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KiroueBble ci0Ba
I'unepammonneMus;
Hapymenuns nukina MO4E€BUHBL;
Hertu;
B3pocisie;

DHiedanonarus;

Cnmcok cokpameHui
I'A — runepamMmoHuEMus;
'l — remonuanmus;
HBO — nacnencTBeHHbIe 00J1e3HN OOMEHA;
HIIM — napymeHus: HUKJIa MOYEBUHBI,
IM— 1uKJ1 MOYEBHUHBI;
ARG — aprunasa;
ASL — apruHUHOCYKIIMHAT JI1a3a;
ASLD — HeocTaTOYHOCTh APTUHUHOCYKIIMHAT JIA3bI;
ASS — apruHMHOCYKIIMHAT CHHTeTa3a ;
ASSD — HetocTaTOYHOCTh APIrMHUHCYKIIMHAT CHHTETA3bI,
BCAA — aMHHOKHUCIIOTHI ¢ Pa3BETBICHHBIMU OOKOBBIMHU LICTISIMU;
CPS1 — xap6amowuun - pocdar cunrasa 1;
CPS1D — menocratouHoCTh Kapbamoni - ¢pochat cunTaszsl 1;
CTLNZ2 — murpymnuHeMus Tur 2 (HeI0CTaTOYHOCTh IUTPUHA);
CVVHDF — BeHo-BeHO3HAasi TeMOANA(UIbTPALIHS;
EAA — He3aMeHUMble aMHUHOKHUCIIOTHI;
GPP — cnoxxuBmiascst KTMHUYECKask TPAKTUKA;
HHH — runepopauTHEeMus ¢ runepaMMOHUEMHUEN U TOMOLIUTPYIMHYPUEH;
NAGS — N-aneruiriayramaT CHHTa3a;
ORNT1- MuTOXOHAPHAILHBINA TPAHCTIOPTEP OPHUTHHA 1;
OTC — opHUTHH-TpaHCKapOaMUIIa3a;
OTCD — HenocTaToYHOCTh OPHUTHH-TPAHCKAPOAMUITA3HI;
CPB — C-peakTHBHBII O€IOK;

IIKT — npoxanbLUTOHUH.



TepMUHBI U onIpeaeJIeHus

Metabon4ecKuii Kpu3 — KPUTHUYECKOE, YIPOXKAIOILIEEe HKU3HU COCTOSHUE, CIIPOBOLMPOBAHHOE
HEOIaronpusATHBIMA  (PaKTOpaMu, OOYCIOBIMBAIOIIUMH YCHJIEHHE IIPOLIECCOB KJIETOYHOTO
KaTabojlu3Ma C HAaKOIUIEHMEM TOKCHYHBIX BEIECTB U IPOSIBISIIOIIEECS OCTPO BO3ZHUKILIEH
sHIedanonaTuel, MpUCTyrnamMu pBOTHI, CyJJOPOTaMHu.

I'emoamanus — MeTOJ BHENOYEUHOI'O OYMILEHUS KPOBH, BO BpPEMsI KOTOPOTO IPOUCXOAMT
ylaJleHUe U3 OpraHn3Ma TOKCHUYECKHUX IPOAYKTOB OOMEHa BELIECTB, HOpMalu3alus
HapYyIIEHUH BOJHOTO U AJIEKTPOJIUTHOTO OATTAHCOB, IPH 3TOM OUYUIICHUE KPOBU OCYIIECTBISCTCS
Yyepes UCKYCCTBEHHYIO MeMOpaHy ¢ IPUMEHEHHEM allfapara «ICKyCCTBEHHAsI TOYKa.
IlepuToHeaJbHBINH AMAJIU3 - METOJ BHENOYEYHOIO OYMILEHHUS KPOBH, BO BPEMS KOTOPOIO
IIPOUCXOJUT yJaJIEHUE U3 OPraHu3Ma TOKCUYECKUX MPOJYKTOB OOMEHA BEIIECTB, HOpMaIU3alus
HapyLIEHUH BOJHOIO U 3JIEKTPOJUTHOTO OaJIaHCOB, IIPU 3TOM OUMILEHUE KPOBU MPOU3BOAUTCS 32
CU€T CMEHBI CIIelUaTbHBIX PACTBOPOB B OPIOIIHOI MOJOCTH, a B Ka4eCTBE MEMOPaHbI BBICTYIIAET
OprollIMHA MAlUeHTA.

Huka odpasoBanuss MmoueBuHbl (LIM) - mociemoBaTebHOCTh peaKIuii, 00ECIIEUNBAIOIINX
JETOKCUKAIIMI0 aMMOHUS B KJIETKE

Hapymenunss umkia oOpasoBanuss mouyeBUHbI (HIIM) — »5TO BpOXIEHHBIE OIIMOKU
MeTabonu3mMa, Ipu KOTOPBIX, U3-3a HEJAOCTATOYHOCTH (DEPMEHTOB WIIM TPAHCHIOPTHBIX OENKOB,
Hapymaercs oOpa3oBaHME MOYEBHMHBI, YTO TMPHBOAUT K OCTPOH WIM XPOHHYECKOU

TunepaMMOHHUEMHN.

1. KpaTkas nndgopmanus no 3a060/1eBaHNI0 UM COCTOHUIO (rpynie
3a200J1eBaHUI UJIM COCTOSIHUM)

1.1 Onpenesenue 3a00JeBAHAA UJIN COCTOSHUSA (TPyNnbl 32001eBAHUNA WU COCTOSTHU)

l'unepammonuemus (I'A) - moBbimenue ypoBas aMmMmoHus (NH4+) B kpoBu Bbitie 100
MKM/1 y JIOHOIIEHHBIX HOBOPOXKIEHHBIX, BbIme 150 MKM/n y riyOOKO HEIOHOIIEHHBIX
HOBOPOXXJEHHBIX U Bblie 50 MkM/n y Oonee crapmux JaeTedl U B3pOCIHBIX, MPUBOASIIEE K
yTpokaeMoM JKU3HHU KIMHUUYECKol cumnToMaruke. Kak nmpaBuiio, runepaMMOHUEMHUS] BOSHUKAET
BCJIE/ICTBUE HApYIICHUsI JETOKCUKALMU AMMOHUS B KJIETKAX I€YEHHU WU €70 TUIIEPIPOLYKIIIH.

HacnencrBennble HapymeHus iMkIiIa o0pa3oBanus MoueBrHbI (HLIM) — 3T0 MOHOTeHHBIE
00j1€3HU, NpPU KOTOPBIX M3-32 HEAOCTATOYHOCTH (HEPMEHTOB WM TPAHCHOPTHBIX OEIKOB
Hapyuiaerca oOpa3oBaHHE MOYEBHHBI, YTO MPUBOAMUT K OCTPON WIJIM XPOHUYECKOW MEepBUYHON
runepammonuemuu [1,2,3].

Bropuunsie TUIIEPaMMOHMEMHUHM MOTYT BO3HUKaTh KakK IIpU HACIEACTBEHHBIX
3a005ieBaHUAX (MUTOXOHJIPHAIBHBIX O0JIE3HIX, OPraHUYECKUX alluIypUsSX/aMUHOAUIONATHSAX ),

TaK ¥ OBITH CBA3aHEI MOPAKCHUEM IICUCHU paanqui/'I 9THUOJIOTUH (TOKCI/I‘IGCKO@, I/IH(i)eKI_[I/IOHHOC
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U T.J.), BHENCUEHOYHOW TMOPTAJIbHONW THMEPTCH3UEH, TOYEYHOW HEIOCTATOYHOCTHIO,
MHOEKIUSAMH, BBI3BAHHBIMU Ypea30-NPOAYLHPYIOIIUMH MUKPOOPraHU3MaMH, 3a00JIeBaHUSIMH,

COIMPOBOKAAOIIMUMHCA ITOBBIILICHHBIM KaTabOoJIN3MOM U APYruMHu NpuiIrnHaMu.

1.2 DTHOJI0rMs U NATOreHe3 3200J1eBAHNA WJIH COCTOSHUS (rpynnbl 32000eBAHUN WJIH
COCTOSIHM )

I'71aBHBIM MCTOYHMKOM aMMOHHUS SIBISIOTCS aMHHOKHCIOTHI M OeJIkH. bojbinas dacth

00pa30BaBIIErocss aMMOHUS 00€3BPEKMUBACTCS. B OPHUTUHOBOM IIMKJIE B II€YEHU U BBIIEISIETCS B
BHJI€ MOYEBUHBI. 3aboneBanuss u3 rpynnsl HIIM - peakue HaciencTBeHHble OOJIE3HH,
XapaKTepu3ymoIuecs: paHHed MaHupecTanrei, Kpu30BbIM TEYCHUEM M, B OTCYTCTBHH TEpPaIHH,
WIK JIETAIBHBIM MCXOJIOM B paHHEM JETCKOM BoO3pacTe. OTa Irpylna BKIOYAaeT 7 pa3HbIX
nedexroB. Cxema nukia oOpazoBaHMs MOYeBHMHBI mpenactaBieHa B Ilpunoxenun I'l. Kpome
nedexroB ¢epmentoB IIM wu3BecTHbl 005€3HH, OOYCIIOBIIEHHBIE HapyIIEHUEM MepeHoca
CcyOCTpaToB 4Yepe3 MHUTOXOHAPHAIBHYI0O MEMOpaHy - NOeQHUIMT TpaHCHmopTepa OpHHUTHHA |
(ORNT1) u nedurut muTpuHa (TpaHcnoprTepa IiroTamMara-acriaprara).

HauOonee uyBCTBUTENbHA K MOBPEXICHUIO aMMOHHEM LIEHTpajbHas HEPBHAs CUCTEMA,
TaK KaK aMMOHHUH € JIETKOCTbIO IIPOHHUKAET uepe3 TKaHEeBOM Oapbep, U OOBIYHO KOHLIEHTPALUS B
TKaHsXx B 10 pa3 mOpeBblIIa€T KOHLEHTPALMIO B CHIBOPOTKE KPOBH. AMMOHMH CUUTaeTCs
HEUPOTOKCUHOM, JIEUCTBYS OIIOCPEIOBAHHO YEPE3 CUCTEMY CUHTE3a IIIIOTAMHUHA, HAKAILIIMBACTCS
U TOBPEXJIAeT IJIMAJIbHbIE KJIETKH, W3MEHseT (TOBBIIAET) OCMOJIAPHOCTb, YTO OCIOXKHSIETCS
orekoM Mo3ra. [latorennslii >@dextr ['A 3aBUCUT OT MNPOJOKUTEIBHOCTH U TAKECTH
MHTOKCHKAIUH.

I'A MOryr BCTpETHTBHCA B IPAKTUKE Bpayeil pa3HbIX CIENMAIBHOCTEH — HEOHATOJIOIOB,
[eIMaTpPOB, HEBPOJIOIOB, Bpauel CKOPOM IIOMOLIY, PEAHMMATOJIOIOB, TaCTPOIHTEPOJIOIOB,

rernaToyioroB, TOKCHKOJIOroB [1-5].

1.3 DnuaeMuoJorus 3a00J1eBAHUS WIM COCTOSHUSA (rPpynnbl 3200JJeBAHUN I
COCTOSIHMIA)

[Tonapnstomee 6onpirHCTBO HIIM MMEIOT ayTOCOMHO-pEIleCCUBHBIN TUIT HACTIEAOBAHUS,

3a MCKIIIOYEHUEM OTC-gedunura — ¢ X-ClemIeHHbIM THIIOM HacienoBaHusi. CymmapHast
yactota HIIM cocrasnsier B cpennem 1:8 000 sxuBbix HOBOpokaAeHHBIX. 13 HUX: OTC 1:14 000,
ASS 1:57 000, CPS 1:62 000, ASL 1:70 000, nedunut aprunassr 1: 363 000 [1-5].

1.4 Oco0eHHOCTH KOIMPOBAHUA 3200JeBAHUS HJIN COCTOSHNS (IPyNnbl 32001eBaHUNA HIH

cocTOAHUI) 10 MeXTYHAPOAHOM CTATHCTHYECKON KiIaccu(pukanuy 0oJie3Hei 1 npoodJjaem,
CBA3aHHBIX €O 3710poBheM (MKE-10)

E72.2 Hapymennsi oOMeHa [UKJIa MOYEBUHBI

E72.4 Hapymenus Mmetaboim3Ma OpHUTHHA



1.5 Knaccudukanus 3a001eBaHud UJIH COCTOAHNUSA (TPpyInbl 32001eBAHUN UJIU COCTOSTHH)

Pa3nnyaroT 1Be rpynmsl NEpBUYHBIX TMIIEPAMMOHUEMUM B 3aBUCUMOCTH OT JIOKAJIU3aLuU
(hepMeHTHOTO JIe(heKTa — MPOKCUMAIBLHYIO, 10 BKIFOUCHHS B OPHUTHHOBBIN 1TUKII (nedexkTsl CPS1,
NAGS u OTC) u nucraabHyI0 — HEMOCPEJICTBEHHO MPOTEKAIONINE B IIUTOIIA3ME IeNaTOIMTOB
(ASS, ASL, ARG, HHH) u nBa TpancMeMOpaHHBIX TpaHCIOpPTEpa OPHUTHHA M LUTPYIUIMHA,
BbI3bIBarolMX HHH-cunapom u HepoctatoyHocTh 1uTpuHa (ORNTI1, CTLN2). OcHoBHBIE
JaHHBbIE MO0 HOMEHKJIAType MEepBUYHBIX THIIepaMMOHUEeMUN mpuBeaeHbl B [lpunoxenun [72.
Taxke U3BECTHBI «BTOPUYHBIE  » TMIIEPAMMOHHMEMUHU, KOTOPbIE MOTYT BO3HUKAThH KaK MPHU
HACJIEICTBEHHBIX 3a00JIeBaHUAX (MUTOXOHAPUATIBHBIX 00e3Hsx, OpPraHUYECKUX
aIMIypHsIX/aMUHOAIMIONIATUSAX), TaK W OBITh CBSA3aHBI C TOPAKCHHEM I€YEHU pPA3TUYHON
ATHOJIOTUU (TOKCUYECKOE, UH(PEKIIMOHHOE U T.JI.), BHEIIEUEHOUHON MOPTAIbHOIN TUIIEPTEH3HUEH,
MOYEYHOH  HEIOCTATOYHOCTHIO, HMH(EKIUSMHU, BBI3BAHHBIMU  YPEa30-MPOIyLHPYIOIIUMU
MHUKpPOOpPTraHu3MaMHu, 3a00JIeBaHUSIMH, COMPOBOKIAIOUIMMUCS MOBBIIICHHBIM KaTaOOIU3MOM U

ApyruMu npuurHamu [1-6].

1.6 Knnanyeckass KapTHHA 3200J€BAHNS UJIH COCTOSTHUSA (IPYNILI 3200J1eBAHUNA MJIH
COCTOSIHMA)

HIM MoryT umeTh OCTpble WJIM XPOHHUYECKHE IPOSBICHUS, BO3HUKAIOLIUE B JIIOOOM

BO3pacTe, YacTO KakK CIJIEJCTBHE COCTOSIHMI, B KOTOPBIX AKTHUBU3UPYETCS KaTaboyu3M, IpU
M30BITOYHOM MOTPEOICHUH OenKa WU mpueme HEKOTOPBIX JIEKAPCTBEHHBIX MPENapaToB.
Bo wMHOrmx ciydasx BBISIBUTH MPOBOIMpYIOMMKA ¢daktop He yaaerca. BcenenctBue
Hecrienuuynoctu cumntoMoB HIIM crnenyer Bkimouars B auddepeHnnanbHbIil AHarHo3 Y
MAalMEHTOB C HEOOBSCHUMOW OCTpOHl »JHIeQaionaTuel WJIM OCTPbIM  ICUXHUYECKUM

paccTpoiicTBOM, renmaTuTaMy HEsICHOH aTuonoruu (mpunoxenue I° 3).

HoBopoxieHHbIE ¢ HapylIeHHEM IUKIa MOUYEBUHBI OOBIYHO POXKIAIOTCA C XOPOLIUMH
Macco-pOCTOBBIMU TOKAa3aTEIsIMH, HO Y HHUX OBICTpO pa3BHUBAETCs OTEK TOJIOBHOTO MO3ra U
CBSI3aHHBIE C HUM OCJIO’KHEHUS B BUJIE YTHETEHUSI CO3HAHUS (OT COHJIMBOCTHU JI0 KOMBI), CyJ0pOT,
HapylIeHHe MBIIIEYHOTO TOHyca M TepMOperysiuu. [1ockoabKy HOBOPOKAECHHBIX OOBIYHO
BBIIIMCHIBAIOT U3 POAMJIBHOTO JOMa B TE€YEHHUE IIEPBBIX TPEX-UETHIPEX IAHEU IIOCIE POXKICHHUS,
cumntoMbl HMI] uacto pa3BuBaiTCs, Korja peOEHOK HaXOJUTCS JOMa, U MOTYT OBITh
CBOEBPEMEHHO HE PACMO3HAHBI CEMbEH M BpPauOM MEPBUYHON MEAUITMHCKON momoru. OObIYHO
HayaJbHbIE CHMITOMBI Y peO€HKa ¢ THIIepaMMOHHMEMUEH SBIISAIOTCS HEeCeUU(DUIHBIMU: OTKa3 OT
€Zibl, TUIIOTEPMHUSI, COHIIMBOCTH IIPOIPECCUPYIOLIAs 10 IIOJTHOU yTpaThl CO3HAHMS BILUIOTH 10 KOMBI
[67, 68]. ¥V manueHTOB ¢ rUMepaMMOHHEMHUEH SMUICNTUYCCKUE MPUCTYIBI pa3BuBatoTces 50 %

ciny4aeB. Ha paHHHX cTainsIX TMIIEpaMMOHHEMHYECKUX KPU30B PETUCTPUPYETCS pECITUPATOPHBIN



ankano3. KilMHHYecKkne CHUMITOMBI, Ppa3BUBAIOIIMECS IPU OCTPOHM TUIIEPAMMOHHEMHH B
HEOHATaJIbHOM BO3pacT€ CXOJIHBl C T'MIOKCUYECKU-UIIEMUYECKUM IIOPAKEHUEM HEPBHOU
CHCTEMBI WJIK OCTPHIM HapyIIEHHEM MO3TOBOT'O KPOBOOOPAIICHUSI.

[To3auss manudecranus 3aboneBaHus HAOMIOJACTCS MPU YACTUYHOW HEIOCTATOYHOCTH
(dbepMeHTOB IuKIa MOYEBUHBL. JleOIOTHBIE KIMHUYECKHE CUMITOMBI MOTYT HOSIBIATHCA KakK B
IIOAPOCTKOBOM, TaK U B3POCJIOM BO3pacTax, P 3TOM I'MIEPAMMOHMEMHS MEHEE BBIPAXKEHA, U
KJIIMHUYECKHE CUMITOMBI OoJjiee MSTKUE, 4eM IIpu HeoHaTalbHOM ImpossieHun HMIL. B
OOJIBIIMHCTBE CITyYaeB, Y TAKUX MAI[UEHTOB OCHOBHBIMU KJIMHUYECKHUMU CUMIITOMAMU SIBJISIOTCS
CHIDKEHUE alllleTuTa, pBOTA, BAJIOCTh, FOJOBHASI 0O0Jb U MOBEACHUYECKUE paccTpoiicTBa. Moryr
BO3HUKATh HApYILIEHUs CHA, Opel, FaJUTFOIIMHAIINH U TICUXO3bI.

OcTpas neyeHo4Has HeJJ0OCTaTOYHOCTh YacTo Habmoaaercs y nauuentoB ¢ OTCD, ASSD
u cuaagpomom HHH [1,2,4,7,8].

Otmeuaercss U psan Apyrux, Ooznee penkux, npossaeHuit HIM. Ilpu anurtenbHOI
THIIEPAMMOHHEMHUH MOTYT BO3HHMKATh MHCYJIBTOIOMOOHBIC 3MU30AbI. YacTo o4aru MOBTOPHBIX
3MK30/I0B MO3TOBOI'0 KPOBOOOpPAIICHHS PACIOAraloTcsi B TEMEHHOM, 3aThUIOYHOW M JIOOHOM
o0racTax rosoBHOro Mosra. Hanbonee ys3BUMON 30HOM MOpa)KeHHsI SBJISIETCS OCTPOBKOBAs Kopa
TOJIOBHOTO MO3ra, HaxoJsllascs B IIYOMHE JaTepalbHON OO0po3/abl, KOTOpas CYHTAeTCs
OTBETCTBEHHOW 3a ()OPMHPOBAHWE CO3HAHUS, a TAK)KE UTPAET POJb B 0Opa30BaHUHM IMOIIHIA.
Wuorma 3aboneBaHre MOXKET TMPOTEKaTh IMOJI MAaCKOM CMEmIaHHOH (OpPMBI  JIETCKOTO
1epeOpabHOrO Mapagnya, MPOTEKAIOUIEr0 ¢ U3MEHEHUEM MBIIIEYHOI0 TOHYCa 10 MHUpPaMHJIHO-
JKCTpaNMaMHUIHOMY THUILy M pa3IN4HbIX THUIIOB TUIIEPKUHE30B. B penkux ciydasx, MOTyT
HaONMOaThCs  BMU30[bl  NPEXOoNsAllel WM 3aTSHyBLIEMCS ~ KOPKOBOM  CIENOTHI,
ayTUCTUKOMNOI00HBIE CUMIITOMBI , @ TAK)XKE APYTUe SMU30JUNUECKHE ICUXUATPUUECKNE CUMIITOMBI,
KOTOpbIE MOTYT OBbITh €TUHCTBEHHBIM TiposiBicHneM HIIM [4,7,9-15].

VY B3pocnbIX JKEHIIMH TMepBbIMU mposiBaeHussMu HIIM Moryr crath ocTpble
HEOOBSICHUMBIE HEBPOJIOTUYECKUE CUMIITOMBI B OCIEpO10BOM niepuoae (onucansl npu CPS1D,
OTCD u ASSD) [23-25]. BapuabenbHOCTh CTENEHU TSKECTH 3a00JIeBaHMsI XapakTepHa st
YKEHITUH ¢ rerepo3urotHoit hopmoit OTCD (1o npuyuHe JTaifOHM3aIMH ), HO HAOJIF0AaeTCs U TPU
Bcex HIIM [13,14,15].

[TosTOMy mIpM AMAarHOCTUKE Ba)XHOE 3HAYEHHE HMMEET COCTABICHHE POJOCIOBHOMN C
M3Y4YEHHEM CIIy4yaeB HEOOBSICHUMON CMEPTH HOBOPOXKIACHHBIX HAIMYUS HEBPOJOTHYECKUX HIIU
NICUXUATPUUECKUX MPOSBICHUHN Y POJICTBEHHUKOB, OTKa3a OT OEITKOBBIX MIPOAYKTOB y MAIMEHTA U
YJIEHOB €0 CEMBH, a TAK)KE CBEJICHUI O IPUEME NAIIUEHTOM JIEKAPCTBEHHBIX  IIPENaparoB.

Hwmxe nmpuBenena kparkast KauHudeckas xapakrepuctuka HIIM.

Hapymenus peakuuii HUK/Ia MOYEBHHBI



®epmentsl HIIM nokanu3oBaHbl B MUTOXOHJPUSX M YAaCTUYHO B IUTO30JI€ KIIETKH.
[TpoxoxkaeHue depe3 MeMOpaHy MPOMEKYTOYHBIX COSAMHEHHN OCYIIECTBISICTCS C TOMOIIBIO
CHEeIUaIbHBIX MEepeHOCUUKOB. CKOPOCTh CHHTE3a MOUYEBHHBI OIpEACNIIeTCS NMEPBOM peakiuei
nukna, karanusupyemoir CPS1, B pesynprare koTopoi oOpasyercs kapOamowmiidocdar us
amMmoHuss u rtuapokapobonara (HCO73). CPS1 akTtuBHa TOJBKO B TMPUCYTCTBHUU N-
arermirioramMara. Ha ciienyromeil ctaauu nukia KapOaMOWIBHBIA OCTaTOK MEPEHOCHUTCS Ha
OpHUTHH ¢ 00pa3oBaHUEM IUTPYIUIMHA. 3aTEM MPOUCXOIUT PEAKIIUS acrapraTa ¢ MUTPYILTHHOM
U CHHTE3UpyeTcs apruHuHCykKiuHar. Creayromas peaklus COMNPOBOXKAAETCS OTLICTUIEHUEM
¢dbymapaTta u oOpazoBaHHMEM apTUHUHA, MPU THIPOJIN3E KOTOPOro odpaszyeTrcs u3oMoueBHHA. B
pe3ylbTaTe MEeperpymnimupoBKA W30MOUEBHUHBI 00pa3yeTcsi MOYCBHHA, & OCTAIOLIUICS OPHUTHH

BHOBB BKJIFOYAeTCs B UK [1].

Henocrarounocts kapoaMmoniocharcuHTEeTA3BI

HacnencTtBeHHOE ayTOCOMHO-pEIIECCHBHOE 3a00JIeBaHMe, CBsA3aHHOE ¢ MmyTarusmu reHa CPS1,
kogupytomiero gpepment LIM kapbamoundocdarcunrerasy 1.

Knunuyeckuit penotun rereporeHeH. Boigenstor GopMbl ¢ HEOHATaIbHBIM M 0o0Jiee MO3IHUM
HayvajoM 3a00JIeBaHUS — B MJIA/ICHYECTBE MM PaHHEM JECTCTBE.

HeonaranpHas (Tspkenmast) ¢opma - TedeHue 3abosieBaHus ocTpoe. Bospact Hadana
3a0o0neBaHus - HEOHATAIbHBINA Tepuoa (uepes 24-72 yaca mocie poKISHUS WIH B MEPBbIE THU
KU3HU): HapyIIeHUs BCKApMIIMBAHHS, CPBITUBAHUS, PBOTA, OTKa3 OT €Jbl, JbIXaTelIbHbIC
HapymeHust (TaXWITHODd, alHOd W ApYTHe), TUMOTePMHS, KIMHUYECKHE IPH3HAKH CEeTICHUca,
MOBBIIIEHHAs BO30yauMocTh uinu cunapom yraerenus LIHC, quddysHas MpliiedHast TMIIOTOHUS
C THUIIEPTOHYCOM B MAHMCTAIbHBIX OT/AETaX KOHEYHOCTEH, CYIOpPOKHBI CHHAPOM, a TaKxke
JmeTaprusi/komMa. OTH  COCTOSHUSL  CONMPOBOXKIAIOTCA  PECIUPATOPHBIM  alKallo30M U
rurepaMMoHueMueil. JIeTanbHbIN NCX0/ B HEOHATAIBHOM MEPUO/IE HACTYIAET BCIEICTBUE OTEKA
MO3Ta U OCTPOU CEepPAEYHO-JIETOUHOMN HOU HEJIOCTAaTOYHOCTH, YacTO OUIMOOYHO CTaBSIT
JIMarHO3 MHEBMOHUH, CETICHCa.

