieBaHue, CBA3aHHOE ¢ MyTanusamu B reHe ARG, |, koaupyromeMm pepmeHT

IM apruna3sy.

Teuenue 3a0oneBaHUs UHTEPMUTTHPYIOIIEE WM XpoHUYecKkoe. Bo3pacT Havana 3a0oneBaHus - Ha
MEePBOM TOJy >KU3HU: OECIOKONWCTBO, TIJIAKCUBOCTb, OE3yTEUIHBIA T1ay, AaHOPEKCHs, SIU30Jbl PBOT,
nporpeccupyromas  3aaepk’kKa  ICUXOMOTOPHOTO  pa3BUTHS.  BTopuuHas  runepaMMOHUEMHS,
nporpeccupyromas 10 KOMbI, BCTpedaeTcss pexe, yeM npu apyrux HIIM, u ypoBeHb aMMOHHS PEAKO
MPEBBIIIAET KOHTPOJIBHBIC BETUYUHBI O0Jiee, 4eM B 6 pa3. 3a00sieBaHHEe COTPOBOKIACTCS SMUIEITHUYECKUMU
MPUCTYNIaMH, CIIACTUYECKUM TeTpanape3oM, MPEUMYIIECTBEHHO B HOrax (M0 CpaBHEHUIO C PYKaMH),
TUIIEPAKTUBHOCTBIO, NPOTPEAUECHTHBIMU I[ICUXOMOTOPHBIMHU  PAacCTPOMCTBAMHM, OTCTaBaHUEM POCTa,

runotpodueit, mporpeccupyromnie yMcTBeHHOU orcranocteio [2,20,21].

Onucansl CJIydanu CMEpPTHU 0 roga v Oaxxe B BO3pacTe 49 JIHEH Ha BBICOTE THIICPAMMOHHEMHUYCCKOT'O

kpu3za. C qpyroit CTOpOHBI, OMMCAHBI ClTyyau 3a00JIeBaHus, IPOTEKAaBIIEr0 OECCUMIITOMHO 10 4-X jert [2].

N -—AHCTWITIITAMATCHHTETA3bl HEA0CTATOYHOCTD

AyTocoMHO-periecCuBHOe 3a0oneBaHue, cBs3aHHoe ¢ MyTtamussMu B TeHe NAGS, komupyromem N-

alleTUITTyTAMaTCUHTETAa3Yy.
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Omna w3 peakux ¢opm HIIM. Omnmcana Tspkenass HeoHaTanbHas ¢opma 3abosieBanus. TedeHue
octpoe. Bo3pacT Hauana 3a0osieBaHUs - HEOHATAIBHBIN mepuo (depe3 24-72 vaca 1mocie poKJICHHUs Wid B
IIEPBBIE THU KU3HU): MHOIOKpaTHasi pBOTA, TPYIHOCTH BCKapMIIMBAHUS, PEKYPPEHTHAs Juapes, AUCIIHOD WK
pECTIMPATOPHBIA  TUCTPECC-CUHAPOM, THUIOTEPMHS, TPOTPECCHPYIOIIasi JieTaprusi, KomMa Ha (QoOHE
pECIMPAaTOPHOTO ajKajo3a U THIepaMMOHMEMUU pPa3HBIX cTeneHed TspkecTd. CMepTh B HEOHATAJIbHOM
MEepPHUOJIE OT OCTPOIl cepAeUHO-IerOUYHON HEOCTaTOUHOCTH. YacTo OMIMOOYHO CTaBAT JAWArHO3 MHEBMOHHH,

cericuca [22,23].

Hapymennsi TPaHCHIOPTHBIX 0€JIKOB
I'mnepopHUTHHEMUH - THIIEPAMMOHHEMHUH — roMouUTpYy/LIMHemuu cuiapoM (HHH- cunapom)

AyTOCOMHO-peliecCuBHOE 3a00seBaHue, CBsI3aHHOE ¢ MyTanusiMu B Tene SLC25415, xonupyroiem
MHUTOXOH/IpHAJIbHBIN TPAHCIIOPTHBIN O€IO0K (TpaHCIIOpTEp OPHUTHHA).

Knuanueckuit penoTun 3a00aeBaHus BappUPYET OT OCTPOi HeoHaTanbHOM (1) hopMer 10 B3poCIoii,
xpoHu4deckor (2). TeueHue 3a00JIeBaHNS HHTEPMUTTUPYIOIIEE C BAPHUPYIONIUM CPOKOM Havaa.

1. Bo3pact Havana 3a0oyieBaHMs - B HEOHATaJbHbIM MEpPHUOJ, HA MEPBOM TOJy XHU3HHU (B HEpBbIH
Mmecs/Mecsnsl), 10 3-x net, 10 10 ner. B HeoHaTanpHBIA NEpUOJ NPH UCKYCCTBEHHOM BCKapMJIMBaHUU
HaOJII0AAI0TCS TPYAHOCTH BCKapMIIMBAHMSL, S1IM30/Ibl PBOT, HH(MAHTUIIbHBIE CIIa3Mbl, COMHOJICHIIHSI, KOMa Ha
(oHe runepaMMOHUEMHH KaK peakius Ha OSIKOBYIO MUILy. MOXeT HaCTyNUTh JIETaTbHBIN HCXO/1 B BO3pacTe
1o 1 rona Ha BeICOTE METAOOJIMYECKOTO MpHUCTyna. Y OOJBIIMHCTBA MAIIMEHTOB KO 2-My IOy BO3HHUKAET
HEMEepeHOCUMOCTh MSICHOM MHUIIM, MOJOKA, NalMeHThl MPEANOYUTAIOT HHU3KOOEIKOBbIE MPOIYKTHI
Metaboarueckue NPUCTYIbl MOTYT HNEPUOIUYECKU IMOBTOPSTHCA B MIIQJICHYECTBE U paHHEM JIETCTBE; Y
OOJIbHBIX OTMEUYAETCsl aTaKCHsl, XOPEOoaTeTO3, CHAcTUKAa WJIM MbIIIeYHasl TMIOTOHMS, CUMITOMaTHYecKas
SIUIIETICHUS, 33/1epKKa PU3NYECKOr0 Pa3BUTHUS C TUIIOTPO(dUEN 1 OTCTaBaHUEM POCTa, HEPEIKO HAOII0AAETCS.
yYMEpEeHHasi TrenaToCIICHOMETaius, CKJIOHHOCTb K KpoBOTeueHMsM. llanmueHTsl OOBIYHO OTCTalOT B
IICUXOMOTOPHOM U PE€YE€BOM PA3BUTHUHU, UMEIOT HAapyILIEHUs MOBeIeHHs. B To *e BpeMsi B HEKOTOPBIX Cllydasix
B MEXIPUCTYITHOM IIEPUO/I€ HEBPOJIOTUYECKAsi CHUMIITOMATHKA MOYKET IMOJIHOCThIO OTCYTCTBOBaTh [2,8,24].

2. Bspocnas xpoHuueckas ¢opMa XapaKTepu3yeTcsl 3aJepiKOil MCUXOMOTOPHOIO pa3BUTUS B
aHaMHe3€, YMCTBEHHO! OTCTaJIOCThI0, I3MEHEHHUEM MOBECHHS, OTBpAllleHneM K OeikoBoit nuine. Onucana
B3pocias (opMma, COMPOBOXKIAIOIIASCS HOPMAJIbHBIM HHTEUICKTYaJbHBIM pPa3BUTHEM IIPH OTKa3e OT
OenKoBOM mMMIM B paHHEM JeTcTBe; 3aboiieBaHMEe MaHU(ECTUPOBAJIO IOCNe Temnartuta (Ha BTOPOM
JECSITUIIETUH JKU3HH ) SHIIePasionaThel, CIacCTUUECKUM Mapanape3omM, MUOKJIOHUYECKUMU T0JIEpTUBaHUsIMH,
cynoporamu. [locraHOBKa AMarHo3a M Ha3Hau€HHE JMETHl C OrpaHHuYeHHEeM Oenka M 100aBKOHM apruHHUHA

MPUBEJH K YACTUYHOMY KYNHMPOBAHUIO KIMHUYECKOH cumnTomatukH [1,2].

HutpyaiuHemusi TuN 2/HeA0CTATOYHOCTh HIUTPUHA

AyTocoMHO-pelieccuBHOE 3a00JIeBaHue, CBA3aHHOE ¢ MyTanusMu B reHe SLC2541, xoaupyromem

O€JIOK IUTPHUH (TPaHCTIOPTEP TIIF0TaMaTa-acrapraTa).
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3a0osieBaHre MOXKET MaHU(ECTUPOBATH B HEOHATAJIBHBIM MEPHOJ KIMHUKOM BHYTPHUIIEYEHOYHOTO
xogectaza (NICCD), y netelt crapiiero Bo3pacra - 3aaepkkoit pazsutus u guciunuaemueii (FTTDCD) u y
B3pPOCJIbIX - B BU/I€ IPUCTYIIOB THIIEPAMMOHUEMUH U NTcuxuueckuMu HapymeHusimu (CTLN2).

NICCD. [letu poXaaroTcsi ¢ HU3KUMHU POCTO-BECOBBIMH IOKA3aTEIsIMU, B MEPBbIC HEACIU KU3HU
MOTYT OTMEYaTbCAd  KIMHUYECKHE CHUMIITOMBl TPAaH3UTOPHOIO  BHYTPUIIEUEHOYHOIO  XOJIECTa3a,
rermaroMeraius, >KupoBas TucTpodus nedeHu, GpuOpoTHUECKUEe U3MEHEHUS NIEYCeHU, IPU3HAKU HapyIIeHUN
OEITKOBO-CHHTETHYECKON (PYHKIIMHU TTeueHH (KoaryionaTus, TurnoriukeMus, runonporenaemus). NICCD, kak
IIPaBWJIO, UMEET MITKOE TEYEHHME, U CHUMIITOMBI KYNHPYIOTCS CAMOCTOATEIBHO K BO3pacTy OAHOIO roja
KU3HU. TeM He MeHee, ONHUCaHO HECKOJIbKO CITy4aeB, KOr/ia y ke B paHHEM BO3pacTe MoTpedoBaiach onepanus
10 TPAHCIUIAHTALUU [T€YEHHU.

FTTDCD. Ilocne rona MHOTHE JETH C HEOCTATOYHOCTHIO IIUTPUHA MPEANOUYUTAIOT THUIILY, O0raTyio
OeJIKOM W/WIM KUpamu, «u30eras» BBICOKOYTJICBOIHOW aueThl. KimuHmueckn MoryT oOpamarth Ha ce0s
BHUMaHUE 3aJ€pKKa pOCTa, 3MH30Abl THUIOINIMKEMUH, IAHKPEATUThI, YTOMISEMOCTb, AHOPEKCHS.
JlabopatopHO OTMeuaeTcsi JTUCIUINUJEMHS, TOBBIIICHHE OTHOIICHHUS JIAKTAaT/IMPYBaT, W3MEHEHUE
KOHLEHTpaLUU METa00JIUTOB IIUKJIa TPUKAPOOHOBBIX KHCIIOT.

B Oonee crapmiem Bo3pacTe y MaeHTOB MOTYT HOSIBUTHCSI CUMITTOMBI, XapakTepHble st Liurpymnaemun
tun 2 (CTLN2). Kak npaBumio, mepBble NMPU3HAKKA pa3BUBAIOTCA mocie 20 JIeT W 4Yalie BCero HOCST
HEBPOJIOTUYECKHI XapaKTep: HapylIeHHe MOBEACHUS, ICUXO0MAaTONOA00HbIe 3MK30/bl. [Ipy 3TOM CHMIITOMBI
MOTYT TOSIBISATHCS BOJHOOOPA3HO, a B «MEXKIIPUCTYIIHBIE» NEPUOAbl MAllMEHThl BEIyT ce0sl COBEPILICHHO
a/IeKBaTHO.

B noapocTkoBoM mnepuoae mamueHThl ¢ UUTpyJuiMHeMued tun Il Hepeako MposBISIOT OINpEJesICHHbIE

MUILEBbIE IPUCTPACTHSL, YIIOTPEOIIAA MULLY O0raTyro OeIKaMu U/UITU KUPaMHU.

I[aHHBIG U3MCHCHHA ITUIIICBOTIO IMMOBCACHHUA TAKXKXC HCYACTO CTAHOBATCA ITIOBOJOM JJIsA 06paHIGHI/Ifl K Bpauy U

CITy’KaT CKOpee YTOUHSIOIMUMU (pakTamMu pu cOope anamHesa [26,27].

2. JInarHocTuka 3a60/1eBaHUS MU COCTOSTHUS (TPyNIbI 3200/1eBaHMIi WM COCTOSIHMIA),
MeJIMIUHCKHE MOKA3aHUA U POTHBOINOKA3AHUSA K IPUMEHEHUI0 METOA0B IUATHOCTHUKH

ﬂuaznos HllMycmaHaeﬂueaemc;z HA OCHOBAHUU COBOKYNHOCMU KIUHUYECKUX aaHHblx, pes3yibmamos

Jza6opam0prlx uccne0o8anull (6MOXMMMQ€CK020 U MOJNEKYIIAPHO-2EeHENUUECKO2O CZHCZ]ZMS’G).

2.1 ’Kaao0Ll M1 aHaAMHe3

CnexTp BO3MOXHBIX kanmo0 y marueHToB ¢ HIIM mokeTr ObITh BeChbMa MIUPOKUM M 3aBUCUT OT

MEePBUYHOTO OMOXuMUYeckoro naedekra, moja marmueHTa (y >KeHIUH W neBouyek ¢ nedexrom OTC
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3a0oneBaHne OOBIYHO TMIPOTEKaeT B Oojee Jerkoil Gopme), Bo3pacTta MaHudecTaruu OO0JIE3HU U
WH/IMBUYaJTbHBIX 0COOCHHOCTEH TeUeHUs 3a00JICBaHMSL.

[Ipu cOope amamHe3a M KaloO HEOOXOAWMO OOpAaTUTh BHUMAHHWE Ha CICAYIOIIHE XalOoObI H
AHAMHECTUYECKUE COOBITHS:

npu MaHu¢ecTanuyu B paHHEeM Bo3pacTe

OTSTOIICHHBIN CEMEHBIN aHaMHe3 (paHHsISI CMEPTh JIeTel B CeMbe, OJTM3KOPOICTBEHHBIN OpaK)
- OCTpO€ Havajo (BHE3aIMHOE YXYAIICHUE COCTOSTHUS PEOCHKA)

- yTrHETEHHE CO3HaHMS (COMOp, JETaprus, KOMa)

- JNWICNTHYECKUE TPUCTYIIbI

- BIU30/bI PBOTHI

- OTKa3 OT eJIbl

- muoxas npubaBka B Bece

- UHCYJIBTO-TIOJI00HBIE MHU30/1bI

- JUINTENIbHBIE KPOBOTEUCHHUS U3 MECT MHBEKIINI/3a00pa KPOBU

npu MaHu(ecTalNu Y NOAPOCTKOB U B3POCJIbIX
- HU30MpaTENLHOCTH B €J1e (BereTapuaHCcTBO, OTKa3 OT OEIKOBBIX MPOAYKTOB)
- KOpKOBas cienoTa (ocTpasi U XpOHUYECKas)
- HapYyIIEHUS MMOBEJICHUS /SMU30IMUYECKUE TICUXUATPUIECKUE CUMITTOMBI
- TEePUOJIUYECKH BOZHUKAIOIINE SMTH30/IbI BJIOCTH, PBOTHI
- ocTpasg HEOObSICHUMAas TCHXUATPUUYECKas/HEBPOJIOTUYECKass CHUMITOMAaTHKAa Yy SKEHIIMH B
nocnepoaoBoM nepuoae (onucansl npu CPS1D, OTCD u ASSD).

— OCTpad NCUYCHOYHAasA HEAOCTATOYHOCTDb

2.2 duzukajabHoe 00cae10BaAHNE

[Tpu ocMoTpe HE0OX0AUMO OOPAaTUTh BHUMaHUE Ha CienyIoie KiInHuyeckue nposisiaenuss HIIM:

NPU HEOHATAILHOM MaHH(pecTanNU

M30BITOYHAS TOTEPS] MACCHI TeJa U/WJIH IJI0CKask BECOBasi KpUBast
- CHHJIpOM B030y>k1eHHs uiu cuHapom yraerenus LIHC

- MBIIIEYHasl TUIIOTOHHUSI WJIM TUIIEPTOHYC

- CyAoporu

- COMHOJICHIIUSI/KOMa

- TUNOTEpPMUS WU TUIIEPTEPMUS

- Kenryxa

- remaroMeranus

- HapylIeHUs puTMa cepaua
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- JBIXaTeNbHBIC HApYIICHUs (aITHOD, TAXUITHO?)
- KIMHHYECKHUE MpHU3HaKH cercuca (sepsis-like syndrome)

npu MaHI/I(l)eCTaIII/II/I B PaHHEM BO3pacTe

3a/iepKKa (PU3UIECKOro Pa3BUTHUS

- 3ajIep)KKa/perpecc MCUuXOMOTOPHOIO Pa3BUTHS
- YrHETCHHE CO3HAHUS OT COMHOJICHIMHU 10 KOMbI
- MbIIICYHAs TUITOTOHHUS

— renaroMcerajius

CyAoporu

npu MaHu(ecTAUNHU Y NOAPOCTKOB U B3POCJIbIX

3aJIepKKa/perpecc ICUXUYECKOro pa3BUTHS

- 3a7epxkka GU3MUECKOro pa3BUTHs (IPEUMYIIIECTBEHHO 3a cUeT Aeduimra Beca)
-  TICUXUATPUYECKUE CUMIITOMBI

- YTHETEHHUE CO3HAHMS OT COMHOJICHIIMH JI0 KOMBI

- TemaToMeraius

-  [Opexoaluc HApYHUICHUA 3pCHUA

2.3 J1a0opaTopHbIe TUATHOCTHYCCKHE UCCIST0OBAHUS

Pexomenayercs manueHTaM ¢ KIMHU4YecKUMH npossiaeHusMu HIIM npoBeneHue oOmero (KIMHUYECKOTro)
aHaJlM3a KpPOBU Pa3BEpHYTOro (reMorio0uH, KOJMUYECTBO SPUTPOLIMTOB, [IBETOBOM MOKa3aTelb, KOJTUYECTBO
JEMKOLUTOB, TPOMOOLIUTOB, JIEHKOIMUTapHas (opMyja U CKOPOCTh OCEAAaHUs SPUTPOLIUTOB), IS OLEHKH
OCHOBHBIX ITapaMeTPOB KPOBETBOPEHUS M HATMYMS BOCHIAIIMTEIBHBIX Ipoleccos [69, 70].

PexomenaoBaHo orpesneneHre aMMOHHUS B KPOBH BceM ManueHTaMm c nojao3penuem Ha HIIM c nensto
MEPBUYHOMN TUATHOCTUKHU, a TAKXKe ISl KOHTpOoJs JieueHus [4,7].

Kommenrapum: /Ipu HI[M nabriooaemcs nosviuienue KoHyeHmpayuy amMmmonus 6 Kposu. B zasucumocmu
om ¢hopmel 3abonesanus KoHyenmpayusi modxcem cocmagisimo 200-1000 mxmonw/n (333-1666 mre/on).
Ypoeenv ammonus ne noszeonsem omauvums nepeUYHYIO U 6MOPUUHYIO unepammonuemuro. llosviuenue
VDOBHSL AMMOHUS, He CBA3AHHOE C NOPAdCeHUueM neveHu, Habaroaemcs y Oemetl, POACOEHHbIX &
acgukcuu/maxcenol SUnoOKcuu, npu HapyuweHuu 3a6opa Kpogu, OIUmenbHOM NepedCcamull 6eHvl/nanvyd, a
makice npu cyoopo2ax.

PexomengoBano BceMm mnanumeHTtaM ¢ nogo3peHneM Ha HIIM omnpenensts ra3oBblii COCTaB KPOBH JJIsS
BBISIBJICHHSI pECIIMPATOPHOTO ankajno3sa [4,7, 69, 70].

Kommenrapun: ona HIJM xapaxkmepen cosue 2azo6020 cocmaea Kposu 6 CMOPOHY DPeCRUpamopHO20

ajkaiosa
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PexomMeHnayeTcsi manMeHTaM ¢ KJIMHHYEeCKUMU niposiBaeHusMu HIIM mpoBenenue ananmmsza KpoBH OOIIEro
OMOXMMHUYECKOTO TepareBTUUECKOro (TJIF0K03a, 00muii 6enok, OemkoBbie ¢pakiuu (MCCaea0BaHUE YPOBHS
abOyMUHa B KPOBH, OINpEJAEICHHE aNnbOyMHUH/TTIO0YJIMHOBOTO COOTHOILIEHHS B KpoBH), McciemoBanue
ypoBHs o01ero ounupyouHa B KposH, VccnenoBanue ypoBHs OninnpyOrHa CBA3aHHOTO (KOHBIOTHPOBAHHOTO)
B KpoBHU, MccnenoBanue ypoBHs OmnnpyOrnHa cBOOOJHOTO (HEKOHBIOTHPOBAHHOTO) B KPOBH, XOJECTEPHH,
TPUTTULEPUIBI, JTUMOMPOTEU bl HU3KOM M BBICOKON IJIOTHOCTH (MCCIEIOBAHUE YPOBHS JUIONPOTEUHOB B
KpoBH), meno4yHas ¢ocdaraza, ramma-rmrotammiatpanchepaza (ITT), kpearuHWH, MOYEBHHA,
anmannHamuHoTpancdepaza  (AJIT), acmapratammaorpanchepaza (ACT), kampuuid oOmwid u
WOHU3UPOBAHHBIM, HATpuil, Kaiui, HeopraHnuuyeckuii Qocdop, xemnezo u QeppuTUH) JIA OLECHKU
(GYHKIIMOHATIBHOTO COCTOSIHUSI BHYTPEHHHUX OPTraHOB, HAJTHMUUS HH(PEKIIMOHHBIX OCIIOKHEHUN U HyTPUTUBHOTO
craTtyca nauuenra [4,7, 69, 70].

KommenTapuu: y bonvwuncmea nayuenmos ¢ HIIM nabniodaemcs nopascenue neyeHu (0CoOOEHHO Y
nayuenmos ¢ oegpexmamu OTC, ASS, ASL, u ARGI u HHH cunopomom). Buoxumuueckuil anaiusz Kposu
N0360JI51em GbLABUMb NOPAJICEHUEe NedeHU, Cmenelb HapyuleHUus 0eIK080-CUHMemuyecKol yHKyuu neveHu
Pexomenayercsi mpoBefeHHE KOaryJorpaMMbl (OpHEHTHPOBOYHOTO HcCcienoBaHus remoctasa) (AUTB,
MHO, onpeneneHnne npoTpOMOMHOBOTO (TPOMOOIIJIACTUHOBOTO) BPEMEHH B KPOBH WM B IUIa3Me,
MPOTPOMOMHOBBIN HMHJEKC, (GUOPUHOTEH) MalMeHTaM ¢ KIMHWYecKuMu mpossieHusMu HIIM nns onenku
(bYHKIIMOHAIBHOTO COCTOSHHSI [ICUCHH M CBEPThIBaroIeil cucremsl kposu [4,7,70].

KommenTapuu: Koaeynoepamma y nayuenmog ¢ nooosperuem na HIIM nozeonsem onpedenums cmenens
HapyuweHus 6eIKo80-CUHmMemu4eckol QyHKYuu neyeHu

PexomenaoBaHo omnpe/eneHne aMUHOKHUCIIOT B BBICYIICHHBIX MATHAX KPOBU, Ha (PUIBTPOBAILHON Oymare
WIM TJIa3Me€ KpOBM BCeM MalueHTaMm ¢ nogo3peHueM Ha HIIM, ¢ nenbio mepBUYHOM MUATHOCTHKU U
ycTaHOBJIeHUS (hOpPMBI 3a00J1€BaHus, a TAKXKE sl KOHTPOJIs jeuenus [2,3,4,7].

Kommenrtapuu: B 3asucumocmu om ¢hopmul 3abonesanue Habaiooaemcs cCHUdCeHue Uiy noevluleHue
KOHYenmpayuu onpeoeieHnvlx amunokuciom (npunodxcenue I'4). Oonaxo npu nekomopuix oegpexmax (CPS1,
NAGS, cniyuau OTC y 0egouex u no3oHue ¢popmsl y Maib4uk08) KOHYEHMpPayus AMUHOKUCION MOdicem Oblnb
8 HOpMe.

PexomMeHnnoBaHoO orpeqienieHne OpOTOBOM KHCIOTHI B MOY€ BCEM MalMeHTaM ¢ nojo3penreM Ha HIIM c
[[ETbI0 MEPBUYHON JTUArHOCTUKU M YCTaHOBIEHUS (OpMBI 3a00JEBaHUS, a TaKXKe I KOHTPOJS JeUeHUs
[2,3,4,7].

Kommenrtapuu: B 3asucumocmu om ¢hopmel 3aboneeanue Hadniooaemcs HOPMALbHAS UTU NOBbIUEHHAS
KOHYyeHmpayusi 3mo2o memabonuma. Y oscenwun ¢ oepuyumom OTC konyenmpayus opomosou Kucionmol

Modicem Obimb 6 npedenax Hopmul (npunodicerue 1'4).
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PexomenaoBaHo npoBeieHHE MOJIEKYJISIPHO-TEHETHUECKOTO MCCIIEIOBaHMS: BbISIBJICHHE MyTalllil B TeHax,
orBeTcTBeHHbIX 3a HIIM c¢ menpio mNOATBEp)KACHHS AMAarHo3a, MPOBEIACHHUS MEAUKO-T€HEeTHYECKOIro
KOHCYJIbTUPOBaHUs ceMbH [4,7].