Munanenueckas (Msrkasi) popma - TeueHue 3a00J1€BaHUS HHTEPMUTTUPYIOIIEE B BUTE
Kpu30B. Bo3pact Hayana 3a0oneBaHus BapbUPYET: HA TIEPBOM TOAY KU3HU WJIH 10 3-X JIEeT
Bo3HukHOBEHHE METa0OIMYECKMX KPH30B YacTO CBS3aHO C HA4YalloOM HCKYCCTBEHHOTO
BCKapMJIMBaHUS ¢ OOJBIIUM COJEpKAHUEM Oelka, KaK peakius Ha MOBBIIIICHHE Oenka B
paumoHe . 3aboJeBaHUE MPOSIBIISAETCS PBOTOM, HAPYIICHUSIMUA CO3HAHUS (COTIOPOM, JIeTaprueii,
KOMOH) Ha (oOHE TUINEPaMMOHHEMHHM U PECIHMPATOPHOIO ajKajio3a, COMPOBOXKIAECTCS
THIEePBO30YIUMOCTBIO, TUCITHOD, OSIHJICITUYCCKUMH TPHUCTYIIAMH, AaTaKCHUEH, MBIIICYHON

runotoHue. Yacto mMOBTOpSIOMIMECS METa00IMYeCKHEe KPU3bl MPUBOAIT K YMCTBEHHOU
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OTCTAJIOCTH, 3aJIepKKe (U3UIECKOTO Pa3BUTHUS C OTcTaBaHueM pocta [1,2,4,7]. TlpaBuibHBIH
JMArHO3 YCTAaHABIIMBACTCS PEIKO, KIMHUYECKAass CUMIITOMATHUKA OOBSICHSAETCA KHUIICUHBIMU
KOJIMKaMH, TaCTPOIHTEPUTOM, CHHJIPOMOM IUKIUYECKOW PBOTHI, SHIEPATHTOM, CHHAPOMOM
Peite, Oe3xentymHolW ¢OpMOH renmaTuTa ¢ MHHUMAIBHOM AaKTUBHOCTBIO, AIHUJICTICHEH,
OTpaBJICHUEM JIeKapCTBaMU, TTUOMON. MHOrue OOJbHBIE MEPEXOAAT K CaMOOTPAaHUYEHHUIO B
0eIKOBOH MHIIIE.

IOnomeckue Qopmbl  3a0oneBaHUsT C YaCTHYHOW HEJOCTATOYHOCTHIO (epMeHTa
MPOSIBJISIIOTCST TIOJIHOW CUMITOMATUKON BO BpeMs mpuctyna [1,2]. K yMcTBeHHON OTCTamocTH
MIPUBOJIUT YMEPEHHAs, HO MOCTOSIHHAS TUIIEPAMMOHUEMHUS, TO €CTh IPU OTCYTCTBUH KPU30B.

HemocTaTo4yHOCTH OPHUTHHTPAHCKAPOAMUIIA3BI

Hacnencteennoe X-cuemiieHHoe 3a0olieBaHue, CBsA3aHHOe ¢ Myrauusamu reHa OTC,

komupytomiero gepmeHt LIM opautuntpanckapbammiazy (OTC).

Knuandeckuii ()eHOTHIT TETEPOTEHEH W CXOJEH C TaKOBBIM IIPH HEIOCTATOYHOCTH
kapOamomindocharcuaTerassl. Paznmuuaror GpopMbl ¢ HeoOHATaIbHBIM, HHPAHTUIBHBIM B 0Oo0Jce

II0O3JHHUM Ha4daJIOM.

3aboneBanne MMeeT X-CIEIJICHHBIM THII HAcJEeIOBAaHUS, HO y JEBOYEK HOCHUTEIHHUII
nposiBiieHuss OTC He Tak peAKu U MOTYT UMETh JIOBOJIBHO TSXKEJIO€ TEUEHHE U JIaXKeE C JIETAIbHBIM
ucxogoM. IlpumepHo 66% reTepo3Uror, KIMHUYECKH Ka)KyIIMXCS HOPMAJIbHBIMHM, HMEIOT
paccTpoiicTBa roMeocTas3a a30Ta U UMEIOT PUCK pa3BUTHs KIMHUKH OCTPOH 3HIe(danonaTuu BO
BpeMs OEpeMEHHOCTH, YTO OMMOOYHO PACIEHMBAIOT Kak Mcuxo3 OepemeHHoctu. Ha 2-3
JECSITUIIETUH KU3HH TaK)K€ MOTYT OTMEYaThCsl CIEAYIOIUE CUMIITOMBI: Aucharusi, mupamMuIHbIe

pacctpolictBa, Muoksionuu [1,2,4,7,16-18].

IOnomeckue (I)OpMBI 3a00JIeBaHUs C YAaCTHYHOU HEAOCTATOYHOCTBIO (l)epMeHTa MOTYT
MPOABJIATHCA MOJIHOM  CHMITOMAaTHKOM: TunepaMMOHUCMU, COMHOJICHIHA, Pa3JINYHBIC

HapyuieHus nosezenus [1,4,7,16-18].

HenocTtaTo4HOCTH CHHTETA3BI aprm[m{osmTapﬂoﬁ KHCJI0TBI. HI/IprJIJ'II/IHeMI/Iﬂ ]I 1.

AyTOCOMHO-peliecCuBHOE 3a00JIeBaHuE, CBSI3aHHOE C MyTaluusMu B reHe ASS, xoaupyrolem

¢depment LIM cunTeTa3y apruHUHOSHTAPHON KUCIOTHI.

Knunnueckuii (eHOTHIT TeTeporeHeH U CXOJEH C TAaKOBBIM IPU HEIOCTaTOYHOCTH
kapbamounndocharcunTeraspl. Pasnnyaror Gpopmbl ¢ HeOHaTalbHBIM, UH(DAHTUILHBIM U Ooliee
no3aHUM HayasioM.  KOnomeckue (1 6osnee no3aHue) GopMbl 3a001€BaHMsI MOTYT IIPOSIBISATHCS

IIOJIHOM CHMIITOMAaTHKOW: TMIIEpAMMOHHMEMMSL, JIETAPTUsl, U3MEHEHNE noBeeHus [4,7,13].
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HemocraTtoyHOoCTh APTrUHHHOCYKIIUHATINA3bI

AyTocoMHO-perieccuBHOe 3a0o0JieBaHMe, CBs3aHHOE C MyrtanusmMu B TeHe ASL,

komupytomieM pepmenT LIM apruHuHOCYKIIMHATINAZY.

Knuanueckuit peHoTH reTeporeHeH u cxoeH ¢ TakoBbiM pu CPS1 HemocTaTouyHOCTH.

Paznuyaror popmbl ¢ HeOHATANBHBIM, HH()AHTUIHHBIM B 0OJIee TTO3HIM HA4aIoM 3a00JeBaHUS

[5,19].

ApFI/IHa?-bI HEA0CTATOYHOCTD

AyTOCOMHO-perieCCUBHOE 3a00JIeBaHne, CBsA3aHHOE ¢ MyTanusmMu B reHe ARGL, | kogupyromem

dbepment LIM aprunasy.

Teuenue 3a0oneBaHUs HMHTEPMUTTHPYIOIIEE WM XpoHUYeckoe. Bospact Hauana
3a00JIeBaHMs - Ha TEPBOM TOAY JKHM3HU: OCECIIOKOMCTBO, IUIAKCHMBOCTh, OE3YTEUIHBIH ILIad,
AHOPEKCHSI, STIM301bI PBOT, IPOTPECCUPYIOIIAs 33/IePXKKa IICUXOMOTOPHOTO pa3BUTHUs. Bropuunast
THIIEPAaMMOHHUEMHS, TPOTPECCUPYIOIIasi JO KOMBI, BCTpeyaeTcs: pexe, yeM npu apyrux HIIM, u
YpOBEHb aMMOHMSI PEAKO MPEBBILIAET KOHTPOJIbHBIE BETUUUHBI OoJiee, 4ueM B 6 pa3. 3a0osieBaHue
CONPOBOKAAETCS  DNHJICNTUYECKUMU  MPHUCTYIAMH, CIIACTHYECKUM  TETpamape3oM,
MPEUMYIIECTBEHHO B HOTax (TI0 CPaBHEHUIO C PYKaMH), TUIIEPAKTUBHOCTHIO, TIPOTPEIUCHTHBIMU
NICUXOMOTOPHBIMU PAacCTPOWCTBAMHU, OTCTaBaHHEM pPOCTa, THIIOTPO(HEH, MPOrpecCUpyroIe

YMCTBEHHOM OTCTaNIOCThIO [2,20,21].

OnucaHbl cilydan CMEpPTH JO Toja M Jaxke B Bo3pacte 49 nHEW Ha BBICOTE
THIIepaMMOHHEMHYECKOT0 Kpu3a. C  Ipyrodl CTOpOHBI, OINMCAHBI Cllydan 3a0o0JeBaHus,

MPOTEKAaBIIIEro 6ECCUMIITOMHO 10 4-x et [2].

N-aI[eTI/IJIFHlOTaMaTCI/IHTeTa?.bI HEJ0CTATOYHOCTH

AyTOCcOMHO-peliecCuBHOE 3aboseBaHue, cBa3aHHoe ¢ MyTanusMu B reHe NAGS, koaupyromem

N—aI_IeTI/IJ'II‘JIYTaMaTCI/IHTeTa3y.

Onna u3 penxkux ¢opm HIIM. Onucana Tsokenass HeoHaTanbHas (opma 3a00sieBaHUSI.
Teuenue octpoe. Bozpact Hayana 3a0oeBaHus - HEOHATAIbHBIN niepro/ (uepes 24-72 yaca nocie
POXJIEHUS WIM B TEpBble JHU >KU3HU): MHOTOKpaTHas PBOTA, TPYIHOCTH BCKAPMIIMBAHMUS,
PEKYppEHTHAsE Auapes, [AWUCIIHO® WIM PECIUPATOPHBIA JUCTPECC-CUHAPOM, THIIOTEPMUS,
Iporpeccupyonas jJeTaprusi, koMa Ha (OHE PecnUpaTOpHOro ajkajo3a U TMIIepaMMOHHUEMUN
pa3HbIX cTeneHed TspkecTH. CMEpPTh B HEOHATAJIBHBIN MEPHUOJ OT OCTPOM CEepAEHHO-JIErOYHON

HeJIocTaTOYHOCTH. YacTo ommuO0YHO CTaBIT AUArHO3 ITHEBMOHWH, cericuca [22,23].
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Hapyuenusi TpaHCIOPTHBIX 0€JIKOB

I'mnepopHUTHHEMHUH - THIIEPAMMOHMEMHUH — FTOMOLUTPY/LIMHeMHuu cuHapoM (HHH-
CHH/IPOM)

AyTOCOMHO-periecCMBHOE 3a00jieBaHUE, CBS3aHHOE ¢ MyTanusmu B reHe SLC25A415,
KOJUPYIOIIEM MUTOXOHAPUAIbHBIN TPAHCIOPTHBIN OENOK (TpaHCHIOPTEp OPHUTHHA).

Knuanueckuii penorun 3aboneBaHus BapbUPYET OT OCTPON HEOHATAJIbHOU (1)
dbopMbl 110 B3pocioii, XpoHudeckod (2). Tedenme 3a00yieBaHUS WHTEPMHUTTHUPYIOMIEE C
BapbUPYIOIIMM CPOKOM Hayaa.

1. Bo3pacT Hauana 3a0osieBaHus - B HEOHATAJIbHBINA MEPUO, HA TIEPBOM TOAY KU3HU (B
MepBbIN Mecsa/Mecsbl), 10 3-x Jyet, A0 10 ner. B HeoHaTaapHBIN MeprUoa MPU UCKYCCTBEHHOM
BCKapMJIUBAaHUH HaOJIIOIAI0TCS TPYJHOCTU BCKapMIIMBAHMUSI, AMHU30/1bl PBOT, UH(AHTHIIbHbBIE
CIia3Mbl, COMHOJICHI[US, KOMa Ha (JOHE TMIIEPAaMMOHUEMHH KaK peakliys Ha OEJKOBYIO MMUILLY
MoskeT HacTynuTh JIETaJbHBIH HMCXOJ B BO3pacTe 10 1 roga Ha BBICOTE METaOOIMYECKOIO
npuctyna. ¥ OOJbIIMHCTBA OOJIBHBIX KO 2-My I0OJly BO3HHUKAET HEMEPEHOCUMOCTh MSICHOW MHIIIHU,
MOJIOKA, MAlUEHTHI MPEINOUYNTAIOT HU3KOOEIKOBbIE TPOIYKThI MeTtabonuueckre IpUcTyIIbI
MOTYT EPUOANYECKU MOBTOPATHCS B MJIQJICHUECTBE U PAHHEM JIETCTBE; Y OOJBHBIX OTMEUAETCS
aTakcusi, XOpeoaTeTo3, CHacTUKa WJIM MbIIIEYHAs TMIOTOHMS, CUMITOMATUYECKasl AMHIICIICUS,
3ajiepKKa (PU3UIECKOT0 Pa3BUTH ¢ TUIOTPO(UEH 1 OTCTaBaHHEM POCTa, HEPEIKO HAOII01aeTCsl.
yMepeHHas TenaToCIIEHOMETrausl, CKIOHHOCTh K KPOBOTEUEHHSIM. boJIbHbIE OOBIYHO OTCTAIOT B
MICUXOMOTOPHOM M pEYEBOM pPa3BUTHHU, MMEIOT HapylleHus NoBeAeHUs. B To ke Bpems B
HEKOTOPBIX CIIy4asX B MEXIPHUCTYITHOM IE€PHOJIE€ HEBPOJOTMYECKass CHUMITOMATHKA MOKET
MOJTHOCTBIO OTCYTCTBOBaTh  [2,8,24].

2. Bspocnas xpoHudeckas ¢opma XapaKTepHU3yeTcs 3aJepKKOH ICHXOMOTOPHOIO
pa3BUTHA B aHAMHE3€, , YMCTBEHHOW OTCTaJIOCThIO, N3MEHEHNEM NTOBEACHHUS, OTBPAIEHUEM K
O0enkoBoil  mumie. Omnmcana  B3pocnas  Gopma,  COMPOBOXKAAIOMIASICS  HOPMATbHBIM
MHTEJJIEKTYaJIbHBIM Pa3BUTHEM INPU OTKa3e OT OEIKOBOMW MHUIM B paHHEM JIETCTBE; 3a00JIeBaHUE
MaHU(pECTUPOBAJIO TOcie renmatura (Ha BTOPOM JECATWIIETUM >KM3HHM) OSHIe(alonaTHei,
CHAaCTUYECKHUM Mapanape3oM, MUOKJIOHWUYECKUMHU MOJEpruBaHusMH, cyfgoporamu. IloctaHoBKa
JMarHo3a W Ha3Ha4YeHHe JMeThl ¢ OTpaHWYeHHEeM Oelka W J100aBKOW apruHUHA MPUBETH K

YaCTUYHOMY KYNMPOBaHUIO KJIMHUYECKON cuMNTOMaTHKy [1,2].

HurpyuinHeMus TUN 2/HEJO0CTATOYHOCTD IUTPUHA

AyTocoMHO-pelieccuBHOE 3a0oJieBaHUe, CBsi3aHHOE ¢ Myranusmu B reHe SLC25A1,

KOAMPYIOLIeM OeJIOK LIUTPUH (TpaHCIopTep IiIroTaMaTa-acaprara).
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3aboneBaHne MOXET MaHU(ECTHUPOBATH B HEOHATAJIbHBIM TMEPUOJ  KIWHUKOU
BHyTpuneueHouHoro xoiiecraza (NICCD), y nereii crapiiero Bo3pacta - 3a/IepKKOW pa3BUTHUS U
muciunuaemuen (FTTDCD) u y B3pociblX - B BUAE INPUCTYNIOB TMIIEPAMMOHHMEMHUU U
ncuxudeckumu HapymeHusmu (CTLN2).
NICCD. [letu poxaatorcs ¢ HU3KUMH POCTO-BECOBBIMH IOKA3aTEISIMHU, B IIEPBBIC HEACIIN KU3HU
MOT'YT OTMEUaTbCid KJIMHUYECKHE CHUMITOMBI TPAH3UTOPHOI'O BHYTPUIIEUEHOYHOI'O XOJIECTa3a,
remaroMeranus, KupoBas AucTpodus rnedeHu, GUOPOTHUESCKHE U3MEHEHUS MEUEHU, MPU3HAKU
HapyIICHW OCJIKOBO-CMHTETUYECKOW (PYHKIMM TiedeHH (KOAryJomaTus, THUIIOTJIUKEMUS,
runonporenneMusi). NICCD, kak mpaBujio, UMeET MSATKOE T€UCHHE, U CUMIITOMBI KYIHUPYIOTCS
CaMOCTOATENIBHO K BO3pacTy OJHOIO rojia )KM3HU. Tem He MeHee, ONHCAHO HECKOJIbKO CIIy4aes,
KOT'JIa y’Ke B paHHEM Bo3pacTe MoTpedoBagach onepanus o TpaHCIUIAHTAI[UH TeYSHH.
FTTDCD. Ilocne roga MHOTHE JIE€TH C HEIOCTATOYHOCTHIO LUTPUHA MPEANOYUTAIOT MULLY,
Ooraryro OEITKOM H/HIU JKHpaMH, «H30eras» BBICOKOYTJICBOJHON MueThl. KIMHUYECKH MOTYT
oOpamate Ha ceOs BHUMaHUE 3aJep)KKa pOCTa, ASMU30/Abl THIIOTIMKEMUU, TaHKPEATHTHI,
YTOMJIIEMOCTb, aHOPEKCHs. JIabopaTopHO oTMeUaeTcs AUCIUIUACMHUS, TOBBIIIICHUE OTHOIICHUS
JaKTaT/MUpyBaT, U3MEHEHHE KOHLIEHTPALUKA METaO0IUTOB KA TPUKAPOOHOBBIX KHCIIOT.
B Gonee crapmieM Bo3pacTe y MAlUEHTOB MOTYT IMOSBUTHCS CHUMITOMBI, XapaKTEpHbBIC IS
Hutpymnunemun tun 2 (CTLN2). Kak npaBuio, nepBbie NpU3HaKK pa3BuBaroTcs mnocie 20 1 u
Jaie BCEro HOCST HEBPOJOTHYECCKHI XapaKTep: HApYIICHHE MOBEICHUS, IICUXOIMATONO00HBIC
anu30/6l. [Ipr 3TOM CHUMITOMBI MOTYT TOSIBIISITBCS BOJIHOOOpPA3HO, @ B «MEXKIIPUCTYITHBIE»
MIePHOIbI AIIMEHTHI BEAYT ce0sl COBEPIIIEHHO aJeKBAaTHO.
B mnogpoctkoBOoM Tmepuosie MAaUMEHThl C UUTpYyJUIMHeMued Tun Il Hepenko mNposBIAIOT

oIpeJieJIeHHbIE MMUILEBbIE PUCTPACTHUS, YHOTPeOIIsIs MUILy OoraTyro OeIKaMu U/ U KUPaAMH.

I[aHHBIG HN3MCECHCHHS ITHIICBOT'O IMOBEACHUA TAKKC HEYACTO CTAHOBATCA ITIOBOJAOM IJIA O6paHICHI/I$I

K Bpauy U CIIy’KaT CKOpee YTOUHSIOIKUMU dakTamMu pu coope aHamHe3a [26,27].

2. JImar"octuka 3a0oJ1eBaHUsI WJIU COCTOSIHUSI (TPyNIbI 32001€BaHUI U
COCTOSIHMI), MEIMLUHCKHE MOKA3AHUA M NPOTHBOINOKA3AHUS K NPUMEHEHHIO
METOHA0B IUATHOCTHKH

I[I/Ial“HOS HHM YCTAaHABJIIMBACTCAd Ha OCHOBAHWHU COBOKYITHOCTH KIIMHUYCCKHUX JaHHBIX,
PE3YyJIbTATOB J'Ia60paTOpHBIX HCCIIeI0BaHUM (GI/IOXI/IMI/I‘{CCKOF 0 U MOJICKYJIAPHO-TCHCTHYCCKOT'O

aHaImn3a).
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2.1 7/Kaa00bI 1 aHAMHE3

CriekTp BO3MOXKHBIX kajio0 y naruenToB ¢ HIIM MosxeT ObITh BeCbMa HIIMPOKUM H 3aBHCUT

OT IICPBUYHOI'O OHMOXHUMHYECKOTO ,Z[e(i)eKTa, I10J1a IMmanucHTa (y KCHIIHMH U JE€BOYCK C I[e(beKTOM

OTC 3abosieBanue 0OBIYHO ITPOTEKAET B O0JIeE JIETKOH (hopme), Bo3pacTa MaHHecTaruy 001e3H1

Y MHIUBUIYATLHBIX OCOOCHHOCTEH TeUeHUs 3a00ICBaHMS.

[Ipu cOope aHaMHe3a M Kajlod PEKOMEHJIOBAHO OOpPATUTh BHHUMAaHHE Ha CIEIYIOIINE

JKaJIOOBI 1 aHAMHECTHYECKUE COOBITHS:

npu MaHu(ecTAMU B pAHHEM BoO3pacTe

OTATOILEHHBIN CEMEWHBIN aHaMHe3 (paHHASA CMEPTh JETeH B ceMbe, OJIM3KOPOICTBEHHBIH
Opak)

OCTpO€ HavaJio (BHE3AMHOE YXYAIICHHE COCTOSTHUS PEOCHKA)

yrHETeHHe CO3HaHus (COMop, JIeTaprus, Koma)

AIUJIECTITUYECKUE TPUCTYIIBI

SMU30/1bI PBOTHI

OTKa3 OT €]Ibl

1ioxas npubaBKa B Bece

I/IHCYJII)TO-HOIIO6HI)IG SIIN304bI

AJIATCIIBHBIC KPOBOTCUCHUA U3 MCCT HH’LeKLIHfI/3@.60pa KpOBH

npu MaHu(pecTANU Y NOAPOCTKOB U B3POCJIbIX

M30UpaTenbHOCTD B €7ie (BereTapuaHCTBO, 0TKa3 OT OENKOBBIX MPOIYKTOB)

KOpKOBas clienota (ocTpasi U XpoHU4ecKast)

HapYIICHUS MOBEACHUS /SMU30JMYECKUE ICUXUATPHUUECKUE CUMITOMBI

MNEPUOANYCCKHN BOSHUKAIOIIUE SITU30/1bl BAJIOCTH, PBOTEHI

ocTpas HeoOBbICHUMAs HCI/IXI/IanI/FIeCKafl/HeBPOHOFquCKaﬂ CUMIITOMATHUKa y XCHIIWH B
nociepoaoBoM nepuoe (onucansl mpu CPS1D, OTCD u ASSD).

0CTpas NeYCHOYHAAd HECJOCTATOUYHOCTDb

2.2 dusukajnLHoe 00c/IeI0BAHNE

[Ipu ocmoTpe peKOMEHJIOBaHO OOpaTUTh BHUMAaHHME Ha CJEAYIOUIMEe KIMHUYECKHE

nposieinenuss HIIM:

NPU HEOHATAILHOM MaHH(ecTannu

M30BITOYHAS IOoTeps MACChI TCJIa W/WIIH TJI0CKAst BECOBas KpuBas
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- CHHIpPOM BO30YxaeHus WK cuHapoM yraetenus [{THC

- MbIIICYHAA TUIIOTOHUA W TUIICPTOHYC

- cyaoporu

- COMHOJICHIUS/KOMaA

- TUINOTEpPMUS WIU THIIEPTePMUs

- KenTyxa

- rermarTomMeraiusa

- HapylLIeHUs pUuTMa cepaua

- JbIXaTrelibHbIC HapylIeHus (almHod, TAXUITHO?)

- KJIMHHYECKHUE MpHu3HaKH cericuca (sepsis-like syndrome)
npu MaHudecTaluu B paHHEM BoO3pacTe

- 3a7epxkKa GU3NYECKOTO Pa3BUTHS

- 3aJiepKKa/perpecc  MCUXOMOTOPHOTO Pa3BUTHS

— YrHETCHHUC CO3HAHUA OT COMHOJICHIIMU JO KOMBI

— MbIIICYHAA T'MIIOTOHUS

= renaromMcerajlinus

- CyAoporu
npu MaHu(eCcTAUNHU Y NOAPOCTKOB U B3POCJIBIX

- 3aJepKKa/perpecc MCUXUUECKOro pa3BUTHS

- 3azepkKa (PU3NYECKOTO Pa3BUTHS (MMPEUMYIIECTBEHHO 3a CUET Ae(uIuTa Beca)

— THNCUXHATPUUYCCKHUE CUMIITOMBI

— YTrHETCHHUC CO3HAHUA OT COMHOJICHIIUN 10 KOMBI

- remaToMeranus

- MpexojslIye HapyLIeHUs 3pEHUs

2.3 JIa0opaTopHbIe TMATHOCTHYECKHE HCCAeT0BAHNS

Pexomenayercss nanueHTaMm ¢ KiIMHHYeckuMu nposineHusMu HIIM npoBenenuwe o6iero
(KJIMHUYECKOr0) aHajn3a KpPOBH Pa3BEPHYTOro (TeMOrJIoOWH, KOJMYECTBO SPHUTPOLUTOB,
[[BETOBOM IOKa3aTellb, KOJMYECTBO JIEHKOIIMTOB, TPOMOOIUTOB, JieHKouuTapHas ¢GopMmyna u
CKOPOCTb OCEIAaHMsI SPUTPOLMUTOB), JJIi OLIEHKH OCHOBHBIX IApaMeTPOB KpPOBETBOPEHHUS U
HaJU4Msl BOCHAIMTENBHBIX MporieccoB [69, 70].

PexomenaoBaHo onpeselieHne aMMOHUSL B KPOBHM BCeM NalMeHTaM ¢ nogo3penueM Ha HIIM c

OCJIBIO HepBI/I‘-IHOI\/'I AUArHOCTUKH, a TAKKC IJId KOHTPOJIA JICUCHUSA [4,7]
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Kommenrtapuu: [lpu HI[M nabniooaemcs nosvluienue KOHYeHMpayuu aMMOHUS 8 Kposu. B
3asucumocmu om ghopmul 3a60.1e8anusi Konyenmpayus moxcem cocmasisimos 200-1000 mxmonsv/n
(333-1666 mxe/on). Vposeno ammonus He noO3601sem OMIAUYUNML NEPEUUHYIO U GMOPUYHYIO
eunepammonuemuro. Ilosvluenue ypoeHs amMMOHUs, He C6A3AHHOE C NOpAdCeHUeM HeueHl,
Habaroaemcs y oemell, POAHCOEHHbIX 8 ACHUKCUU/MANCENOU SUNOKCUL, NPU HAPYWeEeHUU 3a00pa
KpO8U, OIUMENbHOM NePelcamuu 6eHbl/Nanbyd, a makice npu cyoopoax.

PexomengoBaHo BceM nauueHTaM ¢ noao3peHueM Ha HIIM onpenenste ra3oBblil cCOCTaB KPOBU
JUISL BBISIBJICHUS PECIMPATOPHOro ayikanosa [4,7, 69, 70].

Kommentapuu: ozan HIIM xapakmepen cosue 2a306020 cocmaea Kpoeu 8 CHOPOHY
PEeCnupamopHo20 aiKkanio3a

PexoMeHnayercst nanyueHTaM ¢ KIIMHUYEeCKUMU nposiBineHusMu HIIM nipoBeneHue aHanusa KpoBu
o01ero OMOXMMHUYECKOTO TEpPaNeBTHYECKOTO (TIF0KO03a, oOmmi Oenok, OenkoBble (pakiuu
(uccnenoBanue ypoBHS anbOymMHMHAa B KPOBH, OIpEIEICHHE albOyMUH/TIIO0YIMHOBOTO
COOTHOILIEHUS B KpoBH), MccinenoBanue ypoBHsi obmiero OmnmnpyonHa B KpoBH, MccinenoBanue
ypoBHS OuianpyOHHA CBSI3aHHOTO (KOHBIOTHPOBAHHOIO) B KpoBH, MccienoBanue ypoBHS
OounupyOorHa CBOOOJHOTO (HEKOHBIOTMPOBAHHOTO) B KPOBH XOJIECTEPHUH, TPUTIIHIIEPUIDI,
JUTONPOTEN Il HU3KON U BHICOKOM MIIOTHOCTH (MCCIIEJOBAaHUE YPOBHS JIUTIONPOTEUHOB B KPOBH),
menoynas  ¢ocdaraza, ramma-rmoramumirrpanchepasa  (I'TT), kpeaTWHMH, MOYEBHUHA,
amannHamuHoTpancdepaza (AJIT), acmapraramunorpanchepasa (ACT), kampnmii oOmuUd u
WOHHU3UPOBAHHBIN, HATPUI, Kauii, Heopranudeckuii ocdop, xene3o u GeppuTHH) A OLHEHKU
(YHKIIMOHATTBHOTO COCTOSIHUSI BHYTPEHHUX OPraHOB, HANUYUS MHPEKIIMOHHBIX OCIOXHEHUN H
HYTPUTHBHOTO cTaTyca naiuenTa [4,7, 69, 70].