Kommentapum: Buwiseienue cemeinHou mymayuu oOenaem 603MOICHbIM 00C1e008anue pOOCMEEHHUKOS
npobanoa, eviaeieHue cemeposucomusix Hocumenvruuy (npu OTC), a makace npogedeHue npeHamanrbHoU u
NPeUMnIAHMAYUOHHOU OuazHocmuku. OyeHKa namo2enHoCmu MUCCEHC-Mymayutl U HeKomopuix Mymayui
caima cniaticunea modicem Obimb 3ampyoHeHa u mpedyem npogedeHUs: OONOIHUMENbHBIX UCCIe008AHUI.
Bonvwuncmeo mymayuii y nayuenmoe ¢ HLIM mozym Ovimb 6bis61eHbl ¢ NOMOWBIO CEKBEHUPOBAHUSL 6CEX
9K30HO8 U NpUNe2aruux yuacmrkos unmponos no Caneepy, a makaice mMemooamu CeK8eHUPOBAHUSL HOBO2O
NOKOJIeHUs,, HO 8 HeOONbUOM npoyenme Ciyuaed Mymayuro ¢ NpUMeHeHuem CMAaHOAPMHbIX Memooos

0OHapydcums He y0aemcs.

2.4 HNHCTpYMEHTAJIbHBbIE JTUATHOCTHYECKHE HCCJIeT0BAHUS

PexomennoBano ais nuarHoctuku crenenun HapyumeHud IHHC y nmanuentoB ¢ HIUM nposomute MPT
rosioBHOro Mo3ra u/win KT romoBHOro Mo3ra nmpu MCXOAHOM OOCIIEIOBAaHUH, HA 1-4 IeHb KaKIOTO Cirydas

KOMBI WJIH MHCYJIbTO-110100HOTO 3mm301a [ 10, 28, 69].

KommenTapmii: Haprosz no noxasanuam. Cepus MP-uzobpasicenuti 0ondxicHa eknouams 6 ceds ouggysto-
MEH30PHYI0 BU3VATU3AYUIO, AKCUATbHBLIL cpe3 8 pedcumax T2 u FLAIR, cacummanvhwiil u akcuaivbHwlil cpesvl
6 peacume T1. Ommeyaemcs nopadicenue 6a3a1bHbIX 2AH2IUES, 8 X8OCMAOM A0pe, CKOPyne u/uiu 0.1e0HoM
wape. B ocmpoii cumyayuu npu HLIM ougy3nuwiii omek 20106H020 M0O32a 8U3YATUUPYEMCS 8 0ONACTU KOPbL
20/106H020 M032a U benozo eewecmed. Bviaenaom HapyuweHue MUeTUHU3AYUY U YyepeopairbHylo ampopurio.
Heobxo0umo ommemumy, ymo smu usmMeHeHus He AIAMCA 8blcoKocheyuguunvimu oas HIIM u mozym

gCmpeuamsvcs y nayueHmos ¢ Opy2oll Hacie0CmeeHHOU namoao2uel.

PexomengoBaHo BceM IanueHTam ¢ nogospenuem Ha HIIM npoBeneHue yapTpa3ByKOBOI'O MCCIIEIOBAHUS

OpraHoOB OPIOITHOM TIOJIOCTH JIJIsI BHISIBIICHHS YBEITMUSHHS Pa3MEPOB TICYCHU U KI3MEHEHHH ee CTPYKTYpHI [4,7].

Kommenrapuii: 011 nayuenmos ¢ HIIM xapaxmepHo yeenuuenue pazmepos neueHu, HeOOHOPOOHOCMb ee
cmpykmypbl (ocobenno y nayuenmos ¢ oegpekmamu OTC, ASS, ASL, u ARG1 u HHH cunopomom). Hzmenenus

€O CMOPOHYBL OpY2UX OP2AHO8 OPIOWHOU NOJIOCMU He XAPAKMEPHDL.

Pexomenayercss mnpoBEAEHUE YIBTPA3BYKOBOIO MCCIEAOBAaHUS MMOYEK NAlNHUEHTaM C KIWHUYECKUMH
npusHakamu HIIM ¢ 1uenpt0 yTOYHEHHS CTENEHW BBIPAXKEHHOCTH MOJMOPraHHOW HEAOCTATOYHOCTH U

nuddepeHInaTbHON TUarHOCTUKY C IPYTUMH HacjaeICTBEHHbIMU 3a0oeBaHusIMU [69].

17



PexomengoBaHa namueHTaM ¢ Kinandeckumu npusnakamu HIIM no nokazanusim DK, sxokapanorpadust
C LENpI0 OIEHKH MOPGOPYHKIIMOHATBHOIO COCTOSHUSI CepAlla, YTOYHEHHs] CTENEHU BBIPAKEHHOCTH
MOJIMOPTAaHHOW HEIOCTATOYHOCTH M AUQPPEpEeHINATHPHOW IUAarHOCTUKUA C JPYTUMH HACJIEICTBEHHBIMU

3abosieBanusimMu [4,7].

Pexomenayercst nmpoenenue nanuentam ¢ HIIM neipoconorpaduu ¢ gommieporpadueii 11 MarHOCTUKHA

crenenu Hapyirenuii [{THC, BeIsBIIcHHs OT€Ka rojoBHOro Mo3ra [4,7].

PexomeHnayercsi  TpoBeICHHME  KOMITBIOTEpHOW  anekTposHuedanorpabun  (KO3I) wu  KDOOI-
BUJICOMOHUTOpHHTA narenTam ¢ HIIM npu Hamuumu HEBPOJIOTMYECKOW CHMITOMATHKH JUISI BBISIBICHUS

AMUJICTITHYECKON aKTUBHOCTH [69].

2.5 UHble THATHOCTHYECKHE MCCIAeT0BAHUS

PexomMeHnayercs yuacTue B IMarHOCTUKE U BeJleHUH nauneHToB ¢ HIIM MynpTHIHCHUIIIIMHAPHON KOMaH bl
CHEIHAIMCTOB B BHUJLy TOrO, YTO 3a00JeBaHHE XapaKTEPHU3yeTCs MOPAKEHUEM MHOTHUX OPraHOB U CHCTEM,
TpeOyeT KOMIUIEKCHON Tepamuu, 4YTO JAUKTYeT HEOOXOAMMOCTh COBMECTHOTO BEICHHUS TMallleHTa

CTIEMANMCTAMH PAa3HBIX IPOQHIIei

KomMMeHTapuii: nokazanvl 6 3asucumocmu om KIUHUUECKUX RPOAGICHUI NEpeUYHble U NOBMOPHBLE
KOHCYIbMAyuu  6paya-eeHemuKa, 8pava-ohmaiomonoed, 6pava-Heeponoed, 6pai-ouemonosd, 6paia-
CYypO0I02a-0MOPUHONAPUHSO0N02A,  BPAYA-2ACPOIHMEPONO2d,  BPAYA-IHOOKPUHOI02a/8PAUA-0emMCKO20
9HOOKPUHOI024, spaua-kapouonozalepaua-oemcko2o Kapouonoeaa, epaua-negponoea, epaua-
neouampa/épava-mepanesma/épaia obwel npakmuku (cemetiHo2o epaya), 8pava-HeoHamono2d, epayd-
AHeCme3UuoI02a-peanumamonoad, epaia-gusuomepanesma, 6pava no JaeuedOHoU @GuU3KyIbmype, 6paya-
neuxuampa, MeOUYyUHCKo20 NCUxono2d, a makxdce epadell opyeux cneyuaivhocmetl nayuenmam ¢ HIIM,
UMEIOWUM HAPYUWeHUs. (DYHKYUL COOMBEMCMBYIOWUX OP2AHO8 U CUCTEM.

Ilpumeuanue: spau odweli npakmuxu (cemelnvlll 6pay) 6 OMHOULEHUU NAYUECHMOB8 OenCK0o20 803PAcma
O0JIDICEH UL HA NEPBUHHOM 3Mane OCywecmsunms Mapupymu3ayuro (Hanpasiernue) Kk epavy-neouampy,
ocywecmensams  OKa3anue MeOUYUHCKOU NOMOwU OemsiM 6 aMOVIAMOPHLIX YCA08USX NO  OCMPbIM
3abonesanusm» / «oKazawue MeOUYUHCKOU NOMOWU OemsM 6 AMOYIAMOPHBLIX YCI08USX NO OCMPbIM
3a601e6anusM, Oucnancepnoe HabwOeHue 3a Oemvmu 1 200a dHCU3HU U OeMbMU C XPOHUYECKUMU
3a001e8AHUAMUY,; NPU BO3HUKHOBEHUU NOMPEOHOCMU — OKA3aMb MeOUYUHCKYI0 NOMOWb 8 HEOMJIONCHOU U
IKCMPEHHOU (hOPMAX 8 YCIOBUAX OMCYMCMEUS PAYA-NEOUAMPA 68 NEPBUUHOM 36eHe (Ha dmane nepeudHol

MeOUKO-CAHUMAPHOU MEOUYUHCKOU NOMOUU)

2.6 IluddepennuanbHasg IMArHOCTHKA

'unepammoHueMuss — ocHOBHOM s1abopaTopHblid npusHak HIIM — HaGmromaercs npu psiae Apyrux
MaTOJIOTUYECKUX COCTOSHMM, IPU KOTOPBIX YBEJIMYMUBACTCS IPOLYKLHS MOHOB aMMOHUS U CHMXKAETCS €r0

JACTOKCHUKaIIUs. K stam COCTOSIHUAM, COIIPOBOXIAAOMIUMCHA BTOpH‘IHOﬁ FHHGpaMMOHHeMHeﬁ, MMpeKKAC BCCro,
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OTHOCATCS: HHPEKINH (CETICHC) Y HOBOPOXKACHHBIX, TsHKENas achUKCHS TIPH POKICHUH, HETIOTHOE 3aKPBITHE
(deTanbHBIX KOMMYHHUKAIMA KPOBOOOpAIICHHUS, BPOXKIACHHBIC TIIOPOKH CEPAlA, COMPOBOXKIAOIIAECS
CeplleqHOf/'I HEOOCTAaTOYHOCTBIO, 32001€BaHUI U aHOMAJIHUU Pa3BUTHA NICUCHU,; BHCIICUCHOYHAA MMOPTAJIbHAA
THNEPTEH3Us, TSDKENBIE  JKEIyJAOYHO-KHILIEYHBIE HApyILIeHUs; MOOOYHOE JEHCTBHE  HEKOTOPBIX
JICKQpCTBEHHBIX TIpENapaToB; OTPaBICHHS TOKCMHAMM, HACICICTBEHHbIC OOJIC3HHM OOMEHa BEIIECTB,

CBsI3aHHBIC C eheKTaMu 0OMEHa aMHHOKHUCIIOT, OPraHUYECKUX KUCIIOT U IPYruX coequnenuii [29,30,31].
Tunepammonuemusi y HO8OPOIHCOEHHBIX

HIIM B GONBbIIMHCTBE Ciy4aeB MaHU(PECTUPYIOT B PAHHEM HEOHATAIbHOM IIEPHO/IE, YTO OIIPEIENIIET 0CO0YI0
BaXHOCTh JU(QepeHnanbHON JUarHOCTUKN Y HOBOPOXKICHHbIX. B HEOHaTalbHOM IepuoJie MOBBIIIEHHBIN

YPOBCHb aMMHAKa B KPOBU MOKECT OBITH CBA3aH CO MHOTHMU IIpUYruHaMHU.

HauGonee dacTto mepBBIM JUArHO30M y TAIMEHTOB ¢ paHHUM jaebrorom HIIM sBnsieTcss HeOHATaabHBIN
CEIICHUC, B CBSI3M CO CXOJICTBOM KIMHUYECKOW KAPTHHBI. YPOBEHb aMMHaKa B KPOBHU IPU HEOHATAJIbLHOM
CEelncuce, KaK IpaBUIO, HOPMaJbHBIM, TOrJa KaKk OTMEYAeTCs BBICOKMH YpOBEHb MapKEpPOB CUCTEMHOMN
BocnanutenbHoi peakuuu (CPB, IIKT u ap), uto cnyxut auddepeHunanbHO-AMarHOCTUYECKUM KPUTEPHEM.
B T0 xe Bpewms, mpu cemncuce BTOPUYHAS TUIIEPAMMOHUEMHS MOXXET HAOJIOAAThCS y HEAOHOIICHHBIX
(HEe3pebIX) HOBOPOKICHHBIX, OCOOEHHO B ClIy4ae MOPAKECHUsS TIEYCHH, PA3BUTHS TTOYEUHON WUITH CEepACUHON
HEJOCTATOYHOCTH. JIOMOJHUTENBHBIM TPUITEPOM T'MIEPAMMOHHEMHUHU CIIYXKUT HPOBOJMMAs Tepamus:
MAPEHTEPAIIBHOE MMUTAHUE C IOBBIIICHHBIM BBEICHUE aMHUHOKHUCIOTHBIX CMECEH, Ha3HAYEHHUE IPENapaToB

BaJIbIIPOEBOM KUCIIOTHI, KapOaMazenuHa™™, TiunuHa.

TDaHSI/ITODHaﬂ TUNCPAMMOHHUEMHA HOBOPOXKJIACHHBIX — BCTPCUACTCA MPEHUMYIICCTBECHHO Y HeTeﬁ C OYCHb

HU3KOH (MeHee 1,5 KI) M 3KCTpeMalbHO HU3KOHM (MeHee 1 Kr) maccoil Tena MpH pOXKJIEHHH, BCIIEACTBUE
HE3pesoCcTH (EPMEHTHBIX CUCTEM ME4YeHH, (DYHKIUMOHUPYIOMUX (eTaabHbIX KOMMYHUKALUH U APYTUX
npudrH. OTIMYUTENBHONH OCOOEHHOCTBIO SIBJISIETCS MOSIBIEHHWE KIMHMYECKUX CHUMIITOMOB cpa3y Iociie
poxxaeHus. Toraa Kak Npu BpOKIEHHBIX META0OINYECKUX HAPYIICHUSIX OTMEYAETCsl CBETJIbII IPOMEKYTOK B
COCTOSIHUU peOCHKa B TEUEHNE HECKOJIbKUX YaCOB MJIM JTHEH OT MOMEHTa POXKJEHHS /10 MOSIBICHHS MEPBBIX
CUMITOMOB. | n"IiepaMMOHUEMUSI HOCUT BPEMEHHBIN XapakTep, HE CONMPOBOKIAACTC U3MEHEHUEM COAEPKAHU

AMHWHOKHUCIIOT B KPOBHU.

Tsoxenas aC(i)I/IKCI/ISI Oopu PpOXACHHUU HCPEAKO  COIMMPOBOXAACTCA  Pa3BUTHEM THUIICPAMMOHHUCMHU.
I'unokcuyeckuit CTpPECC YCKOPACT KaTaOOoJIM3M U 3aITyCKacT KaCKal OMOXMMUYECKUX pealcunﬁ, MMPUBOAATINUX
K IIOBBILICHHOMY O6pa30BaHI/IIO amMMHaka. Takum 06p8.30M, y HGTCP'I, NEpCHCCIINX aC(bI/IKCI/IIO, Pa3BUBACTCA HC
TOJIBKO THIIOKCHYECKas THOEIb KJIETOK I'OJIOBHOTO MO3ra, HO 1 pUCK TOKCHKO-METa00JIMIECKOTO MOpaAXKCHUA

HEHWPOHOB.

BposkneHnHas BHyTpuyTpoOHas HHQEKIIUs, B YaCTHOCTH 00YyCIIOBJIICHHAS BUPYCaMH CEMEICTBA Tepriec, MOKET

COIMPOBOXKIATbCA FHHepaMMOHHeMHCfI BCJICACTBHEC BOBJICUCHUS IICUCHHU.
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[lopaxxeHHe MeYEHH — TeNaTUT, aTPe3us KETIHBIX IyTeH U IpyrHe.

Hacnencreennbie 6onesnn oOmena BemectB (HBO) — cocraBisitor Oonblnyto TPymnmy TeHETHYECKH

JETEPMUHUPOBAHHBIX 3a00JICBaHMIA, CBSI3aHHBIX C HAPYIICHUEM Pa3HBIX BUIOB MeTabonn3ma. Kimauueckas
CUMIITOMaTUKa BO MHOrom cxoaHa ¢ npossiaeHusMu HIIM. Pa3BuBaromasicas npu 3THX COCTOSIHUSX
rurnepaMMoHreMHUst 00yCIIOBJICHA HAPYIIEHUIMUA OOMEHa aMUHOKHUCIIOT U OPraHUYeCKUX KUCIIOT, BTOPUYHBIM
MHTHOMpOBaHHEM (PEPMEHTOB IIMKJIa CHHTE3a MOYEBUHBI, TSKEJIBIM OPAKEHUEM ITeYEHH. Y HOBOPOXKIEHHBIX
NeOITHPYIOT OPTAaHUYECKUE alluIeMUn (METHIMATIOHOBAS, TIPOTTMOHOBAS, H30BAIEPUAHOBAS, 3-THIPOKCH-3-
METWITITyTapoBasi aluaeMuH, OO0JIe3Hh KJICHOBOTO CHpOINa W Jp.), TajakTo3eMmus, paHHsIs (opma
TUPO3UHEMHH THUIl |, MHUTOXOHApUAIbHBIC HHIE(AIOrenaTonaTu, MUTOXOHJIpHAJbHbIE 3a00JeBaHMUs,
oOyCJIOBJICHHBIE HapylieHHeM OOMeHa mnupyBara, paHHHE ¢GOpMbl ACPEKTOB [-OKUCIEHUSA, ACHHUIIUAT
KapOOaHTHIpa3bl, CHHIPOM TUIICPUHCYIMHU3MA-TUTICPAMMOHUEMHH, 00JIC3HH HAPYIIICHUST CHHTE3a JKEITIHBIX
kuciaot [33,34]. Ilepeuens u ocHoBHBIE TabopaTtopHbie mpuzHaku HBO, conpoBoxxnaromuxcs BTopuuHoi ['A,
npenacrasiensl B [Ipunoxenue '3, ['4 ['unepammonuemus y demeti 601ee cmapuie2o 803pacma u 'y 63p0ociivix

B mocrHeoHaTanrHOM nepuoac B KadCCTBC IMPHUYMHBI BTOpH‘IHOfI 'A BBIACIAIOT P IIATOJOTMYCCKHMX

COCTOSIHMM HEHACJIEJACTBEHHOW IMPHUPOIbI, MPOTEKAIOIIMX C OCTPON MEYECHOUYHON HEIO0CTATOYHOCTHIO W/WIIN

HM3MCHCHHBIM OCJIKOBBIM MeTa6OJ'II/13MOM, a TaK¥KC Ipu FI/IHepKaTa6OJII/I‘-IeCKI/IX COCTOSHUAX:

BbICOKas O€JIKOBasl Harpy3ka

- BBIp@XEHHBIN AeULUT MOCTyIIIeHHs Oenka

- DIUJIENTHYECKNE IPUCTYTIBI

- TpaBMa M 0XOTH

- JKEIYJOYHO-KHIIIEYHbIE KPOBOTECUECHHUS

- MPOTEHHBIN U KiIeOCHeNIe3HbIH JUCON03 U reHepaTn30BaHHas HHPEKIUs
- BHpYC- acconupoBanHas ['A (B TOM 4ucie ¢ pa3BUTHEM CHHIpoma Peiie)
- T'A, Bo3HHKaromas nocie GU3NIEeCKoil Harpy3Ku

- HEKOTOpbIE OHKOJIOTMYECKHE 3a00JIeBaHUs

- IIpHEM JIEKapCTBEHHBIX IIPENapaToB, IPOBOLMpPYOMUX ['A:

LUTOCTAaTUKU (0COOEHHO HUKI0hochamua™*)

CaJINLIUJIaThI

BaJIbIIPOEBasi KUCIIOTa*™

KapOamazenuH**

KOPTHKOCTEPOUHBIE TOPMOHBI

IreImaTOTOKCUYHBIC TPpCIIapaThl

VY neTeii paHHEro W CTapiiero Bospacra Bo3mokeH aebror HBO, conpoBoskmaronmxcs Bropudroi [A [35]

(ITpunoxxerne I'S). Jlns ycTaHOBIACHHS JMarHO3a MCIIOJIB3YETCS KOMILICKC JabOpaTOPHBIX METOJIOB:
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OIpPEACICHUEC KMCIIOTHO-OCHOBHOI'O COCTOSAHU A, YPOBHA I'NNIFOKO3bI, ICYCHOYHBIX TPaHCaMHWHa3, aMUHOKHUCIIOT,
OPraHM4Y€CKUX KUCIIOT, alUJIKAPHUTHHOB B KpOBI/I/MO‘Ie u ap. I[J'IH MOATBCPKACHUA JUAarHo3a OCymeCTBIAIOT
MOJICKYJISIPHO-TCHCTUYCCKUEC UCCIICAOBAHU . YcranopieHHE AUarHO3a UMEET OCHOBOIIOJIAraollee 3HAUCHHUE

AJI OMMPEACTICHUS TAKTUKU MMATOTCHCTUYCCKOTO JICUCHUSA U MCANKO-TCHETUYCCKOI'0O KOHCYJIbTUPOBAHU .

3. JleueHue, BKJIOYAsI MeIMKAMEHTO3HYI0 U HEMeTUKAMEHTO3HYI0 TepaInuu,
AHETOTEpPanuIo, 00e300,JUBaHUe, MeIMIIMHCKHE TOKA3aHNsI U IPOTHUBONOKA3AHUS K
NPUMEHEeHUI0 METO/10B JieUeHusI

3.1 KoncepBaTuBHOE JieUeHHE

Takmuka neyeHuss 80 MHO20M onpeodensemcs hopmou 3a601e8aHus (OCMpas U XPOHUUECKds), yPOSHeM
AMMOHUSL 8 KPOBU U NEPBUUHBIM OUOXUMUYECKUM OepeKmoM.
L]envio koHcepsamugHozo neuenus nayuenmos ¢ HLIM saensiemcs npogunakmuka sunepammonuemuu
u obecneueHue HOpMaibHO20 pazsumus nayuenma 4, 7].
Bce nayuenmei, y komopuix ouaznocmuposanvt HLIM 0onscrbl 6bims obecneuenvt aMmMOHUMempamu.
Ipumensiomes cnedyoujue no0Xo0vl K mepanuu:
® Hu3KobenKkosas ouema (ocpaHuyeHue YposHs NOCMynawuie2o 6eixa 00 MUHUMATbHO 0e30NacH020)
[36,37,38].
® gBedeHUe He3AMEHUMbBIX AMUHOKUCTIOM, BUMAMUHO8 U MUHEPATbHbIX seujecms [4,7].
® Ha3HAYeHUe NeKAPCMBEHHbIX NPenapamos, CeA3bl8AOWUX AMMOHUL U 8bIBOOAUUX €20 U3 OP2AHUIMA
[4,7].
® 6 OMOENbHLIX CYUAAX — MpaHcnaaHmayus nevenu [4,7].
®  2eMOOUANU3 U/UNU NEPUMOHEATIbHBII OUATU3
Cpa3sy nocne nocmanoexu ouaenosza HIIM, neobxooumo oyenumv cocmosinue pebeHKa u onpeoenums
Hanuuue npuznaxog ocmpoiui I'A.
B cnyyae ecnu yposenv ammonusi ne npesviwaem 200 mxM  (hem npuznaxos memaboIuueckou
OdeKomnencayuu), credyem Hauams mepanuio, CO21AcHo NyHKkmy 3.2.
Ipu nanuuuu npuznarxos ocmpotui I'A, yposne ammonus eviuie 200 mxM neuenue 00#CHO NPOBOOUMBCA,

coenacHo nynkmy 3.3

3.2 Jleuenune HIIM BHe nepnoaa ocTpoii runepaMMOHHEMUH

Husko0eaxoBast 1uera

[Taruentam ¢ HIIM pexkoMeH/10BaHO HazHAYCHHE HU3KOOETKOBOM AUETHI ISl CHUYKEHUS YPOBHSI aMMOHHUS.
be3onacHeie MUHUMAaNTbHBIE YPOBHU YIIOTPEOIeHUs O€JIKa ¢ pacueToM JAUeThl puBeacHBI B [Ipunoxenuu [6-
I'9[4,7, 39- 42].

Kommenrapmii: necvomps na neobxooumocmsv ozcpaHuyeHuss NOCMynJeHus ¢ nuwjeti Oeika, nayueHm

ooicen nojqyyamo Heo6x06uMy10 no eos3pacmy 9HepcemudecKyio nompe6Hocmb, He3dAMEHUMble
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amuHoxuciomol 00dicHul cocmasnams 20-30% om obwe2o konuuecmsea NOmMpeoOAAeMbIX AMUHOKUCION,
BUMAMUHDI.
s obecneyenus adek8amuoul 3HepeonoOmpedHOCmU, B03MOICHO 000OasIeHUe K nuue Y2ie800HbIX 000ABOK
(nanpumep, manbmooexcmput), Hcupos. Ilpu HeBO3MONCHOCMU KOPMAEHUs Yepe3 pom  MOodicem
nompebosamucsi SHmepanvrHoe numarue (4epes 30H0 Uil CMomy), KOMopoe NPUMEHSIEMCS NPU.:

1) mHecnocobnHocmu cocamv unu 2nomams, 00YCIOBIEHHOU HEBPOIOCUYECKUM HAPYUEHUeM UlU

BbIPAINCEHHHOU 3A0EPHCKOU PA3BUMUSL;

2) cunvHou pgome, peuioKkce uiu pEOMHbLIX NO3bIEAX,

3) naoxom annemume u/uiu omkaze om eovl, 000aB0K ¢ HezameHumvlx amunokuciom (EAA) unu

JIeKapCmMEeHHbIX NPenapamos;

4) HeobX00UMOCIU HEOMIONCHOU MEPANUU NPU UHMEPKYPPEHMHbIX 3A001e8aAHUSIX.

Ilpu ocmpuix 2nuzo0ax 68edeHue HA302ACMPATLHO20 30HOA MOdcem 00je2uums nepexoo om

napeHmepanrbHO20 NUMAHUS K IHMEPANIbHOM)Y.
Ecnu cywecmeyem nompebrocms 6 npooonscumenbHoM 30HO080M KOPMIEHUU, PeKOMEHOYemc st NOCHAHO8KA
eacmpocmompwl. IIpu omcymcemeuu HapyweHuil 210mameibHo20 peghiexkca, 60 uzbedxcanue NPUBbIKAHUS K
30HO0080MY NUMAHUIO UU NUMAHUIO Yepe3 CIMOMY, He0OX00UMO OCYWeCMEAmMb NEPOPATIbHOE 86e0eHUe NULYU
u orcuoxocmei. Ilammepr 30H008020 KopmaeHus (OONIOCHOe 68edeHUe, NPOOOINCUMENbHOE BBEOeHUeE,
OHeBHOe U HOYHOE) 3a8UCUN 0N NEPEHOCUMOCTIU NPedla2aemMo20 NUMAHUS, A MAKICe eHCeOHEBHO20 PedcUMa
nayuenma [39,40,41, 42].
Takorce crnedyem yuumuleams 0COOEHHOCMU PU3ULECKOU AKMUBHOCU PebeHKA C Yelblo NPedomaepauyeHus.
HeO00CmamoyHo20 NOCMYNIeHUs KUIoKaiopuil. [luemy HeoOX00uMO pe2ylsapHO KOppeKkmuposams Ha
npomsidcenuy 8ce2o demckozo gospacma. Ilayuenmol 00NCHBL OLIMB 0CEEOOMIIEHbI, YMO, UCKIIOYAs CYYaAU
MPAHCAAAHMAYUYU NeYeHU, um 0Oyoem HeoOX00UMAa NONCUSHEHHAS. HU3KOOeNK08as Oouema U peyispHvle
OYEeHKU NUMAHUSL.
Oepanuuenue 6enxka HUdx*Ce MUHUMANLHO20 OE30NACHO20 YPOBHS MOJCEM OMPUYAMETLHO NOBIUAMb HA POC
pebenka u npueecmu K akmusayuy NPoyYeccos pacnaoa coocmeeHHvix 0enKos.

Ilepuoowvt bepemennocmu u xopmaenuss npu HIIM mpebyrom cneyuanvno2o nooxooa xk nuUmMaHuro,
Henb3sl donyckamov deuyum Oenka, a maxdce mpedyemcs npucmaibHoe HabarwoeHue 3a MemadoIudecKum
CMamycom, 0cobenHo npu pooax u 6 meveHue nAmu OHell Nocie HuX, 01 00ecnedeHus C80e8pPeMeHHO20
PACNO3HABAHUA U IeYeHUS 2UNEPAMMOHUEMUL.

PexomengoBano nmanventam ¢ HLIM mipu BbIAIBIEHHM CHUKEHUS YPOBHS LIUTPYJUIMHA B KPOBH Ha3HAYEHUE
L-iutpynnuHa B go3e 100-200Mr/Kr exxefHeBHO AJ1a IpeaoTBpameHus nedurmura [4,7].

Kommenrapmii: npu paoe degpexmos [{M nekomopvie amunokuciomsi cmanosamcs nesameHumvimu (L-
yumpyanun npu CPS1, OTC, HHH, L-Apeunun npu CPSI, OTC, ASSD, ASLD u HHH), no>momy
mpebyemcsi 00noaHuUmenbHas oomayusi OauHwvlx amuroxkuciom. Ha gone mepanuu neobxooumo 1 pas 6 3

MmecAaya KOoHmpoaupoeams ypO6eHb 000A61eHHbIX AMUHOKUCTIOM C Uejblo Koppekyuu 003bl.
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Cnedyem nomnumos, umo egedenue npenapama L-apeununa xaopuod 6HympueeHHo npomueonoKa3ano
npU HATUYUU MemabdoaIUuecKko2o ayuoosa.
PexomenioBano namentam ¢ HIIM, B ciaydae coxpaHsromeicsi, HECMOTpSI Ha OTpaHUYCHHE MTOTPEOICHUs
Oernka, TUIEpaMMOHUEMHH, Ha3HAUCHHUE MPETapaToB, CBA3BIBAIOIIMX aMMOHHH, C HEJbI0 YMEHBUICHUS €ro

KOHIICHTPAILlMU B KPOBH U CHIDKCHHS €r0 TOKcHuueckoro s¢dekra [4,7].

KommenTtapuii: Oonum uz 0ocHO8HBIX 8apUanmos MeOuKaMeHmo3HOU Mepanuu 2UNepamMMOoHUeMUY CLyHCUMN
HAa3HAYeHue NPenapamos, Cesa3vl8aroux aMMOHULL U 8b1800AUUX €20 8 8UOe HEMOKCUYHbIX Memaboiumos. K
MaKum npenapamam OMmMHOCUMCS Hampus OeHzoam, Hampus Genundbymupam, Hampus @eHurayemamn,
enuyepon enunbymupam, xapenromosas kucioma. Illpenapamvl mMocym HA3ZHAYAMBCA NEPOPATLHO U
BHYMPUBEHHO (HEKOmOopble U3 NepeducieHHblx), HA OAUMENbHbIU CPOK UAU MOAbKO 6 Caydae OCmpol
OdexomneHcayuu. B nacmosiuee apems HU 00uH U3 npenapamos He sape2ucmpuposan Ha meppumopuu P®.
Ho3zvl npenapamos npusedenvt 6 npunoxcenuu 1'10. Benzoam nampus modcem OblMb GbINUCAH NO

MHOMGMayaﬂbHOMy peuennty U U3coOmoeJjeH 6 anmeyHou opeaHuzayuu.

Ymobwvl uzbescamv MyKO3UmMa uiu 2acmpumad, nepopaibHble npenapamvl OeHzoama Hampus u
Hampus enundymupam (8 euoe 2pauyi, madiemox uiu Hepa3ze0eHHbIX HCUOKUX Npenapamos) ciedyem

NPUHUMAMb YembIpe - UWeCmb Pa3 6 OeHb ¢ DOLUUM KOIuYecmeom dcuokocmu [4,7,44-47].

3.3 Jleuenne HIIM npu ocTpoii runepaMMOHHEMHAN

PexomennoBana Bcem mamueHtam ¢ HIIM B ciydae MeTabonmdeckod —J1E€KOMITEHCAIUH/OCTPOH
TUTIEPAMMOHHEMUU TTOJTHAsI OTMEHA Oeika (MakCcuMyM Ha 48 4acoB) JIJIsi CHHPKEHUS! YPOBHSI aMMOHHSI B KPOBU
[4,7].

Kommenrtapuii: 6 ciyuae ocmpoti  eunepammoHuemuu, Ha GoHe ommeHbl Oeika Heobxoouma
gvicokokanoputinas (ne menee 110% om ¢huzuonocuueckou nompeoOHocmu 8 Hepeull) 8blCOKOY21e800HAs
Oouema/unghy3uoHnas mepanus 8bICOKONPOYSHMHbIMU pacmeopamu oexcmposvl™* (1-8 o/ke/cymku), npu
Heobxooumocmu ¢ 000asieHuemM UHCYIUHA.

PexomennoBano Bcem manueHtaM ¢ HIIM B mepwony meTaboNMYecKod —IeKOMITEHCAIMH/OCTPOn
TUIepaMMOHHEMHUH Ha3HA4YeHHE IPEnapaToB, CBS3BIBAIOIIMX aMMOHUU B KPOBH, C IENbIO CHIDKEHUS €ro
ypoBHs [4,7].

KommenTapuii: nauame 66edenue nekapcmeeHHbiX NPenapamos nep8ozo pod, YKaA3aHHbIX 8 NPUTOHCEHUSX
19 110.

IIpenapamul, ceazviearowue amMMOHULL 8 KpoGu - benzoam Hampus, Hampus Qenurayemam uiu HAmpus
Genunoymupam (PBA), enuyepon ¢henunoymupam a61s10mcsi OCHOBHbIMU NPENaApamamu, n0360aI0WUMU
cghopmuposame anbmepHamuHblil nyms memaodoausma 01 yoanrenus ammonus npu HIIM. [Ipenapamei 6

Hacmoswee 6pems Ha meppumopuu Poccuiickou @edepayuu He 3ape2ucmpupoéamnvl 6 Kauecmee
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J1eKapCcmeeHHblX cpedcme u mozcym OblMb HAZHAYEHbI MOALKO HA OCHOBAHUU peuLenus 6an€6H020
KOHCUUYyma no OIHCUSHEHHbIM NOKA3AHUAM, npu YCioeuu HNUCOMEHHO2O uH(i)OpMMpO@ClHHOZO coeiacus

3aKOHHBIX npedcmasumenell pebenka/nayuenma cmapute 15 nem.

benszoam nampus moocem Ovimov @vinucan no UHOUBUOYATLHOMY peyenmy U U320MmoeGleH 8 anmeyHol

opeanuzayuu.

Jleuenue yxazanHvlmu npenapamamu 00IH#CHO NPOBOOUMBCS CIMPO20 NOO KOHMPOLEM BUMANbHBIX (YHKYUI,
KI|C, ypoeus ammonus 6 kposu. Maxcumanvhvie edceOHeHble 003Uuposku benzoama nampus, PBA nampus
u L-apeununa ne oondichvl npegviuiame 12 2 0ns xasxicooz2o uz mpex npenapamosg. Ciredyem yuumvieams
NOMEHYUATbHYIO MOKCUYHOCHb NOBMOPHO20 OONIOCHO20 66€0€HUS WU 8bICOKUX 003 DeH30ama ulu Hampus
¢enunayemama.

Kapentomosas kucnoma s¢pgpexmusna npu NAGS u 011 nevenuss ocmpoui cunepammoHuemuu u npu
BMOPUUHBIX 2UNEPAMMOHUEMUSX, 6 MOM YUcle, MemUuIMAaioH080U, NPONUOHOBOU U U308AIEPUAHOBOT
ayuoypusx. Ilpenapam na meppumopuu P® ne 3apecucmpuposan u moxcem Oblmb HA3ZHAYEH MOIbKO HA
OCHOBAHUU peuleHUs 8paiebH020 KOHCUNUYMA NO IHCUSHEHHBIM HNOKA3AHUAM, NPU YCI08UU NUCLMEHHO20
UHDOPMUPOBAHHO20 CO2NACUS 3AKOHHBIX Npedcmasumenetl pebenka/nayuenma cmapute 15 nem.

Kogpaxmopuvr cmumynupyrouwue gpepmenmol yukia o0pazo6anus mo4eeuHsl
PexomennoBano nanueaTam ¢ HIIM B nmeproa MeTaboIM4ecKoi TeKOMITCHCAITUU
L- aprunun (kpome apruHMHEMH) B Kpuze rnpu ['A mo00il THOJIOTHH, B TOM YKCIE Ha 3Tare TUarHOCTUKU
710 TEHETUYECKOU BepuuKamu, A npeaoTBpamienus nedunura [4,7].

KommenTapuii: npu paoe oegexmos LIM nexomopwvie amunoxuciomsl cmanogamcs nezameHumvimu (L-
yumpynnun npu CPSI1, OTC, HHH, L-Apeunun npu CPSI, OTC, ASSD, ASLD u HHH), nosmomy
mpebyemcsi OONOIHUMENbHAS 00MAYUS OAHHBIX AMUHOKUCIOM.

Ipunoocenue 19, I'10. L-apeunue cuopoxnopuo (6lé na 10% oexcmpoze) 200-400 melke

3.4. Xupypruueckoe Je4eHue

Pexomenayercsi HayaTh MNPOJODKUTENBHYIO BEHO-BEHO3HYIO remopunsTpanuo (CVVHDF) y

HOBOPOKJICHHBIX U JeTel ¢ ypoBHeM aMMOHUS >500 UMONB/JI UM NPU MEHEE BBICOKMX 3HAUECHUSX, €CIIU

HaOII0/1aeTCs HEIOCTATOYHBIN OTBET HA TEPANEBTUYECKOE JIeUeHUe CITycTs 4 yaca (BpeMs, He00X0auMoe AJis
MOJITOTOBKH JIMaJii3a, BKII0Yask COCyIUCThIN noctyn) [4,7,48-51].

KommenTapuu: Bwibop Ouanuza uacmuyuo onpeoensiemcsi 803MONCHOCHAMU MECMHbIX KIUHUK, XOMms
2eMO0UANU3 Y HOBOPOICOECHHBIX CONPINCEH CO CLONCHOCISMU U OOJIHCEH NPOBOOUMBCS MOAbKO ONbIMHbIMU
cneyuanucmamu, a nepumoHeaIbHblll OUAIU3 HAMHO20 YCmynaem Opyeum mMemooam no s¢hgexmusnocmu

[4,7,48,49,50].

24



YV noeopooicoennvix u demetl ¢ cunepammonuemuell NOKa3aHuem K npoeeoeHuo Oudiu3a AeJsaomcs
3HaueHus amMmoHusi 8 Kposu oonee 500 pumonv/1, OO omcymcmeue omeema cnycms yemolpe 4aca nocie
Hauana mepanesmuyecko2o nevenus [4,7,48-51].

T'emoouanusz omnocumcs Kk KpamkoCpOYHbIM Npoyedypam u obecneyusaem Hauboaee 8biCOKULL 06vem
8bIBEOCHUSL AMMOHUS, HO ) HEKOMOPbIX NAYUEHMO8 omMmeyaemcs peskoe o0b6ocmpeHue nocie e20
npekpawjeHus. Yuumvieas uacmoele mMeXHUYecKue U 2eMOOUHAMUUECKUE OCIIONCHEHUS, C6A3aHHble C
npogedenuem HD y demetl nepgoeo 200a scusnu, CVVH moocem 6vims Oonee sppexmusna npu evigedeHuu
ammonust y Hogopodicoennvix. CVVHDF — npoodoadxcumenvHas npoyeoypa, 00ecneyusarowds OmaudHblil
KIUPEeHC AaMMOHUSA - KAK NpAulo, XOPOWO NepeHOCUMCs MAAOeHyamu, OJisi KOMOPbIX A6IAemcs
npeonoymumenbHbiM MemoooM OUAIU3A.

PexkoMenyeTcsi y B3pOCIBIX C OCTPOIl IEKOMIIEHCAIMEH, €CIH YPOBEHb aMMOHUs nipeBbimaet 200 UMois/i,
B Ka4yeCTBE TEpaluy TEepPBOTO Psjla pacCCMAaTPUBATh TEMOIUAIN3 WM TPOJOJIKUTEIBHYI0 BEHO-BEHO3HYIO
reMo(UIbTPALIUIO IO MPUYNHE IUPOKON JOCTYITHOCTHA M HU3KOT'O PUCKA, TAXKE €CIIU B AUArHO3€ CYIIECTBYIOT
comuenus. [4,7,48-51]. KommenTapuu: yuumsigeas meHoeHyuio K passumuro y 63pociblx
nayuenmos GHYMpU4epenHou UnepmeH3uu U OmeKa 20J108HO20 MO32d NpU SUNEPAMMOHUEMUU, OUATU3
cnedyem HaAYUHamov KaK MOJNCHO pambuie, 0axce 00 nepesooa 8 CReyuanu3uposannslili yenmp. Tem ne menee,
NPUHUMAsL peuieHue O ouanuze, cledyem Y4umvléamsv KAK HATUYUE BO3ZMONCHBIX CONYMCMBYIOUUX
HapyuwieHutl, max u 00CMynHOCMb, U NePEeHOCUMOCTb JIeKaAPCMEEHHbIX NPEnapamos.

Pexkomenayercsi Ipu OCTPOl TMHIIEPAMMOHUEMHUYECKON JIEKOMITEHCAIIMU Y B3POCIBIX B KaU€CTBE TEpaIuu
MEPBOTO psjia pacCMaTPUBaATh SKCTPAKOPIIOPATIbHYIO JeToKcHuKanuio [4,7,48-51].

Pexomenayercsi TpaHCIUTAaHTAIMsl TEUEHHU MAallM€HTaM B JIOOOM BO3pacTe, MPU OTCYTCTBHHM KOPPEKIIUU
YpOBHE#H a30Ta 1 aMMOHHs Ha (pOHE MPOBOANMOIT KOHCEepBaTHBHOU Tepanuu [4,7,52-61].

KommenTapmii: [loxazanus: Bospacm cmapwe 3 mecayes uw/unu macca mena 6onee 5 Ke, HOCKOIbKY )
nayuenmos, He OOCMULWUX IMO20 803paAcma U 6ecd, ONUCAH BbICOKULL PUCK OCIONCHEHUU U HU3KAA
gvlocusaemMocms. B uodeanvHom ciayuae Onsi docmudiceHusi Haubonee O1A20NPUAMHBIX HEeBPOJIO2UYECKUX
UCX0008 onepayus O0ANCHA NPOBOOUMBCSL HA NEPEOM 200Y HCUZHU. B omoenbHbIX cyuasx mpancniaumayus
Modicem ObIMb OMI0JHCEHA, UHO20A 0adce 00 NOOPOocmKo8o2o 8o3pacma. Y oesouex ¢ OTC kaunuueckue
CUMNMOMbL NPOAGIAIOMCA, KAk npasuno, & eospacme om 0 oo 2 nem. Ilpu ceoespemennom HasHayenuu
mepanuu yoaemcs 0ocmuyb cmadunuzayuu cocmoanus. OOHaKo 6mopoul NuUK 1emaibHOCMuU Y dMou 2pynnvl
nayueHmos ommeyaemcs 6 gospacme 12—15 nem, nosmomy 0na HUX moodce ciedyem paccmMampusams
803MONCHOCIb MPAHCHIAHMAYULU.

B uoeane mpancnnianmayuio neuenu cnedyem npoooums 00 pazeumusi HeOOPAMUMO20 HE8POJIO2ULECKO20
no8pedNcOeHUs. /Ul NOBMOPHO20 KpuU3a, dHceramenvho, 8 nepuoo ¢ 3 no 12 mecay scuznu. Bosmoscnocmo
onepayuu MOXCHO paccmampugams 05l 6cex nayuenmos (3a uckuouenuem ciayiaee NAGSD) ¢ mascenvim

HeoHamanvHeiM 0edromom. OHa maxxce nokazana nayuermam ¢ npoecpeccupyrouum 3abonesanuem neyenu
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(nanp., ASLD), npu peyudusupyrouweii memabdoIueckol O0eKOMNEeHCaAyuu, 20CNUMAatu3ayusx Ha @oue
KOHCEpBamuHo20 Jiedenus, @ MaKxice npu nioxom kavecmee sxcusnu [4,7,52-61].

IIposedenue mpancnianmayuu nevenu nokasano npu ecex HIIM, 3a uckniouenuem NAGS u cunopoma HHH,
a makdce npu cpyoviX NOPANCEHUAX 207108HO20 MOo32a . JlaHHbLU 6U0 JeyeHuUss NO380JsAen OMMEHUMb
HU3KO0ENKo8YI0 Ouemy U pe2yiapHblll npuem aKmueamopos albmMepHAMUSHLIX Nymel O0emoKCUKAYUU,
CHUXMICaem puck nosmopuvlx Kpu3os. (OoHnaxo He 6nusem Ha cgopmuposasuiuecsi 6 xode 0OO0ne3HU
Hegponocuyeckue  Hapywienus.  Ilocne  mpauncnaanmayuu — nedewu  nayuewmam — HeobXxooumbvl
UMMYHOCYRpeCcCU8Has mepanus u 00120cpouHoe HabarodeHue. Bulocusaemocms nocie mpancnianmayuu npu
OTC u y nayuenmog 6e3 HLM ne paznuuaemca u cocmasnsem npubauzumenvro 95% na nepgom 200y u 90%
- cnycms nsaimoe Jem 6 OOWUPHLIX NeOUamMPUUecKUux npocpammax no nepecaoxe nedeHu ¢ «XOpOoulumy uiu
COMIUYHBIMY (CO2NACHO OM3bI8AM NAYUEHMO8) KA4ecmeom dcusnu cnycms 6—12 mecayes nocie onepayuu.
Taxkum obpasom, mpaHcnianmayusi neyeHu noKAa3ana nayuenmam ¢ msasxcenvim mevenuem HIIM, yvacmuvimu
Kpuzamu, u obecneuusaem 6ojiee 8bICOKOE KA4eCmao HCU3HU, YemM KOHCep8amugHoe nedenue.

B ceésa3u ¢ svicokum puckom, yenecoobpaznocms npogeodeHuss IKCMPeHHOU MPAancHAaHmMayuy npu ocmpou
SHYyegharonamuu u/unu OCmpol Ne4eHOYHOU HeOOCMAMOYHOCMU OO0NNCHA 00CYHCOAmMbCs 6 KAHCOOM
KOHKPEeMHOM Clyyae.

Ilepecaoka Oonetl newenu om JHcUBbIX POOCHBEHHUKOB NO360JIAEN YMEHbUUMb 8PEMsL 0HCUOAHUSL U Odem
pe3yibmampl, CpAGHUMbLE C Pe3YIbMaAmamu. npu nepecaoxe mpynHo2o opeana, Xoms u C8A3aHa ¢ HeboIbLUUM
puckom 0151 00Hopos. I'emeposucomnocmov no 3a601€8aHUI0 Y HCUBO20 OOHOPA He NPeOCMAsisiem npooIembl,
3a UCKIOYeHuem cayuaes, koeoa peuvb udem o nayuenmxkax c¢ OTC, xomsa beccumnmommusie OTC-
2emepo3ucomvl YCneuHo CmaHossames OoHopamu. Pewenue omunocumenvHo onpasoanHocmu nposedenus
nepecaoku HneyeHu OOINCHO NPUHUMAMBCS C YY4emoM SMUYEeCKUX dcCneKkmos8 KOHKPemHO20 Cyuas, 6
YacmHOCmU, Ko20a y pebeHKa yoce npucymcmeyem uHeaIuoHoCmy, Ul ecliu NIaHUpyemcs nepecaoxa om
JHCUB020 OOHOPA.

Hee popmel - NAGSD u HHH cunopom - a6naiomces npomueonokasanuem K mpanchianmayuu neyeHu.

4. MeauuMHCKAsl peaduaIuTALMS U CAHATOPHO-KYPOPTHOE JieYeHne, MeIUIHHCKUe
MOKAa3aHMUS U MPOTUBONOKA3AHUA K IPUMEHECHUIO METOA0B MEAULIMHCKOM
peadHIUTAIIM, B TOM YHCJIe OCHOBAHHBIX HA MCIO0JIb30BAHUM NPUPOIHBIX Je4eOHbIX
(¢axropos

THayuenmam ¢ HIIM npu memabonuueckoll KoMReHCayuu peKoMeHO08AHO NPosedeHUe peadurumayuOHHbIX
Meponpuamuil, HanpagieHHvlx Ha nooodepiicanue Gyukyuu L[HC, 6 coomeemcmeuu c KIUHUYECKUMU
PEeKOMeHOayuaMu o peaduIumayul NayueHmos ¢ 0emcKuUM YepeopatbHblM NApaiuiom 8 3a8UCUMOCU Om
chopmuposasuiecocs HegpoLo2UUecK020 depuyuma.

Peabunumayuonnvie Kypcol (Maccadxc MeOUyuHCKull, JjaededHas uskyremypa, usuonpoyedyput)

JHcesiamenbHoO NPo8oOUMb 8 YCI08UAX OHEBHO20 CIMayuoHapa ¢ yacmomotl 3-4 paza 6 200.
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Meouyunckuii (neuebmnwviii) maccaxc — 3mo mMemoo aedeHus u NpopuUIaKmuKY, npedcmasiaowull coootl
COBOKYNHOCHb NPUEMOE 003UPOBAHHO20 MEXAHUYECKO20 8030€UCMBUsL HA PA3IUuiHble Y4aCmKU NO8EPXHOCTU
mena nayuenma, npouzsooumbsle pykamu maccasxcucma. Maccaswe ycunueaem obmeHHble npoyeccyl 8 Kodice,
noswviwaem Mmuvluleunvlii. mouyc. Maccaoie credyem HaA4uUHaAmMyv ¢ NO2AAACUBAHUS, Odnee Nepexoosim K
pasmunanuro meiiy. Maccasic nposooumcs Kypcamu exceonesHo uiu yepes oenv. Kypc neuenuss —om 10 0o
25 npoyedyp. Ilepepvisvl cocmasnsntom om 10 Oneti 0o 2 mecayes.

Jleuebnas puszkyromypa - 3mo cucmema NPUMeHeHUs. CambiX pazHO0OPA3HbIX CPEOCME PUKYIbMYDbL 8 Yeasix
npogunakmuxu, nedenus u peabunumayuu. OHA O00IHCHA BKIIOUAMb KAK eHCEOHEeBHVIO 2USUEHUYECK)VIO
eumMHacmuky (3apsaoky), max u Jjaedeonyro ecumuacmuxy. Cocmaensiom uUHOUBUOYATLHYIO NPOSPAMMY
VAPadCHeHUll, KOmopble makaice eblnoansiomces kypcamu [Quuoka! Hemounuk ccoliku ne naitoen. ].
PexomengoBana rcuxosioro-riearorudeckas mnojaepxkka OonbHbiIx ¢ HIIM u ux cemeit [62,63,64].
O0s13aTeIIPHO BKIIFOUEHUE B KOMIUICKCHYIO TIPOrpaMMy peadmIuTaIiui padoTy ¢ MEAUIIMHCKUM TICHXOJIOTOM
KaK CaMHM MallMeHTaM TaK U 4WieHaM UX ceMmel. [[Jis manueHToB C peYeBbIM U KOTHHUTUBHBIM ACPHUIIUTOM
MOKA3aHbI 3aHATHS C JIOTONEAOM U J1e(hEeKTOIOTOM Il KOPPEKIUU PEYEeBBIX U M03HABATEIbHBIX HAPYIICHHI.
Cucrema KOPPEKIIMOHHO-JIOTOMEINYCCKOW pabOThl ¢ JIEThbMHU MpeAyCcMaTpUBaeT paHHEE Havallo
OHTOTCHETUYECKH TIOCIICIOBATEIIBHOTO JIOTOIEIUYECKOTO BO3JICHCTBUS, OMHPAIOIIETOCS HA COXPAaHHBIC
¢byHkiuu. B OCHOBE KOPPEKIMOHHBIX MEPONPUSATHI JIEKUT MNPUHIMUI JABUTATEIbHO-KHHECTETUYECKON

ctuMysiiuy [Omudka! UCTOYHNK CCHIIKM He HAM/IeH. |.

5. [IpodpunakTuka U JUCHaHCEPHOE HADJIIOeHUEe, MeTUIIUHCKUE TOKA3AHUS U
NPOTUBOMNOKA3aHNS K IPUMEHEHUI0 METO0B NPOPUIAKTUKHI

Iockonvxy HIIM ommuocamca K HAcC1eOCMBEeHHLIM 3A00Ne6AHUAM, OCHOBHbIM NOOX000M K
npogunraxmuxe 3a001e8aHUll 8 cembe ABNAEMC MeOUKO-2eHeMUYecKoe KOHCYIbMUPo8anue U npogedeHue

npeHama/leoﬁ OUASHOCINUKU.