KommenTapuu: y oonvwuncmea nayuenmoe c¢ HIIM nabaiodaemcs nopasiceHue neyenu
(ocobenno y nayuenmos c oegpexmamu OTC, ASS, ASL, u ARGI u HHH cunopomom).
Buoxumuuecxuti ananuz kposu noseosisiem via8UmMb NOPANHCEHUE NEeYeHU, CMeneHb HaApyuleHus
0enKo8o-cunmemuyecKol yHKyuu nevenu

PexomMenayercst mpoBeieHNE KOAryJIOTPaMMBbI (OPUEHTHPOBOYHOTO UCCIIEIOBAHHS TEM  0CTa3a)
(AUTB, MHO, onpexnenenne npoTpoMOMHOBOTO (TPOMOOIUIACTUHOBOT'0) BPEMEHU B KPOBH WM B
I1a3Me, NPOTPOMOMHOBOE BpEMs, MPOTPOMOMHOBBIA MHIEKC, (HPUOPUMHOTEH) MalueHTaM C
KIIMHUYeCKUMH TiposiBieHusIMH HIIM s oneHKH (QYHKIIMOHAIBHOTO COCTOSIHHS TICYCHU W
CBepThIBatoLIe cucteMbl kposu [4,7,70].

Kommenrapun: Koaeynoepamma y nayuenmog ¢ nooosperuem na HLIM nozeonsem onpedenrums
cmeneHb HapyuleHus 0enrK080-CUHmMmemu4eckou QyHKyuu nevenu

PexoMeH10BaHO oOmpeneleHWE AMHHOKWCIOT B  BBICYIIEHHBIX IIATHAX KPOBH, Ha

¢buabTpoBaNBbHOM Oymare Wi 1jia3Me KpoBH BCeM NanueHTam ¢ nogo3penueM Ha HIIM, ¢ nienbro
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MEPBUYHON TMAarHOCTUKU U YCTaHOBIIEHUS (hOpMBI 3a00JIeBaHMs, a TAKXKE Il KOHTPOJIS JICUEeHUs
[2,3,4,7].

Kommenrapuu: B 3agucumocmu om @opmel 3a001esanue HAOIOOAEMCS CHUJICEHUE UU
nosvluleHUe KOHYEHMpayuu onpeoesieHHblx amunoxuciom (npunodcenue [4). Oomaxo npu
nexomopuwix oegpexmax (CPSI, NAGS, canyuau OTC y desouex u nozoHue ¢hopmvl y MaivyuKos)
KOHYEeHmMpayus, AMUHOKUCTIOM MOJcem Oblmb 8 HOpMe.

PexoMeH10BaHO ompeieTieHNEe OPOTOBOM KHCIOTH B MOUYE BCEM MAI[MEHTaM C MOJI03PEHUEM Ha
HIIM c nenbio nepBUYHON JUArHOCTUKU W YCTaHOBIEHUS (OpMbI 3a00JieBaHUs, a TAKXKE IS
KOHTpOJIA Jieuenus [2,3,4,7].

KommenTapuu: B 3agucumocmu om @opmel 3a001e8anHue HAOIOO0AEMC HOPMALbHAS UMY
NOBbIUEHHAsL KOHYyeHmpayus 3moeo memaboiuma. Y owcenwyun ¢ Odepuyumom OTC

KOHYeHmpayusi 0pomogoti KUCI0mbl Modcem Oblmb 6 npedeiax Hopmul (npunodicerue 1'4).

PexoMeHI0BAHO TIPOBEICHHEC MOJICKYJSIPHO-TEHETHYECKOTO  WCCIICAOBAHUS:  BBISIBICHHC
MyTalMil B TeHax, OTBETCTBEHHbIX 32 HIIM c menbro moaTBepKIeHHs AUArHo3a, MpPOBEACHUS
MEIMKO-TEHETHUECKOTO KOHCYIbTUPOBaHUs ceMbH [4,7].

Kommenrtapuu: Buisgnenue cemeliHot Mymayuu oOeidem B03MONCHbIM — 00C1ed08anue
POOCMBEHHUKO8 npobanoa, evlsasieHue 2emepozucomusix HocumenvHuy (npu OTC), a maxoce
npogedeHue NpeHamanbHou U NpeuMnIaHmayuoHHou ouacnocmuxu. OyeHka namoz2eHHOCmu
MUCCEHC-MYMAYUll U HeKOMOPbIX Mymayuti catima Cniaiucunea modicem Oblms 3ampyOHeHd U
mpebyem npogeoerus. OONOJHUMENbHBIX Ucciedosanull. bonvuwuncmeo mymayuii y nayuenmos ¢
HIIM mocym 6vimb 6vlasneHvl ¢ nOMOwblo CEK8EHUPOBAHUS BCEX IK30HO8 U NPUNe2aAroUUx
yuacmkog unmponog no Coanzepy, a makice Memooamu ceK8eHUpoB8aHus HO8020 NOKOIEHUS, HO &
HeOObUIOM NpOYeHme CLyuaes Mymayuro ¢ NpuMeHeHuem CmaHOapmublx Memooo8 0OHAPYICUMb

He yoaemcsl.

2.4 HNHCTpYMEHTAJIbHBIE IMATHOCTHYECKHE MCCIETOBAHMSA

PexomennoBano 1 nuarsoctuku crenenu Hapymennid [IHC y nanuentos ¢ HIIM npoBoauts
MPT ronosroro mo3ra u/unu KT romoBHOro Mo3ra mpu UCXOAHOM OOCJeI0BaHNH, Ha 1-4 neHb

KaXI0TO CIy4ast KOMBI HUIH HHCYJILTO-110100H0T0 3mu3oxa [10, 28, 69].

Kommenrapuii: Hapkos no nokasanuam. Cepusi MP-u306pasicenuti 001d4cHa 6K10Yams 8 ceos
ouhhy3Ho-men30pHyI0  8U3VATUZAYUIO, AKCUATbHBIL cpe3 6 pexcumax T2 u FLAIR,
cazummanbHulll U aKCuarbHwlll cpezvl 8 peocume T1. Ommeuaemcs nopadicenue 0A3aNbHLIX
2anenues, 8 X60CMamom aope, cKkopayne u/unu oneonom wiape. B ocmpou cumyayuu npu HIIM
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oughghy3nwiti omex 20106H020 MO32a 8U3YATUIUPYEMCA 8 0DIACMU KOPbL 20]108HO20 M032a U 6eN1020
gewecmsa. Buisgnaiom napywenue muenunuzayuu u yepedopanrvhyio ampoguro. Heobxooumo
OMmMemumy, 4mo dMu UMEHEeHUs He AGIAMCA 8blcokocneyuduunvimu o0aa HIIM u moeym

gcmpeuamsbcs y NAYueHmos ¢ 0py2oll HAc1e0CmMBEeHHOU NAMON02Uel.

PexomengoBaHo BceM nanueHtam ¢ nojgo3pennem Ha HIIM mnpoBeneHue ynbTpa3ByKOBOIO
oOcieoBaHUsI OPraHOB OPIOLIHOW MOJIOCTU JUIS BBISIBJICHMS YBEIMUYEHUS Pa3MEpPOB IEUEHU U

HU3MEHCHHU ee CTPYKTYpHI [4,7].

KommenTapmii: ona  nayuenmos c¢ HIIM xapakmepno yeenuuenue pazmepos neuyeHu,
HEOOHOPOOHOCMb ee CmpPYKmypbl (0cobenno y nayuenmos ¢ oegpexkmamu OTC, ASS, ASL, u ARG
u HHH cunopomom). H3menenuss co cmopouvl Opyeux oOpeaHos OpIOWIHOU NOJNOCMU He

XapaxkmepHul.

Pexomenayercst npoBeJEHHE YIbTPAa3BYKOBOTO HCCIEAOBAHUS IOYEK NanueHTaMm ¢
KIMHUYeckuMH npusHakamu HIIM ¢ 1enbpro yrouHeHUs CTEeNeHH BBIPaKEHHOCTH MTOJMOPTaHHON
HEOCTaTOYHOCTH M JudQepeHnnanbHOl  TUarHOCTUKU C  JIPYTMMHU  HacleICTBEHHBIMU

3a0oseBaHusIMH [69].

PexomengoBana mnanueHtam ¢ kiauMHuYeckumu mnpusHakamu HIIM no mnokazanusm OKT,
sxoKapauorpadus ¢ Leabi0 OLEHKH MOP(OGYHKIHMOHAIBHOIO COCTOSHUS CEpALa, YTOYHEHUS
CTEIEHH BbIPQKEHHOCTH MOJUOPTaHHON HEAOCTATOUHOCTH U 1N depeHInaTbHON TMarHOCTUKH C

JAPYTHMMH HACIICJICTBEHHBIMU 3a00s1eBaHusIMu [4,7].

Pexomennyercst nposeaenue nanuentam ¢ HIIM HCI' I'M ¢ nomuieporpadueii a1 iMarHoCTUKu

crenenu Hapymenuii [THC, BIsiBIIeHHS OTE€Ka TOJOBHOTO Mo3ra [4,7].

Pexomenayercst mpoBefeHHE KOMIbIOTepHas anekTposHuedanorpapun (KO3I) u KOOI'-
MoHuTOpHHra mnanuestaMm ¢ HIIM npu Hanuuuu HEBPOJIOTMYECKOM CHMITOMATHKH JUIS

BBISIBJICHUS SMTHJICNTHYECKON aKTUBHOCTH [69].

2.5 Nuble TMarHocTuYecKme Nccjie10BaHus

PCKOMCH,Z[yCTCH y4aCTuC B JUArHOCTHUKE U BCACHUUN MAIlUCHTOB C HHM MYHBTHI[HCHHHHHHapHOﬁ
KOMaH/JbI CIICHUAJIMCTOB B BUY TOI'0, 4TO 3a00JIcBaHue XapaKTCPU3YCTCA MOPAKCHUEM MHOT'UX
OpraHoB U CUCTEM, Tpe6yeT KOMIIJICKCHOM TEparnu, 4T0 AUKTYCT H€O6XO)II/IMOCTI) COBMECTHOI'O

BCACHUA MAalTMUCHTA CIICHUAINCTAaMHU PA3HBIX HpO(I)HJICﬁ
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KommenTapuii: nokasanel 6 3aeucumocmu Om KIUHUYECKUX RPOAGNEHUIl NepsuyHvle U
NOBMOPHbIe KOHCYIbMAYUU 6pava-eeHemuKd, 8paya-ohmanoMonoed, 8pava-Hesponozd, 8pay-
ouemonoea, 8PaUa-cypo0102a-0MOPUHONIAPUHS0NI02d,  8PAYA-2ACMPOIHMEPONo2d,  8pada-
OHOOKpUHON02A, 8pada-kapouonrozal  epaua-oemcko2o kapouoioza, epava-wegpoioaa, spada-
neouampa/épava-mepanesma/8pada oowel npakmuku (cemelroco 8pava), 8pau-HeoHamoJoe,
8pau-aHecme3uoo2-peanumamonce,  epaia-gusuomepanesma,  8pava  no  Je4ebHOU
Quskyiemype,  8pay-ncuxuamp, MeOUYUHCKULl NCUXonoe, a makdxice 6epadell  Opyaux
cneyuanvHocmeti nayuenmam ¢ HL[M, UMerwWuM Hapyulerus YHKYULL COOmeemcmeayouux

OopcaHo8 u cucmem.

2.5 InddepeHnnaanLHaAss AMATHOCTHKA

'unepammoHnuemMus — ocHOBHOM J1abopaTopHblid npusHak HIIM — nabmrogaercst npu psje
JPYTHUX MaTOJIOTMYECKUX COCTOSIHUM, IIPU KOTOPBIX YBEJINYMBACTCS MPOAYKIMS HOHOB aMMOHUS
U CHIKaercs ero Jetokcukauus. K 3TUM COCTOSHMAM, CONPOBOXKAAIOIIMMCSA BTOPUYHOU
THIIEPAMMOHHEMHUEH, TPEeXKIEe BCEro, OTHOCATCS: WHQEKIUH (CEeTcuc) y HOBOPOXKICHHBIX,
TsDKenas acQUKCUs TpU  POXKJIECHUHU, HEIMOJHOE 3aKpbITHE (ETAIbHBIX KOMMYHUKALIUN
KpOBOOOpAIIEHUs],  BPOXKICHHbIE  IMOPOKM  CEpAlld, CONPOBOXKAAIOLIMECS  CepAeyHOU
HE/I0CTaTOYHOCThIO, 3a00JI€BaHUS U aHOMAJIMM PA3BUTHUS IE€UYEHHU; BHENECUEHOYHAs MOpTalbHas
TUINEPTEH3Us, TSDKEJbIEe JKETyJOYHO-KUIIEYHbIe HapylleHus; MoO0YHOEe JEHCTBUE HEKOTOPBIX
JIEKapCTBEHHBIX IIPENapaToB; OTPaBJICHHUS TOKCUHAMHU; HAacleACTBEHHblE O00Je3HH oOMeHa
BEIIECTB, CBs3aHHbIE C JAedeKkTaMu OOMEHa aMHUHOKHCIOT, OPraHMYECKUX KUCIOT U APYrHX

coenunenuii [29,30,31].
l'unepammonuemus y HOBOPOIHCOEHHBIX

HIOM B OOJBIIMHCTBE CllydaeB MaHU(ECTHPYIOT B paHHEM HEOHATAJIbHOM MEPHUOAE, YTO
orpezensieT 0coOyl BaKHOCTh AU(PepeHInanbHON JIMArHOCTUKH Y HOBOPOXKICHHBIX. B
HEOHATaJIbHOM MeEpuoJie MOBBIICHHBI YpOBEHb aMMHaka B KPOBHM MOXET OBITh CBSI3aH CO

MHOT'MMH ITPUYINHAMH.

Hawnbomnee wacto mepBbIM AMAarHO30M Yy MalMeHTOB ¢ paHHuM aedrotom HIIM sBnsercs
HEOHATAJIbHBIN CETICUC, B CBA3U CO CXOJICTBOM KIIMHUYECKOM KAPTUHBI. Y POBEHb AMMHAKa B KPOBU
IIpY HEOHATAJIbHOM CEIICUCE, KaK IPaBUIIO, HOPMAaJbHBIM, TOrJa KaK OTMEYAETCS BBICOKHUM
YPOBEHb MapKepoB cUcTeMHOW BocnanurtenbHol peakuuu (CPb, TIKT U JIp), YTO CIIYKUT
mudpepeHIanTbHO-TMAarHOCTHYECKUM KpUTeprueM. B To e Bpems, Mpu CEncuce BTOpUYHAsS

TUIEpaMMOHMEMHUST MOXKET HaONII0/aThCsd y HEJOHOIICHHBIX (HE3pesblX) HOBOPOXIAECHHBIX,
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0COOCHHO B cTy4yae MOpa)KeHUsI TIEUEHH, Pa3BUTHUS TOUYEYHON MM CepAeUHON HEJJOCTaTOUYHOCTH.
JIOMOMHUTENBHBIM ~ TPUITEPOM  TUIEPAMMOHUEMHH  CIY>KUT  MPOBOAMMAS  TEparus:
MapeHTepaibHOe MUTAHUE C IOBBIIICHHBIM BBEJICHHUE aMHHOKHCIOTHBIX CMEced, Ha3HaueHue

InpceIriapaToB BaﬂproeBOﬁ KHCJIOTHI, Kap6aM33€HI/IHa, TJIMIMHA.

Tpan3uTopHas ruIIepaMMOHMEMIS HOBOPOKICHHBIX — BCTPCHACTCA IIPEUMYILICCTBEHHO Y z[eTeﬁ C

OueHb HU3KOM (MeHee 1,5 Kr) u 3KcTpeManbHO HU3KOM (MeHee 1 Kr) Maccoil Tena npu poxKIeHuH,
BCJIEJICTBHE HE3PENIOCTH (PEPMEHTHBIX CHCTEM TeUeHH, (DYHKIMOHUPYIOIUX (eTaabHbIX
KOMMYHHUKAlMi W Apyrux npuuuH. OTIMYUTEIbHOW OCOOEHHOCTBIO SIBJISETCS IOSIBICHUE
KJIMHUYECKUX CHMITOMOB Cpa3y Iocie pokAeHUs. Toraa Kkak npu BpoxKIEHHBIX META00IMUECKUX
HApYIICHUSIX OTMEYAETCS CBETIBI MPOMEKYTOK B COCTOSIHMM peOEHKa B TEUEHUE HECKOIBKHX
YaCcOB WJIM JIHEH OT MOMEHTA POXKJICHHS JI0 MOSIBIICHHSI TIEPBBIX CUMIITOMOB. | HTIepaMMOHUEMHUS
HOCUT BPEMEHHBIH XapakTep, HE CONPOBOXKIACTCS W3MEHEHHEM COJIEpXKaHHMs aMUHOKHCIOT B

KpPOBH.

Tspxenast achukcust pu POXKICHUH HEPEIKO COMPOBOXKIACTCS PA3BUTHUEM THIIEPAMMOHHUEMUH.
'unokcuueckuil crpecc yckopsieT Katabojau3M U 3allyCKaeT Kackaj OMOXMMHUYECKUX PEaKIHil,
IPUBOASIIUX K MOBBIIIEHHOMY 00pa30BaHUIO aMMHaka. Takum oOpa3oM y JeTei, nepeHecnx
ac(UKCHIO Pa3BUBAETCS HE TOJBKO I'MIIOKCHUYECKasl TMOelb KIETOK OJIOBHOIO MO3ra, HO U PUCK

TOKCHUKO-METa0O0JIMYECKOTO MMOPAKEHUS HEHPOHOB.

BpoxaeHnHas BHVTDI/IVTDO6H8.$I I/IHd)eKI_[I/ISI, B 9aCTHOCTHU O6YCJIOBJ'ICHH8.H BUpYyCaMH ceMeiicTBa

repuec, MOXET COIIPOBOKAATHCA FHHepaMMOHHeMHeﬁ BCJICACTBHUC BOBJICUCHU S IICUCHU.

ITopaskeHHe MEYEHU — TeNIATUT, aTPE3Us JKETUHBIX IIyTEH U JpYTHe.

Hacnencreennsie 0osie3nn oomena Bemects (HBO) — cocraBinsioT Oobliryto rpyniy reHeTHYecKu

JeTepPMUHUPOBAHHBIX 3a00JI€BaHUM, CBA3aHHBIX C HapyIIEHHEM pa3HbIX BUJIOB MeTadoIM3Ma.
Knuanueckast cumMnromaTrvka BO MHOTOM cxoJHa ¢ nposiBieHusmMu HIIM. Pa3zBuBaromasics npu
3TUX COCTOSIHUSIX TUIIEpAaMMOHHEMHSI O00YCJIOBJIEHAa HapyUIeHUSIMH OOMEHa aMHHOKHCIOT U
OpPraHMYECKUX KHUCJIOT, BTOPUYHBIM MHTHMOMpOBaHHEM (PEpMEHTOB LMKJIa CHHTE3a MOYEBMHBI,
TSDKEJIBIM TTIOPKEHUEM IeueHH. Y HOBOPOXKACHHBIX JEOIOTHPYIOT OpPraHUYecKue alnuJeMHUu
(MeTHIMaNoHOBasi,  MPONUOHOBAs,  M30BaJEpPHAHOBAs,  3-THIPOKCU-3-METHIIIIyTapoBas
aluaeMuu, 00JIe3Hb KIEHOBOTO CUpONa U Jp.), TajJaKTO3eMUs, paHHAsS (popMa TUPO3ZUHEMUHU TUI
I,  MuTOXOHIpHallbHble  JHIedaNorenaronaTui,  MUTOXOHJpHalbHbIE  3a00JieBaHUs,
00yCJIOBJIEHHBIE HapyllleHHeM oOMeHa mHpyBara, paHHHE (OopMbl Je(peKTOB [-OKUCICHHUS,
neguuuT  KapOOAaHTHApPA3bl, CHHAPOM THUIEPUHCYIMHU3MA-TUIIEPAMMOHUEMHUH, OOJIE3HU

HapyLIeHUs] CUHTE3a >KeT4HbIX KUCIOT [33,34]. [lepeueHs U OCHOBHBIE JTaOOpaTOpHbBIE TPU3HAKU
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HBO, conpoBoxnaromuxca BropuuHoil ['A, mnpencraBiensl B I[lpunmoxenue 13, 14
T'unepammonuemus y demeti 601ee cmapuie2o 603pacma u 'y 83pOCIblx
B mnoctHeoHaradbHOM MEpUOJE B KadecTBE INPUYUHBI BTOPUYHOM ['A  BBIIENAIOT psij

IIATOJIOTHYECKNUX COCTOSHHMI HEHACICACTBEHHOMN MMPpUPOJbI, ITPOTCKAOIIUX C OCTPOfI II€YCHOYHOU

HCJOCTAaTOYHOCTBIO W/WIM  U3MEHEHHBIM  OEJIKOBBLIM MeTa6OJII/13MOM, da TakKXC IIpU

FI/Il'IepKaTa60.HI/I‘~IeCKI/IX COCTOSHUAX:

BBICOKasI OEJIKOBasi HArpy3Ka

- BBIP@XEHHBIN NeULUT NOCTyIIeHUs OenKa

-  BOWIENTHYECKUE IPUCTYIIbI

- TpaBMa U OXKOTH

- JKEIYJOYHO-KHILIEYHbIE KPOBOTECUECHHUS

- TPOTEUHBIN U KICOCUEIUIE3HBIN TUCON03 U TeHEepaTN30BaHHAsI UH(PEKIIH
- BHUpYycC- acconuupoBaHHas ['A (B ToM 4ucIie ¢ pa3BuUTHEM CHHIpoMa  Peiie)
- T'A, Bo3HHKaromas nocie Gu3n4eckon Harpy3Ku

- HEKOTOpbIE OHKOJIOTHYECKHE 3a00IeBaHUs

- IpHUEM JIEKapCTBEHHBIX MIPEeNapaToB, NpoBoLUpYyromuX ['A:

LUTOCTaTUKU

CaJInLIUIIaThI

BaJILIIPOEBAsk KMCIIOTA

KapOama3zenuH

TOPMOHBI

VY nereii panHero u crapiiero Bo3pacta Bo3mosxkeH ae0rotT HBO, conpoBoxaaronmxcsi BTOpUIHOM

A [35] (Ilpunoxenwe I'5). [l yCTaHOBICHHS JHAarHO3a HCIOIB3YETCS KOMILIEKC
1abopaTOPHBIX METOJIOB: OIpeAeTIeHHEe KHCIOTHO-OCHOBHOTO COCTOSIHUS, YPOBHSI TJIFOKO3BI,
MEYEHOYHBIX TpPaHCAMHHA3, AaMHHOKHUCJIOT, OPTraHMYeCKUX KHUCJIOT, alMJIKAPHUTHHOB B
KpoBu/Moue u Jap. s mOoATBEpKEHUS JAMArHO3a OCYIIECTBIISIIOT MOJEKYISIPHO-TEHETUYECKHE
HccaeA0BaHMs. Y CTAHOBIICHHE IMarH03a UMEET OCHOBOIIOAraolllee 3HaUeHUE 1JIs1 OIpeIeTIeHUs

TAKTHUKU IMATOTCHCTUYCCKOTI'O JICUCHHUA U MCIUKO-T'CHCTUYCCKOTI'O KOHCYJIbTHPOBAaHUH.

3. JqueHne, BKJIK4Yad MCAUKAMCHTO3HYI0O U HECMCAUKAMECHTO3HYIO
TEpaluu, IMeTOoTEpaAINNIO, 066360J1HB3HH€, MEIUIMUMHCKHUC NMTOKA3aHUA U
NMPOTUBONOKA3aHUHA K IPUMECHCHHUIO METO/10B JICHCHUSA

3.1 KoncepBaTuBHOE JieUueHH e

TakTuka nedeHus BO MHOroM ompezensercss ¢GopMoil 3aboneBaHusi (ocTpasi U XpOHHYECKas),

YPOBHEM aMMOHHUSI B KPOBH U TIEPBUYHBIM OMOXUMUYECKUM J1e(DEKTOM.
21



[lenpt0o  KOHCEpBaTHMBHOTO JiedueHHWs manueHToB ¢ HIIM  saBmsercs mpodumakTrka
THIIEpaMMOHHEMHUH U 00ecTIieYeHre HOPMAJIBbHOTO Pa3BUTHUS TTAlIUEHTA.
[4, 7]. Bce mammeHThl, y KOTOpBIX auarHocTupoBaHbl HIIM momkHBI OBITH 0OecIeYeHBI
aMMOHHMETpPaMH.
[IpumensroTcs cieayrolue NoaXoAbl K Tepauu:
e Hu3KoOenKoBas Auera (OrpaHWYCHUE YPOBHS IOCTYHAIOIIEro Oenka 10 MUHUMAIbHO
6e3omnacuoro) [36,37,38].
® BBEJICHUE HE3aMEHUMbBIX AMUHOKHCIIOT, BUTAMUHOB U MUHEPAJIbHBIX BeliecTs [4,7].
® HazHAaYCHHE JIKAPCTBEHHBIX MPENapaToB, CBSI3BIBAIOIIMX aMMOHHM U BBIBOJSIINX €r0 U3
opranusma [4,7].
® B OTJEJIbHBIX CIy4yasiX — TpaHCIUIaHTalus neyenu [4,7].
® TeMOJHUANIN3 W/WIN TIEPUTOHEATLHBIN THAIIN3
Cpa3y mnocne mnoctaHoBku auarnoza HIIM, HeoOXoauMo OIIEHHTH COCTOsIHHME peOeHKa U
OTIpeICTUTh HaINuKe NMpu3HaKkoB ocTpoil ['A. B ciydae, ecnu ypoBeHb aMMOHUS HE MPEBBIIIACT
200 MxM (HeT MpU3HAKOB METa0OJIMYECKON JIEKOMIICHCAINH), CIeAYeT HayaTh TEPaIluIo,
cornacHo nyHKTy 3.2.  Ilpu Hanmuuu npusHakoB octpoit I'A, ypoBHe amMonus Boiie 200 MkM

JIeYeHUEe JTOJIKHO MIPOBOJIUTHCS, COTJIaCHO MYHKTY 3.3.