5.1 MpoduaakTuka

[locne ycraHOBiEeHMs] quUarHo3a MAlMEHTY M 4WIEHAM €ro CEMbU PeKOMEHIYyeTcsl KOHCYJbTallus Bpada-
TEHETHKA C IENIbI0 PA3bSICHEHHS TEHETHYECKOTO PUCKA B CEMbE, OOCYKICHHsI BOBMOXXHOCTEH MpeHaTaIbHON
Y TIPEUMILIAHTAIMOHHON auarnoctukw [1,2,4,7].

Kommenrtapuu: gce HI[M 3a ucknouenuem oeghpexma OTC Hacnedyromes no aymocomHO-peyeccu8HoMy
muny. Ilpu 0annom mune HAC1e0068aHUS NOBMOPHYIL PUCK POdHCOeHUs: OObHO20 pebenka cocmasniem 25%.
Ilpu odepexme OTC ecemuszucomuvle MANLYUKU UMEIOM €OUHCMBEHHYIO MYMAHMHYI0 X-XpOMOCOMY, 4mo
onpeoensem Kiaccuuyeckuul ¢heHomun OONe3HU U KAK NPAUo msxcelroe medeHue U paHHee HAuaulo.
Mexanusm, nocpedcmeom KOmMopoco y 2emepo3USOMHbIX HCEHWUH DPA3GUBAIOMCI HCUSHEY2POICatOuUe

CUMNnmomsl, He 0o KOHYA U36€CN1EHN. Cltumaemcg, Umo 5mo C6A4A3aHO0 Co CJZyllClIZHblM npoyeccom uHakmueayuu
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X-xpomocomvi (nationuzayus,), ¥mo npusooum K 00pa308anuUI0 Kaxk 0epuyumuslx, max u HOPMAaibHblX K1emoK
6 neueuu.

Yuyumvieas mun Hacnedosanus oannoco 3abonesanusi (X-cyenieHuwlil), npu Kaxicoou nociedyrouell
bepemeHHOCIU Y HCEHUJUHBI-HOCUMENbHUYbL MYMAYUU PUCK POAHCOEHUS OObHO2O MANbYUKA COCMABAem
50%, puck poowcoenus Oegouku-rHocumenvHuysvl mymayuu — 50%,; y Mmyscuunvl-Hocumens Mymayuu puck
Ppodicoeruss Oesouxu-Hocumenvruywvl mymayuu — 100%.

B cembsax, 20e ecmb nayueHm ¢ YCMAHOBIEHHOU Mymayuel, 6vi3éasuieli OO0Ne3Hb, cyujecmsyem
B03MOJNCHOCMb  NPOBEOCHUS NPEeUMNAAHMAYUOHHOU U NpeHamanvHou ouaznocmukuy. Ilpenamanvhas
OUACHOCMUKA BO3MOJICHA Memooamu npsamou uiu kocsennou JJHK-ouaenocmuku 0ns cemetl ¢ u36eCmHuim
2EeHOMUNOM.

PexomMenaoBaHo oOydeHHE POIUTENICH NPAaBHJIAM OpraHU3allMU TEPAIMH B MEKIIPUCTYIHBIA TEPUOJ U B
IepHuoJ] yrpo3bl Metaboanueckoro kpusa [4,7].

KommenTapuii: Hemanosasicnvim akmopom, enusiowum Ha npocHO3 3a00nedanus, A6isaemcs ooOyueHue
pooumereli NPUHYUNAm OUuemomepanuu U pacno3HA8aAHU NPUHAKO8 Memadoauyeckol dekomnencayuu. ¥
pebenka npu cebe 6ce20a 00IHCHA HAXOOUMbCSL NAMAMKA C YKA3AHUEM HEOMLONACHBIX MEPONPUIMULL 8 NEPUOO

HAYUHAIOWEe2oCA Memaobonu4eckoeo Kpusa.

5.2 JlucnancepHoe HAOJII0AeHHE

Knunuueckuti u Ouoxumuyeckuti MOHUMOPUHE 3ABUCUM OM CMENneHU CMAOUTbHOCMU NAyUueHmd.
Iayuenmoi pannezo o3pacma Hyx#coaromes 8 boiee 4acmom o06c1e008anul, yem cmabuibHvle NayueHmol
cmapwezo eospacma. Ilayuenmol pannezo 6o3pacma u msicenvie NAYUeHmMvl 106020 803PACMA OONHCHBL
Obimb 06cedosanvl kKadxcovle 3 mecsya. Tlayuenmor cmapuieco 03pacma u cmaduibHble NAYUeHMvl MOy
Ovimb 006CcIed08anbL He pexcel pas 6 200.

Bce nayuemmui, y xomopwix OuacHocmupoeanvl HI[M  Oonocuer  Obimb  0Oecneuerwvl
AMMOHUEMEMPaMU.

Habnwoenue nayuenmos no mecmy sscumenbcmea (8 amOyi1amopHO-NOIUKIUHUYECKUX YCA0BUSIX)
O0JIIHCHO OCYWeCMEIAMbCS NOCMOAHHO.

Jlabopamophnvle u uHcmpymenmanbHvle 00CIE008AHUSL U PEeKOMEHOyeMds 4Yacmomda ux HnposeoeHUs

npeocmasnena 6 Ilpunosxcenue I'l 1.

PexomenpoBano BceM mnamueHtam ¢ HIIM, mnomydaromuM KOHCEPBATHUBHOE JICYEHHE, IPOBEICHUE
MOHHUTOPHHTA IO MECTY )KUTEJIHCTBA, BKIIOUAIOIIETO aHTPOTIOMETPUUECKHE TAHHBIE, ONOXUMHUYECKHE TECTHI,
pacyer U KOPPEKTHUPOBKY palMOHA MUTAHMS, CBEICHUS O PEUHUIMBAX M CIy4asxX MCIOJIb30BaHUS PEKUMA
YpE3BBIYANHON CUTYallUH.

KommenTapuu: Yacmoma euzumoe 0012cHa onpedenimvcs UHOUBUOYAIbHO, 8 3A8UCUMOCTIU OM 803pACmd,

pocma, CmeneHu MmMaANCecmu HapyWeHus, MemaboIudyecKol cmadulbHOCmy, a makxdce coono0enus
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HA3HAYeHUll 6 OMHOUleHUY ouemsl U npuema aekapcms. Monoovim nayuenmam ¢ msaxceibiMu HapyuleHusmMu
ModHcem nompeb08amuvCs KOHMPOIb KanicOble MpU Mecayd, 8 mo 8peMs KaK NayueHmam cmapuie2o 603pacma
UNU NAYUEHMAM C MeHee CePbe3HbBIMU HAPYULEHUAMU 00CMAamouHo 6ydem npoumu 06Ccied08anue 0OUH pas 6
200.

B xo0e knunuueckoco monumopumea HeobXo0UMO oyeHusams ciedyloujee: pocm U OKPYICHOCHb 20080l
Hauyue uid Omcymcemeue peokux MmoHKUX 6010C Ul 8bINAOEHUS 8010C, KOWCHOU CblNU U OPY2UX NPUSHAKOS
depuyuma Oenkos u UMAMUHO8, HeBpolo2uYecKoe passumue, pasmep u cmpykmypa nedenu (Y3HU). Takoce
BAJICHO Pe2YIAPHO NPOBOOUMb OYEHKY NUMAHUs, NYmeM Onpoca nayuenma 6 MOMeHm euzumad, 1ubo, eciu
npeononazaemcss HeOOCmamox NUmameibHblX 8euwecms Uil HecoON00eHUue Npeonucanuil epavd, nymem
AHANU3a COCMABIEHHO20 NAYUEHMOM MOYHO20 KONUYECHBEHHO20 ONUCAHUA pPAYUOHA U KOoauyecmea u
YaAcmomuol NPUHUMAEMbIX 00DABOK U IEKAPCMBEHHBIX Npenapamos 3a 3-5 OHell, Npeouecmayiouux UsUmy K
épayy. Payuon numanus neobxoOumo KOppekmupoeamv ¢ y4emom 603pacma u pocma (CM. Hudice).
Ilockonvky HuskobOenkogas Ouema MoOdcem NO8bIUAMDb PUCK OCMeonopo3d, 6pemsi Om 8peMeHU
PeKoMeHOYemcs NPo8oOUMb PEHM2eHOOEHCUMOMEMPUTO.

Pexomenayercesi ipoBeeHUE JIAOOPATOPHOTO MOHUTOPHHTA TOKa3aTeyel (M3MEepeHHe aMMOHHMS TUIa3MbI B
oOpa3iax BEHO3HOW/KaNWIIIPHON KpoBU (11eeBoi ypoBeHb <80 pmMounb/i1) He pexe | pasa B 3 mHA, mpu
W3MEHEHUAX B JMeTe, YXYIIICHUSX COCTOsIHUS pebeHka - exeaHeBHo [4,7]. JlaGoparopHbie u
WHCTPpYMEHTAJIbHBIE 00CIIEIOBaHMS U PEKOMEH IyeMasi YacToTa uX MpoBeAeHus pecTaniena B [Ipunoxxenun
I'10.

KommenTapuu: B Hekomopuix yeHmpax npogooumcs ceputinoe CymouHoe usmepeHue amMmoHus. co coopom
00pazyo8 0o eodbl, nocie edvl U HAMOUAaK, OOHAKO YEHHOCMb 91020 N00X00A He onpeodenend. AMMOHUMemp,
n0360J5ilem nposooums y nocmenu nAyueHma npubIuzumenbHoe onpeoeieHue amMmoHus 3a mpu MUHymsol 6
obpasye 6eHo3HOU Kposu oOvemom 20 mxn (0OHaKo 6epxHuil npeodei OOHAPYHCeHUsi 3mo20 npubopa
cocmasensem 280 umonv/n).

PexomenpoBano BceMm mnanueHtamM ¢ HIIM omnpenenars ra3oBblid COCTaB KPOBU Uil BBISIBJICHHUS
pecnupaTopHOro ankanosa [4,7].

Kommenrapumn: 2 pasa 6 mecay 6 nepsvie 2 mecsaya nociie NOCMaHo8Ku ouaznosa, oanee 1 paz ¢ 4 mecsaya u
1O NOKA3AHUAM

Pexomenayercst onpeaeNsiTh KOHIIEHTPAIMIO aMUHOKHUCIIOT B KPOBH IS OIIEHKH JOCTaTOYHOTO MOCTYTICHUS
aprUHUHA/IUTPYJUIMHA pa3 B 6 Mecsues [4,7].

Kommenrapun: 3nauenus apeuHuna 00NiCHbL HAX0OUMbCA Y 6EPXHEll SPAHUYbL HOPMbL, A 3HAYEHUS. OPY2UX
amuHoxuciom — 6 npeoenax Hopmul. llosvluieHue YposHs 2aymamuna modxcem Ovlmb Npeo8ecmHUKOM
eunepammonuemuu. [Ipunamo cuumamv YpoGHU 2IYMAMUHA NPUEMAEMbIMU, KO20A OHU He NpPesblularom
nopo2oeozo snadenus 1000 umonv/n. IlockonwbKy codeporcanue 2nymamuna U3MeHsAemcs 6 3a8UCUMOCIU OMm
00vemMa npuUHUMAaemMol Uy ¢ Hauboaee 8bICOKUMU 3HAYEHUAMU NOCTe HOYHO20 20]100aHUs, cOop 0bpasyos

He0OX00UMO NPOBOOUMb 8 0OHO U MO Jice 8peMsl, 8 udeaie, cnycms 3-4 yaca nocie nocieone2o npuema nuyu.
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PexomeHnayercsl manueHTam ¢ KIMHUYeCKUMH niposiBaeHusiMu HIIM mpoBenenune obmiero (KIMHUYECKOTO)
aHaJlM3a KPOBU Pa3BEPHYTOTO (T€MOTIIOONH, KOJIHMYECTBO IPUTPOIMTOB, IIBETOBOM MOKA3aTelh, KOJMYECTBO
JEHKOIMTOB, TPOMOOIIMTOB, JEHKOIHUTapHas (OopMysia U CKOPOCTh OCETAHUS SPUTPOIMTOB), JJISI OLICHKH

OCHOBHBIX ITapaMETPOB KPOBETBOPEHHUS M HAJTMYUS BOCIAIMTENBHBIX MportieccoB [69,70].

PexkoMenyercsl manueHTaM ¢ KIMHHYECKUMH TposiBienussMu HIIM npoBenenue o01mero (KIMHHYECKOTO)
aHaJIM3a MOYHU JUIS OIICHKU COCTOSIHUSI MOYEBBIBOASIIUX ITyTEH U MOYEK.

KommenTapuu: / paz 6 200

Pexomenayercsa mnamuenram ¢ HIIM MPOBE/ICHUE aHallu3a KPOBU OOIIEro OHOXHUMHYECKOTO
TepaneBTHUECKOro (TIII0K03a, 00Iui 6enok, OenKkoBbie ppakiiuy (UCcciIeJ0BaHNE YPOBHS albOyMHUHA B KPOBH,
onpejeneHue anb0yMHUH/TIO0YJIMHOBOTO COOTHOIIEHUS B KPOBH), XOJIECTEPUH, TPUTIULEPHIBI,
JUTONPOTEU bl HU3KOM U BBICOKOM TUIOTHOCTH (MCCJIeI0BaHUE YPOBHS IMMIOMPOTEUHOB B KPOBH ), IIIETIOYHAS
docdaraza, ramma-rmoramuinrpanchepasa (I'T'T), kpearnHuH, MoYeBHHA, alaHMHAMUHOTpaHcepasza (AJIT),
acmapratamuHoTpancdepaza (ACT), JIJII', makrar (ompenereHne YpOBHS MOJOYHOW KHCIIOTBI B KPOBH),
KaJbIMid OOIIMH W MOHW3UPOBAHHBIM, HATPHIA, KaJlMi, HeopraHumueckuii docdop, xene3o u (eppuTHH,
KApHUTHH) U1l OLUEHKHU (PYHKIIMOHAIBHOTO COCTOSIHUSI BHYTPEHHHX OpPraHOB, HalWuus HUH(EKIIMOHHBIX
OCJIO)KHEHUH W HYTPUTUBHOTO cTaTyca nauuesra [4,7,69, 70].

KommenTapuu: B ocmpuiii nepuoo (nocie kpusa) 1 paz 6 mecsiy 6 meyenuu 3 mecayes, Ha gone nevenus |
pas 6 200 npu OMCYymcmeul KIUHUYecKol CUMNMOMAMUKY. YPOGHU MOYeBUHbL 8 KPOBU He UMelom OO0NbULOU
YeHHOCmU, NOCKONbKY OHU NPeUMyUjeCmeeHHo 3a8Ucim om nompedieHus apeuHuUHAa U CKOPOCMU O8UNHCEHUS
MOYU NO KAHAILYAM NOYEK.

Pexomenayercsi mpoBeeHHE KOaryJorpaMMbl (OPHEHTHPOBOYHOTO HCClenoBaHus remoctasa) (AUTB,
MHO, onpenenenne npoTpoMOMHOBOrO (TpPOMOOIUIACTUHOBOTO) BpPEMEHM B KpPOBHM WIM B ILIa3Me,
MPOTPOMOMHOBBIN HHJEKC, (hubpuHoren) nmanuentam ¢ HIIM st oneHKH (yHKIIMOHATBHOTO COCTOSHUS
MICYCHU U CBEPThIBaroIleil cucremsl kpou [4,7, 69,70].

Kommenrtapuu: / pas 6 200, uawe-npu Hanuuuy usmeHeHHvlX QYHKYUOHANbHBIX NPO6 nevueHu.
Pexomenayercst onpe/eneHre OpoTOBOM KHUCIOTHI B MOYE, YTO MO3BOJISIET OLEHUTHh COOJNIIO/IEHUE peKnuMa
JedeHus HaTpust Oenzoatom [4,7].

KomMmeHTapuu: nossiuenue skckpeyuy 0pomogotl KUCI0myvl Ompasxicaem yseiudenue KoIuuecmed aMMOoHUs
U Hakoniexue kapoamoungocpama.

PexomeHn10BaHO OCYIIECTBISATH KOHTPOJIb HYTPUTUBHOTO CTAaTyca C KOPPEKIIMEeH MTUTaHHsI B 3aBUCUMOCTH OT
COCTOSIHUS peOEHKA U ero TOJIEPAaHTHOCTH K Oenky [4,7].

Kommenrapuu: Onpedenenue  amunokuciom, — aum@oyumos,  mpanceppuna,  MUKpOoIIeMeHmos,
KapHumuHa, eppumuna, xoiecmepuna u mpueiuyepuoos 8 niazme OO0NHCHO BbINOJIHAMbBCA Pe2ylApPHO,

yacmoma 3aeucum ont CcmeneHu O0cpaHu4eHusl benxa 6 oOueme. KOHWIPO/lb qba:cmutzecxoeo numaHuA
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(XuMu1eckoeco cocmasa payuona) OJisi npeoynpestcoeHus pazeumus 0epuyumHusbiX COCMOAHUL NPOBOOM Y
oemell 8 peAHUMAYUOHHOM NEePUOOE eHCeOHEBHO, Y Oemell Nepeoco 200a HCUu3Hu - He pexce 1 pasza 6 7-10 ouell,
v nayuenmog cmapute 1 2ooa — 1 paz 6 6 mecayes. PezynsapHvle KOHCYTbMAYUU 8PAUA-OUEMON02A OOJIHCHBI
ObLIMb BLINOIHEHbI NPU KANCOOU 2OCNUMANU3AYUU. DMO CA3AHO C MeM, 4mo NAYUeHmMbl HAXOOAMC HA
HU3K0DENIK0BOU dueme U cyujecmayem puck oegpuyuma Oenkda, HympueHmos u IHepeemuyeckuil. oepuyum.
Credyem 000umMbCcsi NOHUMAHUSL  BANCHOCMU COONOO0EHUsL Ouemvl, NOBbIUEHUS NPUBEPIHCEHHOCMU K
CcoON00eHUI0 Ouemvl, npuemy HeoOX0OUMbIX HYMPUEHMO8 U BUMAMUHO8 CO CMOPOHbL KAK pooumenetl, max u
nayuenmos. Heobxooumo nomuums 06 uzmenenuu ouemsl no mepe pocma nayueHma.

PexomengoBano BceM narmentam ¢ HIIM npoBeneHue yibTpa3ByKOBOTO UCCIICIOBAHMS OPTaHOB OPIOIITHOM
MOJIOCTH U YJIbTPa3BYKOBOIO HCCIEAOBAaHUS IOYEK C LEIbI0 YTOUHEHHUS CTENEHH BBIPAKEHHOCTU
MOJIMOPTaHHOM HEIOCTATOYHOCTH [4,7, 69]

Kommenrtapuii: vacmoma 1 pas 6 6 mecsiyee u no nokazaHusm.

PexomengoBano nnsi nauarHoctuku creneHu Hapymenuil [IHC y nmanuentoB ¢ HUUM mpoBoaute MPT
rojoBHoro mo3ra u/unu KT ronoBHoro mo3ra Ha 1-4 neHb Kax10ro ciiydas KOMbI WJIH HHCYJIBTO-T10I00HOTO
smm3oxa [10,28].

PexomennoBana mnamuentam ¢ HIIM no mnokazanusm OKI', sxokapauorpadus ¢ LEIbIO OLEHKU
MOp(OdYHKIMOHAIBHOTO COCTOSIHUSL CepAlla, YTOYHEHHS CTENEHU BBIPAKEHHOCTH MOJIMOPTaHHON
HEIOCTATOYHOCTH U Jr(epeHIIHaTbHOM JMArHOCTUKY C IPYTUMH HACICICTBEHHBIME 3a00eBaHusmu [4,7].
Kommenrtapuu: / pas 6 200

Pexomennyercs nposenenue naurentam ¢ HIIM uelipoconorpaduu ¢ gonmieporpadueil 1 1MarHoCTUKN
crenienu Hapyuenuit [IHC, BoisiBnenust oreka [4,7].

Kommenrapum: / pas 6 3 mecaya na 1 200y srcusnu, yawe-no noKasanuam

Pexomenayercsi  mpoBeieHHE ~— KommbioTepHas — anekTposHuedamorpapun (KO3I) wu  KDOOI-
BHJICOMOHUTOpUHTA NarpierTaM ¢ HIIM npu HamuIuy HEBPOJOTHYECKOW CUMITOMATUKU JIUIS BBISBICHUS
SMUJICTITUYECKON aKTUBHOCTH [69].

Kommenrapwuii: no noxazanusm.

Pexomennyercs yuactue B BeeHUH nanueHToB ¢ HIIM MynbTHAMCIMIIIIMHAPHONW KOMAH/Ibl CIIEUATIMCTOB
B BHJYy TOTO, 4TO 3a00JICBaHWE XapaKTEPH3yeTCs IOPAKCHHEM MHOTHX OPTaHOB M CHCTEM, TpeOyer
KOMIUIEKCHOM Tepamnuu, 4TO JUKTYeT HEOOXOJAMMOCTh COBMECTHOTO BEIEHUS IMAlMEHTAa CIElUaTNCTaMU
pasHbIX mpoduieit

KommenTapuii: nokaszanvl nepsuumvie U nOSMOpHbIE KOHCYIbMAYUU — 68pAYA-2eHEemUKd, 8payd-
ogpmanemonoea, epaua-nespono2a, 6pava-ouemonoed, 6paia-cypooso02a-omopuHONApPUH2002d, B8payd-
2acmpoanmeponoed, 8paua-3HOOKPUHOL02A/8pAYa-0emcKo20 IHOOKPUHONL02A, 6PAYA-KApOuoiozd, 8payad-
demcko2o Kapouonoea, epava-Heghponoza, 8pava-neduampa/spava-mepanesma/spaia oodwel npaKmuxu
(cemetinozo épaua), 8paua-HeoHamMo.102d, 8PAUaA-aHecme3uo02a-peaHumamonoed, 8pava-gusuomepanesma,

8paya no ne4ebHol QusKyILmype, pava-ncuxuampa, MeOUYUHCKO20 NCUxXon02da, a makice epadei oOpyaux
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cneyuanvnocmei nayuenmam ¢ HIM, umerowum napywenus @GyHKyui coomeemcmeyouux opeaHos u
cucmenm.

Ilpumeuanue: spau obwell npakmuxu (cemelnvlll 8pay) 6 OMHOUWEHUU NAYUEHMO8 OemCKO20 803DPACMA
00JIDICEH UMb HA NEPBUYHOM dMane OCywecmsums Mapupymu3ayuro (Hanpagienue) K 6pavy-neouampy,
oCYyUjecmenamsy  OKa3aHue MeOUYUHCKOU NOMOWU OemsaM 6 aMOVIAMOPHBIX YCI0BUAX NO  OCHPbIM
3a0601€8aHUAMY / «OKA3AHUE MEOUYUHCKOU NOMOWU OemsM 8 aMOYIAMOPHLIX YCI08USX NO OCHPbIM
3abo0ne8anusM, Oucnanceproe HabwoeHue 3a Oemvmu 1 200a dHCU3HU U OeMbMU C XPOHUYECKUMU
3a0601€8aHUAMUY, NPU B03HUKHOBEHUU NOMPEOHOCMU — OKA3AMb MEOUYUHCKYIO NOMOWb 8 HEOMIONCHOU U
IKCMPEHHOU hopMax 8 YCI08UAX OMCYMCMEBUSL 8PAYA-NeOUAmpa 8 NePEUtHOM 38eHe (Ha smane nepeudHoll

MeOUKO-CAHUMAPHOU MEOUYUHCKOU NOMOUU)

6. Opranu3anus oKa3aHus MeIMIMHCKOI MOMOIIU

6.1 Moxa3zanus A8 MJIAHOBOH rOCHUTAJIN3AINHI

[InanoBas rocnurain3anus NaMEeHTOB ¢ YCTaHOBIEHHBIM Auarno3om HIIM mpoBoautcs 1 pas B 3-6

MCCAILICB (B 3aBUCUMOCTH OT BO3pacTa, yCIICIITHOCTHU KOHCGpBaTPIBHOfI TCpaIrnuu, KOMINIACHTHOCTHU HaIII/IeHTa).

B xoae niaHoBoi rocouTaan3amuu IIPpOBOAUTCA KOHTPOJIbHOC O6CJ'I6,I[OB3.HI/IG, IIpu H€O6XOI[I/IMOCTI/I —
KOpPppCKLOUA AUCTBI, 403 IIPHUMCHACMBIX JICKAPCTBCHHLIX IIPCIIApaTOB (Ha OCHOBAaHHU PE3YJIbTATOB

MPOBEACHHBIX 00CTIEOBaHU).
[IpoBeneHne TMarHOCTUKHU U JICYEHHS, TPEOYIONINX KPYTIOCYTOYHOT'O MEAUIIMHCKOTO HAOIIIOICHUS:

O COCTOsiHME, TpeOyrollee aKTHUBHOIO JIEYEHHMS] M KPYIJIOCYTOYHOIO METUIIMHCKOTO HaOII0eHUS
(rpbDKEcedeHue, OINEpaTUBHOE JIEYEHHE [MOPAKEHUS CyCTaBOB, IIO3BOHOYHHUKA, CKOJIHO3,
aZCHOUJIDKTOMMS, TOH3MIDKTOMUSA, HEHPOXUPYPrHUYECKass IEKOMIIPECCUS CHHApPOMA 3alsiCTHOIO
KaHaJIa, yCTAHOBKA TPAHCTUMITAHUYECKOIO IPEHAXa IIPU CPEHEM OTUTE, XUPYPrudecKas KOppeKIus
MIATOJIOTUU CEPJICUHO-COCYIUCTON CUCTEMBI U IPYTHE);

O COCTOsiHME, TpeOyrollee MPOBEICHUS BBICOKOTEXHOJOTMYHBIX METOJOB JIeYeHHs (B TOM YHUCIE

TpaHCIIaHTal U IMCYCHU, KOHTPOJIb 3(1)(1)CKTI/IBHOCTI/I TPaHCIINIAaHTalluH HC‘{CHI/I)

6.2 Moka3zauus NSt SIKCTPEHHOUW rOCIIUTAJIN3ZANUA

Octpele 3a00eBaHMsl, 000CTPEHUS XPOHUUECKUX O0JIe3HEH, OTpaBIEHHS U TPaBMbl, COCTOSIHUS, TPEOyIOLIe
MHTECHCUBHOMU TEpariu U nNepeBoaa B pCaHUMAallOHHBIC OTACIICHUA U OTACICHUA MHTEHCUBHOMN TEpaIrimnu, a
TaKXke KPyrioCyTOYHOTO MEIUIIMHCKOTO HAOMIOICHNU U MIPOBEACHNUS CIEIMAIbHBIX BUJOB 00CIEI0BaHUS U

JICUCHUA.

[TarmenTam ¢ ycranoBieHHbIM quarHo3oM HIIM, nmokazaHusiMH K SKCTPEHHON TOCTIUTATIN3AINU SBJISIIOTCS:
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BsinocTs, COHIIMBOCTE

Bo30ynuMocTs, akuTanusi, OCTpoe U3MEHEHNE TTOBEICHUS

OTtKa3 ot el

IToBTOpHBIE PBOTHI

debpuibHas JIMXOPAJIKa, TUIOX0 KyIUpyeMast IPHEeMOM aHTUITUPETHKOB, JUTUTEIIbHOCTHIO 00JIee CYyTOK
[ToBTOpHBIC JIUTENIbHBIC KPOBOTEUCHHUS (U3 HOCA, U3 MECT B3SATHUS KPOBH, U3 MECT HHBEKITUI )
W3meHeHus mokasareneii KpoBH, OMpeIesieMbIX IIPU MOHUTOPUHTE MalueHTa, 0oyiee 4em B 1,5 HOpMbI
Pe3koe noBebIlIeHre YPOBHS aMMOHHUS B KPOBHU MIPU U3MEPEHUHU B paMKaX MOHUTOPUHIA

BriepBble BO3HHKIIME CyAOPOXKHBIE MPHUCTYIBI/AMUICATUYECKUN CTaTyC (IMIOBTOPHBIE CYJIOPOKHBIE

MIPUCTYIIBI C IEPEPHIBOM MEXKIY MpHUcTynaMu MeHee 30 MUHYT)

6.3 Iloka3aHusi K BbINMNCKE MAIIMEHTA W3 CTAIlMOHAPA

OTCYTCTBHE YTPO3bI )KU3HU OOJILHOTO;

OTCYTCTBHUE YIPO3bI PA3BUTHUS OCIOKHEHUH, TPEOYIONIMX HEOTIOKHOTO JICUCHHUS;

CTa0WIIM3aIlUsl COCTOSIHMSIT M OCHOBHBIX KIMHHKO-Ta0OPATOPHBIX IOKA3aTeNiel MaTOJOTHYECKOrO
mporiecca o OCHOBHOMY 3a00JICBaHUIO;

OTCYTCTBUC H€O6XOI[I/IMOCTI/I B TIIOCTOSHHOM Bpaqe6H0M U  KpPYIIO0OCyTOUYHOM MCIAUIIMHCKOM
HaOJII0JICHUHU TI0 OCHOBHOMY 3a00JI€BaHUIO;

HEOOXOUMOCTH TepeBoja OONBHOTO B JPYrylo OOJNBHUIY WIH YYpPEXKACHHE COIHATIBbHOTO

o0ecrieueHus

ITaueHTHI € YCTAaHOBJICHHBIM JHAI'HO30M HHM MOTYT OBITh BBITIHCAHBI U3 cTalluoHapa CCJIn:

1.

JIOCTUTHYTBI YIy4IIEHHs IO OCHOBHBIM OMOXMMHUUYECKUM IMoKa3aTesiM (Y poBeHb aMMOHHMSI B KPOBH B
TedeHue 3 cyTok He mpesbimaeT 100 MKMOIIB/JI, aKTUBHOCTh NI€YEHOYHBIX ()ePMEHTOB HE BbIlIE 1,5
HOPM, OCHOBHBIE TOKa3zaTtenu razoBoro cocraBa kpou (pH, pCO2, K+, Nat) B mnpenemax
pedepeHCHBIX 3HaUeHU I

Het npu3HakoB HapyIIeHU O€IKOBO-CHHTETHUECKOM (QYHKIINH MeYeHH (ITUTEIbHBIX KPOBOTEUCHUH,
THITOTIPOTENHEMHH, OTEKOB)

[TaneHT akTHBEH (YPOBEHh AKTUBHOCTH COOTBETCTBYET €TI0 TIOBCEAHEBHOM aKTHBHOCTH)

Jlnst obecnieueHust HEOOX0IMMON SHEPronoTPeOHOCTH, COOIIOICHUS TUETHI HE TpeOyeTCs IpoBeIeHUe
nH(Y3HMOHHOH Tepanuu

[TanieHT W/MK ero 3aKOHHBIC MTPEICTABUTENH BIIJICIOT OCHOBAMH pacdeTa JUETHI ISl COCTaBICHUS
€XKETHEBHOT'O pal[iOHa

B cnyyae Hanmu4us y narnueHTa CUMIITOMATHYECKOM MUIISTICHU HavyaTa aHTUANIIICITHYECKast Teparus

C OIIPCACIICHUCM CXCMbI TUTPOBAHUS JO3bI IIpCIiapaTa
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7. lonotauTeabHas HH(popManus (B TOM 4nciie GakTopbl, BJAUSIOIIAE HA HCXO/
3a00/1eBaHUA WJIN COCTOSTHMS)

[Iporno3 mo 3aboyeBaHUIO, YPOBEHb ICUXUYECKOTO DPa3BUTHUA OOJBHBIX 3aBUCHUT OT TSKECTH
3a00/IeBaHUs, HAIMYUSl HWHCYJIBTONOAOOHBIX COCTOSIHMM, BOBJICUEHHS B IAaTOJIOIMYECKUN IMpoliecc
BHYTPEHHUX OpraHoB (TOYKW, CcepAlle, TOKEeIyJo4YHas JKelle3a), a TakkKe CpPOKOB Hayasa
CTIELUANM3UPOBAHHON TEPANTUH M Ka4eCTBa JICYCHHUSI, CIOCOOHOTO MPeTynpeInTh IPUCTYITBI METa00INYECKOH
JIEKOMIIEHCALIUH.

KoruutuBHble UCXOABbl HEONArONMPHUATHBl y MAlMEHTOB C HEOHATalbHBIM Je0I0TOM U Oojee
OJIarONPUSITHBI TP TOSIBJICHUH KJIMHUYSCKUX TIPU3HAKOB B OoJiee 1mo3aHeM Bo3pacte [9,63].

B wuccienoBanuu, TpoBeACHHOM cpeau 26  MalMEHTOB, IEPEKUBIIUX  HEOHATAIBHYIO
TUIEpaMMOHMEMUYECKYIO0 KOMY, IPUOIN3UTENBHO Yy 79% Habio1anach 3a€pkKKa B YMCTBEHHOM Pa3BUTHH,
a cpennee 3Hauenue [Q B o6miet koropre coctaisiiio Jmib 43 [180], B TO BpeMs Kak B IPYTOM HCCIIEIOBAHUN
CpenHsisi WM TsDKeNmas YMCTBEHHas OTCTaJOCTh Habmoganack mnpubnuszurenbHo y 50% w3 33
HOBOPOXKJECHHBIX, HO TOIBKO Yy 25% 13 59 manuenToB ¢ no3aHuM aedrotom [32,66].

YpoBeHb U MPOJOJIKUTENBHOCTh THIEPAMMOHHEMHH SIBJISIOTCS KIIHOYEBBIMU OIPEAEISIONIMIMUI
dakxropamu ucxona [4,7,14]. IlporHo3 cunraercst HeOIArONPHUATHBIM, ECITH:

1. IpOJOMKUTENFHOCTD THIIEPAMMOHHEMHUYECKOM KOMBI COCTaBIIsIeT Ooliee 3 qHei

2. OYEBUHBI PU3HAKU MTOBBIIICHHS BHYTPUUEPETHOTO TABICHUS

3. nmuKoBbIe YpoBHU aMMoHus TipeBbimmaroT 1000 pmons/n [4,56], XOTS 3HAYE€HHUE DTOTO YPOBHS MJIA

IIPOrHO3a 3aBUCHUT OT MPOJIOJKUTEIILHOCTH THIIEPAMMOHUEMHUH.

B npoBeneHHoM uccneqoBaHuy, HA 'y OAHOTO U3 nanueHToB ¢ HIIM 1 ucxoaHbIM 3HaU€HHEM aMMOHUS
>300 pUMOJB/N WM THMKOBBIM 3HadeHHEeM aMMOHMS >480 pMOIb/1 He HaOI0Aanoch HOPMAaJIbHOTO
MICUXOMOTOPHOI'O pa3BUTHUsA. TeM He MeHee, Ipyrue aBTOphbl BBISBMWIM 3HaueHUs [Q cpeaHero miM BhIIEe
cpennero ypoBHs y 33%, 40% wm 66% mnarmuentoB ¢ ASSD, ASLD u OTCD, cooTBETCTBEHHO, XOTS
XOpOIINE HCXOJbl B 3TOM MCCIIEJOBAHUU MOTYT OOBSCHATHCS NpeoOIaJjaHUEeM MO3/IHO MPOSBUBIIMXCS
ciryyaeB OTCD (81%).

B kadecTBe npumepa BaXKHOCTH OLIEHKH He TOJIbKO 1Q 1 pa3BuTHs, HO U crienu(UYECKUX MaTTEPHOB
COXPAaHHOCTH M HapyLIEHUs HEHPONCUXMOJOTUYECKUX IPOLIECCOB MOYKHO IPUBECTH HCCIEI0BaHUE, B
KOTOPOM Yy ManueHToB ¢ no3aauM aedrotom OTCD u HopmanbHbIM [Q ObLT BBISIBIEH JE(PHUIMT MOTOPHOTO
IUTAHUPOBAHUS ¥ BBINIOJNIHEHUS JCWCTBHMA, a TakKe CHEHU(PUYHBIA HEHMPOKOTHUTHBHBIA MATTEPH,
BKJIIOUAIOLIUI B ce0sl HapyllIEeHUEe Pa3BUTHS/CKOPOCTU MEJKOW MOTOPUKHM M TEHIEHIMIO K OTCTaBaHUIO B
HeBepOaJIbHOM MHTEJUIEKTE, 3pUTEIbHON MaMsATH, CIOCOOHOCTH K KOHUEHTPAlMU BHUMAaHUS U BBITIOJTHEHHUIO
[[eJICHANIPABICHHBIX JICUCTBUA M MaTeMaTHKe TIPU COXPaHHBIX BepOAJIbHOM WHTEJIEKTe, MaMsTH,
CIOCOOHOCTH K UTEHHIO U 00ydaeMocTH. B mo0oM ciyyae KIMHMYECKH OECCUMITOMHBIE T€TEPO3UTOTHI TI0

OTC npeBoCcXOaUIN CUMIITOMATHYECKUX T€TEPO3UTOT, U MTOKA3aTENN YJIy4Illalach ¢ MOBBIIIEHUEM YPOBHEN
34



OCTaTOYHOM aKTUBHOCTH CHHTE3a MOUYEBHHBI, OLIEHHBAEMOI1 C TOMOIIIbIO METO/1a CTAOUIILHBIX U30TOIOB, B TO
BpeMs KaK HU Pe3y/bTaThl TECTOB HA AJJIOMYPUHOI™*, HU TUIl MyTallUH Y 3TUX MAIMEHTOB HE KOPPEIUPOBAIIN

CO CTEIICHBIO COXPAHHOCTH Hekporicuxonorndeckux [4,7,11,14, 32,66].
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Cocras pa0oueii rpynnbl o pa3padorke MeTOAMYECKHX PeKOMEeH AUl

BapanoB Asnekcanap AJsiexcanapoBu - akaja. PAH, npodeccop, A.M.H.; nodeTHsli npe3uaeHT Coro3a

neauarpos Poccun, coBetHuk pykosogutenss HUW nenmatpun n oxpansl 310poBbs aereid [IKb PAH,

npodeccop kadenpsl memuatpuu U jaerckoir pesmartosioruu OI'AOY «llepseiit MI'MY um. U.M.

CeuenoBa» MunsapaBa Poccun (CeueHOBCKMII YHHBEPCHUTET), TJIaBHBIM BHEUITATHBIN CIIEHUATHUCT

neauatp Munsapasa Poccun.

Barbimesa Tatbsina TumogeeBHa — ipodeccop J1.M.H., TTIaBHbIN BHEIITATHBIN JETCKUNA CIIEIIUATUCT 110

MeAUIMHCKON peadunuraiuu M3 PO, riaBHbIN BHEIITATHBINA AETCKHIA CIISIIUAIUCT 1O HeBposioruu 13 .

Mocxkssl, nupextop I'BOY HIIL AT /I3M, 3aciyxennsiit Bpad PO, 3aBeayromas kadeapoil HeBpooruu,

(hU3UIECKOI U peabuINTAIIMOHHONW METUIIMHEI eTckoro Bo3pacta DHMO PV JIH.
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BopoBuk Tarbsina JayapaoBHa - J.M.H. podeccop TIaBHBIM HAy4HBIA COTPYIHUK JabOpaTOpuu
MUATaHUs 310poBoro u OosbHOTO pedbenka GPI'AY "HanmoHaabHBINM METUIIMHCKUN HCCIEI0BATEIHCKHM

LIEHTp 3/10poBbs JieTel" Munznpasa Poccuu, uinen Accoluanuy MEIUIIMHCKUX TEHETHKOB.

bymyeBa Tarbsina BuagumupoBna - 1.M.H., ®PI'AY «HanuoHanbHBIM  MEIUUMHCKHI
HCCIIEI0BATENIbCKUN TIEHTP 3J0pOBbs AeTei» MuHnsnpaBa Poccuu, dnmeH Accomuanuu MEAUITMHCKHX

T'CHCTUKOB.

BeikoBa Oubra BiaaammMupoBHa — 1.M.H., 3aBEAYIOLIUI HAyYHO-UCCIIENOBATENbCKUM OTAeI0oM PI'BY
Hayuno-npaktuueckuit Llentp [erckoit ncuxonesponorun [I3M, mpodeccop kadenpsl HEBPOIOTHH,

(hU3UYECKON M peabMIMTAIIMOHHONW MEIUIIMHEI eTckoro Bo3pacta DHMO MU PY JIH

Bamakmanze Harto J[I:kymO0epoBHAa - 1.M.H., PyKOBOJIUTENb OTAeNa opdaHHBIX Oone3Held u
npoUIaKTUKH UHBATHIU3UpYOMUX 3aboneBannii HUW nmenuatpun m oxpansl 3q0poBbs nereit [IKb
PAH mnpodeccop kadenpsr (axynpreTcKoi neamaTpuu mneaumatpuieckoro gaxynsrera @I'BOY BO

«PHUMY um. H.U. ITuporosa» Munzapasa Poccuu

Bumnésa Ejena AjiekcaHapoBHa - 1.M.H., 3aMecturens pykosogutenss HUM neguatpum m oxpassl
snopoBbst aereit LIKb PAH MunoOpHayku mo Hay4dHO#H padote, mpodeccop kadenpsl GpakyIbTeTCKOR
neauatpuu nenuarpudeckoro gaxyiabrera @I'bOY BO «PHUMY um. H.M. IMuporosa» Munzapasa

POCCI/II/I, yieH Corosa neanaTpoB Poccun

JerrsipeBa AnHa BiragumupoBHa - 1.M.H., npodeccop, 3aBeayromias OTACIOM MeIuaTpUl HHCTUTYTA
HeoHarosnorun U neguatpun OI'bY «HMUL] Al'ull mmenn B.M. KynakoBa» Munsnpasa Poccun,
npodeccop kadenpsl HeoHaToJOTUU Neauarpuueckoro dakyiaprera ®I'AOY BO Ilepsriii MI'MY um.
N.M. CeuenoBa MunzapaBa Poccun (CedeHoBckuii VYHuuBepcuter). UneH oOmepoccuiickoi
OOIIIECTBEHHOW  OpraHu3alliu  COJCUCTBUS  pa3BUTHS HeoHaToJoroB «Poccuiickoe 0011ecTBO

HCOHATOJIOT'OB»

HerrsapeB Amutrpuii HukonaeBuu — 1.M.H, mpodeccop, 3aMeCTUTETh JUPEKTOpA MO HAYIHOU paboTte
OI'bY «HMUILL AT'mull ummenm B.M. KymakoBay MunszapaBa Poccun, 3aBemyromuii kadeapoi
HeoHaTojoruu mnexuarpuueckoro ¢akynsreta @I'AOY BO Ilepoiit MI'MY um. .M. CeuenoBa
MumnsapaBa Poccun (CeuenoBckuit YuusepcureT).Unen CoBera o001IEepOCCHHCKON 0O0IIECTBEHHOMN

opraHusanvn CO)ICP'ICTBPIH Pa3BUTHA HECOHATOJIOI'OB «Poccmiickoe 06HIGCTBO HCOHATOJIOTI'OB))

Kypxosa Haranus BsiueciaBoBHa - K.M.H., Beylnii HayuHblil coTpyaauk HUM neauarpun n oxpaHsl

3noposbs neret LIKb PAH, unen Coro3a neguatpo Poccun, wien Accornanuy MEIUIIMHCKUX TEHETUKOB

(AMI)
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3axapoBa Exarepuna IOpbeBHa - 1.M.H., 3aBemyromias jabopaTopuell HACIEICTBEHHBIX OOJE3HEH
oomena @®I'BHY "Menuko-reHeTHueckuii HaydHbId [EeHTp uM. akagemuka H.I1.boukoma", umen
Poccuiickoro oOmiecTBa MEIMIIMHCKAX T'€HETHKOB, YJICH EBPONEHCKOro OO0IIecTBa MO HU3YUYCHHIO

HacJIeICTBEHHBIX Oose3Hei oOmeHa BemiectB (SSIEM).

Kaumos FOpuii AuapeeBHY - K.M.H., 3aMECTUTEIIb TUPEKTOPaA 1Mo MeauimHckon pabore I'bY3 «Hay4uno-
MPAKTUYECKUI LIEHTP JETCKOM ICHUXOHEBpojoruu JlemaprameHTa 34paBOOXpaHEHUs ropoga MOCKBBD,
JOLIEHT Kadeapbl HEBPOJIOTUH, PUZNIECCKON U peadMIINTAIIMOHHON MEIMITUHBI AeTcKoro Bozpacta DHMO

MU PYJIH

Ky3enkoBa Jlogmuiaa MuxaiiioBia - 1npodeccop, [I.M.H., HayaJbHUK IEHTpa JAETCKOH
TICUXOHEBPOJIOTUH, 3aBEAYyIOIIAsi OTACIICHHEM IICUXOHEBPOJIOTUU U TICMXOCOMATHYECKON MaTOJIOTHH
OI'AY "HanuoHaabHBIM MEIUIIMHCKUN UCCIIEI0BATENBLCKUH IIEHTP 310pOBhs AeTeil”" Munzapasa Poccun,

YJICH Accounaunn MCOIUIIMHCKHUX I'CHCTUKOB.

Kyues Cepreii UBanoBu4 - wi.-kopp PAH, n.m.1., nupektop ®I'BHY "Menuko-reHeTHYECKNN HAYYHBIH

ueHntp uM. akagemuka H.I1.boukoBa ", [Ipe3unent Acconmanuu MEIUIUHCKUX reHeTUKoB (AMI).

MuxaiisioBa CBersiana BuraiabeBHa - 1.M.H., 3aBeayroias otaenenueM OI'BY «Poccuiickas Jletckas

Kimnnanueckas bonpauna»y M3 PO.

Hazapenko Jlrogmuia [IaBiaoBHa - npodeccop, 1.M.H., 3aMECTUTEIb TUPEKTOPA IO HAYYHOU U JIeYeOHOM
pabore HUU menunmnckoii renetuku, Tomckoro HUMU, unen Acconuanuu MEIUIIMHCKUX TEHETHKOB

(AMI).

Hama3zoBa-bapanoBa Jleiinia CeiimypoBHa - akan. PAH, mpodeccop, n.m.H., mpesuaeHt Corosa
neauatpoB Poccum; mact-npesuneHT EPA/UNEPSA; pyxoBomutens HUW nemmatpum u oxpassl
3nopoBbs nereit LIKb PAH, 3aBeayromas kadenpoil ¢akynbTeTCKOH NEAMATPUU MEAUATPUUYECKOrO
¢dakynprera ®I'BOY BO «PHUMY um. H.U. Iluporosa» Munsnpasa Poccuu, rinaBHBIN BHEIITATHBIN

JIETCKHM CHIELHMAINUCT I10 HpO(pHHaKTHqCCKOﬁ MCIUIINHE MI/IH3,Z[paBa Poccun

Huxkonaesa ExaTteprHa AjiekcaHAPOBHA — J.M.H., pyKOBOJIUTENb OTAeNa KInHn4Yeckor renetnku OCII
«HayuHo-Hcciie1oBaTenbCKUM KIMHUYECKU HTHCTUTYT NeAnaTpun nMeHu akaaemuka 0. .E.BenpTumena»
OI'AOY BO PHUMY umenu H.U.Iluporosa, unen Poccuiickoro o0imecTBa MEIUIIMHCKAX TE€HETHKOB,

YJICH Accounaunn MCIHUIIMHCKHUX T'CHCTUKOB

IMewatnukoBa Hartanbs JleoHHI0BHA - Bpay-HEBPOJIOT, 3aBEAYIONIMH oOTaeleHreM, Mopo30oBCKas

JITKB JI3M
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IMoakaernoBa TarbsiHa BaaguMupoBHA - K.M.H. CTapIIMii HAy4HBIH COTPYAHHUK JlabopaTopuu
HEpBHBIX O0JIe3HEH, Bpau-HEBPOJIOT OTAEICHHUEM MCUXOHEBPOJIOTUU U TICMXOCOMAaTHYECKON MaTOJOrHU
OI'AY "HarmoHaibHbIA MEIUIIMHCKUAN UCCIIEIOBATEIBCKHUM LIEHTP 310pOBbs JieTel" Munsapasa Poccuu,

quHJACCOHHaHHHJMeﬂHHHHCKHXIBHBTHKOB.

IoasikoBa CBersiana UropeBHa - 1.M.H., npod., kageapa roCOUTAIILHON MeAuaTpuu UM. aKaJleMUKa

B.A. Ta6ommna, ®I'6OY BO PHUMY um.H.U.ITuporosa

Penuna Ceeriiana AjaHacbeBHA — K.M.H., Bpau-T€HETUK OT/€JIa OPraHU3alMi MEIULUHCKON TOMOIIU

OI'bHY "Meaunko-reHeTuueckruii Hay4Hblid LEeHTp uM. akajgemuka H.I1.boukosa"

CenumizsinoBa JInsmms PodeproBHa — K.M.H., Beayuuil HayuHblil cotpyanuk HUUW nenuarpun n oxpaHsl
snopoBbst aereit LIKb PAH MunucrepctBa Hayku u Bbicmiero oopasoBanusi Poccuiickoii denepanny,
noneHT Kadenpsl neauarpuu u aerckoit pesmaroioruu @PI'AOY «Ilepseiit MI'MY um. .M. CedyeHoBay
MunsapaBa Poccun (CedeHoBckMii YHHUBEpPCUTET), JOLEHT KadelIpbl (axkyJIbTETCKOM NeauaTrpun
neauatpudeckoro gaxkyiaprera PI'BOY BO «PHUMY um. H.U. [Tuporosa» Munsnpasa Poccun, uien

Coro3a neguatpoB Poccun

CmupHoBa Oubra SIkoBjieBHA — Bpau-T€HETUK, CTApPIINNA HAyYHBIH COTPYJHHUK OT/ENa CTAaHJapTU3ALUH
U U3y4YeHUsl OCHOB JokazarenbHol Meaunuusl HWUW nenuatpun u oxpansl 310poBbs aereid LIKb PAH,

wien Coro3a nenuatpoB Poccun, uneH Acconuanuu MEIUIIMHCKIX TEHETHKOB

CoxosoBa Exarepumna BiagumupoBHa — Bpad aHECTE3MOJIOr-peaHMMarosior, HeoHarosor PI'BY
«HMUL] ATwull wumenu B.WU. KynakoBay MunznpaBa Poccuu. UYnen Poccuiickoro o0rmiecTBa

HEOHATOJIOTOB.