3.2 Jleuenune HIIM BHe nmepuoaa ocTpoi runepaMMoOHeMUH

Hu3sko6eakoBasi 1uera

[Tarimentam ¢ HIIM pexkomenioBaHo Ha3HAaYeHUE HU3KOOEITKOBOW TUETHI ISl CHUYKEHUS
YpOBHSI aMMOHUs. be3omacHbIii MUHUMaIBHBIA YPOBEHb O€IKa ¢ PacyeToOM JIUEThHI IPUBE/ICHEI B
[Mpunoxennu I'6-19 [4,7, 39- 42].
Kommenrapmii: necmompsi na nHeob6xo0umocms ocpanuvenus nOCmynieHus ¢ nuwei oOeixa,
nayueHm OOdCeH NONYYaAMb He0OXO0OUMYIO NO 603PACMY IHEPSemu4ecKyro NnompeoHOCmb,
He3aMeHUMble aMUHOKUCIOmMbl 00dicHbl  cocmasname  20-30% om obweeo koauvecmea
nompeoOAeMblX AMUHOKUCIOM, BUMAMUHBL.
s obecneuenuss adekeamHoul 3Hep2onompeOHOCmL, 803MONCHO 00DABIeHUe K NULYe V2T1e800HbIX
000a80K (Hanpumep, MalbMoOeKCmpuH), xHcupos. Ilpu Heso3modicHoCmuU KOpMAeHUs Yepe3 pom
Modcem nompebosamvcsi 9H  mepanvHoe numanue — (Yepes 30HO uiu cmomy), Komopoe
npumensiemcs npu. 1) necnocobnocmu cocams Uy 210Mamv, 00YCI061EHHOU HEBPOJIO2UYECKUM
HapyuwieHueM Uil GblPANCEHHHOU 3A0epiCcKOU pazeumus, 2) CUTbHOU peome, pegriokce unu

PBONIHbBIX NO3blBAX, 3) NAOXOM annemume u/uiu omKasze om edbz; 006aesok ¢ He3dAMEHUMDbIX
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amunokuciom (EAA) unu nexapcmeennvix npenapamos;,  4)  neobxooumocmu HEOMIOHCHOU
mepanuu npu UHMEPKYPPEHMHbIX 3abonesanusix. Ilpu ocmpuix 3nuzodax 8gedeHue
HA302aCmMpailbHO20 30HOA Modicem 00je24ums nepexod Om RAPeHmepaibHO20 NUMAHUS K
SHMEPATLHOM)).
Ecnu cywecmeyem nompebrocmv 6 npoooaxcumenbHoM 30H0080M KOPMIEHUU, PEKOMEHOYemcs
eacmpocmomus. Ilpu omcymcmeuu HapywieHull 210mamenvpHo20 pegiexca, 80 uzbexcanue
NPUBLIKAHUSL K 30HO080MY NUMAHUIO UIU NUMAHUIO Yepe3 CIOMY, HeOOX0OUMO OCYujeCmeisims
nepopaivHoe 88edenue nuwu u dacuokocmeul. Ilammepn 30H0068020 KopMieHus (O6OaOCHOe
86edenuUe, NpoooJICUMeNbHOe 668e0eHUe, OHEeBHOe U HOYHOe) 3ABUCUM OM NEePeHOCUMOCHIU
npeonazaemo2o NUMarusl, a maxice exceoHesHo2o pexcuma nayuenma [39,40,41, 42].
Taxoice cnedyem yuumovl@amos 0COOEHHOCMU QU3UYECKOU AKMUBHOCMU peDeHKa ¢ Yevio
npedomepaujenusi He0oCmamouyHo20 NOCMYNIeHUs KUloKa noputi. {uemy HeoOX00uMo
pe2yIapHO KOPPeKmupo8ams Ha NPOMANCEHUU 8Ce20 0emcKkozo 6o3pacma. Ilayuenmol 00acHbl
ObIMb 0CBEOOMIEHDL, YMO, UCKAIOYAS CIYHAU MPAHCHAAHMAYUY NeYeHU, um 0yoem HeodXoouma
NOJACUBHEHHASI HU3KOOENK08As Ouema U pe2yisipHule OYeHKU NUMAHUSL.
Oepanuuenue Oerka HudM@Ce MUHUMATLHO20 0E30NACHO20 YPOBHS MOdNCEn OMPUUAMETbHO
NOBIUAMb HA POCH peOeHKa U NPUGecmu K akmueayuu npoyeccos pacnada coOCmMeeHHbX 0elKos.
Ilepuoowvr bepemennocmu u kopmaenus npu HILIM mpebyrom cneyuanvnoeo nooxooa k
NUMAHUIO, Heb3sl OONYCKamb deuyum OeaKa, a makice mpeoxKemcs nPUCmaibHoe HaoaoeHUe
3a MemadonUUecKuM Cmamycom, 0COOeHHO Npu pooax u 6 meyeHue namu OHel nocie Hux, Ol
obecneuenus: c60e8peMeHH020 PACNO3HABANHUS U JleYeHUsl 2UNePaAMMOHUEMUU.
PexomengoBano nanuentam ¢ HIIM npu BBISBICHUM CHUXKEHUS YPOBHS LUTPYJUIMHA B KPOBU
HazHaueHue L-uurtpyminna B go3e 100-200Mr/kr exenHeBHO Ui MpeNOTBpaIleHus aeduuura
[4,7].
Kommenrapuii: npu psoe odegpexmoe LM nexomopwie AMUHOKUCIOMbL CMAHOBAMCSL
nesamenumvimu (L-yumpynaun npu CPS1, OTC, HHH, L-Apeunun npu CPS1, OTC ASSD, ASLD
u HHH) , nosmomy mpebyemcs 0onoinumenvHas oomayus 0aunvlx amunoxuciom. Ha gone
mepanuu Heobxooumo 1 paz 6 3 mecaya KOHMPOIUPOBAMb YPOBEHb 000ABIEHHBIX AMUHOKUCIOM
C Yenbio KOppeKyuu 003bl.
Cnedyem nomHums, umo 68edeHue npenapama L-apeununa Xaopuod 6HympueeHHo
NPOMUBONOKA3AHO NPU HATUYUU MEMADOIULECKO20 ayud03d.
PexomengoBano nmaruentam ¢ HIIM, B ciiydae COXpaHSIOLIECHCS, HECMOTPS Ha OTpaHUYEHHE
noTpediieHus: Oenka, THIepaMMOHUEMIH, Ha3HAUEHUE MPEMapaToB, CBS3BIBAIOIINX aMMOHHIA, C

EJIbI0 YMEHBIIICHHS €r0 KOHIIEHTPAIUU B KPOBU M CHUXKEHUSI €ro Tokcudeckoro apdekra [4,7].
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Kommenrtapmii: Oonum u3 0CHOBHBIX 8apUanmMos MeOUKAMEeHmMOo3HOU Mepanuu 2unepammoHemuu
CYXHCUM  HA3HAYEHUe Npenapamos, CeA3bl8aAIWUX AMMOHULL U 6bl8OOAUUX €20 6 BUoe
HemoKcuunvlx memaboaumos. K maxum npenapamam OMHOCUMCA HAMpusi 6eH30am, HAMpusl
Genunoymupam, nampusi henunayemam, enuyepona penurdymupam, — KaperomMoeds KUciomad.
Ipenapamul moeym Ha3HA4AMbCL NEPOPATLHO U BHYMPUBEHHO (HEKOMOpble U3 NEePedUCIeHHbIX),
Ha OIUMenbHbILL CPOK UL MOTLKO 8 CIyYae ocmpoli 0eKomnencayuu. B nacmosuee 8pems Hu 00UH
u3 npenapamos He sapecucmpuposan Ha meppumopuu P®. Jo3vi npenapamos npugedeHvl 6

npunodcernuu 1'10.

Ymobwvl uzbesicamv myKozuma uiu 2acmpuma, nepopaivbHble npenapamsl OeH30amda
Hampusi u erunobymupama Hampus (6 eude epauyin, mabiemoK UiU Hepa38e0eHHbIX HCUOKUX
npenapamos) ciedyem NPUHUMAMb Yemvlpe - Wecmb pa3 8 O0eHb ¢ OONbUUM KOIUYECTNEOM

arcuoxocmu [4,7,44-47].

3.3 Jleuenune HIIM npu ocTpoii runepaMMOHHEeMUH

PexomennoBana Bcem namueHTam ¢ HIIM B ciydae meTabonnyeckoil 1eKoMITeHCaIlMi/0CTpon
rUIepaMMOHMEMHH TOJHas OTMEHa Oenka (MakcMMyM Ha 48 4acoB) JUIsl CHUXKEHHSI YPOBHS
aMMOHUS B KpoBH [4,7].

Kommenrapmii: 6 ciyuae ocmpou cunepammonemuu, Ha @one ommeHvl b6enxka HeobXoouma
gvicokokanopuiinas (ne menee 110% om ¢husuonocuueckou nompebHocmu 6 dHepeul)
8bICOKOY2NIE8OOHAsSL  OUEMA/UHDYIUOHHAS — Mepanusi  8bICOKONPOYEHMHBIMU — PACMBOPAMU
oexcmposvl (-8 e/xe/cymxu), npu Heobxooumocmu ¢ 006asiIeHUEM UHCYIUHA.

PexomenoBano BceM nanuentam ¢ HIIM B nepuoa Metaboianueckoi 1eKOMIIEHCAIMH/OCTpOn
TUIepaMMOHHEMUN Ha3HaueHHUe IpenapaToB, CBA3BIBAIOIIMX aMMOHUI B KPOBH, C IEINBIO
CHIKEHUS ero ypoBHs [4,7].

KommenTapuii: nauams 66edenue nekapcmeenHvlx npenapamos nepeo2o psod, VKA3aHHbIX 6
npunodcenuu 19, I'10.

IIpenapamul, ceasvieaowjue amMmoHull 8 Kpogu - 6eH30am Hampus, Qenurayemam Hampus Uiy
Genunoymupam umampus (PBA), enuyepon genunbymupam nampus s6IA0OMCA OCHOBHbIMU
npenapamami, NO360JAWUMU CHOpMUPOBAMb ATbMEPHAMUBHDIL NYMb Memaboausma 0
yvoanenus ammonusi npu HIIM. Ilpenapamuvr 6 nacmoswee 8pems na meppumopuu PD He
3ape2ucmpupoBansvl 8 Kauecmae 1eKapCmMEeHHbIX Cpeocme U Mo2ym Oblmb HA3HAYEHbl MOJILKO HA
OCHOBAHUU peuleHUsi 8pa4ebH020 KOHCUNUYMA NO JHCUSHEHHLIM MNOKA3AHUAM, NpU YCI08UU

NUCbMEHHO20 qu)OpMMpO@LlHHOZO cocilacusd 3dKOHHbIX npe()cmaeumeﬂeﬁ pe6em<a.
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Jleuenue ykazannvimu npenapamamit OOIHCHO NPOBOOUMBCI CIPO2O NOO KOHMPOLEM BUMATbHbIX
@yuxyuu, KIC, yposua ammonus 8 kposu. Maxcumanvhvie exceOHesHble 003UPOSKU DeHzoama
nampus, PBA nampus u L-apeununa He 0ondicHvl npegviuiams 12 2 0 Kajxicooeo u3z mpex
npenapamos. Credyem y4yumvleams NOMEHYUALLHYIO MOKCUYHOCHb NOBMOPHO20 OONHOCHOZ0
86e0eHUs UTU 8bICOKUX 003 beH3oama uiu genurayemama.

Kapaenomosas kucnoma sghgpexmusna npu NAGS u 0ns nevenus ocmpou cunepammoHuemMuu u npu
BMOPUYHLIX ~ CUNEPAMMOHUEMUAX, 6 MOM 4Hucie, MEMUIMAIOHO80U, NPONUOHOBOU U
uzosanepuarosou ayudypusix. Ilpenapam na meppumopuu P® ne 3apecucmpuposar u modicem
ObIMb HA3HAYEH MOJLKO HA OCHOBAHUU DeuleHUs 8PAYeOH020 KOHCUTUYMA NO IHCUSHEHHBIM
NOKA3AHUAM, — NpU  YCIOBUU  NUCLMEHHO20  UHQDOPMUPOBAHHO20 — CO2NACUSL  3AKOHHBIX

npeocmasumerei peOeHKa.

3.4. Xupypruueckoe jJedeHue

PexomeHnayeTcsi HauaTh MPOJIODKUTEIBHYIO BEHO-BeHO3HYI Temodwmibtpaimoo (CVVHDF) y

HOBOPOXKJICHHBIX U JIeTeH C ypoBHEM amMMOHHs >500 pMOIIB/I WIM NPA MEHEE BBICOKUX

3HAYCHUSX, €CITM HAOJII0JJACTCsl HEJOCTATOYHBIA OTBET Ha TEPANeBTHUECKOE JICUCHUE CIycTs 4
yaca (Bpems, He0OXOIMMOE IS IIOATOTOBKH JAMain3a, BKIYas COCYAUCThIi goctymn) [4,7,48-51].
Kommentapuu: Boibop ouanusa 4acmuyno onpeoensemcs 603MONCHOCMAMU MECTHbIX KIUHUK,
Xoms 2eMOOUANU3 Y HOBOPOHCOCHHBIX CONPSNCEH CO CILONCHOCMAMU U OO0NHCEH NPOBOOUMbCSL
MONILKO ONBIMHBLIMU CREYUATUCAMY, A NEPUMOHEATbHbIL OUATU3 HAMHO20 YCMYnaem Opyeum
memodam no s¢hghexkmusnocmu [4,7,48,49,50].

V' Hoeopodcoenuvix u Oemell ¢ eunepamMmoHuemuel NOKA3aHUeM K NpPOBeOeHUr0 Ouaiu3d
ABNAIOMCS 3HAYEHUS AMMOHUSA 8 Kposu bonee 500 umonwv/n, 1ubo omcymcmeue omeema cnycmsi
yemvlpe uaca nocie Havaia mepanesmudeckoo aevenus [4,7,48-51].

T'emoouanuz omHocumcsi K KpamxoCcpouHblM npoyedypam u obecnevusaenm Haubonee 8blCoKUi
00veM 6bI6eOCHUSI AMMOHUS, HO Y HEKOMOPbIX NAYUEHMO8 OMMEYAemcs pe3koe obocmpeHue
nocie e2o Npekpawjeruss. Yuumoleas yacmole mexHuueckue u 2emMoOUHAMUYECKUe OCLONCHEHUS,
cesazannvle ¢ npogeoenuem HD y oemeu nepsozo 2oda swcusnu, CVVH moocem Ovimb Oonee
agpgpexmuena npu evieedeHuu ammonus y Hosopodicoennvlx. CVVHDF — npoodonscumenvras
npoyeoypa, obecnequsarouas OMIUYHbLL KIUPEHC aMMOHU - KaK NPABUILO, XOPOULO NePEHOCUMCSL
MAadeHyamu, OJisi KOMOPbIX AGNAEMCs NPeONnOYMUmenbHblM MemoooM OUANU3.

PexomenayeTcest y B3pOCIBIX ¢ OCTPOH JEKOMIICHCAITUEH, €CITH YPOBEHb aMMOHHSI TIPEBHIIIACT

200 },LMOJ'IB/J'I, B Ka4uCCTBC TCpallkMu TIICPpBOro psada pacCMaTpuBaTb TIEMOJUAIIN3 WA
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MPOJOJKUTENBFHYIO BEHO-BEHO3HYI0O TeMO(MIBTPALMIO MO0 MPUYUHE IIHUPOKON JAOCTYIMHOCTH U
HU3KOTO pPHCKa, JaKe €Clidi B JWarHo3e CyIIeCTBYIOT comHenus. [4,7,48-51].
KommenTapuu: yuumvieas menoenyuro Kk pazeumuio y 63pOCivlX NAYUEeHmMO8 6HYMPUIEpentou
2unepmeHnsuU U OmeKd 20J106H020 M032d NPU 2UNEPAMMOHUEMUL, OUATU3 clledyem HAYUHAMb KAK
MOJCHO paHbude, 0adice 00 nepesood 8 Cheyualusuposanusli yeump. Tem He menee, NPUHUMASL
peutenue o ouanuze, credyem YUumvleamsv KaK HAIUYUE BO3ZMONCHLIX CONYMCMBYIOUWUX
Hapyulenutl, maxk u 00CMYNHOCMb, U NePEHOCUMOCHb NeKAPCMEEHHbIX NPENnapamos.
Pexomenayercst Ipy oCTpOl TUIIEPAaMMOHHUEMHYECKON JEKOMIIEHCALIUU Y B3POCIIbIX B KaYeCTBE
TEpaIiy MEePBOro Psijia pacCMaTPUBATh IKCTPAKOPIIOPAIbHYIO JeToKCcHKanuio [4,7,48-51].
Pexomenayercsi TpaHCIUIAHTAIMS MEYCHH MAllMEHTaM B JIIOOOM BO3pacte, MpU OTCYTCTBUU
KOPPEKLIMH YPOBHEH a30Ta 1 aMMOHUS Ha (POHE POBOANMON KOHCEpBAaTUBHOMW Tepanuu [4,7,52-
61].

Kommenrapmii: [loxazanusa: Bospacm cmapwe 3 mecayes u/unu macca mena oOonee 5 Ke,
NOCKONbKY V NAYUEHMO8, He OO0CMULWUX IMO020 603pacma U 6ecd, ONUCAH 6bICOKUL PUCK
OCNONCHEHUUl U HU3KAS BbIHCUBAEMOCMb. B uodeanvnom cnyuae ona docmudicenus Hauboiee
O1a20NPUAMHBIX HEBPOJIO2UYECKUX UCX0008 onepayus 00NHCHA NPOBOOUMBCS HA Nep8omM 200y
HCUBHU. B omoenvHuIX cyuasx mpancnianmayus modscem Oblms OmaA0NCeHA, UHO20a 0axce 00
noopocmkogoz2o eozpacma. Y oesouex ¢ OTC kiuHuyeckue CUMNMOMbL NPOAGIAIOMCS, KAK
npasuno, 6 eozpacme om 0 oo 2 nem. Ilpu ceoespemennom Ha3HAYEHUU mMepanuu yoaemcs
oocmuys cmabunuzayuu cocmosnus. OOHaAKo 6mMOpouU NUK NeMAlbHOCMU ) MOl 2PYnnbl
nayuenmos ommeuaemcs 8 eo3pacme I12—15 nem, nosmomy O HUX modce cledyem
PACCMampusams 803MOHCHOCMb MPAHCHAAHMAYUU.

B uoeane mpancnnanmayuio neuenu ciredyem npogooums 00 pazeumus HeoOpaAmumozo
HeBpO102U4ecK020 NOBPeXCOeHUs. U/UIU NOBMOPHO20 KPU3d, dceiamenvbHo, 8 nepuod ¢ 3 no 12
mecay AHcusHUu. BosmooicHocmb onepayuu MOJ*CHO paccmampusams OJisl 6ceX NayueHmos (3a
ucknrouenuem cayuaes NAGSD) ¢ msdcenvim neonamanvhvim 0edoromom. OHa makoice NOKA3aHa
nayueHmam ¢ npoepeccupyrouum 3aboneeanuem nevenu (nanp., ASLD), npu peyuousupyroweii
Memabonuieckou O0eKOMNEeHCAyuu, 20CNUmanu3ayusx Ha (QoHe KOHCEepBAmMueHO20 jeyeHus, a
maxoice npu nioxom Kkavecmee sxcuzhu [4,7,52-61].

IIposedenue mpancnianmayuu newenu noxasano npu ecex HIIM, 3a uckniouenuem NAGS u
cunopoma HHH, a makoice npu epyowix nopax)cenusix 2016H020 Mo3ed . J{aHHbl 6UO JleueHUs.
no36oaem OMMEHUMb HU3KOOEIK08YI0 Ouemy U pe2VIApHblll  Npuem  aKkmueamopos
AnbMePHAMUBHbIX nymeti 0emoOKCUKAYUU, CHUMHCAEM PUCK NOSMOPHBIX Kpu306. OOHAKOo He nusem
Ha cghopmuposasuiuecs 8 xode bone3nu Hesponocuyeckue Hapyuwerus. I[locie mpancnianmayuu

neuenu nayuenmam HeobXooumvbl UMMYHOCYNPEeCCUSHAs mepanus. U 00120CPOUHOE
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Haoaroodenue. Buiocusaemocmo nocne mpancnianmayuu npu OTC u y nayuenmos 6e3 HIIM ne
pasznuuaemces u cocmasisem npuoausumensuo 95% na nepsom 200y u 90% - cnycms namo 1em 8
OOUUPHBIX NEOUAMPUYECKUX NPOSPAMMAX NO Nepecaoke NeyeHu ¢ «XOPOUUM» UTU «OMIAUYHBLMY
(coenacno oms3svleam NAYUEHMOB8) Ka4ecmeom HCUsHu cnycms 6—12 mecsayes nocie onepayuu.
Taxum obpazom, mpancnianmayus neyeHu NOKA3aHa nayueHmam ¢ msocenvim mevenuem HIIM,
yacmelMu Kpuzamu, u obecneuugaem 0Oojee 8blCOKOe KAUeCmeo HCU3HU, YeM KOHCEPBamueHoe
Jieyenue.
B csa3u ¢ gvicokum puckom, yenecoobpasHocmes nposeoeHUs IKCMpeHHOU MpaHCnianmayuu npu
ocmpotl dHYeparonamuy u/uiu OCmpol Ne4eHOUYHOU HeOOCMAMOYHOCIU QOINCHA 00CYHCOAMbCS
8 KAAHCOOM KOHKDEMHOM Cyyde.

llepecaoka Ooneil newenu om JHcUBbIX POOCMEEHHUKOE NO3BOJIAEM YMEHbUUMb 8PeMsl
02ACUOAHUS U Oaem pe3yTbmamyl, CPABHUMbLE C Pe3VIbMaAmami npu nepecaoxe mpynHo2o opeauda,
Xoms U C843aHa ¢ HeOONbUWUM PpUCKOM O O0OHOpOoS8. | emeposucomuocms no 3a001e8aHU0 y
JHCUBO20 OOHOPA He npedcmasisem npoojembl, 3a UCKIIOUeHUeM CAy4aes, Ko2oa peub udem o
nayuenmkax ¢ OTC, xomsa 6eccumnmomnuvie OTC-cemeposucomvl ycnewHo CMAHOBAMCA
OoHopamu. PeweHue omHocumenbHo onpasoaHHOCMuU nposedenus nepecaoku neyeHu O00JHCHO
NPUHUMAMBCSL. C Y4emoM IMUYECKUX ACNeKMO8 KOHKPEeMmHO20 CIy4Yds, 8 YACMHOCMU, K020d Y
pebeHKa yce NPUCymcmeyem UHBANUOHOCMb, WU eCiU NIAHUPYemcs nepecaoka Om HCUBO2O
O0oHopa.
Hee gpopmer - NAGSD u HHH cunopom - sagnaiomcs npomusonokasanuem K mpaucniaumayuu

nevyernu.

4. TlpopuiakTuka v JucnaHcepHOe HAOI0IeHHe, MeITMINHCKHIE MOKA3AHUS U
NMPOTUBOMOKA3AHUA K IPUMEHEHHUI0 METOA0B NPOPHIAKTUKHA

HOCKOHBKy HHM OTHOCATCA K HACJICACTBCHHBIM 3a6OHeBaHI/I5{M, OCHOBHBIM ITOAXOA0M K
HpO(l)I/IJ'IaKTI/IKC 3a00JICBaHUM B CEMbE SIBIISICTCS MCIUKO-TCHCTUYCCKOC KOHCYJIIbTUPOBAHUC U

MPOBEJICHUE TPEHATATIBHOW THATHOCTUKH.

4.1 llpoduaakTuka

[Tocne ycraHOBNEeHHWS [WarHo3a TMAIMEHTy W YiI€HAM €ro CEMbH PEKOMEHIYETCS
KOHCYJbTAIlUsl Bpada-T€HETUKA C 1EJIbI0 pPa3bACHEHUS TE€HETUYECKOIO0 pPHUCKAa B CEMbE,
00CYXIeHUS] BO3MOXKHOCTEH MpeHaTaIbHON U IPEUMILIAHTAIMOHHOM quarHoctuku [1,2,4,7].

KommenTtapuu: sce HIIM 3a uckniouenuem oepexma OTC nacnedyromesi no aymocomuo-
peyeccugnomy muny. Ilpu 0annom mune HACIe008aHUSL NOGMOPHBIU PUCK POAHCOEHUs DOTbHO2O

pebenxa cocmagnsem 25%. [lpu oeghexme OTC cemuzucommvie MATbYUKY UMEIOM €OUHCINEEHHYIO
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mMymaumuyio X-xpomocomy, umo onpeodensiem Kiaccuyeckui ¢oenomun 601e3HU U KAK NPAsuio
msadcenoe mevyeHu u pamnee Hadano. Mexanusm, nocpeocmeom Komopoz2o y 2emepo3uzomHublx
HCEHUWJUH PA3BUBATOMCIL HCUSHEY2POACAIOUUE CUMNMOMbL, He 00 KOHYa uszeecmeH. Cuumaemcs,
UMo MO CEA3AHO CO CIYUAUHBIM NPOYECCOM UHAKMUBAyUU X-Xxpomocomul (MauoHu3ayus), 4mo
npuBooUm K 00pazoeanuio Kaxk 0euyummslx, max U HOpMAlbHbIX KIemoK 6 ne4eHu.

Yuumvieas mun Haciedosanusi O0anHo20 3abonesanus (X-CyennienHvill), npu  Kanicoou
nocnedyroweli 6epeMeHHOCMU Y HCeHUWUHbI-HOCUMENbHUYbL MYMAYUU PUCK POAHCOEHUS DOTbHO20
manvuuxka cocmasnsem 50%, puck poosxcoeHus Oegouku-HocumenvHuyvl mymayuu — 50%, y
MYACUUHBI-HOCUMESA MYMAYUU PUCK POdcOeHUs OesouKu-Hocumenbruysvl mymayuu — 100%.

B cembax, 20e ecmb naAyuewm ¢ YCMAHOGIEHHOU Mymayuetl, 6vi3éaguieli 00.1e3Hb,
cyujecmayem 603MOHCHOCIb NPOBEOEHUsI NPEUMNIAHMAYUOHHOU U NPEHAMANbHOU OUASHOCIUKU.
llpenamanvnas OuacHoCmMuKka B603MONCHA Memodamu npamou unu xoceeHuou JIHK-
OuazHoCmuKy OJisi cemell ¢ U38eCIHbIM 2eHOMUNOM.

Popurenu n0mKHBI OBITH O0yUYEHBI MPABUIIAM OPTaHU3AIMH TEPAITHHA B MEKIIPUCTYITHBINA ITEPUO,T
U B IEPUOJ YTPO3bl MeTaboIMuecKoro kpusa [4,7].

Kommenrapuii: nemanosasicnvim ghaxmopom, eiusiowum Ha npoecHo3 3a00Je6aHUs A61emcs
obyueHue pooumerneti NPUHYUNAM OUESMOMEPanuu U pacnO3HABAHUIO NPUSHAKOE MemaboaIuyecKo
oexomnencayuu. Y pebenka npu cebe 6cec0a O00NHCHA HAXOOUMBCSA NAMAMKA C VKA3AHUEM

HEONJIOHCHbIX Meponpuﬂmuﬁ 6 nepuod HAa4duHarowecocs Mmemabonruyeckoeo Kpusa.

4.2 ucuancepHoe HAOJI0eHe

Knunnyecknii u OMOXMMHYECKMM MOHUTOPUHI 3aBUCUT OT CTENEHHM CTaOMIBHOCTH
nanueHTa. [lanueHTel paHHEro Bo3pacTa HYXXJIaloTcs B Oosiee yacToM 00cCie0BaHUU , UeM
CTaOMIIbHBIE MAIIMEHTHI CTapIero Bo3pacta. [lareHTsl paHHEro Bo3pacTa U TSKeJIble MalueHThl
06010 BO3pacTa JI0JKHbI ObITh 00cie10BaHbl Kaxable 3 Mecsua. [anueHTsl cTapiiero Bo3pacta
U cTaOWJIbHbIE MAlUEHTHl MOTYT OBITh oOcnenoBanbl He pexxel pa3 B rona. Bce manuentsl, y
KOTOpBIX AuarHoctupoBanbl HIIM nomxHbI ObITE 0O€CieueHbl aMMOHUEMETPAMHU.

HabutoieHne naiueHToB M0 MECTY JKMTEIbCTBA (B aMOyJIaTOPHO-TIONUKINHUYECKUX YCIOBUSX )
JOJKHO OCYILECTBIISATHCS MOCTOSIHHO.