CrpokoBa Tarbsina BukTopoBHa - 1.M.H., mpodeccop PAH, 3aBenyroias oTaeaeHreM eanaTpuIecKoi

racTpodHTeposoruu, renaronorun u gueronoruu Knnauku ®I'BYH "OUIL] nuranus u 6uotexunonorun"

ABTOpPBI NOATBEPKAAIT OTCYTCTBHE (PMHAHCOBOH MNOANEPKKH/KOHPJIMKTA HMHTEPECOB, KOTOPbIN

HEe00X0UMO 00HAPOAOBATb.
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HeneBast aynuTopusi JAHHBIX METOANYECKUX PEKOMEH AN

Bpauu-neguarpsi

Bpauu o6meit npakTuku (cemeiinbie Bpaun) (kox cnennanbHoctu 31.08.54);
Bpauu-reneruku (kox cnenuansaoctu 31.08.30),
Bpauu-gueronoru (kox cnermanpHoctr 31.08.34),

Bpauu -HeBponoru (koz crierpanbaoctu 31.08.42),
MEIUIIMHCKHUE TICuXoJoru (kox cneruaibHocTh 19.00.04),
nedexronoru (ko cneruanbHoctu 44.03.03),
Bpaun-racrposureponoru

Bpauu- TepamneBThI

Bpaun yneTpa3sByKoBOM JMArHOCTUKH

Bpaun-nabopaHntsl

Crynentsl MenuuuHckux BY3oB

OOyyaromuecs B OpJIMHATYPE U UHTEPHATYPE
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http://yandex.ru/clck/jsredir?from=yandex.ru%3Bsearch%2F%3Bweb%3B%3B&text=&etext=1222.CYyk-2mpec9283zjQxsraeN9ACoqms-UTVViXXKxhb-K_SP-PfYgHnTE8kldy5s5kiDihu_YzWsvMxmFdHm4j6riv4KHHO9Xta7VPyrNx1I.b0adba6930507e1e80407bedb6815c518a8cdf9b&uuid=&state=PEtFfuTeVD5kpHnK9lio9dp88zwjJi-A9wwjDIux7f8Zuv0g6oZ30w&data=UlNrNmk5WktYejY4cHFySjRXSWhXSzU1TjczMFFpaDFoSUZmT0lOOFRoX0p6X0VCdkphdGV0ck5hRmdHOWU5VEc4TnZvUjJ0WFB3NTJrdUVJUUI2QTF6U2ZVdUlhWnU5dF93U1N2eFNYZjloMlIzbUE0a2RGVXVLQ1NNZ0R6Q2hJaHY2eFVKSFpzSlRYejlKMjcxUXFJS09lR2ZRMnBmdDljTWhfbEs2d3QtUFdvd0lkTDhRTndsaWQtT1cwZUVTOHJ3M2VCcnNTM3ZUZ2FwSnJfS0ZZdw&b64e=2&sign=a77229bbd00b52a6a500d7b4bca524c5&keyno=0&cst=AiuY0DBWFJ5fN_r-AEszk4ehSe8fxU6ZAkdL8sRqriVB2JnyVClldWME3qasdrOGDViexIx-4mNOrJnkNmI3XF0ncWkJaTSDjfnL_5yyJFQ2hdzcaO6YmLI3zr68_qC2vna2-Jolar7cwx-JeV32MlyEMenRGHJ0emLK3cQdPWwXrgDuczFMA2-OslUQesUhmIjSb92Um5-_pzkX8lTm5ouLauT41X3XewR4N47MvWNt63EjO8i9AwuJvxZ8y6arpdUqe4oQCYcZNLkenhpbgbbvCS6ljrbiOZ2jBQFE6dR58iFH3xSa4BK4GxlcCJMM-arbbIgzVo39RBgx6lSBe9Xrbsk5BKOjQET4Nu9MHX2xubG5U6n3cxqaZCUX0EW-6TPMA3NtcyOJFG8bdNRN7w05ABdMrfyn2cCZBJ5pV2gn-ZtpqaD9iiuNeVTudM2ltpIAXUF3eZ7iJO9TNNCBC40r8a3tFe5I0kbLzR_GKG3iE2XxqHL-5XZ3ckeqCgCt0pYiongeDq2Rew8SqGwYm3p1avvPmWF4RToiYN65-fIRuUabyqwmVrEMYp4HWs1l0MmMSQDpxbiyTHQtp3QkudSQx8_0bM38VZNog9OCPfMGIGAr5oS3sk8MrQbBLvJb&ref=orjY4mGPRjk5boDnW0uvlrrd71vZw9kpVBUyA8nmgRGGniRDizg1qX6U4gA2S8YSILDr0rgbZruQK9vkRpKE8N3o8VNUkKVYMnpWE4dqPCSULuDx13R7vM_z2COOdz99pJgLpGIEnmfUemW4tMHeQwaXaxECsjMw4W-PG8Y8U_Cdz3gOCZPFvbH7Z1htiuZ0KRBTgn2exP17h0jfO6Kze7LhH-icF4x0_FqbN8hSrgJnyRgH-5E4BQdtGalpJlXXzg5wOb8XptlDHoiodeb7gA&l10n=ru&cts=1477578459809&mc=3.277613436819116
http://yandex.ru/clck/jsredir?from=yandex.ru%3Bsearch%2F%3Bweb%3B%3B&text=&etext=1222.iINsljeG_q1wXDX1eCBpPnSKG-9SZldTHRXRTjQIiIAtk0QAwdHEgGfcy-9NrjF_bxaqckx4a8RlJjE-HI1Pkw.413543f0b83f1ed4dbe5ed5faca68add6ca62708&uuid=&state=PEtFfuTeVD5kpHnK9lio9aJ2gf1Q1OEQHP1rbfzHEMvZEAs4QuMnSA&data=UlNrNmk5WktYejY4cHFySjRXSWhXSzU1TjczMFFpaDFoSUZmT0lOOFRoX0p6X0VCdkphdGV0ck5hRmdHOWU5VEc4TnZvUjJ0WFB3NTJrdUVJUUI2QTF6U2ZVdUlhWnU5dF93U1N2eFNYZjloMlIzbUE0a2RGVXVLQ1NNZ0R6Q2hJaHY2eFVKSFpzSlRYejlKMjcxUXFBOW5aUGhfMnZJUW5feTZwc1E0bmdQQlVLdnNXWWhtLU13RFVsY1c2MXJ0YS03Sy0yS1kzOTFHbU9VTFhlZjQ5dw&b64e=2&sign=d495c5a89956c1f00bcb1fa6df50f6ad&keyno=0&cst=AiuY0DBWFJ5fN_r-AEszk4ehSe8fxU6ZAkdL8sRqriVB2JnyVClldWME3qasdrOGDViexIx-4mNOrJnkNmI3XF0ncWkJaTSDjfnL_5yyJFQ2hdzcaO6YmLI3zr68_qC2vna2-Jolar7cwx-JeV32MlyEMenRGHJ0emLK3cQdPWwXrgDuczFMA2-OslUQesUhmIjSb92Um5-_pzkX8lTm5ouLauT41X3XewR4N47MvWNt63EjO8i9AwuJvxZ8y6arpdUqe4oQCYcZNLkenhpbgY0tzObgTxtPJPVp0RC6ESXLu11eATfIwSpi6YpRpPLO7jSrqnZRhoUrysa04EgJC5n3HeirX4Tm0NIWteHe5vq5k4iRVV3jgBoymYDTcFS4TDWtQg2Rz1-jlyXeh3uy463m2cd1xgGE1j2IqojbPjEQ_oPEn10DzrcItDPKuBrWcMWKMBRrwl_NzBBCaFUrx0PJoL27OXMzHRt1MTkSL1GTLnZWb-OUYP8y-I0dZnymwFRDUCSitt8J3AzRLQMV9zVOTcj5YJehLsBHqmKbMqxAbc4OVBPfx2GLBd10-r-42YkIsoMGAR9kFt4qrGm13tCoK8op-NEQfgpfD0PEXcO6c7AsFqfimaaT1TPhdgHm&ref=orjY4mGPRjk5boDnW0uvlrrd71vZw9kpjFOc-jDymv14nLR1eak5K2VZi7zhpMJvJqEMaqsWxGw2v_EdBqOBI1eOhvm5OVlyY0Xl88V9Fm20288FvvaXqy0cxkeHrMnZwqK0xVeb9Zw&l10n=ru&cts=1477578363849&mc=5.1720910770823485

IIpunoxenne Al. CnpaBo4Hble MaTepHAJIbl, BKIKYas COOTBETCTBHUE MOKA3AHUIN K
NPUMEHEHHUIO U MPOTHBONOKA3aHMI, CI0CO00B NPUMEHEHUS U 103 JIEKAPCTBEHHBIX
NnpenapaTroB, MHCTPYKIUM N0 NPUMEHEHHUIO JeKAPCTBEHHOI0 Mpenapara

1. Tlpuxaz MuHucTepcTBa 3JpaBOOXPAHCHUS U COITMAIBHOTO pa3BuTHs PD ot 16 anpenst 2012 r. N 366H "O6
yTBepkeHnu [lopsiaka okazaHus neauarpudeckom nmomoniy"

2. llpuka3 MwunucrtepctBa 3npaBooxpaHeHuss PD "OO6 yrepxknaenun I[lopsiaika oka3zaHUS MEIUIIMHCKON
MTOMOIIIN OOJILHBIM C BPOXKJICHHBIMH | (WJIM) HACJIEICTBEHHBIMU 3a00sieBaHUsAMIU» OT 15 HOos0pst 2012 1. N
917u

3. IlocranoBnenue IIpaButenbcrBa Poccuiickoit ®enepammu ot 9 ampens 2015 roma Ne333 "O6
yTrBepxkaeHun IlpaBun hopMupoBanus nepedHs CHelHaTu3UPOBAHHBIX MPOIYKTOB JI€U€OHOr0 MUTAHUS
JUTSL IeTe-UHBAIUI0B"
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Hpuiaoxenue b. AropurmMsbl BeleHUS MalUEHTA

MayueHT c cmMnTOMamMm
XapakrepHbiMu gnst HUM m
nosbilleHUEM aMMOHHUA

MpoBeneHne naboparopHbixX
nccneqoBaHui ans
noareepxaeHmnsa HUM

Her

XapakKTepHble
ana HUM

OvddepeHunanbHan AMArHOCTMKa C

ApyrMMu 3a6oneBaHUAMM,
nporekawowmumu c TA

Y

Her

1.Husko6enkoBas guera
2. UHdy3uoHHaA Tepanus

3. HazaHauyeHue npenaparos,
CBA3bIBAOWWX aMMOHWH

1.0TmeHa 6enka (He 6onee uem
Ha 48 yacos)

2. Undy3noHHan Tepanusa

3. HasHauyeHue npenaparos,
CBSiI3bIBAIOWMX AMMOHWNHA

4. Flemoagunanus npu oTcyTCcTBME
a6conTHLIX
NPOTHUBOMNOKa3aHWi

Oa

crabunuzauuns

A
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Ipuiaoxenue B. UHpopmanus 11 nNauueHTOB

Meta00s113M U HapyLIeHHs] 00MeHa BelleCcTB

TepmMun «mMeraboam3M» MOApasyMeBaeT IMoj CcoOOM Bce TMpolecchl HEOOXOIUMBbIE IS
(GyHKIIMOHUPOBAHMS U Pa3BUTHUSL OPraHU3Ma, B XOJI€ KOTOPBIX 00pasyeTcs U pacxoayeTcs sHeprus. benkwu,
YKUPBI U YTIIEBOJIbI - OCHOBHBIC MUIIIEBBIEC BEIIECTBA, KOTOPBIE UCIOIB3YIOTCSl B KAUECTBE ChIPhS JJIsl CHHTE3a

HOBBIX KJICTOK WJIM OKUCJIAIOTCS, JOCTABJIAA OPTraHU3MYy SHCPIULO.

[Ipouieccel MeTabonnU3Ma MPOUCXOIAT B YEIIOBEUECKOM OpPraHU3ME €KECeKyH/IHO. Jlake B yCIOBUAX
MOJIHOTO TOKOSI YENIOBEK HCIOJB3YeT HEKOTOpOe KOIW4YecTBO »Hepruu. OHa HEmpephIBHO TPATUTCS Ha
(DM3HOIOTHYECKHE MPOIIECChI, KOTOPhIC HE OCTAHABIMBAIOTCS HU HA MHHYTY. MeTa0OIMYecKHue MpoIecChl
MOXXHO pa3JIeJIUTh Ha 2 TPYMIbL: KaTtaboJM3M — pacnaj WM paclleIUICHUE OMNpPEIEJICHHBIX BEIIECTB U

aHa00JIN3M — CO3aHNEC MOJICKYJI, IIOCTPOCHUC HOBBIX MOJICKYJ U KOMIIOHCHTOB KJICTOK.

YacTb sHepruu Heo0XoauMa JIst HOCTPOSHHS HOBBIX TKAHEBBIX KOMIIOHEHTOB, pyTasi pacXoayeTcs B
nporecce GyHKIMOHUPOBAHMS KJIETOK: TIPU COKPAILICHUH MBIIIILI, TIepeade HEPBHBIX UMITYJIbCoB. OcTanbpHas
SHEPrusi 0cBOOOXKAaeTcs B BUAE Teruia. s mpon3BoACTBa SHEPTUU Mbl UCIIOIb3YEM MPOYKThI TUTAHUS, a B
UX OTCYTCTBHE DPE3EPBHBIE 3alachl MUTATEIbHBIX BEIIECTB, NPUCYTCTBYIOIIME B HAIIEM OpraHusme. 3a
KaX/IbIi 3Tan (0MOXMMUYECKYIO pEakIiio) B IPOU3BOJICTBE SHEPTUHU OTBEYAET KOHKPETHBIIN OeNoK, (epMeHT.
VY KaXJ10T0 U3 HUX €CTh CBOS (PYHKLUA. DTO IEJIbIi KOHBEHep XMMUUECKUX peakuuid. Eciau oquH pepmeHT He
paboTaet, TO BCS LIEMOYKa OCTAHABIMBAETCS, 1 OPTaHU3M HE MOJIy4aeT KOHEYHbIN IPOAYKT, YTO IPUBOJUT K
HapylleHHIo MeTa0onu3Ma, Pa3BUTHIO 3a00JIeBaHUIM W3 TPYNNbl HACIEACTBEHHBIX HapylIeHHH oOMeHa

BelecTB (HacnencTBeHHbIe Oone3nu oomena - HBO).
Yrto Takoe HAPYIIEHHUS IIUKJIA MOYEBUHBI?

benku cocTosT M3 aMUHOKHUCIIOT. B cityyae HapyIleHn# [IUKJIa MOYEBHUHBI, TPU pacnage aMUHOKHUCIIOT
B OpraHusMme (peakiuu Kartabonmu3ma) oOpasyeTcs KpailHe TOKCHMYHOE BEIeCTBO, KOTOPOE Ha3bIBAETCS
aMMOHUU. {751 TOro, 4TOOBI €ro cenaTh MEHee TOKCHUHBIM M BBHIBECTH U3 OpraHU3Ma, B KJIeTKax (Ipexe
BCETO B KJIETKaX MEYCHH) JACHCTBYET 0co0as Iernovyka OMOXMMUYECKUX MPEBPAICHUH, KOTOpasi Ha3bIBACTCS

UK MoYeBUHBI i uki1 Kpebca-I'en3eneiita nim OpHUTHHOBOTO ITUKJIA.

B X0J€ ITOCJIEAOBATCIBbHBIX peaKHI/Iﬁ MMpEBpaIICHUA O}IHOﬁ AMHUHOKHCIIOTBI B APYIr'yrO, MOHBI aMMOHUA

MpeBpallaroTCsa B MOUYCBUHY — BCIICCTBO COBCPIICHHO HE TOKCUYHOC U 6BICTpO BBIBOAAIICCCA ITOYKaMMU.
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buocuHTe3 MOuYEBHHBI SBISETCS OCHOBHBIM MEXaHH3MOM «O0E3BPEKMBAHUSA aMMHaKa» B OpraHU3ME.
MoueBrHa BBIBOJUTCS ¢ MOYOW B KAaueCTBE IJIABHOTO KOHEYHOTO MPOJYKTa OENKOBOIr0, COOTBETCTBEHHO,
aAMUHOKHCIIOTHOTO, 0OMeHa. OCHOBHBIM MECTOM CHHTE3a MOYCBUHBI SIBJISICTCS TEUeHb. Peakium cuHTE3a
MOYEBHHBI TIPEJCTABISIOT COOOM UKL, MOJIYYUBIIUN B TUTEpaType HA3BaHHE OPHUTUHOBOTO IHKIa Kpedca

WK 1UKIIa MoyeBHHBI (Puc.1).

HapymeHI/m B pa60Te JaHHOTI'O IMKJIa Ha JIF000M 9TalIc, BCJICACTBUEC HCI[OCT&TO‘IHOﬁ AKTUBHOCTH q)epMeHTOB,
IMPUBOJAT K HAKOIUICHUIO aMMOHUS B KPOBH. HOCJIGI[HI/Iﬁ B CBOIO OYCPCAb OKA3bIBACT TOKCUUYCCKOC HeﬁCTBﬂe
Ha HOCHTPAJBbHYIO HCPBHYIO CHCTCMY, BbI3bIBad OTCK BCUICCTBA I'OJIOBHOI'O MO3ra, 4YTO MOKCT HNPUBECTHU K

CMCPTH IMalMCHTA.

H3BecTHO 6 Pa3JIUIHBIX (bOpM HapymeHI/Iﬁ IIMKJIa MOYEBUHBI U 2 3a60J’IeBaHI/I${, CB3aHHLIC C HAPYIICHUECM

TPAHCIOPTA COEAUHEHUHN, HEOOXOAUMBIX JJIs1 OCYLIECTBIECHUS 3TOI0 META00JIMYECKOr 0 IpoLiecca.
B yem npuyKMHa HapyLIeHW IUKJIA MOYeBUHbI?
Bce HapylieHus ukia MOYEBHHbI — HACJIeICTBEHHbIE 3a00JI€BaHMU.

Bce HAapyHmIeHusA NUKJIa MOYCBHHBI HACICAYIOTCA II0 aYTOCOMHO-pPCHCCCHMBHOMY THITY, KPOMC

HegocrarouyHoct OTC, koTopas UMEET CLETUICHHBIHN ¢ M0JIOM (X-CIIETUICHHBIN) THUI HACJICTOBAHUS.

[Ipu ayTOCOMHO-pEIeCCUBHOM THUII€ HACJIEIOBAHHS 00a POIUTEINS SIBISIOTCS HOCUTEISIMU MYTAaIlHH,
HO He OO0JICIOT, T.K. Y HUX €CTh BTOpasi KOMMs 310pOBOro reHa. Puck poxienus 00ipHOro pedeHKa B JaHHOM
ciyyae cocTaBisieT 25% Ha KaxIblii ciydyail GepeMeHHOCTH. BonbHON peGeHOK HacieayeT OAHY KOIHIO
«OO0JIBHOTO» I'eHa OT OTIa U OJHY — OT MaTepu. 3a00JieBaHUE MPOSBISAETCS TOJIBKO B CIy4yae HAIMYMS JABYX

KOIIHM MOBPEXACHHOTO TeHa. MalbuiKy U AEBOYKH OOJIEIOT ¢ OIMHAKOBOM YaCTOTOM.

¢ ¢
OTteu-HocuTenb i * MaTtb-HoCUTEeNnbHULA

l | |

Q @ @ @)
AN /AR A PN
9  $  $/  $4
3poposble 25% Hocutenu (reteposurotbl) 50% BonbHble 25%
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[Ipu wnenmocrarounoctn OTC - Tun HacnegoBaHUM X-CUEIJIEHHBIM. DTO O3HA4YaeT, 4YTO TEH
3a0oJieBaHUs HaxX0IuTCs Ha X-XpoMmocome. Kak/plif uenoBek uMeeT 1BOHHOM HaOOp reHOB, OMH U3 KOTOPBIX
OH II0JIy4YaeT OT MaTepH, IPyroi- ot orua. X 1 Y XpoOMOCOMBI OIIPEAEIISAIOT OJ Yea0oBeKa. My>KUNHbBI UMEIOT
oJ1Hy X XpOMOCOMY, MOJIYYEHHYIO OT MaTepu U OJHY Y XpOMOCOMY, IOJIYUYEHHYIO OT OTLA. Y >KEHUIUH B
HaJIM4uu ABe X XpOoMOCOMBI (0JJHa OT MaTepH, Apyras OT OTLA).

[Ipu OonpummHCTBE X-CHEIUICHHBIX 3a00JieBaHUM, yamie OOJECIOT MallbuyuKd (TaKk Kak y HHUX
OTCYTCTBYeT BTOpasi X XpOMOCOMa C 370pPOBbIM HabOpPOM T€HOB), HO, B OTJIMYHE OT MHOTHX Apyrux X-
CLIETUIEHHBIX 3a00yieBaHui, HenocTaTOUHOCTh OTC MOKET MpOSBIATHCSA KaK Y MaJIbUMKOB, TaK U y JIEBOYEK.
Ecnu xxenmuna sisnsierca HocuteneM myTtanuid B rene OTC, to cymectByet 50%-Hbli pUCK, UTO OHA TIEPEeaacT
3a0oneBaHre cBoeMy ChiHy. OHAKO, €CM PEOCHOK MOIYYHUT «30POBYIO» X-XpPOMOCOMY, 3a00JIeBaHHE HE
Bo3HUKHET. Taxke cymectByeT 50 % BepOsATHOCTb, YTO J10Yb KEHIIUHBI-HOCUTEIBHULIBI Oy/1eT HOCUTEIIEM
3a0o0neBaHus U B OyIyIIeM CMOXET nepeaars 0osie3Hb BHYKY. HocuTensmu 3a0051eBaHus TakKe MOTYT OBITh
U CECTpbl MaTepH, I03TOMY OUEHb Ba)KHO YTOUHUTH SABJIETCS JIU MaTh peOeHKa HOCUTENEM OO0JIE3HU U pU
HEOOXOIMMOCTH - 00CIIeOBaTh POJCTBEHHUI] KEHCKOTO IMoJia B ceMbe MaTepu. HocurenbHUIbI 60se3HN
MOTyT 00JIeTh, HO UHOTJIa B OYEHb MATKOW opMe M MHOTIIa AEBOYKAaM JOCTATOYHO OrpaHUYEHHs Oenka B
JUeTe, YTOOBl CUMITOMBI 3a00JI€BaHMsI HE BO3HUKITH.

B ciydae noaTBepk/IeHNs HOCUTENIBCTBA 3a001€BaHMsI BO3MOKHO [TPOBEIEHUE NIPEHATAIbHON TUArHOCTUKU
— T.€. Ha paHHUX CPOKaX OEPEMEHHOCTH OMPEIETUTh, OYIeT I peOeHOK OOJIEH WIIH 310POB.

CrnenyeTt TaKke OTMETUTh, 4TO MaTh pebeHka ¢ HIIM B pse ciiydaeB MOKET HE SIBISIThCSI HOCUTENEM
3a005IeBaHUs U PUCK MIOBTOPHOTO POKIEHUS B CEMbE OOJLHOTO peOeHKAa MUHIUMAIbHBIH.

Bce cembu, B koTOpBIX ecTh nanueHTbic HIIM nomxHbI 00513aTENbHO MPOUTH MEAMKO-TEHETHUECKOE
KOHCYJIbTUPOBAHHE U TTOJIYYHUThH MOJHYIO HH(GOPMAIIHIO OT Bpada-TeHETHKA O PUCKE MTOBTOPHOTO MPOSBICHUS
JAHHOTO 3200JIeBaHMsI B CEMbE WM OOCYIUTH APYTHe BOMPOCHI, CBSI3aHHBIC C HACJIEI0OBAaHUEM 3a00JIEBaHUSI.

B Poccuu Mmennko-TeHeTHUECKIE KOHCYJIbTalluN pa60Ta}0T B KaXXJIOM pEruoHC.

Kak qauarHocTupyoT HapylIeHUs] IUKJIA MOYEBUHBI?

OCHOBHBIMU METOJIaMU JMATHOCTUKH ATOW TPYIIBI OOJE3HEH SIBISIOTCS OMOXMMHYECKHE TECTHI.
BaxHbIM OMOXUMUYECKUM KPUTEPUEM AUATHO3A SIBJISIETCS TIOBBIIIICHUE YPOBHS AMMOHUS B KPOBU. AMMOHUIN
- KpaifHe HeCcTaOMJIbHOE COEIUHCHHE M HU3MEPATh €ro HYXXHO o4eHb ObicTpo — (ex tempore). M3mepenwue
aMMOHHUSI MOXET TPOBOJUTCS B HEKOTOPHIX OMOXMMHYECKUX JIA0OPATOPHUSIX B OOJBHUIIEC, WU C TTOMOIIBIO
0COOBIX TTOPTATHBHBIX aMMOHHMETPOB. OHU MOTYT OBITH MOJE3HBI A1 MOHUTOPUHTA YPOBHS aMMOHUS B
JIOMAIIIHUX YCJIOBHSIX. EUHCTBEHHBIM UX OTPaHUYEHHEM SIBISIETCS TO, UTO BEPXHMM JMANa30H U3MEPEHUs
orpanndeH 400 MxkM. Ecnu KoOHIIEHTparusi MPEBBIIIAET ITOT IOKa3aTellb, MPUOOP HE MOKAKET TOYHOE

3Ha4yeHue.
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CrnenyronmM HEMaJOBaKHBIM OHOXMMHYECKUM TECTOM SIBJISETCA OIpeAelieHue aMUHOKHUCIOT B
KpoBHU. J[J1s1 3TOr0 mMpUMEHSIOT METOT TaHAeMHOU Macc-ciekTpoMmerpun (TMC) mist onpeneneHus B msTHAX
BBICYIIICHHOW KPOBU WJIM aHAJIM3 aMUHOKHUCIIOT IUIa3Mbl HA aMHMHOKHUCJIOTHOM aHanu3atope. [Ipu pasHbix
dbopmax 3abosieBaHull HAOMIOJACTCS TOBBINICHUE WM CHUKCHHE OINPEACICHHBIX aMUHOKUCIOT. Jls
0003HAaYEeHHsSI AMUHOKHUCIIOT MPHUHSATH TpexOykBeHHOe oOo3HaueHue (Hampumep, Cit — HUTPYIUIMH, Arg -
aprunud, Orn — opHuTuH). KpaiiHe BaXHbIM SBJISIETCS OMNpEesieHHe OpPOTOBOM KUCIOTHI B Moue. [lpu
HEKOTOPBIX HAPYIICHUSIX [IUKJIA MOYEBUHBI OHA MOBBIIIAETCS, IPU APYTHX HAXOAUTCS B HOpME. DTO TOMOTaeT
Bpayam emie 10 nposenenus JJHK-ananuza npeanonoxuts kakoi umenHo u3 HIIM naubonee BeposiTeH y

IHanucHTa.

BrisiBuTh MyTanuio (I0JIOMKY) B T€HE MOXXHO MOJIEKYJSPHO-TEHETUUYECKUM METOOM, I 3TOro
npooautcs JIHK-gmarnoctuka. OpHako, OBIBAIOT Cily4ad, KOTJa MYTalUi0 HAWTH C HPUMEHEHHEM
CTaHAApTHBIX METO/IOB He yaaercs. Toraa Bpauu pu MOCTaHOBKE AMATHO3a OPUEHTUPYIOTCS HA KIIMHUYECKUE
CUMITOMBI U OMOXMMHYECKHE H3MeHeHHs. Eciu MyTaluu HaiJIeHbl 3TO JaeT BO3MOXHOCTH ONPEAEIUTh

HOCHUTEJICH B CEMbE B IMPOBECTHU MMPCHATAJIBHYIO W/MI NPCUMINNIAHTAIUOHHYIO TUAaIrHOCTUKY.

MOFyT JIX APYIrue 4JI1C€HbI CEMbHU OBITH HOCHTEJISIMH MyTaI[I/Iﬁ B IreHax nMKJia MOYEeBHHBI?