Jlabopamopnvle u uHcmpymeHmanvHvle 00CIe006aHUSA U PEKOMEHOYeMAas Hacmoma ux
nposedeHnus npeocmasiena 6 Ilpunosxcenue I'l 1.

PexomennoBano BceM nanueHtam ¢ HIIM, nomydarommm TepaneBTUYECKOE JIEYEHUE,
IIPOBEIEHUE MOHUTOPHUHIA I10 MECTY JKUTENBCTBA, BKIFOUAIOLIETO aHTPOIIOMETPUYECKUE JaHHBIE,
OMOXMMHUYECKHE TECThI, PacCueT U KOPPEKTUPOBKY palloHa MUTaHMs, CBEIEHUS O PELUANBAX U

CIIy4asix UCIOJIb30BaHUS PEKUMA YPE3BBIYAHON CUTYallUH.
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Kommenrtapuu: Yacmoma euzumos 001scHa onpedenamocs uHOUSUOYAIbHO, 8 3a8UCUMOCIU OM
gozpacma, pocma, cmenenu majcecmu HapyuleHus, Memaooaudeckol cmabduibHOCMu, a MaKice
coONM00eHUsL HA3HAYEeHUL 6 OMHOWEHUU Ouemsl U npuema aexapcms. Monoovim nayueHmam c
MANCENLIMU HAPYUWEHUAMU MOJCem NOmped08amuvcsi KOHMPONb Kaxcovle mpu Mecayd, 8 mo
8peMsl KaK nayuenmam cmapuie2o 603pacma uiu NAYueHmam ¢ MeHee CepbesHbIMU HapyUeHUIMU
docmamouno 6yoem npoumu 06ci1ed08anue 00U pas 6 200.

B xo0e knunuuecko2co MoHumopunea HeobXooumo oyeHusams ciedyroujee: pocm U OKPYICHOCHb
207108bl, HAIUYUE UL OMCYMCMBUe peOKUX MOHKUX 80JI0C UNU 8bINAOEHUSL 80JIOC, KONCHOU CblNU U
Opy2ux npuzHaxkos oeguyuma 0OeNKo8 U BUMAMUHO8, He8POIocUYEecKoe pazeumue, pasmep U
cmpykmypa nevenu (Y3H). Takowce 6adxiCHO pe2yisapHO NpOEOOUMb OYEHKY NUMAHUS, Nymem
onpoca nayueHma 6 MOMeHm 8u3uma, 1ubo, eciu npeonoaazaemcs HeOOCmMamox NUMamenbHbLx
gewecms Ui HecooO00eHue NPeonucanull 8paia, nymem AHAIU3A COCMABIEHHO20 NAYUEeHIMOM
MOYHO20 KOJIUYECMBEHHO20 ONUCAHUA PAYUOHA U KOAUYeCmed U YACmomsl NPUHUMAEMbIX
000a80K U 1eKAPCMBEHHbIX NPEnapamos 3a 3-5 ouell, npeoulecmayouux susumy K epavy. Payuon
nUMaHUusi HeoObX00UMO KOPPEKMUpo8ams ¢ y4emom eospacma u pocma (cm. nudice). Ilockonbky
HU3K0benKosas ouema ModiCem NO8blUAMb PUCK OCMeonopo3d, 6pemsi Om 8peMeHU
PEKOMeHOYemcsi NPOBOOUMb OEeHCUMOMEMPUIO.

Pexomenayetcsi mpoBeieHre 1a00OPaTOPHOrO MOHUTOPUHTA IMOKa3aTeliel (M3MEepeHHEe aMMOHUS
TUTa3MbI B 00pa3iax BeHO3HOW/KAMMILISIPHOM KpoBH (1ieNieBoi ypoBeHb <80 UMOJIB/T) HEe pexe |
pasa B 3 JHS, IpU U3MEHEHMSIX B JIMETE, YXYIIICHUSIX COCTOSHUSI pebeHKa - exxeqHeBHO [4,7].
JlabopatopHbie 1 HTHCTpYMEHTaIbHbIE 00CIeI0BaHUS U PEKOMEHIyeMasl YaCTOTa UX MPOBEICHUS
npencrasieHa B [Ipunoxenun ['10.

KommenTapuu: B nexomopuix yenmpax npogooumcs ceputinoe cymouHoe usmepenue amMmoHus
co cbopom 00pasyos 00 eodvl, nocie edvl U HAMOWAK, 0OHAKO YEHHOCMb 9M020 N00X00d He
onpedeneHa. AmMMoOHuememp, NO380JseM NPOBOOUND Y NOCMeENU DOIbHO20 NPUOIUSUMETbHOE
onpeoenieHue aMMOHUS 3a MPU MUHYMbL 8 00pazye 6eHO3HOU Kposu obvemom 20 mxn (0OHaKo
8epxHuUll npeden 0OHapyIceHus 3mo2o npubopa cocmasnsiem 280 umonv/n).

PexomengoBano BceM nanuentaM ¢ HIIM onpenensars razoBblii COCTaB KPOBH JJIsSI BBISIBIICHUS
pecnupaTopHOro ankanosa [4,7].

Kommenrapumu: 2 pasa 6 mecsiy 6 nepgvle 2 mecaya nocie NOCMaHo8Ku ouacHosa, oaree 1 pas @
4 mecaya u no noxazanHusm

Pexomenayercsi orpeensaTh KOHIIEHTPAIUIO aMUHOKHUCIOT B KPOBH JIJIsl OIEHKU JIOCTATOYHOTO
MOCTYIUICHUS] apTMHUHA/IIUTPYIIMHA pa3 B 6 mecsues [4,7].

Kommenrapuu: 3nauenus apeununa O0NHCHBL HAXOOUMbCS Y GEpPXHEl 2pAHUYbL HOPMbL, a

SHA4YeHUA ()pyeux dMUuHoKuciom — 6 npe()efzax HOpMbL. Tosviuenue YPOGHA 2llymamMuHa moaxxHcem
29



Oblmb  npedsecmMHUKOM — eunepammonuemuu. Ilpunamo  cuumamv  YpOSHU — 2YMAMUHA
npuemiemviMy, Ko20a OHU He npegvluiarom nopo2osozo suauenus 1000 umonv/n. Ilockonvky
cooepoicanue 2nymamuHa USMEHAemcs 6 3d8UCUMOCMU Om 00beMa NPUHUMAeMOU Nuu ¢
Hauboiee BbICOKUMU 3HAYEHUAMU NOCAE HOYHO20 20100aHUs, cOOp 00pasyos HeoOX0OUMO

npoeodumb 6 0OHO U MO Jice e8peM, 6 udeaﬂe, cnycms 3-4 yaca nocne nocneoneco npuema nuiyu.

PexoMenayercst manueHTaM ¢ KIMHUYECKUMU niposiBiaeHusMu HIIM nipoBenenue o0riero
(KJIMHUYECKOTr0) aHaJIN3a KPOBU Pa3BEPHYTOI0 (reMOIy001H, KOJIUYECTBO SPUTPOLIUTOB,
LIBETOBOI1 1MOKa3aTellb, KOJIMYECTBO JIEHKOLUTOB, TPOMOOLIMTOB, JeHKoLUTapHas GopMyiia 1
CKOPOCTb OCEAAHUsI SPUTPOLIUTOB), JIIsl OLIEHKHU OCHOBHBIX IapaMETPOB KPOBETBOPEHUS U

HaJU4Msl BOCHAIMTENIBHBIX MporeccoB [69,70].

Pexomenayercst nanueHTaM ¢ KIMHU4YeckuMH iposiBieHussMu HIIM nposenenue oOiiero

(KJII/IHI/ILIGCKOFO) aHaJIn3a MOYH AJI1 OOCHKH COCTOSIHHA MOYCBBIBOAAIINX HYTCﬁ U IIOYCK.

Kommenrtapuu: / pas 6 200

Pexomennyercs nanventam ¢ HIIM npoBezneHue aHanu3za KpoBU 0OIEr0 OMOXMMHYECKOTO
TepaneBTHYECKOro (TI0K03a, o0muil Oenok, OenkoBble (pakiuu (KUCCIETOBAaHHE YPOBHS
anb0yMHUHa B KPOBHU, OIpENEICHUEe albOYMUH/TIO0YIMHOBOTO COOTHOIICHUSI B KpPOBH),
XOJIECTEPUH, TPUINIMLEPUAbI, JUINONPOTEUbl HU3KOW M BBICOKOM IUIOTHOCTH (MCCiel0BaHUE
YPOBHS JIMIIONIPOTEMHOB B KPOBH), LienouHast ¢ocdarasa, ramma-riarotramuirpancdepasza (I'TT),
KpeaTMHUH, MOYEBMHA, anaHnHaMuHoTpaHcdepasza (AJIT), acnapratamunorpancdepaza (ACT),
JIAT, naktar,  KadbIUMi OOIIMI 1 MIOHU3UPOBAHHBIN, HATPUH, KaJIHii, Heopranudeckut pocdop,
&KeJe30 U peppUTHH, KAPHUTHH) 7S OLEHKHU (QYHKIIMOHAJIBHOTO COCTOSIHUSI BHYTPEHHUX OPraHoB,

HaJIN4YMsI NHPEKIMOHHBIX OCIIOKHEHUH M HYTPUTHBHOTO cTaTyca namuenra [4,7,69, 70].

KommenTapuu: B ocmpuwiii nepuoo (nocne kpuza) 1 paz 6 mecsy ¢ meuenuu 3 mecayes, Ha ghoue
nevenus 1 pasz 6 200 npu omcymcmeuy KIuHUYecKol CUMNMOMAMUKU. Yposnu mouesunvl 6
Kposu He umelom OONbUON YEHHOCMU, NOCKONbKY OHU NPEUMYUJeCMBEHHO 3A8UCAM  Om
nompebieHUs AP2UHUHA U CKOPOCMU OBUINICEHUS MOYU NO KAHATbYAM NOYEK.

PexomeHnayeTcsi pOBECHNE KOAryJorpaMMbl (OPUEHTHPOBOYHOTO HCCIICAOBAHUS T'eMOCTa3a)
(AUTB, MHO, onpeznenenue npoTpoMOMHOBOTO (TPOMOOILUIACTHHOBOT0) BPEMEHH B KPOBHU MJIH B
1a3me, MpoTPOMOUHOBOE BpeMsl, TPOTPOMOMHOBBIN MHJIEKC, pubpuHOoreH) namuentam ¢ HIIM
IUISl OLEHKH (DYHKIIMOHAIBHOTO COCTOSHHS IEYEHH M CBEPTHIBAIOIIECH cHUCTeMBI KpoBu [4,7,

69,70].
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Kommenrapumu: [ pas 6 200, uawe-npu Haiuyuy usMeHeHHbIX QYHKYUOHATbHBIX NPOO NedeHuU.
Pexomenayercsi OIpeNeicHHE OPOTOBOM KHUCIOTHI B MOYE, YTO IIO3BOJISICT OIICHHUTH

coOroIcHHE pekuMa JieueHus: Oenzoatom [4,7].

KomMmeHTapumu: nogviuienue 5KCKpeyuu Opomosol  KUCIOMbL  OmMpaxicaem yeeiuyeHue

KOAU4eCcmeda amMmMoHus u HaKkonienue xapoamouigocpama.

PexoMeH10BaHO OCYIIECTBIATH KOHTPOJIh HYTPUTHBHOTO CTAaTyca C KOPPEKIMEH MUTaHHS B

3aBUCHMOCTH OT COCTOSTHHSI peOCHKa M €ro TOJICPaHTHOCTHU K Oenky  [4,7].

Kommentapuu: Onpedenenue amunoKUCI0m, 1UM@POyYumos, mpanc@eppuna, MUuKpoI1eMeHmos,
KApHUMUHA, eppumuna, xoiecmepuHa u mpueiuyepuoos 6 niasme OOJHCHO 6bINOJHAMbCA
Pe2YNIAPHO, YACmOoma 3asucum Om cmeneHu ocpanuyenuss deika 6 oueme. K OHMPOTIL
Gakmuyeckoeo nUManus (XUMULECKO20 COCMABA PAYUOHA) Oisi NPeOynpelcOeHuUs: pa3eumus
oepuyumHvIx COCMOSIHUL NPOBOOAM ) Oemell 8 peaHUMAYUOHHOM Nepuooe exceoHesHo, y oemell
nepeoco 200a dncusnu - He pedice 1 paza 6 7-10 onuetl, y nayuenmos cmapute 1 2o0a — 1 paz e 6
Mecayes . Pecynapusie koncynomayuu ouemono2a 00H#CHul ObiMb GbINOJIHEHbI NPU KAAHCOOU
2ocnumanuzayuy. Imo Cea3aHo0 ¢ mem, 4mo NAYUeHmMbvl HAX00AMC sl Ha HU3KOOeIK08ol dueme u
cyuecmgyem puck oeguyuma Oenka, Hympuenmos u 3Hepeemuyeckuii Oeguyum. Credyem
000UMbCSL NOHUMAHUSL  8ANHCHOCTU COONIOOEHUSL OUemvl, NOBLIUEHUS NPUBEPIHCEHHOCMU K
cobnodeHuto ouemvl, Npuemy HeoOXOOUMbBIX HYMPUEHMO8 U BUMAMUHOE CO CMOPOHbI KAK
pooumeretl, maxk u nayuenmos. Heobxooumo nomHumos 06 uzmenenuu ouemsl no mepe pocma

nayuernmada.

PexoMeHI0BaHO BCEM MMAIIMEHTaM C H]_[M IMPOBEACHUC YIIbTPA3BYKOBOT'O O6CJ'IC,[[OBE[HI/I$I OpTraHoOB
6pIOI.HHOI>i IMMOJIOCTU U YJIBTPA3BYKOBOTO HCCICAOBAHUSA TIOYCK C HCJIBIHO YTOUHCHHA CTCIICHU

BBIPAKEHHOCTHU MOJMOPTaHHON HEIOCTAaTOYHOCTH [4,7, 69]
Kommenrapuii: vacmoma 1 pas 6 6 mecsayes u no nokasaHusim.

PexomennoBano juis iuarHoctuku crenenu Hapymenuid [IHC y nanuentos ¢ HIIM npoBoauth
MPT ronosHoro mosra u/un KT romoBHoro mo3sra Ha 1-4 1eHb KaXI0ro ciydas KOMbI WU

WHCYIBTO-TI0100HOTO Zmm3o01a [10,28].

PexomennoBana namuentam ¢ HIIM no nokazanusim OKI', sxokapanorpadus ¢ 1eiabo OleHKd
MOp(ODYHKIIMOHATBHOTO ~ COCTOSIHUSA ~ Cepllla, YTOUYHEHUS  CTENEeHH  BBIPAKEHHOCTHU

HOJ'II/IOpFaHHOI\/’I HEAOCTAaTOYHOCTH U )II/I(b.)II/IaFHOCTI/IKI/I C Ap.HACJICACTBCHHBIMU 3a00JIeBaHUSIMHA

[4,7].

Kommenrapum: / pazé 200
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Pexomenayertcsi mposeaenue nmamuerntam ¢ HIIM HCT I'M ¢ nomeporpadueit 1j1s 1narHOCTUKA

crenenu Hapymenuii [IHC, BoisiBienus oreka [4,7].
KommenTapum: [ pas 6 3 mecaya na 1 200y srcusHu, uauje-no nokazaHusm

PexoMeHayeTcsi TIpoBeACHUE KOMIbIOTepHas anekTposHuedanorpadun (KO3I') u KOOI'-
MoHUTOpUHra mnanueHtam ¢ HIIM mnpu Hamuuuu HEBPOJIOTUYECKOH CHMIITOMATHUKU JUIS

BBISIBJICHUS SMHJICNTHYECKON aKTUBHOCTH [69].

KOMMeHTapHﬁ: no NOKA3AHUAM.

Pexomenayercss ydactue B BeleHMM nanueHToB ¢ HIIM MynpTHAMCHUIIIIMHADHOW KOMaH/bI
CIIEMAIMCTOB B BHJy TOTO, YTO 3a00JIeBaHUE XapaKTEPU3yeTCs MOPAKEHUEM MHOTUX OPTraHOB U
cucTeM, TpeOyeT KOMIUIEKCHOW Tepanuu, YTO JUKTYeT HEOOXOAMMOCTh COBMECTHOTO BEIECHUS

IManyueHTa CIICHUAIIMCTAMU PA3HBIX HpO(bHHeﬁ

KoMmMmeHnTapuii: noxazanvl nepeuunvle u NOSMOPHbIE KOHCYIbMAYUU 8PAdd-2eHemuUKa, epava-
ogpmanvmonoea, 6paua-HespoNo2a, 8pay-oOuUemonos,  8payd-cypooLo2a-omopuHoIApUHe0102d,
8PAUA-2ACMPOIHMEPOIIO2a,  8PAYA-IHOOKPUHON02dA,  6PAYA-KAPOUONo2d,  8paAda-0emcKo20
Kapouonoza, epaya-Hegponoea, 8paua-neouampa/spada-mepanesma/spada oowel npakmuKu
(cemetinoco  epaua),  6pau-HEOHAMON02,  BPAYU-AHECME3UON02-PeAHUMAMON0e,  8paya-
Quzuomepanesma, 8pava no ieyeOHol GusKyIbmype, 8pau-ncuxuamp,  MeOUYUHCKUL NCUXo102,
a makaice epadeti Opyaux cneyuaivnocmeti nayuenmam ¢ HIIM,, umerowum napywienus gynxkyuii

coomeemcmeyrumux opeanos U CUCmem.

5. Opranu3anusi OKa3aHusi MeIUIMHCKOH MOMOIIH

5.1 Moka3auus A MJIAHOBOH IOCIUTAJIN3AINT

[TnanoBast rocnuTanM3aIys NallMEHTOB ¢ YCTaHOBIEHHBIM auarnozom HIIM npoBoautcs
1 pa3 B 3-6 mecsieB (B 3aBUCMMOCTH OT BO3pacTa, YCHEIIHOCTH KOHCEpBATMBHOMN Tepamuu,

KOMILIAEHTHOCTH TIAI[UEHTA).

B xone miaHOBOW TOCHHUTAIM3alMKM TPOBOAUTCS KOHTPOJIBHOE OOCIIEAOBaHHE, IPH
HEOOXOJIMMOCTH — KOPPEKLHMsI TUETHI, /103 MPUMEHSEMBIX JIEKApCTBEHHBIX IpernaparoB (Ha

OCHOBaHUU PE3y/IbTATOB IPOBEICHHBIX 00CIIEJOBAHUI).

HpOBCI[eHI/Ie JUAarHoCTUKM W JICUCHHA, Tpe6y101m/1x KpYriiIoCyTO4YHOro MCIHUIUHCKOI'O

HAOJIOICHUS:
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cocTosiHue, TpeOyrollee aKTUBHOTO JICUEHUS M KPYTJIOCYTOYHOIO MEAMIIMHCKOTO HaOIIOIEHUS
(rppKEeceueHre, ONEPaTUBHOE JICYCHUE TMOPAXKEHUsI CYCTABOB, IMO3BOHOYHUKA, CKOJIMO3,
aJICHOPKTOMMSI, TOH3UJIOIKTOMHUSI, HEUPOXUPYPruYecKasi JEKOMIIPECCHSI CHHIPOMA 3aIsiCTHOTO
KaHajla, YCTaHOBKAa TPAHCTUMIIAHMYECKOTO JpeHa)xa IMpU CPEAHEM OTUTEe, XUpyprudyeckas

KOPPEKIIMSI TaTOJIOTUU CEPJICYHO-COCYAUCTON CUCTEMBI U APYyTHUE);

COCTOsIHME, TpeOyrolllee NPOBEACHUS BBICOKOTEXHOJOTHYHBIX METOJIOB JIEYEHUs (B TOM 4YHCIE

TPaHCIUIAaHTALMS TIeYEHH, KOHTPOJIb 3()(HEKTUBHOCTH TPAHCIUIAHTAIIMH TICUCHH )

5.2 Iloka3aHus A5 IKCTPEHHOM rOCIUTAJIH3AINH

OCTpHe 3360HeBaHI/I${, 06OCTpeHI/I$I XPOHHUYCCKUX 6OJ'I63HCI71, OTpPAaBJICHHA U TpaBMbl, COCTOAHUA,
Tpe6y101une WHTEHCHUBHOM TCpalliy U 1nepeBoOJa B pCaHNMMAIIMOHHBIC OTACIICHUA WUJIW OTACIICHUA
MHTECHCUBHOMU TCpalnu, a TaAKXKXE KPpYriioCyro4Horo MCIuIuHCKOro Ha6J'IIOI[eHI/II/I " IIPpOBCACHUA

CIICHHUaJIbHBIX BUI0B 06CJICIIOBaHI/I$I " JICUCHUA.

ITaruenTam ¢ YCTAHOBJICHHBIM JUATI'HO30M H]_[M, IIOKa3aHUsIMHU K SKCTpeHHOﬁ rocnurajin3alnun

SBJISIOTCSL:
1 BsnocTs, COHIHMBOCTH

2 Bo30yauMocTs, axxuTanus, OCTpoe U3MEHEHHE TOBECHUS

3. Otka3 oT enpl

4 [ToBTOpHBIE PBOTHI

5 ®eOpuibHAs TUXOPAJIKa, TUI0X0 KyIupyeMas IPHEeMOM aHTUITUPETHKOB, UTUTEIEHOCTHIO
6onee CyTok

6. IToBTOpHBIE UIMTENbHBIE KPOBOTEYEHUsS (M3 HOCA, M3 MECT B3SATHS KPOBH, M3 MECT
MHBEKIUN)

7. V3meHeHns mokaszaresnei KpOBH, ONPEeieMbIX P MOHUTOPUHTE TTallMeHTa, 0oJiee yem

B 1,5 HOpMBI
8. Pe3koe noBellIeHNE YpOBHS aMMOHMSI B KPOBU ITPU U3MEPEHUH B paMKaX MOHUTOPUHIA
9. BriepBble BO3HHKIINE CYJOpPOXKHBIE MPUCTYIBI/SMUICNITHYECKUN CcTaTyc (IIOBTOPHBIE

CYJIOPO’KHBIE MPUCTYIIBI C IEPEPHIBOM MEXy MpUCTyriaMu MeHee 30 MUHYT)

5.3 Toka3aHud K BLINUCKE MAIMEHTA U3 CTAIMOHAPA

OTCYTCTBHC YI'PO3bI KU3HU 6OJ'IBH01"O;

OTCYTCTBHE YTPO3bI Pa3BUTHSI OCIOKHEHHH, TPEOYIOMMUX HEOTIOKHOTO JICUCHNS,
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CTa6I/IHI/ISaHI/IH COCTOSHHSA U OCHOBHBIX KJ'II/IHI/IKO-J'Ia60paTOpHBIX ImokasaTejieil maToI0rnIecKoro

nmponecca nmo OCHOBHOMY 3a6OJICBaHI/IIO;

OTCYTCTBHUC HCO6XO,Z[I/IMOCTI/I B IIOCTOAIHHOM Bpa‘IC6HOM U KPYrJIOCYTOYHOM MCIHUIMHCKOM

Ha6J'IIOI[CHI/II/I I10 OCHOBHOMY 38,60J'I6BaHI/IIO;

HEO0OXOIMMOCTH TiepeBoJa OOJILHOTO B JPYryr0 OONBHHIYY WM YUPEKICHHE COIHAIBHOTO

oOecrieueHus

HaHI/IeHTBI C YCTaHOBJICHHBIM IWAarHo30M HI_IM MOI'yT OBITH BEIITHCAHBI U3 cTanyoHapa €CJIn:

1. JloCTUTHYTHI YJIY4YIIEHUS TIO OCHOBHBIM OWOXMMHYECKHMM TOKa3aTesisiM (YpOBEHBb
aMMOHHUSI B KPOBH B TeueHHe 3 cyTok He mpesbimaer 100 MKMOJIB/J, aKTUBHOCTh
MEYCHOYHBIX ()EPMEHTOB HE BbINIE 1,5 HOPM, OCHOBHBIE MOKA3aTEIH I'a30BOI0 COCTaBa
kpoBu (pH, pCO2, K+, Na+) B npenenax peddhepeHCHBIX 3HAUCHU I

2. Her npu3HaKoB HapyHICHHH OCIIKOBO-CHHTETHYECKOW (DYHKIUU TMEUYCHH (ITUTEIBHBIX
KPOBOTEUYEHH, TUIIONIPOTENHEMUH, OTEKOB)

3. TlanmeHT akTuBEH (YPOBEHb aKTUBHOCTH COOTBETCTBYET €T0 MOBCEAHEBHOW aKTUBHOCTH )

4. Jlns obecrieueHHUss HEOOXOAUMOM YHEPTOMOTPEOHOCTH, COOJTIOICHUS TUETHI HE TpeOyeTcs
MIPOBEICHUE HH(PY3HOHHOW TepaITiu

5. TlanueHT W/unu ero 3aKOHHbBIE MPEICTABUTENH BIIAACIOT OCHOBAMU pacyeTa IUEeThl JIJIs
COCTaBJICHUS €KEHEBHOTO paIlOHa

6. B cimyuae HamuuWs |y [aOWEHTAa CHMITOMATHYECKOH  SIHJICTIICHM  Havara

AHTHUIIWIICTITUYCCKAA TEpAIr C OMPEACTICHUCM CXEMBI TUTPOBAHUA OO03bI ITpeCriapara

6. JlonosnuTenbHass uHpopManus (B TOM uuciie (akTopbl, BIAUsSIOIINE HA
HUCXO0/1 3200J1eBaHUS UJIM COCTOSTHUSA)

[Iporuo3 mo 3aboneBaHUIO0, YPOBEHb NMCUXUYECKOTO PAa3BUTUSI OOIBHBIX 3aBUCHUT OT
TSAXKECTU 3a6OJI€BaHI/I$I, HaJIM4YUuA I/IHCYJII)TOHOI[06HI)IX COCTOSIHI/II>'I, BOBJICUEHHUS B [TATOJIOTMYECKHUHU
MPOLIECC BHYTPEHHUX OPTaHOB (MIOYKH, CEPIIIE, TOKETY0UHAS XKelle3a), a TAKKe CPOKOB Havala
CMELUANTU3UPOBAHHON TEpamuM M KayecTBa JIEUEHHs], CIOCOOHOTO MpenylnpeluTh MPUCTYIIbI
MeTaboIMYeCKOl IeKOMITEHCAIUH.
Kornutusunie HNCXOObI H66HaFOHpI/I5[THBI Y NagMEHTOB C HCOHATAJIbHBIM JIG6IOTOM n
60)166 6J13.FOHpI/I$ITHbI Ipu MOSABJIICHUU KIMHUYCCKUX IIPU3HAKOB B 60.]166 MMO3JHEM BO3pacCTeC
[9,63].
B wuccnenoBanum, mpoBeAeHHOM cpeaw 26 TAIMEHTOB, TEPEKUBIINX HEOHATAIBHYIO

rUIepaMMOHHEMHUYECKYI0 KOMY, TPUOIN3UTENBHO Y 79% Habmonanach 3a/iepkka B yMCTBEHHOM
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pa3BuTHH, a cpennee 3HaueHue [Q B o0Omieit koropre coctaisiio auiib 43 [180], B To BpeMs kak
B JPYrOM HCCIEJOBAHUU CPEIHsISl WIM TsDKeJIas YMCTBEHHAsh OTCTAJIOCTh HaOJi0/1anach
npubau3uTenbHO ¥ 50% 13 33 HOBOPOKICHHBIX, HO TOJIBKO Y 25% 13 59 manueHToB ¢ MO3IHUM
nedrorom [32,66].

YpoBeHb U NIPOJOJDKUTEIBHOCTh  TMIIEPAMMOHUEMHUHU  SIBIIFOTCA  KIIFOUEBBIMU

omnpeaenstomumMu Gakropamu ucxonaa [4,7,14]. [Iporaos cuurtaercst HeOIArONPHUATHBIM, €CITH:

1. IpOOIKUTETBHOCT THIIEPAMMOHUEMHUYECKOI KOMBI cocTaBisieT Oonee 3 aHei

2. OYEBUHBI IPU3HAKHU MTOBBIIICHNS BHYTPUUYEPETHOTO 1ABJICHUS

3. muKoBBIC YPOBHU amMMOHUs TpeBbImaroT 1000 pumons/n [4,56], XOTs 3HaYEHHUE ATOTO YPOBHS
JUTSl IPOTHO3a 3aBUCHUT OT IMPOJIOJKUTEILHOCTH TUIIEPAMMOHUEMHUH.

B npoBenieHHOM HCClie1I0BaHUU, HU Y OJJHOTO U3 anueHToB ¢ HIIM 1 ncxoaHpiM 3HaY€HHEM
amMMmoHus >300 UMONB/JT WM TUKOBBIM 3HaYeHHEM aMMOHUS >480 Mo/l He HAOII0JaNI0Ch
HOPMAaJIbHOTO IICUXOMOTOPHOT0 pa3BuTus. Tem He MeHee, Ipyrue aBTOPbl BBISIBUIIM 3HAUeHUS [Q
CpEeIHET0 WM BhIIIe cpeiHero ypoBHs y 33%, 40% unu 66% nanuentoB ¢ ASSD, ASLD u OTCD,
COOTBETCTBEHHO, XOTS XOpOINHWE HCXOABl B O3TOM HCCICAOBAHHH MOTYT OOBSCHATHCS
npeobiaganuem mno3aHo npossusimxcs ciydaes OTCD (81%).

B kauecTBe npumepa BaXKHOCTH OLIEHKU HE TOJIBKO 1Q U pa3BUTHS, HO U cieU(PUUECKUX
MaTTEPHOB COXPAHHOCTH M HAPYUICHUS HEUPOTICUXHOJOTUYECKUX MPOIIECCOB MOXKHO MPUBECTH
HCCIe0BaHUe, B KOTOPOM Yy marueHToB ¢ no3gHuM nedorom OTCD u nopmanbabiM [Q Obl1
BBISIBJICH JI€(DUIIUT MOTOPHOTO TJIAHUPOBAHUS U BBITIOIHEHUS NEHCTBHM, a Takke CrielupuIHbIN
HEHPOKOTHUTHUBHBIN MATTEPH, BKIIOYAIOMIMIA B ce0s HApyIIEHUE Pa3BUTUS/CKOPOCTH MENKON
MOTOPUKH M TEHJICHIIUIO K OTCTABaHUIO B HEBEPOAIHHOM HHTEIJIEKTE, 3PUTEIHHOM TMaMSTH,
CIIOCOOHOCTH K KOHIIEHTpAIlMd BHUMAHHWS M BBHITIOJIHEHUIO lI€JICHANIPABICHHBIX JEUCTBUN U
MaTeMaTHKE TPH COXPAaHHBIX BEepOATLHOM HHTEJUICKTE, MaMATH, CIOCOOHOCTH K UTEHHUIO U
oOyuaemoctu. B mro0oM ciyyae KIMHMYECKH OeccUMNTOMHBIE TreTepo3urotel mo OTC
MPEBOCXOIUIN CUMITOMAaTUYECKUX TE€TEPO3UTOT, W TMOKa3aTeIu YIydllalach C TOBBIIICHUEM
YPOBHEW OCTATOYHOW AKTHMBHOCTM CHHTE3a MOYEBHHBI, OLECHHMBAEMOW C MOMOIIBIO METOAA
CTaOUIIBHBIX U30TOTOB, B TO BpeMs KaKk HU Pe3yNbTaThl TECTOB HA aJUIONMYPUHOI, HU THUI MyTallUuU

Y 9TUX HNAOHUCHTOB HC KOPPCIUPOBAIU CO CTCIICHBIO COXPAHHOCTHU HCﬁpOHCHXOHOFI/I‘{CCKHX

[4,7,11,14, 32,66].
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Cocras paﬁoqeifl Irpynmsl 1mo pa3paﬁoTKe METOANICCKHUX peKOMeHI[aHI/Iﬁ

BapanoB AuJexcanap AusexkcanapoBud - akan. PAH, mpodeccop, A.M.H.; TOYETHBINA
npesuaeHt Coroza nenuatpoB Poccun, coBetHuk pykooautens HUM neauatpuu u oxpaHsl
s3nopoBbst Aetet [IKb PAH, mpodeccop kadenpsl mnemuarpuud M JETCKOW PEBMATOJIOTHHU
OI'AOY «llepsoiiit MI'MY um. M.M. CeuenoBa» Munsapasa Poccun (CeueHOBCKuii

VYHuBepcuTeT), raBHbINA BHEIITATHBIN crienuanuct neauatp Munsapasa Poccun.

BopoBuk Tarbsina JayapaoBHa - 1.M.H., Ipodeccop, 3aBeayromnias 1adopaToprel MUTaHus
310poBoro u 601apHOrO pedenka ®I'AY «HanuoHanbHBIM MEAUIIMHCKAM HUCCIIEI0BATEIBCKUMA

LIEHTP 3/I0pOBbs eTeli» Munznpasa Poccuu, dnen Accoruanuy MEIUIIMHCKUX TCHETHKOB.,

BymyeBa Tarbsina BaagumupoBHa - n.M.H., OI'AY «HanuonanbHbli MeAMIIMHCKUN
HCCIIE/IOBATENILCKUI LIEHTP 310pOBbs Aerei» MunsnpaBa Poccum, wieH Accouuanuu

MCEAUIIMHCKHUX I'CHCETHUKOB.

Bamaxkmanze Hato [’kym0epoBHa - 1.M.H., pyKOBOAMUTEb OTAeNa Op(aHHBIX Ooe3Hel u
npodUIaKTUKA HMHBAIUAM3UpYyIOmuUX 3aboneBanuii HUM nmenuatpuu ¥ OXpaHbl 370pOBbS
nereit [IKb PAH mnpodeccop xadenpsl QaxyabTETCKONW MeaUaTpUH TMEAUATPUUECKOTO

¢akynbrera ®PI'BOY BO «PHUMY um. H.U. [Tuporosa» Munsnpasa Poccun

BummnéBa Enena AsiekcaHapoBHa - 1.M.H., 3aMectutens pykopoaurens HUM nenuarpuu u
oxpasbl 310poBbs aeTeil [IKb PAH MunobpHayku no HaydHoit pabore, npodeccop kadenpsl
¢bakynbTeTckoi nenuaTpun nexuatpuydeckoro dakynprera ®I'6OY BO «PHUMY um. H.A.

ITuporosa» Munsapasa Poccun, wien Coro3a neguatpos Poccun

HerrsipeBa AnHa BiaauMHpoOBHA - J.M.H., 3aBEIYIOIIAsl OTJEIOM NEAUATPUUA UHCTUTYTA
HeoHatosiornu U neauatpun OI'BY «HMMUIL Al'ull umenn B.M. KymakoBa» Munznpasa

Poccun, npodeccop xadeapsl HeoHaTosoruu neauarpuyeckoro akynsrera PIAOY BO
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[TepBorit MI'MY um. U.M. CeuenoBa Munsznpasa Poccun (CeueHoBckuid Y HuBepcurer). UieHn

Poccuiickoro o0iiecTsa HEOHATOIOIOB

Herrsapes JImutpuii HukosaeBu4 — 1.M.H, mpodeccop, 3aMeCTUTETb TUPEKTOPA TI0 HAYYHOH
padore ®I'BY «HMUI[ AT'ull umenn B.U. KynakoBay Munsapasa Poccun, 3aBemyrommii
kadenpoit Heonaronoruu neauarpudeckoro daxyinbrera ®I'AOY BO Ilepsoiit MMV um.
N.M. CeuenoBa MunzapaBa Poccuun (CeueHoBckuii YumuBepcurter).Unen Cosera
o01IepocCUiickol  OOIIECTBEHHOW OpraHu3alliyd COJCHCTBUSL Pa3BUTHUA HEOHATOJIOIOB

«Poccuiickoe 00IIECTBO HEOHATOJIOTOBY

Kypxoa Haranus BsivecsiaBoBHa - K.M.H., BeAylIMd HayudHbld coTpyauuk HUN
nenuatpur U oxpanbl 3710poBba neret [IKb PAH, unen Coro3a nenuarpoB Poccuu, e

Accoumanuy MEAUIIMHCKUX reHeTukoB (AMI)

3axapoBa Exarepuna IOpbeBHa - 1.M.H., 3aBeaylomas JiabopaTopueil HACIEACTBEHHBIX
6onesneit oomena @OI'BHY "Menuko-reHeTUYECKUA HAYYHBIH LEHTP HUM. aKaJeMHuKa
H.IT.boukoBa", unen Poccuiickoro o0mecTBa MEAUIIMHCKUX TEHETUKOB, YWICH €BPOIECHCKOTO

o0IIecTBa 1Mo U3Y4YECHHUIO HACIIeICTBEHHBIX Oose3Hel oomeHa BemiecTB (SSIEM).

KyuneB Cepreii UBanoBuu - ui.-kopp PAH, am.H., mupektop PI'BHY "Menuxo-

TeHEeTHYECKU HaydHbId IeHTp uM. akagemuka H.IIL.boukosa ", Ilpesument Acconuanuu
2

MEIUIMHCKUX TeHeTUKOB (AMI).

Muxaiinopa Cperiiana BuraaseBHa - 1.M.H., 3aBenywoomas otzaencHuem OIBY

«Poccutickas [lerckas Knuanueckas bonmpaumay M3 P®.

Hazapenko Jlroamuaa IaBaoBHa - mpodeccop, 1.M.H., 3aMECTUTENb AUPEKTOPA IO HAYYHOU
u neyeOHoit pabore HUU menunmuckoit renetuku, Tomckoro HUMMU, unen Accoruanmu

MEJIUIIUHCKUX TeHeTUKoB (AMI).

HamazoBa-bapanoBa Jleiiia CeiimypoBHa - akan. PAH, npodeccop, a.M.H., Ipe3uacHT
Coroza neauarpoB Poccun; nact-npesuneHT EPA/UNEPSA; pykoBoautens HUW nenuarpun
u oxpansl 310poBbs Aereil LIKb PAH, 3aBenyromas xadenpoit ¢akynbTeTcKol neanaTpuu
neguarpudeckoro ¢akynprera ®I'bOY BO «PHUMY um. H.M. Iluporosa» Munzapasa
Poccuu, riaBHBIN BHEIITATHBIM JETCKUM CHEIUATHCT MO MPOQIIAKTHISCKON METUITNHE

Munznpasa Poccun

HuxonaeBa Exarepuna AJieKCaHAPOBHA — J.M.H., PYKOBOJIUTENb OTAENA KIMHUYECKOU

reaetuku OCII ((Hay‘{HO-I/ICCHC,ZLOBaTCJ'ILCKI/Iﬁ KJIMHAYECKHM HHCTUTYT NEAUATPpUN MMCHH
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akagemuka lO.E.Benptumesay ®I'AOY BO PHUMY wumenn H.WU.Iluporosa, unen
Poccuiickoro oOmiecTBa MEOUIMHCKUX TE€HETUKOB, YiCH AcCOLMAllUd MEIULMHCKHX

T'€CHCTHUKOB

IMewatnukoBa Hartaabsa JleoHnaoBHA - Bpay-HEBPOJIOT, 3aBEIYIOIIMN OTICICHUEM,

Mopo3zosckas JI'Kb I3M

IoasikoBa Ceetrsiana UropeBHa - 1.M.H., npod., Kadeapa TOCIUTATBHON MEIUATPUH HM.

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

Penuna CBeriana AdanHacbeBHA — K.M.H., Bpay-T€HETUK OTJEJa OpraHu3aluu
Meaunuacko nmomou ®I'BHY "Menuko-reneTuueckuii HaydHBbIM IEHTP MM. aKaJeMHUKa

H.IT.boukosa"

CenumssinoBa JImimsa PoOeproBHa — K.M.H.,, Beoymuil HayuHelii corpyguuk HWUN
neauatpud U oxpasbl 370poBbsi Aereid LIKb PAH MuHnucrepctBa Hayku M BBICILETO
obpazoBanust Poccuiickori ®Dexnepaunu, AOHNEHT Kadenpbl NEAUATPUU U JIETCKON
peBmaronorun ®I'AOY  «llepBeiit MI'MY um. U.M. CeuenoBa» Munsapasa Poccuun
(CeueHoBckuif ~ YHHBEpcHUTET),  JOLEHT  Kadeapbl  (akynbTeTCKOW  MeIuaTpuu
neguarpudeckoro ¢akynprera ®I'bOY BO «PHUMY wum. H.U. Tluporosa» Mwun3apasa

Poccun, unen Coroza neguarpos Poccun

CmupnoBa Oubra SIkoBiieBHAa — Bpau-T€HETHK, CTapIIMi HAay4YHbIA COTPYAHHUK OT/AEa
CTaHJIapTU3alUA U U3YYEHUSI OCHOB J0Ka3arenbHOrW Menuimabl HUM neauatpuu m oxpaHbl
3nopoBbs neredt LIKb PAH, unen Coro3a mnenuarpoB Poccum, wien Accornuanuu

MCIHUIMHCKHUX IT'CHCTUKOB

CoxosoBa ExaTtepnna BiagumMupoBHa — Bpay aHECTE3MOJIOT-PEaHUMATOJIOT, HEOHATOJIOT
OI'bY «HMUILL AT'ull mmenn B.U. Kymakoa» MunsapaBa Poccun. Unen Poccuiickoro

o011ecTBa HEOHATOJIOTOB.

CrpokoBa Tarbsina BuxktopoBHa - a.M.H., npodeccop PAH, 3aBenyromas oTneneHuem
MeINaTPUIECKON raCTPOIHTEPOJIOTUH, renarojaoru u aueronorud Knuanku ®I'BYH "OUILL

MUATAHUS U OMOTEXHOJIOTHUN"
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ABTOpBI NMOATBEPKAAT OTCYTCTBHE (UHAHCOBON MOMAEPKKH/KOHPJINKTA HHTEPECOB,

KOTOpLIﬁ H606XOL[I/IMO OﬁﬂapOHOBaTb.
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IIeJIeBaﬂ AYAUTOPUA JAHHBIX METOANYECCKHUX peKOMeHIlaIII/Iﬁ

Bpaun-neauatpsi

Bpauu oOmeli  mpaktuku ( cemeiiHble  Bpaun) (kop cneruanbHocTh 31.08.54);
Bpauu renetuku (kox cnermanbroctu 31.08.30),
Bpauu-ngueronoru (kox cnermansHoctr 31.08.34),

Bpauu -HeBposoru (koj crierpanbHoctd 31.08.42),
MeIUIMHCKUE Ticuxojoru (ko cnenuanbHoctu 19.00.04),
nedexronoru (ko cneruanbHocTh 44.03.03),
Bpauun-racrposnreponoru

Bpaun-neguarpsr

Bpauu o01eli BpaueOHOM MPaKTUKH (CEMEMHBIC BpPAUH )
Bpauu- tepaneBTsl

Bpauu ynbTpa3ByKkoBOM TUAarHOCTHUKU

Bpauu-nabopanTsl

Crynentsl MenuuuHckux BY3o0B

OOyuaromiyecs: B OpAMHATYpe U UHTEPHATYpe

IIpunoxenune Al. CnpaBo4Hble MaTepHAJIbl, BKJIKYas COOTBETCTBHE
NMOKA3aHUI K NPUMEHEHUI0 U MPOTHBONOKA3AHN, CIIOCO00B NNPUMEHEHHUA 1
103 JIEKAPCTBEHHBIX NIPEeNnapaToB, HHCTPYKUMH N0 PUMEHEHUI0
JIEKAPCTBEHHOI'0 Npenapara

1. Ilpuka3 MunucrtepcTBa 3/[paBooXpaHeHus U coluanbHoro pa3sutus PO ot 16 anmpens 2012 r.

N 366H "O06 yrBepxaenuu [lopsiaka okazanus neauaTpuyecKon momomu"

2. Ilpuka3 MunucrtepctBa 3apaBooxpaHeHuss P® "OO6 yreepxkaenun Ilopsaka okazaHus
MEAMIIMHCKOW TIOMOIIM OOJBHBIM C BPOXKIEHHBIMH M (WJIM) HacleJCTBEHHBIMU

3a0oneBaHusAMU» OT 15 HOsA6pst 2012 1. N 9171

[Tocranosnenue [IpaBurensctBa Poccuiickoit denepannu ot 9 ampens 2015 roga Ne333 "O06

yrBepxkaennu [1paBuin hopmupoBanus nepedHs CrelualIu3upOBaHHBIX POAYKTOB JeUeOHOTO

IMUTAHUS I JeTeN-NHBAIIUIOB"
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Hpuiaoxenue b. Aropurmsbl BeleHUS MAIUEHTA

MayueHT c cmMnToMamMmm
XapakrepHbiMu gnst HUM m
noBbilleHUEM AaMMOHHUA

MpoBeneHnne naboparopHbix
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2. Uudy3moHHan Tepanua
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IHpuiaoxkenue B. Uupopmanus 11 NauueHTOB

Meta0o0,113M M HapyLieHusi 00MeHa BelecTB

Tepmun “merabosm3mM” mojpa3ymMeBaeT MOJ COOOM BCe MPOIECCHl HEOOXOAUMBIE IS
(GYHKIIMOHUPOBAHUS W DPA3BUTHsI OPraHW3Ma, B XOJI¢ KOTOPBIX OOpa3yeTcss M pacxoayeTcs
sHeprusi. benku, >KUpbI U YIIIEBOJIbI - OCHOBHBIE MHUILEBHIE BEIIECTBA, KOTOPHIE UCIIOIB3YIOTCS B

KaueCTBC ChIPbA JIA CHHTC3a HOBBIX KJIICTOK MJIM OKUCIIAIOTCA, AOCTABJIAA OPTraHU3My SHCPTIHIO.

ITponieccel MeTabosin3Ma IPOUCXOAT B YEJIOBEUECKOM OpraHU3Me eXKeCceKyHIHO. Jlaxe B
YCIOBUSX TIIOJHOIO IIOKOSI YEJIOBEK MCIOJIb3YET HEKOTOpPOE KOJIMYeCTBO dHepruu. OnHa
HENPEPBIBHO TPATUTCSI Ha (PU3MOJOTMYECKHE MPOLECCHI, KOTOPbIE HE OCTAHABIMBAIOTCA HU Ha
MUHYTY. MeTabosndyeckue IpoLecchl MOXKHO pa3JeIuTh Ha 2 TPYIIbL: KaTab0IU3M — paciajl Uik
paclienieHUe ONpeIeIeHHbIX BELECTB U aHa0O0JIM3M — CO3JIaHHE MOJIEKYJ, TOCTPOEHUE HOBBIX

MOJICKYJI 1 KOMIIOHCHTOB KJICTOK.

Yacte »Hepruum HeoOXoAMMAa [UIsl TOCTPOEHHS HOBBIX TKAHEBBIX KOMIIOHEHTOB, Jpyras
pacxoayeTrcsi B mpouecce (DYHKIMOHUPOBAHHUS KIETOK: MPU COKPAIIEHUM MBI, Meperaye
HEPBHBIX UMITyJbCOB. OcTaibHasi SHEprus ocBoOOXAaeTcst B BUje Teruia. /J{ng mpousBoacTBa
OHEPrUM MBI HUCIOJB3YEM IMPOAYKTHl MNHUTAaHUSA, a B HX OTCYTCTBHUE pPE3EPBHBIC 3alachl
MUTATENIbHBIX BEIIECTB, NPHUCYTCTBYIOIIME B HAlleM OpraHu3Mme. 3a KaxAbld JTan
(OMOXMMHYECKYIO peaklrio) B MPOU3BOICTBE SIHEPIUH OTBEUAET KOHKPETHBIN OeNoK, pepMeHT. Y
KaX/I0TO U3 HUX €CTh CBOSl (PyHKIUSA. DTO Lieiblil KOHBeliep XUMUYecKuX peakuuid. Eciam onun
(dbepMeHT He paboTaeT, TO BCS 1IETIOYKAa OCTAHABIIMBACTCS, U OPraHU3M HE MOJy4daeT KOHEUHbIH
MPOAYKT, YTO TMPUBOJUT K HAPYIICHUIO METabOIM3Ma, Pa3BUTHIO 3a00J€BaHUN W3 TPYIIIIHI

HacJeACTBEHHBIX HapymieHuit oomeHa Bemiects (HBO).
Yro Takoe HAPYIIEHHUS MKJIA MOYEBUHbI?

benku coctosT U3 aMUHOKUCIOT. B cnyyae HapymieHUi MKJIa MOYEBUHBI, TIPU pacraje
AMUHOKHCIIOT B OpraHu3Me (peaknuu Katadojm3ma) o0pa3yeTcsi KpallHe TOKCUYHOE BEIIEeCTBO,
KOTOPOC Ha3bIBACTCA aMMOHMUH. 21.]'[5[ TOTO, qTOOBI €r0 caciiaTb MEHEEC TOKCHUYHBIM U BBIBECTU U3

opranu3ma, B KIJICTKax (Hpemae BCErO B KJICTKax He‘-IeHI/I) HCﬁCTByCT ocobast OCImoYKa
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OMOXMMHYECKUX NPEBpAIICHU, KOTOopas Ha3bIBaeTCsl LMK MOYeBHHBbI Wi nuki Kpebca-

I'en3eneiita iy OPHUTHHOBOTO LIUKJIA.

B xone mociienoBaTeNbHBIX PEAKLUUN IPEBPALLCHUS OJAHOW AMUHOKHCIOTHI B JIPYTylO, HMOHBI
aMMOHMs IIPEBPAILlAlOTCSI B MOYEBHHY — BEILECTBO COBEPUIEHHO HE TOKCHMYHOE U OBICTPO

BBIBOAAIICECA ITOYKaMMU.

buocuHTe3 MOUYEBHMHBEI SBJISETCS OCHOBHBIM MEXaHH3MOM ((O6€3Bpe)KI/IBaHI/ISI aMMHaKa» B
OpraHusMme. MoueBuHa BBIBOAUTCA C MOYOl B KadeCTBE TIJIABHOTO KOHEUYHOI'O IpOaAYKTa
66J'IKOBOFO, COOTBETCTBCHHO, aMHUHOKHCJIIOTHOI'O, obMena. OCHOBHBIM MECTOM CHHTE3a MOYEBUHBI
SABJIACTCA IICUCHbD. PeaKHI/II/I CUHTC3a MOYCBHHLBI IMPCACTABIIAIOT coOoi OUKII, HOJ'IyLII/IBI_HI/Iﬁ B

IuTepaType Ha3BaHUEe OPHUTUHOBOTO IukIia Kpebca mim nukina moueBunsl (Puc.1).

Hapymenus B pabote JaHHOTO IIUKJIa HA JIIOOOM 3TaIne, BCIEACTBHE HEJOCTATOUHON aKTUBHOCTU
(hepMeHTOB, MPUBOJAAT K HAKOIICHUIO aMMOHUS B KpoBU. [locnennuii B CBOIO 0Yepeib OKa3bIBaeT
TOKCHUYECKOE JCMCTBHE Ha IICHTPAIbHYIO HEPBHYIO CUCTEMY, BbI3bIBAsi OTEK BEIECTBA FOJIOBHOTO

MO3ra, 4T0 MOXCT NPUBECTU K CMEPTHU MMALMCHTA.

N3BecTHO 6 pa3nuuHbBIX (GOpPM HAPYIICHUH ITUKIA MOYCBHHBI M 2 3a00JICBaHUS, CBSI3aHHBIC C
HapylIeHHMEeM TpaHCIOPTa COCAMHEHUH, HEOOXOOUMBIX s  OCYIIECTBICHHS  AITOTO

Mene00INIECKOro Mnpolecca.
B yem npuyuHa HaApyIIEHW MKJIA MOYEBHHbI?
Bce napymienus iMkiia MOUYEBUHBI — HACJIEACTBEHHbBIE 3a00I€BaHUSI.

Bce HapyimieHusi 1uKiIa MOYEBHMHBI HACJIEYIOTCS MO ayTOCOMHO-PELIECCUBHOMY THITY,
kpome HepoctatoyHoctu OTC, KoTOpas MMeeT cueMIeHHBIH ¢ TmoJoM (X-CIeTIEHHBIH) TUII

HacJI€JOBaHUs.

[Ipu ayTocoMHO-periecCHBHOM THUIIE HACIEA0BaHUs 00a POIUTENS ABISIOTCS HOCUTEISIMU
MYTaI1H, HO He OOJIEIOT, T.K. Y HUX €CTh BTOpas KOMHUs 310pOBOro reHa. Puck poxaeHust 601bHOT0
peOeHKa B TaHHOM ciIydae cocTaBisieT 25% Ha Kax/Iblii ciydaii 0epeMeHHOCTH. boiabHOM peGeHoK
HacjeAyeT OAHY KOMHI0 ‘“‘O0JIBHOTO” TEeHa OT OTIa M OJHYy— OT Marepu. 3aboJeBaHHe
MIPOSIBIISIETCS TOJBKO B CIIy4ae HAIMYUS ABYX KONUHN MOBPEKIEHHOIO reHa. MaJb4uKH U I€BOYKH

00JIEIOT C OJMHAKOBOM 4YaCTOTOM.
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3poposble 25% Hocutenu (retepo3surotbl) 50% bonbHble 25%

[Ipu nepocrarounoctu OTC - Tun HaciIen0BaHUM X-CLEIICHHBINH. DTO 03HAYAET, YTO TeH
3a00JeBaHUs HAXOJUTCS Ha X-XpoMocome. Kaxiblif uenoBek nMeeT ABOHHON HaOOp TeHOB, OJHH
U3 KOTOPBIX OH IMOJIy4aeT OT Marepu, Apyroi- ot orua. X u Y XpOMOCOMBI OIpPEEIISIOT M0JI
4esoBeKka. My)KYMHBI UMEIOT 0JIHY X XpOMOCOMY, ITOJIyYEHHYIO OT MaTepH U OHY Y XpOMOCOMY,
MIOJIYYEHHYIO OT OTHA. Y JKEHIIMH B HAJUYMUU JIBE X XpPOMOCOMBI (0JIHA OT MaTepH, Ipyras OT
oTIIQ).

ITpu GonbuiHCTBE X-CLEMIICHHBIX 3a00JIeBaHM, yalle 00JICI0T MalIbUUKH (TaK KaK y HUX
OTCYTCBET BTOpasi X XpOMOCOMa C 3/I0POBBIM HAOOPOM I'€HOB), HO, B OTJIMYUH OT MHOTHX JIPYTHX
X-cremieHHbIX 3a001eBanuil, HegoctaTouHOCTE OTC MOXKET IPOSABIATHCS KaK y MAIbUMUKOB, TaK
u 'y neBouek. Ecnu sxeHuiuHa siBisiercst HocuteneM Mytauuid B rene OTC, o cymectByer 50%-
HBI PHUCK, YTO OHa IepenacT 3aboyieBaHue cBoeMy ChIHY. OJHaKO, €ciau PeOeHOK IMOIyYUT
«3II0pOBYIO» X-XpOMOCOMY, 3abosieBaHue HEe BO3HUKHET. Takxke cymectByeT 50 % BEpOSTHOCTb,
YTO J0Yb >KEHIIMHBI-HOCUTEIbHUIIBI OyJeT HocuTesneM 3a0o0jieBaHHA U B OyIylleM CMOKET
nepenath Oosie3Hb BHYKY. Hocutensimu 3a0osieBaHHs TakKe MOTYT OBITh M CECTpPhl MaTepw,
[I0O9TOMY OYE€Hb BA)XHO YTOYHUTH SBJISIETCS JM MaTh peOeHKa HOCUTedeM OOJIE3HH M TpHU
HE00XO0AUMOCTH - 00CIIeI0BaTh POJCTBEHHUI] KEHCKOI'O 10JIa B ceMbe MaTepu. HocuteabHUIIbI
00s1€3HM MOTyT 00JIeTh, HO MHOTJAa B OYEHb MATKOH (opme M MHOTAA JEBOYKAM JOCTATOYHO
orpaHuyeHus O6enka B AUeTe, YTOObI CUMIITOMBI 3a00JI€BaHNS HE BO3HUKIIH.