Bpatbs u cecTpsl 001pHOTO peOeHKa MOTYT UMETh 3a00JIeBaHUE, TAXKE €CIIM Y HUX Ha MOMEHT JIMarHOCTUKH
JPYIUX 4YICHOB CEMbHM HET CUMIITOMOB. B ciywyae moxareepxzaeHus auarHoza HIIM y ogHoro us wieHoB
CEeMbH, JKeJIaTeJIbHO MPOBECTH TUArHOCTUKY Y BCEX YWIEHOB CEMbH, UTOOBI KaK MOXKHO PaHBbIIIE (10 MOSABICHUS
KJIMHUYECKUX CHMITOMOB) HadyaTb Tepamnuio M u30exaTb ocilokHeHui. Takke wieHbl ceMbU MOTYT ObITh
3/I0pOBBIMHM HOCHUTENSIMU 3a00seBaHus. UTO KacaeTcst Jpyrux 4ji€HOB CEMbU, TO UM BaKHO COOOIIUTH, YTO
OHM MOTYT OBITb HOCUTENISMHU. DTO 3HAUUT, YTO U Y HUX €CThb PHUCK POXKACHUS peOCHKa C JaHHBIM

3a00JIEBAHUEM.

Kak MPOABJIAIOTCHA HAPDYIHICHUSA ITUKJIA MOYEBHHBI?

3abosneBaHMs U3 3TOW IPYMIBI MOTYT HAUMHATHCS B JTFOOOM BO3pACTe - € MEPBBIX JHEH U Jake 4acoB
KU3HU, B NIEPBBIE MECALIBI MU MIPOSBUTCS TOJIBKO B AETCKOM BO3PACTE WM Y MOAPOCTKOB. Bece 3aBUCHT OT
(dbopMbI 00JIe3HHU, TSHKECTH MYTallMU U BHEITHUX (DaKTOPOB (Kak 4acTo pedeHKa KOpMSAT, Kak 4acTo oH Oosieer
u T.1). Hexkotopeie 3aboneBaHusi MpOTEKAIOT MPEUMYLIECTBEHHO C MOpPaXEHHUEM I€UEHU U C Pa3BUTHEM
MeTa0OJIMUECKUX KPU30B ¢ runepammonnemueii. [Ipu panueit popme 60s1e3H1 3a001€BaHNE MOKET HAYATHCS
B II€PBBIE CYTKU KU3HU U JETHU IMOMAJAI0T B OTJCJICHHUS peaHUMalluH, TPeOyIOT CPOUHON Teparuu AJisi TOTO,
9YTOOBI CHU3UTh YPOBEHb aMMOHHUS B KpoBU. HapyiieHusi BCKapMIIMBaHUS- OTKa3 OT €Jbl, PBOTA, BSUIOCTh U

IMOBBIIICHHAA COHJIUBOCTL, CYJOPOTI' — II€PBBIC CUMIITOMBI 0oJIe3HN.
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VY nereil ¥ MOJPOCTKOB 3TH KPU3bl MOTYT MPOSIBIATHCS B BUAE NICUXUYECKUX HAPYIICHUI- HAITIOMUHAIOLINX

MM30(pPEHUIO U APYTHUE ICUXUYECKUE HAPYIICHUS.

MeTaboanueckue KpHU3bl - OYCHb OIIACHBEI. HMeHHO B 3TOT nepuoa MoryT pa3BuUTbCA H606paTI/IMBIe

MMOBPEKACHHMA I'OJIOBHOI'O MO3Tra BCJIICACTBHUE TOKCHUYCCKOI'O BOB,I[GI\;ICTBI/Iﬂ AMMOHUS.
Kak jgeuar HapymcHUusd NUKJIa MOYE€BHHBI?

Jl1 1e4eHns OCTPBIX MPOSIBICHUNA THIIEPAMMOHUEMHUH IPUMEHSIOT IIPENapaThl, CHUKAIOIUE YPOBEHD
aMMOHUs B KpoBH. K cokaneHuto, 3Ty npenaparsl HE 3aperUCTPUPOBAHBl B HAILIEW CTpaHE U HE BCE KIIMHUKU
MOryT ObICTpO obOecneunTh peOeHKa JaHHBIMU npemnaparamu. Jloarocpounas tepanus npu HIIM — st1o
IUETOTEPAIINS.

Ilenu querorepanuu npu HIIM:

° HopmaneHoe ¢pu3ndeckoe 1 HHTEIUIEKTyallbHOE pa3BUTHE.

° [TpubaBka B Bece U pocTe, B COOTBETCTBHE C BO3PACTOM.

° [Ipenynpexaenue KaTaboJINYECKUX CUTYalui, KOTOpbIe MOTYT IPUBECTH K META0OINYECKUM
KpHU3am

I[J'[ﬂ JOCTHKEHHUS ITHX IeJaeil AUETOTEPAIUSA NOJKHA 0TBECYATH CJICAYHOIHUM TpeﬁDBaHI/IﬂM:

° OOGecnieunBaTh MUHUMAJILHO O€30MacHoe moTpedieHne 0eslka B COOTBETCTBHE C BO3PACTOM.
° ObecneunBaTh HE3aMEHUMbBIMH AMUHOKHCIIOTAaMH, BUTAMUHAMH U MUHEpaJIaMH.
° ObecneunTh HEOOXOAMMOE KOJIMYECTBO KUIIOKAIOPUH.
° N30erath JUTENBHBIX EPUOJIOB TOIOAAHUS
Mertabonanueckuii Kpu3 - KPUTHYECKOE, YIPOKAIOIIee JKU3HU COCTOSHHE, CIIPOBOIMPOBAHHOE

HeOJIaronpusATHBIMU (aKTOpaMu, 00yClIaBIMBAIOIIMMH YCUIICHHBIN pacnaj 6enka ¢ 00pa3oBaHHMEM aMMOHHMSL.
[lepBble cHMITOMBI MeETAa0OIMYECKOrOo Kpu3a: Ype3BblualiHas COHJIMBOCTh, H3MEHEHHUE IIOBEICHMS,
pa3apaKUTEIbHOCTh, CHIDKEHHME amnmeTruta. Yacto Kpu3 NpoBOLUPYET HHQEKIHs, [OITOMY IEpBbIE
IIPOSIBJICHUS MOTYT HaYUHATBLCSA JIMXOPAAKOW, TOLIHOTOW, AMapeel, pBoTol. Ecian cBOEBpEMEHHO HE HAa4aTh

JICYCHUC Y peGeHKa MOKCT Pa3BUTHCA OTCK MO3Ta, CyJOpOoru 1 Koma.

UTo MOXKET CIIpOBOLIMPOBATH METAOOIMUECKUN KPHU3:

° JUTUTENILHOE TOJI0IaHue
) nHpeKIus
° TsDKeTas pu3ruecKkas ¥ YMOIMOHAIBHAS Harpy3Ka

[Tpuznaku runepammonuemun (HET CIIEHUONYECKNUX CUMIITOMOB):

° Cnabocth
° PBoTa
° OTKa3 oT enbl
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° N3menenus noseneHus (COHIMBOCTh/HEXapaKTepHAast BO30YIMMOCTB)

VYuuThiBas BEICOKUN PUCK Pa3BUTHUSI META0OIMUYECKOrO KpU3a MPH MOSBIECHUH BBIIIEONMCAHHBIX CUMIITOMOB
HY>)KHO HEMEIUICHHO OOpaTUThCS 3a MEIUIMHCKON momouibio. HeoOxoauMo B3sTh aHamM3 KpPOBH Ha

anektposuthl (K+, NA+, Ca+), rmokosy, KILC, AJIT, ACT, ammonuii. Ilpu HEOOXOAMMOCTH — HAYMHAIOT

MH(Y3UOHHYIO TEPAIIHUIO.

Kak Haﬁ.]'llOL[alOT MAIMEHTOB C HAPYIICHUEM IUKJIA MOYEBUHBI?

Jlia nanuenToB ¢ HIIM HeoO6xoauMbl peryisipHble o0cieoBanus. B tabiuie npuBeaeH npuMepHbIi

NepeUCHb U PEryjsipHOCTb HCCHeﬂOBaHHﬁ, HO B KaXIOM CJIyda€ Bbl JOJIZKHBI COIIaCOBBIBATH IIJIaH

O6CJ'I6,I[OB3.HI/I$I CO CBOMM JICHAIIIUM BpadoOM.

HcciienoBanue

HNurepBan

AMMoHUHI

EsxenHeBHO B mepBble 2 Mecsla 1nocie
IIOCTaHOBKU JJMarHo3a, Jajee — 10 NoKa3aHusIM
[TopTaTUBHBIA aMMOHUMETP JOJDKEH OBbITH y
pPOAMTENEH/ONEKYHOB MAI[IEHTa Ha PyKaX.
N3mepeHne aMMOHHS HEOOXOIUMO MTPOBOIUTH
IIPY HapYyILIEHUH CaMOYyBCTBUS, OCOOEHHO Y
MAIUEHTOB IIPOXUBAIOLINX B OTJAJICHHBIX OT
MEAMIMHCKUX LEHTPOB HACEJIEHHBIX MMyHKTAaX.
YuuTeiBas, npeaen u3Mepenus - He 6osee 400
MKr/1u1 i 300 mxMouts/n (anmapat BblAaeT
«Hi»), aMmMOHMi1 B TeueHne 3 yacoB JAOJIKEH
CHU3HUTCS J0 ONpeAesieMbIX (D, B
IIPOTMBHOM CJIy4ae IoKa3aHa OCIUTaIN3alus
Y MH(QY3UOHHAs Tepamusl.

T™™C

1 pa3 B 3-6 Mec 1 110 MOKa3aHUAM (B aHAJIN3E
xKenarenbHo onpeneneHue ramoramuaa GLN)

buoxumnueckuii ananus kposu (AJIT, ACT,
JIAT, I'T'T, 1D, 6unupyoun u ero ¢ppaxuuy,
o011IMH OeNOK, TII0K03a

1 pa3 B 3 Mec ¥ IO NOKa3aHUSAM

20I

1 pa3 B 6 Mec U 110 MOKa3aHUSIM

Y3U opranoB OpIONIHON MOJIOCTH U TTOYEK

1 pa3 B 6Mec. U 10 MOKa3aHUsIM

Baxnas unpopmauus

Ponutenu 6onpHOoro HIIM 105mKHBI OBITH 00y4eHBI IPaBUIIaM OpPTaHU3aIMK TEPANiH, y peOeHKa MpH

ceOe Bcera JoJKHA HAXOUThCS MaMsITKa ¢ YKa3aHUEM HEOTIIOKHBIX MEPOIIPHUSTHH.
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[leyatas B mouckoBHKe TepMHH «urea cycle defects» umm «HapylieHus HUUKIA MOYEBUHBID», BbI
HaIeTE THICSYU CCHIIIOK. B pyCCKOSI3bIMHOM HHTEPHETE MOJIE3HBIX CAUTOB HAa ATY TEMY MOKa Majio. ITU CAaUThI
CO3/1al0T CaMU POJUTENH, IIPU TMOAJEPKKE Bpayeil M crneunanucroB. [loaromy ecnu y Bac €CThb CHIBI U

KellaHue - CACNIalTe TAKOW CAlT ISt APYTUX ceMei U st ceOsl.

WHTepHEeT NPUHOCUT OOJIBIIYIO TIOJIB3Y, HO MHOTIa MH(OpMAIHs, HailleHHas B MHTEpHETE, MOXKET He
COOTBETCTBOBATh PEKOMEH/IAIUSAM, KOTOPBIM BHI cienyere. He OpocaiiTech BHIOIHATH TO, YTO HAIMCAHO HA
CTpaHHUIaX COLICeTel U Ha caiiTax, Jaxke eciu uHGopmanus 3aciayxuBaeT gosepus! ObcyauTe 310 ¢ BalIuM

JicHalmM BpadoM, Bbl TOJIZKHbBI OBITE YBEPEHBI, UTO ACIACTC BCC IIPABUIIBHO.
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Ipuioxkenue I'l. OpHUTHHOBBIN UKJI, IUKJ MOY€BUHbI

2ATO + P

OpHUTHH
®ymapar KapGamonndocdar
cyaumar-  OPHHTHHOBLIA m
Tpaxcepasza
Untpynnus

Pi

AM® + PPi
MuToxonapun

C oxcanoauerarom

C a-KeTornyraparom

Depmenmuol [{M noxkanuzosanvl 8 MUMOXOHOPUAX U YACMUYHO 6 yumo3one Kiemxu. IIpoxoocoenue uepes
MeMOPAHY NPOMENCYMOYHBIX COCOUHEHUL OCYUWECMEBIIAEMCsL ¢ NOMOWBIO CNeYUANTbHBIX OE/IK08 NePEeHOCUUKOS.

Crkopocmb  cunmesa  MOYEGUHbL — ONpeOdeNsemcs — Nepeol  peaxkyuell — YUKId, — KAMAaiu3upyemou
Kkapbamoungpocghamcunmaszou 1, 6 pezyromame Komopou obpasyemcs kapoamounpocgham uz ammuara u
euopokapoonama (HCO-3). Kapbamounpocghamcunmaza axmuena moavko 8 npucymcmeuu N-
ayemunenromamama.

Ha cneoyroweu cmaouu yuxna kapOamounbHulli OCMAmoK NepeHOCUmcsi Ha OPHUMUH C 00pa308anuem
YumpyinuHa. —3amem  APOUCXOOUmM — peaxkyus. —aAcnapmama ¢ YumpyuiuHOM U CUHMe3Upyemcs
apeununcykyunam. Cnedyrowas peaxkyus conpogoxcoaemcs omujenienuem gymapama u obpazosanuem
aApeuHUHA NpU 2UOPOaU3E KOMOPO20 00pa3yemcs u3oMouesuna. B pesyrsmame nepezpynuo8Ku u30Mo4esunsl
0bpa3zyemcs MO4esUuHa, a OCMAarWUICsa OPHUMUH BHOBb BKIIOYAEMCS 8 YUKIL.
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IIpunoxenne I'2. [leppuuHbIe rHIEPAMMOHUEMHU U

Ha3Banue AOOGpeBuatypa I'en Jlokyc Tun OMIM
HaCJIe]I0
BaHUSI
N anerun rmotamat | NAGS nepunur | NAGS 17921.31 AP 237210
CUHTETa3Has 608300
HEJI0CTaTOYHOCTh
Kapboomomndochar- | CPS1 pedpumur | CPS1 | 2935 AP 237300
CHUHTETa3Has 608307
HEJ0CTAaTOYHOCTh
OpuutuH oTC OoTC Xpll.4 X- 311250
TpaHCKapOaMuIa3Ha neUInT cuemwes | 300461
s HEZIOCTaTOYHOCTh HOE
HutpynmuHeMust CTLN1, Aprunun- | ASS1 9g34.11 AP 215700
Tl CYKIIUHAT 603470
CHHTETa3Has
HEJI0CTaTOYHOCTh
ApruHuHSHTapHas ApruHuH ASL 7911.21 AP 207900
AUy pust CYKIIMHAT Jha3Has | deghuyu 608310
HEJI0CTaTOYHOCTh | m
ApruHuHeMuUs Hedunur ARG1 |60g23.2 AP 207800
apruHassl | oepuyu 608313
m
HHH cunnpom ORNTI1 gedumur | ORNTL | 13914.11 AP 238970
(runepamMMoHuEMUS, |(MUTOXOHIpPUATIBH
TUTIEPOPHUTHHEMUS, bl TeUITUT
TOMOITUTPYJUTUHYPH OpHUTHHA,
51) SLC25A15
LutpymumHeMusT Henocrarounocts | CTLN2 | 7921.3 AP 6058146034
]I 2 [UTPHHA, SLC25A1 71
MIEPEHOCUHK 3
acrmaprar-
TIIFOTaMaT
Henocrarounocts GS GLUL | 1g25.3 AP 610015
TIIIOTAMHUH HEJ0CTaTOYHOCTh
CUHTETA3bI
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http://omim.org/entry/608300
http://omim.org/entry/608307
http://omim.org/entry/300461
http://omim.org/entry/608310
http://omim.org/entry/608313

Ipunoxenne I'3. Kiimnnyeckue NpU3HAKU U CHMIITOMBI OCTPOi M Xpoun4yeckoit HIIM
U paKTOpbI, NPOBOLMPYIOIIKE runepamMmmonuemuio npu HIUM

OcTtpas manudecranus XpoHnyeckoe TeUeHHE

HN3menenHoe co3HaHue (0T COHJIMBOCTH U CnyTaHHOCTBH CO3HAHMS, JIeTAPrusl,
JIETAPTUH 10 KOMBbI) roJIOBOKpYKeHHUe

* Ocrpas sHedanonarus (CM. HUXKE) * MurpeHnenoio0HbIe roJiOBHbIE 0014,

* Cynoporu (00bIYHO B COYETAHNH C TPEMOP, ATAKCHS, TU3APTPUS
H3MEHEHHbIM CO3HAHHEM) * TpyanocTn B 00y4eHNH, 3a/1epPiKKA
Ataxcust (00bIYHO B COYETAaHUU C NCUXOMOTOPHOI'0 Pa3BUTHSA

MU3MEHEHHBIM CO3HAHUEM) Xopest, epeOpanbHbIi napanuy
NHCcynbTonog00HbIe 31IU30/1b1 [IpopomxkuTenbHast KOPKOBas clenoTa
Bpemennas norepst 3peHus [Iporpeccupytomas cnacTuueckas JUILUIETUs
PBOTa M CHMKeHHUe anneTUTa i kBagpuruierus (onucano npu ARGI1D u
[IeueHo4Hast HEXOCTATOYHOCTD cunapome HHH)

IMonopranHasi HeIOCTATOYHOCTH OtBpaienne k 0eJ1Ky, CKIOHHOCTb K
HexocraTtounocTh nepugepnueckoro HHU3K00€eJIKOBOMY PALIMOHY
KpPOBOOOpameHust Boau B :xuBOTE, pBOTA

«ITocnepoioBoii CUX03» OrcyrcTBHe NpUOaBKHU B Bece
IlcuxuaTpuyeckne CHMITOMBI I'enaromeraJiusi, NOBbILIEHHE YPOBHS
(raJuTIONMHALMY, IAPAHOIS, MAHUS, Ne4YeHOYHbIX (pepMeHTOB
IMOLMOHAJIbHbIEC H3MEHEHUSs UJIH IIcuxuaTpuyeckne CHUMITOMBI:
HU3MEHEeHHUs1 JINYHOCTH) THIIEPAKTHUBHOCTD, Nlepena/ibl HACTPOEHMUS,
Y HOBOPOKICHHBIX: N3MEHEHHOE MOBeeHN e, ATPECCUBHOCTD

* KJIMHUYECKasi KapTHHA celcuca,

HapYLEeHUsl TepMOoperyasiiuu AyTOarpeccuBHOE NOBEACHHE

* HapyuIeHue AbIXaHUs, ObIIIKA Aymucmuxono0obnvie HapyuieHus n08e0eHUs.

e Hesponoruyeckue HapylIeHNUs Jlomkue Bos10ochI (xapakTepHo st ASLD)
Pa3IUYHOM CTETIEHU BhIpaXEHHOCTH | Jepmamum
(cuHApPOM BO30YXKJIEHUS UIH INU30ANYECKUI XapaKTep NOsABICHHA
YTHETEHUsl, CYJIOPOTH, KOMa U JIp) CHUMITOMATHKH

DaKTOpbl, NPOBOLHUPYIOIIHE rHNepaMMOHeMudecKuii Kpus npu HIIM

o Uudekuus

e [JoBpIIEHHE TEMITEPATYPBI

e Psora

e KenynoyHO-KHILIEYHOE WM APYTrO€ BHYTPEHHEE KPOBOTEUEHHE

e CHmwxkeHHOE NOTpedsieHNe KaJopHii nin Oenka (Hamp., roJIoJaHue epes ornepanue,
CHJIbHOE CHI)KEHHUE Beca Y HOBOPOXKICHHbIX )

e KaTaGoau3M 1 HHBOJIOIUS MAaTKU B TIOCJIEPOAOBOM Mepruo (MpEeMMyIIECTBEHHO Y
xeHmH ¢ OTC)

e XuMuoTepanus, BBICOKUE J103bl INTIFIOKOKOPTUKOUI0B

e [IponomxurenbHble W/UIM HHTEHCUBHBIE (PU3HUECKHE HATPYy3KU

e OrmepaTuBHbIE BMEIIATENIBCTBA 1101 0011l aHecTe3nei

e BricokoOenkoBas Harpy3ka (Hamp., 6apOexio, mapeHTepaIbHOE MUTAHHE)

e [Ipuem jJexkapCTBEHHBIX MTPENapaToB: MPEUMYIIECTBEHHO BaJbIpoaThl U L-
acrnaparuHasza/meracnaprasa. Tonupamar, kap6amaszenus, penodapOurai, peHnTouH,
MPUMHJIOH, PypOoCeMUI, THAPOXIOPOTHUA3U U CATUIIMIIATHI ACCOLIUUPOBAHBI C
TUIEPaMMOHUEMHUYECKOH IE€KOMIIEHCAIUEH.

56



57



IMpunoxenue I'4. KoHmeHTpauusi aMMHOKHCJIOT M OPOTOBO#i KUCJI0ThHI mpu HIIM

3aboJieBanne Ien, AMHMHOKHUCI0THI | Oprannyeckue
HacJleJ0OBaHHe KpPOBH KHCJIOThHI MOYH/KPOBH
Henocratounocts CPS1, AP /N Aprunun |/N opotoBas kucnora
kapbamomndocdar VN Hurpymiun
CUHTETAa3bl Tl myramuH
1 AlanuH
Henocratounocts OTC, X /N AprunuH | T 1 opoTOBasi KMCIIOTa
OPHUTUHTPAHCKApOAMUII | CLEIIJICHHBIN LU/N Hutpynnun
a3bl
HenocraTtounocTs ASS1, AP 1 ApruHuH N opoToBas KUCJIOTa
APTMHUHCYKIIUHATCUHTET 11 Hurpynun
a3bl
HenmocraTtounocTs ASL, AP /N Aprunul | N opoToBasi KMUCJIOTa (B
APTUHUHCYKIIMHATINA3BI 1 Hurpyuia PEAKHUX CIydasX MOKET
(apruHUHSHTapHAs Tl myramuH HE3HAYUTEIBHO
aIy Iy pusi) T Anannn TIOBBIIIATHCS)
1T 1 apruHuUHSHTapHasd
KHCJIOTa
Henocratounocts ARG1, AP 11 ApruHuH N opotoBas kuciaora
aprHHA3bI
HenocraTtounocts N- | NAGS, AP /N AprunnH | N opoToBas KHCIOTa
aleTHII-TIIyTaMar-
CHUHTETa3bl
HHH cunapom ORNT1, AP 11 OpHuUTHH HesnauutensHo
noBbIieHa/N opoToBast
KHCIIOTa
Hutpynnuaemus T | CTLN2, AP 1 HutpynnuH N oportoBas kuciaora

58




IMpuaoxenue I'S. IludpPpepenuuanbHass IMArHOCTUKA NPU BPOKIACHHBIX HAPYIICHUAX
00MeHa, NPUBOJALIMX K Pa3BUTHIO THIIEPAMMOHMEMHUM

IMapametp CocTtosinne
HIIM OA JegexTsI f- Cungpom Heduuur
OKHUCJIEHUS TUNEPUHCY] | NHUPYBAaTKapOOKC
SKMPHBIX HHH3MA- niaa3bi®
KHCJIOT rUnepaMMoH
HEeMHH
Anmpno3 +- + +- - +
Keronypusi® - + - - ++
T'unoraukemus’ - +/- + + +
1 JlakTat® - + +/- - +
1ACT u AJIT (+)¢ - + - +/-
1 KOK - - + - -
TMoueBasi - + + - -
KHCJI0Ta
| Jleiix/Ip/Tp - + - - -
CHmKeHHe Beca - +f - - +

[Ipumeuanue: MOMUMO COCTOSIHUM, MPUBEICHHBIX B TaOJIMIlE, TUIIEPAMMOHHEMUIO
MOTYT BBI3bIBaTh Je(EKTbl MHUTOXOHIPHUAIBHOTO OKUCIUTENIBHOTO (pochopunrpoBanus,
neUIUT LUTPUHA, JU3UHYpPUUECKas HEMEPEHOCUMOCTh Oelika WiId JAeUIUT OPHUTHUH
aMHUHOTpaHcdepassbl.

OA- oprannueckre anuaypuu

a Y HOBOpPOXJIEHHBIX KEeTOHypus (++ wmim +++) yka3plBaeT Ha OPraHUYECKYIO
AUy pHIO.

b Tuneprimkemuss W THIepaMMOHHEMHS («IICEBIO-CHHIPOM Pes») MOryT OBITh
OCHOBHBIMU TIPOSIBJICHUSIMU OPTaHHUYECKON alliIypyH, CBI3aHHOU ¢ Ae(UIIUTOM 3 -TUIPOKCH-
3-metunrirytapmii-CoA Tuasbl.

C JlakTaT B KpoBU HH(POPMATHUBEH MPU YPOBHE >6 MMOJIB/JI, TOCKOJIBKY MEHEE CHIIbHOE
MOBBITIIEHUE (2-OMMOJIB/JT) MOKET OOBSICHATHCS CHJIBHBIM IJIAUY€M WJIM BHICOKON MBIIICUHON
AKTUBHOCTBIO.

d Ilosbimenue ypoBueid AJIT m ACT BO3MOXHO, HO HE SBJSCTCS IMOCTOSHHBIM
npusHakoM HI[M.