B ciydae moaTBepikIeHHS HOCUTENLCTBA 3a00JIeBaHUS BO3MOXKHO MpPOBEJIEHHE MpEeHATaTbHOU
JMAarHOCTHKH — T.€. HA pAaHHUX CPOKax OEPEMEHHOCTH OIPEeNIuTh, OYAET JIu peOeHOK 00JIeH nin

3II0pOB.
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Crnenyer Takke OTMETHTh, YTO MaTh OOJBHOTO pPEOCHKA B psAME CIydyaeB MOXKET HE
SIBIIATHCS HOCUTEJIEM 3a00JICBaHMs U PUCK IMOBTOPHOTO POXKJICHUS B CEMbE OOJNBHOTO peOeHKa
MUHHUMAaIbHBIH.

Bce cempn ¢ HIIM gomkHBI  00s3aT€NbHO TPOUTH  MEIUKO-TEHETHYECKOE
KOHCYJIbTUPOBAHHE M TIOJYYUTh TMOJHYK WH(OpMAIMIO OT  Bpaya-TeHETHKA O  PHCKE
MMOBTOPHOTO TPOSIBIICHUSI JTaHHOTO 3a00JICBaHHUS B CEMbE WU OOCYIUTH IPYTHE BOMPOCHI,
CBA3aHHBIC C HacjeaoBaHueM 3a0osieBaHusi. B Poccum meanko-reHeTuueckre KOHCYJIbTalluu

pa60Ta}0T B KaKJIOM PCTrUOHC.

Kak AUATHOCTHPYIOT HAPYUICHHUA IUKJIAa MOYEeBHHbI?

OCHOBHBIMU METOJaMU JTUATHOCTUKHU 3TOU TPYIIbI 00e3HEN SBISIIOTCS OMOXUMUYECKUE
TecThl. BaXHBIM OMOXMMHUYECKUM KPUTEPUEM JAMArHO3a SBISETCS MOBBIIICHUE YPOBHS aMMOHHUS
B KpOBH. AMMOHMII - KpaiiHe HecTaOMIIbHOE COeTMHEHUE U U3MEPATD €ro HY)KHO OU€Hb OBICTPO —
(ex tempore). H3mepeHue aMMOHHUS MOXKET IPOBOJUTCS B HEKOTOPBIX OHOXMMHUYCCKHX
naboparopusix B OOJBHHUIIE, WIH C TIOMOIIBI0 0COOBIX MOPTATUBHBIX aMMOHUMETPOB. OHU MOTYT
OBITh MOJIE3HBI JJI MOHUTOPUHTA YPOBHSI aMMOHHS B JIOMAIIHUX YCJIOBUAX. EAMHCTBEHHBIM HX
OrpaHUYEHUEM SIBIIIETCS TO, YTO BEPXHMM Auana3zoH u3mepeHus orpanudeH 400 mxM. Ecnu

KOHIOCHTpalMA NPEBbIIIACT 3TOT IIOKA3aTCIIb, HpI/I60p HEC ITOKaXET TOYHOC 3HAUYCHUC.

CraenyrommM HEMaJOBRXHBIM  OMOXMMHUYECKHMM TECTOM SIBJIIETCSI  ONpeiesICHHUe
aAMMHOKUCIIOT B KpOBH. J[JIs1 3TOr0 MpUMEHSIOT MeTO/ | TaHieMHOi Macc-criekrpoMeTpuu (TMC)
JUIS OTpeAeNieHUs] B IMATHAX BBICYIIEHHON KpPOBU WM aHalIM3 aMUHOKHUCIIOT IJIa3Mbl Ha
aMUHOKHCIIOTHOM aHanu3aTtope. Ilpu pa3Hbix gopmax 3aboneBaHuil HaOIHOaeTCs MOBBILIEHNE
WIA CHUXXEHHE OINpPEAETICHHbIX aMUHOKUCIOT. [[ns o0003HaYeHHs aMUHOKHCIOT IPHHAThH
TpexOykBeHHOe 0003HaueHue (Hanpumep, Cit — UUTPYIIMH, Arg - apruHuH, Orn — OPHUTHH).
KpaiiHe BaXHBIM SABIISIETCS ONpPENEICHWE OpPOTOBOM KHCJIOTBI B Moue. [Ipm HEKOTOpBIX
HapyLICHUSIX [IMKJIa MOYEBUHBI OHA MOBBIIIAETCS, IPHU APYTUX HAXOJUTCS B HOPME. ITO IIOMOTaeT
Bpauam emie A0 nposenenus JJHK-ananuza mpenmonoxuts kakoit umenHo u3 HIIM nanbonee

BCPOATCH y IIallMUCHTA.

BrisiBUTH MyTanuio (oja0MKy) B TeHE MOKHO MOJIEKYJISIPHO-T€HETUYECKUM METOA0M, JUIS
storo npoBoautcs JHK-guarHoctuka. OpjHako, ObIBaOT cilyyaW, KOTJa MYTallMI0 HAWTH C
IIPUMEHEHHUEM CTAHJAPTHBIX METOAOB HE ynaercsa. Torga Bpauu IpHU IIOCTAHOBKE IMATrHO3a

OPHUCHTHPYIOTCA Ha KIIMHUYCCKUC CHMIITOMBI U onoxuMHuueckue u3MeHeHus. Ecin MyTanguu
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HaﬁHeHBI 9TO Ja€T BO3MOXXHOCTH OIIPCACIINTH HOCHUTEJICH B CeMbE H IMPOBECTU MPCHATAJIbHYIO

HA/Uan MNPCUMIIIAHTAIITUOHHYIO TUATrHOCTUKY.

MoryT Jid Apyrue 4jieHbl ceMbH ObITh HOCUTEJAMHU MYTAllUii B reHAX IUKJIa MOYeBHHbI?

Bpatest u cecTpbl 601bHOTO pebOEHKA MOTYT OBITh OOJBHBIMHU, AK€ €CIH Yy HUX Ha MOMEHT
JIMarHOCTHUKYU JPYTUX WICHOB CEMbU HET CUMIITOMOB. B cityyae noareepxaenus nuarsosa HIIM
Y OJTHOTO U3 WICHOB CEMbH, JKEIATEIHHO MPOBECTH JUATHOCTUKY BCEX WICHOB CEMbH, YTOOBI KaK
MOXHO paHbIIIEe (10 TOSBICHUS KIMHUYCCKUX CHMIITOMOB) HauyaTh TEpaldi0 W H30€KaTh
ocnokHeHuH. Takke YiIeHbl CEMbH MOTYT OBITh 3IOPOBBIMH HOCHUTEISIMH 3a0ojeBaHUs. UTo
KacaeTcs IPYyruX YWICHOB CEMbH, TO UM BaXKHO COOOIIUTh, YTO OHU MOTYT ObITh HOCHUTEISIMU. ITO

3HAYUT, YTO U Y HUX €CTh PHUCK POKACHHUA pe6eHKa C JaHHBIM 3a00JI€BaHUEM.

Kak NMPOABJIAIOTCH HAPYIICHUSA ITUKJIAa MOYEBUHBI?

3aboseBaHus U3 3TOM IPyNIbl MOTYT HAYMHATHCSA B JIFOOOM BO3pacTe - C IEepPBbIX JHEH U
Jla’Ke 4acoB JKU3HHU, B INEPBbIC MECSIbl WM HPOSIBUTCA TOJIBKO B JIETCKOM BO3pacTe WIH Y
noJpocTKoB. Bee 3aBucHut oT hopMbl O0JIe3HH, TSHKECTH MYTAIlMM M BHEIIHUX (aKTOpOB (Kak
gacTo pedeHKa KOpPMAT, KaKk 4acto oH Oojeer M T.1). Hexoropble 3a0ojeBaHUs MPOTEKAIOT
IIPEUMYILIECTBEHHO C TMOpPaXE€HHEM II€YeHH M C pa3BUTHEM MeTaboJIMYeCKUX KpHU30B C
runepaMmonuemueil. [1pu panneit popme Gone3HH 3a001€BaHNE MOXKET HAYaThCA B IIEPBBIE CYTKH
KU3HH U IETH TIONIA/IAI0T B OT/ICIICHUS peaHnMAIliH, TPEOYIOT CPOYHON Tepary sl TOTO, YTOOBI
CHHM3HTH yPOBEHb AMMOHHMS B KpOBU. HapymieHus: BckapMIIMBaHUSI- OTKa3 OT €/Ibl, PBOTA, BSTOCTh

1 IOBBINICHHAA COHJIMBOCTD, CyJOPOTH — IIEPBBIC CUMIITOMbI OOJIe3HH.

VY nerel M MOAPOCTKOB 3TH KPU3BI MOTYT HIPOSBISTBCS B BHJIE INCUXWYECKHX HapyLICHUM-

HallOMMHAIOIINX MU30(PEHUIO U IPYTHe ICUXUUECKUE HApYIICHHUS.

Merabonuueckue KpHU3bl - OYCHb OIIACHBI. HMeHnHO B 3TOT nepuoa MOTryT pa3BUTHCA

HeO6paTI/IMBIe MOBPEKACHUA I'OJIOBHOT'O MO3ra BCJIICACTBHUE TOKCUYCCKOT'O BOS)I@fICTBI/IfI AMMOHUSL.
Kak jieyaT HapymieHHsl HUKJIa MOYeBHHBI?

Jnst  nedeHHs OCTPBIX MPOSBICHWM THUIIEPAMMOHUEMHHM NPUMEHSIOT IPENapaTsl,
CHIDKAIOILE YPOBEHb aMMOHMS B KpoBH. K coxkaneHuto, 3Tu npenaparbl He 3aperucTpUpOBaHbl B
Halllell cTpaHe M He BCE KIMHHMKH MOTYT ObICTPO OoOecredynTh peOeHKa JaHHBIMH MperapaTamH.
Jonrocpounas tepanus npu HIIM — 310 auerorepanusi.

emn nuerorepanuu npu HIIM:
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° HopmanbeHoe ¢pu3ndeckoe ¥ MHTEIUIEKTyaIbHOE pa3BUTHE.

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

o [Ipenynpexnenue KaraOOJMYECKUX CUTYyallMi, KOTOpPBIE MOTYT IPUBECTH K
MeTa0O0JINUECKUM KpU3aM

s JocTH:KeHHMsI ITHX IeJieil JueToTepamus JA0JKHA OTBeYaTh CJeYHIIHM

TPeOOBAHUAM:

° ObecnieunBaTh MUHHMAJIBHO Oe30macHoe moTpedienue O0enKa B COOTBETCTBHE C
BO3PACTOM.

° OOecrieunBaTh HE3aMEHUMbBIMUA aMUHOKHCIIOTaMH, BATAMHHAMH U MUHEPAJIaMH.

° ObecneunTh HEOOXOMMOE KOJTHMUYECTBO KUIIOKAIIIOPHIA.

° W36eraTh UIMTENBHBIX TIEPHOAOB TOJIOIAHUS

Metabonrueckuil Kpu3 - KPUTUYECKOE, YIpO’KaIOIIee YKU3HU COCTOSHUE, CIIPOBOLMPOBAHHOE
HeOnmaronpusATHBIMA ~ (akTopamu, OOYCIAaBIMBAIOIMIMMHU YCHJICHHBIH pacmany Oenka ¢
oOpazoBaHreM aMMOHHUsS. llepBble CHMNTOMBI METa0OJIMYECKOro Kpu3a: Ype3BbryaiiHas
COHJIMBOCTb, M3MEHEHUE IOBEIEHUS, Pa3IpaKUTEIbHOCTb, CHIKEHHME ammneTuTa. Yacrto Kpus
IIPOBOLMPYET HH(GEKLHUs, MO3TOMY IE€pBble MPOSBICHUS MOIYT HAYMHATHCSA JIMXOPAIKOM,
TOIIHOTOW, Tuapeei, psoToi. Eciam CBOCBpeMEHHO HE HayaTh JICUCHHE Y pEOCHKA MOXKET

Pa3BUTHCA OTCK MO3ra, CylOopOru 1 Koma.

Yrto MoXeT CIIpOBOIIMPOBATH MeTa00INYeCKUi Kpus:

° JUIUTENILHOE TOJIOIaHUE
) nHpEeKus
° TsDKenas pu3nuecKas ¥ SMOLMOHAIbHAs Harpy3Kka

[Tpusznaku runepammonnemun (HET CIIEHUOUYECKNX CUMIITOMOB):

° CnabocThb

° PBota

° OTka3 oT enpl

° N3menenus noBeaeHus (COHITUBOCTh/HEXapaKkTepHasi BO30YIMMOCTb)

VY4uTniBast BEICOKHN PHUCK pa3BUTHUA MeTa6OHquCKOFO Kpusa 1npu MOsABJIICHUU BBIIICOIMMCAHHBIX
CUMIITOMOB HY>XKHO HEMCIJICHHO O6paTI/ITBCSI 3a M€211/IHI/IHCKOI71 IIOMOIIIBIO. HGO6XOHI/IMO B34ATH
aHanu3 KpoBu Ha MeKTpoduThl (K+, NA+,Ca+), rmokosy, KILC, AnAT, AcAT, KOK, ammonwuii.
[Tpu HEOOXOAUMOCTH — HAUMHAIOT UHPY3UOHHYIO TEPAIHIO.
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Kak Ha0/1101210T IaIMEHTOB ¢ HAPYILIEHHEM IMKJIA MOYEBHHbI?

Jlist manmentoB ¢ HIIM HeoOxoaumbl peryisipHbie oOcienoBanus. B Tabiauie npuBeacH

IIPUMEPHBIA IIEPEUYEHb U PEryJIPHOCTb HCCICJOBAaHUN, HO B KaXJAOM CIIy4ac Bbl JIOJDKHBI

COrj1aCoBbBIBAThH IIJIaH O6CJICI[OB3,HI/ISI CO CBOHMM JICHAIIIUM Bpa4oM.

HccaenoBanue

HHTEPBAJ

AMMoHUHI

ExenneBHo B miepBbie 2 MecsiIa mocie
MMOCTAaHOBKHU JTMArHo3a, Jajee — 1o NoKa3aHusIM
[TopTaTUBHBII aMMOHUMETP JOJKEH OBITh Y
POIIUTEIICH/ONIEKYHOB MAIlUEHTa Ha PYKax.
H3mepenne aMMOHUSI HEOOXOMMO TPOBOAUTD
MIPU HAPYIICHUH CaMOYyBCTBHSI, OCOOCHHO Y
MAIMEHTOB MPOXKUBAIOLINX B OTJIAIEHHBIX OT
MEJIUIIMHCKUX IIEHTPOB HACEICHHBIX MTYHKTaX.
YuuteiBas, npezaen uzMepenus - e 6onee 400
MKr/p1 wi 300 MkMoute/1 (armapar BeigaeT
«Hi») , amMoHMii B TeueHue 3 4acoB JOJIKEH
CHUBHTCS J0 ONpeesieMbIX (D, B
MPOTUBHOM CITy4yae MoKa3aHa rOCIHUTaIN3aus
1 MHQY3UOHHAs Tepamusl.

T™C

1 pa3 B 3 6 Mec 1 10 TTOKa3aHUsAM (B aHATIU3E
JKesaTesbHO onpenenenue rimoramuHa GLN)

buoxummueckuit ananus kposu (KOK, KOK-
MB, AJIT, ACT, JIAL, ITT, ®, Ounupyoun
U ero (pakiuu, oo1muil Oesok, rroKo3a

1 pa3 B 3 Mec 1 110 MOKa3aHUSIM

90I

1 pa3 B 6 Mec 1 110 MOKa3aHUIM

VY3U opranoB OprONIHOMN MOJOCTH U TTOYEK

1 pa3 B 6Mec. 1 MO NMOKa3aHUAM

Baxnas unpopmauust

Poputenu GonpHoro HIIM nomkHbI ObITh 00y4eHBI MpaBUiaM OpraHU3alluu Tepanuu, y

pe6eHKa pu cebe BCCT A NJOJI’KHA HAXOAUTHCS IMMaMATKaA € YKa3aHUEM HCOTJIOKHBIX MepOHpHHTHﬁ.

[lewaras B morckoBHKe TepMHH «urea cycle defects» nunu «HapyieHus UKJIa MOYEBUHBI»,

BbI HaﬁHeTe THICSTUN CCBHIJIOK. B PYCCKOA3BIYHOM MHTEPHETC MOJIE3HBIX CaiiToB Ha 9Ty TEMY IIOKa

Mano. OTU CaUThI CO3aa0T CaMU POAUTCIIN, MPU IMOAACPIKKE Bpaqeﬁ n CIICHaJInCTOB. HOBTOMy

€CJIM y BaC €CThb CUJIbI U KCJIIAHUC - claenalTe Takoi callT mis APyrux ceMeil 1 s ceOs.

WHTepHeT NpUHOCUT OOJIBIIIYIO O3y, HO MHOTIa MH(pOpMaLus, HaliIcHHAask B MHTEPHETE,

MOKCT HEC COOTBCTCTBOBATH PCKOMCHAAUAM, KOTOPBIM BbI CJIICAYCTC. He 6p008.1>iTCCB BBIIIOJIHATH

TO, YTO HAIlMCaHO Ha CTpaHMIlAX COLICETeN M Ha cailTax, Jaxe eciau MH(popMauus 3aciyKUBaeT
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noBepusi! OOCyuTe ATO C BAIIMM JICHYAIIUM BPAayOM, BbI IOJDKHBI OBITh YBEPEHBI, UTO JIeJIaeTe BCEe

IIPaBWIBHO.

Ipunoxenue I'l. OpHUTHHOBBIN MUKJI, HMKJ MOY€BHUHBI

cunTeTasa 1

2AT® + P

OpHuTHH
cyaumHar-  OPHHTHHORGLIA m
Tpaxchepasa
Untpynnun

Pi

AM® + PPi
MuToxonapHa

C okcanoauerartom

C a-KeToryTaparomM

@epmeHmbz uMﬂDKaJlU&’OGaHbl 6Mum0x0H()pMﬂ)C U 4acmuvHo 6 yumaoasoJjie Ki1emkKu. Hpoxoofcc)eHue
uyepes M€M6pany npomMesNCYNnoUHblX coeouHenutl ocywiecmejisiemcs ¢ NOMOWbHO CneyudlbHblx
benkos NePeHoCcYUKos.

Ckopocmb cunmesa MoOUeUHbl ONpedensemcs Nepeoll peakyueu YuKid, Kamaiuupyemou
kapoamoungocghamcunmazou 1, 6 pezyrbmame xKomopou obpazyemcs xapoamoungocgam usz
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ammuaxa u euopokapoonama (HCO-3). Kapbamoungochamcunmaza axmusHa mMoONbKO 8
npucymemeuu N-ayemunenromamama.

Ha cnedyroweti cmaouu yuxna KapOAMOUNbHLIL OCMAMOK NEPEeHOCUMCA HA OPHUMUH C
0bpazosanuem YumpyuiiuHa. 3amem HPOUCXOOUM peakyus dcnapmama ¢ YumpyiiuHoOM U
cunmesupyemcs apeuHuncykyunam. Cneoyiowas peaxkyus CONpo8oIcOaemcs omujenyienuem
@ymapama u 0obpazosanuem apeuHUHA Npu SUOPOIU3E KOMOPO20 00pazyemcs u3omouesuna. B
pesyivmame nepecpynuosKiU U30MOUe8UHbl 00pA3yemcs MOYeBUHd, d OCMAWUNICA OPHUMUH
8HOBb BKNIOUAEMCA 8 YUKIL.

Ipuioxenue I'2. Ileppuynblie rUNIEPAMMOHHEMHHU

HazBanue AO0GpeBuaTypa I'en Jlokyc Tun OMIM
HACJIeI0
BaHUs

N amerun rmortamar | NAGS nepunur | NAGS | 17921.31 | AP 237210
CHUHTETa3Hast 608300
HEJ0CTAaTOYHOCTh
Kap6omomndochar- | CPS1 gepunur | CPS1 2035 AP 237300
CUHTETa3Hast 608307
HEJ0CTaTOYHOCTh
OpHuUTHH oTC oTC Xpll.4 X- 311250
TpaHckapOamMuiIa3Ha neduIuT cuermwien | 300461
sl HEJIOCTaTOYHOCTh HOE
HuTtpynnuHemus CTLNI1, Apruaun- | ASS1 9g34.11 AP 215700
Tl CYKIIUHAT 603470

CUHTETa3Has

HEJ0CTAaTOYHOCTh
ApruHUHSHTapHas ApruHuH ASL 7911.21 AP 207900
anuaypus CYKIIMHAT Jua3Has | deghuyu 608310
HEJ0CTAaTOYHOCTh | m

ApruHuHEMUS Hedunut ARG1 [6qg23.2 AP 207800

apruHassl 1 oeghuyu 608313

m

HHH cunnpom ORNTI1 pedunur [ ORNTL | 13g14.11 AP 238970
(runepaMMoHueMus, |[(MUTOXOHIPUATIBEH
TUTIEPOPHUTHHEMHUS, Bl TepuuT
TOMOITUTPYJUTHHYPH OpHUTHHA,
s) SLC25A15
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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

HutpymimHemust Henocratounocts | CTLN2 | 7921.3 AP 6058146034
THII 2 [IUTPHUHA, SLC25A1 71
MEPEHOCUYHK 3
acraprar-
TJIFOTaMaT
Henocrarounocts GS GLUL | 1g25.3 AP 610015
TIIIOTAMUH HEJI0CTaTOYHOCTh
CHHTETa3bl

Hpuioxkenue I'3. KiimHn4yeckre NPU3HAKYU ¥ CUMIITOMBI OCTPOM M
xpounyeckoit HIIM u ¢paxkTopsl, npoBOLUpYyOLHe THNIEPAMMOHHEMHUIO NIPU

HIIM

Octpass ManudecTanus

XpoHHuYeCKoe TeUeHH e

HN3meHeHHOE cO3HAHME (OT COHJIMBOCTH M
JIETAPIrUH 10 KOMbI)
* Octpas sHuedanonatus (CM. HUXKE)
e Cynoporu (00bIYHO B COYETAHUH C
M3MeHEHHbIM CO3HAHHEM)
Atakcus (00bIUHO B COUETAHUU C
M3MEHEHHBIM CO3HAHUEM )
WNHucynbTonoaqo0HbIe AMTU30/1bI
BpemMenHnas noreps 3peHus
PBoTra m cHMKeHMe anmeTHTA
[leyeHOUHAst HETOCTATOUYHOCTh
IHonuopranHasi HeIOCTATOYHOCTH
Hepocrarounocrs nepugepudeckoro
KpOBOOOpanieHust
«ITocnepomoBoni mcuxo3»
Ilcuxuarpuyeckue CUMITOMBI
(raJLTIOMHALMH, IAPAHOIS, MAHNS,
IMOIMOHAIbHbIE U3MEHEHH S U
H3MEHEeHHUs JTUYHOCTH)
Y HOBOPOKIEHHBIX:
* KJINHUYEeCKasi KAPTHHA Cercuca,
HAPYLIEHUs] TEPMOPeEryasiiuu
* HApyLIeHHUe AbIXaHUsl, ObIIIKA
e Hesponornyeckne HapyIeHHs
Pa3TUYHON CTETICHH BBIPAXKEHHOCTH
(cuHIPOM BO30YXACHUS UITU
YTHETECHHUS, CYJIOPOTH, KOMa | JIP)

CnyTaHHOCTDH CO3HAHMS, JIeTAPIHUs,
roJIOBOKpYKeHHe

* MurpenenogoOHbIe roJIOBHbIE 00J1H,
TPeMOp, aTaKCcHsl, AU3APTPUA

* TpyanocTu B 00y4eHnH, 3aiepPiKKa
IICUXOMOTOPHOIO pa3BUTHS

Xopes, nepeOpabHBIN apaIny
[IponomxuTenbHass KOPKOBas CJIENOTa
[Iporpeccupyromas cnacTuueckas JUILUIETUs
M kBaapuruierus (onucano npu ARGID u
cunapome HHH)

OTBpauienne kK 0eJIKy, CKIOHHOCTh K
HHM3K00€JIKOBOMY PALIMOHY

BoJu B ;xuBOTE, pBOTA

OrcyrcrBue npudaBKu B Bece
I'emaTomeraJinsi, noBbIlIeHHE YPOBHS
Me4YeHOYHBIX epMEHTOB
IlcuxnaTrpuyeckue CHMITOMBI:
THNIEPAKTHBHOCTD, IIEPeNnaibl HACTPOCHHUS,
H3MEHEeHHOe MoBeeHNne, AarPecCHBHOCTD

AyToarpeccuBHOE TOBEJICHUE
Aymucmuxono0dobHnvie HapyuieHusi N0geOeHUs
Jlomkue Bosiochl (xapakrepHo A ASLD)
Jepmamum

ONU30MYECKHIl XapaKTep MOsIBJICHHS
CHMNTOMATHKH

DakTOopbl, NPOBOUMPYIOIIME rHNIepaMMoHMeMudecKuii kpu3 npu HIIM

o Uudekuus
e [loBBImICHUE TEMITEPATYPHI
e PBora
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o Kenyno4yHo-KuIIEUHOE UK APYTrOo€ BHYTPEHHEE KPOBOTEUECHUE

e CHmwkeHHOE NOTpebiieHNe KaJopHii nim O6enka (Hamp., roJIoJaHue epes ornepanuei,
CUJIbHOE CHI)KEHUE BECa Y HOBOPOXKACHHBIX )

e Karabonu3M 1 MHBOJIOLKS MAaTKU B MOCIEPOOBOM Nepruo (IPEeUMYILIECTBEHHO Y

skenmmuH ¢ OTC)

XHUMHOTEpaInusi, BRICOKHE J03bI TTFOKOKOPTUKOUIOB
[IpomomKuTENbHBIC W/UTH HHTCHCUBHBIC (PH3UYECKIE HATPY3KH
OrnepaTuBHBIE BMEIIATEILCTBA MOJ1 OOIIIEH aHecTe3uei
BricokoOenkoBas Harpy3ka (Harp., 6apOeKto, mapeHTepaIbHOE MUTAHUE)

[Tpuem nexapCTBEHHBIX MPENapaToB: MPEUMYIIIECTBEHHO BAJIbIPOAThI U L-

acraparmnasa/meracnaprasa. Tonupamar, kapoamasenus, peHodapoura, GeHUTONH,
MPUMHJIOH, DYPOCEMUI, THAPOXJIOPOTHA3U] U CATHITMIATHI aCCOLIMUPOBAHEI C
THIIEPAMMOHHEMHUYECKOH JIEKOMITCHCAIINEH.