€ MoeT OTCYTCTBOBAaTh Y HOBOPOKICHHBIX.

f Tonmbko y HOBOPOKICHHBIX.

g C runepaMMOHMEMHEN aCCOLIMUPOBAH TOJIBKO TvM B, HO He Thnbl A u C.
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Ipuiaoxenue I'6. be3onacHble yPOBHH NMOTPedIeHHUs 0€/IKA U IHEPTreTHYECKUE
NOTPeOHOCTH Y JieTel M B3POCabIX

besomnacHbie ypoBHU MOTpEOICHHS OeliKa U YHEPTETUYECKUE TIOTPEOHOCTH y JETEH U B3POCIBIX, a TAKXKE B

nepuosl OepeMeHHOCTH M JakTanmuu (BeiOOpouHo u3 pexkomennanmii FAO/WHO/UNU mnst 310poBoi

TTOTTYJISILIVIH )

IloTpebJieHue Oesika JHepreTuyeckas noTpedHOCTH

Bo3pa | morpedsenue Bo3pa | keHII | MY:KY | JKeHID | MY:KY

cT cT HHbI HHbI HHbI HHbI

Mecay | 2/Ke eeca mena 6 OeHb 20001 K/c/ke eeca | KKau/ke eeca

bl mena 6 0eHb mena 6 0eHb

1 1,77 0,5 340 335 81,3 80,0

2 1,50 2,5 334 348 79,8 83,2

3 1,36 5,0 305 315 72,9 75,3

6 1,31 10 248 275 59,3 65,7

12 1,14 15 193 230 46,1 55,0

20001

15 1,03 B3pocable, ymepeHHbIii YypOBeHb AKTHBHOCTH, BeC
Tesa 70 kr

2 0,97

3 0,90 18-29 159 183 38,0 43,7

4-6 0,87 30-59 148 175 35,4 41,8

7-10 0,92

JKEeHIINHBI Mysk4 | B3pociable, ymepeHHbIii ypOBeHb AKTHBHOCTH, BeC
HHBI Tesa S0 kr

200bl

11 0,90 0,91 18-29 180 212 43,0 50,7

12 0,89 0,90 30-59 183 212 43,7

13 0,88 0,90

14 0,87 0,89 Ooman JOMOJTHUTEIbHAS JHepreTuyecKasi
NOTPeOHOCTH NNPH OepeMEeHHOCTH

15 0,85 0,88 mpum | K/[xnc/0ens KKa1/0enp
ecmp

16 0,84 0,87 1 375 90

17 0,83 0,86 2 1200 287

18 0,82 0,85 3 1950 466

>18 | 0,830 | 0,83 ] ]
O6mas JIOTIOJTHUTEIbHAS JHepreTuyeckas
NOTPeOHOCTH NPH JAKTANMH

bepemenHocTb mecay | k/lic/0env KKaj1/0eHb
bl

Oowee JOMOJTHUTEJIbHOE

norpedseHmne Geaka 1-6 2800 669

mpum | 2/0enb >6 1925 460

ecmp

1 1
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2 10

3 31
JlakTanus
Oo01ee JTONMOJIHUTEILHOE

norpedJieHne dejika

Mmecau | 2/0eHv

bl

1-6 19

>6 13

Hopwmbl ¢pusnonornyeckoii noTpedHOCTH B OCHOBHBIX MUIEBBIX BEIECTBAX U IHEPTHH JIJISI 310POBBIX
aerei
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Ipunoxenue I'7. CpeanecyrouHbie HOPMbI OTPEOHOCTEH B OCHOBHBIX MUIIEBBIX
BelIEeCTBAX M YHEPrUM JJIs1 AeTeld NepPBOro rofa *KU3Hu (Ha Kr Macchl TeJia)

Bo3spacr (mec.) OHeprus benok Kupsi VYraeso
KKaJl/ KT I/KT I/KT IIBI
/KT
0-3 115 2,2 6,5 13
4-6 115 2,6 6,0 13
7-12 110 2,9 5,5 13
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Ipunoxenue I'S. Hopmbl pu3Ho10rnyeckoii moTpedOHOCTH B OCHOBHBIX NMHUIEBBIX
BelIeCTBAaX M JHEPrUuM AJIs1 310POBBIX JeTeH cTapiie roaa

Bozpact Oueprust kkan | benok, r/cytku | Xupsl, r/cytkn | YrueB
OJIBI,
r/CyTK
5

or 1 roxa mo 2 et 1200 36 40 174

ot 2 et fo 3 jer 1400 42 47 203

or 3 no 7 ner 1800 54 60 261

or 7 no 11 ner 2100 63 70 305

or 11 no 14 ner masnpunku | 2500 75 83 363

ot 11 o 14 ner neBouyku 2300 69 77 334

oT 14 no 18 net roHomM 2900 87 97 421

ot 14 no 18 ner neByuiku 2500 76 83 363

Ipuioxkenue I'9. IlpumepHbIH CyTOYHBINH HA00P NPOAYKTOB, €0 XUMHYECKHH COCTAB
U JHEpPreTH4YecKasi HeHHOCTh JJIsl AeTel J0IKO0JIbHOro Bo3pacra ¢ HIIM

[TpoayxTs KonunuectBo, | Oenku KHUPBI YTAEBOMBI | DHepreTuyec
r (M) Kas [ICHHOCTb,

KKaJl

X11e0 HU3KOOEIIKOBBIH 140 1,06 3,5 84,2 378

Xn1e600ymouHbIe 30 0,23 2,7 19,4 105

A3IETUS

Cyxas cMmech | 54 0,87 1,8 50 79,3

HHU3KO0EIKOBas

Bepmumens 13,7 0,12 0,08 11,2 479

HU3KO00EIKOBas

Kpyna HuzkobenkoBast | 25 0,2 0,5 21,6 90

Cyxoit  Oe30enkoBwIid | 24 50 17,2 114

HAIIUTOK

Maciio CIIMBOYHOE 20 0,1 16,5 0,16 149
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Macno Toruienoe 10 0,03 9,8 0,06 88,7
Macno pactuteiabHoe 15 - 14,9 - 134,8
Caxap 30 - - 29,9 113,7
Bapenne 20 - - 14,0 56
Kaprodens 100/70 1,4 0,28 11,4 56
Kanycra cBexas 55/44 0,79 0,05 2,1 11,9
MopxkoBb 95/76 0,98 0,07 4.8 25,8
Cgexia 60/48 0,72 0,05 4,32 20,2
Kabauku 25/19 0,12 0,06 1,0 4,75
Orypust 5/4 0,03 - 0,11 0,65
Canar 10/9 0,12 - 0,18 14
[Tomu0pbI 15/13 1,3 0,03 0,49 3,0
ToMar-nlacta 8/7 0,35 - 1,33 7
Jlyk peruatsbrii 5/4 0,05 - 0,32 1,45
Kiroxsa 10 0,05 - 0,38 2,6
Coku 100 0,5 - 11,7 47
DpyKTHI CBEXKHE 200/170 0,9 0,5 16,6 78,17
DpyKTHI Cyxue 10 0,3 - 5,05 22,7
3a cueT HaATYpaJbHBIX 9,5 70 258 1700
MPOJTyKTOB
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Ipuaoxenue 1'10. {0361 npenapaToB, MCMOJIb3YeMbIX MEPOPATBHO JIsl JJIUTEIbHOM

Tepanuu nauuenTos ¢ HIIM

3aboneBanne Harpus Harpus L-apruanx L-turpynuH Kapriromora
OeHzoar (henmnOytupar | (THIPOXIIOPU ST KHCJI0TAa
TN WM 0€e3
SKBHMBAJICHTHAsI | OCHOBAHMS)
J03a
[JIALEpOiIa
(henunOyTHpar
a
NAGSD - - - - 10-100
MI/KT/neHb
CPS1D 1o 250 <20 kr: mo 250 | <20 xr: 100- 100-200 -
MTI/KI/0eHb MI/KT/0eHb # 200 Mr/Kr/nesus | Mr/Kr/meHs
MakcumyM. 12 | >20 kr: 5 nu: 0.5-1 MaKkCcHUMyM 6
r/IeHb r/M2/neHp mmol/kr/nesy | r/meHp
MakcumyM 12 | >20 kr: 2.5-6
r/neds wiu 8.5 | r/mM2/neHp
mi/m2/neHs Makcumym 6
(9.4 r/neHs
r/m2/meHsp)
OTCD TaKXKe TaKXe TaKxe 100-200 -
MI/KI/0eHb
MaKkCuMyM 6
I/1eHb
ASSD TaKXe TaKXKe <20 kr: 100- - -
300*#
MI/KI/neHb
wm: 0.5-1.5
mmol/kr/neHn
>20 kr: 2.5-6
r/M2/1eHp
MaKCUMyM &
I/1eHb
ASLD TaKXe - <20 xr: 100- - -
300*#
MI/KI/1eHb
w: 0.5-1.5
mmol/kr/neHp
>20 kr: 2.5-6
r/M2/0eHp
MaKCUMyM 8
r/eHs
ARGI1D TaKXe TaKXKe - - -
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HHH cungpom

TaKXKC

TaKXKC

<20 kr: 100- 100-250 -
200* MI/KI/IeHb
MT/KT/IeHb MakcumMyMm 6

>20 kr: 2.5-6 r/neHb

r/M2/neHp

Makcumym 6

r/1eHb

Ipuioxkenue I'11. YpoBHH rHniepaMMOHUEMHH U NIpeasiaraeMble 1eiicTBUs

YpoBenb HeiicTBus npu | [deiicTBus npu | KommenTapuun

aMMOHMUSA OTCYTCTBUU ycranoBjeHHom HIIM

( MxM) JAMATHO32

[IpeBsienne * HCKITFOYUTH OEJIOK * HCKITIOYUTH OEJIOK " HCKJIIOYUTH OeJoK

BEpXHEH * TIIOKO3a B/B B | *® TJII0KO3a B/B B | Ha CYTKH

TpaHHILIBI COOTBETCTBYIOIICH COOTBETCTBYIOIIEH (MakcumansHO — 48

HOPMBI JO3UPOBKE U | IO3UPOBKE JUIS | 4YacoB)
IPEIOTBPAIICHUS MIPEIOTBPALICHUS . n3oerartb
kaTabonmu3ma karabonusma (10 mr/kr/muH. | 0OMEHHOTrO
(10mr/KT/™MUH. y | Vv  HOBOPOXICHHBIX) =+ | TIEpENMBaHUS KPOBH,
HOBOPOXKJCHHOTO) £ | HHCYJIHH? ITOCKOJIBKY 3TO
WHCYIUH? . KOHTPOJIb YPOBHEH | MPHBOAUT K
* KOHTPOJIb YPOBHEH | aMMOHUS KaKIble TPH Haca KaTabomu3mMy
aMMOHHMSI B KpOBH . THIIEPTITUKEMHUS

KaXXAbIC TPU Haca

MOXeET OBITH OYEHb
ornacHou

(TUTIEPOCMONSPHOCTD
)
>100 1 <250 (y | = HayaTh JIe4eHHE C | * MPOJOJDKATh JieueHue ¢ L- | =  mpum  TsKenoi
HOBOPOKJICHH B/B L-apruHMHOM W | aprUHHUHOM (Tarkke | TUMEPTIUKEMUHU
BIX CKaBeH][KepamMu MIPOJIOJDKUTH WJIM BKJIIOYHTH | C BBICOKHM JIAKTATOM
>150 u <250) azota (cMm. TabOmumy | L-tutpymnua  mus NAGS, | (>3 MMonw/i) mayuiie
5) CPS1 wm  OTC) ¥ | CHU3UTH  BIMBaHUSA
* HauyaTh BBelIEHHWE | OeH30aTOM HaTpUs [JIFOKO3BI, a4  He
KapOaMuiriayramara | =+ HATpUs | TIOBBIIIATH WHCYJIMH
, KapHUTHHA, | (GeHwIoyTtupar/penunanerar | = n3berarb
BUTaMHUHA B12, | °, yBemuuuth 03y MM | TMIOTOHHYECKHUX
OnoTuHa JlaBaTh B/B pacTBOpOB
* OpPH OTCYTCTBHH PBOTHI
paccMoTpeTh  BO3MOXKHOCTh

HA30racTPajJbHOTO BBEACHUS
YIJIEBOJIOB H  OMYJIBCHH
JTUMUI0B (IS TIOBBIIICHUS
KaJIOPUHHOCTH)
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250 - 500 * KaK BBIIIIC * KaKk BBIIE, HO BCE | " 100aBUTh HATPHUU H
. MPUTOTOBUTH | JIEKapcTBa B/B KaJMii B 3aBUCIMOCTH
pacTBop JUI | * NPUTOTOBUTH PacTBOp Ui | OT YpPOBHS
remo(nua)uasTpan | reMo(aua)buiabTpallud  TIPH | DICKTPOIUTOB
WU TPH  TOKEIOW | TsHKeNoW — 3HIedanonaTud | * YYUTHIBATh
sHIearonaTun W/WIN paHHEM TOBBILICHUH | MOTpeOJieHHe HaTpus
u/nnm paHHEM | aMMOHUS B KPOBH MJIM OY€Hb | MpH Ha3HAuYCHUH
MTOBBIIICHAH panHeM nebrote (1-2 neHn) OceH30aTa HJTH
aMMOHHMSL B KpOBU | * HayaTh | (eHunOyTupara
WIA O4YeHb paHHeM | remo(aua)puiabTpaunio mpu | HaTpus ©
nebrore (1-2 meHb) OTCYTCTBHH OpicTporo | * He Ha3Ha4daTh L-
. HayaThb | CHUXKEHMS aMmMmoHus B | aprunuH npu ARGI
remo(aua)dunpTpan | mpeaenax 3-6 4acoB
UIO MPH OTCYTCTBHU
OBICTPOTO CHUKEHUS
AMMOHHS B
npexaenax 3-6 yacos

500 - 1000 * KaK BBIIE * KaK BBIIIE YYUATHIBATh
* CpOYHO Hayarh | * CPOYHO HAayaTh | BO3MOXKHBIC
remo(nua)pmwibTpan | reMmo(aua)puiabTparuo IPOOJIEMBI,

U0 CBSI3aHHBIC c
HCTOb30BaHHEM
OeHzoara HaTpusg Npu
OpTaHUYECKIX
aIMIEeMHSIX
. n30erartb
MOBTOPHOTO
0OJTIOCHOTO BBEJICHHSI

>1000 . OIICHUTH | ® OIIEHUTH [EIECOO0PA3HOCTh | * KOHTPOJIb YPOBHEH

1eNecoo0pasHoOCTh panukanbHOro JedyeHus wiu | docdaros u

paluKaIbHOTO MATHATUBHOMN TOMOIIN UH(Y3UOHHAS

JICUCHHUS Wi Tepanms,

nepexoa Ha HarpaBJIeHHas Ha

NaJUTHATUBHYIO CHIDKEHHE

MOMOIIh OCJIOYKHEHHIA npu
remMo(ma)
dbupTpan

a Kontpons ypoBHs TI0K03bI uepe3 30 MUHYT U Jajiee pa3 B 4ac, YUYUTHIBAsK BHICOKYIO UyBCTBUTEIBHOCTh

HCEKOTOPBIX HOBOPOKACHHLIX K HHCYJIUHY.

b MoxxHo Ha3Ha4YMTH B/B SKBUMOJLIpHBIN pacTBOp OeH3oata 10% u ¢enmnanerera Harpus 10% mpu ero
nocTynmHOCTH (komMOuHHMpoBaHHBIM mipenapatr AmMmonyn (CIIA), u ero anamor s B/B BBeIEHUSA
npou3BoauTenr WayMade) @ 6omocHoe BBeaenue 250mr/kr B/B/90-120 muH., 3atrem 250 Mr/kr kak

MIPOJOJKUTENbHAS B/B MH(Y3Us B TEUEHUE CYTOK.

¢ Coxeprxanue HaTpHs B OJTHOM TpaMMe OeH3oaTa Wi (peHmIOyTUpaTa HaTpUsl COCTABIISIET 7 MMOJIb U 5,4

MMOJIb, COOTBETCTBCHHO.
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Ipunoxenne I'12. KoHceHCYyCHbIE peKOMEHAAIUM 110 J03MPOBKe NMpenapaToB Npu
OCTPOM IeKOMIICHCALIMH

Hapymenne | Bensoar ®enusiOyTupar Hatpusi | L-aprunun N-
HaTpus (PBA) rHApoXJIopua® Kapoamau
(BHYTPB, HaTpus/(peHunaaneraT (B/B, Ha 10% pacTBOpe | JriayTama
B/B, Ha 10% | Hatpusi (B/B, Ha 10% | KeKCTPO3bI) T (TOJIbLKO
pacTBope pacTBope AeKCTPO3bI) nepopaib
JAEKCTPO3bI) HbIii/3HTE
PaJbHbIH
npenapar)
[Tarment 6e3 | bomrocHoe Bomrocroe BBenenmne 250 | bomocHoe BBeneHne | bomocHoe
auarHosa BBEJICHHUE mr/kr B teueHue 90-120 | 250(—400) wmr/kxr (1-2 | BBeacHHE
250 Mr/kr B | MUH., 3aTeM | MMOJIb/KT) B TeueHue 90— | 100 wmr/kr
teuenne 90— | mommepxkanme: 250-500 | 120 muH., yepes HI
120 muH., MT/KT/CYT 3areM mopanepxkanue 250 | 30HT,
3aTeM (1,2 MMoOJIB/KT/CYT) MI/KT/CYyT 3arem 25—
MoIepKaHU (1,2 Mmmonb/Kr/cyT) 62,5 wmr/kr
e: Kaxnaple 6
250-500 4acoB
MT/KT/CyT ©
(mpm  Bece
tena >20 kr
5,5 r/m?/cyT
NAGS TO XKe - BomtocHoe BBenmenune 250 | To ke
mr/kr (1,2 MMOJIB/KT) B
teyenue 90—120muH.,
3areM mojanepkanne 250
MT/KT/CyT (1,2
MMOJTB/KT/CYT)
CPS1 & | To ke Bomocnoe BBeaenue 250 | To xe -
oTC Mmr/kr B teueHue 90-120
MUH., 3areM
noanepxkanue 250(—500)
Mr/kr/cyrt ©
ASS TO XKe TO Ke TO Xe -
ASL ¢ TO XK€ Bomrocroe BBenenue 250 | BomrocHoe BBenenue 200- | -
Mmr/kr B Tedenne 90-120 | 400 mr/kr (1-2 MMONB/KT)
MUH. 3ateM | B TeueHue 90—120 muH.,
HoAAepKaHUE: 250 | 3arem noanepxkanue 200-
Mr/kr/cyt © 400  wmr/kr/cyr  (1-2
MMOJIB/KT/CYT)
ARG1® TO K€ - IIpoTuBONOKAa3aH -
Cunnpom TO %€ bontocnoe BBepenue 250 | - -
HHH mr/kr B teuenue 90-120
MHUH., 3areM
MoAAEP)KaHUE: 250
Mr/Kr/cyrt ©
[IpenapaTsl, CBSA3bIBAIONIME AMMOHUI (CKaBEHKEpHhI)
MHH bensoar Hatpus denunanerar OennnOytupat I'muuepon
(suytpe!, B/B, Ha | Hatpus (B/B,Ha 10% | matpus (PBA) (bennndyTupar
10% pacTBope | pacTBOpE IITIOKO3bI)
TJIFOKO3bI)
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AMMoOHUH T'unnyposoit DeHUIaleTUI- DeHnnaleTuiI- DeHuIaleTHI-
BBIBOJIUTCS B | KHCIOTBI TIIIOTAMUHA TIIFOTaMHHA TIIIOTAMUHA
BUJC
IIpumenenue C poxaeHus C poxnaenus C 2 mec. C 2 ner
Cnoco0 BuyTtps 1 B/B B/B Buytps BuyTpb
BBEICHUS
Toprosoe Ammonyi (BB) (Chesapeake Ammonanc  (SOBI, | Pasuktu (Horizon
Ha3BaHHE Biological Laboratories, CIIA, SOBI, | IlIserus) Therapeutics,
HIBenust) Bypenun (Horizon | CIII A)
Hartpus 6enszoar 10%+ narpus dpenunanerar | Therapeutics,
10% (BB) (Way Made , Bemuko6puranns) | CIIIA)

1-TlpoTuBOMOKa3aHUsl K MPUMEHEHHIO O€H30aTra HaTpUs: TOKCHYHOCTh OeH30ara
YCUJIMBACTCS TIPU COCAMHEHUM C aCKOPOMHOBOW KHUCIOTOW (00pa3yercsi TOKCUYHBIN OCH30JI) M MHUIICBBIMH
kpacuteasivu (E-102, E-124 u E-129). HenomycTiMo MPeBbINIaTh PEXKUM J03UPOBAHHUS [T OEH30aTa HATPHUS

n H606XOI[I/IMO MNPUMCHATH AJIBbTCPHATUBHBIC MCTOABI JICUCHUSA CCJIIM YPOBCHB aMMOHHSA HC CHUIKACTCA OO

OCICBBIX 3HAUCHUH

HaTpusA MHOI'OKpAaTHO

benzoar HaTpHsaA MOXCT OBITH BBIMHCAH IO WHAUBUAYAJIBHOMY PpCUCITY W H3TOTOBJICH B anTeyHoU

OpraHu3alMH.
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IMpunoxenue I'13. Orpannyenue 0ejika NpU HEOTJIO0KHOM MOMOIIH (META00IMYECKOM
KpH3e) Y MJIaJICHIIeB U J1eTel

OrpanuyeHue Oeyika MpU HEOTIOXKHOW MOMOIIU (META0OJIMYECKOM KPHU3€) Y MIIAJICHIIEB U

JETEMN.
Bo3pacrt Konuentpa Kanopun/100m Pexomenayem [Yacrora
s asi  CyTOYHAsl [KOPMJIEHHS
KKaJ KK
MoJIMMEpPOB no3a
IJIIOKO3bI noTpedieHus
(%
YIJIEBO/IOB)

/1o 6 mec. 10 40 167 150 mur/kr IKaxeie 2-3
HJaca
rmepopatbHO/060
ITFOCHO

7-12 mec. 10-15 40-60 167-250 120 mi/kr KpyTJIOCYTOYHO

1 ron 15 60 250 1200 v I
MOCTOSTHHOE
BOH/IOBOE
KOpMJICHHE

2-9 net 20 80 334 ITo C TNpPUMEHEHHE

MoKa3aHWsIM °  [Hacoca TUTST
BHTEPATHLHOTO
>10 net 25 100 418 [To MMATAHUS
MOKA3aHUSIM

Hcrounuk: Clinical Pediatric Dietetics [106]. Kracc pexomenoayuii C-D.

a Jlns nmeteit ¢ Becom >10 kr moTpeOHOCTH HEOOXOAUMBIN 00BeM 0€30€lKOBOTO MUTAHUS B HEOTIOKHOM
CUTYAaIIMU MOKHO PACCUUTATh KakK:

11-20 xr: 100 mu/kr ans nepBbix 10 kr, mmtoc 50 Mir/kr s cnenyromux 10 Kr.

>20 kr: 100 mu/kr s nepBeix 10 kr, uiroc 50 mi/kr s cnenyromux 10 kxr, mmroc 25 MII/Kr ganee 10
MakCHUMaJILHOTO 3HaueHus 2500 Mi1/eHsb.
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Ipunoxenue I'14. MeTraboiudecKridi KOHTPOJIb, MOHUTOPUHT IMETHYECKOTO JIeYEHMS,
HYTPUMTHBHOIO CTATYCA U BO3MOKHBIX OTAAJIEHHBIX OCJI0KHECHUI 3a001eBaHUsA Yy
namueHToB ¢ HIIM

Uccnenosanue Yactora

AMMMaK, ra3bl KPOBH, JIAKTAT 2 pa3a B MecsII B TIEpPBBIC 2 MecsIa
MocJie  IIOCTAHOBKM  JHArHosa,
nanee 1 paz3 B 4 Mecsua U 1O
MOKa3aHMsIM

Omnpenenenue ypoBHs obmiero Oenka, ans0ymuHa, | 1 pa3 B Mecsil B IepBbie 2 Mecsa

MOYEBHHBI mocjie  MOCTAaHOBKH  JHarHosa,
nanee 1 paz3 B 4 Mecsua U 1o
MOKa3aHUsIM

Onpenenenue AKTUBHOCTH «TEeYeHOYHBIX» | 1 pa3 B MecsI] B IepBbIe 2 Mecsa

dbepmentos (AJIT, ACT) Mocjae  IOCTaHOBKM  JIMAarHosa,
nanee 1 pa3 B 4 mecsma u 1O
MOKa3aHUsIM

Koarynorpamma cranmaptHas 1 pa3 B mMecs1l B IepBbIe 2 Mecsa

mocjae  TOCTaHOBKM  JMArHo3a,
nanee 1 pa3 B 4 mecsma u 1o

MOKa3aHUsIM
OO6mmit ananus kposu +COD 1 pa3 B 4 Mecs11a U 110 TTOKa3aHUSIM
OObmeH xenesa 1 pa3 B 4 Mecsna 1 10 NOKa3aHUAM
VY3U opraHoB OpromHON MOJIOCTHHTIOUKA 1 pa3 B 4 Mecs11a 1 IO TOKa3aHUSIM
OKT 1 pa3 B 4 Mecsa ¥ 10 NOKa3aHUAM
OxoKT 1 pa3 B 4 Mecsa 1 110 NOKa3aHUAM
Buneo-K93I" MOHUTOpPHUHT ¢ BKIIOUEHUEM CHA 1 pa3 B 6 Mecsi1ieB
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AMHHOKMCIIOTHI MJ1a3MBI KpOBU

(mocne 3-44 roogaHus)

2 pa3a B Mecsll B IEpBBIC 2 Mecslla
IoclIe  IIOCTAHOBKM  JHAarHo3a,
nanee 1 pa3 B 4 mecsna u 1o
IMOKa3aHHUAM

Ananmn3 MouM Ha OpTraHN4Y€CKUC KHUCJIOThI

[Ipu OTC - 1 pa3 B 6 MecsiieB

+ Bo Bcex chydasx oOCTpoit
rUIepaMMOHUEMUN

KoHTposb 1ueTs! (MuieBoi JTHEBHUK )

1 pa3 B MecsI] B iepBbIe 2 Mecsla
IocJIe  IIOCTAHOBKM  JHArHosa,
nanee 1 pa3 B 6 MecsleB U 110
MOKa3aHMUIM

AHTpornomMeTpus (M3MepeHue pocTa U Beca)

1 pa3 B 4 mecsia

CrangapTHBIM OCMOTp Bpava-neauarpa

1 pa3 B 4 mecsia

HccnenoBanue HEBPOJIOTHYECKOTO craryca | | pa3 B4 mecsua
(KOHCYJIbTaLIUs Bpaya-HEBPOJIOTA)

Ouenka 1Q c 4 net 1 pa3 B 12 mecsiues
Koncynpranus Bpaya- cTomatosora/spada- | 1 pa3 B 12 mecsinen

cToMartoJiora A€TCKOro
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