Hpuioxenue I'4. KoHueHTpauus aMMHOKHUCJIOT M OPOTOBOM KHUCJIOTHI IIPH

HIIM

3a0osieBanue I'en, AMUHOKHCI0TBI | Oprannyeckue

HacJleJ0BaHHe KpPOBH KHCJIOTHI MOYH/KPOBH
Henocrarounocthb CPS1, AP /N Aprunun |/N oporoBas kuciora
kapbamomndocdar VN Hurpynnux
CHUHTETa3bl Tl yramun

1 AnaHuH
Henocrarounocthb OTC, X /N AprunuH | 1 T opoTOBas KUCJIOTa
OPHUTHHTpPAHCKapOaMUJl | CIEIJICHHBIN VI/N Hutpymnua
azbl
Henocrarounocts ASS1, AP 1T ApruauH N opoTtoBas kuciora
APIrMHUHCYKIIMHATCUHTET 1 Hutpyinun
a3bl
HenocraTtounocts ASL, AP /N AprunuH | N opoToBas Kuciora (B
APTHHUHCYKIIMHATIINA3EI T Hutpymiia PEIKHX CIydasx MOXKET
(apruHUHSHTapHAs Tl myramun HE3HAYUTEIILHO
anuIypys) TAnannH TTOBBIIIATHCS)
T 1 apruHUHSAHTapHas
KHCJIOTa

HenocraTounocts ARG1, AP 11 ApruHuH N opoToBast KucioTa
apryuHa3bI
HenocraTounocts N- | NAGS, AP /N AprunuH | N opoToBast KUClIOTa

alCTuI-riryramar-
CHHTETAa3bl




HHH cunnpom ORNT1, AP 11 OpHuTHH HesnauutenbHo
noBbleHa/N opoToBast
KHCIIOTa

[Mutpynaunemus tum 1 CTLN2, AP 1 HurpyuiH N oporoBas kucnora

IMpuioxenue I'S. ludpdepenuuanbHas THArHOCTUKA NPU BPOKIACHHbBIX
HAPYIIEHUSIX 00MeHa, NPUBOASIIUNX K PA3BUTHIO THIIEPAMMOHUEMHHU

IHapameTp CocTosinne
HIM OA JedexTnI - Cunapom Jedumur
OKHCJICHUS THNEPUHCYJT | THPYBATKAPOOKC
JKHPHBIX HHU3MA- wiaspl?
KHCJIOT TUNEpaAMMOH
HEeMHH
Aunaos +- + +/- - +
Keronypus® - + - - ++
T'unoraukemus’® - +/- + + +
1 Jakrat® - + +/- - +
TACAT u AJAT (+)¢ - + - +/-
1 KOK - - + - -
TMoueBas - + + - -
KHCJIOTA
| Jleiik/9p/Tp - + - - -
CHusKeHne Beca - +f - - +

[Ipumeyanue: TOMUMO  COCTOSIHUN, TPUBEIEHHBIX B  TabJuIle,
TUIIEPAMMOHHMEMHUIO  MOTYT  BbI3bIBaTb  JE€(PEKTbl  MUTOXOHJPHUATIBLHOIO
OKUCIUTENBbHOTO (pochopunupoBanus, AePUIUT [UTPUHA, JTUUHYpHUUECKas
HEMEPEHOCUMOCTD OeJKa WK NeDUIIUT OPHUTHH aMUHOTpaHChepasbl.

OA- oprandeckue auuaypun

a Y HOBOPOXIEHHBIX KeTOHYpHUS (++ WUiu +++) yKa3bIBaeT HA OPTraHHUYECKYIO
AUy puIo.

b I'mneprivkeMuss ¥ runepaMMOHUEMHES («IICEBIO-CHHAPOM Pesi») Moryt
OBITh OCHOBHBIMU TPOSIBICHUSIMU OPraHUYECKOW alUIypuH, CBSI3aHHOM C
nedunuTom 3-ruapokcu-3-MeTIriayTapui-CoA nmassl.

¢ JIakTaT B KpoBM UH(OPMATUBEH MPH YPOBHE >6 MMOJIB/J1, TOCKOJIBKY MEHEE
CUWJIBHOE TOBBIIIEHUE (2-OMMOJIB/T) MOXKET OOBSICHATHCS CHJIBHBIM IUIAYEM WITU
BBICOKOUW MBILLIEYHOM aKTUBHOCTBIO.

d IloBeimenue ypoBHeln ANAT u ACAT BO3MOXHO, HO HE SIBISCTCS
IIOCTOSIHHBIM ITpu3HakoM HIIM.

€ MoeT OTCYTCTBOBaTh Y HOBOPOK/ICHHBIX.

f TonbKO y HOBOPOXKICHHBIX.
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g C runepaMMOHUEMHUEN acCOIMUPOBAH TOJIBKO TUN B, HO He Tl A u C.

IIpunoxenue I'6. be3onacHble ypoBHU NOTpPedIeHUs OeJIKka U
JHepreTuYecKue NOTPeOHOCTH y AeTeil U B3POCJIbIX

be3zonacHbie ypoBHH TIOTpeOIICHHS OElIKa ¥ SHEPTeTUIECKUE IIOTPEOHOCTH Y IETEH U B3POCIIbIX, &
TaKKe B MEPUO] OEPEeMEHHOCTH | JIaKTaruu (BeI00poYHO 13 pekomeHnarmii FAO/WHO/UNU mnst

3J10pOBOM MOMYJISALIM)

IloTpebiienne Genka JHepreTuvecKkas NoTpedHOCTh

Bo3pa | nmorpedsenne Bo3pa | keHmI | My:K4 | JKeHIN | MY:KY

cT cT HHBI HHBI HHBI HHBI

Mecay | 2/Ke eeca mena 6 0eHb 20001 K/c/ke eéeca | 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 50 305 315 72,9 75,3

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

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

2000l

15 1,03 B3pociable, ymMepeHHbIii YpOBeHb AKTHBHOCTH, BeC
Tesia 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

JKEHIUHBI Myxk4 | B3pociablie, ymMepeHHbIil YpOBeHb AKTHBHOCTH, BeC
HHBI Tesa 50 kr

2000l

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 Oo0mras JOMOJTHUTEIbLHASA JHepreTuYecKas
NMOTPEeOHOCTH NPH GepPeMEeHHOCTH

15 0,85 0,88 mpum | K/xnuc/0ens KKan/0ens
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 | |
Oo6mas JIOTIOJTHUTEIbHAS JHepreTuyecKas
NOTPeOHOCTH NMPH JAKTAINH

bepemenHoOCTH mecay | k/lc/oenn KKaj1/0eHb
bl

O0uree JIOTOJTHUTEJIbHOE

norpeodJieHne GeaKa 1-6 2800 669
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norpedJeHne dejIKa

mpum | 2/0eHp >6 1925 460
ecmp

1 1

2 10

3 31

JlakTanus

Oo6mee JOMOJTHUTEJIbLHOE

Mmecau | 2/0eHb
bl

1-6 19

>6 13

Hopwmbl puznosioruyeckoii noTpeGHOCTH B OCHOBHBIX NHIIEBBIX BelleCTBAX M JHEPIrUH 1151

3I0POBBIX JIeTeil

Hpuioxkenue I'7. CpeaHecyTouHble HOPMbI HOTPEOHOCTE B OCHOBHBIX
NHMILEBbIX BELECTBAX U JHEPIrUM VISl AeTell epBOro roaa ;Ku3HM (Ha Kr

Macchl TeJjia)

Bospact (mec.) OHeprus benox Kupst VYrneso
KKaJl/ KT /K1 r/Kr JIBI
/KT
0-3 115 2,2 6,5 13
4-6 115 2,6 6,0 13
7-12 110 2,9 55 13

Ipunoxenue I'S. Hopmbl pu3nosornyeckoi noTpedGHOCTH B OCHOBHBIX
NUIIEBBIX BEIECTBAX U YJHEPIrUH ISl 30POBbIX JeTel cTapiie rojaa

Bo3spact Oneprus kkan | benok, r/cyrku | XKupsl, r/cytku | Yries
O/JIB,
r/CyTK
U

ot | rona no 2 ner 1200 36 40 174

oT 2 nieT 110 3 ser 1400 42 47 203

ot 3 o 7 ner 1800 54 60 261
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or 7 o 11 ner 2100 63 70 305
or 11 no 14 ner manmpuuku | 2500 75 83 363
ot 11 o 14 ner neBouku 2300 69 77 334
ot 14 o 18 siet roHOMmN 2900 87 97 421
ot 14 o 18 net neBymku 2500 76 83 363

Ipunoxenne I'9. IlpumepHbIii CyTOYHBI HA0OP NPOAYKTOB, €r0
XHMHMYECKHH COCTAB M JHEPreTHYeCcKas HeHHOCTh /I AeTeH J0IIKOJIbHOI0

Bo3pacra ¢ HIIM
[TpomykThI KonnuecrBo, | Oenku JKUPBI yIJIeBOABI | DHepreTuuec
r (M) Kasi LEHHOCTb,

KKaJl

X160 HU3KOOEIIKOBBII 140 1,06 3,5 84,2 378

Xne0o0ynouHbIe 30 0,23 2,7 194 105

HA3IEIINS

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

HHU3KOO0EIKOBast

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

HHU3KO0EIKOBas

Kpymna nuskobenkoBas | 25 0,2 0,5 21,6 90

Cyxoit  Oe30enkoBwiii | 24 5,0 17,2 114

HAIIUTOK

Macao cnuBOYHOE 20 0,1 16,5 0,16 149

Macao TormieHoe 10 0,03 9,8 0,06 88,7

Macno pactutenbHoe 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
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Kanycra cBexas 55/44 0,79 0,05 2,1 11,9
MopkoBb 95/76 0,98 0,07 4.8 25,8
Caexia 60/48 0,72 0,05 4,32 20,2
Kabauku 25/19 0,12 0,06 1,0 4,75
Orypirs 5/4 0,03 - 0,11 0,65
Canar 10/9 0,12 - 0,18 1,4
[ToMumopbI 15/13 1,3 0,03 0,49 3,0
Tomar-niacra 8/7 0,35 - 1,33 7
JIyk permyatsiii 5/4 0,05 - 0,32 1,45
Kiroxksa 10 0,05 - 0,38 2,6
Cokn 100 0,5 - 11,7 47
DpyKTHI CBEXKHE 200/170 0,9 0,5 16,6 78,17
OpyKTHI cyxue 10 0,3 - 5,05 22,7
3a cueT HaATypaJbHBIX 9,5 70 258 1700
MPOJTyKTOB

Ipuaoxkenue I'10. To3p1 mpenapaToB, HCNOJIb3yeMbIX EPOPATBHO AJIA
MJINTEJbHOU Tepanuu nanuenTos ¢ HIIM

3abonesanue | Harpus
OeH3oaT

Harpus

¢denunOyrupa

T NN

OKBHBAJICHTHA

s1 103a

TJIHLEepoIa
¢bennndyTrpa

Ta

L-aprunun
(rugpoxsiopu
Il WA 0€e3
OCHOBaHU)

L-turpynun

Kapritomos
ast K1ciora
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NAGSD

10-100
MI/KI/I€Hb

CPS1D

1o 250
MI/KI/IeHb
Makcumym. 1
r/neHb

<20 kr: 510
250
MI/KT/AeHb #
>20 kr: 5
r/M2/neHb
MaKCUMYM 12
I/IeHb WIN
8.5
MII/m2/neHn
(9.4
r/m2/neHs)

<20 kr: 100-
200
MI/KI/IeHb
mwin: 0.5-1
mmol/kr/neun
>20 kr: 2.5-6
r/M2/0eHb
Makcumym 6
I/IeHb

100-200
MI/KI/0€eHb
MaKcUMyM 6
r/neHb

OoTCD

TaKKC

TaK¥XKC

TaKKC

100-200
MI/KI/IeHb
MakcUMyM 6
I/JeHb

ASSD

TaKXE

TaKXEC

<20 kr: 100-
300*#
MI/KI/IeHb
mw: 0.5-1.5
mmol/kr/neHn
>20 kr: 2.5-6
r/M2/0€eHb
MaKCUMyM &
r/neHn

ASLD

TaKXC

<20 xr: 100-
300*#
MI/KI/IeHb
mwm: 0.5-1.5
mmol/Kr/neHn
>20 kr: 2.5-6
r/M2/0eHb
MaKCUMyM &
I/IeHb

ARG1D

TaKXC

TAKXC

HHH
CHUHAPOM

TAKXC

TAKXC

<20 xr: 100-
200*
MI/KI/1eHb
>20 kr: 2.5-6
r/M2/0eHb
Makcumym 6
I/IeHb

100-250
MI/KT/I€Hb
MaKCUMyM 6
r/neHn
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Ipuioxkenue I'11. YpoBHU runepaMMOHHEMHH U NIpeAJiaraeMble 1eicTBUs

Yposennb JeiicTBus npu | [deiicrBus npu | Kommentapun

aMMOHUSA OTCYTCTBHU ycranoBjennom HIIM

( MxM) JAUATHO3a

IIpeBblieHue | = UCKIIIOUUTh | * UCKJIIOUUThH OEsI0K * UCKJIIOYUTh OEJI0K

BEpXHEN Oenox . IJI0KO3a  B/B B | Ha CYTKH

TPaHMIIBI * TJIIOKO3a B/B B | COOTBETCTBYIOIICH (MakcumanbHO — 48

HOPMBI COOTBETCTBYIOLIEH | JO3MPOBKE IUISL | 4acoB)

J03UPOBKE Ul | TpeAoTBpaIlCHUs . n3beraThb
IPEOTBPALLICHUS Katabonn3ma (10 | obmennoro
KaTtaboau3mMa MT/KT/MUH. y | TMepelvBaHUs
(10Mr/kr/MHH. Yy | HOBOPOXKICHHBIX) + | KpPOBM, IIOCKOJIBKY
HOBOPOJXKICHHOTO) | HMHCYIUH® 3TO MPHUBOAUT K
+ MHCYIMH? *  KOHTpPOJb  YpOBHEH | Karabomm3my
. KOHTPOJb | aMMOHHUSI KaX/ble TpHU | *  TUIEPrIUKEMUS
YpOBHEW aMMOHHS | Yaca MOXET OBITh OYEHBb
B KpPOBH Kax/ble OIacHOM
TpH 4aca (TUIIEpOCMOIIAPHOC
Th)

>100 u <250 | = HayaTh JICYEHHUE C | * MPOJOJDKATH JIEYEHHE C | * TMpU  TKEIOU

(y B/B L-aprunuHoM 1 | L-apruauHom (Takxke | TUNEPTIUKEMHH

HOBOPOXKJICHH | CKaBEHDKEpPaMU MIPOIOJKHUTD Wi | ¢ BBICOKUM

BIX a3oTa (cM. | BKJIIOYHTH  L-IUTPYJUIMH | JAKTaTOM >3

>150 nu <250) | Tabmuimy 5) mit NAGS, CPS1 wmm | mMmone/nm) — sydrie
= Hayath BBeAeHue | OTC) u OeH30aTOM HATpHsl | CHU3UTH BJIMBAHUSA
kKapOammirmyrama | + HATpUs | TIIIOKO3BI, a He
Ta, KapHUTUHA, | (eHunOyTupar/GeHnnaneT | MOBBIIIATE HHCYJINH
BHTaMHHA B12, | ar®, YBEJIIMYUTH 03y WA | * n30erarhb
O6uoTHHA JlaBaTh B/B TMITIOTOHUYECKUX

* [IpH OTCYTCTBUH PBOTHI | PAacTBOPOB
paccMoOTpeTh

BO3MOXHOCTb

Ha30racTpajbHOrO

BBEJICHUSI YTJICBOJIOB U

OMYNbCUU JIUOUIOB (115
TIOBBIIIICHUS

KaJOPUHHOCTH)

250 - 500 * KaK BBIIIIE * KaK BHIIIE, HO BCE | * MOOABUTH HATPUUN
. IIPUTOTOBUTH | JIEKapCcTBa B/B " KaJIui B
pacTBop JUISL | * TIPUTOTOBHUTH PAcTBOp | 3aBUCHMOCTH oT
remo(nua)unbrpa | s YpOBHS
MU TIpU TSDKEJNOM | reMo(ua)puibTpanuu AIEKTPOJIUTOB
sHIIe(aTonaTun npu TSDKETION | = YUUTHIBATh
u/nnm paHHeM | sHuedamonaTun u/unu | notpebieHue
MOBBIIIEHUN paHHEM MOBBIIIEHUH | HATpUs npu
aMMOHHSI B KPOBH | aMMOHHUSI B KpPOBH WIM | Ha3HAYCHHUU

OeHzoara W
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WM OYEHb PaHHEM | ouyeHb paHHeM jaebOrore (1- | (permnOyTupara

neorote (1-2 nenp) | 2 aeHb) Harpus

. HayaTh | ® HayaTh | * HE Ha3HayaTh L-

remo(ua)unbTpa | remo(aua)puabTpamo aprunuH mpu ARG1

U0 IpU | TPU OTCYTCTBHH OBICTPOTO

OTCYTCTBHH CHW)KCHHMSI aMMOHHS B

OBICTPOTO npenenax 3-6 yacon

CHIDKCHUS

aMMOHUS B

npenenax 3-6

4acoB

500 - 1000 * KaK BBIIIIE * KaK BBIIIIE YUUTHIBATh

* CPOYHO HayaTh | * CPOYHO HA4aTh | BO3MOJKHBIC

remo(aua)unbTpa | remo(aua)uabTparuio pOoOJIeMEI,

U0 CBsI3aHHBIC c
UCTIOJIb30BaHUEM
OeHzoara  HATpHS
IPH  OPTaHUYCCKUX
Al JIEMHSIX
. n30eraThb
MIOBTOPHOTO
00JIFOCHOTO
BBC/ICHUS

>1000 . OLICHUTH | *® OIICHUTH | ® KOHTPOJIb YPOBHEH

11€JIECO00PA3HOCTh | IIEIECO00Pa3HOCTh docdaron u

PaaMKATBHOTO paJMKaIILHOTO  JIeWeHHs | WH(]Y3nOHHAs

JICUCHHUSI WM | WIn NAJUTMATUBHOW | Teparus,

nepexozaa Ha | MOMOIIHX HampaBJICHHAsT  Ha

NAJTHATUBHYIO CHU)KCHHE

IIOMOIIb OCJIOKHEHUH  TpH
remo(ua)
bunbTpanun

a KOHTpOHB YPOBHA TJIFOKO3bI 4YCPE3 30 MUHYT W [Oajie€ pa3 B YaC, YUYUTbIBAA BBICOKYHO

YYBCTBUTCIILHOCTb HCKOTOPBIX HOBOPOXKJACHHBIX K HHCYJIIUHY.

b MoxHO Ha3Ha4YNTh B/B SKBHUMOJISIPHBINA pacTBop OceH3zoara 10% u ¢enmnanerera Hatpus 10%
IIPU €ro JOCTYMHOCTH (KOMOMHMpHOBaHHBIN mpenapat AmMmonyn (CLHA), u ero ananor st BB

BBeJleHUs pousBoauTens WayMade):

250 MI/Kr Kak MpoJO0JKUTENbHAas! B/B HH(DY3Hs B TEUEHUE CYTOK.

c Coz[epxcaHI/Ie HaTpusa B OAHOM I'paMMC OcH30aTa WIIH (I)CHI/IJ'I6YTI/IpaTa HaTpus COCTaBJIACT 7

MMOJIb U 5,4 MMOJIb, COOTBETCTBEHHO.

Hpuioxenne I'12. KoHceHCyCHbIE peKOMEHIAIUN 110 J03MPOBKe NMpPenapaToB

NP OCTPOM IEKOMIIEHCALTUU

: bomocHoe BBenenue 250mr/kr B/B/90-120 MuH., 3aTeM

Hapymenne

Bensoar @enusiOyTupaT Hatpusi | L-aprunun N-
HATpPUs (PBA) rUApoOXJopua? Kapo0amau
(BHYTPB, HATpHs/(peHnIaneTAT (B/B, Ha 10% pacTBOpe | JriyTama
B/B, Ha 10% | Hatpusa (B/B, Ha 10% | rJIHOKO3bI) T (TOJABKO
pacTBOpe IJII0KO03bI) nepopaJib
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pacrBope HBIii/9HTE
TJIIOKO3bI) paJbHbII
npenapar)
[Maruent 6e3 | bonrocHoe bomtocnoe BBenenue 250 | bomrocHoe BBeZeHuEe | bomtocHoe
auarHosa BBEJICHUC mr/kr B teueHue 90-120 | 250(—400) wmr/xr (1-2 | BBeacHHE
250 Mr/kr B | MHH., 3aTeM | MMOJIB/KT) B Tedenne 90— | 100 wmr/kr
teuenue 90— | mognmepxanue: 250-500 | 120 mun., yepe3 HI
120 muH., MT/KT/CyT 3aTeM Toanaepskanume 250 | 30HT,
3aTeM (1,2 MMoub/KT/CyT) MT/KT/CyT 3areM 25—
MoIIEpKaHU (1,2 MMoOnB/KT/CyT) 62,5 wmr/kr
e: Kaxaple 6
250-500 4acoB
MT/KT/CyT ©
(mpm  Bece
tema >20 kr
5,5 r/m2/cyT
NAGS TO XKe - BomnrocHoe BBeaenue 250 | To ke
mr/kr (1,2 MMOJIB/KT) B
teuenue 90—120muH.,
3aTeM noaxaepxkanue 250
MT/KT/CYyT (1,2
MMOJIB/KT/CyT)
CPS1 & | TO ke Bomrocroe BBenenme 250 | TO ke -
oTC Mmr/kr B teueHue 90-120
MHUH., 3areM
noanepxkanue 250(—500)
MT/KT/CyT ©
ASS TO K€ TO KE TO KE -
ASL ¢ TO XKe Bbomrocnoe Beenenue 250 | bomocHoe BBeaenue 200- | -
mr/kr B tedenne 90-120 | 400 mr/kr (1-2 MMOJIB/KT)
MUH. 3areM | B TedeHue 90—120 mMuH.,
noIepKaHHe: 250 | 3arem nmopnepxanue 200-
MI/KT/CyT © 400  wmr/kr/cytr  (1-2
MMOJIB/KT/CYT)
ARG1® TO Ke - IIpoTuBONMOKAa3aH -
Cungpom TO XK€ Bomrocnoe BBenenue 250 | - -
HHH Mr/kr B teuenne 90-120
MUH., 3aTem
MoIepKaHHE: 250
MI/KT/CyT ©

Ipuaoxenne I'13.

(MeTa00JIMYeCKOM KPHU3€e) Y MJIaJIEHIeB U J1eTel

Orpanuyenue 0e/iKa NpU HEOTJIOKHOM MOMOIIH

OrpanuyeHue Oejka TPU HEOTIOXKHOM MOMOIIM (METab0JIMYEeCKOM Kpuse) Y

MJIAJIEHIIEB U JIETEH.

Bo3pact

Konuenrtpa
U
MOJTUMEPOB
TJTHOKO3bI

Kanopuu/100ma Pexomenayem [Yacrorta
KK KK asi  CyTOYHAasl [KOPMJICHHS
no3a
noTpedIeHust
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(%
YIJIEBO/IOB)

/To 6 mec. 10 40 167 150 mur/kr IKaxeie 2-3
gaca
repopaibHO/60
ITFOCHO

7-12 mec. 10-15 40-60 167-250 120 mn/kr KPYTJIOCYTOYHO

1 rox 15 60 250 1200 mut 1502051
[MOCTOSTHHOE
BOHJ/IOBOE
KOpMJICHHE

2-9 ner 20 80 334 [To C TNPUMCHCHHE

MOKa3aHWsIM °  [Hacoca L
BHTEPAILHOTO
>10 ser 25 100 418 ITo MATAHUS
MOKa3aHUsAM

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

a Jlns nereit ¢ BecoMm >10 Kr moTpeOHOCTH HEOOXOIUMBINH 00beM O€30CIKOBOTO INMUTAHUS B
HEOTIIOKHOM CUTyallii MOKHO PacCYUTATh KaK:

11-20 r: 100 mu/kr aiis nepssix 10 kr, oiroc 50 mi/kr ans cneayromux 10 kr.

>20 xr: 100 ma/kr uis epBbix 10 kr, mmroc 50 mur/kr ams caenyromux 10 kr, toiroc 25 mMit/Kr nanee
10 MakcuMaiabHOro 3gauenus 2500 mi/neHs.

Ipuioxkenue I'14. Meradoim4ecKknid KOHTPOJIb, MOHUTOPUHT THETHYECKOI0
JICYeHUs], HYTPUTHUBHOI'0 CTATYCA M BO3MOKHbBIX OTAAJEHHBIX OCT0KHEHNH
3a00/1eBaHUA

Uccnenosanue YacrtoTa

AMMUaK, ra3bl KpOBH, JAKTAT 2 pasa B Mecs1l B IEpBBIC 2 MecsIla
mocie  MOCTAaHOBKH  JHAarHosa,
nanee 1 pa3 B 4 Mecsma u 1o
MOKa3aHUSIM

Ompenenenue ypoBHsi o0miero Oenka, anbOymuna, | 1 pa3 B Mecsil B mepBbie 2 MecsIa

MOYEBHHBI nocjie  IMOCTAaHOBKM  JMarHosa,
nmanee 1 paz3 B 4 Mecsua u 1O
MIOKa3aHUsIM

Onpenenenne AKTUBHOCTH NeYeHOYHbIX | 1 pa3 B Mecsl B mepBble 2 MecsLa

(dbenpmenToB (ANAT, AcAT) IIoCJIe  IOCTAaHOBKM  JMAar”osa,
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nanee 1 paz3 B 4 Mecsua u 1O
MOKa3aHUsIM

Koarymorpamma craniaprHas

1 pa3 B mMecs1 B niepBble 2 Mecsa
nocjae  MOCTAHOBKM  JMArHosa,
nanee 1 pa3 B 4 mecsma u 1o
MOKa3aHUAM

OO6muit ananus kposu +COD

1 pa3 B 4 Mecslia U 10 NOKA3aHUSIM

OO0OMeH xeiesa

1 pa3 B 4 Mecsl1a U 10 NOKA3aHUSIM

V3U opranoB OpromHON MOJIOCTUHTIOYKH

1 pa3 B 4 Mecsl1a U 10 NOKA3aHUSIM

OKTI’

1 pa3 B 4 Mecs11a U 10 OKa3aHUSIM

9x0oKTI

1 pa3 B 4 Mecsi1a ¥ 110 TOKa3aHUSIM

Buneo-K93I" MOHUTOPHUHT ¢ BKIIOUEHUEM CHA

1 pa3 B 6 MecsineB

AMUHOKHCIIOTHI TIa3MbI KPOBH
(mocne 3-44 ronoganus)

2 pa3a B Mec4Il B IEpBbIC 2 Mecsla
IOCJIe  IIOCTAaHOBKHM  JHArHo3a,
namee 1 paz3 B 4 Mecsua v 10
MMOKa3aHUsIM

Ananmm3 Moum Ha OPraHn4C€CKUC KUCIJIOThI

[Tpu OTC - 1 pa3 B 6 MecsiieB
+ Bo Bcex ciydasx ocCTpow
rUIepaMMOHUEMUN

KonTponb nueTs! (MHieBoil THEBHUK)

1 pa3 B Mecd1 B niepBbIE 2 Mecsa
nocjie  IMOCTAaHOBKM  JHarHosa,
jJanee 1 paz3 B 6 MecsaueB M IO
MOKa3aHUsAM

AHTponomeTpus (U3MEpeHne pocTa U Beca)

1 pa3 B 4 mecsia

CrangapTHBIM OCMOTp Bpada-neauarpa

1 pa3 B 4 mecsma

HccnenoBanue HEBPOJIOTUYECKOTO
(KOHCYJIBTALIMS Bpaya-HEBPOJIOTA)

craryca

1 pa3 B 4 mMecsia

Onenka IQ (koHCYNIBTAIMS HEHPOIICUXOJI0Ta)

c 4 ner 1 pa3 B 12 mecsiuen

Koncynpranus Bpaya- cromMarosora

1 pa3 B 12 mecsues
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